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1. Ilepeyenb KOMIETEHLMH,
YacTHYHO)™

¢hopMupyeMbIX IMCHMILIMHON (TMOJHOCTHIO WJIH

Yuusepcanvnuvie komnemenyuu (YK)/ oowexynomypuvix (OK):

Kona n nammenoBanme
obnienpodecCHoHaATBHON KOMIETCHIINN

WNuaukaTop(bl) JOCTHKEHUS
o0menpohecCHoHaTbHON KOMIIETCHIINN

YK-2

TFOTOBHOCTBIO K YIIPABIICHUIO KOJUIEKTUBOM,
TOJIEPAHTHO BOCIIPMHUMATh COLIMAIIBHBIE,
ITHUYECKHE, KOH(PECCHOHAIBHBIC U KYIbTYPHBIE
pasynuus

npogpeccuonanvnuvix (I1K):

Kona n nammenoBanme
o6menpodeccuoHaIbHOM KOMIETEHITNH

NnaukaTop(bl) JOCTHKEHUS
o6menpodecCuoHAIbHOM KOMITETSHITHHI

[1K-2

TOTOBHOCTD K IPOBCACHUTIO HpO(i)I/IJ'IaKTI/ILIeCKI/IX
MCIUIIMHCKUX OCMOTPOB, AUCITAHCCPU3ALTUU U
OCYIICCTBJIICHHUIO NV CITAHCCPHOT'O H36J'IIOJIQHI/I$I

[1K-3

TOTOBHOCTbH K TPOBEIAECHUIO
MIPOTUBOSIHIEMUYECKUX MEPOTIPUITUH,
OpraHu3aluy 3alllUThl HACEJICHUS B OYarax
0c000 omacHBIX HHOEKIHH, TPU yXyAIIEHUN
paguanmoOHHON 00CTaHOBKH, CTUXUHHBIX
OC/ICTBUSAX U MHBIX YPE3BBIUAWHBIX CUTYAIUSIX

I1K-5

TOTOBHOCTH K OTIPEJICIICHHUIO Y TTAllUCHTOB
MaTOJOTHYECKUX COCTOSHUN, CHMIITOMOB,
CHHJPOMOB 3a00JI€BaHUA, HO30JIOTHYECKUX
($hopM B COOTBETCTBUH ¢ MEXTyHapOAHOM
CTATUCTUYECKOM Kiaccudukarmenn 6oye3Hel u
po0OJieM, CBSI3aHHBIX CO 37J0POBHEM

I1K-6

T'OTOBHOCTB K BEJACHUIO U JICUHCHHUIO ITAHUCHTOB C
HaCI€ACTBCHHbBIMHA 3a00J1€BaHUSIMHU

I1K-7

TOTOBHOCTbH K OKA3aHHIO MEIUKO-T€HETUUECKON
IIOMOIIIH

I1K-9

TOTOBHOCTH K IIPUMEHECHHIO JICKAPCTBEHHOM,
HEMEIMKaMEHTO3HOM TepaIuu U JPYTrux
METOJIOB Y MAIIMEHTOB, HYK/IAIOIINUXCS B
MEIUIIMHCKOMN peaduiIuTaIuu

I1K-10

T'OTOBHOCTB K (1)OpMI/IpOBaHI/IIO Y HacCeJICHU,
MallMEHTOB U YJICHOB X CEMEH MOTHUBAILINH,
HaHpaBHCHHOﬁ Ha COXpaHCHHUC U YKPCIIJICHUC
CBOCTO 3J0POBbA 1 3J0POBBS OKPYKAOMIUX

2. Buabl OLEHOYHBIX
KOMIIETeHIUAMH

MaTepHuaJioB

B COOTBETCTBHM ¢ (opMHupyeMbIMH

HanmenoBanue
KOMIETEHIINHN

Buas! onieHOUHBIX MaTepruajioB

KOJIMYECTBO 3aJaHUI
Ha 1 KoMIeTeHI IO

YK-2

SaﬂaHI/ISI 3aKPLITOTO THIIA

25 ¢ 3TalloHaMH OTBETOB

3amaHust OTKPHITOTO TUIA:
Bormpocs! st cobecenoBanust
CuryanmoHHBbIE 3a7a41

75 ¢ pTajtlOHaAMHU OTBETOB




[1K-2 3aJlaHus 3aKPBITOTO TUIA 25 ¢ 3TajJOHaMU OTBETOB
3aianust OTKPBITOTO TUIA! 75 ¢ 3TaTlOHaMH OTBETOB
Bormpockr st cobecenoBanmst
CutyalnmoHHbIE 337241

[1K-3 3aJlaHus 3aKPBITOTO THIA 25 ¢ 3TajJOHaMU OTBETOB
3amanust OTKPHITOTO THIA! 75 ¢ 3TaTIOHaMH OTBETOB
Bormpockr uist cobecenoBanmst
CurtyalnmoHHbIE 3a]]a4H

[IK-5 3aJlaHus 3aKPBITOTO THIA 25 ¢ 3TajJOHaMHU OTBETOB
3amanust OTKPHITOTO TUTA! 75 ¢ 3TaTIOHaMH OTBETOB
Bomnpocsr mist cobecenoBanus
CurtyalnmoHHbIE 337291

I1K- 6 3aiaHus 3aKPBITOTO THIA 25 ¢ 3TaJOHaMHU OTBETOB
3amanusi OTKPHITOTO TUTIA! 75 ¢ 3TaTIOHaMH OTBETOB
Bomnpocsr mis cobecenoBanus
CurtyainmoHHbIE 337291

IK-7 3aaHusl 3aKpBITOrO TUNA 25 ¢ 3TallOHaMH OTBETOB
3agaHusa OTKPBITOrO TUIIA: 75 ¢ TaJJOHAMU OTBETOB
Bomnpocsr mist cobecenoBanus
CuTyalmoHHbIE 3a0a49K

I1K-9 3alaHusl 3aKpBITOrO THUIA 25 ¢ 3TalIOHaMH OTBETOB
3agaHus OTKPBITOrO TUIIA: 75 ¢ DTaJlOHAMH OTBETOB
Bomnpocsr mis cobecenoBanus
CuTyalmoHHbIE 3a0a49K

T1IK-10 3amanusi 3aKpHITOTO THIA 25 ¢ aTajioHaMu OTBETOB
3agaHus OTKPBITOrO TUIIA: 75 ¢ TaJJOHAMH OTBETOB
Bomnpocsr mis cobecenoBanus
CuTyalmoHHbIE 3a0a49K

YK-2

3ajaHus 3aKpbHITOr0 THIIA

3amganue 1. UHCTpYyKIMs: BriGepuTe 0IMH MpaBUIbHBIN OTBET.

HI/IaFHOCTI/I‘ICCKI/Ie KPHUTCPpUHU MYKOBHUCIIMI03A:
1. XPOHHYCCKHEC 6pOHX03KTa3I)I, IIPaBOCTOPOHHEE PACIIOIIOXKCHHUE CEPALIA, XPOHUICCKUEC

CHUHYCHUTBI;

2. TpyOble uepThl Jnia, KuockoIno3, nedhopmaius IpyAuHbl, HU3KUN POCT, TOPOK KJIaraHOB

cepia, yMCTBEHHAsI OTCTAJIOCTh;
3. peuuIuBUPYIOIIME XPOHUUECKHNE THEBMOHHH, HapyIlIeHUue (GYHKIIUU MOKETYA0YHOMI

KeJe3bl, MaIbaOCOpOIIHsl, 0OUIBHBIN 3TOBOHHBIN CTYII;

4, 3aJICpKKa pocTta, MHOKECTBECHHBIN AN30CTO3, IOMYTHCHUC POTr'OBUIIBI, [TIOBBIIICHHAA
OKCKpCUUA INIMKO3aMHUHOTJINKAHOB (MYKOHOHI/ICEIXEIPI/II[OB) C MOYOH.

Omanon omeema pPCOUINBUPYIOIIUC XPOHUYCCKUC ITHEBMOHUHN, HAPYIHICHUC (bYHKHHH

MOJKENYA0YHOH JKene3bl, ManbaOCcopOIus, OOUIbHBIN 3JI0BOHHBIN CTYJ

3ananue 2. MHcTpyKius: BeiGepuTe oaMH NpaBUIIbHBIN OTBET.

JlnarHocTuueckue KpuTepun Helipoprdpomarosa:
1. BpOXXJIEHHBII MOPOK cepla U MOPOK Pa3BUTHS Ty4e€BOM KOCTH U €€ MPOU3BOIHBIX;

2. MHO>ECTBCHHBIC TUTMEHTHbIE IISTHA HA KOXK€, OITYXOJIN KOJXKXHBIC, TIOAKOXHBIC U 110 XO4Y
HEPBHLIX BOJIOKOH, CKOJIMO3, INTMOMBI 3pUTCIIbHOTO HEPBA,

3. Ce60peﬁHLIe AICHOMBI Ha MICKaAX, JCTITMTMCHTUPOBAHHLIC II5ITHA, ((KO(bCﬁHBIC)) IIs1THA,
CYAOPpOTrH, YMCTBCHHAA OTCTAJIOCTh;



4.

aHEMMUs, I'CIaTOCIINICHOMCET a1k, «OaIeHHBI) 4cCpeIl, BOAAHKA IJ104a.

Omanon omeema MHOKECTBCHHEIC IIMTMEHTHBIC IIITHA HA KOXKC, OIIYXOJIN KOXHBIC,
IOAKOKHBIC U IO X0y HECPBHBIX BOJIOKOH, CKOJIMO3, INTMOMBI 3pUTCIIbHOTO HEPBA

3ananue 3. UncTpykius: Beibepute ouH npaBUiIbHbINA OTBET.
JIMarHoCcTHYeCKue KpuTepuu (PeHUIIKETOHYPHUU:

1.
2.

JIBOVICTBEHHOE CTPOCHME HAPYKHBIX ITOJIOBBIX OPraHOB, PBOTA, JETUApaTals;
MPOTrpeCCUPYIOIINE OJIETHOCTh U TUIOTPO (U, CIUIEHOMET aJIHsl, BEICTYMAIOIINE CKYJIbI U
T00HBIE OyTphI, «OalIeHHBIN Yeperl, aHeMUS;

. MHOXCCTBCHHBIC IMI'MCHTHBLIC IISITHA HA KOXKE, OITYXOJIU KOKHBIC, IOAKOKHBIC U 110 X0y

HCPBHBIX BOJIOKOH;

. OTCTaBaHHEC B ICUXOMOTOPHOM pa3BUTHUH, MPIKpOIIC(l)aJ'II/Iﬂ, THUIIOIMUTMEHTAI s BOJIOC 1

KOXU.

Omanon omeema 0TCTaBaHUE B ICHXOMOTOPHOM Pa3BUTHH, MUKpoLiedanus,
TUIONUTMEHTAIINS BOJIOC U KOXKU.

3ananue 4. Unctpykius: Beibepute ouH npaBUiIbHBINA OTBET.
JlnarHoctuueckue KpuTepuu cuHapoma Mapdana:

1.
2.

OTCTaBaHHE B ICUXOMOTOPHOM Pa3BUTHHU, MUKPOIIC(aInsi, TUTTOTTUTMEHTAITHS

MOJABBIBUX XPYCTAJIMKa, TUIEPIIOABHKHOCTD CYyCTaBOB, BOPOHKOOOpPa3HOE BIaBJICHNE
TPYIAUHBI, BBICOKHI POCT, aHOMAaJIbHBIN POCT 3y0OO0B;

YMCTBEHHAsI OTCTAIOCTh, MAKPOOPXUIU3M, JTUHHOE JIMIIO, BBICOKUH JI00, MAaCCHBHBIN
oA0OPOAOK, OTTOTIHIPEHHBIE YIIIH.

l'uneprenopusm, OpaxuaakTUIUs, KPUITOPXU3M, HU3KHI pOCT, MaxoBasi Tpblka yMEpeHHast
YMCTBEHHAsI OTCTaJIOCTh

Omanon omeema MOABBIBUX XPYCTaINKa, TUIIEPIIOABHKHOCTh CYCTaBOB,
BOPOHKOOOpa3HOE B/IaBIICHUE IPYAUHBI, BBICOKUN POCT, aHOMaJIbHBIN POCT 3yOOB

3amanue 5. UHcTpyknus: BeiGepure ouH nMpaBUIbHBIA OTBET.
JlnarnoctTuyeckrue KpUTepuu aipeHOreHUTAIbHOTO CUHIPOMA!

1.

2.

TUIEPTENOPHU3M, OpaxXUAaKTHIINA, KPUIITOPXU3M, HU3KHI pOCT, TaXOBbIE IPLKH, YMEPEHHAS
YMCTBEHHAsI OTCTAJIOCTb;

TOHAJIbI MIPEICTABIICHBI STMUKAMU, HAPYKHbIE TIOJIOBBIE OPraHbl CPOPMUPOBAHBI T10
KEHCKOMY THITY, BTOPUYHBIE TIOJIOBbIE MPU3HAKH HEJOPA3BUTHI, kKapuoTui 46, XY;

. [Iporpeccupyronias BUpuin3anus, yCKOpeHHOC COMATHYCCKOC pa3BUTUC, ITOBBIICHHAA

AKCKpEIHS TOPMOHOB KOPBI HATIOUYCYHUKOB;
YMCTBEHHAsI OTCTAIOCTh, MAKPOOPXUIN3M, OTTONBIPEHHBIE YIIIU, ATUHHOE JIHIIO,
MAaCCHBHBIH IMOJI00POJIOK.

Omanon omeema Imporpeccupyronias BUpuiIn3alusa, yCKOpECHHOC COMAaTHYCECKOC
Pa3BUTHUC, TOBBIMICHHAA 3KCKPEIUA TOPMOHOB KOPbI HAATIOYCUHHUKOB

3ananue 6. MHCcTpyK1us: BeiGepuTe oMH NpaBUIbHBIN OTBET.
deHoTUNUYECKHE pU3HaKU cuHapoMa KnaitHdenbrepa BKIIIOYAOT:

1.

2.

HHU3KOPOCJIOCTh, KPBIULIOBUAHBIC CKIIAJIKU KOKH B obmactu meu, MHOXCCTBCHHEBIC
NMUI'MCHTHBIC POAWHKU, J'II/IM(I)OCTaS, TOPOKH CepAla U KPYITHBIX COCYIOB

BBICOKHI POCT, FI/IHepFOHaIlOTpOHHHﬁ THUIIOTOHAAU3M, MUKPOOPXUIAN3M, 6CCHJ'IOI[I/IC,
THHCKOMACTHUs, a300CIICPMHUA

. MUKpo1edaus, MoJUAaKTUINA, pacilearHa IryOsl 1 Heba



4.

MUKpO(dTanbsMus, pacuienuta ryosl 1 He6a, MUKpOIeaus, MO AaKTAIHS

Omanon omeema: BHICOKUI pOCT, THIIEPTOHAIO0TPOIHBIM IMIIOTOHAN3M, MUKPOOPXUIU3M,
Oecmioue, THHEKOMACTHSI, a300CIIEPMHUSI

3ananue 7. UncTpykius: Beibepute ouH npaBUiIbHbINA OTBET.
ITopok pa3BuTHS, BCTPEYAIOLUICS KaK CAMOCTOSITEIBHO HACIELYyEMBbII IIOPOK C ayTOCOMHO-
JOMMHAHTHBIM TUIIOM II€PENayM, TaK U KaK CUMIITOM IpU APYTUX CUHIPOMAX, Ha3bIBAETCS

1.
2.
3.
4.

DKTPOJIAaKTUIIUS
Kpunropxusm

Arutazust 60JIBIIOTO TATBIIA
IMuaponedanus

Omanon omeema: DKTPOAAKTUINS
3ananue 8. UHcTpykius: Beibepute ouH npaBUIbHBINA OTBET.

K xknuHnyeckuMm npusHakam cuHapoMa bekBura-Bunemana oTHOCAT

1.
2.

KpbuioBuaHbIe CKIIAIKK HA 1I€€, MOHTOJIOUTHBIN pa3pes ria3
KopoTkyto mieto ¢ n30bITKOM KOXHU U KPBUTOBUIHBIMH CKJIaJIKaMHU

3. T'mneprenopusm
4. bonpuryro Maccy Ipy POKICHUH WU MOCTHATAIbHOE ONepexeHNe (PU3NIECKOTO pa3BUTHUS

Omanon omeéema: BoIblIyio MacCy IpH POXKAECHUN MU TOCTHATAIEHOE OTIEPEKCHNE
(bu3MYECKOTO Pa3BUTHS

3amanne 9. UncTpykuus: BeiGepure ouH mpaBUIbHBIN OTBET.
[Tokazanus 11st MpoBeIeHUsT KapUOTUITUPOBAHUS:

1.
2.
3.

3a/iep’KKa (PU3NUECKOro U MOJIOBOTO Pa3BUTHS, THIIOTOHA/IN3M, TUIIOT€HUTAIIU3M;
HapylIeHHe MypUHOBOTO U MUPUMHUAUHOBOTO 0OMEHA;

npuoOpeTeHHble JehopMalluy MO3BOHOYHHUKA U IPYIUHBI, TIOMYTHEHHE POTOBUIIBI,
renaTroCcIIeHOMEralus;

MpPOrpeIueHTHas yTpaTa IpuoOpPETEHHBIX HABBIKOB, CYAOPOKHBIN CHHIPOM, CIIACTUYECKHE
napanuiu

Omanon omeema: 3aCPKKa (bl/ISI/ILIeCKOFO H IIOJIOBOI'O pa3BUTHA, THIIOTOHAANU3M,
THUIIOI'CHUTAJIN3M

3amanue 10. Uuctpykuus: Beibepure oiMH NpaBUIbHBIN OTBET.
CHUMIITOMOKOMILIEKC, BKIIOYAIOIIUNA MUKpOLIe(anuio, pacuieuHy ryosl U HEOA, MOIUIAKTHIINIO
Y TTOJIMKHCTO3 MTOYEK, HAanOOoJIee XapaKTepeH JJIs:

1

2
3
4

CUHApOMa D/IBapca;

cunapoMma /layna;

cupoma Boabda-XupuixopHa;
cunapoma Ilaray.

Omanon omeema. cuaapoma llaray.

3anmanue 11. MHcTpykuus: Beibepure oiuH NpaBUIbHBINA OTBET.
IToxazaHust U1 IpoBeAeHUS] OMOXMMHUYECKOTO HCCIIeI0OBaHUS HE SIBIISIOTCS:

1

2
3
4

. 3aCPIKKA ICUXUYCCKOT'O PA3BUTHA B COYCTAHUU C IPU3HAKAMU MOYCKHUCIIOTO JUATE3a,

. JICTKasda OJ'II/IFO(prHI/ISI, 3aACPIKKaA MMOJIOBOTO CO3PCBAHUS;

. OHI/IFO(bpeHI/IH B COUYCTAaHHH C 061].16171 JUCIIIIaCTUYHOCTBIO,

. MbIIICYHAs TUICPTOHUA, TUIIOMMUTMCHTAIUA, 3a/ICPIKKA MOTOPHOT'O U pCUCBOI'0 PA3BUTHAL.



Omanon omeema: nerkasi OJIUroppeHus, 3aJep>kKa IM0JI0BOr0 CO3PEBAHUS
3ananue 12. Muctpykuus: Beibeprure oMH NIpaBUIbHBIN OTBET.
[Toxa3zaHust U1 IPOBEACHUS CIICIUATBLHBIX OMOXUMUYECKUX TECTOB:
1. yMcTBEHHas OTCTaJIO0CTh, BPOXKACHHBIE IOPOKU PA3BUTHUS Pa3IMYHbIX OPraHOB U CUCTEM;
2. TIPUBBIYHOE HEBBHIHAIIMBAHMUCE;
3. KaTapakxTa, rernaToCIICHOMET NN, OTCTAaBaHUE B Pa3BUTHH, HEOOBIYHBIN 3ariaX MOYH
4. MepTBOPOKJICHUE B aHAMHE3E

Omanon omeema: KaTapakTa, rermaToCrijiCHOMErajansa, OTCTaBaHUC B PA3BUTHH, HEOOBIYHBIH
3alax MOo4u

3ananue 13. MHctpykuus: BeiGepure o1H MpaBUIbHBIN OTBET.
Broxumudeckas fTMarHOCTHKA MOKa3aHa MpH:
1. coderaHuu 3aepKKH IICHXOMOTOPHOTO PAa3BUTHS C THIIOTIMTMEHTAIIEH U HEOOBIYHBIM
3armaxoM MOYH, IIPOTPEIUCHTHOM yTPauyMBaHUU PUOOPETEHHBIX HABBIKOB.
2. TUTIOTEHUTAJIN3ME, THIIOTOHAI3ME,
3. Oecmuionu;
4. He BhIHAIIMBaHUE OCPEMEHHOCTH

Omanon omeéema. COUETAHUU 3aJACP>KKU IICUXOMOTOPHOTO Pa3BUTHs ¢ THIIONIMTMEHTAUEN U
HEOOBIYHBIM 3aIIaXOM MOYH, MPOrPEIUECHTHOM yTPauMBaHUU TPUOOPETEHHBIX HABBIKOB.

3amganue 14. Uuactpykuus: Beibepure oauH MpaBUIIbHBINA OTBET.
[Tokazanus 1st MpoBeieHUs] OMOXUMHYECKOT0 UCCIIEIOBAHMUS:
1. noBTOpHBIE CITy4yau XPOMOCOMHBIX ITEPECTPOEK B CEMbE;
2. oTcTaBaHUE B (DU3MUECKOM Pa3BUTHH, T€ATOCINIEHOMET AN, HEIEPEHOCUMOCTh KaKHX-
00 MUIIEBBIX MTPOIYKTOB;
3. MHOKECTBEHHbBIE BPOK/ICHHbIE IOPOKHU Pa3BUTHUS;
4. MOBTOpHBIE CIOHTAHHBIE A00PTHI.

Omanon omeema: OTCTaBaHUE B (bI/ISI/I‘IeCKOM Ppa3BUTHUH, TCIATOCINICHOMET aJIu A,
HEIICPCHOCHUMOCTD KaKuX-J1100 IMUIIEBBIX IIPOAYKTOB

3amanwue 15. MacTpykuus: Beibepure oauH npaBwibHBIN OTBET. L{UTOreHeTHYECKUI METO T
SIBJISIETCS PEILAOLIUM JIJIsl AUATHOCTUKHU:

1. MOHOTEHHO} MATOJOTHH C U3BECTHHIM MEPBUYHBIM OMOXUMHUYECKUM JIE(EKTOM;

2. CUHAPOMOB C MHO>KE€CTBEHHBIMH BPOKJICHHBIMU TOPOKAMU PA3BUTHUS;

3. XpOMOCOMHO MATOJIOTUH;

4. MHOT0(haKTOPHBIX OOJIC3HEH

Omanon omeema: XpOMOCOMHOfI IIaTOJIOTHUH,

3amanue 16. UHcTpykums: Boeibepure oiuH NpaBUIbHBINA OTBET.
IIpenaranpHas AuarHocTuka cuHapoma LlemnBerepa Bo3MOXHa IyTeM OIIPEIEIECHHUS
AKTUBHOCTH:
1. wmerunmanonmn-KoA-myraszsl
2. rtinyrapui-KoA neruaporenassl
3. TNEepOKCHCOMO-CBS3aHHON KaTalsla3bl
4. OMOTHMHHA3BI

Omanon omeema: MIEPOKCHCOMO-CBSI3aHHOM KaTana3bl



3amanue 17. Unctpykums: Beibepure oluH NpaBUIbHBINA OTBET
[ToBTOPHBII PUCK MYITBTH()AKTOPUATHHOTO MTOPOKA JIJIsi CHOCOB IPOOaH 1A TIPU € AMHUIHOM
3200JIeBaHUU B POJIOCIOBHOM — KaTETOPHSL:

1. HU3KOrO pHCKa

2. CpemHero pucka

3. BBICOKOTO pHCKa

4. Her pucka

Omanon omeema: HU3KOTO puUCKa

3ananue 18. UncTpykuums: BeiGepure oauH NpaBUIbHBIN OTBET
Tun HacemoBaHMS THIIEPTOHNYECKON OOJIE3HU:

1. ayrocoMHO-pelecCUBHBIN

2. ayTOCOMHO-JJOMHHAHTHBIN

3. CIEIIeHHBIH ¢ X-XpOMOCOMOM

4. MOJIMTeHHBIN

Omanon omeema: MOTUTCHHBIN

3ananue 19. Unctpykuus: BeiGepure oauH nmpaBUIbHBIN OTBET
MynbTrdakropuanbHas Mpupoaa He XapakTepHa MPH CIeTYIONINX 3a00IeBaHUAK:
1. pake xemyaka
2. caxapHOM Juabere
3. S3BEHHOM KOJIUTE
4. nydeBoii 60se3HU

Omanon omeema: Ty4eBOM 00JI€3HU

3amanue 20. MuacTpykuus: Beibeprre ouH MpaBUIbHBIA OTBET
Jiia kakoro 3a00s1eBaHUs HE XapaKTepHa MYyJIbTU(aKTOpUaNbHas PUPOIa
1. pake xemyaka
2. caxapHOM Juabere
3. S3BEHHOM KOJIUTE
4. rpunme

Omanon omeéema: TPUIIIIC

3amanue 21. Uncrpykuus: Beibepure oiMH NpaBUIBHBIN OTBET

Jlnia caenyromux 3a0ofeBaHUi He XapaKkTepHa MyIbTH(haKTOpUaIbHAas 3TUOJIOTHUS:
TUINepTOHHYECKass 00JIe3Hb

aTepOCKIIEPO3

30 ppeHus

JIEUTIIIMAaHNO03

Mo

Omanon omeema:. NSHIIMAHHO3

3ananue 22. Muctpykuus: Boeibepure oluH nNpaBUIbHBINA OTBET
Jlnist MynbTH(aKTOpHAIBHBIX 3a00JIEBaHUM HE XapaKTepHO:



CEMEIHOE HAKOIUIEHNE HE COOTBETCTBYET 0KMIAEMOMY IPU PELIECCUBHOM WIIN
JOMMHAHTHOM HACJIE10BaHUU

9yacToTa 3a00JI€BaHUs CPEAN HACETICHUS BBIIIE, YeM ITPU MOHOTEHHBIX OOJIE3HIX
KOJIMYECTBEHHBIE OTKIOHEHUS IIPU3HAKA CBUIETENBCTBYIOT O LIMPOKOM pa3Maxe
M3MEHUYUBOCTH CPEIN HACEJICHUS

4ETKO O6H21py>KI/IBa€TC$I CAVMHUYHAs MOJICKYJIApHAA aHOMAJINA

Omanon omeema: 4€TKO OOHAPYKUBAETCS €IUHUYHAS MOJIEKYJIIPHAs aHOMaJIHS

3ananue 23. MHctpykuus: BeiGepure ovH NpaBUIbHBIN OTBET
KpoBHOE poacTBO TipH MyIBTH(HAKTOPHATFHOM HACIEJOBAHUU:

1.

2.
3.
4

CYILECTBEHHO YBEJINYMBAET IOBTOPHBIN PUCK
HEMHOT'O YBEJIMYHUBAET IIOBTOPHBIN PUCK
HEMHOT'O CHMKAET ITOBTOPHBIN PUCK
3HAQYUTEJIBHO CHUKAET IOBTOPHBIN PUCK

Omanon omeema: HEMHOTO YBEJIIMUUBAET IOBTOPHBIN PUCK

3ananue 24. Unctpykuus: BeiGeprre ovH NpaBUIBHBIN OTBET
CymecTtByeT cnenyroniee KOJIM4eCTBEHHOE COOTHOIIEHHE TEHETUYECKUX U
CPEIOBBIX (PaKTOPOB MPU MYIbTHU(PAKTOPHUATHLHOM HACIEI0OBAHUU!

1.

2.
3.
4

OJIMH T€H U OJIUH CpefioBOM (aKkTop

OJIMH T€H U MHOTO CPeIOBBIX (aKTOPOB

MHOTO T'€HOB ¥ OJMH CPeIoBOil pakTop

coueTaHNe MHOKECTBAa FT€HETUYECKUX U CPEIOBBIX (PaKTOPOB

Omanon omeema. coueTaHe MHOKECTBA TCHETHYECKUX U CpE€O0BEIX (paKTOpOB

3amanwne 25. Uuctpykums: Beioepure ouH nIpaBUIbHBIA OTBET
Hacnenyemocts npu MynbTU(hAKTOPUATBEHBIX 3200JI€BAaHUSAX OMIPEIEISETCS:

1.
2.
3.

4.

YK-2

TOJILKO IT0 CEMEHHOM JacToTe

110 COOTHOIIEHUIO MOMYJISALMOHHON U CEMEIHOM 4acToT

10 COOTHOIICHUIO (PEHOTUIHYECKON 1 T€HETHUECKON KOPPENISALUU MEXITY
POACTBEHHUKAMH

10 9YaCTOTE KPOBHOPOJICTBEHHBIX OpPaKoB

3a7aHus OTKPBITOrO TUIA:

3ananue 26 OnpeneneHue MOHATHS XpPOMOCOMHBIX 00JIe3HEH

OtanoH oTBeTa: XpOMOCOMHBIE 00JIe3HHU - OOJIbILIAs TPYIINA HACAEICTBEHHBIX O0JIe3HEN ¢
MHO>KECTBEHHBIMH BPO’KJIEHHBIMU IIOPOKaMH Pa3BUTHA. B NX OCHOBE J1eaT XpOMOCOMHBIE UITU
Te€HOMHbIE MyTallui. DTHU JIBAa Pa3HbIX THIA MyTallMi /I KPATKOCTH OOBEIUHAIOT TEPMUHOM
«XpPOMOCOMHBIE aHOMAJIUN

3ananue 27 OnpeneneHrne TOYKOBBIX MyTaIuit

OtanoH oTBeta OTHOHYKJICOTHIHBIE 3aMEHbI U HEOOJIbIINE AETeIIUN MOXKHO OIPEIECIIUTh C
nomo1nbto rudpuauzanuu odpasua JIHK ¢ annenscrnenuduuHbIMU OJTMTOHYKIEOTHAHBIMU
npobamu u npoBezeHus aenscnennpuaeckou TP, s nposenenus diroopecuentaou [P,
B KOTOPOU aJuleiH OyAyT OTJIMYAThCS IIBETOM (PIFOOPECIIEHIINN, MOKHO O100paTh



YHUBEpCAJIbHBIE pauMephl U ajuleberenuduunbie 300161, Ecnu amnenbenenuduyuabie mpoos!
10100paTh CTHIK B CTHIK, & UX KOHIIBI CHAOJUTh YHUBEPCAIHHBIMH IPauMepamMu, TO MOKHO
MPOBECTH MPOCTYIO MM MYJIbTHILICKCHYIO JIMTa303aBUCcUMYI0 amIuddukanuio. Kpome toro, B
OOJIBIIMHCTBE CIIy4aeB ¢ MOMOIIBIO KOMITBIOTEPHOTO aHanu3a nocieaoBarenbHocti JJHK
MO>KHO OOHAPYKUTh, YTO HCCIETYEMBIH OTUMOP(PU3M U3MEHSET MMOCIEI0BATEIBHOCTD,
cnenu(pUIHYIO JUIS OHOW M3 COTEH U3BECTHBHIX B HACTOSIIIUK MOMEHT OaKTEpPHAIHHBIX
pecTpuKTa3

3amanne 28 Onpenenenne NPOTSHIKEHHBIX ACTeUUN

OranoH oreera: [IpoTsykeHHbIE JeNIeUH - OJIHU U3 CaMBbIX CJIOKHBIX MyTallUW HE TOJIBKO JIJIs
IIOMCKA HOBBIX, HO W JUI OIIPENEIICHUS B TNarHOCTUYECKUX LENAX YK€ U3BECTHBIX. HacTo ux
OIPENENAIOT 0 OTCYTCTBUIO THOPUAN3ALMOHHOTO CUTHAJIA WM €r0 OCJIA0JICHUIO B pa3IMYHbIX
MPWIOKEHUSIX - OT rubpuan3anuu no Cay3epHy /10 aHaJIM3a IUTOT€HETHYECKUX MPENnapaToB ¢
MTOMOIIBIO (PITFOOPECHEHTHBIX 30H0B. /11 KIIMHWYEeCKOW TUarHOCTUKU pa3padaThIBalOT
MeToukH Ha ocHoBe IIL[P ¢ onieHkoW CpaBHUTEIBHON HHTEHCUBHOCTH IIOJIy4a€MbIX
aAMIIJIMKOHOB.

3anmanue 29 OnpeseieHne TaHIeMHBIX TTOBTOPOB

OranoH oreera: [y onpeaesieHns Yuciaa TaHIEMHBIX IIOBTOPOB B OOJIBIIMHCTBE CIIy4aeB
JIOCTATOYHO MPOBEICHUS aHAIN3a MOJIUMOpP(PHU3Ma ITHHBI aMIUTU(PUIIMPOBAHHBIX (PPArMEHTOB C
MTOMOIIBIO AEKTpoope3a B aKpHIIaMUTHOM Telie WK KalluJuIIpHOTo 3j1ekTpodopesa. Pexe
TpeOyeTcsl UCIOIb30BaHNe THOPUIN3AMOHHBIX TEXHUK, TAaKUX Kak rTuOpuauzanus no CayzepHy.

3amganne 30 CpaBHuTenbHas reHoMHas ruopuausanus (Comparative Genomic Hybridi zation —
CGH)

Otanon otBeTa: CGH — xoHKypeHTHas ruOpuan3anys in situ Ha HOpMaJIbHBIX MeTa(a3HbIX
MJIACTUHKAX 3/I0POBOTO YejoBeka 1ByX reHoMHbIX JIHK-0n6morek. OnHa u3 HUX MoJTydeHa u3
aHAJIM3UPYEMOU TKaHU, BTOpasi — M3 KOHTPOJILHOTO 00pasiia, B3SATHIX B SKBUMOJISIPHBIX
KOJIMYECTBAaX U MEUEHHBIX pa3HbIMU (piroopoxpomamu. CoBpeMeHHbIE MOIUPUKALIUN METOIa
MO3BOJISIFOT MPOBECTH TMOPUAU3AIINIO HE TOJIBKO Ha MeTa(a3zHbIX XPOMOCOMAaX, HO M Ha
MUKpOYHMIIAX, IPeICTaBICHHbIX Habopamu Ki1oHupoBaHHbIX (pparmenToB JJHK. Takou Bapuant
rubpuau3auu u3Becten kak Matpuunas CGH (array CGH). Hcrounukom ananmusupyemon JTHK
MOTYT OBITh JIIOOBIE SAPOCOAEPIKAIINE KIETKU OpraHu3Ma: JUM(OUUThI nepupepudecKon
KpOBU. (pUOPOOIACTHI, KIIETKH aMHUOTUYECKOU KUAKOCTU U XOPHOHA, OTAENbHBIE 0JIaCTOMEPHI
WJIH TOJISIPHBIE TeJIbla, a TaKXKe 00paslibl OMyX0JIeBOW TKaHU. J{Jisl McclieJ0BaHUS MOKET ObITh
JOCTYIIEH U apXUBHBIM MaTepual, 3apUKCHpOBaHHBIA B (GOpMaIHE U 3aKJIFOUECHHBIH B
napadunoBbie 610kH, B kauectBe uctounuka J{HK m1s koHTposibHOW OUOIHOTEKH, KaK
MIPaBUIIO, UCTIONB3YIOT TUMGPOIUTHI TepudepuuecKOrd KPOBH MY>KUMHBI.

3ananue 31 I'eHbI mpeIpacioIoKEHHOCTH

OranoH oreeta: ['eHbI MpeapacnooKeHHOCTH — 3TO MYTaHTHBIE TeHBI (aJIeNN), KOTOphIe
COBMECTUMBI C POKACHUEM U )KU3HBIO B IOCTHATAILHOM MEPUOJE, HO MPU OIpEe- JEHHBIX
HEOIAronpUsATHBIX YCIOBHUSAX CIIOCOOCTBYIOT PA3BUTHIO TOTO WM HHOTO 3a00J1€BaHUS

3amanue 32 KiuHMKO-IIMTOTEHETHYECKas XapaKTepucThka cuHapoma JlayHa (TpucoMHs
XpOMOCOMBI 21).

Omanon omeema: Hanbonee pacrpocTpaHeHHOE XpOMOCOMHOE 3aboseBanue. [lomynsainuonHas
gactoTa coctasisieT 1:600-700 HoBopoxaeHHbIX. [{luToreneTnueckue BapuanTel cuHIpoMa [layna
pazHooOpa3usl OcHOBHYIO om0 (10 95%) cocraBnsoT ciaydaw TOTHOW Tpucomuu 21,
BO3ZHMKAIOIIME BCIEACTBHE HEPACXOXKIEHUS XPOMOCOM B Meno3e. Bkiax MarepuHCKOro
HEpPacXOXKJeHHUs B rameTndyeckue Gopmbl 6ose3Hu coctaBisieT 85- 90%, a OTIOBCKOTO - TOJIBKO



10-15%. ITpumepno 75% HapylIeHUH BOSHHKAIOT B IEPBOM JICIICHUH MEH03a Y MaTepH U TOJIBKO
25% - Bo BTOpOoM. OKko1o 2% neter ¢ cuHApoMoM JlayHa UMEIOT MO3au4yHbIe ()OPMBI TPUCOMUHU
21 (47,+21/46). Ilpumepro 3-4% OONBHBIX UMEIOT TPAHCIOKAIMOHHYIO (HOPMY TPUCOMHUU IO
THIy POOCPTCOHOBCKMX TPAHCIOKAMU MEXIY akpoleHTpuueckumu xpomocomamu (D/21 u
G/21). Okoyio OJHOW YETBEPTH TPAHCIOKAIMOHHBIX (OPM HACIEAYIOTCS OT POAUTEIICH-
HOCHUTEJICH, TOT/[a KaK TPU YETBEPTH MX BO3HUKAIOT 0e NOVO. OCHOBHBIC KIIMHUYCCKUE TPU3HAKU
CHHJIpOMA: THIMYHOE IUIOCKOE JINIO, Opaxuiedanus , aHOMaJIMHU Tia3 (MOHTOJIOUTHBIH pa3pes
IJ1a3, SMHUKAHT, NaTHAa bpymduneaa, paHHas KaTapakrta , MAOMHUS ), OTKPBITHIX POT, AaHOMAJIHH
3yOOB, KOPOTKHH HOC, TUIOCKAs MEPEHOCHUIA, M30BITOK KOXKM Ha IlIee, KOPOTKHE KOHEYHOCTH,
MomnepeyHasl 4yeThlpexmnanblieBasl JaJOHHAs CKJIaJKa, MIMPOKUU HpoMmexyTok mexnay | u I
najbliaMu CTOMBI. V3 MOpPOKOB BHYTPEHHUX OpPraHOB YacTO OTMEYAIOT BPOKJICHHBIE MOPOKU
cepana (AePeKTbl  MEXOKEIYIOYKOBOM U MEXIPEACEPAHOUW TEPErOpoaKH, OTKPBITHIA
aprepuanbHbid  npotok) u  JKKT, koTopple B 3HAYUTENBHOW CTENEHU OINPEAEISIOT
MIPOJIOJKUTENBHOCTD KU3HU MAllMEHTOB ¢ CUHAPOMOM JlayHa. BombIIMHCTBO OOIBHBIX CTPAIAIOT
YMEPEHHOU WJIN TSKEJIOW CTENEHbI0 YMCTBEHHOW OTCTAJOCTU. bosee MArkue peHOoTUnu4ecKue
MPU3HAKU XapaKTEPHbI JJIs NAI[UEHTOB C MO3aUYHBbIMU (POPMaMU CUHAPOMA.

3anmanue 33 KimHUKO-IIUTOTeHETHYECKas XapaKTeprucTrka cuaapoma [laray.

Omanon omeema: lomymnsiiuoHHas yactoTa BapsupyeT B quanaszone 1:7800-14 000. 3abosieBanue
BO3HHUKACT TMPECHUMYUMICCTBCHHO BCICACTBUC TPUCOMHU XPOMOCOMBEI 13, KakKk TIIpaBuUJIO,
MaTEpPUHCKOI0 MpoUCcXokaeHus. KpoMme Toro, pa3BUTHE CHHAPOMa MOXET OBbITh CBS3aHO C
TPAHCJIOKAITMOHHBIMHU BapHaHTaMH (POOEPTCOHOBCKUE TPAHCIOKAIMH), MO3aMYHBIMU (DOpMamH,
JIOTIOJTHUTEILHOU KOJIBLIEBOW XpOMOCOMOU 13 u n3oxpomocomamu. Knuunuecku cunapom [latay
XapakTepHu3yercs MUKpolledainuen, paciieMHaMi BepXHEW T'yObl U HEDA, HU3KO MOCAKEHHBIMU
ne(OPMUPOBAHHBIMHU YIIHBIMH PaKOBUHAMH, MHUKPOTE€HUEHW, TUIMOTEIOPU3MOM, ITUCIUIa3HeH
CeTUaTKH, MOJIMAAKTHIINEH, MOMEPEYHOU JIaJOHHOU CKJIAJKOW W MHO>KECTBEHHBIMU MOPOKaAMU
BHYTPEHHUX OPraHoOB: BPOKJIEHHBIMH MOpPOKaMH cepiua (edeKTbl Meperopogok U KPYMHBIX
COCY/IOB), HE3aBEPIICHHHIM TIOBOPOTOM KHUIIEYHUKA, MOJUKHUCTO30M TOYEK U yIBOCHUEM
MoueToyHHKa. OOHApYXUBAIOT KPUNTOPXW3M, TUIOIUIA3UI0 HAPYXKHBIX IOJIOBBIX OPraHOB,
yIBOEHHE MaTKH U Biaranumia. [lyis nered xapakrepHa riryookast uainoTus. [Ipo1omKuTensHOCTD
KU3HHU, KaK [IPaBUJIO, COCTABIISIET 2-3 MEC U PEJIKO AOCTUTAET OJIHOTO ro/a.

3ananue 34 KIMHUKO-IIMTOTeHETHYECKas XapaKTepUCTHKA CHHIpOMa DJiBapca.

Omanon omeema: IlonmynsuuonHas vacrota cocrasisieT 1:6000-8000 cimywaeB. Brtopoe mno
pacmpocTpaHeHHOCTH Tociie cuHapoma J[layHa XpomocomHOoe 3a0oJieBaHue. BoJBIIMHCTBO
ciydaeB (90%) cBs3aHo ¢ mosHOW (popMOU XpoMocoMBbl 18, BO3HMKAIOIIEW BCIEICTBUE OMIMOOK
IIEPBOrO JIEJIEHUsI MEH03a y MaTepu. TpaHCIOKAallMOHHBIE BAapHAHTHI PETHMCTPUPYIOT KpanHe
penko. KpuTuueckud pervoH, OTBETCTBEHHBIM 3a (OPMHMPOBAHHE OCHOBHBIX KIMHUYECKHUX
IIPU3HAKOB CUHAPOMA, - cerMeHT 18q1 1. HoBoposkaeHHbIE ¢ CHHAPOMOM DABapca UMEIOT MaIYIO
Maccy Tena. OCHOBHbIE JMAarHOCTUYECKME TNpU3HAKU 3alojeBaHMsA: JoJuxouedanus,
TUIIEPTETIOPHU3M , HU3KO TOCAKEHHBIE YIIIM aHOMATbHOU (POPMBI, MUKPOTHATHS , MUKPOCTOMHUS U
CKOLIEHHBIM TOAOOpOJOK. BO3MOXHBI aHOMalIWK pPa3BUTHS KOHEYHOCTEH, OTCYTCTBUE
JUCTAIBHOW CKJIAQJKM Ha MU3UHIE W TUNOIUIasus Horreu. M3 MOpOKOB BHYTPEHHUX OpraHOB
XapakTepHbIMU CUHUTAIOT KOMOMHHMPOBAHHBIE TIOPOKH  CEPJEUHO-COCYAUCTOW  CHUCTEMBI,
HE3aBEPUICHHBIN MOBOPOT KUIIEYHUKA, MOPOKH Pa3BUTHS NOYEK M KpUNTOpXU3M. OTMeuaror
3aJIep KKy ICUXOMOTOPHOTO Pa3BUTHUS, UANOTHIO, UMOCIMIBHOCTD. [IpOJOIKUTENFHOCTD KU3HH



OoOBIYHO HE TMpEBBINIAET OJHOTO Tojaa. Tpucomuum mo xpomocomam 8, 9 u 14 cpemm
HOBOPOXKJICHHBIX PETUCTPUPYIOT peaKo. ONMUCaHbl eAMHUYHBIE CTydan HEKOTOPBIX TPUCOMHUH.

3amanne 35 KIMHUKO-IIUTOTEHETHYECKAsl XapaKTEPUCTUKA CHHIpOMA TPUCOMHH 10 Xp 8.
Omanon omeema. Penxoe 3aboneBanne, 9acToTa KOTOpOro B momysiiuu coctasisier 1:50 000.
Bo3HukaeT B pe3ynbTaTe XpOMOCOMHOTO HEPACXOXKACHUS B COMAaTHUYECKHX KJIETKAaX Ha PaHHUX
cTagusx pa3BuTHs. Tpucomusi § TaMeTHYECKOTO MPOUCXOKICHHS XapaKTepU3yeTcs, Kak ObLIo
OTMEYEHO BBINIE, PAHHEH SMOPHOJIECTATBHOCTBIO. Y HOBOPOXKIACHHBIX OOHAPY)KUBAIOT Kak
MOJIHBIE, TaK ¥ MoO3aW4yHble (OPMBI TPHCOMHH, TIPH OTOM KOPPEISIHSA  MEXIY
pacrpoCcTpaHEHHOCTHIO aHEYTUIOMIHOTO KJIOHA M TSXKECTBIO 3a00JI€BaHUS OOBIYHO OTCYTCTBYET.
OCHOBHBIE TMArHOCTUYECKHE MPU3HAKH CHHIpPOMA: Makpouedanns, MUKPOTHATHS, MACCUBHBIN
BBICTYIAIONINH JI00, IUPOKasi CIIMHKA HOCa U OOJIbIIKME OTTONBIpeHHbIe Y. Cpenu aHoMamui
cKeneTa 0OHapYKUBAIOT T00aBOYHBIE peOpa M MO3BOHKH, 3aKPHITbIE CITHHHOMO3TOBBIE TPHIKH B
[IEWHOM W TPYIHOM OTJIEJIe MO3BO HOYHHWKA, allIa3Hi0 M TUTOIIIA3HI0 HAJKOJIEHHHUKA, 8 TaKKe
KOPOTKYyI0 mIef0. OTMEYaloT MHOKECTBEHHBIE KOHTPAKTYpPBHI CYCTAaBOB, KIWHOTAKTHIIUIO W
KaMOToMakTHini0. Cpeau TMOpOKOB BHYTPEHHHUX OPraHOB —PAaCHpPOCTPAHEHBI aHOMAJIHU
MOYENOJIOBOU (TUApOHEPPO3) M CEepAeYHO-COCYAUCTOU CUCTEMBI (Ie(PEKThI MEeperopojoK u
KPYITHBIX COCYZIOB). Y OOJBHBIX OTMEYAIOT 3a/IEPIKKY TICHXOMOTOPHOTO M PEYEBOTO PA3BHUTHS.
WHTemnekT 0ObIYHO CHIDKEH.

3amganne 36 KInHUKO-IIUTOTEHETHYECKas: XapaKTePUCTUKA CHHAPOMA TPUCOMHH 110 Xp 9.
Omanon omeema: B OGOIBIIMHCTBE clTydaeB 3a00J€BaHNE 00YCIOBICHO HEPACXOKICHUEM
XpOMOCOM Ha paHHUX CTaUAX Pa3BUTHS, U TOJBKO HHOT/Ia OHO CBS3aHO C FaMETHYECKUMHU
MytauusaMu. Bo3moxkHbI osHbIe U MO3anuHble popmbl. OCHOBHBIE KIIMHUYECKHE MPU3HAKH:
nonuxonedanus, r1y0oKo MOCaXeHHbIE I1a3a, BBICOKUHU J100, IIMpOKask IEPEHOCHIIa, BEICOKOE
HEDO (YacTo ¢ paculeInHON), MUKPOPETPOrHaTusl, Aeopmalius yIIHbIX paKOBUH U KOPOTKas
mest. OTMeyaroT aHOMaJIMK CKeJleTa, BKIIOYAOIIUe AUCIUIa3UI0 Ta300€IpPEHHOT0 CYCTaBa, BRIBUX
JIOKTEBOT'O WJIM KOJIGHHOTO CyCTaBa, MaToJIornyeckue u3MeHeHus pedep. M3 nopokon
BHYTPEHHUX OPraHOB TUIIUYHBI AaHOMAJIMH CEPACYHO-COCYTUCTOU, MOUCTIOJIOBOH CUCTEM U
JKKT. BosbIIMHCTBO HOCUTENEH TPUCOMUHN 9 TIOTHOAIOT B TIEPBBIE 4 MEC KHU3HH,
MIPEUMYIIECTBEHHO OT PECIUPATOPHBIX UH(PEKIINH.

3amanue 37 MeToabl MPEeKOHIENIIHOHHOM NMPOPHUIAKTUKH

Omanon omeema llpekoHenIMOHHAs TPOMUIAKTHKA — KOMILJIEKC MEPOTPUATHUH,
MOTEHIIMATBFHO CIIOCOOHBIX 00ECTIEYUTh ONTUMAIIBHBIE YCIIOBUS JUIS CO3PEBAHMUS SIMIIEKIICTKU, €€
MOCJIEYIOLIETO Pa3BUTHS, UMILIAHTAIIMH, ¥ KaK Pe3yJIbTaT - pa3BUTHUSA IJI0JA.
KomMrneke npekoHIENIMOHHON MpoUITaKTHKU BKITIOYAET:

1. JleueHnue XpOHMUYECKUX 04aroB MHGEKIUH (€CIU TAKOBBIE UMEIOTCS) y Oy IyIIuX

pOUTENEH.
JleueHue XpOHUYECKUX COMATHYECKUX 3a00ICBaHHIA.
OrneHka criepMorpaMMBl.
PerynupoBanue moioBoro pexuma, IiaHupoBaHue OEpeMEHHOCTH.
Jluera, oboraieHHasi BATAMHUHAMU U MUKPOSJIEMEHTaMH, B TOM YHcIIe (POTHUEBOM
KHCTIOTOH (CUMTAETCs, YTO OHA CIIOCOOCTBYET YMEHBIIIEHUIO PUCKA POXKICHUS pEOCHKA ¢
nopokamu [{THC)

okrwn

3ananue 38 [IpUHIMITEI OCYILIECTBIIEHUS MPOIPAMM MACCOBOTO CKPUHUHTAa HOBOPOXKAEHHBIX



Omanon omeema IIpruHIUIBI OCYIIECTBICHNS HEOHATAIbHOIO CKPUHUHTIA!
[IpoBeneHune kaxa0My HOBOPOKIEHHOMY CKPUHUHIOBOI'O UCCIIEIOBAHMS;

2. ®opMHUpOBaHUE TPYIIIBI BBICOKOTO PUCKA BPOKIEHHBIX U/HIIM HACIEICTBEHHBIX
3a00JI€BAHHII;

3. IIpoBenenue MOATBEPXKIAIOINX OMOXUMUYECKUX U/UITH MOJICKYIISIPHO -TEHETHYECKIX
MCCIIEIOBaHUI HOBOPOKIEHHBIX U3 TPYIIIBI BEICOKOTO PHCKA BPOXKAEHHBIX W/WIN
HACJIEICTBEHHBIX 3a00JI€BaHUM;

4. Menuko-reHeTHYeCKOe KOHCYIbTUPOBAHNE NAIIMEHTOB C MOATBEPKIAEHHBIM JUarHO30M
BPOXAEHHBIX W/WJIA HACIIEJACTBEHHBIX 3a00JI€BaHUI (YWICHOB UX CEME)

st mposenenust HC u pactmpennoro HC Ha Bpo)KAEHHBIE W/WIINM HACIIEICTBECHHBIE
3abosieBaHMs 3200p KPOBH OCYLIECTBIIAIOT U3 MATKH HOBOPOXKAEHHOTO uepe3 3 yaca mocie
KOpMJIEHUS, B Bo3pacTe 24 — 48 4yacoB KU3HHU y JOHOIIEHHOTO U Ha 7-¢ cyTku (144 — 168 yacoB)
KU3HU y HEJIOHOIIIEHHOTO HOBOPOXAEHHOTO.

=

3anmanue 39 OOmue oKa3aHus K MPEHATATBHON JIMarHOCTUKE

Omanon omeema llpenatanbHas qUarHOCTUKA — KOMIUIEKC MEUIIMHCKUX
rccaeaoBaHuM (OMOXMMHUYECKUX, YIbTPAa3BYKOBBIX), HAIIPABJICHHBIX HA BBISBIIEHUE TPYIIIIBI
pHCKa 1O Pa3BUTHIO MMOPOKOB IO BO BpeMs OepeMeHHOCTH. [ 1]

Cornacno npukazy M3 PO ot 20.10.2020 r. Ne 11301 «O0 yTBep:k/ieHUU HopsIKa
OKa3aHUs MEAUIIMHCKON TOMOIIH MO MPOPIITIO «aKyIIEPCTBO U THHEKOJIOT s, TAKUE
o0creoBaHUs IPOBOJSATCS BCeM OEpEMEHHBIM KEHIIIUHAM.

CymiecTByIOT NMOKa3aHus JIJ1 MHBA3UBHOM MPEHATAIBHOM THArHOCTHKU:

® BO3pPAcCT KEHIIUHBI> 35 JIET;

® HaJgM4Me HE MEHee 2-X CaMOIPOU3BOJIbHBIX aDOPTOB HA PAHHUX CPOKaX OEPEMEHHOCTH;

e HaJgM4Me B ceMbe peOeHKa WIIH 104 B MPeAbIAYIIeH OEpeMEHHOCTH ¢ CHHAPOMOM
JlayHa Wi JpyruMy XpOMOCOMHBIMU OOJIE3HSAMU;

e [pUMEHEHHE Mepel WK Ha PAaHHUX CPOKaX OEpEeMEHHOCTH MPOTUBOOITYXOJIEBBIX
MpenapaTos;

® TICPCHECCHHBIC BUPYCHBIC HHPEKINH (TE€NaTUT, KpacHyxa, TOKCOIIa3MO3 U JIp.);

e o0OsyueHue KOro-HUOYIb U3 CYNPYroB J0 3a4aThs

3ananue 40 HenHnBazuBHbIE METObI (CBIBOPOTOUYHBIE MAPKEPHI, YIBTPA3BYKOBBIE MapPKEPhI)
Omanon omeema HernHBa3suBHbBIE METOIbI IPENYCMATPUBAIOT:

*  OIpEleNCHHUE YPOBHS CBIBOPOTOUHBIX MAapPKEPOB XPOMOCOMHOM IAaTOJIOTMH IIJI0 1A
(PAPP-A u —XTY)

*  BBISABJIEHHE 9X0-MapPKEPOB MPH NPOBEACHUN Y 3-00cIe10BaHMs

e nposenenue HUIIT — npenaranbHOE€ CKPUHMHIOBOE UCCIIEJOBAHUE BHEKIETOYHON
¢deranpHoi JIHK, KoTOpas upKyaupyer B KpOBOTOKE MaTepu. [laHHOE HcclieoBaHKe
BO3MO’KHO BBINOJIHUTB 1ociie 10 Hepenu 6epeMeHHOCTH

VY bTpa3ByKOBbIE MapKEPHI:

* VBemnuenne TBII mnoga > 2,5 Mm

*  VYuamenue unu ymenbienne YCC miona

¢ OrcyrcTBHE HOCOBOM KOCTH Yy IJI0/IA

*  PesepcHslii kpoBoTOK B dUCtUS VENOSUS

e Hanuuwme TpuxkycnuanabHON perypruTainuu

* Pacxoxnenue cpoka 6epemenHoct u KTP mnona > 2 nen.

*  YMEHBUIEHUE BEPXHEUEIIOCTHON KOCTH

*  VBeIuM4EeHHE MOYEBOTO ITy3bIPs

*  DOx3eHuedanus — ansHIeanus

e Kucro3nas rurpoma

e EnuncTBeHHas nmynoyHasi apTepusl



3aganue 41 MlaBa3suBHBIE METOIbI
Omanon omeema buorcusi BOpCHH XOpUOHA: JAHHOE UCCIIEA0BAaHUE TIPOBOIUTCS B
YCIIOBUAX cTanmoHapa. [lomydeHHbIi pu OMOTICUM MaTepuall JOCTABISETCS B TEHETHYCCKYIO
mabopaTopHIo IS TIPOBEJACHUS XPOMOCOMHOTO aHAJIM3a M 3aKJIFOUCHUS Bpavya-reHeTHKA.
CpoxoM JU1sl BBITIOJIHEHUS! OMOIICHM BOPCUH XOpHOHA siBsieTcst 9 — 12 Henenb O€peMEHHOCTH;
AMHHOIICHTE3: 3TO METOJ] MHBA3UBHOM MPEHATATLHOMN IUArHOCTUKU, KOTOPBIN 3aKJIF0YAETCS

B acripanuu 10 — 20 MJ1 OKOJIOTUIOTHBIX BOJ Uepe3 MEePeHIO OpIOIHYIO CTEHKY. 13
MIOJIy4YE€HHOM KUJKOCTH BBLAEISIOT KJIETKH IUI0/a, KYJIbTUBUPYIOT UX, @ 3aT€M IIPOBOJIST
XPOMOCOMHBIH, OMOXUMHYECKUN U MOJIEKYJISIpHBIN aHaIN3. BblloJIHeHnEe aMHUOLIEHTE3a
BO3MOJKHO TIpH Cpoke OepeMeHHoCTH> 15 Heenb

3ananue 42 [TpuHIAIIEI TUarHOCTUKU. JleueHwme.

Omanon omeema OO1THME TOIXOIBI K JMATHOCTUKE TOJDKHBI OBITH OCHOBAHBI Ha
KOMITJICKCHOM aHaJIN3¢ Pe3yJIbTaTOB KIMHUYECKHUX, TeHEATOTHUECKUX, JTa00PaTOPHO -
WHCTPYMEHTAILHBIX U MOJICKYJISIPHO-TEHETHUSCKUX HcciienoBanuil. Kimmanuaeckoe
o0cneoBaHue JOJHKHO BKITIOYATh B C€0s1 yTOUHEHHE YKAJI00 MarreHTa, coOop HacIeICTBEHHOTO U
CEMEHHOT0 aHaMHe3a, PEHOTHUITMYECKOE U (PU3UKAIbHOE 00ceoBanne. Ype3BpIyaitHO BaXKHOU
JacThIO KOMIUIEKCHOTO 00CIIeIOBaHUS MMAIEHTA SBISICTCS 00CIIeI0BaHNE CEMbH, ITO3BOJISFOIIICE
MOATBEPNTH HACIICICTBEHHYIO MPUPOTY BBIIBJICHHON TaTOJIOTHH. JlJabopaTtopHasi TMarHOCTHKA.
[Tepedens 1abopaTOpHBIX MOKA3ATENICH MTUPOK M BKITIOYAET B C€0s1 KaK pyTHHHBIE 00CIIeI0BaHUS
(anamm3el kposu, DKI', Y3U u ap.), Tak u cienuduueckne (MCcae0BaHNe
TJIMKO3aMHHOTJIMKAHOB, (PMOpOHEKTHHA, GUOPUIUTMHA U JIP. MAPKEPOB COCAMHUTEIIPHON TKaHH.
[ToaTBepxkAarOMIUM METOJIOM TUATHOCTHKHU CITY’KUT MOJIEKYJIIPHO-T€HETUYECKHIT METOI.

3amanne 43 Hapymenue oOMeHa COeTMHUTEIbHOM TKaH!. O01as KITMHUYeCKas
XapaKTePUCTHKA.

Omanon omeema OO0IAs KIIMHUYECKAs! XapaKTEPUCTUKA: KOCTHBIC CUMITTOMBI
(medopmaruu TpyaHON KIIETKH, IIO3BOHOYHUKA U Yeperna, apaxHOIaKTUIIHS, JOMKOCTh KOCTEH),
KOYKHBIC CUMIITOMBI (THUIIEPPACTSDKAMOCTD KOXKH, aTpO(UUECKUE CTPHH, TOHKAS JIETKO paHUMast
KOa, KEJIOUIHBIC PYOIIbI), MBIIIICYHbIC CUMIITOMBI (TUTIOTOHHS W/WIIM TUTIOTPOUS, TPBIKU
MIPOJIATICHI OPTaHOB W/WJIH TIOCICOTICPAIIHOHHBIE TPBIKHU ), CYCTABHBIE CUMITTOMBI
(TMTIEpMOOMIIBHOCTB CYCTaBOB, TNIOCKOCTOIUE, BEIBUXH ), TJIa3HBIE CUMITTOMBI (TIOBBIBUX
XpYyCTalIMKa, MHOIIHS, TOJTYObIE CKIIEPHI), CEPICYHO-COCYAUCTHIC CUMITTOMBI (IIPOJIarc
MUTPAIBHOTO KJIallaHa W/WIIK IPYTUX KIIANIaHOB, BAPUKO3HAs 00JIE3Hb, JIETKOe 00pa3oBaHue
reMaToM IPU HE3HAUUTEILHBIX yapax), OpOHXO0-IEroYHbIC CUMIITOMBI (CIIOHTAHHBIN
ITHEBMOTOPAKC, alTUKAIbHBIC OYIUIbI), CHMIITOMBI CO CTOPOHBI OPTraHOB OPIOIIHOH MOJIOCTH U
MaJIoro Ta3a (MT03 OPraHoB OPIOIIHOM MMOJIOCTH, TTOYEK, AuadparMalibHbIe TPHIKH,
HEJIOCTATOYHOCTh Kap UK KeIyIKa, TUBEPTUKYJIIbI MMUIIEBO/IA, JIOJUXOCUTMa, ITPOJIAIIC
TEHUTAITHH).

3ananue 44 CUHIPOMBI IEPBUYHBIX IMMYHOAE(DULIUTOB SBISIOTCS FT€HETUYECKU
IpeoIpeIeIeHHBIMA IMMYHOA€(DUIIUTAMU C UMMYHHBIMH U HEUIMMYHHBIMHU Jie(peKTamMu.
Omanon omeema. HeMMMyHHBbIE NTPOSIBICHUS YaCTO JIETYe PaCHO3HATh, YEM CaM
uMMyHolepuuuT. [Ipumepamu ciayxat aTakcus-TelleaHTUIKTa3Msl, TUIIOIIIA3us Xpsiei u
BoJoc, curipom Ju Jlxopxu, cunapom runep-1gE u cunapom Buckorra — Onnpuya.
HecmoTps Ha HalmMure UMMYHOIC(HUIIUTOB, Y HEKOTOPBIX MAllMEHTOB TaKXKe
Pa3BUBAIOTCS AyTOUMMYHHBIE paccTpoiicTBa. IMMyHOA€(DUITUTHI OOBIYHO MPOSBIISIOTCS
PeLUIMBUPYIOIIMMHI HH(EKIMOHHBIMHU TpolieccaMu. Bo3pacT, B KOTOpoM HadaIuch
pelUIMBUpYONIEe MH(EKINH, TaeT K04 K IOHUMAHHIO TOT0, KAaKOH KOMIIOHEHT HIMMYHHO
cucTeMbl BiausieT. TeM He MeHee, ISl TOATBEPKIACHUS IMarHo3a UIMMYHO1e(UITa HE00X0IMMO



MIpOBEACHUE CIIEU(PHUECKUX TeCTOB. JleueHre u MpOrHO3 MPH NEPBUYHBIX UMMYHOIE(PHUIIUTHBIX
HapyILIEHUAX 3aBUCUT OT KOHKPETHOI'O pacCTpOMCTBa

3anmanue 45 Kumeunsle qucaxapuno3bl. O0mas xapakrepuctika. [IpHHINIBI AUATHOCTHKH.
Omanon omeema:Kulieunsle 11ucaxapuio3bl — HECIIOCOOHOCTh K YCBOCHUIO
OTJENIbHBIX BUJIOB YIJIEBOJOB BCIICACTBUE Ae(HUIIUTA OTHOTO WK 00JIee KUIIEYHBIX ()ePMEHTOB.
Knununyeckue nposiBieHus BKIIOYAIOT JUAPEI0, B31yTHE KUBOTA, IOBBIILIEHHOE
razoo0pa3oBanue. /[narHo3 OCHOBBIBAETCS Ha KIIMHUYECKUX JAHHBIX M PE3yIbTaTax
BOJIOPOJIHOTO JBIXaTEJILHOIO TeCTa. JIedeHne 3aKiouaeTcsi B UCKIIOUEHUH yOTPEOIeHUs
«BUHOBHOTO» ucaxapujia. B HopMe aucaxapuabl pacleIusitoTcsl 10 MOHOCaXapuI0B
JrcaxapujiazaMiy (B 4aCTHOCTH, JIAKTa30M, MajbTa30i), pacloio>KEHHBIMU Ha IIETOYHOM Kaiime
SHTEPOLMTOB TOHKOTO KHUIlIeyHHKa. HepacieniaeHusle aucaxapuabl 001a1at0T BHICOKON
OCMOJISIPHOCTBIO, PUBJIEKAIOLIEH BOY U AJIEKTPOJIUTHI B IPOCBET KUIIIEUHUKA, YTO TPOSBISETCS
BOJSTHUCTOM auapeeil. BenencTue nepepaboTKu yriieBo10B MUKPO(IIOPOH B TOJICTON KUIIIKE
00pa3yroTcs rassl (BOJIOPOJ, IBYOKUCH YIJI€pPOJia, METaH), YTO COIPOBOXKIAETCS N30BITOYHBIM
OTXOKJICHHEM ra30B, B3yTUEM U PACTSKEHUEM KUBOTA, TOSIBJICHUEM OOJIM B KUBOTE.
Bo3MOXHO prMeHeHre MOJIEKYIIPHOM TUAarHOCTUKY JJIsl TOATBEP:K/IEHUS IMarHo3a.

3amanne 46 Kimmanka. J/lnarnoctuka, iedeHue, mpopriiakTHKa HACIEICTBEHHBIX CHHPOMOB C
MPEUMYIIIECTBEHHBIM HAPYIICHUEM CEPJICYHO-COCYAUCTON CHCTEMBI.

Omanon omeema:. OCHOBHBIM IPU3HAKOM MIPOOJIEM C CEPACYHO-COCYAUCTON CUCTEMOM
sIBJIsIeTCSsl 00JIb B 00sacTu cepama. OHa MOXET OT/IaBaTh B PYKY, IICHO, JIOTIATKY U OBITh
CUMIITOMOM CTEHOKapauu, WH(papKTa, uimeMun. YacTo BCTPEHAIOIINIICS CUMIITOM — OJIBIIITKA
— SIBJISIETCS MIPU3HAKOM CEPACYHOM HEAOCTATOYHOCTH. YUalleHHOe cepleOneHune, onlyleHmue
nepeboeB B paboTe cep/ia — CUMITOMBI apUTMHHU. Tspkenasi cep/ieuHas HeZJoOCTaTOYHOCTh
MPOSIBIISIET ce0s1 OTeKaMU KOHEYHOCTE. J[71s1 mccnenoBanms toiei, CTpaaarolinMu
3a00JIEBAHUSIMU CEPJICYHO-COCYAUCTON CUCTEMBI, TPOBOASTCS BU3yaIbHBI OCMOTP, MabIIAIIHs,
nepkyccus, ayckynbranus. Oosizarensubl DK, OxoKI', BekTopkapauorpadus, nccieaoBaHus
reMOJUHAMUKU U (YHKLIHOHAIBHOTO COCTOSIHUS Cep/illa U COCYI0B, 30HIMPOBAHHUE,
peHTrenorpadusi, 1abopaTopHble UcciaeaoBanus (Mouu, KpoBu). [loaTBepKaarommumM MeTo10M
MOJXKET CIY>KMTh MOJICKYJISIpHAsl AUarHOCTHKA.JIedeHre mpoBOJUTCS B 3aBUCIMOCTH OT
BBISIBIICHHOT'O 3a00JIeBaHUs y KapAUOJIOra WM TepaneBTa.

3ananue 47 Kimnuka. J[narHocTuka, JicueHue, mpopuIakTuKa HACICACTBCHHBIX CHHIPOMOB C
PEUMYIICCTBEHHBIM HAPYIICHUEM SHIOKPHHHON CHCTEMBI.

Omanon omeéema: Hanboiee 4acto cpeid KIMHUYECKUX MPU3HAKOB, Pa3BUBAIOIIIHXCSI
BCJICAICTBUE HAPYIICHHsI SHIOKPUHHOTO OanaHca, cieayeT Ha3BaTh odcupenue. OHO MOXKET ObITh
BBI3BAHO I'C€HETHYECKUMHE Je(heKTaMu B KJIETKaxX rUroTagamyca: cunopom Ilpadepa—

Bunu (syndrome Prader-Willi) BcienctBre XpoMOCOMHBIX aHOMAHN; cunopom Jloypenca-
Myna—Bapoe—buona (Syndrome Laurence-Moon-Bardet-Biedle) (nacnenyercs no ayrocomHo-
PELIECCUBHOMY THITY); cuHopom Anvcmpema (syndrome Ahlstrom), umeroruii mo00HbIH THIT
HACJIeIOBAHUSI, COMPOBOXKIAFOIIMIACS TAK)Ke CHMITTOMAMHU CaxapHOTo auadera,

Hedponatuu; cunopom babunckoeo-Ppenuxa (Syndrome Babinski-Frohlich) uz-3a
HAJTMYECTBYIOIIECTO MIPU 3TOM THIIOTOHAM3Ma HHOT/1a Ha3bIBAOIIHIC A0UN030-2eHUMAIbHOU
oucmpocueii. Kpome 1010, y TAKUX MAIMESHTOB MOT'YT BO3HUKHYTh CHMITTOMBI HECAXapHOTO
nauabeTa, HU3KUH pOCT, MH(MAHTUIIN3M; BEPOATHON NPUYNHON CYMTAIOT MyTAI[MH B T€HAX,
OTBETCTBEHHBIX 32 CHHTE3 MPOrOPMOHOB ajieHorunodusa. K cumnroMmam 0XupeHusi 00bIYHO
npucoeauHstoTes u apyrue. Cunopom Jloypenca-Myne-bapoe-budns (Syndrome Laurence-
Moon-Bardet-Biedle) nposiBisieTcsi THIIOTOHAAM3MOM, MOJUAAKTUIMEH, TUTMEHTHON
JieTeHepaIiell CeTYaTKH, BIUIOTh JI0 MOTEpH 3peHus K 20 roam, CHIDKEHHBIM HHTEIIIEKTOM.
OsKUpeHre ¢ BO3PACTOM MPOTPeCCHpyeT. AYyTOCOMHO-PEIECCUBHBII THIT HACTIEI0BAHHSL.
[TpuunHa, BEpOSTHO, FTeHETHUCCKUI Je(eKT 00pa30BaHUs KOPTUKOCTEPOUIOB. JIedeHue He



pazpaboraHo./lyisi MHOTUX HACJIEACTBEHHBIX 00JIE3HEH SHIOKPHHHONW CUCTEMBI XapaKTepeH
NOJIUMOP(HU3M; IPHUEM 00513aTEITHHO PETUCTPUPYETCS YBETHUEHUE Pa3MEPOB Pa3THUHBIX
kKenes3. JluarHoctuka: s IpoBEACHNUS YTOYHSIOMEH AMarHOCTUKY HACIEICTBEHHbIX
SHJIOKPUHOTIATUH OCYILECTBIIAIOT UCCIIeT0BaHNe PO duiIst ropMoHOB, ipoBoautcs JAHK-ananus3
I€HOB, ACCOLIMMPOBAHHBIX C SHJOKPUHHOM I1aTOJIOruen. JIeueHne 3aBUCUT OT KOHKPETHOIO
3a00JIEBAHUS U OCYILIECTBIISETCS Y S3HIOKPUHOJIOTA.

3ananue 48 Knunanka. Jluaraoctuka, iedeHne, NpoQuIakTHKa HACIEACTBCHHBIX CHHIPOMOB C
MIPEUMYILIECTBEHHBIM HapYIICHUEM HEPBHO-MBIIIEYHON CUCTEMBI.

Omanon omeema: HacnenctBeHHbIe HEPBHO-MBIIIICUHbBIE 32001€BaHUsT — OOJIbIIIAS
rpynmna 00Jie3HeH, MPU KOTOPBIX OTMEUYAETCS MOPAKEHUE MBIIIIEYHON TKaHH, MepudepruyecKux
HEPBOB U HEPEAKO MEPETHUX POTOB CIIMHHOTO MO3ra. Benymum cCuMITOMOM MPH ATHX
3a00JI€BaHUSIX SIBJISTFOTCSI MBIIIEYHAsl C1a00CTh, YTOMJIIEMOCTb, YAaCTO COYETAIOIIASICS C
TUIIOTOHHMEN U aTpodueil MbIIIL, 0COOEHHO B MO3AHUX CTAUAX pa3BuUTUs Oone3nu. Hanbonee
pacpoCTpaHEHHBIMUA HEPBHO-MBIIICYHBIMH 3200JIEBAHUSMU SIBIISIOTCS TTPOTPECCUPYIOITUE
MBIIIEYHbIE JUCTPO(UH, CIUHAIIBHBIE U HEBPAJIbHBIE aMUOTPO(HH, peke BCTPEUAIOTCS
MHOTOHHUH U IEPUOANYECKUAN CEMEWHBIN Mmapajind. Bce OHM 3THOJIOTMYECKH CBA3aHbI C TEHHBIMU
MYTaIUsIMH, JJOKAJTU30BaHHBIMHU B ayTOCOMAX HJIH MOJIOBOM X-XpPOMOCOME; HEPEAKH MTOBTOPHBIE
cirydau 3a00JieBaHUs B ceMbe. [[narHocTrka OCHOBBIBACTCS HA KIIMHUYECKUX MPOSBICHUSX,
OMOTICHH MBIIII] ¥ aHAJIM3aX KPOBH JIJIsl UCCIIEIOBAHUS MBIIIIEYHBIX OCTTKOB M T€HETUUYECKUX
anomanmii. Creru@uueckoro JIe4eHUs: BPOKICHHBIX MBITIIEYHBIX TUCTPOGUN HE CYIIECTBYET.
Bompocsr, kKoTopsie KacaroTcsi OPTONEAUIECKUX, CEPACUHBIX, PECITUPATOPHBIX, HYTPUTHUBHBIX U
COITMATBHBIX aCTIEKTOB MOTYT OBITH PACCMOTPEHBI COOTBETCTBYIOIIIMMHU AKCIIEPTAMU IO Mepe
BO3HUKHOBEHHMsI IOTPEOHOCTEMH, a MO IJIepKUBATOIIEE JICUCHNE, BKITI0Yas (PU3HOTEpaIiio,
MOMOTAeT COXpaHUTh GpyHKIHIO. [IpodunakTuka: METUKO-TEHETUUECKOE KOHCYIbTHPOBAHUE,
III'T, HUIIT.

3amganne 49 OcHOBHBIE TIOIXOIBI K Ja00PATOPHOM TUArHOCTHKE HAPYIIIEHUH 0OMeHa
AMUHOKHCIIOT U OPTaHUYECKUX KUCIIOT

Omanon omeema J1ns onpeneneHusi OpraHU4eCKUX KUCIOT MPUMEHSIOT pa3HOOOpa3HbIe
XxpomaTorpaduueckue MeTo 1l — BbICOKOI(D(DEKTHUBHYIOE KUIAKOCTHYIO XpoMarorpaduto,
XpOMaTO-Macc-CIEeKTPOMETPHIO, TaHAeMHYI0 Macc-ciekTpomeTpuro (TMC). Bosee 250
Pa3IMYHBIX OPraHMYECKUX KUCIOT U MNIMIMHOBBIX KOHBIOTAaTOB BO3MOKHO OOHAPYKUTH B
oOpa3ue Moun. VX KOHIIEHTpaIysl 3aBUCUT OT AUETHI, IPHEeMa JIEKapCTBEHHBIX MIPENapaToB U
HEKOTOPBIX APYTUX (HU3HOJIOTHUECKUX MTpudKH. M3BecTHO okoJio 65 HBO, koTopsie
XapaKTepU3YIOTCs CelUPUUHBIM MPOQHUIEM OpraHuYecKuX KUCI0T. OTHOCUTEIHHO HEOOJIbIIOE
KOJIMYECTBO OPTaHUYECKUX KHUCIIOT SIBIISIOTCS BHICOKOCTICHU(UYHBIMU, U UX HATTUYKUE B OOJIBIINX
KOHLIEHTPALIMAX B MOYE MO3BOJISIET TOYHO YCTAHOBUTH Juaruo3. CyKIIMHUIAIETOH MPU
tupo3uHemuu tun 1, N-anerun-acnaprat npu 6osie3nu KanaBan, MeBaioHOBasi KUCIOTa MpU
MeBaJIOHOBOM anuypuu. OIHAKO B OJABJISIONIEM OOJILIIMHCTBE ciaydaeB nuarao3 HbO na
OCHOBaHUU TOJBHKO aHATN3a OPraHUYECKUX KUCIOT MOYH YCTAHOBUTH JIOBOJIBHO TPYIHO, U
TpeOyeTcst MpoBeACHNE JOMOJIHUTENBHOM, MOATBEep K Aatoleil nuarHoctuku. K metonam
otHocurcst TMC. [{ns tpex Hau6osee oOmupHbix rpynn HBO (napymennii ooMena
AMUHOKHCIIOT, OPTaHUYECKHUX KUCIOT U JIeheKTOB MUTOXOHIpransHoro B-okucnenus) TMC
MIPUMEHSETCS B KAUYECTBE MEPBOT0 ATana AMArHOCTHKU.

3ananue 50 [IponmoHoBas anuaypust

Omanon omeema DTHONOTHS AyTOCOMHO-pEIlECCUBHOE 3a00JieBaHKe, 00YCIOBIEHHOE
MYTalUSIMH T€HOB, KOJAUPYIOMIUX CYObeTUHUIIBI TponruoHmi-KoA-kapOokcuassl: reH anbda-
cyosequnuiel (PCCA) xaptupoBan Ha 13q32, B-cyobenununs: (PCCB) Ha 3q21-0922.
Knunnueckas kaptuna [Iponmonosas aruaypus (ITA) kpaiine cxoaHa Mo CBOUM KITMHUYECKUM
nposiBiaeHussM ¢ MMA. 3aboseBaHne HAYMHAETCS B NEepBbIE THU KU3HU. OCHOBHBIMU



CUMIITOMAaMHU SIBJISIIOTCSL aHOPEKCUS, PBOTA, TOBBIILIEHHAs! COHJIMBOCTb, MBILIEYHAsl TUIIOTOHHUS,
00111as1 BSJIOCTh U AMHU30bl TUIIEPBEHTHIISAINH. Y HEKOTOPBIX MAllMEHTOB Pa3BUBAIOTCS
CyJIOpOTH, B PsiZie CIIy4aeB OTMEUAIOTCA renaToMerainus, 3puTeMaTo3Has cbinb. Horna
3abosieBaHNE MOKET MaHU(DECTUPOBATH MO3JHEE U IPOTEKATh BOJIHOOOPA3HO C AMU304aMH
almI03a WK Keroanuao3a. Takke omucaHsl ciiydyan HeKpo3a 0a3aibHbIX TaHTIIHEB 0e3
MeTa0O0JIMIECKOTO allK103a M TUIIEPAMMOHHEMUH M SAMHUYHBIE CITydan MO3AHEH MaHu(peCTalluu
(30-neTHU# MyXunHA, B KIMHUYECKOW KaPTUHE Y KOTOPOT'O OTMEYAIHCh XOPEHICCKUE
THIIEPKUHE3BI U IeMeHus). Y 0onpHbIX [TA gacTo HaOmrOMar0TCsS TakKue HAPYIICHUS, KaK
JUCTOHUYECKUE, XOPEUUECKUE TUIIEPKUHESBI, TUPaMUIHbIEe HapyleHus. JIelkoneHus.
TPOMOOIIMTONICHHUS BO3HUKAET MU3-32 YTHETEHHsI pa00ThI KOCTHOTO MO3Ta TOKCHYECKUMHU
MeTabonuTamu. J{narnoctnka AHanu3 OpraHMYECKUX KUCIOT METOJ0OM XpOMaTo- Mace-
CHEKTPOMETPHH MO3BOJISIET BBIIBUTH TOBBIIIEHHYIO SKCKPELIHIO ¢ MOYOH IPONTUOHUIIKAPHUTHHA,
MIPOMUOBOM, 3-TUAPOKCUIIPONTMOHOBOM U METHILTUMOHHOM kucnoT [Ipu nposenennn TMC
00HapyKMBaIOT MOBBIIIEHHE KOHLEHTPALUU IponroHuiIKapHuTuHa (C3).

3ananue 51 IManuentka 24 rona, xano0bl Ha 00U B MOSICHULIE, KPYITHOE MSATKOTKAaHHOE
obOpasoBanue Ha Oeape, MITHA 1BeTa «kode ¢ Mosokom». B 20 siet o1HO 13 0O0pa30BaHM CIIMHBI
JOCTHUIJIO KPYITHBIX Pa3MEpOB, B CBSI3U C UEM BBINOJIHEHO XUpYprudeckoe jJedenue. ['ucronorus
— MHKAICYJIMPOBaHHAs BEPETEHOKIIETOUHAsA Me3eHXUMallbHas ommyxoib.Ha MPT nmosicanyHo-
KPECTIIOBOT'O OT/Iea: MHOKECTBEHHbIE NapaBepTeOpaabHble 00pa3oBaHus,
pacnpocTpansomuecs ot (GopaMHUHAIBHBIX KaHAJIOB, IPAaBOCTOPOHHEE 00BEMHOE 00pa30BaHUe,
pacnpocTpaHsolieecs B HOSICHUYHON MBIIIIE 10 BOPOT IPaBOM MOYKU. MaTepu pobana, 1968
I.p. MHOXXECTBEHHbIE 00pa30BaHUsI MITKUX TKaHel, MHO>KECTBEHHbIE MATHA [[BETa «Ko(de ¢
MoJiokoM». Jlsast mpoGaHaa Mo MaTepUHCKON JTUHUKM ymMep B 39 JeT OoT paka nmpsMoi KUK, Y
JEAYIIKA MpoOaHa 1Mo JMHUU MaTepH MPOsBICHUS HelpodubpomaTo3sa.
1) IlpenBapuTenbHBINA UMATHO3
2) MeTopl AUarHOCTUKH

Omanon omeema Helipodubpomaros 1 Tumna; BeicOkonpon3BoauTEILHOE MTapaIeIbHOES

cekBeHnpoBanue reHoB NF1, NF2

3ananue 52 IlanuenT-aeBouka 2,5 net. C 3 1HS )KU3HU PELUAUBUPYIONTNE STU30/IbI PBOTHI,
CIYTAaHHOCTH CO3HaHMs. HabmromaeTcss HeBpOJIOroM B CBSI3H C 3a/IEPXKKOM pa3BUTHS. B kpoBu
oTMeuvaetcs Metabonmdeckuid aruao3. TMC kposu: C3 MOBBIIICH, aMHHOKHCIIOTHI B MOYE —
MOBBIICHUE METHIMAJIOHOBOM KHUCIIOTHI

) IpennonoKuTeNbHbIN AUArHO3.

2) Meto bl IeueHus

3) Mertoapl peabHIIUTALINH

Omanon omeema

1)MeTunimManoHoBas auaypus

2) Ha3HaYEHUE HU3KOOCTKOBOM JTUETHI

3) C uenbio koMneHcanuu Aeduimra Oenka, moka3aHO Ha3HAuUCHHUE CTeUaTN3UPOBAHHBIX
MPOJIYKTOB JIUeOHOTO MUTAHUS HE COAEPIKAIUX METHOHHH, BaJIMH, U30JICHIINH

3amanue 53 INanment — neBouka 20 nuei xxusun. Haxomures B APO ¢ KIMHUKOMN
MOJIMOPTAaHHON HEAOCTATOYHOCTH. B Bo3pacTe 5 CyTOK KM3HU COCTOSTHUE peOeHKa pe3Ko
YXYALIMIOCH 32 CUET HapacTaHUsI HEBPOJOTUUECKON CUMIITOMATUKH B BUJE CUHAPOMA
yruetenus [{THC, renepanu3zoBaHHBIX Cyaopor B KpoBu oTMedaeTcss MeTaboIMueCcKuid JIaKTat-
anu03. B Moue manyieHTa noBbllieHa KOHIEHTpaIMs 3 -TUIPOKCUITPOIIMOHOBAsI KHCIIOTA
)IIpennonokuTenbHbli 1UarHo3.



2) Meto bl JieueHus

3) Metoie1 peabunuranuu

Omanon omeema

I)MetunmManoHoBasi aluaypust

2) Ha3HAaYeHUE HU3KOOECTIKOBOM JUETHI

3) C nenbio KoMIieHcauu aedunnuta 0enKka, IoKa3aHo Ha3HAYeHHE CIICIHAIN3UPOBAHHBIX
MIPOIYKTOB JICYEOHOTO IMUTAHUS HE COACPIKAIMNX METHOHHH, BaJIUH, U30JICHIINH

3ananue 54 IManuent - myxunna 30 ser. XKanoOs! Ha 6ecrutoaue. B nercTBe yacteie
pecrupaTopHbIe 3a00JI€BaHNUs1, CHHYCUTHI. [ [pOBOAMIICH MMyHKIIMU BEPXHEUYETIOCTHBIX Ma3yx. [1o
JaHHBIM CIIEPMOTPAMMBI — a300CTIEPMHS

1)IIpennonoxuTenbHblil TUarHo3.

2) Metonbl peabunuTauu

Omanon omeema
1)MykoBucuio3
2) Ilpeononenus mpooOIeMbl O€CIUTIOANS Y JAHHOTOTAIIMEHTA BO3MOXKHO C IIOMOIIBIO0 OHOTICHH
TECTHTYJ M MOCIIEAYIUM TPOBEICHHEM UCKYCCTBEHHOTO OTLIOIOTBOPEHUS

3amanne 55 C pe3ynbpraraMu HEOHATAIBHOTO CKpUHUHTA. Manbunk 8 el xu3Hu. JKanoObr Ha
KEJITYITHOCTh KOXKHBIX TIOKPOBOB, CPBITUBAHUE, XKUIKHH cTYIL. [1o pe3yapTaTaM HEOHATAIBHOTO
CKpUHHUTA: 00I1as TaTakTo3a KpoBHU 27 Mr/ai

1)IIpenmnonoKuTeabHbIA UarHo3.

2)MeTo 1l JIeueHus

Omanon omeema

1)I"anakro3zemust

2) Jlnst nedenust 00IbHBIX UCIIOJIB3YIOTCS CICITUATM3UPOBAHHBIE CMECH HA OCHOBE M30JI5ITa
COEBOTO OeJIKa, THAPOJIN3aTOB Ka3ernHa, 0€371aKTO3HbIE MOJIOYHBIE CMECH

3ananue 56 Ilamuent - neBouka 9 ner. XKanoObr: Ha HU3KUH pocT. OOBEKTUBHO:
104cMm/18kr, TO3 IBYCTOPOHHMIA, aHTUMOHTOJIOUAHBIN pa3pe3 IJ1a3, KPhIJIOBUIHBIC CKIIAJIKA HA
miee, BabrycHas Aedopmalius JOKTEBbIX CYCTaBOB.

DIIpennosioKuTeNbHBIA TUArHO3.

2)MeTo 1l peaduIuTaIuu

Omanon omeema

1) Cunapowm llepemresckoro -Tepuepa

2) KoHcynbTanus 3HA0KPUHOJIOTa, HEBPOJIOTa; HA3HAYCHHUE CUMTOMATHYECKON TePAITUH

3anmanue 57 [lanment- 1,5m mec. JKanoOsr: mioxas mpubaBka B Bece, CHI)KEHHBIH alleTur,
cpbiruBanue. Poauics ¢ KIMHUYECKON BPOKAEHHOM KUIIIEYHOW HEMMPOXoAUMOCThio . Hannoxena
uneocroma. [lo crome onpenensercs BOAIHUCTOE KUIIEYHOE COJIEPKUMOE C KUPHBIM OJIECKOM.
B teuenue nocnenHen Helean OTMEUAETCS Kalllelb, TeMIiepaTypa HopMaiibHas. Co CJI0B MaMbl
KOXa peOeHKa UMEET BBIPaKEHHBIN COJIEHBIN BKYC

)IIpennonoKuTenbHbli 1UarHo3.

2)Merto1bl JieueHus

Omanon omeema
1)MykoBuCIH103



2) 3amecTHTenbHAA (PEPMEHTHAS TEPaAIHs MALMETy Ha3HAYAETCS TIO)KU3HEHHO;
aHTHOaKTepHaibHas Tepanus npumensercs npu kaxaomM OPBU u nmpu oboctpenun

OpOHXOJIETOYHOTO Ipoliecca

3amanne 58 Ha nmpueme peOeHOK 5 JIET - TEJIEKaHT, FeTePOXPOMHUS PATYKKH U BOJIOC Ha TOJIOBE,
HerpoceHncopHas Tyroyxocts III-IV crenenn. B pogocioBHoO# - y Matepu cenast npsizib, y Oparta
TYTOyXOCTb.

1)IIpennonoxuTenbHblii TUarHos.

2)Merob! JIeUEHHUSL.

3) Meto1pl TpopunaKkTUKu

Omanon omeema

1)Cunnpom BaapaenOypra

2) CumnromMaTH4ecKast Tepanus

3) [IpodunakTuka TOJBKO B paMKaX MEAUKO-TEHETUUECKOTO KOHCYIbTUPOBAHUS POAUTEIEH

nepes 3a4aTieM pedeHKa

3amanne 59 [NanueHT — Manbunk 4 roga. XKamoOsl Ha CyXOCTh M HIETYIICHUE KOXKH.
OOBEKTUBHO: KOXka cyXas ¢ OOJbIIMMHA TEMHBIMU YEITYHKAMH U BBIPA’KEHHBIM IMIIEPKEPATO30M
B 00J1aCTH pa3rudaTeIbHbIX TOBEPXHOCTEH JOKTEBBIX U KOJIEHHBIX CYCTAaBOB.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo 1l JIeUeHU L.

3) Metoasl MpopUITaAKTUKH

Omanon omeema
1)BysnbrapHelit UXTHO3
2)/Inaruo3 CTaBUTCS HA OCHOBAHUHU KITMHUKH

3ananue 60 Ilamuent - pedeHok 2 roga. OOBEKTUBHO: BRIpAXKEHHAS 3a/IePIKKa
TICUXOMOTOPHOTO Pa3BUTHSA, CyJIOPOTH, MBIIIICYHBIA TUIIEPTOHYC, CKPYUYEHHBIE JIOMKHE BOJIOCHI.

D)IIpenmnosioKuTeIbHBIA TUATHO3.

2)MeTo 1l JIeueHus

Omanon omeema

1)Cunnpom Menkeca

2)Ha3znauenue ButamuHoB rpynmnsl A,E,B,C 1 HukotuHoBas kucnota. [Ipenapatsi,

00J1aaroIue TUIOTPOTTHBIM JISHCTBHEM.

3ananue 61 [Tauuent 9 net. XKanoOsl Ha 3a/1epP>KKy IICUXOPEUEBOTO PA3BUTHS, TPUCTYIIBI
HEMOTUBUPOBAHHOTO cMexa. OOBEKTUBHO: MUKpoOpaxuiedanus, MaKpOCTOMUS, MbIIIICUHAS
TUIIOTOHMSI, TOXOKA 110 TUITY «MEXAaHUUECKON KYKJIbI»

1)I[IpennonoKuTenbHbIi TUArHO3.

2)Metopl JIe4eHUs ¥ TPO(UITAKTHKA.

Omanon omeema:

1)Cunnpom AHrenbMaHa

2)CumnToMaTudeckasl Tepanms

3) IlpodunakTika TOJBKO B paMKaX MEIUKO-TEHETUYECKOTO KOHCYIbTUPOBAHUS POAUTENEH

nepea 3a4aTuemM pe6eHKa



3amanue 62 [lauueHT - HOBOpOKAeHHBIN, HanpasyieH B MI'K s o6cnenoBanus B cB3H ¢
nosbiieHueM ypoBHst HeoMIPT-90 ur/mi, perectTUPT-50 Hr/mi, Xmopuabl moTa-75 MMOJIb/1

1)IIpennonoxuTenbHblii TUarHos.

2)MeTo 1l JieueHus.

Omanon omeema:

1)MyxkoBucumos

2) 3amecTuTenbHas (PEpPMEHTHAS TepPAIHs MAHEeTy Ha3HAYAeTCs MMOKU3HEHHO;
aHTHOaKTepHalbHas Tepanus npumensiercs npu kaxaom OPBU u mpu oboctpennn
OpPOHXO0JIETOYHOr0 MpoLecca

3ananue 63 [NanueHT — HOBOPOXkAeHHBIH. OOBbeKTHBHO: Macca Tena 2400T, HU3KO ToCaXKeHHBIE,
ne(OpMUPOBAHHBIE YIIIHbIE PAKOBUHBI, JOJIUXOLE(ains, MUKPOT€HHUS, KOPOTKHE IJIa3HbIE IIETH,
MHUKpPOCTOMUS, (JIEKCOPHOE MOJIOKEHNE NaNblIEB PYK, MaxoBas rpsika, BIIC. 13 anamuesa —
OEpEeMEHHOCTh MPOTEKajaa C MHOTOBOMEM, OTMEUANIach cllabasi akTUBHOCTH Tu1oa, Ha Y3U —
€IMHCTBEHHAs apTepusl MMyIOBUHBI, MaJIeHbKasl MJIAlleHTA.

1)IIpennonoxuTenbHblil TUarHos.

2)Mertop! ileueHHs U MpOo(PUIaAKTHKA .

Omanon omeema:

1)Cunnpowm [laray

2) CuMnromaTuyeckas Tepamnus

3) [IpodunakTuka TOJBKO B paMKaxX MEAUKO-TEHETHUECKOTO KOHCYIbTUPOBAHUS POAUTENCH

nepe 3a4aTrueM pedeHka

3ananue 64 I[Namuent - 6epemennas 40 set, cpok 6epemeHHOCTH 18 Henenb, naHHas
6epemenHocTs 3 (1 u 2 — MmeaukameHTO3HbIE a00pThI). KOoHCYnbTHpYETCA 110 pe3ynbTrataM
MpeHaTAIbHOTO CKprHUHTa 1 Tpumectpa. BoisiBnensl Y31 Mapkepsl: BoasHKa mioaa, TBIT-8mwM,
yposeHb PAPP-A-0,49MoM, B-XI'U-1,11MoM.

D)IIpennosioKuTeIbHBIA TUATHO3.

2)MeTo 161 Tpo(HUITAKTHKH.

Omanon omeema:

1) O35.1. XpoMocoMHBIE aHOMAIIUH Yy TUI0/a (TIpearnoiaraemMbpie), Tpedyromme

MIPEIOCTABICHUS MEAUIIMHCKOW TOMOIIN MaTepH.

2) I[IpodunakTrka TOJIBKO B paMKaxX MEIUKO-TEHETHUECKOTO KOHCYIbTUPOBAHUS POJUTENECH

nepen 3a4aTueM pedeHKa

3ananue 65 Ilamnuent - manpuuk 12 net. JXKanoOsl Ha 601K B HOTaX, MPUCTYIIBI CEPALIEOUEHUS.
OOBEKTUBHO: JOTUXOCTEHOMENHS, TPYAHON KU(OCKOINO03, TUTIEPITACTUYHOCTD KOXKH,
«TaMMPOCHBIE» PYOLIBI Ha TOJICHSAX U B 00JIACTH KOJICHHBIX CYCTaBOB, TUIIEPIIOABUKHOCTh
KPYITHBIX U MEJIKUX CYCTaBOB, MPOJOIHHOE MIOCKOCTOIHE.

1)I[IpennonoKuTenbHbIi TUArHO3.

2)Meto1bl JIeueHus .

Omanon omeema:
1)Cunnpom Dnepca-/lanioca
2) Onwkap, Kynecan, Maccax, JIOK



3ananue 66 IlanuenT - neBouka 7 net. J)KanoObl Ha KUAKUAN 37TOBOHHBIH CTYI, B3yTHE KUBOTA,
notepro Beca. M3 anamHesa: nepsbie cuMnToMsl ¢ 11 mMec. rmocie pacmpeHus MUTaHus, co CJIOB
KHUJIKAN CTYJ BO3HHKAET Nocie yrnoTpediaenus xieba, nedenbs. O0bextuBHO: 100cMm/12KT, KOXKa
OmnetHas!, MBIIIEYHASI TUIIOTOHHS, OOJIBIION KUBOT
1)IIpenrnonoxuTenbHblii TUarHos.
2)MeTo1bl AMarHOCTHKH.
Omanon omeema:
1) Hunuakus
2)0e3rII0TeHOBas AUeTa

3ananue 67 [amueHT - HOBOPOXKACHHAS HA S€ CYTKH OTKa3 OT €JIbl, PBOTA, CYJAOPOTH, Ha 6¢
cytku B APO meTabonndeckuii KeToalu 103 U TUIOTIIMKEMHUS, Ha 7€ CYTKH — JIeTUpATAIINH,
nporpeccupyromas gertaprusi. O0beKTHUBHO: OT MalMeHTa UCXOIUT CrienupruaecKuit
CIaJKOBAThIN 3amax.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo1bl TMarHOCTHKH.

Omanon omeema

1)bosie3ns «kieHoBOTO crpotnay (JleiuHo3)

2) CriennanbpHas queTa: OSIKOBas MUIIA 3aMEHSETCs OSTKOBBIMU THAPOJIA3aTaM, HE
CoJIepXKaIluMu BaJnHa, H30JelnHa, JeinuHa; KodakTopHas Tepanus; Tepanus

JICBOKAPHUTHHOM

3amanwne 68 INanuent - myx4unna 20 net. becruomusiil 6pak - 5 ner. O6bekTBHO: 186¢M/108KT,
TEIIOCJIOKEHHUE TI0 )KEHCKOMY THITY, THHEKOMACTHS, KPaCHbIE CTPUH HA JKUBOTE, THUIOTLIA3HS
SINYEK.

1)IIpenmnonoKuTeabHbI TUarHo3.

2)Meto bl MpoUITAKTUKH .

Omanon omeema:

1) Cunapom Knsadensrepa

2) TlpodunakTrka TOJBKO B paMKaX MEIMKO-TEHETHYECKOTO KOHCYIbTHPOBAHUS

poaMTelel Iepe 3a4aTueM pedeHka

3ananue 69 IlarueHT — HOBOPOXKAEHHAsS, CpOUHBIe poabl. O0bekTUBHO: 2600r/48CM,
MuKpoOpaxuuedanus, cHHOGPU3, ITMHHBIE 3aTHYThIE PECHULIBL, 1e()OPMUPOBAHHBIE YIIIHBIE
PaKOBUHBI; MaJICHbKUN HOC, MUKPOT'€HHSI, TOHKAsi BEPXHSS I'y0a, pOT B BUJIE MOTyMeEcsIIa,
MaJleHbKH€E KHUCTH M CTOIbI, KIIMHOJAKTUINS V MalblleB KUCTEH.
1)I[IpenmnonoKuTenbHbIi TUArHO3.
2)MeTo il JIeueHne
3) Metobl Mpo(UITaKTUKH.
Omanon omeema:
1) Kopuemnus ne Jlanre
2) CuMInToMaTuveckas Teparus
3) IIpo¢unakTruka TOJBKO B paMKax MEIMKO-TEHETHUECKOTO KOHCYJIbTUPOBAHUS

pO,Z[PITCHCfI nepea 3a4aTuem pe6eHKa



3ananue 70 [MamueHT — HOBOpOkAeHHBIH. OOBEKTUBHO: MUKpOIIe(aus, CKOMEHHBIN 100,
THIIOTENOPU3M, MUKpO(TanbMus, paciiennta ryosl ¥ Heba, HU3KO TOCaKEHHBIE U
neopMHUpOBaHHBIE YIIHBIE PAKOBUHBI, TOJIHIAKTHIINS OCTAKCHATIBHAS, «CTOTA-KaYallKa,
BIIC, MukponeHuc, KpUunTopxusM JIByCTOPOHHUH.

1)IIpenrnonoxuTenbHblil TUarHos.

2)Metop! TpoPUITAKTHKH.

Omanon omeema:

1) Cunnpom DnBapca

2) [IpoduiakTuka TOIBKO B PaMKaxX MEIMKO-TE€HETHYECKOTO KOHCYJIBTHPOBAHHS POJUTEICH

nepes 3a4yaTueM pedeHKa

3amanue 71 [anmeHTt — HOBOpokieHHBIH. OOBEKTHUBHO: AOHOIIEHHBIH, 28001/48CM,
MUKpoLedanvs, aHTUMOHTOJIOUAHBINA pa3pes ri1a3, MbIIIeYHasi TUTIOTOHUS, TYHOOOpa3HOE JIHIIO,
TUTIEPTEIIOPU3M, TIJ1ad peOeHKa, HATOMUHAIOIINN KOIIaubhe MSyKaHbe.

1) [IpennonoxuTenbHbl AUATHO3.

2)Metoab! TPOPUITAKTUKH.

Omanon omeema:

1) Cunapowm Jlexxena (CHHAPOM «KOIIAYbETO KPUKA)

2) IlpodunakTrka TOJBKO B paMKaX MEIUKO-TEHETHYECKOTO KOHCYIbTHPOBAHMS POTUTENICH

nepe 3a4aTrueM pedeHka

3amganue 72 [Namment 9 net. XKanoOwl Ha 3aA€pKKY TICUXOPEYeBOTO pa3BUTH. OOBEKTUBHO:
CBETJIBIC BOJIOCHI, TOJTyOBIE IJ1a3a, JOJIUXOCTCHOMENHSI, BOPOHKOOOpa3Has rpyaHas KIeTKa,
TUTIEPMOOUIIEHOCTh CYCTAaBOB, APAaXHOIAKTHIINS, CYOTFOKCAITNS XPYCTATUKOB.

1)IIpennosioKuTenbHBINA TUarHo3

2)MeTo 1l JIeUeHUSI.

Omanon omeema:

1) Cunapom Mapdana

2) CuMIToMaTH4ecKas Teparus; XUPypruuecKue BMEIIaTeIbCTBA

3ananue 73 [lanueHT — peOeHOK 5 JIeT, HalpaBJIeH C LeNbl0 YTOUHEHHs [uarHosa. 13 anamuesa:
HeifpocencopHas Tyroyxocts I1-1V, rematypus, nporeunypus. O0beKTUBHO: IIcCUX0(du3nyecKoe
pa3BUTHE COOTBETCTBYET BO3PACTY, PEHOTUI 63 0OCOOCHHOCTEH.

DIIpennosioKuTeIbHBIA TUArHO3.

2) Metoap! nedeHus

3) Metobl Mpo(UITaKTUKH.

Omanon omeema:

1) MKB-10: Q87.8 Cunapom Anbnopra
2) CUMIITOMAaTUYECKOE, KOHCYJIbTAIUsI U KOPPEKIMS COCTOSHUS BpauyaMH-CIIeLHaTCTaMU
(aedpotor, cypaoior, o(hTanbMOJIOT U T.1)
3) IIporHo3 moToMCTBa B JAHHOW CeMbe: KOHCYJbTAIlMsI Bpadya-Te€HETHKa C IEJIbI0 pacyera
TeHETHYECKOTO PUCKa B CEMbE, aHAJIN3a POJIOCIOBHOM U 00CYKIEHNS BO3MOKHOCTEH

HpeHaTaHLHOﬁ JUarHOCTUKH



3amanue 74 IlauueHT - Manpuuk 4x seT. XKanoObl Ha c1aboCTh B HOTaX, HAPYIICHUE TIOXOIKH.
OOBEKTHBHO: TICEBAOTUNIEPTPOHSI UKPOHOKHBIX MBIIIIL], TUIIEPIIOPAO03 MOSICHUYHOTO OT/IeNa
II03BOHOYHMKA, 3aTPYyAHEHO NOAHATHE pyK. [Ipy BcTaBaHMM MCIIOJIb3YET BCIIOMOIaTeIbHbIE
IIPUEMBI.
1)IIpennonoxuTenbHblil TUarHos.
2)Meto bl TpoPUITAKTHKH
Omanon omeema:
G 71.0 Mpieunas guctpodus
-CuMIITOMAaTHYeCKOE, UCIOJIB3YIOTCS (PU3NOTEPANIEBTUYECKHE METO/IbI, OPTONIEANYECKAS
koppekuus. Lens - moanepxanue MbIIIEYHON CUJIbI, TPEAYIPEXKICHUE PA3BUTHS
KOHTPAaKTYp, NedopMaIuii CyCTaBoB.
HaGnronenue Bpayeil - cienuaiicToB B COOTBETCTBUU C KAI00aMU U BBISIBICHHBIMHU
HapyLIEHUSIMU

3ananue 75 1eBoYKa, 3-X JIET, ¢ )Kajlo0aMu Ha Cy10POKHBIE TPUCTYIIBI, 33JEPAKKY IICUXO0-
pedeBoro pa3BuTus. Briepsble cyJoporu B BUJE pe3KOro KpuKa, C OCTAHOBKOM JIbIXaHUS U
[IMaHO30M, BO3HHUKJIM B BO3pacTe 8,5 MecsIes nocie BakuuHauud. B Bo3pacte 1 roga cymoporu
noBTopuinch Ha pone OPBU u runeprepmun. [1puctynsl otMeyanuck B BUje
KpaTKOBPEMEHHOM yTpaThl CO3HaHUS, 03HOOOTIOJOOHOTO TpeMOpa, B T.4. C BOBJIIEYEHHEM HOT,
3aBe/IeHUs IJ1a3 BBEPX, OCTAHOBKH JIbIXaHUS U [IMaHO3a, MPOIOJKUTENBHOCTHIO 10 1 MUHYTHI
KaXKbIH 9ac B Te4eHue 2-3 CyToK, Ha oHe BBeJeHUs OeH30/11a3enuHa. B cpenemM mpucTyIsl
HaONIOAAI0TCs KaKable 2 Mecsa. B HacTosIIMii MOMEHT - PEMHUCCHSI.

1) mpeamnoJiaraeMblii TMarHo3

2) METO/bI TMarHOCTUKU .

Omanon omeema paHHss dnUIenTHYEeCKas sHIedanonaTus DI -BugeomonuTopunr, MPT-
TOJIOBHOTO MO3ra, IPOBEJICHNE KIIMHUYECKOrO WIIM MOJIHOTO CEKBEHUPOBAHUS SK30Ma METOJIOM

NGS

3amanwue 76 [TanmenTtka 46 et 0OpaTHUIach B MEIUKO-TEHETUICCKYIO JIJIsI HCKITFOUCHHS
HacJIeJACTBEHHOTO XapakTepa 3abojeBanus. B aHamHese - cepo3Hast KapluHOMa JICBOTO SIMYHUKA.
Y marepu (68 sier), B Bozpacte 40 et ObuT 00HAPYKEH PaK MOJIOYHOM MKeEJe3bl,y pOJIHOTO Opara
MaTepH - paK MpeICTATEIHLHOM JKeJe3bl, Y POJIHOTO Oparta oTIa B 56 JIET - pak JIErKOTO.
1) mpeanosiaraeMblii AMarHo3
2) METOJIbI TUarHOCTHKH

Omanon omeema Cunapom HacneactBeHHoro BRCA1-acconunpoBaHHOro paka
SMIHUKOB; COOP JIMYHOTO M CEMEHHOTO aHaMHE30B, MOJICKY/IIPHO -TEHETHYECKOE TECTUPOBAHHE
Ha Hannuue yacThiX MyTanuid B reHax BRCA1 1 BRCA 2, BbICOKOIIPOU3BOIUTENLHOE
napajiensHoe cekBenupoBanue nanenu reHos: BRCA1, BRCA2, BARDI. BRIP1, MRE11A,
PALB2B, NBS1, tP53, RAD51C, RAD51D

3ananue 77 JleBouka, 3 qHEN KU3HU ¢ MUKpoledalueil, CKOIEHHBIM JIOOM, KPYITHBIM HOCOM,
ne(GopMHUPOBaHHBIMU HU3KO MOCAKEHHBIMU YIIIHBIMU PAaKOBUHAMHU, KOPOTKOM I1eeH, cKki1aayaToi
KOJKEH Ha 3a/Hel NMOBEPXHOCTHU LIEHU, MBIIIEYHOW THIIOTOHUEH, €IUHCTBEHHOU JIAJIOHHON
CKJaJiKoi, mopokomM cepaua — JAMXII, nBycTopoHHeil paciuiennHoi Heba 1 BepXHe ryosl,
[IOCTaKCUAJIBHOU MOJIMIAKTUIIMEH KUCTH.

1) mpexamnonaraeMplii JMarHo3

2) METObI TUarHOCTUKU:

3) Meroibl NeueHUs:

4) npoduakTuka



Omanon omeema Cunapom Ilatay; UccnenoBanue kapuortuna; CUMITOMAaTHYECKOE;
[IpenaranbHbli CKPUHUHT OEpEMEHHBIX

3ananue 78 Xenmuna, 36 neT, MPU MPOXOKICHUH TUCTIAHCEPU3ALIUN BBISBICHO TIOBHIIICHHE
YPOBHS OOIIEro X0JIeCTEpUHA 0 8,9 MMOJIB/JI, TIPH MOCIIEAYIONIEM aHAIIN3€ JTUITHIHOTO CIICKTpa
obmmit xonmectepur — 9,1 mmous/n, TT" — 1,3 mmons/i, XC-JITIBIT — 1,2 MMOIbi1. AKTUBHO
XKano0 He MPeIbSBIISCT.

1) mpenmnosiaraemMblii AMArHO3

2) METOJIbI TIMarHOCTHKHU:

Omanon omeema CemeitHasi TUIIEPXO0JIECTEPUHEMHUS; IIPOBEICHUE OCMOTPA U MaJbIalluU
CYXOKHWJIMI: aXHUJUIOBBIX, pa3rubaresieil najibleB pyK, TPUIIETICOB U KOJICHHBIX CYCTaBOB C
LETBI0 IMarHOCTUKY HAJTUYHS CYXOKWJIBHBIX KCAaHTOM, MPOBEJICHUE CEKBEHUPOBAHMS
reHoB LDLR, APOB, PCSK9 metronom NGS

3amanne 79 JleBouka 3 net 6 MecsIeB, KaloObl Ha IJIOXYIO TPUOABKY B BECE, 3aJICPIKKY
IICUXOMOTOPHOI'O U PEYEBOT0 Pa3BUTHs, HAa (JOHE BBICOKOM JINXOPAAKH — COXpaHEHHE SITU30/0B
3aMHpaHuil ¥ rUunepkuHe30B. 3aboieBaHne MaHU(ECTUPOBAJIO ¢ pokIeHUs. OOBEKTUBHBIN
CTaTycC: TJ1a3HOM rUnepTeaopu3M, 00IbIIONH HOC C BBICOKOW CIIMHKOM, KOPOTKUM QUIBT,
MUKpOTHAaTHs. 3aJiepikKa IICUX0-PEYeBOro pa3BUTHUS MIPOSBISETCS B BUAE CKYJHOTO CIOBAPHOIO
3anaca (KOpOTKHeE, MPOCThIE CII0Ba), KOMaH bl IOHMUMAET, OJIM3KUX 3HAET. 3aJiep:KKa MOTOPHOTO
Pa3BUTHUS: XOIUT HEYBEPEHHO, C OJHOCTOPOHHEH MOAIEPKKON
1) mpenmnoyioxXUTeIbHbIN AUATHO3!
2) METO/1bI TMAarHOCTUKHU

Omanon omeema Cunapom Bonbda-Xupmxopaa MPT ronoBHoro Mosra, mpoBeicHHE
20I'-BUIEOMOHUTOPUHTA, XPOMOCOMHBIN MUKPOMATPUYHBIA aHAIIN3

3amganne 80 Manpunk 6 MecsIeB ¢ 3aIep>KKOH (PU3NIECKOTO U TICHXOMOTOPHOTO Pa3BHUTHS,
BPO’KJICHHBIM MTOPOKOM CEp/ILia U JIMLEBBIMU TUCMOPhUAMHU (MaTEHbKUE HU3KO MOCAKEHHbIE
JUCIUIACTUYHBIE YIIHBIE PAKOBHHBI, ITUPOKUE TJIa3HbIE IIEH, JTMHHBINA QUIbTp, y3Koe
OCHOBaHHUE KPBUIbEB HOCA, MUKpOTeHHMS ), yacThie OPBI.
1) mpeanoIoKUTEIbHBIA TUATHO3!
2) METO/Ibl TMarHOCTUKHU

Omanon omeema Cunapom Ju Jxopmxu; Y3U OpronrHoit nosoct u mouyek, D XO-KI,
onmoxumuueckuii anamm3 kpoBH, FISH ¢ yaukaneabiMu JIHK-3081aM1 Ha pernox
MHKpPOJIeICIIUU Ha MeTada3HbIX TuIacTUHKaX manueaTa, MLPA ¢ JIHK-mpaitmepamu Ha
MOCJIEIOBATEILHOCTY T€HOB B PETHOHE MUKPOJIEIEIINH ¢ UCTIOIb30BaHueM 00pasnoB JIHK
nanueHTa

3ananue 81 Pebenok, 8 mecsies, kano0bl Ha )KENTYyXY, MII0XYIo mpubaBky Maccel. boseH ¢ 6
Mecs1eB, KOT1a MOABHIIACK KeNTyxa. B xone o0cneoBanus BhISABICH HUTOIH3 10 19 HOpM ¢
cuHapoMoM xoJiectasa. [ToBeienue anbda-peronporenna no 25 843 Hr/miu (Hopma a0 12
HT/MIT). YBeNUWYeHHe neYeHu 10 +5 ¢M u3-moJ kpast pedepHoii nyru. CeneseHka +2 ¢cM U3-1I0]
Kpasi peOepHO# Ayru.
1) mpenmnoyoXUTeIbHBINA AUATHO3:
2) METO/IbI TUArHOCTUKHU

Omanon omeema HacnenactBenHast Tupo3uHeMus 1 A tuma (0CcTpoe TeueHue);
Omnpenenenue coiep:kaHus aMUHOKHUCIIOT B KPOBH, OTIPE/IeTICHHE CYKIIMHIIIAIETOHA B MOY€ U
1a3Me KpoBH, onpeaeneHue anbda-deronporenna (ADII) B ceiBopoTKe (MM M1a3Me) KPOBH,
cekBeHHpoBaHue rena FAH

3ananue 82 Manbunk 9 mHEH KU3HU, TIO pe3yIbTaTaM HEOHATAIBHOTO CKPHHUHTA!
dbenunananux 4,46 mr/mi, (Hopma 1o 2,0 mr/an). [lpu perecte 6,8 mr/mn



1) nmpenmnoioxXUTeabHbINA AUATHO3:
2) METO/Ibl TMarHOCTUKHU

Omanon omeema HacnencrBennas tupo3uneMust 1 A tuna (ocTpoe TeueHue); AHanu3
NITEPUHOB B MOYe, CeKBeHnpoBaHue MeTo1oM NGS 110 manenu, Bkitovaromiei rensi: PAH
(OMIM:* 612349 ), PTS (OMIM:* 612719), QDPR (OMIM:* 612676), GCH1 (OMIM:*
600225) u p

3ananue 83 YV manpumka, 3 MecsIa, 0TMEYal0TCs MUKpOTie(atns, HU3KHA J100, TBYCTOPOHHUN
SMUKAHT, MTO3, KOPOTKUN HOC C OTKPBITBIMU BIIEPET HO3IPSIMU, MUKPOTCHHS, paciieanHa
S3BIYKA, TOTHYECKOE HEOO0, HU3KO PaCIoI0kKeHHBIE 1e(hOPMUPOBAHHBIE KPYITHBIC YITHBIE
PaKOBHHBI, KOPOTKAs IIesl, MOCTAaKCHAIbHAS MOJIMAAKTHUIINS HA JIEBOW KUCTH, IBYCTOPOHHSS 2-3
KOJKHasi CHHJIAKTHJIUSI Ha cTomax Y-o0pa3Hoit opmel (puc. 2). [Ipu obcnenoBaHny TeHUTAINAN
BBISIBJISIETCS] MUKPOIIEHUS, TUIIOCTIA IS, pACIIETJIEHHE MOIIIOHKH, THIIOIUIa3UPOBAHHOE STUYKO
ClIeBa U OTCYTCTBHE SIMUKA CIIpaBa.
1) mpeanosoKUTEIbHBIA TUATHO3!
2) METO/1bl TMarHOCTUKU

Omanon omeema Cunapom u xopmxu Y3U manoro taza, 9XO-KI', crangaptHoe
LUTOT€HEeTHYECKOe HcclieZloBaHNe, bruoxuMuyeckuil aHaan3 KpoBH (ONpeiesieHue YpOBHS
o011ero xoJiecTepUHa U 7-IETUIPOX0JIECTEPOIa), IPOBEACHIE MOJIEKYISIPHO-T€HETUYECKOTO
HCCIIeIOBaHUS IMyTeM npsiMoro cekBenupoBanusi rena DHCR7 (ren 7-
JeTUPOXOJIECTEPOIIPETYKTa3bI)

3amanre 84 INanuenT, oHoIIa 17 JIeT, B aHaMHE3¢ HaJIMYKe TEPBHYHO-MHOKECTBEHHBIX
HOBOOOpA30BaHMI: IEPBUYHO-MHOKECTBEHHAS MEJIaHOMA KOXH, COCTOSIHUE TTOCIIE
XUpypruyeckoro jeueHus B 13 u 16,6 net, B 16 jeT MHOKECTBEHHBIN MOJIMIIO3 JKEIY/IKa,
MakpoIedaius, Ha KO)Ke — MHO)KECTBEHHBIC MEJIaHOIIMTAPHBIE HEBYCHI KOXKU CITUHBI, )KUBOTA,
KOHEYHOCTeH. B HacTosIee BpeMs oCTaBIeH IUarHo3 (QOJUIHKYISPHBIA paK ITUTOBHUIHOM
Kene3bl. Y 0a0yIIKy M0 MaTepUHCKOW JTMHUH TIOJIUIIBI JKEITyIKa, MHOTOY3JIOBOM 300, y 6a0yIKu
10 JIMHUH Tafbl — paK IMYHUKA. Y MaTepy B aHAMHE3€ PaKk MOJIOYHOM Kene3bl B 37 JieT
1) mpeanoIoKUTEIbHBIA TUATHO3!
2) METOJIbI TUarHOCTHKHU

Omanon omeema Cunapom Koynena; BeIcOKONpon3BOIUTENHHOE MTapaICTLHOE
CEKBECHUPOBAHHUE TIAHEJIM I'€HOB, CBA3aHHBIX C Pa3BUTHEM HACJICICTBEHHBIX OHKOJIOTHYECKIX
CUHPOMOB

3ananue 85 JleBouka, 3 AeHb, KOPOTKas II€s, KOXKHBIE CKJIAJIKU Ha 11ee, Ae(opMUpoBaHHAS U
HU3KO PacCIoJIOKECHHAs YIIIHAS paKOBUHA, TUM(ATHUSCKHI OTEK KHCTEH M CTOII, MOPOK cepana -
JAMXKIT
1) npeaBapUTEIbHBIN TUATHO3:
2) METOIbl TMATHOCTUKH:
3) npodunakTuka

Omanon omeema Cunapom lllepemesckoro-Tepuepa Mccnenoanne kapuoTuia
[IpenaranbHBI CKPUHUHT OEpEMEHHBIX

3ananue 86 Manpumk 2 neT, *anoObl Ha HACUJILCTBEHHBIE TUIIEPKUHE3bI, YTpaTy paHee
MPHOOPETEHHBIX MOTOPHBIX HABBIKOB, IJIOXYIO MPUOABKY B Bece.3aboaeBaHue
MaHu(pecTUpoBajo B Bozpacte 6 mecaie, Ha one OPBU u moBeiieHus: TemMmnepaTypsl Tena
BO3HUK I'€HEPAIM30BAaHHBIN TOHUKO-KIIOHUYECKUN SMUIEITHYECKUI TPUCTYII C OTEpEH
CO3HaHUs. BO3HUKIIM MPUCTYIBI HEYKPOTUMOW PBOTHI, MBIIIEYHBIN TOHYC HapacTajil. Bo3HUKIN
JIMCTOHMYECKHe aTaku. PeOeHOK mepecTta epxKarh rojIoBy, iepeBopaunBaThes. ['onoBa
ruapouedansHoit popmbl. MIcTOHUEHNE TOIKOKHO-KUPOBOI KIeTyaTKu. [ unepcaanBarius.
['onoBy caMOCTOSITENILHO HE JEPKUT, IPU BEPTUKATH3AIUH OTopa ciadasi. MBIIeYHbIH TOHYC



MOBBIIIEH 1O criacTudeckoMy Tuity. CyxokuibHble pediekcsl oxuBieHsl. Pedueke babunckoro
MOJIOKUTEBHBIN C IBYX CTOPOH.
1) [Ipennonaraemslii AMATHO3:
2) MeTtoibl TMarHOCTUKHU:

Omanon omeema I'nyrapoBas anuaypus Tan I; npoBeaeHne TaHAEMHON Macc-
CIIEKTPOMETPHH C OTIPEAETICHUEM CIIEKTPa allMJIKADHUTUHOB, aMUHOKHUCIIOT, aHAJIU3 MOYH Ha
opraanueckue kuciaotel, MPT ronoBHOTO MO3ra, mouck myranuii B rene GCDH

3amanne 87 Manbuuk, 4 Toza, )Kaio0bl Ha CyIOPOKHBIE IPUCTYIIBI, YTPATY IBUTATEIBHBIX U
pedeBbIX HaBBIKOB. B 2 roa 6 mec. MOSBUIMCH MIEPBbIE MIPUCTYIBI B BUJI€ TOHUKO -KIIOHUYECKUX
CyZIOpOT ¥ OTBEJICHHEM TJIa3HBIX SI0JIOK BBEPX, Jajiee MPUCTYIIBI MO TUITY OOMSIKaHUS, MHOT/Ia C
TOHUKO-KJIIOHUYECKUMH cyaoporamu. B 3,5 roga pe6EHOK cTan yrpaunBaTh paHee
MpUOOPETEHHBIE IBUTATENbHBIE (CAMOCTOSATEILHO HE XOIUT, aTAaKCHsI TIPU X0Ib0e C
MOJIEPKKOM ) ¥ peueBbIe HABBIKU (TOBOPUT CJIOTH). B HacTosIIee BpeMst MPUCTYIIBI TIO TUITY
MHOKJIOHUH TOJIOBBI JI0 3-4 pa3 B CyTKH Ha PoHE MpuémMa MpOTUBOCYTOPOKHBIX MTPENapaToB.
1) [Ipennonaraemslii AMArHO3:
2) MeToibl TMarHOCTHUKHU:

Omanon omeema Pannsis snmienituaeckast sHmedanonarus, D31 -uccinenopanune, MPT-
Hcce0BaHue, MPOBEICHNE KIMHUYECKOTO WM TIOJTHOTO CEKBEHUPOBAHUS IK30Ma METOJIOM

NGS
3amanne 88 IlanmenT - myxunna 25 set. )KanoOsl Ha c1abOCTh B HOTaX, HAPYIICHUE TIOXOIKH,

TPYIHOCTH TIPH MO AbeMe 110 JecTHHIIe. OOBEKTHBHO - IICEBIOTUITEPTPOPUH HKPOHOKHBIX
MBI, BEIPKCHHBIH JIOPJI03 MOSCHUIHOTO OTJIENA, «YTHHAS ITOXO0JIKa», 3aTPYJHEHO TTOTHATHE
pyk. [Ipu BcTaBaHMM HCTIOIB3YET BCIIOMOTATEIIbHBIE TTPUEMBI.

1)IIpenmnonoKuTeabHbIA UarHo3.

2)MeTo1bl AMarHOCTHKH.

Omanon omeema:

1) G 71.0 Mprmeunas guctpodust

2) CUMIITOMaTHYECKOE, UCTIONIB3YIOTCS (PU3HOTEPANIEBTHYCCKIE METOIbI, OPTOIIEHYECKAs

koppeknuus. Llens - moanep:kanue MBIIIICYHON CUJIBI, IPEAYIPEKACHUE PA3BUTHS

KOHTPAKTYp, eopMaIiuii CycTaBoB.

HaGnronenue Bpayeil - CrienuaiicToB B COOTBETCTBUU C KAI00aMH U BBISIBICHHBIMHU

HapyIICHUSIMHU

3ananue 89 [lauueHt - HoBopoXkieHHas, 14 cyTku, HanpasieHa B MI'K s o6cnenoBanus B
cBs3M ¢ noBbileHHueM ypoBHs HeoOlIlIl™- 337,5 umons/, perectOIIl - 609,3 HMOIB/.
O6bexTuBHO: Macca tena 340r, peHoTunuueckn 6e3 0COOCHHOCTEH.

DIIpennosioKuTeIbHBIA TUArHO3.

2)MeTo 1kl JIeueHUs U PO HITaKTHKA

Omanon omeema:

1) E25 AnpeHoreHUTaIbHBIN CHHIPOM

2) - HabmroneHne Bpaya — 3HIAOKPHHOJOTa(Ha3HAYEHHE TIIFOKOKOPTHKOUIOB, 3aMEICHHE
neuIrTa KOPTU30JIa U ToaBieHne n30sTouHoi cekperuu AKTI)

KoncynbTanus Bpaya-reHeTukKa C 1eJIbl0 pacueTa FeHeTHUYECKOr0 PUCKa B CEMbE, aHAIN3a
POIOCIIOBHOM U 00CYKISHHS BO3MOKHOCTEH MPeHaTalbHON JUArHOCTUKH

3amanue 90 ITanueHT - sxeHmuHa 45 net. )KaaoObl Ha OBICTPYIO YTOMIIIEMOCTD, c1a00CTh,
yXy/IIeHHEe MaMATH 1 BHUMaHUS, ApOXKaHKe NaibleB pyK. OOBEKTHUBHO: U3apTpus,



TUIEPKUHE3Bl, HHTEHIIMOHHBIN TpeMop. JIJabopaTopHO: runonepyaomia3MuHeMHUs,
THI0AIEOYMUHEMUSI.

1)IIpenrnonoxuTenbHplii TUarHos.

2)MeTo b1 JICYCHHS U PeaOUIHTALINS

Omanon omeema:

1) E 83.0 bone3ns Bunbcona-Konosanosa

2)- Jluetra Ne 5 — ¢ orpanudeHreM Meau 10 | Mr B CYyTKM — MCKJIFOUCHHE IIOKOJIaJIa, OPEXOB,
CyX0(pYKTOB, PaKoOB, ICUEHH, [IEJIbHOW MIIEHUIIBI. [[aToreHeTnyeckoe ieueHne HarpaBiIeHo Ha
BBIBE/ICHUE MEM U3 Opranu3Ma. JJist 5Toro mpruMeHsIoTCSl KOMITIIEKCOO0Opa3yIoIue COSTMHEHUS:
THUOJIbI, IICHUITUJIJIAMHWH. HpI/I MaKCUMAJIbHO paHHEM HavdaJIC TCPaIlluy NporHo3 6HaFOHpHHTHBIﬁ,
yiydiaeTcs obmiee camouyBcTBue, cHukatoTcst ypoBHH AJIT u ACT B chIBOpOTKE KpOBH,
YMCHBIIACTCA BBIPAXKCHHOCTD I'CIIaTUTA U CTC€ATO3a B TKAHU ICUYCHHU, (1)I/I6p03 MPAKTUYCCKHU HE
nporpeccupyer. B ciydae nmo3gHero Hadana Tepanuy MPOrHO3 MeHee OIaronpusTeH: Bo3MoKHbI
JEKOMIIEHCALIUSI IUPPO3a NIEUYEHH, pa3BUTHE (PyTbMUHAHTHON MEYEHOYHOU HEAOCTATOYHOCTH,
MIPOrPECCUPOBAHUE HEBPOJIOTMYECKOW CUMIITOMATHKH, JIETAJIbHBIN UCXO/.

3anmanue 91 INamueHT - HOBOPOXACHHBIH, HanpasiieH B MI'K 1151 00ciieoBaHus B CBSI3U C
noBeleHueM ypoBHs HeoTTI'-184,4 MxEn/mn, perectTTI-291,2 mxEn/mn. O6bekTrBHO: Macca
tena 4200r, koxa cyxasi, TacTO3Has, )KEJITYIIIHAS, JINTI0 OTEYHOE, S3bIK OOJBIION, OTEKH KUCTEH
M CTOII, TOJIOC HU3KHIA.
1)IIpennonoxuTenbHblil TUarHo3.
2)MeTo1bl JIeueHUs U JUCTIaHCEPHOE HAOIIOICHUE.
JTaJIOH OTBETA!
1) BpokaeHHBIH EPBUYHBIN THITIOTHPEO3
2) Komucynbraius reHeTHKa ¢ YTOYHEHHS TeHETHYSCKOM ITHOJIOTHH 3abo0eBaHust; 1 roj
TTI u T4 cBoboansIit 1p/2-3 Mmec., [Tocne kaxaoro n3MeHeHust 10361, KOHTpoab TTT
yepe3 2 mec; Y3U cpasy mociie mocTaHOBKH JIMarHosa, najaee 1p/B 1-2 roga; omnenka
TUHAMUKH pocTa; ciiuaTurpadus DK

3amanne 92 INanueHt - neBouka 3 jeT. JKamoObl Ha MOBBIIEHHYIO YTOMJIIIEMOCTb, OJICTHOCTD,
rOJIOBOKPY)KEHHUE, CHIDKEeHHE areTuTa. OObEKTUBHO: JIETKas HKTEPUYHOCTh KOXKH H CKIIEP,
0011 IPEUMYIIIECTBEHHO B JIEBOM M0 Apebephe, cruienomeranus. B ananuse kposu - Hb-75 /i,
Op-2,9, LHI1-0,9, Per-52%, neiik-10,2, 3-2, n/g-4, c/1-52, mamd-37, CO3-20. VI3 anamHe3a: MaTh
3JI0pOBa, Y OTIIa NEPUOAUYECKH OTMEUYAETCS JKEATYIIHOE OKpAITUBAaHUE CKIIEP.

