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1. Ilepeyenb KOMIIETEHLMH,
YACTUYHO)

Ilpogpeccuonanvnvix (I1K):

¢GopMupyeMbIX IMCHUIVIMHONW (TMOJHOCTHIO WJIHN

Kona n nammenoBanme
obnienpodecCHoHaATBHON KOMIETCHIINN

WNHuaukaTop(bl) JOCTUKEHUS
o0menpohecCHoHaTbHON KOMIIETCHIINN

IIK-5

TOTOBHOCTb K OTIPE/ICIICHUIO y TTAIIHEHTOB
MaTOJOTUYECKUX COCTOSIHUM, CHMIITOMOB,
CHHJPOMOB 3a00JI€BaHMH, HO30JIOTHIECKUX
¢dopmM B cooTBETCTBHU ¢ MEXTyHapOAHOM
CTaTUCTHUYECKON Kiaccuukaueit 0ojae3Hei n
npo0IeM, CBA3aHHBIX CO 3/I0POBbEM

TIK-7 TOTOBHOCTH K OKa3aHHIO MEINKO-T€HETHUISCKOI
IMOMOIIIH
2. Buabl  OIEHOYHBIX MAaTEPHAJIOB B  COOTBETCTBHH ¢  (OPMHUPYEMBIMH
KOMIIETeHIIUSIMH
Haumenosanue Bupl o11eHOUHBIX MaTeEpHUAIOB KOJIMYECTBO 3aJIaHUU
KOMIIETCHIIMH Ha 1 KOMIIeTEeHIHIO
IK-5 3a/laHusl 3aKpBITOrO THNA 25 ¢ ATallOHaMH OTBETOB
3agaHusa OTKPBITOrO TUIIA: 75 ¢ TaJlOHAMH OTBETOB
Bomnpocsr mis cobecenoBanus
CuTyalmoHHbIE 3a7a41
TIK- 7 3agaHus 3aKpbITOrO TUIA 25 ¢ 3TajIoOHaMH OTBETOB
3agaHus OTKPBITOrO TUIIA: 75 ¢ TaJJOHAMH OTBETOB
Bomnpocsr mis cobecenoBanus
CuTyalmoHHbIE 3a0a4K
IIK-5

3anaHus 3aKpbHITOr0 THIIA

3amanue 1. UHcTpykus: BeiGepute oMH MpaBUILHBIN OTBET.
®denotunuyeckue npuzHaku cuaapoma Kiaiindenbrepa BKIIOYAIOT:
1. HU3KOPOCIOCTh, KPHUIOBU/IHBIE CKIIAJIKH KOKU B 00JIACTH II€H, MHOKECTBEHHBIE
MUTMEHTHBIE POJIUHKH, TUM(OCTa3, TOPOKHU CEPALIA U KPYITHBIX COCYAOB
2. BBICOKHH pOCT, TUIIEPrOHAI0TPOIHBINA TUIIOTOHAAU3M, MUKPOOPXUIU3M, OECIIONNE,

THHCKOMACTHUA, a300CIICPMHUA

3. Mukporuedanus, NOJUAAKTUINS, paclleTuHa ryosl 1 Heba
4. MukpoTanbMus, paciiennHa ryosl u Heba, Mukpouedatus, moauIaKTUINS

Omanon omeema: BEICOKAH POCT, FI/IHepFOHaIIOTpOHHHﬁ TUNIOTOHAAU3M, MUKPOOPXHUAU3M,

63CHJ’IOI[I/IC, TMHCKOMACTHUSL, a300CIICPMUS

3ananue 2. UHCcTpyKIus: BeiGepuTe oAMH NpaBUIIbHBIN OTBET.
ITopok pa3BuTHS, BCTPEYAIOIIUNCSA KaK CAMOCTOSATENBHO HACJIEYEMBII IOPOK C ayTOCOMHO -
JOMUHAHTHBIM THIIOM II€peJlauu, TaK U KaK CUMIITOM INIPH JPYTUX CHHJPOMAax, Ha3bIBaeTCs

1. DkrpomakTunus

2. Kpunropxuszm

3. Annasus OOJIBIIOro Mmaibla
4. Tuppouedanus

Omanon omeema: 3KTpO,Z[aKTI/IJII/IH




3ananue 3. UHcTpykius: Beibepute ouH npaBUIbHBINA OTBET.