DIIpennosioKuTeIbHBIA TUArHO3.

2)MeTo 1l JICUeHUS .

Omanon omeema:

1) Tanaccemus

2) Tpaucdy3noHHas Tepars (epeTUBaHuUs IPUTPOLUTHON MACCHI) MO TIOKA3aHHSIM.
XenaTopHas Tepanus (Ha yaajgeHne N30bITKa jKere3a u3 opranusma). TpaHcmiaHTanus
TE€MOIIOATHYECKUX CTBOJIOBBIX KIETOK CIIIIEHIKTOMUS

3ananue 93 Ilamnuent - HOBOpoXxkAeHHAs AeBouka. OOBEKTUBHO: TUIIEPTEIOPU3M, KIIFOBOBHIHBIN
HOC, aCHMMETpHUS Yeperia, HU3KO pacloioKeHHBIE Je()OPMUPOBAHHBIC YIIIHBIE PAKOBUHBI C
MpeapuKyJIbPHBIMU CKIIaJJaMU, 33JIep>KKa ICuXoMoTopHOro pazsutus. Ha Y3U - runomnnazus
MMOYKH.

)IIpennonokuTenbHbli 1UarHo3.



2) MeTto1bl TMarHOCTHKH.

Omanon omeema:

1)Cunnpom Bomnwda-Xupurxopraa
2) KOHCY/bTAIUsl Bpaya-TeHETHKA C I[EJIbI0 pacueTa reHETUYECKOTO PUCKA B CEMbE, aHAIIU3A
POAOCTIOBHOM 1 0OCYXIACHHUS BO3MOKHOCTEH ITPEHATATbHON JUArHOCTUKH

3amanne 94 IlanueHT - myxunna 53 set. J)KanoObl: Ha H3MEHEHHE TIOXOAKH U TIOYepKa,
HETPOMU3BOJIBHBIE IBUKCHUS pyKaMH U TOJIOBOH. OOBEKTUBHO: XOPEHUYECKIE TUIIEPKUHE3BI
KOHEYHOCTEH, YCHIIMBAIOIIUECS MPH LIEJIEHAIIPABICHHOM AceiicTBUM. [loxoaka HEyBEepeHHas,
HiapKarolas, peub 3arpyAaHeHa. PogocnoBHas oTsrouieHa no JMHUA MaTepy B 3X NOKJICHHUSX.
1)IIpennonoxuTenbHblil TUarHo3.
2)Mertop! peabmuTaluy 1 NpoQuiiakTuKa
Omanon omeema:
1)bonesnp ['eHrTuHrrona
2) BpaduoM - HEBPOJIOrOM IPOBOAUTCS JIeUEHHE (U1 KOPPEKIMU XOPEH - IPUMEHEHNE
HEWPOJIENITUKOB, TeTpaOeHA3MHA WIIM KJIOHA3eTama, JUIsl KOPPeKIuu quctornn - JIOK,
UHBEKIUU OOTYIMHUYECKUM TOKCHHOM; JUISl KOPPEKIIUH pa3/IpakUTEIbHOCTH -
HEHPOJIENTUKHN, UHTMOUTOPHI 00paTHOTO 3aXBaTa CEPOTOHMHA; JJIsi KOPPEKIIUU
OpaAMKUHE3UU U aKWHETHUKO-PUTHIHOTO CUHpOMa- JIEBOI0IA WIIM aMaHTAaJluH).
2) KOHCYJbTAIMs Bpaya-TeHETUKa C IEJIbI0 pacueTa TeHETUYECKOro PHCKa B CEMbE, aHAIM3a
POJOCTOBHOM M 0OCYXCHHUS BO3MOXKHOCTEH MTPEHATAIbHON JTUATHOCTUKH

3amanwne 95 [NanueHT - HOBOpoXAeHHBIN, HanpaBieH B MI'K ais oO6cnenoBanus B cBsi3u ¢
noBeleHHEM ypoBHA HeoDA-3,6Mr%, perect DA-6,44Mr%. OO0BEKTUBHO: (EHOTUTTHYECKH O€3
CHTHAJILHOM TUCIJIACTHKH.

D)IIpennosiouTenbHbIA TUArHO3.

2)MeTo 16l poHUTAKTUKH

Omanon omeema:

1)DenunkeTonypus
2) KOHCYJbTAIMs Bpaya-TeHETUKa C IEJIbI0 pacueTa TeHeTUYECKOro PHCKa B CeMbe, aHAIM3a

pO,Z[OCJ'IOBHOfI u O6CY)KI[CHI/IH BO3MOJKHOCTEH HpeHaTaHBHOfI JNAarHoCTHKHU

3ananue 96 Ilanmentka 32 net. XKanob He npeabsABIsSET, HAlIPaBJICHA aKyIIEPOM-THHEKOJIOTOM
JUIS OLIEHKU PUCKa IO pe3ysibTaTaM MpeHaTalbHOro cKkpuHuHra 1 tpumectpa. Jlannas Gep - 14,
cpok 16-17 nen. Pe3ynbrarsl npeHaTalbHOTO CKpUHUHTA 1 TpumecTpa: Y 3-ucciegoBaHue -
6epem 12nen, KTP-49, HCC-157, TBII-2,3, kocTu HOCa BU3YalIU3UPYIOTCSI, KDOBOTOK B
BEHO3HOM NPOTOKE-PEBEPC; CHIBOPOTOUHBIE MapKepsl - ypoBeHb PAPP-A-0,53MoM, B-XI'Y-
2,87MoM, utoroBslii HHAUBHUYaIbHbIN pUCK 10 Tprucomuu 21 - 1:90.

1)I[IpennonoKuTenbHbIi TUArHO3.

2)Meto bl TpoPUIAKTUKH

Omanon omeema:

1) 035.1. XpoMocoMHbBIE aHOMAJIMH Yy TUI0a (TIpeoiaraeMbie), TpeOyroIIme

MIPEIOCTABJICHNS MEAUIIMHCKONW TOMOIIY MaTEpH.



2) lnBa3uBHas NpeHaTalbHas JMArHOCTUKA KOHCYJIbTAIMs Bpada-TeHETHKA C 1ENIbI0
pacdera FeHEeTHUECKOTO PHCKA B CEMbE, aHAIN3a POJIOCIOBHOM U 00CYKACHHS
BO3MOKHOCTEH ITPEHATAIIbHOW JUAarHOCTUKHU

3amanue 97 IauueHT - pebenok 4x ner. XKanoOwl Ha yBeTMUEHUE )KUBOTA, OTCTABAHUE B
NCUXO(HU3MUECKOM Pa3BUTHH, MATKYIO OXOJKY, cyaoporu. OosexTuBHO: 98/14, 6onpmion
KHUBOT, TEMAaTOCIITICHOMETAINSI, MBIIIICYHASI TUITOTOHHSI, aTAKCHSI.

1)IIpennonoxuTenbHblii TUarHos.

2)MeTto bl TPOPHUITAKTHKH .

Omanon omeema:

1) bone3ns Humanna — Iluka

2) KOHCYJbTAlMs Bpaya-TeHETUKA C I[eJIbI0 pacueTa TeHETUYECKOro pUCKa B CEMbE, aHAIM3a

POJOCTIOBHOM M 0OCYXCHHUS BO3MOKHOCTEH MTPeHATAIbHON JTUArHOCTUKY -BhIsBIeHUS

xapaktepHbIx MyTanuii B renax SMPD1, NPC1 u NPC2

3anmanue 98 IlamnueHT - HOBOPOXACHHBIH, HanpasiieH B MI'K 1151 0Ociie/oBaHus B CBSI3U C
noBeleHNuEM ypoBHSA HeoDA-3,6Mr%, perect PA-6,44Mr%. OOBEKTUBHO:
(dheHoTUIIMYECKN 0€3 CUTHAIBLHOM JTUCTUIACTHUKH.

DIIpennonoxurensHbrii quardos: MKbB-10:

2)MetobI NPOPHITAKTUKI

Omanon omeema:

1) E70 ®enunkeronypus

2) KOHCY/bTAIMs Bpaya-TeHETHKA C IIEJIbI0 pacuyeTa reHeTHYECKOTO PUCKA B CEMbE, aHAIIN3a

POJOCTOBHOM M 0OCYXCHHUST BO3MOKHOCTEH MTPEHATAIbHON JTUATHOCTUKH

3amanue 99 INanuentka 37 ner. XKano0 He mpeabsBIISIET, HallpaBlieHa aKyIIEPOM-THHEKOJIOTOM
JUIS OLIEHKU PUCKa IO pe3ysibTaTaM IpeHaTalnbHOro ckpuHuHra 1 tpumectpa. lannas 6ep -54,
cpok 14-15 Hen, mpoTekaeT ¢ yrpo30i MpepbhIBaHUs, MOJY4aeT MEAUKAMEHTO3HYIO TEPAIIHIO.
Pesynbrarel npeHaTanpHOTO CKprHUHTA 1 TpuMecTpa: Y3-uccienoBanue - oepem 13nen, KTP-
67, UCC-156, TBII-3,1, koCTH HOCA BU3YyAJIU3UPYIOTCS; CLIBOPOTOYHBIE MAapPKEPHI - YPOBEHb
PAPP-A-0,54MoM, B-XI'4-0,35MoM, uToroBbIi HHAUBUAYATBHBIN PUCK IO TpUCOMHUH 21 -
1:50.

D)IIpennosioKuTeIbHBIA TUArHO3.

2)MeTo 161 Tpo(HOUITAKTHKH.

Omanon omeema:

1) O35.1. XpoMocOMHBIE aHOMAJIMH Y TU101a (IIpeaoaracMbie), TpeOyromme

MPEAOCTABICHUS MEAUIIMHCKON TOMOIIY MaTepH.

2) NHBa3uBHas MpeHaTalbHAas JUArHOCTHKA KOHCYIbTAIMS Bpaua-TreHeTHKA C [ETbI0

pacuera TeHeTHYEeCKOTO PUCKa B CEMbE, aHaIN3a POJOCIOBHON B 00CYKICHUS

BO3MOKHOCTEHN MpEeHATAIbHOW JUArHOCTUKHU

3amanue 100 [Namuent - myxunHa 23 net. XKanoObl Ha epHOANYECKHE MYUYUTENIbHbBIE 00T U
AOKEHHUE B KHCTAX U CTOTAX, MOBBIIICHUE TeMIepaTypsbl 10 37,2-37,4, CUIIbHYIO yCTaJIOCTh U
crnaboctsb. [Ipu ocMoTpe B 0671acTH MyNKa BU3yalIu3upyeTcs: aHrnokeparoma. JlaboparopHo
TUIIOXPOMHAasi MUKPOLIUTapHAasi aHEMHUSL.

)IIpennonokKuTenbHblii 1UarHo3.



2)Metop! TpoPUITAKTHKH.

Omanon omeema:

1) E75.2 6one3np @abpu

2) KOHCyJbTalMsl Bpaya-Te€HETUKA C LEJIbI0 pacueTa TeHETUYECKOIO PUCKA B CEMbE, aHAIU3a
POJIOCIIOBHOM 1 0OCYXKICHHSI BO3MOYKHOCTEH MTpeHaTanbHON quarnoctuku. JJTHK-
JMarHoCTHKa Ha Hanuuue myranuil B rene GLA

K-2
3agaHus 3aKpbITOro THIA
3ananue 1. UHcTpykuus: Beibepute ouH npaBUiIbHBINA OTBET.
[IpenaranpHas AuarHocTuka cuHapoma llennaBerepa Bo3MoKHa MyTeM OINpeAETIeHUs
aKTUBHOCTH:

5.  MetunmanoHmi-KoA-myrassl
6. rayrapui-KoA neruaporeHass
7. TIEpOKCHCOMO-CBSI3aHHOM KaTaja3bl
8. OMOTHMHHIA3EI

Omanon omeema. HGpOKCI/ICOMO-CBSI?)aHHOﬁ KaTalJla3bl

3ananue 2. Unctpykius: Beibepute ouH npaBuiIbHBINA OTBET
[ToBTOPHBII pUCK MYIbTU(PAKTOPUATHHOTO MOPOKA /17151 CHOCOB poOaH1a MpY €AUHUYHOM
3a00JIEBaHUU B POJIOCIOBHON — KaTETOPUS:

5. HH3KOTO pHCKa

6. cpemHero pucka

7. BBICOKOTO pHCKa

8. Her pucka

Omanon omeema: HU3KOTO PUCKa

3amanwue 3. UHCTpyKIMs: BeiOGepuTe 0IMH MpaBUIIbHBIN OTBET
Tun HacnenoBaHus TUIIEPTOHUYECKON OOJIE3HU:

5. ayTOCOMHO-PEIECCUBHBII

6. ayTOCOMHO-JOMUHAHTHBIH

7. CICTUICHHBIN ¢ X-XpOMOCOMOM

8. MOoJIMTeHHBIH

Omanon omeema: MOJTUTECHHBIN

3ananue 4. Unctpykuums: Beibepure ouH NpaBUIbHBIA OTBET
MynpeTH(]aKTOpHaTBHAS IPHPOIa HE XapaKTepHa MPH CIEAYIOIUX 3a00IeBaHUSAX:
5. pake xenyaka
6. caxapHOM auabere
7. S3BEHHOM KOJIUTE
8. myueBoii 60j1€3HU

Omanon omeema: Ty4€BOU O0IE3HU

3amanue 5. UncTpykuus: BeiGepuTe 01H MpaBUIbHBIN OTBET



Jiis kakoro 3a00J1eBaHMsI HE XapaKTepHA MYJIbTH()AKTOPUATBHAS TTPUPO/IA

N O

pake *Kemyjika
caxapHoM auabere
SAA3BBEHHOM KOJINTC
TpUIIIE

Omanon omeema: TPUIIIIC

3ananue 6. Unctpykius: Beibepute ouH npaBUIbHbINA OTBET
Jnst cnenyromux 3a00JieBaHUN HE XapaKTepHa MyIbTU(HAKTOPUAIbHAS ATUOJIOTHS:

© NG

TUIEpTOHUYECKast 00JIE3Hb
aTepoCKIIepO3

30 peHus
JIEHIIMaHNO03

Omanon omeema:. NEHIIMAHNO3

3ananue 7. Unctpykius: Beibepute ouH npaBUIbHBIA OTBET
Jlia MynbTU(haKTOpUATBHBIX 3a00JI€BaHUI HE XapaKTEepPHO:

5.

ceMeifHOe HAaKOIIEHNE HE COOTBETCTBYET 0KHMIa€MOMY MPU PELIECCUBHOM HIIN
JOMHHAHTHOM HacJe10BaHUU

yacToTa 3a00JIeBaHUs CpeAH HACEICHUs BBIIIE, YEM MPU MOHOTEHHBIX 00JIE3HAX
KOJIMYECTBEHHBIE OTKJIOHEHHS ITPU3HAKA CBUAETENBCTBYIOT O HIIMPOKOM pazMaxe
M3MEHYMBOCTH CPEH HaCEICHMUS

4E€TKO OOHAPYKUBAETCS €AMHUYHAS MOJIEKYJISIpHasi aHOMaJIHs

Omanon omeema: 4€TKO OOHAPYKUBAETCS €AMHUYHAS MOJICKY/ISIpHAs aHOMAIHS

3amanue 8. UHCcTpyKkius: BeiGepuTe 0IMH MpaBUIIbHBIN OTBET
KpoBHoe poacTBo npu MynbTU()AKTOPUAIBHOM HAaCIEI0BAHUU:

5.

6.
7.
8

CYIIECTBCHHO YBCINYMBACT HOBTOpHBIﬁ PUCK
HEMHOI'O YBCIMYHNBACT HOBTOpHBIfI PHUCK
HEMHOI'O CHHUXKACT HOBTOpHBIfI PHUCK
3HAYUTCJIBbHO CHMXXACT HOBTOpHHﬁ PHUCK

Omanon omeema. HEMHOTO YBCJIINYUBACT HOBTOpHHﬁ PHUCK

3ananue 9. UHcTpykuus: Beibepute oa1uH NpaBUiIbHBIN OTBET
CymiecTByer cienyroliee KOJIMYECTBEHHOE COOTHOIIEHUE FeHETUYECKUX U
CpefoBbIX (aKTOPOB IPU MYJIbTU(HAKTOPHATIEHOM HacIel0BaHUU:

5.

6.
7.
8

OJIMH T€H U OJIUH CPeZioBOH (hakTop

OJIMH T€H U MHOTO CPENOBBIX (haKTOPOB

MHOTO T€HOB ¥ OJIMH CPEeIOBOi pakTop

COueTaHNe MHOKECTBA TEHETUYECKUX U CPEIOBBIX (PaKTOPOB

Omanon omeema:. coUeTaHUE MHOXKECTBA TCHETUYCCKUX U CpCa0BBIX (baKTOpOB

3anmanue 10. MucTpykuus: Boeibepure oiuH npaBUIbHBINA OTBET
HacnenyemocTs npu MynbTH()AKTOPHATIBHBIX 32001€BAHUAX ONPEACISAETCS:



5. TOJBKO IO CEMEMHON YacToTe

10 COOTHOIIEHUIO MOMYJISLIMOHHON U CEMEMHOM Y4acTOT

7. TIO COOTHOIUICHUIO (DEHOTHITHYECKON U TEHETUUYECKON KOPPEIISIIUU MEKTY
POACTBEHHUKAMH

8. 10 yacToTe KPOBHOPOJCTBEHHBIX OPAKOB

Sk

Omanon omeéema: 10 COOTHOLICHUIO (PEHOTUMUYECKOHN U TeHETHUECKOIN KOPPEISILUU
MEXAY POJACTBEHHUKAMU

3ananue 11. Mactpykuus: BeiGeprure oiMH NIpaBUIbHBIN OTBET
[Ipupona reHoB, CO31A0IMMX HACIEACTBEHHOE MPEAPACIIOIOKECHHE:
1. maronoruueckue MyTaluu T'€HOB CTPYKTYPHBIX OEJIKOB
2. wapyireHue B mporecce perummkanuu JJHK
3. HeOJaronpusTHBIC COYETAHHS TOJUMOP(PHBIX TCHOB
4. HapylleHHe CTPYKTYpPbl XPOMOCOM

Omanon omeema: HEONArONPUATHBIE COYETAHUS NTOJIUMOPPHBIX FEHOB

3ananue 12. Unctpykuus: BeiGeprre oivH NpaBUIBHBIN OTBET
Crnenytomue yrBep>KIeHHs 0 HelipoduOpomaTose He BEPHBI:
1. 3a0osieBaHue Bceraa MPOTEKaeT B TsHKEIOU Gopme
2. HaIU4Yue MHOXECTBA MUTMEHTHBIX HEBYCOB - OOJIUTaTHBIN Npu3HaK 3a00JIeBaHUS
3. TN HacleAO0BaHUs 3a00JIeBaHUS - AyTOCOMHO-OMUHAHTHBIN
4. SKCTIpecCUBHOCTH T€HA HEepoduOpoMarosa BapbUpPYyeT aXe B Mpeesiax OJJHONW CEMbH

Omanon omeema 3ab0eBaHKE BCET/Ia MPOTEKAET B TSHKEON popme

3amanue 13. UucTpykuus: Beibeprre ouH MpaBUIIbHBIA OTBET
Jliia kakoro 3ab0s1eBaHMsI TUETOTEPAIHs SBJISETCS OCHOBHBIM METO/I0M JICUCHHUS:
1. melipodpubpomaTos
2. (beHuIKeTOHypus
3. YMCTBEHHas OTCTaJIOCTh C JIOMKOI X-XpOMOCOMOit
4. c.llaray
Omanon omeema yMCTBEHHAs! OTCTANIOCTh C IOMKOH X-XpOMOCOMOM

3ananue 14. UncTpykuus: Beibepurte oiH MpaBUIbHBIN OTBET
MyYKOBHUCITHI03 OTHOCST K HACJICJICTBEHHBIM HAPYIICHHUSIM
oO0MeHa aMHHOKHUCIIOT

oOMeHa METAIIOB

GyHKIUH TH30CO0M

CHCTEMBI MEMOPAHHOTO TPAHCIIOPTA

HowbdeE

Omanon omeéema cucTeMbl MEMOPAHHOTO TPAHCHIOPTA

3anmanue 15. MHcTpykuus: Boeibepure oluH NpaBUIbHBINA OTBET



Tun nacnenosanus AI'C:
ayTOCOMHO-JOMUHAHTHBII
ayTOCOMHO-PELIECCUBHBIN
X-CLEIIEHHBIN PEeLleCCUBHBIN
aHOMaJIUsl B CUCTEME XpPOMOCOM

MobdRE

Omanon omeema ayroCOMHO-PELECCUBHBIN

3ananue 16. Muctpykuus: BeiGeprure oiMH NIpaBUIbHBIN OTBET
CTEIUATBHBIMH JJUETAMH TTOIA€TCS KOPPEKIIUU

1. MyxkoBucuuaos

2. Tamakro3emus

3. AJpeHOTeHUTAITBHBIN C-M

4. BpokIIeHHBII TUIIOTUPEO3

Omanon omeema I"amakTo3eMus

3ananue 17. Unctpykuus: BeiGepure oauH npaBUIbHBIN OTBET
Jst monreepxaeHust JIHK- quarHocTuky HaclieICTBEHHBIX 00JIe3Hel 00MeHa, BKITFOUEHHBIX B
MpOrpaMMy HEOHATAIBHOTO CKpUHHMHTA, HeoOxoaumoe konaunuectBo JJHK nanbonee
1eecoo0pa3Ho MOTY4UTh U3

1. TxaneBbIx OMONTATOB

2. 10 mMJ1 CBIBOPOTKH KPOBH

3. IlsarHa kpoBU Ha GUIBTPOBATLHON Oymare

4. TlynkraTta KOCTHOTO MO3ra

Omanon omeema I1saTHA KpOBH HA GUILTPOBATBHON Oymare

3amanue 18. MucTpykuus: Beibeprre ouH MpaBUIbHBIA OTBET
B Menuko-reneTnueckoi KOHCYNIbTAlMU JAHHBIA METO]I IPUMEHSETCS BO BCEX cydasx 0e3
UCKITIOYCHHUS:

1. KiuHUKO-TreHealorn4ecKui

2. UUTOTE€HETHYECKUU

3. MOJIEKYIAPHO-T€HETUYECKUIA

4, OUOXMMUYECCKUU

Omanon omeema: KINHUKO-TeHEeaIOTHUECKUIT

3anpanue 19. MHcTpykuus: Beibepure oluH NpaBUIbHBINA OTBET
CBIBOPOTOYHBIE MapKepsl | TpumecTpa Ha cpokax 11-14 nen:

1. A®II, XI'Y, Dcrpuon

2. PAPP-A, Bfree-XIT'4

3. A®II, Dcrpuon

4. PAPP-A, Dctpuon

Omanon omeema: PAPP-A, Bfree-XI'H



3ananue 20. Muctpykuus: Beibepure oMH NIpaBUIbHBIN OTBET
Ckonpko amutcs npueM Bpada-renetnka MI'K npu oOcieoBaHum 0HON CEMbH:

1.

2.
3.
4

2 yaca

1 gac 15 Muu
15 mun

30 muH

Omanon omeema: 1 yac 15 mun

3ananue 21. Mactpykuus: BeiGepure oauH NpaBUIbHBIN OTBET
Ecnu B ceMbe nmaHupyeTcs poKJIeHUE AETEM, TO Bpad:

1.
2.

He nomxen o0cyxaTh ¢ MAaIMEHTOM 3TH BOTIPOCHI

JlomxeH cooOmUTh FeHETUYECKYI0 HH(OPMAIIUIO O AI[UEHTE €ro Cynpyry 6e3 ero
COTJIacHsl, TOJILKO €CIIH CYPYT 00 3TOM CIIPOCUT

JlomxeH 00s13aTeNIbHO COOOLIUTH T'€eHETHUECKYI0 HH(POPMALIUIO O MALUEHTE €ro CYNpyry
0e3 coriacus naueHTa

JomxkeH nHGOPMUPOBATH MAIEHTa O €T0 MOPAILHOM J0JITe COOOIIUTh TeHETUIECKYIO
nHpopMaIuio o cede cynpyry

Omanon omeema: JlomkeH HHPOPMHUPOBATH MALIUEHTA O €0 MOPATHLHOM JIOJITe
COOOITUTH TEHETHYECKYI0 HH(POPMAITHIO O cebe Cynpyry

3amanwne 22. UuacTpykuus: Beibeprre oauH MpaBUIbHBIA OTBET
OcHoBHOM 3a7jaueil CKpUHIUHTa HOBOPOXJACHHBIX HA (PEHUIIKETOHYPHIO SIBJISETCS:

1.

2.
3.
4

HpeHaTaﬂbHaﬂ JHUarHoCTHuKa 3a00J1eBaHUs B OTATOLIEHHBIX CEMBbIX
CHmxeHne ynciaa O0JIbHBIX B MOIyJIALIUKN

BriaBaenue 60JIbHBIX I[CTCﬁ H OpraHu3anus Uux JCUCHUA
Brrssnenne I'CTCPO3HUTOTHBIX MYTaHI/Iﬁ

Omanon omeema: BriaBiaeHne OOJIBHBIX aeTeit u opranun3anusia Uux JICYCHUS

3anmanue 23. Unctpykuus: Beibepure oiMH NpaBUIBHBIN OTBET
OpHMM U3 OCHOBHBIX MOAX0/I0B, UCIOIB3YyEMbIX JJI1 cOOpa JaHHBIX A1 MOHUTOPHUHTA
BpPOXJAEHHBIX IOPOKOB PA3BUTHSI, SIBISIETCS:

1.

2.
3.
4

Koropraslii MeTOq

dukcanus Ciy4anHbIX HAX0JI0K
Meron «ciy4ai-KOHTPOJIb)
C60p naHHbBIX IO 0OpAAEMOCTH

Omanon omeema: KoropTHelil METOT

3ananue 24. Mnctpykuus: Beibepure oauH npaBUIIbHBIN OTBET



HewnnBaszuBHOE NpeHaTaIbHOE TECTUPOBAHUE aHEYIUIOUIUN OCHOBAHO Ha
aHajmse
1. komwmitnoctu eransHoi JJHK, mupkynaupyromeil B KpoBOTOKe OepeMEHHOH KEHIIUHBI,
METOJIOM MacCOBOI0 I1apaJuIeIbHOIO CEKBEHUPOBAHM
2. MHKpPOJWCCEKINH U MeTada3zHOM aHAIM3€e KIETOK 10/, HUPKYIUPYIOIIHNX B
KPOBOTOKE OEpEMEHHOM KEHIIUHBI
3. unrepdaznom FISH-ananuze xapuotuma eranbHbIX KIETOK, IUPKYIUPYIOMINX B
KPOBOTOKE OEpEMEHHOM KEHIIUHBI
4. ananuse uucia konui ¢pparmentos JJHK minogHoro npoucxoxaeHus B KpOBOTOKE
OepeMEeHHOM KEHILWHBI METOJOM CPAaBHUTEIbHOW T€HOMHOM rHOpuAn3aluy Ha
MHKPOYHIIAX BBICOKOTO Pa3peleHUs

Omanon omeema: xonuitHoctu (eransHoi JJHK, nupkynupyromieil B kpoBoToke
OepeMEHHOM KEHIIMHBI, METOJOM MACCOBOT0 MApaJlIEIbHOIO CEKBEHHUPOBAHUS

3ananue 25. Unctpykuus: BeiGepure oauH npaBUIIbHBINA OTBET
OcyecTBiIeHHE KOHTPOJIS KAYECTBA JACATEIHHOCTH MEIUKO-TEHETUUECKOU CITY)KOBI, BKITIOUast
nabopaTOPHBIC TEHETHIECKUE UCCIICIOBAHMS, HEOOXOAMMO JIJISl peasi3aIlii ATHIECKOTO
TIPUHITAIIA

1. aBTOHOMUU JIMYHOCTH

2. OmaronessHus

3. cIpaBeIIMBOCTH

4. He MpUYWHEHHUS Bpeaa

Omanon omeema: HE IIPUYUHCHHA BpCaa

IIK-2

3ajaHus OTKPHITOrO THUIIA

3ananue 26 raMeTHYECKUI YPOBEHB PO MIAKTUKHA HACICICTBEHHON U BPOKICHHOM
MaTOJOT U

Omanon omeema I'ameTn4ecKuii MyTh MPO(UIAKTUKN — TIPEAyNpexIcHuEe GOPMUPOBAHUS
MATOJIOTUYECKOM raMeThl (He3penas UiU CTPYKTYPHO U (YHKIIMOHAJIBHO HEMOJHOIICHHAS
10JI0OBas KJIETKA), KOTOpas MOKET pa3BUBATHCS MPU BO3JICHCTBUH HA POJAUTEIIbCKUE TTOJOBBIC
KJICTKH DHJIOTCHHBIX WJIM 3K30T'€HHBIX HEOJAroNMpUATHBIX (PaKTOPOB MIJIM KX COBMECTHOM
necTBUH. B IMPOKOM CMBICIIE — 3TO OXpaHa PEMPOAYKTUBHOTO 370POBbs (OyylIuX
poaMTeliel) U oXpaHa BHEITHEH CPeIbl.

3ananue 27 IIpe3auroTnueckuii ypoBeHb MpOo(UIAKTUKY HACTIEICTBEHHOMN U BPOXKICHHOMN
NaTOJIOTUH

Omanon omeema Ilpe3urotndyeckuit myThb Npo(UIAKTUKHA COCTOUT B 0OeCIIeUeHUN
HOPMAJILHOTO Pa3BUTHUA 3UTOTHI. JmuTenbHOE BpeMst 3TOT MyTh NPO(UIAKTUKA OCHOBBIBAJICS HA
METO/1aX MEIMKO-TEHETUYECKOI0 KOHCYIbTUPOBAHUS U pacyeTe FeHETUUECKOTO PUCKa
00pa3oBaHus TOMO- U TeTepo3UroT. B HacTosee Bpemst 3TH METO/Ibl JOTIOJIHEHBI METOAAMU
HCKYCCTBEHHOT'O OIUIOJAOTBOPEHUS U MEPUKOHIEMIIMOHHOM MPO(UIAKTUKH, YTO JAJI0
BO3MO’KHOCTh YCIIEHTHO NPeAYNpexIaTh OOJBIIMHCTBO XPOMOCOMHBIX 0OJI€3HEH U MHOTHE
BPO’KJICHHBIE TIOPOKH Pa3BUTHSL.



3amanue 28 OCHOBHBIE 33141 MEAUKO-TEHETHYECKOTO KOHCYIbTHPOBAHUS:

Omanon omeéema 1. YCTaHOBIECHHE TOYHOTO JMArHO3a HACJIEACTBEHHOTO 3a00JIeBaHus,
KOTOpOE SIBIJIOCH TOBOJIOM OOpAIIeHUs K T€HETHKY;

2. OnpeneneHue TUNa HaclIeI0BaHUs 3a00JI€BaHNUS,

3. Be16op Haunbosiee 3pPpekTHBHOTO criocoda ero mpopUIAKTHKY Y OyayIiero peoeHka,

4. O0ObsICHEHHE POAUTENSM 3HAYCHUSI COOpaHHOI MH(OpPMAIMH ISl IOCTAHOBKHU JIMArHO3a,
MEIUKO-TEeHETUYECKOr0 MPOrHO3a U METOI0B PO(UIIAKTHKH

3ananue 4 yacrora BITP

Omanon omeema I1o nanupIM BeceMupHO# opranu3anuu 3paBoOXpaHeHUs], NOMYJIALIMOHHAS
4acTOTa BPOXKJACHHBIX TOPOKOB M aHOMAJIMI pa3BUTHUS CpeU HaceleHus coctasisieT 1,5-5%.
Pa3max xonebanuii B pernoHaNIbHBIX peructpax P® cocrasnser ot 3,38 10 9,70%0

3amanne 29 ®opMupoBaHUe Py pUCKa OEPEMEHHBIX KEHIIUH

Omanon omeema I'pynna Hu3koro prcka. KonmnuecTBo BpeaHbIx GakTOPOB HE Ooiee
1-2. bepemeHHbIe TPAKTUUECKU 3/I0POBbI U OMIACHOCTH ISl pa3BUTHS IJ10a HeT. Jletn
POXKIaroTCs JOHOMIEHHBIMU. OlIeHKa 110 1IKaie Anrap y OOJBIIMHCTBA U3 HUX COCTaBIseT 8-9
6amuioB. B nepuoie HOBOPOXKAEHHOCTH OCOOBIX OTKJIOHEHUH B COCTOSTHUU 37I0POBbsI JIeTel He
otMeuaetcs. [locnenyromiee NICUXOMOTOPHOE pa3BUTHE MPOXOIUT COTJIACHO BO3PACTHBIM
CTaHJapTaM U K KOHILy [IEpBOTO roJia )KU3HU paclieHUBAETCs KaK yJI0BJIeTBOpUTEIbHOE. Takue
KEHIIMHBI HY’KJAI0TCS B UCIIAHCEPHOM HaOIII0/IEHUU TI0 OOLIETPUHATON cUcTEME.

2. I'pynna cpeanero pucka. KonnuecTBo BpeHbIX TEPUHATATBHBIX (PAKTOPOB
COCTaBJISIET OT 3 10 6 — ATO MPEUMYILIECTBEHHO 3KCTPAr€HNUTAJIbHAsA U T€HUTAIbHAs ATOJIOTHS,
BeIylIas K pa3IMuyHbIM OCIIOKHEHUSIM OepeMeHHocTH. [lepuHaTanbHbIN pycK Ui 1012 U
HOBOPO3KJIEHHOTO MOBBIIIAETCS MPU OJTHOBPEMEHHOM JIEHCTBUU HECKOJILKUX HEOIaronpUusTHBIX
(hakTopoB. Y meTei STOM rPpyIIIbl KEHIIMH Yalle HabMI01al0TCs pa3IuIHbIE COMAaTUYECKUE U
HEBPOJIOTUYECKUE PACCTPOICTBA, KOTOPBIE, OJIHAKO, HOCST HErpyOblil TPAaH3UTOPHBIN XapakTep U
K MOMEHTY BBIIIMCKH NPOXOJAT. Pa3BUTHE HOBOPOXKIECHHBIX U JIETEH MEPBOTO I'0J1a KU3HU B
KOHEYHOM UTOT'€ COOTBETCTBYET BO3PACTHBIM CTaHAApTaM. [ 'pynmna OepeMeHHbIX CO CPEeTHUM
PHUCKOM JIJIsl pa3BUTHS I1JI0]1a ¥ HOBOPOXKJIEHHOTO TpeOyeT HAOMI0IEHUS [0 UHIUBUTyaIbHOMY
IJIaHY C UCTIOJIb30BAaHUEM CIIEUAIBHBIX MEUIIMHCKUX METOJIOB M CPEJICTB, YTOOBI UCXO]1
OEpEeMEHHOCTH ObLT 0J1arONMPHUSATHBIM.

3. I'pynmna BbIcokoro pucka. KoianuecTBo BpeHbIX MEPUHATATBHBIX (AaKTOPOB
cocrtaBisieT 6osee 6. bepeMeHHOCTh 4acTo OCIOKHSIETCSI YIPO30il MpephIBaHUS, TSHKEIBIMU
(dbopMamMu recTo3a, pe3Ko BO3pacTaeT KOJUYECTBO POKICHUN HEIOHOIICHHBIX JeTel U AeTel ¢
pa3IMyHO comMaTuueckou naronoruei. [lpu ycTaHOBIE€HMU BBICOKOTO MEPUHATAIBHOTO PUCKA
HE0OX0IMMO pelIaTh BOIPOC O Ie1eCO00pa3sHOCTH MPOAOIKEHUS OEPEMEHHOCTH, TIOCKOJIBbKY
OepeMEHHOCTh y TAKUX MAIIMEHTOK MPEJICTaBIseT OOJBIIYI0 OACHOCTh HE TOJIBKO VIS IJI0/1a,
HO 1 Juia Matepu. [Ipu coxpaneHun OEpeMEHHOCTH COCTABIISAECTCS WHANBUAYAIbHBIN TUIaH
HaOIIOJIEHUS C UCTIOJIb30BAaHUEM COBPEMEHHBIX METOJIOB 00CIIEIOBAHMS MaTEPH U TUIOJA U UX
JICYEHUSI.

3ananue 30 MeTopl TPEKOHIETIIMOHHON MPOPHIAKTUKH
Omanon omeema llpekoH1eNIIMOHHAs TPO(UITAKTHKA — KOMITJIEKC MEPOTIPUATHUH,
MOTEHIIMATBEHO CIIOCOOHBIX 00ECTIEYUTh ONTUMAIIBHBIE YCIIOBUS JUIS CO3PEBAHMUSI SIMIIEKIICTKU, €€
MOCJICYIOIETO Pa3BUTHS, UMILIAHTAIINH, U KaK Pe3yIbTaT - pa3BUTHUS TIJI0/A.
KomMrineke mpeKoHIENIMOHHON MPo(QHIaKTUKH BKIIOYAET:
6. JleyeHune XpoOHUYECKHX OYaroB MH(MEKIHIA (€CIM TAKOBBIE UMEIOTCS) Y OyIyIIHUX
POAUTENIEH.



7. JleyeHne XpOHUYECKHX COMATUYECKUX 3a00JIEBaHNH.

8. OrueHka criepMOrpamMMsl.

9. PerynupoBaHue MoJIOBOTO pexUMa, INIAHUPOBaHKUE OEPEMEHHOCTH.

10. duera, oboramieHHasi BATAMHHAMHU U MUKPOIJIEMEHTAMH, B TOM 4Hciie (OJIUEBOI
KHCJIOTOM (CYMTAETCS, YTO OHA CIIOCOOCTBYET YMEHBIIIEHUIO PUCKA POXKICHUS peOCHKA C
nopokamu [{THC)

3amanue 31 [IpUHIMITBI OCYIIECTBICHUS IIPOTPAMM MAacCOBOTO CKPUHUHTA HOBOPOKACHHBIX
Omanon omeéema [1pruHIUIIBI OCYIIECTBIEHNSI HEOHATAIBHOIO CKPUHUHIA!
[IpoBenenune kaxx10My HOBOPOKAEHHOMY CKPUHHHIOBOTO UCCIIEA0BAHUS;

6. DopmupoBaHUE IPYMITBI BBICOKOTO PUCKA BPOKIEHHBIX U/MIIN HACIEICTBEHHBIX
3a00JIEBaHNI;

7. IlpoBeneHue MOATBEPKAAOIUX OMOXUMUYECKUX U/UIIM MOJIEKYIISIPHO -T€HETUYECKIX
HCCIIEIOBAaHUI HOBOPOXKIEHHBIX U3 TPYIIIbI BBICOKOTO PUCKa BPOXKIEHHBIX W/WIIN
HACJIE/ICTBEHHBIX 3a00JI€BaHUM;

8. Menuko-reHeTHYeCcKOe KOHCYIbTHPOBAHNE TTAIMEHTOB C MOATBEPKAEHHBIM JHAarHO30M
BPOKJIEHHBIX W/WJIM HACJIEJCTBEHHBIX 3a00JI€BaHUN (UJIEHOB UX CEMEN)

Jna nposenenust HC u pacmpennoro HC Ha BpokI€HHBIE W/WIIM HACIIEICTBEHHBIE
3a0oJeBaHMs 3200p KPOBH OCYILECTBIIAIOT U3 MATKH HOBOPOXKAEHHOTO Yepe3 3 yaca 1nocie
KOpMJIEHHUS, B Bo3pacTe 24 — 48 4acoB KU3HHU y JOHOIIEHHOTO U Ha 7-¢ cyTku (144 — 168 dacoB)
YKU3HHU Y HEJOHOIIEHHOTO HOBOPOXAEHHOTO.

o

3amanue 32 O0mue noka3aHus K MPeHATATbHON JHarHOCTHUKE

Omanon omeema llpenatanbHas qUarHOCTUKA — KOMIUIEKC METUITMHCKUX
uccienoBaHui (OMOXMMHYECKUX, YIbTPAa3BYKOBBIX), HAPABJICHHBIX HA BBISIBJICHUE IPYIIITbI
pHCKa 1O Pa3BUTHIO MTOPOKOB IIOAA BO BpeMs OepeMeHHOCTH. [ 1]

Cornacno npukazy M3 PO ot 20.10.2020 1. Ne 1130H «O0 yTBEpKI€HUU MTOPSIIKA
OKa3aHUs MEAUIIMHCKON TOMOIIH M0 MPOPIITIO «aKyIIEPCTBO U THHEKOJIOT s, TAKUE
o0creoBaHus IPOBOJAATCS BCEM OEpEMEHHBIM KEHILIUHAM.

Cy1iiecTBYIOT OKa3aHus JJ11 MHBA3UBHOM MpeHaTaIbHOM 1UarHOCTHKU:

® BO3pPAacCT XKEHIIUHBI> 35 JIeT;

® HaJgM4Me HE MEHee 2-X CaMOIPOU3BOJILHBIX a00PTOB HA paHHUX CPOKaX OEPEMEHHOCTH;

e HaJgM4Me B ceMbe peOeHKa WIIH IJI0JIa B MPEeAbIAYIIeH OEpeMEHHOCTH ¢ CHHAPOMOM
JlayHa Wiy JpyruMu XpOMOCOMHBIMU 0OJIE3HSAMU;

e [pUMEHEHHE Mepel WIK Ha PAaHHUX CPOKaX OEpEMEHHOCTH MPOTUBOOITYXOJIEBBIX
MpernapaTos;

® [IepEHECEHHbIE BUPYCHbIC MHPEKIUU (TenaTUT, KpaCHyXa, TOKCOIIIa3MO3 U JIp.);

e o0iyueHue KOro-HUOYIb U3 CYNPYroB J0 3a4aThs

3ananue 33 HenHBa3zuBHbIE METO/IbI (CHIBOPOTOUHBIE MapKEPhI, YIbTPA3BYKOBBIE MapKephI)
Omanon omeema HenHBazuBHbIE METObI ITPETYCMATPUBAOT:
*  OIIpEeAEseHUE YPOBHS CBIBOPOTOYHBIX MAPKEPOB XPOMOCOMHOM MATOJIOTUH TUI01A
(PAPP-A u p—XT'Y)
*  BBIBIIGHHE DXO-MapKEPOB MPH MPOBeACHUU Y 3-00cae10BaHus
* nposenenne HUIIT — npenatanbHO€ CKPUHUHIOBOE UCCIEA0BAHUE BHEKIETOUHOU
¢deranbHoit JIHK, koTopas mupkyiaupyer B KpoBOTOKe MatepH. JJaHHOe uccieoBaHme
BO3MOHO BBITIOJHUTH nocnie 10 Henenn 6epeMeHHOCTH
YpTpa3ByKOBBIE MAPKEPHI:
*  VBemnuenne TBII moga > 2,5 Mm
*  VYuamenue unu ymensiienne YCC mioaa
e OTtcyrcTBHE HOCOBOM KOCTH Y IJI0AA



* PeBepcHbIii KpoBOTOK B dUCtUS VENOSUS

* Hammuue TpuKyCnugaJIbHOU perypruTanuu

* Pacxoxnenue cpoka 6epemennoct u KTP minoma > 2 nen.
*  YMeHblLIEHUE BEPXHEUETIOCTHON KOCTH

*  YBeIM4eHHE MOYEBOTO ITy3bIPs

*  Dx3eHnedanus — aHdHIEhATHS

*  Kucro3nas rurpoma

* EnunHcTBeHHas mynoyHasi apTepust

3aganue 34 MIHBa3UBHBIE METOIbI
Omanon omeema buoricusi BOpCUH XOpHUOHA: JAHHOE UCCIIE0BAHUE MPOBOJIUTCS B
yCIOBUSX cTanroHapa. [loyueHHbIH Tpu OMOTICHK MaTepuai TOCTaBISETCS B TEHETUYECKYIO
a00paTOPHIO JJIs MMPOBEACHUS XPOMOCOMHOTO aHAIN3a U 3aKIIOYCHUS Bpaya-TeHETHKA.
CpoxoM JU1st BHITIOJIHEHUS! OMOTICM BOPCUH XOpHOHA siBisieTcss 9 — 12 Henenb OepeMeHHOCTH;
AMHHOIICHTE3: 9TO METOJ] MHBA3UBHOM MPEHATAILHOMN TUArHOCTUKU, KOTOPBIN 3aKIIF0YaeTCS

B acrupanuu 10 — 20 MJT OKOJIOTUTOTHBIX BOJ Y€pe3 MEePeTHIO OPIONTHYIO CTEeHKY. M3
ITOJTY4EHHOM )KUJIKOCTH BBIJEISIIOT KJIETKH IUIOAA, KyJIbTUBUPYIOT UX, a 3aTEM IIPOBOISIT
XPOMOCOMHBIH, OMOXMMHUYECKUN U MOJIEKYJISIPHBIN aHaIN3. BolnoHeHne aMHUOIIEHTe3a
BO3MOXHO IIPU CpOKe OepeMeHHOCTH> 15 Henenb

3anmanue 35 [TpuHIHIEI TUarHOCTUKY. JleueHwme.

Omanon omeema OOIIUE TOAXOBI K TMATHOCTUKE JIOJDKHBI OBITh OCHOBAHbI HA
KOMIUIEKCHOM aHAJIN3€e Pe3yabTaTOB KIMHUYCCKHUX, TCHEATOTHYECKHX, Ta00paTOPHO-
WHCTPYMEHTAIBHBIX U MOJICKYJIIPHO-TeHETUIECKUX UccienoBanmii. Kimmandyeckoe
o0cneoBaHue JOJHKHO BKITIOYATh B C€0s1 yTOUHEHHE YKaJI00 MarreHTa, coOop HacJlIeICTBEHHOTO U
CEMEHHOro aHaMHe3a, PEHOTHITMYECKOe U (PU3UKaIbHOE 00ceoBanne. Ype3BpIyaitHO BaXKHOM
9acThI0 KOMIUIEKCHOTO 0OCIIEIOBaHUS MAIEHTA SBJISIETCS 00CIeIOBAaHHE CEMbH, TIO3BOJISIONIEE
MOITBEPIUTH HACIIEJACTBEHHYIO TIPUPO/TY BBISBICHHO maTojoruu. JlabopaTtopHas IMarHoCTUKA.
[lepedeHs 1abOpaTOPHBIX MOKA3aTENICH MUPOK U BKIFOYACT B ce0sl KaK PyTUHHBIC 00CIICI0BaHUS
(anamm3el kposu, DKI', Y3U u ap.), Tak u cnienuduueckue (MCciae0BaHue
TJIMKO3aMHUHOTIIMKAHOB, GUOPOHEKTHHA, GUOPHIUIMHA U JP. MAPKEPOB COCTMHUTEIHLHON TKaHH.
[ToaTBep)KAAOIIMM METOIOM JIUATHOCTHKH CIIY)KUT MOJICKYJISIPHO-T€HETUICCKUH METO/I.

3ananue 36 Hapymenue ooMeHa coeuHUTEIbHON TKaHu. O01as KITMHUYeCKas
XapaKTEPUCTHKA.

Omanon omeema OOIAs KIMHUYECKAs XapaKTEPUCTUKA: KOCTHBIE CUMITTOMBI
(medopmaruu rpyaHON KIIETKH, IIO3BOHOYHHKA U Yeperia, apaxXHOJaKTHITUS, IOMKOCTb KOCTEH),
KOYKHBIC CUMIITOMBI (THUIIEPPACTSHDKUMOCTD KOXKH, aTpO(UUECKUE CTPHH, TOHKAS JIETKO PaHUMast
KO, KEJIOUIHBIE PYOI[bl), MBIIIEYHbIE CUMIITOMBI (TUTIOTOHUS W/WIH TUIOTPO(MUS, TPHDKU U
MIPOJIATICHl OPTaHOB W/WJTH MOCIIEOTIEPAIIMOHHBIE TPHIKH ), CyCTaBHBIE CUMITTOMBI
(TUMepMOOMIIBHOCTH CYCTaBOB, MJIOCKOCTOIHE, BBIBUXH ), TJIa3HbIE CUMITOMBI (TIOIBHIBUX
XpyCTaauKa, MUOTIHS, TOTYObI€ CKIEPHI), CEPICYHO-COCYAUCTHIE CUMITTOMBI (TIpOJIarc
MUTPAJILHOTO KJIallaHa W/WIK JPYTUX KJIallaHOB, BapUKo3Has 00JIe3Hb, JIETKoe 00pa3oBaHue
reMaToM IpU HEe3HAYUTENbHBIX yaapax), OpOHX0-IEr0OYHbIE CUMIITOMBI (CTIOHTAHHBIN
MTHEBMOTOPAKC, alMMKAJIbHBIE OYIUTBI), CHMIITOMBI CO CTOPOHBI OPTaHOB OPIOIITHOM MOJIOCTH U
Majoro tasa (ITo3 OpraHoB OpPIOIIHOM MOJIOCTH, MOYEK, TuadparMaibHbIe TPHIKH,
HEJO0CTATOYHOCTh KapHH KENyAKa, TUBEPTUKYIbI MMUIEBO/IA, JOJIMXOCUTMA, MPOJIATIC
TeHUTAIU).



3ananue 37 [loka3zaHus K MPOBEICHUIO XPOMOCOMHOTO aHAIIN3a

Omanon omeema: CueKTp KIMHUYECKUX CUTYAINH, TPEOYIOIINX KApUOTUITUPOBAHHMS:
[Tono3penune Ha XpOMOCOMHYIO 00JIe3HB (BepUpUKAIUS JUArHO3a)
MmuoxectBennsie BIIP y pe6€nka, He yKiagpIBaonifecs B KApTUHY T€HHBIX CHHAPOMOB
3. MuorokpaThble (> 2) CIOHTaHHBIE a00PTHI, MEPTBOPOIKICHHS WIIH POKICHHE
npenpiayuero peoéuka ¢ BIIP
BoipaskeHHas 3a7iepKKa ICUXOMOTOPHOIO Pa3BUTHS Y peOEHKa
[IpenaranbHas auarHocTuka (1o pe3yabTaTaM CKPUHUHTA, IPU POKIACHUS MPEbIIYIIETO
pebEHKa ¢ XpOMOCOMHOM 00JIE3HBIO)
6. Ilomo3peHne Ha CHHIPOMBI C XPOMOCOMHOW HECTAOMITBHOCTHIO
7. Jleiiko3sl (quddepeHnnanbHas JHarHoCTHKA, OIIEHKA IPOTHO32)

N
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3amanne 38 IlpeacraBieHnss 0 BO3MOXHBIX CBS3SIX MTATOTEHE3a OTIEIBHBIX 3a00JI€BaHUH C
POIUTETHCKIM THTIOM HacJIeIOBaHHUS XPOMOCOMHEBIX TiepecTpoek. [IoHaTHEe 0 reHOMHOM
UMITPUHTHHTS

Omanon omeéema I'eHOMHBII UMIPUHTHHT — (JOPMa HEMEHIEIIEBCKOTO SIUT€HETHYECKOTO
HaCIIeIOBaHU, KOTOpoe Xapakrepusyercs auddepeHnnanbHO dSKCpecceil TeHa B
3aBHCHMOCTH OT €T0 POIUTEIHCKOTO MIPOUCXOKICHHS — MATEPH WM OTIIA.
Knaccniyecknmu mpumMepaMu XpOMOCOMHBIX 00JI€3HEH, CBS3aHHBIX C SBJICHUEM T'€HOMHOTO
WMIIPUHTHUHTA, sBisitores: Cunapom [panepa-Bummm, del(15)(ql1 — q13) B oToBckoi
XpOMOCOME: JINLIEBOH AucMOpPu3M (Iosuxonedanus, y3kui 100, MUHAaJIeBUAHbIE IT1a3a,
TOHKasl BEPXHsS I'y0a, ONMYIICHHBIC YIOJIKH PTa, MUKPOCTOMHUS ), MaJICHbKHAE KUCTH M CTOTIHI,
KOPOTKHE PYKU U HOTH, LICHTPAJILHOE 0KUPEHNE, HEBBICOKHUI POCT, TUIIOTOHAA0TPOITHBIN
TUTIOTOHAIN3M, MTOBEJCHYECKHUE 0COOEHHOCTH (YMCTBEHHAS OTCTAJIOCTh, MOJU(arus,
YIOPSMCTBO, TIepenajbl HaCTPOeHUsI, 00CECCUBHO-KOMITYJIb,CUBHOE PACCTPONCTBO);
Cunnpom Anrensmana, del(15)(ql1 — ql13) B MaTepruHCKON XpOMOCOME: YEPEITHO-JIUIIEBOM

mucmopdusm ( Mukponedanus, Opaxuredanus, yIioneH!ue 3aTbUIKa, MPOTHATHS,
MaKpOCTOMHUSI, BBRICYHYTBIH SI3bIK, ITUPOKO pacCTaBICHHBIC 3yObl), MOBEICHUYCCKUE HAPYIIICHUS
(upe3mMepHOe TI0JI0KHUTEIBHOE HACTPOCHHUE, TOCTOSIHHAS YIILIOKA U TIPUCTYIIBI CMEXa, BJICUCHHE K
BOJIC), HEBPOJIOTHYECKHE HAPYIICHUS (IMUIICTICUS, ATAKCHsI, «KYKOJIbHAS TIOXOKAY ),
YMCTBEHHAas OTCTAJIOCTh, aHOMAJIMH CKeJIeTa (C BO3PACTOM Y MHOTHX OOJIbHBIX Pa3BUBACTCS
CKOJINO3)

3amanne 39 [MpuHiuner uaeHTUGuKanuu MetadasHbIX XpOMOCOM YeJIOBEKa

Omanon omeema: KieTouHslil MaTepual, MoIy4eHHbBIN U3 JaHHBIX 00pa3IoB,
KYJIBTUBHPYIOT B MUTATEIbHOM cpefie 48 — 72 4., 4YTO yBEIMYMBAET MUTOTHUECKYIO aKTUBHOCTh
KJIETOK U IOBBIIIAET MUTOTHYCCKUHN UHICKC J{JIT OCTAHOBKH KJICTOYHOTO ACIICHUS Ha CTaJINHU
MeTadasbl K KyIbType KIETOK 3a 2-3 yaca /10 OKOHYaHUS UX KYIbTUBUPOBAHUS T00ABISIIOT
KOJIeMU1 (KOJIXUIIMH), pa3pyLIAONINi BEPETEHO JeNIeHusl. XpPOMOCOMBI B TaHHBI MOMEHT
CIUPAIIM30BaHbl, YKOPOUEHBI, M UX JIETYE OTIEIUTH APYT OT Apyra AJisd JalbHEHIIEero
HCCIeIOBaHUs. DTO TaK Ha3bIBaeMbli MeTada3Hblii MeTo 1. J{J1s THIIOTOHU3AMU KIETOK
UCIOJIBL3YIOT TunoToHn4Yeckuit p-p NaCl unu nuTtpata HaTpus: KIETKH HaOyXaroT, TPOUCXOTUT
KapuOPEKCUC, U XPOMOCOMBI CBOOO/IHO TIaBalOT B p-pe. Takum 0O6pa3zom, 00pazyeTcst KIIeTOUHas
CyCIEH3HUs, KOTOpasi OJIBEpraeTcs JalbHEHIINM JeHCTBUAM: IIEHTPU(YTUpOBaHUIO, (PUKCALINH,
OKpacke U COOCTBEHHO KapUOTHITHPOBAHUIO.

3ananue 40 ConpmanbHble aCEKThl METUIIMHCKON FeHEeTUKU

[Tpo6nemsl, U3yyaeMble MEAULIMHCKON T€HETUKON, UIMEIOT CeMEUHBIN XapakTep, a He TOJIBKO
WHAMBUYAJIbHBIH, KaKk 9TO ObIBaeT IMpU APYTUX OOJIE3HSAX, YTO TpeOyeT KOHCYIbTUPOBAHUS KaK
CaMoro MalMeHTa, TaK U Bceil ero ceMbu; JleueHne HaciIeICTBEHHBIX 00JIe3HEH OrpaHUYECHO: He



IUIs1 BCex 3a0oieBanuii cymecTByeT 3 (hekTuBHAs Tepanus, 4YT0 HAKJIa(bIBAET CYILIECTBCHHbIC
OTpaHMYEHUS Ha MOMOIb CTPAJAIOIIUM MTAllMEHTaM U UX POJICTBEHHUKaM; DTUYHOCTh
TeHETHYECKOTO TECTHPOBAHUS: TIOCKOJIbKY HE JIJISl Ka)KJJOTO HACIEJICTBEHHO 00YCIOBICHHOTO
3a00JIeBaHMs CYIIECTBYET JICYCHUE, TO BOSHUKAET BOIIPOC, HACKOJIBKO 11€JIeCO00pa3HO cOO0MaTh
MAIMEHTY O BBISBICHUH Y HETO PUCKOB 3a00JI€BaHMs, KOTOPOE HEBO3MOKHO MPEJOTBPATUTH HITH
BbUIEUNTh; BBUly OypHOTr0 pa3BUTHS MEAULIMHBI B 1IEJIOM U T€HETUKH B YACTHOCTHU (F€HOMHOE
PEIaKTUPOBAHUE) CTAHOBUTCSI OUEBUIHBIM, YTO MHOTHE TEXHOJIOTUN OyAy BHEAPEHBI B
KIIMHUYECKYIO MPakTUuKy. BcTaér Bompoc: Bo BCeX JIM CiIydasiX yMECTHO PEJAaKTUPOBAHNUE T€HOM

3anmanue 41 OnpeneneHne NOHIATHS XPOMOCOMHBIX 00JIC3HEH, UX KIIaCCH(PHUKAIHS,

Omanon omeema XpoMOCOMHBIE 00JI€3HH — OOJIbINIAs TPYIITIA HACIEACTBEHHBIX
00Je3Hel ¢ MHO)KECTBEHHBIMU BPOXKIEHHBIMU ITOPOKAMHU PAa3BUTHS. XPOMOCOMHbIE O0JIE3HU —
rpymnmna 3a00J€BaHU, BEI3BAHHBIX YHCICHHBIMU U3MEHEHUSIMU WM CTPYKTYPHBIMU
abepparusMu XpOMOCOM.

[TpuHIMNIBI KIaccuPUKAIIMT XPOMOCOMHBIX OOJIE3HEH:

1. IlepBblii MPUHLIMI — XapaKTEPUCTHKA MyTaluu. [ Kax a0l GopMbl XpOMOCOMHOM
[IaTOJIOTUH YCTaHABJIMBAETCA, KaKasi CTPYKTypa BOBJIEUEHA B M1aTOJIOTMUECKUN TIPOIECC
(XpoMocoMa, CerMEHT), B UM BhIpakaeTcs FeHEeTUYeCKOe HapylleHne (HeA0CTaTOK UM U30BITOK
XpPOMOCOMHOTO MaTepHuaa).

2. BTopoii npUHLIKIT — ONIpeIeIeHHe TUIa KJIETOK, B KOTOPBIX BO3HMKIIA MyTalus (B TaMeTax Uiu
3urote). 'ameTnyeckre MyTaluy BeIyT K MOJIHBIM (popMaM XpPOMOCOMHBIX 00JIe3HEH,
COMaTUYECKUE MYTAIlUH — K MO3aUYHbBIM.

3. Tpetuit npuHIMI — BBISBICHUE TIOKOJICHHUSI, B KOTOPOM BO3HHUKIIa MyTaius (de novo B
raMmerax 3JJOPOBbIX POAMUTENEN WU K€ POJUTENHN YK€ UMENIN TaKyl0 aHOMAJIUIO).

3amanwne 42 [TpuHIUTIBI IeYCHUST HACIIEACTBEHHBIX 0OJIe3HEH

Omanon omeema OO6IME MOAXOIbI K JICUEHUIO HACIIEACTBEHHBIX 00IE3HEH CXOMIHBI C
MOIX0JaMU K JICYCHHIO JTFOOBIX IPYTrUX 3a00IeBaHU. BBIACTAIOT TpU MOX0/1a K JICUSHHUIO
HacJeACTBEHHBIX 3a00eBanmii: DTHoTpomHOE JedyeHrne Cumnromarnueckoe [larorenernueckoe
[Ipu nedeHnn HacIEACTBEHHBIX 00JIe3HEH TTOJTHOCTHIO COXPAHSIETCS IPUHITUIT €T0
WHIMBHUIYAIBHOCTH, BE/Ib Bpay JieuuT "He 0011e3Hb, a 601pHOT0". [IpH neuenun
HAacJIeACTBEHHBIX 00JIe3HEN HAI0 OBITH 0COOEHHO BHUMATEILHBIM B COOJIIOAECHUH dTUUECKUX U
JIEOHTOJIOTUYECKUX IPUHIIUIIOB B OTHOIIICHUH MAIIMEHTAa U WICHOB €ro ceMbu. Beapb yacto uuer
peYb O TSHKEIBIX XPOHUYECKUX OOJBHBIX C IETCKOTO BO3paCTa.

CnoXHOCTH ITHOTPOIHOIO JIeYeHUs1 HACJICICTBEHHBIX 00JIe3HEH OUYEBUIHBI, XOTS yIKE
HMMEIOTCSI MHOTOYHMCIIEHHBIE BO3MOKHOCTH JJIs1 UX MPEOJOJIECHHUS, CO3JaHHbIE YCIIEITHBIM
CEKBEHMPOBAHHWEM I'€HOMAa M HOBBIM HaIlpaBJICHUEM B TEOPETUYECKON U KIMHUYECKOU MEUIIMHE
- TEHHOM Teparmen.

[Ipu HacnenCTBEHHBIX OOJIC3HAX MATOreHeTHYeCKHe MeTOIbl Hanboyiee 000CHOBAHBI, XOTSI OHU
Y HE IPOTHUBOIIOCTABIISIOTCS CUMITOMATHYECKOMY JICUeHHIO. JJ1 MaTOr€HEeTUUECKOTo JIEYEHUs
HACJICACTBEHHBIX 00JIE3HEH B TIOCIICIHUE T'OJIbl IPUMEHSIOTCS MPUHIUITAATILHO HOBBIC ITOIXOIbI,
OCHOBaHHBIE Ha JOCTH)KCHUAX MOJIEKYISIPHONU U OMOXMMHYECKON IreHeTHKH.

3ananue 43 MeTo/1bl MOMYISAIMOHHON T€HETUKH

Omanon omeema [1onynsIIMOHHBIA METO/1 HAIpaBJIEH HAa N3yYEHHE YacTOT ajiesiel 1
TeHOTHUIIOB B Pa3IMYHbBIX MOMYJSALUAX, a TAKKe (PAKTOPOB, BIUSIIOIINX HA UX TUHAMUKY.
HacnencTBenHble 3a001€BaHUs B pa3HbIX MOMYJSALUAX, STHHYECKUX IPYIIAX U pacax
BCTPEYAIOTCS C Pa3HBIMU YaCTOTAMH, U 3TO 00YCIOBICHO Pa3IUYUsIMH B YACTOTAX U CHEKTpax
MyTaluid. AHaJIN3 COOTBETCTBUS PAcIIpEAEICHHUS YacTOT aJljiesiell M TEHOTUIIOB B Pa3IMYHBIX
MOMYJISAUAX O YUHSACTCS 3aKoHy Xapau-BalinOepra u mo3BoiseT CyAUTh O TOM, SIBJISIETCS JIU
MO NAHMUKIMUYECKOLL, TO €CTh COOTIOIaeTCs JIM B HEl MPUHLIUI CIIy4ailHOCTH
CKpPELIMBaHMs BHE 3aBUCMOCTH OT T€HOTUIIOB 0COOEH.



Baxasimn MPaKTUYCCKUMU 3a/ladaMiU SABJIAIOTCS aHAaJIU3 CIICKTPOB U YaCTOT pacClpCACICHUA
B OTACJIBHBIX MOIMYJIALNUAX MYTAHTHBIX anneﬂeﬁ, ACCOMUPOBAHHBIX C OIMPCACIICHHBIMHA
HaCJICACTBCHHBIMU 3360JI€B3,HI/ISIMI/I, " BBIABJICHUC CPCAN HUX MAKOPHBIX MyTaI_IPIfI.

3ananne 44 OeHoKONUHA U TeHOKOIUU
Omanon omeema OeHOKOTHS — HEHACIIEACTBCHHOE N3MEHEHUE (PCHOTHUIIA OPTaHNU3Ma,
BBI3BAHHOE JICHCTBUEM OIPEACTIEHHBIX YCIOBUN CPE/Ibl M KOTTUPYIOIIEE MPOSIBICHNE KaKOTO-
00 U3BECTHOTO HACIICJCTBEHHOTO N3MEHEHUS — MYTAIIMH — Y 3TOTO OpraHu3Ma.
I'eHOKOIMS — BOSHUKHOBEHHE CXOIHBIX (DEHOTUITMUECKOTO MPU3HAKOB 10/ BIMSTHACM

T'CHOB, PACIIOJIOKCHHBIX B Pa3HbIX Y4AaCTKAX XPOMOCOMBI WJIM B PA3HBIX XpOMOCOMAx

3ananue 45 Tepatorenes (MexaHU3MbI, (PAKTOPBI, KIMHUUECKHUE MTPOSBICHUS

Omanon omeema TepaTtorenes — popmMupoBaHre aHOMAJINN U YPOJCTB Y UYeJIOBEKa B
pe3ynbTaTe HapyIIEHUH Ipoliecca SMOPHUOHAILHOTO Pa3BUTHS, 00YCITOBIECHHBIX KaK
reHeTUYeCKUMU (pakTopaMu (MyTaliu), TaK U HEOIaronpUsITHBIMH BIUSHUSMU Ha IO
(BHYTpHYTpOOHAast UHPEKIHUS U JIp.)

K ocHOBHBIM MeXaHU3MaM TepaToreHe3a Ha TKaHEBOM YPOBHE OTHOCSITCS THOEIb

OT/ENIbHBIX KJIETOYHBIX MAcC, 3aME/IJIEHUE Paca/ia U pacCcachblBaHUs KJIETOK, OTMUPAIOIINX B
X0J1e HOPMAJIBHOTO SMOpPHOTeHe3a, HapyIlIeHne aare3un Tkanei. K OCHOBHBIM KJIETOYHBIM
MEXaHU3MaM TEPATOre€HEe3a OTHOCITCS U3MEHEHHSI Pa3MHOKEHM S, MUTPalluy U

T hEepeHINPOBKU KIETOK.

3amanwue 46 [Tneiiorpornus

Omanon omeema 11neioTponus — MHOKECTBEHHOCTD MPOSIBICHUS JEHCTBUSA I'€Ha, T.€.
BIIMSIHUE OJTHOTO F'eHa Ha HECKOJIbKO (DEHOTUIMYECKUX MPU3HAKOB. [ '€Hbl, BIUSIOUINE HA
MHO>KECTBEHHbIE ()EHOTUIIBI, HA3bIBAIOTCS TIIEHOTPONHBIMY reHamu. [InefioTponuio He cienyer
MyTaTh C NOJUTCHHBIMH NMPU3HAKAMH, ITPU KOTOPHIX HECKOJIBKO T'€HOB COUYETAIOTCS, UYTO
MIPUBOJIUT K OTHOMY (PEHOTHITY.

OnHUM 13 MPUMEPOB TUICHOTPONHH Y YesioBeka sBiseTcs GpermikeTonypus (OPKY):
nedext B rene PAH mpuBoIUT K MHOKECTBEHHBIM (DEHOTUITMYECKUM IPU3HAKAM, CBSI3aHHBIM C
(beHUNIKeTOHypueH, BKIII0Yasi YMCTBEHHYIO OTCTaJIOCTh, 9K3eMY U J1e(DeKThl MTUTMEHTALUH,
KOTOpBIE JIENIAl0T KOXKY Y MOPaKEHHBIX JItoJIel 060jiee CBETION.

Bamanue 47 Ocunamenne MI'K
Omanon omeema KabuHeT Bpaya-reHETHKA OCHAIASTCS CIICIIMAILHON MEOCIIBbIO (CTOJIBI [T
0CMOTpa), POCTOMEPOM, TOHOMETPOM, TEPMOMETPOM, H3MEPHUTEIBHOMN JICHTOM, OUMCTUTEIIEM
BO3/lyXa, IIUPMOH, BeCaMH, CTETO(POHEHIOCKOIIOM, KOHTEHHEPaMH IS OTXOJI0B U
CTepUIM3AMHU/Ne3UH(EKIINH, TICPCOHATIBHBIM KOMITBIOTEPOM, MEJICHAIBHBIM CTOJIMKOM;
[TponiemypHast OCHaIAETCsl CTOJIAMU JUISI OCMOTPa/TePANieBTUYECKHX MPOLICYD, TEICKKAMH,
XOJIOTMIBHUKOM, MEOEIBIO [Tl XpaHEHUS JIEKapCTB, CUCTEMOM Ae3MH(PEKIINN 1 OUHUIICHHUS
BO3/lyXa, TOHOMETPOM, TEPMOMETPAMHU, CTETOCKOTIOM, JKT'yTOM JIJIsi KOHEUHOCTEH, KOHTeiTHepaMu
JUIS. OTXOJOB WJIHM CTEPHUIN3ALMN/ Ie3WH(EKIINH, IITATUBOM ISl MPOOUPOK, paboYrM CTOJIOM H
MePCOHATBHBIM KOMIIBIOTEPOM;
KaOuHeT MOHUTOpPUHTA BPOKIECHHBIX MIOPOKOB PA3BUTHS: TO K€, UTO U JJIs KaOMHeTa Bpaya-
FEeHETHKA;
[{uTorenernveckast 1abOpaTOpHsi: MUKPOCKOTIBI, aHATTU3aTOp OMOYUTIOB, TAMHHAPHBIN OOKC,
CTepUIIN3aTOP, CUCTEMa AUCTUIUIAINN BOJIbI, MOPO3UIIbHAS KaMepa, XOJIOMIbHUK, IeHTpUudyru,
MUKpOaHAIUTHYECKHE Bechl, pH-MeTp, BoisiHbIE 0aHU, TEPMOCTAT, CYIIUIBHBIN KA,
YCTPOMCTBO ISl CYIIKU MTPEIMETHBIX CTEKOJI, CHCTEMBI Ie3MH(EKITNH MOMEIICHUS U OUYUCTKU
BO3/lyXa, BBITSHKHOM ITKa(), MUMETKH, MUKPOTIUIIETKH, KOHTEHHEPHI TSI OTXOJ0B U



CTepHIIN3ALUH/ 1e3UH(DEKINH, ITATUB JIJIsl MPOOHPOK, HHKYOATOP IS
ruOpuIU3aIiy/ IeHaTypaluy, BCTPSXUBATENb, pabodre MecTa Bpayuei, nepcoHalbHbIe
KOMIBIOTEPHI co cnenuanbHbM [10 1t ananusa u300pakeHuid, MOTy4eHHBIX TPU
KapUOTHITUPOBAHKH U JP. METOAAX JTUATHOCTUKH, JJa0opaTopHasi MeOeIb;

3anmanue 48 Bzaumocsszs MI'K ¢ apyrumMu MeAUIMHCKIMHE YIPEK ICHUSIMH

Omanon omeema MI'K B3aMOI€MCTBYIOT CO MHOTMMH MEIUIIUHCKUMU
YUPEXKJIECHUSAMU U CHELMATTUCTAMHU:
C )KEHCKOM KOHCYJIbTallMel: KOHCYIbTUPOBAHNE OEPEMEHHBIX KEHIIIMH BO BPEMsI IIPOXOKIACHUS
IIPEHATaIbHOTO CKPUHUHTA;
® C JETCKUMU MOJUKIMHUKAMH U OOJIbHUIIAMU: KOHCYJIbTUPOBAHHUE POJUTENEH
JIeTe! ¢ BBISBJICHHBIM HACJIECTBEHHBIM 3a00JIEBaHUEM WM MIOJI03PEHUEM Ha
HEro;
® C KpYNHBIMU MHOTONPO(PHILHBIMU OOJIbHUIIAMU: KOHCYJIbTUPOBaHHE
MalMEHTOB, MPEObIBAIOIIMX Ha JICYEHUH B TAKUX YUPEXKIECHUSX, [10 3a1Ipocam
JPYTUX MEIULHUHCKUX CIEIIUATIUCTOB;
e ¢ JII0OBIMU APYTUMHU MEAULIUHCKUMHU YUPEKICHUSIMU, B T.4. YACTHBIMU
KIIMHUKAaMHU TMIPU TOJ03PEHUH CIIEMaINCTOM HacleACTBEHHON NaTOJI0r M1

3amanne 49 J[oOpOBOIBHOE CTPaXxOBaHKE

Omanon omeema J1o6poBonbHOE MeauIIMHCKOE cTpaxoBanue (IAMC) — pa3HOBUIHOCTh
CTpaxoBaHMUsI, IPU KOTOPOIl paboToaTesb GepeT Ha ce0si 00A3aHHOCTH OIIAUYMBATH BPaueOHYIO
MOMOIIb, KOTOPast 0KazaHa coTpyaHuKy. IMC npoBOaUTCS NCKITIOYUTENBHO MPH JKEJTaHUH
rpakJaHMHA Ha OCHOBE JIOTOBOPA, 3aKIIOYECHHOTO MEXI1Y CTPaAX0BATEIEM U CTPAXOBILIUKOM.
JloroBop 1006pOBOJIBLHOTO METUIIMHCKOTO CTPaXOBaHUS SIBJISIETCS UCKITIOYUTENBHO MPaXKIaHCKO -
MIPaBOBOM CAEIKOU U PEryIUPYETCs TPakIaHCKUM KoaekcoM PD (cT. 934. JloroBop JMYHOTO
CTpaxOBaHMUs ).

B otnmmune or OMC, koTtopoe obecrnieunBaeT 6eCIuiaTHy0 MeanoMolib, moiuc JIMC —
IIaTHas yciyra.

3ananue 50 [lamuenT-aeBouka 2,5 net. C 3 AHS )KU3HU PELUAUBUPYIONTNE TTU30/IbI PBOTHI,
CIYTaHHOCTH CO3HaHMs. HabmromaeTcss HeBpOJIOroM B CBSI3H C 3a/IEPXKKOU pa3BUTHS. B kpoBu
oTMeuaetcs Metabonmdeckuid aruao3. TMC kposu: C3 MOBBIIICH, aMUHOKHCIIOTHI B MOYE —
MOBBIIIEHUE METHIMAJIOHOBOM KHCIIOTBI

) IpennonoKuTeNbHbIN AUArHO3.

2) Metoibl IeueHust

3) Metoapl peabHIIUTALINH

Omanon omeema

1)MeTuniManoHoBas auaypus

2) Ha3HAYEHUE HU3KOOCTKOBOH JTUETHI

3) C uenbio koMneHcanuu Aeduimra Oenka, moka3aHO Ha3HAuUCHHUE CTeUaTN3UPOBAHHBIX
MPOJIYKTOB JIE4eOHOTO MUTAHUS HE COAEPKAIIUX METUOHUH, BaJIUH, U30JEHIINH

3amanue 51 INanuent — neBouka 20 nuel xxu3un. Haxomures B APO ¢ KIMHUKOMN
MOJIMOPTAaHHON HEAOCTATOYHOCTH. B Bo3pacTe 5 CyTOK )KHU3HU COCTOSTHUE peOeHKa pe3Ko
YXYALIMJIOCH 32 CUET HapacTaHUsl HEBPOJOTUUECKONW CUMIITOMATUKH B BUJIE CUHIpOMa
yruetenus [IHC, renepanu3oBaHHBIX CyAopor B KpoBHu oTMedaeTcsi MeTaboIMUeCcKuid IaKTaT-
anu03. B Moue manyieHTa noBbllieHa KOHIEHTpAIys 3 -TUIPOKCUITPOIIUOHOBAs KUCIIOTa
1)IIpeanonoxuTensHblid TUarHO3.



2) Metoibl ieueHust

3) Metoie1 peabunuranuu

Omanon omeema

I)MeTunmanoHoBas auuaypus

2) Ha3HauEHUE HU3KOOEIKOBOM UEeTHI

3) C nenbio KoMIieHcauu aedunnuta 0enKka, IoKa3aHo Ha3HAYeHHE CIICIHAIN3UPOBAHHBIX
MPOIYKTOB JICUEOHOTO MUTAHUS HE COACPKAIINX METHOHUH, BaJIMH, H30JICHIINH

3ananue 52 IMamuent - myxunna 30 ser. XKanoOs! Ha Oecrutoaue. B neTcTBe yacTeie
pecrupaTopHbIe 3a00JI€BaHNUs1, CHHYCUTHI. [ [pOBOAMIICH MMyHKIIMU BEPXHEUYETIOCTHBIX Ma3yx. [1o
JaHHBIM CIIEPMOTPAMMBI — a300CTIEPMHS

1)IIpennonoxuTenbHblil TUarHo3.

2) Metonbl peabunuTauu

Omanon omeema
1)MykoBucuio3
2) Ilpeononenus nmpoobaeMbl OECTUTIONNS Y JAHHOTOTAIIMEHTa BO3MOXHO C IIOMOIIIBIO0 OHOTICHH
TECTHTYJ M MOCIIEAYIUM TPOBEICHHEM UCKYCCTBEHHOTO OTLIOIOTBOPEHUS

3amanue 53 C pe3ynbraTraMyu HEOHATAILHOTO CKpUHUHTA. Maybuuk 8 jHel xu3Hu. JKanoOs! Ha
KEJITYITHOCTh KOXKHBIX TIOKPOBOB, CPBITUBAHUE, KUAKHI cTyI. [1o pe3ynbraraM HeOHATaTLHOTO
CKpUHHUTA: 00I1as TaTakTo3a KpoBHU 27 Mr/ai

1)IIpenmnonoKuTeabHbIA UarHo3.

2)MeTo 1l JIeueHus

Omanon omeema

1)I"anakro3zemust

2) Jlnst nedenust 00IbHBIX UCIIOJIB3YIOTCS CICITUATM3UPOBAHHBIE CMECH HA OCHOBE M30JI5ITa
COEBOTO OeJiKa, THIPOJIU3aTOB Ka3enHa, 0€371aKTO3HBIC MOJIOYHBIE CMECH

3ananue 54 Ilamuent - neBouka 9 ner. XKanoObr: Ha HU3KUH pocT. OOBEKTUBHO:
104cm/18kr, MTO3 IBYCTOPOHHUNA, aHTUMOHTOJIOMIHBIN pa3pe3 Ii1a3, KPbUIOBUAHBIC CKIIAKN Ha
miee, BabrycHas Aedopmalius JOKTEBbIX CYCTaBOB.

D)IIpennosioKuTeIbHBIA TUArHO3.

2)MeTo 1l peaduIuTaIuu

Omanon omeema

3) Cunapowm Illepemiesckoro -Tepaepa

4) KoHcynbTaius 3HI0KPHHOJIOTa, HEBPOJIOTa; HA3HAYCHUE CUMTOMATHYECKOU TepaIuu

3amanue 55 [lanment- 1,5m mec. JKanoObr: mioxas mpubaBka B Bece, CHI)KEHHBIH alleTuT,
cpbiruBanue. Poauiics ¢ KIMHUYECKON BPOKIEHHOM KUIIEYHOU HEMTPOXoAUMOCThIO . HanoxeHna
uneocroma. [lo crome onpenensercs BOAIHUCTOE KUIIEYHOE CONEPKUMOE C KUPHBIM OJIECKOM.
B teuenue nocnenHen Helean OTMEUAETCS Kalllelb, TeMIiepaTypa HopMaiibHas. Co CJI0B MaMbl
KOXa peOeHKa UMEET BBIPAYKEHHBINM COJICHBIN BKYC

)IIpennonoKuTenbHbli 1UarHo3.

2)Merto1bl JieueHus

Omanon omeema
1)MykoBuCIH103



2) 3amecTuTenbHAA (PEPMEHTHAS TepaNHs MAKETy HA3HAYACTCs TOKU3HEHHO;
aHTHOaKTepHaibHas Tepanus npumensercs npu kaxaomM OPBU u nmpu oboctpenun

OpOHXOJIErOYHOTO Ipoliecca

3amanne 56 Ha nmpueme peOeHOK 5 JIET - TEJIEeKaHT, FeTePOXPOMHUS PATYKKH U BOJIOC Ha TOJIOBE,
HerpoceHncopHas Tyroyxocts III-IV crenenn. B pogocioBHoO# - y Matepu cenast npsizib, y Oparta
TYTOyXOCTb.

1)IIpennonoxuTenbHblii TUarHos.

2)Merob! JIeUEHHUSL.

3) MeTto bl TpopUIaKTUKH

Omanon omeema

1)Cunnpom BaapaenOypra

2) CumnromMaTH4ecKast Tepanus

3) [IpodunakTuka TOJBKO B paMKaX MEAUKO-TEHETUUECKOTO KOHCYIbTUPOBAHUS POAUTEIEH

nepes 3a4aTieM pedeHKa

3ananue 57 Ilanuent — manpuuk 4 roga. KanoObl Ha CyXOCTh U IIETYHIEHUE KOXKH.
OOBEKTUBHO: KOXka cyXasi ¢ 00JIbIINMU TEMHBIMU YEHTYHKaMU U BbIPaKEHHBIM THIIEPKEPATO30M
B 00J1aCTH pa3rudaTeIbHbIX TOBEPXHOCTEH JOKTEBBIX U KOJIEHHBIX CYCTAaBOB.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo 1l JIeUeHU L.

3) Metoasl MpopUITaAKTUKH

Omanon omeema
1)BysnbrapHelit UXTHO3
2)/Inaruo3 CTaBUTCS HA OCHOBAHUHU KITMHUKH

3ananue 58 Ilamuent - pedeHok 2 roga. OOBEKTUBHO: BBIPAXKEHHAS 3a/ICPIKKa
TICUXOMOTOPHOTO Pa3BUTHSA, CyJIOPOTH, MBIIIICYHBIA TUIIEPTOHYC, CKPYUYEHHBIE JIOMKHE BOJIOCHI.

D)IIpenmnosioKuTeIbHBIA TUATHO3.

2)MeTo 1l JIeueHus

Omanon omeema

1)Cunapom Menkeca

2)Ha3znauenue ButamuHoB rpynmnsl A,E,B,C 1 HukotuHoBas kucnota. [Ipenapatsi,

00J1aaroIue TUIOTPOTTHBIM JISHCTBHEM.

3ananue 59 IMauuent 9 net. XKanoOsl Ha 3a/1epP>KKY IICUXOPEUEBOTO PA3BUTHS, TPUCTYIIBI
HEMOTUBUPOBAHHOT0 cMexa. OOBEKTUBHO: MUKpoOpaxuiedars, MaKpOCTOMUS, MbIILIEYHAs
TUIIOTOHMSI, TOXOKA 110 TUITY «MEXAaHUUECKON KYKJIbI»

1)I[IpennonoKuTenbHbIi TUArHO3.

2)Metopl JIe4eHUs ¥ TPO(UITAKTHKA.

Omanon omeema:

1)Cunnpom AHrenbMaHa

2)CumnToMaTudeckasl Tepanms

3) IlpodunakTika TOJIBKO B paMKaX MEIUKO-TEHETUYECKOTO KOHCYIbTHPOBAHUS POAUTENIEH

nepea 3a4aTuemM pe6eHKa



3amanue 60 [TauueHT - HOBOpoXAeHHBIN, HanpasyieH B MI'K s o6cnenoBanus B cBs3H ¢
nosbiieHueM ypoBHst HeoMIPT-90 ur/mi, perectTUPT-50 Hr/mi, Xmopuabl moTa-75 MMOJIb/1

1)IIpennonoxuTenbHblii TUarHos.

2)MeTo 1l JieueHus.

Omanon omeema:

1)MyxkoBucumos

2) 3amecTuTenbHas (PEpPMEHTHAS TepPAIHs MAHEeTy Ha3HAYAeTCs MMOKU3HEHHO;
aHTHOaKTepuaibHas Tepanus npumensercs npu kaxaom OPBU u nmpu oboctpennn
OpPOHXO0JIETOYHOr0 MpoLecca

3ananue 61 [ManueHT — HOBOPOXkAeHHBIH. OObeKTHBHO: Macca Tena 2400r, HU3KO MOCaKEHHBIE,
ne(OpMUPOBAHHBIE YIIIHbIE PAKOBUHBI, JOJIUXOLE(ains, MUKPOT€HHUS, KOPOTKHE IJIa3HbIE IIETH,
MHUKpPOCTOMUS, (JIEKCOPHOE MOJIOKEHUE NaNIbLIEB PYK, TaxoBas rpboka, BIIC. 13 anamuesa —
OEpEeMEHHOCTh MPOTEKajaa C MHOTOBOJMEM, OTMEUANIach cllabasi akTUBHOCTH 11018, Ha Y3U —
€IMHCTBEHHAs apTepusl MMyIOBUHBI, MaJIeHbKasl MJIAlleHTA.

1)IIpennonoxuTenbHblil TUarHos.

2)Mertop! ileueHHs U MpOo(PUIaAKTHKA .

Omanon omeema:

1)Cunnpowm [laray

2) CuMnromaTuyeckas Tepamnus

3) [IpodunakTuka TOIBKO B paMKaX MEAUKO-TEHETUYECKOTO KOHCYJIbTUPOBAHUS POAUTEICH

nepe 3a4aTrueM pedeHka

3amanne 62 [Nanment - 6epemennas 40 set, cpok 6epemeHHOCTH 18 Henenb, naHHas
6epemenHocTs 3 (1 u 2 — MmeaukameHTO3HbIE a00pThI). KOoHCYnbTHpYETCA 110 pe3ynbTrataM
MpeHaTaAIbHOTO CKpuHUHTa 1 Tpumectpa. BoisiBnensl Y31 Mapkepsl: BoasiHka mioaa, TBIT-8mw,
yposeHb PAPP-A-0,49MoM, B-XI'U-1,11MoM.

D)IIpennosioKuTeIbHBIA TUATHO3.

2)MeTo 161 Tpo(HUITAKTHKH.

Omanon omeema:

1) O35.1. XpoMocoMHBIE aHOMAIIUH Yy TUI0/a (TIpearnoiaraemMbpie), Tpedyromme

MIPEIOCTABICHUS MEAUIIMHCKOW TOMOIIN MaTepH.

2) I[IpodunakTrka TOJIBKO B paMKaxX MEIUKO-T€HETHUECKOTO KOHCYIbTUPOBAHUS POAUTEICH

nepen 3a4aTueM pedeHKa

3ananue 63 INamuent - manpuuk 12 net. JXKanoOsl Ha 601K B HOTaX, MPUCTYIIBI CEPALICOUEHUS.
OOBEKTUBHO: JOTUXOCTEHOMENHS, TPYAHON KU(DOCKOINO03, TUIIEPITACTUYHOCTH KOXKH,
«TIaMTMUPOCHBIE» PYOILIBI Ha TOJICHAX U B 00JIACTH KOJICHHBIX CYCTaBOB, TUIEPIIOIBHKHOCTD
KPYITHBIX U MEJIKUX CYCTaBOB, MPOJOIHHOE MIOCKOCTOIHE.

1)I[IpennonoKuTenbHbIi TUArHO3.

2)Meto1bl JIeueHus .

Omanon omeema:
1)Cunnpom Dnepca-/lanioca
2) Onwkap, Kynecan, Maccax, JIOK



3amanue 64 IlauuenT - neBouka 7 net. XKanoObl Ha KUAKUNA 37T0BOHHBIH CTYI, B3IyTHE )KUBOTA,
noTepro Beca. V3 anamHesa: nepsbie CUMOTOMBI ¢ 11 Mec. mocie pacimupeHus MMTaHusi, CO CJIOB
KHUJKAN CTYJ BO3HHUKAET Mocje ynoTpednenus xieda, neyenbs. OovextuBHO: 100cMm/12KT, KOXKa
OmnetHas!, MBIIIEYHASI TUIIOTOHHS, OOJIBIION KUBOT
1)IIpenrnonoxuTenbHblii TUarHos.
2)MeTo1bl AMarHOCTHKH.
Omanon omeema:
1) Hunuakus
2)0e3rII0TeHOBas AUeTa

3anmanue 65 IlanueHT - HOBOPOXKACHHAS HA S€ CYTKH OTKa3 OT €JIbl, PBOTA, CYJAOPOTH, Ha 6¢
cytku B APO meTabonnyeckuii KETOAIM103 U TUTIOTIIMKEMHUS], Ha 7€ CyTKH — IeTUIPATAIINH,
nporpeccupyromas gertaprusi. O0beKTHUBHO: OT MalMeHTa UCXOIUT CrienupruaecKuit
CIaJKOBAThIN 3amax.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo1bl TMarHOCTHKH.

Omanon omeema

1)bosie3ns «kieHOBOTO cupotnay (JIednHo3)

2) CriennanbpHas queTa: OSIKOBas MUIIA 3aMEHSETCs OSTKOBBIMU THAPOJIA3aTaM, HE
CoJIepXKaIluMu BaJnHa, H30JelnHa, JeinuHa; KodakTopHas Tepanus; Tepanus

JICBOKAPHUTHHOM

3amanwne 66 [Namuent - myxunna 20 ner. becruiomaeiii 6pak - 5 net. O6bexTUBHO: 186¢M/108KT,
TEIIOCJIOKEHHUE TI0 )KEHCKOMY THITY, THHEKOMACTHS, KPaCHbIE CTPUH HA JKUBOTE, THUIOTLIA3HS
SINYEK.

1)IIpenmnonoKuTeabHbI TUarHo3.

2)Meto bl MpoUITAKTUKH .

Omanon omeema:

3) Cunapom Kisudensrepa

4) TIpodunakTuka TOJLKO B PaMKaX MEIUKO-TEHETHIECCKOTO KOHCYIbTHPOBAHUS

poaMTelel epe 3a4aTueM pedeHka

3ananue 67 IlarueHT — HOBOPOXKAEHHAs, CpoUHbIe poabl. O0bekTHBHO: 2600r/48CM,
MuKpoOpaxuuedanvs, CHHO(GPHU3, IITMHHBIE 3aTHYThIe PECHULIBI, Te(OPMUPOBAHHBIE YIITHBIE
PaKOBUHBI; MaJICHbKUN HOC, MUKPOT€HHSI, TOHKAsl BEPXHsSA T'y0a, pOT B BUJE MOITyMecsIIa,
MaJleHbKH€E KHUCTH M CTOIbI, KIIMHOJAKTUINS V MalblleB KUCTEH.
1)I[IpenmnonoKuTenbHbIi TUArHO3.
2)MeTo il JIeueHne
3) Metobl Mpo(UITaKTUKH.
Omanon omeema:
4) Kopuemnus ae Jlanre
5) CuMrnrToMaTuveckas Teparus
6) IIpo¢unakTuka TOJBKO B paMKax MEIMKO-TEHETHUECKOTO KOHCYJIbTUPOBAHUS

pO,Z[PITCHCfI nepea 3a4aTuem pe6eHKa



3ananue 68 IlamueHT — HOBOpOXkAeHHBIH. OOBEKTUBHO: MUKpOIIe(aus, CKOIIEHHBIN 100,
THIOTENOPU3M, MUKPO(TaIbMus, paciiesinHa ryosl 1 HeOa, HU3KO MMOCAKEHHBIE U
neopMHUpOBaHHBIE YIIHBIE PAKOBUHBI, OJIUIAKTHIINS OCTAKCHATIBbHAS, «CTOTA-KAaYallka,
BIIC, MukponeHuc, KpUunTopxusM JIByCTOPOHHUH.

1)IIpenrnonoxuTenbHblil TUarHos.

2)Metop! TpoPUITAKTHKH.

Omanon omeema:

1) Cunnpom DnBapca

2) [IpodmiakTuka TOIBKO B paMKax MEAUKO-TEHETHUECKOTO KOHCYIbTUPOBAHUS POTUTEIICH

nepes 3a4yaTueM pedeHKa

3ananue 69 INamueHT — HOBOPOXkAeHHBIH. OOBEKTHBHO: JOHOIICHHBIH, 2800r/48cM,
MUKpoI1iedanus, aHTUMOHTOJIOUTHBINA pa3pes3 ria3, MbIIIeuyHasi THIIOTOHUS, JIYHOOOpa3HOE JIUIIO,
TUIEPTENI0PU3M, IJ1a4 peOeHKa, HATOMUHAIOIININ KOIlIaybe MSyKaHbE.

1) [IpennonoxuTenbHbl AUATHO3.

2)Metoab! NPOPUITAKTUKH.

Omanon omeema:

1) Cunnpom Jlexxena (CHHAPOM «KOIIAYBEro KPHUKa)

2) IIpodunakTrka TOJIBKO B paMKaxX MEIUKO-TEHETHUECKOT0 KOHCYIbTUPOBAHUS POAUTENEH

nepe 3a4aTrueM pedeHka

3amanue 70 [Mamment 9 net. XKanoOwl Ha 3aAepKKY TICUXOpEUeBOTO pa3BUTH. OOBEKTUBHO:
CBETJIBIC BOJIOCHI, TOJTYOBIC TJ1a3a, TOJUXOCTCHOMENH S, BOPOHKOOOpa3Has rpyaHas KIeTKa,
TUTIEPMOOUIIEHOCTh CYCTAaBOB, APAaXHOIAKTHIINS, CYOTFOKCAITNS XPYCTATUKOB.

1)IIpennoioxuTenbHBIA THArHO3

2)MeTo 1l JIeUeHUSI.

Omanon omeema:

3) Cunagpom Mapdana

4) CumnromaTthyeckas TEpaIus; XUpyprudeckre BMEIIaTeIbCTBA

3ananue 71 ITanueHT — peOeHOK 5 JIeT, HalpaBJIeH C LeNbl0 YTOUHEHHs [uarHosa. 13 anamuesa:
HeifpoceHcopHas Tyroyxocts -1V, rematypus, nporennypus. OObeKTUBHO: IICUX0(U3HUeCcKoe
pa3BUTHE COOTBETCTBYET BO3pacTy, GeHOTUN Oe3 0COOCHHOCTEH.

DIIpennosioKuTeIbHBIA TUArHO3.

2) Metoap! nedeHus

3) Metobl Mpo(UITaKTUKH.

Omanon omeema:

1) MKB-10: Q87.8 Cunapom Anbnopra
2) CUMIITOMAaTUYECKOE, KOHCYJIbTAIMsI U KOPPEKIMS COCTOSIHUS BpayaMHU-CIIe[HaTCTaMU
(aedpoor, cypaosor, ohTaabMOJIOT U T.[T)
3) IIporHo3 moToMCTBa B JAHHOW CeMbe: KOHCYJbTAIlMsI Bpadya-Te€HETHKa C IEJIbI0 pacyera
TeHETHYECKOTO PUCKa B CEMbE, aHAJIN3a POJIOCIOBHOM U 00CYKIEHNS BO3MOKHOCTEH

HpeHaTaHLHOﬁ JUarHOCTUKH



3amanue 72 [lauueHT - Manbuuk 4x set. XKanoOsl Ha c1aboCcTh B HOTaX, HAPYIICHUE TIOXOIKH.
OOBEKTHBHO: TICEBAOTUNIEPTPOHSI UKPOHOKHBIX MBIIIIL], TUIIEPIIOPAO03 MOSICHUYHOTO OT/IeNa
MO3BOHOYHUKA, 3aTPYAHEHO MOAHATHE PYK. [Ipy BcTaBaHWU MCIONIB3YeT BCIIOMOTATEeNbHbIE
MIPUEMBIL.
1)IIpenrnonoxuTenbHblii TUarHos.
2)Meto bl TpoPUITAKTHKH
Omanon omeema:
1) G 71.0 Meiueynas auctpodust
2) -CUMIITOMATHYECKOE, HCIOJIB3YIOTCSl (PH3HOTEPANICBTHYCCKUE METOIbI, OPTOTICIYCCKAst
Koppekius. Llenb - moanepanne MBIIIEYHON CHIIBI, PEYIPEKICHNE Pa3BUTHS
KOHTPAaKTYp, NedopmMaluii CycCTaBoB.
HaGnronenue Bpayeil - crieliuaiicToB B COOTBETCTBUU C Kajl00aMU U BHISIBIIEHHBIMU
HapYIIECHUSIMHA

3ananue 73 INamuent - neBouka 4x net. M3 anamuesa: 1o 1,5 et pa3BuTre COOTBETCTBOBAJIO
BO3pAcCTy, 3aTEM PErpecc ICUXUMOTOPHOTO pa3BUTHs. OOBEKTUBHO: YMCTBEHHAs! OTCTAJIOCTb,
CTEPEOTHUITHBIE IBUKCHUS B BUJIC «C)KUMAHUS M MBITBSI PYK»

1)IIpennonoxuTenbHblil TUarHo3.

2)MetoabI MPOPHITAKTUKI

Omanon omeema:

1)MKB-10: F 84.2 Cungpom Perra

2) Dt0 reHeTHYecKoe 3a00JIeBaHUE, COCTOSINEE U3 YEThIPEX ITAMOB, TPEOYIOIIEe
peabuIuTaluK U eXKeTHEBHOM pabOThI CO CIIEUAIMCTOM IO COXPAHEHUIO U MTPHUOOPETEHUIO
HOBBIX HABBIKOB KaK MOTOPHBIX (X0Ab0a), TAK M COIMOTICUXUICCKHUX. .

3amanue 74 INanuent - neBouka 4 roga. XKanoOwl Ha 60JIM B KOCTSIX, YacThIC TIEPEIIOMBI,
6onpmoi )kuBoT. O0bekTUBHO: 104cM/16KT, KOKa OiemHas1, OOJIBIION KHUBOT,
renaToCIUICHOMETalus, BeIpakeHHast BeHo3Has ceTh. OAK: aHemMust TpoOMOOITUTOTICHHS
JICHKOTICHMS.

1)IIpenmnonoKuTeabHbIA TUarHo3.

2)MeTo 161 Tpo(HUITAKTHKH.

Omanon omeema:

1) E 83.0 bonesns ['ome

2) ®depMmeHT3aMecTUTEIbHAS TePAIHsl; KOHCYIbTAIlUU Y3KHX CIEIUAINCTOB

3amanue 75 Ilanuent - manpunk 3 roga. XKaaoOsl Ha 3a7IepKKY IICUXOPEUEBOTO PA3BUTHS, YXO/T
o1 obmmenus. O0bekTuBHO: 118cM/22KT, 60IbIIAs TOTOBA C BHICOKUM U IIUPOKHM JIOOM,
JUIMHHOE JIUI0 ¢ YBETUYEHHBIM MOJI00POIKOM, YIIIA OOJBIINE, KUCTH M CTOTIBI IIMPOKUE,
JHCTanbHBIE (PaTaHTy MaNbIEeB TAKKE NIUPOKUE, THIEPMOOHILHOCTh CYCTaBOB U
TUMEPINACTUIHOCTh KOKU. PeOCHOK HEe KOHTAKTHBIHN, C MPU3HAKAMHU ayTU3MA.

1)[IpennonoKuTenbHbIi TUArHO3.

2MeTo1bl AUArHOCTUKH.

Omanon omeema:

1) MKB-10: Q 99.2 Cunapom MaptuHa - benna (CHHIpOM JIOMKOH X-XpOMOCOMBI)

2) Cnenuduyeckrx METOI0B JiedeHus HeT. KoppeKius CHMIITOMOB C MOMOIIIBIO

KOTHUTHBHO-TIOBEIEHYECKOM Tepanuu, CeupuIeckoro o0yueHus, MeIMKaMeHTOB



(mMpUMeHeHue ICHXOCTUMYIISITOPOB, HOOTPOTIOB — JICYCHHE U KOPPEKIIHIO COCTOSTHUS
MIPOBOJIAT HEBPOMATOIOTH U nicuxuatpsbl), JIOK; u MeToabl peabuinuTanuu: 3aBUCUT OT
3¢ (EKTUBHOCTH KOPPEKIIUU COCTOSIHHUSI, T.K CIEITU(PHUISCKUX METOJIOB JICYCHHUS HET.

Habnronenue HeBpomaToiga U MCUXUATPA IS KOPPEKLIUU COCTOSHUS.

3amanue 76 [lanuent — Pebenok 5 net. XKanoObl Ha 3aep KKy ICHXOPEUEBOTO Pa3BUTHSL.
Oo6wexTuBHO: 104cM/16KT, TOHKHE peKue KOPOTKHE BOJIOCHL, JIIMHHBIN IPyIIEeBUIHBINA HOC,
JUTMHHBIN (QUIBTP, TOHKAs BEpXHsSA T'y0a 1 OOJIbIINE OTTONBIPEHHBIE YIIIH, BEPETEHOOOpa3HbIe
HaibIbl PYK.

1)IIpenrnonoxuTenbHblil TUarHo3.

2)Meropl peabMIIUTaLIH .

Omanon omeema:

1) Cunnpom Jlanrepa-I'unnona

2) METOJIbl peaOMITUTAIIMH: 3aBUCHT OT (PPEKTUBHOCTH KOPPEKIIUH COCTOSHHS, T.K
crenu(prUecKux METOI0B JiedueHust HeT. HaOnroieHne HeBpomnaToia M Icuxuarpa ajis

KOPPEKLIUH COCTOSTHUS.

3ananue 77 Ha npueme B MI'L] manbuuk 6 net. KanoO6sl: Ha HU3KUN pocT. OOBEKTUBHO:
104cm/18xkr, 1TO3 ABYCTOPOHHUM, aHTUMOHTOJIOUIHBIN pa3pe3 ria3, HU3KO MOCaKEHHbIE YIIIHbIE
PaKOBHHBI, HU3KHI POCT BOJIOC HA 3aThUIKE, KPbUIOBUAHbBIE CKIIAJIKU Ha IlIee, BaIbIyCHas
nedopmarus JJOKTEBBIX CYCTaBOB, IPABOCTOPOHHUI KPUIITOPXU3M.

1)IIpenmnonoKuTeabHbIA TUarHo3.

2)MeTo 161 TpoHUITAKTHKH.

Omanon omeema:

1) Q 87.1 Cunapom Hynan
2) HabGnronenue Bpaueii- crienuaincToB. [Ipu HE0OX0IMMOCTH IPOBOJMTCS 3aMECTUTEIIbHAS
Tepanus aHaporeHamu. [Ipu KpunTopxusMe NMoKa3aHO HU3BEICHUE STHYKA

3amanwue 78 I[Nanuent — pedeHok 1,5 roma. OOBEKTUBHO: HA KOXKE TYJIOBHUIIA U TIOIMBIIICYHON
obyacTu mATHA 1BeTa «kKode ¢ Mojokom» (5-40 Mm), Ha pagykHO# 000I0UKe y3enku Jluma.
D)IIpenmnosioKuTeIbHBIA TUATHO3.
2)MeTo 161 Tpo(HOUITAKTHKH.
Omanon omeema:
1) MKbB-10: Q85.0 Heitpodhubpomaros
2) Ilpu H®O-I cumntoMaTHveckoe: OnepaTUBHOE JICYCHHE OIyXOJIeH,
MIPOTUBOAMIIIICTITUYECKAS TePAIusl B CIIydae MOSBICHUS MHICHTHYECKUX MPUCTYIIOB,

KOPPEKTOPLI TIOBCACHUS, HOOTPOIIHBIC ITPECTIAPATHI B ClIydasX 3aICPKKHU PA3BUTUA,
JICHCHHUEC KOCTHBIX ,[[e(bopMaI.[HfI, YIIYUYHICHUC MUHEPAIN3alluA KOCTHOHM TKaHH.

3ananue 79 Ilanuent - HOBOpOXA€HHBIH, HarpaBieH B MI'K nist oGcrienoBanust B CBSI3U C
noBeIIeHHEM ypoBHSA He0DA-12,8Mmr%, petect PA-33,4mMr%. OOBEKTUBHO: PEHOTUTTUIECKH
0e3 CUTrHaJIbHOM JUCIIJIACTHUKHU.

)IIpennonoKuTenbHbli 1UarHo3.

2)Metopl JIedeHus U Mpo(UIaKTUKA .

Omanon omeema:

1) E70 ®enunkeronypus



2) Cnenuanu3upoBaHHas AueToTepanus 0e3 (heHunantaHnHa: KOHCYJIbTAIUs Y3KUX
CIELUAINCTOB; KOHTPOJIb YpoBHS DA

3amanue 80 IlauuenT - manpuuk 3,5 net. XKanoObl Ha MeprOANYECKOE OBBIIIEHHE TEMIIEPATyPhI
tena a0 40,5, co coB MaMBbl HE TTOTEET, B 1,5 1 2,5 roga cya0opoXKHBINA NMPUTIATOK B JICTHUI
nepruoa. OOBEKTHBHO: OO0JIBIION JI00, peIKKe BOJIOCHI, OPOBH M PECHHUIIBI, KOXKa TOHKas CyXas,
THIIOOHTHS, 3yObl KOHMYECKOH (DOPMBI, MHO)KECTBEHHBIN Kapuec, TOHKHAE AUCTPOPHIHBIC
HOTTH, 33JIepKKa IICUXUIECKOTO Pa3BUTHSI.
1)IIpenrnonoxuTenbHblii TUarHos.
2)Mertop! ieueHus U MpoduIaKTUKA.
Omanon omeema:
1) E 75.2 bone3ns ®abpu
2) 3aMeCTHTENbHAS Teparus, CAMIITOMATHYECKOE JIeUeHUE (CHIDKeHHE 00JIEBOTO CHHIPOMA,
crabunu3zanus cocrosiHus CCC u Hedponornyeckux ocnoxxkuenuil); Koncynpramus spaya-
TeHETHKA C [EJTBI0 pacyeTa TeHETHUECKOTO PHCKA B CEMbE, aHAIIN3a POJIOCTIOBHOM 1
00CYXXJIeHHSI BO3MOXKHOCTEW MpeHaTalbHON AMarHOCTUKH. [IOBTOPHBIN PUCK POKIEHUS
0O0JIBHOTO CHIHA Y )KEHIIMHBI-HOCUTEIHHUIIBI MyTAaHTHOTO aJuIeNsl X- CIIETIIICHHOTO
penieccuBHOro 3a00seBanus coctabiseT 50%., pUCK poXkKIE€HUS JEBOYKH- HOCUTEIbHUIIbI-

50%.

3ananue 81 INamnueHT - HOBOpOXAeHHAS AeBouka. OOBEKTUBHO: TUM(PATHUSCKAN OTEK KHUCTESH |
CTOTI, MTEPUTUYM IIIeH, SITUKAHT, aHTUMOHTOJIONTHBIN pa3pe3 a3, BIIC, moakoBooOpa3Has
MoYKa.

1)IIpenmnonoKuTeabHbIA UarHo3.

1) Metopr nedeHus 1 IpopuIakTHKa.

Omanon omeema:

1) Cungpowm IllepemeBckoro -Tépuepa

2) CTUMYJISILIUU POCTA TeJia aHAOOTMYECKUMHU CTEPOHIaM

-3CTpOreHn3aIus (Ha3HauCHHUE )KEHCKHX MMOJIOBBIX TOPMOHOB); KOHCYJIBTAIIUS Bpaya-
TeHEeTHKa C LIEJIbI0 pacyeTa FeHeTUYECKOro pUCKa B CEMbE, aHaTu3a POJAOCIOBHOM U
00CYXKIeHHSI BO3MOKHOCTEH MPeHaTaaIbHOU JUArHOCTUKHU

3ananue 82 [lauueHt - manpunk 5 net. O6bexktuBHO: 104cm/15Kr, Kpyrioe TUI0, KIMHOBHIHBIH
POCT BOJIOC Ha N0y, TUIIEPTENOPU3M, IIUPOKAs MEPEHOCHIIA, KOPOTKUI HOC C BBIBEPHYTHIMU
HO3JIPSAMU, ITUPOKUA QUIIBTP, ITAICBUAHAS MOIIOHKA, KPUIITOPXU3M.

DIIpennosioKuTeNbHBIA TUArHO3.

2)MeTo 1l JICUSHUSI.

Omanon omeema:

1) Q 87.1 Cungpom Aapckora

2) CuUMNOTOMAaTHYECKOE JICUCHUE (XI/Ippr HYCCKasl, OpTOAOHTHYCCKAA KOPPCKIHUA,
NMPUMCHCHUC TCPAIIMU TOPMOHOM pOCTa) KOHCYJ’ILT&HI/IH Y3KUX CIICHUAIMCTOB

3ananue 83 Ilamnuent - geBouka 5 net. XKanoObl Ha CyIOPOTH, CHUKEHHE UHTEIIEKTA.
OOBEeKTUBHO: Ha JIMIIe B 001aCTH MIEK €IMHUYHBIC PO30BBIC MAMYIbI, Ha Tele 3
JNENUTMEHTUPOBAHHBIX «IIEPUCTHIX» MATHA.

1) IlpennonoxuTenbHBIA JUATHO3.

2) Metobl Ie4eHus U peaduIuTaIus.



Omanon omeema:

1) MKB-10: TyGepo3Hbiii ckiiepo3

2) Crietin(uveckoro JieueHUs He CYIIECTBYET, CHMITOMATHUCCKAs Teparus, KOPPEKIIUs
COCTOSIHUSI BpayaMH-CIICIIHATMCTaMH (QaHTUAIIIICITUYCCKAs TePAIHsl, TOPMOHAJIbHAS Teparus

3amanue 84 IlanuenTka 34 ner. xanod He MPEeIbIBISAET, HAITPABICHA aKyLIEPOM THHEKOJIOTOM
JUIS OLIEHKU pPUCKa I10 pe3ysibTaTaM MpeHaTalbHOro cCKpuHuHra 1 tpumectpa. lannas Oep - 24,
cpok 14-15 Hex, mpoTeKaeT ¢ yrpo30il pepbIBaHusl, IOIy4aeT MEANKAMEHTO3HYIO TEPAIIUIO.
Pesynbrarel npeHatanbHoOro ckpuHuHra 1 tpumecrpa: ¥Y3-uccinenosanue - 0epem 13uen, KTP-
66, HCC-162, TBII-1,7, kocTi HOCa BU3yaIU3UPYIOTCS, KPOBOTOK B BEHO3HOM IPOTOKE-HOPMA,
perypruTaim-HeT; ChIBOPOTOUHbIE MapKephl - ypoBeHb PAPP-A-0,16MoM, B-XI'U-0,59MoM,
WTOTOBBIN WHAWBHYAILHBIA PHUCK 10 Tpucomuu 18 - 1:132.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTtoabI TPOPHUIAKTUKH

Omanon omeema:

1) buoxumuueckre OTKIOHEHUS, BBISIBJICHHBIE TIPU aHTEHATaJIbHOM 00CIIeI0BaHUU

Marepu

2)Koncynpranus Bpaua-renetuka B MI'K; [IponnpopMupoBath naiueHTKy 0 HaTM4UH
merona-HUIIC.

3amanwue 85 INanueHT - 6epeMennas 32 roja, xano0 He MPEAbIBISET, HAIPaBJICHA aKyIIePOM
TUHEKOJIOTOM JIJIsl OLIEHKH PHCKa M0 pe3y/ibTaTaM MPeHaTaJbHOro CKpUHUHTA | TpumecTpa.
JlanHas 6epeMeHHOCTh 151, cpok 14-15 Hen. Pe3ynbrarsl npeHaTAIBHOTO CKpUHUHTA |
TpuMecTpa: ¥Y3-uccienoBanue - oepem 12-13nen, KTP-66, HCC-155, TBII-=2,0, koctu HOCa
BU3YaIIM3UPYIOTCS, KDOBOTOK B BEHO3HOM MTPOTOKE-HOPMA, PErypruTaliii-HeT; CBIBOPOTOUHbIE
Mapkepsl - yposeHb PAPP-A-0,23MoM, B-XI'4Y-0,36MoM.

DI IpennosioKuTeIbHBIA TUATHO3.

2)MeTo 16l poHUTAKTUKH

Omanon omeema:

1) bBuoxuMuueckue OTKIOHEHHUs], BBISIBJICHHBIE IPU aHTEHATaJIbHOM 00CIIeI0BaHUU

Marepu

2)Koncynpranus Bpaua-renetuka B MI'K; [IpounpopMupoBats NaiueHTKy 0 HATUYUH
merona-HUIIC

3ananue 86 [lanuent - myxuunHa 25 net. JXKanoObl Ha c1a00CTh B HOTAX, HAPYIICHHUE MTOXOKH,
TPYAHOCTH MPH MoAbeMe 10 JecTHULle. OOBEKTUBHO - MICEBIOTUNIEPTPOPUHN UKPOHOKHBIX
MBI, BEIPQKEHHBIH JIOPJ03 MOSCHUYHOTO OTJIENa, «YTHUHAS MMOX0JKay, 3aTPYJHEHO MOJIHATHE
pyk. [Ipu BcTaBaHUM HCTIONIB3YET BCIOMOTaTebHbIE TPHEMBI.

1)I[IpennonoKuTensHbIi TUArHO3.

2)MeTo1bl TMarHOCTUKH.

Omanon omeema:

1) G 71.0 Mpimeunas auctpodus

2) CUMIITOMaTHYECKOE, UCTIONB3YIOTCS (PU3HOTEPANIeBTUYECKIE METO/IbI, OPTOTICIUECKAs

koppekuus. Llens - moanepkaHue MBIIIEYHOU CUJIBI, TPEAYIPEKICHUE PA3BUTUS

KOHTPAKTYp, AedopMaiiuii CycTaBoB.



Habmoienue Bpaue - CrieliuairucToB B COOTBETCTBHUH C KAIOOAMHU U BBISIBJICHHBIMU
HapyLIEHUAMHI

3ananue 87 Ilamuent - HOBopoxkaeHHas, 14 cyTku, HanpaBieHa B MI'K s o6cnenoBanus B
cBsi3M ¢ nioBbIeHNeM ypoBHs HeoOIll'- 337,5 amouns/, perectOINl - 609,3 HMOIB/.
OObekTuBHO: Macca Tena 340r, peHoTunuveckn 6e3 0COOCHHOCTEHA.

1)IIpenrnonoxuTenbHblii TUarHos.

2)Merob! JieueHus U npoduIaKTuKa

Omanon omeema:

1) E25 AnpeHoreHuTalbHbIN CUHIPOM

2) - HaOnroneHue Bpaua — 3HAOKPHUHOJIOTa(Ha3HAYCHHE TIIFOKOKOPTHKOU/IOB, 3aMEIIICHUE

nedunuTa KOpTU30Ja U noaaBienne n3osrrounoi cexkperuu AKTT)

KoHcynbTanus Bpaya-reHeTHKa ¢ 1IeJIbI0 pacueTa TeHeTHYECKOT0 pUCKa B CEMbE, aHAIN3a

POJOCTOBHOM M 0OCYXCHHUSI BO3MOXKHOCTEHN MTPeHATAIbHON TUArHOCTUKH

3amanne 88 IlanmenT - sxeHmmHa 45 et. )KanoObl Ha OBICTPYIO yTOMIIIEMOCTS, Cl1a00CTh,
yXyAlLIEeHUE MaMsITH U BHUMaHUs, ApoKaHue nanbleB pyK. OObeKTUBHO: AU3apTPUs,
TUIEPKUHE3bl, THTEHIIMOHHBIN TpeMop. JlabopaTopHO: runouepyioniasMuHeMus,
TUN0aTbOYMUHEMHUSL.

1)IIpennonoxuTenbHblil TUarHo3s.

2)MeTo il JieueHUs U peaduIuTaIus

Omanon omeema:

1) E 83.0 bone3ns Bunbcona-KonoBanosa

2)- lnera Ne 5 — ¢ orpaHn4eHueM Mean 0 1 MI B CYTKH — HCKJIIOUYEHHUE [OKOJIa/1a, OPEXOB,
CyXO(pyKTOB, paKkoB, [IEUEHH, LIETbHON MIeHUIIb. [laToreneTnueckoe reueHre HanpaBieHo Ha
BBIBEJICHHE MEJIM U3 OpraHu3mMa. JJig 3Toro mpuMeHs0TCS KOMITJIEKCOOOpa3yIoIiue COEeMHEHMSL:
THOJIBI, MeHUIMIIaMuH. [Ipyu MakcuManbHO paHHEM Havalie Tepanuu MporHo3 OJaronpusITHHIH,
yiydiraercst obmiee camouyBcTBHe, CHIKAaOTCS ypoBHU AJIT u ACT B CBIBOPOTKE KPOBH,
YMEHBIIIAETCS BEIPAKEHHOCTh TeMaTuTa U CTeaTo3a B TKaHU MeYeHH, (puoOpo3 mpakTUIeCKHu He
nporpeccupyert. B ciiydae no3aHero Hayana Tepanuy NporHo3 MeHee omaronpusten: Bo3MoxkHbI
JeKOMIICHCAIlUsI LUPPO3a NIEUYEHH, pa3BUTHE (PyTbMHUHAHTHOM MEYEHOYHOM HEAOCTATOYHOCTH,
MIPOrPECCUPOBAHNE HEBPOJIOTHYECKONH CUMITOMATHKY, JIETATbHBIN UCXO/I.

3ananue 89 IlamueHT - HOBOpOKIeHHBIH, HanpasyieH B MI'K s o6¢cnenoBanus B CBS3U C
noBeieHueM ypoBHsa HeoTTI'-184,4 MxEn/mn, perectTTI-291,2 mxEn/mn. O6bekTuBHO: Macca
tena 4200r, koxka cyxasi, MacTO3Has, KeNTYIIHAs, TUI0 OTEYHOE, A3bIK OOJIBIION, OTEKU KHCTEH
H CTOII, TOJIOC HUZKHIA.
DIIpennosioKuTeNbHBIA TUArHO3.
2)MertobI JIedeHHs U AUCTIAHCEPHOE HAOIIOICHHE.
OTajoH OTBETA:
3) BpoaeHHBII IEPBUYHBIN THIIOTHPEO3
4) KoHcysbTalyst TeHETHKA C YTOUHCHHUS T€HETHUECKOM STHOJIOTHH 3a00ieBaHust; 1i roj
TTT u T4 cBoboansit 1p/2-3 Mec., [Tocne kaxxaoro nsMeHeHus 10361, KOHTpoas TTT
yepes 2 mec; Y3U cpasy nmocne mocTaHOBKH AuarHosa, nanee 1p/B 1-2 roaa; oneHka
TUHAMHKHU pocTa; cuunturpadus LK



3amanue 90 INanuenT - neBouka 3 net. )KanoObl Ha MOBBIICHHYIO YTOMIIIEMOCTh, OJ1€THOCTD,
rOJIOBOKpY)KEHHE, CHIDKeHUE anneTuTa. OObeKTUBHO: JIeTKasi UKTEPUYHOCTh KOXKU U CKIIEp,
0011 IPEUMYIIIECTBEHHO B JICBOM M0ipedepbe, cruieHoMeranus. B ananuse kposu - Hb-75 /i,
Op-2,9, LI1-0,9, Per-52%, neiik-10,2, 3-2, n/1-4, ¢/s1-52, mumd-37, CO3-20. 13 anamHe3a: MaTh
3[I0pOBa, y OTLA MEPHOAMYECKH OTMEUYAETCS )KEIATYITHOE OKPAITMBAHUE CKIIEP.

1)IIpenrnonoxuTenbHblil TUarHos.

2)Meronpl eUeHUS .

Omanon omeema:

3) Tamaccemus

4) Tpaucdy3noHHas Tepanus (IepeTUBAHUS SPUTPOLIUTHON MACChI) IO TOKA3AHUSIM.

XenatopHast Tepanus (Ha yiajdeHue U30bITKa JKenne3a u3 opranusma). TpaHcraaHTanus
reMOIIOATUYECKUX CTBOJIOBBIX KJIETOK CIIEHIKTOMUS

3amanne 91 IanneHT - HOBOPOKAeHHAsS 1eBOYKa. OOBEKTHBHO: TUTIEPTEIOPU3M, KITFOBOBUIHBIN
HOC, aCUMMETpHs Yeperia, HU3KO pacloJIoKeHHbIE Je()OPMUPOBAHHBIE YIIIHbIE PAKOBUHBI C
MIPEApUKYJIbPHBIMU CKIIAJaMU, 33JIep>KKa ICUXOMOTOpHOro pa3sutus. Ha Y3U - runomnasus
MTOYKH.

1)IIpennonoxuTenbHblil TUarHo3.

2) MeToibl TUarHOCTHKHU.

Omanon omeema:

1)Cunapom Bonbda-XupmxopHa
2) KOHCYJbTAllMs Bpaya-TeHETHKA C 1IeJIbI0 pacyeTa N'eHETUYECKOTO PUCKA B CEMbE, aHAIN3a
POJOCTOBHOM M 0OCYXICHHS BO3MOYKHOCTEH PEHATAILHON JUArHOCTUKH

3amanne 92 INanueHt - myx4uunHa 53 net. )KaoObl: Ha ©I3MEHEHHE TTOXOKU U TTOYepKa,
HETIPOM3BOJILHBIC IBIXKCHUS pyKaMH U T0JIOBOH. OOBEKTHBHO: XOPEUYECKUE TUTICPKUHE3BI
KOHEYHOCTEH, YCUIIMBAIOIIHUECS TPHU IIeJICHAIIpaBiIeHHOM aeicTBuu. [loxoaka HeyBepeHHasl,
IIapKaromas, pedb 3aTpyaHeHa. PogocioBHas oTsromieHa no JUHUU MaTepHu B 3X MOKICHHUSIX.
D)IIpenmnosioKuTeIbHBIA TUATHO3.
2)MeTo bl peabuIuTany 1 IpoGUiIakTHKa
Omanon omeema:
1)bone3ns ['eHrTuHrTOHA
2) BpadoM - HEBPOJIOTOM MTPOBOAUTCS JICUCHHE (TSI KOPPEKIIUH XOPEH - IPUMCHCHHE
HEWPOJICNITUKOB, TeTpaOeHA3MHA WIIM KJIOHA3eIama, Ul KOPPEKIUK TucToHuu - JIOK,
UHBEKIUU OOTYIMHUYECKUM TOKCUHOM; JUIsl KOPPEKIINH Pa3Ipa>KUTEIbHOCTH -
HEWPOJICNITUKU, MHTHOUTOPHI 0OpAaTHOTO 3aXBaTa CEPOTOHUHA; ISl KOPPEKITUU
OpaAMKUHE3UU U aKWHETHUKO-PUTHIHOTO CUHPOMA- JIEBOIOMA MM aMaHTaIuH).
2) KOHCYyJbTAIlMs Bpaya-TeHETHKa C IENIbI0 pacueTa TeHeTHYECKOrO PHCKa B CEMbE, aHAIHM3a
POIOCIIOBHOM U 00CYKIEHHSI BO3MOKHOCTEH MPeHaTalbHON JUArHOCTUKH

3ananue 93 Ilanuent - HOBOpokAeHHBIH, HanpasyieH B MI'K mi1st oGcneioBanus B CBSI3U €
noBeIlIeHHEM ypoBHSA HeoDA-3,6Mr%, perect DA-6,44Mr%. OOBEKTUBHO: (PEHOTUTTUYECKH O€3
CUTHAJILHOM JHCIIACTUKH.

)IIpennonokuTenbHbli 1UarHo3.

2)Meto bl PO PUITAKTHKH

Omanon omeema:



1)®eHunkeTonypus
2) KOHCyJbTallMsl Bpaya-T€HETUKA C LEJIbI0 pacueTa FTeHETUYECKOIO PUCKa B CEMbE, aHAIM3a
POJIOCIIOBHOM 1 00CYXKICHHSI BO3MOKHOCTEH MPEHATATBHONW TUArHOCTHKHI

3amanne 94 IanuenTka 32 ner. X)Kano0 He NpeabsBIsET, HAIPABJIEHA AKYILIEPOM -THHEKOJIOTOM
JUIS OLIEHKU PUCKa I10 pe3ysibTaTaM IpeHaTalbHOro cKkpuHuHra 1 tpumectpa. lannas Oep - 14,
cpok 16-17 nen. Pe3ynbrarsl mpeHaTaIbHOTO CKpUHUHTA 1 TpuMecTpa: Y 3-uccieaoBaHue -
oepem 12nen, KTP-49, UHCC-157, TBII-2,3, K0cTH HOCAa BU3YaTH3UPYIOTCS, KDOBOTOK B
BEHO3HOM IPOTOKE-PEBEPC; CHIBOPOTOUHBIE MapKephl - ypoBeHb PAPP-A-0,53MoM, B-XI'U-
2,87MoM, UTOTOBBIN HHIMBHUIYaTbHBIN pUCK 1O Tprcomun 21 - 1:90.

1)IIpennonoxuTenbHblii TUarHos.

2)MeTtobI TPOPHUIAKTUKH

Omanon omeema:

1) 035.1. XpoMocoMHBIE aHOMAJIMH Y TJ10/1a (IIperoiaracMple), TpeOyromme

MIPEIOCTABIECHUS MEAUIIMHCKONW TOMOIIIM MaTEpH.

2) NHBa3uBHas NpeHaTalbHas JUArHOCTHKA KOHCYJIbTAIlUs Bpaua-reHeTHKa C LEebIo

pacuera TeHeTHYECKOTO pUCKa B CEMbE, aHaJIN3a POJAOCIOBHOM U 00CYKIECHUS

BO3MOYKHOCTEW MpPEeHATAIbHON AUArHOCTUKH

3amanue 95 INamueHT - pedeHOK 4X jeT. XKanoOsl Ha yBeIMUEHUE )KUBOTA, OTCTABAHUE B
NCUX0(U3NIECKOM Pa3BUTHH, MATKYIO MOXOAKY, cyapoporn. O0bekTuBHO: 98/14, 60mbIIoin
KHUBOT, T€MaTOCIUIEHOMETaJIHsl, MbIII€YHAs! TUIIOTOHUS, aTaKCHSL.

1)IIpenmnonoKuTeabHbIA UarHo3.

2)Meto 16l MpoHUTAKTUKH .

Omanon omeema:

1) bone3nr Humanna — [uka

2) KOHCYJbTAIlMs Bpaya-TeHETUKa C IEJIbI0 pacueTa TeHeTUYECKOro PHCKa B CEMbE, aHAIHM3a

POJIOCIIOBHOM U 00CYKICHHSI BO3MOKHOCTEH MPeHaTaIbHOW JUarHOCTUKH -BrisiBiieHUs

xapakTtepHbix MyTanuii B reHax SMPD1, NPC1 u NPC2

3amanne 96 IlanueHT - HOBOpokAeHHBIHN, HanpaBieH B MI'K miis o6cnenoBanus B ¢BsI3u ¢
noBeileHuEM ypoBHS HeoDA-3,6Mr%, perect PA-6,44Mr%. OOBEKTUBHO:
(heHOTUTINYECKH 0€3 CUTHAJIBLHOM JUCIIACTHUKH.

DIIpennonoxutenbupiii quaraos: MKb-10:

2)MeTo 16l TpoHUTAKTUKA

Omanon omeema:

1) E70 ®enunnkeronypus

2) KOHCYyJbTAIlMs Bpaya-TeHETHKA C IENIbI0 pacueTa TeHeTHYECKOrO PHCKa B CEMbE, aHAIHN3a

POJIOCIIOBHOM U 00CYXKISHHSI BO3MOXKHOCTEH MpeHaTaIbHOW JUArHOCTUKH

3ananue 97 IlaunenTka 37 ner. )Kano0 He npeabsBIsIET, HANIPaBJIeHa aKylLIEPOM-THHEKOJIOTOM
JUISL OLIEHKU PUCKa TI0 pe3yJbTaTaM IpeHaTaJbHOro ckpuHuHra 1 tpumecrtpa. Jlannas 6ep -51,
cpok 14-15 Hen, mpoTekaeT ¢ yrpo30ii mpepbIBaHus, MOJy4aeT MEIUKaMEHTO3HYIO TEPAITHIO.
PesynbpTaThl npeHaraibHOro ckpuHUHra 1 TpuMectpa: ¥Y3-uccnenoBanue - 6epem 13uen, KTP-
67, HCC-156, TBII-3,1, kocTi HOCa BU3yaIU3UPYIOTCS; CBIBOPOTOYHBIE MAPKEPHI - YPOBEHb



PAPP-A-0,54MoM, B-XI'Y-0,35MoM, UTOTOBBII MHANBHUIYAIbHBIH PUCK 110 TpUcOMUH 21 -
1:50.

1)IIpenrnonoxuTenbHplii TUarHos.

2)Metop! TpoPUITAKTHKH.

Omanon omeema:

1) 035.1. XpoMocoMHbBIE aHOMAJIMH Y I1J10/1a (IIperoiaracMpIe), TpeOyromme
MIPEOCTABICHUS MEAUIIMHCKONW TOMOIIIY MaTEpH.

2) HBa3uBHas NpeHaTalbHAas JUArHOCTUKA KOHCYJIbTAlUs Bpaua-reHeTHKa C LEbI0
pacuera TeHeTHYECKOTO PUCKA B CEMbE, aHAIIN3a POIOCIOBHOM U 0OCYKICHHS
BO3MOKHOCTEH IIPEHATAIBHON JUArHOCTUKHU

3amanue 98 IanmeHT - myxunna 23 set. J)KaaoObl Ha IEPUOTUYECKUE MydUTEIbHBIE 00 1
MOKEHHUE B KHCTSAX U CTOTIAX, MOBBIIICHUE TeMIEpaTypshl 10 37,2-37,4, CHIIbHYIO yCTaJIOCTh U
cnabocte. [Ipu ocMoTpe B 001acTH MynKa BU3YaAIHM3UPYyeTCs aHTHOKepaToMa. JlabopaTopHo
TUIOXPOMHAsi MUKPOLIMTapHAas aHEMUSI.

1)IIpennonoxuTenbHblil TUarHo3.

2)Metoab! TPOPUITAKTUKH.

Omanon omeema:

1) E75.2 Gone3np @abpu
2) KOHCYNIbTaNUs Bpadya-TeHETHKA C I[eNbI0 pacyeTa FTeHeTHYECKOTO PHCKA B CEMbE, aHAIN3a

POJOCIOBHOM M 0OCYXICHUSI BO3MOXKHOCTEH MpeHaTabHOU quarHoctuku. JJHK-
JIMarHOCTHUKA Ha HaJlMuue Mmyrauuii B rene GLA

3amanne 99 INanment — peGeHok 6 Mec, Mmacca npu poxaecHuu-4400r, gmraa S4cm. OOBEKTUBHO:
MHUKponedanus, MaKporIoCcCus, CITICHOMET AT

D)IIpenmnosioKuTeIbHBIA TUATHO3.

2)MeTo 161 Tpo(HUITAKTHKH.

Omanon omeema:

1) Q87.3 Cunnpom bekButa-Bumemana
2) KOHCYJIbTAIUs Bpada-TeHETHKA C IIEJIbI0 pacueTa F’eHETHYECKOTO PUCKA B CEMbE, aHaJIn3a

pOI[OCJ'IOBHOfI u O6CY)I(,Z[€HI/I$[ BO3MOJKHOCTEH HpeHaTaHBHOfI JANAardHoCTHKHU

3amanue 100 [NanuenT - pebenok 2x net. XKanoObl Ha 3aAePKKY MCUXO(PU3NIECKOTOM Pa3BUTHUSL.
OOBEKTUBHO: HU3KHI POCT, TEIOCIOKEHNE JUCTIPOTIOPIIMOHAIBHOE C OTHOCUTENIBHO JTUHHBIMU
KOHEYHOCTSIMU M KOPOTKHUM TYJIOBUIIEM, IPyObIE YepThI JIMIIA -3allaBlIee MePEHOChE, T'YCThIE
cpocrtrecst OpoBH, MOTHBIE TYObI, OOJBILION A3BIK, THIIEPTPUX03, KU(POCKOIHO3,
BOpOHKOOOpa3Has aedopmarius rpyaAHON KIETKH, OOJIBIION KUBOT, T€MAaTOCTIIIEHOMETANTHSL.

1)I[IpennonoKuTenbHbIi TUArHO3.

2)MeToAbl AUATHOCTHUKHU.

Omanon omeema.

1)Myxkomnoauncaxapui03
2) KOHCyJbTalMsl Bpaya-T€HETUKA C LEJIbI0 pacueTa TeHETUYECKOIO PUCKa B CEMbE, aHAIN3a

pO,Z[OCJ'IOBHOfI n O6C}’)KI[CHI/I}I BO3MOJKHOCTEH HpeHaTaHBHOﬁ JAUArHOCTUKHU

MK-3

3agaHus 3aKpbITOro THNA



3amanue 1. BpiGepute 01MH MPaBUIIbHBINA OTBET
CaHUTapHO-TUTHEHUYECKHE U IPOTUBOSIHIEMUYECKIE MEPOIIPUATHUS TIPOBOISTCS C LIEIBIO:
1) cBOEBpEMEHHOI0 OKa3aHHs HACCICHUIO MEIUIIMHCKON ITOMOIIN
2) COXpaHEHHs M YKPCIUICHUS 3J0POBbs HACEICHUS, a TAKKEe MPOMUIAKTHKH HH(EKIIMOHHBIX

3)
4)

5)

0oJe3Hel U IMKBHUIAIUY UEMHUYECKUX 0YaroB

HEJIOMYIIEHUs PACPOCTPpaHEeHUsI MHPEKIIMOHHBIX 00JIe3HEH

MIPEYIPEKICHNS BO3HUKHOBEHHUS M PACIPOCTPAHCHUS WH(OEKIMOHHBIX 3a00JIeBaHUN
Cpeau HaceJICHUI

Omanon omeema - HeAOMYLIEHUS PACIIPOCTPaHEHNsI NH(PEKIIMOHHBIX O0s1e3HEN

3ananue 2. BpiOepurte 0MH NIpaBUIbHBIN OTBET
Criennuyeckyro npopuIakTUKy HH(EKIIMOHHBIX 3a00J€BaHUI POBOIUT:

1)
2)
3)
4)
5)

MEIIUIIMHCKAs CITyk0a
KOMMYHaJIbHO-TEXHHUECKas CIIyX0a
KOMEHAHTCKas CIyx0a
MIPOTHBOIIOKAPHAS M MH)KEHEPHAs CITyk0a
CiTy0a TOPTOBJIA U MUTAHUS

Omanon omeema - MEAUIIMHCKAS CITy>K0a

3ananue 3. BpiOepute oAUH NpaBUIbHBIN OTBET
Jle3uH(ek1nio KBapTUPHBIX 0YaroB OCYILECTBIISET:

1)
2)
3)
4)
5)

MEIUITMHCKAs CITyXkO0a.
KOMMYHAaJIbHO-TEXHUUYECKas CIIyx0a
KOMEHaHTCKas CIyx0a
MIPOTHUBOTIOKAPHAS W HH)KCHEPHAs CITy»)0a
ciry>k0a TOPrOBIIM M ITUTAHUS

Omanon omeema - MEAUIIMHCKAS CITyK0a

3amanue 4. Beibepure o1H IPaBWIIHHBIA OTBET
Ecmu peructpupyrorcs moBTOpHBIE ciydau 3aboneBanuii OOU, caHHUTapHO-IMHAEMHYECKOE
COCTOSTHUE TEPPUTOPUHU OLICHUBACTCS:

1) HeycroiunBoE

2)
3)
4)
5)

HeOIaronpusTHOE
yIIOBJIETBOPUTEIILHOE
Ype3BbhIYAHOE
HEYIOBJIETBOPUTEIILHOE

Omanon omeema - HCYIOBJICTBOPUTCIIBHOC

3ananue 5. BriOepuTe 0MH MPaBUIIbHBINA OTBET
Omnpenenenne «1e3uH(EKIND CAUTACTCS BEPHBIM:

1)
2)
3)
4)

5)

YHUUYTOKEHHE HACEKOMBIX MEPEHOCYNKOB MHPEKIIMOHHBIX 00Je3Hel

YHUUYTOKEHHE TPHI3YHOB — HCTOUYHUKOB BO30yuTeNel MHPEKIIMOHHBIX O0Ne3Hen
YHUUYTOKEHHE B OKpYKaroIIel cpeae Bo30yauTeneil nH(GEKINOHHBIX 00JIe3HEeH
W30JSIUMOHHBIE W INPOTHUBOSIMUACMUYECKUE  MEpPOIPUATHS, HAIPaBICHHbIE  Ha
JIokanu3anuio 1 muksuaanuo OBl

OTPAaHUYUTENbHBIE  MEPONPHUATHS W YCHICHHOE  MEIUIIMHCKOEe  HaOIoJeHHeE,
HaIpaBJICHHbIE HA MIPEIyNPEeKIeHIE paCIPOCTPaHEeHUs NH(DEKIIMOHHBIX O0JIe3HEH.

Omanon omeema - YHUYTOXKEHHE B OKPYKAIOIICH cpelne Bo30ymuTeneii HMH(EKIIMOHHBIX
OoJse3Hel

3ananue 6. BpiGepute 0MH NPaBUIbHBINA OTBET
ABapuitHo-criacaTenbHble CITy>KObI M OPMUPOBAHUS CO3/IAI0TCS Ha



1) TlocTosiHHOM OCHOBE
2) Bce oTBeThI IpaBUILHBIC
3) Bce oTBeTHI HEMPaBUIIbHBIC
4) KOHCTUTYLIMOHHOW OCHOBE
5) TI'ymaHuTapHOi OCHOBE
Omanon omeema - 1locTOSIHHON OCHOBE

3ananue 7. BpiOepurte oMH NpaBUIIbHBIN OTBET
OmnpeneneHne «Ie3NHCEKIND» CIUTACTCSI BEPHBIM:
1) yHHMYTOXEHHE HACEKOMBIX MEPEHOCUYNKOB HHPEKIIMOHHBIX 00JIC3HEH
2) YHWYTOXXCHHUE IPHI3YHOB — HICTOYHHKOB BO30OYAUTENCH HHPEKIIMOHHBIX 00JIC3HEH
3) yHUUTOXXCHHE B OKpyXawllel cpeae Bo30yauTened MHQPEKIMOHHBIX —00Je3HEeH
W30JIAMOHHBIE W TPOTHUBOSIUIEMHUYECKHE  MEPONPHUSTHs, HampaBlICHHbIE Ha
JIokanu3anuio 1 mmksuaanuo OBl
4) orpaHWYHUTE]bHBIC  MEPONPUATHS W  YCHJICHHOC  MEAWIIMHCKOE  HaOJIOJCHUE,
HaIpaBJICHHBIEC Ha MPEIYPEXKJACHUE PACTIPOCTPAHEHUS HH(PEKIIMOHHBIX 00JIe3HEH
5) yHUUYTOXCHHE MATOTEHHBIX BUPYCOB
Omanon omeema - yHUYTOKEHUE HACEKOMBIX IEPEHOCYMKOB NH(PEKIIMOHHBIX O01e3HEH

3ananue 8. BpiOepurte 0MH NpaBUIbHBIN OTBET
CaHUTapHO-TUTHEHUYIECKOE COCTOSIHHE TEPPUTOPUH MOKET OBITh:

1) yIOBIETBOPUTEIHHBIM U HEYIOBICTBOPUTEILHBIM

2) 0naromoJy4HbIM U HEYCTONUUBBIM

3) HeOIaromoayYHBIM U YPE3BBIYANHBIM

4) XOpOIIUM, YIOBJICTBOPUTEIHHBIM, TIOXHM

5) OTJIMYHBIM, YIOBIECTBOPUTEIHHBIM, HEYIOBICTBOPHTEIbHBIM
Omanon omeema - yIOBIETBOPUTEIbHBIM U HEYJOBIETBOPUTEIHLHBIM

3amganne 9. Bribepure oAWH MpaBHIIbHBINA OTBET
Ompenenenue «aepaTu3alius CUNTAeTCs BEPHBIM:
1) YHHYTOKEHHE HACCKOMBIX - IEPEHOCUYUKOB HH(EKIHOHHBIX OOJIC3HCH
2) YHHYTOXXCHHE TPHI3YHOB — HCTOYHHMKOB BO30yauTeeil MH()EKINOHHBIX O0JIe3HEH
3) YHHYTOXXCHHE B OKpY)KAIOMLICH cpene Bo30yauTeneil HHPEKIUOHHBIX 00JIe3HElH
4) W30JAIMOHHBIC M HPOTHBOSIHIAEMHUYECKHE  MEPOIPHUATHS, HalpaBlICHHBIC  Ha
Jnokanu3anuio U Juksuganuo OBl
5) orpaHWYHMTENbHBIC MEPONPHITHS M YCHJICHHOE Me[. HaOII0JCHHE, HalpaBJICHHbIC Ha
MpeaynpexaeHnue pacpocTpaHeH sl HHPEKIIMOHHBIX 001e3Hel
Omanon omeema - yHUYTOKEHUE TPHI3YHOB — HICTOYHUKOB BO30yAUTENeH NHPEKITMOHHBIX
0one3Hen

3ananue 10. BpiOepute 0IMH NMPaBUIBHBIN OTBET
OCHOBHBIMH CIIOCOOAMHU NIPOBEICHUS I€3UHCEKIINN SBIISIOTCS:
1) OHOJOTUYECKUH U XUMUICCKHUIT
2) XUMHUYECKUH U PU3NIECKHUi
3) ¢usnueckuii u OUOTOTUUCCKUI
4) MeXaHWYEeCKUI U XUMHUYCCKUI
5) Tepmuueckuii u OHONOTHYCCKHIA
Omanon omeema - TEpMUYECKUNA U OMOJIOTUUECKUI

3amanue 11. Bribepure ouH NpaBUIbHBINA OTBET
OCHOBHBIM TNPHUHLMIIOM OpPraHU3allMd CAHUTAPHO-TIPOTHUBOIMHIEMHUUECKOTO0 OOecTedeHus
HaceneHus B YC sBnsercs:



1) rocymapcTBEHHBIH XapakTep CaHUTAPHO-IIMHICMUOJIOIMYECKON CIYXKOBbI, MOCTOSHHAS
TOTOBHOCTh €€ CHJI U CPEACTB K CAHUTAPHO-TIPOTHBOAMHIEMHYECKOMY O00ECIeUeHUIO
HaCETICHUS

2) eIWHBII MOJX0/] K OpPraHu3allii CAaHUTAPHO-ITPOTUBOIIHIEMUISCKUX MEPOIIPUSTHI

3) nuddepeHIUPOBAHHBIN MOIX0 K (POPMUPOBAHUIO CHJI U CPEIICTB

4) B3aUMOJCHCTBHE C OPraHAMU U YUPEHKJACHUSIMHU JIPYTUX BEIOMCTB

5) oOydeHue HACEICHUS IOBEACHHIO B 04arax XUMUIECKOTO U PaIHOJIOTUUECKOTO 3apaKeHUS

Omanon omeéema - TOCyTApPCTBEHHBIN XapaKTep CAaHUTAPHO-IUIEMHUOJIOTHIECKOM CITyKOBI,
MIOCTOSIHHASI TOTOBHOCTB €€ CHJI M CPEJICTB K CAHUTAPHO-TTPOTHBOSIHIEMHYECKOMY
00eCIeueHNIO HaCeIeHHs

3ananue 12. BoibepuTe 0/1uH NPaBUIBHBIA OTBET
K texHoreHHsIM katacTpodaM OTHOCST
1) TpaHCHOpPTHBIE U TPOU3BOJICTBEHHBIC KATACTPO(BI
2) BCE OTBETHI MPABUJIbHBIC
3) BOIHBI
4) Teppopusm
5) semueTpsiceHus
Omanon omeema - TPAaHCIIOPTHBIE U IPOU3BOJICTBEHHBIE KaTaCTPODEI

3ananue 13. BriGepute 0/1uH NpaBUIBHBIA OTBET
OCHOBHBIMH CITIOCOOAMHU TTPOBEACHUS JCPaTU3AIUH SBIISIOTCS:
1) OMOJIOTHYECKUI U XUMHUYCCKHI
2) XUMHYECKHH U PU3UIECKUI
3) ¢dusnueckuii U OMOIIOTHYECKUI
4) MexaHWYEeCKHH U XUMHUYCCKUI
5) TepMuUeCKHii U OMOIOTHUECKUI
Omanon omeema - MEXaHUYECKUI U XUMHYECKUI

3amanue 14. BeiObepute 0MH MPaBUIBLHBIN OTBET
B xoMOuMHUPOBaHHOM OYare 3apakXeHHsl CAaHUTapHas 00pabOTKa KaKuX 3apaKEHHBIX IPOBOJAUTCS
B [IEPBYIO OYepeb:
1) szapaxénnsic PB
2) s3apaxéunsie OB
3) 3apaxénnsie bC
4) Bce OTBEThI IPABHIILHbIC
5) sapaxkénubie 0c000 OMacHBIMU HH(DEKIIUIMU
Omanon omeema - 3apaxénnoie OB

3ananue 15. BpiOepuTe 0JIMH NMPaBUIBHBIN OTBET
K conmansasiM UC oTHOCST
1) aBapuu Ha TpaHCIOPTE
2) cenu
3) TaiidyHbI
4) Teppopu3M, HAPKOMAHUS, OOIIECTBEHHbBIC OECTIOPSIIKH
5) TpaHCHOPTHBIE KaTacTPOQbI
Omanon omeema - TEPPOPU3M, HAPKOMAHUS, OOIIECTBEHHbIE OECTIOPSAKU

3amanue 16. Bribepure 0uH NpaBUIbHBINA OTBET
OCHOBHBIMHU HAIPABICHUAMH JIEATEIBHOCTH CAaHUTAPHO-TIPO(UIaAKTUYECKHX (HOPMUPOBAHUM IO
CaHUTAPHO-TUTMEHUYECKOMY U IPOTUBOAHIEMHUUECKOMY 00ECIICUEHUIO SIBIISIOTCS:

1) npoBeneHHE OPraHU3AMUOHHBIX H HHKEHEPHO-TEXHHYECKUX MEPOTIPHSTHIHA



2) OCYIIECTBJIICHHE KOHTpOJIA 3a IMPOBEJACHUEM CHelM(PUUSCKOW | Hecmenu(pUIeCKOH
MpoQHIAKTUKHA WH(DEKIIMOHHBIX 3a00IeBaHMIA
3) obecrneueHre KOHTPOJIS 32 TOTOBHOCTBIO JIAOOPATOPHOM 0a3bl
4) mojepKaHUe MOCTOSHHOW TOTOBHOCTH CHCTEMBI YIIPABJICHHMS, CHUJI U CPEICTB K paboTe B
YC no caHUTapHO-TUTHEHUYECKOMY U TIPOTUBOSITHIEMUIESCKOMY 00CCIICUCHHUIO
5) yuacTHe B TOCYAapCTBEHHOM SKCIEPTU3E B 00JACTH 3aIUThI HACSJICHUS U TEPPUTOPHIA
Omanon omeema - NOJICP)KaHUE TIOCTOSHHOM TOTOBHOCTH CUCTEMbI YIIPABICHUS, CUJI M CPEJICTB
K pabote B UC 110 cCaHUTapHO-TUTHCHHUYSCKOMY U IIPOTHUBOIIMUIACMUIECKOMY 00CCIICUCHHUIO

3ananue 17. BblOepuTe 0J1MH IPaBUIBHBIA OTBET
Onpenenenne «KapaHTUH» CUYUTAETCS BEPHBIM:
1) yHHMYTOXEHHE HACEKOMBIX MEPEHOCUYNKOB HHPEKIIMOHHBIX OOJIe3HEH
2) YHUYTOXCHHUE IPHI3YHOB — HCTOYHHKOB BO30yAUTENCH MH(EKIIMOHHBIX 00JIe3HEH
3) YHUUTOXCHHE B OKpPYXKAIOIIEH cpelie BO30yanuTeNnei HHPEKIMOHHBIX 00JIe3HEeH
4) W3ONAIMOHHBIE W  MPOTHBOANUACMHUYCCKHE  MEpOTPHUATHS, HANpaBICHHBIE  HA
JIOKAIN3alUI0 U JTUKBHUIAIMIO 04ara 0co00 OIacHOTo 3a00JIeBaHUs
5) orpaHWYHMTENbHBIC MEPONPHITUS M YCHJICHHOE Me[. HaOIOJCHUE, HAIpaBJICHHBIC Ha
MIpenynpexaeHrue pacpocTpaHeH!s] HHPEKIIMOHHBIX 00JIe3HEH.
Omanon omeema - U30ISALUOHHBIE U MPOTUBOSIUIEMUYECKUE MEPOTIPUATHUS, HAIIPABJICHHbIE Ha
JIOKAJIM3AILMIO U JINKBUIAIAIO 0oYara 0co00 0omacHoro 3a0ojeBanus

3ananue 18. BribepuTe 01uH NpaBUIBHBIA OTBET
OCHOBHBIMH 33J]a4aMU CAaHUTAPHO-3ITHICMHOJIOTHUSCKOTO HA/I30pa 3a CAHAMUA00CTAaHOBKOW Ha
MYHUITUTIATEHOM YPOBHE SIBJISTFOTCSI:
1)  ocymiecTBICHHE  CAHUTAPHO-JIHAEMHOJOIMYCCKOrO0  Hag3opa  3a  OObEeKTaMu
BOJIOCHAOKEHMSI, TUTAHMS, aHAIIN3 3200JI€BaEMOCTH MH(DEKITMOHHBIMH 3200 ICBAHUSIMHU
2)  oOyueHHe HACEICHHs I[TOBCACHHIO B oOYarax XHMHYECKOTO M PaIHOJIOTHYCCKOTO
3arps3HEHUs
3)  mpoBeJeHHE MU300TOJOTHUYECKOT0 MOHHUTOPHHTA
4)  mpoBeJcHHE BHEIUIAHOBON MMMYHHU3AIHH
5)  yuacTHe B IPOEKTUPOBAHUH 0OBEKTOB
Omanon omeema - OCYIIECTBICHUE CAHUTAPHO-IIHUACMHOJIOTHYECKOTO HaJI30pa 3a 00BEKTaMH
BOJIOCHAOKEHMSI, TUTAHMS, aHAJIN3 3a00J1€BaeMOCTH MH(DEKITMOHHBIMH 3a00JI€BAHUSIMHU

3amanue 19. Beibepure 0MH MpaBUILHBINA OTBET
Omnpenenenue «oOcepBalys CIUTACTCS BEPHBIM:
1) yHHYTOKEHHE HACEKOMBIX NMEPEHOCUYNKOB HHPEKIIMOHHBIX OOJIe3HEH
2) YHUYTOXCHHUE IPHI3YHOB — HCTOYHUKOB BO30OYAUTECH HH(EKITMOHHBIX 00JIC3HEH
3) YHHUUTOXCHHE B OKpPYXKaIOIIel cpelie BO30yanuTenei HHPEKIIHOHHBIX 00JIe3HEH
4) W30JAIMOHHBIE M IPOTHBOSIHIEMHUYECKME  MEPOIPHUATHS, HalpaBlICHHBIC  Ha
JIOKAJIM3AIUIO ¥ JIMKBUJIALIAIO o4Yara HHPEKIIMOHHOTO 3a001eBaHuUs
5) MemunmHCKOE HAOIIOAECHHE 32 H30IMPOBAHHBIMHU B CIICIIHATEHOM
Omanon omeema- METUITMHCKOE HAOIIOICHUE 32 N30JIMPOBAHHBIMY B CIIEIIUATHLHOM MOMEIIEHUH
3JI0POBBIMH JIFOJIbMU, UMEBIIUMHU KOHTAKT ¢ OOJILHBIMH 0CO00 OMacHBIMU

3ananue 20. Bribepure 0 UH NpaBUIbHBINA OTBET
VYKa)XuTe OCHOBHBIE JIEMEHTHI CAaHUTapHO-00MbIBOUHOTO IyHKTa (COIT)
1) cxaj 3apakEHHOM OJIEKTbI
2) rapax
3) TPOIYKTOBBIH CKIIa]
4) cxiaj roprouecMazouHbIX MaTepUalioB



5) KOHTpOJILHO-PACHIPEACTUTEIbHBIA  MYHKT, IUIOIIAJKa YaCTUYHOW  CICHUATbHOM
00paboTKH, TIIONIA/IKa YACTHYHON CHeMaIbHOI 00paboTKH, 0OMBIBOUYHAS
Omanon omseema - KOHTPOIBHO-PACIPEACTUTEIBHBIN TyHKT, IUIOIIAKa YACTUYHOH CHIeUaIbHOMI
00paboTKH, TIIOLIA/IKa YACTHYHON CHeMaIbHOI 00paboTKH, 0OMBIBOUHAs

3ananue 21. BbiOepuTe 0/1uH IPaBUIIbHBIA OTBET
Pesxxum oOcepBary BBOJUTCS Ha CPOK:
1) Ha jBa MHKYOAIIMOHHBIX MIEPUO/IA COOTBETCTBYIOLIETO HHPEKIIMOHHBIX 3a00JICBAaHUI
2) ¢ MOMEHTa H30JIMHM MOCIEAHEr0 OOJBHOTO W OKOHYaHMs AC3MHQPEKIMU B OdYare
3apaKeHUs
3) Ha MaKCUMaJbHBI WHKYOAI[MOHHBIH IEPUOJ COOTBETCTBYIOLIETO HHMEKIIMOHHOTO
3a00J1eBaHUS
4) Ha 0JIMH MHKYOAIMOHHBIN Mepro.T HHPEKIIMOHHOTO 3a00JIeBaHUs
5) Ha aBe Hemenu
Omanon omeema - Ha MaKCUMaJbHBIN MHKYOAIIMOHHBIHN NEPUO]T COOTBETCTBYIOLIETO
MH(EKITMOHHOTO 3a00JIeBaHUs

3ananue 22. BpibepuTe 0J1MH NPaBUIBHBIA OTBET
OCHOBHBIMH 33JJauaMi CAHUTAPHO-3IHIEMHOJIOTHUYECKOT0 HaJ[30pa Ha 00bEKTOBOM YPOBHE
SIBJISIFOTCSL:
1) moxaroToBka oOIIEH MPAKTHKH MO BOMPOCaM OCOOCHHOCTEH paJHallMOHHBIX MOPaKECHHH,
oTpaBiieHHI U nHpekunoHHou natojoruu B UC
2) mepeBoJ OOBeKTa Ha peXuM padboTel B ycnoBusix UYC, opranuszanusi padoThl
CIELMAIU3UPOBAHHBIX (HOPMUPOBAHMIM OOBEKTa, 3allUTa IEPCOHANa, MaTepUAIbHBIX
CPENICTB, CIIEKEHHUE 3a COCTOSIHHEM 3JI0POBbsi U PabOTOCTIOCOOHOCTH pabOTarONIMX Ha
00BEKTE
3) KOHTPOJIb 3a TPYAOBOM JTUCIUILUTHHOMN
4) mpoBeeHnE MPOPHUIAKTHUCCKUX MEI.0CMOTPOB
5) olleHKa OCBEIIEHHOCTH 00BbEKTa
Omanon omeema - nepeBo 00bEKTa Ha peKUM padboThl B ycioBusax YC, opranuzanus paboThl
CIELMAIU3UPOBAHHBIX (POPMUPOBaHHM 00BEKTA, 3aIIUTa

3amanue 23. BpiOepute 0MH NMPaBUIBLHBIN OTBET
Pexxum kapaHTHHA BBOAUTCS Ha CPOK:
1) Ha aBa MHKYOAIIMOHHBIX IIEPHOJA COOTBETCTBYIOMIETO
1) uH}EKIMOHHOTrO 3a00IeBaHuUs
2) ¢ MOMEHTa H3OJSIUH IOCICAHEr0 OOJBHOTO M OKOHYAHMS [IC3UH(PEKIHH B OdYare
3apaKCHHS
3) HAa MaKCHUMaJbHbIH HWHKYOAI[MOHHBIH IMEPUOJ COOTBETCTBYIOIIETO HH(MEKIIMOHHOTO
3a00J1€BaHU
4) na 10 gueit
5) Ha 1Be Hemenu
Omanon omeema - Ha MaKCUMANbHBIN HHKYOAIIMOHHBIH MEPUO]T COOTBETCTBYIOIIETO
MH(DEKIIMOHHOTO 3a001eBaHUS

3ananue 24. Bribepure 0UH NpaBUIbHBINA OTBET
VYKaxure BCIoMOraTesbHbIE 3JIEMEHThl CAHUTapHO-00MBIBOYHOTO IyHKTa (COII)
1) rapax
2) mojaBan
3) cKiaja roproye-cMa304YHbIX MaTepHaIoB
4) cximag 3apaxE€HHOW OAEXKIBI, CKIa] OOMEHHOrO (OHIA OJEHIbI, MEAUIUHCKAN ITyHKT,
XO3s5IIICTBEHHAsI KJIaJ0Bast



5) myHKT npuéma BepXHEH OJCKIbI
Omanon omeema - CKIal 3apaxEHHON 01K IbI, CKIIa]l 0OMEHHOTO ()OH/IA OCHK/IbI, METUITUHCKUI
IIYHKT, XO35MCTBEHHAsI KJIaJ10Basi

3amanue 25.. Beibepure 01H NpaBUILHBINA OTBET
VYxaxute UC npupoaHOro xapaxkrepa:

1) Tteppopuzm

2) SIUAEMUH

3) B3pBIBBI HA IIAXTE

4) yparasbl, 3eMJICTPSCCHUS

5) coiHeuHOE 3aTMEHHE
Omanon omeéema - yparansl, 3eMJICTPSICEHHS

MK-3

3agaHus OTKPBITOrO THIIA

3ananue 26. Bonpoc st cobecenoBanus. Pacckaxkure, Koraa OObsBISIOT PEKUM MOBBIILIEHHON
TrOTOBHOCTHU

Omanon omeema: PexxuM NMOBBIIIEHHOW TOTOBHOCTH OOBSBISIOT NMPU YXYIIIEHUH YKa3aHHOMN
00CTaHOBKH U MOJY4YEHUU MTPOTHO3HBIX TJAHHBIX O BO3MOKHOCTH BO3HUKHOBeHMs YUC.

3ananue 27. Bonpoc st cobecenoanus. Pacckaxute xorjga o0baBisior pexxum YC.
Omanon omeema: PexuMm 4Ype3BbIYaHON cUTyallMu OOBSBIAIOT NMpHU Bo3HHMKHOBeHHMH YC u
MIPUHSATHS MEp 10 €€ JIMKBHUIAIUU.

3amanwne 28. Bompoc mis codecenoBanus. Ckaxute, uTo o0o3HauaeT abopeBuarypa BCMK.
Omanon omeema: BCMK — 310 Beepoccuiickas ciry)k6a MeTMIIMHBI KaTacTpod.

3amanwne 29. Bonpoc mist codecenoranus. Hazosure 2-3 3agaun BCMK.

Omanon omeema: OcHOBHEIMHU 3agauaMu BCMK sasnsrorcs: -

BBISIBJICHHE MMOTEHIIUATBHBIX HICTOUYHUKOB YUC, MPOTHO3UPOBAHKE U OLICHKA Pa3BUTHS BO3ZMOKHBIX
MEJIMKO-CaHUTApHBIX TociencTBuii YC, opranu3aius IpoBeIeHUs] KOMIUIEKCAa MEPOTIPUATHI TI0
MEJIMIIMHCKOMN 3alllUTe HACEJCHUS; - OpPraHu3alus TUIAHUPOBAHUS MEPOINPHUATHA IO MEIUKO-
CaHUTapHOMY 00€CIIEUCHUIO HACEIICHHsI B 30HaX BO3MOXKHBIX UC;

pa3paboTKa ¥ BHEJIPEHHE B MPAKTUKY 3PABOOXPAHCHHS OPTaHU3AIMOHHBIX, METOIUYCCKUX U
Hay4HBIX OCHOB MEIUIIMHCKOTO obecrieueHus HaceneHnus B UC u apyrue.

3amanue 30. Bonpoc mis cobecenopanust. [lepeuncnure, 4to 00s13aHbI 3HATh U YMETH JeNaTh
Bpauu B ycioBusax YC.

Omanon omeema: Bpaun Bcex cnenuansHoctel mpu padote B UC 00s3aHbI:

- yMeTh OLEHUBATh OOIIYI0, MEIUKO-TAaKTUUECKYIO, CAHHTAPHO-3MUIEMHOIOTHYECKYIO,
paanalliOHHO-XUMHUYECKYI0 0OCTAaHOBKY M IIPOU3BOIUTH HEOOXOIUMBIE PACUETHI;

- 3HaTh TMEpPeYeHb OPraHU3alUOHHO-MEIUIIMHCKIUX MEPONPUATHH, KOTOphIE HEOOXOAUMO
BBINOJIHATH B OTHOIIEHUH ITOCTPAIAaBIIMX HA IOTOCIUTAIBHOM JTalIE;

- OBICTPO OpPraHMU30BHIBaThH U A(H(HEKTUBHO OCYHIECTBIATH MocTpaaaBiiuM IMII mo xu3HEHHBIM
nokazanusaM B ouare YC u B xoje sBakyanuu B JIITY;

- YMETh OPraHU30BBIBATH 3aIUTY MOCTPAAABIINX OT BO3ACHCTBUS mopaxaronux ¢pakropos UC u
KITUMaTHYEeCKUX (PaKTOPOB TEPPUTOPHH.

3amanue 31. Bompoc s cobecenoBanusa. Ha3oBHTe OCHOBHBIE MEpOIPHSATHS, KOTOPBIE
BBITOJTHAIOTCS B PeKUME TIOBCEHEBHOM ESITEIbHOCTH.
Omanon omeéema: B pexrMe NOBCEAHEBHON JEATEIbHOCTU BBITOJIHIIOTCS:



- TeKyllee IUIAHUPOBAaHWE B YaCTH pa3padOTKU IUIaHA MEIUKO-CAaHUTAPHOTO OOeCTeYeHUs
HaceneHus pu Bo3HUKHOBeHUH YC 1 0TpaboTKa €ro 3JIeMEHTOB B X0JI¢ y4eOHOH e TeIbHOCTH;
- oOyueHHE pa3MYHBIX KaTeroOpuil IepcoHajia 3apaBooXpaHeHus kK neiictBuasm B YC,
COBEpILIEHCTBOBaHUE (POPM M METOJJOB KOHTPOJISI €T0 TOTOBHOCTH;

- OpraHm3aIys ¥ OCYIIECTBICHUE HAOIIOICHUS 3a CPeoii OOUTaHHS HAcEIECHUS U 00CTaHOBKOM
Ha MOTEHIMAIBHO-OTIACHBIX 00BEKTaX;

- mporHozupoBaHue Bo3MOXHBIX UYC, omeHka uX wMacmTaboB ¥  MEIHKO-CaHUTAPHBIX
IIOCJIEICTBUM.

3amanue 32. Borpoc mist cobecenoBanmst. HazoBuTe 0OCHOBHBIE MEPONIPUSTHS, KOTOPHIE
BBIINIOJIHAIOTCA B PEKMME NOBBILIEHHON TOTOBHOCTH.

Omanon omeema: B pexymMe MOBBILIEHHOW TOTOBHOCTHU BBITIOIHSIOTCS:

- IpUBEJEHUE B TOTOBHOCTh OpPraHoB ympasieHus, cui u cpeacts CMK k nedictBusm B UC
(omoBemieHne W OKCTpPEHHBIM cOOp pykoBomsamero cocraa CMK, mepeBox ero Ha
KpPYIJIOCYTOUYHBIA peXUM pabOThl, YCHUJICHHE JEKYPHOIUCIIETYEPCKOUW CIYKOBI, CO3/1aHue
JIOTIOJTHUTEbHBIX ONEPAaTUBHBIX TPy, 00ecledeHne MOCIeAHUX TPAHCIOPTOM U CPEACTBaAMU
MOOUJIBHOM CBS3H);

- aHaJIu3 NpUYHH, OOyCIOBUBLIMX BBEJCHHE 3TOT0 PEXHUMA, MPOrHO3HPOBAHHE BO3MOYKHOIO
pa3BUTUS 0OCTAaHOBKH, pa3pabOTKa U MOArOTOBKA MPEUIOKEHHUH 110 TAKTUKE MUCTIOIb30BaHUS CHII
u cpeacts CMK;

- YTOUHEHHE TUTAaHOB MEJIMKO-CAHUTAPHOTO OOECTIeUeHHs HaceleHus, TutaHoB aeictBuil B UC u
OCHOBHBIX TTOJIO’KEHUH B3aUMOJICHCTBUA.

3amanne 33. Bonpoc mist cobecenoanus. [lepedncinte OCHOBHBIC MEPOTIPUATHSI, KOTOPHIC
BBINOJIHSIOTCS B pekuMe UC 1 IMKBUAALIMY €€ TTOCIIEeACTBUM

Omanon omeema: B pexume UC 1 TUKBUAALMYU €€ TTOCIEACTBUMN OCYIIECTBIISIIOTCS:

- OTIOBEIIEHUE U IKCTPEHHBIN cO0p repcoHana popmupoBanuii u yupexaeanii CMK;

- BeJICHHE MEIMIIMHCKOM pa3Beaku u cOop nHpopmaruu 06 odcraHoBke B paiione UC, ee orieHKa
Y TIOJITOTOBKA MPEIOAKEHHH 10 JTMKBUAALNN BO3HUKIIINX MEAUKO-CAHUTAPHBIX MOCIIECTBUI;

- BBEJCHHE B JICICTBUE IJIaHA MEIUKO-CAHUTAPHOTO OOECIeYeHHs] HACEJIEHUS TepPUTOPUi
(rurana nevictBuit Y3 B UC) 1 X YaCTHBIX IUIAHOB;

- HeMeieHHOe BbIBIKeHHE B 30HY UYC omepatuBHbix Tpynn MK, dopmupoBanmii u
yupexaeanii CMK;

- OIlepaTUBHOE MPOBEJCHHE JIeYeOHO-IBAKyallUOHHBIX MeponpusaThii nocrpagasmuM B YC u
npuBeaeHue B roroBHOCTh JIITY k ux maccoBomy nmpuemy;

- TpoBeleHHE CyNeOHO-MEAMIIMHCKONW SKCIEepPTH3bl NOrMOmuX (MpW HX HaIWYUU) U
OCBHIETEIHCTBOBAHUS MTOCTPAIABIIINX;

- IPOBEJICHNE CAHUTAPHO-TUTUEHUYCCKUX M MPOTUBOAUIACMUYCCKUX MeporpusiTuii B ouare YC.
3ananue 34. Bonpoc mist cobecenoBanus. HazoBure nprHIMIIBI MOOWIN3AIIMOHHOMN MTOATOTOBKH
U MOOWJIM3AI1H.

Omanon omeema: TlpuHnnamMu MOOWIM3AIMOHHON TOJITOTOBKM M MOOWIM3AIMH SBISIOTCS: -
[[EHTPATU30BaHHOE PYKOBOJCTBO;

- 3a011arOBPEMEHHOCTh, MIIAHOBOCTh M KOHTPOIIb;

- KOMIIIEKCHOCTE M B3aHMOCOTJIaCOBAHHOCTD.

3ananue 35. Bomnpoc st cobecenoBanus. Pacckaxkute, uto 0603Havaetr abopeBuatypa MII3.
Omanon omeema: MII3 — 310 MOOMIU3alMOHHAS TIOJrOTOBKA 37paBooXpaHeHus, Komrmekc
MEpPOTPHUATHI, HAIPaBJICHHBIX HA 00€CIIeYeHHE TOTOBHOCTH MEUIIMHCKUX YUpExkKICHUH K paboTe
U OKAa3aHUI0 MEAULMHCKOM NOMOIIM HACEJIEHUIO B YCIOBUSAX BOECHHOIO BpeMeHH. JlaHHOe
HampaBlieHHe paboThl SBISIETCA OJHUM W3 BAXKHEWIIMX HAMpPaBICHUHA JEATEIHHOCTU
MHMHUCTEPCTBA 3IPaBOOXPAHECHUS.



3amanue 36. Borpoc mist cobecenoBanus. HazoBute ocHoBHY!O 11ens MIT3.

Omanon omeema: OcHoBHOU 1enbto MII3 saBisercs co3gaHue B MUPHOE BpeMsl MEIULIMHCKOTO
MOTEHIMala, aJeKBATHOIO BOCHHBIM MOTpeOHOCTsAM cTpanbl. Kak mpaBmiio, Takas paborta
MPOBOJUTCS CTPOTO B COOTBETCTBHM C IUIAHAMH, YTBEPKACHHBIMH PYKOBOJMUTEISMHU
COOTBETCTBYIOIINX PYKOBOJIMTENEH, U BKIIIOYAET MOJArOTOBKY KaJpOB, HAMYKME HEOOXOIMMOTO
000pyI0BaHus, ICKAPCTBEHHBIX MPETIApaTOB U JIp.

3ananue 37. Bonpoc s cobecenoBanust. HazoBuTe, 4TO JISKHUT B OCHOBE ITPU KOMILIEKCHOH KaTaCTPOQBL.
Omanon omeema: B 0CHOBE KOMIUIEKCHOH KaTacTpOdbl JISKHUT COBMECTHOE BO3CHCTBIE IPUPOAHBIX H
«PYKOTBOPHBIX» CHJI, & TAK)KE KaTacTpo(dbl, 33 JyMaHHBIC YEIOBEKOM, B T.4. — TEPPOPUCTHUYECKIE aKTHl. B
LENTOM TaKhe KaTacTpOo(bl COMPOBOKAAIOTCS MHOTOYMCICHHBIMHU KEPTBAMH CPEIN MUPHOTO HACEIICHHS.

3amanue 38. Bonpoc s cobecenoBanus. HazoBure riaBHyo 1€1b TEPPOPU3MA.

Omanon omeema: T'aBHas 1e)lb TEPPOPHU3MA — IOCEAThH CTPAX, YXKAC, IAHUKY Y HACEJIEHUS U BbI3BAThH
Cpe/lu Hero MHOTOUYHCIICHHBIE TIOTepH. B KauecTBe MPUMEPOB TAKUX aKTOB MOKHO ITPUBECTU (aKThI
B3PBIBOB JKHUIIBIX T0MOB (B MocKBe, BONTOM0OHCKE), 3aXBaT 3aJI0)KHUKOB U .

3aganue 39. Bonpoc mis cobecenoBanus. [lepeuncinte OCHOBHBIC PU3HAKU TEPPOPHU3MA.

Omanon omeema: OCHOBHBIMY XapaKTEPUCTUKAMHU TEPPOPU3MA SIBJISIOTCS: PA3HOBHIHOCTh TEPAKTOB O
BHJIaM, CIIoco0aM U 00BeKTaM IIPUMEHEHHMS;, PA3NUYHbBIN XapaKTep MOTUBAIMH W IUTAHETApHBINA MacImTad
NeSTeTbHOCTH; HCIIONBb30BAHME TIEPEOBBIX TEXHOJNOTUH ¥ OTCYTCTBHE JIMHWU CONPHUKOCHOBEHHS
BOIOIOIIMX CTOPOH; JKECTOKMH W OECKOMIPOMFCCHBIN XapakTep TepakTOB; BBICOKHI YpPOBEHb
OPTaHW30BaHHOCTH M KOHCIUPAIIUU TEPPOPUCTOB; CI0KHOCTh U TPYAHOCTD BBISIBJICHUS TEPAKTOB.

3ananue 40. Bompoc mis cobecenoBanms. Kak pa3inyaroT TEPAKTHI 0 MECTY peajn3alii TEPaKTa.
Omanon omeema: Tlo MecTy peanu3alii pa3InvalOT TEPAKThI: Ha OTKPHITONH MECTHOCTH, B 3aKPBITOM
MIOMEIICHIH, B HA3EMHOM, TIO[3¢MHOM, BOJHOM M BO3IYIIHOM TPAHCIIOPTE.

3ananue 41. Bompoc mis cobecenoBanmst. Ilepeuncianre 0COOEHHOCTH TEPAKTOB.

Omanon omeema: OCOOEHHOCTIMHI TEPAKTOB SIBJISIOTCA:

- HETIPEICKa3yeMOCTh, BHE3AITHOCTh U )KECTOKOCTH TEPAKTOB;

- OAHOMOMEHTHOE BO3HHKHOBEHHE OONBIIOro dHclia MOCTPANaBIINX, TPEOYIOMHNX 3KCTPEHHON
MEIUITMHCKOM ITOMOIIIH;

- HaJM4Me Cpemu TOCTPaJaBIIMX Ppa3IMYHBIX TPYII HaceleHus (KEHIIWHBL, MYXYHHBI, OETH) C
W30JINPOBAHHBIMH, COYETAHHBIMH W KOMOWHHMPOBAHHBIMH  TpPaBMaMH, IICHXOJOTHYECKUMH H
MICUXONATOIOTUIECKIMH PEAKITUSIMHU;

- HEOOXOAMMOCTh YYacTHs B OKa3aHWM MEIWIUHCKOM TIOMOINHM Pa3IHYHBIX CIIEIUAIHNCTOB C
HCIIOJIb30BAHUEM CIELMAIBHON MEAULIMHCKOW anmapaTyphl;

- 3aBHCHMOCTH HCIIOIB30BaHUS OPTaHWU3AIMOHHO-TAKTUYECKUX IPUHIIMIIOB OKAa3aHUS MEIUIINHCKOH
TTOMOIIIH TTOCTPAABIINM OT BH/Ia TPUMEHEHHBIX TEPPOPUCTAMHU CPEICTB.

3ananue 42. Bompoc mst cobecenoBanus. Yto obo3navaer abbpeBuarypa PCUC.

Omanon omeema.: PCUC — 310 eamHasi rOCyJapCTBEHHAs CHCTEMa MPEAYNPEKACHUS W JINKBUIAIIMN
ype3BbvaifHbIX cutyaruii. PCUC - rocynapcTBeHHas cuctemMa, o0beqUHSIONIast B cede BCe HEOOXOIIMbIe
OpTaHbl YIpaBJIeHUs, CUJIBI U CpencTBa s npotuBoseiictBust YC, co3maBaeMple HAa PasHBIX YPOBHSX.
Takas cucrema Obuta co3mana B ampene 1992 roma mocranoBnenuwem lIpaButenscTBa Poccuu B BHIE
Poccuiickoii cucreMbl IpeAynpexAeHNs W JIMKBUAANWN dpe3Bbuaiinbix cutyanuii (PCUC), a B mexabpe
1994 ropa npeobpazoBanHas B EquHyI0 rocyaapcTBEHHYIO CUCTEMY NpeaynpekaeHus u tuksugauuu YC.

3amanue 43. Bompoc s cobecenoBanust. HazoBure ocHOBHYIO 1enb co3nanus PCUC

Omanon omseema: Uenvb co3nanust PCUC — 00benHEHHE YCUITHiT OPraHOB HCIIOMTHUTEIBHON BIaCTH BCEX
YPOBHEH, PYKOBOAUTENEH OpraHU3alfii, IPEANPUATHI U YIPESKIECHUHN 10 CO3AAHMUIO CUJI U CPEACTB AJIA
npoBeneHns 3QQeKTUBHON AeATEeN,HOCTH B 001acTH npeaynpexaeHus u mukBuaanuu YC, okazanue um



METOJIMYECKON TOMOIIM M OCYIIECTBICHHE KOOPAWHAIMOHHBIX (YHKIMI Tpu padoTax B ouarax
paznuuabix YC 1Mo TMKBUIAIIUN UX TTOCIEACTBHIA.

3ananue 44. Bonpoc ms cobecenoBanus. Hazoure 2-3 ocHoBHbIe 3a1aun PCUC.
Omanon omeema: OcuoHbie 3amaun PCUC:

- pa3paboTKa U peain3aliys 3aKOHOB U IPYTUX JOKYMEHTOB, PETYIHUPYIOIIUX BOMPOCHI 3alIUThl HACCIICHHSI
u tepputopuii B UHC;

- pa3p360TKa U BBIIIOJIHCHUE MCJICBbIX W HAYUYHO-TCXHUYCCKUX IIPOrpaMM, HAIPaBJICHHBIX Ha
npeaynpexaeane YC U MOBBIIICHHE YCTOWYMBOCTH (PYHKIIMOHHPOBAHUS OOBEKTOB DKOHOMHUKH B ITHX
YCIIOBUSIX;

- 06eCHe‘ICHI/IC TOTOBHOCTH OpPraHOB YIIPABJICHUA, MEAULIUHCKUX CHUII U CPEACTB PA3JIMYHBIX MUHHUCTCPCTB
Y BEIOMCTB, IIPEIHA3HAYECHHBIX IS IPEIyIpexaeHus U ukBugarun YC;

- cbop, 00paboTKa MH(pOPMAIIMK B 00JIACTH 3aIUTHI HaceleHus U TeppuTopuii or UC, oOMeH ero 1 Bblayua

MPAKTUYECKUX PEKOMEHIAIINH 110 OpraHu3aliy padoOThl aBapHITHO-CIIacaTeIbHBIX (POPMHUPOBAHHI U .

3amanue 45. Bonpoc s cobecenoBanus. Hazosure pexumsl GpyHkimronuposanus PCUC.
Omanon omeema. Pexumbl pynkiponupoanus PCUC:

MOBCEAHEBHOM JEITCIBHOCTH,

MOBBILIEHHON TOTOBHOCTH

Ype3BbIYAMHON CUTYaLUH.

3aganue 46. Bompoc musi cobecermoBanus. PacckakuTe KOrja [IEHCTBYET PEKHUM IMOBCETHEBHON
JEeSITeTbHOCTH.

Omanon omeema: PeXAM TOBCEAHEBHOW JEITEILHOCTH (DYHKIHOHUPYET Ipd HOpPMaJbHOU
MIPOU3BOICTBCHHO-TIPOMBITIUICHHOW,  pPaJMallHOHHOW, XHWMHWYECKOW, OWOJIOTHYECKOH, IOXapHOM,
THUAPOMETEOPOTIOTHUECKON 00CTAaHOBKE M TIPH OTCYTCTBHH DITAIEMIH, SITH300THI

3amanue 47. Borpoc mist cobecenoBanms. Kakoit pazmep teppuropuu, noasepriieiics UC, y
perunonansHOM UC

Omanon omeema: Permonansnas UC — 3to YUC mpenmenax cyobekra PO. K takum YC MOXXHO OTHECTH
BECCHHHUE pa3jIMBBI PEKH, JIECHBIC TOXAaphbl, OXBATUBIIHNE HECKOIHKO pailoHOB cyObekta u jp. K
nmukBuaanun Takux YC mpuBIeKaroTCs CUIIBI M CPEICTBA PErHOHA.

3amanue 48. Bonpoc mis cobecemoBanms. Kakoii pazmep Tepputopui, moasepriieiics YC, y
MexpernoHanbHoiH YC

Omanon omseema: Mexperunonanpaas UC - ato UC, xoropas oxBaTeiBaer 2 u Oonee cyobekToB PO. K
TakuM YC MOKHO OTHECTH OOIIMPHEIE JECHBIE ITOXKaPhl, KPYITHbIE HABOJHEHUS, HHTEHCHBHBIE BRIOPOCHI B
BO3/yX Pa3IMYHBIX XUMHUYECKHX OTX0A0B U Jp. K mukBuaannyn takux YC mpuBIeKarOTCS CHIIBI U CPECTBA
HECKOJIBbKUX peruoHOB PD.

3amanue 49. Bonpoc mis cobecenoBanust. Kakoii pazmep Teppuropui, moasepriieiics YC, y
tdhenepanproit UC

Omanon omeema: Genepanpaas YC - aro UC, xoropas oxBaTbiBaeT 5 u Oonee cyobektoB PD. K takum
YC MOXHO OTHECTH OOIIMPHBIE JIECHBIE ITOKaPbl, KPYIHbIE HABOJHEHUSI, THTEHCUBHBIE BEIOPOCHI B BO3AYX
Pa3IMYHBIX XUMHUYECKHX 0TX0/10B U 1p. K nukBugannu takux UC npuBieKaroTcs 3HAUUTENbHBIE CHJIBI U
cpeacTBa (eaeparbHOro YpOBHS, HECKOJIIBKUX pernoHoB PO

3aganue 50. Borpoc s cobecemoBanus. YKaXHUTE YUCIO MOTHOIINX TpaX1aH MpH jokanbHoi UC.
Omanon omeema: Yncno norndmmx rpaxxaad npu gokanbHoid YC He npessimaer 10 dyenoBek, Ipu 3TOM
MOr'yT OBITh paHEHHBIE U TocTpazaaBire. Kak npasuio, mis avkBuganny Takoil YC npuBIEKaIOTCS CHITBI
JAHHOTO NPEANPUATHS UIH 00bEKTa.

3anmanue 51. Bonpoc s cobecenoBanusl. Y KaKUTe YMCIO HOrHOMMX TpakaaH Mpy MyHHLUIaIbHoi YC

Omanon omeema: Yncno norndmmx rpaxaad npu Mmynuiunaisnod YC He npessimaer 50 yenosek. [pu
9TOM Ba)KHEHUIIMM BOIIPOCOM SIBJISIETCS] OpraHU3auys MEJUIMHCKONH TOMOIIM PaHEHHBIE U MOCTPaJaBIlue,
YTO OTpe0yeT pa3BepThIBaHUE JOMOIHUTEIBHBIX KOEK.



3anmanue 52. Bonpoc mist cobeceoBaHus. YKaKUTE YUCIO MOTMOMKX TPasKAaH MPH MEKMYHUITUIATBHON
qcC.

Omanon omeema: Yncio mornOmux rpaxaad npu MmexmyHununansHoid YC He npeBbimaer 50 yenoBex.
[Ipu 3TOM BaXHEHIIMM BOIPOCOM ABJSETCS OPTaHM3aLMS MEIUIIMHCKOM TIOMOIIM pPAaHEHHBIM MU
MOCTPaAABIIIM, YTO IOTPeOyeT pa3BepThIBAHUE JOIOTHUTEILHBIX KOCK.

3amanwue 53. Bompoc mist cobecemoBanust. YKaXKUTe YUCIO TOrHOIINX TpaskaaH pH peruoHansHoi UC
Omanon omeema: Ipu perunonanpaoit YC uncio morndmmx ucuucisercs ot 50 1o 500 yenorek. [Ipu s3Tom
BaYKHEHIIIUM BOITPOCOM SIBIISICTCSI OPTaHU3AIMsI MEAUIIMHCKOM TTOMOIIM PaHEHHBIM M MOCTPAAaBIINM, YTO
norpedyer pa3BepThIBAaHHE JOMOTHHUTENBHBIX KOEK, BO3MOXXHO BPEMEHHOE MepenpoduiInpoBaHie
CTallMOHAPOB ISl OKAa3aHUSI MEAULUHCKON TOMOIIM TAKUM TPaKIaHaM.

3anmanue 54. Borpoc s cobeceoBaHus. YKaKUTE YUCIO MOTHOMIMX TPaX</IaH MPH MEKPErnOHaIbHOI
ycC

Omanon omeema: 1lpu pernonanbaoit YC gucno nmorubmmux ucuucisercs ot 50 mo 500 gemosek. [Ipu
5TOM Ba)KHEHIIMM BOIIPOCOM SIBIISIETCS] OpPraHHU3alisl MEAUIIUHCKOM MTOMOIIM paHEHHBIM U
MOCTPaJABIIIM, YTO OTpeOyeT pa3BepThIBaAHNE JIOMOTHUTEILHBIX KOSK, BO3MOXKHO BPEMEHHOE
nepenpouIMpOBaHUE CTAIMOHAPOB [T OKa3aHUSI MEIUIIMHCKON TIOMOIIM TAKHM TPaKIaHaM.

3amanwue 55. Bonpoc uis codbecenoBanust. YKaXUTe YUCIO TOrHOMUX Tpakaan npu ¢enepanbroit UC
Omanon omeema: Yucno norubimmx rpaxaad npu denepanpaoit HC 6onee 500 yenosek. B 30Hax Takux
YC HeoOX0aMMO NpHUBJICYEHUE 3HAYATENHHOTO 00beMa CHII U CPEICTB, B TOM 4Hclie U (heiaepaabHOro
ypoBHs. [lpm Ttakmx UYC, yuuThIBas 3HAYUTENBHOE WYHWCIO MOTHONIMX pelaeTcs BOMPOCH O
JOOMOJTHUTECIBHBIX BUAAX IMOMOIIU IMOCTPpaAaBIINM U UX CEMbSIM.

3amanue 56. Bompoc mis cobecemoBanus. Hazoure, kakue Bl 3Haere UC mo addexTam mopakeHus
JIIOZIEN.

Omanon omeema: MeXaHHMUYECKHE, TEPMHUUYCCKUE, XUMUYECKHe, (U3UUECKUe, OHOIOrHYECKHE;
pEaKTHBHBIC COCTOSIHUS, TICUX03bI U 1p. Kak mpaswio, npu 6onbimuacTBe UC MMEeT MeCTO COYeTaHHbIe
¢ dexTsl (MpH B3phIBAX- MEXaHUYECKHE, TEPMUYECKHE, TPH IMOXKApax- MEXaHHMYECKHE, TCPMUYECKHE,
3aBpIMJICHHE, U T.11.).

3amanue 57. Bonpoc mist codecenoanus. Kakoit pazmep teppuropun, noaseprmetics UC, y
pernonanbHoit UC

Omanon omseema. PernonanpHas YC — 3to UC npenenax cyowrekra P®. K Ttakum YC MoxHO
OTHECTH BECEHHUE Pa3JIUBbl PEKH, JIECHBIE MOKapbl, 0XBATHUBILINE HECKOJIBKO PaliOHOB CyObEKTa
u ap. K nukBuganuu takux UC npuBlieKkaloTCs CUJIbl U CPEICTBA PErHoHa.

3amanue 58. Bonpoc mia cobecenoBanus. Kakoit pasmep tepputopun, noasepruieiics UC, y
MexpernoHanpsHoi YC

Omanon omseema: Mexpernonansnas UC - ato UC, kotopast oxBaThiBaeT 2 u 0oisiee CyObEKTOB
P®. K takum UYC MOXHO OTHECTHM OOIIMPHBIE JIECHBIE MOXAapbl, KPYIHbIE HABOJHEHUS,
WHTEHCUBHBIEC BBIOPOCHI B BO3yX PA3IMYHBIX XMMHUYECKUX OTXOA0B U Ap. K IuKBUAaINM Takux
UC npuBneKarTCs CUIIbl U CPEICTBA HECKOJIBKUX PETHOHOB PO.

3anmanue 59. Bompoc st cobecenoBanus. Kakoii pasmep repputopuu, noasepruieiica UC, y
¢denepansaoit UC

Omanon omeema: Genepanpuas UC - ato UC, koTopas oxBaTbiBaeT 5 u 6ojee cyobektoB PO. K
takuM YC MOXHO OTHECTH OOLIMpHBIE JIECHBIE MOXKaphl, KPYIHbIE HABOJAHEHUS, MHTEHCHBHBIE
BBIOPOCBI B BO3JyX pAa3IUYHBIX XUMHMUYECKMX OTX0m0B u jp. K nukBumanuu takux YC

MPUBJICKAIOTCA 3HAYUTCIBHBIC CUJIBI U CPCACTBA (I)C)IepaHLHOFO YPOBH:, HCCKOJIbKUX PETMOHOB
PO



3amanue 60. Bonpoc st cobecenoBanus. YKaXHUTE YUCIO NOTHOMINX T'PaXaaH MPH JOKAIbHOM
qcC.

Omanon omeema: Yucno nmorubmmx rpaxaad npu okaapHoi UHC He npessimaeT 10 yenosek,
IIPU 3TOM MOTYT OBITh paHEeHHBIE U MocTpanasime. Kak npasuno, mis mukBuaanuu takon YC
MIPUBJIEKAIOTCS CUJIBI IAHHOTO MPEANPUATHUS HITH 0OBEKTA.

3amanme 61. Bompoc s cobecemoBaHMs. YKaKHTE YHCIO TMOTHOMMX TpaXkAaH IMpH
MyHununansHo YC

Omanon omeema: Yucno mormOmmx rpaxnad npu MyHuiunansHod YC He mpebrmaer 50
yenoBeK. [Ipy 3TOM BaKHEHIIMM BOIPOCOM SBIIAETCS OpraHu3alus MEIUIIMHCKOW IMOMOIIU
paHEHHbIE U MOCTPAJABIUINE, YTO NOTPEOYET pa3BepThIBAaHUE JOMOIHUTEIbHBIX KOEK.

3amanue 62. Bompoc g coOecenoBaHusl. YKaXHUT€ YHCIO NOTHMOMIMX TpaxaaH Mpu
MexmyHununansaon YC.

Omanon omeema: Yucno morudmmx rpaxxaan npu MexxmyHununaibaoir UC we npesbrmaer 50
genoBeK. [Ipy 5TOM BaXHEWIIMM BOIPOCOM SIBIISIETCS OPTaHU3AIMs METUIIMHCKON ITOMOIIN
PaHEHHBIM U MTOCTPAIABIINM, YTO MOTPeOyeT pa3BepThIBAaHHUE JOMOJHUTEIBHBIX KOCK.

3ananue 63. Bompoc g coOecenoBaHusl. YKaXHT€ YHCIO NOTHOMIMX TpaxaaH Ipu
pernonansHol YC

Omanon omeema: Ipu pernonanpHor YC gncio morudimux ucuncisercs oT 50 go 500 genosexk.
[Ipy 5TOM Ba)KHEHIIMM BOIPOCOM SIBIIIETCS OPraHu3alys MEIULIMHCKOW ITOMOIIY PaHEHHBIM U
ImocTpaaaBIINM, 4YTO HOTpe6yeT Pa3BEPTBIBAHUEC JOMOJTHUTCIBHBIX KOCK, BO3MOXXHO BPEMCHHOC
nepenpouIMPOBaHUE CTAIIIOHAPOB I OKAa3aHUS MEIUIIMHCKONM MOMOIIU TaKUM TpakIaHaM.

3amanne 64. Bompoc s coOeceoBaHWs. YKaKHTE 4YHCIO TOTHOIMIMX TpPaXIaH TMpH
MexpernoHasibHo UC

Omanon omeema: Ipu pernonanproit YC vrcio norubmmx ucuucisiercs ot 50 mo 500 uenoBexk.
[Ipu 3TOM BaskHEUIIMM BOIIPOCOM SIBJISIETCS OpraHU3aIUs MEIUIUHCKO W TOMOIIY PaHEHHBIM U
MOCTPaJaBIIUM, YTO MOTPeOyeT pa3BepThIBAHUE AOMOJHUTEIBHBIX KOEK, BO3MOKHO BPEMEHHOE
nepenpoduIMpPOBaHUE CTAIIOHAPOB IS OKa3aHHSI MEIUIIMHCKOM MOMOIIY TaKUM IpaskJaHaM.
3amanme 65. Bompoc st codeceoBanus. YKaKUTE YUCIIO OTHOMIMX TPakaaH pH (henepanbHOi
ucC

Omanon omseema. Ynucno nmorudmux rpaxaan npu dpeaepansuoit YC 6omnee 500 gyenorek. B 30Hax
takux YC HeoOXoauMO MpUBJICUYEHHUE 3HAUUTEIBLHOIO 00beMa CHUJI U CPEICTB, B TOM YHCIE U
denepanbHoro ypoBHs. [Ipu takux YUC, yuuThiBas 3HAUUTEIHHOE YMCIIO MOTHOLINX peliaercs
BOIPOCHI O IOTOJHUTENBHBIX BUaX TOMOIIM IMOCTPAAABIIUM U UX CEMBSM.

3ananue 66. Bonpoc mis cobecenoBanus. HazoBute, kakue Bol 3Haere UC no addexram mopaxeHus
JIOJEHN.

Omanon omeema: MeXaHUYECKHE, TEPMHUYECKHE, XUMHUYECKHE, (HU3UYECKUe, OHOIOrHYECKHCE;
pEaKTUBHBIE COCTOSTHMS, TICHX03bl U 1p. Kak mpasuio, npu GonpirHcTBe YC MMEeT MEeCTO COYeTaHHbIC
a¢dextsl (MpH B3pbIBaX- MEXaHHUYECKHE, TEPMUYCCKUE, MPH MOXKapax- MEXaHHYECKHE, TePMHUYECKHUE,
3a/IbIMIICHHE, U T.11.).

3anganue 67. Borpoc mis cobecenoBanus. Kak moapasaenstorcs UC mo TSHKECTH MOpakeHU I
Omanon omeema: YC 110 TsHKECTH MOPAKESHHUIM TTOIPA3ICIAIOTCS Ha: JIETKUE, Cla0ble, CpeIHuE, TKEIbIE,
yauaroxatomue. Omaako, mobas YC TpebyeT npuBiIedeHNs WHOT/Ia 3HAYNTENBHBIX CUJI U CPE/ICTB.

3ananue 68. Bompoc s cobecenoBanust. Kak knaccuduuupyrorest YC 1o xapakrepy BOCCTaHOBIICHHS
Omanon omeema: YC kraccUPUIMPYIOTCS MO XapaKTepy BOCCTAHOBIICHHUS HA TOJHOE M HEMOJHOE
BoccTaHoBIIeHUE. [omHOE — 3TO KOTAa yaaeTcsa NOTHOCTBIO JIMKBUAMPOBATH nocieactsud YC, HenonHoe —



3TO KOTJa B CHITy MOIIHBIX Bo3aeiicTBuit UC mpuponHoro xapakrepa (3eMIIeTpsiCeHre) He MPEACTaBIISIETCS
BO3MOKHBIM BOCCTaHOBJICHHE Pa3pYIICHHBIX 00bEKTOB.

3amanue 69. Bonpoc s cobecenoBanus. Ykaxkure Buabl UHC
Omanon omeema: TnobanbHas, HallMOHANIbHAs, PETMOHAJbHAS, MyHHIMIAIbHAs, oObekToBas. Ilpu
moboit UC TpeOyeTcs MpUBJICUEHUE CEPhE3HBIX CUII U CPEICTB, MOXKET COMPOBOXKAATHCS THOCIBIO JTIOCH.

3amanue 70. Bompoc s cobecenoBanust. [IpuBeaute npumeps! TexHoreHHbix YC

Omanon omeema: TpaHcnoOpTHBIE (aBTOIOPOIKHBIE, JKEIE3HOAOPOIKHBIC, ABUALIMOHHBIC, MOPCKUE H JIP.);
MOXKaphl M B3PHIBBI HAa MPOM3BO/ICTBE BCIICACTBUE TEXHOJIOTHUECKUX HAPYIICHU; XUMIUECKUE C BEIOPOCOM
AXOB; pagnanmonnsie ¢ Beiopocom PB; 6ronoruueckue ¢ Beiopocom BC; mpopeIBEI INIOTHH W aBapHH HA
THIIPOIMHAMHYECKUX COOPYKEHUSX; OOpYILIEHHS 3JaHNH, TOMEIIEHUH U JIp. 00bEKTOB

3amanue 71. Bompoc s cobecenoanust. [IpuBeante npumepsl mpupoaHbix YC

Omanon omeema: 1lltopmbl, OypH, yparansl, IMKIOHBI, CMEPYH; CHIBHBI MOPO3bI, 3aCyXa; MOXKapbl-
JIecHbIe, TOP(sIHbIC; HABOJHEHHS, 3aTOIJICHHS HACENCHHBIX IYHKTOB; 3€MJICTPSCEHUS, OIOJ3HHU, CEIlH,
W3BEP)KEHHsI BYJIKAHOB; pe3koe u3MeHeHue kinumata. Takue YUC SBASIOTCS pe3ysbTATOM MOIIHBIX
HPUPOJHBIX SBICHUI.

3aganue 72. Bonpoc mis cobecenoBanus. [IpuBeaute npumepsl conuanbHbix YC

Omanon omeema: OOIIECTBEHHBIE OECIOPSIAKA HA JIEMOHCTpPAIMSAX, MHTHHTAX, IIECTBUAX;
TEPPOPUCTHYECKHE aKThI; BOWHBI, IOKAJIbHBIE BOGHHbIE KOH(INKTHI; TOJION M pa3pyxa; MoXKapsl B OBITY H
Ha [TPOU3BO/ICTBE; TPYIIIOBBIE OTPABICHHUS JIFOIeH B OBITY (HapyIIeHHe TEXHOIOT M TPUTOTOBJIEHUS ITHIITH,
CllydaiiHOE WJIM IPEeIHAMEPEHHOE YIOTPEOJIeHHE alKOrOJbHBIX, HAPKOTHYECKHMX, JCKAPCTBEHHBIX HIIH
XUMUYECKUX CPEICTB).

3amanue 73. Bompoc mis cobecenoBanust. Ilpuseaure mpumepsl dKkomoruueckux YC

Omanon omeema: Tlpepsiienre ITJIK BpeaHbIx mpuMeceii B arMocdepe; OCTpBIii KHCIIOPOAHBIH TOIO B
ropojiax; paspynieHue 030HHOTO cJosi aTMOc()ephl; MPEBBIIICHNE JIOMyCTUMOTO YPOBHS IIyMa; pe3Kkas
HEXBaTKa MUTHEBOW BOJBI; HICUE3HOBEHNE OTJEIbHBIX BUOB KIUBOTHBIX, PACTEHUI

3ananue 74. Bonpoc mis cobecenoBanus. Kakoit pasmep Teppuropuu, noasepriieiics YC, y TokanbHOR
4cC.

Omanon omeema: Teppuropus odbekra. Kak mpaBuio, 3T0 COOBITHS, KOTOPBIE IIPOUCXOIAT Ha OOBEKTE
(mpenmpusiTHE, TOPTOBBIA LEHTP U Jp.), B pe3ylibTaTe moxapa, B3pbiBa U T.J. B OONBIIMHCTBE CiTydacB
takue YUC ynaercst IMKBUUPOBATH B IOCTATOYHO KOPOTKHE BPEMEHHBIE OTPE3KH.

3ananue 75. Bompoc mst cobecenoBanus. Kakoit pasmep tepputopun, noasepriueiics YC, y
MyHuLunaisHon YC

Omanon omeema: O6wexT, paiion, ropoa. K mynununansasiM UC otHocsT YC Ha KpymHBIX
MPOMBIIICHHBIX MIPEANIPUATHUSIX, TOPrOBBIX LEHTPax (II0XkKapsl, B3pbIBbI U Ap.). K mukBuaammu takux UC
MIPUBJIEKAIOTCS CUIIBI M CPEACTBA MYHHULIUIIAJIBHOTO 00Pa30BaHMUSL.

3anmanue 76. Borpoc s cobecenoBanus. Kakoit pasmep Tepputopun, noaseprueiics UC, y
MexMyHuIunaisHon YC

Omanon omeema: Mexvynniunaiasaas YC — sto takas UC, npu xoropoii UC oxsateiBaer 2 u Oonee
MOCENIEHUH HJIM BHYTPUTOPOJCKHX TEPPUTOPHHA HECKOJbKUX MYHHLMIAJIBHBIX O0Opa3oBaHUA OZHOTO
peruoHa. 1o MOXXeT ObITh HABOAHEHHME, JiecHOH noxap u Ap. K mukeupanmu takux YC npuBiekaroTcs
CHJIBI U CPEICTBA HECKOJIBKUX MYHHUIMIIATIBHBIX 00pa30BaHHM.

3ananue 77. Bompoc st cobeceoBaHus

Kax nogpazaenstor UC no ckopocTtu pacpocTpaHEHUs

Omanon omeema:YC 10 CKOPOCTH paCPOCTPAHEHUS MOTYT UMETh B3PBIBHOM, CTPEMUTEIBHBIH,
OBICTPO PACTIPOCTPAHSIOMINICS UM YMEPEHHBIN U TUTABHBIN XapakTep.



3ananue 78. Bompoc st cobeceoBaHms

[IpencraBpre xapakrepuctuky YC n0KanbHOTO XapakTepa

Omanon omeema: Ilpn UC nokanpHOTo Xapakrepa 30Ha UC He BBIXOIUT 3a Mpeeiibl 00bEKTa,
KOJIMYECTBO JIFOJIeH, TOrUOMINX WITH TIOJTYYHUBIINX YIIepO 30poBbio, He Oosee 10 gen. u pazmep
yiep6a OKpyXaroliel cpesie 1 MaTepruaIbHBIX MOTeph - He 6osiee 100 ThIC. pyo.

3ananue 79. Bompoc s codeceoBaHus

Jaiite onpenesneHne TEpMUHY « IMUAESMUSI»

Omanon omeema: DUUIEMUS —  3TO TMPOTPECCHPYIOIIEE BO BPEMEHH M TPOCTPAHCTBE
pacnpocTpaHeHre WH(GEKIIMOHHOTO 3a00JIeBaHUSI CPeAH JIIOJCH, 3HAYMTENIbHO MPEBBIIIAIONIEE
0OBIYHO PErUCTPUPYEMBIN Ha JTAaHHOUW TEPPUTOPUHU YPOBEHB 3a001€BAEMOCTH, B CIIOCOOHOE CTaTh
HWCTOYHHUKOM YPE3BBIYAHON CUTYyalINH.

3amanue 80. Bompoc mist codeceqoBanus

JlaiiTe onpeneneHne TEPMUHY « ITTU300THDY

Omanon omeema: DNHU300THS — MIUPOKOE PACIPOCTpaHEHUE HHPEKIIMOHHON 00JIe3HH cpen
OOHOTO WJIMN HECKOJBKHX BHJIOB JXWUBOTHBIX Ha OO0JIBIION TECPPUTOPHUH, I3HAYUTCIIBHO
MPEBBIMIAIONIEEe YPOBEHB 3200JIeBAEMOCTH, OOBIYHO PErUCTPUPYEMBIN HA JAHHON TEPPHUTOPHH.

3amanwne 81. Bonpoc mist codeceqoBanus

JaiiTe onpeneneHue TepMUHY « INMUGUTOTHSD

Omanon omeema: DNMUPUTOTUS - pacTpOCTpaHEeHUE HHPCKIIMOHHON O0JIC3HU PACTCHHH (B TOM
YHUClIE€  CEIbCKOXO3SIMICTBEHHBIX) Ha  3HAUUTEIbHOW  TEPPUTOPHUH  WIM  yBEIUMYEHUE
AKTUBHOCTH BpPEIUTEIEH PACTCHUI.

Samanue 82.

Bpau O6puraapl CKOpoit METUITMHCKOW TIOMOIIH, MPUOBIBIITNN B TOCTUHHILY B CBSI3U C BBI30BOM I10
MOBOJly OOHApY>KEHUsI Tpyla B HOMEpE, MOCJie COOOIIEHUSI TOPHUYHOW O TOM, YTO HaKaHyHE
00JILHOI JKaJloBaJICS Ha BBICOKYIO TeMIIepaTypy, CHIIbHBIN KallleJb, U TOBOPHWII, UTO MpHeXall U3
CTpaHbl, TJIe OH UMeJI KOHTaKThl ¢ OOJIbHBIM YyMOH, IOCJIé OCMOTpa Tpyla Bpad 3aroi03puil
CMEpPTh OOJILHOTO OT YyMBbI.

1. JleiicTBHs Bpaya B JaHHOW CUTYyallM1

2. JleficTBUs Bpaua B OTHOILIEHUU MOCTOPOHHUX JIUL, PAOOTHUKOB FOCTUHUIIBI

3. Kakue mepsl 1uuHO# 0e30macHOCTH 00s3aH BBINIOJIHUTD Bpay

4. JleiicTBus Bpaya B OTHOIIEHUH TpyIa

Omanonvi omeemos:

1. Bpau BbI3bIBaET 3BakoOpuramy.

2. 3anpelaercs noceneHue NOCTOPOHHUMHU JIMAMU HOMEpa, I1€ HaXOJUTCS TPYII.

3. Bpau 1o mosyyeHus 3alIMTHOM OJEKbl 00pabaThIBaeT PyKU, OTKPHITHIC YaCTH Tella JIF0OBIM
UMEIOIIUMCS Ie3UH(DUIHPYIOIIUM CPEICTBOM (CIHUPT, BOJKA, OJICKOJIOH, 1E30I0PAHT U T. [I.), HOC
Y POT 3aKpBIBAET MOJOTEHIIEM UM MAaCKO, CIeTTaHHOW U3 MOJIPYYHBIX MaTepUaNoOB (BaThl, MapIiy,
OMHTA), TOCTABJICHHBIX B HOMED.

4. Tpyn oCTaBJISIOT B HOMEpE 10 MPHe3/aa IBaKOOPUTaIbl. 3aKpHIBAIOT ABEPU U OKHA, OTKIIIOYAIOT
BEHTHWJISILIUIO WM KOHJAULIMOHEP, HE IOMYCKAIOT MOCTOPOHHUX JIUII.

3a,Z[aHI/Ie 83. BOHpOC AJIA CO6CCC,[[OB3.HI/I$I. Kak ONPCACIIACTCA KPU3UCHAA CUTYallHsL

Omanon omeema: KpI/I3I/ICHaH CUTyallust — 3TO KPATKOBPEMCHHOC HUJIK AJIUTCIIBHOC 060CTpeHI/IC
BOCHHO-TIOJINTHYECKOM OOCTAaHOBKU B MHUPC UM PCTUOHC, BBI3BAHHOC OJHOCTOPOHHHUMHU HIIN
B3aMMHbBIMU Bpa)KI[C6HBIMI/I JEUCTBUSMU OJHOTO WM HECKOJBKHX TroCyaapCTB, BbBIABHKCHUCM
HCIIPUCMIICMBIX JIJIA ,[IperfI CTOPOHBI NOJUTHYCCKUX, SKOHOMHUYCCKUX, TCPPUTOPUATIBHBIX U
ApYyTrux HpeTCH3PII>'I, npu KOTOpOﬁ HUCUCPIIBIBAIOTCA BO3MOKHOCTU YPCTYJIIMPOBAHUA CIIOPHBIX
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BOIIPOCOB AUIINIOMATUYCCKUMU CPCACTBAMU W HAPACTACT pcalibHad BO3MOXHOCTbL NMPHUMCHCHUSA
BOOPYKEHHOM CHJIbI

3anmanue 84. Borpoc st cobecenoBanus. Kak Bel noHnMaeTe TepMUH «IIpsIMOiA yiiepo» mpu
4cC

Omanon omeema: Ipsmoit ymep0d — 310 6e3B03BpaTHBIC (OTUOIINE, yMEpPINKe, MPOIaBIue 0e3
BECTU) U CaHMUTapHbIE (IIOCTpaJaBIlIME, 3a00JEBILNE) MOTEPU CpPEAM HACENIEHUs, YOBITKH B
OKpYXKaroIllel cpene, Ha TPOU3BOJCTBEHHBIX M COIHAIBHBIX OOBEKTaX, MOMABIIMX B 30HY
nevicteusi YC u ee mopaxaromux (aKTOpPOB, a TaKKe YOBITKH, BBI3BAHHBIC STUMH IMOTEPSIMH
(HEI000p MpEeAnPUATUIME MPHOBLIH, a TOCYJaPCTBOM — HAJIOTOB).

3ananue 85. Bonpoc st cobecenoBanus. Kak Bel moHMMaeTe TepMHUH «KOCBEHHBIN yIepO» mpu
4cC

Omanon omeema: KocBeHHBIH yiiepd — 3TO MOTEpPH, YOBITKM M JOIMOJHUTEIbHBIE 3aTPAThI,
KOTOpbIe HecyT He nonasuine B 30Hy YC 00bEeKThl 3KOHOMUKH, COLMATBHON Cepbl U HACEJIEHNUE,
BCJICJICTBAE HApPYLICHWM W W3MEHEHUN B CIIOKHUBIIEHCA CTPYKTYpE B3aMMOCBS3EH, a TakkKe
3aTpaThl Ha JUKBUAauuio nocneactBuid UC u Ha BBHINOJHEHHE COLMAIbHBIX MPOrpaMM IO
HOpMasu3auu o0cTaHoBkH B 30He YC.

3ananue 86. Bonpoc st cobecenoBanus. Kakoil ycpeqHeHHBIN €KeT0/IHbIN COBOKYIHBIHN yIiepo
otmeuvaercs ot YC B PO.

Omanon omeema: COBOKYNMHBIN ymiepO (cymma mpsiMOTO W KOCBEeHHOTO yiiep6oB) ot UC B
Poccniickoit @enepannn ycpeqHEHHBIN 110 MOCIEAHEMY AECATUIIETHIO COCTaBUII 0K0J10 200 mup.
pyOsei B ToI.

3amanwne 87. Bonpoc aiis cobecenoBanus. Kakoit xapaktep MOTYT HOCUTB TIOpaXkaroue GakTopb
ycC

Omanon omseema: Ilopaxkarmue dakropel YC MOTYT HOCHTh MEXaHHUYECKHH, TEPMUUYECKUM,
bU3UYeCKuil, XMMHYECKHMH W OWMOJOTHYECKUU XapakTep. MokeT ObITh CcouYeTaHue Cpaszy
HECKOJIbKUX (pakTopoB, Hampumep, mpu aBapuu Ha ADC (MeXaHWYECKUU, TEPMHUUYECKHUU,
(bu3uvecKuil, paIualMOHHbIN ).

Samanue 88.

B nocenke H. BoissBIIM 1BYX O0JIBHBIX C AMarHo3oM «Uymay. B ¢Bsi3u ¢ TaHHBIMU CITy4asiMU B
MOCeJIKe BBE/ICH KapaHTHH. B kakue MO OyayT nmomMemniars:

1. BosbHBIX ¢ quarHo3om «Yymay

2. bonpHBIX ¢ 3200JIeBaHUSMHU TIO KIIMHUKE CXOJHBIMU C YyMOU
3. KonTakTHbIX C OOJILHBIMH YyMO

4. I'paxk/1aH, BBIE3KAIOMIMX 3a MIPEEIIbI MOCENIKa

Omanonvl omeemos:

1. B cnenmanu3upoBaHHbIi HHPEKIIMOHHBIN TOCITUTAb

2. B npoBU30pHBII rociuTaNb

3. B u3014TOp [UIsI KOHTAKTHBIX

4 B obcepBarop

3ananue 9.

Ha npueme B ®AII penpamep 3amomno3pui y 0OpaTUBILETrocs 3a MeA.MOMOIIBIO KUTEJS
3a00JIeBaHNE YYMOH.

1. Kak mpomosxut padory OAII

2. Kyna HampaBsT rpaxaaH, HaxoAuBIIUXCS B 3T0 Bpems Ha D Alle

3. Komy nomxeH cooOuuTs o 60JI6HOM (embamiep

4. [letictBus ¢enpamiepa o 00eCnedeHno TUIHON 0e30MmacHOCTH



Omanonvl omeemoas:

1. ®enpamepcko-akymepckuil myHKT (DAIIl) HemenneHHo 3akpbiBaeTcs. BX0o 1 BBIXOJ U3 HETO
IIPEKPALIALOT.

2. Bee nuna, HaxoAMBIIKECS K 3TOMY MOMEHTY B nomerieHnu @AIL, cuntaroTcsi KOHTaKTHBIMH,
uX OEpyT Ha y4eT C MOCIEAYIONICH U30AIUEeH HITH METUIIMHCKUM HAOIOICHUEM.

3. O BbuBieHun OosibHOTO (enpamep cooOmaer mo TenedoHy WM HApOYHBIM (JIMIO, HE
HaxoJsiIeecs B JaHHbIi MOMeHT B nomenieHun ®AII) rnaBHOMY Bpady LEHTpaJIbHON pailoHHOM
WJTU CEJIbCKOM y4acTKOBOW OOJILHUIIBI.

4. @enpamiep oOCCIIEUNBACT MPOBEICHUE MEP JIMYHON MPOQPIIAKTHKY, HAJCBAHHUE 3aIIUTHOTO
KOCTIOMa, BBISIBIISIET KOHTAKTHBIX, IIPOBOJHUT TEKYIIYIO A€3UH(EKINIO

3amanue 90.

Bpau Opuraas! ckopoil METUIIMHCKOM MMOMOILIY MPH BBI30BE HAa JOM 3aI10/103pHJ1 Y OOJIBHOTO
3a00JieBaHNE YYyMOI.

1. Kax u3osmpoBath 60JIBHOTO JI0 MPHE3a 3BaKOOpUTa bl

2. JleficTBus Bpaua o o0ecnevyeHnIo JUYHON 0e301acHOCTH

3. Komy gomxeH coOOIIUTh O BBISIBICHHOM 0OJIEHOM

4. JleficTBHs Bpaya B OTHOIIEHUH KOHTAKTHBIX JIUIT

Omanonsvr omeemos:

1. Ilpu BBIsIBAEHUH OOJBLHOTO HA JOMY BpauoOM CTaHIUU CKOPON MEAMIIMHCKON MOMOIIM Bpay
MPUHUMAET MEPHI JUIsI €r0 BPEMEHHOW HM30JISIIIMKM B OTACIBHONW KOMHATe, OKa3bIBaeT OOJIBHOMY
MEJIUIIUHCKYIO TIOMOIIb.

2. Bpau 10 mosrydeHus 3alIUTHOM OJIeXk bl 00pabaThIBa€T PYKU, OTKPBITHIC YACTH TeJa JIFOObIM
MMEIOIIMMCS Ae3UH(OUITMPYIOIINUM CPEJICTBOM (CITUPT, BOJKA, OJICKOJIOH, JIE30JJ0PAHT | T. 1.), HOC
U pOT 3aKpBIBAET MOJOTEHIEM UM MAacKOM, CIeTTaHHON U3 MOIPYYHBIX MaTepuaoB (BaThl, Mapiiy,
OuHTA).

3. O BBISIBJICHHOM 0OJIbHOM C TTIOMOIIIBIO POJICTBEHHUKOB, COCEICH WITH BOJAUTEIIS MAIIIMHBI CKOPOH
MTOMOIIY COOOIIAET INIaBHOMY Bpady MOJUKIMHUKY WIH CKOPOH MEAMIMHCKON TOMOIIIH.

4. Bpau, BBIABUBIIMN OOJBHOTO, 00s3aH COOpaTh SMUIAaHAMHE3, B3SITh Ha Y4eT BCEX JIWII,
KOHTaKTHPOBABIIKX ¢ OOJBHBIM C Hauaja ero 3a00JIeBaHMUs.

3amanne 90. Bonpoc st codeceoBaHus.
JlaiiTe onpeneneHue 4Ype3BbIYATHON CUTYAIUU JUISl 31PaBOOXPaHEHUS

Omanon omeema: 4Ype3BbIUAWHON CUTyallMd Ui 3ApaBOOXpaHEHUS — 5TO OOCTaHOBKa,
CIIOXKHBIIIasiCs Ha 00beKTe, B 30HE (paiioHe) B pe3ylbTaTe aBapuu, KaTacTpodbl, OMACHOTO
MIPUPOJIHOTO SBJICHUS, SITUAEMUH, SIIU300TUH, STU(DUTOTHH, XapaKTEPU3YIOIIASCS HATUYNEM UITU
BO3MOXHOCTBIO  TIOSIBJICHUSI 3HAUUTENBHOTO YHUCIIa TOPAKEHHBIX (OOJBHBIX), PE3KUM
YXYOUICHHEM YCIOBUM  KU3HENCATENbHOCTH HAaceleHUus U TpeOyromas MpHUBICYCHUS
MEJHUIIMHCKOTO O00ECIeYeHHUs] CHUJI U CPEICTB CHYKObl MEIHMIIMHBI KaTacTpod, YUpeKICHHI
3/IpaBOOXpAHEHUS, HAXOJAIIUXCS 3a MpelnenaMu OO0beKTa (30HbI, palioHA) dYpe3BbIYAHON
CHUTYallUH, a TaKXke 0C000M opraHu3anuu paboTsl yUpeKIeHUN 1 GOPMUPOBAHUI, yIaCTBYIOIIUX
B TUKBUJAIIMH METUKO-CaHUTAPHBIX MOCIEICTBUN UPE3BBIYAHON CUTYaIlNH

3ananue 91. Bonpoc s cobecenoBaHus

Kax nogpaznenstor UC no cTeneHu BHE3aTHOCTH

Omanon omeema: UC ObIBAIOT BHE3AIHBIE (HEMPOTHOZUPYEMBIE) U OKUAaeMble
(IporHo3upyemeie).

Samauue 92.
B mocenke M. BbIsiBIIeH 00JBbHOH C MOJ03peHHEM Ha 3a00yieBaHKE 0C000 OMacHOW MH(MEKIHUEH.
Huarno3 yrounsiercs. [lpu ycTaHOBIIEHMH TMpENBApUTENLHOTO JUAarHo3a W MPOBEACHUU
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MPOTHBOAHIEMHUYECKUX MEPOIPHUIATHH HEOOXOJUMO PYKOBOACTBOBATbCA KAaKUMHU CPOKAMHU
MHKYOAIIMOHHOTO TIeproa HH(EKIIMOHHBIX 0OJIE3HEH MpH
Uyme

XoJepe

Kenroii muxopanke

KpbIMCcKOM reMOpparn4eckom JIMXOpaIKe

Omanon omeema:

Uyma — 6 nHeid;

XoJepa — 5 1HEH;

Kenras nuxopaaka — 6 qHe;

Kprimckas remopparuueckas iuxopajka — 14 nxei;

el A =

NS

3ananue 93.
Ha npueme B MONMKIMHUKE Bpad-TEPAIEBT 3aM003pHII y O0IBHOTO 3200JI€BaHIE YYMOM.
1. Yto moimKeH caenath Bpad B OTHOIIEHUH TaKOTO OOJIEHOTO
2. Kak rocriutanu3npoBaTh TaKOTO OOJIHHOTO
3. Koro uaHpopMUpOBATE O TAKOM 0OJIEHOM
4. Kakue Mepbl JTHYHOU MPO(PHIAKTUKH JOJDKCH BBITIOJNHUTH Bpad
Omanonsvr omeemos:
1. H3ommpoBaTh OOJIBHOTO IO MECTY €TO BBISBICHHS JI0 €r0 TOCIUTAIH3AINN B
CHelHalIu3UpOBaHHBIA NHPEKINOHHBIN CTallMOHAD
2. Tocnuranu3upoBath OOJIBHOTO CAHUTAPHBIM TPAHCIIOPTOM B CIICIIUATEHO BBIICICHHBIN
CTalMoOHap
3. T'maBHOTO Bpaya MO
4. JloJDKeH 3aKphITh HOC M POT MAacKOW WJIM JIIOOOW TOBS3KOM (TMOJOTEHIIEM, KOCHIHKOM,
OMHTOM W T. 1.), MPEIBapUTEILHO 00pabOTaB pPYKH M OTKPBITHIC YacTH Tena Je-
3UHQUIHUPYIOMUM cpeacTBoM (xinopamuH 1 %H, cnupt 70°1 u T. 11.), ¥ 0OKa3aTh MOMOIIb
00JbHOMY; JOKIAThCs MPUXOAa MH(MEKIMOHUCTA WM Bpaya APYroi CHerUalbHOCTH U
MMOKUHYTh KaOWHET.

Samanue 94.

Ha npueme B moJIMkIMHUKE Bpau-TEpareBT 3a10403puil y 00JIbHOTO 3a00JIeBaHUE XOJIEPOH.
Kakue mepsl muuHOM 6€30MacHOCTH JOKEH BBIMOIHUTH Bpayd

UTto A0KeH cenaTh Bpay Mpu MONaJaHuK BbIJeIEHUN O0JBHOTO Ha OJCKIY.

B xakoe MO Heo0X0a1MO roCIUTAIU3UPOBATh TAKOTO OOJIHLHOTO

Kakoii crienmanuct A0KEeH NOATBEPAUTh JUArHo3

Omanonvr omeema:

MenuuuHckuii pabOTHUK JOIDKEH CTPOTO COOMIOAATh MEPhI JIMYHOM MPO(PUIAKTUKHA OCTPBIX
KHIIEYHBIX UH(EKIHii: mocie ocMoTpa 00JIBHOTO PYKH cleayeT 00padoTath ae3. pactBopoM (1
%M pacTBOp xsiopamuHa, 70°H STHUIOBBIHM CIIUPT).

[Ipu monaganuu BeAETIECHUI 0OJILHOTO HA OACKIY (CIel 04Ky WK JIMYHYI0) U 00yBb HX
ClIeTyeT 3aMEHUTH 3allaCHBIMH, a 3arPS3HEHHbIE OCTaBUTH AJIs 00e33apakMBaHUS
lNocnutanu3upoBaTh OOJIBHOTO CAHUTAPHBIM TPAHCIIOPTOM B CIIEIUATBHO BbIICICHHBIN
CTalMoHap

Bpau-undexkunonucr

3amanue 95.

B manare TepaneBTHUECKOTO OTAENEHUsI y OOTBHOTO, MPUOBIBIIIETO HAKAHYHE U3 CTPAHBI,
HEeOJIaronoy4Hol 10 YyMe, U TOCTIUTATM3UPOBAHHOTO ¢ KITMHUKOM MTHEBMOHUY, 32110103 PUITH
gymy. B manate paboTtan KOHTUITMOHED.

Kak B 3TOM cityuae UCTIONB3YIOT KOHAUIIMOHED

Kak monp3yroTcst kananuzanuen

Mo3kHO J1 IoceniaTh TaKOro OOJIBLHOTO POJICTBEHHUKAMU
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Kak nmpopomkur pabory MO
Omanonvl omeema:

OTKITIOYAIOT KOHAUITUOHED
[IpekpalaroT CIuB )KUIKOCTEH B KaHATH3AIMIO O€3 MPeIBapUTEIBHOTO 00e33apakuBaHus
3anpernarT BX0 B MEIUITUHCKOE YUPEKICHUE POJACTBEHHUKOB M MTOCTOPOHHUX JIHII

o E

BpemenHo npekpaiiaror npremM (BbIMMCKY OOJIbHBIX)

3ananue 96.

B nonuknvHuke Ha mpueMe BBISBIICH O0JIBHOMU € M0I03PEHUEM Ha 3a00JI€BaHrEe YyMOH.
HeiicTBus rinaBHoro Bpaya MO
JleiicTBus Bpaya-uH(EKIIMOHNCTA
Uto nenaet Bpad, BBISIBUBIIHM O0JLHOTO
Kax mpoBoautcst ne3uHpexims
Omanonsvr omeema:
['maBHBIN Bpay NOJUKIMHUKY TIOCIIE TTOJTYYSHHS U3BEIICHHS O BBISBICHUH OOJILHOTO HAIPaBIISET B
KaOWHET, T BBISIBJICH 00JIbHOM, MH(PEKITMOHUCTA WIIH OTIBITHOTO TepareBTa ¢ MEICeCTPOM
(caHuTapKoil), KOTOpas IOCTABJIAET K KAOMHETY JAe3UH(DULHPYIOUINI pacTBOD.
NH}exImnoHnCT B 3aIUTHON OJIEkKE BXOIUT B KAOMHET K O0JILHOMY JJIs POBEJICHUS €T0 OCMOTpPa
(ompoca), MOATBEPKACHUS WM CHATUS NOJI03PEHHS Ha O0JIE3Hb.
Bpau, BeIsIBUBIINIT 00JTBHOTO, TTOCIIE TOTO, KaK MEPENacT ero MHPEKIUOHUCTY, TOKUIaeT KAOWHET.

Mencectpa nepes KaOUHETOM Pa3BOAUT AC3UH(DUIUPYIOIUI pacTBOP U OCYLIECTBISET CBA3b
MH(DEKINOHUCTA (TeparneBTa) C rI1aBHBIM BPauoM.

Samanue 97.
VY rpaxnanuHa, npuObIBIIEro JBa JHA Ha3axg u3 WHAUM, TAe OH MyTEeIIeCTBOBAN IO
WHIUBUAYaIbHOMY MaplIpyTy, Hadaiack oOuJIbHasi pBOTa, MHOTOKPATHBIN MOHOC.
1.0 xakoM MH(EKITMOHHOM 3a00JICBAHMU MOKHO TIPEIIojararh?
2. Kakoif MakcuMaIbHbIN HHKYOAIIMOHHBIN TIEPHO/T TIPH XOJIepe.
3. OtHocuTca Muaus K 4ncity CTpaH SHJAEMHYHBIX 110 XoJiepe?
Omanon omeema:
1. O xonepe.
2. 5 mHen.
3. VHaus OTHOCUTCS K YUCITY CTPaH 3HJIEMUYHBIX 110 XOJIepe.

3amanue 98.
I'paxnanuH, 3aHUMABIIMKCS OTJIOBOM U Pa3elikoi CephIX CYpKOB Ha TeppuTopuu PecnyOnuku
Anraii, rae pacnosiokeH ['opHO-AnTaiickuil BRICOKOTOPHBIN MPUPOAHBII OYar 4yMbl, 0OpaTHiICs
B MEIUIIMHCKOE YUpEeKJCHHE C KanoOdaMH Ha yXyAlleHHe OOIIero caMO4YyBCTBHUSI, MOBBIIICHUE
TEeMIIepaTyphl Tela, YBEIHUEHUE TOIMBIIICYHBIX TUM(PATHUECKUX Y3TIOB.

1. O xakoM uH(pEKIMOHHOM 3a00JIEBaHUHU CIIEIYET M0I03PEBATh.

2. B xakyro MO Heo0XoAMMO TOCMUTAIN3UPOBATH OOIEHOTO ¢ TAKUM 3a00JI€BaHUEM

3. Kaxkoit MmakcuManbHbBIN HHKYOAIIMOHHBIN TEPHOJ TIPU YyMe.

Omanon omeema:

1.0 uywme.

2. B cnienmanu3upoBaHHbI WH()EKIIMOHHBIN TOCTUTAI
3. 6 oHeH.

Samaune 99.
[Tocenox M. ObLI 3aTOIUIEH B pe3ylibTaTe BECEHHETO MaBoJika. B mocenke mposkuBaer 786 yen.
Kononer, u3 kotoporo HaceneHus: 6paid BOAY JUIsl TUThHS, MOl B 30HY 3aTOTUICHUS.



1. Kakwue nmepBoouepeIHbIe MEPOIIPUSLTHS CIIEAYET OPraHU30BaTh B TIOCEIIKE.
2. O mpoduiakTuke Kakux WH(EKIHA HAJ0 MPEAIoiaraTh B IEPBYIO OYEPeIb.
3. Kaxkue meponpusTus MpOBOIUTH C LETbIO BRISIBICHUS WH()EKIIMOHHBIX OOJIBHBIX.

Omanon omeema
1. OOecneunTs HaceneHUuEe JOOPOKAYECTBEHHON MTUTHEBON BOJOM.
2. O npoduiakTUKE KUIICYHBIX HHPEKITHA.
3. Opranu3oBaTh HOJBOPHBIE 0OXOIBI.

3ananue 100.
B mocenke W. BeIsiBHIH OOJILHOTO € TI0JIO3PCHUEM Ha 3a00JIeBaHUE YyMOM.
1. Kakue npoTHBOAIUAEMUYECKUE MEPOIIPUSITHS IPOBOJAT B OTHOILIEHUH HACEICHHUS.
2. Kakas nmpoBoauTcs npouirakTuka HHPEKIHOHHON 3a0071€BaeMOCTH.
3. Kakue emie mpoBOISTCS TPOTHBOAIHIEMHUYECKUE MEPOTIPUSTHSL.
4, MepOHpI/IflTI/Ifl B OTHOIICHUHU JOMAIIHUX )XUBOTHBIX.

Omanon omeema:
1. MenuuuHckoe HaOIIOIEHNE 32 HACEICHUEM.
2. DxcTpeHHas MpoduiIakTHKa HaceIeHUs (10 TOKa3aHUsIM)
3. Tlposencuwue ne3nH(DEKIIMOHHBIX, IE3MHCEKIIMOHHBIX U JIEPATH3AIIHOHHBIX
MEpONPUATUI
4. BertepunapHoe HaOIIOICHNE 3a JOMAITHUMHU KUBOTHBIMU

MK-5
3anaHus 3aKpbHITOrO THIIA
3amanne 1. UncTpykuus: BeiGepure ouH mpaBUIbHBIN OTBET.
denoTUnMYECKUe MpU3HaKK cuHApoma KnaitHdensTepa BKIIOYAOT:
5. HH3KOPOCIOCTh, KPBIJIOBUIHBIE CKIIAJKH KOXH B O0JIACTH IIEH, MHOXECTBEHHBIC
MUTMEHTHBIE POJMHKH, JTUM(OCTa3, IOPOKH Ceplia U KPYITHBIX COCY/IOB
6. BBICOKHI1 pOCT, TUIIEPrOHAIOTPOITHBIN TUIIOTOHAIN3M, MUKPOOPXUINU3M, OECILIOANE,
THHEKOMACTHsI, a300CIIEPMHSI
7. MuKportedans, TOTUAAKTUINS, paclieInHa Iryobl 1 HeOa
8. MuKpodTanpMUs, paciieanHa ITyobl U HeOa, MUKpoIehans, OTUIAKTAIUS

Omanon omeema: BLICOKAHN POCT, FI/IHCpFOHaI[OTpOHHHﬁ TUIIOTOHAAN3M, MUKPOOPXHUINU3M,
66CHJ’IOI[I/I€, T'MHCKOMACTHUs, a300CIICpMUs

3ananue 2. UuacTpykuus: Beibepute oauH MpaBUIIbHBIN OTBET.
[Topok pa3BUTHS, BCTPEUYAOIIUICS KaK CAaMOCTOSITEIBHO HACIICIyeMbIH IOPOK C ayTOCOMHO-
JOMUHAHTHBIM THIIOM II€PEJIauu, TaK U KaK CUMIITOM IIPH APYTMX CHHIPOMAaX, Ha3bIBACTCS
5. DKTpoAaKTUIIUs
6. Kpunropxuszm
7. Amasus 00JBLIOrO Majbla
8. T'umpouedanus

Omanon omeema: IKTPOJAKTUIUA
3ananue 3. MucTpykius: Beibepute oauH npaBUIbHBINA OTBET.
K xnmHn4yeckum npusHakam cuHapoMa bekBuTta-Buaemana oTHOCST
5. KpeuioBuaHbIE CKITAIKU HA 11I€e, MOHTOJIOUTHBIN pa3pes3 ria3
6. KopoTkyto 1miero ¢ u30bITKOM KOXKHU M KPHUIOBUTHBIMU CKJIQIKAMH
7. I'uneprenopusm
8. bonpiyro Maccy mpu poXACHUH WK MMOCTHATAILHOE ONepexeHNe PHU3NIECKOTO Pa3BUTHUS



Omanon omeéema: BobIIyI0 Maccy IPU POXKJICHUH WM NOCTHATAIBHOE OIICPEIKCHUE
(U3NIECKOTO pa3BUTHS

3ananue 4. Unctpykuus: Beibepute ouH npaBUIbHBINA OTBET.
[Tokazanus uist IpOBeIEHUS KAPUOTUITUPOBAHUS:
5. 3azepkka (PU3NYECKOTO U MOJIOBOTO PA3BUTHUS, TUIIOTOHAIN3M, TUTIOT€HUTAIIN3M;
6. HapylIeHrne MypUHOBOTO ¥ MMPUMUITHOBOTO OOMEHa;
7. mpuoOpeTeHHbIe NeOopMaIri TO3BOHOYHHUKA U TPYAUHBI, TOMYTHEHHE POTOBHUIIBI,
renaTroCcIIEHOMEralus;
8. mporpenueHTHas yrpaTa MpHOOPETEHHBIX HABBIKOB, CYJIOPOKHBIN CHHIAPOM, CITACTHYECKHE
napaauiu

Omanon omeema: 3aCPIKKa (1)I/I3I/I‘-I€CKOFO H IIOJIOBOT'O pa3BUTHUA, THIIOTOHANU3M,
TUIIOTCHUTAJIN3M

3ananue 5. UncTpykus: Beibepute oauH npaBUiIbHBINA OTBET.
CHUMITOMOKOMIUIEKC, BKITIOUAIOIANA MUKpOTIe(anio, paciiennHy Tyosl 1 HEOA, TTOJIMIAKTUITHIO
U TIOJIMKKUCTO3 TIOYeK, HanboJiee XapakTepeH AJIs:

5. cuHIpoMma DBap/ca;

6. cunaapoma JlayHa;

7. cunapoma Bonbda-XupuixopHa;

8. cunapowma Ilaray.

Omanon omeema. cunapoma llaray.

3amanne 6. UHCcTpyKus: BeiGepute oMH MpaBUIbHBIN OTBET.
[Tokazanus ist mpoBeieHUs] OMOXUMHUYECKOTO MCCIEAOBaHUSI HE SBIISIOTCS:
5. 3aJiep’KKa MCUXUYECKOTO Pa3BUTHUS B COYETAHHUHU C MPU3HAKAMHU MOYEKHUCIIOTO A1aTe3a;
6. nerkas onurogpeHus, 3aJeprxKa NoJIOBOrO CO3PEBAHMUS;
7. onurodpeHusi B COYETAaHUH € OOIICH TUCTUIACTUYHOCTBIO;
8. MblllIeyHasi TMIEPTOHUS, THIOMUT MEHTALIN, 3aJIeP’KKa MOTOPHOTO U PEUYEBOT0 PA3BUTHSL.

Omanon omeema: nerkasi oMMroppeHus, 3aJieprxKa MoJI0OBOr0 CO3PEBaAHUS
3amganue 7. UHCcTpykms: BeiGepute ouH MpaBUIbHBIN OTBET.
[Tokazanust 1 MPOBEIEHUS CIEIHATBEHBIX OMOXUMHUYECKUX TECTOB:
5. YMCTBEHHAs OTCTaJIOCTh, BPOXKJICHHBIE TOPOKH Pa3BUTHUS PA3IMUYHBIX OPTaHOB U CHCTEM;
6. IpUBBIYHOE HEBBIHAIIIMBAHUE;
7. KarapakTa, renaToCIUICHOMEralus, OTCTaBaHUE B Pa3BUTHUU, HEOOBIYHBIN 3aM1ax MOYH
8. MepTBOPOXKJCHHE B aHAMHE3e

Omanon omeema: KaTapakTa, renaToCIiyiCHOMETaJIis, OTCTABAHUC B PA3BUTHU, HEOOBIYHBIHN
3alax MO4u

3ananue 8. UncTpykius: Beibepute ouH npaBUIbHBINA OTBET.
buoxumuueckas JuarHoCTHKA MOKa3aHa Mpu:

5. coueTaHUU 33IePKKU TICUXOMOTOPHOTO Pa3BUTHSI C TUIIOMUTMEHTAIUEH 1 HEOOBIYHBIM
3armaxoM MOYH, TPOTPEIUEHTHOM YTpauyMBaHUU PUOOPETCHHBIX HABBIKOB.
THIOTEHUTAIN3ME, THIIOTOHAIU3ME,

Oecrioauu;
8. He BhIHAIIMBaHUE OEPEMEHHOCTH

~No



Omanon omeema: cOUETAHUU 33AEPKKU IICUXOMOTOPHOT'O Pa3BUTHSI C TUIIONUTMEHTAUEN U
HEOOBIYHBIM 3aIIaXOM MOYH, IPOTPEIUCHTHOM yTPauuBaHUH TPUOOPETEHHBIX HABBIKOB.

3ananue 9. UncTpykius: Beibepute ouH npaBUiIbHBINA OTBET.
[Toxa3zaHwust U1 IpOoBEAEHUS OMOXHMMHYECKOTO MCCIIeIOBAHMS:
5. TIOBTOpHBIE CITy4an XPOMOCOMHBIX IIEPECTPOCK B CEMBE;
6. orcraBaHue B PU3UIECKOM Pa3BUTHHU, T€NATOCINICHOMET AJIHsI, HETIEPEHOCUMOCTh KaKHX-
A100 MUIIEBBIX TPOIYKTOB;
7. MHOXECTBEHHBIE BPOKJICHHBIE TOPOKH PA3BUTHUS;
8. TIOBTOpHBIE CIIOHTAHHBIE A00OPTHI.

Omanon omeema: OTCTaBaHUE B (1)I/I3I/I‘-ICCKOM pa3BUTHUH, TCIATOCIINICHOMET aJIus,
HEIICPCHOCUMOCTD KaKuX-JI100 MHUIICBBIX ITPOAYKTOB

3amanue 10. UuacTpykuus: Beibepure oauH npaBuwibHBIN 0TBET. [{luToreHeTndeckuii Mmeton
SIBJISIETCS] PEIIAFOIIMM JIJIS JUATrHOCTUKHU:

5. MOHOT'€HHOM NAaTOJIOTUH C U3BECTHBIM MEPBUYHBIM OMOXMUMHUYECKUM JE(PEKTOM;

6. CHHIPOMOB C MHOKECTBEHHBIMH BPOXKJICHHBIMU IIOPOKAMH Pa3BUTHS,

7. XpOMOCOMHOM MaTOJIOTUH;

8. MHOrO(haKTOPHBIX OOJIE3HEH

Imanon omeema. XpOMOCOMHOM MATOJIOTHH;

3amanwue 11. UacTpykuus: Beibepure oauH MpaBUIbHBIA OTBET.
CexBenuponanue JIHK - 3to0:
1. unentudukanus nocnenoBareabHocTH ocHoBanmid JIHK;
2. MHOTOKpaTHOE MOBTOPEHHE Kakoro-nmmbo ydactka JIHK;
3. Beimenenue ¢pparmenta JJHK, comeprkamiero n3ydaeMplii TeH;
4. yBenuyeHue 4nciia uccaeayeMbpix yaactkos JJHK

Omanon omeema: uaeHTUGUKALKS TIOcTeA0BaTeNbHOCTH ocHOBaHui JIHK;

3amanue 12. UacTpykuus: Beibepure o uH MpaBUIbHBIA OTBET.
Jlst monmyuenust oopasuoB JIHK He ncnons3yroT:

1. xpoBb;

2. CBIBOPOTKY;

3. BOPCHHBI XOpPHUOHA;

4, GuonTaThl KOKH, MBIIIIILI, ICYSHH.

Omanon omeema. BOPCUHBI XOPUOHA;

3anmanue 13. MHcTpykums: Boeibepure oiuH NpaBUIbHBINA OTBET.
(deHoTUNMYEeCKHe MTPU3HAKK CHHAPOMA KOIIAubero KpuKa BKIHOYAIOT:
1. HM3KOPOCTOCTH, KPBIJIOBUHBIE CKIIAKUA KOKU B 00JIACTH 1I€U, MHOKECTBEHHbIE
MUTMEHTHBIE POJMHKH, TUM(OCTa3, HOPOKH CepAlla U KPYIHBIX COCYI0B
2. mpeHaTajbHas MMIIOIUIA3Us, MUKpoLiedanus, peaypuKyIsipHble CKIaJAKU, TUTTOTOHHS
MBI, 3HAYUTEIHHOE CHI)KEHUE PEaKIMM Ha BHEIIHEE pa3paKeHNue U CyJOPOKHbIE
TPUTaIKA
3. mpeHartajbHas MMIIOIUIA3Us, HEOOBIYHBIN MJ1ad, JIYyHOOOpa3HOE JIUII0, MUKpoLedaus,
MBIIIEYHAs TUTIOTOHHUS
4. muxkpodTanbMus, paciennHa ryosl 1 Heba, MUKpoLeaus, MoJIuAaKTUIHS



DOmanon omeéema npeHaTaIbHas TUIOIUIA3MS, HEOOBIYHBIH I1J1a4, JTyHOOOpa3HOE JIHIIO,
MUKpOIIe(aus, MbIIIEYHAS TUITIOTOHHUS

3anmanue 14. Unctpykuus: Beibepure oiuH NpaBUIbHBINA OTBET.
(dbeHoTunMuecKre nMpu3HaKy cuapoma Jlanrepa-I'uanona BKIIOUAIOT:
1. yMCTBEeHHasi OTCTaIOCTh, OTCYTCTBUE PEUH, aTAKCHsI, IPUCTYIIBI OECIIPUIMHHOTO CMeXa
2. TPYWIEBUIHBIN HOC, TUIEPIUIA3Us HIKHEH YeIIOCTH, MHOKECTBEHHBIE XPSIICBbIC
9K30CTO3bl, KOHUYECKHE MU (DU3bI, 337€PKKa ICUXOPEUEBOT0 Pa3BUTHS, yMCTBEHHAs
OTCTaJIOCTh
nuccaHnedanus, 0coOeHHOe N0, yMCTBEHHAs OTCTAIOCTb
4. oXupeHue, MbIIlIeyHasi TUIIOTOHUS, TUIIOTOHA/IU3M, MaJICHbKUE KUCTH U CTOIIbI

w

Omanon omeema TpylIEBUIHBIN HOC, TUNIEPIIIIA3Us HUKHEH YEIIIOCTH, MHOYKECTBEHHbBIE
XpSILIEBbIE SK30CTO3bl, KOHUYECKHE MU(DU3BI, 3aJIepHKKa ICUXOPEUEBOTO Pa3BUTHS,
YMCTBEHHAs! OTCTAJIOCTh

3ananue 15. MHctpykuus: Beibepure oMH NpaBUIBHBIN OTBET.
YacTelil, OecipUYUHHBINA CMeX, CIEU(PUUHOE JIUIO C TPUMACON yIbIOKH, TOBTOPSIOLIHECS
KYKOJIbHbIE€ CTEPEOTUITHbIE IBUKEHUS, OTCYTCTBUE PEUU — XapaKTEPHO IS

1. c. Ilpanepa-Bunnmn

2. c. Bunemana-bekBura

3. c. Bumpsmcca

4. c. AurenpmaHa

Omanon omeema ¢. AHTeIbMaHa

3amanne 16. UnacTpykuus: Beibeprure ouH MpaBUIbHBIN OTBET.
Jlnaruo3 MyKOBHCIIH/103a YCTAaHABIUBAIOT HA OCHOBAHUU:

1. pe3ynbTaToB OMOXMMHUYECKOTO aHATN3a MOYH U KPOBH;

2. JaHHBIX OCMOTpa 0(PTaIBLMOJIOTOM, KapAUOJIOIOM U NapaKIMHUYECKIX METOJIOB
HCCIIeIOBAHUS;
KIIMHUYECKUX CUMITOMOB, KOHIICHTPAIIMK HOHOB HATPUS U XJIOpa B IOTOBOM KUIAKOCTH;
4. XapaKTEepHBIX KIMHUYECKUX CUMIITOMOB, JAHHBIX AIEKTPOMUOTpaduu U OTpeiesICHuUs

w

ypOBHS KpeaTHHHUH(POCHOKHUHA3HI B CHIBOPOTKE KPOBH.

Omanon omeema KTAHAYECKUX CUMIITOMOB, KOHIICHTPAINH HMOHOB HATPHUS U XJIOpa B
MOTOBOM KUJIKOCTHU

3ananue 17. UHcTpykuus: Beibepure oiuH MpaBUIbHBIN OTBET.
JlMarHocTHYeCK1e KpUTEPUN MyKOBUCIIU103a:
5. XpoHHYecKue OPOHX0AKTAa3bl, IPABOCTOPOHHEE PACIIONIOKEHUE ceplilia, XPOHUYECKHE
CHUHYCUTBHI;
6. TpyOble uepThl KA, KHPOCKOINO03, fePopManus TPYAUHBI, HU3KUNA POCT, MOPOK KJIalaHoB
cepua, yMCTBEHHAs! OTCTaJIOCTh;
7. peuuaAnBHPYIOIINE XPOHUYECKHE THEBMOHHHU, HapyIlIeHHue QYHKIMH M0 KEITyJOUHON
&Kele3bl, MaibabcopOIHsl, OOMIIBHBIN 3TI0BOHHBIH CTYI;
8. 3azepikKa pocTa, MHOXKECTBEHHBIN AU30CTO3, TOMYTHEHHE POTOBUIbI, TOBBILIICHHAS
HKCKpELHs TIIMKO3aMUHOTIIMKAHOB (MYKOIOJIMCaXapua0B) C MOYOH.

Omanon omeema peluAMBUPYIOIINE XPOHUYECKHE THEBMOHUH, HapylIeHHe (QyHKIUU
MOJDKENYA0YHOH JKeNe3bl, ManbaOcopOIus, 0OUIBHBIIN 3I0BOHHBIN CTYI



3ananue 18. MHcTpykuus: Beibeprure oiMH NIpaBUIbHBIN OTBET.
JlnarHoctuueckue KpuTepuu Heiipopudpomarosa:
5. BPOXKIEHHBIN IOPOK CEpALla ¥ NOPOK Pa3BUTHS JIyUEBOIM KOCTU U €€ IPOU3BOIHBIX;
6. MHOXECTBEHHBIE IMTMEHTHBIC TISITHA HA KOJKE, OMYXOJIU KOYKHBIE, MTOJIKOKHBIE U 110 X0y
HEPBHBIX BOJIOKOH, CKOJIMO3, TIIMOMBI 3PUTEIILHOTO HEPBA;
7. cebopeiiHbIe aIcHOMBI Ha IIEKaX, ICMUTMEHTHPOBAaHHbIE TISITHA, «KO(EHHBIe)» MATHA,
CYIOPOTH, YMCTBEHHASI OTCTAJIOCTB;
8. aHeMus1, renaToCIICHOMET NS, «OallIeHHBII Yeper, BOISTHKA IUI0Ia.

Omanon omeema MHOKECTBCHHEIC IINTMEHTHBIC IISITHA HA KOX€, OITYXOJIM KOXHBIC,
IIOAKOKHBIC U IO X0y HEPBHBLIX BOJIOKOH, CKOJIMO3, INTMOMBI 3pUTCIIBHOTO HEPBA

3ananue 19. MHctpykuus: BeiGeprure oMH NpaBUIBHBIN OTBET.
JIMarHoCTHYECKUe KpUTeprH (PEHUIIKETOHYPHU:
5. IBOHCTBEHHOE CTPOCHHE HAPYKHBIX MOJIOBBIX OPraHOB, PBOTA, JCTHUAPATALIHS;
6. mporpeccupyromue 0J1eTHOCTh ¥ THIIOTPO(HS, CTUICHOMET AN, BBICTYIAIOIINE CKYITBI 1
T00HBIE OYTPHI, «OAlIEHHBIN Yepen, aHEMUST;
7. MHOXECTBEHHBIE TMTMEHTHBIC TISITHA HA KOXKE, OMYXOJIA KOKHBIE, TIOJIKOKHBIC H TT0 X0y
HEPBHBIX BOJIOKOH;
8. oTcTaBaHMe B ICHXOMOTOPHOM Pa3BHTHH, MUKpOLIE(AITUs, TUTIOMUTMEHTAIIHS BOJIOC U
KOXKH.

Omanon omeema oTCTaBaHUE B ICHXOMOTOPHOM Pa3BUTHH, MUKpoLiedanus,
TUIIONUTMEHTALUS BOJIOC U KOXKH.

3amanwne 20. UuacTpykuus: Beibeprre ouH MpaBUIIbHBINA OTBET.
JlmarHoctuueckue Kputepun cuaapoma Mapdana:
5. OTCTaBaHHE B ICUXOMOTOPHOM Pa3BUTHH, MUKpoLedaIusi, THIOUT MEHTALIHS;
6. MO/ABBIBUX XPYCTAIUKA, TUIEPIIOABUKHOCTD CYyCTaBOB, BOPOHKOOOpPA3HOE BIABJICHHE
TPYAUHBI, BBICOKUH POCT, aHOMAJIbHBIM POCT 3y0O0B;
7. yMCTBEHHAs OTCTAJIOCTh, MAKPOOPXUIN3M, ATUHHOE JIMIIO, BEICOKHI J100, MACCUBHBII
0A00POAOK, OTTOTBIPEHHBIE YIIIH.
8. I'uneprenopusm, OpaxuaaKTUIUS, KPUITOPXU3M, HU3KHUI POCT, MaxoBas rpblka yMEpeHHas
YMCTBEHHAsI OTCTAJIOCTb

Omanon omeema IMNOABBIBUX XPYCTaJINKa, TMIICPIOABHIKHOCTD CYCTaBOB,
BOpOHKOO6p213HOC BIAaBJICHUC I'PYIUHBI, BBICOKHI PpOCT, aHOMAaJIbHbBIN POCT SY6OB

3ananue 21. UncTpykuus: Beibepurte oiH MpaBHIbHBIN OTBET.

JIMarHOCTUYECKHE KPUTEPUH aJIPEHOTCHUTAILHOTO CHHIPOMA:

5. runeprenopusM, OpaxuIaKTHIIH, KPUIITOPXU3M, HU3KHUI POCT, TAXOBbIC TPHIKU, YMEPEHHAs
YMCTBEHHAsI OTCTAIOCTb;

6. TOHaIBI MPECTABIICHBI SIMYKAMH, HAPY)KHBIC TIOJIOBBIC OPTraHbl CHOPMHUPOBAHEI 10
KEHCKOMY THITY, BTOPUYHBIC MTOJIOBBIE MPU3HAKH HEAOPA3BUTHI, KaproTHi 46, XY

7. TpOrpeccUpyroIas BUPUIU3AINsS, YCKOPEHHOE COMAaTUYECKOE Pa3BUTHUE, MOBBIIICHHAS
IKCKPEIUsi TOPMOHOB KOPbI HAAIIOYCYHUKOB;

8. YMCTBEHHAsl OTCTAJIOCTh, MAKPOOPXHUINU3M, OTTOIBIPEHHBIC YIITH, [UTMHHOE JIUIIO,
MacCCHUBHBII MOAO0POIOK.

Omanon omeema nporpeccupyromas BUpuin3anusa, YCKOpCHHOC COMaTUICCKOC
Pa3BUTHUC, TOBLIMICHHAA S3KCKPEIUA TOPMOHOB KOPbI HAATIOYCUHHUKOB



3ananue 22. uctpykuus: Beibepure oa1H paBUIbHBIN OTBET.

DTHONOTHUYECKUE TeHETHYECKUE (PaKTOPHI MPU MYJIbTU(HAKTOPHATIBHOMN MaTOIOTHH:
JEUCTBUE JIBYX aJUIEJIel T'eHa OJIHOTO JIOKYCa;

MUKPOJAEIEUH U JPYTrUe MUKPOIIEPECTPONKU KaKOH-1100 XPOMOCOMBI;

3pPEeKT eTMHUYHOTO TeHa;

aJTATUBHBIN 2((EKT MHOTUX T'€HOB C Pa3IMYHBIM OTHOCUTEIHHBIM BKJIAJIOM KaKJI0TO B
[IaTOr€He3

el S =

Omanon omeema aiTATHBHBIA Y3PPEKT MHOTUX T'CHOB C PA3IMYHBIM OTHOCUTEIILHBIM
BKJIQJIOM Ka)X/IOTO B IMaTOT€HE3

3ananue 23. MHcTpykuus: Beibepure oivH NpaBUIBHBIN OTBET.
OnHO 3 yCTIOBHIA TPOBEICHUS MaCCOBOTO OMOXUMHUYECKOTO CKPUHHHTA HOBOPOKICHHBIX:
1. Hu3Kas yacToTa reHa 0OJIe3HH B MOMYJISAIINH;
2. OTCYTCTBHE METOJIOB MATOT€HETHUECKOTO JICUCHHS
3. Haymumuue ObICTPOTO, TOYHOTO, IPOCTOTO B BHITIOJIHEHUH W HEIOPOTOTO METOAA JHATHOCTHKH
OMOXMMHUYECKOTO Ae]eKTa;
4. BBIpQKEHHBIN KIMHUYECKUN TOTMMOP(U3M OOJIe3HH.

Omanon omeema Hanu4re OBICTPOTO, TOYHOTO, IPOCTOTO B BHITIOJIHEHUH U HEJIOPOTOTO
METO/Ia TMArHOCTUKHA OMOXUMHYECKOTO JedeKTa

3ananue 24. Unctpykuus: Beibeprre o1MH NpaBUIbHBIN OTBET.
K xnmuHMYecKuM mposiBIECHUSIM CUHIpoMa Diiepca-/{aniio OTHOCUTCS:
1. BeipaxxeHHast yMCTBEHHAs! HEIOCTATOYHOCTh
2. I'unornukemus
3. Ilaronmornueckas XpynKoCTh TKaHEH
4. TeMopparudeckuii CHHIPOM

Omanon omeema Ilaronoruueckas XpynkocTb TKaHEH

3ananue 25. UacTpykius: Beibepure oauH npaBUIIbHBINA OTBET.
3aziepKKa pocTa, COMPOBOKAAIOMIAACS JAKTATAIIMI030M U UHCYIbTOMOIOOHBIMH SITU30/1aMU
XapakTepHa JUIs:
1. MyxkoBucuum03a
2. MUTOXOHIpUAIBLHOTO 3a00JICBaHUS
3. I'mukoreHo3oB
4. Heiipodubpomarosa
Omanon omeema MUTOXOHAPUAILHOTO 3a00JIEBaAHU

IIK- 5:

3aI[aHI/lﬂ OTKprTOFO THIIA:

3amanue 26 Ornpenenenre NOHATUSI XPOMOCOMHBIX Ooie3Hel

9TaJ'IOH OTBCTA: XpOMOCOMHBIe 60J‘Ie3HI/I - 60J‘IBH_Ia${ rpyima HaCJICACTBCHHBIX 60JIC3H€I>'I C
MHOKCCTBCHHBIMU BPOXKXACHHBIMHU ITOPOKAMH PA3BUTHA. B ux ocHoBe nexar XpPOMOCOMHBIC UJIN
TCHOMHBIC MYTallUU. 3TI/I JABa PA3HbIX THUIIA MyTaI_lI/Iﬁ AJIs1 KpaTKOCTH O6’[>CI[I/IH${IOT TCPMHUHOM
«XPOMOCOMHBIC aHOMAJINUN»

3ananue 27 OnpeneneHrne TOYKOBBIX MyTaIuit
Omanon omeema OTHOHYKICOTHIHBIE 3aMEHBI U HEOOJbBINNE JENEIUU MOXKHO OIpPENSIHTh C
nomoieio rudbpuam3amu obopasna JHK ¢ amnenscnenuduyHbIMEA - OMTOHYKJICOTUAHBIMU



npobamu u nposeneHus awenbenenuduueckou [P, JIns nposenenus dmoopecuentaou TP,
B KOTOPOW aienu OyAyT OTJIMYaThCS LBETOM (DIFOOPECUEHIINH, MOXKHO MOA00paTh
YHUBEPCAJIbHbBIC MParMepbl U ajieibcrnenuuunbie 30Ha6I. Eciu aienscnenuuynabie mpoobl
1m0I00paTh CTHIK B CTHIK, & UX KOHIIBI CHAOJUTh YHHUBEPCAJIbHBIMHU MparMepaMu, TO MOXKHO
MIPOBECTH MPOCTYIO MJIM MYJIbTUIUIEKCHYIO JIUTa303aBUCHMYIO amIutdpukaiuio. Kpome toro, B
OOJIBIIIMHCTBE CIIy4aeB ¢ IOMOIIBIO KOMITBIOTEPHOTO aHanm3a nocienoBarenbHocTr JJHK MoxHO
O0OHAPYXHUTh, YTO UCCICAYEMbIH MOTUMOP(U3M M3MEHSET MOCIIEI0BATCILHOCTD, CICIH(DUIHYIO
JUISL OJTHOW M3 COTCH M3BECTHBIX B HACTOSIINNA MOMEHT OaKTepHAIBHBIX PECTPUKTA3

3anmanue 28 Onpenenenne NPOTHKCHHBIX JICTCITUN

Omanon omeema: IIpoTsHKEHHBIE JEJEIMH - OJTHU M3 CAMBIX CJIOKHBIX MYTAIlMH HE TOJIBKO JIS
MOKUCKA HOBBIX, HO U JUISl ONPEIECICHUS B JUArHOCTUYECKUX LEAX YK€ M3BECTHBIX. YacTo Mx
OTIPENIETISIOT 10 OTCYTCTBUIO THOPHAU3AIMOHHOTO CUTHAJIa WU €r0 OCJIA0JICHUIO B Pa3IUYHBIX
MPUJIOKEHUSIX - OT TuOpuau3anuu no Cay3epHy A0 aHaIM3a IMUTOTEHETHYECKUX MPENapaToB ¢
MOMOIIIBIO  (PITFOOPECIIEHTHBIX 30HIOB. JIJIsi KJIMHWUYECKOW JIUArHOCTUKH Ppa3padaThIBAlOT
MeToauku Ha ocHOBE [IL[P ¢ onleHKOW cpaBHUTEIbHOW HHTEHCUBHOCTH MOJTYy4a€MbIX AMIUTUKOHOB.

3anmanue 29 OnpeselieHne TaHIeMHBIX TTOBTOPOB

Omanon omeema: Jjid onpeneneHHs] YUCIa TaHIEMHBIX MOBTOPOB B OOJIBIIMHCTBE CIydaeB
JOCTaTOYHO TMPOBEJIEHUS aHallM3a noJuMopdu3Ma JUIMHBI aMITU(GUIPOBAHHBIX (ParMeHTOB C
MIOMOIIBIO BJIEKTpodope3a B aKpUIAMHUIHOM relie WM KalWUIIPHOro 3JekTpodopesa. Pexe
TpeOyeTcst UCI0JIb30BaHHE TMOPUIN3ALMOHHBIX TEXHHUK, TAKUX Kak ruopuanzanus no CaysepHy.

3amanne 29 CpaBHutenbHas reHoMHas rudpuamn3samus (Comparative Genomic Hybridi zation —
CGH)

Omanon omeema: CGH — KoHKypeHTHas ruOpuan3aius in situ Ha HOPMaIbHBIX MeTada3zHbIX
TUTACTHHKAX 3JI0pPOBOTO 4YenoBeka NByX reHoMHbIX JIHK-Oubanorek. OqHa 3 HUX MOJTydeHa U3
aHATM3UPYeMOW TKaHW, BTOpas — W3 KOHTPOJBHOTO 00pa3ia, B3ATHIX B HSKBUMOJISPHBIX
KOJIMYECTBAX M MEYEHHBIX pa3HbIMU (urroopoxpomamu. CoBpeMeHHbIE MOAM(UKAIMU MeTo/a
MO3BOJISIIOT TPOBECTH THOPUAM3AIMIO HE TOJBKO Ha MeTadasHbIX XpOMOCOMAax, HO M Ha
MUKPOYHIIaX, MPEJCTaBICHHBIX HabopamMu KIOHHpPOBaHHBIX (pparmenToB [IHK. Takou BapuaHT
rubpuansanun u3sected kak Mmarpuunas CGH (array CGH). Mcrounukom anamusupyemon JJHK
MOTYT OBITB JIFOOBIC SPOCOACPIKAIINE KICTKA OpraHu3Ma: TUMQOIUTHI eprdepruieckon KpOBH.
(buOpoOIACThI, KIETKM aMHHOTHYECKOHW HJIKOCTH W XOPHOHA, OT/ACIbHBIC OJIACTOMEpHI WA
MOJIIPHBIC TENbIla, a TaKXke 00pa3lbl OMyXOJeBOW TKaHU. J[JIsl MCCIIeOBaHUS MOXKET OBITh
JOCTYIICH W apXWBHBIM MaTepHual, 3aQHUKCHUPOBaHHBIH B (OpMaJMHE W 3aKIIOYCHHBIH B
napadunoBbie 010ku, B kagectBe nctounuka JIHK mist KoHTpoabHOW OMOIMOTEKH, KaK MTPaBHIIO,
WCIOJIB3YIOT JTUMQPOLHUTHI TepUPEpUIECKON KPOBH MY>KUHHBI.