K xnuHngeckuM npusHakaMm cuHapoMa beksura-Bunemana oTHOCAT

1.
2.
3.
4.

KpbuioBuaHbIe CKIIAJKHA HA 11€€, MOHIOJIOUHBIN pa3pes ria3

KopoTkyto 1m1eto ¢ u30bITKOM KOXKH M KPBUIOBHIHBIMU CKJIAJIKAMU

I'uneprenopusm

Bonpiryro Maccy npu poXKICHUH WM MMOCTHATAILHOE OTICPEKCHIE (PU3MUECKOTO Pa3BUTHS

Omanon omeéema: BoBIIyI0 Maccy IPU POXKJICHUH WM NOCTHATAIBHOE OIIEPEIKCHUE
(U3NIECKOTO pa3BUTHS

3ananue 4. Unctpykuus: Beibepute ouH npaBuibHbINA OTBET.
[Tokazanus it IpoBeIeHUST KAPUOTUITUPOBAHUS:

1.
2.
3.

3a/iep’KKa (PU3NYECKOro U MOJIOBOTO Pa3BUTHUS, THIIOTOHA/IN3M, TUIIOT€HUTAIIU3M;
HapylIeHHe MypUHOBOTO U MUPUMHUANHOBOTO 0OMEHA;

npuoOpeTeHHble 1eopMallui O3BOHOYHHUKA U I'PYIUHBI, TOMYTHEHHE POTOBUIIBI,
renaToCIIEHOMET alus;

MpOrpeIMeHTHas yTpaTa IpuoOpEeTEeHHBIX HABBIKOB, CYAOPOKHBIN CHHIPOM, CITaCTUYECKHE
Mapajindu

Omanon omeema: 3aCPIKKaA (1)I/I3I/I'-IGCKOFO H IIOJIOBOT'O pa3BUTHUA, THIIOTOHAINU3M,
THUIIOTCHUTAJIN3M

3ananue 5. Unctpykius: Beibepute ouH npaBUIbHBINA OTBET.
CuMITOMOKOMIUIEKC, BKIHOYAIOMIMA MUKpOLE(aINIO, pacIlieIMHy I'yObl U HEOA, OTUIAKTHITUIO
U TIOJIMKKCTO3 MOY€EK, HauboJiee XapakTepeH JUs:

1

2.
3
4

CHUHJIpOMa DJABapca;

cunapoMma [layna;

cunapoma Bonbda-XuprxopHa;
cunapoma Ilaray.

Omanon omeema. cunapoma llaray.

3amganne 6. UHcTpyknus: BeiGepure ouH MpaBUIbHBIN OTBET.
[Tokazanust 1st IpoBeieHUs] OMOXMMHUYECKOTO HCCIEA0OBAHUS HE SBIISIOTCS:

1

2
3
4

3aACPKKaA IICUXUYCCKOI'O pa3sBUTUA B COUCTAHUU C IIPpU3HAKaAMH MOYCKUCIIOr0 JUaTe3a,
JICTKas OJ'II/IFO(bpeHI/IH, 3aJICPIKKa ITOJIOBOI'0 CO3PCBAHMA,

OJ'II/Il"O(bpeHI/IH B COUCTaHHUHU C 06H.Ieﬁ JUCIIIIAaCTUYHOCTBIO,

MBIIICYHAA TUIICPTOHUA, THIIOIIUTMCHTALUA, 3aACPKKA MOTOPHOTO XU p€YCBOI'0 Pa3BUTHS.