3ananue 30 I'eHbl IpeapacnonokeHHOCTH

Omanon omeema: I'eHbl MPENpPaCcONIOKEHHOCTH — 3TO MYTaHTHBIE T'€HbI (AJJIeNu), KOTOpPbIe
COBMECTUMBI C POXAECHHEM U XU3HBIO B IIOCTHAaTAJIbHOM IEPUOJE, HO NpU ONpEIe- JEHHBIX
HEOIaronmpUATHBIX YCIOBUSAX CIIOCOOCTBYIOT Pa3BUTHIO TOTO MIJIM MHOTO 3a00JI€BaHUS

3amanue 31 Mykosucuno3 O6mas xapakrepuctika. [IpHHINMIBI AUATHOCTUKH.



Omanon omeema. SIBnseTcss HACIEACTBEHHBIM 3a00JIEBaHMEM JKEJI€3 BHELIHEH
CEKpELMH, IMPOSBIIAETCS B NEPBYIO OYEPE/b MATOJOIMEW CO CTOPOHBI KEIYIOYHO-KUIIEYHOIO
TpaKkTa U AbIXaTelIbHOW cuUcTeMbl. [IOBbIIEHHAs BA3KOCTb CEKPETa KEJle3 BHELIHEH CeKpeluuu
IPUBOJUT K XPOHMYECKOMY BOCHAJUTEIBHOMY HPOLECCY B  JETKHX, 3K30KpUHHOMU
HE/JIOCTaTOYHOCTH TO/KEIYJJOYHON JKEJe3bl, TIenaToOWIMapHON MaTOJOTMH W aHOMAaJbHO
BBICOKOMY COJEpKaHHUIO 3JIEKTPOJIUTOB B TNOTE. JlMarHo3 cTaBAT HAa OCHOBAaHUU JIAHHBIX
UCCIIEIOBAHUS M0Ta WIM UAEHTU(UKALUN 2 BapUaHTOB I'€HA, BBI3BIBAIOIIUX MYKOBHCLMJIO3, Y
OOJIBHBIX C IOJIOKUTEIBHBIM PE3YJIbTATOM HEOHATAJIbHBIX CKPUHUHI-TECTOB WJIM XapaKTEPHBIX
KIIMHUYECKUX MPU3HAKOB. OTBETCTBEHHBIN I'€H JIOKAJIM30BAaH Ha JJIMHHOM IUIEYE XPOMOCOMBI 7.
OH koaupyeT MeMOpaHOACCOIMMPOBAHHBIM  OEIOK, Ha3bIBAEMBbI  MYKOBHUCIHIO3HBIM
TpancMeMOpaHHbIM  peryisitopom mnpoBoaumoctu (CFTR). Hawubonee pacnpoctpaneHnHas
Bapuantamu reHa, F508del, BcTpeuaercs mpumepno 'y 85%  amnenei;  ObuIH
uneatuuuuponansr> 2000 menee pacnpoctpaHeHHbIX BapuanToB CFTR.

3amanne 32 AHOMAJIUU TTOJIOBBIX XPOMOCOM

Omanon omeema: AHEYIUIOUJIUU IO TIOJIOBBIM XPOMOCOMaM, KakK IMPaBUJIO, XapaKTePU3YIOTCS
0oJiee MATKUMHU KJIMHUYECKUMU CUMIITOMAMH 0 CPABHEHUIO C TUCOATAaHCOM YHCIIa ayTOCOM. Y
YeJIOBEKa OHM TMPEACTABICHH MOHOCOMHUEH IO XPOMOCOME X W pPa3IUYHBIMH BapHaHTAMH
MOJIMCOMHH TIO TOJIOBBIM XpoMocoMaM. [lomcoMun mo moJIOBEIM XpoMocoMaM ITO OoJIbIas
IpyIIia  XPOMOCOMHBIX  OOJIe3HEH,  TpPEJCTAaBIICHHAs  Pa3UYHBIMH  KOMOWHAIUSIMU
JOTIOJTHATEIBHBIX X- WM Y-XpOMOCOM, a B CIy4asX MO3aWlu3Ma - KOMOWHAIMSIMH Pa3HBIX
KJI0oHOB. OOmas 4actoTra MOJHCOMHHM MO X- WIH Y-XpOMOCOMaM Cpear HOBOPOXKICHHBIX
coctaBisgeT 1,5:1000-2:1000. B ocaHoBHOM 310 moancomMmu XXX, XXY m XYY. Mo3zanunasie
(hopMBI COCTaBIISIOT puMepHO 25%

3amanne 33 KiMHHKO-IIMTOTEHETHYECKas XapakTepucThka cuHapoma CHHIpPOM TpUILIo-X
(47,XXX)

Omanon omeema: Cpenyu HOBOPOXKIEHHBIX JEBOYEK yacToTa cuHiapoma cocrtasisier 1:1000.
Kenmunbl ¢ xkapuotunoM XXX B IMOJTHOM WM MO3aWYHOM BapHaHTE MMEIOT B OCHOBHOM
HOpPMaJIbHOE (DU3MYECKOE W TICHXHYECKOE pa3BUTHE, OOBIYHO BBISABIAIOTCS CIy4aWHO TIIPH
oOcrmeoBaHUU.  ITO  OOBACHSETCS  TEeM, YTO B  KJIETKaX JBE  X-XpPOMOCOMBI
reTepPOXPOMATUHU3UPOBAHBI (JIBa TEJbIIA MOJIOBOTO XpOMaTHHA), a PYHKIIMOHUPYET JIMIIb OJTHA,
KaK U Y HOpMaJIbHOU KeHIIMHBI. Kak mpaBuiio, y >KeHIIUHBI ¢ KApUOTUIIOM XXX HET OTKIIOHEHUH
B IIOJIOBOM Pa3BUTHHM, OHAa HMMEET HOPMAIbHYIO IIJIOJOBUTOCTh, XOTSI PUCK XPOMOCOMHBIX
HapyIIeHUH y TOTOMCTBA U BOBHUKHOBEHUS CIIOHTAHHBIX a00PTOB MOBbIIIeH. IHTEeKTyansHoe
pa3BHUTHE HOpPMAIbHOE WIIM HA HIXKHEW T'paHulle HOPMBL. JIUIIb y HEKOTOPBIX SKEHIIUH C TPUILIO-
X ecTb HapylleHUs PenpoayKTUBHOW (YHKIHMH (BTOPUYHAS aMEHOpes, AMUCMEHOPEs, paHHss
MeHomay3a u Jp.).

3ananue 34 KnMHUKO-IIMTOreHETHYECKash XapakTepucTuka cuapoma Cunapom Ksiipensrepa

Omanon omeema: ITOT CUHIPOM (B TOJTHOM U MO3aWYHOM BapHaHTaX) BCTPEUAETCS C YaCTOTOW
1:500-750  HOBOpPOXXJEHHbIX  MajbuukoB. IlpucyrcTBue  Y-XpOMOCOMBI  OIpenenser
¢dbopmMupoBaHHe MYXCKOro moisa. J[o mepuoaa MmojOBOrO CO3pEBaHMS MAIbYMKH Pa3BUBAIOTCS
MOYTH HOPMAJIBHO, JIUIIb C HEOOJIBIIUM OTCTAaBAaHUEM B IICUXMYECKOM pa3BUTHH. | eHeTHUeCKU W
nucOanaHc B CBA3M € 100aBOUYHOH X-XpPOMOCOMOH KITMHHUYECKH MPOSBIISAETCS B IEPUO/T ITOJIOBOTO
CO3PEBaHUs B BUJIE HEJOPA3BUTHS IMUEK U BTOPUUHBIX MYXXCKHX ITOJIOBBIX IPU3HAKOB. bosbHbBIE
UMEIOT BBICOKUH POCT, KEHCKHH THII TEJIOCIOXKEHNS, THHEKOMACTHIO, C1a00e OBOJIOCEHHE JIUIIA,



MOJIMBIIICYHBIX BMAJUH U JOOKa. SIMYKM yMEHBIIEHBI, THUCTOJOTHYECKA OOHAPYKUBAIOTCS
JIEreHepalysi TEePMUHATUBHOIO DJIUTEIUs W THAJIUHO3 CEMEHHBIX KaHATUKOB. boJibHbBIE
OecruIoAHbI (a300CTePMUs, OJIUTOCTIEPMUS).

3amanne 35 KnmmHUKO-IMTOreHETHYECKask XapakTepucTuka cuaapoma Cunrnapom lllepemesckoro-
TepHepa

Omanon omeema: ITO eTUHCTBEHHas (hopMa MOHOCOMHH Yy KUBOPOXKIEeHHBIX. He menee 90%
3auaTu ¢ kKapuotumnoM 45,X aboprupyercs crioHtanHo. Monocomus X cocraBisier 15-20%
Cpelnr BCeX aHOMAIbHBIX KapuoTUroB aboprycoB. Yactora cunapoma lllepemeBckoro-TepHepa
paBHa 1 : 2000-5000 HOBOpOXAEHHBIX nAeBoYek. LluToreHermka cUHApPOMa MHOToOOpa3Ha.
Hapsimy ¢ ucTHHHOW MOHOCOMHEW BO Bcex Kietkax (45,X) Bcrpewarorcs npyrue (opmbl
XPOMOCOMHBIX aHOMAJIMK IO TOJIOBBIM XPOMOCOMaM. DTO JENEeIHHA KOPOTKOTO WM JUTMHHOTO
wieda X- xpomocombl [46,X,Xp-; 46,X,X0-], m3oxpomocombl [46,X,i(Xq); 46,X,i(Xp)],
KoJbIeBble XpoMoO- coMbI[46,X,R(X)], a Takxke pa3nuuHble BapuaHTbl Mo3auiusma. Jlumse 50-
60% mamuentok ¢ curapomom lllepemeckoro-TepHepa UMEIOT MPOCTYIO MOJTHYIO MOHOCOMHIO
(45,X). EnunctBennas X-xpomocoma B 80- 85% ciyyaeB uMeeT MaTepHUHCKOE TPOUCXOKICHHUE U
b B 15-20% - oTmoBckoe. B ocTanpHBIX ciydasx CHHAPOM OOYCIIOBIIEH Pa3HOOOpPa3HBIM
MozanruzMoM (B 1emom 30-40%) u Gonee peaKMMH BapuaHTaMU JETEIUH, U30XPOMOCOM,
KOJIBIIEBBIX XpOMOCOM. KITMHUYEeCKH CHHIPOM TIPOSIBIISICTCS B 3 HATIPABJICHUSAX: ® TUIIOTOHAIN3M,
HE/IOPa3BUTHE TIOJIOBBIX OPTraHOB M BTOPUYHBIX TOJIOBBIX NMPU3HAKOB; * BPOKICHHBIC MOPOKH
pa3Butus; * HU3KUKW pocT. Co CTOPOHBI MOJOBOW CHUCTEMbl OTMEUAIOTCS OTCYTCTBHE TOHAA
(arene3ust ToHaj), TUNOIJIA3Us MATKW U MATOYHBIX TpyO, NEpBHYHAS aMEHOpes, CKyIHOE
OBOJIOCEHHE JIOOKA U MOIMBIIIEYHBIX BIIAJNH, HEIOPA3BUTHE MOJIOYHBIX XKeJle3, HeI0CTaTOYHOCTh
ACTPOTEHOB, U30BITOK TUIO()U3APHBIX TOHATOTPOTIMHOB.

3ananue 37 YucnoBble HApYHIICHUS ayTOCOM.

Omanon omeema: C KIMHUYECKOM TOYKH 3pPEHHUS YHUCIIOBbIE HAPYIIEHUS ayTOCOM
XapaKTEepPU3YIOTCs CIEAYIOIMMU OCHOBHBIMH MPH3HAKAMU: -BHYTPUYTPOOHAs U MOCTHATAJIbHAS
3a/lep)KKa  poCTa; -KOMIUIEKC JTUCMOPGUYECKHX HapyIIeHWHW, OCOOCHHO aHOMAalIMM JIHIIa,
JUCTAIBHBIX OTIEJIOB KOHEYHOCTEH M IOJIOBBIX OPraHoOB; -BPOXKICHHbIE MOPOKH Pa3BUTHUA
BHYTPEHHHUX OPTaHOB, Yallle BCEr0O - MHOXKECTBEHHBIE; ~-HAPYIICHUS YMCTBEHHOTO pa3BUTHA. XOTS
MIPUCYTCTBUE JTHOOOU U3 STUX YEThIPEX TPYII MPU3HAKOB HE CUUTAIOT 00S3aTEIbHBIM IIPU TOM WIIN
WHOM CHHIpPOME, YMCTBEHHAs! OTCTAIOCTh - OJHO U3 HanboJiee TUMTMYHBIX HAPYILICHUH.

3aganne 38 KIMHHMKO-LIMTOTEHETHYeCKas XapakTepucTuka cuHapoMa JlayHa (Tpucomus
XpOMOCOMBI 21).

Omanon omeema: Hanbonee pacrpocTpaHeHHOE XpOMOCOMHOE 3aboseBanue. [lomynsnuonHas
yactoTa coctasisieT 1:600-700 HoBopoxaeHHbIX. [{uToreneTnueckue BapuanTel cuHapoma /layHa
pazHooOpa3usl OcHOBHYIO ja0ii0 (10 95%) cocraBnsoT ciaydau TOTHOW Tpucomuu 21,
BO3ZHMKAIOIIME BCJIEACTBUE HEPACXOXKJIEHUS XPOMOCOM B Meuo3e. Bkiax MarepHHCKOro
HEpacXo’KJIeHUs B rameTndyeckue Gpopmbl 60s1e3Hu coctaBisieT 85- 90%, a OTIOBCKOTO - TOJIBKO
10-15%. ITpumepno 75% HapylieHUH BO3HUKAIOT B TIEPBOM JISIEHUM MEH03a Y MaTepu U TOJIBKO
25% - Bo BTOpoM. OKkomo 2% nerer ¢ cuHApoMoM JlayHa UMEIOT Mo3anyHble (POPMBI TPUCOMUU
21 (47,+21/46). Ilpumepro 3-4% OONBHBIX UMEIOT TPAHCIOKAIMOHHYIO (OPMY TPUCOMHUU IO
THITy POOEPTCOHOBCKHMX TPAHCIOKAMU MEXIy aKpoleHTpuuyeckumu xpomocomamu (D/21 u



G/21). Okoyio OJHOW YETBEPTH TPAHCIOKAIMOHHBIX (OpPM HACIEAYIOTCS OT POAUTEIICH-
HOCHUTEJICH, TOT/Ia KaK TPU YETBEPTH MX BO3HUKAIOT 0e NOVO. OCHOBHBIC KIIMHUYECKUE TPH3HAKU
CHHJIpOMa: TUIIMYHOE IUIOCKOE JIMIO, Opaxuuedanus , aHOMaJIuM I1a3 (MOHIOJIOUIHBIH pa3pe3
IJ1a3, SNMUKAHT, NaTHAa bpymduneaa, paHHas Katapakrta , MUOIHUS ), OTKPBITBIM POT, AaHOMAJIHH
3y0OB, KOPOTKHH HOC, TUIOCKAs MEPEHOCHUIA, M30BITOK KOXKH Ha IlIee, KOPOTKHE KOHEYHOCTH,
IonepeyHasl 4yeThlpexmnanblieBas JaJOHHAs CKJIaJKa, IIMPOKUU HpoMexyTok mexay | u I
najgplaMy CTombl. M3 MOPOKOB BHYTPEHHMX OpPraHOB YacTO OTMEYAKOT BPOXKACHHBIE ITOPOKH
cepana (AedeKThl MEXOKETYHOYKOBOW W MEXKIPEICEPAHOH  TEPErOPONKH, OTKPBITBIH
aprepuanbHbid  npotok) U JKKT, koTopple B 3HAYUTENBHOU CTENEHU OIPEAEISAIOT
MIPOJIOJKUTENBHOCTD KU3HU MAllMEHTOB ¢ cUHAPOMOM JlayHa. BoJmbIIMHCTBO OONBHBIX CTPAAIOT
YMEPEHHOU WJIN TSKEJIOW CTENEHBI0O YMCTBEHHOW OTCTAJOCTU. bosee MArkue peHOoTUnu4ecKue
MIPU3HAKU XapaKTEpHbI JJIs NAL[UEHTOB C MO3aUYHBbIMU (POPMaMU CHHAPOMA.

3amanne 39 KimMHUKO-IIMTOTEHETHYECKAasl XapaKTepuCcTHKa cuHapoma [laray.

Omanon omeema: [onmynsauoHHas yactora Bapsupyet B Auamazone 1:7800-14 000. 3aboneBanue
BO3HMKAeT MPEUMYIIECTBEHHO BCJEACTBUE TPUCOMUM XpPOMOCOMBI 13, Kak mpaBuio,
MaTEpPUHCKOIO MpOUCXOkIAeHHUs. KpoMme Toro, pa3BUTHE CHHAPOMA MOXET OBbITh CBS3aHO C
TPaHCIOKAlMOHHBIMU BapuaHTaMu (POOEPTCOHOBCKHME TPAHCIOKAIMH), MO3aHYHbIMH (popMamu,
JOTIOJTHUTEIBHOU KOJIBLIEBOX XpOMOCOMOH 13 1 m3oxpomocomamu. Kimmanuecku cunapom [laray
XapakTepu3yeTcs MUKpoIiedaane, paciieIuHaMy BepXHEeH TyObl M HEDA, HU3KO MOCAKEHHBIMHU
ne(OopMHUPOBAHHBIMU YIIHBIMU PaKOBHUHAMH, MHUKPOT€HUEHW, T'MIIOTEIOPU3MOM, JHCIIa3ueH
CeTYaTKH, MOJIMAAKTUINEH, TONEPEeYHOH JIaJOHHOU CKJIAAKOW M MHO>KECTBEHHBIMHM MOPOKaMHU
BHYTPEHHUX OPraHOB: BPOKJIEHHBIMU NMOpPOKaMM cepiua (IeeKTsl Meperopofok U KpYyHMHBIX
COCYJIOB), HE3aBEPUICHHbIM IOBOPOTOM KHIIEYHHMKA, MOJUKUCTO30M I0YE€K U YJBOCHUEM
MoueTOoYHHKa. OOHapyXHBAKOT KPUNTOPXHU3M, THUIOIMJIA3UI0 HApYKHBIX IOJOBBIX OPraHoB,
yIIBOCHHME MATKH U Biaranuia. J[is nered xapakrepHa riryookas nauotus. [IpoaokuTeabHOCTb
KHU3HH, KaK [IPABUJIO, COCTABIISAET 2-3 MEC U PeAKO JOCTUraeT OJTHOrO roja.

3ananue 40 KnuHuKo-IMTOreHEeTHYECKasi XapaKTepUCTUKa CHHApPOMa DaBapca.

Omanon omeema: llonmynsaiuonHas 4vactota cocrasiser 1:6000-8000 cmydaeB. Btopoe 1o
pacnpocTpaHeHHOCTH Tociie cuHapoma J[layHa xpomocomHoe 3a0oiieBaHue. BoJbIIMHCTBO
ciydaeB (90%) cBs3aHo ¢ nmoJHOW (popMOU XpoMocoMBbI 18, BO3HUKAIOIIEHW BCIEICTBUE OMIHMOOK
MEPBOrO JIEJCHUs] MEeHO3a Yy Marepu. TpaHCIOKallMOHHBbIE BapHAHTHI PETHUCTPUPYIOT KpauHe
peako. Kputudyeckud peruoH, OTBETCTBEHHBIM 3a (OPMHPOBAHHE OCHOBHBIX KIMHHYECKUX
MIPU3HAKOB CUHJpOMa, - cerMeHT 18q11. HoBopokaeHHsbie ¢ CHHApOMOM DABapaca UMEIOT MAIYIO
Maccy Tena. OCHOBHbIE JMArHOCTHYECKHWE TMpH3HAKU 3aboseBaHus: jaojiuxouedanus,
TUIEPTETOPHU3M , HU3KO TIOCAKEHHBIE YT aHOMATbHOHW (POPMBI, MUKPOTHATHUS , MUKPOCTOMUS U
CKONIIEHHBIM TOM00pPOJOK. BO3MOXHBI aHOMalMHM pPa3BUTHS KOHEYHOCTEH, OTCYTCTBHUE
JUCTANbHOW CKJIAJKA HAa MU3MHIE W TUIOIUIa3usi HOrTeu. M3 MOpOKOB BHYTPEHHUX OPraHOB
XapaKTepHBIMU CUYUTAIOT KOMOMHHpPOBAHHBIE TOPOKU CEPACYHO-COCYTUCTOW CHCTEMBI,
HE3aBEpIICHHBIM MOBOPOT KHIIEYHMKA, MOPOKH PA3BUTHUSI MOYEK U KpUnTOpxu3zM. OTmeyaror
3aJIepP>KKY MICUXOMOTOPHOTO PAa3BUTHS, UAUOTHIO, UMOCIIMIIBHOCTD. [IpOo0IKUTENBHOCTD KU3HU
OOBIYHO HE TMpeBbIaeT OAHOTO ToAa. TpucomMuu mo xpomocomam 8, 9 um 14 cpean
HOBOPOKJEHHBIX PETUCTPUPYIOT peako. ONucaHbl €IMHUYHBIE CIIy4al HEKOTOPhIX TPUCOMUH.

3al[aHI/Ie 41 KJ'II/IHI/IKO-L[I/ITOPGHCTI/UICCKEUI XapaKTCpUCTUKa CHHAPpOMA TPHUCOMHHU I10 Xp 8.



Omanon omeema. Penxoe 3aboneBanne, 4acToTa KOTOporo B momymsiiuu coctasisier 1:50 000.
Bo3HukaeT B pe3yiabTaTe XpOMOCOMHOTO HEPACXOXKICHHSI B COMAaTHYECKUX KJIETKaX Ha PaHHHUX
CTaUsAX pa3BUTUA. TpucOMHs 8 TaMETUYECKOTO MPOUCXOKICHUS XapaKTepU3yeTcs, KaKk ObLIO
OTMEUEHO BHIIIE, pPaHHEH 3MOPHOJICTATBLHOCTHIO. Y HOBOPOXKJICHHBIX OOHAPYKUBAIOT Kak
MOJIHBIE, TaK ¥ MoO3aW4yHble (OPMBI TPHCOMHH, TIPH OTOM KOPPEISAIHSA MEXIY
pacrpocTpaHEeHHOCTHIO aHEYIUIOMIHOTO KJIOHA U TSXKECTBIO 3a00JI€BaHUS OOBIYHO OTCYTCTBYET.
OcHOBHbBIE TUArHOCTUYECKHUE MPU3HAKK CHUHApPOMA: Makpouedanus, MUKPOrHaTHsI, MACCUBHBIA
BBICTYNAIOUINH JIOO, IIMPOKasi CIMHKA HOca U OOJIbIINE OTTONBIpEHHbIE YU Cpean aHOMaluu
cKkenera oOHapYKHBAIOT 100ABOYHBIC pedpa W TO3BOHKH, 3aKPHITHIE CIIMHHOMO3TOBBIC TPHIKHU B
IIEUHOM U rpyaHOM OTACJIC ITO3BO HOYHHKA, aIlIa3UI0 U THUIIOIIJIA3UI0 HAAKOJICHHHKA, a4 TAKXKE
KOPOTKYIO MICIO. OTMeuaroT MHOXECTBEHHEIE KOHTPAKTypbl CYCTaBOB, KIWHOAAKTUIIUIO U
KaMIITOOAKTHUIIUIO. CpC}II/I INOPOKOB BHYTPCHHUX OPraHoB pacCHpOCTpaHCHblI aHOMAJINU
MOYENOJIOBOU (TUIpOHEPPO3) U CEepAeYHO-COCYAUCTOU CUCTEMBbI (Ie(PEeKThI TMEpPEeropojoK u
KPYIIHBIX COCYZIOB). Y OOJBHBIX OTMEUAIOT 3a/IepP’KKy ICHUXOMOTOPHOTO M PEYEBOTO Pa3BUTHS.
HNHuTemiekT 0OBIYHO CHIKEH.

3amanne 42 KIIMHUKO-IIUTOTEHETHIECKAsT XapaKTePUCTHKA CHHIPOMA TPUCOMHUH 110 Xp 9.
Omanon omeema:. B OONBIIMHCTBE CilydyaeB 3a0oJjieBaHHWE OOYCIIOBJICHO HEPACXOXKJACHUEM
XpOMOCOM Ha pPaHHUX CTaJIUsAX Pa3BUTHUS, U TOJBKO MHOI/IAa OHO CBS3aHO C T'aMETUYECKHUMU
MyTalsIMi. BO3MOXXHBI TOHBIE W MO3andHble (Gopmbl. OCHOBHBIE KIMHHYECKHE MPU3HAKH:
nonuxonedanus, TIy00KO MOCaKEHHBIE IJ1a3a, BHICOKUU JIOO, IIKMpOKasl MEePeHOCHIla, BHICOKOE
HEDO (YacTo C paciIeTnHON), MUKPOPETPOTHATHS, AePOpMaIIHsl YIITHBIX PAKOBHH M KOPOTKAS IIIES.
OTmeudaloT aHOMaJMHM CKeJeTa, BKJIIOYAIOIIHMe AWCIUIa3UI0 Ta300€ApEeHHOro CYyCTaBa, BBIBHX
JIOKTEBOTO MJIM KOJIEHHOTO CYCTaBa, aTOJIOTHYECKUE U3MEHEHUs pedep. 113 mopokoB BHYTpEHHUX
OpPraHOB TUMHWYHBI AHOMAJIMU CEPACYHO-COCYAUCTOH, MmouenosioBor cucrem u KKT.
BonpmmHcTBO HOCKTENEH TpUCOMUU 9 TOTUOAOT B TepBbie 4 MeC KU3HU, TPEUMYILECTBEHHO OT
pecnupaTOpHbIX HHPEKIUH.

3amanne 43 MoHoreHHble (OPMBI HACJICICTBEHHBIX OOJIe3HEW: KiacCU(UKAIUs, ITHOJOTHUS
Omanon omeema: MoHOTeHHBIE HACIEACTBEHHBIE 00JIE3HN 3aHUMAIOT 0CO00€ MECTO B ITATOJIOTUH
YeJI0BEKa B CHIIY M3YYCHHOCTH MX NPHUPOJibl. COTJIaCHO 3TOM KJIACCH(PHUKAIUK BCE MOHOTCHHBIC
HACJIEICTBEHHbBIE O0JIC3HU JICJISATCS HA: - AyTOCOMHBIC IOMUHAHTHBIE, -ayTOCOMHBIC PELIECCUBHEIE,
-X-ClIeIJICHHBIC JOMHHAHTHBIC, -X-CICIUICHHBIC PEIECCUBHBIC, -Y-CIEIICHHBIC 3a00JICBaHMUI.
HekoTopsie aBTOpHI CrOJa K€ BKIIOYAIOT MOHOTE€HHBIC MHUTOXOHApPHAIbHBIC 00e3HU. OCHOBOH
IPYrod KiIacCU(pHUKAIIMM MOHOTCHHBIX HACIJEJCTBEHHBIX OOJIC3HEW SIBIICTCS TO, Kakas W3
MOJICKYJISIPHBIX (YHKIUKW HapyllaeTcsl B Cilydyae MyTallid B COOTBETCTBYIOIIEM reHe. Ywcio
MOJIEKYJISIPHBIX (DYHKIIMH Y pa3HBIX HUCCIIENI0BATENEeH BapbUPYET, HO B OOJILIIMHCTBE CIy4aeB K
HUM OTHOCST CIEIYIOIIWE: CIydae MyTallid B COOTBETCTBYIOIIEM reHe. UHCIIo MOJEKYISIpHBIX
GyHKIMH Y pa3HbIX HCCleoBaTeNed BapbUpPyeT, HO B OOJIBIIMHCTBE CIy4aeB K HUM OTHOCST
CIIEyIOIINe: -CBSI3bIBaHHE OEJIKOB C HYKIEHHOBBIMU KHUCIOTaMH, (epMeHTaTHBHbIE, -
TPaHCTIIOPTHBIE, -MOTOPHBIE (DYHKIUH, -PETYISIHNIO TPAHCKPHUIIIIUH, ~CUTHAIBHYIO TPAHCIYKIIHIO,
-CTPYKTYpPHYIO (DYHKIIHIO, CBS3BIBAHHE C JIMTAHJOM, -IIAMIEPOHHYIO (YHKIIHIO,-PEr YIS0
AKTUBHOCTH ()EPMEHTOB H T.]J

3ananue 44 MonHoreHHbie (HOPMBI HACIEICTBEHHBIX O0O0JE3HEH: OCOOCHHOCTH KIMHUYECKOH
KapTUHBI



Oranon oteera: KimHuyeckass reHeTMKa Bcerja onMpalsach B CBOUX IPUHIMIAX Ha
3aKOHOMEPHOCTH, YCTaHOBJIEHHBIE 3KCIIEPUMEHTAIIbHOM TIeHeTUKOW. OJHa W3 OCHOBHBIX U
HanboJiee CTapblX aKCMOM KIMHUYECKOW MEIUIMHBI CBOJUTCA K TOMY, 4TO OOJE3Hb JHO00W
THONOTUN  (MH(PEKIMOHHOW, TPaBMAaTHYECKOW, AIMMEHTapHOW, TOPMOHAIBHOW H© [p.)
MIPOSIBJIAETCS. HEOJAMHAKOBO Y Pa3HbIX WHIUBUIOB, MOITOMY HYXHO JI€UUTh HE OO0JIE3Hb, a
6ospHOTO. B psizie cimydaeB KIMHHYECKast KAPTHHA OJJHOTO M TOTO K€ 3a00JI€BaHUS BAPbUPYET OT
CTePTBIX (OPM /10 THKENEHINNX KIMHHUYECKUX TMpOsiBIeHUH. DOpMHUpOBaHUE KIMHHYECKOW
KapTUHBI CBS3BIBAIOT C OCOOCHHOCTSMHU JEHCTBHS 3THOJOTHYECKUX (DaKTOpoB (Hampumep,
BUPYJIEHTHOCTh BO30YIUTENSA), UCXOAHOIO COCTOSIHUSI OpraHu3Ma (MMMYHHBIM CTaTyc, oOMeH
BEILIECTB), COIMYTCTBYIOIIUX YCIOBHHU (CTpecc, Temrieparypa). Kpome Toro, mpusHaeTcs poJib
BPOKJICHHBIX XapaKTEpUCTUK OpraHW3Ma B IATOTE€HEe3e¢ U KIMHUYECKOW KapTUHE OO0Je3HEU.
Kazanoce Obl, MOKHO OXUAATh OoJjiee WM MEHEee YHU(PHUIMPOBAHHOU KIMHUYECKOW KapTHHBI
KaKOHW-TTM00 HO30JI0THYECKOHW (POPMBI T€HHBIX 00JI€3HEN, TOCKOJIbKY 3THOJIOTHYECKUH (aKTOp JUIst
BceX OOJIBHBIX € ATOW (POPMOHU OJIMHAKOB (MyTalMsi B COOTBETCTBYIOIIEM TI'€HE), a MaTOreHe3
pa3BepThIBaeTcs Ha (POHE JKECTKO JAETEPMUHHPOBAHHOIO KOHTPOJIS T€HHOW aKTUBHOCTH. Takou
BBIBOJI IOJICKa3bIBaJl OOLIET€HETUYECKUH B3IJIsI HA MOHOT€HHO JETEPMUHHUPYEMbIE COOBITHSL.
OpHako KIMHUYecCKas NpaKTHKa I0Ka3ajla, YTO CHMIITOMAaTHKa HAaCJEeICTBEHHBIX OOJe3HeW
paznuuHa. [Ipu HakoTUIeHHH HAOIIOIEHUH OJTHUX U TEX YK€ HO30JIOTUYECKUX (POpM 0Ka3aloCh, UTO
KIIMHUYECKUH TOJUMOP(U3M T€HHBIX 0O0JIe3HEW BBIPA’KEH HE MEHBIIE, YeM HEHACJIEJICTBEHHOW
natosiorud. [Ipm MHOrux 3a0o0yieBaHMSX, TOCTATOYHO XOPOILIO M3YYEHHBIX Ha KIMHHUYECKOM,
TCHETHYECKOM M MOJIEKYJSIPHOM YPOBHSAX, HET CTPOTOM KOPPEJSALHMHA MEXKIY TEHOTHIIOM H
(dheHoTUIIOM.

3amanne 45 MoHoreHHnble (GOpPMBI HACICACTBEHHBIX OOJIE3HEH: TOHATHE O KIMHUYECKOM
noauMopduzme

Omanon omeema KIIMHNIECKUHU TTOTMMOP(PHU3M I'eHHBIX 00JIC3HEH MPOSIBIISIETCS B Pa3HBIX CPOKax
Hayvajia 3a00JIeBaHMsl, TIOJHOTE U TSDKECTH CUMITTOMATHKH (TIyOMHA ITATOJOTHYECKOTo poriecca),
MIPOJIOJKUTEIILHOCTH OOJIC3HH, CTCIICHH WHBAIMIHOCTH, TOJICPAHTHOCTH K TEparuH, B
COKpAIIIEHUH IPOJIOJDKUTEIILHOCTH KU3HU. BMecTe ¢ TeM cliefyeT MOI4epKHYTh, YTO T'CHHBIC
00JIC3HN HE MMCIOT IUTABHBIX IIEPEXOJI0B OT HOPMBI K martojiorud. Jlaxke camast yierkas ¢opma
00JIe3HN 00s3aTebHO HMEST MHHHMAJbHBIC JIMATHOCTHYCCKUE KPHUTEpUHU. [ eHeTHueckoe
MPABHUJIO TJIACHT: HOPMAJIBHBIM T€HOTHUI JIETCPMUHHUPYET HOPMAJIbHBIK (DEHOTHI, & MyTAaHTHBIH
TCHOTHII JICTEPMHUHUPYET MYTAaHTHBIK QeHoTurnt (Oosie3Hb). ['CeHEeTHYECKOW NPUYHMHOW
MOJIMMOP(H3Ma MOKET OBITh SBJICHUE B3aUMOJICHCTBHS IJIABHOIO I'eHa U T€HOB MOIU(DHUKATOPOB
(arMcra3,  0COOGHHOCTM  MHAKTHBAIlMM M JI030Bas  KOMIIGHCAIUS  X-XPOMOCOMBI,
[IUTOIUIa3MAaTUIECKUU TEHOM), C IPYTOU CTOPOHBI - 3TO MOTYT ObITh ¥ (DAKTOPBI BHEIIHEH CPEJIbI,
B KOTOPBIX OCYIIIECTBIISICTCS pa3BuTHE MHANBUA. K HacTOsIIIEMY BpeMEHU HaKOIUJICS OTPOMHBIA
(bakTHyecku MaTepuai o GEeHOMEHOJIOTUN KIMHUYECKOTO MOMUMOpdu3Ma OTAEIbHBIX GOpM U
(bakTopam, ero onpenesoIM. B mepByro ouepeis cieayeT paccMaTpuBaTh 3HAUCHUE XapakTepa
MyTallud B KOHKPETHOM JIOKYyCe Ui TMposBIeHUs Ooyie3HH wWin (GopMUpOBaHUs (EeHOTHUTIA
(MmytanTHOTO). [lepBHUHO BO3HUKIIIME U YHACIIEIOBAHHBIE OT MPEABIAYIIUX TOKOJIEHUH MyTaIlluu
UMEIOT JOCTATOYHO CXOAHOE (DEHOTUIIMYECKOE MPOSBICHUE, T.€. JUIUTEIHHOCTh YHACIESIOBAHUS
MyTallud HE OTpaXaeTcsd Ha KIMHUYECKOM moiuMopdu3me reHHbIX Oone3nen. Kak
MOAYEPKUBAIOCH BBIIIIE, IECATKHU U TAYKE COTHU Pa3HBIX MyTallUW (1 IaXKe pa3HBIX TUIIOB) B OJTHOM
Y TOM e JIOKyCe BEAYT K OJJHOW U TOH ke 00Jie3HH. B OOJILITMHCTBE CIy4aeB XapaKkTep MyTalluu



HE OTpeeTsieT KIMHUYECKYIO KapTUHY 0oJie3HH. DEHOTHUT ONIpeIeseT MePBUIHBIA P (EKT reHa
(HeT mPOaYKTa UK MaJIO MPOAYKTA).

3anmanue 46 I'eneTnyeckast reTepOreHHOCTb.

Omanon omsema: TloHATHE TEHETUYECKOU T€TEPOrC€HHOCTH O3HAYAET, YTO KIMHUYECKas Gopma
IFeHHOW OOJIE3HM MOXET ObITh OOYyCJIOBJIEHAa MYyTallMsIMU B Pa3HbIX JIOKycax WM pa3HbIMU
MYTalUSIMU B OJJTHOM JIOKyCE (MHOXKECTBEHHbIE aJUIENH). SIBIEHNE F€HETUYECKOU IeTEPOr€HHOCTH
HOCHT OOILIMK XapaKTep, €ro y’Ke MOKHO Ha3BaTh IPABUJIOM, [TIOCKOJIbKY OHO paclpOCTpaHsAeTCs
Ha Bce OENKM OpraHmM3Ma, He TOJBKO Ha MaTOJOTWYEeCKHe, HO M Ha HOpMajibHble BapuaHThl. C
MOJIEKYJISIPHO-TEHETUYECKOW U OMOXMMHMKOTE€HETHUECKON TOUEK 3PEHUs BIIOJIHE O0BICHUMO, YTO
pa3auyYHbIe MATOJOTUYECKUE TIEeHbl MOTYT HMMETh MPUMEPHO OJMHAKOBBIW (EHOTUI IpHU
KIIMHUYECKOH olleHKe. KoHeuHbIr 3(PPEeKT MOJOMKH KaKoTo-IHO0 Tpolecca Ha KIMHUYECKOM
YPOBHE MOKET ObITh OOYCIIOBJIEH HACJIEICTBEHHBIM HApYIIEHHEM CHHTE3a Pa3HbIX OCJIKOB WM
pa3HbIX BApUAaHTOB OJIHOTO U TOTO e Oelika. BeIsicHeHNe cTeneHn reHeTUYeCKO W TreTepOTeHHOCTH
IpH J1I000W HacleACTBEHHOW OO0JIE3HM MPOXOAMUT YEpe3 BCE ATalbl: ONMUCAHUE MPOSBICHUU Ha
KIIMHUYECKOM YpOBHE, M3y4Y€HHME THIA HacleAOBaHMUS M JIOKAJU3allUU TIeHa, BBIICHEHUE
MEPBUYHOTO OMOXMMHUYECKOTO JAe(eKTa, YCTaHOBJIEHUE MOJIEKYISPHOW CYIIHOCTH MYyTallMu Ha
ypoBHe JIHK. I'eneTnueckas rereporeHHOCTh, 00yCIIOBICHHAs MyTallsIMU B pa3HbIX JIOKycaXx, -
MEXKJIOKYCHAsl TE€TEPOreHHOCTh - OTYETIIMBO BUIHA Ha MpuUMepe cuHapoma Jnepca-llanmo (6
dbopm), HerpoduOpomarosa (Mo MeHelied mepe 6 ¢opm) W TA VCTOUHUKOM T€HETUYECKOH
TFEeTEepOreHHOCTH B TOM € JIOKYCE - BHYTPWIOKYCHOW TETEPOr€HHOCTH - MOTYT OBITh
MHO>KECTBEHHBIM aJJIeJIN3M U T€HETHYeCKHe KOMIIayH[Ibl. Pa3Hble MyTaHTHBIE ajUIeTd MOTYT
MPOSIBIIATHCA (DEHOTUNTMYECKH HEOAMHAKOBO (HampHMep, pa3Hble [-TaJacceMHH, HEKOTOpbIe
MYKOIOJIMcaxapua0o3el). PacmmdpoBka TeTEpPOreHHOCTH TEHHBIX OO0Je3HEW WHTEHCUBHO
MIPOJIOJIKACTCSI OJHOBPEMEHHO B KIMHMYECKOM M M€HEeTHMYeCKOM HampaBieHusx. Obmias 3agaya
CBOJMUTCSA K BBIABICHUIO KOPPEISILIMM MEXIY T€HOTHIOM U (PEeHOTHNOM. AHanu3 (eHoTuna
(KTMHUYECKOW KapTHHBI 00JIE3HN) - IEPBBIX ATAIl B paCHIM(PPOBKE Fr€HETUUECKOU FeTePOT€HHOCTH.
UYem TouHee u3ydeH (HeHOTHI, TeM OO0JIbIEe BOBMOKHOCTEH B OTKPBITUU HOBBIX (hopM Oosie3HEH,
B pa3JieJIeHUU n3ydaeMou (hOpMbI Ha HECKOJIBKO HO30JIOTHYECKUX eUHUIL. Bce nmepeuncieHHbIe
METO/bl C HEKOTOPHIMU YCOBEPIICHCTBOBAHMSIMM B MapakJIMHUYECKOM IUIAaHE U ceudac
MPUMEHSIOTCS Ui paciiu(QpPOBKUA MPUPOAbI HACIEICTBEHHBIX O0Je3HeW. AHanu3 (GeHoTHUIa He
JOJIKEH OTPaHUYMBATHCSI OPraHU3MEHHBIM ypoBHEM. llepcriekTHBHOE HampaBlieHUE - U3yYeHUE
KJIETOYHOTO YPOBHSI, T.€. UCCJIENOBaHUE KJIETOK B KyJIbType TKaHM (KJIETOUHAs THOpUIN3aIus,
MeTaboJIM4eckoe KOooIMepupoBaHue, (uzHnonornueckas KoMIileMeHTauus). [eHernueckas
reTepOreHHOCTh HECKOJIbKUX TpyMHN 0oJie3HeW Oblla OTKPBITA C MOMOIIBI0 METOJIOB KYJIbTYpPBI
KJIIETOK (MyKOToJucaxapu03bl, 0oneznu penapanuu JJHK).

3ananue 47 'emoxpomaro3. OO01mas XxapakTepucTika 3a001eBaHus

Omanon omeema: HacnenactBeHHoe 3a00JieBaHUE, XapaKTEPU3YIOIIEECs MOBBIILIEHHBIM
BCAChIBAaHUEM JKeJle3a B KHIICYHUKE M OTJIO)KEHHEM B OpPraHax M TKaHSIX JKEJIe30COAeprKallux
IUTMEHTOB  (IPEUMYIIECTBEHHO B  BHUJAE TIeMOCHJAEpPHHA) C  pa3BuTtueM  (udposa.
Pacmipoctpanennocts 1:200 - 1:300 (B eBpomneiickoii momysiun). ['eTepo3uroTHoe HOCUTEIHCTBO
nmaTojoruyeckoro resa ormedaercs |y 10-13%  nHacenmenus.  MyxuuHBl  0OJEIOT
npeanosiokurenbio B 10 pa3 yame xeHmuH, B Bo3pacte 40-60 Jer, a >KEHUIMHBI MOCIE
MeHomnay3bl. IlaTorenes HepmocraTouHO M3ydeH. Kitaccmdeckuil reMoxpomaTo3 MpeCcTaBIIsET
co0oii cTyneH4aTslii mpolecc, HaunHatouiics mytauuneit HFE-rena, Hapymenuem HachllieHus
TpaHceppHuHa, yBEIUYECHUEM CHIBOPOTOYHOTO (peppUTHHA U 3aBEPILAIOIINICS AETTOHUPOBAHUEM



JKeJle3a B KU3HEHHO BKHBIX OpraHax, MpekJe BCero B meueHu, ¢ opMupoBanueM (hudpo3a u
uppo3sa. ['eMoxpomMaTos - MoNMCHHIPOMHOE 3a001eBaHNe, KIMHUYECKHE MPOSBICHUS KOTOPOTO
HE SBIAIOTCSA crnenuuUHbIMUA. Hanuume KIMHMYECKUX MPU3HAKOB T'€MOXpOMaTo3a TECHO
COIIPSDKEHO CO CTETEHBIO0 HAKOIUICHHS jKeJie3a B TKaHAX. KpuTuueckoil sSBisieTcsi KOHIICHTPAIUs
JKelesa, peBpllatomias Hopmy 6osnee yem B 10-20 pa3. Hamie 3to npoucxoaut nocie 30-40 ner.

3ananue 48 MoHoreHHbIe (OPMBI HACIICACTBCHHBIX 3a00JICBAHUH CKEJIETa U COCAMHHUTCIHLHOU
TkaHu.CunzapoMm Diepca-/lanio.

Omanon omeema Cungpom Dnepca-/lanio - rereporeHHast rpymnna HacleACTBEHHBIX 00Je3HEeH
COCJMHUTEIILHOW TKAaHW C pa3HbIMHA THIIAMH HACJIEOBAaHUS, HO OOMIMMH KIMHUYECKUMHU
MpPU3HAKaMU: TUNEPMOOMIBHOCTh CYCTAaBOB, IOBBIIIEHHAs PaCTSLDKMMOCTh KOXKH, CKEJIETHbIE
W3MEHEHHUs], MOBBIIIEHHAs PAaHUMOCTb KOXKH, MpPOSBIEHUS CO CTOPOHBI BHYTPEHHUX OPIaHOB.
Cungpom Onepca-JlaHino MpOSBISETCS BPOXKACHHOW TUIEPPACTKUMOCTBIO COEAMHUTENBHOU
TKaHU B CBSA3M C HapYyLIEHUSIMU CHHTE3a KOJUIareHa, oOyCIOBJIECHHBIMU MYTAllUSIMU B pPa3HbIX
reHax KoJulareHa U JIpyrux O€JIKOB KCTPAKJIETOYHOTo Marpukca. KnuHudecku, OMOXHUMUYECKH,
MOJIEKYJISIPHOT€HETUYECKH MIEHTU(UIIMPOBAHO 6 TUIIOB CHUHApoMa Diepca- [laHio, KoTopeie ¢
KIIMHUKO-TEHETUYECKOW  TOYKM  3peHHMs]  JOJDKHBI ~ CUUTAThCS ~ CaMOCTOSATEIbHBIMU
Ho3oJorMueckuMu ¢Gopmamu. Hanmwume cuaapoma Onepca- [laHno maio oTpaxaeTcs Ha
PENpPOaYKTUBHOW (PYHKIIUH, XOTS Y OOJIBHBIX CHIYKEHO KOJIMYECTBO MOTOMKOB. VIMetoTcs H305Th
C BBIpaXEHHBIM 3(h(heKTOM poJOHAYATFHUKA Ha MPOTSHKEHUH HECKOIBKUX IMMOKOJICHUH, B KOTOPBIX
OoJsbHBIE C cHHAPOMOM Dnepca-/lanno cocrasmsitor 10% Bcero HaceneHus.

3amanne 49 MoHoreHHbie (OPMBI HACIIEICTBEHHBIX MMMYHOIS(OUIIUTHBIX COCTOSTHUH

Omanon omeema: Pa3nn4arOT HECKOJIBKO THIIOB HACIIEACTBEHHBIX HMMYHOACHUITUTHBIX
coctostHUA. OIMH U3 HUX CBS3aH C HApYyNICHHEM (YHKIIUH (aronuTo3a UMMYHOKOMITETCHTHBIMU
kinerkamu. [IpuMep HapymieHus MOJAOOHOTO pojia - XpOHHYECKasl TpaHyleMaTo3Has OOJIe3Hb,
Haclieyemas 1o X-CIelUICHHOMY HMJIH ayTOCOMHO-perieccuBHOMY Tuity. [Ipu aTom 3a00sieBaHIM
(baronuThl 3aXBaTHIBAIOT MHKPOOPTraHWU3MBI, HO HE MOTYT WX NEPEBApPUTh, B CBS3H C 4YeM
00pa3yloTcsi TpaHyJaeMbl, a OOJbHBIC CTPAJAIOT YaCTBIMH IOBTOPHBIMH WHQEKIIHOHHBIMU
3a0oneBaHussMA. CaMbli HM3BECTHBIM IPUMEP HACJICICTBEHHOTO HapylIeHUs (QYHKIHH
KOMIIOHEHTOB KOMIUIEMEHTA - HACJICJICTBEHHBIN aHTHOHEBPOTUYCCKUH OTEK . DTO 3a00JIeBaHUE,
Haclle/lyeMoe TI0 ayTOCOMHO-JIOMHHAHTHOMY THILy, OOYCIOBJICHO HEJIOCTaTOYHOCTHIO
uHruouTopa mnepsoro kommoneHTa cucrembl Komiuiementa (CLl-INH). Ono manudectupyer
MOBTOPHBIMH MPUCTYIIAMHU OTEKa KOXKH, JABIXaTCIbHBIX MyTeH U KUIIEYHUKA M TUIOXO TOIACTCS
JICUCHHIO.

3aganue 50 buoxumMuyeckne METOALI JUArHOCTHKA

Omanon omeema: buoOXMMHUYECKHME METOJbI HAMpaBICHBl Ha BBISBICHHE OMOXUMHYECKOTO
(deHoTHma opraHu3Ma. YpOBHHU, Ha KOTOPBIX OIEHUBAETCS (PEHOTHUII, MOTYT OBITh Pa3HBIMHU: OT
MEPBUYHOTO MPOAYKTa I'eHa (MOJUNENTUIHOH eNH) J0 KOHEYHBIX METa0OJIUTOB B KPOBH, MOYE
win nore. CoBpeMEHHbIE BBICOKOTOUHBIE TEXHOJOTUHU (BBICOKOI(PPEKTHBHAS IKUAKOCTHAS
xpomatorpadus, XpoMaTromacc-CIeKTpOMETpHs, Tra3oBas XxpoMarorpadusi, TaHAEMHas
CHEKTPOMETpPHSI) TO3BOJIAIOT HIACHTH(PHUIMPOBATH JIOOBbIE METa0ONUTHI, CHEIU(PUYHBIE IS
KOHKPETHOHW HAaclleJICTBeHHOW Oone3Hu. [lokazaHusMU Il TPUMEHEHUS OHMOXUMHUYECKHX
METOJIOB JUArHOCTUKH Y HOBOPOXKIEHHBIX SIBISIIOTCA CYAOPOTH, KOMa, PBOTA, T'HMIOTOHUSA,
KENTyXa, ChenuPuuecKuyd 3amax MOYM M TO0Ta, alu]03, HAPYIIEHHOE KHCIOTHO-OCHOBHOE



paBHOBECHE, OCTAHOBKA pOCTa. Y JeTeH OMOXMMHUYECKHE METOIbI UCIIOJIB3YIOT BO BCEX CIIydasix
MOJIO3PEHUST Ha HACIEeACTBEHHbIE O0O0Je3HM OOMEHa BellecTB (3agepkKa (U3UYECKOro U
YMCTBEHHOT'O Pa3BUTHSL, TOTEPs NPpUOOPETEHHBIX (PYHKIMH, KIMHUYECKask KApTHHA, crenrpuyHas
UL KaKOW-JIMOO HacleJCTBEHHOW Oosie3Hn). buoxumudeckue MeETOABI HPUMEHSIOT —JUIS
JUArHoCTUKH HAaCJIICACTBCHHBIX Oonesned u TCTCPO3UTOTHBIX COCTOSTHUH Y B3pOCIIBIX
(FeHaTOJICHTI/IKYJIﬂpHaﬂ ACreHepanysa, HEAOCTATOYHOCTH (X,l-aHTI/ITpI/IHCI/IHa, HEOOCTAaTOYHOCTD
re®Al" u t.1.).

3ananue 51 Ilanuent - HoBopoXxaAeHHBIN, HanpasyieH B MI'K 11t o6ciienoBanus B ¢BA3M €
noBelieHueM ypoBHs HeoTTI'-184,4 MxEn/mn, perectTTI-291,2 MmxEn/mi. O6bexkTrBHO: Macca
tena 4200r, koxa cyxasi, TacTO3Has, XKEJITYIIIHAs, JINIIO OTEYHOE, S3bIK OOJIBIION, OTEKH KUCTEH
M CTOII, TOJIOC HU3KHH.
1)IIpennonoxuTenbHblil TUarHo3.
2)MeToabl IMAarHOCTUKHU.
DTaloH OTBeTA:
1) BposKaeHHbII EPBUYHBINA TUTIOTHPEO3
2) KoHcynbralys reHeTHKa ¢ YTOUHEHHUS TeHETHUECKOM 3THOJIOTUH 3a00JieBaHust; 11 roj
TTI u T4 cBoboansIit 1p/2-3 mec., [Tocne kaxaoro n3MeHeHust 10361, KOHTpoab TTT
yepe3 2 mec; Y3U cpasy mociie mocTaHOBKH TMarHo3a, aaiee 1p/B 1-2 roga; omnenka
TUHAMHKHU pocTa; cuuHturpadus DK

3amganue 52 [NanueHt - neBouka 3 jeT. XKamoObl Ha MOBBIIEHHYIO YTOMJIIIEMOCTb, OJICTHOCTD,
TOJIOBOKPY)KEHHUE, CHIDKEeHHE armeTuTa. OObEKTUBHO: JIETKask HKTEPUYHOCTh KOXKH H CKIIED,
0011 IPEUMYIIIECTBEHHO B JIEBOM Moipebephe, cruienomeranus. B ananuse kposu - Hb-75 /i,
Op-2,9, LHI1-0,9, Per-52%, neiik-10,2, 3-2, n/g-4, c/1-52, mumd-37, CO3-20. I3 anamHe3a: MaTh
3JI0POBA, Y OTIIAa MEPUOANYECKH OTMEUACTCS KEATYITHOE OKPAIIUBAHUE CKJIIED.

DI IpennosioKuTeIbHBIA TUATHO3.

2)MeTo1bl AMarHOCTHKH.

Omanon omeema:

1) Tanaccemus

2) VY3U OBII, OAK, buoxumuueckuii ananus kposu, CexkBenupoBanre HBA1, HBA2,

HBB

3ananue 53 IlanueHT - HOBOpOKIeHHAs JieBOYKa. OOBbEKTUBHO: TUIIEPTEIOPHU3M, KIIFOBOBUHBIN
HOC, aCHMMETpHUS Yeperia, HU3KO pacloIoKeHHbIE Je()OPMUPOBAHHBIC YIIIHbIE PAKOBUHBI C
MpeapuKyJIbPHBIMU CKIIAJAMH, 3a/Iep>KKa IICUXOMOTOpHOro pa3Butus. Ha Y3U - runomnnasus
MMOYKH.

1)I[IpennonoKuTenbHbIi TUArHO3.

2) MeTo1bl TMarHOCTHKH.

Omanon omeema:

1)Cunapom Boinbha-Xupixopaa

2)HccnenoBanue kapuoTuIa

3ananue 54 Ilauuent - myxunna 53 net. J)KanoObl: Ha H3MEHEHHE TIOXOAKH U IOYepKa,
HEMPOU3BOJIbHBIE IBUKEHUS pyKaMH U T0JI0BOH. OObEKTUBHO: XOPEHUYECKHE IUIEPKUHE3BI



KOHEYHOCTEH, YCHIIMBAIOIIUECS MIPH LIEJIEHAIIPABICHHOM AciicTBUM. [loxo1xa HEYBEpEHHAs,
IapKaroias, peus 3arpyaHeHa. PogocioBHas oTsAroleHa o JUHUA MaTepu B 3X MOKJICHUSX.
1)IIpenrnonoxuTenbHplii TUarHos.
2)MeTo1bl AMATHOCTUKHU
Omanon omeema:
1)bonesnp I'enrTuHrrona
2)MPT, KT u 33I'-uccnenosanue; JJHK-auaraoctuka Ha HalMuue 3KCIAHCUU

tpunykieoTugHbIX CAG-110BTOpPOB

3ananue 55 Ilanuent - HoBopoXxAeHHbIH, HanpasyieH B MI'K 151 o6crieioBanust B CBSI3U €
noBelIeHHEM ypoBHA HeoDA-3,6Mr%, perect P A-6,44Mr%. OO0bEKTUBHO: (HEHOTUITHYECKH O€3
CUTHAJIBHOW JMCIUTACTHKH.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo1bl TMarHOCTUKU

Omanon omeema:

1)®DenunkeTonypus

2)Kontposs yposHs @A B kposu, OAK, 6noxummuueckuit ananus kposu, AJIT, ACT, 1D

onpezenenue myranuii B rene PAH

3amanne 56 [TannenTka 32 ner. Y)Kano0 He npeabsBISsIET, HAIPaBJIEHA aAKYIIEPOM -THHEKOJIOTOM
JUTSl OIICHKH PHICKA TI0 pe3ysibTaTaM IpeHaTaIbHOTO CKpuHHMHTa | TpuMectpa. JlanHas Gep - 14,
cpok 16-17 Hen. Pe3ynbraThl npeHaTaIbHOTO CKpUHUHTA 1 TpuMecTpa: Y 3-uccieoBaHue -
oepem 12nex, KTP-49, UHCC-157, TBII-2,3, kocTr HOCa BU3YAIM3UPYIOTCS, KPOBOTOK B
BEHO3HOM MPOTOKE-PEBEPC; CHIBOPOTOUHBIE MapKephl - ypoBeHb PAPP-A-0,53MoM, B-XI'Y-
2,87MoM, UTOTOBBII MHIWBUAYAIBHBIA pUCK 1O Tprucomuu 21 - 1:90.

D)IIpenmnosioKuTeIbHBIA TUATHO3.

2)MeTo1bl TMarHOCTUKU

Omanon omeema:

1) 035.1. XpoMocoMHBIE aHOMAJIMH Y IJ10/1a (IIPEAoIaracMeIc), TpeOyromme

MIPEIOCTABICHUS MEAUIIMHCKOW MOMOIIN MaTepH.

2) NuBa3uBHas NpeHaTalbHas JUArHOCTUKA

3ananue 57 [lanuenT - pebeHok 4x set. XKanoObl Ha yBeIMUYEHHUE KUBOTA, OTCTABAaHUE B
NCUXO(U3MUECKOM Pa3BUTUH, LIATKYIO NOXOJKY, cyaoporu. OosexTuBHO: 98/14, 601b110M
KUBOT, IT'€MIaTOCIUICHOMET JIMsl, MbIILIE€YHAs TUIIOTOHUS, ATAKCHS.

DIIpennosioKuTeNbHBIA TUArHO3.

2)MeTto/pl AUaTHOCTUKH.

Omanon omeema:

1) bone3nr Humanna — Iuka

2) JIaGopaTopHble METOAbI TMarHOCTUKU-00HAPYKMBAETCSl YMEHbILIEHHE KOJIMYECTBA

(depMenTa chuHroMHenuHasbl; -BoisBiaeHNs XapakTepHbIX MyTaluii B renax SMPD1, NPCI

u NPC2

3ananue 58 IlauueHT - HOBOpoOKAeHHBIN, HanpasyieH B MI'K 11 o6cneoBanus B cBS3H ¢
noBblieHueM ypoBHst HeODA-3,6Mr%, perect DA-6,44Mr%. OOBEKTUBHO:
(eHoTUIMYECKH 0€3 CUTHAIBHON JUCIUIACTHKH.



DIIpennonoxutensubiii quarunos: MKb-10:
2)MeTo1bl AUATHOCTHKU:
Omanon omeema:
1) E70 ®enunkeronypus
2) Kontpoms ypoBHst DA B kpoBu,OAK, buoxumuueckuit ananus kposu, AJIT, ACT , 1O,
onpezeneHue myraiuu B rene PAH

3amanue 59 anuenTka 37 ner. )Kano0 He npeabsBIsIET, HAIPABJIEHA AKYILIEPOM -THHEKOJIOTOM
JUIS OLIEHKU PUCKa I10 pe3yJibTaTaM IpeHaTaabHOro ckpuHuHra 1 rpumectpa. Jlannas oep -54,
cpok 14-15 Hen, mpoTeKaeT ¢ yrpo30il mpephIBaHus, OJIy4aeT METUKAMEHTO3HYIO TepPaIuio.
Pesynbrarel mpeHaTasibHOTO CKpUHHUHTA 1 TpuMecTpa: ¥Y3-uccienoBanue - 6epem 13nen, KTP-
67, HCC-156, TBII-3,1, kocTH HOCa BU3yaJIU3UPYIOTCS; CHIBOPOTOUHBIE MAPKEPHI - YPOBEHD
PAPP-A-0,54MoM, B-XI'Y-0,35MoM, UTOTOBbII HHAUBUAYAIBHBIN PUCK 1O TpUCOMUH 21 -
1:50.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeToabI IUAarHOCTUKHU.

Omanon omeema:

1) 035.1. XpoMocoMHBIE aHOMAITMH Y IJ10/1a (TIpermoaracMele), TpeOyromme

MIPEIOCTaBICHUS MEAUIIMHCKONW MOMOIIIN MaTepH.

2) uBa3uBHas npeHaTalbHas JUarHOCTUKA

3amanwne 60 I[NamuenT - myx4unHa 23 net. XKaoObl Ha IEPUOINYECKAE MYIUTEIbHBIE 00N U
JOKEHHUE B KUCTSAX U CTOTAX, MOBBIIIEHUE TeMneparypsl 10 37,2-37,4, CUIbHYIO YCTaJIOCTh U
cnabocts. [Ipu ocMoTpe B 001aCTH TyTKa BU3YaTM3HPYETCs aHTHOKepaToMa. JlabopaTopHo
TUIOXPOMHAsi MUKPOLMTapHAs aHEMUSI.

D)IIpenmnosioKuTeIbHBIA TUATHO3.

2)MeTo1bl AMAarHOCTHKH.

Omanon omeema:

1) E75.2 6one3np ®abpu

2) JInarno3 BepuUIMpyeTcs KCCIIeTOBAaHUEM aKTUBHOCTH (hepMeHToB ju3zocom. JJHK-

JIMarHOCTUKA Ha HaJlMuue Mmytauuii B rene GLA

3ananue 61 Ilamuent — pedeHoK 6 Mec, Macca npu poxaeHuU-4400r, nmrHa 54cM. OOBEKTUBHO:
MHKpoLedanus, MaKporIoccus, CIZICHOMET TS
DIIpennosioKuTeIbHBIA TUArHO3.
2)MeTo1bl AMArHOCTHKH.
Omanon omeema:
1) Q87.3 Cunapom bekBurta-Buaemana
2) -OAK, 6MoXUMHYECKUI aHATU3 KPOBH, aHAJIN3 KPOBH Ha IITIOK03Y, HHCYITHH, ADII,
KaJIbLINM, KpEaTUHHH.
-I'eHeTnyeckas TUarHOCTHKA:-KapHOTUIIMPOBaHUE (OTIpeieIeHne TYTUTHKAINI W
Tpancnokauu 11pl5) -ananuza MmeTmIMpoBaHus (Ha HATUYKUE SITUTEHETUIECKUX
W3MEHEHHUI)- 00HapyKEHUE OTHOPOAUTEIHCKOM qucomuu 11pl5 ananuzom
METHJIHPOBAHHUS, THOO aHAIM30M MOTUMOP(HU3MOB TOBTOPSIOIIMXCS TOCTIEI0BATETHHOCTEH
JHK.- Mytauuu rena CDKNI1C (p57 KIP2 ) o6HapyXHBatOT CEKBEHUPOBAaHHEM



JIHK UnctpymenTtansHas quarsoctuka: -2XO KI' u OKTI -KT, MPT, V3U,
peHTreHorpadus

3amanue 62 [lanueHT - pedbenok 2x net. JXKanoObl Ha 3aIePKKY MCUXOPHU3NIECKOTOM Pa3BUTHSL.
OOBEKTHBHO: HU3KUH POCT, TEIOCIOKEHUE TUCTIPOTIOPIIHOHAIBHOE C OTHOCUTEIHHO JITHHHBIMH
KOHEYHOCTSIMU M KOPOTKHM TYJIOBHIIIEM, TpyObIe YepThI JIUIA -3allaBIliee IePEeHOChE, TYCThIe
cpocrrecst OpoBH, TOTHBIE TYObI, OOJIBIION S3BIK, THIIEPTPUX03, KHPOCKOIHO3,
BOPOHKOOOpa3Hast nqeopmanus TpyAHOH KIETKH, OOJBIION KUBOT, T€NaTOCTIICHOM T It

1)IIpenrnonoxuTenbHblii TUarHos.

2)MeToabl IUAarHOCTUKHU.

Omanon omeema:

1)Mykononucaxapuios

2) JIaGoparopubie MeTOAbI UccaeaoBanus: OnpeneneHrne akTUBHOCTH JIN30COMaIbHBIX

ruzapoiia3 Uccnenosanue moun Ha 'Al';JJHK- rectupoBanue Ha ciennduueckne Myraiuu
Wucrpymentanbhas auarnoctuka: -9XO0 KI'u OKI' -KT, MPT, V3U, penrrenorpadus

3amanne 63 [TannenTka 34 ner. )xanod He MPEeNbSIBISCT, HAIIPABICHA aKyIIEPOM THHEKOJIOTOM
JUTSI OIICHKH PHICKA TI0 pe3yyibTaTaM IMpeHaTaIbHOTO CKpuHHUHTa | TpuMectpa. Jlannas oep - 24,
cpok 14-15 Hen, mpoTekaeT ¢ yrpo30i MpephIBaHUs, MOJIYYaeT MEAUKAMEHTO3HYIO TEPAITHIO.
Pesynbrarel mpeHaTanbHOTO CKpHHUHTA 1 TpuMecTpa: ¥Y3-uccienoBanue - 6epem 13nen, KTP-
66, UCC-162, TBII-1,7, koCTH HOCA BU3YAJIU3UPYIOTCS, KPOBOTOK B BEHO3HOM MPOTOKE-HOPMA,
perypruTaru-HeT; CBIBOPOTOUHBIE MapKepsl - ypoBeHb PAPP-A-0,16MoM, B-XI'4-0,59MoM,
WTOTOBBIA WHIUBHUIYATbHBINA PUCK MO Tprucomuu 18 - 1:132.

1)IIpenmnonoKuTeabHbIA TUarHo3.

2)MeTo1bl IMarTHOCTUKU DMAIOH omeema.

1) bBuoxuMuueckue OTKIIOHEHHUs], BBISIBJICHHbBIE MIPU aHTEHATaJIbHOM 00CIeI0BaHUU

Marepu

2)ceiBopoTouHbIe MapkEphI 2 Tpumectpa (ADIL,IC,XTY), Y3U mioxa.
[TpoundopmupoBarh manueHTKy 0 Hamumunu metoga-HUIIC.

3ananue 64 Ilanuent - 6epemenHas 32 roja, kajaod He MPeabsIBISAET, HAIIPaBJICHA aKyLLIEPOM
TUHEKOJIOTOM JJIs1 OLIEHKH pUCKa M0 Pe3yJbTaTaM IPEeHaTaIbHOTO CKpUHUHTA | TpuMmecTpa.
Jannast 6epeMeHHOCTh 15, cpok 14-15 Hen. Pe3ynbraThl mpeHaTansHOTO CKpUHUHTA 1
TpuMectpa: Y3-uccienoBanue - oepem 12-13nen, KTP-66, HCC-155, TBII-=2,0, koctn HOCca
BU3YAIIM3UPYIOTCS, KPOBOTOK B BEHO3HOM IPOTOKE-HOPMA, PEryPrUTAIllUU-HET; CBIBOPOTOYHBIE
Mapkepsl - ypoBeHb PAPP-A-0,23MoM, B-XI'Y-0,36MoM.

1)I[IpennonoKuTenbHbIi TUArHO3.

2)MeToAbl AUATHOCTHUKHU.

Omanon omeema:

1) buoxuMuueckue OTKIIOHEHMs], BBISIBJICHHbBIE TIPU aHTEHATaJIbHOM 00CIeI0BaHUU

Marepu

2)ceiBopoTouHble MapkEphI 2 TpuMecTpa (ADPIL,IC,XTY), Y3U miona.
[TpoundpopmupoBaTh manueHTKy o Hanmuuu meroaa-HUIIC

3ananue 65 IlanueHT - my>xunna 25 net. YKano06bl Ha c1aboCTh B HOTaX, HapyIIEHNUE TTOXO/IKH,
TPYIHOCTHU IpHU MoAbeMe 10 JiecTHUIE. OOBEKTUBHO - IICEBIOTUNEPTPOPHUN UKPOHOKHBIX



MBIIIL, BEIPQKEHHBIH JIOPJ03 MOSCHUYHOIO OTJIENA, «YTHUHAS I10X0JKa», 3aTPYJHEHO MOJIHATHE
pyk. [Ipu BcTaBaHUM MCTIONIB3YET BCIIOMOIaTEIbHbIE IPUEMBI.

1)IIpenrnonoxuTenbHplii TUarHos.

2)MeTo/1bl AMArHOCTUKH.

Omanon omeema:

1) G 71.0 Mpuueunas guctpodust

2)JIaboparopubie MeTo b1 HccnenaoBanus: -OAK, Onoxumudeckuit ananus kpou, KOK,
JIAT'; -CexBeHupoBaHue reHOB Ha HAJIMYKME MyTallUii, OTBETCTBEHHBIX 32 BO3HUKHOBEHUE
HEPBHO-MBIIIEYHBIX 3a00seBanuii; MucTpymenTtanpHas auarnoctuka:-2X0 KI' u OKI -KT,
MPT, V3U, pentrenorpadus -OHMI', 90T

3ananue 66 Ilamuent - HoBopoxkaeHHas, 14 cyTku, HanpasieHa B MI'K s o6cnenoBanus B
cBs3u ¢ noBbiieHneM ypoBHs HeoOIII™- 337,5 amons/, petectOIIl - 609,3 amMomns/m.
O6bexTuBHO: Macca tena 340r, peHoTunuueckn 6e3 0COOEHHOCTEH.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo1bl MarHOCTUKA

Omanon omeema:

1) E25 AnpeHoreHUTAIBHBIN CHHAPOM

2) -Ha BI'KH npoBouTCsi HEOHATAIbHBINA CKPHHUHT-I OpMOHATBHBIH Mapkep aedunuTa 21-
ruipokcunassl - ypoBeHb 170HP B yrpennux npobax kpoBu- 'opMoHaNbHBIN Mapkep aepuimTa
MUHEPAJIOKOPTUKOUIOB IIPH COJIbTEPSIONICH (popme - MOBBIIIEHNE AKTUBHOCTH PEHUHA TJIa3MBbI -
«30J10TOM CTaHAAPT» B AUATHOCTHUKE HEKJIacCHUeCKO# (opmbl Aeduiiura 2 1 -rujpoKCuIassl U
muddepennmansHoi quarnoctuke peakux dopm BJKH - mpoba ¢ cuHakTeHOM ¢ ompeienieHueM
LIMPOKOTO CHEKTPa CTEPOUA0B-I'€HETUUECKOE TECTUPOBAHUE - BTOPOU 3TAIl B COMHUTEIIBHBIX
ClIy4asiXx U B KaYECTBE CEMEUHOI0 T€HETUYECKOTO KOHCYJIbTUPOBAHUS

3amanue 67 [lanueHt - sxeHmmuHa 45 net. XKanoOsl Ha OBICTPYIO YTOMIIIEMOCTD, C1a00CTh,
yXyALIEHUE MaMITH U BHUMaHUs, ApoKaHue naibleB pyK. OObEeKTUBHO: TU3apTpus,
TUIEPKUHE3bl, THTEHIMOHHBIN TpeMop. JlabopaTopHO: rUnouepyiIomniasMuHeMus,
TUTIOATBOYMUHEMUS.

D)IIpenmnosioKuTeIbHBIA TUATHO3.

2)MeToAbl AUATHOCTUKHU.

Omanon omeema:

1) E 83.0 bone3ns Bunibcona-KonoBasnora

2)-Hanuuue xospua Kaiizepa-®aeiitiepa -Coaeprkanue «o0Iei» Mean B CBIBOPOTKE KPOBH
O0OBIYHO CHMKEHO MEHee 4eM Ha 12 MKI/[j1, OJHAKO B PEIKUX CIy4asiX MOXKET OBbITh U
HOpMaJbHbIM -CHIKEHNE KOHLEHTpauuu nepyinomuiasMuaa Huxke 20 mr Ha 100 M -[loBeienue
AKCKperuu Meau ¢ Modoit 6onee 100 mkr B cytku -/IHK - nuarnoctuka Ha Hamu4ue MyTalui
reHa ATP7B

3ananue 68 IlauneHT — neBouka 5 set. JKanoObl Ha 3a€PXKKY IICUXOPEYEBOTO PA3BUTHS.
Oo6bexTuBHO: 104cM/16KT, TOHKHE PEeKUE KOPOTKUE BOJIOCHI, JITMHHBIN I'PYIIEBUIHBINA HOC,
JUTMHHBINA QUIBTP, TOHKAs BEpXHsA I'y0a 1 OOJIbIINE OTTONBIPEHHBIE YIIIH, BEPETEHOOOpa3HbIe
HaibIbl PYK.

)IIpennonokuTenbHbli 1UarHo3.

2)MeTo 16l AMarHOCTUKH.



Omanon omeema:

1) unapom Jlanrepa-I'uanona

2) CBs13b 3a00J1eBaHKS C MyTallMeH, OTHOBPEMEHHO 3aTparusatoiiei Tpu resa: TRPSI,
EXTI1 u RAD21

3amanne 69 [anuenT - manpuuk 6 net. XKanoOwl: Ha HU3KHH pocT. O0bekTuBHO: 104cMm/ 18K,
NI TO3 IBYCTOPOHHUH, aHTUMOHTOJIOUTHBIN pa3pes3 IJi1a3, HU3KO MOCAKEHHBIE YITHBIE PAKOBHHBI,
HU3KHIA POCT BOJIOC HA 3aTHUIKE, KPHUIOBUIHBIC CKIIAJIKU HA €€, BAIBI'YCHAS Je(hopMaIivs
JIOKTEBBIX CYCTaBOB, IIPABOCTOPOHHUI KPUIITOPXH3M.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo1bI IMAarHOCTUKHU.

Omanon omeema:

1) Q 87.1 Cunnpom Hynan
2) B ropMOHaIBHOM CTaTyce — OMpPEEIseTCs MOBBIIIEHHOE COAep)KaHNue TOHAI0TPOITHHOB

B IJIa3M€ KPOBH, YPOBEHB TECTOCTEpOHA CHIKEH. Onpenenenne myranuu B rene [ITITH 1

3ananue 70 [Mamuent — pedeHok 1,5 roga. OOBEKTHBHO: HA KOKE TYJIOBHIIA U TIOIMBIIITCTHON
obyacTu mATHA 1BeTa «Kode ¢ Mosokom» (5-40 Mmm), Ha pagykHOI 000I0UKe y3enku Jluma.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeToabI IUAarHOCTUKH.

Omanon omeema:

1) MKB-10: Q85.0 Heitpodhubpomaros

2) JInarHocTriKka OCHOBaHa Ha KJIMHUYECKOM OCMOTPE, TaHHBIX

odTansmosoruaeckoro oocnenoBanus, Heiposuzyanusanuu (KT, MPT) MonekymnspHo-
reHeTuyeckas IuarHoctuka- rmouck aenenuii NF1

3amanwue 71 [lanmeHT - HOBOpOsXAeHHBIN, HanpaBieH B MI'K miis oO6cnenoBanus B cBsi3u ¢
noBeileHHuEM ypoBHSA HeODA-12,8Mmr%, perect PA-33,4mMr%. OOBEKTUBHO: PEHOTUITUUECKH
0e3 CUTHAJILHOM NHCIIJIACTUKH.

D)IIpenmnosioKuTeIbHBIA TUATHO3.

2)MeTo1bl AMAarHOCTHKH.

Omanon omeema:

1) E70 ®enunkeronypus

2) Koutpons ypoBusa @A B kpoBu,OAK, 6noxummuueckuit ananus kposu, AJIT, ACT , LL{®,

ompezeneHue myranuu B rene PAH

3ananue 72 IlauueHT - Manpuuk 3,5 net. XKanoObl Ha neproAUYECcKOe NOBBILIEHHE TEMIIEPATYPhl
tena 1o 40,5, co ci0B MaMbl HE MOTEET, B 1,5 1 2,5 roa cy1OpoKHbIN IPUIIAJ0K B JIETHUH
nepuoja. OOBEKTUBHO: 00JIBIION JI00, peiKue BOJIOCH, OPOBH U PECHMIIBI, KOXKa TOHKas cyxas,
TUIIOOHTHS, 3yObl KOHMUECKON (POPMBbI, MHOKECTBEHHBIH Kapuec, TOHKUE TUCTPOPUUIHbIE
HOT'TH, 33JIpKKa IICUXUYECKOTO Pa3BUTHS.

)IIpennonoKuTenbHbli 1UarHo3.

2)MeTo1bl AMarHOCTUKH.

Omanon omeema:

1) E 75.2 bone3nsr ®abpu



2) MPT, KT, Y3U Bayrpennux opranos, DKI', 9xo-KI', konudyecTBeHHOE OIpesiesieHne
mu3ochuHTOHIHI0B MeTogoM TMC, onpenenenrne akTUBHOCTH allb(ha-ralakTO3Hu 1a3bl B KPOBHU.

3amanue 73 IlanueHT - HOBOPOKAeHHAs 1eBOYKa. OOBEKTUBHO: JINM(ATHUECKUI OTEK KHCTEH 1
CTOII, NTEPUTHYM IlIE€U, AIUKAHT, aHTUMOHTOJIONJIHBIN pa3pe3 riaa3, BIIC, nonkoBooOpasHas
MoyKa.

1)IIpennonoxuTenbHblil TUarHos.

1) MeTo/1bl TMarHOCTHKHU.

Omanon omeema:

1) Cunnpowm lllepemesckoro -Tépuepa

2)MeTo1bl AMAarHOCTUKHU: UCCIIEJOBAaHNE KApUOTHIIA

3ananue 74 Ilanuent - manpuuk 5 get. O6bexTuBHO: 104cM/15Kr, Kpyrioe JuIo, KIMHOBHIHBIN
pOCT BOJIOC Ha JI0Y, TUIIEPTENOPU3M, IIUPOKasi IEPEHOCHIIA, KOPOTKUI HOC C BBIBEPHYTHIMU
HO3JPSAMHU, IIUPOKUI QUIBTP, IATEBUIHAS MOIIIOHKA, KPUIITOPXU3M.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeToabI IUATHOCTUKHU.

Omanon omeema:

1) Q 87.1 Cunapom Aapckora

2) 'enetnueckue TecThl AJs BbIsIBICHUS MyTanuu B rene FGD1

3amanwue 75 INanueHT - geBouka 5 jeT. XKamoObl Ha CyTOpOTH, CHIYKCHHE HHTEIIJICKTA.
OOBEKTUBHO: HA JIUIIE B 00JIACTH IICK €AMHUYHBIC PO30BBIC MAITYJIbI, Ha Tele 3
JENTUTMEHTHPOBAHHBIX «ITEPUCTHIX)» MATHA.

1) IpennonoxuTebHBIA TUATHO3.

2) MeTo1bl TMarHOCTHKH.

Omanon omeema:

1) MKB-10: Tybepo3Hblii cKIIepo3

2)MetonoB Heripopuszyanmsaiuu: KT, MPT, D0I" Y3U BHyTpeHHUX OpraHoB
MonekynspHO-reHeThuecKas quarnoctuka- nouck aenenud TSCluTSC2

3ananue 76 [lanueHT - MaabuuK 5 JIeT, HalpaBJIEH C LEJIbI0 YTOUHEHHs [uarHosa. 13 anamuesa:
HeifpoceHcopHas Tyroyxocts -1V, rematypus, nporennypus. O6beKTUBHO: IICUX0(U3nUecKoe
pa3BUTHE COOTBETCTBYET BO3PACTY, PEHOTUI 63 0OCOOCHHOCTEH.

DIIpennosioKuTeIbHBIA TUArHO3.

2) MeTtoabl TMarHOCTUKU.

Omanon omeema:

1) MKB-10: Q87.8 Cunapom Anbnopra

2) ananu3el MouH ¥ KpoBH, Y3U opranos OpromrHoii mosnoctu, KT, MPT ronosxoro mosra.

ITouck myranmii B rene COL4AS B Xq22 b u COL4A3 u COL4A4 na 2q36-q37

3ananue 77 Ianuent - manpuuk 4x set. JKanoObl Ha ¢1a00CTh B HOTaX, HAPYIIEHUE TTOXOIKH.
OOBEKTUBHO: MCEBAOTUNEPTPO (DU UKPOHOKHBIX MBIIIIII, TUIIEPIOPA03 MOSICHUIHOTO OT/eNa
MMO3BOHOYHUKA, 3aTPYIHEHO NMOAHATHE PyK. [Ipy BcTaBaHMM MCMOIB3YET BCIIOMOTATENbHbIE
MIPUEMBI.

)IIpennonokKuTenbHblii 1UarHo3.



2)MeTo1bl AMATHOCTUKHU

Omanon omeema:

1) G 71.0 Meiueynas auctpodust

2) -OAK, onoxumuueckuii ananu3 kposu, KOK, JI/II" -CekBeHnpoBaHKE ICHOB Ha HAIMYIHE
MYTaIliid, OTBETCTBCHHBIX 32 BOSHUKHOBEHHE HEPBHO-MBIIICYHBIX 3a00ICBaHHIA

3ananue 78 Ilamuent - neBouka 4x net. M3 anamuesa: 1o 1,5 et pa3BuTue COOTBETCTBOBAJIO
BO3pAcCTy, 3aTEM PErpecc NCUXUMOTOPHOTO pa3BUTHI. OOBEKTUBHO: YMCTBEHHAS OTCTAIOCTD,
CTCPEOTHITHBIC IBYDKECHUS B BUJIC «CKUMAHUS U MBIThS PYK»

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo1bl AMarHOCTUKU

Omanon omeema:

1)MKB-10: F 84.2 Cungpom Perra

2)MeTo 1kl AMarHOCTUKU: TTOUCK MyTaiuu B rene MECP2

3amanue 79 INamuent - geBouka S5 neT. XKamoOsl Ha 00JIM B KOCTSIX, YaCThIC IMEPEIIOMBI, OOJIBIIO
KHUBOT. O0bekTHBHO: 104cM/16KT, KOKa OyeHas, OOJIBIIION KUBOT, TEIIaTOCIIIICHOMET AT,
BBIpakeHHast BeHO3Hast ceTh. OAK: aneMust TpoMOOIIMTOTICHUS JIEHKOTICHHUS.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeToabl IUAarHOCTHKHU.

Omanon omeema:

1) E 83.0 bonesns ['omie

2) OAK, broxumust KpoBH, OTIpeIeIeHHEe aKTHBHOCTH OeTa-TIII0KOIepeOpo3naassl,
nencurometpusa, MPT kocrei JIHK- cekBeHMpOBaHME SK30HOB U MPUIK30HHBIX YYACTKOB

nHTpoHOB rena GBA

3amanue 80 INamuenT - manpuuk 4 jeT. XKamoObl Ha 3aJIep)KKY IICHXOPEUEBOTO Pa3BUTHS, YXOI
oT obmeHust. O0bekTUBHO: 118cM/22KT, G0JIbIIIAs TOJIOBA C BHICOKUM U IIIMPOKUM JIOOM,
JUTMHHOE JIUIIO C YBEJIUYCHHBIM MO00POAKOM, YIIIH OOJBIIHE, KUCTH M CTOIBI IIUPOKHE,
JTUCTabHBIC (aJIaHTH TAJIBIIEB TAKXKE MTUPOKHUE, TUTIEPMOOMIIBHOCTD CYCTaBOB U
TUTIEPAJIACTUYHOCTh KOKH. PEOCHOK HE KOHTaKTHBIH, C MPU3HAKAMH ayTH3Ma.

DIIpennosioKuTeNbHBIA TUArHO3.

2MeTo1bl AUArHOCTUKH.

Omanon omeema:

1) MKB-10: Q 99.2 Cunapom Maptuna - besia (CHHAPOM JIOMKO# X-XpOMOCOMBI)

2) Ompenensiercst konmudecTBo LI T-MOBTOPOB U MX CTATYC METHIIMPOBAHUS C TIOMOIIIBIO

SH/IOHYKJICa3HOU PECTPUKIIUU U Cay3€pH-OJIOTTHHTA.

3ananue 81 IlauuenT - myxumnna 28 net. becrnoauslii Opak - 5 net. O0bexTuBHO: 186¢M/108KT,
TEJIOCIIOKEHHE T10 KEHCKOMY THITY, THHEKOMACTHs, KpaCHbIe CTPUH HA )KUBOTE, TUIIOIIIA3HS
SUYEK.

)IIpennonoKuTenbHbli 1UarHo3.

2)MeTo1bl AMarHOCTUKH.

Omanon omeema:

1) Cungpom Kisindpenbrepa

2) HccnenoBaHue KapuOTHIIA



3amanue 82 IlauueHT — HOBOpOXKAECHHAs, cpouHble poabl. O0bekTuBHO: 2600r/48CM,
MUKpoOpaxuiedanusi, CAHO(PpPHU3, IITMHHBIEC 3arHYThIE PECHULIBL, 1e(hOPMUPOBAHHBIE YIITHBIE
PaKOBHHBI; MAJEHbKUI HOC, MUKPOT'€HHUS, TOHKAsl BEPXHsIS r'y0a, pOT B BHJIE TTOJIyMecsIIa,
MaJIeHbKUE KUCTH U CTOMbI, KIIMHOAAKTUIINS V NaJIbLIeB KUCTEH.
1)IIpenrnonoxuTenbHblii TUarHos.
2)MeTo1bl IUAarHOCTUKHU.

Omanon omeema:

1) Kopuemnus ne Jlanre

2) JluarHo3 Ha OCHOBE KJIMHUYECKHUX MPOsBiIeHUH ( THIHNYHBIC YePTHI JIUIA SBIISIOTCS

HauboJee MUPOKO MPUHATHIM KPUTEPUEM JUI TOCTAHOBKM Juarno3a) OmnpeneneHue
mytaruit NIPBL, SMCIA unun SMC3

3)
3ananue 83 INamueHT — HOBOPOXIeHHBI. OOBEKTHBHO: MUKpOIIe(aus, CKOMEHHBIN J100,
TUIOTEI0PU3M, MUKPO(TaIbMHUsI, pacilielrHa I'yosl U He0a, HU3KO MOCaXKEHHbIE U
ne(OpMUPOBAHHBIE YIIIHbIE PAKOBUHBI, MOJUJAKTHIINS TOCTAKCHANIbHAS, «CTOTa-KadallKay,
BIIC, MukpormneHuc, KpUnTopxusm JIByCTOPOHHHM.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeToabl IUAarHOCTHKHU.

Omanon omeema:

1) Cunnpom DnBapca

2) UccnenoBanre KapuoTHUIIA

3amanne 84 I[anmeHT — HOBOpOkIeHHBIH. OOBEKTUBHO: AOHOIIEHHBIH, 28001/48CM,
MHUKponedanrs, aHTUMOHTOJIOUAHBIA pa3pes Ii1a3, MbIIICYHAs TUTIOTOHUS, TYHOOOpa3HOE JIHIIO,
TUTIEPTEIIOPHU3M, TJ1ad peOCHKA, HATOMUHAIONIUHN KOIIaube MSIyKaHbE.

1) [IpeamnosioxKuTeIbHBINA AUArHO3.
2)MeTo1bl TMarHOCTHKH.

Omanon omeema:
1) Cunapom Jlexxena (CHHAPOM «KOIIAYbETO KPUKAY)
2) UccrnenoBanre KapuoTHUIIa

3ananue 85 [lauuent 4 net. XKanoObl Ha 3aA€pKKY IICUXOPEUEBOTO pa3BUTHSI. OOBEKTUBHO:
CBETJIbIE BOJIOCHI, TOJIYOBIE IJ1a3a, TOTUXOCTEHOMENHS, BOPOHKOOOpa3Has rpyaHas KIeTKa,
TUIEPMOOUIIEHOCTD CYCTaBOB, apaXHOJAKTUIINS, CyOIIOKCAIUS XPYCTaTHUKOB.

D)IIpennoiouTenbHbIA THArHO3

2)MeTo1bl AMArHOCTHKH.

Omanon omeema:

5) Cunapom Mapdana

6) OxoKT, uccnenoBanue myranuii FBN1

3ananue 86 Ilamuent 5 net. XKanoOsl Ha 3aepKKY IICUXOPEUEBOTO PA3BUTHS, PUCTYIIBI
HEMOTHBUPOBAHHOTO cMexa. OOBEKTUBHO: MUKpoOpaxuiiedatrs, MaKpOCTOMHUS, MBIIIIEYHAS
TUMIOTOHUS, TOXO/IKA [0 TUITY «MEXaHUYECKON KYKJIIbI»

)IIpennonokuTenbHbli 1UarHo3.

2)MeTo 16l AMarHOCTUKH.

Omanon omeema:



1)Cunnpom AHrenbMaHa
2) UccnenoBanue KapuoTHUIia

3ananue 87 IlauueHT - HOBOpOKAeHHBIN, HanpasyieH B MI'K s o6cnenoBanus B cBs3H ¢
noBbiieHueM ypoBHst HeoMIPT-90 ur/mu, perectTUPT-50 Hr/mi, xmopuabl moTa-75 MMOJIb/1

1)IIpenrnonoxuTenbHblil TUarHos.

2)MeTo1bl AMATHOCTHKH.

Omanon omeema:

1)MyxkoBucuios

2) Pentren npu poxxaeHuu 3atem 1p/roa, Cnuporpadust 1p/3 mec, KOHTPOIb MUKPO(DIOPHI
1p/3 mec, onpenenne myranuii rera CFTR

3ananue 88 INamueHT — HOBOPOXkAeHHBIH. OOBbeKTHBHO: Macca Tena 2400r, HU3KO oCcaXKeHHbIE,
ne(pOopMUPOBAHHBIE YIIIHbIE PAKOBUHBI, JOJIUXOLE(ains, MUKPOTeHHUs, KOPOTKHE IJIa3HbIE IIEIIH,
MHUKpPOCTOMUS, (IIEKCOPHOE MOJIOKEHUE NaNIblLIEB PYK, axoBas rpbpka, BIIC. 13 anamuesa —
OEpEeMEHHOCTh MPOTEKajaa C MHOTOBOJMEM, OTMEUANIach cllabasi akTUBHOCTH TuIoa, Ha Y3U —
€IMHCTBEHHAs apTepusl MyIOBUHBI, MaJIeHbKasl MJIAlIeHTA.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeToabl AUATHOCTUKH.

Omanon omeema:

1)Cungpowm Ilaray

2) UccnenoBanre KapuoTHUIIa

3amanue 89 INanuent - 6epemennas 42 yiet, cpok 6epemeHHOCTH 18 Henenb, naHHas
o6epeMeHHOCTD 3 (1 1 2 — MeauKaMeHTO3HbIE a00PTh). KOHCYMbTHpYETCS 110 pe3yibTaTaM
MpeHaTAIbHOTO CKpuHUHTa 1 TpuMecTpa. BoisiBniensl ¥Y3U mapkepsl: BoasHKa mioaa, TBIT-8mwM,
yposeHb PAPP-A-0,49MoM, B-XI'U-1,11MoM.

DI IpennosioKuTeIbHBIA TUATHO3.

2)MeTo1bl AMarHOCTHKH.

Omanon omeema:

1) O35.1. XpoMocoMHbIe aHOMAJIUU Yy TUI0/a (TIpearnoiaraemMbie), Tpedyromme

MIPEIOCTABICHUS MEUIIMHCKON MOMOIIY MaTepH.

2) NHBa3uBHas MpeHaTalbHAas JUArHOCTUKA

3amanue 90 [lanuent - manpunka 12 net. XKagoOwl Ha 601 B HOTAX, MPUCTYIIBI CEPALICOHECHHUS.
OOBEKTUBHO: JOTUXOCTEHOMENHS, TPYIHON KU(DOCKOINO03, TUIIEPITACTUYHOCTD KOXKH,
«TaMMPOCHBIE» PYOLIBI Ha TOJICHAX U B 00JIACTU KOJIEHHBIX CYCTaBOB, TUIIEPIIOABUKHOCTh
KPYITHBIX U MEJIKUX CYCTaBOB, MPOJOIHHOE MIOCKOCTOIHE.

1)[IpenmnonoKuTenbHbIi TUArHO3.

2)MeTo1bl TMarHOCTUKH.

Omanon omeema:
1)Cunnpom Dnepca-/lanioca
OxoKT', MonekynsipHO-reHeTHUeCKOe rccnenoBanue «HacnencTsennsie 3a001eBanme

CO€AUHUTENBLHON TKaHU



3amanue 91 INauuenT - neBouka 5 net. XKanoObl Ha KUAKUNA 37T0BOHHBIH CTYI, B3IyTHE )KUBOTA,
notepro Beca. V3 anamHesa: nepsbie CUMOTOMBI ¢ 11 Mec. mocie pacimupeHus MMTaHusi, CO CJIOB
KHUJIKAN CTYJ BO3HHUKAET Mocie yrnoTpednenus xieda, neyenbs. OobextuBHO: 100cM/ 12K, KOXKa
OJieiHasi, MBIIIIEYHAS TUIIOTOHHUS, OOJIBIION JKUBOT

1)IIpenrnonoxuTenbHblii TUarHos.

2)MeTo1bl AMaTHOCTHKH.

Omanon omeema:

1)AHTHTENa K TKAHEBOW TpaHCAMUHA3€, aHTUTENA K TJIMOIUHY, THTUTENA K SHIOMHU3HUIO H
PETUKYJIMHY, TECT Ha 00mIHii 0esokK, Tect Ha anboymuH; HLA tunuposanne DQ2/DQ8

3ananue 92 INanueHT - HOBOPOXKACHHAS HA S€ CYTKH OTKa3 OT €JIbl, PBOTA, CYJAOPOTH, Ha 6¢
cyrka B APO MeTabomnveckuii KeToaIua03 U THIIOTIIUKEMUS, Ha 7€ CYTKU — JAeTHApaTaIiH,
nporpeccupyromas jeraprus. O0beKTHUBHO: OT MaIllMeHTa UCXOIUT CrienupruaecKuit
CJIAJIKOBATBIN 3amax.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo1bl TMarHOCTHKH.

Omanon omeema

1)bose3ns «kieHoBoro cuponay (JleimuHos)

2) T'a3oBas xpomarorpadus 00pa3oB MOYH; AMUHOKUCIIOTHI TIa3Mbl (TTOBBINICHUE
ajuton3oJierinHa) - B pa3padoTke; JIHK- nuarnoctuka (dacteie MyTanuu
B renax BCKDHA, BCKDHB)

3amganne 93 Ha ocMoTpe peOeHOK 5 JIeT - TeJIEKaHT, TeTEpPOXPOMHUS PAIYKKH U BOJIOC Ha TOJIOBE,
HelipoceHcopHas Tyroyxocts III-1V crenenn. B pomocnoBHol - y MaTtepu cenast mpsib, y OpaTta
TYrOyXOCTb.

D)IIpennosioKuTebHBIA TUATHO3.

2)MeTo1bl AMArHOCTHKH.

Omanon omeema

1)Cunapom BaapnenOypra

2) JInarso3 ycTaHaBJIMBAETCS HA OCHOBAHUH KJIMHUYECKUX JTAHHBIX, U3yUEHUSI CEMEHHOTO
aHaMHe3a, MOJIEKYJISIpHO-TeHeTHYecKoi nuarnoctuku, ¥Y3U rnaza, MPT, KT

3ananue 94 [lanuent — manpuuk 1,5 roga. XKanoObl Ha CyXOCTh U IIETYIICHUE KOXKU.
OOBEKTUBHO: KOXka cyXasi ¢ O0JIbIIMMU TEMHBIMU YEITyHKAMU U BBIPAKEHHBIM THIIEPKEPATO30M
B 00J1aCTH pa3rudaTenbHBIX OBEPXHOCTEH JOKTEBBIX U KOJICHHBIX CYCTAaBOB.

DIIpennosioKuTeNbHBIA TUArHO3.

2)MeTo1bl TMarHOCTHKH.

Omanon omeema

1)BysbrapHelii KXTHO3

2)JInarHo3 cTaBUTCS HA OCHOBAHUH KIIMHUKH

3ananue 95 IlanuenT - pedenok 1 roga. OOBEKTUBHO: BBIpAKEHHAS 3a7IeprKKa
MICUXOMOTOPHOTO Pa3BUTHS, CYJOPOTH, MBILIEUHBIN THIIEPTOHYC, CKPYUYEHHBIE JIOMKHE BOJIOCHI.

)IIpennonokuTenbHbli 1UarHo3.

2)MeTo 16l AMarHOCTUKH



Omanon omeema
1)Cunnpom Menkeca
2)KT, MPT, O3I" MonekynspHO-TeHETUYECKOE UccieoBaHue ouck myrauuii ATP7A

3ananue 96 Ilamuent - geBouka 6 net. XKanoOsl: Ha HU3KHI PocT. OOBEKTUBHO:
104cm/18kr, 1TO3 TBYCTOPOHHUHN, aHTUMOHTOJIONTHBIN pa3pes a3, KPhUIOBUIHbBIE CKIAIKN Ha
1Iee, BaJIbI'yCHas AeopManusi JJOKTEBBIX CyCTaBOB.

1)IIpennonoxuTenbHblii TUarHos.

2)MeTo/1bl IUAarHOCTUKHU.

Omanon omeema

1) Cunapowm llepemesckoro -Tepraepa

2) HccnenoBaHue KapuOTHUIIA

3ananue 97 [Mamuent- 1,5m mec. XKanoOsl: utoxas mpudaBka B BeCe, CHUKCHHBIHN aIlleTuT,
cpbIruBaHue. Poquiics ¢ KIMHUYECKON BPOKACHHOW KUIIEYHOW HETPOXOAUMOCTHIO . Hatoxena
uneocroma. [lo crome onpenensercs BOAIHUCTOE KUIIEUHOE COAEPKUMOE C JKUPHBIM OJIECKOM.
B teueHune nocnenHen Heleau OTMEUYAETCs Kallelb, TeMIepaTypa HopMaiibHas. Co CJI0B MaMbl
KOXa peOeHKa UMEET BbIpayKEHHBIN COJIEHBIN BKYC

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo1bl AMarHOCTUKA

Omanon omeema
1)MykoBHCITHA03
2) OnpeneneHue ypoBHs XJIOPUIOB M10TA, KOPOrpaMMa, aHaJIN3 Kajla Ha MaHKPEaTHYECKYIo
anacrasy, ucclieZJoBaHnue 4acThix MyTanuii B reHe CFTR

3ananue 98 Ilamuent - myxunna 23 rona. XKanoOsl Ha Oecruiogue. B neTcTBe yacteie
pecniupaTopHbIie 3a00JIeBaHus, CAHYCUTHI. [[pOBOIMIIMCH MyHKIIMK BEPXHEUETIOCTHBIX Mazyx. [1o
JAHHBIM CIIEPMOTPAMMBI — a300CTIEPMHUS

D)IIpenmnosioKuTeIbHBIA TUATHO3.

2)MeTo 1kl TMarHOCTUKU

Omanon omeema
1)MykoBHCIIHI03
2) uccreoBanue yacTeix MyTanuii B reue CFTR

3amanue 99 Ha npuem oOpaTtunachk Math peOeHKa C pe3yibTaTaMi HEOHATAJIbHOTO CKPUHUHTA.
Manbuuk 8 nuelt xu3HuU. JKanoObl Ha )KENTYIIHOCTh KOXKHBIX IOKPOBOB, CPHITUBAHUE, KHUJIKHIA
cryi. Ilo pe3ynbraTaM HEOHATAJILHOIO CKPUHUIA: 00IIast rajakTo3a KpoBH 27 MI/

1)I[IpennonoKuTenbHbIi TUArHO3.

2)MeTobl AUATHOCTUKU

Omanon omeema

1)["anakro3emust

2) aHanmu3 aKTUBHOCTH (pepMeHTa raynakto3o-1-ochar-ypuauntpancdepasst (I'AJIT),
JHK-nuarnoctuka (rera GALT)

3ananue 100 [MTatment-neBouka 1,5 ner. C 3 aHA )KU3HU PELUIUBUPYIOIINE STTH30/1bI
PBOTBI, CIYTaHHOCTH cO3HaHus1. HabmoaeTcss HEBpOJIOTOM B CBSI3U C 3aJIepKKOH pa3BUTHs. B



KpoBH oTMevaeTcsi Metabommnyeckuii arpno3. TMC kposu: C3 noBbIIIeH, aMHHOKUCIIOTHI B MOUE

— TIOBBIIIICHUE METHUIIMAJIOHOBOM KHUCIOTHI

) IpennonoxuTenbHbIi AUArHo3.

2)MeTo 161 AMarHOCTUKH

DOmanon omeema
I)MetunmanoHoBasi aluaypust
2) MonekynspHO-T€HETUYECKOE UCCIIEJOBAHHE

IK-6
3ananue 1. Unctpykus: Beibepute ouH npaBUiIbHBIA OTBET

PoONpE

i A

AHomainuel pa3BUTHS, HE HapyILIAOLyI0 QYHKIMIO OpraHa u He TpeOyrouieil iedueHue,
Ha3bIBAIOT

Manyro aHOMaNnuio pa3BUTHS

Manshopmaruto

Jucrmiazuro

ATtpesnro

Omanon omeem: Manyro aHOMaJINIO Pa3BUTHS

3ananue 2. UncTpykuus: Beibepute oquH MpaBUiIbHBINA OTBET
He aBnsieTcs nokazaHuem s IPOBENCHUSI LIUTOTEHETUYECKOTO UCCIIET0BAHUS

Oecruioaue

BBIKH/IBIIIN Ha pAaHHUX CPOKAX OEPEMEHHOCTH

HaJIMYMe XPOMOCOMHBIX 3a00JIeBaHUN Y OJU3KMX POJICTBEHHUKOB POJIUTEIICH
JICYCHUE COMATUYCCKUX 3a00JICBaHUIA MaTEePH BO BpeMs OEpEeMEHHOCTH

Omanon omeema: ne4eHre cCOMaTHUECKUX 3a00J1€BaHH MaTepy BO BpeMsi OEpeMEeHHOCTH

3amanue 3. UHcTpykus: BeiGepute oMH MpaBUIbHBIN OTBET

Hwn e

HenocraTounocts kakoro depmenTa npuBoaut K pazputuio MIIC tun IV:
renapad-N-cynbdaTaza

apuncyinbdaTassl b

N-areTun-ranakro3aMuH-6-cyabgaTassl

HEJIOCTATOYHOCTh KMCIIOH anb(ba TJIFOKO3H1a3bI

Omanon omeema: N-anieTun-ragakTo3aMuH-6-cynbgaTassl

3ananue 4. Unctpykuus: BeiGepure 0 1H NpaBUIbHBIN OTBET

Eanli o

Henocrarounocts kakoro pepmenTta npuBout k pa3sututo MIIC tun VI:
naypoHat-2-cynbdaTassl

apuncynbdaTtasbl b

renapaH-N-cynbdartasa

HeA0CTaTOYHOCTb Kncnoi anbda rMOKO3Maa3bl

Omanon omeema: apuicynbdaraszbl b

3amanue 5. UncTpykuus: BeiOGepuTe 01MH MpaBUIIbHBIN OTBET

Hapymenue kakoro ¢pepMeHTa NpUBOAUT K pa3BUTHIO Oosie3HN Bonbmana:
1. He10CTaTOYHOCTH JTM30COMATILHON KUCIION JIUITA3kI



2.HEAOCTaTOYHOCTh TIIOKO3MITpaHcepassl 1
3. HEZIOCTaTOYHOCTh OeTa-TIIIOKYPOHHU/1a3bI

4. wmenocrarounocts apuiCcyib(parassl b
Dmanon omeema: HeIOCTATOYHOCTD JIN30COMAILHOM KUCION I35l

3ananue 6. Unctpykius: Beibepute ouH npaBUibHbINA OTBET
Jnarnoctuueckue Kputepuu 6os1e3Hu Bonpmana:
1. noBeIIeHNE APUPOB XOJIECTEPHHA, TPUTIULIEPHUIOB B IEYCHU.
2.TIOBBIIIICHNE CBIBOPOTOYHOTO TpaHCHEppUHA
3. CHI)KEHUE aKTUBHOCTH TIIOKO3MITpaHC(hepasbl

4. wmenocrarounocts apuICyib(harassl b
Omanon omeéema MOBBIIIIEHUE YQUPOB XOJIECTEPUHA, TPUTIUIICPHIOB B IIEYCHU.

3ananue 7. Unctpykus: Beibepute ouH npaBUIbHBIA OTBET
Hapymenue kakoro ¢epMeHTa NpUBOJIUT K pa3BuTuio 6ose3nn Kpaboe:

1. He1OCTaTOYHOCTE KUCIOM JINIA35I
2.HEJI0OCTATOYHOCTh TITFOKO3WITpaHchepassl 1
3. HEeZI0CTaTOYHOCTh TATAKTOIepeOPO3HIa3hI

4. wmenocrarounocts apUIICyib(harassl b

Omanon omeema HEJOCTATOYHOCTD TAJIAKTOLEPEOPO3H a3kl

3amanne 8. UHcTpykius: BeiGepuTe o1MH MPaBUIILHBIN OTBET
Ha xoncynpramuio B MI'K oOGparuiack ceMbsi 0 MOBOTy HEJIOCTATOYHOCTH KHUCIIOM

TIIOKO3Ua3bl U KUCJION ManbTasbl y pedeHka. Ha kakoe 3a00seBaHNe yKa3bIBAIOT

JTAHHBIC U3MCHCHHSL:
1.6. Kpab606e
2.6. ®adbpu
3.6. [Tomrie

4. 6. Boapmana

Omanon omeema. 0. Ilommne

3amanue 9. Unctpykuus: Beibepute oauH MpaBUIIbHBIN OTBET
YpoBeHb reTepoIIa3Muu — 3TO

1. crenens skcnpeccun mytauuu MTIHK
2.TIPOLIEHTHOE COOTHOIIEHNE MyTaHTHOU 1 HopManbHOM MT/IHK B KieTke nim TkaHu

3.I0Ka3arTenb YYBCTBUTCIIBHOCTU TKAaHHU K 3Hepl"0,[[e(1)I/IL[I/ITy

Omanon omeema. MPOLICHTHOE COOTHOIIIEHNE MyTaHTHOU U HopManbHO! MT/IHK B

KJICTKC WJIN TKaHHU

3anmanue 10. MHcTpykuus: Beibepure oluH npaBUIbHBINA OTBET
OCHOBHOM KpUTEPHA JMATHOCTUKH MUTOXOHPUAIIbHBIX 3a00J1€BaHUN

1. KTUHUYECKUN

2.Mopdostornyeckuit
3. Ul yCTAaHOBJICHUS TMAarHO3a UCIOJIb3YeTCsl KOMIUIEKC KpUTEpHEB

4. BuoxuMudecKuit

Omanon omeema. UL YCTAHOBJICHUSA IUAarHo3a UCIIOJb3YCTCA KOMIUICKC KPUTCPUCB



3ananue 11. MHcTpykuus: Beibeprure oiMH NIpaBUIbHBIN OTBET
OCHOBHBIE METO/IbI JICYEHUS] MUTOXOHAPHAIIBHBIX 3a00JI€BaHHIA

1. aHTHOMOTHKOTEpAIUS B COUETAHUH C HA3HAYCHUEM ITPEOHOTHUKOB
2.aKTUBAIMS IEPEHOCA AIEKTPOHOB B JBIXaTENbHOM 1IeTH, KOPaKTOpHAs Teparus
3.TeHHas Tepanus

4. depmentsamectutenbHas TEPaAIUs

Omanon omeéema.akTUBaLUs IIEPEHOCA IEKTPOHOB B JBIXATEIbHOM 1ETIH, KO(haKTOpHAs
Tepanus

3ananue 12. Unctpykuus: BeiGepure oauH npaBUIbHBIN OTBET
Cxoubko nmutcst ipueM Bpada-renetnka MI'K npu o6cnenoBannu oTHON CEMbU:
1.2 yaca
2.1 gac 15 mun
3.15 mun
4.30 Mmun

Omanon omeema. 1 yac 15 mun

3ananue 13. MHcTpykuus: BeiGepure ovH NpaBUIBHBIN OTBET
CBIBOPOTOYHBIE MapKkepsl 1 TpuMecTpa Ha cpokax 11-14 Hen:
1. A®II, XT'Y, Dctpuon
2.PAPP-A, Bfree-XI'Y
3. ADII, Dctpuon
4.PAPP-A, Dctpuon

Omanon omeema. PAPP-A, Bfree-XT'H

3amanue 13. UucTpykuus: Beibeprre ouH MpaBUIbHBIA OTBET
Jliia kakoro 3ab0s1eBaHMsI TUETOTEPAIHs SBJISETCS OCHOBHBIM METO/IOM JICUCHHUS:
5. Helipopubdpomaros
6. denmKeTOHYpPHS
7. YMCTBEHHasl OTCTaJIOCTh C JIOMKOH X-XpOMOCOMOM
8. c. Ilaray
Omanon omeema yMCTBEHHAs! OTCTANIOCTh C IOMKOH X-XpOMOCOMOM

3anmanue 14. Unctpykuus: Beibepure oivH NpaBUIBHBIN OTBET
MyKOBHCITII03 OTHOCST K HACJICJICTBEHHBIM HAPYIICHHSIM

5. oOMeHa aMHHOKHUCJIOT

6. oOMeHa METaIIOB

7. QyHKIM TU30COM

8. cucTemMbl MEMOpPAHHOTO TPaHCIIOPTa
Omanon omeema cucreMbl MEMOPAHHOTO TPAHCIIOPTA

3ananue 15. MHcTpykuus: Boeibepure oluH NpaBUIbHBINA OTBET
Tun nacnenosanus AI'C:
5. ayTOCOMHO-OMHUHAHTHBIH



6. ayTOCOMHO-pEIeCCUBHBIN
X-CLEIIEHHBIN PEeLleCCUBHBIN
8. aHoMaus B CUCTEME XpOMOCOM

~

Omanon omeema ayroCOMHO-PELECCUBHBIN

3ananue 16. Muctpykuus: BeiGeprure oivH NpaBUIbHBIN OTBET
CTEIUATBHBIMH JJUETAMH TT0IJIA€TCS KOPPEKIIUU

5. MykoBucuu103

6. Tamakro3emus

7. AJIIpeHOTEHHUTAIBHBIN C-M

8. BpoXIeHHBII THITOTHPEO3

Omanon omeema I"anakTo3eMus

3ananue 17. Uactpykuus: BeiGepure oauH NpaBUIbHBIN OTBET
Jst monreepxaeHust JIHK- quarHocTuku HaclieICTBEHHBIX 00JIe3Hel 00OMeHa, BKITFOUEHHBIX B
MpOrpaMMy HEOHATAIBHOTO CKpHUHMHTA, HeoOxoaumoe konunuectBo JJHK nanbosnee
1enecoo0pa3Ho MOTY4UTh U3

5. TkaHeBbIX OMONITATOB

6. 10 M CBIBOPOTKH KPOBH

7. IlsatHa kpoBH Ha GUIBTPOBAILHON Oymare

8. IlynkraTa KOCTHOTO MO3Ta

Omanon omeema I1saTHA KpOBH HA GUILTPOBATBHON Oymare

3amanue 18. MucTpykuus: Beibeprre ouH MpaBUIIbHBIA OTBET
B Menuko-reHeTnueckoi KOHCYNIbTAlUK JaHHBIA METO]T MPUMEHSIETCA BO BCEX cilydasx 0e3
UCKITIOYCHHUS:

5. KimH#KO-TeHeamornuecKuit

6. IUTOreHeTHYeCKUu

7. MOJIEKYJIAPHO-T€HETUYECKUI

8. OmoXMMHYECKHUI

Omanon omeema: KINHUKO-TeHEeaIOTHUECKUT

3anpanue 19. Mnctpykuus: Beibepure oiuH NpaBUIbHBINA OTBET
CBIBOPOTOYHBIE MapKepsl | TpumecTpa Ha cpokax 11-14 nen:
5. A®II, XT'Y, Dctpuon
6. PAPP-A, Bfree-XIT'4
7. A®II, Octpuon
8. PAPP-A, Octpuon

Omanon omeema: PAPP-A, Bfree-XI'H



3ananue 20. Muctpykuus: Beibepure oMH NIpaBUIbHBIN OTBET
Ckonpko amutcs npueM Bpada-renetnka MI'K npu oOcieroBaHum 0HON CEMbH:

5.

6.
7.
8

2 gaca

1 yac 15 mun
15 mun

30 muH

Omanon omeema: 1 dac 15 mun

3ananue 21. Mactpykuus: BeiGepure oauH NpaBUIbHBIN OTBET
Ecnu B ceMbe nmaHupyeTcs poKJIeHUE AETEM, TO Bpad:

5.
6.

He nomxen o0cyxaTh ¢ MAaIIEHTOM 3TH BOTIPOCHI

JlomxeH cooOmUTh FeHETUYECKYI0 HH(POPMAIIUIO O MAIMEHTE €ro Cynpyry 0e3 ero
COTJIacHsi, TOJILKO €CIIH CYyIpyr 00 3TOM CIIPOCUT

JlomxeH 00s13aTeNIbHO COOOLIUTh MT€HETHUECKY0 HH(POPMALIMIO O MALMEHTE €ro CYNpyry
0e3 coriacus naueHTa

JomxkeH nHGOPMUPOBATH MAIEHTa O €T0 MOPAIEHOM J0JITe COOOIIUTh TeHETUIECKYIO
nHpopMaIu o cede Cynpyry

Omanon omeéema: J{omxkeH HHPOPMHUPOBATH MAIMEHTA O €r0 MOPAIHLHOM JIOJITe
COOOITUTH TEHETHYECKYI0 HH(POPMAITHIO O cebe Cynpyry

3amanue 22. Uuactpykuus: Beibeprre ouH MpaBUIbHBIA OTBET
OcHOBHO¥ 3a/1a4eil CKpUHUHTA HOBOPOJK/ICHHBIX Ha (DEHUIIKETOHYPHIO SIBIISCTCS:

5.

6.
7.
8

[IpenatanpHast TUArHOCTHUKA 3a00JIEBAHUS B OTITOMIEHHBIX CEMbSIX
CHmwkeHue ynciia 00JbHBIX B MTOMYJISIIUNA

BrisiBiienue 601bHBIX ACTEH M OpraHU3allns UX JICUCHUS
BrisiBiieHME reTepo3UTroTHRIX MyTaIlui

Omanon omeema: BeiaBiaeHne OOJIBLHBIX ,I[eTCI;'I " opraHusanus X JICUCHUA

3ananue 23. Unctpykuus: BeiGepure oivH NpaBUIBHBIN OTBET
OpHMM U3 OCHOBHBIX MOJX0JI0B, UCIIOJIBb3yEMBIX JJIs cOOpa NaHHBIX JJIs1 MOHUTOPUHTA
BPOXKJIEHHBIX TIOPOKOB PA3BUTHSI, SIBIISCTCS:

5.

6.
7.
8

Koropraslii MmeToq

dukcanus Ciy4anHbIX HAXOJI0K
Meron «ciy4ai-KOHTPOJIb)
C60p naHHbBIX IO 0OpAAEMOCTH

Omanon omeema:. KoropTHslii METO

3anmanue 24. Mnctpykuus: Beibepure oluH nNpaBUIbHBINA OTBET
HewnnBa3uBHOE IpeHaTaIbHOE TECTUPOBAHKUE aHEYIIJIONIMN OCHOBAHO Ha
aHaimse



5. xommiiHOCcTH QeranpHoit JJHK, nupkynupyiomiei B KpOBOTOKE OEpEeMEHHOM KEHIIHHBI,
METOJIOM MacCOBOI0 MapaJuIeIbBHOIO CEKBEHUPOBAHUS

6. MHKpOAMCCEKINH U MeTadazHOM aHAIN3E KIETOK IJI0/1a, HUPKYIUPYIOIIHUX B
KPOBOTOKE OEpeMEHHOM KEHIIUHBI

7. unrepdaznom FISH-ananuze kapuotuma eTanbHbIX KIETOK, IUPKYIUPYIOMINX B
KPOBOTOKE OEpEMEHHOM KEHIIUHBI

8. anammze umcna xkonuit pparmenToB JIHK mrogHOTr0 mponcxoxaeHust B KPOBOTOKE
OepeMEeHHOM KEHIIUHBI METOI0M CPAaBHUTEIHPHON Fr€HOMHOW THOPHIN3alNN Ha
MHKPOYHIIAX BBICOKOTO Pa3peIeHUs

Omanon omeema: xonuitHoctu (eranbHoit JJHK, nupkynupyromieil B kpoBoToke
OepeMEeHHOM KEHIIUHBI, METOJIOM MAacCOBOTO MapaljieIbHOIO CEKBEHUPOBAHUS

3ananue 25. Unctpykuus: BeiGepure oauH nNpaBUIbHBIN OTBET
OcymecTBiieHuE KOHTPOJISI KAYeCTBA JICATEIIEHOCTH MEIMKO-TEHETUIECKON CITyKObI, BKITIOYAst
nabopaTOpHBIE TeHETUYECKHE UCCIIeIOBAHNS, HEOOXOAMMO JUTSI peaTu3aIliii STHYECKOTO
TIPUHITATIA

5. aBTOHOMUH JIMYHOCTHU

6. OmaroaeaHus

7. crnpaBeIMBOCTU

8. He mpuyMHEHHS Bpeaa

Omanon omeema: HE IIPUYNHCHHA BpCaa

IIK-6
3ajaHus OTKPHITOrO THUIIA
3ananuii 26 [TpuHIMIIBI IeYCHHUS HACIICICTBEHHBIX 00JIE3HEH

Omanon omeema: Ilpu 1edeHUN HACIIEICTBEHHBIX OOJIE3HEH MOJTHOCTHIO COXPaHIETCS
MIPUHIIMII €70 WHIMBUIYAJIbHOCTH, BeIb Bpay JeunT "He 00J1e3Hb, a 6ospHOTO". [Ipn neyeHnn
HAacJIeACTBEHHBIX 00JIe3HEHN HAI0 ObITH 0COOEHHO BHUMATEIBLHBIM B COOJIIOAECHNH dTUYECKUX U
JICOHTOJIOTUYECKUX IPUHIUIIOB B OTHOIIIEHUH MAIIMEHTa U YWIECHOB €ro ceMbu. Beap yacTo uaer
peYb O TSHKEIBIX XPOHUYECKUX OOJBHBIX ¢ JETCKOTO Bo3pacTa.CII0KHOCTH 3THOTPOITHOTO
JICYEHHUS HACJIEICTBEHHBIX O0JIE3HEH OUEBHUIHBI, XOTS YK€ UMEIOTCSI MHOTOUYUCIICHHBIE
BO3MOKHOCTH JUIsl UX TIPEOJIOJIEHHS], CO3/IaHHbIE YCIEIIHBIM CEKBEHUPOBAHUEM I'€HOMAa U HOBBIM
HaIpaBJICHUEM B TEOPETUUECKON M KIIMHUYECKOW MEAUIIMHE - TeHHOM Tepanueit. [Ipu
HACJIEICTBEHHBIX 00JIE3HIX MaTOMeHETUYECKUE METO I Hanboiee 000CHOBAHEI, XOTS OHH U HE
MPOTUBOMNOCTABISAIOTCS CHMITOMATHUYECKOMY JICUEHHIO. /{7151 maToreHeTHYecKoro JeYeHuUs
HACJICACTBEHHBIX 00JIE3HEH B TIOCIICTHUE TOJIbI IPUMEHSIFOTCS TPUHITUITHATIBHO HOBBIC TIOIXO/IBI,
OCHOBaHHBIE Ha JOCTH)KCHUAX MOJIEKYISIPHONU U OMOXMMHYECKON IreHeTHKH.

3ananue 27 HBO yrneBonoB. OOmias KIMHUYECKast XapaKTepUCTHKA.

Omanon omeema: 0611_[8_5{ KIIMHUYECKasd XapaKTCpUCTUKA: TPYIHOCTHU BCKAPMJIMBAHUS,
HapYIICHUC IIOTAHUA, 3aTAHYBHIAACA KCIITYyXa, CPbI'MBAHUS, pBOTA, JUAPC, MBIIICYHAA
THIIOTOHUMA, I1JIOXas an6aBKa B BCCC, IrermatoMeraivs ¢ Ipu3HakaMu MIEYCHOYHOU
HCAOCTATOYHOCTHU (FI/IHep6I/IJ'II/Ip}/6I/IHCMI/I$I, TIOBBINICHHUEC AaKTHUBHOCTH TpchaMI/IHEB), CJ'Ia6OCTB,
BAJIOCTD, CIINICHOMCETAJIUA, THIIOTJIMKEMHUSA U CBA3aHHBIC C Hel Cyaoporu.

3aganue 28 ["anakrozemust. Kiimnuka. Jleuenue.



Omanon omeema: Bri3biBaeTcst MyTanuen B reHe rajiakro3o-1-
docharypunumunrpanchepassl (GALT), HakarmmuBaeTcss METa0OJUT, SIBISFOIIMICS TOKCUYHBIM
JUTS TIEYCHH U TToYeK. MeTaboIuT TakKe MOBPEXKIACT XPYCTAIMK I1a3a, MPUBOJIS K KaTapakTe.

Jleuenue noapazymMeBacT MOJIHOE UCKIIIOUEHHE MOJIOKA U MOJIOUHBIX IIPOJYKTOB U3 PallMOHA.
1:20 000.

3ananue 29 Opykrozemus OOmas KIMHUYECKAsk XapaKTepUCTHKA.

Omanon omeema. BrI3bpIBaeTCs MyTalmei B rene anbaoiiasel B (ALDOB). YV 60ybHBIX
OTCYTCTBYET ()epPMEHT, HEOOXO TUMBIi /IS paciieiuieHus ppykTossl. B pe3ynbrare B
OpraHu3Me HaKaIUIMBACTCs TOOOYHBIHN MPOTYKT PPYKTO3bI, OJIOKUPYsT 00pa3oBaHUE
[JIMKOT€Ha, a TaKXKe ero MpeoOpa3oBaHue B TIIIOKO3Y JJISl UCIIOJIb30BaHUs B KAUECTBE
SHepruu. TUMMUYHBIE CHMIITOMBI: CHUKEHUE YPOBHS caxapa B KPOBH, IOTIUBOCTb,
CIyTaHHOCTb CO3HAHUS U MOpaKeHUE MovekK. JIedeHne 3axkiouaeTcsi B UCKIIOYEHUN
(bpyKTO3BI, Caxapo3bl U COPOUTA U3 pallMOHA, KYITUPOBAHUE TUITOTJIMKEMUN TITFOKO30H.

3ananue 30 bosie3nu HakoruieHus rimkoreHa OO0mas KIMHUYecKasi XapaKTepUCTHKA.

Omanon omeema: rpynna HbO yrneBoaoB, KOTOpble XapaKTEpU3yIOTCS U30BITOUHBIM
HaKOTUICHHEM TJIMKOTE€HA B Pa3JIMYHBIX OPTraHax M TKaHSIX BCIICICTBUE
HEJI0OCTATOYHOCTH/OTCYTCTBUS (PEPMEHTOB, YIaCTBYIOIIHUX, TPEUMYIIIECTBEHHO, B
nporiecce ero pacmeruienuss Y taunos I, V, VII ocHOBHBEIM CUMOITOMOM OOBIYHO
sBsieTcs cadocTh (Muomatus). Uro kacaercs tunos I, [11 u VI, ux cumnromamu
SIBJISIFOTCSI TUTIOTJTUKEMHSI ¥ BBITSTYMBAHUE )KHUBOTA (TMTOCKOIBKY M30BITOK aHOMAJTLHOTO
[JIMKOT€HAa MOYKET MPUBECTH K YBEIMUEHUIO NEUEeHU ). | MMIOTIHKEeMUs BbI3bIBACT
MOTJIMBOCTh, CIIYTAHHOCTH CO3HAHUS, @ UHOT/Ia CyIOPOKHbIE MPUNAAKH U KoMy. [pyrue
MOCJIEICTBUS 7S €Tl MOTYT BKJIIOUYATh 33J€PKKY POCTa, YacTble MHPEKIUHU U S3BbI B
MOJIOCTH pTa U KHUIIEYHHUKA. boJe3Hn HaKOMIEHUs TIIMKOTeHa, KaK MPaBHIIO, BHI3BIBAIOT
HaKOIUJICHHE MOYEBOM KUCIIOTHI B CYCTAaBaX, UTO MOXKET MPUBECTH K PA3BUTHIO MOJIATPHI,
Y B MTOYKaX, YTO MOXKET MPUBECTH K 0Opa3oBanuto kamHel. Tun V (6ose3us Map-
Apmis), tunt VI (6one3np Dpa), Tun VIII (6one3up Tommncona). Takke U3BECTHO O
HEJaBHO OTKPBITHIX opMmax, HacieayeMbix X-crerienno (tun [X). Jluarnoctuka
[JIMKOTE€HO30B OCHOBBIBAETCS Ha OIPEICIICHUH TIIFOKO3BI, JIAKTaTa, MOYEBOI KUCIOTHI U
TpaHCaMUHA3. «30JI0ThIM CTAaHAAPTOM» TUATrHOCTUKHU TJIMKOT€HO30B CIIYKUT
oTpe/iesieHue aKTUBHOCTH HYKHOTO (pepMEHTa B TKAHU OPTraHOB WIIH B JIEHKOIIUTAX
kpoBu. [loaTBEpkKAAIOIIUM METOJIOM SIBJISIETCS MOJICKYJISIpHAsl AMarHOCTHKA. JleueHue:
nuera, boraTasi yriaeBoaaMu, Ipo(UIaKTHKA CHIDKEHUS! YPOBHSI caxapa B KPOBH C
MTOMOIIBIO YaCThIX WM MOYTH OECTIPEPHIBHBIX KOPMIICHHH, JieueHne crelupuuecKux
OCJIO’KHEHUU.

3anmanue 31 Hapymenue oOMeHa coeAMHUTENbHON TKaHU. OO0I1asi KITMHUYECKas
XapakTepucTrka. JleueHue.

Omanon omeema: OOIIasT KIIMHUYECKAs XapaKTEPUCTUKA: KOCTHBIE CUMIITOMBI
(medopmarnyu rpyIHOM KIETKH, TO3BOHOYHUKA U Yepera, apaxHOIaKTUIIHS, TIOMKOCTh
KOCTEH), KOXKHBIE CUMITOMBI (THIIEPPACTIKUMOCTD KOXKH, aTpo(puuecKue CTpuu, TOHKas
JIETKO paHUMasi KOXa, KEJIOUIHbIE PYOILIbl), MBIIIEYHbIE CUMITOMBI (TUTIOTOHUS W/UITN
TUNOTPO(UsL, TPHIKU U TPOJIATNICH OPTaHOB U/MUITH MOCIEONEePAllMOHHbIE TPHDKH ), CYyCTaBHBIE
CUMITOMBI (TUIIEPMOOUTBHOCTD CYCTaBOB, TNIOCKOCTOINE, BBIBUXH ), TJIA3HBIE CUMITTOMBI
(TMOBBIBUX XpyCTaIMKa, MUOIIUS, TOTYObIE CKIIEPHI), CEPJCUHO-COCYAUCTHIE CUMITTOMBI
(TpoJtaric MUTPAIBLHOTO KIIAMaHa W/WIK APYrUX KIarnaHOB, BAPUKO3HAS OOJIE3Hb, JIETKOE
o0Opa3oBaHUE reMaTOM MPH HE3HAYUTENBHBIX yaapax), OpOHX0-IErOYHbIE CHMIITOMBI
(cIOHTaHHBI THEBMOTOPAKC, alMKAIBHBIE OYIIIbI), CHMITOMBI CO CTOPOHBI OPTaHOB
OpIOIITHOM MOJIOCTH U MaJIoro Ta3a (MT03 OpraHOB OPIOUTHO MOJIOCTH, MTOYEK,
nradparMalibHbIe TPHIKH, HEJOCTATOUHOCTh Kap K JKeTy/AKa, TUBEPTUKYIIbI MUIIEBO/IA,



JOJIMXOCUIMa, IIpoJIalc reHuTanuil).PekoMeH10BaHoO IPOBEEHNE KYPCOBOTO JIEUEHUS
clenyrmuMu npemnapatamu: CTUMYISITOPBI KoJulareHooOpa3zoBanusi — ButaMuH C
(ackopOmHOBasE KUCIIOTA), L-KapHUTHH, COJIKOCEPHI B COUETAHUU C BUTAMHUHAMU TPYNIbl B
(B1, B2, dpommesas kucnora, B6) 1 MUKPOIIEMEHTHBIMU JI00aBKaMU, COACPKAIUMU HOHBI
Cu2+, Zn2+ Mg2+, Mn2+ u ap.; Koppekropbl HapyleHusl CHHTE3a B KaTaboimu3Ma
TJIMKO3aMHUHOTJIMKAHOB — XOHIpoutuHCynbdar, JJOHA (rimroko3amuHocyibdar);
Crabunuzaropsl MUHepaibHOro ooMeHa — ButamMuH J1-3, kanpuuii; Koppekropbl
OMO’HEPTEeTHYECKOTO COCTOSIHUSI OpraHu3Ma — MIJIAPOHAT, JIEUTHH, KodepmeHT Q10

3ananue 32 JI[uarHoctuka, Je4yeHue, HacaeICTBEHHBIX CUHIPOMOB € IIPEUMYILECTBEHHBIM
HapyIIEHUEM IUIIEBAPUTEIbHON CUCTEMBbI

Omanon omeema : JlnarnocTrka: oOIEKIMHUYECKUE METObI (OCMOTpP, 0OBEKTUBHOE
oOcnenoBanue, cOOp kano0 U aHaMHE3a, pyTUHHbIE aHAINU3bI KDOBH, MOYH U
MHCTpYMEHTAJIbHbIE HCCIIeI0BaHus), crienuduueckas OMOXUMHUYECcKas JUarHoCTHKa (Harpumep,
OIpeieNIeHNe aKTUBHOCTH TIIIOKOLepeOpo3uaassl mpu 0oie3Hu ['ome, onpenenenne KoamuecTBa
XJIOPUJIOB MOTA MPU MYKOBUCLIHUI03€) U MOJIEKYJISIPHO-T€HETUYECKHE METO/IbI
(cexBeHupoBaHue).JledyeHne: 3STHOTPOITHOE (HA JAHHBIM MOMEHT MPEJICTABIEHO HE HIMPOKO, HO
MOTEHIIMATIFHO MOKET 3aKJII0UaThCSl B PEJaKTUPOBAHNUU T€HOB, OTBETCTBEHHBIX 32 O0JIE3HB),
natoreHetnyeckoe (B ocHoBHoM 3D T: Hanpumep, npenapat «OpkamOn» A1 JIeUeHUs
MYKOBHCIU103a, UIMUTJIIOLEpa3a AJs JieueHus 0oJie3Hu ['omie) 1 cumMnToMaTHYECKOE.