Omanon omeema: nerxkas OJ'II/IFO(I)pCHI/ISI, 3a/JICPIKKa IMOJIOBOI'0 CO3pCBaHUA

3ananue 7. UncTpykuus: Beibepute oauH MpaBUIIbHBIN OTBET.
[Tokazanust 1 MPOBEIEHUS CIEIHATBEHBIX OMOXUMHUUYECKUX TECTOB:

1

2
3
4

YMCTBCHHAsA OTCTAJIOCTh, BPOKIACHHBIC IIOPOKU Pa3BUTHUS PA3JIMUIHBIX OPTraHOB U CUCTEM;
NMPHUBBIYHOC HCBBIHAIIINBAHUC,

KaTapakTa, rernaToCiijICHOMETaJivd, OTCTaBaAHNUEC B Pa3BUTUH, HEOOBIYHBIN 3aImax MOYHU
MCPTBOPOKIACHUC B AaHAMHEC3C

Omanon omeema: KaTapakTa, renaToCiijICHOMETaliknA, OTCTABAHUC B PA3BUTUM, HEOOBIYHBIH
3alax MO4u

3ananue 8. MHCcTpyKIus: BeiGepuTe 0aUH NpaBUIIbHBIN OTBET.
bruoxumuueckas 1narHoCTHKa MOKa3aHa MpH:



1. coueraHuu 3aIePKKH IICUXOMOTOPHOTO PA3BUTHUS C TUIIOTIUTMEHTAIIECH U HEOOBIYHBIM
3armaxoM MOYH, TPOTPEIUCHTHOM YTpauyuBaHUU IPUOOPETCHHBIX HABBIKOB.
TUTIOTEHUTAIIU3ME, THUIIOTOHA/IU3ME,

OecIIoauu;

4. He BBIHAIIMBAaHUE OCPEMEHHOCTH

wn

Omanon omeema. cOUETaHUU 33AEPKKU ICUXOMOTOPHOT'O Pa3BUTHSI C TUIIOIIUTMEHTALUEH U
HEOOBIYHBIM 3aIT1aXOM MOYH, IPOTPETUSHTHOM yTPauuBaHUH TPUOOPETEHHBIX HABBIKOB.

3ananue 9. Unctpykius: Beibepute ouH npaBUibHbINA OTBET.
[Toxa3zanwust U1 TpOBEAEHUS OMOXHMMHUYECKOTO MCCIIEIOBAHMS:
1. moBTOpHBIE CITydan XPOMOCOMHBIX ITEPECTPOCK B CEMBE;
2. oTcTaBaHME B PU3UYECKOM Pa3BUTHHU, T€NATOCIIICHOMET M, HETIEPEHOCHMOCTh KaKHX-
100 MUTIEBBIX IPOIYKTOB;
3. MHOECTBEHHBIE BPOKJICHHBIE TOPOKH PA3BUTHUS;
4. NMOBTOpHBIE CIOHTAHHBIE A00PTHI.

Omanon omeema: OTCTaBaHUE B CbI/I?:I/I‘—IeCKOM pa3BUTHUH, TCIATOCINICHOMET aJIu,
HEIICPCHOCUMOCTD KaKHX-JI100 IMHUIIEBBIX ITPOAYKTOB

3amanne 10. UuacTpykuus: Beibepure oauH npaBuwibHBIN 0TBET. L{uToreHeTndeckuii Mmeton
SIBJISIETCS] PEIIAFOIINM JIJIsl TUATHOCTUKH:

1. MOHOTEHHOM MATOJIOTUH C U3BECTHBIM NIEPBUYHBIM OMOXUMUYECKUM J1e(DEKTOM;

2. CUHAPOMOB C MHO>KECTBEHHBIMH BPOKJICHHBIMU IOPOKAMH Pa3BUTHUS;

3. XpOMOCOMHO¥} MaTOJIOTHH,

4. MHOTO(haKTOPHBIX OOJIC3HEH

Omanon omeema. XpOMOCOMHOM MATOJIOTHH;

3amanwue 11. UacTpykuus: Beibepure ouH NpaBUIIbHBIA OTBET.
CexBenuponanue JIHK - 3t0:
1. unentudukanus nocnenoBareabHocTH ocHoBanmii JIHK;
2. MHOTOKpaTHOE MOBTOpeHUE Kakoro-inbo ydactka JJHK;
3. Beimenenue ¢pparmenta JJHK, coneprkamero n3ydyaeMplii TeH;
4. yBenuyeHuUe 4Kclia uccaeayeMbix yaactkoB JJHK

Omanon omeema: naeHTUGUKALKS TIOCTIeA0BaTeNbHOCTH ocHOBaHui JIHK;

3amanue 12. Muctpykuus: BeiGepure oauH NpaBUIBHBIN OTBET.
Jlnia nmonyuenus obpasuos JJHK He ucnons3yrot:

1. xpoBb;

2. CBHIBOPOTKY;

3. BOPCHHBI XOPUOHA;

4. duonTaThl KOXHU, MBIIIIII, TICYCHH.

Omanon omeema: BOPCUHBI XOPUOHA;

3anmanue 13. MHcTpykums: Boeibepure oiMH NpaBUIbHBINA OTBET.
(eHoTUNIMYEeCKHe MPU3HAKK CHHAPOMA KOIIAubero Kpuka BKIHOYAIOT:
1. HM3KOPOCTOCTH, KPBIIIOBUIHBIE CKIIAIKUA KOKU B O0JIACTH 11U, MHOKECTBEHHbBIE
MUTMEHTHBIE POJMHKH, TUM(OCTa3, HOPOKU CepAlla U KPYIHBIX COCY/IOB



2. mpeHartajgbHas TMIIOIUIA3US, MUKpoLehaus, peaypuKyIspHble CKIaJKU, TUITOTOHUS
MBIIIII], 3HAYUTEIHHOE CHI)KEHUE PEaKIMK Ha BHEIIHEE pa3IpaKeHUe U CyJOPOKHBIE
MIPUTIAJKH

3. mpeHarajgbHas TMIIOIUIA3Ms, HEOOBIYHBIN TJ1a4, JIYyHOOOpa3HOE JIUII0, MUKpOLedaus,
MBIIIEYHAs! TUTIOTOHUS

4. mukpodTanbpMus, paciienuHa ryosl 1 He0a, MUKpOIeaus, MO AaKTAIHS

Omanon omeéema npeHaTallbHas TUIIOIUIAa3Hsl, HEOOBIUHBIH I1J1a4, JIyHOOOpa3HOE JIULIO,
MUKpOTIe(ais, MBIIICYHAS TUITIOTOHHS

3amanue 14. actpykums: Beidepure oiuH NpaBUIBHBINA OTBET.
(beHoTUNMUECKUE MpU3HaKU cuHIpoMa Jlanrepa-I'uanona BKIHOYaOT:
1. yMcTBeHHas OTCTaJIOCTh, OTCYTCTBUE PEUH, aTAKCHUS, IPUCTYIbI OECIPUYMHHOTO CMeXa
2. TPYUIEBUIHBIN HOC, TUIIEPIUIA3Us HIDKHEH YeITIOCTH, MHOKECTBEHHBIE XPSIICBbIE
9K30CTO3bl, KOHUYECKHE MUDU3bI, 331€pKKa IICUXOPEYEBOTO Pa3BUTHUSI, YMCTBEHHAs
OTCTaJIOCTh
nuccaHnedanusi, 0cOOEHHOE JINIO, YMCTBEHHAs! OTCTAIOCTh
4. oXupeHue, MbIIIeYHasi TUIIOTOHUS, TUIIOTOHA/IN3M, MaJI€HbKUE KUCTH U CTOTIbI

w

Omanon omeema rpylmIeBUIHBIN HOC, TUIEPILIA3HsI HIDKHEN YETIOCTH, MHOKECTBEHHBIE
XpSIUIEBbIE SK30CTO3bI, KOHNYECKHE dMUDU3bI, 3a7eprKKa IICUXOPEYEBOr0 Pa3BUTHUS,
YMCTBEHHAs! OTCTAJIOCTh