3ananue 33 Jluzocomublie Oose3nu. OO0Imas KIMHUYECKas XapakTepucTika. [I[puHIumel
nuarmoctuku. Jleuenue.

Omanon omeema : JIBH — rpymimna HacneaCcTBEHHBIX 3a00JI€BaHH, BBI3BIBAEMBIX
reHeTUYeCKH OOYCIOBICHHBIM J1e()eKTOM JIN30COMHBIX THAPOIIUTUYECKUX (DEPMEHTOB,
KJIETOUHBIX TPAHCIIOPTEPOB U OEIKOB, BXOASIINUX B COCTaB MeMOpaH. B koHeuHOM cueTe 310
MIPUBOJIUT K HAKOTJIEHUIO MAaKPOMOJIEKYI U METa0OJIUTOB B KJIETKAX, a KaK CIEACTBHE K
MTOBPEXKACHUIO OT/IEIbHBIX TKaHEH, OPTraHOB U CUCTEM OPraHM3Ma.

bospmmucTBO LSD HacnenyrooTcst ayroCOMHO-PELIECCUBHO, 32 HCKIOYEHUEM
3a00JIeBaHUI, KOTOPbIE HACIIEAYIOTCS CIETUIeHO ¢ X XpoMocomoil. K HuM oTHocsTCS
mykonoucaxapuao3 Xanrepa (MIIC II) u 6one3np @adpwu, sIBISIONIUECS PEIIECCUBHBIMU X -
CIICTVIEHHBIMU 3200JIEBaHUSIMHU, A TaKKe CUHAPOM JlaHOHA, SBISIOUINIICS TOMUHAHTHBIM X -
CIIeTVIEHHBIM 3a00eBanueM. Jlnarnoctuka: pepMeHTHAsI TMarHOCTUKA — OIIPEIeICHHe
AKTUBHOCTH (DPEPMEHTOB JIM30COM SIBIISICTCS «30JI0THIM CTAaHAAPTOM) JIaOOpATOPHOU
muarnoctuku JIBH. CoBpemMeHHbIE TEXHOJIOTUHN TIO3BOJISIOT OMPEEATh aKTUBHOCTH (PEPMEHTOB
JU30COM B JICHKOIIMTaX KPOBHU, KyJIbType KOKHBIX (hruOpo01acTOB, BOPCHHAX XOPHOHA U MATHAX
BBICYLIEHHOU KpoBH. Jleuenne: O3T

3ananue 34 bonesns Pedecyma.

Omanon omeema :11pu 3101 0OJIE3HU B TKAHAX HaKaIIMBaeTcs (pUTaHOBasK KUCIIOTA,
KOTOpast ABJSeTCS MPOAYKTOM MeTaboan3ma xupoB. Hakomnenne GpuTaHOBON KUCIOTHI
MPUBOJUT K TIOBPEXKICHUIO HEPBOB M CETUATKH, NTOTEPE CIIyXa, OOOHSHUS, CHACTUYECKUM
JBYDKEHUSM U U3MEHEHHUSIM B KOCTAX U Koke. CUMIITOMBI 0OBIYHO MOSBIISIOTCS HA TPEThEM
JIECATUIIETUH KU3HU, HO MOTYT HauaTbcs U No3xke. JlnarHoctupyrot 6ome3ns Pedcyma Ha
OCHOBE IOBBIIICHUS YPOBHS (PUTAHOBOU KUCIOTHI. JIeueHne npesnosiaraeT n3deranue My,
coziepkaiiieil GuTaHOBYIO KUCIIOTY, BKIIHOUAsi MOJIOYHbIE TPOYKTHI, TOBSANHY U OapaHuHY,
KHUPHYIO pbIOy. MoeT ObITh MoJie3eH 1azMadepes, Mpu KOTOPOM U3 KPOBH yallseTCs
¢dbuTaHOBas KHCIOTA.

3ananue 35 Cunnpowm LlenbBerepa.



Omanon omeema :Bo3HUKAET B MIIaJJICHUECTBE, CUMIITOMBI BKJIIOYAIOT XapaKTEPHbIE
4yepThl nna, nedexrsl [ITHC, neMuennanzanuio, cy10poKHbIe TpUNaaku (Y HOBOPOKICHHBIX ),
MBIIICYHYIO THIIOTOHUIO. Y JIeTei MOKET ObITh YBEIMUCHHE MIEYEHU U KUCTHI B TIOYKAX,
KOPOTKHE KOHEYHOCTH, Criel(uyecKasi aHOMaIis KOCTeH, Ha3plBaeMasi SU(pH3apHON TOUSUHON
XOHJpOJUCILIa3uel (KOTopast BIUSAET Ha pOCT JUIMHHBIX KOCTEH), KaTapakTa, peTUHONATHS,
1oTeps ciayxa, c1abocTb, OHEMEHHE U 00JIb B KHCTAX PyK U cronax. Haubonee 3Haunmble
OMOXMMUYECKHE N3MEHEHUS TIPH BCEX MEPOKCHCOMHBIX 3a00JI€BaHUSX, M B YACTHOCTHU TIPU
cunapome LlenpBerepa, BKIOYAIOT B-OKUCIEHNE OYEHb JAJIMHHOLIETIOYEYHBIX JKUPHBIX KUCIIOT.
[1epBblii mar B AMarHOCTHUKE MEPOKCHCOMHBIX O0JIE3HEH BKIIFOUACT ONPEACTICHUE YPOBHS
VLCFA B nna3me Hatouak. PekomenoBano onpeaenenue C26:0 u C26:1 xUpHBIX KUCIOT U
cootHommeHuit C24:0/C22:0, a raxke C26:0/C22:0, moBBIIIEHNE KOTOPHIX SIBJISETCS
MHIUKATOPOM JieeKTa B B-OKUCICHUH KUPHBIX KUCIOT C OUYEHb JJIUHHBIMU LENSIMU

3ananue 36 X-cuenjeHHas aipeHoIeHKoucTpopusl.

Omanon omeema:Xapaxkrepusyercs paspymenueMm muenraa [{THC u noBpexaeHreM Kopsl
HAaJIIIOYEYHUKOB, YTO MPUBOJUT K HAIOYEUYHUKOBOW HeoCTaTOUYHOCTH. Ha ocHOBaHuun
KIIMHUYECKHUX MPOSBIIEHUI, Bo3pacTa /1e010Ta, CKOPOCTH HapacTaHHsI HEBPOJIOTUYECKUX
CUMIITOMOB 3a00JieBaHUE MOJpa3ieisieTcs Ha 7 (EHOTUIIOB Y MY)KUHUH (JIeTCKasi, FOHOLIECKast U
B3pocias LepedpanbHble, aApeHOMHUEIOHEBPOIIATHS, OJTMBOIIOHTOMO3KEUKOBAs, N30JIMPOBAaHHAsS
HAAMOYEYHUKOBAsI HEJOCTaTOYHOCTh, CUMIITOMHAs) U 5 ()EHOTHUIIOB Y JKEHITUH
(6eccumnTOMHAas, J€TKasi MUEJIONATHUS, OT YMEPEHHOMU 0 TSHKETIOW MUETOHEHPpOonaTHsl C
BOBJICUEHHEM Ha/AMIOYEUHUKOB WU C IIepeOpaibHbIM YyHACTHEM).

3ananue 37 IIporpeccupyrorniue mMeimeunbie quctpodun. Jlunarnoctuka. Jieaenue.

Omanon omeema: JlnarnocTuka OCHOBaHA Ha JaHHBIX aHaMHe3a, KITMHUKU U
JIOTIOTHUTENIBHBIX HcceoBaHusAX. O MUOTIATHN CBUAETEILCTBYET aHAMHE3 - CITy4au
3a0oJieBaHUs B ceMbe podania. KpoMe Toro, y KpOBHBIX POJICTBEHHUKOB OOJIBHBIX MUOIIATHEH
0OHapyKMBAIOTCS MPU3HAKHU JUCIUIA3UU: HEPE3KO BBIPAKEHHBIE aTpO(UU MBIIIII,
runopedIiekcusi, yKOpoueHue WK YIJIOTHEHHE OTJENIbHBIX MBIIIILI, IIUPOKOE CTOSIHUE JIOMATOK,
HIECTUIATIOCTh, aHOMAJIMK KOCTHOTO cKeseTa. TUNMYHO Havasno 3ab0sieBaHusl B IETCKOM WU
FOHOIIECKOM BO3pacTe, MPOKCUMAIIbHBIN TUI pacnpe/esieHus: aTpoduu, JaHHbIe OHOXUMHYECKUX
uccinenoBanuil. [loBpileHa aKTUBHOCTH pssia GEpMEHTOB - KpeaTuH(ochOoKuHAa3bI,
aMUHOTpaHcdepas U ajiaba0a3bl. B KpOBH U MBIIIIAX YBEIUYUBACTCS COJCPIKAHUE
MUPOBUHOTPAHON M MOJIOYHOW KHUCIIOThI, yMEHBIIIEH YPOBEHb IUMOHHOM KUCIOT B KPOBU. DTU
MOKa3aTeIl pacCMaTpUBAIOTCA KaK BEChMa XapaKTepHble OMOXMMHUYECKHE 0COOEHHOCTH,
CBOMCTBEHHBIE BCEM (popMaM MHOMATUH. BasKHbI TakyKe JaHHBIE JIEKTPOMUOTPadUIECKOTO
WCCIIEIOBAHUS - KOHCTATUPYETCS CHUKEHHE aMITUTY/AbI OMOMOTEHIINAIOB, MOIM(a3HOCTh U
YKOPOYEHHUE JITUTEIBHOCTH OJMHOYHOTO MOTEHIIHAA.

3ananue 38 dakomaTo3sl. OOmIas Xxapakrepuctuka. J{uarnocruka. Jledenue

Omanon omeema: ITurMeHTHBIE MATHA BBIABISIIOTCS YK€ TPU poxkaeHUU. OHU 0OBIYHO
0OHapyXHUBAIOTCS HA CKPBITBIX NOBEPXHOCTAX Tesa. OMmyXou KOKU MOTYT POSIBIIATHCS B BUIE
MECTHOH CJIOHOBOCTH, MHOXKECTBEHHBIX Y3JI0BAaTBhIX 00pa30BaHUI MM MAaCCHUBHBIX
MUTMEHTHPOBAHHBIX KOXKHBIX pa3pacTanuu. [Ipu y3mnoBatoit popme Heiipodubpomarosa y3ioB
Ha TeJie MOKET OBITh OT HECKOJIBKHX JI0 HECKOJIBKUX ThICAY. OMyX0JIM HEPBOB MOTYT OBITh
Pa3HOIl JIOKAIM3aLMH, Yallle NOPaKAr0TCsl HEPBBI KOHEYHOCTEN. [0 X0y HEPBHBIX CTBOJIOB
OTMEYAIOTCS €TMHUYHBIEC WM MHOKECTBEHHbIE YTOMIICHUS WK U] dy3HbIE YTOIIIEHUS
nepudepuyecKkxX HEpBOB. DTHU Yy3JbI O0JIE3HEHHBI, €CITH UCXOAT U3 YyBCTBUTEIBHBIX BOJOKOH,
1 6e300J1e3HEHHBI, €CJIN UCXOAT U3 JBUTaTEIbHBIX BOJIOKOH.. Helipodubpomaros Hepeako
COUETAETCs C JPYTUMU OIYXOJISIMH — apaxHOUACHI0TEIMOMAaMH, AIIEHIMMOMAaMH,
acTPOLIMTOMAaMHU, CIIOHTHO-01acToMamMu 1 Jp. B pazButun HelipohuOpoMaTO3HbBIX TKaHEH



IMPUHUMAIOT Y4aCTUC KaK coOCTBEHHEBIE HCPBHBLIC BOJIOKHA, TAK U COCANMHUTCIbHOTKAHHBIC
3JIEMEHTBHI 3H0- U NiepuHeBpus. [Ipu neHTpanbHOM HelpopudpoMaTos3e HEpeaKo B KOpe
00JIBIIOrO MO3ra, a TAK)Ke B OSJIOM BEIIECTBE HAXOISAT CKOTUICHHS Y3€JIKOB TUCILIACTHYEC CKUX
TUTaHTCKUX TJIMO3HBIX KIIeTOK. Hanmuure aTux atunwii cOmmkaeTt 00yie3Hb PexmHraysena ¢
TyOepO3HBIM CKIIepo30M bypHeBuiis. JleueHne OOIBHBIX XUPYPrHUYECKOE TP HEOOIBIIIOM
KOJIMYCCTBC Y3JI0OB, 4 TAKIKC B CIIydasaiX CAABJIIMBAHUSA OITYXOJIbIO ) KU3HCHHO BAKHBIX
00Opa3oBaHMIA.

3ananue 39 J[uarHoctuka, jJe4yeHue, HaclaeICTBEHHBIX CUHIPOMOB € IIPEUMYILECTBEHHBIM
HapyIIeHUEM OpraHa 3peHHUsI

Omanon omeema:lnarnocTrka HaclIeICTBEHHOM aTpoduu 3puTebHOro HepBa Jlebepa
U JOMHUHAHTHOU aTpo(uu 3pUTEILHOTO HEPBA OCHOBBIBAECTCS HA KIMHUYECKUX HAOIIOAECHUSAX.
MonekynspHbIii TeHETUYECKUI aHATIN3 MOKET BBISIBUTh MHOKECTBO MyTallMi, XapaKTEPHBIX IS
00oux 3abosieBannii. OTHAKO BBICOK PHUCK JIO)KHOOTPUIATENILHOTO PE3yJIbTaTa, OCKOJIbKY Ha
CETOJHSIIHUMN I€Hb MOTYT CYILIECTBOBATh MyTallUH, /Il KOTOPBIX MOJIEKYJISIpHAsl JUarHOCTHKA
emle He pa3padorana.Ecnu y 601pHOTO 1M003peBaeTcsl HaCIEACTBEHHAs aTpo(dus 3pUTEIBHOTO
HepBa Jlebepa, eMy peKOMeHyeTcs TaKKe MPoBecTH AnnekTpokapanorpaduto (KT s
BBISIBJIEHHS COITYTCTBYIOIIETO HAPYIIEHHS POBOIMMOCTH cep/lia. Y MalleHTOB C
HaCJIEICTBEHHOM onTHYecKkol HeliponaTueit JleGepa, KOPTUKOCTEPOUIbl, BUTAMUHBI U
AHTUOKCHJIAHTHI HE MOoKa3aiu 3pGEeKTUBHOCTH B 60prOe ¢ Oosie3HbI0. HekoTopyto
3¢ (HEeKTUBHOCTH MOKa3aI0 MPUMEHEHNE NCOCHOHA Ha paHHEeH CTaJny 3a00JICBAHMSL.
Lenecoobpa3zHOCTh UCKITIOUEHUS (PAaKTOPOB, KOTOPbIE MOT'YT HETAaTUBHO CKa3bIBaThCs HA
MPOIYKIIMA MUTOXOHAPUSMU SHEPTUH (HapuMep, Tabak, alikorojib, 0OCOOEHHO B OOJIBIINX
KOJIMYECTBAX), HE I0Ka3aHa, HO TEOPETHUECKU OTpaBaaHa. boJbHbIE ¢ MaTONOTUsMH CepACYHOM
Y HEPBHOM CHUCTEM JOJIKHBI OBITH HAlpPaBJICHbI K CIEIMATUCTaM

3ananue 40 JIlnarnocTtuka, jedeHue, mpouIakTHKa HacIeACTBEHHBIX CHHIPOMOB C
MIPEUMYIIECTBEHHBIM HAPYIICHHEM KO>KH, BOJIOC, TTOJIKOKHOM KJIETUYATKH, HOT'TEH

Omanon omeema:K naHHOM TpyIine MOKHO OTHECTH MPOTEPOUIHBIE CHHIPOMBI:
[Iporepus BeI3bIBacTCs ciopaaunueckoit myranueir LMNA-rena, koTopblii KogupyeT 6e1ok
(ramuH A), oO6ecrieunBaronIuii MOJICKYISIPHYIO TIOJIJIEPIKKY KIETOUHBIX snep. JledekT Oenka
MIPUBOJIUT K HECTAOMIIBHOCTH SiApa MPU ACTCHUH KIIETOK U paHHEH rubenu Bcex KIETOK Tena.

Cpennuit BO3pacT HACTYIUICHUS cMepTH — 14,6 J1eT; mpuYnHa, Kak MpaBujio, — 3a00JIeBaHUs

KOPOHApHBIX apTEPUil U COCYIOB TOJIOBHOTO MO3ra. MOTYT pa3BUThCS PE3UCTEHTHOCTD

K UHCYJTUHY U aTepockiepos. Ciaenyer OTMETUTb, YTO APYrue NpoOieMbl, CBSI3aHHbIE C
HOPMaJIbHBIM CTapeHUEM (HalpuMep, yBeJIMUYECHUE PUCKa PA3BUTHSI paKa, IereHepaTUBHBIM
apTpUT), OTCYTCTBYIOT.

3anganue 41 Artakcus @punpeiixa

Omanon omeema:BO3ZHNUKAET B pe3y/bTaTe MYTAllUU T'€HA, BI3bIBAIOLIECH aHOMaIbHOE
noBTopenue B JJHK mocnenosarensnoctn GAA B rene FXN Ha nuHHOM 1U1eue 9-i
xpoMocoMbl; reH FXN koaupyeT MUTOXOHIpUaibHbIi Oenok gpartakcud. Komnuectso I'AA-
noBTopoB B reHe FXN y nuii, He crpanaromux arakcueil @puapeiixa, HAXOAUTCS B IMANa30HE OT
5 1o 38 pa3; TeM He MeHee y JIMII ¢ 3TUM 3a00JIeBaHUEM TOcie10BaTeaIbHOCTh ['TAA MoxkeT
noBTopsAThes oT 70 no > 1000 pa3. Tun HacienoBaHUs — ayTOCOMHO-PELECCUBHBIN.
IToHmxeHHbI ypoBeHb (hpaTakCuHa MPUBOJUT K YPE3MEPHOMY HAKOIUIEHUIO JKejle3a B
MUTOXOHAPHUAX U HapylIeHUIo ux GpyHkiuonupoBauus. [1pu atakcun ®puapeiixa
HEYCTOWYMBOCTH MPH X01b0€ HAUMHAET MPOSIBIATHCS B Bo3pacTe 5—15 net, k KoTopoii 3aTeM
IIPUCOEUHSIOTCS aTAKCHUS B BEPXHUX KOHEUYHOCTSX, AU3apTPHs U Nape3bl (IPEUMYIIECTBEHHO B
Horax). YacTto cTpajaeT MHTEIIEKT. TpeMop, eciii U UIMEEeTCsl, TO BBIPaKEeH HE3HAYUTEIIBHO.
OTMeuaroTcs TakkKe YyTHETeHHeE TIIyOOKuX pedeKkcoB U BbINaJeHne BUOPAIIMOHHON U



MIPONPUOLIETITUBHON YyBCTBUTENILHOCTH. YacTO BBISABIISIOTCS SKBUHOBapycHas aedopmarus
CTOIIBI (KOCOJIAINIOCTh), CKOJINO3 U Mporpeccupyromas kapanomuonarus. K 30 rogam nauyeHTsl
MOTYT OKa3aTbCsl IPUKOBaHbl K MHBAJIMAHOM KoJisicke. [IpuunHoil cMepTH, 0OBIYHO B CpEAHEM
BO3pacCTe, YaCTO OKa3bIBAKOTCS APUTMHUU U CEPACYHAS HEIOCTATOYHOCTD.

3amanne 42 CrnuHouepeOeuIIpHbIe aTaKCUU

Omanon omeema: (CLIA) coCTaBJISIOT OOJIBIIYIO YaCTh JOMHHAHTHBIX aTaKCH.
Knaccugukamus 3TuX aTakcuii HEOJHOKPATHO IEPeCMaTPUBAIACH TI0 Mepe TOTyYSHHS HOBBIX
3HAHUN OTHOCUTEJILHO X T€HETUUECKUX XapakTepucTuk. K HacTosieMy BpeMeHu
UACHTU(PHUIIMPOBAHO KaK MUHUMYM 44 pa3innyHbIX JIOKyca, 0KoJo 10 U3 HUX comepxar
noBTOpsitoluecs nocinenonatenbHoctu pacmmpennoi JJHK. IIpu nekoropeix popmax CLIA
Habmogaercs yBennueHnue ynciaa CAG-noBTopoB (kak u mpu 0oJie3HU ['eHTUHITOHA),
KOJIMPYIOIHUX aMUHOKHUCIOTY riiyraMuH. Kimmandeckue nposisinenus: CLIA paznooOpasusl. [Ipu
HEKOTOpBIX opMax Hanbosee pacnpoctpaneHHbIX CLIA HaOn0a€TCS MHOKECTBEHHOE
MOPAXKEHUE PA3IMYHbIX OTJIEIOB LIEHTPAILHON U NiepuepruuecKoil HEPBHON CUCTEMBI C
pa3BUTHEM MOJMHEHPONATHH, TUPAMUIHOM CUMITOMATUKNA CUHJIpOMa OECIIOKOMHBIX HOT U,
6e3yciioBHO, atakcu. [Ipu HekoTopeix CLIA nMeeT MecTo TOIBKO MO3KeukoBast atakcus. CIIA
3 Tuma, U3BeCTHas TaKke Kak 0oJsiesHb Madamo—/xo3ed, BO3MOKHO, SBISIETCS CaMbIM
pacmpoCTpaHeHHBIM BapHaHTOM ayTocoMHO-noMuHanTHON CIIA B MmupoBoM Macmitade. Ee
CUMITOMBI BKJIIOYAIOT B €05l aTaKCHUIO, TAPKUHCOHU3M, AUCTOHUIO (MHOTIa), [101ePTUBAHUS
MBI JIUIA, OPTATIbEMOTUIETHIO, XapaKTEPHbIE «BBITYUYEHHBIE) TJla3a.

3amanne 43 HacnencrtBeHHbIe criacTuueckue naparmieruu. O0mas xapakrepuctrka. Jieuenue.

Omanon omeema:HacnencrseHHasi criacTudeckasi maparuierusi BKIo4aeT B ce0st
TPYIIY PEIKUX HACIEACTBEHHBIX 3a00JI€BaHMiA, KOTOPbIE XapaKTEPU3YIOTCS MPOTPECCUPYIOLIUM
CHUHAJIbHBIM HECETMEHTAPHBIM CITACTUYECKUM M1ape30M HOT, HHOT/Ia COUETAIOLIUMCS C
YMCTBEHHOM OTCTAJIOCThIO, CYJOPOKHBIM CHHIPOMOM U IPYTUMHU CUMIITOMAaMHU. JlMarHo3
YCTaHABIIMBAIOT HA OCHOBAHUHN KJIMHUYECKUX MPOSBICHUNA U UHOTAA C TIOMOIIIbIO T€HETHYECKOTO
uccienoBaHus JledeHrne cHMITOMATUYECKOE, B TOM YHUCIIE MTpernapaThl A yMEHbUICHUS
cnactuyHocTH. JleueHue Bcex GopM HACIIECTBEHHOM CIACTHUECKOM Maparieruu
cumnToMaruyeckoe. C 1eNbl0 YMEHBIICHHS! CIIACTUYHOCTH MPUMEHSIOT 6akiiodeH B 1o3e 10 mr
MEepPOpaIbHO 2 pa3a B CYTKU C BO3MOYKHBIM MOBBIIICHHEM JI03UPOBKH /10 40 MI niepopaibHoO 2
pasza B CyTKHU IpH He0O0XoauMocTH. K anbTepHaTUBHBIM MpenapaTaM OTHOCST Jua3ernam,
KJIOHa3emam, JJaHTPOJIeH, O0TYI0TOKCHH (OOTYIOTOKCHUH THNA A uiH Tuna B) u Tuzanuaus.
OuznoTepanus U pU3NUECKHUE YIIPAKHEHHUS] MOTYT IOMOYb MOJIEP>KUBATh MOIBHKHOCTD U
MBIIIEYHYIO CUITY, YIYYIIUTh JUAMa30H IBUKEHHS U BBIHOCIUBOCTD, YMEHBIITUTh YTOMIIIEMOCTD
U TIPEIOTBPATUTH cria3Mbl. HEKOTOPBIM MaIieHTaM MPUroKIal0TCs IIUHBL, TPOCTU WJIH
KOCTBLIH.

3ananue 44 Jlnarsoctuka, JiedeHUe, HaCJIeACTBEHHBIX CHHIPOMOB C IIPEUMYIIECTBEHHBIM
HapyLIEHHEM KOCTHO-CYCTaBHOM CUCTEMBI

Omanon omeema:OCTEOXOHAPOANUCIITIA3US BKIIFOUAET AHOMAJIBHBIN POCT KOCTEN WIIN
Xpsilia, 4TO MPUBOJUT K HELOPA3ZBUTHUIO CKEJIETA, YACTO KOPOTKUM KOHEUYHOCTSIM U
KapJIMKOBOCTH. J[MarHo3 cTaBAT Ha OCHOBaHWM JaHHBIX MEIUIIMHCKOTO OCMOTpA,
peHTreHorpaduu 1, B HEKOTOPBIX Cly4asiX, TeHETUYECKOTro TecTupoBaHusl. JledueHne
xupyprudeckoe. OCHOBHbIE FeHeTHUeCKUe 1e(DeKThl ObUTH BBISBICHBI IPU OOJIBIINHCTBE
OCTEOXOHJpoucIIa3uil. MyTanuy 0ObIYHO BBI3BIBAIOT U3MEHEHNE (PYHKIMN OETIKOB,
YYaCTBYIOIIUX B POCTE U PA3BUTUN COEIUHUTEIBHON TKAaHU, KOCTEHW MIIM XPSILLIEBON TKaHHU.
KapnukoBocThs — 3aMeTHO HU3KHI pocT (y B3pocioro < 4 ¢yros 10 mroiimos [1,2 M 25 cMm]),
4acTO CBSA3aHHBIN C HEMPONMOPLUOHAIBHON JUTMHOM TYJIOBHINA M KOHEYHOCTEH.
AxoHpoIIa3us ABisieTcs Hanbosiee pacpoCTPaHEHHBIM U U3BECTHBIM TUIIOM KapJIMKOBOCTH C
KOPOTKUMH KOHEUHOCTSIMH, HO CYIIECTBYET U MHOT'O APYTUX TUIIOB, 00YCIOBICHHBIX HHBIMHU



T€HETUYECKUMHU IIPUYMHAMHU, C IPYTUM TEUEHUEM U IIPOTHO30M. JleTabHast KapJIMKOBOCTb C
YKOPOUYCHHEM KOHEYHOCTEeH (TaHaTo(opHas TUCIIIa3usl, BbI3BaHHAS MYTAIlUsIMUA TOTO K€ T'eHa,
YTO M IIPU aXOH/IPOIUIA3UHN) BBI3BIBACT TSDKENbIE Ie(OPMAIMU TPYAHON CTEHKU U BIXaTEIbHYIO
HEJIOCTATOYHOCTh Y HOBOPOXKICHHBIX, YTO IIPUBOJUT K CMEPTHU. JIeueHne: B HEKOTOPBIX CIIydasix
PEKOMEHI0BAHO XUPYPrU4E€CKOE yUIMHEHUE KOHEYHOCTH, XUPYPrHYecKash KOppeKLus
nedopmanuu UM MPOTE3NPOBAHHE CYCTABA.

3amanne 45 Knmauka. Jlnarnoctuka, jedeHue, npoQriiakTHKa HACIEICTBEHHBIX CHHIPOMOB C
[IPEUMYILIECTBEHHBIM HapyLIEHUEM MOYEOJI0BON CUCTEMBI

Omanon omeema:Bpoxnernas muchyHKius Kopsl Haanmoueanukos (BJIKH) — ato
rpyIna ayToCOMHO-PEIIECCUBHBIX 3a00JIEBaHH, XapaKTEPU3YIOUIHXCS IEPEKTOM OJTHOTO U3
(epMEeHTOB WM TPAHCIIOPTHBIX OEJIKOB, IPUHUMAIOIUX YYaCTHE B CHHTE3€ KOPTU30J1a B KOPE
HagnoveunukoB.Yactora BJIKH B PO cocrasnser, o pazasiM nanseiM, ot 1:5000 mo 1:12000
HOBOpOXIEHHBIX. [lonoxurensHpiM pe3yabtatoM HC Ha BJ/IKH siBnisiercst npeBblienne
IIOPOrOBBIX 3HAYEHUH 17-THIPOKCUIIPOrECTEPOHA, KOTOPBIE ONPEAEIICHBI I KaX 101
naboparopun. HC na BJIKH no3Bossier quarsHoctupoBars kiiaccuiyeckue Gopmsl geumura 21-
TUIPOKCHUIIA3bl, KOTOpbIE BCTpeyatoTcs 0osee yeM B 90% ciyyaeB. OCHOBHOE JieueHHE
nanueHToB ¢ kiaccuueckoi ¢popmoit BJIKH, BoisiBnsiembix npu npoBeaennn HC, 3axmtouaercs B
MO’KM3HEHHOM IPUMEHEHUH TITIOKOKOPTUKOCTEPOUIOB C IENIbIO 3aMellleHus JepuuTa
9H/IOT€HHOT0 KOPTHU30Ja U M0IaBJIeHUSI U30BITOUHOTO CUHTE3a aHAPOT€HOB B HA/ITOYEYHUKAX.

3ananue 46 Hacneactsennas manbabcopOuus domnmeBoit kucinotsl (HMODK).

Omanon omeema:3abosieBaHNe XapakTepu3yeTcs AehUIUTOM (HOTUEBON KUCTOTHI U3-
3a HapyIlIeHUs BcachbiBaHUs (OIATOB B KUIICUHUKE U HAPYILIEHUS TpaHCIopTa (oJIneBoit
KHUCJIOTHI B IIEHTPAJIbHYIO HEPBHYIO cUcTeMY. CHMIITOMBI BKIIIOUYAIOT 3aJI€PKKY Pa3BUTHSI,
aHEeMUI0; BO3MOSKHBI JIEHKOMIEHHS] U TPOMOOLIUTOTICHUSI, TUapes, THITOMMMYHOTJIOOyTUHEMUS 1
Jpyrue UMMYHOJIOTHYECKHE TUCHYHKIIMH, TPUBOASIINE K HHPEKIUAM, Yalle BCETo
MTHEBMOIIMCTHOM MTHEeBMOHUU. HeBposiornueckue mposBIIeHUs! BKIIOYAIOT 33J€PKKY Pa3BUTHS,
KOTHUTHBHBIE U IBUTaTeNIbHBIE PACCTPOMCTBA, pacCTPONCTBA MOBEIEHUS U cyaoporu. luarunos
HM®K nopmospeBaercst y mpobaH/ia ¢ Merajio0JacTHON aHeMHUel, HU3KOH KOHIICHTpaIuei
(hos1MeBO# KUCIOTHI B CIMHHOMO3TOBOM KHUAKOCTH (JIaXKe MOCJIe KOPPEKIUU KOHIIEHTPALUU
(hoJIMeBOI KUCIIOTHI B CBIBOPOTKE); MOATBEPHKIAIOLIUM METOJIOM JTUArHOCTUKH SIBJISIETCS
MOJIEKYJISIPHO-T€HETUYECKOE UCCIIEJOBAHKE, BBISBIISIONIEE [TATOTEHHbIE BAPHAHTHI B
rene SLC46A1, mpoIyKT KOTOPOTO OTBEUYAET 3a BCachIBaHUE (POJTMEBON KUCIOTHI.

3ananue 47 Cunapom ['pucbeka-Mmepcnynna.

Omanon omeéema:IToO peaKOe HACIEACTBEHHOE ayTOCOMHO-PEIIECCHBHOE 3a00JIeBaHNE,
Xapakrepusymoiieecs aehunuToM BuTamuaa B12, 00ycioBiIeHHOE CEICKTUBHBIM HApYIICHHEM
ero BcachbIBaHUs B KulleyHuKe. HapyiieHne BcachiBaHust BuTaMuHa B12 B 1M0B3/I0IIHON KHUIIIKE
00yCIIOBJICHO MyTallMeil B OJIHOM U3 JBYX reHoB — kyomuae (cubilin — CUBN) na 10
xpomocome uiu amauonsecce (amnionless - AMN). Besku, 3akoaupoannsie CUBN u AMN
bopMHPYIOT KJIETOYHBIH perenTop cubam, KoTopblit 00HApYKHUBACTCS Ha SHTEPOIIUTAX B
MO/IB3/IONITHOM KHIIKE, SITUTEITUH MPOKCUMATbHBIX TTOYEYHBIX KaHAIbIIEB M HAa KJIETKaX
’KenaTouHoro memika. Cubam yyactByeT B CBsI3bIBaHUM BUTaMHHa Bl2kuieunnke.3aboeBanme
0OBIYHO TMATHOCTHPYETCS B BO3PACTE OT HECKOJIBKUX MECSIICB J0 YEThIPHA/IIATH JICT.
KrnuHudeckue mposiBICHHS MOTYT ObITh HeCTICIIM(DUUECKMMHU B BHJIE OJIEHOCTH, YCTAIOCTH,
ne(uImMTa MacChl Teja, YaCThIX PECITUPATOPHBIX U JKETYI0YHO-KHUIICYHbIX HH(EeKIHiA. [Tpu
00CIIeTOBaHUH BBISIBIISIETCS. MAKPOIIMTApHAS aHeMUs ¥ IpoTeuHypHst. HeBpooruyeckas
CHMITTOMATHKa BCTpeYaeTcst peako./luaruos 6a3upyercs Ha BbISIBICHUH Y peOCHKa
MaKpOIMTAPHOM, THIIEPXPOMHOM, METao0IacTHOW aHeMuH, Aeduirra ButaMuta B12 u
UcKIroueHust nedunuta HoaueBoil KUCIOTh 1ab0paTOPHBIM MeTO10M. JI0 HACTOSIIIEr0 BpeMEeHH
muaruo3 |GS ycraHaBaMBaeTCst MyTeM UCKITIOYEHHUS IPYTUX MPUUUH aeduiiura



uankoOanaMuHa. J[narno3 MOXHO Bepu(UIIMPOBATH HA OCHOBAHUH JAHHBIX MOJIEKYIISPHO-
TE€HETUYECKOI0 UCCIIECOBaHUS.

3ananue 48 Butamun D-3aBucumelii paxut. 1-it Tun

Omanon omeema:BuTaMuH D-3aBUCUMOTO paxuTa 00YCIOBICH NMEIOIUMCS
MOYEYHBbIM JiepuinuToM 25-0Kcuxonekanbpiudepona-1-rugpokcuiassl ¢ HEI0OCTATOYHBIM
obpazoBanueMm 1,25-mmokcuxonekanbiudeposia. Jlehuur 1-anbha-ruapokcuiassl MOYeK
3aKOHOMEPHO IPUBOAUT K HegocTtatouHomy cunrtesy 1,25(OH)-Ds, conpoBoxnatomemycs
HapYIIECHUSIMHA BCACBIBAHUS KAIBLUS B KUIIEYHUKE (TUTIOKAIBIIMEMHUS ), UTO SIBIISICTCS IPUIMHOMN
BTOPUYHOTO THIIEpPIIapaTHpe03a U HapyleHui GpochopHO-KaabIeBoro ooMeHa. PesynpraTrom
MEePEYHCICHHBIX H3MEHEHUH SIBIIIOTCS paxuTorofo0HbIe nedopmariu ckenera. Passurue 2-ro
TUTIAa BUTaMUH D-3aBHCUMOTro paxuTa SIBISETCS CIESICTBHEM NMEIOMICHCS HEUYBCTBUTEILHOCTH
opraHoB-muieHei (koxu, nouex, JKKT, ckeneTHoit cuctemsr) k 1,25-
TMOKCUXOJIEKaTbI(EpoTy (MIPH OTCYTCTBUU HAPYIICHUH CHHTE3a 3TOTO BAKHEWUIIIETO
MetabonuTa). [lockonabKy o6pazoBanue MeTabOJIMTOB BUTaMHHA D He HapylleHo, coAepKaHHe
1,25-murunpoxcuBuramMmuHa D3 oka3pIBaeTcs B peaenax BO3pacTHONH HOPMEL.
Juarnoctuka: 1) OnoXxuMuyeckoe onpeesieHne ypoBHS CoJepKaHus B KpoBHU (0011ero u
noHusupoBanHoro) Ca (ormeuaercst cHkeHue ypoBHs obmero Ca go 1,7-2,0 Mmous/1,
Heoprannuecknx ocharoB — ymepenHoe cHmkerue 10 0,8—0,9 MMOJIB/IT B CBIBOPOTKE KPOBH);
2) onpeJiesieHrne ypOBHS aKTUBHOCTH IienouHoi pocdarassl (LLID) kpoBu (He MOBbIIaETCS WK
OTMEYaeTCsI JIUIIb HE3HAUYNTEIFHOE TIOBBIIIICHHE);
3) ompesenieHre ypoBHSI SKCKPEIUHU KaJIbIHsI ¢ MOYOH (CHIkeHue BoieneHus Ca o 0,3
MMOJIb/24 1yaca);
4) uccienoBaHre ypoBHS (CYTOUHO ) SKCKPEIIMU aMUHOKUCIIOT ¢ MOYOH (THIIEpaMUHOAITUYPHS,
nocturarommas 1,0—1,5 r 3a 24 gaca);
5) copepxanue 25-ruapokcuButamuna D3 B kpoBu (N = 12—56 Hr/mn);
6) ompenenenue ypoBHs 1,25-muruapokcuButamuia D3 B kKpoBu
7) pentre”orpadus

3ananue 49 Qucnunuaemun. Jnarnoctuka. Jleuenue.
Omanon omeema:KnuHudeckas KapTUHA YacCTO BKITIOYACT:
PanHIOI0 TUTIEPX0JIECTEPUHEMHIO, KOTOPASI PU ATOM HE MO IaETCs Tepallii CTaTUHAMHU
KcaHTOoMBI 1 KCaHTENa3Mbl, BOSHUKAIOIIKNE Y)KE B JICTCTBE M/WUJIM HEOOBIYHBIX MeCTaX (TISATKH,
KOJICHH, JIOKTH, SITOHIIBI)
Pannee nauano arepockieposa u MbC
[ToaTBepxaaromieil AMArHOCTUKOM SBJISIETCS MOJICKYIISIPHO-TEHETUYECKUI aHaIu3.
JleyeHwue: corjaacHO peKOMEHIAIUSM 110 BEICHUIO TUCTUIUACMUN (THIIOIUITHICMUYCCKIC

CpelcTBa, 1MeTa)

3aganue 50 boinesns Bunscona-KonoBaaoBa

Omanon omeema: Bpoxa€HHOE HapyIIeHHE METa0OIU3Ma ME/IU, TPUBOISIIEE K
TSDKEJBIM HACIIEJICTBEHHBIM O0JIE3HSM IIEHTPATbHON HEPBHOM CHCTEMBI U BHYTPEHHUX OPTaHOB.
3aboseBaHue nepenaeTcs Mo ayTOCOMHO-PELeCCUBHOMY THITY. bose3Hb 00ycrnoBieHa
HACJIEICTBEHHBIM JIe()eKTOM OJHOU U3 Meab-Tpancnoptupyromux ATda3 P-tumna.
CrnenctBrueM reHEeTHUECKOTO AedekTa sBiseTcs HapylieHue GyHKIIMA BHYTPUKIETOUHOTO
TpaHCIIOPTa MEeIU. DTO BEJET K CHUKEHUIO 3KCKPEIIUU MEH C JKETUbI0 U HAKOIUICHUIO €€ B
renatonuTax. C nuien B CyTKU MOCTYIAET 2-5 MI' MEJIU, KOTOPAasi BCaChIBAETCS B KMILIEYHUKE U
MOCTYIAET B MI€UYEHD, IJI€ CBSA3BIBACTCS C CHHTE3UPYEMBIM NIEUEHBIO LIEPYIOTUIA3MUHOM U
IKCKPETUPYETCS C KEMUbI0. B HOpME SKCKpEIHsl MU C JKEeTYbI0 2 MT B CyTKH, MPHU O0JIC3HH
Bunbcona-Konoanosa — tonpko 0,2-0,4 Mr, 4TO MIPUBOJUT K MOBBIILIEHHOMY HAKOIUJICHUIO MEJIU
B opranusMe. [Ipu 6one3nu Bunbcona-KoHoBanoBa cTpaiator Bee dTambl 0OMeHa MeJIu.
YBenuuena abcopOIus MeaM B KUIIEYHHUKE, HAPYIIAeTCs MPoliece e€ BKIIOYCHUS B



LEpYJIOIIa3MUH CHIKEHA IKCKPELMs C JKeaubto. M3-3a HEI0CTaTOUHOTO MCIIOIb30BaHUS MEIU
IIPOUCXOJUT €€ JENOHNPOBAHNE B IEUEHHU, MO3T€, I0YKaX, porosuiie. JlenoHupoBaHHas B
[I€YEeHHU MEJIb BTOPUYHO UHTMOMPYET CUHTE3 Liepyiolia3MuHa. Meab 0Ka3bIBa€T TOKCUUECKOE
nelicTBue Ha opranusM. E€ HakoruieHue BeleT K MOBBIIICHHOW MPOAYKIIMH CBOOOHBIX
TUAPOKCUIIBHBIX PaIMKaIoB. MULIEHAMU JEHCTBUS OKCUJIAHTOB SIBJISIFOTCSI MUTOXOHAPUU
neyeHu. CBoOoiHas Meab OnokupyeT SH-rpynnbsl pepMEeHTOB, y4aCTBYIOUIUX B OKUCIUTEIbHO-
BOCCTaHOBUTEJBHBIX PEAKIUAX. DTO IPUBOJUT K SHEPIETUUECKOMY IOJIOJAHUIO, K KOTOPOMY
Haubonee yyBcteurenpHa [IHC.

3ananue 51 Ilanuent-neBouka 2,5 net. C 3 qHS )KU3HU PELUAUBUPYIOILINE SU30bI PBOTHI,
CIyTaHHOCTU co3HaHus. Halmromaercss HEBPOJIOroM B CBSI3U C 3a/Iep’KKON pa3BuUTHUs. B kpoBu
oTMeuaetcs metabonudeckuit anuao3. TMC kpoBu: C3 MOBBIIIEH, aMUHOKHACIOTH B MOYE —
MOBBIIIEHNE METUIIMAIIOHOBON KHUCJIOTBI

)IpennosnoxuTenbHbI AUATHO3.

2) Metonpl nevyeHus

3) Metoasl peabuuTauu

Omanon omeema

1)MeTunmanoHoBas auuaypus

2) Ha3HaueHUE HU3KOOETKOBOM THEeTHI

3) C nenpto koMIieHcanuu aedunnuta 0enKa, MoKa3aHo Ha3HAYeHUE CIEIUaTN3UPOBAHHBIX
MIPOJIYKTOB JIEUeOHOTO MUTAHUS HE COAEP KAIUX METUOHHUH, BaJIMH, U30J1EHLINH

3aganue 52 Ilanuent — nesouka 20 gueit »xusau. Haxomgurest B APO ¢ KIIMHUKON
MOJIMOPTaHHOM HEIOCTATOYHOCTH. B Bo3pacTe 5 CyTOK XKM3HU COCTOSIHHE peOeHKA PE3KO
YXYIIIHIOCH 3@ CYET HapacTaHUsl HEBPOJIOTHYECKOW CUMIITOMATUKHU B BUJIE CHHIPOMA
yraetenust [{HC, renepanu3oBaHHbIX cyaopor B kpoBu oTMeuaeTcss MeTabOTMYEeCKU JIaKTaT-
anu03. B Moye manueHTa nmoBpliiieHa KOHIEHTPAIHS 3 -THIPOKCUITPOITUOHOBAS KHCIIOTa

1)IIpenmnonoKuTeabHbI TUarHo3.

2) Meto bl IeueHust

3) MeTtoapl peabHIIUTALINH

Omanon omeema

I)MetunManoHoOBas aluaypust

2) Ha3HAYEHUE HU3KOOETKOBOW TUETHI

3) C nenpio KoMITeHcauu JeduinuTa 0enKa, oKa3aHo Ha3HAYCHHE CIICIIHAIN3UPOBAHHBIX
MIPOJIYKTOB JICUEOHOTO MUTAHUS HE COAEPIKAIUX METUOHHH, BaJIMH, U30JICHIINH

3ananue 53 [lauuent - myxuuna 30 net. XKanoos! Ha 6ecrmoaue. B gercTBe yactoie
pecnupaTopHbie 3a001eBaHusl, CHHYCUTHI. [IpOBOAMINCH MyHKIIMKA BEPXHEUENIOCTHBIX Ma3zyX. [1o
JAHHBIM CIIEPMOTPaMMBbI — a300CTIEPMUS

1)[IpenmnonoKuTensHbIi TUArHO3.

2) Metonbl peabumuTAINH

Omanon omeema
1)MykoBuCIH103
2) [Ipeononenus mpobaeMbl OECTIONNS Y JAHHOTOMAIMEHTa BO3MOXKHO € IOMOIIBIO OHOTICHUU
TECTUTYI U MOCIAEAYIIUM MPOBEACHUEM UCKYCCTBEHHOTO OIIOAOTBOPEHUS



3ananue 54 C pe3ynbraTraMyd HEOHATALHOTO CKpUHUHTA. Manbuuk § nHel xu3Hu. XKanoOwl Ha
KENTYIIHOCTh KOKHBIX TIOKPOBOB, CPBITHBAHUE, KUAKUAN CTYI. 1o pe3ynpraTaM HEOHATAIBHOTO
CKpUHUTA: 00IIast rajlakTo3a KpoBH 27 Mr/It

1)IIpennonoxuTenbHblii TUarHos.

2)Mertob! JIeUeHUS

Omanon omeema

D)I'anakrozemus

2) dns nedeHus: O0JIbHBIX HCIOIB3YIOTCS CIIEHUAIM3UPOBAHHBIC CMECH HA OCHOBE M30JISTa
coeBOro 0Oelka, THAPOJIM3aTOB Ka3ernHa, 0e31aKTO3HbIE MOJIOYHBIE CMECH

3amanwue 55 INanuent - aeBouka 9 net. XKanoOsl: Ha HU3KUN pocT. OOBEKTUBHO:
104cm/18xkr, 1T03 ABYCTOPOHHUM, aHTUMOHTOJIOUTHBINA pa3pes3 ri1a3, KpbUIOBUIHbIE CKJIaIKU Ha
1iee, BaJbrycHast ie(hopmalust JOKTEBBIX CYCTaBOB.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo1bl peaduIuTauu

Omanon omeema

5) Cunapowm Illepemiesckoro -Teprepa

6) KoHcynbTanus 3HI0KPUHOJIOTa, HEBPOJIOTa; HA3HAYCHUE CUMTOMATUYCCKOM Tepariu

3ananue 56 [laruent- 1,5m mec. XKanoOsl: mmoxas npubaBka B Bece, CHUKECHHBIN aIlleTHT,
cpeirBanue. Ponuiicst ¢ KITMHUYECKOW BPOXKIECHHON KUIIIEYHOM HEMPOXOAUMOCThI0 . Hamoxena
uneoctoma. [To cTome onpenensercs BOASHUCTOE KAIIEYHOE COACPIKUMOE C )KUPHBIM OJIECKOM.
B Tedyenue nocnenHen HeAeIM OTMEYAETCS Kalllellb, TeMIlepaTypa HopMmaibHasg. Co CJIIOB MaMbl
KO’Ka peOCHKa UMEeEeT BEIPAKCHHBIN COJICHBIN BKYC

1)IIpenmnonoKuTeabHbIA TUAarHO3.

2)MeTo 1l JIeueHus

Omanon omeema
1)MykoBHCITHA03
2) 3amecturtenbHas pepMEeHTHAs Teparus ManueTy Ha3Ha4YaeTCs MOKU3HEHHO;
aHTHOaKTepUaNIbHas Tepanus mpuMeHsercs npu kaxaom OPBU u npu o6ocTpernn
OpOHXOJIETOYHOTO TpoIiecca

3ananue 57 Ha npueme peOeHOK 5 NET - TeJIeKaHT, FeTePOXPOMHUS PAAY>KKH U BOJIOC Ha TOJIOBE,
HerpocencopHas Tyroyxoctsb -1V crenenu. B pogocinoBHo# - y Matepu cenas npsiib, y oparta
TYTOYXOCTb.

DIIpennosioKuTeNbHBIA TUArHO3.

2)MeTob1 JIeYeHHSL.

3) Metoabl mpouIakTUKU

Omanon omeema

1)Cunapom BaapnenOypra

2) CuMmnTomaTHyecKas Tepamnus

3) [IpodunakTuka TOILKO B paMKaX MEAUKO-TEHETHUECKOTO KOHCYIbTUPOBAHUS POAUTEICH

nepea 3a4aTuemM peGeHKa



3amanue 58 Ilanuent — manbuuk 4 roga. XKanoObl Ha CyXOCTh M LIETYIICHUE KOXKH.
OOBEKTHBHO: KOKa CyXasi ¢ OOJIbIIMMHU TEMHBIMU YEUTyHKaMU M BBIPA)KEHHBIM THIIEPKEPATO30M
B 001acTH pa3ruOaTeabHBIX MOBEPXHOCTEN JIOKTEBBIX U KOJICHHBIX CYCTaBOB.

1)IIpennonoxuTenbHblii TUarHos.

2)Merob! JIeUEHHUSL.

3) Meroab! mpohpmITakTUKA

Omanon omeema
1)BynbrapHslii HXTHO3
2)/lnarsos cTaBUTCS HA OCHOBAHUU KJIMHUKU

3ananue 59 Ilanuent - pebeHok 2 roga. OObEKTUBHO: BbIpaK€HHAs 3a/1€piKKa
IICUXOMOTOPHOI'O Pa3BUTHS, CYIOPOTH, MBIILIEYHBIN THIIEPTOHYC, CKPYYEHHBIE TOMKHE BOJIOCHI.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo il JieueHus

Omanon omeema

1)Cunnpom Menkeca

2)Ha3znauenue ButamuHoB rpynnsl A,E,B,C u HukotnHoBas kucnorta. [Ipenapatsi,

o0Jaaronye JUMOTPOTTHBIM JIEHCTBHEM.

3amanue 60 [Mamment 9 met. XKanoOwl Ha 3aA€PKKY TICUXOPEUEBOTO PA3BUTHS, TPUCTYITHI
HEMOTHBHUPOBAHHOTO cMexa. OObeKTUBHO: MUKpoOpaxuiedanusi, MaKpOCTOMHUS, MBIILIEYHASI
TUIOTOHMSI, MOXOKA MO0 THUITY «MEXaHUYECKON KYKJIbD»

1)IIpenmnonoKuTeabHbIA TUarHo3.

2)MeTo1bl JIeueHUs U TPOPHITAKTHKA.

Omanon omeema:

1)Cunapom AHrenpbmMaHa

2)CuMnToMaTuyeckas Teparus

3) [IpodunakTuka TOJIBLKO B paMKaxX MEAUKO-TEHETUUECKOTO KOHCYIbTUPOBAHUS POAUTEICH

nepes 3a4aTueM pedeHka

3ananue 61 [TanueHT - HOBOpokAeHHBIH, HanpaBieH B MI'K mis o6cnenoBanus B CBs3H C
noBeieHueM ypoBHA HeoIPT-90 ur/mn, perectTUPT-50 Hr/mn, xs10puabl noTa-75 MMOJIb/IT

DIIpennosioKuTeIbHBIA TUArHO3.

2)Mertob! IeUeHHUS.

Omanon omeema:

1)MykoBucHu103

2) 3amecTtutenbHas pepMeHTHAs Tepanus NalueTy Ha3HauYaeTcs MOKU3HEHHO;
aHTHOaKTepHalibHas Tepanus npumensiercs npu kaxaom OPBU u npu o6octpennu
OpOHXOJIETOYHOTO Tpoliecca

3ananue 62 [lanueHT — HOBOpOXkAeHHBIH. O0beKTUBHO: Macca Tena 2400r, HU3KO MocaXKeHHbIE,
ne(OpMUPOBAHHBIE YIIIHBIE PAKOBUHBI, TOTUXOIedalvs, MUKPOTEHUS, KOPOTKHE IIa3HbIC eI ,
MHUKpPOCTOMUS, (IIEKCOPHOE TOJIOKEHUE NaNblIeB PYK, maxoBas rpepka, BIIC. 13 anamMue3a —



O6epeMeHHOCTh IIPOTEeKajla ¢ MHOTOBOIMEM, OTMEYaIach ciiadas akTUBHOCTD Tu101a, Ha Y3U —
€MHCTBEHHAs apTepusl IIyIIOBUHBI, MAJICHbKasl IUIALIEHTA.

1)IIpenrnonoxuTenbHplii TUarHos.

2)Metopl JIe4eHus ¥ MPpOo(UIIaKTUKA .

Omanon omeema:

1)Cunnpowm [laray

2) CumnromaTHyecKas Teparnusi

3) IlpodunakTika TOJBKO B paMKaX MEINKO-TEHETUYECKOTO KOHCYIbTHPOBAHUS POAUTEICH

nepeJi 3a4aTueM pedeHKa

3amanue 63 [lamuent - 6epemennas 40 set, cpok 6epemeHHOCTH 18 Henenb, TaHHas
6epemenHocTh 3 (1 u 2 — MeaukameHTO3HbIE a00pThl). KoHCYnbTHpYETCA 10 pe3ynbTrataM
MpeHaTaJbHOro CKpuHUHTa 1 Tpumectpa. Beisiinensl Y3U mapkepsl: BojsHKa moa, TBII-8mwM,
ypoBenb PAPP-A-0,49MoM, B-XI'U-1,11MoM.

1)IIpennonoxuTenbHblil TUarHo3.

2)Metoab! NPOPUITAKTUKH.

Omanon omeema:

1) O35.1. XpoMocoMHBIE aHOMAJIUH Y TT0a (TMpeArnoiaraeMbie), TpeOyromue

MIPEIOCTaBICHUS MEAUIIMHCKONW MOMOIIIN MaTepH.

2) IIpodunakTrka TOJBKO B paMKaxX MEIUKO-TEHETHUECKOT0 KOHCYIbTUPOBAHUS POAUTENEH

nepe 3a4aTrueM pedeHka

3amanue 64 [Namuent - manpunk 12 ser. XKanoObl Ha 601K B HOTaX, MPUCTYIIBI CEPALICONEHUS.
OOBEKTUBHO: TOJMXOCTCHOMEIHSI, TPYAHON KU()OCKOINO3, TUIIEPAITACTUUYHOCTD KOXKH,
«TAMMMPOCHBIEY PYOITbI HA TOJICHSIX U B 00JIaCTH KOJICHHBIX CYCTAaBOB, THIIEPIIOIBHIKHOCTh
KPYITHBIX U MEJIKUX CYyCTaBOB, IIPOJOJBLHOE TIOCKOCTOIIHE.

D)IIpenmnosioKuTeIbHBIA TUATHO3.

2)MeTo 1l JICUeHUS .

Omanon omeema:
1)Cunapom Diepca-Jlannoca
2) Onwkap, Kynecan, Maccax, JIOK

3ananue 65 [lanuent - neBouka 7 net. XKanoObl Ha KUIKUN 37IOBOHHBIN CTYII, B3yTHE )KUBOTA,
noTepro Beca. M3 anamuesa: nepsbie cuMnToMsl ¢ 11 mec. mociie pacmpeHus MUTaHus, co CJIOB
KHUJIKAN CTYJ BO3HHMKAET Nocie ynoTpediaeHus xieda, neyenbs. OobexTuBHO: 100cMm/12KT, KOXKa
O1esiHas1, MbIIIEYHAs TUIIOTOHMSI, OOJIBIION KUBOT
1)I[IpenmnonoKuTenbHbIi TUArHO3.
2)MeTopl AUarHOCTUKH.
Omanon omeema:
1) Hunuakus
2)0e3TIIoTeHOBas AUeTa

3ananue 66 IlanyeHTt - HOBOpOXAEHHAs HA 5€ CYTKH OTKa3 OT €/Ibl, PBOTA, CyA0POTH, Ha 6€
cytku B APO MeTtabonnueckuii KeToaIu103 U TUIIOTIMKEMHUs], Ha 7€ CyTKU — JAeTHIpaTaliH,



nporpeccupytomias ieraprus. OObEKTHBHO: OT MAIUEHTA UCXOIUT Crienu(UIeCcKuit
CIaJKOBAThIN 3arax.

1)IIpenrnonoxuTenbHplii TUarHos.

2)MeTo1bl AUATHOCTHKH.

Omanon omeema

1)bousie3ns «kienoBoro cuponay (Jleiunos)
2) CneumanpHas auera: OeJIKoBas IUILA 3aMEHSAETCsl OEIKOBBIMU TUpOJIU3aTaM, HE

CoJIepKaIlMMK BaJIMHA, H30JIeilnHa, JeinuHa; KodakTopHas Tepamnus; Tepanus

JIEBOKaPHUTUHOM

3amanne 67 [Namuent - myxunna 20 net. becruionusiil 6pak - 5 ner. O6bexTuBHO: 186¢M/108KT,

TEJIO0CIIOKEHHUE 10 )KEHCKOMY TUITY, THHEKOMACTHsI, KpaCHble CTPUM Ha )KMBOTE, TUIIOTIA3US
SIMYEK.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeToabI TPOPHUIAKTUKH .

Omanon omeema:

5) Cunagpom Knsugenbrepa

6) IIpoduiakTrka TOJBKO B paMKaX MEIHKO-TEHETHYECKOTO KOHCYJIbTHPOBAHUS

poauTernei nepes 3a4aTreM pedeHKa

3amanwne 68 [larmeHT — HOBOPOKIEHHAs, CpouHbIe poabl. O0BekTHBHO: 26001/48CM,
MUKpoOpaxutiedanus, CHHO(PpHU3, IITMHHBIEC 3aTHYThIC PECHUIIBI, 1e(OPMUPOBAHHBIC YIITHBIC
PaKOBHHBI; MaJICHbKUN HOC, MUKPOT€HHUSI, TOHKAsl BEPXHSS I'y0a, poT B BUJIE MOJIyMecsIa,
MaJIeHbKUE KUCTH U CTOTbI, KIIMHOAAKTHIINS V NaJIb1IeB KUCTEH.
1)IIpenmnonoKuTeabHbIA UarHo3.
2)MeToibl JieueHne
3) Meto bl TpoUITAKTUKH.
Omanon omeema:
7) Kopuemnus ne Jlanre
8) CumnromaTthueckas Teparnus
9) TIlpodumakTiKa TOJHKO B paMKax MEIUKO-T€HETHIECKOTO KOHCYIbTHPOBAHHUS

poauTeneil mepe 3a4yaTueM pedbeHka

3ananue 69 IlanueHT — HOBOPOXKAeHHBINH. OOBEKTHBHO: MUKpOIIE(haIus, CKOIICHHBIN J100,
TUIOTEI0PU3M, MUKPO(TaTbMHUSI, paciieinrHa ryosl U HeOa, HU3KO MOCaXKEHHbIE U
ne(pOpMUPOBAHHBIE YIIIHbIE PAKOBUHBI, OJUJAKTHIINS MOCTAKCHAIIbHAS, «CTOTAa-KadalKay,
BIIC, MyukponeHuc, KpuTopXxu3M JBYCTOPOHHHIA.

1)I[IpenmnonoKuTenbHbli TUArHO3.

2)Meto bl TpoPUITAKTUKH.

Omanon omeema:

1) Cungpom DaBapca

2) HpO(I)I/IJ]aKTI/IKa TOJIBKO B paMKaX MEANKO-TCHCTUYCCKOTI'O KOHCYJIbTUPOBAHUA pOHHTCHCf/'I

nepea 3a4aTuemM peGeHKa



3ananue 70 [NanueHT — HOBOPOXk AeHHBIH. OOBEKTUBHO: JOHOIICHHBIH, 2800r/48cM,
MUKpoledanus, aHTAMOHTOJIONTHBIN pa3pe3 ria3, MIIIEUHas TUIIOTOHUS, TyHOOOpa3HOE JIMILIO,
THIIEPTETIOPH3M, TU1ay peOeHKa, HAMOMUHAIOMINN KOIIaube MSyKaHbe.

1) [IpennonoxuTenpHblii AUATHO3.

2)Metop! TpoPUITAKTHKH.

Omanon omeema:

1) Cunapom Jlexxena (CHHAPOM «KOIIAUYbETO KPUKAY)

2) [IpoduiakTuka TOIBKO B paMKax MEAUKO-TE€HETHYECKOTO KOHCYJIbTUPOBAHUS POJUTEICH
nepeJi 3a4yaTueM pedeHKa

3amanue 71 Mamument 9 net. XKanoOwl Ha 3a€pKKY TICUXOpedeBOTO pa3BUTHs. OOBEKTUBHO:
CBETJIbIE BOJIOCHI, F0JIyOBI€ IJ1a3a, TOJUXOCTEHOMENHS, BOPOHKOOOpa3Hasi rpy/iHas KIeTKa,
THIIEPMOOHIIBHOCTD CYCTaBOB, aPAXHOIAKTUIIHS, CYOIIOKCAIUS XPYCTATMKOB.
1)IIpennonoxuTenbHblil TU1arHo3

2)Mertob! JIeUeHHUSL.

Omanon omeema:

7) Cunmpom Mapdana

8) CumnroMaTthueckas Tepamus; XUpypraueckrue BMEIIaTelIbCTBa

3amanne 72 [NammeHTt — peGeHOK 5 JieT, HaIMlpaBJIeH C IeJIbI0 YTOYHEeHHS Auarno3a. M3 anamuesa:
HeripoceHcopHas Tyroyxocts -1V, rematypus, nporennypusi. O6beKTHBHO: TICUX0(PH3NUIECKOe
pa3BUTHE COOTBETCTBYET BO3pACTy, PeHOTHI O0€3 0COOCHHOCTEH.

1)IIpenmnonoKuTeabHbIA UarHo3.

2) Meto bl iedeHust

3) Metopl mpoUITaAKTUKH.

Omanon omeema:

1) MKb-10: Q87.8 Cunapom Anbrnopra
2) CHMIITOMAaTUYECKOE, KOHCYIbTALMS U KOPPEKIIHS COCTOSHUS BpauaMu-ClielnaIucTaMu
(medpoutor, cypaosior, 0hpTaaTbMOJIOT U T.]T)
3) [Iporuo3 moToMcTBa B JAHHOM CEMbE: KOHCYJbTAIUsl Bpaua-TeHeTHKa C LEebI0 pacyeTa
TeHEeTUYECKOTO PUCKA B CEMbE, aHAIIN3a POJOCIOBHON 1 00CYKIEHUSI BO3MOYKHOCTEH
MpEeHaTaJIbHOM TUATHOCTHKHU

3ananue 73 [lanueHt - Manpuuk 4x net. )KanoOsl Ha c1a00CTh B HOTaX, HAPYIICHHUE MTOXOIKH.
OOBEKTUBHO: MCEBAOTUIIEPTPO(DHS HKPOHOKHBIX MBIIIIL, THIEPIOPI03 MOSICHUYHOTO OT/IesIa
MMO3BOHOYHUKA, 3aTPyAHEHO NOoaHATHE pyK. [Ipy BcTaBaHMM HCIIOJIB3YET BCIOMOTaTeIbHbIe
MIPUEMBI.
1)I[IpennonoKuTenbHbIi TUArHO3.
2)Meto bl TpoPUITAKTUKH
Omanon omeema:
3) G 71.0 Mpruieynast quctpo st
4) -CHUMIITOMaTHYECKOE, UCTIOJIB3YIOTCS (PU3HOTEPANIeBTUYCCKUE METOIbI, OPTOTICIUUCCKAs
Kkoppekuwus. Llens - moanepxaHue MBIIIIEYHOU CUJIBI, TPEAYIPEKICHIE PA3BUTHS
KOHTPAKTYp, AedopMaliuii CyCTaBoB.
Habmtonenue Bpauei - crenuaiicToB B COOTBETCTBUH C KAIOOAMH U BBISIBICHHBIMU
HapyIICHUSIMU



3ananue 74 Ilanuenr - neBouka 4x setr. 13 anamuesa: 1o 1,5 net pazButue COOTBETCTBOBAJIO
BO3pACTy, 3aTeM PErpecc MCUXUMOTOPHOTO pa3BuTHA. OOBEKTUBHO: YMCTBEHHAsI OTCTAJIOCTb,
CTEPEOTHUITHBIC IBM)KCHUS B BUJIE «C)KUMAHUS U MBIThS PYK»

1)IIpenrnonoxuTenbHblii TUarHos.

2)Meto bl TpoPUITAKTHKH

Omanon omeema:

1)MKB-10: F 84.2 Cuagpom Perra

2) D10 reHeTnyeckoe 3ab0JIeBaHIE, COCTOAIICE U3 YETHIPEX ITAMOB, TPEOyrOIIee
peadMIINTaIlNK U €KETHEBHOM PadOTHI CO CHEIMATNCTOM IO COXPAHEHUIO U TIPHOOPETEHHIO
HOBBIX HaBBIKOB KaK MOTOPHBIX (X0/160a), TaK U COLIUOTICUXUYECKHX. .

3amanue 75 Ilamuent - neBouka 4 roaa. XKanoOwl Ha 60JIU B KOCTSIX, YaCThIE TIEPEIIOMBI,
Oonpoi )kuBOT. O0bekTHUBHO: 104cM/16KT, KOKa OieTHAst, OOJIBIION KHUBOT,
renaToCIICHOMETalus, BhIpakeHHast BeHO3Has ceTh. OAK: aHeMust TpOMOOIIMTOTICHUS
JICHKOTICHMS.

1)IIpennonoxuTenbHblil TUarHo3.

2)Metoab! NPOPUITAKTHKY.

Omanon omeema:

1) E 83.0 bonesns [omie

2) depMeHT3aMeCcTUTEIbHAS TEPAKs; KOHCYIbTAIUH Y3KHX CIICIIHAIMCTOB

3amanue 76 [NamueHT - manpuuk 3 roaa. XKaaoObl Ha 3a7€p)KKY TICUXOPEUEBOTO PA3BUTHS, YXOT

oT o6meHust. O0bekTUBHO: 118cM/22KT, G0JIBIIIast TOJIOBA C BBICOKUM M ITUPOKHUM JIOOM,

JUTMHHOE JIUIIO C YBEJIUYCHHBIM TO00POAKOM, YIIIH OOJBIIHE, KUCTH M CTOTBI IIUPOKHE,

JTUCTATbHBIC (aJIaHTH TAJIBIEB TAK)KE MTUPOKHUE, TUTIEPMOOMIIBHOCTD CYCTaBOB U

TUTIEPAJIACTUYHOCTh KOXH. P€OCHOK HE KOHTAKTHBIN, C TPU3HAKAMHU ayTHU3Ma.
1)IIpenmnonoKuTeabHbIA TUarHo3.

2MeToapl TUarHOCTUKH.

Omanon omeema:

3) MKB-10: Q 99.2 Cunapom MapTtrna - bemna (CHHAPOM JTOMKO# X-XpOMOCOMBI)

4) CreruduuecKiuX METOIO0B JiedeHus HeT. KoppeKius CHMIITOMOB C ITOMOIIBIO
KOTHUTHBHO-TIOBEIEHYECKOM Tepamnuu, crenupuieckoro oOyueHus, MeIMKaMeHTOB
(mpUMeHeHue MCUXOCTUMYISITOPOB, HOOTPOTIOB — JICYCHHE U KOPPEKIIUIO COCTOSHUS
MIPOBOJIAT HEBPOIATOJIOTH M ricuxuatpsl), JIOK; u MmeTo b1 peabuauTauu: 3aBUCUT OT
3¢ (HEKTUBHOCTH KOPPEKIIUU COCTOSIHUS, T.K CIICIIUPUICCKUX METOI0B JICUYCHHUS HET.
Habmronenue HeBpomnaToiia U NMCUXUATPA ISl KOPPEKITUU COCTOSTHHS.

3ananue 77 Ilaunent — PeGenok 5 net. XKanoObl Ha 3aiep KKy ICUXOPEUEBOTO Pa3BUTHSL.
Oo6nexTuBHO: 104cM/16KT, TOHKHE PEeKUE KOPOTKUE BOJIOCHI, JITMHHBINA I'PYyIIEBUIHBINA HOC,
JUTMHHBIN (QUIIBTP, TOHKAs! BEpXHsA T'y0a 1 OOJIbIINE OTTONBIPEHHBIE YIIIHU, BEPETEHOOOpa3HbIe
HanbIbl PYK.

)IIpennonoKuTenbHbli 1UarHo3.

2)MeToabI peabHIUTAINH .

Omanon omeema:



1) Cunnpom Jlanrepa-I'unnona
2) MeTObI peabMIUTAIINH: 3aBUCUT OT 3()(HEKTUBHOCTH KOPPEKLIUU COCTOSHUS, T.K
cnienn(pUIecKux METOI0B JieueHus HeT. Habmroenne HeBpomnaToia M NCuxuarpa Jyis

KOPPEKLHUU COCTOSTHUSI.

3ananue 78 Ha npueme B MI'L] manbuuk 6 net. Kano6sl: Ha HU3KUH pocT. OOBEKTUBHO:
104cm/18kr, 1TO3 IBYCTOPOHHUM, aHTUMOHTOJIONTHBIN pa3pe3 ri1a3, HU3KO MOCAKEHHBIE YITHBIC
PaKOBHHBI, HU3KHI pOCT BOJIOC HA 3aThUIKE, KPbUIOBUHbBIE CKJIa/IKU Ha LI€€, BaJIbI'yCHAsI
nedopmarnus JJIOKTEBBIX CYCTaBOB, IPABOCTOPOHHUIN KPUIITOPXU3M.

1)IIpennonoxuTenbHblil TUarHo3.

2)Meroap! NPOPUITAKTUKH.

Omanon omeema:

1) Q 87.1 Cunnpom Hynan
2) Habmonenue Bpaueii- cnenuanuctoB. [Ipy HeoOXoAMMOCTH IPOBOAUTCS 3aMECTUTENbHAS
Tepanus aHaporeHamu. [Ipu KpunTopxmusMe MoKa3aHO HU3BEJCHUE STHUKa

3ananue 79 Ilanuent — pedenok 1,5 roga. OOBEKTHUBHO: HA KOKE TYJIOBHINA U OIMBIILIEYHON
obyacTu mATHA 1BeTa «Kode ¢ Mosokom» (5-40 Mm), Ha pagykHOI 000I0UKe y3enku Jluma.
1)IIpennonoxuTenbHblil TUarHo3.
2)Metoab! NPOPUITAKTUKH.
Omanon omeema:
1) MKB-10: Q85.0 Heitpodhubpomaros
2) ITpu H®-I cumnromaTnyeckoe: OMepaTUBHOE JICYEHUE OIMyXO0JIeH,
MIPOTUBOAMIIICTITUYECKAs TEpANusl B ClIydae MOSBICHUS AHJICNTHYECKUX MPUCTYIIOB,
KOPPEKTOPHI TIOBE/ICHUS, HOOTPOTIHbIE MPENapaThl B CIydasx 3aJepikKKU pa3BUTHS,
JIeYeHrEe KOCTHBIX JieopMalliid, yIydllleHne MUHEpaIu3aliid KOCTHOM TKaHH.

3amanne 80 [lanuenT - HOBOposkAeHHBIHN, HanpaBieH B MI'K miis o6cnenoBanus B cBsI3u ¢
noBeieHuEM ypoBHA He0DA-12,8Mmr%, perect @A-33,4mMr%. OOBEKTUBHO: PEHOTUITUUECKH
0e3 CUTHAJILHOM TUCIIACTHKH.

D)IIpenmnosioKuTeIbHBIA TUATHO3.

2)MeTo1bl JIeueHUs U TPO(HITAKTHKA .

Omanon omeema:

1) E70 ®enunketonypust

2) Cneunanu3vpoBaHHas qUeToTepanus 6e3 (eHuIaJaHnHa: KOHCYIbTAIUsS Y3KUX

CIICHUAJIMCTOB; KOHTPOJIb YPOBH: DA

3ananue 81 [lanuent - manpuuk 3,5 net. XKanoOwl HAa TEPUOAUYECKOE TTOBBIIIEHUE TEMITEPATYPhI
tena 1o 40,5, co cioB MaMbl HE MOTEET, B 1,5 1 2,5 roj1a CyA0pOKHBINM NPUNAI0K B JIETHUN
nepuoi. OOBEKTUBHO: OOJBIION J00, peaKue BOJIOCH], OPOBH U PECHUIIBI, KOXkKa TOHKas cyxas,
TUTOJIOHTHUS, 3yObl KOHHUECKOH (hOpMBI, MHOKECTBEHHBIH Kapuec, TOHKHUE AUCTPOPHUUHBIE
HOI'TH, 3a€pKKa IICUXUYECKOTO Pa3BUTHSI.

)IIpennonoKuTenbHbli 1UarHo3.

2)Metopl Ie4eHus ¥ MPO(UITaKTHKA.

Omanon omeema:

1) E 75.2 bone3nsr ®abpu



2) 3aMeCTHTENIbHAs Tepalts, CAMIITOMAaTHYECKOE JICYCHUE (CHIKEHUE OOJIEBOTO CHHIIPOMA,
crabunm3anus cocrosiHus CCC u Heponorndecknx ocnoxkuenui); Koncynpramnus Bpaya-
IEHETHKA C LIEJIbI0 pacyeTa FeHETUYECKOr0 PUCKa B CEMbE, aHATIN3a POJOCIOBHOM U
00CyX/IeHHUs] BO3MOXKHOCTEH MpeHaTanbHO quarHocTUKU. [I0BTOpHBII pUCK poXKIACHUS
00JIBHOTO ChIHA Y )KEHIIMHBI-HOCUTEIBHUIIBI MyTAHTHOTO aJuIeNsl X- CIEIJICHHOTO

penieccuBHOTO 3a00seBanus cocTaBisieT 50%., pUCK pOXKICHUS JCBOYKH- HOCHTEIHHUIIBI-
50%.

3amanue 82 [lanueHT - HOBOpOKAeHHAs 1eBOYKa. OOBEKTUBHO: TMM(PATHYECKHI OTEK KUCTEH U
CTOII, ITEPUTHYM IIEeH, AUKAHT, aHTUMOHTOJIONTHBIHN paspes ria3, BIIC, noakoBooOpazHas
MOYKa.

1)IIpennonoxuTenbHblil TUarHo3.

1) Metoibl nedenus U npouIaKTHKa.

Omanon omeema:

1) Cunnpowm lllepemesckoro -Tépuepa

2) CTUMYIISAIIAU POCTa TeJla aHa0OTMYSCKIUMH CTEPOHIaM

-3CTpOTreHn3aIus (Ha3HaueHHe )KEHCKHX MOJIOBBIX TOPMOHOB); KOHCYJIBTAIIUS Bpaya-
TeHEeTHKa C LIeJIbI0 pacyeTa FreHeTUYECKOro pUcKa B CEMbe, aHaJIN3a POJAOCIOBHOM U
00CYXJIeHHSI BO3MOKHOCTEH MpeHaTaIbHOU JUarHOCTUKHU

3ananue 83 Ilanuent - manpuuk 5 net. O0bexTHBHO: 104cM/15KT, Kpyriioe MO, KITMHOBUAHBII
POCT BOJIOC Ha JIOY, TUTIEPTEIOPHU3M, IITUPOKAs IEPEHOCHUIIA, KOPOTKUH HOC C BHIBEPHYTHIMU
HO3JIPSIMU, ITUPOKUA GUITHTP, ITAICBUAHAS MOIIIOHKA, KPUIITOPXU3M.

1)IIpenmnonoKuTeabHbIA TUarHo3.

2)MeTo 1l JIeUeHU L.

Omanon omeema:

1) Q 87.1 Cunapom Aapckora

2) CUMIITOMATHYECKOE JIeUeHHE (XUpYypriuueckas, OpTOJOHTHYECKAs KOPPEKIIHS,
MIPUMEHEHHE TEPANUU TOPMOHOM pocTa) KoHCynbTanus y3kux CreuanucToB

3amanue 84 IlamueHt - aeBouka 5 jeT. XKamoObl HAa CyTOpPOTH, CHIDKCHHE HHTEIIJICKTA.
OOBEKTUBHO: HA JIUIIE B 00JIACTH IIEK STUHUYHBIC PO30BBIC MMAITYJIBI, HA TEje 3
JEMTUTMEHTHPOBAHHBIX «IIEPUCTHIX» MATHA.

1) [IpeamnosoKUTEIbHBIN AHArHO3.

2) Metoibl JiIedeHUs U peaOuIuTaIsI.

Omanon omeema:

1) MKB-10: TyGepo3Hblii cKiepo3

2) Crieni(hyu4ecKoro JieueHust He CYIEeCTBYET, CHMITOMATHYECKAst Teparusi, KOPPEKIHsI
COCTOSIHUS BpauaMU-CIeIIMaTUCTaMH (aHTHAIUIIENTUYECKas TEpaIvs, TOPMOHaIbHAs Tepamnus

3ananue 85 IlannenTka 34 ner. )xanod He NpexbsIBIsSeT, HAlIPaBIeHA aKylIepOM T'MHEKOJIOrOM
JUIsl OLIEHKU PUCKa TI0 pe3yabTaTaM MpeHaTaabHOro ckpuHuHra 1 tpumectpa. Jlannas Oep - 24,
cpok 14-15 Hen, mpoTEKaeT ¢ yrpo30i MpephIBaHMs, IOIY4aeT MEANKAMEHTO3HYIO TEPAIIUIO.
PesynbraThl npeHaraibHOro ckpuHUHTra 1 TpuMectpa: ¥Y3-uccnenoBanue - 6epem 13uen, KTP-
66, HCC-162, TBII-1,7, kocTi HOCa BU3yalIU3UPYIOTCS, KPOBOTOK B BEHO3HOM IIPOTOKE-HOPMA,
peryprutanim-HeT; CBIBOPOTOYHBIE MapKephl - ypoBeHb PAPP-A-0,16MoM, B-XI'4-0,59MoM,
UTOTOBBIM MHAMBUIYAIBHBIA pHUCK 1O Tpucomuu 18 - 1:132.



1)IIpenrnonoxuTenbHblii TUarHos.

2)MeTo bl TpOPUITAKTHKH

Omanon omeema:

1) buoxumuueckue OTKIOHEHHUS, BHISIBJICHHBIE IPU aHTEHATAILHOM 00CIIe10BaHHN
Marepu

2)Koncynpranus Bpauya-reneruka B MI'K; [IponHpOpMIpOBaTh TAMEHTKY O HATUYHH

merona-HUTIC.

3amanue 86 [lanuenHT - 6epemennas 32 roja, )kanod He MPEABbABISLCT, HAPaBJICHA aKyIIEPOM
TUHEKOJIOTOM JIJISl OLIEHKH PUCKa M0 pe3y/ibTaTaM MPeHaTaJIbHOTO CKpUHUHTA | TpuMecTpa.
Jannast 6epeMeHHOCTb 15, cpok 14-15 Hen. Pe3ynbraThl npeHaTanbHOr0 CKpUHUHTA 1
TpuMecTpa: ¥Y3-uccinenoBanue - oepem 12-13uen, KTP-66, UCC-155, TBII-=2,0, koctu HOCa
BU3YaIIM3UPYIOTCS, KDOBOTOK B BEHO3HOM IIPOTOKE-HOPMA, PErypruTalii-HeT; CBIBOPOTOUYHbIE
Mapkepsl - ypoBeHb PAPP-A-0,23MoM, B-XI'Y-0,36MoM.

1)IIpennonoxuTenbHblil TUarHo3.

2)MetoapI MPOPHITAKTUKI

Omanon omeema:

1) buoxumuueckre OTKIOHEHUS, BBISIBJICHHbIE IIPU aHTEHATaJIbHOM 00CIIeI0BaHUU

Marepu

2)Kouncynpranus Bpada-renetuka B MI'K; [IpounpopMupoBate naiueHTKy 0 HaTM4UH

merona-HUIIC

3amanwne 87 [NamueHT - myx4unHa 25 net. )KamoOs! Ha c1ab0CTh B HOTaX, HAPYIICHUE TTOXOKH,
TPYOHOCTH MPH MoabeMe 10 jJecTHUlle. OOBEKTUBHO - MICEBIOTUNEPTPOPUN UKPOHOKHBIX
MBIIIL, BEIP@KEHHBIH JIOPJI03 MOSCHUYHOTO OT/IENa, «YTHHAS MIOX0/KaY, 3aTPYJHEHO MMOJAHATHE
pyk. [Ipu BcTaBaHUM HCTIONB3YET BCIOMOTaTeIbHbIE TPUEMBI.

DI IpennosioKuTeIbHBIA TUATHO3.

2)MeTo1bl AMarHOCTHKH.

Omanon omeema:

1) G 71.0 Meimeunast uctpodus

2) CuMITOMaTHYECKOE, UCTIOJIB3YIOTCS (PU3UOTEPAICBTUYCCKUE METO IbI, OPTOTICIHMYECKAs

koppekuus. Llens - moanepxaHue MbIIIEYHOU CUJIBI, TPEAYIPEKICHUE PA3BUTUS

KOHTPAKTYp, AedopMaluii CycTaBoB.
Habmronenue Bpauei - crienuaiicToB B COOTBETCTBUH C KAI0OAMH U BBISIBICHHBIMU

HapYIICHUAIMU

3ananue 88 [lanueHt - HOBopoXkIeHHas, 14 cyTku, HanpaBieHa B MI'K s obcnenoBanus B
cBsi3M ¢ noBbiieHHueM ypoBHs HeoOIll'- 337,5 umons/, perectOIIl - 609,3 HMOIB/.
Oo0mbexTnBHO: Macca Tena 340r, peHoTunuyecku 6e3 0COOEHHOCTEH.

1)I[IpennonoKuTenbHbIi TUArHO3.

2)Metopl IedeHus ¥ Mpo(UIIaKTHKA

Omanon omeema:

1) E25 AnpeHoreHUTalIbHBINA CUHAPOM

2) - HaGmonenne Bpaya — S3HI0KPUHOJIOTa(Ha3HAUCHUE TITFOKOKOPTUKOMJIOB, 3aMEIICHUE

neduIuTa KOPTHU30Ja U ToaBlieHne n30biTounoi cexkperuu AKTT)

KoncynbTainus Bpaya-reHeTHKa C 1eJIbI0 pacueTa FeHeTHYECKOTO PUCKA B CEMbE, aHATU3a

POIOCIIOBHOM U 0OCYXKICHHSI BO3MOKHOCTEH MPEHATANBHON JUAaTHOCTUKU



3amanue 89 IlanuenT - sxenmumHa 45 net. )KaaoObl Ha OBICTPYIO YTOMIIIEMOCTS, C1a00CTh,
yXyJIIEHUE MaMsATH ¥ BHUMaHUS, ApOXKaHUE NaibleB pyK. OOBEKTHBHO: qU3apTpus,
TUIEPKUHE3bl, HHTEHIIMOHHBIN TpeMop. JIJabopaTopHO: THHOLEpyI0TIIa3MUHEMHUS,
THIOATEOYMHUHEMHUSI.

1)IIpenrnonoxuTenbHblil TUarHos.

2)MeTo1bl JieueHUs U peadbunTanus

Omanon omeema:

1) E 83.0 bone3ns Bunbcona-Konosanosa

2)- Jlueta Ne 5 — ¢ orpann4eHueM Mean 70 1 MI B CYTKH — HCKJIFOYEHHUE MOKOJIa/1a, OPEXO0B,
CyXO(pyKTOB, paKkoB, [IEUEHH, LIEJIbHON MIIeHUIIbI. [laToreneTnueckoe jeueHre HapaBieHo Ha
BBIBEJICHHE MEJIM U3 OpraHu3mMa. JlJjig 3Toro NpuMeHsI0TCsS KOMILJIEKCOO0pa3yIoIiue COeMHEHMSL:
THUOJIbI, ICHUITUJIJITAMHWH. HpI/I MaKCUMAJIbHO paHHEM HavdaJIC TCPaIuu IMpoOrHo3 6HaFOHpI/I$ITHI>II71,
yiydiaeTcs obmiee camouyscTBue, cHukatoTcst ypoBHH AJIT u ACT B chIBOpOTKE KpOBH,
YMCHBIIACTCA BBIPAXKCHHOCTD I'CIIATUTA U CTCATO3a B TKaAHU IMMECYCHH, (1)I/I6p03 MPAKTUYCCKU HE
nporpeccupyert. B ciiydae no3aHero Hadana Tepanuy Nporuo3 MeHee OnaronpusiteH: Bo3moxHbI
JeKOMIIEHCALlMsI LUPpO3a NIEUYEHH, pa3BUTHE (PyTbMUHAHTHON MEYEHOYHOU HEAOCTATOYHOCTH,
MIPOrPECCUPOBAHUE HEBPOJIOTHUUECKOW CHMIITOMATHUKH, JIETAJIbHBIN HCXO/.

3amanne 90 [lammenT - HOBOpokAeHHBIHN, HanpaBieH B MI'K ms o6cnenoBanus B cBsi3u ¢
noBelieHueM ypoBHs Heo TTI'-184,4 MxEn/mn, perectTTI-291,2 MmxEn/mn. O6bekTrBHO: Macca
tena 4200r, koxa cyxasi, TaCTO3Hasl, )KEJITYIIIHAs, JINIIO OTEYHOE, S3bIK OOJIBIION, OTEKH KUCTEH
H CTOI, TOJIOC HU3KHI.
1)IIpenmnonoKuTeabHbIA TUarHo3.
2)MeTo1bl JIeueHUs U JUCTIaHCEPHOE HAOIIOICHUE.
OTaJIOH OTBETA!
5) BposKIcHHBIH [TEPBUYHBIN THIIOTHPEO3
6) KoHcynbraius reHeTHKa ¢ YTOYHEHHS TeHETHUSCKOM ATHOJIOTHH 3a00eBaHust; 1 ros
TTI u T4 cBoboansiit 1p/2-3 mec., [Tocne kaxaoro n3MeHeHust 10361, KOHTpoab TTT
yepe3 2 mec; Y3U cpasy nmociie mocTaHOBKH MarHo3sa, aaiee 1p/B 1-2 rona; oneHka
TUHAMUKH pocTa; cimaTurpadus DK

3ananue 91 [Tanuent - neBouka 3 snet. J)KanoObl Ha MOBBIIEHHYIO YTOMIISIEMOCTb, OJIEHOCTH,
TOJIOBOKpYKEHUE, CHIKeHue anneTuta. OObEeKTUBHO: JIETKasi UKTEPHUYHOCTh KOXKH U CKIIED,
00JI1 IPEUMYIIECTBEHHO B JIEBOM 10ipedephe, cruieHoMeranus. B ananuse kposu - Hb-75 1/,
Op-2,9, LHI1-0,9, Per-52%, neiik-10,2, 3-2, n/g-4, c/1-52, mamd-37, CO3-20. VI3 anamHe3a: MaTh
3JI0pOBa, Y OTIIa NEPUOANYECKH OTMEUYAETCS JKEITYIIHOE OKpalTUBAaHUE CKIIEP.
1)I[IpenmnonoKuTenbHbli TUArHO3.

2)MeTo 1kl JICUeHUS .

Omanon omeema:

5. Tamaccemus

6. Tpancdy3uoHHas Tepanus (MepearuBaHus SPUTPOLUTHON MAcChl) IO MOKA3aHUSAM.
XenaTopHas Tepanus (Ha yiajieHrne U30bITKa JKene3a U3 opranusma). TpaHcraHTaus
TE€MOIIOATUYECKUX CTBOJIOBBIX KIETOK CIIIIEHIKTOMUS

3a,Z[aHI/Ie 92 ITamuenT - HOBOPOXKACHHAA ACBOYKA. OOBEKTUBHO: T HUIICPTCIIOPU3M, KJIFOBOBHUOHBIN
HOC, aCUMMCTpPUs 4€pCIia, HU3KO PaCIIOJIOKCHHBIC IlC(I)OpMI/IpOBaHHLIe YHIHBIC PAKOBUHEI C



IIpEApUKYJIbPHBIMU CKIIAZIAMHU, 3a/iep>KKa IIcuxoMoTopHoro paszsutus. Ha Y3U - runomnazus
MIOYKH.

1)IIpenrnonoxuTenbHplii TUarHos.

2) MeTto/1bl TMarHOCTUKHU.

Omanon omeema:

1)Cungpom Bonbda-XupuixopHa
2) KOHCYJIbTAllUs Bpada-reHeTHKa C I[eTIbI0 pacuyeTa FTeHETHYECKOTO PUCKA B CEMbE, aHAIN3a
POJOCTIOBHOM 1 0OCYXICHHUS BO3MOKHOCTEH ITPEHATATbHON JUArHOCTUKH

3ananue 93 Ilanuent - myxunHa 53 net. XKanoObl: Ha UI3MEHEHHE MTOXOAKH U MOYepKa,
HENPOU3BOJIbHBIE JBM)KEHUSI pyKaMU U ToJIoBo. OOBEKTUBHO: XOPEUUYECKUE THUIIEPKUHE3bI
KOHEYHOCTEH, YCHIIMBAIOIIUECS MPH IIEJI€HANIPaBICHHOM AeiicTBUM. [loxoaka HEyBepeHHas,
HIapKarolas, peub 3arpyaHeHa. PogocnoBHas oTsrouieHa no JMHUA MaTepy B 3X NOKJICHHUSX.
1)IIpennonoxuTenbHblil TUarHo3.
2)Mertop! peabrInTalui 1 NpoQuiiakTuKa
Omanon omeema:
1)bonesnp ['eHrTuHrrona
2) BpadoM - HEBPOJIOrOM IPOBOAUTCS JIeUEHHE (U1 KOPPEKIMU XOPEH - IPUMEHEHNE
HEUPOJIENITUKOB, TeTpaOeHA3WHA WM KJIOHA3eTama, JUIsl KOPPEeKIuu quctornn - JIOK,
WHBEKITUU OOTYJIMHUYECKHUM TOKCUHOM; JJII KOPPEKIIUU Pa3APaXKUTEITLHOCTH -
HEHPOJENTUKN, HHTUOUTOPBI 00OpaTHOTO 3aXBaTa CEPOTOHMHA; JAJIsi KOPPEKIIUU
OpaAMKUHE3UU U aKWHETUKO-PUTHIHOTO CUHpOMA- JIEBOI0MA WIIM aMaHTAaluH).
2) KOHCYJbTAIMs Bpaya-TeHETUKa C IEJIbI0 pacueTa TeHETUYECKOro PUCKa B CEMbE, aHAIHN3a
POJOCTOBHOM M 0OCYXJICHUSI BO3MOKHOCTEH MTPEHATAIbHOW TUArHOCTUKHI

3amanne 94 IlanueHT - HOBOpOXAeHHBIHN, HanpaBieH B MI'K miis oO6cnenoBanus B cBsI3u ¢
noBeleHHEM ypoBHA HeoDA-3,6Mr%, perect DA-6,44Mr%. OO6bEKTUBHO: EHOTUITHYECKH O€3
CHTHAJILHOM TUCIJIACTHKH.

D)IIpenmnosioKuTeIbHBINA TUArHo3.

2)MeTo 16l TpoHUITAKTUKH

Omanon omeema:

1)®enunkeronypus

2) KOHCYJbTAIMs Bpaya-TeHETUKa C IEJIbI0 pacueTa TeHeTUYECKOr0 PHCKa B CEMbE, aHAIM3a

POIOCIIOBHOM U 00CYKICHHS BO3MOKHOCTEN MPeHaTalbHON JUArHOCTUKH

3ananue 95 IlaunenTka 32 net. X)Kano6 He NpeaAbABISLET, HAlpaBIeHa aKyIlIEpOM-THHEKOJIOTOM
JUIsl OLIEHKU PUCKa TI0 pe3yJbTaTaM MpeHaTaabHOro ckpuHuHra 1 tpumectpa. Jlannas Oep - 14,
cpok 16-17 Hen. Pe3ynpraTel IpeHaTalIbHOTO CKPUHMHTA 1 TpuMecTpa: Y3-ucciiejoBaHue -
6epem 12nen, KTP-49, HCC-157, TBII-2,3, xocTu HOCa BU3YalTU3UPYIOTCSI, KPOBOTOK B
BEHO3HOM MPOTOKE-PEBEPC; CHIBOPOTOUHBIE MapKepsl - ypoBeHb PAPP-A-0,53MoM, B-XI'Y-
2,87MoM, uToroBslii HHAUBUIYaIbHbIN pUCK 10 Tprucomun 21 - 1:90.

)IIpennonoKuTenbHbli 1UarHo3.

2)Meto bl PO PUITAKTHKH

Omanon omeema:



1) 035.1. XpoMocoMHBIE aHOMAJIMH Y 1101 (IIPearioaraeMple), TpeOyromme
IIPEIOCTABJICHNUS MEAUIIMHCKOW TOMOIIIY MaTEpH.

2) VlHBa3uBHas NpeHaTaJlbHAs JUArHOCTUKA KOHCYJIbTALUs Bpauya-reHeTHKa C LENbI0
pacuera reHeTHYECKOTO PUCKa B CEMbe, aHAJTN3a POIOCIOBHOM U 00CYXICHHS
BO3MOKHOCTEH ITPEHATAIBHON TUAarHOCTUKHU

3amanne 96 IlanueHT - pebenok 4x ner. XKanoObl Ha yBeTMUEHUE KUBOTA, OTCTABAHNUE B
MCUXO(HU3MUECKOM Pa3BUTHH, MATKYIO OXOJKY, cyaoporu. O0sexTuBHO: 98/14, 6onbmion
KUBOT, T€MATOCIVIEHOMETaJIMsI, MbIIlI€YHAs! TUIIOTOHUS, ATaKCHS.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTto1bI NPOPHUIAKTUKH .

Omanon omeema:

1) bonesns Humanna — Iluxa

2) KOHCYJbTAllMs Bpaya-TeHETUKA C IeJIbI0 pacueTa TeHETUYECKOr0 PUCKa B CEMbE, aHAIM3a

POJOCTIOBHOM M 0OCYXCHHUSI BO3MOKHOCTEH ITPeHATAIbHON JTUArHOCTUKY -BhIsBIeHUS

xapakTtepHsIx Mmyranuii B reHax SMPD1, NPC1 u NPC2

3amanne 97 [anmeHT - HOBOpoXAeHHBIHN, HanpaBieH B MI'K ans o6cnenoBanus B cBsi3u ¢
noBeleHHEM ypoBHSA HeoDA-3,6Mr%, perect PA-6,44Mr%. OOBEKTUBHO:
(dheHoTUTIMYECKN 0€3 CUTHAJIBLHOM JTUCTUIACTHUKH.

IIpennonoxurensHbiii nuarqo3: MKb-10:

2)MeTo 161 TpoUITAKTHKH

Omanon omeema:

1) E70 ®enunkeronypus

2) KOHCY/bTAIUs Bpaya-TeHETHKA C IIEJIbI0 pacuyeTa reHeTHYECKOTO PUCKA B CEMbE, aHAIIN3a

POJOCTIOBHOM M 0OCYXJICHHUS BO3MOKHOCTEH ITPEHATAILHON JUArHOCTUKH

3amanue 98 INanuenTtka 37 ser. XKano0 He mpeabsBISET, HAlIPaBJICHA aKyIIEPOM-THHEKOJIOTOM
JUIS OLIEHKU PUCKa 0 pe3ysibTaTaM IpeHaTalnbHOro ckpuHuHra 1 tpumectpa. lannas 6ep -54,
cpok 14-15 Hen, mpoTekaeT ¢ yrpo30i MpepbhiBaHUs, MOJIYy4aeT MEIUKAMEHTO3HYIO TEPAIIUIO.
Pe3ynbrarhl npeHaTaIbHOTO CKpUHHUHTA 1 TpuMecTpa: ¥Y3-uccienoBanue - oepem 13nen, KTP-
67, HCC-156, TBII-3,1, kocTu HOCa BU3YaIM3UPYIOTCS; CBIBOPOTOYHBIE MAPKEPHI - YPOBEHb
PAPP-A-0,54MoM, B-XI'U-0,35MoM, UTOTOBBII1 HHAUBUAYAIbHBIN PUCK IO TpucoMuu 21 -
1:50.

DIIpennosioKuTeIbHBIA TUArHO3.

2)MeTo 161 Tpo(HOUITAKTHKH.

Omanon omeema:

1) 035.1. XpoMOCOMHBIE aHOMAJIMH Y TI0/a (TIPEeroiaraeMpie), TpeOyronue

MPEAOCTABICHUS MEAUIIMHCKON TOMOIIY MaTepH.

2) NHBa3uBHas MpeHaTalbHAs JUArHOCTHKA KOHCYIbTAIMS Bpaua-TreHeTHKA C [ETbI0

pacuera TeHeTHYECKOTO PUCKa B CEMbE, aHAIHN3a POJAOCIOBHON U 00CYKICHHS

BO3MO>KHOCTEHN MpeHaTAIbHOWU JUArHOCTUKHU

3amanue 99 IlauueHT - myxunna 23 net. JKajao0bl Ha IEpUOIUYECKUE MyUUTEIbHbIE 00N U
MOKEHHE B KHCTAX M CTOTAX, MOBBIIIEHNE TeMIepaTypsl 10 37,2-37,4, CUIIBHYIO YCTaJIOCTh U



crnabocts. [Ipu ocMoTpe B 001acTy Iynka BU3yalnu3upyercs aHruokeparoma. Jlaboparopuo
TUIIOXPOMHAasi MUKPOLIMTapHAasl aHEMUS.
1)IIpenrnonoxuTenbHplii TUarHos.

2)Metop! TpoPUITAKTHKH.

Omanon omeema:

1) E75.2 6one3ns ®abpu

2) KOHCY/IbTAIUs Bpaya-TeHETHKA C 1[EJIbI0 pacueTa reHeTUYECKOTO PUCKA B CEMbE, aHAIIN3a
POJIOCIIOBHOM 1 0OCYXKICHHSI BO3MOKHOCTEH MpeHaTaipbHou quarnoctuku. JJHK-

JMarHOCTHKa Ha Hanuuue myranuil B rene GLA

3amanue 100 ITamuenT — pebeHok 6 Mec, Macca ripH poxaeHuu-4400r, amrHa S4cM.
OOBEKTUBHO: MUKpOIIe(ans, MaKpOIJIOCCHS, CIIJICHOMETausl.
1)IIpennonoxuTenbHblil TUarHo3.
2)Metoap! NPOPUITAKTUKH.

Omanon omeema.

1) Q87.3 Cunnpom bexBurta-Bunemana

2) KOHCYNbTAITUS Bpada-TeHETHKA C IIEJIBI0 pacueTa TeHETHIECKOTO PUCKA B CEMbe, aHaJn3a
POJOCTOBHOM M 0OCYXCHHUS BO3MOXKHOCTEHN TPEHATAIbHON JTUATHOCTUKH

K-7

3anaHus 3aKpbHITOrO THIIA
3amanne 1. UHCTpyKIMs: BriGepuTe 01MH MpaBUIIbHBIN OTBET

rwbdpE

BposxneHHoil aTpe3neil Ha3bIBalOT
OrtcyrcTBHE Oprana

Hesapamenne orBepctust

CMmernieHne ecTeCTBEHHOTO OTBEPCTHUS
OTCyTCTBHE €CTECTBEHHOTO OTBEPCTHS

Omanon omeema: OTCYTCTBI/IG CCTCCTBCHHOI'O OTBCPCTHA

3amanue 2. UHCTpyKIMs: BeiOepuTe 0MH MPaBUIILHBIN OTBET

el NS =

Bposk/ieHHBIM TOPOKOM pa3BUTHSI SABJISIETCS

Hapymenue ¢ynkiuu oprana

BposknenHoe HapylieHrne 0OMeHa BEIeCTB

BposkienHoe HapyleHre YMCTBEHHOTO Pa3BUTHS

CrtpykTypHbI# 1eeKT oprana, COpoBOXKIAIOLTUIC HAPYIIEHUEM er0 PYHKIUU

Omanon omeema: CTpyKTypHbIH 1e(eKT OpraHa, COpOBOKIAIOIIUICS HapyLLIEHUEM €ro
GbyHKITII

3ananue 3. UncTpykuus: BeiGepuTte 01H NpaBUIbHBIN OTBET

PR

ITopok pa3BUTHS, BCTPEUAIOLIUIICS KaK CaMOCTOSITEIbHO HACIEyeMbIi TIOPOK €
ayTOCOMHO-/IOMMHAaHTHBIM TUIIOM Iepe/iaul, TaK U KaK CUMITOM IPH JPYTrUX
CHHJIpOMax, Ha3bIBACTCA

OKTpOJaKTUIIUSA

Kpunropxusm

Annazus 60JbII0T0 HalIblA

I'uaponedanus



Omanon omeema I'mapouedanus

3ananue 4. Unctpykuus: Beibepute ouH npaBUiIbHbINA OTBET

MondE

CoueraHne MHOKECTBEHHBIX [IOPOKOB Pa3BUTHS, SIBJISIOILIUXCS PE3YJIBTaTOM OJIHOTO
IIEPBUYHOTO BPOKICHHOIO ITIOPOKA, HA3BIBAIOT

HexnaccudpuuupoanusiM komriekcom BITP

Cunnpomom

Acconuanuen

CnencrBuem

Omanon omeema:. CiieACTBUEM

3ananue 5. UncTpykus: Beibepute ouH npaBUIbHBINA OTBET

el A =

Muxkpouedanust mpu CUHAPOME aJIKOTOJIBHOTO MJI0Aa OTHOCUTCS K

Juspynmusam
Jucnnazusam

Manbsdopmarusam
Hedopmarusm

Omanon omeema: {n3pynuusam

3ananue 6. Unctpykus: Beibepute ouH npaBUiIbHBINA OTBET

rwbdpE

K nedexram HepBHOU TPYOKH HE OTHOCHUTCS
AreHe3us MO3KeuKa

CnuHHOMO3roBas rpbbKa

AmdHehanus

sHIe(daorene

Omanon omeema: AreHe3ust MO3KeUKa

3amanue 7. UHCTpyKIMs: BeiOGepuTe 0IMH MpaBUIIbHBIN OTBET

el NS =

Kapuortun 46,XY,del(7)(p11.23) xapakrepeH it CHHAPOMA
Coroca

Bunssamca-boiipena

Jlexena

Hun Jhxopmxu

Omanon omeema: Bunbsimca-boiipena

3ananue 8. MucTpykuus: Beibepute oauH MpaBUIIbHBIN OTBET

el N

K ximHnYeckum npusHakam cuHapoMa bekBurta-Buaemana oTHOCAT
KpputoBuanble CKIaIK1 Ha I1€€, MOHIOJIOMIHBIN pa3pes ria3

KopoTkyto 11eto ¢ n30bITKOM KOXKH U KPUIOBHIHBIMH CKJIA/IKAMU
I'mneprenopusm

Bonbiyto Maccy mpu poXKA€HUHU UM TOCTHATAIBHOE OllepexeHne (PU3NIecKOro
pa3BUTUA

Omanon omsema. BOJ'ILIJ.IYIO MaccCy Ipu poKACHUHN WJIN NOCTHATAJIBHOC OIICPCIKCHHUC
(bmnqecxoro Pa3sBUTHA

3amanue 9. Unctpykuus: BeiOGepuTe 0 1H MpaBUIIbHBII OTBET



MukpodTanbMueit Ha3bIBalOT
YMeHbIIECHHBIH pa3Mep Ta3HbIX 010K
bimskoe pacnosnoxenue rias
OTCYTCTBHE TJIa3HOTO sI0I0Ka
MaJIeHbKHUE TJIa3Hble LIENIN

el N =

Omanon omeema YMEHbIIEHHBINA pa3Mep IJIa3HBIX S0JIOK

3ananue 10. MacTpykuus: Beibepure oiMH NIpaBUIbHBIN OTBET
Bribepure npaBUIIbHBIE YTBEPKICHUS:
MIPOTHATHS - HIDKHSS YEITIOCTh, BRICTYIIAIOMIAS BIIEPE]T IO OTHOIICHHUIO K BEPXHEH;
SIUKAHT - 3TO cpocuirecst OpoBH;
THIIEPTETIOPHU3M - 3TO OMYIICHHBIC HAPYXXHBIE YTIIBI IJ1a3;
MUKPOTHATHS - 3TO MaJIble pa3Mephl BEPXHEH YeIOCTH;

el N =

Omanon omseema. MUKPOTHATHA - 3TO MAJIBIC Pa3MCPhbI BCpXHeI\/JI YCIICTHU

3ananue 11. Uactpykuus: BeiGepure oMH NpaBUIBHBIN OTBET
Bri6epuTe npaBUibHbIE YTBEPKACHUS:
1. kaMnrTomakTHINA - crubaTenbHas KOHTPAKTypa IPOKCUMAIbHBIX MeK(aaaHTOBBIX
CYCTaBOB;
SMUKAHT - 3TO cpocuirecst OpoBH;
TUIEPTEIOPHU3M - 3TO OMYIIEHHbIE HApY>KHbIE YTJIbI IJ1a3;
4. uabTp - 3TO KOKHAS KPHUIOBUIHAS CKIIAIKA

w

Omanon omeema: KaMITOJAKTHIINS - CTUOATENbHAS KOHTPAKTYPa MPOKCUMAITBHBIX
MeX(]alaHTOBBIX CYCTaBOB

3amanne 12. UuacTpykuus: Beibeprre oauH MpaBUIbHBIA OTBET

K npusnakam Y-cClernieHHOro THiia HacJieJOBaHUsI OTHOCSATCS:
nepeiavya TOJIbKO M0 MYKCKOW JTMHUH BCEM JIETSIM;
nepeiavya TOJIbKO M0 MY>KCKOM JIMHUH BCEM MajlbuMKaM;
nepeavya TOJIbKO OT MaTe€pH K ChIHY;
OTCYTCTBHE ITOTOMCTBA y OOJILHOTO MY>KUHHBI.

el NS =

Omanon omeema. nepeaadya TOJbKO I10 My)KCKOﬁ JIMHUH BCEM MaJIbUYMKaM

3anmanue 13. Unctpykuus: Beibepure oiMH NpaBUIBHBIN OTBET

JleiicTBHe MyTaHTHOTO T€HA ITPU MOHOTEHHOW MATOJIOTUH MPOSBISETCS:
TOJIPKO KIMHHYECKUMH CUMIITOMAaMU;

Ha KJIMHUYECKOM, OMOXUMHUYECKOM U KIIETOYHOM YPOBHSIX;

TOJIBKO Ha OTpE/IeTICHHBIX dTanax 0OMeHa BEIIeCTB;

TOJIBKO Ha KJIETOYHOM YPOBHE.

el oA N

Omanon omeema. Ha KIMHHUYCCKOM, OMOXHMHYCCKOM M KJICTOYHOM YPOBHIX;

3ananue 14. UHctpykuus: Beibepure ouH npaBUIbHBINA OTBET
OTtHonoruyeckue pakTopbl MOHOT€HHON HACIEICTBEHHOH MMaTOJOTHH:

MIEPEHOC y4acTKa OJJHOM XpOMOCOMBI Ha JIPYIyIo;

n3Mmenenue ctpykrypsl JJHK, myranus rena;

B3aMMO/ICHCTBHE T€HETHUECKUX U CPEIOBBIX (DAKTOPOB;

nenenus, IyIIMKalusl, TPaHCIOKAUs y94aCTKOB XPOMOCOM.

rwbdpE



Omanon omeema: namenenue crpykrypsl JHK, myranus rena

3ananue 15. MHcTtpykuus: Beibeprure oiMH NIpaBUIbHBIN OTBET

N

HaiiTe BepHOE olpeneneHue. ApTpoxanasus — 3T0. ..

pa3b0ITaHHOCTh CyCTaBOB

OTCYTCTBHE LIIUTOBUJIHOM HKeJe3bl

COUETaHUE MOPOKOB Pa3BUTHUS HESICHON ITHOJIOIMH, BCTPEUAIOLIEECS Yallle YeM MOMKHO
ObLTO OBI OKUAATH OT MPOCTON CITYJAHHOCTH

MHOKECTBEHHBIC BpPOKIEHHBIE KOHTPAKTYPhI CYCTaBOB

Omanon omeema. paz00JITaHHOCTb CyCTaBOB

3amanne 16. MacTpykums: Beroepure oiuH MpaBUILHBINA OTBET

el N =

Bepnoe onpenenenne. Manshopmanus — 310 ...

MOPOK Pa3BUTHS, BbI3BaHHBIN HEMPAaBUIbLHBIM (POPMUPOBAHHEM TKaHEN

YBEJIMYEHHBIN T'OJIOBHOW MO3T

YBEJIMUYEHHBIE YIIIHbIE PAKOBUHBI

CTOMKOE coueTaHue MOPOKOB Pa3BUTHS, HE BHICTPAUBAIOLIEECS B €IMHYIO LIETIOUKY
COOBITHH (KaK CEKBEHIMSA), & BLI3BAHHOE Pa3IMYHBIMU HAPYIIEHUAMH Pa3BUTHS OJHOM

WJIU HECKOJIbKUX TKAaHEN

Omanon omeema: MOPOK pa3BUTHS, BEI3BAaHHBIM HEMTPABUIBLHBIM (GOPMHPOBAHHEM
TKaHel

3amganne 17. UnacTpykuus: Beibeprre oauH MpaBUIbHBINA OTBET

el NS =

CoueTtanue HEHPOCEHCOPHOU BPOXKAEHHOW/PaHHEH TYrOyXOCTH, C BECTUOYIIPHBIMHU
HapyIeHUsIMH U ¢ OoJiee mo3aHe ManudecTaueit auddy3Horo 300a /pexe
TUIIOTHPEO3a

cunapoma [lenapena

cunspoma Kapsemna—Jlanre—Hunbcena

cunapoma BaapnenOypra, tum [

MyKomoJymcaxapuosa, tam 11

Omanon omeema. cunspoma [lenapena

3ananue 18. UHcTpykuus: BeiGepure o1MH NpaBUIbHBIA OTBET

pobE

BposkaéHHas runepruia3us KOpbl HAAMOYEYHUKOB HanOoJiee 4acTo 00ycIoBlIeHa
HEJI0CTATOYHOCTHIO

17,20-1ua3el

3-6eTa-ruApOCTEPOUIPENYKTA3bI

21-runpokcumnassl

JlecMo1a3bl

Omanon omeema. 21-ruapoKcunassl

3ananue 19. Unctpykuus: Beibepure o1MH NpaBUIIbHBIN OTBET

1.
2.
3.

Hanuaue (I)HH&HCHL(bHﬁCKOfI XpPOMOCOMBI CUUTACTCA MATOTHOMOHHWYHBIM JIJI1
OCTpOT0 MUCIIOUIHOTO Jeiiko3a

paka HpeHCTaTCHLHOﬁ KEJIC3bI

XPOHHUYCCKOT0O MUCIIOUIHOTO Jeiiko3a

4. paka MOJIOYHOI JKeNIE3bI



Omanon omeema. XPOHHUYCCKOI0O MUCIIOUIHOTO JIEWKO3

3amanue 20. Uactpykuus: Beibepure oiuH NpaBUIbHBINA OTBET

=

w

Anomanan [Isepa PoGena Bkirogaer

pacuienuHy HEOA BCIIGACTBUE BRIPAKEHHONH MUKPOTEHHH U TJI0CCONTO3a

JMIIEBbIE aHOMAJIMK U TUTIOIUIA3HIO JIETKUX BCIIEICTBHE areHEe3nH MOYeK y TII01a
MMAJIOBOTUS

THIPOHEPPO3 BCIESACTBUE CTEHO3a MOYETOUHHKA

ruponedaniio, KOCoJanoCcTh U HapylIeHne GyHKIUH OpraHoB MaJIoTo Ta3a y peOeHka
CO CIIMHHOMO3T'OBOM I'PBIKEN

Omanon omeema: pacuienrHy HEOA BCIEICTBHE BBIPAKEHHON MUKPOT'€HUU U
[JI0CCONTO3a

3ananue 21. Mactpykuus: BeiGepure oauH npaBUIIbHBIN OTBET

PopnpE

XapakTepHbIM JJI1 TOPMOHAJIBHBIX ITOKA3aTENeN UIsl TAaMEHTOB ¢ cuHApoMoM [le JIs
[anenns sBusercs

cHyxkeHHbIN ypoeHs JII'T u ®CI'

noBbIIeHHBIA ypoBeHb OCI', HOpMaJIBHBIN WM CHY>KEHHBIA YPOBEHb TECTOCTEPOHA
MOBBIIIEHHBIA YPOBEHb TECTOCTEPOHA U UHTHUOMHA

HOPMAaJIbHBI YPOBEHb TOHAJOTPOIIMHOB M TECTOCTEPOHA

Omanon omeema: noBbilieHHbIA ypoBeHb OCI', HOpMabHBIN WM CHUKEHHBIA YPOBEHD
TECTOCTEPOHA

3amanue 22. Uuactpykuus: Beibeprre oauH MpaBUIbHBIA OTBET

el NS =

K kmuHHYECKHM MpU3HAKaM, XapaKTePHBIM JUTs CHHApoMa Mapdana, OTHOCST:
EnuHCcTBEHHYIO Cr0aTeNbHYIO CKIIaIKy Ha JIAJIOHSAX U MU3UHIIAX
YMCTBEHHYIO HEJIOCTATOYHOCTh

bpaxunedanuto

®uOpo3HBIC KOHTPAKTYPHI MAJIBIIEB U KOJIECHHBIX CYCTaBOB

Omanon omeema. (DI/I6pO3HBIe KOHTPAKTYPhI aJIbLICB U KOJICHHBIX CYyCTaBOB

3amanue 23. Unctpykuus: Beibepure oivH NpaBUIBHBIN OTBET

el e

3anepKKa pocTa U YMCTBEHHOTO Pa3BUTHSI B COUETAaHUU C TUIIEPTPUXO30M U JIHIIEBHIM
TU3MOPQPHU3MOM (BBITHYThIE OPOBH, CHHO(PU3, 3aMaBIias IEPEHOCHIIa) XapaKTepHa s
CUH/IpOMa:

Kopnenuu ne Jlanre

Aapckoro

Hynan

CunbBepa-Paccena

Omanon omeema: Kopuenuu ae Jlanre

3ananue 24. Mnctpykuus: Boeibepure oiuH nNpaBUIbHBINA OTBET

=

[Tpu Tupo3uHeMuu 1-ro TUNA NPUHLIUI AUETOTEPAMH 3aKII0YAETCS B OTpaHUYEHUN
MIOCTYIUIEHUS] B OPraHU3M:

JIu3uHa M apruHUHA

Tuposuna u penunaiannHa



3. Jlu3uHa M METHOHHHA
4. MeruoHuHA U aprUHKHA

Omanon omeema: TuposuHa u (HeHUTATaHUHA

3amanue 25. Unctpykuus: Beibepure oiuH NpaBUIbHBINA OTBET
Ckommo3 (yrou 6osiee 20 rpaycoB), CIIOHIMIIOIMCTE3, OTPAHMYCHUE PA3THOAHUS B
JIOKTEBOM CyCTaBe, MEHAIHLHOE CMEUICHHE MEeTUAIbHOM JIOBIKKH, TIIOCKOCTOIINE,
MPOTPY3Hs BEPTIIYKHOW BIIAJAWHBI JTFO00H CTETICHU SIBISIOTCS AUArHOCTUYECKUMHU
MpHU3HAKaAMH CHHJIpOMA:

1. Jayna

2. DpaBappaca

3. Mapdana

4. KnaitHdenbrepa

Omanon omeema Mapdana

MK-7
3agaHusl OTKPBITOrO THIIA

3anmanue 26 I'emoxpomaTo3

Omanon omeema:. HacnencreHHoe 3a00JieBaHUE, XapaKTEPU3YIOLIEECs MTOBBIIIIEHHBIM
BCACBHIBAaHUEM JKelie3a B KUIIEYHUKE U OTJIOKEHUEM B OpraHax M TKaHIX JKeJIe30COepKalInX
MMATMEHTOB (TIPEUMYIIIECTBEHHO B BHJIE TEMOCHIEPUHA) C pa3BuTHEM (hrOpo3a.
Pacnipoctpanennocts 1:200 - 1:300 (B eBponeiickoii momyssmnun). ['eTepo3urotTHoe
HOCHTEJILCTBO MaToJIoTUYecKoro reHa otmevaercs y 10-13% nacenenus. My>x4uHbl 00JI€0T
NpeanoaoxuTensHo B 10 pa3 vare xeHuuH, B Bo3pacte 40-60 neT, a )KeHIUHBI TOCIIe
MeHomnaysbl. [laTorenes HegoctaTouHo u3ydeH. Kinaccuueckuii reMoxXpomaTo3 MpeCcTaBseT
co0oii cTyreHuaTelil mponecce, HaunHatonuiics myTarueit HFE-rena, Hapymenuem HachImeHus
TpaHceppHrHa, YBEIMYEHHEM CHIBOPOTOYHOTO (DeppUTHHA U 3aBEPIIAIOLIUIICS 1eNOHUPOBAaHUEM
JKese3a B JKU3HEHHO BaXKHBIX OpraHax, MpekJie BCero B medYeHu, ¢ popmupoBanuem ¢pudposa u
uuppo3a. 'eMoxpoMaro3 - monucuHApoMHOE 3a00IeBaHne, KIMHUYECKUE TPOSBICHUSI KOTOPOTO
HE SBJAIOTCS cnelupuuHbIiMU. Hannune KIMHUYeCKUX MPU3HAKOB FeMOXpoMaTo3a TeCHO
COTPSIKEHO CO CTENEHbIO0 HAKOTICHUS jKelle3a B TKaHsAX. KpuTudeckoii sBisieTcs KOHIICHTpAIs
Keresa, peBbimaronias Hopmy 6osee yeM B 10-20 pa3. Yamie 3to npoucxoaut nocie 30-40 Jer.

3ananue 27 Hapymenue ooMeHa mophupruHOB U cuHTe3a rema. OO01as xapaKTepucThKa.
[IpuHUHMIIBI AMATHOCTUKH.

Omanon omeema: 3a0o0ieBaHUs, B OCHOBE KOTOPBIX JIEKAT MOBPEXKACHUS B CUHTE3€ TeMa,
Ha3BaHbl Hophupusamu. VX pa3BuTHe Yaile BCEro CBsI3aHO C HACEACTBEHHBIMU e(heKTaMu B
(hepMEeHTHBIX CUCTeMaX, OTBETCTBEHHBIX 3a aHab0IM3M nophupuHoB.B 3aBHCUMOCTH OT
JOKANMU3AIMK HAPYIICHUH pa3indaioT SpUTPONOITHUECKUE (aHOMaINU B 0OMeHe MOp(pUPUHOB B
KOCTHOM MO3T€) U EYEHOYHbIE (TIOX0KHUE CBUTH B F€NATOIUTAaX) THIIbI, OTIIMYAIOLTUECS IPYT
OT Jpyra AedekTamMu pa3HbIX reHoB.OIHAKO UCTOPUUYECKUE XPOHUKH BPEMEH CPETHEBEKOBbS
COXpaHWJIM OMKMCAHUS CEMENCTB, Y WIEHOB KOTOPBIX OTMEUAINCh Y€PThl, CBOMCTBEHHbBIE
TSDKENBIM (popMaM 3TOTO CTPATaHMUsI, TPOSBIISIONINECS KOKHBIMHU, HEBPOJIOTUYECKUMU
MICUXUYECKUM U a0JOMHUHATbHBIMUCUMIITOMAMH (KJIMHUKOW OCTPOTO KUBOTA, TOIIHOTOMH,
PBOTOM, 33J€P>KKOU CTyJIa; SMUIECNTUYECKUMHU MPUTTIAJIKAMU, Tape3aMu, Napajndamu,
MOJIMHEBPUTAMHU, 3PUTEIBHBIMU U CITYXOBBIMU TAJUTFOLMHALIUSIMY, CIIETIOTOM), a TaKXKe
aHOMAJILHO BBICOKHUM BBIJIEICHHEM MOP(GUHOB ¢ MOYOH miH KajoM. HekoTopsie pu3Haku
00JIe3HN — KPACHBIM OTTEHOK 3y0OB U KOCTEH, CBOCOOpa3HBIN IIBET KOXKHU, U3MEHEHHON
BOJI/IBIPSIMH, SI3BaMH U PyOLIaMu; HOYHON 00pa3 Ku3HH, 00yCIOBICHHBIN (OTOAEPMATUTOM,
CTIOHTaHHOE CBEUEHUE HEKOTOPBIX TKaHEH U BBIJENEHUN O0JIBHOTO, MPUXOTH BKYCa, CBSI3aHHBIC
C aHEeMHEM, — CTOJIb IPKU M HEOOBIYHBI, UTO BBI3BIBAIOT B MAMSTH OMUCAaHUE O00JIMKA U TIOBEICHUS



Mu(pHUIECKUX BypJaiakoB wiu BamiupoB.B Poccun vame BeisgBisitorest O u [TIKTL. st
MEPBOI XapaKTepeH KOMILUIEKC CIeIYIONUX CHMIITOMOB: TaXHUKapus, mosbimenue All,
KOJIMKOOOpa3HbIe OOJIH B KHUBOTE, IPU3HAKU MOJUHEBPUTA, CYAOPOTH, U3MEHEHUS TIOBEACHUS,
SMOLIMOHAIbHAS JTAOMIIBHOCTb, JICTIPECCHs, TAJUTIOIMHALINY, TTAPe3 JbIXaTeIbHON MYCKYIaTyphl U
ap. CriocoObl MarHOCTHUKU OCHOBAHBI Ha BBISIBICHUH U30bITOUHOTO KosmyecTBa S-AJIK,
nophoOunmmHorena n oomux noppupuHoB.Ilo3auss koxxuas nopdupust (ITKIT) mposiBisieT ceodst
MOBBIIIEHHOW CBETOUYBCTBUTEIBHOCTHIO, TITyOOKMMHU MOPAKEHUSIMUA KOKH, 00YCIIOBIIEHHBIMU
(boToceHcnOUIM3aMen, HHOTa KITMHUKON «OCTPOTO KUBOTAY.

3amanne 28 Mykosucuuo3 O0mas xapakrepucTika. [I[pHHINIBI AUarHOCTHKH.

Omanon omeema: SIBnsieTCs HACIEACTBEHHBIM 3a00JIEBAHUEM KeJle3 BHEIIHEH
CEKpEeLMH, MPOSBIISETCS B IEPBYIO OUEPE/Ib NATOJOTHUEN CO CTOPOHBI JKETYI0UYHO-KUIIEYHOTO
TpakTa | JibIXaTesIbHOM cucTeMbl. [1oBbIllIEHHAs BA3KOCTh CEKpETa XkKelle3 BHEIIHEN CeKpelnn
MIPUBOJIUT K XPOHUUYECKOMY BOCIIAJIUTEIILHOMY IIPOIIECCY B JIETKUX, IK30KPUHHON
HEJ0CTaTOYHOCTH MOJKEITYI0YHOMN Kele3bl, FrenaToOMInapHOi NaTOJIOTMU U aHOMAJIbHO
BBICOKOMY COJIEPKAHUIO AJIEKTPOJIUTOB B MOTE. /[naruo3 ctaBAT Ha OCHOBaHUU JAHHBIX
WCCIIEIOBAHUS MOTA WIK UACHTU(UKALIUY 2 BApUAHTOB I'eHa, BHI3BIBAIOIINX MYKOBUCIIUIO3, Y
OOJILHBIX C MOJIOKUTEIBHBIM PE3YIbTATOM HEOHATAIbHBIX CKPUHUHT-TECTOB WJIM XapaKTEPHBIX
KIIMHUYECKUX MpHu3HaKoB. OTBETCTBEHHBIN I'€H JIOKAIM30BaH HA JJIMHHOM IIJIe4e XPOMOCOMBI 7.
OH xoaupyeT MeMOpaHOACCOLMUPOBAHHBIN OENTOK, Ha3bIBAEMbII MYKOBHUCIIUA03HBIM
TpancMeMOpaHHbIM peryisitTopoM nposogumoctu (CFTR). Haubonee pacripoctpanennas
Bapuantamu rena, F508del, Bctpeuaercs mpumepHo y 85% ameneit; Obuin
unerntuduuuponansr> 2000 Menee pacripoctpaHeHHbIX BapranToB CFTR.

3ananue 29 CuHIPOMBI IEPBUYHBIX UMMYHOJAE(PUIIUTOB SBJISIOTCS F€HETUUECKU
MpeIoNpeeIEeHHBIMU UIMMYHOIEPUITUTAMH C UMMYHHBIMU U HEUMMYHHBIMU J€(EKTaMH.
Omanon omeema:. HeMMyHHbBIE MTPOSIBIICHUS YaCTO JIETYe pacro3HaTh, YEM CaM
uMMyHoepuiuT. [Ipumepamu ciry:kat aTakCus-TeIeaHTUIKTa3usl, TUIIOTIIA3USI XpAIIEH U
BoJioc, cuapom Ju Jxopmku, cuaapom rumnep-1gE u cunapom Buckorra — Onapuya.
HecmoTps Ha HanmM4ye UMMYHOJE(PUIIMTOB, Y HEKOTOPBIX MAI[UEHTOB TAKKE
pa3BUBAIOTCS ayTOMMMYHHbIE paccTpoiicTBa. UMMyHOIeUIIUTHI OOBIYHO MPOSIBIISIFOTCS
PELUAUBUPYIOIUMH HH(DEKIIMOHHBIMHU TTpoLieccamu. Bo3pacT, B KOTOpoM HaualHuch
peruauBHpyoIKe HHGEKINH, AaeT K04 K TOHUMAaHHUIO TOT0, KaKOW KOMIOHEHT UMMYHHOI
CUCTEeMBbI BiHseT. TeM He MeHee, [l TOATBEPKICHUS TUarno3a uMMyHoaeuinta HeoOX0 Mo
MpoBeJIeHUE criennupuuecKux TecToB. JledeHrne u mporuo3 npu nNepBUYHBIX UMMYHOIEPUITUTHBIX
HapYIICHUSIX 3aBUCUT OT KOHKPETHOTO PacCTpoiicTBa

3ananue 30 Kumeunsie qucaxapuao3sl. O0mas xapakrepuctuka. [[pUHIUITBI TUAarHOCTHKHU.
Omanon omeema:Kuiieunsle 1ucaxapuio3bl — HECIIOCOOHOCTh K YCBOCHHIO
OTJICIbHBIX BUJIOB YITIEBOJOB BCIEACTBHE NePUIIUTA OAHOTO MK O0Jiee KUIIEYHBIX (PepMEHTOB.
Knunuyeckue nposiBieHNs BKIIOYAIOT AUAPEIO, B3AYTHE )KHUBOTA, TIOBBIIIICHHOE
razoo0paszoBanue. J[MarHo3 OCHOBBIBAeTCS Ha KIMHUUECKUX JAHHBIX M PE3ylIbTaTax
BOJIOPOJTHOTO JIBIXaTEeNLHOTO TecTa. JleueHune 3aKimouaeTcsl B UCKIIOYEHUH YIIOTPEeOIeHUS
«BUHOBHOTO» nucaxapusia. B HopMe aucaxapuabl pacHIEIUISIIOTCS O MOHOCAaXapuI0B
JrcaxapuazaMi (B YaCTHOCTH, JTAKTA30M, MalbTa30ii), pacroioKeHHBIMH Ha IIIETOYHOU KaiiMe
SHTEPOIUTOB TOHKOTO KHUIIIeYHNKa. HepaciienneHnpie aucaxapuabl 0071a1al0T BEICOKON
OCMOJISIPHOCTBIO0, TPUBJIEKAIOIIEH BOIY U 3JIEKTPOJUTHI B IPOCBET KUIIEUHUKA, YTO TPOSBIIAETCS
BOJITHUCTOM auapeeil. BenenacTue nepepaOboTKu yriieBo 0B MUKPO(IOPOH B TOICTOM KUIITKE
00pa3yroTcst rasbl (BOJOPO/I, ABYOKUCH YTIIIEpPO/ia, METaH), YTO COMIPOBOKIAETCS H30BITOUHBIM
OTXOKJICHHEM Ta30B, B3yTHEM U PACTSKEHUEM KHBOTA, TIOSIBJICHUEM OOJIH B )KUBOTE.
Bo03M0HO puMeHeHrne MOJIEKYIIPHON AUArHOCTUKH JIJIsl TOATBEPKICHUS JUArHO3a.



3amanue 31 Knunuka. Jlnarnoctuka, nedeHue, npopriakTHKa HACIEICTBEHHBIX CHHPOMOB C
IIPEUMYILECTBEHHBIM HapyLIEHUEM CEPAEUHO-COCYAUCTON CUCTEMBI.