3amanwue 15. UnacTpykuus: Beibepure oauH nmpaBUIbHBIN OTBET.
YacTerid, OeCIpUYMHHBIA CMEX, CTIEU(GUIHOE JIUIO C TPUMACOU YIIBIOKH, TIOBTOPSIONTUECS
KYKOJIbHbIE€ CTEPEOTUITHbIE IBUKEHUS, OTCYTCTBUE PEUU — XapaKTEPHO IS

1. c. Ilpanepa-Bumnmn

2. c. Bunemana-bekBura

3. c. Bunbsmcca

4. c. AHrenpmaHna

Omanon omeema ¢. AHTenbMaHa

3amanue 16. MuacTpykuus: Beibeprre ouH MpaBUIbHBIN OTBET.
Jlnarno3 MyKOBHCIIH/103a YCTAHABJIUBAIOT HA OCHOBAHUU:

1. pe3ynbTaToOB OMOXMMHUYECKOTO aHAIM3a MOYH U KPOBH;

2. JaHHBIX OCMOTpa 0(PTaTBLMOJIOTOM, KAPAUOIOTOM U NapaKIMHUYECKHX METOJIOB
WCCIIeIOBAHUS;
KIIMHUYECKMX CUMITOMOB, KOHIICHTPAIIMM HOHOB HATPUS U XJIOpa B IOTOBOM KUIKOCTH;
4. XapaKTepHBIX KIMHUYECKUX CUMIITOMOB, TAHHBIX AIEKTPOMUOTpaduu U onpeeieHus

ypOBHS KpeaTHHHUH(POCHOKUHA3HI B CHIBOPOTKE KPOBH.

w

Omanon omeema KTAHAYECKUX CUMIITOMOB, KOHLCHTPpALIUX NOHOB HATPUA U XJIOPA B
MOTOBOM KUIKOCTH

3anmanue 17. UHcTpykums: Beibepure oiuH NpaBUIbHBINA OTBET.
JIMarHoCTUYECKUE KPUTEPUU MYKOBHUCLIMI03A:
1. xpoHunueckue OPOHXOIKTa3bl, IPABOCTOPOHHEE PACHIONIOKEHHUE CePlla, XPOHUUECKUE
CUHYCHTBI;
2. TpyOble uepThl JHIA, KHPOCKOINO03, AeopMaLus TPYJUHbI, HU3KHHA POCT, HOPOK KIIAallaHOB
cepaLa, yMCTBEHHAs OTCTAIOCTh;



3.

4.

PELMINBUPYIONINE XPOHUUECKUE THEBMOHUY, HapylIeHHe (PYHKIUU MO HKETYA0YHON
KeJe3bl, MATbaOCOPOIIHS, OOUITHHBIN 3IOBOHHBIN CTYIT;

3aJiepKKa pocTa, MHOKECTBEHHBIH TU30CTO3, TOMYTHEHHE POTOBHUIIBI, TIOBBIIICHHAS
9KCKpELUs TJIMKO3aMHUHOTIIMKAHOB (MYKOIIOJIMCaXapHuI0B) C MOYOH.

Omanon omeema penuAUBUPYIOIINE XPOHUIECKHE THEBMOHUH, HapylIeHHEe (yHKIIUU
MOKETYI0YHOM XKelle3bl, MallbabcopOLrs, OOMIIbHBIN 37I0BOHHBIN CTYII

3ananue 18. MHcTpykuus: Beibeprure oiMH NIpaBUIbHBIN OTBET.
Jluarnoctuueckue KpuTepun Heipopudpomarosa:

1.
2.

BPOXKICHHBIN MOPOK CEP/IIa U IOPOK PA3BUTHS JIYUEBOIM KOCTH U €€ MPOU3BOIHBIX;
MHO>XECTBEHHBIEC TUTMEHTHBIC MSITHA HA KOXKE, OIMyXOJIU KOXHBIE, TOJIKOXKHBIEC U 10 X0y
HEPBHBIX BOJIOKOH, CKOJIMO3, TJTHOMBI 3pUTEIHLHOTO HEPBA;

cebopeiHbIe aJICHOMBI Ha IIeKaX, JEMUTMEHTUPOBAHHBIC MATHA, «KO(EHHbIe) MATHA,
CyJIOpOTH, YMCTBEHHAsI OTCTAJIOCTB;

aHEeMUsI, TeNaTOCTUICHOMET NS, «OallIeHHBIN» Yeper, BOASHKA I1J10/1a.