Omanon omeema:. OCHOBHBIM IPU3HAKOM MPOOIIEM C CEPICUHO-COCYTUCTON CHCTEMON
aBisieTcst 00 B 00actu cepana. OHa MOXKET OTJaBaTh B PYKY, IIEI0, JIONATKY U OBITh
CHUMIITOMOM CTE€HOKapAuu, nH(papKTa, uimemMun. YacTo BCTPEUarOMIMNiCs CHMIITOM — OJIBIIIKA
— SIBIISICTCS MPU3HAKOM CEPJICYHON HEJAOCTATOUHOCTH. Y YalleHHOE cepieOneHne, ONTyIeHUe
nepeboeB B paboTe cep/ia — CUMITOMBI apUTMHU. TspKenasi cepiedHast HeIOCTaTOYHOCTh
MpOSBISIET ce0sl OTeKaMu KOHEYHOCTE!. J{JIs ncciienoBanus JIIOAEH, CTpalaloluMU
3200JICBaHUSIMU CEPACYHO-COCYIUCTOMN CUCTEMBI, IPOBOISTCS BU3YaJIbHBI OCMOTP, MaJbIIaIus,
nepkyccus, ayckynbranus. O6s3arensusl OKI, OxoKI', BekTopkapanorpadus, uccieaoBaHus
reMOJMHAMUKY U (PYHKIIMOHATILHOTO COCTOSIHUS CEpJIa M COCYIOB, 30HAMPOBAHUE,
pentreHorpadus, 1abopaTopHbie UcclenqoBaHus (MO4H, KpoBU). [loATBEpKIAIONTM METOIOM
MOJXKET CIY>KMTh MOJIEKYJISIpHasl JUarHoCTHKa.JIeueHne mpoBOUTCS B 3aBUCUMOCTH OT
BBISIBJIEHHOTO 3a00JI€BaHNUS y KAPAMOJIOTa WM TEPaIeBTa.

3amanne 32 Knmmauka. Jlnarnoctuka, ieueHue, npopriiakTHKA HACIEICTBEHHBIX CHHPOMOB C
MIPEUMYIIIECTBEHHBIM HAPYyIICHUEM SHIOKPUHHON CHCTEMBI.

Omanon omeema: Hanboiree yacto cpeiv KIIMHUIECKUX IPU3HAKOB, Pa3BUBAIOIITUXCS
BCJICJICTBHE HAPYIICHHUS YHIOKPHHHOTO OallaHca, ClIeAyeT Ha3BaTh odcuperue. OHO MOKET OBITh
BBI3BAHO T€HETUYCCKUMH JIe(heKTaMH B KIIETKaX runotainamyca: cunopom Ilpadepa—

Bunnu (syndrome Prader-Willi) BcieactBre XpoMOCOMHBIX aHOMAIHIA; cunopom Jloypernca-
Myna—Bapoe—Buona (Syndrome Laurence-Moon-Bardet-Biedle) (nacrieayercs mo ayrocoMHO-
PELIECCUBHOMY THITY); cunopom Anvcmpema (syndrome Ahlstrom), umerommuii mo100HbIH THIT
HaCJIeJIOBAaHUSI, COTPOBOXKIAFOIINICS TaK)Ke CHMITOMAMH CaXapHOTO auabera,

Hedponaruu; cunopom babuncrkoeo-@penuxa (Syndrome Babinski-Frohlich) usz-3a
HAJIMYECTBYIOIIETO TIPU 3TOM THIIOTOHAIM3Ma HHOT/Ia Ha3bIBAOIIUICS a0Un030-2eHUmMaibHOl
oucmpodhueti. Kpome TOro, y TAKHX IMallMEHTOB MOT'YT BOSHUKHYTh CUMITTOMBI HECAaXapHOTO
nuabera, HU3KUH pocT, HH(DAHTHIIN3M; BEPOSITHOM MPUYMHON CYMTAIOT MYTAllUU B T€HAX,
OTBETCTBEHHBIX 32 CHHTE3 IIPOTOPMOHOB afieHorumnodu3a.K cumnromam oxxupeHust 00bI9HO
npucoeauHstoTes u apyrue. Cunopom Jloypenca-Myne-Bapoe-buons (Syndrome Laurence-
Moon-Bardet-Biedle) nmposBisieTcst THIIOrOHAAM3MOM, MTOJUAAKTUIMEH, ITMTMEHTHOM
JeTeHepalell CeTYaTKy, BIUIOTh JI0 oTepH 3peHus K 20 ToaM, CHHKECHHBIM HHTEIICKTOM.
OskHpeHne ¢ BO3pacToM Mporpeccupyer. AyTOCOMHO-PEIIECCUBHBIN THUIT HACIICIOBAHUSI.
[TpuunHa, BEpOSTHO, FTeHETUYECKUH e(heKT 00pa3oBaHMsI KOPTUKOCTEPOUAOB. Jleuenue He
pa3paboraHo./lyis1 MHOTUX HACJIEACTBEHHBIX 0OJIC3HEH SHIOKPHHHON CUCTEMBI XapaKTepeH
MOJIMMOPH3M; IPHUEM 00SI3aTEIIHHO PETUCTPUPYETCS YBEITUUYCHUE PA3MEPOB Pa3THUHBIX
xené3. JlmarHocTuka: Jyist MPOBEICHHS YTOYHSIONICH TUAarHOCTHKH HACIICACTBEHHBIX
SHJIOKPUHOIIATUH OCYILECTBIISIOT UCCIIEOBaHKE PO dUIIs TOpMOHOB, TipoBoauTcs JJHK-ananms3
T'CHOB, ACCOLIMMPOBAHHBIX C SHIOKPUHHOM maTojioruei. JieueHne 3aBUCUT OT KOHKPETHOTO
3200JICBaHHS U OCYIIECTBIISIETCS Y SHJOKPUHOJIOTA.

3a,Z[aHI/Ie 33 Knunuka. I[I/IaFHOCTI/IKa, JICUYCHUC, HpO(l)I/IJ'IaKTI/IKa HACJICACTBCHHBIX CUHIPOMOB C
NMpEUMYHICCTBCHHBIM HAPYIICHUCM HepBHO'MBImeqHOﬁ CUCTCMBI.

Omanon omsema. HacnencrBenHsie HCPBHO-MBIIIICYHBIC 3a00JIeBaHUs — OOJIbIIIast
rpyiina 60J'Ie3HefI, IMPU KOTOPBIX OTMCHUACTCA IMOPAKCHUC MBIIIIEYHOMN TKaHH, nepn@epnqecxnx
HEPBOB U HEPCIAKO MEPCAHUX POTrOB CIIMHHOT'O MO3ra. BG,Z[YH_II/IM CUMIITOMOM IIpH 3THUX
3a00JICBaHUSX SBJISIOTCS MBIIIICUHAS CJ'I8.6OCTB, YTOMIIIEMOCTD, 4aCTO COYUCTAROIIAACs C
TUIIOTOHUEH U anO(I)HCﬁ MBIIIII, 0COOEHHO B MO3JHUX CTAAUAX PA3BUTHUA 0one3nu. Hanboiee
pacnpoCTpaHCHHBIMU HCPBHO-MBIIICYHBIMU 3a00JIEBaHUSIMU SBIISIIOTCS mporpecCcupyromme
MBIIIICYHBIC ,[[HCTpO(I)I/II/I, CIIMHAJIbHBIC 1 HCBPAJILHBIC aMI/IOTPO(I)I/II/I, PCKE BCTPCHAKOTCHA
MHOTOHHUHU U HCpI/IO,[[I/I‘-ICCKI/Iﬁ CeMEeMHBII mapajin4. Bce oHM ATHONIOTHYECKH CBSI3aHbI C TeHHBIMU
MyTalsaAMHU, JIOKAJIM30BAHHBIMU B ayTOCOMAX HUJIA IMOJIOBOM X-XpOMOCOMe; HEPCAKU MMOBTOPHBIC



ciryyan 3a00JIeBaHUS B ceMbe. JIMarHOCTHKAa OCHOBBIBAETCS HA KIIMHUYECKHUX MPOSIBICHHSIX,
OMOTICHM MBIIIII U aHAJTH3aX KPOBU JIJISl UCCIICOBAHUS MBIIIEYHBIX OCIKOB U T€HETHYECKIX
anoMamii. Crienn(pu4eckoro JIe4eHUs BPOKICHHBIX MBIIIEYHBIX AUCTPO(HI HE CYIIECTBYET.
Bomnpocel, KOTOpbIE KacaroTCsl OPTONEAUYECKUX, CEPACUHBIX, PECIIUPATOPHBIX, HYTPUTUBHBIX U
COLIMAJIBHBIX ACMIEKTOB MOTYT OBITh PACCMOTPEHBI COOTBETCTBYIOIIMMHU IKCIIEPTAMHU TI0 Mepe
BO3HHKHOBEHUS OTPEOHOCTEH, a MOAAEPKUBAIOIIEE JIEUEHHE, BKIIOUYast (PU3NOTEPaIuIo,
MIOMOTAET COXpaHUTh QyHKIMIO. [IpodunakTrka: MEAUKO-TeHETHIECKOE KOHCYIbTUPOBAHUE,
II'T, HUIIT.

3amanne 34 DTHONOrHYECcKas reTepOreHHOCTh U KIMHUYeCKui noiumoppuzm MDb

Omanon omeema: HacnenctBeHHas MpepacioaokeHHOCTh K 00JI€3HU MOYKET UMETh
MOJIUTEHHYIO MJIH MOHOTE€HHYIO OCHOBY. MOHOTEHHasI ITPEIPACIOIOKEHHOCTD OTIPEIEISIETCS
OJTHUM T'€HOM (MyTaIei), HO JUIS MaTOJIOTHYECKOT0 POSBIICHUS MyTaIllii HEO00XO0IMMO
o0s3aTenpHOe, MPOBOLUpYIOIEee AecTBHE (PAKTOPOB BHEIIHEN CPEIbI.
[TomurenHas Mpepacnoi0KEHHOCTD ONPENENAETCS COUeTaHHEM alljIeNieil HECKOJIBKUX TeHOB, X
OTIpe/ieIeHHO KOMOMHAIMEH TPU MPOBOIMPYIOIIEM BIUSHUN BHEITHECPETOBBIX (PAKTOPOB.
WnenTudukanms STHX T€HOB M UX aJljIeliel BecbMa 3aTpyJHUTeNbHA. HO OHM OnpenensioT u
dbopmupyrotT MynbTHGaKTOpUaTbHbIE 601e3Hn. Kaxkiast Hozomorudeckas Gpopma 6oJie3Hu ¢
HACJIE/ICTBEHHBIM TIPEAPACIIONIOKEHHEM Ha CaMOM JIeJie TeHETUIECKH TeTepPOTeHHAs TPYIIIa.
OtnenbHbIe O0OJIE3HH (HAPUMEp, THIIEPTOHIYECKas: 00JIe3Hb, HIleMUYecKast 00JIe3Hb cepia,
sI3BEHHAs 00JIE3HB JKEYy/IKa, CaXapHbIK qUA0eT U Jp.) MPEACTABIISIOT COO0W HE 0/1HY O0JIE3Hb, a
rpymmy 0oJe3Hel ¢ OTMHAKOBBIM KOHEUHBIM TPOsIBIICHHEM. UeM BEIIIe HAcIIeICTBCHHAS
MIPEPACTIONOKEHHOCTD U OOJIbIIIE BPETHBIX BO3JICHCTBUI CPEbl, TEM BBIIIEC BEPOSITHOCTD
3a00J1eTh TEM WM UHBIM 3200JI€BaHUEM.
Bbonesnu ¢ HacaenCTBEHHBIM NPEAPACTIOI0KEHUEM OTIHYAIOTCS OT IPYrux Gopm
HACJIEICTBEHHOM MaTOJIOTUHU (T€HHBIX U XPOMOCOMHBIX 00JIe3HEH) XapaKTepoM KIMHUYECKON
KapTUHBL. B oTinyne oT reHHbIX 00JIe3HEH, TPU KOTOPHIX BCEX WICHOB CEMbHU MPOOaHIa MOKHO
pa3nenuTh Ha OOJIBHBIX U 3/I0POBBIX, KIMHUYECKas KapTUHA 00JIe3Hel ¢ HacaeICTBEHHBIM
MIPeIpaclosoKEHUEM UMEET HEPEPhIBHbIEC KITMHUYECKUE TepeXo/ibl (KITMHUUYECKUI KOHTUHYYM )
B MpeJiesiax OJHOM U TOU K€ HO30JIOTHYECKO (POPMBI.

3amganne 35 KnnHuko-reHeTudeckas xapakrepuctuka MOb

Omanon omeema. MHorodakTopHbie (MyIbTH(AKTOpHATIbHBIE) 00J1€3HHU, Wi 00JIE3HU
C HaCIeJICTBEHHOHN MPeapacioyioKeHHOCThIO, Pa3BUBAIOTCS B PE3yJIbTAaTe B3aUMOJCHCTBUS
oTpe/ieNIeHHBIX KOMOWHAIIUH alljiesiel pa3HbIX JJOKYCOB U CIIeHU(PUUECKOro BO3ACHCTBUS
(bakTopoB okpyxaromei cpensl. K MHOroakTopHbIM 601€3HSM OTHOCST THIEPTOHNYECKYIO
00J1e3Hb, HAPYILIEHUSI MO3TOBOTO KPOBOOOpalieHus, TpoMO03bl, OOJIBITMHCTBO CEPCUHO -
COCYAUCTHIX 3a00JIeBaHUM U oryxoJiel. OClIOKHEHUsI OEpEMEHHOCTH TaKKE HMEIOT
MHOTO(haKTOpHYI0 pupoay. [Ipu MmynbTUdakTOpHaNbHBIX 00JE3HAX BAXKHYIO POJIb UTPAET KaK
HOCHUTEIILCTBO «aJlJIeJIel PUCKay, TaK U HAIMYKE MPOBOLUPYIOMKX (haKTOPOB. 3a00JIeBAIOT HE
BCE HOCHUTEIH «aJlJIeJiel PUCKay, a Te, y KOTO BPEAHbIE 7S JaHHOTO UHIMBUIYyMa (DaKTOPBI
HaKJIaIbIBAIOTCS HA TIpeapacioiararonuii renetndeckuit ¢GoH. [TyckoBbIM MEXaHU3MOM MOKET
CTaTh OEPEMEHHOCTh, 0COOEHHOCTH MUTAHUS, TIPUEM JIEKapCTB, 00pa3 JKU3HH U JPYrUue
¢dakropsl. [Ipocum yuecTh, 4T0 0OHApYKEHHBIE T€HETHUECKNE 0COOCHHOCTH YeI0BeKa,
Ha3bIBa€Mble T€HETUUECKUMU (DaKTOPaMU PUCKA, HE 03HAYAIOT HATUYHS UITU OTCYTCTBUS
yKa3aHHOTO 3a00JieBaHus. BhisBIeHNEe reHeTHIeCKUX MOTUMOP(U3MOB U COCTaBIICHHE
WHIUBUAYAIBHOTO «T€HETHYECKOTO MAcCIopTay MO3BOJISET peaTn30BaTh KOHIEIUIO
WHIUBUAYAIbHON MEIUIIUHBI, TaTh MEPCOHATBHBIC PEKOMEHIAINH 110 TPO(PUIAKTHKE, OIICHUTH
HE0OX0IUMOCTh 00JIee MPUCTAILHOTO BPaueOHOTO KOHTPOJIS, HA3HAYUTh JIOTIOTHUTEIbHBIC
WCCIIEIOBAHUS M KOHCYJbTAIMH CIICIIUATUCTOB. B psiie ciiydaeB cBOeBpEMEHHOE U3MEHEHUE
oOpas3a )XU3HH, COOTIOJICHUE TUETHI WK TTpreM (DapMaKOJIOTHYECKUX MPEMapaToOB MO3BOJISET
MPEIOTBPATUTH WIIH CYIIECTBEHHO CHU3HUTH TSHKECTh MHOTO(AaKTOpHOTO 3a0oneBanus. [Ipu sTom



Ba’XHO IIOMHUTB, YTO TOJIBKO neqamnﬁ Bpad MOXKCT OTBCTUTH HA BOIIPOC: H€06XOI[I/IMBI I
JOITOJIHUTCIIBbHBIC UCCIICA0BAaHUA 1/AIn KOHCYJIbTallUU CIICHUAJIMCTOB (I/I €CJIi ga, TO KaKI/Ie),
HCO6XO,Z[I/IMO JI1 UIBMCHCHUC 06pa3a JKHU3HHU UJIN JICYCHUC.

3aganue 36 [{luToreHeTuecKre METOIbI JUArHOCTUKH HACIEACTBEHHBIX 00JIe3HEH

Omanon omeema: LluroreHeTHUECKUE METO/IbI NIPEIHA3HAYEHBI JUI U3YUYEHUS CTPYKTYPhI
XPOMOCOMHOTO HabOpa MM OTAEIBHBIX XpoMocoM. Hanbosee pacipocTpaHeHHBIH METO/I B
[IUTOTCHETUKE YEJIOBEKA - CBETOBAsi MUKPOCKOIIHUS, a DIIEKTPOHHAS U KOH(OKAIbHAs Jla3epHast
MUKPOCKOTHSI IPUMEHSIETCSI TOJIBKO C UCCIIE0BATENbCKUMU LessMU. Bo Bcew’
MEIUKOTCHETUIECKOH MTPAKTUKE UCTIOIB3YETCS CBETOBAast MUKPOCKOTHS (TJIaBHBIM 00pa3oM B
MPOXOMSAIIEM CBETE), B TOM YHUCIIC IIOMUHECIIEHTHAsE MUKPOCKOTIHA. OOBEKTOM
LUTOT€HETUYECKUX HAOIIOACHUH MOTYT ObITh COMaTHUECKUE AEISAIINECs, MEHOTHYECKHUE U
nHTepdasHbie KiIeTKu. Kaxapid U3 3TUX 00bEKTOB HMEET CBOM MPEUMYILIECTBA U HEJOCTATKH.
Br160p 00bekTa onpenensiercs 1eablo UCClIeJOBaHNs. boNbIIMHCTBO IUTOT€HETHYECKUX
HCCIIEIOBAaHUU BBINIOJIHSIOT HA COMAaTUYECKUX KIIETKAX, I0ATOMY OCTAHOBMMCS Ha ONHUCAaHUU
3TUX METOJIOB

3amanne 37 Meton Macc-crieKTpoMeTpHUH.

Omanon omeema: Metoj Macc-CIEKTPOMETPUU OTHOCUTCS K TOHKHM (U3UYECKUM METOJIaM U
OCHOBAaH Ha U3MEPEHUH OTHOIIIEHHUS MAaCChI 3apsKEHHBIX YacTUIl (MOHOB) K UX 3apsany . B kauectse
MaTpHullbl, KOTopasi mojasepraercst jlazepHoMy oOnydenuto (MALDI), BbICTYyHaroT MOJIEKYIbI
JIHK, B KOTOpBIX JIt0ObIe M3MEHEHUs (MyTalliH, aJJiebHbIE BAPHAHTbHI) PUBOJIAT K U3MEHEHHUIO
Macchl. MeToJ1 J0CTaTOYHO TPYIOEMOK, TPeOyeT BHICOKOKBATH(DULIMPOBAHHOTO NepcoHana. B To
e BpeMsl MeTO1 00JIaZiaeT U psAJAOM HECOMHEHHBIX MPEUMYILECTB: O3BOJISIET IPOBOANUTH AHAIIN3
6ospiioro yrcia JIHK-mpo6 ¢ BEICOKOW CKOPOCTHIO M MIPOU3BOIUTEIHLHOCTBIO.

3amanne 38 [Mpuniunel uneHTudukanuu MetadazHbIX XpOMOCOM YeJIOBEKa

Omanon omeema: KinetouHnplii MaTepua, MOJTYICHHBIN U3 JaHHBIX 00pa3IoB,
KyJbTUBUPYIOT B TUTATENIbHOM cpene 48 — 72 4., UTO yBEJIMYMBAET MUTOTUYECKYIO aKTUBHOCTh
KJIETOK U MOBBIIIAET MUTOTHYECKUM UHEKC J{J11 OCTAaHOBKU KJIETOYHOTO JICJIEHUS HA CTaIuU
MeTadasbl K KyIbType KIETOK 3a 2-3 yaca /10 OKOHYaHUS UX KYIbTUBUPOBAHUS J00aBIISIIOT
KOJIIeMU/1 (KOJIXUIIMH), pa3pyLIAONINil BEPETEHO JIeleHUs.. XPOMOCOMBI B IaHHBIH MOMEHT
CIUPAIN30BaHbl, YKOPOUEHBI, U UX JIET4e OTACIUTh JPYT OT JIpyra i JalbHEHIIero
UCCleIoBaHus. DTO TaK Ha3bIBaeMbli MeTada3Hblii MeTo 1. J{J1sl THIIOTOHU3alUU KIETOK
UCIOJIBL3YIOT TunoTonnyeckuit p-p NaCl unu nutpara HaTpus: KIETKU Ha0yXaroT, IPOUCXOIUT
KapUOPEKCUC, U XPOMOCOMBI CBOOO/IHO IJIaBalOT B p-pe. Takum 0O6pa3zom, 0OpaszyeTcs KIIeTOUHas
CyCIIEH3HUs, KOTOpas OJIBepraeTcs JalbHEHIINM JeHCTBUAM: IIEHTPU(YTrUpOBaHUIO, (PUKCALINH,
OKpacke U cOOCTBEHHO KapUOTHIIHUPOBAHUIO.

3ananue 39 IlokazaHus K NPOBEIECHUIO XPOMOCOMHOI'O aHAJIN3a
Omanon omeema: CnekTp KIMHUYECKUX CUTYAIUH, TPeOYIOIMX KapUOTUITUPOBAHMS:
[Tono3penue Ha XpOMOCOMHYIO 00J1€3Hb (BepuUKaIMs JUarHo3a)
MmuoxectBenHble BIIP y pe6€nka, He ykiajpIBaroiiecs B KApTUHY T€HHBIX CHHIPOMOB
3. MHorokpaTHble (> 2) CIIOHTaHHbIE a00PThI, MEPTBOPOKACHUS UIIH POXKICHUE
npensiaymero pedénka ¢ BITP
4. BsIpakeHHas 3aJepikKKa IICHXOMOTOPHOTO Pa3BUTHUS Y peOEHKa
5. IlpenatanpHas 1uarHocTUKa (1Mo pe3yabTaTaM CKPUHUHTA, IPH POXKICHUS MPEIbIIYIIEro
pebEHKa ¢ XpOMOCOMHOM 00JIE3HBIO)
6. Ilomo3peHue Ha CUHIPOMBI C XPOMOCOMHOM HECTAOMIIBHOCTBIO
7. Jleiiko3sl (quddepeHnnanbHas AMarHoCTUKA, OLEHKA TPOTHO3a)

N



3amanne 40 ConmanbHble aCEKTHl METUIIMHCKON TeHETUKU

[TpoGnembl, H3ydaeMble MEAUITUMHCKON TEeHETUKON, UIMEIOT CEMEHHBIN XapakTep, a He TOJIBKO
WHIMBUYAJIbHBIN, KaK 3TO ObIBaeT IpU APYTUX O0JIE3HAX, YTO TPEOyeT KOHCYIbTHPOBAHHS KaK
CaMoro MalMeHTa, TaK U BCeil ero ceMbu; JleueHne HaclIeICTBEHHBIX 00JIe3HEH OrpaHUYCHO: He
IUIsl BCex 3a00s1eBanui cymecTByeT 3 (eKTUBHAS Teparus, 9YTO HAKIIAbIBACT CYLIECTBEHHBIC
OTpaHMYEHUS Ha MOMOILb CTPAJAIOIIUM MallMEHTaM U UX POJACTBEHHUKAM; DTHYHOCTb
TeHETUYECKOTO TECTHPOBAHUS: TIOCKOJIbKY HE JIJISl KaJKJJO0TO HACIIEJCTBEHHO 00YCIOBICHHOTO
3a00JIeBaHMs CYIIECTBYET JICYCHUE, TO BOSHUKAET BOIIPOC, HACKOJILKO LIEIECO00pa3HO cOO0maTh
MAIMEHTY O BBISIBIICHUH Y HErO PUCKOB 3a00JI€BaHMsI, KOTOPOE HEBO3MOYKHO MPEIOTBPATUTD MITH
BbUIEUNTH; BBUly OypHOTr0 pa3BUTHS MEAULIMHBI B IEJIOM U T€HETUKH B YACTHOCTHU (F€HOMHOE
PEeAaKTUPOBAHUE) CTAHOBUTCS] OYEBU/IHBIM, YTO MHOTHE TEXHOJOTHUHU Oy/ay BHEIPEHBI B
KJIIMHUYECKYIO MPAKTUKY. BCTAaéT BOIpOC: BO BCEX JIM CIIydassX YMECTHO PEAAKTUPOBAHUE T€HOMA

3ananue 41 HBO yrnesoioB. OO0mmiasi KIIMHUYECKasi XapaKTepUCTHKA.

Omanon omeema OO1as KITMHUYECKAsl XapaKTEPUCTUKA: TPYIHOCTH BCKapMJIMBAHUS,
HapYIIEHHUE TIIOTAHUS, 3aTAHYBIIAsICS KEITyXa, CPBITUBAHUS, PBOTA, THAPEs, MBIIICUHAS
THITIOTOHUS, TUIOXast MPUOaBKa B BeCe, FeMaToOMETalius C MPU3HAKaAMH TIeUeHOYHO N
HEJ0CTAaTOYHOCTHU (TUNepOnIpyOrnHEMusl, TOBBIIIEHHE aKTUBHOCTH TpaHCAMHUHa3), c1aboCTh,
BSJIOCTh, CTUIGHOMET IS, TUITOTIIMKEMHS 1 CBSI3aHHBIE C HEH CyJIOPOTH.

3amanne 42 KIIMHUKO-IIMTOTEHETHYIECKAst XapaKTePUCTHKA CHHIPOMOB, CBS3aHHBIX C
MHUKPOCTPYKTYPHBIMHU TIEPECTPOUKAMH KapUOTHITA

Omanon omeema Cunapom Mukpozeneuu 1p36: yepenHo-nmueBoit tucMophuzm
(MukpoOpaxwuriedanus, O0JIbIION 1 HECBOCBPEMEHHO 3aKPBIBAIOIITUIICS TIEPEAHUN POJTHHYIOK,
npsiMble OpPOBH, IITYOOKO MOCAKEHHBIE TJ1a3a, MIMPOKask BAaBJICHHAs IEPEHOCUIIA, HU3KO
MOCa)KeHHbIE 1e()OPMUPOBAHHBIE YIIIHbIE PAKOBUHBI ), OpaXyuIaKTUIHS, KIMHOAAKTHIIHS,
kopotkue crornbl, 3[IPP, PAC, mpliieunasi THIOTOHMS, BPOKAEHHBIE TIOPOKU Pa3BUTHUSA
CepICUYHO-COCYIUCTON CUCTEMBI U JPYTUX OPTaHOB U CUCTEM;
Cunapom mukponeneuun 1q41q42: Tsokénas 3aaepkka pa3BUTHS, YMCTBEHHAs! OTCTAIOCTb,
PAC, yepenno-nuueBoii tucmophusm (Mukporiedanus, rryooKo MocakeHHbIe ri1asa,
TUIOTEIOPHU3M, BAABJICHHAS IEPEHOCHIIA, BEIBEPHYTHIE HO3APH), BPOKIAEHHBIE TOPOKU PA3BUTHUS
BHYTPEHHHUX OpraHoB u cuctem, ocobenno 1{HC;

3ananue 43 KIMHUKO-IIUTOT€HETHYECKas XapaKTePUCTHKA CUHIPOMOB, CBSI3aHHBIX CO
CTPYKTYPHBIMH [I€PECTPONKAMU XPOMOCOM

Omanon omeema CUHAPOM «KOIIAYBETro KpHKay (5p-): mpeHaTalbHas TUIIOIUIA3Hs U
MBIIII€YHAs TUIIOTOHUS, YEPETHO-IUIIEBOM AucMopdu3M (MUKpoIiedars, Kpyrioe JIULo,
HIUPOKask IEPEHOCHIIA, TUIIEPTEIOPHU3M, SITUKAHT, KOCOTJIa3ue, aHTUMOHTOJIOUTHBIN pa3pes rias,
HU3KO MMOCAKEHHBIE YIIIW, MUKPOPETPOTHATHSA), I1J71a4, HAIOMUHAIOLIUN KPUK KOILIKH, CBSI3aHHBIN
C U3MEHEHUSIMU rOpTaHu, ICUXOMOTOPHAS 3aJ€pKKa U YMCTBEHHAsI OTCTANIOCTh, BPOKIAEHHBIE
MMOPOKU Pa3BUTHS BHYTPEHHUX OPTaHOB;
Cunznpom Bonbha-XupmxopHa (4p-): uepenHo-auLeBoi nucMopdusm (Inupokas nepeHocuria,
nepexoasias B 100 («IIeM Irpedeckoro BOMHa» ), MUKpoIiedaus, BICOKUH J100,
BBICTYTIAIOLIME HaAOPOBHBIE AYTH, THIIEPTEIIOPU3M, SITUKAHT, Ae(POPMUPOBAHHbIE YIIIHbIE
PaKOBHHBI), CKEJIETHbIE aHOMATINH (KHU(OCKOIN03, NepopMalius Tell T03BOHKOB, J00aBOYHbIE
u/unm cpocuuecs p€opa, KOComanocTk, sinus sacralis), yMCTBEHHasi OTCTalIOCTh, KaK MPAaBHIIO,
OT YMEPEHHOM J10 TsHKENOH, HapyieHust co ctoponsl [IHC (anuiencusi, aHoMaanuu MO30IMCTOTO
TeJa), BPOXKAEHHBIE TOPOKU BHYTPEHHUX OPTraHOB;

3a,[[HI/IC 44 ITogxoms! k HU3YUYCHUIO HacJIeICTBEHHOM OpeaApacoIOKCHHOCTH K 00JIe3HIM
YCJI0BCKa



Omanon omeema Cpeny OCHOBHBIX IIOJXOJ0B K OLIEHKE POJIM HACIEICTBEHHBIX
(axTOpPOB B ATHOJIOTUHU M NATOT€HE3€ IHUPOKO PACIIPOCTPAHEHHBIX MHOTO()AaKTOPHBIX
3a00JIeBaHMI ClIeAyeT Ha3BaTh TPHU: KIMHUKOT€HEAIOTHIECKUH, OIM3HEOBBIN U
MOMYJISAUOHHBIN. J[0JIToe BpeMsi OHH OBLIIH INIaBHBIMU CIIOCOOAMHM JOKa3aTeIbCTBA
CYLIECTBOBaHMS HACJIEACTBEHHOM NPEAPACIIONOKEHHOCTH. DTOT MEPUO/] UCCIEA0BAHUS
0o0JIe3HE C HACIIECTBEHHOW MPEAPACIION0KEHHOCTHIO Ha3bIBAIOT (POPMATBHO-TEHETHIECKUM,
TaK KaKk Ha3BaHHBIC TPH MOIX0/Ia HAJEKHO YKa3bIBAIH HA 3HAUCHHE HACIIEACTBEHHBIX (DakTOpOB
B BOBHUKHOBEHUHU U Pa3BUTHU TaKUX O0JIE3HEH, TaBaJli BOZMOKHOCTh U3MEPUTDH CTEIICHb
YUYaCTHsI UX B 9THX MPOLIECCaX, HO HE TIO3BOJILIN UACHTU(MHUIIMPOBATH KOHKPETHBIE TEHBI,
COCTaBJISIOLIME OCHOBY HACJIEICTBEHHON MTPeIpaciookKeHHOCTH. Jlo HeJTaBHErO BpeMEHU
BO3MOYHOCTb OIKUCAHUS CTPYKTYPhl HACJIEICTBEHHON KOMIIOHEHTHI MHOT'O(DAKTOPHOIO
3a00JIeBaHUS B TEPMHMHAX 33€1ICTBOBAHHBIX T€HOB IIPAKTUUECKU OTCyTcTBOBaja. OHa
MOSIBIJIACh C OCYIIECTBICHHEM MEKIyHapoaHOTO npoekTa «I'enom genoBeka» - 90-e rompr XX
B. OTKPBUIM «OXOTY 3a FeHaMu» 00JIe3HEH, B TOM YMCiIe U MHOTO(GAKTOPHBIX. Y MEIUIIMHCKUX
Te€HETUKOB MOSBUJICS, 10 BhIpakeHHI0 B. Makkbtocuka (1997), «cBoib» 0ObEKT HCcCae10BaHUS -
reHoM.OJHaKo NMPEeKHUE METO/Ibl U3YUEHHUS HACJIEICTBEHHOMN MPEpacioioKEHHOCTH YeJIOBEKa
K MHOTO()aKTOPHBIM 3200JIEBAHUAM (KIMHUKOTC€HEATIOTHYECKUH, OJIM3HETIOBBIN,
MOMYJISIIIMOHHBIN) HE YTpaTUIM CBOETo 3HaueHus. boiiee Toro, oHu ABJSAIOTCS 0a30BBIMU B
UJEHTU(PUKAIIMN T€HOB MOJABEP>KEHHOCTH OOJIE3HAM IPU UCIOJIB30BAaHUU COBPEMEHHBIX
TFeHETUYECKUX TEXHOJIOTHH.

3agnaue 45 3HadeHne HACIEACTBEHHON MPEIPacoiOKEHHOCTH B OOIICH MaTOJOTUH YEIOBEKa U
KJIINHUYECKOW MPAaKTHKE

Omanon omeema Vnentudukanys reHeTHYECKUX BAPUAHTOB MOABEPKEHHOCTH ILIUPOKO
pacnpocTpaHeHHbIM 3a00JIeBaHUAM, 0003HAaYaeMasi MHOTJa KaK TeHETUYECKOE TECTUPOBAHNE
MHOTO(aKTOPHOTO 3a00JIEBaHMUSI, SIBISICTCSI aKTHBHO Pa3BUBAIOIIEHCS 00JIACTHIO UCCIICIOBAHUM,
KOTOpasi UMEET BaXKHOE TEOPETUYECKOE U IIPAKTHUECKOe 3HaUeHue. Yucio myoaukanuii mo
TeHEeTUYECKUM acCOLMAIUSAM €XKEr0THO B MOCIEIHEE ECATHIIETUE YBAaUBAETCSA, U 3T
nHpopMmanus nznaraercsa B 1500 HaydHBIX )KypHajax Ha pa3IMuHbIX s3bIkax. HampaBnenus, mo
KOTOPBIM OCYIIECTBIICTCS CUCTeMaTH3alis HakariBaeMoi nugopmaruu.[lonHoreHomHbIe
accOolLIMaTUBHBIC UCCIIEI0OBAHUS, AaHATU3UPYIOIINE OJHOBPEMEHHO 10 | MIIH TeHOMHBIX
BApUAHTOB, PACKPHIBAIOT OMOJOrMYECKHE OCHOBBI MHOTO(AKTOPHBIX 3a00JI€BaHH, OTKPHIBAs
HOBBIE, JI0 CUX MOpP HEM3BECTHBIE MeTaboIMUecKue MyTu (OPMUPOBAHUSI TATOJIOTUUECKUX
(dbeHoTHUNoOB, OOHAPYKUBas TEPANIeBTUUYECKHE MUIIIEHH, YTO CIIOCOOCTBYET CO3/IaHUIO HOBBIX
JIeKapCTBEHHBIX cpencTB. aentudukaius 6uomapkepoB MO3BOJIAET HAIEATHCS, YTO PUCK
3a00JIeBaHUSI MOKET OBITH CHIDKEH ITyTEM IPOBEICHHS ONTUMAIIBHBIX cXeM JieueHus. Jlaxe
yMEpEHHbBIE aCCOIMAINN «T€HOTUI-(DEHOTHUID MOTYT OBITh UCHOJIB30BAHBI I 00Jiee MUPOKUX
BO3MOXHOCTEH Mepexojia OT TeopuH K npaktuke. OTHAKO ClIelyeT 3aMETUTh, YTO OOJIBITUHCTBO
UICHTU(PUIIMPOBAHHBIX K HACTOSIIEMY BPEMEHHU aCCOLMALMI TreHETUYECKUX OIUMOP(HU3MOB €
MHOTO(}aKTOPHBIMH 00JIE3HSIMH OOBACHAIOT HEOOBIIOHN MpoIleHT (2-10%) nHaAUBUAYAIbHON
BapuabeIbHOCTH B pHCKe 3a00eBaHus. B cBsI3u ¢ 3TUM, PexX/Ie YeM «T€HETHYECKUE PO U
CTaHYT MPUTOIHBI K ITUPOKOMY HUCIOJIb30BAHUIO B KITHHUYECKOU MIPAKTHKE, HEOOXOIMMBI
JOTIOTHUTEIbHBIC YTOUHSIONINE UCCIIEOBaHUS U pa3padoTku. OHU KacaroTcs
COBEPIIIEHCTBOBAHHUS MOIX0JIOB K pacyeTy pUCKOB 3a00JIeBaHUIA, CO3/IaHUS TIPABOBOTO
000CHOBaHHUS JUIsSl IPUMEHEHHS TEHETHUECKHUX TECTOB, COTNIACOBAaHHBIX IEHCTBUI
uccienoBaTeneit, Bpaueil u nanueHToB. KiimHndeckas npakTuka JOJKHA ONTUPATHCS Ha
JOKa3aTENbHYIO0 MEIUIIUHY.

3ananue 46 AmuHoanunonatuu. OpraHuyeckue auaypun

Omanon omeema Tepmun «oprannueckas aruaemusn» (OA), Wi «opraHndeckas
aIUaypus», OTHOCUTCA K Ipymie 3a00J1€BaHMi, KOTOPbIE XapaKTEPU3yIOTCS MOBBIIICHHOM
AKCKpEIMe OPraHnyecKuX KUCIOT ¢ MOUOi. BoIbIIMHCTBO 3THX 32001€BaHI BOSHUKAIOT B



pe3ynbTaTe HapyIICHUs! ONIPEIeICHHOM cTauu KaTaboau3ma aMuHOKUCI0T. MHorue u3 OA
¢bepmentonaTiu. Camast pacripoCTpaHEHHAs TPYIIa CPeiu 3TUX 3a00JIeBaHUN — HapyIICHUS
KaTaboJIM3Ma pa3BeTBICHHBIX aMHUHOKHUCIIOT U JIM3UHA. DTa rPYIINa BKIOYACT JICHIIMHO3
(OoJie3HBb € 3armaxoM KJIEHOBOTO CHPOIIa MOYH), U30BaJIEPHAHOBYIO, TIPOITHOHOBYIO,
METUJIMAJIOHOBYIO alIMIYPUIO, HEAOCTATOYHOCTh 3-MeTuI-KooA-kapOokcuiiasbl,
HEJ0CTAaTOYHOCTb 3-TUAPOKCUTPUMETHI-TITyTapuii-KoA-nmra3el, HeJ0CTaTOYHOCTh KETOTHOJA3bI
U TIyTapoBYIO anuypuro Tyt I. [lanenTs! ¢ opraHndeckuMu aruypusiMi 0OBIYHO POIKIAIOTCS
C XOPOILINMH OIIEHKaMU TIO IIIKajie Anrap, BeCO - pOCTOBBIMU ITOKa3aTeNsIMU. 3a00JIeBaHUS
MOT'YT MaHudecTupoBars ¢ 1-i Heaenu 10 1-ro roga *KuU3HH, TOpa3ao peke BCTPEeUaroTcs: GOpMBI
c Oosee mo3aHUM AeOr0TOM. KilmHMYeckne nposiBIeHns KIacCH4eckux, panaux popm OA
XapaKTEePU3YIOTCSl OCTPHIM HA4YaJIOM C Pa3BUTUEM CUMIITOMOB METa00JINYECKON
JIEKOMIICHCALIUN: HapyILIEHUsl BCKapMJIMBaHUs, pBOTA, HAPYILIEHUs CO3HAHUS 10 CTETIEHU
YTHETCHUS U KOMBI, SITHJIETITUYECKUX MPUCTYIIOB, H3MEHEHHUS MBIIIEYHOTO ToHYyca. [1pn
no3aHei manndecranun OA cHMITOMBI BKIIOYAIOT HAPYLIEHUS TICUXOPEYEBOT0 Pa3BUTHS,
aTaKCHIO, Pa3JInYHbIE OUAarOBbIE€ HEBPOJIOTUYECKUE CUMIITOMBI, CUHAPOM Pelie, TOBTOpHbIE
MPUCTYIBI HEOOBICHUMOTO KETOAIMA03a UM Pa3IMUHbIe ICUXHATPUUYECKHE pacCTPOICTBA.
BrisiBnenue y pebeHka TsKeIoro MeTaboJIM4eckoro aiui03a B epBble JHU KU3HU MO3BOJISIET
3ano03puTh 3aboneBanus u3 rpymnmbsl OA. Hekotopeie 3a0oneBanus u3 rpynnsl OA He
COTPOBOXKIAIOTCS BBIPAKEHHBIMU META0OINYECKUMH HApYIICHUSIMH, a TIPOSBIISIOTCS
MPEUMYIIIECTBEHHO HEBPOJIOTMYECKON CUMITOMATUKOM (TiryTapoBasi auuaypus tun 1, 6ojie3Hb
Kanagan).

3ananue 47 OcHOBHBIE OIXO0bI K 1a00paTOPHOM AMATHOCTUKE HAPYIIEHUH oOMeHa
AMUHOKHCIIOT U OPTaHUYECKUX KUCIIOT

Omanon omeema J1ns onpeneneHust OpraHUM4eCKUX KUCIOT MPUMEHSIOT pa3HOOOpa3HbIe
xpoMartorpaduaeckrue MeTo1bl — BBICOKOA(P(HEKTUBHYIOE KHUIKOCTHYIO XpomMaTorpaduro,
XpOMaTO-Macc-CIEeKTPOMETPHIO, TaHAeMHYI0 Macc-ciekTpomeTpuro (TMC). bosnee 250
Pa3IMYHBIX OPraHMYECKUX KUCJIOT U MIMIIMHOBBIX KOHBIOTATOB BO3MOYKHO OOHAPYXKUTH B
oOpa3ie Moun. VX KOHIIeHTpalys 3aBUCUT OT AUETHI, TPUEeMa JeKapCTBEHHBIX MIPENnapaToB U
HEKOTOPBIX APYTUX (U3HOJIOTHUECKUX Mpu4rH. M3BecTHO okosio 65 HBO, koTopbie
XapaKTepU3YIOTCs CieUu(PUIHBIM MPOoQuiIeM OpraHndeckiux KuciaoT. OTHOCUTENBHO HEOOIbIIOE
KOJIMYE€CTBO OPraHUYECKUX KUCIIOT SIBJISIOTCS BHICOKOCTIEHU(UYHBIMY, U UX HAJTUYKE B OOJIBIINX
KOHLIEHTPALIMAX B MOYE MO3BOJISIET TOUHO YCTAHOBUTH JuarHo3. CyKIMHUIALETOH Npy
tupo3uHemuu tun 1, N-anerun-acnaprat ripu 0osie3nu KanaBan, MeBaoHOBasi KUCIOTa MpU
MeBaJIOHOBOH aruaypur. OTHaKO B TIOJIABIISIONIEM OOJBIIMHCTBE cirydaeB nuarHo3 HbO Ha
OCHOBaHUU TOJBHKO aHATN3a OPraHUYECKUX KUCIOT MOYH YCTAHOBUTH JIOBOJIBHO TPYIHO, U
TpeOyeTcst MpoBeAeHNE JOMOIHUTENBHOM, MOATBEep K Aatolell nuarHoctuku. K metonam
otHocutcst TMC. Jlnsa tpex Haubonee oOmmpHeix rpynn HBO (napymenuit ooMena
AMUHOKHCIIOT, OPTaHUYECKHUX KUCIOT U JIeheKTOB MUTOXOHIpransHoro B-okxucnenus) TMC
MIPUMEHSIETCS B KAUeCTBE MEPBOro dTara AUarHoCTHKY.

3ananue 48 [IponuoHoBas anuaypus

Omanon omeema ITNOAOTUS AYTOCOMHO-pELIECCHBHOE 3a00JIeBaHNE, 00YCIOBIEHHOE
MyTallUSIMH T€HOB, KOAUPYIOIMIUX CyObeUHUIIBI ponuoHmi-KoA-kapOokcuiassl: reH anbda-
cyonenunuiel (PCCA) xaptupoBan Ha 13q32, B-cyowseqununist (PCCB) na 3q21-022.
Knunnueckas xaptuna [Iponuonosas anuaypus (ITA) kpaiine cxoaHa 1Mo CBOUM KITMHUYECKUM
nposiBieHussM ¢ MMA. 3a0oneBanre HauMHAETCs B TIEpBbIe THU XKU3HU. OCHOBHBIMU
CUMITOMAaMHU SIBJISIOTCSI aHOPEKCHSI, PBOTA, MMOBBINIEHHAS COHJIMBOCTb, MBIIIICYHAS THIIOTOHHUS,
oO11ast BSUIOCTh M 3MU30bl TUIIEPBEHTIIIANNA. Y HEKOTOPHIX MAI[UEHTOB Pa3BUBAIOTCS
CYJIOpOTH, B psi/ie CIIydaeB OTMEUYAIOTCs TermaToMerainus, JpuTeMaTo3Has chirb. HOT 12
3a00JIeBaHNE MOXKET MaHU(PECTUPOBATD MO3/IHEE U POTEKATH BOTHOOOPA3HO C SMHU30]IaMH
aIuI03a Wi KeToanuao3a. Takxke onucaHbl CIydan HeKpo3a 0a3anbHbIX TaHTIIHEB 0e3



MeTa0O0JMYECKOT0 alk103a U TUIIEPAaMMOHHEMUH U €MHUYHBIE CIy4au MOo3/1Hel MaHu(ecTaiuu
(30-neTHU# MyXunHA, B KIMHHYECKOH KaPTUHE Y KOTOPOTO OTMEYAIMCh XOPEHYCCKUE
THIEPKUHE3BI U JeMeHnus). Y 6onpHbIX [TA yacTo HaOmro#al0TCs Takue HapyIIeHUs, KakK
JUCTOHUYECKUE, XOPENUECKHE TUIIEPKUHESBI, TUPaMUIHbIEC HapyleHus. JIelKkoneHus.
TPOMOOIIMTONICHHUS BO3HUKAET U3-32 YTHETECHHsI pabOThI KOCTHOTO MO3ra TOKCHYECKUMHU
MeTabonuTamu. J{narnoctnka AHanu3 OpraHMYECKUX KUCIOT METO0OM XpOMaTo- Mace-
CIEKTPOMETPHH TO3BOJISIET BBIIBUTH MOBBIIIEHHYIO SKCKPELHUIO ¢ MOYOH IPONUOHUIIKAPHUTHHA,
IIPOINUOBOM, 3-TUAPOKCUIIPONIMOHOBOM U METHIITMMOHHOM kucnoT [1pu nposeaennn TMC
0OHapyXMBAIOT MMOBBIIICHNE KOHIIEHTPAIMH TponHoHmIKapauTuHa (C3).

3amanne 49 ['eHeTHKa YeIOBEKA U HAYYHO-TEXHUYECKUHN TIPOTpecc

Omanon omeema bnaronaps pa3BUTHIO TEHETUKH YeJIOBEKa (CEKBEHHPOBAaHNUE FeHOMaA
U JApyrue HOBEHIIne JOCTHKEHHUS ), OTKPBIBAIOTCS BOZMOKHOCTH:
WnauBuayanbHas Tepanusi OHKOJIOTMUECKUX 3a00seBaHui (MACHTU(DULIIMPOBAHBI T'E€HBI,
OTBEUAIOLINE 32 POCT HEOTUIACTUYECKUX KJIETOK, HaliJIEHbl COTHU BO3MO’KHBIX MUIIICHEN 1151
nekapcTB); UHIuBUyanbpHas Tepanus CepIeYHO-COCYAUCTHIX 3a00JIeBaHUM (TTOUCK
F€HETUYECKUX MAapKEPOB, MOBBIIIAIOIINX WM MOHMKAIOIINX PUCKU PA3BUTHUS aT€POCKIIEPO3a,
aprepranbHOM runepreHsuu u apyrux CC3, KOTopble SBIISIFOTCSA OJHON U3 BEAYIIUX TPUINH
CMEPTHOCTH HaCeJIeHUsI BO BCEM MHpeE, pa3pab0oTKa JeueHus: U HOBBIX (DapMaKoJIOTHYECKUX
npenapaToB) BHenpenue u pacumpenue o01acTu IpUMeHEeHHs TEXHOJIOTHI TeHHON Teparuu u
reHoMHoro peaaktupoBanusi CRISPR Cas9 mo3BossieT (v T0O3BOJIAT B Oy/IyIeM) JICYUTh MHOTHE
T€HETUYECKH 00YCIIOBJICHHBIC 3a00JI€BaHUs M HEKOTOPbIE BUPYCHBIE HH(EKITNHU (HaTpumep,
BUY-undexnuio); YnyuiieHue JUarHoCTUKY HACIeICTBEHHBIX O0JIE3HEH: y)Ke Ha CEroAHAIIHUN
JIEHb CYIIECTBYET IPOrpaMMHOE 00ecieueH e, IOMOrarollee MPeAnoIoKUTh TUarHo3, UCX0as
n3 aHanm3a ¢poTorpaduu 6OJILHOTO, COBEPIICHCTBOBAHUE METOIOB MOJICKYIISIPHO -TeHETHIECKOM
JMAarHOCTHKHU

3amganne 50 AHanu3 AesTENbHOCTH MEIUKO-TEHETUIECKUX KOHCYIbTaIUNA

Omanon omeema B miporiecce aHanmza nepBUIHas HHPOPMAIIHS IIPOXOTUT
AHATTMTHYECKYIO 00paObOTKY: MPOBOJAUTCS CPABHEHHUE JIOCTUTHYTHIX PE3YIbTATOB JACATEIHHOCTHU C
JAHHBIMU 32 MPOIIIbIE OTPE3KH BPEMEHH, C TTOKA3aTeIIIMHU APYTUX MEAUITUHCKUX YIPEKICHHM,
CO CPEIHEOTPACIECBBIMHU MTOKA3ATEISIMH, ONIPEACIIACTCS BIMSHUE Pa3HBIX (PAaKTOPOB HA BETUYHHY
pe3ynbTaTUBHBIX IMOKa3aTeleH, BBISBIISIOTCS HEIOCTATKU, OIIMOKK M HEMCIIOJIb30BaHHBIC
BO3MOJKHOCTH, BRICTPAUBAIOTCS MEePCIeKTHBBI. Ha 0CHOBE pe3ynbTaTOB aHAIM3a
pa3pabaThIBalOTCS U 00OCHOBBIBAIOTCS YITPABICHYECKHE PEIICHHUS, YTO SBIISICTCSI OCHOBOM
HAyYHOTO YIPAaBIICHUS XO3SIIICTBEHHOH eATeIbHOCTI0. Takum 00pa3oM, ¢ HAy4HOH TOUYKU
3peHusi, S)KOHOMUYECKHUI aHaIu3 - OJHa U3 PYHKUUN yIpaBiIeHus, KOTopas o0ecreurnBaeT
HAyYHOCTb MPUHATHS PEHICHUH. ITO HEOOXOIMMOE 3B€HO B CUCTEME YIPABICHUS METUITTHCKUM
YUpEKJICHHEM, KOTOPOE 0OOCHOBBIBAECT BHIOOP ONTHUMAILHOTO BapUAHTA PEUICHUS 1I€JI0T0
KOMILJIEKCa po0IieM, CBSI3aHHBIX C INTAHUPOBAHUEM JICATEIHHOCTH YUPEXKACHUS U €ro OyayIuM
paszButueM. Ha ypoBHE S5KOHOMUKH JIeUeOHO-NPOPUIAKTUIECKOTO YUPEKICHUS,
HSKOHOMMYECKUN aHAIU3 - 3TO COBOKYITHOCTh METOJI0B (JOPMHUPOBAHUS U 00paOOTKH TAaHHBIX O
MIPOU3BOJICTBEHHON U (PMHAHCOBOM JEATEIHLHOCTH MEIUIIMHCKOTO YUPEKACHUS U €ro
MoIpa3/ieNieHn i, HampaBiIeHHAst Ha o0ecrieueHrne 00BEeKTUBHOM OIIEHKU Pe3yIbTaTOB PabOTHI
YUPEKICHHS, BBISIBICHHE BO3MOKHOCTEH MOBBIIIEHHS 3(PPEKTUBHOCTH €ro AeITeIbHOCTH U
palMOHANIN3alUN UCTIOIb30BAHUS PECYPCOB

3amanue 51 neBouka, 2 JeT, MOCTYNMIIA C KaJo0aMH Ha BBIPAKEHHYIO 3aJIEPKKY MOTOPHOTO U
MICUXO-PEUEBOr0 Pa3BUTHSA, (apMaKOPE3UCTEHTHBIE CYI0POTH, OTCYTCTBHE HABBIKOB ONPSATHOCTH
U camoo0cmyxuBaHus. 3aboaeBaHne MaHu(ecTrpoBaio B Bo3pacTe 11 cyTok, Korja BepBbie
BO3HUKJIM CEpUIHBIE B3paruBanus, pparmeHTapHble MUOKIOHHUYECKHE TPUCTYIIBI,
aCCHMETPUYHbIE TOHUYECKHE CIa3Mbl, 31IN30/1bl altHOd. PeOEHOK, eIMHCTBEHHBIN B CEMBE,



POAMIICS OT MOJIOBIX 3JOPOBBIX POJUTENEH HE COCTOSBILIUX B KPOBHOM POJCTBE. B CBsi3u ¢ TeMm,
YTO CyJOPOT HAYaJIMCh PAHO, IEBOYKE ObUIH MPOBEIACHBI JIA00PATOPHBIC METOIbI 00CIIEI0BAHNUS,
WCKITIOYMBIIFE HanOoJIee pacipoCTpaHEeHHbIC HACIICCTBCHHBIC 00JIE3HN 0OMEHA BEIIIECTB.
OOBEKTUBHBIN CTATYC: JIUIEBBIX U CKEICTHBIX TU3MOP(]Hil HET, MAMEHTKA HE JIEPIKUT TOJIOBY,
HE TIEPEeBOPAYMBACTCS, HE CATUTCSI, HE XONT; BhIsiBIeHa MU dy3Hass MbIlIedHas TUTIOTOHUS,
YIHETCHHUE CYXOKHIIBHBIX pedIeKCcOoB, MEPUOAMUECKHE TUCTOHUYECKHE MO3bI B PyKaX,
MPOIOJDKAIOTCS CYIOPOKHBIE TAPOKCU3MBI B BUJIE ACCUMETPUYHBIX TOHUYECKUX CIIa3MOB U
MUOKJIOHUH

1) [Ipennonaraemslii AMArHO3:

2) MeTto1bl TMarHOCTUKHU:

Omanon omeema Pannsis snuientuueckas sumedanonarus; I3 -uccnenopanue, MPT-
Hccre0BaHue, MPOBEICHNE KIMHUYECKOTO WM TIOJIHOTO CEKBEHUPOBAHUS IK30Ma METOJIOM

NGS

3amanne 52 PeObeHOK, MaTbUMK B Bo3pacTe 2 roaa 9 MecsIeB, TOCIUTATM3UPOBAH C KaIo0aMu
Ha OTCTaBaHUE B ICUXOMOTOPHOM Pa3BHTHH, IUIOXOH allMeTHT, cabocTh, OJI€THOCTh CIM3UCTBIX
000J104€K, KENTYIIHbII OTTEHOK KOXku. [lepBbie npu3Haku 3a00JIeBaHNs OTMEYAINCH C 6
MecsS'YHOro Bo3pacTa nocie nepeneceHHoil OPBU (mipoGieMbl co BckapMiiMBaHUEM, ITPU
ayCKyJIbTAIlMH CEPIIIa BBISBIICH HETPYOBIid (DYHKITMOHATBHBIH CUCTOJIMYECKUI IITyM, HapacTaHUE
oOuieil cmabocTH U OTCTaBaHHE B MOTOPHOM Pa3BUTHH). PebeHok oT 2-0if GepeMeHHOCTH, Opak
POJCTBEHHBIN, Macca Tela npu poxaeHun — 2850 r, poct- 48 cwm.

OOBEKTUBHBIN cTaTyC: Makpoliedatus, yeper akporedaasHoi (OpMBI, MOHTOJIOHUIHBIN pa3pe3
TJ1a3, IMAPOKask IEPEHOCHIIA, KOPOTKUN HOC, KOPOTKUH (PHIBTPYM, IUCIUIACTHYHBIC YITHEIE
PaKOBHHBI, KOPOTKasl 11esi, HeOObIIOE HEMPAaBUIBLHON (POPMBI MUT'MEHTHOE MSATHO Ha IIIee,
neyeHb Ha 1,5 cM HIKe peOepHO Tyry, He3HAYUTeIbHas BapycHas Aedopmalius KocTen
TOJICHHU.

1) mpeamnoJiaraeMblii AUATHO3:

2) MeTO Il 00CIIeTIOBAHMS:

Omanon omeema 3ab07aeBaHNUE U3 TPYIIIHI TEMOJUTHYCCKUX aHeMUH (OombIas Oera-
tanaccemus); OAK, ananusz MopQosoruu 3puTpoILUTOB, ONpeAeIeHIE KOHIIEHTPAIUU Kelle3a
CBIBOPOTKH, MOJIEKYJIIPHO-T€HETHYECKOE UCCIIeZIOBaHNE OeTa-rII00MHOBOTO KiacTepa (reH
HBB), snekTpodopernyueckuii ananu3 Gpakiuii reMorioornHa

3ananue 53 Manpuuk, 4 roaa, ¢ ’xajnobaMu Ha OTCTaBaHUE B POCTE, YMCTBEHHOM Pa3BUTHH, C
pOXJIeHUs Y peOeHKa MyMovHas U axoBas I'pbKa, IBYCTOPOHHUI Kpuntopxusm. [Ipu
poxaenun Bec -3860 T, poct 52 cM, poauiics B aChUKCHUH.
OOBEKTUBHBIN CTATyC: CYOMKTEPUYHOCTb KOXKHBIX IIOKPOBOB, C MPAMOPHBIM PUCYHKOM, [TUAHO3
HOCOT'YOHOTO TPEeYroJbHUKA, TACTO3HOCTD JIUI[A, KUCTEH, CTOI, OTEYHOCTh BEK, JJTUHHBIC
PECHHUIIBI, KPYITHBIEC YEPTHI JTUI[A, OTTONBIPEHHHBIE YIIHBIE PAKOBUHBI YalieoOopazHo GOpMBblL,
apKOBHJIHbIE OPOBHU C pa3peKEHHOH JIaTepalibHOM YacThiO, paclleNuHa S3bIUKa, THIIEPTEIIOPU3M,
SMUKAHT, CXOAAIIEECs KOCOTIa3ue, TeMaHTHOMBI B 00JIACTH 3aThUIKA, MUKPOTICHHC.
1) [IpenBapuTeNbHBII IUArHO3:
2) MeTtoabl TMarHOCTUKU

Omanon omeema 3aboneBaHue TPyl MOHOTEHHBIX AU3MOP(OIOTUYECKHX CUHIPOMOB
(cungpom Kabykn); 9XO-KI', Y31 opranoB OpromHoOi NOJIOCTH, IUTOT€HETHUECKOE

HCCICIJOBAaHUC, XpOMOCOMHBIﬁ MI/IKpOManI/I‘{H]':Jﬁ dHaJIN3, IOJIHOSK30MHOC CCKBCHUPOBAHNE
NGS

3ananue 54 JleBouka, 16 nHe, nocTynuia ¢ xano0aMu Ha 0TKa3 OT KOPMJICHHS, TOTEPIO MACChI
Tena, BsocThb. [pu poxxaenuu macca 3170 1, poabl B CpoK, Opak poJICTBEHHBIH.



OOBEeKTHBHBIN CTATYC: BsIas, HE KPUYUT, MHOTOKpaTHAsl PBOTA, CHI)KEHUE MBIIIICYHOTO TOHYCA,
yrHeTeHue peduiekCoB PUTHIHOCTh 3aTBUIOYHBIX MBIIII] CTPUIOPO3HOE AbIXaHUE, CYAOPOTH,
MIEYEHb M CEJIEe3CHKA YBEIMUEHBI, OT peOeHKa UCXOIUT CIaIKOBATHIN Crieu(pUUECKUil 3amax

1) mpenBapuTENbHBIN TUArHO3:

2) METO/Ibl IMarHOCTUKHU:

Omanon omeema 3aboneBaHue TPYNIIBI HACIEACTBEHHBIX HAPYIICHH 0OMeHa
aMHHOKHUCIIOT; Broxumudeckuii anaiau3 KpoBH, ONPE/ICIICHNE COePKaHNsI aMHUHOKHUCIIOT,
OpPraHU4eCcKUX KHUCIOT, AlMIKAPHUTHHOB B KPOBH U Mo4e MeTozioM TMC, MOJeKysapHO-
reHernyeckoe uccienoBanue merooM NGS (cekBeHHpOBaHHE SK30Ma)

3amganne 55 Manbuuk, 1 rox 1 mecs, ¢ )xanobaMu Ha OTCTaBaHUE B IICKXOMOTOPHOM H
(u3MYECKOM Pa3BUTHUH, TYTOYXOCTb, IBYCTOPOHHIOIO INIAyKOMY, TOBTOPHBIE PUHUTHL. P0o1bI
IpekIeBpeMEHHbIE B 35 Hellenb, Macca npu poxaeHuu 2250 r, poct 43 cM, paHHee pa3BUTHE C
3aziepkkoid. OOBEKTHUBHBIN CTaTyC: KPYIHbIE YEPTHI JIU1A, OOJIBIION A3bIK, MaKkpoLedas,
BBICTYIAIOUIHE JIOOHBIE Oyrpbl, MyNOYHAs IPbLKA, YMEHBIIECHHE MTOABIKHOCTH CYCTaBOB, KU(O3
MOSICHUYHOTO OT/eJIa IO3BOHOYHMKA, OTCTABAaHHUE B POCTE, I€YEHb YBEIMUEHA
1) mpeanosoKUTEbHBIA TUATHO3!
2) METO/1bI TMAarHOCTUKHU

Omanon omeema 3aboneBaHNe U3 TPYIIIBI MyKOTIONHcaxapu1030B; MccnenoBanue
skckperuu Al ¢ Mo4oii, onpeienienre akTUBHOCTH anbda-L-uayponuaassl B Kposu, Y31
OBII, pentreHorpadust ckeneTa, MOJIEKYISIPHO-TEHETUUECKOE UCCIIEJOBaHHE

3anmanue 56 JleBouka, 6 MeCAIEB,C paCHICITUHOW MATKOTO M TBepaAoro Heba. [To oTIOBCKOM
JIUHUM Yy O0TUA U 0a0YIIKH, IO MAaTePUHCKON JIMHUK Y TETH OTIA — BPOXKJIEHHAs! TYTOYXOCTh U
ckeneTHble nepopmanmn. OOBEKTUBHBIN CTATyC: JoJuxonedannueckas ¢opma rooBhl,
BBICOKHI U IIMPOKUH 100, MaCCUBHBIE HaOPOBHBIE AYTH, AaHTUMOHTOJIOUTHBIN pa3pes rias,
TUIEePTEIOPHU3M, TUIOTIIA3Us HUKHEH Yellt0CTH, HU3KO MOCAKEHHbBIE YN, HE3HAUUTEIbHAS
BOpPOHKOOOpa3Has nedopmanus rpyIHOH KIETKH, HaoxeHue |V masbiia 1eBoil CTOIIbI,
MICUXOMOTOPHOE Pa3BUTHE COOTBETCTBYET BO3PACTY. Y OTIA CXOJHbIE YEPETTHO-IUIIEBbIE
mu3Mopdun.
1) mpeanoIoKUTEIbHBIA TUATHO3!
2) METO/Ibl TMarHOCTUKHU

Omanon omeema HacneacTBeHHOE CHHIpOMaIbHOE 3a00JIeBaHUE U3 TPYIIIBI CHHIPOMOB
OTO-TAJIATO-JUTUTATBHOTO CHEKTPa (0TO-NAIaTO-IUTUTAIBHBINA CHHIPOM | THIa);
AynuomeTpruyecKoe UcciaeI0BaHue cllyxa, peHTIeH 00J1acTi TBepAoro Heba, hapuHrocKomnus,
[UTOTEHETHYECKOE UCCIIEIOBAaHKE, MOJIEKYIIPHO-TEHETHYECKOe HcclieloBaHue (TIpIMOoe
aBTOMAaTHYECKO€E cekBeHupoBanue rena FLNA)

3ananue 57 Manbuuk 4 Mecsia, ¢ MHOKECTBEHHBIMHU YEPEITHO -JTUIIEBBIMU TU3MOPPUAMH,
ruapornedanuei, moJIMIaKTHINeH, KpUIITOPXU3MOM, aTPE3Uei aHOPEKTAILHOTO OT/Iea,
TUIIOIUIa3UEH MTPaBOM MOYKH, BPOKJACHHOW TIIAYKOMOM U TYTOYXOCTbIO, THIIOIIIa3Uen
MOJIyIIAPUN MO3KeUKa, aHoManuen /ennn-Yokepa, areHe3uei MO30JIMCTOro TeNa, LIEHTPaIbHOM
HOJIMJTAKTUIINEH.
1) mpenmnoyoXUTeIbHBINA AUATHO3:
2) METOJIbI TUarHOCTHKHU

Omanon omeema Cunapom Ilammmcrepa-Xomr; MPT ronosroro mosra, Y31 OBII, 9XO-
KI', nurorenernueckoe nccieaoBaHUE, XPOMOCOMHBIN MUKPOMATPUYHBIN aHAJIN3,
MOJIHOPK30MHOE cekBeHHpoBaHue Merto oM NGS

3ananue 58 Manpunk, 1 mecs, poct 46 cm, macca 2900 T, xano6b1 Ha MPOOIEMBI CO
BCKapMJIMBAaHUEM, TUTIOTOHUIO, cla0bIil KpuK. OOBEKTUBHBIN cTaTyc: MUKpOIIedans, HU3KHMA
7100, IBYCTOPOHHHMIA SITUKAHT, MTO3, KOPOTKUH HOC C OTKPHITHIMU BIIEpE]] HOZIPSIMH, paciieInHa



A3BIYKA, TOTHYECKOE HEOO0, KOPOTKAs LIesl, HU3KO PacIlO0KEHHBIE YIIHbIE PAKOBHHBI,
MOCTAaKCUAJIbHAS TTOJIMJAKTHIINS Ha JIEBOM KHCTH, IBYCTOPOHHSAS KOJKHASI CUHIAKTUIIHS Ha
CTOIaX, MUKPOIICHUS, TUIIOCTIa U], pacIIeINICHHE MOIIOHKH, TUTIOTIIIA3HPOBAHHOE SIMYKO U
OTCYTCTBHE SIMYKA
1) nmpenmnoyioKUTeIbHbINA AUATHO3!
2) METO/1bl TMarHOCTUKU

Omanon omeema Cunapom Jlemmm-Cmura-OMHuIA
V3U opranos mouioro taza, 9XO-KI', mutorenernyeckoe uccie10BaHue, OMOXUMHYECKHUI
aHaIM3 KpoBHU (OTpeIelICHUE YPOBHS 00IIET0 X0JIeCTEpHHA U 7-IEeTUAPOX0JIeCTepoia),
MOJICKYJISIPHO-TeHETHUYECKOE HcclieioBaHue (mpsiMoe cekpeHrpoBanne reia DHCRY)

3anmanue 59 Manpuuk, 3 MecsIa, HaxoguTcs B peanumaruu Ha UBJI B cBsi3u ¢ 0ocTaHOBKOM
neixanus. [To qaaaeiv anamae3a OPBU ociioHMIOCH pa3BUTHEM HAPYIICHUS JAbIXaHUS,
Taxukapuen, nuapeeii, 6oasamu B anuracTpuu. Macca tena npu poxaenuu 4100 r, yinaa 55
CM, B TeueHue 3 qHel nocie poxkaeHus Haxoauics Ha UBJI, mocie npoBeneHHOTO JieueHus ObLT
BbINIKCaH 0€3 MPU3HAKOB PECIIUPATOPHBIX HAPYILIEHUH, HO OTMEUYAINCh IEPUOJUUECKIE
nonepxuBaHus nuieii. OObEKTUBHBIN cTAaTyC: IUaHO3 HOCOTYOHOTO TPEYroJIbHUKA, Hall
JIETKUMHU SICHBIH JIETOYHOU 3BYK, N€4YeHb 12,5 cM, pedhieKChl COXpaHEHbI
1) mpenmnoyoXUTeIbHBIN AUATHO3!
2) METO/1bI TMAarHOCTUKHU

Omanon omeema BpoxkKIeHHBIN LIEHTPATbHBIA TUITOBEHTUISILIMOHHBIA CUHAPOM (CHHAPOM
npoxiatbst Yuaunsl); OAK, pentren OI'K, HelipocoHorpadus roioBHOro Mo3ra,
OKCUT€MOMETPUS, HCCIEA0BAHNE pa3Mepa SKCIIAHCHH MOJIHAIaHMHOBOTO TPAaKTa B I'eHe
PHOX2B

3amganne 60 Manpuuk, 15 ner, ¢ )xanobamu Ha IOIBEMBI apTepuaibHOTO naBieHus a0 160/100
MM.PT.CT, OBICTPYIO YTOMJIIEMOCTb, TOJIOBHBIE 00H. [lepBble CHMIITOMBI OSIBIITHCH B 12 JI€T.
Orer cTpamaer aprepuanbHoi runeprensueit ¢ 18 ner (Al 170/120 mm.pt.ct). [Ipu
00ceIOBaHUY - TUTIEPTPO (U MHOKAp/Ia JIEBOTO KEITYA0UYKa, aHTHOTIATHS CETYATKH,
TUTIOKAJTUEMUS, METa0OJIMUECKUI aJIKaJl03, HU3Kas aKTUBHOCTh PEHUHA TJIa3MBbl.
1) mpeanosiaraeMblii TMarHo3
2) METOJIbI TUarHOCTHKHU

Omanon omeema Cunapom Jlumia; BHOXUMUYECKUN aHAIU3 KPOBH, UCCIICTOBAHUE
YPOBHSI TOPMOHOB HQAMIOYEYHUKOB, OIICHKA KUCIIOTHO-OCHOBHOTO COCTOSIHUS, KIMHHUYECKOE WIIN
MOJIHOE CeKBEeHUpOoBaHue dk30Ma MeTojioM NGS

3amanue 61 Manbuuk 5 jet, xanoObl Ha BEIPAKEHHYIO 3a/IEP’KKY MOTOPHOTO U IICUXOPEYEBOT0
Pa3BUTHUSL, OTCYTCBHE HABBIKOB ONPSATHOCTU U caMOOOCTyKMBaHUs. 3a00IeBaHme
MaHU(eCTUPOBAJIO BHYTPUYTPOOHO, KOTa MaTh Ha 9 Mecsie 6epeMeHHOCTH MOYyBCTBOBaja
cynoporu iozaa. [Ipu poxxaeHun cyaoporu ObLTH MUOKIIOHUYECKUMH, C TEUEHHUEM BPEMEHU
ctanu noauMopdHeIMU. JIekapcTBeHHas Tepanus 6e3 dpdekxra. CeMeiiHbIN aHAMHE3 HE
otsirotieH. HacneacTBenHbie 001e3HN 0OMEHa BEIIECTB MPH 00CIIeJOBAaHUH UCKITIOYCHBI.
OOBEeKTUBHBIN CTATYC: JIUIEBBIX U CKEIETHBIX Au3Mopduii HeT, B3risa (PUKCHPYET, TOJIOBY
JEPKUT, CATUTCS CAMOCTOSITETbHO, KOMaH 1 He TOHUMaeT, nuddy3Has MbllieqHast THIIOTOHUS,
aTaxcus
1) [Ipenmnonaraemplii AMATHO3:
2) MeTo1bl TMarHOCTHKH:

Omanon omeema Pannsis snmnentuyeckas sHmnedanonatus I3 -BHICOMOHUTOPHUHT,
MPT-r0os10BHOTO MO3ra, IPOBEAECHUE KIMHUYECKOTO WU TIOJIHOTO CEKBEHUPOBAHUS DK30Ma
metomoM NGS



3amanue 62 Manbuuk, 9 jer, )kanoObl Ha MPoOIEeMBbI ¢ y4e00i, TEPHUOJUUECKH HOUHOE
HEJIEPKaHWe MOYH, IPUCTYIIbI 3aMUPAHUN. B 5 jieT B CBA3M ¢ qu3apTpuei U 3nu304aMu
MOJIEPTUBAHMI B IIJICUEBOM MOSCE, P MPOBEICHUN 00CIETI0BAHHS BBISBICH O4ar
AMHUIENTA(HOPMHON aKTUBHOCTH B IEHTPAJILHO-TEMEHHBIX O0TBeAeHusX, Ha KT rosoBHOro mosra
- MEJIKasi KCTa MPO3PaYHOI MEPETOPOIKH 2 MM.
VY Opara, 16 net, — m0OpoKadeCcTBEHHAS POJAHINYCCKAsI SITUIICTICHS
OO6vbekTuBHBIN cTaTyc: pocT 134 cM, Bec 25kT, rooBa nceBaoruapounedansHoi popmsl,
TM3apTpPUs, TIOBBIIIEHA OTBJIEKAEMOCTb.
1) [Ipennonaraemslii AMArHO3:
2) MeTto1bl TMarHOCTUKHU:

Omanon omeema 3ab0neBaHNUE TPYIIBI MIUOMATUYECKUX HACIEACTBEHHBIX SMUJICTICU;
O0I-uccnenosanue, MPT-uccnenosanue, 9XO-OI', npoBeneHne KITMHUYECKOTO UITU TIOJTHOTO
CeKBEeHHpOBaHUs IK30Ma MeTogoM NGS

3amanne 63 Manbunk 3 JeT, )kano0bl Ha BEIPAKEHHYIO 33JIEP)KKY MOTOPHOTO U TICHXO-PEUEBOTO
pa3BuTHs, (hapMaKOpe3UCTEHTHBIE CyIOPOTH, HauaBIlIKecs B Bo3pacTe 38 AHEH U MOCTENEeHHO
craBiue cepuitHbiMu. Cectpa 370poBa. OOBEKTUBHBIN CTAaTyC: MUKpoLieanus, KOPOTKUI
¢buibTp, Kapnuii poT, apKOBUIHOE HEOO, BTSHYTHIE COCKH, 3HAUUTEIHHOE MOBBIIIEHUE TOHYCA
MBIIIIL HOT ¥ pe3KOe CHI)KEHHE TOHYCa MBIIII PYK C Nepepa3rudaHueM B JJOKTEBBIX CyCTaBaXx.
I'onoBy He nepKuUT, HE caauTCsl, B3I HE (PUKCUPYET, pedb OTCYTCTBYET, 0OpaIIeHHYIO pedb He
noHuMaet. Kapuotun — Hopma, XpOMOCOMHBIN MUKPOMAaTPHUYHBII
1) [Ipennonaraemsplii AMArHO3:
2) MeTonbl TMarHOCTHKU:

Omanon omeema 3aboneBaHUe U3 TPYIIBI MUKPOLIUTOT€HETUYECKUX CUHAPOMOB —
MuKpoledanus, MOHOreHHas popma; KinrmHuueckoe miu nojHoe CeKBEHUPOBaHHUE IK30Ma

3amganne 64 Manpunk 4 roaa, xano0bl Ha papMaKOPE3UCTEHTHBIE CYAOPOTH, YTPaTy
JIBUTATEIHHBIX U PEUEBBIX HABBIKOB. [1epBhIe ano0sl B 2 To1a B BUE TOHUKO-KIOHUYECKUX
CyZIOpOT C OTBEACHHEM TJa3HbIX 070K BBepX. Ha MPT — npusnaku nuddy3Hoit KOpKOBOM 1
HaJl KOPKOBOH cy0aTpoduu mperuMyIeCTBEHHO JJOOHBIX J0JIE€H ¢ TOCTTUIIOKCHYECKIUMU 1
HITEMUYECKUMHU U3MEHEHHSIMH Toj10BHOTO Mo3ra. C 3,5 jileT Hayasl yTpauyuBaTh paHee
npuoOpeTeHHbIe HaBbIKA. OOBEKTUBHBIN CTATYC: JUIEBBIX TU3MOP(HIl HET, THIOMUMUS,
TUTIEPCATUBAIUS, CAMOCTOSTEILHO HE XOAUT, IPH TOJEPIKKE TOIBOJAKHUBACT HOCOUYKH,
MBIIIEYHAS CHJIa CHIDKEHA, XOPEUYECKUE U TUKO3HBIE TUIICPKUHE3BI, TATOJOTHUECKHE pedeKkchl
— babuHcKoro ¢ 1ByX CTOpOH. JIMCKH 3pUTENBHBIX HEPBOB C CEPHIM OTTEHKOM JIEKOJIOPHUPOBAHBI,
MOPaXKEHUE 3PUTETBHBIX TPOBOSIINX ITyTeH

1) [Ipeamnosiaraemelii 1UarHo3:

2) MeTo1bl TMarHOCTHKH:

Omanon omeema 3aboneBaHUE U3 TPYIIIBI HACIEICTBEHHBIX HEHPOAereHepaTUBHBIX
3a00JieBaHMIl — HEUPOHATIBHBIN HepouAHbIN Tunodycuunos; 331, MPT, Y31 OBII u nouek,
OMOXUMHYECKHH aHaIU3 KpoBU MeToioM TMC, uccnenoBanne akTHBHOCTH ()ePMEHTOB
MaTbMHUTOMI THOACTEpa3bl | ¥ TPUNENTUIWI NTeNTHAA3b! | B TEHKOIMTaX, CEKBEHUPOBAHUE
KIIMHAYECKOTO WJIH TTOJTHOTO 3K30Ma

3ananue 65 JleBouka 3 jet, )kajgo0bl Ha CyAOPOXKHbBIE IPUCTYIIBI HAa (POHE JIEKAPCTBEHHOM
Tepanuu, OTCTaBaHUE B IICUXO-PEYEBOM pa3BUTHHU. [IepBbIil mpuctyn B 7,5 Mecs1eB, 3aTeEM
€XKEIHEBHO 210 15 pa3 B CyTkH, B IOCIEHUH rosl — Kaxkaple 1-1,5 Mecsana no 2-3 aHs NpUCTYIIBI
B BUJI€ B3/IparuBaHMii ¢ 03HOOOTIOJJOOHBIM TPEMOPOM, T€HEPATHM30BAHHBIE TOHUKO-KIOHUYECKHE
cynoporu. OObEKTHUBHBIN CTATYC: MOXOKa aTaKTHYECKast, TOHYC MBI TU(pPY3HO CHUKEH,
XOJUT C IEPUOINYECKON OMOPOI Ha LILINOYKH, IOHUMAaHUE PEYr HapyIIEeHO, aKTUBHAs peYb Ha
YPOBHE JIETIETA.

1) [Ipennonaraemslii AUArHO3:



2) MeTto1bl TMarHOCTUKHU:

Omanon omeema 3aboneBaHUE U3 TPYIIBI PAHHUX MTHJIECNTHYCCKUX dHIIe(anomaTui —
cunapom [pase; D3I -uccnenosanue, MPT-uccnenoBanue, mpoBeieHNE KIMHUYECKOTO WM
MOJIHOTO CEKBEHHPOBaHUA 3Kk30Ma MeToZioM NGS

3ananue 66 Manpunk 2 rojia, 3aJep>kKa MOTOPHOTO, (PH3UIECKOTO U TICHXO-PEUCBOTO PA3BUTHA.
C 8 Mecs11eB MOSBIIMCH 3MH30/1b TOBTOPHOM PBOTHI, CHIDKEHHE anmeTuTa, noteps seca. C
Bo3pacTa 1 roga 2 mecsiia nociie OPBU Manbuuk nepecran XoAuTh, 0OTMEUYAIOCh YBEIUUEHUE
pa3mepoB xkuBota. Kapuotun — nHopma. B 1 roa 8 mecsies nocie OPBU nosiBunach
[JTIFOKO3YpHSi, TPOTEUHYPUSI, PAXUTHUYECKIE U3MEHEHHS CKeJIeTa, IIPOorpeccupoBaia yrpara
JIBUTATEIHLHBIX HABBIKOB. EMHCTBEHHBIN ciydaii B ceMbe. OOBEKTUBHBIN CTATYC: raprajou THBINA
denotur, Bec 10 kr, poct 77 cM, TosioBa- 50 cM, paXUTHYECKHUE U3MEHEHHUS CKeJleTa, MeueHb+3
CM, HE BCTaeT, HE XOIUT, MM Py3HOE CHIIKEHHNE MBIIIIEYHOTO TOHYCa
1) mpenmnosnaraeMplii IUarHo3:
2) Metoapl TMarHOCTUKH:

Omanon omeema Cunapom Oankonu; bruoxumuyeckuii anaanu3 KpoOBU U MOYH, OI[EHKA
KHIC, buoxumudeckuit anaiau3 kpoBu MetooM TMC, opTaibMOJIOTHYECKOE UCCIIETOBAHKE C
MIPUMEHEHHUEM MIEeJICBOH JIaMITbI, TOUCK MyTanuid B reHe CTNS

3anmanue 67 MyxunHa, 23 roaa, xano0sl Ha Oecrutoaue. C AeTcTBa YacThle pecIupaTopHbIS
3a00J1€BaHUsI, CHHYCHUTHI, 110 JAHHBIM CIIEPMHUOJIOTHYECKOTO MUCCIIEIOBAHMS — a300CIIEPMHUSL.
OOBEeKTUBHBIN CTaTyC: CHHJIPOM OapabaHHBIX MaJoyeK +, CHHAPOM YaCOBBIX CTEKOJI
1) mpenmnosiaraemMblii AUArHO3
2) METO/IbI TMAarHOCTUKU

Omanon omeema MykoBucuno3; [lotoBas nmpo6a, aHanu3 kKaja Ha TAaHKPEATUIECKYIO
anactasy, uutorenerndyeckoe ucciuenopanue, KT OI'K, KT nazyx Hoca, cimpomerpus,
nccaeaoBaHue yacTeix myranuid B rene CFTR

3amganne 68 Manpuuk ,1,5 mecsr, jxamoObl Ha TIOXYIO MPUOABKY Beca, CHMDKCHHBIN aIlleTUT,
4acThIe CPHITMBAHUS. POIMIICS ¢ KITMHUKOM BPOXKJICHHON KHUIIIEYHON HEMPOXOIUMOCTH,
HaJIO’)KEHA CTOMA, KHIIIEYHOE COAEPKUMOE BOJTHUCTOE C )KUPHBIM OJIECKOM, OTMEYAETCS
Kalllellb, KoXka peOeHKa HMEET COJICHBIN MPUBKYC CO CIOB MaTepu. EMHCTBEHHBIN CiTydaii B
CceMbe.
1) mpeanosiaraeMblii TMarHo3
2) METOJIbI THarHOCTHKHU

Omanon omeema MyxoBucuuaos [lotosas npo6a, kKonporpamMmma, aHaJIu3 Kajia Ha
nankpeatnueckyto anactazy, KT OI'K, uccnenoBanue yacteix myranuii B rene CFTR

3ananue 69 Manpuuk 2 jeT, )xaino6bl Ha moBTopHbIe OP3 B TeUeHHe roaa o 2-3 3Mu300B,
Ha4YMHAs ¢ BO3pacTa 3 MecsleB. Y MiIajiero Opara — MyKOBUCLUIO03
1) npeamonaraemMselii IUArHo3
2) METOMbI TUATHOCTUKU

Omanon omeema MyxoBuciuaos; [lotoBast mpo0a, KorporpaMma, aHaJIU3 Kajia Ha
nankpearnueckyto anactazy, KT OI'K, uccnenoBanue yacteix myramnuii B rene CFTR

3amanue 70 Manbuuk, 13 neT, )xano0bl Ha YacThI MaJIOTIPOYKTUBHBIN Kallledb ¢ THOMHOM
MOKpPOTOH, 3aJI0)KEHHOCTb HOCA U 3aTpyJHEHHE HOCOBOIO JAbIXxaHusl.C pOXKAECHUS — pUHUTHI,
YacThI MAJIOTIPOIyKTUBHBIN Kamnenb. C 3 et yactele OpOHXUTHI, THEBMOHUH. B Bece u pocrte
He oTcTaeT. MykoBuCIN103 HcKItodeH npu nposeneHnu JJHK-nmuarnoctukn OObeKTUBHBIN
craryc: CumnToM 6apabaHHBIX MAIOYEK «+», CHMITOM YaCOBBIX CTEKOJ «+», IbIXaHHE
ocnalieHHOoe, TPOBOJUTCS HEPAaBHOMEPHOE, Pa3HOKAINOEPHBIE BIaXKHBIE XPUIIBI IO BCEH
IIOBEPXHOCTHU JIETKUX



1) npenmnosiaraemMblii AMArHo3
2) METO/1bI TMAarHOCTUKU

Omanon omeema llepBuyHas nUIMapHas TUCKUHE3Us;, UCCIEI0BaHUE (DYHKIIUH
LWJIAAPHOTO SMUTEIHS CIU3UCTOH 000JI0YKM HOCA, AIEKTPOHHAS MUKPOCKOMHS (0OOHapy)eHHE
aHOMAJIMI CTPOEHHS pECHUYEK B OMOIITATe CIM3UCTON 000JI0UYKH HOCA WM OPOHXA),
CEKBEHUPOBAHUE IK30Ma

3ananue 71 JleBouka 2 jet 7 MecsLeB ¢ xKajlobaMu Ha 3a/1€p>KKy MOTOPHOI'O U IICUXOPEUYEBOTO
pasBuUTHA, ¢ POXIACHUSA HC3HAYUTCIIbHBIC 0COOEHHOCTH (I)GHOTI/IHa 1 MbIIICYHAas r'UIIIOTOHU .

OObeKTUBHBIN CTaTyC: HU3KUW POCT U BEC, BHICTYHAIOLIHI JI0O, IIMPOKUI KOPEHb HOCA, JIBE
HeOOJIbIIINE TEeMAHTHMOMBI Ha BEpXHEN I'y0e U Ha KHUBOTE.
1) mpenmnosiaraemMblil AMArHO3
2)MeToAbl AMATHOCTUKU
Omanon omeema 3aboneBaHUE TPYIIBI XPOMOCOMHBIX CUHJIPOMOB

FISH-ananu3 ¢ Habopom JIHK-30HI0B Ha YacThle MUKPOIEIEITUOHHBIE CHHAPOMBI (11
Jxopmxu, Bunesimca-boiipena, Cmut-Marenuc, Munnepa-/lukepa, [Ipagepa-Bunu,
Ourensmana), FISH- anamms ¢ moxyc-criermupunanbivu JTHK-3081aM1 Ha X-xpoMocomy (DXZ1)
u 3 xpomocomy (D3Z1) Ha npsiMbIX npenaparax OyKKaabHOTO SIUTENNS

3amanne 72 Manbunk 3 rofa, anoObl Ha OTCTaBaHHE B MOTOPHOM U IICHXOPEYEBOM Pa3BUTHH,
00JIbIIIME pa3MepPbl FOJIOBBI, TYTONOBMKHOCTH CYCTaBOB, MMOSIBUBLIASICS HA BTOPOM IOy KU3HU
OOBEeKTUBHBIN CTaTyC: TpyOble YepPTHI JULa (LIUPOKask NEPEHOCHUIIA, TUIOILIa3Usl CpeTHEN TpeTH
JUIA, MyXJble TYObl, IPUOTKPBITHIM POT, MAKPOIJIOCCHS, PEIKHUE 3yObl), TYTOMOABHKHOCTD U
KOHTPAKTYPHI JIOKTEBBIX U KOJIEHHBIX CYCTaBOB, KUCTh MO TUITY «KOTTUCTOM J1anby», KUpo3
MOSICHUYHOTO OT/eJla IO3BOHOYHHKA, YBEJIMYCHHE Pa3MEPOB KMUBOTA, ITyIOYHAsI IPblka,
yBEIUYCHHUE TICYeHH (+5 CM U3 MO Kpasi peOepHOM TyTH), TBYCTOPOHHSS IMaxoBasi TpbhKa.
1) mpeanosiaraeMblii TMarHO3
2) METO/bI TMAarHOCTUKU

Omanon omeema 3ab0aeBaHUE TPYIIBI MYKOIIOJHUCAXapHu1030B -Mykomnoucaxapuao3 11
tuna. Cunapom Xanrepa; MccnenoBanue SKCKpeui IIIMKO3aMUHOTIIMKOHOB
(mepmarancynb(dara u renapaHcynb@ara) ¢ MOUOil, HCCIeI0BAaHUE AKTUBHOCTH JIMO30COMHBIX
(bepMeHToB (TUapoIIa3), MOJIEKYJIIpHO-TeHeTHYecKoe ucciegoBanue reva IDS

3aganue 73 neBouKa, 3-X JeT, ¢ kajo0aMH Ha Cyl0POKHbIE IPUCTYIIBI, 33AE€PIKKY IICUXO0-
pedeBoro pa3BuTus. Briepsble CyJOpOTry B BUJE PE3KOI0 KPUKA, C OCTAHOBKOW JbIXaHUS U
LIMAHO30M, BO3HHUKIIU B Bo3pacTe 8,5 MecsLeB Nocie BakuHauuy. B Bo3pacte 1 roma cynoporu
noBTopuinch Ha one OPBU u runeprepmun. [Ipuctynsl oTMeuanuch B BUe
KpPaTKOBPEMEHHOM yTpaThl CO3HAHMsI, 03HOOOIIOJOOHOTO TPEMOPA, B T.4. C BOBJIEUCHHEM HOT,
3aBEJICHUS IJ1a3 BBEPX, OCTAHOBKM JIbIXaHUS U LIMAHO3a, IPOJOJDKUTENBHOCTBIO 10 | MUHYTHI
KaX/1blil yac B TeueHue 2-3 cyTok, Ha (poHe BBeleHUs OeH30ua3enuHa. B cpeqHeM npuctymnsl
HaOIr01aI0TCS KAk Iple 2 Mecsa. B HacTosIuil MOMEHT - peMHCCHsL.

1) npeanonaraeMblii 1MarHo3

2) MeTO/bI TUarHOCTUKU:

Omanon omeema panHss uienTAYECKas sHUedanonatus I3 -Bungeomonntopunr, MPT-
TOJIOBHOTO MO3ra, IIPOBEIEHNE KIIMHUYECKOrO MU IIOJIHOTO CEKBEHUPOBAHUSA 9K30Ma METOIOM
NGS
3ananue 74 IlaunenTka 46 net oOpaTHUiIach B MEUKO-T€HETHUECKYIO JUIs UCKITIOUSHHS
HaCJIeICTBEHHOT0 XapakTepa 3aboeBanus. B aHaMHe3e - cepo3Hast KapLimHOMA JIEBOTO SIMYHUKA.
VY marepu (68 ner), B Bozpacte 40 net 66u1 00HApYKEH pak MOJIOYHOH KeJle3bLy poJHOro Opata
MaTepH - PaK MPeJICTaTeNIbHOM Kele3bl, y POAHOTO OpaTta oTia B 56 JIeT - pak JIErKoro.

1) mpeamnonaraeMblii TMarHo3



2) METO/Ibl IUarHOCTUKHU:

Omanon omeema Cunapom HacnencrseHHoro BRCAI-acconmupoBaHHOTO paka
SUYHUKOB; COOp JTMYHOTO U CEMEHHOTO aHaMHE30B, MOJICKYIISIPHO -TeHETHUECKOE TECTUPOBAHUE
Ha Hanuuue yacTeix myTaiuil B reHax BRCA1 u BRCA 2, BbICOKOTIPOU3BOIUTEIHHOE
napajuiensHoe cekBeHupoBanue manenu renos: BRCA1, BRCA2, BARD1. BRIP1, MRE11A,
PALB2B, NBS1, tP53, RAD51C, RAD51D

3amanue 75 JleBouka, 3 qHEH )KM3HU C MUKpoLedaineil, CKOIEHHBIM JIOOM, KPYITHBIM HOCOM,
ne(OPMUPOBAHHBIMHU HU3KO ITOCAKCHHBIMU YIITHBIMU PAaKOBHHAMU, KOPOTKOM IIECH, CKIIaIdaToM
KO>KEH Ha 3a/IHEM TOBEPXHOCTH LIEU, MBILIEYHON TMIIOTOHUEN, €AUHCTBEHHOM JaJOHHOMN
ckIaaKou, mopokoM cepana — JIMXII, nBycroponHeii paciiennHoi He0a U BEpXHEH ryObl,
MOCTAKCHATEHON TOJIMIAKTHIINEH KACTH.
1) mpenmnosiaraemMblil AMArHO3
2) METOJIbI TUarHOCTHKHU:
3) MeTto1bl TedeHus:
4) npodunakTruka

Omanon omeema Cunapom Ilatay; UccnenoBanue kapuotumna; CUMITOMAaTHYECKOE;
[IpenaranbHbIi CKPUHUHT OEpeMEHHBIX

3ananue 76 XXenmuna, 36 JeT, P MPOXOKICHUH TUCTIAHCEPU3AIUN BBISBIICHO TIOBHIIIICHHE
YpOBHSI 00IIEro XoJIecTeprHa 10 8,9 MMOJIB/JI, TIPU TIOCIIEAYIONIEM aHAIM3€ JIMTTHIHOTO CIIEKTpa
obmuit xonecrepud — 9,1 mmonw/n, TT — 1,3 mmons/n, XC-JITIBII — 1,2 MMoib1. AKTUBHO
XKano0 He PETbABIIET.

1) mpeanosiaraeMblil TMAarHO3

2) METOJIbI TUarHOCTHKH:

Omanon omeema CemeliHas TUIIEPXOJICCTEPUHEMHUS; IPOBEACHNE OCMOTPA U TaIbITAIIHH
CYXOKHWJIMI: aXHUJUIOBBIX, pa3rubdaresnieil naiableB PyK, TPUIETICOB U KOJICHHBIX CYCTAaBOB C
LIETTBI0 TMarHOCTUKY HAJTUYHS CYXOKHIIbHBIX KCAHTOM, IMPOBEJICHNUE CEKBEHUPOBAHMS
renoB LDLR, APOB, PCSK9 metonoM NGS

3ananue 77 JleBouka 3 neT 6 Mecs1eB, *KanoObl Ha IIOXYIO MPUOAaBKY B BECe, 3aI€PKKY
IICUXOMOTOPHOTO U PEYEBOTO Pa3BUTHSL, HA (POHE BHICOKON JIMXOPATAKU — COXPAaHEHHE SITU30/0B
3aMHpaHuil ¥ runepkuHe3oB. 3aboneBanre MaHU(GECTUPOBAJIO ¢ poxkIeHUs. OOBEKTUBHBII
CTaTyc: IJIa3HOU THIEPTEIOpHU3M, OOJIBIION HOC C BBICOKOW CITMHKOM, KOPOTKUN (DUITBTP,
MHUKpPOTHATHs. 3a/IepkKKa ICUXO-PEYEBOI0 Pa3BUTHsI MPOSBIIAECTCS B BUAE CKYIHOTO CIOBAapPHOTO
3anaca (KOpOTKHE, MPOCThIE CIIOBa), KOMaH bl TOHMUMAET, OJIM3KUX 3HAET. 3aJiep:KKa MOTOPHOTO
Pa3BUTHUSA: XOUT HEYBEPEHHO, C OAHOCTOPOHHEN MOAAECPKKON
1) mpeAnoaoKUTEIbHBIN AUArHO3:
2) METO/IbI TMAarHOCTUKHU

Omanon omeema Cunapom Bonwda-Xupumxopua MPT ronoBHoro mosra, npoBeieHue
O0I'-BUACOMOHUTOPUHTA, XPOMOCOMHBI MUKPOMATPUYHbBIN aHAIU3

3amanue 78 Manbuuk 6 MecseB ¢ 3aJepKKON (PU3NUECKOT0 U ICUXOMOTOPHOTO Pa3BUTHS,
BPOXIEHHBIM TIOPOKOM Cep/ilia U JULEBbIMU AUCMOPOHUAMH (MaJIEHbKUE HU3KO MOCAKEHHBIE
JUCTIACTUYHBIE YIIIHBIE PAKOBHHBI, ITUPOKUE TTIA3HbIE MIEH, JTUHHBINA UIBTp, y3KO0€
OCHOBaHHUE KpbUIbEB HOCA, MUKpOTreHHs), yacTbie OPBI.
1) mpeanonoXXUTebHBINA AUArHO3:
2) METO/IbI TUATHOCTUKHU

Omanon omeema Cunapom du Jxopmxu; Y3U OpromHoit nonoctu u mouyek, 3XO-KT,
ouoxumuueckuii ananus kpoBu, FISH ¢ yaukansasiMu JIHK-30H1aMu HA peruox
MUKpO/JIeNelMy Ha MeTada3HbIX 1acTuHKax nanuenta, MLPA ¢ JIHK-nmpaiimepamu Ha



MOCJIEI0BATENILHOCTH T€HOB B PErMOHE MUKPO/IEICIINU C UCToJib3oBaHueM oopa3uoB JJTHK
ImanucHTa

3ananue 79 PeOGeHoKk, 8 MecsIiieB, xKaJloObI Ha KENTYXY, TUIOXYI0 MPUOABKY Macchl. boieH ¢ 6
MECsIIIEeB, KOT1a MOsIBUIIACH JKeNTyxa. B xo1e 00cien0Banus BRIABICH UTONIH3 10 19 HOpM ¢
cUHIpOMOM XoJjiectasa. [loBeimenue anbga-heronporenna a0 25 843 ur/mn (Hopma 1o 12
HT/MJT). YBEIMYEHHUE TIEYeHHU JI0 +5 ¢M u3-110]1 Kpas pedepHoit nyru. Cene3eHka +2 cM U3-1oJ
Kpast peOepHO# IyrH.
1) mpenmnoyioXKUTeabHbINA AUATHO3!
2) METO/1bl TMAarHOCTUKU

Omanon omeema HacnencrBenHas Tupo3uHeMus | A tuna (oCTpoe TeUeHHE);
Omnpenenenne coaepKaHns aMHHOKHUCIIOT B KPOBH, ONIPE/ICTICHNE CYKIIMHUIIAIETOHA B MOYE U
m1a3Me KpoBH, onpezaeneHue anbda-peronporerna (ADII) B ceiBopoTKe (MM I1a3Me) KPOBH,
cekBeHupoBaHue reva FAH

3amanne 80 Manpunk 9 mHEl )KU3HH, TI0 Pe3yabTaTaM HEOHATALHOTO CKPUHUHTA!
dbenunananun 4,46 mr/ i, (Hopma 1o 2,0 mr/mn). [pu perecre 6,8 mr/mn
1) mpenmnoyioxXUTeIbHbIN AUATHO3!
2) METO/1bl TMAarHOCTUKHU

Omanon omeema HacnenacTeenHas Tupo3uHeMus 1 A Tuna (ocTpoe TedeHue); AHanu3
NITEPUHOB B MOYe, cekBeHnpoBaHue MetotoM NGS 1o maHenu, Bkitogaromiei reasi: PAH
(OMIM:* 612349 ), PTS (OMIM:* 612719), QDPR (OMIM:* 612676), GCH1 (OMIM:*
600225) u p

3aganue 81 YV Manmpumka, 3 Mecsa, OTMEYarTCs MUKpoLedatns, HU3KHi 100, IBYCTOPOHHHUI
AMUKAHT, MTO3, KOPOTKUN HOC C OTKPBITBIMU BIIEPE]T HO3APSIMU, MUKPOTCHHUSI, pacIIeIMHA
SI3bIYKA, TOTHYECKOE HEOO, HU3KO PACIIONIOKEHHBIE 1e(OPMUPOBAHHBIE KPYITHBIE YITHBIE
PaKOBHUHBI, KOPOTKas IIesl, TOCTaKCHAIbHAs TIOJUIAKTHIINS Ha JICBOW KUCTH, ABYCTOPOHHSIA 2-3
KO>KHas CHHIAKTHJINS Ha cTomnax Y -o0pa3Hoii hopmel (puc. 2). [Ipu oOciienoBaHy reHUTAIHI
BBISIBJISICTCSI MUKPOTICHUS, TUITOCIIA NS, PACIICTNICHUE MOIIIOHKH, TUITOIIJIA3UPOBAHHOE STMIKO
CJIeBa M OTCYTCTBHUE SIMUKA CIIpaBa.
1) mpeanoIoKUTEIbHBIA TUATHO3!
2) METOJIbI TUarHOCTHKHU

Imanon omeema Cunapom du dxopmxu Y3U manoro taza, 9XO-KI', crannaptHoe
[IUTOTCHETHYECKOE MCCIIeIOBaHNEe, BHOXMMUYECKNI aHAIN3 KPOBHU (OTpeIeICHUE YPOBHS
o011ero xoJieCTepUHA U 7-IETUIPOX0JIeCTepoia), MPOBEACHIE MOJICKYISIPHO-T€HETUYECKOTO
UCCIIeIOBaHUS MMyTeM NpsiMoro cekBenupoBanusi rera DHCR7 (ren 7-
JETUPOXOJIECTEPOIPEAYKTA3bI)

3ananue 82 [lauuent, roHoma 17 jiet, B aHaMHE3€ HaJTU4KUe MePBUYHO-MHOKECTBEHHBIX
HOBOOOPAa30BaHUI: IEPBUUHO-MHOKECTBEHHAS] MEJITAHOMA KOKH, COCTOSIHUE TOCIe
XUpyprudeckoro jgedeHus B 13 u 16,6 set, B 16 1€T MHOXKECTBEHHBIN MIOJIUIIO3 JKEITYKA,
Makpouedanus, Ha K0Ke — MHOXKECTBEHHbIE MEJTaHOILIUTAPHbIC HEBYCHI KOXKH CITUHBI, )KUBOTA,
KOHeuHocTel. B HacTosiiee BpeMs MOCTaBIeH TUAarHO3 (GOITUKYISPHBINA Pak IIUTOBUIHOM
xKenesbl. Y 0aOyIIKH M0 MaTEPUHCKOM JIMHUU TIOJUIIBI KeNTyIka, MHOTOY3JI0BOM 300, y 0a0yIiku
10 JIMHUY TaIlbl — paK SUYHUKA. Y MaTepHy B aHaMHE3€ PaK MOJIOYHOM *kene3bl B 37 neT
1) mpeanonoXXUTeNbHBINA AUArHO3:
2) MeTObI TMarHOCTUKU

Omanon omeema Cunapom Koyznena; Beicokonpon3BoauTeNbHOE MapaiebHOE
CEeKBEHHPOBAHME TTAHEJIHN I'€HOB, CBA3aHHBIX C Pa3BUTHEM HACIIEJICTBEHHBIX OHKOJIOIMYECKHX
CHHJIPOMOB



3ananue 83 JleBouka, 3 eHb, KOPOTKAs I1es, KOXKHBIE CKJIAJIKH Ha 111ee, e opMUpOBaHHAS U
HU3KO PacrojIoKEeHHAs YIIHAs paKOBUHA, TUM(ATHUECKHA OTEK KHCTEH U CTOII, MOPOK cepaua -
JAMOKIIT
1) mpenBapuTENbHBIN TUArHO3:
2) METO/IbI TMarHOCTUKHU:
3) npodunakTKa

Omanon omeema Cunapom llepemesckoro-Tepuepa MccnenoBanme kapuoTuna
[IpenaranbHbI CKPUHUHT OEpEMEHHBIX

3amanne 84 Manbuuk 2 neT, )kaao0bl Ha HACHIILCTBEHHBIE THIIEPKUHE3HI, YTPaTy paHee
prOOPETEeHHBIX MOTOPHBIX HABBIKOB, IUIOXYIO MPHOaBKY B Bece.3ab0ieBaHNEe
MaHH(pECTUPOBATIO B Bo3pacTe 6 MecsieB, Ha doHe OPBU u noBbIieHUst TeMIIepaTypsl TeIa
BO3HUK T€HEPATM30BaHHBIN TOHUKO-KJIOHUYECKHUI SMMIENTUYECKUI MTPUCTYI C TOTEpPEN
Cco3HaHuA. BO3HHUKIM MPUCTYIBI HEYKPOTUMOM PBOTHI, MBIIIEYHBIN TOHYC HapacTal. Bo3Huku
JTMCTOHUYECcKue aTaku. PeOeHok mepecTai aepkarh rojloBy, epeBopauynBarbes. ['ooBa
ruapornedansHoi hopmbl. IcToHUEHME TOIKOKHO-)KHUPOBOHM KIETYATKH. | unepcaanBaius.
['on0BY caMOCTOSITENILHO HE JAEPHKUT, IPU BEPTUKATU3ALUY OIopa cinabdasi. MbIIeyHbli TOHYC
MOBBIIIEH MO crnacTuyeckomy Tuny. CyxoxxuiibHble peduiekchl 0xkuBiieHbl. Pedexc babunckoro
MOJIOKUTETIBHBIN C IBYX CTOPOH.
1) [Ipennonaraemsplii AMArHO3:
2) MeToibl TMarHOCTHKU:

Omanon omeema I'nyrapoBas auuaypus Tam I; mpoBeaeHne TaHAEMHOM Macc-
CIIEKTPOMETPHH C OTIPEETICHUEM CIIEKTpa allJIKApHUTHHOB, aMUHOKHUCIIOT, aHaJIU3 MOYH Ha
oprannyeckue kuciotel, MPT romoBaoro mosra, mouck myranwuii B reae GCDH

3amganne 85 Manpuuk, 4 ro1a, )Kao0bl Ha CyIOPOKHBIE IPUCTYIIBI, YTPATY ABUTATEIBHBIX U
peYeBbIX HaBBIKOB. B 2 roa 6 Mec. MOSBUIIMCH TIEPBBIC MTPUCTYITBI B BUJI€ TOHUKO -KIIOHUYECKUX
CyZIOpOT ¥ OTBEJICHHEM TJIa3HBIX SI0JIOK BBEPX, Jdajiee MPUCTYIIBI IO TUITY OOMSIKaHHUsI, MHOT/Ia C
TOHUKO-KJIIOHWYECKUMH cyaoporamu. B 3,5 roga pe6EHOK cTan yTpaunBaTh paHee
MPpUOOPETEHHBIE IBUTATEIIbHBIE (CAMOCTOSATEILHO HE XOIUT, aTAKCHsI TIPH X01b0e C
MOJIEPKKOM ) M peueBble HAaBBIKK (TOBOPUT CJIOTH). B HacTosiee BpeMst MPUCTYIIBI 10 THITY
MHOKJIOHUH TOJIOBBI JI0 3-4 pa3 B CyTKH Ha (poHE mpruéMa MpOTHUBOCYIOPOKHBIX ITPEMapaToB.
1) IlpennonaraeMblii AMArHO3:
2) MeToibl TMarHOCTHKH:

Omanon omeema Pannsis snmienituueckast sHmedanonarus, D91 -uccienopanue, MPT-

HUCCIICAOBAHUC, ITPOBCACHNEC KIMHUYCCKOI'O UJIM ITIOJIHOI'O CEKBCHUPOBAHUA 9K30Ma MCTOIOM
NGS

3amanue 86 Manbuuk 1 ser, xkanoObl Ha Xrydre 00JIM B pyKax U M0 3aJHEi MOBEPXHOCTH Oenep,
HE KyHUPYIOIIHECS IPUEMOM HECTEPOHUIHBIX TPOTUBOBOCTIATUTENBHBIX IPENaparos,
HapylIeHHue CTysa (auapes), HOBBIIICHHYIO YTOMIIIEMOCTh, CHIDKEHHUE ciyxa. OTMedaroTcs
CYXOCTh KOXHBIX TIOKPOBOB, B 00JIaCTH IyINKa — MeJKue, 6e300J1e3HEHHbIE, BRICTYMAIONINE HAJl
MMOBEPXHOCTHIO KOXKU 00pa30BaHMsI COCYAUCTOTO TeHe3a. [Ipu HeBpoIornyeckoM 0CMOTpe
OTIpeJIeINsIeTCSsl CHIDKEHNE YYBCTBUTEIBHOCTH B HIDKHUX KOHeUHOCTsX. [Ipu oO6cnenoBanmu y
OKYJIHCTa - pe3Kasi U3BUTOCTh cocyoB ceTuaTku. Ha MPT ronoBHoro mosra -
MEePUBEHTPUKYISPHBINA OYar rifo3a B 0€JI0M BeIIecTBE MPaBoii JOOHON JOTU COCYIUCTOTO
reHesa.
1) [Ipenmonaraemsplii AUATHO3:
2) MeTo1bl TMarHOCTHKH:

Omanon omeema bonesnp @abpu, Knaccuueckas popma



broxumuueckuii aHaIU3 CYTOYHOW MOYH, KOJIMYECTBEHHOE OIPEICIICHIE TH30COUHTOIUITHIOB
METO/IOM TaHJIEMHOUW MAacC CIIEKTPOMETPHUH, ONIPEICIICHHE aKTUBHOCTH allb(ha-raakTo3H 1a3bl
(AT"AJI) B kpoBHU, mouck myrtainuii B rene GLA

3ananue 87 IlanuenTka 19 ner xxanoObl Ha pe3Kyro ¢1ab0CTh, OBICTPYIO YTOMIISIEMOCTD, TPEMOP
KHCTEH PYK, KENTYIIHOCTh CKJIEP, YBEIIMUEHUE KUBOTA U YyBCTBO TSKECTH B IIPABOM
nospedepre. 3aboeBanue MaHU(pECTUPOBAIO B Bo3pacTe 17 JeT ¢ TpemMopa pyK, KOTOPBIH
MEIJICHHO TporpeccupoBall. B 18 jeT BO3HUKIIO YyBCTBO TSHKECTH B IPABOM MoApedepbe, )KUBOT
yBennumics. [Ipu mmanoBoM ocMoTpe 0TanbMoI0Ta, IPU UCCIEA0BAHUN C IOMOIIBIO IIETEBOH
JIaMIIbl BBISIBJIEHO 3€JIEHOBATO-KOPUYHEBAs MUIMEHTaLUsI 110 nepudepun poropuiibl. Ctapuinii
cubc morud B 16 neT oT HUppo3a NeUeHH.

1) [Ipennonaraemslii AMArHO3:
2) MeToibl TMarHOCTHKHU:
bosne3ns Bunscona-Konosanosa

Omanon omeema buoxumudeckuit anaiau3 Kposu ¢ onpeaeneHuem yposusa AJIT, ACT,
@, I'TT, bunupyOrHa, uccieqoBaHie KOHLIEHTPALUU LEPYIOIUIa3MUHA B CHIBOPOTKE KPOBH,
HCCIe0BaHUE CYyTOYHOM SKCKPEIMU Meu ¢ Mouoi, Y3 opraHoB OprONIHOM MOJIOCTH,
MPT rosnoBHOro M03ra, HOMCK 4acCTbIX MyTauuii B rene ATP7B

3amanne 88 Manpuunk 5 neT, )Kaao0bl Ha 3a7Iep)KKy MOTOPHOTO M PEYE€BOTO Pa3BUTHS,
aCMMETPHS JIMIIA, BEICTYTIAFOIIHNA JI00, IMUPOKas CIIMHKA HOCA, BBRIBEPHYTAs HIDKHSS I'y0a,
KPUIITOPXHU3M, KOHTPAKTYPBI MK ()aTaHTOBBIX CYCTAaBOB
1) [Ipeamnonaraemslii 1MarHo3:
2) MeToibl TMarHOCTHUKHU:

Omanon omeema Tpucomus 8 xpomocomsl; ccnenoBanue kapuoruna, FISH-ananus ¢
nentpomepo-crenuduanbiv JIHK-30H10M Ha 1IeHTpOMEpHYO 001aCTh 8 XpOMOCOMBI Ha
MPSIMBIX MpernapaTax TuM(OIUTOB epudepruIecKoil KPOBU

3amganne 89 Manpuuk 7 JIeT, BO BpeMs IUCIIAHCEPHOTO 00CIeI0OBAHUS, TIPH MAJIbITAIIMH KUBOTA
OTMEYEHO YBEIIMUCHUE PA3MEPOB CEIE3CHKH (10 + 5 cM u3-1moj Kpas pedbepHoit nyru).OTMedaer
OBICTPOE MOSBJIICHUE CHHIKOB, YaCThIe HOCOBBIE KPOBOTCUYCHHS.
1) [Ipeamnonaraemelii 1MarHo3:
2) MeToibl TMarHOCTHKH:

Omanon omeema bonesnp ['omre, Tun 1; OAK, Penrrenorpadus kocreit ckenera, MPT
OpromrHoit nmosnocty, OrnpeneraeHre akTUBHOCTH JTIM30COMHBIX (DePMEHTOB B MSATHAX BHICYIIEHHON
KpoBH, cekBeHupoBaHue rena GBA.

3aganue 90 Manpuuk 10 Mec. ¢ CyAOpOKHBIMHM HapOKCHU3MaMH, BBIPAXKEHHOM 3aJIePKKOM
IICHXOMOTOPHOI'O Pa3BUTHS, MUKPOAHOMAIIUSIMHU Pa3BUTHUS B BUE CKOIIICHHOI'O YILIOIIEHHOTO
3aThLIKA C BAABJIEHHEM IO LIEHTPY, CY;KEHHE ueperna B JIOOHO-TEMEHHBIX OTAEIax, SIIHKAHT,
KOPOTKasl 111esi, BTSIHYTbIE COCKH, IBYCTOPOHHUN KPUNITOPXU3M. B HEBpOIOTHYECKOM CTaTyce
OTMEYaJICS TUCTOHUYECKHUI MBIIIIEUHBIH TOHYC C TeHJCHIINEH K CHIDKEHUIO, CYXOKUIIbHbBIE
peduexcsl cpenueil xxkuBoctu. Ha MPT BbIsiBIeHa ouaroBas maxurupusi, areHe3usi MO30JHCTOTO
Teja, TUTOIIa3us YepBsSI MO3KEUKa
1) IIpennonaraeMplii IMarHo3:
2) MeTo1bl TMarHOCTHUKH:

Omanon omeema Jlucconuedanus, 3 THI; 5K30MHOE CEKBEHUPOBAHKE TIO MMAHEIH T'€HOB
«HacnenctBeHHble 3a001eBaHMsI HEPBHOUM CHCTEMBD»

3amanue 91 Manbuuk 7-MH JIET, YacThle MIPOCTYIHBIE 3a00J€BaHNs, 3aJI0’KEHHOCTh HOCA U
3arpyanenue asixanus. C 4 ner —yacteie OPBU u 6ponxuTsl. [lepenec mpaBoCTOPOHHIO



ITHEBMOHMUIO B 6 JIET, JICUCHUE MMOTy4all CTallMOHAPHO. [locie BBITUCKU COXpaHSeTCs
MPOIYKTUBHBIN Kamenb. [IpIXaHue ®KECTKOE, KPYITHOITY3bIPYAThIC BIAYKHBIC XPUIIBI CITPABA.
1. mpeamnonaraemMplii AMArHo3
2. METOJIbl TUATHOCTUKH
Omanon omeema MyxoBucuu03; [lotoBast mpo0a, mankpeaTuyeckas siacrasza-1 kana,

aHaJIM3 KaJla Ha maHkpeatudeckyro anacrazy, KT OI'K, nccnenoBanue yacTeix MyTaluii B reHe
CFTR

3ananue 92 Manp4uk 7-MH JIET, 9acThIC MPOCTYIHBIC 3a00JICBaHMSI, 3aJI0)KEHHOCTh HOCA H
3arpynHenue apixanus. C 4 net —vacteie OPBU u Opouxutsl. Ilepenec npaBoCTOPOHHIO0
ITHEBMOHHUIO B 6 JIET, JIeueHHe NMOoydal craimonapHo. [locne BeIMCKH coXpaHseTcs

MIPOAYKTUBHBIN Kallelb. [[pIXxaHne %kecTKoe, KPYITHOIY3bIpUaThie BIAXKHbIE XPHIIbI CITPaBa.

1) mpenmnosiaraemMblil AMArHO3
2) METO/IbI TUarHOCTHKHU
Omanon omeema MyxkoBucuuno3; [lotoBast mpo0a, maHkpeaTudeckas sacrasza-1 kana,

aHaJM3 KaJla Ha maHkpeatnyeckyto sactazy, KT OI'K, uccinenoBanue yacTeiX MyTaIii B reHe
CFTR

3amanne 93 Manpunk 2-X JIEeT kajJo0bl Ha 33JIepKKY MOTOPHOTO, (PU3NIECKOTO U TICHXOPEIEBOTO
pa3zBuTus. C 8 MecsIeB MOSBUINCH SMTU30,1bI TIOBTOPHOW PBOTHI, CHIDKCHHE aIETUTA,
3Ha4YMUTENIbHOE CHIDKEHUE Beca. B Bo3pacrte 1 roga Becun — 8 xr. C Bo3pacra | rox 2 mecsna Ha
(hoHe oCTpoi pecmpaTOPHON BUPYCHOW MH(PEKIIUN MTPOU3OIIEN PETPECC B PA3BUTHH — MATBUUK
nepecTall XOAUTh; 0TMEUaNIOCh yBeandeHrue pasmepos xkuBota. Ha MPT ronoBHoro mosra
BBISIBJICHA HE PE3KO BBIpAKEHHAS JICHKOTIATHS B OSJIOM BeIIeCTBE TEeMEHHBIX aojieid, MPT
CIIMHHOTO Mo3ra 0e3 ocodenHocteit. Kapuorum: 46,XY — HOpManbHBIA MyXCcKo#. [Tpu
HCCIIEIOBAaHUH YPOBHS INIMKO3aMHHOTJIMKAHOB MOYH OTKJIOHEHUI OT HOPMBI HE BBISIBIICHO.
VYpoBensb nakrata 10 1 ocie easl B Hopme. B 20 mecsimieB (It 8mec) mocie ouepennoit OPBU
MOSIBUJIMCHh U3MEHEHHUS B aHaIN3aX MOYHU (TJIIOKO3YpHs, TPOTEUHYpHs), 00pallleHO BHUMaHKUE Ha
paxuTudecKkre U3MEHEHHs CKeJeTa, yTpara ABUraTelbHbIX HaBBIKOB MporpeccupoBaia. [leaquatp
HampaBml peOeHka i 00cae10BaHus K He(hpoJIory U TeHETHKY.
1)IIpenBapuTenbHBII 1UarHo3
2)MeTo 1kl TMarHOCTUKH

Omanon omeema Cunapom ®ankonu; Y3U opraHos OprouiHo# nojsocT u nmoyexk, MPT
roJIOBHOTO Mo3ra, Pentrenorpadus kucreit, OMOXUMUYECKHE aHaJIU3bl KPOBU U MOYH,
KHCIIOTHO-IIIETIOYHOE COCTOSIHUE, 0(hTaTbMOJIOTHYecKOe 00CIeJOBaHUE C TPUMEHEHUEM
11esIeBOH J1aMIibl, mouck myTanuii B rene CTNS

3ananue 94 JKenmuna, 29 net, xanoObl HA YacThIM MPOTYKTUBHBIN Kalllelb ¢ THOWHOM
MOKPOTOH, 3aJI0’KEHHOCTb HOCa M 3aTPYyAHEHHE HOCOBOTO JIbIXaHus, 1epuuuT Beca. C paHHEro
JIETCTBA YacTble OPOHXUTHI, THEBMOHUHU. B TeueHHe NOCIeHUX HECKOJIBKUX JIET OECTIOKOUT
OJIBIIIIKA MPH (pr3HuecKkoil Harpy3ke. CTanMoHapHOE JIeYeHUE C IPOBEIEHUEM Kypca
aHTHOaKTepraIbHON Tepanuu 2-3 pa3a B roJ. Ha peHTreHorpaMme opraHoB TpyAHOM KIIETKH —
JBYCTOPOHHSS Ae(hopMaIys JIErOYHOTro pucyHKa. . CuMIToOM 6apabaHHbIX HaoueK «++»,
CHMIITOM YacOBBIX cTeKO0JI J[pIxaHue ociiabieHHOe, TPOBOIUTCS HEPABHOMEPHOE,
pa3HOKaTMOepHbIe XPUIIBI IO BCEH MOBEPXHOCTH JIETKHX,
1)IIpenBapuTenbHBINA AUATHO3
2)MeTto/pl AUarHOCTUKU

Omanon omeema MykoBucuu03; [lotoBas npo0a, AHaIU3 Kaja Ha MaHKPEaTHYECKYIO
anacrasy-1, uccnenosanue yactoix Myrauuii B rene CFTR, cexkBenupoBanue rena CFTR, ananus
oOmmpHbIX HapyieHuit ctpykrypsl rena CFTR metronom MLPA



3amanne 95 Myxunna 32 jeT kanoObl Ha TPEMOp KHCTEH pYyK, TOJIOBbI, HEPUOTITIECKYIO
OeccoHHUILY, roJloBHBIE 001, (hoOuu. 3aboneBanre MaHH(ECTUPOBAIIO B Bo3pacte 15 et ¢
JpOXKaHUs pyK IIPU BOJIHEHUH, B MIOCIEIHUE 3 T0a COCTOSHUE YXYAIINUIOCh, TPEMOP PYK
YCUJIMJICS, TOSIBIIMCH MTAHUYECKUE aTaku, Gooun, OECCOHHUIIA, TPEMOP TOJIOBbI, MOBHIIICHHBIN
ypOBEHb OMIIMPYOUHA, YBEITUUCHHUE TTCUCHH
1) [IpenBapuTenbHbIi 1UAarHo3
2)MeTobl AUarHOCTUKU

Omanon omeema bonesnp Bunbcona-KonoBanosa; buoxumuueckuii aHajin3 KpoBH C
onpenenenuem yposust AJIT, ACT, I®, I'TT, Ounupyduna, rcciae0BaHne KOHIICHTPAITUT
LEepyJI0TUIa3MHUHA B CBIBOPOTKE KPOBH, OINPEACIICHUE CYTOUHON AKCKpEMH MeIu ¢ Movoi, Y31
opratoB Opro1Hoi nonocty, MPT roioBHOTO MO3ra, OCMOTp B LIEJIEBOM JIaMIle
odTarbMoJIOroM, nNouck myranuii B rene ATP7B

3amanne 96 JleBouka, 5 CyTOK KMU3HH, KaJT0Obl HA YKOPOUEHHE UTMHBI KOHEUHOCTEH.
OOBeKTUBHBIN CTATyC: TUCIPONOPLHUOHAIBHOE TEIOCIOKEHHUE 3a CUET YKOPOUECHHS
IIPOKCUMAJIBHBIX CETMEHTOB KOHEYHOCTEH, Makpoledanus, 3anasiias epeHoculia, FTunomasus
CpeIHEeN TpeThH JINIA, INUPOKHE U KOPOTKUE KUCTH, U30JaKTHIINS, OpaxuIakTuiaus, tuddysnas
MBIIlI€YHasi THIIOTOHUSI.
1) TlpenBapuTesbHBINH IUATHO3
2) MeToapl AMarHOCTHKH
3) AxoHaporuiazus

Omanon omeema Pentrenonorndeckoe uccienoranne ckenera, JJHK quarnocruka:
cexseHupoBanue no Cenrepy rena FGFR 3

3amanne 97 [lanuenTtka 24 roja, kaaoObl Ha 60 B TIOSICHUIIE, KPYITHOE MATKOTKAHHOE
obOpasoBanue Ha Oeape, MITHA 1BETa «kKode ¢ Mosiokom». B 20 et o1HO M3 00pa3oBaHU CITUHBI
JOCTHUIJIO KPYITHBIX pa3MepPOB, B CBSI3U C UEM BBIMOIHEHO XUpyprudyeckoe jeueHue. ['ncronorus
— MHKAICYJIMPOBAaHHAs BEPETCHOKJIETOYHAsI Me3eHXUMalbHas onyxoib.Ha MPT noscHudHO-
KpECTIIOBOTO OT/iea: MHOKECTBEHHbIE MapaBepTeOpaibHble 00pa3oBaHus,
pacnpocTpaHsmouecs ot (jopaMUHaIbHBIX KaHAJIOB, IPABOCTOPOHHEE 00BEMHOE 00pa3oBaHHue,
pacrpocTpaHsoIIeecs B MOSICHUYHOMW MBIIIIIIE JI0 BOPOT IIPABOM MOYKH. MaTepu podanaa, 1968
I.p. MHOXXECTBEHHbIE 00pa30BaHUsI MSTKUX TKaHeH, MHO>KECTBEHHBIE MATHA [[BETa «Kode ¢
MoJiokom». Jlsast mpoOaHaa Mo MaTepUHCKON JTMHUK yMep B 39 JeT oT paka npsMOW KHUIIKH. Y
JeIyIIKH MpoOaH/a 1o JUHUK MaTepy IposiBiIeHHs HelpodudpomaTosa.
3) IlpenBapuTeNbHBIN THATHO3
4) MeTo1bpl AUATHOCTHKH
Omanon omeema Heiipopubpomaros 1 Tumna; BeICOKOMPOU3BOIUTENBHOE MTapAIIIEIbHOE
cekBeHupoBanue reHoB NF1, NF2

3ananue 98 Pebenok 3 MecslleB MOCTYMHII IO CKOPOM MOMOIIHN U3 I0Ma, XKaJlIoObl Ha BSJIOCTH,
COHJIUBOCTb, OTKA3 OT €/Ibl, OOJIBIINX PA3MEPOB KUBOT, YBEIIMYCHHE MTEYCHH J10 +4 CM U3-T10]
Kpasi peOepHO#t Ayru, cene3eHka +2 ¢cM u3-noj kpas pedepHoit ayru. [locne poxaeHus
OTMeYaJICs SMU30/1 TUNorIMKeMun 10 1 Mmons/n. Beimucan nomoit Ha 6 cytku. Habmonancs
MeNaTPOM B CBSI3U C IIOXOM nmprbaBkoii Beca. B Teuenue nociennux 2 aHei peObeHOK
IOCTETNIEHHO CTaJl BSJIBIM, OTMEUaIach OJHOKpATHAs pBOTa. B IEHb MOCTYIJIEHHS] MaMa HE
cMorda pa30yauTh pedeHKa sl ouepeHOro KopmiieHus. Pe6eHOk OT 2 HEOCIoKHEHHON
6epemenHocTu. [lepBhIit peOEHOK B ceMbe yMep B BO3pacTe 5 MecsIeB OT KPUIITOTEHHOTO
rernaruTa M NOJMOPraHHOM HEIOCTaTOYHOCTH.

1) TlpenBapuTenbHbBIN AUATHO3

2) Meroapl AMarHOCTUKU

Omanon omeema I'nukorenos 1 Tuna; buoxumMudeckuii aHainu3 KpoBU € OIpeIeTICHUEM
YPOBHSI TpUTIHULIEPUI0B, MoueBOM KUCIOTHI, AJIT, ACT, ri1t0K03bI, ONpEeIeHHe KUCIOTHO-



IICJIOYHOTI'O COCTOSHUSA KpOBI/I H JIaKTaTa, Ha3HA4YUTh MOHGKYHHPHO'I‘GHGTI/I‘IGCKOG
ncccaenosanne rega/renos G6PC, SLC37A4

3ananue 99 JleBouka 13 set, cygoporu, rpyooe oTCTaBaHUE B Pa3BUTHU, BPOKICHHBIC TOPOKU
pa3BuTHs (IOPOK CEePIIa, MOJIUIAKTUINS ), HEOOBIYHBIC JTUIICBBIE OCOOCHHOCTH: MUKPOIIE(haTHs
(OI" 47 cm), 60110, CKOIIIEHHBIH JI00, TITyOOKO MOCaKEHHBIE TJ1a3a, KPYIMHBIN HOC,
CTJIQXKCHHBIN (QWIIBTP, OTTOINBIPEHHAS HIDKHSS I'y0a, 1e()OpMHUPOBAHHBIC HI3KO TTOCAKEHHBIC
VIITHBIC PAKOBUHEI, CIMHCTBCHHAS JIQJOHHAS CKJIAJIKa, TOCTAKCHATbHAS TIOJMIAKTHIIUS Ha
IIPaBOM KHUCTH.

1) TlpenBapuTenbHBINH AUATHO3

2) MeTo/pl AUarHOCTUKH

Omanon omeema Cunnpom Ilatay; UccnenoBanue kapuotuna, FISH- anamus ¢ gokyc-
cnenuduunasiM JJHK-30810M Ha 06macts 13q14 Ha npsMbIX penaparax IMMGOIUTOB epudeprudeckoit
KpOBH

3anmanue 100 [IeBouka, 7 neT, OTCTaBaHKE B POCTE HAOIIOAATIOCH ¢ POXKACHHS. MOTOpPHOE U
TICUXOPEUEBOE PA3BUTHE B Mpeenax HOpMblL. [Ipu poxaeHur oTMeuascs OTeK KUCTEH 1
MbITeqHas TunoToHust. OObEeKTUBHBIN cTaTtyc: pocT 102 cM ,cOOTBETCTBYET BO3pacty 4,5 roja;
Bec — 17 Kr, oTMe4aeTcsi MUKPOTHATHSI, KOPOTKAs Ies, HU3Kas JIMHKS POCTa BOJIOC Ha 3aTHUIKE,
IMpOKas rpyHas KieTka, X-00pa3Hoe UCKPUBIICHUE TOJICHEM.

1. TlpenBapuTenbHbIN AUArHO3

2. Meroapl TMarHOCTUKHA

Omanon omeema Cunapom lllepemesckoro-Tepuepa; Mccnenoanne kapuortumna, FISH-
ananu3 ¢ JIHK-30u10M Ha Xxpomocomy X (SE X (DXZ1)) u ananu3 uaTepdasHbIxX suep Ha
XPOMOCOMHBIX Mpernaparax u3 KyJabTypbl TUMGOLUTOB Neprudepruueckoil KpoBH

IK-9
3anaHus 3aKpbHITOrO TUIIA
3amanne 1. UHCcTpykms: BeiGepure oiuH mpaBUIbHBIN OTBET
AHomainuel pa3BUTHS, He HapYyIIAIOU[yI0 (YHKIIMIO OpraHa u He TpeOyrolel JeueHue,
Ha3bIBAIOT
Manyio aHoMalnio pa3BUTHUS
Manshopmaruto
Jucnnazuto
10. Atpesuto
Omanon omeem: Manyro aHOMaIUIO Pa3BUTHS

© N

3amanue 2. UucTpykuus: Beibepute oauH MpaBUIbHBIN OTBET
He sBnsieTcs mokazaHueM JIj1sl TPOBEICHUSI IIATONEHETHYECKOTO UCCIICI0BAHMS

Oecruioaue
BBIKH/IBIIIN Ha pAaHHUX CPOKAaX OEPEeMEHHOCTH
HaJIM4re XPOMOCOMHBIX 3a00JIeBaHUN y OMU3KHUX POJICTBEHHUKOB POAUTENCH

© N o O

JICYEHHE COMATUYECKUX 3a00JICBaHMI MaTepu BO BpEM:I 6epeMeHHOCTI/I

Omanon omeema: Ne4eHNE COMATHUYECKUX 3a00JI€BaHUI MaTepu BO BpEM:L 6epeMeHHOCTI/I

3ananue 3. UncTpykuus: BeiOGepuTe 01H NIpaBUIIbHBIN OTBET
Henocrarounocts kakoro pepmenta npuBout k pazsututo MIIC tum IV:
5. renapan-N-cynbsgatasza
6. apuncynbdarassl b



7. N-aunermi-ranakrozaMuH-6-cynabgarasbl
8. HemocTaTouHOCTH KHCIOM anb(a TITIOKO3HUIa3bl

Omanon omeema: N-aneTui-rarakTo3aMHUH-6-CynbdaTazbl

3ananue 4. Unctpykuus: Beibepute ouH npaBuibHbINA OTBET

Henocrarounocts kakoro ¢gpepmenta npuBoauT K pazutaio MIIC tum VI:
naypoHaT-2-cynbdatasbl

apuncynbdaTasbl b

renapaH-N-cynbdartasa

HeA,0CTaTOYHOCTb Kucaom anbda FMIOKO3M4a3bl

00 N O

Omanon omeema: apuncynbdatasbsl b

3ananue 5. UncTpykius: Beibepute ouH npaBUIbHBINA OTBET
Hapymenne kakoro ¢epMeHTa NpUBOAUT K pa3BUTHIO OoJsie3HH Bonbmana:
5. HEJIOCTATOYHOCTb JIN30COMAJILHOM KUCIION JTUIa3bl
6. HEZIOCTaTOYHOCTH TIFOKO3MITpaHChepasbl 1
7.HEI0CTaTOYHOCTh OeTa-TIIFOKYPOHHUIA3bI

8. memocrarounocts apuiicynbdarassl b
Omanon omeema. HEAOCTATOYHOCTD JIN30COMAITEHOM KUCIIOH JINTIa3kl

3amganne 6. UHCcTpyKIus: BeiOepuTe o1MH MPaBUIIbHBIN OTBET
Jlnarnoctuueckue Kkputepun 60ose3nu Boapmana:
5. TIOBBIIIEHHE APUPOB XOJIECTEPUHA, TPUTIIULIEPHIOB B IICUEHHU.
6. TOBBIIIIEHUE CHIBOPOTOYHOTO TpaHCchepprHa
7.CHW)KEHUE aKTUBHOCTH TITFOKO3MIITpaHCchepasbl

8. memocrarounocts apuiicysbdarassl b
Omanon omeema MOBEIIIIEHUE 3(1)I/IpOB XO0JIECTCPUHA, TPUTITTULECPHUAOB B IICUCHU.

3amganue 7. UHCcTpykus: BeiOepure oIMH MpaBUIbHBINA OTBET
Hapymenue kakoro gpepMeHTa NpUBOIUT K pa3BuThio 60s1e301 Kpadoe:
5.HEJIOCTATOYHOCTH KUCIIOH JIUIa3bl
6. HEI0CTaTOYHOCTH IMTIOKO3MWITpaHchepassl 1
7.HEIOCTaTOYHOCTh rajakTolepedpo3uIas3sl

8. memocrarounocts apuicynbdaraszsr b

Omanon omeema HEOAOCTAaTOYHOCTD FaJ'IaKTOI_[epe6pO3I/II[8.3H

3amanue 8. MucTpykius: BeiOepuTe OMH MPaBUIBHBII OTBET
Ha xoncynpranuto B MI'K oOpaTtuiiack ceMbsi 10 IOBOY HEZOCTATOYHOCTH KUCIIOH
TJIFOKO3H/Ia3bl U KMCIIOW MallbTa3bl y peOeHka. Ha kakoe 3a00JieBaHHe YKa3bIBAIOT
JTAHHBIC U3MCHCHHSL:
5.06. Kpabb6e
6.0. ®abpu
7.06. ITomme

8. 6. BojbpMana

Omanon omeema. 0. Ilomne



3ananue 9. UncTpyknus: Beibepute ouH npaBUiIbHbINA OTBET
YpOBEHB TETEPOILIA3ZMUM — 3TO
4.crenenp skcnpeccun myranuu MTIHK
5. IPOLIEHTHOE COOTHOIIEHHE MyTaHTHOU 1 HopMainbHOU MT/IHK B ki1eTke uinu TkaHu
6. mokazaTellb YyBCTBUTEIBHOCTH TKAaHH K SHEProAehUINTY

Omanon omeema. NPOLIEHTHOE COOTHOIIEHNE MyTaHTHOU 1 HopMmanbHOI MT/IHK B
KJICTKC WJIN TKaHU

3ananue 10. Mactpykuus: Beibepure oiMH NIpaBUIbHBIN OTBET
OCHOBHOU KpUTEpUI AMATHOCTUKH MUTOXOHIPUAILHBIX 3a00JIEBaHUI
5. KITMHUYECKUN
6. MopdosornaecKuit
7. U1 yCTAaHOBIICHHS IarHO3a MCIIOJIb3YETCsl KOMIUIEKC KPUTEPUEB

8. Buoxumuyeckuii

Omanon omeema. JJId YCTAHOBJICHUA AWMAarHo3a UCII0Jb3YCTCA KOMILIICKC KPUTCPUCB

3ananue 11. Uactpykuus: BeiGepure oauH MpaBUIbHBIN OTBET
OcHOBHBIE METO/IbI JICUEHUSI MUTOXOHIPUATIBHBIX 3a001eBaHUI
5. aHTUOMOTHUKOTEPAIHS B COUETAaHUU C Ha3HAYEHUEM MPEOHMOTUKOB
6. akTHBaIUs TIEPEHOCA AIEKTPOHOB B JBIXaTEILHOM IeTTH, KOPAKTOPHAs TeparTHs
7.reHHas Tepanus

8. (depmenT3amecTuTENEHAS TEPATTHS

Omanon omeema .akTUBaLMs IEPEHOCA AIIEKTPOHOB B AbIXaTEIbHOM LIEMH, KOPaKTOpHAas
Tepanus

3amanne 12. UnacTpykuus: Beibeprre oauH MpaBUIbHBIA OTBET
Ckoutbko nuTcst ipueM Bpada-renetnka MI'K npu o6cnejoBaHnu 0THON CEMBU:
5.2 yaca
6.1 gac 15 mun
7.15 MuH
8.30 MuH

Omanon omeema. 1 yac 15 mun

3anmanue 13. Unctpykuus: Beibepure oiMH NpaBUIBHBIN OTBET
CBIBOPOTOUYHBIE MapKephl | TpumecTpa Ha cpokax 11-14 Hen:
5.ADII, XI'Y, Dctpuon
6.PAPP-A, pfree-XI'Y
7. ADII, Dctpuon
8.PAPP-A, Dctpuon

Omanon omeema:. PAPP-A, Bfree-XI'Y

3anmanue 13. MHcTpykuus: Beibepure ouH npaBUIIbHBIN OTBET

Jnst kakoro 3a00JieBaHMsI JUETOTEpanus SBISETCS OCHOBHBIM METOJIOM JICUEHUS:
9. Heilipodubpomaro3
10. penunnkeronypus



11. ymcTBEHHas OTCTANOCTh C JIOMKOH X-XpOMOCOMOM
12. c. [laTay

Omanon omeema yMCTBEHHAs! OTCTANIOCTh C JOMKOH X-XpOMOCOMOM

3amanue 14. Uactpykuus: Beioepure ouH MpaBUIBLHBINA OTBET
MyKOBHUCII/103 OTHOCST K HACJI€ACTBEHHBIM HapYILICHUSIM:

9. oOMeHa aMHHOKHUCIIOT

10. o6meHna MeTaIIoB

11. pyHKUIMI TH30COM

12. cucteMbl MEMOPAHHOTO TPaHCIIOPTA

Omanon omeema cucTeMbl MEMOPAHHOTO TPAHCIOPTA

3ananue 15. Unctpykuus: BeiGepure oauH MpaBUIIbHBIN OTBET
Tun nacnenoBanus AI'C:

9. ayroCOMHO-JIOMUHAHTHBIN

10. ayToCOMHO-pEIIeCCUBHBIH

11. X-cuenyeHHbIN perecCUBHBIN

12. aHOMaJHsI B CHCTEME XPOMOCOM

Omanon omeema ayToCOMHO-PELIECCUBHbBIN

3amanne 16. Uuactpykuus: Beibeprre oauH MpaBUIbHBINA OTBET
CHeHaTbHBIMH TUETaMH MOJIaeTCsl KOPPEKLIUU

9. MykoBHCIIHI03

10. T'anakrozemust

11. AapeHoreHuTaIbHBIN C-M

12. Bpok1IeHHBII TUTIOTUPEO3

Omanon omeema I'amakTozemMus

3amanue 17. UuacTpykuus: Beibeprre ouH MpaBUIbHBIA OTBET
Jlna noareepxkaenus JJHK- nuarHoctuku HacieCTBEHHBIX O0sie3HEl 0OMeHa, BKIIIOUYCHHBIX B
MpOrpaMMy HEOHATAIBHOTO CKPUHHUHTA, HeoOXxoaumoe konunuectBo JJHK nanbonee
1enecoo0pa3Ho MOMY4UTh U3

9. TkaHeBbIX OMOINTATOB

10. 10 M1 CBIBOPOTKH KPOBHU

11. I1aTHa KpOBH Ha PUIBTPOBAILHON Oymare

12. I[lyHKkTaTa KOCTHOTO MO3Ta

Omanon omeema IlaTHAa KpOBU Ha PUIBTPOBATIBLHOM Oymare

3ananue 18. MHcTpykuus: Beibepure oiuH NpaBUIbHBINA OTBET

B Menuko-reHeTHuecKoi KOHCYJIbTallUN JaHHBINA METO NPUMCHACTCA BO BCEX ClIydasaX 0e3
HUCKIIOYCHHUA:

9. KiIuHHMKO-TEHEaJI0TUYECKHUI



10. iuToreHeTUYECKU
11. MonexynsipHO-T€HETUUECKU I
12. GuoXxuMHUYECKHI

Omanon omeema: KIMHUKO-reHEaI0TTICCKUM

3ananue 19. Mactpykuus: BeiGeprure ovH NIpaBUIbHBIN OTBET
CBIBOPOTOYHBIE MapKephl 1 TpumecTpa Ha cpokax 11-14 Hen:

9. A®II, XT'Y, Dcrpuo

10. PAPP-A, Bfree-XI'U

11. A®II, Dctpuon

12. PAPP-A, Dctpuon

Omanon omeema: PAPP-A, Bfree-XT'H

3ananue 20. Mactpykuus: BeiGepure oauH npaBUIbHBIN OTBET
Ckoubko nmutcst ipueM Bpada-renetnka MI'K npu obcnejoBannu 0THON CEMbU:
9. 2w4aca
10. 1 wac 15 mun
11. 15 mun
12.30 mun

Omanon omeema: 1 yac 15 mun

3amanue 21. UuacTpykuus: Beibeprre ouH MpaBUIbHBIA OTBET
Ecnu B ceMbe muiaHupyeTcst poxaeHue AeTei, To Bpau:
9. He nomxkeH o0CyXAaTh ¢ MAIUEHTOM 3TH BOIIPOCHI
10. JTomxeH coOOMMTh FeHETHYECKYI0 HH(OPMAIIHUIO O TIAIIUEHTE €ro Cympyry 0e3 ero
corjacusi, TOJIbKO €CIIA CYIpPYr 00 3TOM CIPOCHUT
11. JTomxeH 00s3aTeIPHO COOOMTUTH TEHETHYECKYIO HH(GOPMAITHIO O TIAIUEHTE €ro CYMpyry
0e3 coriacus nanueHTa
12. lomken nHGOPMHUPOBATH MAIIEHTA O €r0 MOPATBHOM J0JTe COOOIIUTH T€HETUYECKYIO
uHdopmanuio o cede Cynpyry

Omanon omeema: JlomxeH nHGOPMUPOBATH MALUEHTA O €r0 MOPAIBHOM JIOJITe
COOOLIUTH T€HETHUECKYI0 HH(POPMAIIHIO O cede Cynpyry

3ananue 22. Unctpykuus: Beibepute ouH MpaBUIbHBIN OTBET
OcHoBHOM 3a71aueil CKpHHIUHTa HOBOPOXKJACHHBIX Ha (EHUIKETOHYPHIO SBIISETCS:
9. TlpenaranbHasi TMarHOCTHKA 3a00JIEBaHHUS B OTATOIIEHHBIX CEMbSIX
10. Camxenue yncna 60IbHBIX B TOMYIISIIIHH
11. BrisiBieHue OONBHBIX JETEH U OpTaHU3AIUS HX JICUYCHUS
12. BrisiBIIeHHE T€TEPO3UTOTHBIX MyTallUN



Omanon omeema. BrisBneHne 00JIbHBIX I[CTGﬁ " opraHusanus ux JICYCHUA

3ananue 23. MHcTpykuus: Beibepure oiMH NIpaBUIbHBIN OTBET
OxHUM U3 OCHOBHBIX ITOIX0/I0OB, UCIIOJIb3YEMBIX JJIsi COOpa JaHHBIX It MOHUTOPHHTA
BPOXJIEHHBIX IOPOKOB PA3BUTHSA, SBISCTCS:

9. KoropTtHsIil MeTO]

10. ®ukcanus cirydaifHBIX HAX0JI0K

11. Metoa «cimyuaii-KOHTPOJIb)»

12. COop maHHBIX 1O 0OpAIAEMOCTH

Omanon omeema: KoropTHblil MeTO[

3ananue 24. Mucrpykuus: BeiGepure oauH NpaBUIbHBIN OTBET
HeunBasuBHOe peHaTaabHOE TECTUPOBAHUE AHEYIIJIOUIUI OCHOBAHO Ha
aHanmze
9. xommitHOcTH QetanpHoi JJHK, nupkymmpyromieid B KpOBOTOKE OEPEMEHHON KEHIIIHEI,
METO0/I0M MacCOBOTO MapajieIbHOIO CEKBEHUPOBAHUS
10. MukpocceKnu 1 MeTa(a3HOM aHaIH3€e KIETOK TUI0/1a, IUPKYTHPYIONINX B
KPOBOTOKE OEpEeMEHHOM JKEHITUHBI
11. uatepdaznom FISH-ananmmze kapuotuna QeTaibHBIX KIETOK, IUPKYIHPYIONIUX B
KPOBOTOKE OepeMEHHOM KEHIIIUHBI
12. ananu3e yucna kornuii pparmentoB JJHK mmomHOro mporcxoxaeHus: B KPOBOTOKE
OEpEeMEHHOM KEHIITUHBI METOJIOM CPAaBHUTEIILHON TEHOMHOW THOPUIN3aINK Ha
MHUKpPOYHITIaX BHICOKOTO pa3pelieHus

Omanon omeema: xonuiiHocT detanpHoM JJHK, mupkynupytromieli B KpOBOTOKE
OepeMEeHHOM KEHILUHBI, METOJIOM MacCOBOTO MapajlieIbHOTO CEKBEHUPOBAHUS

3amanwue 25. UuacTpykuus: Beibeprre ouH MpaBUIbHBIA OTBET
Ocy1ecTBiieHHE KOHTPOJISI KAUeCTBa ACATEIbHOCTH MEAUKO-TEHETHUECKOHN CIIYy>KOBbI, BKIIIOUast
nabopaTopHbIe TeHETUYECKHE UCCIIeI0OBAHUS, HEOOXOIUMO ISl peaTn3alii 3THYECKOrOo
MIPUHIIUIIA

9. aBTOHOMUU JIMYHOCTHU

10. onmaronesHus

11. cnpaBeNIMBOCTH

12. He npuuKHEHUs Bpena

Omanon omeema: HE NpUYUHCHHUA BpCla

IK-9

3agaHMA OTKPHITOrO THIA

3amanue 26.YTo BKIIOYaeT peabuiIuTalMoOHHas IporpamMmma.

Omanon omeema: OUEHKY (IMarHOCTUKY) KIMHUYECKOTO COCTOSIHUS MAlUEHTa;
(bakTOpOB pHCKa MPOBEACHUS peabUIUTAIMOHHBIX MEPOIPUSTHIA;



(baxTOpOB, OTPaHUYMBAOLINX MPOBEJICHHE PEAOHINTALIMOHHBIX MEPOIIPUATHH;
MOP(}OJIOTHYECKUX TApaMETPOB; (PYHKIIMOHAIBHBIX PE3€PBOB OPraHU3Ma;

COCTOSIHUS BBICIIMX IICUXUYECKUX (PYHKIUI U SMOIIMOHAIBHOU c(ephl;

HapyIEHUH OBITOBBIX M MPO(ECCHOHAIBHBIX HABBIKOB;

OTpaHUYEHUS AKTUBHOCTU M YYaCTHS B 3HAYMMBIX JJIS TALMEHTA COOBITUSAX YaCTHOU U
OOIIIECTBEHHOM JKM3HU;

(aKTOPOB OKpPYKAIOMIEH CPebl, BIUSIONIMX HAa UCXO]] peabMIMTAallMOHHOTO TpoIiecca
(dbopMupoBaHHE SN MPOBEJCHUS PEAOMIUTAIIMOHHBIX MEPOTIPHUITUM;

(dbopMHIpOBaHHE TTIPOTPAMMBI PEAOHITUTALINN;

KOMILIEKCHOE MPUMEHEHHE JIEKAPCTBEHHON W HEMEMKAMEHTO3HOU (TEXHOJIOTHIA
dbusnoTepanuu, JiedeOHON PU3KYIBTYPhI, MaccaXxa, JIedeOHOTO U MPO(PHIAKTUISCKOTO MUTAHUS,
MaHyaJIbHOU Tepanuu, NCUXoTepanuu, pedaexcoTepaniu U METOJIOB C IPUMEHEHHEM
MIPUPO/IHBIX JI€UEOHBIX (PAKTOPOB) TEpANNHU,a TAKKE CPEJICTB, JANTUPYIOLINX OKPYKAIOIIYIO
cpeny K GyHKIIMOHAIBHBIM BO3MOKHOCTSIM TalleHTa U (Wn) QyHKIIMOHAIBHBIE BOBMOXHOCTH
ManueHTa K OKpYyXKarolleil cpesie, B TOM YUCIIe TOCPEACTBOM HCIOJIb30BaHUs CPE/ICTB
NepeIBUKEHUS, MPOTE3UPOBAHUS U OPTE3UPOBAHUS;

OIIEHKY 3 (EKTUBHOCTH peaOdUIUTAIIMOHHBIX MEPONIPUITUNA U TPOTHO3.

3amanne 26.Kak onpenenuTs peaOuInTallMOHHBIA TOTEHITAAT ?

Omanon omeema: OLeHKa peaOUINTAIIMOHHOTO MOTEHIIMAA JIOJIKHA YYUTHIBATh BO3MOKHOCTH
00paTUMOCTH W/WIKM KOMIIEHCUPYEMOCTH (PYHKIMOHAJIbHBIX HAPYILIEHUH, TICUXOJIOTUYECKYIO
TOTOBHOCTH OOJILHOTO HJIH HHBaJIXJa K pea6I/IJ'II/ITaI_[I/II/I, HAJINYUEC U CTCIICHb BBIPAXKCHHOCTH
COIIYTCTBYIOIIUX 3a6OJ'IeBaHI/II\/’I, BO3MOXHOCTH KOMIICHCAIIUU ITAaTOJIOTUH IIPHU ITIOMOIIHA
TEXHUYECKUX CPEJCTB, a TAKXKE BO3MOKHOCTh COXPAHEHHSI UMEIOILIErOCsl YPOBHS MATOJIOTHU MTPU
MIPOrpeccupyrouieM TeueHUH npoiiecca. Onpeaenenre peabmInTallMOHHOrO NOTeHInana
0a3upyercs Ha KOMILJIEKCHOM OIIEHKE TpeX Ipymln PakTOPOB: MEAULIUMHCKUX, IICUXOJIOTUYECKUX U
COILIMAJIbHBIX.

3amanwne 27.MeaunuHcKkue (PaKTOpPHI A ONIPeAeTICHNs PeadIMTAIIMOHHOTO MTOTEHITAaa
Omanon omeema- KIMHAYECKOE TEYCHHUE 3a00JICBaHMSI: XapaKTep 3a00JIeBaHus, CTEIICHb
BBIPAKEHHOCTH ITOCJIEACTBUH OCHOBHOTO U COMTyTCTBYIOIINX 3a00JI€BaHMM, YACTOTA
000CTpeHuH, HAIMYNE CHHIPOMA B3aUMHOTO OTATOIIEHUS, YD (HEKTUBHOCTD JICUCHUS U
MOTPEOHOCTh B KYPCOBOM, MOIJICPYKUBAIOIIEM JICUSHUH TSI CTAOUITU3AIMH ITaTOJIOTUYECKOTO
rporiecca, BO3MOKHOCTH 00paTHOTO Pa3BUTHsI 3a00JICBAHMS;

- HaMure (PYHKIMOHAIIBHBIX PE3€PBOB OPraHU3Ma, ONPEICIICHHE CIIOCOOHOCTEH Opranu3ma K
Pa3BUTHIO KOMIICHCATOPHBIX BO3MOKHOCTEH YEJIOBEKA;

- KJIMHUKO-TPYA0BOM MPOTHO3 C OMPEIEICHUEM BO3MOKHOCTH MPOA0JKEHUS TPYIOBOM
JeSITENIHOCTH B CBOEH CHENUaIbHOCTH WIH OTPEeNICHUEM JTOCTYITHOM TSXKECTH U
HAMPSKEHHOCTH TPYAOBOTO Mpoliecca.

3ananue 28.IIcuxonorunyeckue GakTopsl 115 ONpeaeseHHs peadMINTallMOHHOTO TOTeHIIHaa
Omanon omeema -NCUXOJIOTMUYECKHE OCOOEHHOCTH JIMYHOCTU peabUINTaHTa;

- OIIPEZIETICHHE YCTAHOBKH HA MPOAOJIKEHUE TPYIOBOM IEATENBHOCTH WM BO3MOYKHOCTD €€
KOPPEKIINH;

- aJIeKBaTHOE OTHOIIIEHHUE K OOJIE3HU U JIEYECHHUIO;

- HaJIMYHE Mpe- WK MOCTMOPOUIHBIX HEPBHO-IICUXMUYECKUX HapyLICHUH.

3ananue 29.CouunanbHble (GaKTOPHI IS ONpeiesieH s peaOuIUTaI[MOHHOTO OTEHIIaNa
Omanon omeema - MECTO KUTEJNbCTBA peaOMIINTAHTA; - YPOBEHb U Pa3HOCTOPOHHOCTD
o0pa3oBaHus U NpoecCHOHATBHOMN MOATOTOBKY; - Mo eccroHaNbHasl IPUTOTHOCTH B
OCHOBHOMH npodeccuu, HaIm4ue APYrux KBATU(OUIIUPOBAHHBIX CHEUATbHOCTEH;



- BO3MOKHOCTb MIPHOOPETEHUS APYroid, MOKA3aHHOM 10 COCTOSIHUIO 370POBbs podeccuu (pu
podecCHOHAIBHON HETPUTOAHOCTH B OCHOBHOM NIPO(ECCUn); - HaTMIne YCIOBHH JIs
PaMOHAIBFHOTO TPYJAOYCTPOMCTBA;- SKOHOMUYECKOE MOJIOKEHUE PEaOHIIMTaHTa U €70 CEMbH.

3ananue 30. Ha3zoBuTe CTPYKTYpy HEHTPOB MEIUIIMHCKON peaOrIuTaIIN.

Omanon omeema J{narHocTUYECKOE OTJEICHNE: KIMHUKO-INAarHocTu4ecKas labopaTopus,
KaOWHET PYHKIMOHATBHON JMArHOCTUKH, PCHTICHOJIOTMUYeCKUI KaOWHET | T.1.;

- dusnoTepaneBTHYECKOE OTACICHUE: CBETOJICUEHHE, AIEKTPOJICUEHUE, BOJA0OJIEUEHUE,
Ips3€lIeYeHIE, HHTAALMOHHOE JICYEHUE, MACCaXK;

- Otnenenue ne4eOHON (HPUBKYIBTYPHI: CHICIHATH3UPOBAHHBIC 3aJbl, KAOMHETHI MEXaHOTEPAIIHH,
OacceifH, CHOPTUBHBIC TUIOIIAAKH Ha OTKPHITOM BO3/IyXE;

- OTpenenue conuaibHO-TPYIOBOM peadUIUTAIIMK: KOMHATHI OBITOBOM peaduIuTaInH,
TPYJOBBIE MAaCTEPCKHUE;

- Otnenenye colManbHO-TICUXO0JOTMYECKON peadInTaln: KaOMHEThl ICUXOTEpanenTa,
COLIMOJIOTa, FOPUCTA, JIOTOTEea.

3ananue 31.Meroauka, OCHOBaHHAas HAa UCIIOJIb30BaHUH MPUEMOB JI03UPOBAHHOTO
MEXaHUYECKOTO BO3/IEMCTBUSI, HA OPraHK3M YeJIOBeKa, IPOBOAUMAS PYKaMU UJIH C TOMOIUIBIO
CHelHaJIbHBIX allapaToB C LETI0 Pa3BUTHS, YKPEIJIEHUS U BOCCTAHOBJIEHUS ero (QyHKIUH, a
TaKKe JIeUeHUs U MPOPHIAKTUKH 3a001€BaHII — Ha3bIBACTCS

Omanon omeema: MeTUIMHCKUNA MacCax

3ananue 32. B ocHOBe eHCTBUS Maccaka JISKUT CII0KHAS peakius, 00ycioBieHHas 3
(dhakTopamu.
Omanon omeema: HEPBHO-PEPIICKTOPHBIN, TYMOPaTbHBIN, MEXaHUYECKHM.

3aganue 33. Kypc maccaxka moxeT BkiItoyatb. OT 710 11001 (4% )
Omanon omeema: ot 5 10 25 poueayp.

3ananue 34. [IpoaomKUTENIbHOCTh CeaHca Maccaka MOKET ObITh OT 10 MUHYT
Omanon omeema. ot 3x 10 60 MUHYT.

3aganue 35. Bce mpueMbl Maccaka BBITIOJIHSIOT 110 X011y
Omanon omeema: MUMGPATUICCKUX IMyTEH, MO HANPABJICHUIO K OIMKAUIIUM JTUM(DATHUECKIUM
y3naMm. JIumparuueckre y3iasl HE MaCCUPYIOT.

3ananue 36. CymiecTByIOT pa3inuuHble Kiaccupukauuu(Buas) maccaxa. [lo nemneBoit
HaIPaBJICHHOCTH MAacCaX TOIpa3IesaeTCs Ha:
Omanon omeema: ne4eOHBIN, KOCMETUYCCKUN, TUTHCHUYECKH, KOCMETHYECKUH, CIOPTUBHBIN.

3ananue 37.CyliecTBYIOT pa3inyHble Kiaccuukanuu(Buabl) maccaxa. [lo hopme maccax
MOJIPA3JICIISIOT Ha:

Omanon omeema: 00IUHN 1 TOKAIBHBIN (MM YaCTHBIN)

3amanue 38. Ha3zoBuTE aOCONMIOTHBIC MPOTHBOINOKA3aHUS K HA3HAUCHHUIO MacCaka.

Omanon omeema OCTpbIC TUXOPATOYHBIE COCTOSHHUS,

007e3HU KpoBH (0OCOOEHHO CO CKIIOHHOCTBIO K KDOBOTEUEHHUSIM ),

3a00JIeBaHHs KOKU MHPEKIIMOHHOTO ¥ THOMHHUYKOBO-BOCITAJIMTEIBHOTO XapaKTepa,
JT0OPOKAYECTBEHHBIEC U 3JI0KaYeCTBEHHBIC HOBOOOpa30BaHuUs (0OCOOCHHO B MECTE MPOBEICHUS
MIPOLIEYPHI),

MICUXUYECKUE 3a00JIeBaHUSI OCOOCHHO C ICUXOMOTOPHBIM BO30YXKICHUEM.



3amanue 39. B ocTphIii nepuo HHCYIbTa — BO BpeMs MTPeObIBAHUS MALMEHTA B OTACICHUN
MHTCHCUBHOW TEpaniy MPpU HAIMYMHU BBIPAKEHHBIX IPU3HAKOB CEPACYHO COCYIAUCTON U
JBIXaTeNIbHOM HEAOCTAaTOYHOCTH, MOYKHO JIM UCIIOJIb30BaTh  JIe4eOHBIN Maccax?
Omanon omeema: He UCIONb3YETCSL.

3ananue 40. MexaHusMm AelCcTBUSI METUIIMHCKOTO Maccaka pu OpOHXHaIbHOM acTMe?
Omanon omeema: - 3HAUUTEIBHO YIIy4lIaeT OTXOXKACHUE MOKPOTBI, - YMEHBIIIAET CIIa3M
JIBIXaTE€IbHON MYCKYJIATyphl, - yMEHBLIAET YAaCTOTY IPUCTYIIOB, - OKa3bIBAET CEIaTUBHBIN
3 PEeKT Ha HEPBHYIO CUCTEMY.

3ananue 41. CoBOKYIHOCTh METOAMK BO3/IEHCTBHUS HA OINPEIEICHHbIE MUKPO30HBI(TOUKH) C
LEJTbI0 TIOJY4YeHHs JIedeOHOTO 3(PpdeKTa — Ha3bIBAETCS
Omanon omeema: pedrekcoTepanuei.

3ananue 42.Ha3zoBuTe npoTHBONOKa3aHus JJis Ha3HAUEHUS PeQIIEKCOTEPANNH.
Omanon omeema: - Indexkuronnsie 3a001€BaHus,

- XpOHHUYECKHE 3a00J1€BaHMs B CTaH 000CTPEHUS U JEKOMIIEHCALlUH, - OITyXOJIH, -
MICUXUYECKUE PACCTPONCTBA, - 3aTPYIHAIOUIME KOHTAKT C MallMEHTOM, - THOMHHUYKOBO
BOCIAIUTEIbHBIE 3200JI€BaHUS KOXKU.

3ananue 43. Jlaiite nopenenenue GpusnoTepanuu

Omanon omeema: O61acTh OOMEKIMHIYECKON METUIIMHBI, N3ydarolas AeHCTBUE Ha OPTaHU3M
MMPHUPOAHBIX U UCKYCCTBCHHBIX (1)I/I3I/II-IGCKI/IX CbaKTOpOB, MPUMCHACMBIX JJIA JICYHCHUSA U
peadbmmTanu 60IbHBIX, TPO(PHUIAKTHKN 32a001€BaHUH.

3amanue 44. HazoBute 001mme MpOTHBOMOKAa3aHUs K MPUMEHEHHIO (PU3HOTEpaITun

Omanon omeema 1) BbIpa’)k€HHask CUCTEMHO-OpraHHas JeKOMIIeHcalus (CepAeyHO-COCyIUCTast
JbIXaTebHas, MoYevHas, IEYeHOYHas U p.), OCOOCHHO B COUETAHUH C TSKEIBIM COCTOSIHUEM,
Kaxekcueil; 2)octpas (aza TeueHus 3a007eBaHUs UM 000CTPEHUE XPOHUYECKOTO TIpoliecca
(umeroTcest HCKITroYeHUs ); 3) BeicoKas Temriepatypa tena (Boime 38°C); 4) omyXxoJyieBbie
3a00JieBaHMUs, a TAK)KE HEKOTOpBIE 3a00JIeBaHUs KPOBH; 5) HAKIIOHHOCTh K KPOBOTEUEHUSIM; 6)
UHUBUAyaJIbHAS HETIEPEHOCUMOCTD OTIIEIbHBIX (PU3NUECKUX (haKTOPOB.

3ananue 45. Ha3zoBuTe UCX0/1pl peaOMINTALIUN U OLIEHKA CTETICHH BOCCTAHOBIICHUS
Omanon omeema: 1. BoccranoBnenue GyHKIIMOHATBLHON CIIOCOOHOCTH B TOW WJIM MHOU
crenenu. 1.1.IlomHoe BoccranoBineHue. 1.2.YactuuHoe BOCCTaHOBJICHHUE.
1.3.KomneHcanus npu OrpaHUI4€HHOM BOCCTAHOBJICHUU (QYHKIUNA U OTCYTCTBHH
BoccTaHoBlNeHUs. 1.4.3amenienue (OpToneAnYECKOe U XUPYPru4ecKoe) Ipu OTCYTCTBUI
BOCCTaHOBJICHHUSI.

3aﬂaHI/Ie 46. Ha30BHUTE IICUXOJOTTUECKHE Q)aKTOpH, IMPEIATCTBYHOIHUEC BbI3IOPOBJIICHUTO
Omanon omeema. 1. TpEBOTI'a, ACIIPECCCUS, 2. OTCYTCTBUC YCTAHOBKHU Ha U3JICUCHUC, HA
BO3BpAIlICHUC K TPYAY, 3. 06mee CHMKCHHUC IMO3HABATCIIbHBIX CHOCO6HOCT€I>'I;

4. manas PIHCI)OpMPIpOBaHHOCTB B OTHOLICHHWH ITPUPOAbI 3a00JIeBaHUS M BO3MOKHOCTEH JCUYCHUA,
5. HeaJeKBaTHas «BHYTPCHHSISI KapTHUHA 6OH63HI/I»; 6. HU3Kas CaMOOIICHKaA,

7. MacCCUBHOCTh Ha MOBEICHYECKOM YPOBHC B IIJIaHC BBITTIOJIHCHUS peKOMCHI[aI_II/Iﬁ Bpaqeﬁ.

3ananue 47. JlaiiTe onpenenenue MexayHapOJHON KiaccupUKanuy (yHKIHOHUPOBAHUS
Omanon omeema. (MK®) — knaccupukaiysi KOMIOHEHTOB 3/I0POBbsl, OTPaHUYEHUS
KHU3HEIEATeNbHOCTH U (pyHKUMOHUpOoBaHus. [loa GyHKIIMOHUPOBAHUEM YellOBEKa
M0JIpa3yMeBaeTcsl He TOJIbKO MOJIHOLIEHHAas paboTa BceX (QYHKIMI opraHu3Ma U HaJudue Bcex



aHATOMHMYECKHMX YaCTeH Tella, HO TaKXKe U JeATEIbHOCTh YeJIOBEKa, KOTOpast CBsA3aHa (haKTopaMu
OKpYKAroIlel Cpe/ibl U MEePCOHATBHBIMH (DAKTOpAaMH MAIECHTA.

3ananue 48. JlaiiTe onpenenenue aedeOHOM HU3KYIBTYpE.

Omanon omeema Ilon JIOK nonumaercst oTpaciib KIMHUYECKOW MEIUIIMHBI, COCTaBHAs 4acTh
MEIUIIMHCKOW peaduIuTanuu, KOTopas MPUMEHSET CPeJCTBa PU3NICCKOUN KYIbTYPHI K
00JLHOMY YEJIOBEKY C JIedeOHO — MPOPHIAKTUISCKON HETbI0 I 00jiee ObICTPOTOo U
MTOJTHOTICHHOTO BOCCTAHOBJICHHSI 3JI0POBBS U TPYIOCIIOCOOHOCTH H MPEAYIIPEK ACHUS
MOCIIEICTBUH MAaTOJIOTMYECKOTO MpoIIecca.

3ananue 49. Hazosute npuniuns! JIOK

Omanon omeema CucteMHOCTh Bo3AelcTBUs MHuBuayansHOCTh PerynsapHocts JlnurensHoe u
cuctemaruueckoe [locrenennoe ysennuenue pusndeckoit Harpy3ku Pa3zHooOpasue
YMmepennocts Cobmoaenne mukandHoct KoMriekcHoCTh

3ananue 50. Ha3zoBuTe MexaHU3Mbl JEHCTBUS PU3NYECKUX YIIPAKHEHUH.
Omanon omeema ToHuzupyoiiee nerctrue (crumynupytomiee), Tpoduueckoe,
Komnencatoproe, CuMmnromatnueckoe (HOpMaTU3UPYIOIIee) eHCTBHE

3ananue 51. ITokazanus k HazHadyeHuto JIOK.

Omanon omeema OTCcyTCTBHE, OCIIa0lIeHNE WIN U3BpallleHHe PYHKIUHU, HACTYITUBIIEE
BCJICJICTBHE 3a00JICBaHUS WM €r0 OcliokHeHHs. [lonoxuTenpHast JMHaMUKa B COCTOSTHUH
0O0JILHOTO 10 COBOKYIHOCTH KIMHHUKO-1a00paTOpHOTO 00C/IeIoBaHUs. Y TydllleHne
CaMOYyBCTBHsI OOJIHOTO. Y MEHBILIEHUE YAaCTOTHl U HHTEHCUBHOCTHU 0OJIEBBIX ITPHUCTYIIOB.
VYayumienue 1aHHBIX QYHKIIMOHAIBHOTO U KIIMHUKO-JTA00PATOPHOTO 00CIeIOBAHUS.

3aganue 52. [IpotuBonoka3zanus Kk HazHaueHUto JIOK?

Omanon omeema OTCYyTCTBHE KOHTAKTa C OOJBHBIM BCIIEICTBUE €TO TSHKEIOTO COCTOSTHUS WU
HapymeHui ncuxuku; OCTphId Mepro 1 3a00JIE€BaHUS U €r0 MMPOTPECCUPYIOIIEE TCUCHHUE;
Hapacranue cepneuno - cocynuctoi HegoctatouHocTH; CuaycoBast Taxukapaus (cBeimre 100
yAapoB B MUH. ); YacTble MPUCTYIBI NAPOKCU3MAIIbHOM U MepLaTeIbHON TaXUKaApAHH;
DKCTpaCHUCTOJIBI ¢ yacToTol Oosiee, ueM 1:10; Orpunarenpras quHamuka KT,
CBUJETEIHCTBYIONIAsA 00 yXyAIIEHUH KOPOHAPHOTO KPOBOOOPAILIEHUS;
ATpHOBEHTPUKYJIApHas O10Kaaa 2-3 CTENeHH;

I'mneprensus (Al ceimre 220 Ha 120 MM pT. CT.);

I'mmorensus (AJl meree 90 Ha 50 MM pT. CT.);

YacTtble runepTOHNYeCKUe U TMIOTOHUYECKUE KPU3UCHI;

Yrpo3a KpoBOTEUEHUS U TPOMOOIMOOIHH;

Hannuue anemuu co CHI)KEHHEM UYMCIIa SPUTPOLIUTOB /10 2,5-3 MIIH.;

YBennuenue COD Gonee 20-25 mm/u.

3ananue 53. Hazosure cpencrea JIOK.
Omanon omeema duznueckue ynpaxHeHus; MequnuHckuit Maccax; EctecTBeHHbIE (GakTOpPbI
IIPUPOJIBI.

3ananue 54. HazoBute ocHOBHbIE cpeacTsa JIOK.

Omanon omeéema yTpEeHHs TMTHEHNYECKasi THMHACTHKA;

nporeypa JeueOHON TMMHACTUKY; (PU3NYECKUE YITPAKHEHHS B BoJie (THIPOKUHE30Tepanus);
JI03UpOBaHHAast X0/1b0a; OMVKHUN TYpU3M;

03/I0pPOBUTEJBHBIN O€r; pa3nyHble CHOPTUBHO-TIPUKJIAHbIE YIIPAXKHEHUS;

UTPbI IOJBWKHBIE U CIIOPTUBHBIE;

IIPOU3BOJICTBEHHAs! THMHACTHKA.



3ananue 55. Ilepeuncnute 11€511 MEXaHOTEPAITUH.

Omanon omeema 1. BoccraHOBIIEHHE MOIBIXKHOCTH B CYCTaBax;
2. OGecnieueHune ABMKECHUS U paOOThI MBIIIIIT,

3. Ynyumenue KpoBooOpaIieHus: B CycTaBax U MbIIIIAX;

4. BoccranoBieHue ux GyHKIuH

3amanue 56. Jlaitte onpeneneHne mMyJabMOHOJIOTHYECKON peadbunTaluu.

Omanon omeéema IlynpMOHOIOTHYECKas peaObMIMTAINS — MYJIbTUANCIUIUIMHAPHAS CHCTEMA
MepOHpI/IﬂTI/Iﬁ JJISA 00JIBHOTO XPOHHUYCCKUM 3a00/1€eBaHUEM OpraHoB JAbIXaHHWs1, UMCIOIIINUX
KIMHUYECKU 3HAYUMOE TeUeHHe 3a00JIEBaHUs U HapyImICcHHUEC YPOBHA HOBCCI[HGBHOI;'I AKTUBHOCTH.

3ananue 57. 3agaun MyJIbMOHOJIOTHYECKON peaduInTaluu

Omanon omeema ymMeHbIIEHUE MTPOSBIEHUS 00J1€3HU (perpecc 00paTUMBbIX, CTa0MIIN3alUs
HeoOpaTUMBbIX 3a00JI€BaHMi), TOBBIIIEHNE TOJIEPAHTHOCTD K (DU3MUECKUM Harpys3Kam;
BOCCTaHOBJICHHE WK NoBbIIeHnEe OPB/I ;

YBEJIMYECHUE TIPUBEPIKEHHOCTH K OCHOBHOMY JICUCHHIO;

YMEHBIICHHE CTOUMOCTH JICUEHHS 32 CUET CTAOMIIN3AIH WIIH YMEHBIIICHUSI CHCTEMHBIX
MPOSIBIIEHUH O0JIE3HU.

3ananue 58. Kakue MeTopl peaduiuTaliuy NTpUMEHSIOThCS Y MYJIbMOHOJIOTMYECKUX MallieHTOB?
Omanon omeema HemenukamenTosHoe jedeHue (koppexuus OP);

MenukaMeHTO3Has Tepanus

JleueOHas puskynbTypa

dusnoTepaneBTUUECKUE METO b

Peduexcorepanmst

Maccax

3amanne 59.3anaun JIOK mpu 3a007€BaHUSIX OPraHOB JbIXaHUS?

Omanon omeema lloBbiienne 3¢pHEeKTUBHOCTH MEIUKAMEHTO3HOM Tepanuy, HalpaBIeHHON Ha
JUKBUJIAIIUIO BOCHAIIUTEIBHOTO OYara;

VYnydmenue OpoOHXHAIBHON POBOJAUMOCTH;

YBenuueHne BeHTUISILIUY JIeTKHX;

VYayumenue apeHaxHOU QYHKIIUU JIETKUX;

DKOHOMU3AIUS Pa0OThI AbIXaTEIbHBIX MBIIIILI.

3amanue 60. [IpotuBonokasanus k HazHaueHuto JIOK npu 3a601eBaHUAX OPraHOB JbIXaHUS?
Omanon omeema BripakeHHass ”THTOKCUKALIHS
Temneparypa Bbiiie 37,5 C*

JpIxaTenpHas HegocTaTo4yHOCTh 111 cTenenun
AcTMaTHyecKuil cTatyc

Abcriiecc J1erkoro 0 MpopbiBa B OPOHX MM «OCYMKOBAaHHUS»
KpoBoxapkanse

Bosbioe koJ1MuecTBO 3KCCyAaTa B IIIEBPATBHOM MOJIOCTH
IlonHbIN aTenekTas JErKoro

3ananue 61. Knaccuduxanus 1bxaTelbHBIX YIIPaKHEHHH?
Omanon omeema

OO0mue u crnenuaibHbIe

CraTtndeckue U JTMHAMHUYCCKHE

Jpenupytoniue yrnpaxHeHus

3ananue 62. JlaiitTe onpeneneHne JMHAMUYECKUM JbIXaTEeIbHbIM YIPaKHEHUAM ?



Omanon omeema JIAHaAMUYECKUMU HA3bIBAIOTCS JIBIXaTEIIbHBIC YIIPAXKHCHUS,
OCYIIECTBIISIONIMECS OTHOBPEMECHHO C JIBYKEHHEM KOHCYHOCTSIMH WIIH TYJIOBUILEM, TTPH
00513aTeJIbHOM MOJHON COTJIACOBAHHOCTH aMIUIUTY/Ibl M TEMIIA BBITIOJIHIEMBIX JIBUKCHUH C
(hazoii ¥ rITyOMHOUN JBIXaHUs

3amanue 63. [IpoTHBOINIOKa3aHUs K MOCTYPATLHOMY JPEHAKY

Omanon omeema JlerouHoe KpoBOTE€UEHUE (HO HE IIPU KPOBOXAPKAHbE)

Ocrtpslit HHPAPKT MHOKapaa

BripaskeHHas cepIeuHO-COCYIUCTasi HEIOCTATOYHOCTh

Wudapkr nerkoro

[ToBTOpHAs TPOMOOIMOOIHS JIETOYHON apTEPUH

['uneproHnuecknii Kpu3

JIroOb1e 3a00J1€BaHUs M COCTOSIHUSA, TPU KOTOPBIX CIEAYET OTPAaHUYUTh UM UCKITIOUNUTh
MIOJIOKEHHE Tella C OIYILEHHOM roJIoBOM UM BEpXHEH 4acThIO TYJIOBHIIA (TIayKoMa, KaTapakTa,
oxupeHue 3—4-i1 cTeneHu, roIoBOKPYKEHHU).

3ananue 64. Kakoe nelicTBue oKka3bIBa€T MaccaXx MpH 3a00JI€BaHUSX OPraHOB JIbIXaHUS?
Omanon omeema YMEHbIIAET ClIa3M U HAIPSHKEHHOCTD bIXaTeNbHON MYCKYaTyphl
CHM3UTaET TUIEPTOHYC BCIIOMOTATEIbHOM JIbIXaTE€IbHON MYCKYJIaTyphl

VYiydimaeT noaBUKHOCTb TPYIHOM KIETKH U Juadparmsl

[ToBbIIIaeT 371aCTUYHOCTB JIETOYHON TKAHU

AXTUBHM3UpPYET KpOBO- U TMMGooOparieHme

YckopsieT paccacbiBaHUE HHPUIBTPATOB U dKCCyAaTa

OO6neryaer 0TX0XJICHHUE MOKPOTHI

VYcrpasser win yMeHbIIaeT OpoHXOCTa3M

YcunnBaeT JOKaJIbHYIO BEHTHIIALUIO JIETKUX

VYKpemseT apIxaTeabHyl0 MYCKYJIaTypy

Vayumaer ®B/]

3amanue 65. 3amaun KapAuopeaduIUTAIIIN ?

Omanon omeema Crabunuzanus CC3, obecrieueHrne KOHTPOJISA 3a €r0 CUMIITOMaMHU
JIoCTIKEeHHE ONITUMAIIBHOTO (DYHKIIMOHUPOBAHUS, HEOOXO0MMOTO JIJIsi BO3BPAILICHHUSI ITAIIEHTa K
MPUBBIYHOMY 00pa3y >KM3HHU, yAy4YIIEHUE KaueCTBa )KU3HU

BrisiBiienue u yctpanenue MoaARPUIIIPYEMBIX (PaKTOPOB pHUCKa CEPICIHO-COCYAUCTHIX
COOBITUH, IPEIOTBPAIICHUE MPOTPECCUPOBAHUS aTEPOCKICPOTHICCKOTO MIPOIIECCa U CHIKEHUE
CEepJCUHO-COCYIUCTON CMEPTHOCTHU

3ananue 66. Uto BKiIIOYACT B c€0S MEAUITMHCKAS peaOIhTamus ?

Omanon omeema OUEHKY (AUarHOCTUKY) COCTOSIHUSI HAPYIICHHBIX/YTPAUYEHHBIX U COXPAHHBIX
(GYHKIHHI, CTPYKTYp, aKTUBHOCTH M YYaCTHS MAIEHTa B MOBCEIHEBHOM JI€ATEIHHOCTH,
(hakTOpOB OKpYKaroIel cpesl, (PaKTOpoB puUCcKa

dopmynrpoBaHUEe PeadMIUTAIIMOHHOTO AUAarHO3a, JOTOMHSIONIET0 KITHHUYECKH TUarHo3 1o
MexayHapoanoi knaccudukanuu ¢pyHkipmonupoBanus (MKO)

Omnpenenenre peadMIUTAIMOHHOTO MOTEHIIMAA

Omnpenenenre ey MPoBeACHUS peadHINTAIMOHHBIX MEPOTIPHUATHIHA

Pa3paboTky u peanuzaiiio HHAUBUAYaTIbHON MPOTrpaMMbl MEAULIMHCKON peadmInTalun
Onenky 3¢ (peKTUBHOCTH TPOBOAMMBIX MEPOIIPUSTHIA.

3amanue 67.YTo BKIIOYAET NMEPBBIN 3Tan peabuiIuTalliy Ui NalMEeHTOB C OCTPHIM HapylIeHUEM
MO3r0OBOTO KpOBOOOpalIeHus?



Omanon omeema MenukaMeHTO3Has Tepanus (BTOpUYHASL TPOPHIAKTHKA HHCYIbTA: KOPPEKIUS
apTEpUANBHOTO JIABJICHUS M BOJHO-3JIEKTPOJIUTHOTO OajaHca, aHTHAPUTMUYECKUE
caxapOoCHMKAIOUIUE NpenapaThl)

Jleuenne IIOJIOKCHUEM, ITACCUBHO-aKTHUBHAA T'UMHACTHKaA, AbIXaTCJIbHAasd THMHACTUKA,
BCpTUKATINU3alIHUA

I/IHFaJIFIHI/IOHHaﬂ TCpanurd ¢ MyKOJIMTUKAMHU.

3ananue 68. 3HaueHue JeueOHOro MIaBaHusl IpH 3a00J1€BaHUM OPTraHOB JIbIXaHUS
Omanon omeema BoccranaBnuBaeT HapYIIEHHYIO (QYHKIUIO ABIXaHUS

CriocoOCTByeT yIydIICHHI0 OOMEHHBIX IMPOIIECCOB B JISTOYHOU TKaHH

CrniocoOcTBYyeT 3aKaIMBaHUIO OPTaHU3Ma

VYayumaet oOriee puU3MIECKOe pa3BUTHE

CornacoBaHue ABIKEHHH C ABIXaHHEM TMOJIOKHUTEIHHO BIMSAET HA PA3BUTHUE TTOABHKHOCTH
TPYTHON KIIETKH, TPEHUPYET IbIXaTeIbHYI0 MYCKYJIaTypy.

3amanue 69. 3aaun peaOuIuTaIMy B OCTPBIN TIEPUO]T OCTEOXOH/IPO3a MICHHOTO OT/aea
MO3BOHOYHUKA

Omanon omeema ObecnieueHre MOKOS U pa3rpy3Ku MO3BOHOYHHKA;

Bopnba ¢ 6071€BBIM CHHAPOMOM;

Bopnba ¢ KOHTpaKTypoil MBIII U JPYTUMU peIIEKTOPHBIMU POSBIECHUSIME; O0pb0a C
PEaKTHBHBIMH W3MEHEHHSIMA HEPBHBIX 3JIEMEHTOB U IPYTUX MATKUX TKAHEH, OKPYKAFOIIHAX
MTO3BOHOYHHUK.

3aganue 70. Buabl HapyleHust OCaHKU?
Imanon omeemaCxonno3; Cxonmorndeckas ocanka; Cyrynasa cnuHa; [lnockas cnimna; [1nocko-
Boruytas cnuHa; Kpyrnas cniuna; Kpyrino-Bornyras crimHa

3aganue 71. Buasl BaHH 1o coctaBy?
Omanon omeema llpecusie; Apomaruueckue; Munepanbubie; ['azoBbie; PanoHoBbIE;
KomOunnpoBaHHbIe

3amanue 72. 3amaun peaduauTanuu

Omanon omeema 3agadu:

- MOJTHOLIEHHOE BOCCTAHOBJICHHE (DYHKIIMOHAIBHBIX BO3MOKHOCTEH pa3IUYHbBIX CUCTEM

opraHu3Ma ¥ ONopHoO-aBUraTenpHoro anmapara (O1A);

- pa3BUTHE KOMIIEHCATOPHBIX MPUCTIOCOOIEHHH K YCIOBUSAM MTOBCEAHEBHOM KU3HU U TPYAY;
- BOCCTaHOBJIEHUE OBITOBBIX BO3ZMOXKHOCTEH OOIBHOTO (CIIOCOOHOCTH K MEPEIBUKEHHUIO,

caMO00CITy>KHUBAaHUIO U BHITIOJTHEHUIO HECTIOKHOM JoMaliHeil paboThl);

- BOCCTAHOBIIEHUE TPYI0CIOCOOHOCTH;

- IPEeNyNPEKACHUE PA3BUTHS NATOJOTUYECKUX ITPOLIECCOB, MPUBOIAIINX K BPEMEHHOM WU

CTOMKOM yTparte TPYAOCIOCOOHOCTH

3aganue 73. YTo Takoe BEpTUKAIU3ALUS?

Omanon omeema Metoa npoPUIAKTUKY U JI€USHUS] KMMOOMIN3AIIMOHHOTO CHUHpOMA Y
OOJIBHBIX, IEPEHECIITUX COCTOSHUE OCTPOU 1IepeOpaIbHOM HEJOCTATOYHOCTH JF000H ITHOIOTHH
1 (MJIM) HaXOIAIINXCS B YCIOBUSX MOCTENBHOTO peskuMa Oosee 24 4acos.

3ananue 74. [lepeuncnure uean BEpTUKATU3ALNN?

Omanon omeema OpTOCTaTUUYECKAS] TPEHUPOBKA

Bo3znelicTBre Ha BEreTaTUBHYIO PETYISLINIO, CEPICYHO-COCYAUCTYIO U JIUM(ATUUECKYIO
CUCTEMEI



Coxpanenue adpepeHTanuu 0T CYCTaBHBIX U MBIIIEYHO-CYX0XKUIIBHBIX PELIENTOPOB IpU
3aMBbIKaHUH CYCTaBOB HM)KHUX KOHEUHOCTEH U TO3BOHOYHHKA

CoxpaHeHue JOHKHOTO BIUSHHS HA MIO3HO-TOHUYECKYIO M THHAMUYECKYIO aKTUBHOCTb
BECTHOYJISPHBIX U MMOCTYPAIBHBIX PEIIEKTOPHBIX PEaKIHii 1 aBTOMAaTH3MOB

VYilydiienue pecnupatopHoil pyHKIMH, COXpaHEHHE peIIEKTOPHOTO MEXaHU3Ma OMOPOKHEHHUS
KHAIIEYHUKA ¥ MOYEBOTO ITy3BIPS.

3ananue 75. YTo Ha3bIBaeTCs AMHAMUYECKUMHU JIbIXaTEIbHBIMU YIPAKHEHUSAMU ?

Omanon omeema JluHaMUYECKUMU Ha3bIBAIOTCA JbIXaTEIbHBIEC YIIPAXKHEHMUS,
OCYILIECTBJISIOLIUECS OJTHOBPEMEHHO C ABMKEHUEM KOHEYHOCTSIMH WJIU TYJIOBUILEM, IPU
00s13aTeIbHOM MOJITHOM COTIIACOBAHHOCTH aMIUTATY/Ibl M TEMIIA BBHITIOJIHIEMBIX IBYKEHHH C
(azoit u rimyouHoM Apixanud. Ecny cormacoBaHHOCTh OTCYTCTBYET, TO ABUKEHUS Tejla HE CTaHYT
CIOCOOCTBOBATH JbIXATEIbHBIM JBUKEHUSIM, KOTOPBIE, B CBOIO OYEPE/Ib, OyIyT HapylIaTh
JMHAMUKY BBITIOJIHIEMOrO yrpakHeHus. /{uHamudeckue JbIXaTCIIbHBIC YIIPAKHCHUSA
CMOCOOCTBYIOT HAWJTYUIIIEMY PACIIUPEHUIO TPYTHOM KIETKU B €€ HUKHEH 4acTu U

OCYHICCTBJICHUIO ITOJIHOIICHHOTO BJ0OXa
3amanne 76.11lepeunciuTe BIIBI peaOMIUTALIAN.
Omanon omeéema:- MeMIUHCKAsL, - GU3NUECKasi, - ICHXOJIOTHIECKas, - TpodecCHOHATbHAs

(TpynoBasi) - ¥ COLMaIbHO-IKOHOMUYECKAast

3ananue 77. bonpHoit ®@-H @.H., 49 nert, Tokaps. Knunnueckuii quaruos: qudgy3Hbiit

MTHEBMOCKJIEPO3, XPOHUYECKUIN OPOHXUT, IM(pU3eMa JeTKHX, JIETOYHOE CepIle, IETOYHO-CepAeyHast
HEJ0CTaTOYHOCTb.

1.

2.

OneHnuTh (PYHKIIMOHAIBHYIO CIIOCOOHOCTD armapaTa BHEIIHETO JbIXaHHs O0JBHOTO B €T0
pe3epBHBbIE BOBMOKHOCTH.

[TonGepute cpencTBa peaOUIUTAIINHN SISl KOPPEKIIUHA HAPYIICHUH (PYHKITMH BHEITHETO
neixanug u CCC.

Omanon omeema

1. st onieHku GyHKIMOHATBHON CIOCOOHOCTH armapara BHEITHETO JAbIXaHusl 00JIBHOTO
HEO00XOMMO MPOBECTHU JbIXaTenbHbIC MPoObI: mMHeBMOoTaxoMmeTputo, XKEJI, JIDKEJI, mpoOsI ¢
3aJIep>KKOM JpIxaHusl, ¢ pu3nyeckoil Harpy3koi. Ha ocHoBaHMM JaHHBIX (PYHKIIMOHAIBHBIX
po6 mogoOpaTh KOMILIEKC Je4eOHONH TUMHACTHKH.

2. a) YropaxxHeHHsI B pacciablIeHUU MBILII] TPYAHON KIETKH, IIIEYEBOrO Mosica, ciuHbl. OHU
obreryar crajgeHue rpyAHON KJIETKU Ha BBIIOXE M TEM CaMbIM yBEIHUYaT SKCKYPCHIO
TPYAHOM KJIETKH U 00JIeryaT BHIMOJIHEHNE CTATHYECKUX JbIXaTeNbHBIX YIIPAKHEHUHN C
MOCTETIEHHBIM YTTyOJIeHHeM BbIJ0Xa.

0) CraTtuyeckue bIXaTelIbHbIE YIPAXXHEHUS C IOCTENEHHBIM YIITyOJIeHHEM BBII0XA, C
BBIZIOXOM 4epe3 COMKHYThIE T'YObI, ¢ BBIIOXOM €O 3ByKoM «I1I» OyayT cmocoGCTBOBATH
HEKOTOPOMY YMEHBIIEHHIO OCTATOYHOW €MKOCTH JIETKUX U 00Jiee paBHOMEPHO BEHTUJISIIUU
HE MOPaXEHHBIX OT/IETIOB.

B) JluHaMuyeckue IpIXaTelbHbIE YIPaXXHEHUS, C TOMOIIBIO Ha BBIJOXE — yBeIUYaT
BEHTUJISIIIUIO JIETKUX U SKCKYPCHIO TPYTHOM KJIETKU, yBEMUYAT SKCKYPCUIO Tuadparmsl.
YnpakHeHus A1 JUCTATbHBIX U MPOKCHUMAIBHBIX OTJENIOB PYK U HOT YCHIIST
nepudeprudeckuii KpOBOTOK, MOBBICIT YTUIM3AIUIO KUCIOpOoAa Ha nepudepun. 1o
MIPUBEAET BMECTE C YMEHbBIIIEHUEM MePU(PEPUIECKOT0 CONPOTUBIICHUS K HEKOTOPOMY
o0nerueHnIo padoThI IEBOTO JKEeMyA0UYKa Cep/ra.

r) Maccax rpyIHO# KJIETKH C LEIbI0 CHIKEHUS MBIIIIEYHOTO TOHYCA U YMEHBIIICHUS

6p0oncna3Ma 1 00JIeTUYeHUS BbIJOXa



3amanue 78. bonbHOH, 58 neT. /I-3: cOCTOsIHME MOCE TOTATBHOTO SHAOIPOTE3UPOBAHUS IIPABOTO
Ta300€APEHHOT0 CycTaBa. 3 Mecsa nocie onepanuu. CoctaBbTe MPOrpamMmy
peaduIuTAIH.

Omanon omeema

[Tocne oneHKH (QYHKIMOHAIBEHOTO COCTOSIHUS MBI HIDKHIX KOHEYHOCTEH, TTOABHKHOCTH

CYCTaBOB HW)KHUX KOHEUHOCTEH, Ha OCHOBAaHUH kajlo0 OOJILHOTO MOIOUPAETCST KOMITIIEKC

peadIIIMTalIMOHHBIX MEPOTPUATHIA, BKIFoUatonux: JIOK (koMIuieke ynpaxxHeHUN 115t

YKPEIUIEHHUS! MBIIII] HOT, OOIIEYKPETUISIOMINX YIPAaXKHEHNH), (PU3N0TEPAIeBTUIECKUE METO IBI

(Maccax, anekTpodope3, 030HOTEpAITHS).

3amanue 79. bonpHOMH, 58 net. /I-3: cocTosIHME MOCTEe a0PTO-KOPOHAPHOTO IITYHTUPOBAHHSL.
[lepeuncnure 3agaun peabUIUTAIMKA HA TPETHEM dTATe peaOUIUTAIUH.

Omanon omeema

K 3amauam peaOunutanuy Ha JaHHOM dTarle OTHOCSTCS: YBEIMUEHHE PE3EPBHBIX BO3MOXKHOCTEH
CEepJCUHO-COCYIUCTON CHCTEMBI, MOBBILICHUE aJAlTAllUU cCcC K GU3NUECKUM Harpyskam. J[is
atoro 6ompHOMY HazHavaeTcs JIOK. Komrmuiekc ieue6HO# THMHACTUKY B 3aBUCUMOCTH OT
(hyHKIIMOHATBEHOTO Kiacca 6osibHOTO, YI'T, 103upoBaHHyI0 X010y, BEIOIPTOMETPHIO.

3ananue 80. boysHoM, 78 net. JI-3: cOCTOSIHHE TIOCTIE ONIEPAIMH XOJICIIUCTIKTOMUU. 6-i IeHb
nociie oneparuu. OnpenenanTe NporpaMmy peaduanTaum.

Omanon omeema

B nporpammy peabunuranuu Ha qaHHOM 3Tarne Britodaetcs: JIOK, maccaxk. 3ansatus

MIPOBOATCS MHANBUAYATHHBIM MeTOI0OM. M.1. eska. YrpakHeHUs IbIXaTelbHbIE CTATUYECKHUE U

TUHAMUAYECKHE, BKITIOYas quadparMalibHOE JbIXaHue, Ha pacciablieHne, 00IeyKpeIIsSIone

yIopakHeHHs. Maccak 711 MBIIIII CTTMHBI, HHKHUX U BEPXHUX KOHEUHOCTEH

3amanue 81. bonpnoii K., 48 net, 6601 noctasied auarno3: XOBJI, Tsokenoe TeueHue.
Ombuzema serkux. JIH Il cr. OOBEKTUBHO: BBIIOX YAJIWHEH, CIBIIIHO IITYMHOE JIBIXaHHE,
temriepatypa tena — 36,7 “C, YA — 24 B mun, YCC — 92 yu./mun, AJl — 140/90 MM pT. CT.
1. OnpenenuTh NOKa3aHU U IPOTUBOIIOKA3aHUS JIs1 METUIIMHCKOW peaOMIIUTAIINH.
2. Kakoii atan peabunmuraniud He0OX0AUMM JaHHOW TaIllueHTKeE?
2. CocTaBUTh peaObMIMTAIIMOHHYIO ITPOTrPaMMYy MPU OTCYTCTBUH IMPOTHBOTIOKA3AHH.
Omanon omeema

1. Iloka3zaHus K HA3HAYEHUIO peaduIMTalMOHHBIX MeponpusaTuii: XOBJI, ambuzema
nerkux. [IpoTuBonoKka3anus: apixaTenbHas HeqocTatouyHocTh 111 ctenenu.

2. Bropoii aTan MeAMIIMHCKON peaOuInuTaIuy.

3. Ha3znaueHue onTuMalIbHONW MEIUKAaMEHTO3HOH Tepanuu MO3BOJUT CTaOMIIN3UPOBATh
naToJiornyeckuii mpouecc, noBsicuTh OB/l 1 yMeHbIIUTH PYHKIIMOHAIBHBIN KIacc
JIBIXaTeIbHOM HEIOCTAaTOUYHOCTH U, B MIOCJEAYIOIIEM, HA3HAYUTh KOMILIEKC PeaOMIUTallHOHHBIX
MEPOTIPUATHIA:

a) JIOK:

- ¢popmbI (YTpEeHHSS TUTHEHUYECKasi THMHACTUKA, JieueOHas THMHACTHKA,
CaMOCTOSITENIbHBIE YIIPAXKHEHHS, JO3UPOBAaHHAS X0/1b0a)

- cpeAcTBa (IMHAMUYECKUE YITPAKHEHUS TSI MEITKUX U CPETHUX TPYII MBIIIIII,
JpIXaTebHas THMHACTHKA, 0OIIepa3BUBarolye (00IIETOHU3UPYIOIIUE) YIPAXKHEHUS, 3BYKOBas
TUMHACTHKA).

Temn u UHTEHCUBHOCTh (PU3MUECKON HATPY3KH TOJDKHBI OBITh MUHUMAIBHBIMU U
HA3HAYAIOTCS C YY€TOM CTPECC-TeCTa Ha MHAUBUIYabHYIO IEPEHOCUMOCTh (PU3HUECKUX
Harpy3okK, 1moJja, Bo3pacTa v (pu3u4eckoil moAroTOBIEHHOCTH MAIlHEHTKH.

0) ®uznoTepanus (MHTAISAINA MyKOTUTHKOB U OPOHXOJMTHUKOB).



3ananue 82. bomsHoMmy /1., 45 5eT, y4acTKOBBIM TepaneBTOM ObLT BhicTaBleH auaraos: XOBJI,
cpenne-Tsprenoe teuenue. JIH I cr. Xponnueckoe nerounoe cepaue. XCH Ila OKII.
Oo6mbexTuBHO: Temmeparypa tena — 36,9 °C, YA/ — 22 B mun., YCC — 90 yu./mun., AJ] 130/80
MM PT. CT.

1. Kaxkoii atan peabumutanuu HeOOX0IUM JAHHOMY TMAIIUECHTY?

2. EcTb 11 IpOTHUBOIIOKA3aHUs K HA3HAYCHUIO MEIMIIMHCKON peabunuranun?

3. CocTaBuTh peabMIUTAIIIOHHYIO TIPOTPAMMY.
Omanon omeema

1. Bropoii 3Tan MeJUIMHCKONW peaduiIuTanuu.

2. Her.

3. a) BeISICHEHUE HAJIM4MSI (PAaKTOPOB PUCKA U PEKOMEHAALINHU 10 UX KOPPEKIIUH.

0) JIOK:

- ¢hopMmbl (YTpeHHSISI TUTHEHUYECKasi TAMHACTHKA, JJeueOHas THMHACTHKA,
CaMOCTOSITENIbHbIE YIIPAXHEHUs], JO3UPOBaHHAs X0/1b0a)

- cpecTBa (JMHAMUYECKUE YITPAKHEHUS JUI MEJIKUX U CPEIHUX IPYII MBIIIIL,
JbIXaTeabHas TUMHACTHKA, oO1Iepa3BuBatolye (00IeTOHN3UPYIOLUE) YIPAKHEHUS,
YIPaXXHEHUS C OTATOIIEHUEM, 3BYKOBasi THIMHACTHUKA).

Temn 1 UHTEHCUBHOCTD (PU3HUECKON HArpy3KH JOJKHBI ObITh MUHUMAIbHBIMU U
HA3HAYaIOTCs C YUETOM CTpecc-TecTa Ha MHAWBUYaJIbHYIO IEPEHOCUMOCTh (PU3NYECKUX
Harpy3ok, 1noJja, Bo3pacTa U (pru3n4eckoil moAroToBIEHHOCTH NalMeHTa.

0) ®uznoTepanus (MHrIALIUA MYKOJUTUKOB U OPOHXOJUTUKOB).

3amanue 83. BompHoii C., 42 Troaa, HAXOAUTCS B TEPANIEBTUYCCKOM OT/ICIICHUH C TUArHO30M:
BueGosibHUYHAs TPaBOCTOPOHHSAS HUKHEI0JIeBas THEBMOHM S, BbI3BaHHasI Str. pneumoniae.
[TpaBocToponnuii skccyaaruBHbIi ieBput. JIH I ct. O6nextuBHO: Temmepatypa tena — 38,5°C.
Y1 — 19 8 munyty, UYCC — 72 yn/mun, AJ] — 110/70 MM pT.cT. B KIMHHYECKOM aHAIN3€ KPOBU
onpenensiercs Hb — 100 r/n, nefikonuros — 21 x 109/1., COD — 45 mm/4.

1. OnpenenuTh NPOTUBOMOKA3aHHUS JUI BBITIOJIHEHHS peaOUIUTAIIMOHHBIX MEPOTIPUITUH.

2. CocTaBUTh peadMIMTAIIMOHHYIO TPOTPAMMY MPHU OTCYTCTBHH MPOTHUBOIIOKAa3aHUH.

3. HeoOxoaum 511 caHaTOPHBIN 3Tar peaduiIuTaluy AJis JaHHOTO Mal[MeHTa Mocie
3aBepUICHUS CTAllMOHAPHOTO 3Tara Mpy YCIOBHH OJIaronpusTHOTO TeYEHUs 3a001eBaHus?
CocTaBbTe NPEANOI0KUTEIbHYIO peaOUIUTAIIMOHHYIO IIPOrpaMMy Ha CAHATOPHOM 3TaIe, eciu
JAHHBIM 3TaIl BO3MOKEH.

Omanon omeema

1. Temnepatypa tena, nokazarenan COD, TEHKOLUTO3.

2. Ilpu crabunuzaiiiy OCHOBHOTO IIPOIecca U OTCYTCTBUH MPOTUBOTIOKA3aHUM, B
KauyeCcTBE MPOTrpaMMbl peabUINTaIld BO3MOXKHO:

a) JIOK:

- ¢opmbl (YTPEHHSSI THTHEHUYECKasi TUMHACTHKA, JJeueOHasi THMHACTHKA,
CaMOCTOSITENIbHBIC YIIPAXKHEHHS, JO3UPOBAaHHAS X0/1b0a)

- cpeAcTBa (IpIxaTeabHasi THUMHACTUKA, TUHAMUYECKHUE YIPaXXHEHUS A MEJIKUX U
CpeIHUX TPYIIN MBIIII, 001epa3BUBatolue (0OIETOHN3UPYIONINE) YIPAKHEHUS, YIPAKHEHUS C
OTSITOILIEHUEM).

Temn 1 UHTEHCUBHOCTDH (PU3MUECKON HATPY3KH JTOJDKHBI OBITh MUHUMAIBHBIMU H
HA3HAYAIOTCS C YYETOM CTPecC-TecTa Ha MHAWBUYaTbHYIO IEPEHOCUMOCTh (PU3NYECKIX
Harpy3ok, 1moJja, Bo3pacTa u (pu3uueckoil moAroTOBIEHHOCTH MAIlHEHTKH.

0) ®uznotepanus (YPO obnactu rpyIHOM KIETKH B SPUTEMHBIX BO3PACTAIONINX 032X
w YBY JIMB-Ttepanusi, MarHuTOTepanusi, pu HEOOXOIUMOCTH UHTAISIUA MYKOJIUTHUKOB).

3. Heo6xomum. PeabunurannonHas mporpaMma MOXKeET OBbITh COCTaBIIeHa, KaK
OpPUEHTUPOBOYHBIN IJIaH JaibHEHIel peaOuInTaliy MalueHTa, MOCKOJIbKY He00X0aruma
KJIIMHUYECKasi OIIEHKa COCTOSIHUS 3/I0POBbsS MAIIMEHTA MePe]] Ha4ajJoOM BbITIOJHEHHUS
MEpONPUITHI, KOTOPYIO JIOJKEH OCYILLIECTBUTH Bpad CaHATOPHSL.



a) JIOK:

- (opmbI (yTpeHHSS TUTHEHUYECKas THMHACTHKA, JiedeOHasi THMHACTHKA,
CaMOCTOSITEIIbHBIC YIPAXHEHUs, TEPPEHKYP, ONMKHHUHA TypHU3M, JieueOHOE TIIaBaHHUE, UTPBHI,
Maccax);

- cpencTBa (IpIxaTesibHasi TMMHACTHKA, 0011epa3BrUBatoIye (00IEeTOHU3NPYIOIINE)
YIpaKHEHUS, YIIPAKHEHUS C OTATOLICHUEM, THHAMUYECKHUE YIIPAKHEHUS [T CPEAHUX U
MEJIKMX MBIIIEYHBIX TPYII).

Temm 1 HHTEHCUBHOCTD (PU3NYECKUX HATPY30K JOJDKHBI OTIMYATHCS OT X YPOBHS HA
CTallMOHAPHOM 3TaIlle B CTOPOHY MX IOCTEIICHHOTO YBEITHUCHHS.

0) @uznoTepanus (rajioTepanus, Bo10JIeUeHUE, OalbHEOTepaysl, UHIAIALUN d(PUPHBIMU
MacjiaMH, a3pOUOHOTEPAIT).

3ananue 8. bonbuas 1., 20 net, mocTynuia B cTallioHap ¢ TMarHo3oM: bpoHxuanbHas actMa,
TsDKeNoe Teuenue, (paza odoctperus. Actmarnueckuit ctatyc. O0bekTuBHO: Temneparypa tena
—36,8 °C. YAJ1 — 28 B Mun. UCC — 120 yu./muH., AJl — 100/70 MM pT. CT.

1. OnpenenuTs NOKa3aHUs ¥ MPOTUBOTIOKA3aHUS JUISI BHIIIOJIHEHUS peadMIINTallMOHHBIX
MEpONPUATHH.

2. CocTaBUTH peabMIIMTAIIIOHHYIO TIPOTPAMMY MTPH OTCYTCTBUH IMPOTHUBOIIOKA3AHHIHA.

3. HeoOxoaumo i 1aHHOM MalMeHTKe BBIMOIHIATH peaObuaInTallMOHHbIE MEPOIIPHUSITHS ITOCIIE
CTaOMIM3alMU COCTOSIHUS 370POBbsI U BBIMKUCKH U3 cTainoHapa? ObocHyliTe Bamn oTBer.
OTanoH oTBETa
1. [Toxazanus: OpoHXHANbHAS acTMa.

[TIpotuBonokaszanus: actmarnueckuii craryc, Y11, HCC.
2. Ilpu ycnoBuu cTabUIU3aliu COCTOSIHUS 3J0POBbsS MAlUEHTKU U OTCYTCTBUU
MPOTUBOMNOKAa3aHUI K MPOBEACHUIO METUIIMHCKOM peaduiInTaluy MoKa3aHo:

a) JIOK:

- ¢hop™mbl (YTpeHHSSI TUTHCHUYECKAsi TUMHACTHKA, JiedueOHasi THMHACTHKA,
CaMOCTOSITENIbHbIE YIPAaXXHEHUS, T03UPOBaHHas X0Ab0a, Maccax);

- cpeAcTBa (IpIxaTeabHas TUMHACTUKA, GU3NYECKUE YIPAKHEHUS HA MEJIKUE U CPEHHE
TPYIIIIBI MBI, YIPaXXHEHUS C OTATOIICHUEM, 3BYKOBasi THMHACTHKA, 00IIepa3BUBAIOIIHE
(0OIIETOHN3UPYIOIINE) YIPAKHEHUS).

Temn 1 UHTEHCUBHOCTH (DU3UUYECKUX YIPAXKHEHHUH OMPEIEISIOTCS C YIeTOM
WMHIUBUAYAIBHOTO ONpeeNeHUs] NIEPEHOCUMOCTH (PU3NYECKUX HATPY30K U YBEIMUUBAIOTCA 110
Mepe aJanTaluy MalueHTKH K Ha3HaYeHHOMY 00beMy YIpaKHEeHHH (1oKa3aTean
remoauHamMuku, YJ1J1, y9eT KIMHUYECKUX TPOSIBICHHM ).

0) ®uznoTepanus (MHrAIAIUA OPOHXOJIUTUKOB, MyKOIUTUKOB, Y PO o0nactu rpyaHoi
KJIETKU B 9PUTEMHBIX Bo3pacTaromux no3ax win ¥YBUY JIMB-tepanusi, MarHuToTepanus).

3. [a, T.K. He0OXO0AUMO:

- 3aKperieHUe JOCTUTHYTHIX PE3yabTaTOB MEIUIIMHCKON peabuIuTauy Ha
CTAllHOHAPHOM JTarle;

- nanbHenee ynyumenue OBJI;

- MPOBOIUTH MPOPUITAKTHKY TPOTrPECCUPOBAHUS 3a00JI€BAHNUS;

- C1OCOOCTBOBATH MPOPECCHOHANTBHOMN M COIMAIbHOM afanTaluy MaueHTKH.

3ananue 84.

[TanenTka I'., 39 e, HaxoAUTCS Ha CAHATOPHOM ATalle peadUINTALNYU TIOCIIe IepEeHECEHHON
ITHEBMOHUH, KOTOPast OCJIOKHUIIACh abciieccoM. B HacTOSIIMI MOMEHT COCTOSTHUE MAIllUeHTKU
crabuipHoe. OOBEKTHBHO: B JIerkux apIxaHue Be3UKYISIpHOE, pPABHOMEPHO IPOBOIUTCS BO BCE
0TI, MOOOYHBIX XpHUITOB ¥ 1ryMoB HeT. Y1/ — 17 B munyty. AJl (Ha oGenx pykax) — 120/80
MM pr.cT., YCC — 80 ya/mMuH.

1. meroTcs M MpOTUBOTIOKA3aHUS /ISl BBITIOJHEHUST PeaOMINTALlMOHHBIX MEPOIIPUATHI Ha
CaHaTOPHOM JTare?



2. Ipemioxkure peabMIIMTAIIMOHHYIO IIPOTPaMMy Ha CAHATOPHOM 3TaIe, MPHU yCIOBUU
BO3MO’KHOCTH €€ BBIITOJIHEHHSL.

3. I[lokazaHo Ju NanUEeHTKe IPEHUPYIOIINE YIIPAXKHEHUS?

Omanon omeema

1. Her.

2. a) JIOK:

- (op™mbI (yTpeHHSS THTHEHUYeCKasi THMHACTHKA, JIeYeOHast THMHACTHKA, CAMOCTOSTEIbHbIE
yIpaKHEHUs], TEPPEHKYP, OMDKHUN TYpU3M, JIedeOHOE TUIaBaHKUE, UTPHI, MaCCax);

- cpencTBa (IpIxaTesbHasi THMHACTHKA, YIIPAXKHEHUS C OTSATOLIEHUEM, 00IIepa3BUBAIONIIE
(0OIIETOHU3UPYIOIINE) YIIPAKHEHUS, TUHAMUYECKAE YIPAKHEHUS ISl CPEIHUX U MEITKUX
MBIIIEYHBIX TPYIII).

0) dusnoTtepanus (rajoTepanus, BoJA0JCUCHHE, OATbHEOTepaIvs, HMHTISIIIN YPUPHBIMU
MacjaMH, a3pOUOHOTEPAITus).

3. Her.

3amanue 85. [Tanument 1O. 49 net nocrasien Opuranoil CKOpOil MOMOIIN B COCYAUCTBINA LIEHTP,
yepe3 5 4acoB mocie Havyasia 3a00JieBaHus, IO Pe3yibTaTy 00C/IeJOBaHUS AUarHOCTUPOBAH
reMOpparu4ecKuii UHCYIbT.

[Taiment B co3Hanuu. Poct 176 cM. Bec 94 kr. Butanbabie pyHKIINN HAa MOMEHT OCMOTpa
crabunusupoBanbl. Al 145/85 mm.pt.ct. HCC 82 B MuH. TOHBI cepalla pUTMUYHBI
purIylIeHsl. ['emunapes ciesa.

N3 aHamHe3a: cTpagaeT TMOEPTOHUEN 2 CTENIEHH B TEYEHUE NMOCAeTHUX |1 J1eT, TunoTEeH3UBHbIE
npenapaTsl IPUHUMAJ He peryisipHo, padotaet 6yxrantepoM B OAO «Acbecty. JXKenar, umeer
2 nereit 19 u 11 ner. YBaekaercs camoBoacTBoM. [IpoBeneHa 6ecena ¢ MEIUITUHCKIM
MICUXOJIOTOM, MAIIUEHT HAaXOJUTCSI B COCTOSIHUU JETIPECCHHU:

OTIPEJeNIUTh OKa3aHus ¥ MPOTUBOIOKA3aHUs K Havaly peaOuinTauuu, chopMyIupoBaTh
peabUIMTAllMOHHBIN TUarHo3, e peaduIuTalum, HarucaTh porpaMMy peadiInTaluy Ha
JTare HaxOXKJICHUs B COCYIUCTOM LIEHTPE.

Omanon omeema IlpoTuBONOKa3aHU B YCIOBHUH 3a/laul HE yKa3aHO, MOKa3aHue (HakT HHCYIbTa

1 chOPMHUPOBABIIUKCA HEBPOJIOTUUECKUM TEDUITUT.

Jlnarno3: reMopparuueckuii UHCYJIbT CIpaBa, JEBOCTOPOHHUN remurnape3. OrpaHndeHue
0o0beMa aKTUBHBIX JIBH)KEHUH B KOHEUHOCTH, MBIIIIEUHas cuiia cHUKeHa. KoHTpakTyp Her.
Jenpeccus. BeipaxkeHHOE OrpaHUyYeHre OBITOBOM M COLIMATBLHONW aKTUBHOCTH (MOOUIILHOCTH,
CIOCOOHOCTH K CaMOOOCTYKUBAHUIO U BHIMOJIHEHHUIO TPYI0BOM NesitenbHOCTH). Al 2 creneHu
III craguwm, rp. pucka 4.

Lenu Ha sTan (KpaTKOCPOUYHBIE): 00ydeHHEe TPUCAKUBAHUIO B TIOCTEIH, OJICBAHUIO, IPOBEICHUIO
TUTHEHUYECKUX POLEYp, IEPECAKUBAHUIO B KPECIIO-KATaJKY.

[Iporpamma peabunuranuu: paboTa ¢ ICUXOJIOTOM, KHHe30Tepanus JleueHue nojaoxKeHuem,
MAaCCUBHO-aKTHBHAs TMMHACTHKA, JIbIXaTellbHas TUMHAcTUKA. VHransuuoHHas Tepamnus ¢
mykonutukamu (ITAPU MacTep/Bopeati-F 400). Ha 3-5 nens HuzkounterncusHoe (80 I'n, 4-5
Br) nazepuoe mnyuenue (Mycranr 2000/Y30p 2KBTJI 2000/Kom6u 500). Ha 4 - 5 nenb Ha
napeTiuyHble KoHeuHocTH Maccax "Hivamat-200" (160-200 I'u, 10-15 munyt). Beprukanuzarus.
Oprotepanus.

3ananue 86. [Tauuent 0. 49 net nocraBnen Opurazoil ckopoil MOMOIIK B COCYAUCTBINA LEHTP,
yepe3 5 4acoB Mociie Havyasa 3ab0sIeBaHus, 10 pe3ysbTaTy 00CiIeJ0BaHUs AUarHOCTUPOBAH
reMOpPpParun4eCcKuil NHCYJIbT.

[TarenT B coznanuu. Poct 176 cm. Bec 94 kr. BuranbHble pyHKIIMHM Ha MOMEHT OCMOTpa
crabunuzupoBanbl. AJ] 145/85 mm.pt.ct. YCC 82 B MuH. TOHBI cep/iia pUTMUYHEI
MIpUTIyIIeHbl. ['eMunapes ciesa.

W3 anaMHe3a: cTpalaeT TUIIEPTOHUEN 2 CTENEHH B TEUEHHE MOCIeAHMX 11 J1eT, TMIIoTeH3uBHBIE
npernaparsl IPUHUMAI He peryisapHo, padotaeT OyxranrtepoM B OAO «Acbect». XKenat, umeet



2 nereit 19 u 11 ner. YBaekaercs canoBoactBoM. [IpoBeaena decena ¢ MEAMIIMHCKAM
IICUXO0JIOTOM, MAIUCHT HAXOAUTCSA B COCTOAHUUN ACIIPECCUH.

3ananue 87: onmcars MporpaMMy peaOMIMTAIMY HA 3Tare NPeObIBaHMS B peaOUIUTAIIHOHHOM
ueHtpe. [Ipu yyere Toro, 4To NaureHThl HE BOCCTAHOBWIIM B TIOJIHOM MEPE HEBPOJIOTUYECKUI
neGuIuT (COXpaHIETCS TeMUIIapes).

Omanon omeema llenu Ha 3Tan (KpaTKkOCpoOUHbIE): 0OYUEHHUE MPUCAKUBAHUIO B ITOCTEIH,
OJICBAHHIO, TPOBEACHUIO THTHEHUYECKUX MTPOLEAYP, IEPECAKMBAHUIO B KPECIO-KATAJIKY.
[Iporpamma peabmuTanuu: paboTa ¢ ICHX0JIOrOM, KHHE30Tepanus JleueHre nojJoxeHnem,
MaCCUBHO-aKTHBHAS TMMHACTHKA, JIbIXaTelIbHAS TUMHACTUKA. HTaISIIIMOHHAs Tepamnus ¢
mykonutukamu (ITAPU MacTep/Bopeati-F 400). Ha 3-5 nens auskounterncuBnoe (80 I'm, 4-5
Bt) nazepuoe uznyuenue (Mycranr 2000/Y30p 2KBTJI 2000/Kom6u 500). Ha 4 - 5 nens Ha
napeTuuHble KoHeuHOCTH Maccaxk "Hivamat-200" (160-200 I'ti, 10-15 munyt). Beprukanuzanusi.
OproTeparnus.

3amanne88.I1anmenT, 52 roxa, paboTaromuii ciecapeM, CTpajaroni 1e(GopMupyromumM
OCTE€0apTPO30M, U UMEIOIIHH MOpakeHHE KOJICHHBIX U Ta300eapeHHbIx cyctaBoB, DHC 2 ct. B
TEYEHHUE JICCSITH JIeT. B HACTOSAIINIA MOMEHT MOJTydaeT TEPANUI0 XOHIPOTIPOTEKTO PAMH, OJHAKO
COXpaHseTCs yMEepEeHHBIN 00JIeBOI CUHIPOM, BO3HUKAIOIIMM MPHU X0/1b0€, TpeOyIouii npuema
kceokama B 103e 8 mr/cyT. HasHaubTe (pusnosneueHne Ha Kype U ¢ IepCrneKTUBOM Ha ro/l.
Omanon omeema

1. Tennosieuenue: rpsa3eBbie amuMkanuu MecHo 1mo10-15 npouenyp 2 pasza B ro.

2. 'mapomaccax noaBoansii. 10-12 npouenyp 2 pasa B roj.

3. MarnuTtoTepanus. 2 pa3a B rof.

3amanne89. [1anmenTka, 48 net, ABE HEACIU Ha3a ]l MEpeHEcIa TpaBMy IIPaBOTo Iieda, KOTopast
COTIPOBOXIAJIACH 3aKPBHITHIM MTEPEIOMOM 0€3 CMEIIEHHUS B 00JIaCTH CPEAHEH TPETH TICYEBOM
KocTH. bpla ocyiecTBieHa IMMOOUITH3AIHS C HAJIO)KEHUEM THUTICOBOM MOBS3KH. Onpenenure
00beM (PU3NOTEPANIEBTUUECKOTO TTOCOOHS Ha ATarie MUMMOOMIIM3AIUH U dTarle
BOCCTAaHOBHUTEIIBHOM.

Omanon omeema

B uMMoOMIM3aiMOHHBIN IEPHOT — JIazepoTepanws, Y3 — JCUYCHHE.

B noctummoObunuzanronnom — KBY teparusi, MarHuToTeparnusi, CBETOJICUYCHHE,
TEIUIOJICUCHHE.

3ananune90. bonpHoii, 39 ner, mocine onepanuu yaaneHus KeTUHOTO My3bIpsS OTKPHITHIM
XUPYPrUU4eCKUM METOJIO0M (JIanapoTOMHUs) CIIYCTS 3 HeAeNnu MpoA0JKaeT OTMeYaTh 3aTPyIHEHUS
B JIBUKCHHSIX KOPITYCOM, HECMOTPS Ha 3QKUBJICHUE PAaHbI IEPBUYHBIM HATSHXKEHUEM U
npuMeHeHus TeueOHoM Pu3KyabTypsl. [Ipr ocMoTpe Xupyprom nociaeonepanuoHHbIX
OCJIOXKHEHUH He BBIsBIIEHO. OnpenennTe BO3MOXKHOCTH (PU3NOTEPAIIEBTHIECKOTO BO3ICHCTBUS B
JAHHOM CITy4ae.

Omanon omeema

Bo3moxHO mpuMeHeHne Tunepoapudeckoil OKCUTeHAIINH, JTa3epoTepanuu, Y 3-IeueHue.

3ananue9l. bonbHag, 55 net, ¢ ABICHUSAMU AOPCONATHH (TPYIOTIOSICHUYHBIA OCTEOXOHIPO3,
CHOHJIMJIE3) U PAIMKAITHH TOCIIUTATU3UPOBaHA B OTACNIEHUE HEBPOJIOTHU TOPOJCKOI OONBHUIIBI.
W3 conyTcTBYyMOIIEH MATOJIOTUH BBISIBIICHA apTepualibHasl TUIIEPTEH3MUS, JICUCHHAS
AHTUTUINIEPTCH3UBHBIMU TIpemapaTaMy C TOCTHKEHHEM II€TIEBbIX 3HAYCHUN apTepUaTBHOTO
JIABJICHUS, a TAK)KEe XPOHUYECKHH MMaHKpeaTUT BHEe 000cTpeHus. Onpenennure BO3MOKHBIN 00beM
(bu3zMoTEpanuu Ha 3Tarne CoXpaHeHus: 00JIEBOr0 CHHAPOMA U Ha dTarle €ro KyupoBaHHsL.
Omanon omeema



[Tpu oboctpenun npumenenue Y3, ceetoseueHre. B nanpHeieM TemnioaeueHue,
MAarHUTOTEPAIHs.

3amanne92. bonpHOH, 38 JeT, cTpaaeT XpOHUYECKOH 0OCTPYKTHBHON O0JI€3HBIO JETKUX C
gacteiMu OPBU u o6ocTpennsmu 6ponxuTa. B HacTosmee BpeMs OTMe4aeTcst 3Tar
3aTyXarolero 000CTpeHus, OTMEHEHbl aHTHONOTHKHU. OJIHAKO COXpaHSAETCs OJIbIIIKA, CYXOn
KallleJIb ¥ OTXOXACHUEM BSA3KOHM IPO3pavyHON MOKPOTHI. [lopeKkoMeHayliTE KOMILIEKC
(U3NOTEPANIEeBTUIECKOTO BO3ICHCTBHUSI.

Omanon omeema

[TokazaHo npuMmeHeHus azaporepanuu, YD jiydu, B TanbHEHIIEM THIPOMACCAXK, MACCAK.

3amanue 93.
Bonwsaoit H., 54 roga, mocTynui B KapIMOJIOTUYECKOE OT/ICTICHUE C IMATHO30M: OCTPBIN
TpaHCMYpPaJIbHBIN WH(PAPKT MUOKap/Ia 3a/IHEH CTEHKH JIEBOTO JKeNyI0uKa; 2-i JeHb O0JIE3HU.
Kano6sl Ha cTeHoKapauio 1 pa3 cyrku. O6bekTBHO: UCC-92 yn/mun, A/l 100/60 Mmm.pT.cT,
YUCJIO JIBIXaHWW B MHH., TOHBI CEP/IIa MPUTITYIICHBl «PUTMUYHBI, B JIETKUX BE3UKYIISIPHOE
JBIXaHUE, TIeYeHb HEe yBelnueHa, jeiikorurto3 23,0 x [109/J1, remneparype tena 37,4°C. Ha OKT -
MIPU3HAKH, TIOATBEpKAatoNHe quarno3. OTeKOB HET:

1. HazoBuTe yHKIIMOHATBHBIN KJIACC TSHDKECTH COCTOSTHUS OOJILHOM M CTYNIEHb aKTHBHOCTH.
JaiiTe o60cHOBaHUE.
2. MoxHo 1 HaunHaTh 3aHaTust JIOK?
Omanon omeema bonpHOM 0THOCUTCS K 3-My Kilaccy TsbkecTH. Ha 2-i nenp 3a06oeBaHus
OCBaMBaET 1-10 CTyNEeHb aKTUBHOCTH. MOKHO HaunMHAaTh 3aHsATUA JI[' B W.II. J1eka Ha CIHHE.
VYrpaxxHeHus JUisl MEJIKUX U CPEAHUX MBIIIEYHBIX TPYIIT PYK, HOT, 11en. [IpoaomkuTenbHOCTh

10 muH. BrITOBBIE HArpy3KH: MOBOPOT HA OOK, ABMKEHUS KOHEUHOCTSIMU. [losb30BaHme
MIPUKPOBATHBIM CTYJIBYHKOM, IPEObIBAHUE B MIOCTENHN C MOIHATHIM FOJIOBHBIM KOHIIOM 2-3 pa3a B
JeHb no 10-20 MuH., MpUeM MUY CUIS B TIOCTEIH.

3ananue 94.

bonbhas U., 56 net. JlnarHo3: ocTphlii IOBTOPHBIN MEIKOOYAroBbiid MHPApKT MUoKapaa. B
anamuese: MBO, ®K-111. Hegocrarounocts kpoBooOpaimenus [TA. Teuenue nndapkra B
CTaIMoHape HEOCIOKHEHHOE, 2-i eHb 0oJie3HH, xkanob Her. YCC 90 yu/mun. AJI-T10/70 Mm.
pT.cT., Temneparypa toiaa 37,3°C.

OrnpenenuTe KJIacce TSHYKECTH COCTOSIHUS 00JbHOTO. MOoykHO Jii Ha3Havath JII' CkobKo cTyreHen
AKTUBHOCTH OCBOUT OOJIbHOM TTpH OJ1arONpHUsATHOM TCUCHHH 3a00JIeBaHUS?

OTaJIOH OTBETA

1. BoasHO# oTHOCHTCA K I[IVDK TsmxecTn.

2. JIT' B mepBBIe Ba THS HE Ha3HadaeTcs. Pa3pernraercs moBopoT Ha OOK, ABM)KCHUE
KOHEYHOCTSIMH, TPEOBIBAHKE B IIOCTEIIHN C MPUIIOJHATHIM T'OJIOBHBIM KOHIIOM.

3. Ilpu GimaronpusATHOM TeUeHUHU 3a00J1€BaHUs OOJLHON CMOXKET OCBOUTH B CTAIMOHAPE 2
CTYNEHU aKTUBHOCTH.

3amanne 95.

bonbHas M., 55 net, noctynuna B cranuoHap ¢ auarfosoM: XMbC, creHokapaus HanpsKeHUS.
JKayio6b1 Ha 60JIK CKUMAIOILET0 XapaKkTepa rpyJHON npy GU3NUYECKON U HIMOIIMOHAIBHO
Harpyske, KOTOpble KYIHPYIOTCs HUTPOTIULEPUHOM

Kak o1ieHuTh pu3nueckyro paboTocrnocoOHOCTh OOIBHOM?

OTanoH oTBeTa

Jnis onieHKu Gpuzndeckoi paboToCcrmocoOHOCTH HEOOX0AUMO TIPOBECTH BEIOIPTOMETPUUECKYIO
npo0Oy. [1o pe3yabraram npoObl MOAOKPAIOT HUZUUECKYIO HATPY3KY.



3amanue 96.

bonwnoit -8 C. /1., 48 ner, nocrasinen KCII B oTaenenue kapauoaoruueckoe 3 THs Ha3al C
OCTPBIMH OOJISIMH 32 TPYAMHOM, OTIAIOIIMMU MO/ JIEBYIO JIONATKy, He Kynupytomumucs. JL.O.K.
He 3anumancs. [Tpu OKI" obcnenoBannu: ocTphlii ”HPAPKT MHOKap1a, MEITKOOYAroBbIid. AHAIN3
kpoBu: COD — 19mm/4, neiikorutsl - 10 Teic. Ha MoMeHT Kypamuu: - 37°, 60J€BOM CHHIPOM
kynupoBad, Ha OKI' - crabunuzanus JMHAMUKH, aHAJIW3 KPOBU 0€3 U3MEHEHU.

OrnpenenuTsb:

1. Ilokazano nu HazHayeHue JIOK?

2. CopmynupoBaTh TAKTUKY Bpada HCXOs U3 Bompoca .

Omanon omeema

1. [loxazano HazHaueHue JIOK. 2.bonpHOMY Ha3HavaeTCsl paCUIMPEHHBII MOCTENBHBIN PEeXUM,
BKITIOYAOIUI TUHAMHYECKHIE YITPAKHEHHS [T MEJIKAX U CPEAHUX TPYIIIT MBIIII] B COYETAHUU C
JBIXaTeNIbHBIMHA, YIPAXHEHUSI B N30METPUIECKOM PEKHUME ISl KPYIHBIX Tpynn Meim. [Ipu
MOJIOKUTEITHFHON peakIuu O0JILHOTO — OCBOEHHUE TTOBOPOTa Ha OOK, MPEObIBAaHKUE B TIOCTEIHU C
TIPUTIOTHATHIM TOJIOBHBIM KOHIIOM 10 15 muH. [IprcaknBaHue B MOCTEH.

3anmanue 97. boisHoii, 60 et, C-B O.A., HAXOIUTCS B CTAIMOHAPE C IUATHO30M:

KpYITHOOYAroBbI HH(PAPKT MHOKap/Ia ¢ JOKAIHU3allien B 3aHel CTeHKe. Pexxum - cBOOOTHBIH,

JICHb MpeObIBaHus B cTarpoHape - 20.

1. Ilepeuncnauts hopmsl JIOK Ha cBOOGO1HOM pexxume mipu M.

2. OnpenenuTh KOJIMYECTBO THEH IS 3aHATHS B TAHHOM PEXHME

3. Ilepeuncnure nmoka3zaHus sl IEPEBOIA HA MOCIEAYIONIUN PEXKUM, HA3BaTh €r0.

Omanon omeema

1. VIT; JII'; CamocTosiTeIbHBIC 3aHATHS 10 MHANBUAYATBHOM IporpamMmme; Maccax;

Jlo3upoBanHas xoap0a. 2. JTMTETbHOCTD 3aHATHI B JaHHOM pekume 10-12 nueid. [Tpu
YCIIOBHH TIOJIOKUTEIILHON JUHAMUKH U aJIeKBAaTHOW PEaKIMK Ha Harpy3Ky O0JbHOM
MEePEeBOAUTCS HA MAAIIE-TPEHUPYIOIIHI PEXKUM.

3ananue 98.

UTto BKIIIOYACT MOHATHE MEAUIIMHCKAS pPEeaOMIIHTAIIHS?

Omanon omeema

MenuiuHcKkas peaOuInTaIus CucTeMa MEpOTIPUSITHI, HaIPaBJICHHBIX Ha BBI3JIOPOBJICHHE,
KOMIICHCAITMIO U BOCCTAHOBJICHUE HAPYIICHHBIX B PE3YJIbTaTe 00JIC3HU WUJIU TPaBMbl (DYHKIIHIHA,
Ha MPOPUITAKTUKY OCJIOKHEHUH, XPOHUYECKOTO TCUCHUSI ¥ PELIMIUBOB 3a00JI€BaHUs, Ha
npucnocobaeHne 00JIBHOTO K CaMOOOCTYKUBAHUIO U TPYIOBOI IESTEIHHOCTH B HOBBIX
YCIIOBUSIX, BOSHUKIIUX BCleACTBUE O0sie3HH. OJHOBPEMEHHO pelaeTcs 3a7a4a BOCCTAHOBICHUS
OOJILHOTO KaK JIMYHOCTH, BO3BpAIIEHUE €r0 K aKTUBHOM >XKM3HU B 001ecTBe. MP HaunHaercs ¢
MOMEHTa OCTpOl (a3bl OOJIE3HU U MPOJOIKAETCS 10 TeX MOP, MOKa He OyJeT TOCTUTHYTO
MaKCHMaJbHO BO3MOKHOE YCTpaHEeHHE (PU3NUECKUX, ICUXUUYECKUX U MPOPECCUOHATHHBIX
HapYIICHU, BEI3BAHHBIX OOJIE3HBIO UM TPABMATHUECKUM MOBPEKICHUEM.

3amanue 99.

[lepeuncnute OCHOBHBIE IETTU MEIUIIMHCKON peaOuIuTaIIH.

Omanon omeema

Lenb peabunutaruu — 3 pekTuBHOE U paHHEe BO3BpallleHHne O0TbHBIX U HHBATHIOB K
OBITOBBIM U TPYJIOBBIM IMpoOIIEcCcaM, B OOIIECTBO; BOCCTAHOBJICHNUE TMUYHOCTHBIX CBOICTB
YyeJioBeKa.

3amanue 100.
UTO OTHOCHUTCS K OCHOBHBIM MPUHIIMTIAM MEIUIIMHCKON peadrInTaIiH.
Omanon omeema

paHHee Havyallo MPOBEACHUS pPeabuINTallMOHHBIX Meponpusituii (PM),



KOMIUIEKCHOCTB MCIIOJIb30BAaHUS BCEX JJOCTYIHBIX U HEOOX0uMBbIX PM,
WHAMBUyAJIN3aLUs IPOTPaMMBbI peaOHIINTaIHH,
ATAHOCTh PEAOMIIUTALINHY,
HENPEPHIBHOCTh M MIPEEMCTBEHHOCTD Ha MPOTSHKEHUH BCEX TANOB PeaOUIUTALIUH,
colanbHas HalpaBIeHHOCTb PM,

MCIIOJIb30BAHNE METOJIOB KOHTPOJISL aICKBATHOCTH HArPY30K U A3PPEKTUBHOCTH PeaOMIINTAINN

IK-10
3agaHus 3aKpbITOro THIA
3amanue 1. UncTpykuus: BeibepuTe oauH NpaBUIbHBIN OTBET.
JlnarHoctTuueckrue KpUuTepun MyKOBHCIINI03a:
9. xpoHuveckrne OPOHXOIKTA3bI, IPABOCTOPOHHEE PACIIOJIOKEHHUE Cep/IIla, XPOHUIECKHE
CUHYCUTHI;
10. rpyOble uepThl 11, KuoCckoIno3, nedhopmanust pyAuHbl, HU3KUN POCT, TOPOK
KJIalIaHOB CEp/illa, YMCTBEHHAsl OTCTAJIOCTh;
11. PEeLUANBHUPYIOIINE XPOHNYECKUE THEBMOHUH, HapyllleHne (yHKINU
TIOJDKEITYI0YHOM JKeJe3bl, MaTbabCcOpOIIHsl, OOMIBHBIN 3JI0BOHHBIHN CTYII;
12. 3aJiep’KKa pocTa, MHOKECTBEHHBIM TU30CTO3, IOMYTHEHHE POTOBHIIbI, TOBBIIICHHAS
AKCKpEIHS TIMKO3aMHUHOTIIMKAHOB (MYKOIIOJIMCaXapUI0B) C MOYOM.

Omanon omeema penuANBUPYIOIINE XPOHUUECKUE THEBMOHUH, HapyIIeHHEe (YHKITTH
MOKETYI0YHOM XKelle3bl, MallbabcopOLrs, OOMIbHBIN 37T0BOHHBIN CTYI

3amanwue 2. UHcTpykus: BeiGepute oMH MpaBUIbHBIN OTBET.
JlmarHocTuueckune KpuTepun HelpohudpomMarosa:
9. BpOXXJIEHHBIN MOPOK CepAlla U MOPOK Pa3BUTHS Ty4EBOI KOCTU U €€ MPOU3BOIHBIX;
10. MHO>KECTBEHHbIE MIUTMEHTHBIE MSITHA HA KOKE, OMMyXO0JIU KOXKHbIE, IOJKOKHBIE U T10
XOJTy HEPBHBIX BOJIOKOH, CKOJIHO3, TIMOMBI 3pUTEIILHOTO HEPBA;
11. cebopeliHbIe aICHOMBI Ha IIeKaX, JeMUTMEHTUPOBAHHbBIC MATHA, «KO(EHHbIe» MATHA,
CYJIOpPOTH, YMCTBEHHAsl OTCTAJIOCTh;
12. aHeMus, renaToCIIeHOMeranus, «0aleHHbI» Yeper, BOsTHKa IJI0/1a.

Omanon omeema MHOXECTBEHHbBIC IMTMEHTHEIC IISTHA Ha KOXC€, OIIYXOJIU KOXHBIC,
IIOAKOKHBIC U 110 X0y HEPBHBIX BOJIOKOH, CKOJIMO3, INTMOMBI 3pUTEJIIBHOTO HEPBA

3ananue 3. UucTpykuus: Beibepute oauH MpaBUIIbHBIN OTBET.
Jlnarnoctuueckue KpuTepuu GeHUIKETOHYPHH:
9. IBOICTBEHHOE CTPOCHHE HAPYKHBIX MOJIOBBIX OPraHOB, PBOTA, JETUIPATALIUS;
10. porpeccupyromniie 0Je1HOCTh U TUIOTPO(US, CIUIEHOMETajus, BHICTYIAOUTHE
CKYJBI U TOOHBIE OYIphI, «OallIEHHBII Yeper, aHeMus;
11. MHO>KECTBEHHbIE MIUTMEHTHBIE MSITHA HA KOXKE, OMMyXO0JU KOXKHbIE, MTOKOKHBIE U T10
X0J1y HEpPBHBIX BOJIOKOH,;
12. OTCTaBaHHE B ICUXOMOTOPHOM Pa3BUTHH, MUKpoILe(daIus, THIIOMUT MEHTAIUS BOJIOC
H KOXKH.

Omanon omeema OTCTaBaHUE B IICUXOMOTOPHOM pPa3BHUTHH, MI/IKpOI_Ie(I)aJ'II/IH,
THUIIOITUI'MECHTALlMA BOJIOC U KOXKH.

3ananue 4. Unctpykius: BeiGepute oaMH NpaBUIIbHBIN OTBET.
JlnarHocTuueckue KpuTepun cuuapoma Mapdana:
9. orcTaBaHME B IICUXOMOTOPHOM Pa3BUTUHU, MUKpoOLe(anus, TMIONUT MEHTALINS;



10. MOJIBBIBUX XPYCTaIHMKa, TUIEPIOBIKHOCTh CYCTaBOB, BOPOHKOOOpA3HOE BJaBIICHUE
IPYJIUHBI, BBICOKHI POCT, aHOMAJIbHBIA POCT 3yOOB;

11. YMCTBEHHAsI OTCTAIOCTh, MAKPOOPXUM3M, [UIMHHOE JIUIO, BBICOKHUIA J100,
MaCCHBHBIH 1M01I00POJIOK, OTTONBIPEHHBIE YIITH.
12. l'uneprenopusm, OpaxuaakTUINS, KPUITOPXHU3M, HU3KUN POCT, ITaX0Bask TPhIKa

yMEpPEHHAasi yMCTBEHHAsl OTCTaJIOCTh

Omanon omeema NOABBIBUX XPYyCTaJINKa, TUIIEPIIOABUKHOCTh CYCTaBOB,
BOPOHKOOOpa3HOE BJIaBIICHUE IPYAHHBI, BRBICOKAN POCT, aHOMAIIBHBIN POCT 3y00B

3ananue 5. UncTpyknus: Beibepute ouH npaBUiIbHBINA OTBET.

JlnarHocTuueckrue KpUTepru aipeHOreHUTAIbHOTO CUHIpOMa!

9. rumeprenopusM, OpaxUIAKTHIINS, KPUIITOPXU3M, HU3KHI POCT, MaXOBBIE TPBIKH, yMEpEHHAs
YMCTBEHHAs! OTCTaJIOCTb;

10. TOHAJIbI MIPE/ICTaBJICHBI SIMUKaMH, HapYKHbIE TIOJIOBBIE OpraHbl COPMUPOBAHBI 110
KEHCKOMY THILY, BTOPUYHbIE TI0JIOBbIE MMPU3HAKU HEJOPA3BUTHI, KapuoTun 46, XY;

11. Iporpeccupyronias BUpWIn3alus, ycKOpeHHOE COMaTHYECKOE pa3BUTHE,
MOBBIIIEHHAS KCKPELHsi TOPMOHOB KOPbI HAIMTOYEYHUKOB;

12. YMCTBEHHAasi OTCTaJIOCTh, MAKPOOPXUIU3M, OTTONBIPEHHBIE YIITH, ITTMHHOE JIULIO,
MAaCCHUBHBIN IMOI00PO/IOK.

Omanon omeema NporpeccUpyrolasi BUPHIN3AINS, YCKOPEHHOE COMAaTUUECKOe
pa3BUTHE, IOBBIIIEHHAS SKCKPEIIMS TOPMOHOB KOPHI HAATIOUYEYHHUKOB

3ananue 6. Muctpykums: Beioepure oauH nmpaBUIbHBIN OTBET.

DTHOJNIOTHYECKUE TeHETHYEeCKHE (PaKTOPhl MPU MYJIbTH(PAKTOPUATHHON NaTOJIOTHH:
JIEMCTBUE JIBYX aJUTIeJiel T'eHa OJTHOTO JIOKYCa;

MUKPOJAETEINH U JPYTrue MUKPOTIEPECTPOIKU KaKOU-T100 XPOMOCOMBI;

3¢h(eKT eqMHUIHOTO TeHa;

aJATUTUBHBIN 3()(PEeKT MHOTHX T€HOB C Pa3TUYHBIM OTHOCUTEIHHBIM BKIIAJ0M KaX0ro B
MaToreHes

NG

Omanon omeema a,[[,[[PITHBHBIfI B(b(beKT MHOI'MX I'€CHOB C Pa3jIMYHbIM OTHOCHUTECIIbHBIM
BKJIaJOM KaXJI0I'0 B ITaTOT'CHE3

3ananue 7. UncTpykuus: Beibepute oauH MpaBUIbHBIN OTBET.
OnaHo U3 ycIOoBU MPOBEACHUS MACCOBOTO OMOXUMHUYECKOTO CKPUHUHTa HOBOPOXKICHHBIX:
5. HHU3Kas 4acToTa reHa 00JIe3HU B MOMYIISALIUY;
6. OTCYTCTBHE METOJOB MATOT€HETHYECKOTO JICUCHHS,
7. Hamuyue OBICTPOr0, TOYHOTO, IPOCTOTO B BHIMIOJHEHUH U HEAOPOTOTO METOa TUarHOCTHKHU
OMoXUMHUYECKOTO JeeKTa;
8. BBIpa)KE€HHBIN KIMHUYECKUH TONUMOP(hU3M O0JIe3HU.

Omanon omeema HaIN4INE 6LICTpOFO, TOYHOTO, IPOCTOTO B BBIIIOJIHCHUHU U HEAOPOTOT'O
METOAa AUArHOCTHKHU OMOXUMHYECKOTO z[eq)eKTa

3ananue 8. UncTpykius: Beibepute oauH npaBUIbHBINA OTBET
[ToBTOpPHBIHM pHCK MYIbTH()AKTOPUATBHOTO MOPOKA JUIs CHOCOB MpoOaHIa MPU €AUHUYHOM
3a00JIeBaHUU B POJIOCIOBHOM — KaTerOpHsL:

9. HU3KOro pHCKa

10. cpennero pucka

11. BBICOKOTO pHCKa



12. net pucka
Omanon omeema: HU3KOTO PUCKA

3amanue 9. Unctpykuus: BeibepuTe oauH NpaBUIIbHBIN OTBET
Tun HacnemoBaHMS THIIEPTOHINYECKON OOJIE3HU:

9. ayTroCcOMHO-PEIeCCUBHBII

10. ayroCOMHO-TOMUHAHTHBIH

11. cuemnieHHbIi ¢ X-XpoOMOCOMOM

12. monmreHHbIH

Omanon omeema: MOTUTCHHBIN

3ananue 10. Unctpykuums: BeiGepure oauH npaBUIbHBIN OTBET
MynbTrakTopuanbHas MpUpoIa He XapakTepHa MPH CIeTYIONIIX 3a00IeBaHUsX:
9. pake xemyaka
10. caxaprom nuabdere
11. s13BeHHOM KOJIUTE
12. nydeBoii Oosre3HN

Omanon omeema: Ty4e€BOU OOJIE3HU

3amanwne 11. UacTpykuus: Beibeprre oauH MpaBUIIbHBIA OTBET
Jliia kakoro 3ab0s1eBaHMsI HEe XapaKTepHa MyJbTU(AKTOpUAIbHAS IPUPOIA
9. pake xemyaka
10. caxapnom auabere
11. s13BeHHOM KOJIUTE
12. rpurnre

Omanon omeema: TPUIIIIC

3amanue 12. UucTpykuus: Beibepure oauH npaBUIbHBIA OTBET
Jliia cnenyromux 3a00jieBaHU He XapaKTepHa MyJIbTH(haKTOpUaIbHasi 3TUOJIOTHS:
9. runeproHuyeckas 601€3Hb
10. aTepockiiepo3
11. mm3oppeHus
12. nefimimannos

Omanon omeema:. NEUIIMAHNO3

3anpanue 13. MHcTpykuus: Beibepure oluH NpaBUIbHBINA OTBET
Jlnist MynbTU(haKTOpHATIBHBIX 3a00JIeBaHUNA HE XapaKTEpHO:
9. ceMeifHOE HaKOIUIEHHUE HE COOTBETCTBYET 0XKHJIAaeMOMY NPU PELECCUBHOM UJIH
JOMUHAHTHOM HaclleZI0BaHUH
10. yacroTa 3a060seBaHUs CpeAN HACETICHUS BBIIIE, YeM ITPU MOHOTEHHBIX O0JIE3HIX
11. KonMyecTBEHHBIE OTKIOHEHHSI TPU3HAKa CBUIETEIbCTBYIOT O IITUPOKOM pa3Maxe
WU3MEHUUBOCTH CPEAN HACENIECHHUS

12.4étk0 0OHapyKMBAETCA €MHUYHAS MOJIEKYIISPHAsT AHOMAJIUSI

Omanon omeema: 4ETKO O6H3py>KI/IBaeTC$I CAVMHUYHAs MOJICKYJISIpDHAA aHOMAaJINUA



3ananue 14. Muctpykuus: Beibepure oMH NIpaBUIbHBIN OTBET
KpoBHoOe poacTBo npu MyIbTH(HAKTOPHATILHOM HACIEJOBAHUU:
9. CyIIECTBEHHO YBEIWYHBAET MOBTOPHBINA PUCK
10. HeMHOTO yBEIWYMBAET NOBTOPHBIN PUCK
11. HEeMHOTO CHM>KA€eT IOBTOPHBIN PUCK
12. 3HaYUTENHHO CHUKAET TIOBTOPHBIN PUCK

Omanon omeéema: HEMHOTO YBEJIMYUBAET IIOBTOPHBIN PUCK

3ananue 15. Mnctpykuus: BeiGepure oauH NpaBUIbHBIN OTBET

[Topok pa3BuTHS, BCTpEUArOIIMICI KaK CAMOCTOSITEIbHO HACJIEyeMbIil TTOPOK C
ayTOCOMHO-/IOMUHAHTHBIM THIIOM Mepeaayu, TaKk U KaK CUMITOM IPU JPYTUX
CHUH/IpOMaXx, Ha3blBaeTcs

DKTPOJIAaKTUITUS

Kpunropxusm

Amutazus 60JbII0TO Habla

IMuaponedanus

© N oo

Omanon omeema I'mapornedanus

3ananue 16. Mactpykuus: BeiGepure oauH npaBUIbHBIN OTBET

CoueraHre MHOKECTBEHHBIX IIOPOKOB Pa3BUTHS, SIBJISIOIIUXCS PE3YJITaTOM OJTHOTO
MEPBUYHOTO BPOXKJAECHHOTO MOPOKA, HAa3bIBAIOT

Hexmaccudumuporanusim komiiekcom BITP

CungpomMom

Accommanuei

CrnencTBueM

©~N oo

Omanon omeema: CIeICTBUEM

3amanue 17. Uactpykuus: Beioepure ouH npaBUIbHBIA OTBET
Muxkpouedanusi Ipu CUHAPOME AJIKOTOJIBHOTO MJI0Aa OTHOCUTCS K
JAuzpynuusim

Jucnnazusam

Manshopmanusam

Jedbopmanusam

©~ o

Omanon omeema: JAnzpynuusam

3ananue 18. UHcTpykuus: Beibepurte oiH MpaBUIbHBIN OTBET
K nedexram HepBHOH TpyOKH HE OTHOCHUTCS

AreHe3us MO3KeuKa

CnrHHOMO3roBast TpbhKa

AnsHuedanus

sHIIedanonene

© N oo

Omanon omeema: AreHe3nst MO3KeUKa

3ananue 19. Unctpykuus: BeiGepure oivH NPaBUIBHBIN OTBET
Kapuortun 46,XY,del(7)(p11.23) xapakTepeH Juisi CHHAPOMa
5. Cotoca



~No

Bunbsamca-bolipena
Jlexena
Hu [Txopmxu

Omanon omeema: Bunbsimca-bolipena

3ananue 20. Mactpykuus: BeiGepure oMH NIpaBUIbHBIN OTBET

NGO

K xknuHngeckuM npusHakaMm cuaapoMa beksura-Bunemana oTHOCAT
KpbuioBuaHbIE CKIIAKHA HA 1I€€, MOHIOJIOUHBIN pa3pes rias

KopoTkyto 1ieto ¢ u30bITKOM KOKU M KPbUIOBUIHBIMU CKJIaIKAMU
I'uneprenopusm

Bonbiryro maccy npu poKIeHUH WIH MOCTHATAILHOE ONepexeHne PU3NIECKOro
pa3BUTHUA

Omanon omeéema: BodbIIyI0 Maccy MU POXKICHUH WM IIOCTHATAJIBHOE OTIEPEKEHUE
(bU3MYECKOTO Pa3BUTHS

3ananue 21. Uactpykuus: BeiGepure oauH npaBUIbHBIN OTBET

N O

MuxkpodTranbMueil Ha3bIBatOT
YMeHbIIeHHBIN pa3Mep TJIa3HbIX 010K
bimskoe pacnonoxenue ria3z
OTCYTCTBHE IJIa3HOTO s10JI0Ka
MaJIEHBKHE TJIa3HbIE LIENIH

Omanon omeema Y MEHBIICHHBIN pa3Mep TIIa3HBIX sI0JIOK

3amanwne 22. Uuctpykuus: Beidepure ouH mpaBUIbHBIN OTBET

NG

Bri6epute npaBUibHbIE YTBEPHKICHUS:
MIPOTHATHS - HUXKHSISL YEITIOCTb, BBICTYMAOIIAs BIIEPE] 110 OTHOIIEHUIO K BEpXHEH;
SMUKAHT - 3TO cpocuirecs: OpoBH;
TUIEPTEIOPHU3M - 3TO OMYIICHHbIE HAPY>KHBIE YTJIbI IJ1a3;
MUKPOTHATHS - 3TO MaJIble pa3Mephbl BEPXHEH UeT0oCTH;

Omanon omeema: MHUKPOTHATHA - 3TO MaJIbI€ Pa3sMEPhbL BerHeﬁ YCIIIOCTHU

3amanue 23. Unctpykuus: Beibepure oiMH NpaBUIBHBIN OTBET

5.

~No

Bri6epute npaBUibHbIC YTBEPHKICHUS:

KaMIITOJAKTHIINA - CTUOaTenbHasi KOHTPAKTypa MPOKCUMAaIbHBIX MEXK(aTaHTOBBIX
CYCTaBOB;

AMUKAHT - 3TO cpociirecs OpoBH;

TUIEPTETOPHU3M - 3TO OMYIICHHBIE HAPY>KHBIE YTIIbI IJ1a3;

(GUIBTp - 9TO KOXKHAS KPBIJIOBHU/IHAS CKIIAIKa

Omanon omeema: KaMIITOJAaKTHJIMA - crubarenpHas KOHTpPaKTypa NPOKCUMAJIbHBIX
Me)K(I)aJ'IaHFOBHX CyCTaBOB

3ananue 24. MHctpykuus: Beibepure oluH npaBUIbHBINA OTBET

©No O

K IIprU3HaKam Y-CLICIJIEHHOr 0 TUIIa HACIEIOBaHUS OTHOCSITCS:
nepeaada TOJbKO IO My)KCKOﬁ JIJMHUH BCEM JCTAM,
nepeaada TOJbKO IO My)KCKOﬁ JIMHUHM BCEM MaJIbUYHUKaM,
nepeaada TOJIbKO OT MAaTCpU K ChIHY,
OTCYTCTBHC IIOTOMCTBA Y 00JIBHOTO MYXYUHBI.



3ananue 25. MHctpykuus: Beibepure oauH paBUIIbHBIN OTBET
Tun nacnenoBanus AI'C:

13. ayToCOMHO-TOMHUHAHTHBIH

14. ayrocoMHO-periecCUBHbII

15. X-cuenyieHHbIi perecCUBHbIN

16. anoManus B cUCTEME XPOMOCOM

Omanon omeéema ayroCOMHO-PELECCUBHBIN

K-10
3agaHus OTKPBITOr0 THIA
3ananuii 26 [TpUHINTIEI IeUCHUS HACIICICTBEHHBIX 00JIC3HEH

Omanon omeema: [1pu nedeHnN HaCIECTBEHHBIX 00JIE3HEN MMOJIHOCTHIO COXPAHSAETCS
MPUHIIMI €70 UHAUBUIYAJIbHOCTH, BEJIb Bpay JIEUUT "He 00Jie3Hb, a 601bHOrO". IlpH nevenun
HacJIeACTBEHHBIX 00JIE3HEH HA/I0 OBITH 0COOEHHO BHUMATEILHBLIM B COOJIIOIEHUH DTHYECKUX U
JIEOHTOJIOTUYECKUX MTPUHIUIIOB B OTHOIIEHUH MAllMEHTa U YWIEHOB €ro ceMbU. Beb yacto uaer
peub O TSHKEIBIX XPOHUYECKUX OOJIBbHBIX C IETCKOro Bo3pacTa.ClI0KHOCTH 3TUOTPOITHOTO
JICUEHHUS HACJIEJICTBEHHBIX 00JI€3HE OUEBUIHBI, XOTS YK€ UMEIOTCSI MHOTOUUCIICHHbIE
BO3MOYHOCTH JJISl UX IIPEOJI0JICHHS], CO3/JaHHbIE YCIIEIIHBIM CEKBEHUPOBAHNEM T€HOMA U HOBBIM
HaIlpaBJICHUEM B TEOPETHYECKON U KIMHMYECKOW MEIMIINHE - TeHHOU Tepanuen. [Ipu
HACJIEICTBEHHBIX O0JIE3HAX MATOT€HETHUYECKHE METO 1bl HanboJiee 000CHOBAHBI, XOTSl OHU U HE
IIPOTUBOINOCTABIISAIOTCS CUMITOMATUYECKOMY JICYEHMIO. [[J151 MaTOT€HETUYECKOTO JICUECHUS
HaCJIeICTBEHHBIX 00JIE3HEH B NIOCIETHHUE T'O/Ibl IPUMEHSAIOTCS IPUHIMITHAIBHO HOBBIE MTOAXO/IbI,
OCHOBAHHBIE Ha IOCTUIKECHUSAX MOJICKYISIPHOM U OMOXUMHUYECKON T'€HETHKH.

3amganne 27 HBO yrneBonoB. O0miast KIMHUYECKasT XapaKTePUCTHKA.

Omanon omeema: OO01as KIMHUYECKasi XapaKTEPUCTUKA: TPYAHOCTH BCKapMIIMBAHMS,
HapyIICHUE TJIOTaHUs, 3aTSHYBIIAsICS JKEATYXa, CPHITMBAHUS, PBOTA, JHapesi, MbIIIeuHast
TUIIOTOHMS, MJI0Xasi MpubaBKa B Bece, FrenaTOMEralivs ¢ IpU3HaKaMu MeYeHOYHOM
HEJ0CTAaTOYHOCTHU (TUNepOnIMpyOnHEMus, OBBIIIEHNE aKTUBHOCTH TPaHCAMHHA3), CI1a00CTbh,
BSUTOCTb, CIUICHOMETaJisl, TUIIOTJIMKEMHUS U CBSI3aHHBIE C HEH CyIOPOTrH.

3amanue 28 [Nanmakrozemus. Kimuauka. Jleuenune.

Omanon omeema: BuI3bIBaeTCs MyTalleil B reHe raiakTos3o-1-
dbocharypunumuntpanchepassl (GALT), HakanmuBaeTcss METaOOIUT, SIBISIFOIIUICS TOKCUYHBIM
VTSl TICUSHH U TIOYeK. MeTaboIUT TakKe MOBPEXKIACT XPYCTAIUK TJ1a3a, MPUBOJIS K KaTapakTe.

JleueHue nopazymMeBaeT MOJHOE UCKIIOYEHNE MOJIOKA U MOJIOUHBIX ITPOJYKTOB U3 pallMoHa.
1:20 000.

3ananue 29 Opykrozemust OO0mas KIMHUYECKas XapaKTepUCTUKA.

Omanon omeema: Bui3biBaeTcst MyTalueil B rene anpaoiassl B (ALDOB). YV 6onbHBIX
OTCYTCTBYET (hepMEHT, HEOOXOUMBIN AJIs paciieruienus GpykTossl. B pesynbrare B
OpraHu3Me HaKaruiuBaeTCs MOOOYHBIN MPOIYKT PPYKTO3bI, OJIOKUPYsT 00pa3oBaHuE
TJIMKOT€HA, a TAaKXkKe ero MpeoOpa3oBaHue B TIIOKO3Y IS UCTIOJb30BaHUS B KaYeCTBE
SHepruu. TUMIHYHBIE CUMITOMBI: CHUKEHUE YPOBHS caxapa B KPOBH, OTIUBOCTD,
CIYTAHHOCTb CO3HAHUS U NOpaXKEHHUE Moyvek. JleueHue 3akinovaeTcsi B UCKIIIOUEHUH
(bpYKTO3bI, caxapo3bl ¥ COPOUTA U3 pallOHAa, KYITMPOBAHNE TUIIOTTIMKEMUI TIIOKO30H.



3ananne 30 opMupoBaHUE Py PUCKa OEPEMEHHBIX KEHIIUH

Omanon omeéema I'pynna Hu3koro pucka. KonndectBo BpeHbIX GakTopoB He Oojee
1-2. bepemeHHbIEe IPAKTUUECKU 3/I0POBBI U OMACHOCTH Ul pa3BUTHUS IUI0AA HET. JleTtn
pOXKAaroTcs JOHOIMIEHHBIMU. OLIeHKa 10 mIKaie Anrap y OOJbIIMHCTBA U3 HUX COCTaBIIsAET 8-9
6amtoB. B neproie HOBOPOKIEHHOCTH 0COOBIX OTKIOHEHH B COCTOSIHUU 37I0POBBS IETEH HE
otMeuaercs. [locnenyromiee NCUXOMOTOPHOE Pa3BUTHE IPOXOIUT COTIIACHO BO3PACTHBIM
CTaHJapTaM U K KOHILy [IEpBOr0 ro/ia )KMU3HU pPacliEHUBAETCs KaK yJI0BJIE€TBOpUTEIbHOE. Takue
KCHIIUHBI HY)KIAIOTCS B JUCIIAHCEPHOM HAOIIOICHUH 110 OOLIETIPUHSATON CUCTEME.

2. I'pynmna cpeanero pucka. KonmndecTBo BpeIHBIX TEpUHATAIBHBIX (DAaKTOPOB
COCTaBJISIET OT 3 10 6 — 3TO NPEUMYILECTBEHHO 3KCTpareHuTajabHasi U FTeHUTaJIbHas NaToJI0THs,
BeIylIas K pa3JIMYHbIM OCIIO)KHEHUSIM OepeMeHHocTu. [lepuHaranbHbIi pyucK Ui I101a U
HOBOPO’KJIEHHOTO MOBBIILIAETCS MPU OJTHOBPEMEHHOM JIEHCTBUU HECKOJILKUX HEOIAronpusTHBIX
(akTopoB. Y nereil 3Toil rpynibl AKEHIIMH Yallle HaOI0Aat0TCsl pa3JInyHble COMaTUYECKUE U
HEBPOJIOTUYECKUE PACCTPOICTBA, KOTOPBIE, OJIHAKO, HOCST HErpyOblil TPAaH3UTOPHBIN XapakTep U
K MOMEHTY BBIIUCKHU NPOoXOAiT. Pa3BuTHE HOBOPOXKIEHHBIX U JIETEH MEpBOTo rojia *HU3HU B
KOHEYHOM UTOI'€ COOTBETCTBYET BO3PACTHBIM CTaHAapTaM. [ pyrnmna GepeMeHHbIX CO CPETHUM
PHUCKOM JIJIsl pa3BUTHSI I1JI0]1a M1 HOBOPOXKIEHHOTO TpeOyeT HaOMI0IeHUs IO UHIMBUYyaIbHOMY
IJIaHY C MCTIOJIb30BAaHUEM CIIELUAIbHBIX METUIITHCKUX METOJ/I0B U CPEACTB, YTOOBI HCXO/]
OepeMeHHOCTH ObLT OJIarompUsTHBIM.

3. 'pynma BbIcOKOT0 pricka. Komn4ecTBO BpeTHBIX IEPUHATATBHBIX (DAaKTOPOB
cocTtaBisieT Oosee 6. bepeMeHHOCTh 4acTo OCI0KHSIETCS YTPO30il MpepbIBaHUs, TSHKEIBIMU
(hopmamu TecTo3a, pe3Ko BO3pacTaeT KOJMUECTBO POXKICHUI HEAOHOIIICHHBIX JAETEH U JIETEH C
pa3IMYHON COMAaTHYECKOU rarosoruei. IIpu ycTaHOBIEHNN BBICOKOTO IEPUHATAIIBEHOTO PUCKA
HEO0OXOMMO periaTh BOIIPOC O MesIecO00pa3HOCTH MPOIODKEHHS OEPEMEHHOCTH, TIOCKOJIBKY
0EepeMEHHOCTh Y TAKUX MALMEHTOK MPECTABISAET OOJIBIIYIO OACHOCTh HE TOJIBKO /IS IJI0AA,
HO u a7 Marepu. IIpu coxpaHeHun GepeMEHHOCTH COCTaBIIAETCS MHIUMBU Iy alIbHBIN TUIaH
HaOJII0IEHUS C UCIIOJIb30BAHUEM COBPEMEHHBIX METOJIOB 00CIIEI0BAHUS MAaTEPH U IJI0AA U X
JICUEHMSL.

3amganne 31 MeTo bl TPEKOHIENITMOHHOW MPOPUITAKTUKH
Omanon omeema llpekoHuenimonHas npopuiIakKTUKa — KOMILJIEKC MEPOIPUATHUH,
MOTEHIIMATILHO CIIOCOOHBIX 00ECTIEYUTh ONTUMANIBHBIE YCIIOBUS JUIS CO3PEBAHUS SIMLIEKIIETKU, €€
MOCJIEYIOLIETO Pa3BUTHS, UMILIAHTALIMH, ¥ KaK Pe3yJIbTaT - pa3BUTHUS IJI0JA.
Komrneke npekoHIEnMOHHON MPoPHIaKTHKU BKIIOYAET:
11. JIeyeHue XpoOHUYECKUX OYaroB HH(GEKIHH (€CIIM TAKOBBIE UMEIOTCS) Y Oy IYIITIX
poIuTENEH.
12. Jleuenue XpOHUYECKUX COMATHUECKUX 3a00ICBaHHIA.
13. Ouenka criepMorpaMMsl.
14. PerynupoBaHue MOJOBOTO PEKUMA, TNIAHUPOBAHUE OEPEMEHHOCTH.
15. [luera, oboraieHHasi BATAMMHAMHU U MUKPO3JIEMEHTAMU, B TOM 4Hcie (POTUEBOM
KHCIIOTOM (CUMTAETCs, YTO OHA CIIOCOOCTBYET YMEHBIICHUIO PUCKA POXKICHUS pEeOCHKa ¢
nopokamu [THC)

3ananue 32 [IpUHIMITBI OCYIIIECTBIICHUS MPOTPAMM MAaCcCOBOTO CKPUHUHTA HOBOPOXKICHHBIX

Omanon omeéema [IpUHIUIIBI OCYIIECTBICHUS HEOHATAIHLHOTO CKPUHUHTA:

9. IIpoBeneHne KaxJIOMy HOBOPOXKJIEHHOMY CKPHHUHTOBOTO MCCIICOBAHUS;

10. ®opmupoBaHUE IPYIITBI BEICOKOTO PUCKA BPOKIEHHBIX H/UIH HACIICACTBEHHBIX
3a00JICBaHUI;

11. TIpoBeeHue MOATBEPIKAAIONIUX ONOXUMHUUECKUX U/UITA MOJICKYJISIPHO-TCHETUICCKUX
MCCIIEIOBaHUI HOBOPOXKIEHHBIX U3 TPYITIIBI BEICOKOTO PHCKA BPOXIAEHHBIX W/WIH
HACJEACTBEHHBIX 3a00JI€BaHMIA;



12. Meauko-reHeTH4ecKoe KOHCYIbTUPOBAHHUE MAIEHTOB C MOATBEPKIEHHBIM THAarHO30M
BPOKJIEHHBIX /WM HACIICJICTBCHHBIX 3200JIeBaHUI (WICHOB X CEMEi)
Jast mposenenust HC u pacmmpennoro HC Ha BpoxA€HHBIE W/WIIN HACTIEICTBECHHBIE
3a0oJeBaHMs 3200p KPOBH OCYILECTBIISIOT U3 MATKH HOBOPOXKAEHHOTO yepe3 3 vaca rmocie
KOpMJIEHHS, B Bo3pacTe 24 — 48 4yacoB KU3HHU y JOHOILIEHHOr0 U Ha 7-¢ cyTku (144 — 168 yacoB)
KU3HU Y HEJIOHOILIEHHOTO HOBOPOKIEHHOTO.

3amanne 33 OnpeneneHne TOYKOBBIX MyTallui

Omanon omeema OAHOHYKIECOTH/IHbIE 3aMEHbl U HEOOJbIINE JEJIEHUU MOYKHO OIPENEIUTh C
noMoIpio rubpumusampu obpasna JHK ¢ amrenscrienuuuHbBIMEA - OJIMTOHYKICOTHIHBIMU
npobamu u nmpoBeaeHus auiensenenuduaeckon [ILP. s mposenenus guroopecuentaon [1[P,
B KOTOPOW auiend OyayT OTJIMYAThbCs [BETOM (DIIFOOPECIEHIIMHU, MOXKHO T0J100paTh
YHHUBEpCcaJbHbIE MpanMepbl U ajenbcnenuuunbie 30046l Ecnu amnenscnenupuynabie Tpoobl
o00paTh CTHIK B CTHIK, & MX KOHIIBI CHAaOIUTh YHHMBEpPCAJIbHBIMU MpanMepaMu, TO MOXKHO
MIPOBECTU MPOCTYIO WM MYJIbTHILUIEKCHYIO JIUra3o3aBUcuMylo amiuidpukanuio. Kpome Toro, B
OOJIBITMHCTBE CIyYaeB ¢ MOMOIIBIO KOMIIBIOTEPHOTO aHanu3a nociuenoBarensHoct JJHK moxno
0OHapyXHTb, YTO HCCIEAYEMBIH MOJIUMOPPHU3M U3MEHSET MOCIEA0BATEIbHOCTD, CIIEHU(PUIHYIO
JUIS OJHOW M3 COTEH U3BECTHBIX B HACTOSALIMH MOMEHT OaKTepHalIbHbIX PECTPUKTA3

3anmanue 34 OnpeneneHne NPOTHKCHHBIX JACICITUN

Omanon omeema: IIpoTsHKEHHBIC JENCIIMH - OJTHUA M3 CAMBIX CIIOKHBIX MYTAIlMH HE TOJIBKO JIS
MOMCKAa HOBBIX, HO M JUISI OTIPEJICIICHUSI B TUArHOCTUUYECKHUX IIEJIAX YXKE€ M3BECTHBIX. YacTo mx
OTIPENIETISIOT 10 OTCYTCTBUIO THOPHAM3AIIMOHHOTO CUTHAJIA WM €r0 OCIA0JICHUIO B Pa3IUYHBIX
MPUJIOKEHUSIX - OT TuOpuau3anuu o Cay3epHy 10 aHaIM3a IMUTOTEHETHYECKHUX IMPENapaToB ¢
MOMOIIBIO0  (PITFOOPECIIEHTHBIX 30HIOB. IS KIMHWUYECKOW JIUArHOCTUKH pa3padaThIBAlOT
MeTtoukn Ha ocHoBe [P ¢ onieHKoW cpaBHUTETLHOWM MHTEHCUBHOCTH MOTY9aeMbIX aMILTUKOHOB.

3ananue 35 Onpenenenre TaHAEMHbBIX TOBTOPOB

Omanon omeema: Jlyid onpeneneHUs] YUCIIa TaHIEMHBIX TMOBTOPOB B OOJIBIIMHCTBE CIydaeB
JOCTaTOYHO MPOBEJICHUS aHallM3a noJuMopdu3Ma JUIMHBI aMITU(GUIUPOBAHHBIX (PAarMEeHTOB C
MOMOIIBI0 3JIEKTpodope3a B aKpUIAMHUIHOM Telie WIM KanWUIIpHOTro anekrpodopesa. Pexe
TpeOyeTcs UCTIOIb30BaHNE THOPUAN3AMOHHBIX TEXHUK, TAKUX Kak ruOpuauzanus no CayzepHy.

3ananue 36 CpaBuurenbHas reHoMHas ruOpuausanus (Comparative Genomic Hybridi zation —
CGH)

Omanon omeema: CGH — koHKypeHTHast THOpuan3aIys in Situ Ha HOpMaJIbHBIX MeTaha3HbIX
IUTACTUHKAX 37J0pOBOTO yesioBeka JIByX reHoMHbIX JIHK-6ubnnotek. OqHa n3 HUX MojdydeHa U3
aHAJM3UPYEMOU TKaHU, BTOpast — U3 KOHTPOJILHOTO 00pa3iia, B3ATHIX B SKBUMOJIIPHBIX
KOJIMYECTBAX U MEUEHHBIX pa3HbIMU (iroopoxpomaMu. CoBpeMeHHbIE MOIUPHUKAIIMA METOAA
MO3BOJISIOT MMPOBECTH THOPUIN3AIIUIO HE TOJIBKO Ha MeTada3HbIX XpOMOCOMax, HO U Ha
MUKPOYHIIaX, IPeJCTaBIeHHbIX Habopamu KioHHpoBaHHBIX (hparmeHToB JJHK. Takon BapuanT
rubpuau3anuu u3BecteH kak matpuunas CGH (array CGH). Ucrounukom ananusupyemon JJHK
MOTYT OBITh JIOOBIE APOCOAEPIKALINE KIETKH OpraHu3Ma: JTUM(OLUTHI epudepudeckon’
KpOBH. (pUOPOOIACTHI, KIIETKH AMHUOTUYECKOU )KUAKOCTH M XOPUOHA, OTAEIbHbIE 01acTOMEphI
WM TIOJISIPHBIE TEJIbIIA, a TAKXKE 00pa3libl OMyX0JIEBOU TKaHU. J{JIs HCClieI0BaHUS MOYKET OBITh
JOCTYIIEH U apXUBHBIM MaTepHal, 3apuKCUpOBaHHBIN B (JOpPMaTIHHE U 3aKJIIOUYCHHBIH B
napaguHoBble 010k, B kauectBe nctounuka JIHK mis koHTpobHOW OMOINOTEKH, KaK
MIPABUJIIO, UCTIOJIB3YIOT TUM(POLUTHI EpUPEPUIECKOU KPOBU MY>KUHUHBI.



3amanue 37 DTHONOTHYECKAs F€TEPOreHHOCTh U KIMHIUYECKuil mommmoppusm MOb

Omanon omeema: HacneacTBeHHast IPeIpacoiOKEHHOCTh K O0JIE3HH MOKET UMETh
MOJIUTEHHYIO MJIM MOHOTEHHYIO OCHOBY. MOHOTEHHAsI IPEIPACIOIOKEHHOCTD OTPEICIISIETCS
OJTHUM I'€HOM (MyTaluei), HO I MaTOJIOTUYECKOTO MPOSBICHUS MyTallud HEOOXO0IMMO
o0s13aTenbHOE, IPOBOLUpYIOLIEe AeiicTBHE (PaKTOPOB BHEIIHEH CPEJIBI.
[TonmurenHas MpeapacnoioKEHHOCTD ONPENENIACTCS COUeTaHHEM alljIeNieil HECKOJIBKUX T€HOB, HX
oTIpe/ieIeHHO KOMOMHAIMEH TIPU MMPOBOIMPYIOIIEM BIUSHUN BHEITHECPETOBBIX (PAKTOPOB.
WnenTudukanms STHX T€HOB U UX aJUIeNied BecbMa 3aTpyJHUTEeNbHA. HO OHM OnpenensioT u
dbopmupyroT MynbTU(haKTOpHATBEHBIC Oosie3Hn. Kaxkaast Hozomoruueckas hopma 00Jie3HU ¢
HACJIEICTBEHHBIM IPEAPACIIONIOKEHUEM Ha CAMOM JIeJie TeHETUYECKH TeTepPOTeHHAs! TPYIINa.
OtnenbHbIe O0JNIE3HN (HAapUMep, TUIIEPTOHNYECKas 00JIe3Hb, HIlleMUYecKast 00JIe3Hb cepla,
sI3BEHHAs1 00JIE3Hb JKEYy/IKa, CaXapHbIN qUa0eT U JIp.) MPEACTABISIOT COO0W HE 0/1HY 00JIE3Hb, a
rpymmy 0oJe3Hel ¢ OJMHAKOBBIM KOHEUHBIM TpOsIBIIEHHEM. UeM BEIIIe HaceICTBEHHAS
MIPEPACTIONOKEHHOCTD U OO0JIbIIIE BPEIHBIX BO3JICHCTBUN CPE/IbI, TEM BBIIIE BEPOSTHOCTD
3a00J1€Th TEM WJIM UHBIM 3200JI€BaHUEM.
Bonesnu ¢ HacIeCTBEHHBIM MPEIPACTION0KEHUEM OTIINYAIOTCS OT APYTuX Gopm
HACJIEJICTBEHHOW TaTOJIOTHH (T€HHBIX M XPOMOCOMHBIX 0OJIe3HEH) XapakTepoM KIHHUYIECKOMH
KapTUHBL. B oTimune oT reHHbIX 00JIe3HEH, IPU KOTOPBIX BCEX WICHOB CEMBH MTPOOaHIa MOKHO
pa3aenuTh Ha OOJFHBIX U 37I0POBBIX, KITMHIUUECKAs KApTHHA 00JIe3HEH ¢ HACIeICTBEHHBIM
MPEIPACTIONOKEHHEM UMEET HETIPEPHIBHBIC KIMHIIECKHUE TIepeX0/1bl (KITMHIYECKIH KOHTHHYYM )
B MpeJieax OJJHOU U TOH K€ HO30JI0THIECKON (POPMBL.

3amanne 38 KimmHnko-reHeTnyeckas xapakrepuctnka MOb

Omanon omeema. MuorodakTopHbie (MyIbTH(AKTOpHATIbHBIE) 00I€3HHU, WK 00JIE3HU
C HacleJICTBEHHOM MPEeapacioyioxKeHHOCThIO, pa3BUBAIOTCS B PE3yJIbTaTe B3aUMOJCHCTBUS
oTpe/ieNIeHHBIX KOMOWHAIIMH alljiesiel pa3HbIX JIOKYCOB U CHEU(PUUECKOr0 BO3ACHCTBHS
(dhakTopoB okpyxatomei cpeapl. K MHOTOGakTOpHBIM 00JI€3HIM OTHOCST THIIEPTOHUYECKYIO
00JIe3Hb, HAPYIICHHUSI MO3TOBOT'O KPOBOOOpaIeH!s, TPOMOO03bI, OOJIBIITMHCTBO CEPICUHO -
COCYJTHUCTBIX 3a001€BaHU U omyxoJiel. OcloKHEHNUsI 0pPEMEHHOCTH TaK)Ke UMEIOT
MHOTO(haKkTOpHYI0 npupoay. [Ipu MmynbTudakToOpranbHBIX O0JIE3HAX BAXKHYIO POJIb UTPAET KaK
HOCHUTEIILCTBO «aJlJIesIel pUCKay, TaK U HAJIM4YKME MPOBOLUPYIOMIKX (aKTOPOB. 3a00JI€BAIOT HE
BCE HOCHUTEIH «aJlJIeJiel pUcKay, a Te, y KOro BpeAHbIE s JaHHOTO UHIMBUIYyyMa (DaKTOPBI
HaKJIa/IbIBAIOTCS HA Ipeapacoiaraonmi reaetuueckuii ¢oH. [1yckoBbIM MEXaHU3MOM MOKET
CTaTh OEPEMEHHOCTh, 0COOEHHOCTU NMUTAHUS, TPUEM JIEKApCTB, 00pa3 KU3HU U JPyrue
¢dakropsl. [Ipocum yuecTh, 4T0 OOHApYKEHHBIE TEHETUUECKUE 0COOCHHOCTH YeI0BeKa,
Ha3bIBa€Mble T€HETUYECKUMU (HaKTOpPaMH PUCKA, HE 03HAYAIOT HATTMYUS UM OTCYTCTBHS
yKa3aHHOTO 3a00JieBaHusl. BrisBieHne reHeTHYeCKUX MOIUMOP(U3MOB U COCTaBIICHHE
WHIUBUAYAIBHOTO «T€HETHYECKOTO MAcCIopTa) MO3BOJISET peaan30BaTh KOHIEIUIO
WHIUBUAYAIbHON MEIUIIUHBI, JaTh MEPCOHATbHBIC PEKOMEHIAINH 110 MPO(UIAKTUKE, OLIEHUTh
HE0OX0IUMOCTh 00Jiee MPUCTAIILHOTO BPaueOHOTO KOHTPOJIS, HA3HAYUTh JIOTIOTHUTEIbHBIC
WCCIIEIOBAHUS M KOHCYJbTAIMH CIIEIUATINCTOB. B psizie ciiydaeB cBOeBpeMEHHOE U3MEHEHUE
oOpasa )KU3HU, COOMIOICHUE TUETHI WIH MTpHeM (papMaKOIOTHUECKUX MPENapaToB MO3BOJISIET
MPEIOTBPATUTH WIIH CYLIECTBEHHO CHU3HTH TSHKECTh MHOTO(AKTOpPHOTO 3a0oneBanus. [Ipu sTom
BaYKHO MMOMHHTb, YTO TOJBKO JIHAIIUi Bpad MOKET OTBETUTH Ha BOMPOC: HEOOXOUMBI JIH
JIOTIOTHUTEIbHBIC UCCIIEAOBAHUS U/WUIM KOHCYIbTAIIMU CIEIMATUCTOB (M €ClU Ja, TO KaKHe),
HE0OX0IMMO I U3MEHEHHE 00pa3a KU3HU UIIU JICYCHHE.

3ananue 39 Teparorenes (MexaHU3MbI, (PaKTOPBI, KIIMHUYECKUE TPOSIBICHUS)

Omanon omeema TepaTorenes — GopMupoBaHNE AaHOMAIUN U YPOJICTB Y UEJIOBEKa B
pe3yibTaTe HapyIIeHUH mpoliecca SMOPHUOHAIBHOTO Pa3BUTHsI, 00YCIOBICHHBIX KaK
TeHETUYECKUMU (PaKTOpaMu (MyTaIMH), TaK U HEOIAronpHUsATHBIMU BIMSAHUSMH Ha IO
(BHYTpHYTpOOHast uHGpeKHs U Ap.) K OCHOBHBIM MeXaHH3MaM TepaToreHe3a Ha TKaHEBOM



YPOBHE OTHOCSITCSI THOEIIb OTJENIbHBIX KJIETOUHBIX Macc, 3aMeJUIEHUE pacliajia U paccachblBaHUs
KJIETOK, OTMUPAIOILKX B X0J1€ HOPMaJIbHOTO AIMOpHOreHe3a, HapylIeHue aare3uu TkaHei. K
OCHOBHBIM KJIETOYHBIM MEXaHU3MaM T€PaTOre€He3a OTHOCATCS U3MEHEHUS PA3MHOKEHUS,
MUTrpanuy u 1udpdepeHmpoBK KIeToK. KinnHndyeckne nposBiieHuss MHOT0OOpa3Hbl U MOTYT
BKJIFOUATh B ce0s: areHe3ulo, alula3ulo, FUIOIIIA31I0, TUIIEPIIIA3HI0, SKTONUIO OPraHOB W/UIIN
4acTel TeNa, yIBOCHUE OPraHOB WIIM UX 4aCTEH, aTPE3UI0, CTCHO3, IEPCUCTUPOBAHNE
SMOPHOHAIBHBIX CTPYKTYP U MHOTHE JIPyTHE.

3amanne 40 Kimaccudukanmst MyTaruii
Omanon omeema
1. Tlo mMecTy BO3HHUKHOBCHUS: T€HEPATUBHBIC U COMATUUCCKHE
2. Tlo amanTHBHOMY 3HAYCHUIO: TIOJIE3HBIC M BPE/IHBIC (JICTAIbHBIC, TOTYJICTAIbHbIC,
HEUTpPAJIbHBIE)

3. Tlo xapakTepy MpOSIBICHUS: JOMUHAHTHBIC U PEIICCCUBHBIC

4. Tlo xapakTepy NOSBICHUS: CIIOHTAHHBIC U UHYIIIPOBAHHBIC
[To xapakTepy U3MEHEHHsI TCHOTHUIIA: TeHHbIC (TOUCUHBIC, MHCePIIMH, JICNICIINH, TYTUTHKAINH,
WHBEPCHH, CJIBUTI pAaMKH CUUTBIBaHUS ), XpoMocoMmHbIe (inv, ins, t, del, dup, iso, ring), renomHbIe
(TTOJTUTIIION MY, AHEYTIIIOUNN

3ananue 41 MeTtopl NOMyISALUOHHON FeHETUKH

Omanon omeema 1lomynalMOHHBIM METOJT HAIIPaBJIEH HAa W3YYEHUE YacTOT ayljiesiel U
TE€HOTHUIIOB B Pa3IMYHBIX MOMYJIALUAX, a TaKKe (DAaKTOPOB, BIMUSIOMIMX HA UX TUHAMUKY.
HacnencrBennsie 3a0051€BaHus B pa3HbIX MOMYJSIUAX, STHUYECKUX TPYIIIax U pacax
BCTPEYAIOTCS C Pa3HBIMU YaCTOTaMH, ¥ 3TO 00YCIOBIECHO PAa3INYUAMH B 4ACTOTAX U CHEKTpax
MyTaluii. AHaIN3 COOTBETCTBUS paclpe/IeIeHUs YaCTOT aJuleJIed M T€HOTUIIOB B Pa3IMYHBIX
NOMYJIALUAX OJUUHAETCS 3aKoHy Xapau-BalinOepra u mo3BosieT CyAuTh O TOM, SIBJISETCS JIU
HOMYJISALUS NAHMUKIMUYECKOLL, TO €CTh COOIIOIAeTCs I B HEH MPUHLIUII CITy4aifHOCTH
CKpELIMBaHMs BHE 3aBUCMOCTH OT T'€HOTUIIOB OCOOEH.

BaxHbIMU NPaKTHUECKUMHU 3aja4aMU SIBJIAIOTCS aHAIU3 CIIEKTPOB U YaCTOT
pacripeielieHUs] B OTAEIbHbBIX HOMYJISAMIX MYTAHTHBIX ajuleel, aCCOLMMPOBAHHBIX C
OIpeIeNIEHHbIMU HACJIEICTBEHHBIMH 3a00JI€BaHUAMH, U BBISIBIIEHUE CPEIU HUX MaXKOPHbIX
MYTalHi.

3amanue 42 Meton Macc-CrieKTpoMeTpHH.

Omanon omeema: MeToj Macc-CIIEKTPOMETPUU OTHOCHTCS K TOHKHM (DU3MYCCKUM METOJIaM U
OCHOBAH Ha U3MEPEHUH OTHOIIECHHS MACChl 3apPSHKCHHBIX YacTHII (MOHOB) K MX 3apsay . B kauecTBe
MaTpUIBl, KOTOpas mojBepraercs nazepHomy obOmyudeHuro (MALDI), BbICTymaroT MOJIEKYITBI
JTHK, B KOTOpPBIX JH00BIC H3MEHEHHS (MYTAIlUH, aJUICIIbHbIC BAPHAHTHI) MIPUBOAAT K U3MEHCHHUIO
Macchl. MeToJ1 I0CTaTOYHO TPYIOEMOK, TpeOyeT BRICOKOKBATH(PHUIIMPOBAHHOTO MepcoHaia. B To
e BpeMsl METOJ1 00JIaZiaeT M PSJ0OM HECOMHEHHBIX IMPEHMYIIECTB: TO3BOJIIET MPOBOIMTH aHATN3
6ombiioro yncna JJHK-mpo06 ¢ BBICOKOH CKOPOCTHIO U TPOU3BOJUTENHHOCTHIO.

3ananue 43 [IpuHIunb! HaeHTU(GUKAUN MeTa(a3HbIX XpPOMOCOM YeJI0BEKa

Omanon omeema: Knetounslit MaTepuas, NOJYyYEHHBIH U3 JAHHBIX 00pa3LOB,
KyJbTUBUPYIOT B IUTATEIbHOM cpenie 48 — 72 4., 4TO yBeTUUYNBAET MUTOTHYECKYIO aKTUBHOCTh
KJIETOK Y MOBBIIIAET MUTOTUYECKUI HHIEKC 11 OCTAaHOBKM KIIETOYHOTO JEJIEHUS HA CTaIuU
MeTadasbl K KyJIbType KIETOK 3a 2-3 yaca 10 OKOHUAHHS UX KYJIbTUBUPOBAHUS T00ABIISIOT
KOJILEMUJ (KOJIXUIIMH), pa3pyLIAONINi BEPETEHO JENIEHUI. XPOMOCOMBI B JTaHHBI MOMEHT
CIIMPAJIN30BaHbl, YKOPOUEHBI, U UX JIETYE OTAEIUTH APYT OT ApYra Ul JaJIbHEUIIErO
UCCIIeIOBaHUs. DTO TaK Ha3blBaeMblil MeTadazHblid MeToA. 1l THIOTOHM3AIUH KIIETOK
UCTOJB3YIOT TUoToHNYeckuit p-p NaCl nim nuutpaTta HaTpus: KJIETKH HAOyXaroT, IPOUCXOAUT



KapHOPEKCHC, M XPOMOCOMBI CBOOOIHO TUIaBaIOT B p-pe. Takum oOpazom, oOpasyeTcs KieTouHas
CYCTEH3HsI, KOTOpast OJIBEpraeTcs AaJbHEUIINM JEUCTBUSAM: IEHTPpU(YrupoBaHHIO, (PUKCAIHH,
OKpacke ¥ COOCTBEHHO KapHOTUITUPOBAHHUIO.

3ananue 44 Iloka3zaHus K IPOBEJEHUIO XPOMOCOMHOT'O aHaJIN3a
Omanon omeema: CneKTp KIMHUYECKUX CUTYaIUi, TPEOYIOIINX KapUOTUITUPOBAHHMS:

8. Tlomo3peHne Ha XPOMOCOMHYIO 00JIe3Hb (Bepr(DUKAIIUS THArHO3a)

9. MmuoxectBennsie BIIP y pe6&nka, He yKimaapIBatonecs B KAPTUHY TeHHBIX CHHIPOMOB

10. MHoTrOKpaTHBIE (> 2) CHOHTAaHHBIE A00PTHI, MEPTBOPOKICHHUS I POKICHNE
npenpiayiero pe6éuka ¢ BIIP

11. BeipaxkeHHas 3aiep>KKa IICUXOMOTOPHOTO Pa3BUTHA Y peOEHKa

12. TlpenaranpHas qUarHOCTHKA (MO pe3ysIbTaTaM CKPUHHUHTA, TIPU POKICHUS MPEBIIYIETO
pebEHKa ¢ XpOMOCOMHOM 00JIE3HBIO)

13. [Togo3penue Ha CHHAPOMBI C XPOMOCOMHOM HECTAOMIILHOCTHIO

14. Jleiixo3sl (quddepeHunanbHas AMarHocTUKa, OLlEHKa IPOrHo3a)

3anmanue 45 ConupanbHble aCIEKTh MEIUIIMHCKOM T'€HETUKH

[IpoGnemsl, H3yyaemble MEAUIIMHCKON T€HETUKOM, UIMEIOT CEMENUHBIN XapakTep, a He TOJIbKO
WHIMBHUIYIbHBINA, KaK 9TO ObIBAET IIPU IPYTUX OOJIE3HAX, UTO TPeOyeT KOHCYIbTUPOBAHUS KaK
caMoTo TalMeHTa, TaK U BCeH ero ceMbH; JleueHne HacaeACTBEHHBIX 00JIE3HEH OrPaHNYCHO: HE
JUTS BCeX 3a00JIeBaHMM CyIIeCTBYeT d(hPeKTUBHAS TEpAMKs, YTO HAKIIABIBACT CYIIICCTBEHHBIE
OTpaHWYEHUS HA TIOMOIIb CTPAIAIOIINM TAIUEHTaM U UX POJICTBEHHUKAM; DTUYHOCTD
T€HETUYECKOTO TECTUPOBAHUS: TTIOCKOJIBKY HE JIJIsl K&KIOTO HACJIEACTBEHHO 00YCIOBIEHHOTO
3a00JI€BaHUs CYIIECTBYET JICYCHHE, TO BOSHMKAET BOMPOC, HACKOJBKO I1EJIECO00pa3HO cOO0mAaTh
MAIMECHTY O BBISBICHUH Y HETO PUCKOB 3a00JI€BaHUs, KOTOPOE HEBO3MOKHO MIPEIOTBPATUTH WIIH
BBIJICYHTH; BBUy OYpHOTO pa3BUTHS MEIUIIMHBI B 1IEJIOM M T€HETUKH B YaCTHOCTH (TEHOMHOE
pEeIaKTUPOBAHUE) CTAHOBUTCS OYEBUIAHBIM, YTO MHOTHE TEXHOJIOTHH Oyay BHEIPCHBI B
KIMHUYECKYIO TPaKTUKY. BCTa€T Bompoc: BO BCeX JIM ClIydasix yMECTHO PEAAKTUPOBAHUE T€HOMA

3amganne 46 HBO yrneBooB. O0mias KIMHUYECKAsE XapaKTePUCTHKA.

Omanon omeema OOIas KIMHAYECKAS XapaKTEPUCTUKA: TPYTHOCTH BCKaPMIITMBAHUS,
HapyIIeHUE TJI0TaHUsI, 3aTIHYBIASCS JKEJITyXa, CPhITMBAHMS, PBOTA, AHAPES, MBIIIICUHAS
TUTIOTOHUS, TIJI0Xas MpUOaBKa B BECE, TeMaTOMETINs C MPU3HAKAMHU IT€YEHOYHON
HEJI0OCTATOYHOCTH (TUIepOnIMpyOnHEMHs, TIOBBIIIICHUE aKTHBHOCTH TPaHCAMHHA3), CJIa00CTh,
BSUIOCTh, CIUICHOMETAJIHS, THUITOTJIMKEMUS U CBSI3aHHBIE C HEW CYJOpPOTH.

3ananue 47 KIMHUKO-IIUTOTEHETHYECKAs XapaKTePUCTHKA CHHIPOMOB, CBSI3aHHBIX C
MUKPOCTPYKTYPHBIMU MEPECTPOMKAMHU KapUOTHUIIA

Omanon omeema Cunapom mukpozeneuu 1p36: yepenno-nueBoit rucmopduzm
(MukpoOpaxunedanusi, 60IbII0N 1 HECBOEBPEMEHHO 3aKPBIBAIOIIUNCS MTEPEIHUIN POAHUYOK,
psiMble OpPOBH, TITYOOKO MOCaKEHHBIE TJ1a3a, IMPOKasi BIaBJICHHAs IEPEHOCUIIA, HU3KO
MOCaXEHHbIE 1e(OPMUPOBAHHBIE YIIHbIE PAKOBUHBI), OpaXUJaKTHIINS, KIWHOIAKTHIIHS,
kopoTkue cronsl, 3[IPP, PAC, mbliieuyHast THIOTOHUS, BPOKIEHHBIE TOPOKU Pa3BUTHS
CEpAEUYHO-COCYIUCTON CUCTEMBI U JPYTUX OPTaHOB U CUCTEM;
Cungpom mukponenennu 1q41q42: Tsoxénas 3aepkKKa pa3BUTHS, YMCTBEHHAsI OTCTAJIOCTb,
PAC, uepenHo-nuueBoit tucMopdusm (Mukponedatus, riryooko NocakeHHbIE T71a3a,
TUIIOTENIOPU3M, BJIaBI€HHAs IEPEHOCHIIA, BBIBEPHYTHIE HO3PH), BPOKIEHHBIE TOPOKH Pa3BUTHS
BHYTPEHHHUX OPraHoB U cucteM, ocobenno L{HC;

3ananue 48 KnMHUKO-IIUTOTeHETHYECKasl XapaKTePUCTUKA CHHJIPOMOB, CBSI3aHHBIX CO
CTPYKTYPHBIMH IIEPECTPOUKAMU XPOMOCOM



Omanon omeema CUHAPOM «KOIIAYBEro KpUKa» (Sp-): MpeHaTalbHas TUIIOIUIAa3Hs U
MBIIICYHAs! TUTIOTOHUS, YEePETHO-IUILIEBOH qrucMophu3M (MuKpouedanus, Kpyrioe JIUIO,
LIMpPOKask IEPEHOCUIIA, TUIIEPTENOPU3M, SIIUKAHT, KOCOTJIa31e, aHTUMOHIOJIOUIHBIN pa3pes3 rias,
HU3KO MTOCAKEHHBIE YIIIW, MUKPOPETPOTHATHUA), [1J1a4, HAIOMUHAIOLIUN KPUK KOILIKH, CBSI3aHHbBIN
C U3MEHEHUSIMU F'OPTaHH, ICUXOMOTOPHAs 33J€pKKa U YMCTBEHHAsI OTCTAJIOCTh, BPOKIAEHHbBIE
MIOPOKH PAa3BUTHUS BHYTPEHHUX OPTaHOB;

Cunpnpom Bonbha-XuprixopHa (4p-): 4epenHo-ImuieBoi muecMopdusm (Imupokas mepeHocuria,
nepexoasias B 100 («IIUIeM IrpedecKkoro BOMHA ), MUKpoIiedaisi, BRICOKUH JI00,
BBICTYAIOLIUE HAIOPOBHBIE TYI'H, TUIIEPTEIOPU3M, UKAHT, JEPOPMUPOBAHHBIE YILIHbIE
PaKOBHHBI), CKEJIETHBIE aHOMAJNH (KU(POCKOINO03, NeopManus Tell TO3BOHKOB, J00aBOYHbIE
W/um cpociuecs: péopa, KOCoIarnocTk, sinus sacralis), yMCTBEHHAs! OTCTAIOCTh, KaK IMIPABHUIIO,
OT yMEpPEHHOM 110 Tshkénol, Hapymenus co ctoponsl [IHC (anumencusi, aHOMaauu MO30JMCTOTO
Tena), BPOXKAEHHbBIE TOPOKU BHYTPEHHUX OPTaHOB;

3ananue 49 KaprupoBaHue reHOMa 4elIOBEKa

Omanon omeema KaptupoBanue reHoMa — METO/I YCTAHOBJICHHUSI MECTOTIOJIOKEHUS
TeHOB Ha XpOMOCOME (OTIpe/IeJICHNE MECTOIIOJIOKEHHS TeHa, OLIEHKA PACCTOSHIS MEXTy TeHaMHU
1 YCTaHOBJICHHE OPUEHTHPOB B TeHOME). [ '€HbI, pacroiokeHHbIE PSIIOM IPYT ¢ IPYroM Ha
XpOMOCOME, ¢ OOJIBIIEH BEPOSTHOCTHIO HACIEYIOTCS COBMECTHO, a TEHBI, PACIIOJIOKCHHBIE
JaJbIIe IPYyT OT APYyra, ¢ MEHBIIEH BEPOSTHOCTHIO HACICYIOTCS BMecTe. [ OBOPAT, UTO TeHBI
O)IHOﬁ U TOH ke XPOMOCOMBI «CHLCIJICHBI», 4 PACCTOSHNUE MCKIY HUMH HA3bIBACTCA
paccrostHreM crieruieHus. CoBpeMeHHBIEC CITOCOOBI KAPTUPOBAHUS TCHOB HAYMHAIOTCS C
CCKBCHHUPOBAaHUA I'€CHOMA, 3a KOTOPBIM CIICAYCT KOMHBIOTepHBII\/'I aHaJIn3 HOJ'Iy‘-IGHHOfI
MOCJIEIOBATEILHOCTH JJIsl OTIPEACTICHUSI MECTOIOJIOKEHUS 11eJIeBbIX IeHOB. DYHKIIMOHAIBHOE
KapTupoBaHue. VMcnomiap3yercs npy W3BECTHOM IMPOAYKTE T€Ha U BKIIIOYAET CIIeAYIOIINE Tallbl:
ompeesieHue aMUHOKUCIOTHOM TTOCIeioBaTeIbHOCTH Oenka (unu Beiaenenune MPHK) u
pexonctpykius kJIHK; cunTes onmuronykieotuaHoro 3ou1a U ckpuauar kJIHK-6ubmmoTtek ms
BeizeneHus k/IHK-knona; yctanHoBieHrne xpoMmocoMHOM Jokanm3anuu reaa-mutieHu (FISH wmm
1p.); CKpUHUPOBaHKWE KOHTUTOB (TIEpeKphIBarouxcs nmociaeaoatenpHocten [JHK),
OXBAaTBHIBAIOIINX PAWOH JIOKAIHU3AIMHI F'eHa-MHILIEHH, JUUIsl ONPEIEICHUS KIIOHOB,
rubpuansyromuxcs ¢ AanubiM kKJIHK-ki1oHOM; cekBeHHpOBaHKe MO3UTUBHBIX KIOHOB U
XapaKTepUCTUKA I'eHa-MUILIECHHU (BBISIBICHUE MYTaIlUi).

3ananue 50 neBouka, 2 JeT, MOCTyNMIIA ¢ KaJo0aMH Ha BBIPAKEHHYIO 3aJIepPKKY MOTOPHOTO U
IICUXO-PEUEBOro pa3BUTHs, (HapMaKOPE3UCTEHTHBIE CYAOPOTH, OTCYTCTBHE HAaBBIKOB ONPSTHOCTH
U camoo0cyxuBaHus. 3a0oaeBaHue MaHudecTupoBalio B Bo3pacTe 11 cyTok, Korja BnepBble
BO3HUKJIM CEpUIHBIE B3JparuBaHus, pparMmeHTapHble MUOKIOHUYECKHE TPUCTYIIBI,
aCCHMETPUYHbIE TOHUYECKHUE CIa3Mbl, 31113016l altHO3. PeOEHOK, eIMHCTBEHHBIN B CEMBE,
POAMIICS OT MOJIOJBIX 3J0POBBIX POJUTENEH HE COCTOSIBIIMX B KPOBHOM POACTBE. B cBsI3M C TeM,
YTO CYIOpOT HA4yaJIHUCh PAHO, A€BOYKE OBLIHM MTPOBEAEHBI Ja00paTOPHbIE METOIbI 0OCIIEI0BAHMS,
UCKJIIOUUBIINE HanboJiee pacpoCTpaHEHHbIE HACIEACTBEHHbIE 00JI€3HN OOMEHA BEIIECTB.
OOBEKTHBHBIN CTATYC: JIMIEBBIX U CKEIETHBIX TU3MOPGUil HeT, MalMEeHTKa He AEP>KUT rOJIOBY,
HE MepeBOpavyuBaeTcs, He CaJANUTCs, He XOIUT; BbIsBJICHA AU (y3HAs MbIILIeYHAsl THIIOTOHHUS,
YTHETEHUE CYXOKUIIbHBIX pe(IeKCOoB, TEPHUOUUECKIE TUCTOHMUECKHUE M03bI B pyKaXx,
IIPOJIOJKAIOTCS CYIOPOKHBIE TAPOKCU3MBI B BUJIE ACCUMETPUUYHBIX TOHUYECKUX CIIa3MOB U
MHOKJIOHUH

1) Merto/bl TMArHOCTUKH:

2) MeTop! NeUeHNUS:

Omanon omeema I3I'-uccnenosanue, MPT-uccnenoBanue, mpoBeeHNE KINHUYECKOTO UITU

MIOJIHOTO CEeKBEHHpOBaHUA 3k30Ma MeToZioM NGS Cumnromarnueckoe JeueHue



3amanne 51 PebeHok, ManbuuK B Bo3pacte 2 rofa 9 MecsIeB, TOCIUTAIM3UPOBAH C KalnobaMu
Ha OTCTaBaHUE B ICUXOMOTOPHOM Pa3BUTHUH, TUIOXOH alIeTHT, CIab0CTh, OJETHOCTh CIU3UCTHIX
000JI0Y€eK, JKeNTYIIHBIH OTTEHOK KOXKU. [lepBbie mpu3HaKy 3a00IeBaHMS OTMEYAIUCH C 6
MeCsIYHOTO Bo3pacta nocie nepeaeceHHoir OPBU (mmpobiemsbl co BCKapMIITMBaHUEM, MTPH
ayCKyJIbTAIlMM CEPIlla BHISBICH HETPYObIl ()yHKIIMOHAIBHBIA CUCTOIMYECKU IIIyM, HapacTaHue
oOmeli cmaboCcTH U OTCTaBaHWE B MOTOPHOM pa3BUTHH). PebeHOK OT 2-0i1 GepeMeHHOCTH, Opak
POACTBEHHBIN, Macca Tesa mpu poxkaeHun — 2850 r, poct- 48 cm.
OOBeKTHBHBIN cTaTyc: Makpoledans, yepen akpouedanbHOi HOpMbI, MOHTOJIOHTHBIN pa3zpe3
TJ1a3, IAPOKask IEPEHOCHIIA, KOPOTKUIA HOC, KOPOTKUH (QHIBTPYM, AUCIUIACTHYHBIC YIIHbIE
PaKOBHHBI, KOPOTKasl Iesi, HeOOJIbIIIOe HETTPABUIIBLHON (POPMBI MUTMEHTHOE TISITHO HA IIIee,
neyeHb Ha 1,5 cM HmKe peOepHOit 1yry, He3HAUUTEIbHas BapycHas Aedopmaliust KocTten
TOJICHU.

1) metobI 0OCIEI0BAHMS:

2) Merto/pl JIeUeHHS:

Omanon; OAK, ananu3 Mop¢oJIOTUH SpUTPOIIMTOB, OTIPEIeTICHNE KOHIIEHTPAIUH JKelie3a

CBIBOPOTKH, MOJIEKYJIIPHO-T€HETUYECKOE UCCIIEIOBAHNE OETa-rII00MHOBOTO KiacTepa (reH

HBB), snexTpodopernueckuii ananus gpakiuii remoriaoduna [laroreneTnueckas Tepanus:

peryisipHbIE TTEPETMBAHNS D)PUTPOIIUTAPHON MACChI, KYPCHI XeJIaTOPHOH Teparuw,

CIUICHIKTOMMUS, TPAHCIUIAHTAIINSI KOCTHOTO MO3Ta

3amanne 52 Manbunk, 4 Toja, ¢ )amodaMu Ha OTCTaBaHUE B POCTE, YMCTBEHHOM Pa3BUTHH, C
pOXaAeHHS Y peOeHKa MyMoYHas U axoBasi TPhbKa, IBYCTOPOHHUN KpunTopxusM. [1pu
poxaennn Bec -3860 T, poct 52 cM, poauiics B aChUKCHUH.
OOBEKTUBHBIN CTATyC: CYOMKTEPUYHOCTh KOXKHBIX IIOKPOBOB, C MPAMOPHBIM PUCYHKOM, LIUAHO3
HOCOT'YOHOTO TPEeYroJbHUKA, TaCTO3HOCTh JINI[A, KUCTEH, CTOI, OTEYHOCTh BEK, JJTUHHBIC
PECHHUIIBI, KPYITHBIE YEPTHI JIUIA, OTTONBIPEHHHBIE YIITHBIE PAKOBUHBI YaleoOpa3Ho (popmsl,
apKOBH/IHbIE OPOBHU C pa3peKEHHOM JIaTepalibHOM YacThi0, paclleNnHa S3bIUKa, TUIIEPTEIIOPU3M,
SIUKAHT, CXOAALIEEeCs] KOCOTIa3ue, TeMaHTMOMBbI B 00JIaCTH 3aThLIKa, MUKPOIICHHC.

1) Metoabl TMarHOCTUKH

2) Mertopl JIeUeHHS:

Omanon omeema; IXO-KI', Y3U opranoB OprOIIHOM MMOJIOCTH, IIMTOTCHETUYECKOE

HCCIIeIOBAaHUE, XPOMOCOMHBIM MUKPOMATPUYHBIN aHaIHN3, MOJHOPK30MHOE CEKBEHUPOBAHUE

NGS Cumnromarrdeckoe (KOPPEKIHs UMEIOITUXCSI HAPYIICHUH ¥ TIOPOKOB)

3anmanue 53 JleBouka, 16 nHel, moctynuia ¢ kano0aMu Ha OTKa3 OT KOPMJICHHS, TOTEPIO MACCHI
Tena, BocTh. [Ipu poxxaenun macca 3170 r, poasl B CpoK, Opak poACTBEHHBIMH.
OOBbeKTUBHBIN CTATyC: BsIasl, HE KPUYUT, MHOTOKpaTHAs pBOTA, CHIKEHHE MBIIIEYHOTO TOHYCA,
yrueTeHue peaekcoB PUrHAHOCTD 3aThUIIOYHBIX MBI CTPUIOPO3HOE JbIXaHUE, CYI0POTH,
MEYEeHb U Cee3eHKa YBEIMYEHBI, OT peOCHKAa UCXOIUT CJIaJIKOBATHIN crielu(UIeCcKHii 3amax

1) MeTOobI TUarHOCTUKH:

2) Jleuenue
Omanon omeema BUOXUMUYECKUN aHATIW3 KPOBH, ONIPEACIICHUE COACPKAHNUS aMUHOKHUCIIOT,
OpPraHUYECKUX KUCIIOT, AlIMJIKAPHUTUHOB B KPOBH U Moue MetoaoM TMC, MoneKylspHO-
reHeruyeckoe uccienoBanue merogoM NGS (cexkBeHnpoBaHue Sk30Ma) Jluetorepamnus CMecCho,
cojiepxalieil 3aMeHNMbIe U He3aMEHUMble AMUHUHOKHUCIIOTHI, 32 UCKIIFOUEHUEM H30JICHIINHA,
JIeHIMHA, BaJuHa

3amanue 54 Manbuuk, 1 roa 1 mMecsi, ¢ )kano6aMu Ha OTCTaBaHUE B ICUXOMOTOPHOM H
($U3MYeCKOM pa3BUTHH, TYTOYXOCTb, JBYCTOPOHHIOIO TJIayKOMY, IOBTOPHbIE pUHUTHL. PoIbI
IIpEKIEBPEMEHHBIE B 35 Hellenb, Macca pu poxaeHuu 2250 r, poct 43 cM, paHHee pa3BUTHE C



3anepxkKkoil. OOBEKTHBHBIN CTATyC: KPYIHBIE YePTHI JIMIIA, OOJBIION SA3BIK, MaKpoLedaus,
BBICTYIAIOLINE JOOHBIE Oyrphl, MyMOYHas IPbDKA, YMEHBIICHHE MOIBMKHOCTH CYCTaBOB, KU(O3
MIOSICHUYHOTO OT/EJa I03BOHOYHMKA, OTCTABAHHUE B POCTE, I€YEHb YBEIMUEHA

1) MeTomapl IUArHOCTUKU

2) Jleuenwue
Omanon omeema; UccnenoBanue sxckperuu I'Al” ¢ Mo4oii, onipeniesieHne akTHBHOCTH anbda-L-
uayponunaassl B kpou, Y3U OBII, pertrenorpadus ckenera, MOJIEKYISIPHO -TEHETHUECKOE
uccnenoanue [loxxusnennas pepMeHTO-3aMeCTUTENbHAS TepaIUs

3amanue 55 JleBouka, 6 MecsAI1EB,C pacIEIMHON MATKOTO U TBepA0oT0 Heba. 1o oTioBCcKO#
JIMHUM Yy OTLA U 0a0yIIKHU, 10 MAaTEPUHCKOM JIMHUU Y TETH OTLA — BPOKJIEHHAs! TYTOYXOCTb U
ckenetHble neopmannu. OObEKTUBHBIN CTAaTyC: foauxouedanuyeckas Gopma rojaoBbl,
BBICOKUI U ITUPOKHUH JI0O, MACCUBHBIE HAJOPOBHBIC TyTH, aHTUMOHTOJIONIHBIN pa3pes TJ1as,
TUIEPTEIOPHU3M, THIOIIIA3Us HUKHEH YeltoCTH, HU3KO NOCaKEHHbIE YIITN, HE3HAUUTEIbHAS
BOpPOHKOOOpa3Hast nedopmanus rpyAHOU KJIETKH, HaoxeHue |V nanblia J1eBoil CTOII,
IICUXOMOTOPHOE Pa3BUTHE COOTBETCTBYET BO3PACTY. Y OTLA CXOJHbIE UYEPEITHO-IUIIEBbIE
TU3MOPPUH.

1) MeTOo/bl TUarHOCTUKU

2) Jleuenue
Omanon omeema AynuoMeTpUuecKOe HCCIIeI0BaHUE CllyXa, PEHTI€H 00J1aCTH TBEpAOro Heba,
(bapUHrOCKOMHS, IUTOTEHETUUECKOE HCCIIE0BAHNE, MOJIEKYISIPHO-TEHETHUECKOE HCCIeJOBaHNE
(npsimoe aBTOMaTudeckoe cekBeHuponanue reHa FLNA) Xupyprudeckoe jneueHue
(pEKOHCTPYKITIUS TBEPIOTO HEOA)

3ananue 56 Manpunk 4 Mecsiia, C MHOKECTBEHHBIMH YEPEIHO-IULIEBBIMU AU3MOPUIMH,
ruapornedanuei, moJMIAKTUINEH, KpUTITOPXHU3MOM, aTPE3Uei aHOPEKTAILHOTO OT/Iea,
TUIOIJIa3ueN MPaBOM MOYKH, BPOKIACHHOM TNIAYyKOMOM M TYTOYXOCTBIO, TUIIOTIa3Uei
MOJIYIIApUI MO3KeUuKa, aHoManuen [JJennu-Yokepa, areHe3ueil MO30JUCTOro Tea, [IEHTPaIbHOM
HOJIMTAKTUIINEH.

1) MeTOo/bl TUArHOCTHKH

2) Jleuenwue

Omanon omeema MPT ronosroro mosra, Y3 OBII, 5XO-KI', nurToreneTndeckoe
UCCIIeIOBAaHUE, XPOMOCOMHBIM MUKPOMATPUYHBIN aHAIH3, MIOJTHOIK30MHOE CEKBEHUPOBAHUE
MetoqioM NGS Xupyprudeckoe jieueHre (KOPPEKIHs BPOKIESHHBIX TOPOKOB

3ananue 57 Manbuuk, 1 mecsi, poct 46 cM, Macca 2900 r, xano0bl Ha MPOOIEMBI CO
BCKapMJIMBAaHUEM, TUTIOTOHHIO, cl1a0bIil KpuK. OOBEKTUBHBIN cTaTyc: MUKpOIe(ans, HU3KHMA
7100, IBYCTOPOHHHIA SITUKAHT, MTO3, KOPOTKUH HOC C OTKPBITHIMU BIIEpEl HO3APSMHU, pacIienHa
S3bIYKA, TOTHYECKOE HE0O0, KOPOTKasl 11esl, HU3KO PACIOJIOKEHHBIE YIIIHbIE PAKOBUHBI,
MOCTaKCHANIbHAS MOJUIAKTHIINA HA JIEBOW KUCTH, TBYCTOPOHHSAS KOXKHAsI CUHIAKTUIINS Ha
CTOTIaX, MUKPOIICHHUSI, TUTIIOCIIA/INS, PACIICTUICHHE MOIIIOHKH, THITOIIIA3UPOBAHHOE SIMYKO U
OTCYTCTBHE SIMYKa

1) MeToBl IMAarHOCTUKH

2) Jleuenue

Omanon omeema Y3 opranos mooro taza, 9XO-KI', nurorenernueckoe

UCCcleoBaHNe, OMOXMMHUYECKU aHaIi3 KPOBH (OTIpe/ielieHre YPOBHS 00IIero XonecTeprHa u 7-
JETUPOXOJIECTEPOIIa), MOJIEKYIIPHO-TE€HETUYECKOE UCCIIeJoBaHUE (MIPSAMOE CEKPEHUPOBAHUE
rera DHCR7) Ha3Hauenue 3K30T€HHOTO XOJIECTEPHUHA U IUETHI C IOBBIIIEHHBIM COJIEPIKAHUEM
XOJIeCTepUHA

3ananue 58 Manpuuk, 3 MecsIa, HaxoauTcs B peanumanyu Ha VIBJI B ¢Bsi3u ¢ 0CTaHOBKOM
npixanus. [lo ganabeiv anamue3a OPBU ocniokHUIOCH pa3BUTHEM HapYIIECHUS JbIXaHUs,



TaxuKapJaueu, tuapeei, 6ossiMu B anuractpuu. Macca tena npu poxxaenuu 4100 r, anuna 55
CM, B TeueHHe 3 Hei nocie poxaeHus Haxoauics Ha MBJL, mocie mpoBeieHHOro JiedeHus: ObL1
BbINKCcaH 0€3 MPU3HAKOB PECIHPATOPHBIX HAPYIICHUH, HO OTMEYAIUCH MIEPHO JMUECKUE
nonepxuBanus numeid. OObEKTUBHBIN CTaTyC: MUAHO3 HOCOTYOHOTO TPEYroJbHHUKA, HaJl
JIETKUMHU SICHBIH JIETOYHOM 3BYK, NMEYEHb 12,5 cM, pedieKChl COXpaHEHBI

1) MeTo/bl TUArHOCTHKH

2) Jleuenue

Omanon omeema OAK, pentren OI'K, HelipocoHorpagus roJJOBHOIO MO3ra,

OKCUT'€MOMETPHs, MCCIEAOBAHNE PA3MEPA DKCIIAHCUM MTOIMATIAHMHOBOIO TPAKTA B T'CHE
PHOX2B

3amanne 59 Manpuuk, 15 ner, ¢ )xanodaMu Ha IOTbEMBI apTEPHATBLHOTO MaBieHus 10 160/100
MM.PT.CT, OBICTPYIO YTOMJIIEMOCTb, TOJIOBHBIE 00H. [lepBble CHMIITOMBI MOSIBIIHCH B 12 JI€T.
Orern cTpamaer aprepuanbHoi runeptensueit ¢ 18 ner (Al 170/120 mm.pt.ct). [Ipu
o0cie10BaHuM - TUIEPTPO (U MUOKAp/Ia JIEBOTO JKENTyJ0UKa, aHTHOIATHs CETYaTKH,
THIOKATMEMUST, METaOOJIMIECKUN allKajo3, HU3Kask aKTHBHOCTh PEHUHA TIJIa3MBbl.

1) MeTo/bl TMarHOCTUKH

2) Jleuenue
Omanon omeema CunapoM Jluaana; buoxuMmudyecknili aHaaus KpoBHU, UCCIICIOBAHUE YPOBHS
TOPMOHOB HAAMOYEUYHUKOB, OLIEHKA KHCIOTHO-OCHOBHOTO COCTOSIHUS, KJIMHUYECKOE WJIU MOJHOE
cekBeHHpoBaHue dk30Ma MetogoM NGS Pecnimpatopnas nopuepxkka (MBJI, )

3amanne 60 Manpuunk 5 neT, )kaao0bl Ha BEIPAXKEHHYIO 337I6P)KKY MOTOPHOTO U TICHXOPEUYEBOTO
Pa3BUTHSL, OTCYTCBHE HaBBIKOB ONPSATHOCTU U caMOOOCTyKHBaHUs. 3a00JIeBaHme
MaHH(PECTUPOBAIO BHYTPUYTPOOHO, KOT/Ia MaTh Ha 9 MecsIie 6epeMEHHOCTH TTOYyBCTBOBAJIA
cynoporu mioja. [Ipu poxxeHun cyaoporu ObUI MUOKIOHUYECKUMH, C TEYEHUEM BPEMEHH
ctanu noauMopdHeIMU. JIekapcTBeHHas Tepanus 6e3 dhdexra. CeMeiHbI aHaMHE3 HE
oTsronieH. HacnenctBenasie 60Jie3HN 0OMEHa BEIIECTB MPH 00CIET0BAHIH HCKITFOYCHBI.
OOBbeKTUBHBIN CTATYC: JIMLEBBIX U CKEJIETHBIX TU3MOP(UIl HET, B3TIIA GUKCUPYET, TOJIOBY
JEPKUT, CATUTCS CAMOCTOATEIBHO, KOMaH I He OHUMAET, Tuddy3Has MblIIeYHAs TUIIOTOHUS,
aTaKcHs

1) MeTomabl MarHOCTUKH

2) Jleuenwue:
Omanon omeema I3 -BUACOMOHUTOPUHT, MPT-rosioBHOTO MO3ra, NpoBeIeHUE KIMHUYECKOTO
WJIM TOJIHOTO CeKBeHUpoBaHUs sk30Ma MeToioM NGS Cumntomaruyeckoe jeueHre

3ananue 61 Manbuuk, 9 ser, xano0bl Ha TPOOIIEMBI ¢ y4eOO, TEPUOAUYECKU HOUHOE
HeZepKaHue MOYH, IPUCTYIIBI 3aMUpaHuil. B 5 et B cBs3u ¢ qu3apTpueit ¥ S1u301aMu
MOJICPTUBAHMI B TICYEBOM TOSICE, MPU MTPOBEIACHUH 00CIICI0BAHMS BBISIBJICH O4Yar
AMUIENTU(GOPMHOM aKTUBHOCTH B IIEHTPAIBHO-TEMEHHBIX O0TBeieHusX, Ha KT rojsoBHoro mo3ra
- MeJKasi KKUCTa MPO3PAaYHON MEPETOPOIKH 2 MM.
VY Opara, 16 net, — 106poKavyecTBEHHAs POJaHANYECKasl SMUICTICHS
OO0mbexTuBHBIN cTatyc: pocT 134 cM, Bec 25kT, rosioBa ncesaoruaponedantbHoi Gopmsl,
JU3apTPUS], MOBBILLIEHA OTBIEKAEMOCTb.

1) MeToBl IMAarHOCTUKH

2) Jleuenue
Omanon omeema 3aboneBaHue TPYIIBI UAUONATUIECKUX HACIEACTBEHHBIX dnuiencuii; 01 -
uccneaoanue, MPT-uccnenosanue, 9XO-3I', npoBeaeHNEe KITMHUYECKOTO UM TIOJHOTO
cekBeHHUpoBaHus 3k30Ma MeTo oM NGS CuMnromatndeckoe JeueHne

3amanue 62 Manbuuk 3 neT, )kajao0bl Ha BEIPAXKEHHYIO 33JIepKKY MOTOPHOTO U TICUX0-PEUeBOTO
pa3BuTHs, (hapMaKOPE3UCTEHTHBIE CyIOPOTH, HauyaBIIMecs B Bo3pacTe 38 AHEH U MOCTENeHHO



craBmme cepuitHbiMU. Cectpa 370poBa. OOBEKTUBHBIN CTATYC: MUKpOIIe(ans, KOPOTKUH
GuUIbTp, Kapmuii poT, ApKOBHIHOE HEOO, BTSHYTHIC COCKH, 3HAYUTEIHLHOE MOBBIIICHUE TOHYCA
MBIIII] HOT ¥ PE3KOe CHMYKCHHE TOHYCA MBIIIII PYK C Iepepa3ru0aHueM B JIOKTEBBIX CyCTaBax.
['onoBy HE IEpKUT, HE CATUTCSI, B3I HE (PUKCUPYET, pedb OTCYTCTBYET, OOpAIICHHYIO peUb HE
noHuMaer. Kapuotun — Hopma, XpOMOCOMHBIM MUKPOMAaTPUYHBII

1) MeTo/pl TMarHOCTUKH

2) Jleuenue
Omanon omeema 3ab0aeBaHNUE U3 TPYIIIBI MUKPOITUTOTCHETHUYECKUX CHUHIPOMOB —
MUKportiedanus, MoHOTeHHas (popma; KiTmHuYIeckoe WitH MoJIHOE CeKBEHUPOBAHUE IK30Ma
CuMnToMaTH4eCcKOE JICYCHUE

3amanne 63 Manbunk 4 roja, xano0sl Ha (papMaKOpPEe3UCTEHTHBIE CYIOPOTH, YTPATy
JIBUTATEJIbHBIX U PEUEBbIX HaBBIKOB. IlepBble 5kano0bl B 2 rojia B BUJIE TOHUKO-KJIOHUYECKUX
CYJIOpOT € OTBeJIeHUEM ria3HbIX 51010k BBepX. Ha MPT — npusnaku nud@y3Hoit KopkoBoi u
HaJl KOPKOBOH Cy0aTpo(uu MpenMyIIeCTBEHHO JJOOHBIX J0JIEeH ¢ TOCTTUIIOKCHUYECKUMU 1
UIIEMUYECKUMH U3MEHEHUSIMH ToJIoBHOTO Mo3ra. C 3,5 neT Havas yrpaynBaTh paHee
nproOpeTreHHble HaBbIKU. OOBEKTUBHBIN CTAaTyC: JUIEBBIX AU3MOPGUI HET, THTTIOMUMUS,
rUIepcaIuBalis, CaMOCTOSATENBHO HE XOIUT, PH MOJIEPKKE MOJBOJIAKUBAET HOCOUKH,
MBIIIIEYHAs CUJIa CHIKEHA, XOPEUUECKHE U TUKO3HbIE TUIEPKUHE3BI, TATOJIOTHUYeCKHUEe peQIIeKChl
— babuHckoro ¢ AByX CTOpPOH. JIMCKHU 3pUTEIBHBIX HEPBOB C CEPHIM OTTEHKOM JIEKOJIOPHUPOBAHBI,
MOpaXKEHUE 3PUTETbHBIX TPOBOSIINX ITyTeH

1) MeTOo/bl TUarHOCTUKU

2) Jleuenue
Omanon omeema 3aboneBaHUE U3 TPYIIIBI HACIEICTBEHHBIX HEHpoaereHepaTUBHBIX
3a00J1€BaHN — HEHPOHATBHBIN HepouaAHbIH TunodycuuHo3; D3I, MPT, Y3U OBII u nouek,
OroxuMHUUYecKHnii aHam3 KpoBu MeToioM TMC, nccnenoBanre akTHBHOCTH (hePMEHTOB
MaIbMUTOWI THOACTEPa3bl | ¥ TPUNENTUIWI NTeNTHAA3bl | B IEHKOIMTaX, CEKBEHUPOBAHUE
KIIMHUYECKOTO WJIH MOJHOTO 3K30Ma [laTorenernyeckas tepamnus mpenapaTom HepaunoHa30u
anbda

3ananne 64 Jleouka 3 JeT, xaoObl HA CYyJOPOXKHBIC MPUCTYIHI Ha (POHE JIEKapCTBEHHOU
Tepanuu, OTCTaBaHUE B IICUXO-PEYeBOM pa3BUTHUM. [IepBbIii mpucTyn B 7,5 Mecs1eB, 3aTeEM
€XEJTHEBHO /10 15 pa3 B CyTKH, B MOCIEAHUMN o1 — Kaxable 1-1,5 mecsia no 2-3 aHs NPUCTYIIbI
B BHUJIC B3JIparuBaHuii ¢ 03HO0OIOJ00HBIM TPEMOPOM, T€HEPATM30BAHHBIE TOHUKO-KIIOHUYECKHE
cynoporu. OObeKTUBHBIN CTATyC: MOXO/IKa aTAaKTUUECKas, TOHYC MBI 11} (Py3HO CHILKEH,
XOJIUT € MEPUOINYECKON OTIOPOH Ha LIBINTOYKY, TOHUMAHUE PEUYX HapylIEHO, AKTUBHASI peyb Ha
YpOBHE JIETeTa.

1) MeToBl THAarHOCTUKU

2) Jleuenwue

Omanon omeema 3aboneBaHue U3 TPyl PAHHUX MUIECNTHYECKUX HIIe(daronaTu —

cunapom [pase; D3I -uccnenosanue, MPT-uccnenoBanue, mpoBeieHNE KIMHUYECKOTO WIH
MOJIHOTO CeKBEeHUpoBaHuA dk30Ma MeTo oM NGS CumnToMaTudeckoe JeueHue

3ananue 65 Manpunk 2 roja, 3aep>kKa MOTOPHOTO, PU3UIECKOTO U TICHXO-PEYEBOTO PA3BUTHS.
C 8 Mecs11eB NOSABWINCH 3MHM30/1b1 TOBTOPHOM PBOTHI, CHIDKEHHE anneTuTa, noteps seca. C
Bo3pacta 1 roga 2 mecsia nociae OPBU manbunk nepecran XoauTh, OTMEYAIOCH YBETUUEHUE
pa3mepos xkuBota. Kapuotun — Hopma. B 1 roa 8 mecsues nocie OPBU nosiBunach
[JIFOKO3YpHsl, IPOTEUHYPUSI, PAXUTHUYECKUE U3MEHEHHS CKeJIeTa, IporpeccupoBaia yrpara
JIBUTATEIbHBIX HABBIKOB. EAMHCTBEHHBIH ciydaii B ceMbe. OOBEKTUBHBIN CTATyC: raprajiouTHBINA
¢denotum, Bec 10 kxr, poct 77 cM, ronoBa- 50 cM, paXxuTUYECKUE U3MEHEHUS CKeeTa, eYeHb+3
CM, HE BCTAET, HE XOIUT, MU (y3HOE CHUKEHHE MBIIIEYHOTO TOHYCA



3) MeToabl AMArHOCTUKH

4) Jleuenwue

Omanon omeema Cunapom dankonu; buoxumuyeckuit anaiau3 kposu u Mmouu, orieHka KIIC,
Oonoxumuueckuit anaau3 kpoBu Meto oM TMC, odranbmMoaoruueckoe ucciae0BaHue C
MIpUMEHEHHEM I1eJIeBOi J1amibl, morck myrtanuii B rene CTNS Tepanus nucreamuHoMm

3amanne 66 Myxunna, 23 rona, »ano0sl Ha Oecrionue. C AETCTBA YaCcThIe pECIUPATOPHBIC
3a00JIeBaHMs, CHHYCHUTBI, TIO JAHHBIM CIIEPMHOJIOTHIECKOTO HCCICIOBAHUS — a300CTICPMHUSL.
OOBeKTUBHBIN CTaTyC: CUHJIPOM OapabaHHbBIX MaJ0YeK +, CHHIPOM YacOBBIX CTEKOJI

1) MeTo/bl TUArHOCTHKH

2) Jleuenue
Omanon omeema MykoBucuu03; [lotoBas npo0a, aHaJIn3 Kana Ha MAHKPEATUYECKYIO 2J1acTasy,
nuroreHernueckoe uccienopanue, KT OI'K, KT nazyx Hoca, ciupomeTpusi, HCCIIEIOBAHNE
gacTeix MyTranuii B reHe CFTR Cumnromarndeckast ¥ maToreHeTH4ecKast Tepamus

3amanne 67 Manbuuk ,1,5 Mecslr, )xano0bl Ha IIIOXYO MPHOaBKY Beca, CHIYKEHHBIH allleTHT,
4acTble CPhITMBaHUA. POIMIICS ¢ KIIMHUKOW BPOKICHHON KUILIEYHON HEPOXOIUMOCTH,
HaJIOXeHa CTOMA, KUILIEYHOE COJIEP’KUMOE BOJSTHUCTOE C JKUPHBIM OJIECKOM, OTMEYaeTCs
Kallenb, KoXa peOeHKa UMEET COJIEHBIN MPUBKYC CO CJIOB MaTepu. EMuHCTBeHHBIN citydyail B
CeMbeE.

1) MeTOo/bl TUarHOCTUKU

2) Jleuenue
Omanon omeema MyxoBucuunos [lotosast npo6a, KonporpamMmma, aHaJIu3 Kajia Ha
naHkpearnueckyro snactasy, KT OI'K, uccnenoanue yacteix mytanuii B rene CFTR
CuMnromaTryeckas U IaTOreHETHYECKas Tepanus

3amganne 68 Manpuuk 2 e, xanoos! Ha moBTopHbIe OP3 B TeueHue roaa o 2-3 3Mu300B,
HauyWHas ¢ Bo3pacrta 3 MecsIeB. Y Miaamero Opata — MyKOBHUCITUI03

1) MeToBl TMarHOCTUKH

2) Jleuenwue
Omanon omeema MykoBucun103; [lotoBas nmpo6a, kormporpamma, aHaJIM3 Kaja Ha
naHkpeatnueckyro snactasy, KT OI'K, uccnenoBanne yacteix myranuii B rene CFTR
CumnTomMaTryecKkas ¥ IaTOreHEeTUYECKast Teparus

3amganne 69 Manpuuk, 13 eT, xano0bl Ha YaCThIM MAJIOTIPOIyKTUBHBIN Kalllelb C THOWHOM
MOKPOTOM, 3aJI0)KEHHOCTh HOCA U 3aTPYAHCHHUE HOCOBOTO JbIXaHMs.C POXKICHUS — PHHUTHI,
YaCThIM MAJIONPOIyKTUBHBIN Kamienab. C 3 et yacTble OpOHXHTHI, THEBMOHMH. B Bece u pocte
He oTcTaeT. MykoBHUCII03 uckitoueH npu npoBeaenun JJHK-auarnoctukn OO0beKTUBHBIN
ctaryc: Cumnrom OapabaHHBIX MAOYEK «+», CHMITOM YaCOBBIX CTEKOJ «+», IbIXaHHE
oci1abeHHOE, MMPOBOJAUTCS HEPABHOMEPHOE, pa3HOKAIMOSPHBIC BIIAKHBIC XPHUIIBI IO BCEH
MMOBEPXHOCTH JIETKUX

1) MeToBl TMAarHOCTUKH

2) Jleuenue
Omanon omeema llepBuyHas nuIuapHas TUCKUHE3US; UCCIeOBaHUE (QYHKIIUU [TUITHAPHOTO
SMUTENHS CIIU3UCTON 000JI0OUKH HOCA, SIEKTPOHHASI MUKPOCKOMHS (0OHapyXKEeHIE aHOMAJTHIA
CTPOEHUS peCHUYEK B OMONTaTe CIM3UCTON 000JI0UKH HOCA UM OpOHXa), CEKBEHUPOBAHHE
sk30omMa CUMNTOMaTHyecKasi M MaTOr€HEeTHYeCKas Tepamnus

3ananue 70 JleBouka 2 neT 7 MecsIIeB ¢ xKaloO0aMu Ha 33AeP>KKy MOTOPHOTO U TICUXOPEUYEBOTO
Pa3BHUTHUS, ¢ POXKJECHUS HE3HAUUTEIbHBIE 0COOCHHOCTH (DEHOTHIA U MBIIIEYHASI TUTIOTOHHSL.



OOBEKTHBHBIN CTATyC: HU3KUI POCT M BEC, BHICTYIAIOIIUH JIOO, IIUPOKHUNA KOPEHb HOCA, JBE
HeOOoJIbIIMEe TeMaHTHOMBI Ha BEpXHEH T'y0e 1 Ha )KHUBOTE.

1) MeTo/bl TMarHOCTUKU

2) Jleuenwue
Omanon omeema 3aboneBaHue TPYNIIBI XPOMOCOMHBIX CHHIPOMOB
FISH-ananu3 ¢ Habopom /IHK-30HI0B Ha YacThle MUKPOICICIIUOHHBIE CHHAPOMBI (1
Jxopmxu, Bunssimca-boiipena, Cmut-Marenuc, Munepa-/lukepa, [Ipagepa-Bunu,
Ourensmana), FISH- ananmus ¢ nokyc-ciemupmanbivu JTHK-30n1aM1 Ha X-xpomocomy (DXZ1)
u 3 xpomocomy (D3Z1) Ha npsiMbIX npenaparax OyKKanbHOro snuTenns CUMOToOMaTH4ecKast
Tepanus

3ananue 71 Manpunk 3 rojna, kajgo0bl Ha OTCTaBaHUE B MOTOPHOM M IICUXOPEYEBOM PA3BUTHH,
00JbIIKE pa3MepPbI F0JIOBBI, TYTONOBHKHOCTH CYCTaBOB, ITOSIBUBLIASICS HA BTOPOM TOJY KU3HU
OOBbeKTUBHBIN CTaTyC: rpyOble YepPThI JULa (LIMPOKas NEPEHOCUIIA, TUIOILIA3Usl CPEeTHEN TpeTH
JIU1A, MyXJble TYObl, IPUOTKPBITHIM POT, MAKPOTJIOCCHUSI, pEAKHE 3yObl), TYTOIOABHKHOCTD U
KOHTPAKTYPbI JIOKTEBBIX U KOJIEHHBIX CYCTaBOB, KUCTh IO THUIY «KOTTUCTOM Jamnbl», KU(Oo3
MOSICHUYHOTO OT/eJ1a IO3BOHOYHHKA, YBEJIMUEHHE pa3MEPOB KMUBOTA, ITyIOYHAasI IPblKa,
yBeJNIMUYeHHUE neueHu (+5 ¢M u3 noj kpas pedepHoil 1yru), IBYyCTOPOHHS S TaxoBasi TpbIXka.

1) MeTOo/bl TUarHOCTUKU

2) Jleuenue
Omanon omeema 3aboneBaHue rpymnIbl MyKoMoaucaxapua030B -Mykononucaxapuno3 Il tuma.
Cunnpom Xantepa; McciemoBanue SKCKpeIuu TIIMKO3aMUHOTIIMKOHOB (JiepMaTancyibhara u
renapancyibdara) ¢ MOYOH, UCCIIEIOBAHNE aKTUBHOCTHU JTMO30COMHBIX (PepMEHTOB (THApPOJIa3),
MOJIEKYJISIPHO-T€HETHYECKOE rcciienoBanue reHa IDS depmenT3amecTuTeIbHas Tepanus
uaypcynbdazoi, peabuIuTaluOHHBIE MEPONIPHUATHS U (PU3HOTEpaIUs

3amanue 72 aeBovKa, 3-X JIET, C )KaJl00aMH Ha CYIOPOKHBIC TTPUCTYIIBI, 3aJEPIKKY TICUXO-
pedeBoro pa3BuTHs. BriepBbie CyJOpOru B BUAE PE3KOTO KpHKa, C OCTAHOBKOM JABIXaHUS U
IMaHO30M, BO3HHUKJIM B BO3pacTe 8,5 MecsIes nocie BakuuHauud. B Bo3pacte 1 roga cymoporu
noBTopwnch Ha porne OPBU u runeprepmun. [IpucTyrbl oTMeqanuch B BUAC
KpaTKOBPEMEHHOM yTpaThl CO3HaHUS, 03HOOOOJOOHOTO TPpeMOpa, B T.4. C BOBJIIEYCHHEM HOT,
3aBEJICHUS IJ1a3 BBEPX, OCTAHOBKHU JIBIXaHUS U LIMAHO34, IPOIOJDKUTENIBHOCTBIO 10 1| MUHYTBI
Kbl yac B Te4eHue 2-3 CyTok, Ha QoHe BBeIeHHs OeH3oaua3enuta. B cpeaneM mpucTymbl
HaOMOJAI0TCS Kaxable 2 Mecsla. B HacTosAIMiI MOMEHT - peMHCCHSL.

1) MeTOo/bl TUArHOCTHKH

2) Jleuenwue
Omanon omeema panHsis >nwenTHYECKas SHIehanonatus I3 -Buaeomonuropunr, MPT-
TOJIOBHOTO MO3ra, IPOBEIECHNE KIIMHUYECKOTIO UIIM TIOJIHOTO CEKBEHUPOBAHUS SK30Ma METOJIOM
NGS Cumnromarrdeckoe JieueHUE

3ananue 73 [lanuenTtka 46 et oOpaTHiiach B MEAUKO-TEHETUUECKYIO JJIs1 HCKIIIOUEHUS
HaCJIeICTBEHHOT0 XapakTepa 3a0ojeBaHus. B aHaMHe3e - cepo3Has KapLiMHOMA JIEBOTO SIMYHUKA.
VY marepu (68 ner), B Bozpacte 40 et Ob11 00HapYKEH pak MOJIOUHOH JKeJe3bl,y poIHOTo OpaTta
MaTepH - PaK MPeJICTATeNIbHOM Kele3bl, y pOAHOTO OpaTta oTia B 56 JIeT - pak JIErKoro.

1) MeToMBl TUarHOCTHKH

2) Jleuenwue :

Omanon omeema Cunapom HacnenctseHHoro BRCA1-accounnpoBanHoro paka
AUYHUKOB; COOp JIMYHOTO U CEMEHHOT0 aHaMHE30B, MOJIEKYISIpHO-TeHETUYECKOE TECTUPOBaHHE
Ha Hasinume JacTeix MyTanuil B renax BRCA1 u BRCA 2, BbICOKOIPOU3BOAUTEIBHOE
napajuienabHoe cekBeHupoBanue manenu reHoB: BRCA1, BRCA2, BARDI1. BRIP1, MRE11A,
PALB2B, NBS1, tP53, RAD51C, RADS51D Xupypruueckoe JiedeHHe, XUMHOTEPAIIUs



3anmanue 74 JleBouka, 3 qHEH )KU3HU C MUKpoLedalueil, CKOIEHHBIM JIOOM, KPYITHBIM HOCOM,
ne(opMHUpPOBaHHBIMU HU3KO MOCAKEHHBIMU YITHBIMH PAKOBHHAMH, KOPOTKOH IIeeH, CKiIaa4aToi
KO>KEH Ha 3a/IHEM TOBEPXHOCTHU LIEU, MBIIEYHON THIIOTOHUEHN, EAUMHCTBEHHOM JaJOHHOMN
ckiakoi, mopokom cepaua — JIMXKII, nBycropoHHel paciiennHoi Heba 1 BepXHEH I'yObl,
MMOCTAKCUAJIBHOM MOJIMIAKTUIIEH KUCTH.

1) mpenmnosiaraemMblii AMArHO3

2) METOJIbI IUarHOCTUKHU:

3) MeTto1bl 1e4eHus:

4) mpoduakTuka

Omanon omeema Cunapom Ilatay; UccnenoBanue kapuotumna; CUMITOMAaTHYECKOE;
[IpenaranbHblil CKpUHUHT OepeMeHHbIX CHMIITOMAaTHYECKOE

3amanue 75 XKenmuna, 36 €T, Mpu NPOXOKICHUU JUCTIAHCEPU3AIIMN BBISBICHO MOBBIIIECHNE
YpOBHS 00IIEro XoJiecTeprHa 10 8,9 MMOJIB/J, MPU TOCIIEYIOIIEM aHAIU3E JTUMUIHOTO CIIEKTPa
obmuit xonecreput — 9,1 mmonw/n, TT — 1,3 mmons/n, XC-JITIBII — 1,2 MMob1. AKTUBHO
XKayo0 He MpebABISET.

1) MeTo/bl TMarHOCTUKH

2) Jleuenue
Omanon omeema CemelHas rUnepxojaecTEPUHEMHUS; TPOBEACHUE OCMOTPA U NaJIbIIALMKU
CYXOKHIIMH: aXHITOBBIX, pa3rudaresieil MajlbleB PyK, TPHUIICIICOB M KOJICHHBIX CYCTaBOB C
IEJTbI0 JIMATHOCTUKH HAIMYHUS CyXOXKUIBHBIX KCAHTOM, IPOBEICHUE CEKBECHUPOBAHHUS
reHoB LDLR, APOB, PCSK9 metonom NGS IlaTorenernyeckas Tepanus -TUIOJUMITHIEMAYECKHAE
TpermapaTsl

3amanue 76 JleBouka 3 jeT 6 MecsIIeB, )kajloObl Ha TUIOXYIO MPUOABKY B Bece, 3aJICPKKY
MICUXOMOTOPHOTO U PEYEBOTO Pa3BUTHs, HA (OHE BHICOKOM JINXOPAAKH — COXPaHEHHE SMTU30/0B
3aMUpaHUi ¥ TUIIEPKUHE30B. 3a001eBaHue MaHU(DECTUPOBAJIO ¢ poXKaeHUA. OOBEKTUBHBIN
CTaTyc: II1a3HOU THIEPTEIOPHU3M, OOJIBIIION HOC C BBICOKOW CITMHKOM, KOPOTKUH (DUITBTD,
MUKpOTHATHS. 3aJiepikKa ICUX0-PEYeBOro pa3BUTHUS MIPOSBISETCS B BUAE CKYIHOTO CIOBAPHOTO
3anaca (KOpOTKHeE, MPOCThIE CIIOBa), KOMaH bl IOHUMAET, OJIM3KUX 3HAET. 3aJiep:KKa MOTOPHOTO
Pa3BUTHUSL: XOIUT HEYBEPEHHO, C OJJTHOCTOPOHHEH MOAIEPKKON

1) MeTOo/bl TUArHOCTHKH

2) Jleuenwue
Omanon omeema Cunapom Bonbda-Xupmxopaa MPT ronoaoro mosra, nposenenue D01 -
BUJICOMOHUTOPUHTA, XPOMOCOMHBIN MUKPOMATpUUYHbINA aHAU3 CUOTOMAaTHYECKOE

3amanue 77 Manpuuk 6 MecseB ¢ 3a7epkKKOi (PU3NUECKOro U ICUXOMOTOPHOTO PAa3BUTHS,
BPO’KJICHHBIM MTOPOKOM CEp/Ilia U JIMIEBBIMU TUCMOP(hUAMHU (MaTeHbKUE HU3KO MOCAKEHHBIE
JHUCIUIACTUYHBIE YIIIHBIE PAKOBHHBI, ITUPOKUE TJIA3HbIE IIEH, JTUHHBINA GUIbTp, y3K0e
OCHOBaHHUE KPBLIbEB HOCA, MUKpOreHus), yacteie OPBU.

1) MeTOo/Bl THArHOCTHKH

2) Jleuenue
Omanon omeema Cunapom u Jxopmxu; Y3U OpromHoit nonoctu u novex,3X0-KT,
onoxumuueckuit anaaus kposu, FISH ¢ ynukansusimu JIHK-30H1aM1 Ha pernox
MUKpOAeNeIn Ha MeTada3HbIX IacTuHkax manuenta, MLPA ¢ JIHK-nipaiimepamu Ha
MOCIIeI0BATEIbHOCTH I'€HOB B pErMOHE MUKPOAEIECIINU ¢ UCIob30BaHueM oOpa3sios JJTHK
nanuesTa CunToMaTu4eckoe

3ananue 78 PebGeHoKk, 8 MecslieB, KaloObl Ha KENTYXY, TUIOXYI0 MPUOaBKy Macchl. boineH ¢ 6
MECsIIIeB, KOT1a MOsIBUIIACH JKeNTyxa. B xoze 06cien0Banus BBIABICH HUTONIM3 10 19 HOpM ¢
CHHJIpoMOM XouiecTa3a. [loBbienue anbga-deronporenna 1o 25 843 ur/mu (Hopma g0 12



HT/MIT). YBEIIMYCHHE MEYSHH JI0 +5 ¢M u3-TIo1 Kpasi pedbepHoit nyru. Cene3eHka +2 ¢M U3-TI0J
Kpasi peOepHOH IyrH.

1) MeTo/bl TMarHOCTUKU

2) Jleuenwue
Omanon omeema HacnencrBennas tupo3uneMus 1 A tuna (octpoe teuenue); OnpeaeneHue
COJIepKaHUSI AaMHUHOKHUCIIOT B KPOBH, ONPEIeNICHHE CYKIIMHIIIAIIETOHA B MOY€ U IIJIa3Me KPOBH,
onpenenenue anbda-deronporenna (ADIT) B chiBopoTKe (WK TUTa3Me) KPOBH, CEKBEHUPOBAHUE
reda FAH noxxu3HeHHas maToreHeTHyecKas Teparus pernaparoM HITH3UHOH B COUYCTAHHH C
HU3KOOCIKOBOW JUETON M HA3HAUYCHUEM CIICIIMATM3UPOBAHHBIX TIPOAYKTOB TUTAHUS

3ananue 79 Manbuuk 9 qHEH )KU3HU, TIO pe3yIbTaTaM HEOHATAILHOTO CKPUHUHTA:
dbenunananus 4,46 mr/mi, (Hopma o 2,0 mr/mn). [lpu perecte 6,8 mr/mn
1) MeTo/bl TMarHOCTUKH
2) Jleuenue
Omanon omeemaDEeHUTKETOHYPHS ; AHAIIN3 ITEPUHOB B MOYE, CEKBEHUPOBAHHE
MetoqioM NGS no manenu, Bxmodaronieit rensli: PAH (OMIM:* 612349 ), PTS (OMIM:*
612719), QDPR (OMIM:* 612676), GCHI (OMIM:* 600225) duerorepanus

3anmanue 80 YV manmpurika, 3 MecsIa, 0TMEUArOTCss MUKpoIie(aus, HU3KHiA 7100, TBYCTOPOHHUI
SMUKAHT, MTO3, KOPOTKUN HOC C OTKPBITBIMU BIIEPE]T HO3APSIMU, MUKPOTCHHUSI, paCIIeIMHA
SI3bIYKA, TOTHYECKOE HEOO, HU3KO PACIIONIOKEHHBIE Ie(hOPMUPOBAHHBIC KPYITHBIEC YIITHBIC
PaKOBUHBI, KOPOTKAs MIes, MOCTaKCHATbHAS TOJUIAKTHIINS Ha JICBOM KUCTH, IBYCTOPOHHSIS 2-3
KOJKHasi CHHIAKTIJIMSI Ha cTomax Y -o0pa3Hoit dhopmsl (puc. 2). [Ipu obcnenoBaHny TeHUTAIANA
BBISIBJISIETCS] MUKPOIIEHUS, TUTIOCTIA IS, pACIIETNICHHE MOIIIOHKH, TUIIOIUIa3UPOBAHHOE STUYKO
ClIeBa U OTCYTCTBHE SIMUKA CIIpaBa.

1) MeTOobl TUArHOCTHKH

2) Jleuenwue
Imanon omeema Cunapom du Jxopmxu Y3U manoro taza, 9XO-KI', crannaptHoe
LUTOT€HEeTHYECKOe HcclieZloBaHne, buoXxuMuyeckuii anaan3 KpoBH (ompeiesieHue YpOBHS
o011ero xoJieCTepUHa U 7-IETUaPOX0JIecTeposia), IPOBEICHIE MOJICKYISIPHO-T€HETUYECKOTO
Hccaea0BaHus myTeM npsiMoro cekBennpoBanus rena DHCR7 (ren 7-
JeruapoxosectepolipenykTa3bl) HazHaueHue 3K30reHHOro XoJecTepruHa U IMeThI €
MOBBIIIEHHBIM COJIEP’KaHUEM XOJIecTepruHa

3ananue 81 Ilanuenrt, ronoma 17 jer, B aHaMHE3€ HAJTMYKE [TEPBUYHO-MHOXKECTBEHHBIX
HOBOOOpa30BaHUI: IEPBUYHO-MHOKECTBEHHAS METaHOMA KOXKH, COCTOSIHUE TIOCe
XUPYPrudecKkoro jeueHus B 13 u 16,6 net, B 16 €T MHOKECTBEHHBIHN ITOJIUNO3 JKEITYAKA,
MakpoIiedaus, Ha KO>Ke — MHO)KECTBEHHbIE MEJTaHOLIMTAPHBIE HEBYCHI KOXKHU CITHHBI, )KUBOTA,
KOHEYHOCTel. B Hacrosiiiee Bpems MOCTaBiIeH qUarHo3 (HOJUTUKYISPHBIN paK IMIUTOBUAHOM
xenesbl. Y 0a0yIIKH M0 MaTEPUHCKOMN JIMHUU TIOJIUIIBI XKeITyIKa, MHOTOY3JI0BO# 300, y 6a0yIiku
IO JIMHUY TAaIbl — PaK SUYHUKA. Y MaTepu B aHAMHE3€ paKk MOJIOYHOH jKeJe3bl B 37 JeT

1) MeTOo/Bl THArHOCTHKH

2) Jleuenue

Omanon omeema Cunapom Koynena; BeicokonpousBoauTenbHOE NapaiieabHOe

CEeKBEHHUPOBAHKE MaHEIH I'€HOB, CBA3aHHBIX C PAa3BUTHEM HACIIEICTBEHHBIX OHKOJIOTHYECKUX
cuHApoMOoB JleueHne Xupypruyeckoe

3ananue 82 JleBouka, 3 neHb, KOPOTKAS I1Iesl, KOXKHBIC CKIIAJIKH Ha 1iee, 1eOpMUPOBAHHAS U
HU3KO PacTojIOKEHHAasl YIIIHAs PaKOBUHA, TUM(GATHUECKUNA OTEK KUCTEH U CTOTI, MOPOK CepIa -
JIMOKII

1) mpenBapuTENbHBIN TUATHO3:

2) METOJIbI IUarHOCTUKH



3) npodunakTuKa
Omanon omeema Cunapom lllepemeckoro-Tepuepa MccnenoBanue kapuotuna [IpeHatanbHbii
CKpUHUHT OepeMeHHBbIX Ha3HaueHne ropMOHOB, KOPPEKIUs MTOPOKa cepana

3amanne 83 Manbuuk 2 €T, )kaao0bl Ha HACHILCTBEHHBIE THIIEPKHHE3HI, YTPAaTy paHee
prOoOPETEeHHBIX MOTOPHBIX HABBIKOB, INIOXYIO MPHOaBKY B Bece.3a00ieBaHNEe
MaHHu(pecTUpoBajo B Bo3pacte 6 mecsies, Ha ore OPBU u moBeimeHus: TeMriepaTypsl Tela
BO3HHUK I'€HEPAIN30BAaHHBIM TOHUKO-KIIOHUYECKUN SNUIENTUYECKUI ITPUCTYII C TOTEPEU
CO3HaHUA. BO3HUKIM MIPUCTYIIBI HEYKPOTUMOM PBOTHI, MBIIIEYHBIN TOHYC HapacTail. Bo3Hukmu
JTMCTOHNYeCcKUe aTaku. PebeHok nepectan aepkarh rojioBy, nepeBopayuBarbes. ['osoBa
ruapornedansHoi hopmbl. cToHUEHME TOIKOKHO-)KHUPOBOH KIeT4aTKu. [ unepcanuBanus.
['on0BY caMOCTOSITENILHO HE JAEPKUT, IPU BEPTUKATU3ALUY OIopa cinabdasi. MbIIeyHbli TOHYC
MOBBIIIEH N0 cnacTuyeckomy THMy. CyXokuiibHbIe peduieKkchl 0)kuBiieHbl. Pedexc babunckoro
ITOJIOKUTEIIBHBIN C IBYX CTOPOH.

1) MeTOo/bl TUArHOCTHKH

2) Jleuenue
Omanon omeema I'myrapoBas anuaypus THI [; mpoBeIeHNe TaHIEMHOM MacC-CIIEKTPOMETPHH €
ONIPENIETIEHUEM CIIEKTPA AllUJIKAPHUTUHOB, aMUHOKHCIIOT, AaHAJIN3 MOYU HA OPraHUYECKUE
kuciotel, MPT ronoBHOTrO MO3ra, nouck myranuii B reie GCDH Iuerorepanus ¢
OTpaHMYEHUEM MOCTYIUICHUS JTU3UHA U TpunTodana

3amanne 84 Manbuuk, 4 To/a, )KaI00bl Ha CYIOPOXKHBIE IPUCTYITBI, YTPATY IBUTATEIBHBIX U
peueBbIX HaBBIKOB. B 2 rosia 6 Mec. MosiBUIINCH MEPBbIe MPUCTYIBI B BU/I€ TOHUKO-KIIOHUYECKUX
CYJIOpOT U OTBEJICHUEM TJIa3HBIX SI0JI0OK BBEPX, Jajiee MPUCTYIHI [0 TUITY OOMSIKaHUs, HHOT/A C
TOHUKO-KJIIOHWYECKUMH cyaoporamu. B 3,5 roga pe6EHOK cTan yrpauynBaTh paHee
MPUOOPETEHHBIEC TBUTATEIbHBIE (CAMOCTOSITENIFHO HE XOAMT, aTaKCHUS IPU X0Ab0e ¢
MOJJIEP>KKOM ) U peueBbie HaBBIKK (TOBOPUT CJIOTH). B HacTodIee BpeMst MPUCTYIIBI IO TUITY
MHUOKJIOHUH TOJIOBBI 10 3-4 pa3 B CyTKU Ha (¢oHe npuémMa MpOoTUBOCYIOPOKHBIX MTPENapaToB.

1) MeTOo/bl TUArHOCTHKH

2) Jleucnwue :

Omanon omeema Pannsis snmienituueckast sHmedanomnarus, D91 -uccienopanune, MPT-

UCCIIeIOBAaHUE, TPOBEICHNE KIMHUYECKOTO WM MOJTHOTO CEKBEHUPOBAHUS K30Ma METOA0M
NGS CumnromaTtrdeckoe JieueHUE

3amanue 85 Manpuuk 1 jer, xanoObl Ha Krydre 00JIM B pyKax U IO 3aJHEH MOBEPXHOCTH Oenep,
HE KyHUPYIOIIHECsS IPUEMOM HECTEPOUIHBIX TPOTUBOBOCIIATUTENBHBIX IPENaparos,
HapylIeHHue CTyJa (auapes), HOBBIIICHHYI0 YTOMIIIEMOCTh, CHIDKEHHUE ciyxa. OTMedaroTces
CYXOCTh KOXHBIX IIOKPOBOB, B 00JIaCTH ITyNKa — MeJIKue, 6e300J1e3HeHHbIE, BHICTYNAIONINE HAJl
MMOBEPXHOCTHIO KOXKU 00pa30BaHMsI COCYAUCTOTO rene3a. [Ipu HeBpoiornyeckomM ocMoTpe
OTIpeJIeIIIeTCSl CHIDKEHUE YYBCTBUTEIBHOCTH B HIDKHUX KOHEeUHOCTAX. [Ipu oO6cnenoBanuu y
OKYJIHCTa - pe3Kasi U3BUTOCTh cocyoB ceTuaTku. Ha MPT ronoBHoro mosra -
MEePUBEHTPUKYISPHBINA OYar rifo3a B 0€JI0M BeIIecTBE MPaBoii JOOHON JOTU COCYIUCTOTO
reHesa.

1) MeTOo/Bl THArHOCTHKH

2) Jleuenwue :

Omanon omeema bone3np @abpu, knaccuueckas popma

broxumuueckuii aHaIU3 CyTOYHOM MOYH, KOJTMYECTBEHHOE OIpeIeIeHHE JTH30COUHTOIUTHIOB
METO/IOM TaHJIEMHOM Macc CIIEKTPOMETPHUH, OTNIPEIeTICHHE aKTUBHOCTH allb(ha-ramakTo3u/1a3bl
(AT'AJI) B kpoBwH, mouck mytaiuii B rene GLA tepanus npenaparom ®@abpa3um auera,
HaInpaBJICHHAs HA YMEHbBIIICHNUE TIOCTYIICHUSI MEIU B OPTaHU3M U MEMKAMEHTO3HAs Teparus
MEeHUIUTIAMUHOM



3ananue 86 IlanuenTka 19 ner xxanoObl Ha pe3Kyro ¢1a00CTh, OBICTPYIO YTOMIISIEMOCTD, TPEMOP
KHUCTEN PYK, XKEJITYUIHOCTh CKIIEP, YBEIMUEHHUE KUBOTA U YYBCTBO TSHKECTU B IIPABOM
nospedepre. 3aboeBanue MaHU(pECTUPOBAIIO B Bo3pacTe 17 JeT ¢ TpeMopa pyK, KOTOPbIiA
MEJUIEHHO nporpeccupoBail. B 18 j1eT BO3HUKIIO YyBCTBO TSHKECTH B IPABOM IOJIpeOEphE, JKUBOT
yBenuuuics. [Ipu miaHoBoM ocMOTpe 0QTaIbMOIOra, IPU UCCIEJOBAHUY C IOMOILBIO IIETIEBOM
JIAMITBI BBISIBJICHO 3€JIEHOBATO-KOPUYHEBAs MUTMEHTAIUS 10 Tiepudepuu poroBuiibl. Craprimii
cubc moru6 B 16 JIeT OT Uppo3a MeYCHH.

1) MeTo/bl TUArHOCTHKH

2) Jleuenue

Omanon omeema buoxumudeckuil anaiau3 Kposu ¢ onpeaeneHuem yposusa AJIT, ACT,

@, I'TT, bunupyOrHa, uccieqoBaHNe KOHLIEHTPALUU LEPYIOIUIa3MUHA B CHIBOPOTKE KPOBH,
HCCIIEIOBAaHUE CYTOYHOM dKCKpeluu Meau ¢ Mouoid, Y3 opraHoB OproIIHOM MOJI0CTH,
MPT roioBHOTO MO3ra, HOUCK YacTbIX MyTauuii B reHe A7P7B CuMnTOMaTu4eckoe JeueHue

3amanne 87 Manpuuk 5 neT, )kajao0bl Ha 3a7ep>KKy MOTOPHOTO M PEYE€BOTO Pa3BUTHS,
aCUMMETpHS JIMIIA, BBICTYAIOMINUN JI00, IMPOKast CIMHKA HOCA, BRIBEPHYTAsl HUXKHSAA I'yoa,
KPUINITOPXHU3M, KOHTPAKTYphl MekK(haTaHTOBBIX CYCTaBOB

1) MeTOo/bl TUarHOCTUKU

2) Jleuenue

Omanon omeema Tpucomus 8§ xpoMmocoMsl, MccnenoBanne kapuotuna, FISH-anamms ¢

ueHtpomepo-cnenupuuasiM JJTHK-30H10M Ha 11IeHTpoMepHYI0 00J1acTh 8 XpOMOCOMBI Ha
MPSIMBIX Mpenaparax JTuM(GOIUTOB epuepudeckoil KpoBU

3amganne 88 Manpuuk 7 JeT, BO BpeMs IUCIIAHCEPHOTO 00CIeI0OBAHUS, TIPH MAJIBITAIIMH KUBOTA
OTMEYEHO yBEIIMUEHUE PAa3MEPOB CEIE3CHKH (10 + 5 cM u3-1oj Kpasi pedepHoit nyru).OT™MeuaeT
OBICTPOE MOSIBJICHUE CUHIKOB, YaCThIe HOCOBBIC KPOBOTCUCHHS.

1) MeToBl TMarHOCTUKH

2) Jleuenwue
Omanon omeema bonesns ['omre, Tun 1; OAK, Penrrenorpadus xocreit ckenera, MPT
Opro1HOM 1mosioctu, OnpeaeieHne akTUBHOCTH JIN30COMHBIX (DEpMEHTOB B ITSTHAX BHICYIICHHOM
KpoBH, cekBeHupoBaHue rena GBA. Tepanus rimokonepedpo3naazon

3amganne 89 Manpuuk 10 Mec. ¢ CyOpOXKHBIMH TAPOKCU3MaMU, BEIPAKCHHON 3aJIePIKKOM
MICUXOMOTOPHOTO Pa3BUTHUS, MUKPOAHOMAIIUSAMU PA3BUTHUS B BUAE CKOIICHHOTO YIIJIOIEHHOTO
3aThUIKA C BAABICHHUEM II0 IIEHTPY, CYy)KEHHE ueperna B JOOHO-TEMEHHBIX OT/eNax, SIUKaHT,
KOPOTKasl 111esi, BTSIHYTbIe COCKH, IBYCTOPOHHUN KPUNITOPXU3M. B HEBpoJIOrnueckoM craTyce
OTMEYaJICA JUCTOHUYECKHI MBIIIICUHBIH TOHYC C TEHJCHIIMEH K CHIYKEHUIO, CYXOKUIIbHbBIE
peduexcsl cpenueil xkupoctu. Ha MPT BbIsiBIeHa ouaroBas maxurupusi, areHe3usi MO30JUCTOrO
Teja, TUIOIIa3us YepBSI MO3KEUKa

1) MeTOo/bl TUATHOCTHKH

2) Jleuenue

Omanon omeema Jlucconuedanus, 3 THI; 5K30MHOE CEKBEHUPOBAHKE TIO MMaHEH I'€HOB

«HacnencrBennble 3a0601eBaHMsI HEPBHOM CUCTEMBD»

3amanne 90 Manbunk 7-MH JIET, YacThie MIPOCTYIHBIC 3a00JIeBaHMsI, 3aJI0)KEHHOCTh HOCA U
3arpyanenue npixanus. C 4 ner —yacteie OPBU u 6ponxuTsl. [IepeHec mpaBoCTOPOHHIOW
MTHEBMOHHUIO B 6 JIET, JICUCHHUE MOJTyqall CTallMOHApHO. [lociie BRIMMCKH COXpaHAETCS
MPOAYKTHBHBIHN Kallenb. [[pIXaHue )KECTKOe, KPYIMHOY3bIpUaThie BJIaKHBIC XPUITBI CIIPABa.
1) MeTo/Bl TMarHOCTUKH
2) Jleuenwue



Omanon omeema MyxkoBucuu103; [lotoBast mpo0a, naHkpeaTuyeckas 3acta3a-1 kana, aHainu3
Kaja Ha maHkpearnyeckyto snacrazy, KT OI'K, nccnenoBanue yacteix myranuii B rese CFTR
CumnromaTu4eckoe

3amanne 91 Manbuuk 7-MH JIET, YacThle MIPOCTYAHBIE 3a00JIEBaHNs, 3aJI0’)KEHHOCTh HOCA U
3arpynHenue apixanus. C 4 net —vacteie OPBU u Opouxutsl. [lepenec npaBoCTOPOHHIO0
ITHEBMOHMIO B 6 JIET, JIeueHue Noaydai crairoHapHo. Ilocne Beinucku coxpansercs
IIPOAYKTUBHBIN Kallelb. [[pIxaHne %kecTKoe, KpyIHOIY3bIPYaThIe BIIAYKHBIE XPUIIbI CIIPABA.

1) MeTo/pl TMarHOCTUKH

2) Jleuenue
Omanon omeema MyxoBucuu03; [lotoBas nmpo0a, mankpeaTnyeckas 3iacta3a-1 kana, aHaiau3
Kajia Ha maHkpeatudeckyto amacrazy, KT OT'K, uccienoanue yacteix myranuii B reie CFTR
CumnrTomMaTu4eckoe

3amaane 92 Manpunk 2-X JeT xanoObl Ha 3a/IEPKKY MOTOPHOTO, (PU3NIECKOTO U TICHXOPEIEBOTO
pasButus. C 8 Mecs11eB MOSBUINCH 3MTNU30/bl IOBTOPHOI PBOTHI, CHIKEHUE aMIETUTA,
3HAYUTENbHOE CHIKeHUE Beca. B Bo3pacte 1 roga Becun — 8 kr. C Bo3pacTa 1 roa 2 mecsiiia Ha
(doHe ocTpoit pecniupaTopHO BUPYCHOU MH(EKIUN TPOU3OIIET PErPecC B Pa3BUTHH — MaJIbUYUK
IepeCTall XOIUTh; OTMEYAJIOCh YBEIMYEeHHE pa3mepoB xnBota. Ha MPT rosoBHoro mosra
BBISIBJIEHA HE PE3KO BBIPAKEHHAs JielKonaTus B 6e0M BelllecTBE TeMEHHbIX fnoJieit, MPT
cnMHHOTrO Mo3ra 0e3 ocobenHocrel. KapuoTtun: 46,XY — HopManbHbIi My>kckoi. [Tpu
HCCJIEIOBAaHUH YPOBHS INIMKO3aMHHOTJIMKAHOB MOYH OTKJIOHEHUI OT HOPMbI HE BBISIBJICHO.
VYpoenb nakrata 10 u nocie easl B Hopme. B 20 mecsimieB (1t 8mec) mocie ouepennoit OPBU
MOSIBUJINCh U3MEHEHMSI B aHAJIN3aX MOUH (IJIFOKO3ypusi, IPOTEUHYpUs), 00pallleHO BHUMaHNE Ha
paxuTHUYECKHE N3MEHEHHsI CKeJleTa, yTpaTa JBUTaTeNIbHBIX HABBIKOB Mporpeccuposaia. I[leanatp
HarpaBmWI peOeHKa A1 00ciieoBaHusI K HEPOJIOTY U TeHETHUKY.

1) MeToxBl TMarHOCTHKH

2) Jleuenwue

Omanon omeema Cunapom Pankonu; Y3U opraHoB OpromHOH moyiocty U nouek, MPT

rOJIOBHOTO MO3ra, PeHrrenorpadus kuctei, 0MOXMMHUECKUE aHAINU3bl KPOBU U MOYH,

KHCJIOTHO-ILIEJI0YHOE COCTOSIHUE, 0()TaIbMOJIOTHYECKOe 00CIeIOBaHUE C IPUMEHEHUEM

ieneBoi tamribl, ouck myrtanuii B rene CTNS Tepanus nucreaMmuHoM

3amganne 93 XKenmnuna, 29 ner, )kanoObl HA YaCTBIA MPOTYKTUBHBIA KallleJlb ¢ THOMHOU
MOKpPOTOH, 3aJI03KE€HHOCTb HOCA U 3aTPYJHEHHE HOCOBOTO JbIXaHusl, NeuiuT Beca. C paHHETro
JIETCTBA YacThle OPOHXUTHI, MHEBMOHUU. B TeueHne mocneTHUX HECKOIbKUX JIET OECIIOKOUT
OJIbIIIKA MPpH Pu3ndeckoil Harpy3ke. CTallmoHapHOE JIeYeHUE C MPOBEICHUEM Kypca
aHTHOaKTepualbHOM Tepanuu 2-3 pa3a B roj. Ha peHTreHorpaMmMe opraHoB IpyJHOM KJIETKH —
JIBYCTOPOHHSAA AeQopMalys JIETOYHOTO pUCYyHKA. . CUMITOM 6apabaHHBIX MANIOYEK «++»,
CUMITOM YacOBBIX CTeKOJI JIpIXaHue ocliablieHHOEe, TPOBOJUTCS HEPAaBHOMEPHOE,
pa3HOKaIMOepHbIe XPUIIBI IO BCEH MOBEPXHOCTH JIETKHUX,

1) MeTOo/Bl THArHOCTHKH

2) Jleuenue

Omanon omeema MykoBucunaos; IloroBas npoda, AHanu3 Kaja Ha MAHKPEATUYECKYIO dacTasy-1,

uccnenoanue yactoix myrauuii B reie CFTR, cekBenuposanune rena CFTR, ananu3 oOmmpHbIX

HapymeHuit ctpykrypsl reHa CFTR meronom MLPA cunromatndeckoe

3amanue 94 Myxxunna 32 jeT kanoObl Ha TpeMOp KHCTEH pyK, FOJI0BbI, NEPUOTUIECKYIO
OeccoHHUILY, rojloBHbIE 00iH, (hoOuu. 3aboneBanne MaHHpEeCTUPOBAIIO B Bo3pacTe 15 jer ¢
JPOKaHUs pyK IIPU BOJIHEHUH, B TIOCJIEIHHIE 3 TOJla COCTOSTHUE YXYALINIOCH, TPEMOP PYK
YCUIJIMJICS, TTOSIBIIMCH MTAHUYECKUe aTaku, pooun, 0ECCOHHUIIA, TPEMOP IOJIOBbI, MOBHIIIEHHBIN
YPOBEHb OMIUPYOHHA, yBEIHMUCHHE NTEUEHU

1) MeToBl TMarHOCTHKH



2) Jleuenwue

Omanon omeema bone3ns Bunscona-Konosanosa; buoxuMuueckuii aHaim3 KpoBU €
onpenenenuem ypoHs AJIT, ACT, I®, I'TT, 6unupybuna, ruccieqoBanie KOHIEHTPALTUH
LepY/IOIJIa3M1Ha B CBIBOPOTKE KPOBH, OIIPEJEIIEHNE CYyTOUHOM 3KCKPELIUU MEAH C MOYOH,
Y3U opranos OpromrHoi osoctd, MPT rooBHOro Mo3ra, OCMOTp B IIEJIEBOM JIaMITe
odranpmonorom, nmouck myranuii B rene ATP7B nuera, HanpaBieHHas Ha yMEHbIIICHUE
MOCTYIUIEHHS MEIM B OPTaHU3M U MEAMKaMEHTO3Has Tepanus xenatopamu (/-
MEHULUIJIAMUH, TPUEHTHH)

3amanue 95 JleBouka, 5 CyTOK KMU3HU, KaT0Obl HA YKOPOUEHHUE UTMHBI KOHEYHOCTEH.
OOBEeKTUBHBIN CTATyC: TUCIPONOPLHUOHAIBHOE TEIOCIOKEHHUE 32 CUET YKOPOUEHHS
MIPOKCUMAJIBHBIX CETMEHTOB KOHEYHOCTEH, MaKpoledains, 3anasiias NEpeHOCHUIIA, TUIIOIIa3Us
CpeIHEeN TpeThH JINIA, INUPOKHE U KOPOTKUE KUCTH, U30JaKTHIINSL, OpaxuaakTuiaus, nuddysnas
MBIIII€YHasi THIOTOHUSI.

1) MeTobl TMarHOCTUKU

2) Jleuenue
Omanon omseema PeHTreHONOrNUecKoe uccienoranue ckenera, JIHK quarnocrtuka:
cekBeHrpoBanue 1o Cenrepy rena FGFR 3 IlaTorenetnueckas Tepamnusi - BO3OPUTH]T — AaHAJIOT
HaTpuilypeTudeckoro nenruaa C-tuna, Xupyprudeckoe Je4eHue

3amanne 96 [TanmenTka 24 roza, )xaao0bl Ha OOJIM B TIOSCHUIIE, KPYITHOE MATKOTKAHHOE
obOpasoBanue Ha Oeape, MITHA 1BETa «Kode ¢ Mosokom». B 20 et oHO 13 00pa3oBaHU CITHHBI
JOCTHUTJIO KPYIMHBIX PA3MEPOB, B CBSI3U C YEM BBIMIOJIHEHO XUPYPTHUECKOE JiedeHue. [ ncronorus
— MHKAICYJIMPOBAaHHAs! BEPETCHOKIETOYHAsI Me3eHXUMallbHas onyxoib.Ha MPT noscHu4HO-
KPECTIIOBOTO OT/iea: MHOKECTBEHHbIE NapaBepTeOpaabHble 00pa3oBaHus,
pacnpocTpaHsmonrecs ot (GopaMUHaIbHBIX KaHAJIOB, IPAaBOCTOPOHHEE 00BEMHOE 00pa30BaHHeE,
pacrpocTpaHsIoIIeecs B MOSICHUYHON MBIIIIIIE 10 BOPOT MPaBOil MOYKH. MaTepu podanaa, 1968
I.p. MHOXECTBEHHbIE 00pa30BaHUsI MSTKUX TKaHel, MHO>KECTBEHHbIE MATHA I[BETa «Ko(de ¢
MoJiokoM». Jlsast mpoOaHaa Mo MaTepuHCKON JTMHUK yMep B 39 JIeT OT paka mpsMoil KUk, Y
JeNyIIKH MpoOaH/a Mo JUHUKA MaTepy MPosBIEHUs HelipoguOpomarosa.

1) MeTOo/bl TUArHOCTHKH

2) Jleuenwue
Omanon omeema Helipodubpomaros 1 Tumna; BeICOKOTIPON3BOAUTEILHOE MApaLICIbHOE
cekBeHrpoBanue reHoB NF1, NF2 Xupypruueckoe ynaneHue omyxosei

3ananue 97 PeOGeHOK 3 MecsIeB MOCTYIHII IO CKOPOW TIOMOIIY U3 JIOMA, JKaJI0ObI Ha BSUIOCTD,
COHJIMBOCTb, OTKa3 OT €/Ibl, OOJIBIIINX Pa3MEPOB JKUBOT, YBEIIMYCHUE TICUCHH JI0 +4 CM H3-TI0]]
Kpasi peOepHOU yrH, ceye3eHka +2 ¢cM u3-10J] Kpasi pedbepHoit nyru. [locne poxaeHus
OTMeEYaJsICs AIKM30/]] TUIOTJIMKEMUH 10 1 MMoJib/i1. Beimucan moMoit Ha 6 cytku. HaGmomancs
MeMaTPOM B CBSI3U C IUIOXOM MpuOaBKoil Beca. B TeueHue nociaeaHux 2 AHeH peOeHOK
MOCTENIEHHO CTaJI BSJIbIM, OTMEYAJIaCh OJHOKpATHAs PBOTA. B JIeHb MOCTYIUICHUST MamMa He
cMorda pa30yauTh pedeHKa JJIs OUuepeTHOro KopMieHus. Pe6eHOK OT 2 HEOCIOKHEHHON
6epemenHocTu. [lepBhIit peOEHOK B ceMbe yMep B BO3pACTe 5 MECSIIEB OT KPUIITOT€HHOTO
renaTuTa u MOJHOPTraHHOW HEOCTATOYHOCTH.

1) MeToBl IMAarHOCTUKH

2) Jleuenue

Omanon omeema I'mukoreHo3 1 Tuna; buoxumudeckuii aHanu3 KpoBHU C OINpeIeTICHHEM
YpPOBHS TpUTIIHILIEPUI0B, MOueBO kucnoThl, AJIT, ACT, riroko3sl, onpeaeneHue KUCIOTHO-
IIEJIOYHOTO COCTOSIHHSI KPOBH U JIaKTaTa, HA3HAYUTh MOJICKYIIIPHO-TEHETUYECKOe
ucccinenoanue reHa/renoB G6PC, SLC37A4 BricokoyriieBoHas AueTa, Ha3HA4€HHE ChIPOTO
KYKYpY3HOTO KpaxMmaia, Ha3Hau€HHUE MPenapaToB — CTUMYISTOPOB JIEHKOI033a,



3ananue 98 JleBouka 13 ser, cygoporu, rpy0oe oTcTaBaHUE B Pa3BUTHH, BPOKICHHBIC TIOPOKHU
pa3BuTHs (IOPOK Cep/ra, NOTUIAKTHIINS ), HEOOBIYHbIE JTUIIEBbIE OCOOCHHOCTH: MUKpOIIe(aTHs
(OI' 47 cm), 60OIBIION, CKOIIIEHHBIN JI00, TIIYOOKO MOCaXEHHBIE T1a3a, KPYIMHBINA HOC,
CTJIQXKCHHBIN (QIIIBTP, OTTONBIPEHHAS HIDKHSIS ry0a, 1e(hOpMHPOBAHHBIE HU3KO TOCAKCHHBIE
YITHBIC PAKOBUHBI, AMHCTBCHHAS JTaIOHHAS CKJIAJIKA, TIOCTAKCUATbHASI TTOTHIAKTUIIHS Ha
IIPaBOM KHUCTH.

1) MeTo/pl TMarHOCTUKH

2) Jleuenue

Omanon omeema Cunapom Ilatay; UccnenoBanue kapuotuna, FISH- anamus ¢ igokyc-

cnenuduunasiM JJHK-30810M Ha 061acts 13q14 Ha npsMbIX npenaparax IMMEGOLIUTOB

nepudeprueckoil KpoBd CHMITOMAaTHUECKOE JICUCHHE

3ananue 99 JleBouka, 7 JieT, OTCTaBaHUE B POCTE HAOIIOJAIOCH C POXKIeHUSI. MOTOpHOE U
IICUXOpEUEBOE pa3BUTHE B IIpesenax HopMbl. [Ipu poxkieHnn oTMevancsi OTeK KUCTEeN U
MbITeyHas runoToHust. OObeKTUBHEIN cTaTtyc: pocT 102 cM ,cOOTBETCTBYET BO3pacty 4,5 roja;
Bec — 17 Kr, 0OTMEUaeTcsi MUKPOTHATHS, KOPOTKas I1l1es, HU3Kasl IMHUS POCTa BOJIOC Ha 3aThLIKE,
LIMpOKas rpyHas KieTka, X-00pa3Hoe UCKPUBIIEHNE TOJICHEH.

1) MeTomBl THarHOCTUKU

2) Jleuenue
Omanon omeema Cunapom lllepemeckoro-Tepuepa; Uccnenoanue kapuortuna, FISH-anamus
¢ IHK-30u10M Ha xpomocomy X (SE X (DXZ1)) u ananu3 unrepdasHbIx saep Ha
XPOMOCOMHBIX TIpenaparax u3 KyJabTypbl JUMGOIMTOB nepudepruueckoid KpoBu ['opMoHambHas
Tepanusi — TOPMOHBI pOCTa, 3CTPOTEHbI

3amanue 100 ITamment 20 mueit xxu3Hu. Haxoautcs B8 APO ¢ KIMHMKOW MOJHOPTraHHOMN
HJIOCTAaTOYHOCTH. B Bo3pacTe 5 CyTOK XKM3HU COCTOSIHHE peOeHKA PE3KO YXYIIIMIOCH 3a CUET
HapacTaHUsl HEBPOJIOTMYECKOW CUMIITOMATHKHY B BUJE cuHapoMa yraetenus [{HC,
reHEePAIM30BaHHBIX CYIOPOT B KpoBH 0TMEUaeTcsi MeTabOINYeCKU JTaKTaT-au103. B Moue
MalMEeHTA MOBBIIIICHA KOHIIEHTPAIHS 3-THAPOKCUIIPOITMOHOBAS KHCIIOTa

) IpennonoXuTenbHbIN AUArHO3.

2)MeTo 1kl TMarHOCTUKU

Omanon omeema

1)IIponmoHoBas aruaypust

2) TMC, npoBenenue cekBenupoanust metogoM NGS, Bkimrodarommuecs B cedst rensl PCCA
u PCCB

KPUTEPUMU oneHNBAHNA KOMIIETEHINH U INIKAJLI OLICHKHU

Ouenka Onenka Ouenka Ouenka
«HEY/I0BJIETBOPHUTEIbHO» | «yA0BJETBOPUTEIBHO» | «XOPOLIO» «OTJIMYHO»
(He 3a4TEeHO) HJIH (3a4TeHo) Wi (3auTeHo) (3auTeHO0) NN
OTCYTCTBHE YAOBJICTBOPUTENbHBIN | WJIN BBICOKHI1
copmMupOBaHHOCTH (moporoBbIi) AOCTATOYHBIN YPOBEHb
KOMIIeTeHIIH U YPOBeHb OCBOEHMS YPOBEHb OCBOCHUS
KOMIIeTeHIIM U O0CBOCHUS KOMIIETeHIM U
KOMIIETCHIM U
Hecniocobnocth Obyuatommuiics OObyuatomuiics Obyuatomuiics
o0yuaromierocs JEMOHCTPUPYET JEMOHCTPUPYET JEMOHCTPUPYET




CaMOCTOSITENBHO CaMOCTOSITENBHOCTD B CaMOCTOSITENEHOE | CIOCOOHOCTD K
IIPOJIEMOHCTPUPOBATh IIPUMEHEHUY 3HAHUM, IIPUMEHEHNE MIOJIHOM
3HaHUA IIPU PELICHUN YMEHHUI U HABBIKOB K 3HaHUU, YMEHUN U | CAMOCTOATEIbHOCTH
3a1aHUM, OTCYTCTBHUE peleHnto y4eOHbIX HAaBBIKOB IIpU B BbIOOpE criocoba
CaMOCTOSITENbHOCTHU B 3aJ]aHU B IIOJIHOM pELICHUY 3aJaHNUM, | pEeIIeHUs
[IPUMEHEHUU YMEHUH. COOTBETCTBHH C AHAJIOTUYHBIX HECTaHIAPTHBIX
OtcyTcTBHE OATBEPKACHUS | 00pa3lioM, JaHHBIM o0pasiam, 4yTo 3a/IaHAN B paMKax
HaJIN4MsL IIpENnoaBaTeneM, 1o MIOATBEPKAAET JUCLUIIIMHBI C
cOpMHUPOBAaHHOCTH 3aJ]aHUSIM, PELICHHE HaJM4ue HCIIOJI30BAaHUEM
KOMIIETEHIIUH KOTOPBIX OBLIO MOKa3aHO | cOPMHUPOBAHHON | 3HAHWH, yMEHHH U
CBHJICTEBCTBYET 00 IIPENoJaBaTeieM, CIenyeT | KOMIIETEHIUH Ha HAaBBIKOB,
OTPULATENBHBIX PE3ybTaTax | CUYUTATh, YTO Ooree BEICOKOM MIOJIyYEHHBIX KaK B
OCBOCHHS YUeOHOU KOMIIETESHIIUS ypoBHe. Hannuue X0Jl€ OCBOCHHS
JUCLUILIVHBI chopMupoBaHa Ha TaxKou JTAHHOH
YOBJIETBOPUTEIILHOM KOMIIETEHIIMU Ha JUCLUIIIMHBIL, TaK U
YPOBHE. JIOCTATOYHOM CMEXHBIX
YPOBHE JUCLHUIIINH,
CBUJIETENICTBYET | CIENYET CUUTATh
00 yCTOHYMBO KOMIIETEHITHIO
3aKpEIIEHHOM c(OpMUPOBAHHOM
MIPAKTHYECKOM Ha BBICOKOM
HaBBIKE YPOBHE.

Kpumepuu OUCHUBAHUA MECMO06020 KORmMPOJiAa:

MPOIICHT NMPABHIIBLHBIX OTBETOB OT™meTKH

91-100 OTJINYHO

81-90 XOPOIIIO

70-80 YIIOBJICTBOPUTEIBLHO
Menee 70 HEYJOBJIETBOPUTEIHHO

[Ipu oreHUBaHUY 3aaHUI ¢ BEIOOPOM HECKOJIBKMX MPABHIIBLHBIX OTBETOB JOIYCKACTCS OTHA
ommnoKa.

Kpumepuu ouenusanusa cooecedosanus:

JleckpunTopsl
YMeHHe O0bSICHATH JOTHYHOCTD H
OTMeTKa (mpeacTaBisATh) MOCJIeI0BATEIBLHOCT
NMPOYHOCTH 3HAHM A CYLIHOCTH SIBJICHUIA, b OTBETAa
MPOLECCOB, 1eJ1aTh
BBIBOJBI
OTJINYHO MPOYHOCTh 3HAHUM, BBICOKO€ YMEHHE BBICOKAsSl JIOTHYHOCTD
3HaHUE OCHOBHBIX OOBSCHATH CYIIHOCTB, u
MPOLIECCOB U3y4aeMoOi SBJICHUH, POIIECCOB, MOCJIEAOBATEIHLHOCTh
npeIMeTHOM 06nacTH, COOBITHH, AeNaTh OTBETA
OTBET OTJINYACTCS BBIBOJIBI K 000OIIEHMS,
TIIyOWHOM U TOJTHOTOU J1aBaThb
PACKpBITHUSI TEMBI; apryMEHTUPOBaHHBIE
BJaJCHHCM OTBETHI, IPUBOJUTH
TEPMUHOJIOTHYECKUM pUMEPBI
anmnapaToMm; JJOTHYHOCThIO




U NIOCJIE0BATEIBHOCTBIO
OTBETA
XOpOLIO IIPOYHBIE 3HAHUS yMeHUe OObSICHATh JIOTUYHOCTH U
OCHOBHBIX IIPOLIECCOB CYLIHOCTb, SIBJICHUH, II0CJIEZIOBATEIBHOCTh
U3y4aeMoM IpeIMETHON IIPOLIECCOB, COOBITHIH, OTBETa
obnacTu, oTIM4aeTcs JieaTh BIBOBI U
TyOMHOM ¥ TIOJTHOTOM 000011eHuSs, 1aBaTh
PACKPBITHS TEMBI; apryMeHTHPOBaHHbIE
BJIa/ICHUE OTBETHI, IPUBOIUTH
TEPMHHOJIOTHUECKUM IPUMEPHI; OJHAKO
anrmapaTrom; CBOOOJHOE JIOITYCKaeTCsl OJIHA - JIBE
BIIaJICHUE HETOYHOCTHU B OTBETE
MOHOJIOTUYECKON PEYBIO,
OJIHAKO JIOIyCKAeTCsl O/1HA
- JIB€ HETOUYHOCTH B OTBETE
YIOBJIETBOPUTE | yJIOBJIETBOPUTEIbHBIE YIIOBJIETBOPUTEIILHOE YIOBJIETBOPUTENIbHAS
JIBHO 3HaAHMSI ITPOLIECCOB YMEHHE 1aBaTh JIOTUYHOCTH U
M3y4aeMoi mpeaMeTHON apryMEeHTHPOBaHHbIE MOCJIEZIOBATEIBHOCTh
o0nacTu, OTBET, OTBETHI ¥ MPUBOIUTH OTBETa
OTJIMYAOIINICA MIPUMEDBI;
HEJ0CTaTOYHOU IIyOMHOM | yAOBIETBOPUTEIHHO
Y TIOJIHOTOM pacKphITUS chopMUpOBaHHbIE
TEMbI; 3HAHHEM OCHOBHBIX | HaBBIKHM aHaJN3a
BOIIPOCOB TEOPHH. SBJICHUH, MPOLIECCOB.
JlomyckaeTcsi HECKOJIbKO Homnyckaercs
omuOO0K B COJIEPIKAHUH HECKOJILKO OIINOOK B
OTBETa COJIep’KaHUU OTBETa
HEYJIOBJIETBOPH | cllaboe 3HaHHME M3y4aeMOil | HEyMEHHUE JaBaTh OTCYTCTBHE
TEIBHO MpeIMeTHOH 06acTH, apryMEeHTUPOBaHHbIE JIOTUYHOCTH U
HErnyO0OKO€ pacKphITHE OTBETHI MOCJIEZIOBATEIbHOCTH
TeMBI; c1aboe 3HaHue OTBETa
OCHOBHBIX BOTIPOCOB
TEOpUH, clladble HAaBBIKU
aHaJlu3a SIBJICHUH,
nporeccoB. JJomyckatorcs
Cepbe3HbIE OIIMOKH B
COJIep>KaHUU OTBETA
Kpumepuu oyenueanua cumyayuonHoix 3a0au:
JdecKkpunTopsl
OTMerKa HOHAMAHIE aHaIu3 HABBIKHU npogeccuoHaNbHOE
CUTyalluM pemieHust MbIILICHUE
npoodJieMbl
CUTYallUHN
OTJINYHO [TOJTHOE BBICOKAS BBICOKAsI BBICOKHMI YPOBEHb
MOHUMAaHHE CIIOCOOHOCTH CIIOCOOHOCTH npodeccnoHanTbHOTO
mpobnembl. Bce  jaHanmu3upoBaTh [BHIOpATh METOJ  [MBIIUICHUS
TpeboBaHus, CUTYaIHIO, peleHus
MpeabsBIsSEMbIE |1e1aTh BBIBOJBI |[IPOOIEMBI,




K 3aJIaHHIO, YBEpEHHBIC
IBBITIOJTHCHBI HABbLIKW PCIICHUWA
CUTYyaluU
XOPOIIIO MOJTHOE CIIOCOOHOCTH CIIOCOOHOCTH MOCTATOYHBIH
MMOHUMAaHUE QHAJTM3UPOBATh [BHIOpATh METOJ  [yPOBEHB
rmpobsiemsl. Bce  cutyaruto, perieHus mpo¢eCCHOHAIIBHOTO
Tpe6OBaHI/I$I, JICJI1aTh BBIBO/AbI HpO6JI€MBI IMBIIIJICHUA.
[pEIbsABISAEMBIE YBEPEHHBIE Jlomyckaercst o1Ha-
K 3aJaHUIO, HABbIKW PCIICHHA [IBC HCTOYHOCTU B
IBBITTOJTHCHBI CUTyallun OTBETC
YIIOBJIETBOPUTE [MACTHYHOE YIOBJIETBOPUTE [yAOBJIECTBOPUTEIND |[TOCTATOUYHBIH
JIBHO IMOHUMAHUEC VIbHAaA HbIC HAaBBIKU YPOBCHB
MpoOIEeMBI. CIIOCOOHOCTh  [peLICHUS mpodeccnoHaIbHOTO
IBOJILITMHCTBO AHAJIM3UPOBATh |CUTYyalluH, IMBILIJICHUA.
TpeOoBaHUM, CUTYALMNIO, CIIO’KHOCTH C Jlomyckaetcst Oosee
MPCABABIACMBIX ICJIATh BHIBOABI BI)I60pOM MCTOJa [IBYX HETOYHOCTEN B
K 3aIaHUIO, pEIICHUs 3a/1a4yu  (OTBETE MO0 omudKa
IBBITIOJTHCHBI B
MOCIIeIOBATEIILHOCTH
CIIICHUA
HCYAOBJICTBOPHU [HCIIOHUMAHUEC HU3Kast HCIOCTATOYHBIC OTCYTCTBYCT
TEJBHO MPOOIEMBI. CIIOCOOHOCTh  [HABBIKU PEIICHUS
MHorue AQHAIN3UPOBATH |CUTYyallUU
TpeboBaHUs, CUTYAIHIO
MpeIbsBIsSEMbIe
K 3a/1aHUIO0, HE
BBIMOJIHEHBI. HeT
otBeTa. He ObL10
[MOMBITKY PEIINUTh
Bajauy




	КРИТЕРИИ оценивания компетенций и шкалы оценки