Omanon omeema MHOXECTBEHHBIC MUTMEHTHEIC IISITHA Ha KOX€, OITyXOJIN KOXHBIC,
IMOAKOKHBIC U 110 XOJY HEPBHBIX BOJIOKOH, CKOJIMO3, ITMOMBI 3pUTCIIBHOT'O HEPBA

3ananue 19. Unctpykuus: BeiGepure oMH NpaBUIBHBIN OTBET.
Jlnarnoctuueckue KpuTepun GeHUIKETOHYPHH:

1.
2.

)IBOI)IICTBGHHoe CTPOCHUC HAPYKHBIX IMOJIOBBIX OPraHOB, pBOTA, ACTHUApPATALUA,
MPOTPECCUPYIOIIHE OJIETHOCTh U TUIOTPO(US, CITICHOMET NS, BRICTYITAIOIIUE CKYIIBI U
JI0OHBIEC OYTPHI, «OAlIEHHBIN) Yepen, aHEMUST;

MHOJKECTBCHHBIC TTMTMEHTHBIC MSITHA HA KOXKE, OIMyXOJIH KOXHBIE, ITOJIKOKHBIC U TI0 X0y
HEPBHBIX BOJIOKOH;

OTCTaBaHHE B TICHXOMOTOPHOM Pa3BUTHH, MUKpOIIEe(aIvsi, THIIOUTMEHTAIIHS BOJIOC U
KOXKH.

Omanon omeema OTCTaBaHHUE B IICUXOMOTOPHOM pPa3BUTUU, MHKpOHe(l)aJ'II/Iﬂ,
THITIOIMUIMCHTA U BOJIOC U KOXKH.

3amanue 20. MuacTpykuus: Beibepure ouH npaBUIIbHBINA OTBET.
Jlnarnoctuueckue Kputepuu cuHapoma Mapdana:

1.
2.

OTCTaBaHHE B ICUXOMOTOPHOM Pa3BUTHH, MUKpoLehaIusi, TMIONUT MEHTAIIHS

MOABBIBUX XPYCTAMKa, TUIIEPIIOABHKHOCTD CYyCTaBOB, BOPOHKOOOpPa3HOE BIABICHUE
TPYAUHBI, BBICOKUH POCT, aHOMAJIbHBIH POCT 3y00B;

YMCTBEHHAsI OTCTAIOCTh, MAKPOOPXUIU3M, JITUHHOE JIUIIO, BBICOKUMN 100, MaCCUBHBIM
oA0OPOAOK, OTTOTIBIPEHHBIE YIIIH.

l'uneprenopusm, OpaxuaakTUINS, KPUITOPXU3M, HU3KUH POCT, TaX0Basi TPbKa yMEpEeHHAs
YMCTBEHHAsI OTCTaJIOCTh

Omanon omeema IMOABBIBUX XPYCTaJIMKa, TMIICPIOABHIKHOCTD CYCTaBOB,
BOpOHKOO6pa3HOC BIAAaBJICHUC I'PYIUHBI, BBICOKHI pocT, AHOMAJTBHBIM pocCT 3Y60B

3ananue 21. MHcTpykuus: Beibepure o1uH MpaBUIbHBINA OTBET.
JlnarHoCTHYECKNE KPUTEPUHN aIpEHOTEHUTAIBHOTO CUHIPOMA!

1.

2.

TUIEPTETOPHU3M, OpaXuAaKTUIIHS, KPUITOPXHU3M, HU3KUIH POCT, TAaXOBbIE I'PhDKH, YMEPEHHAs
YMCTBEHHAsI OTCTAJIOCTb;

TOHA/IbI TIPE/ICTABIICHBI TMUKAMU, HAPYKHBIE MTOJIOBBIE OpraHbl chOpMUPOBAHBI IO
KEHCKOMY THILy, BTOPUYHBIE NIOJIOBBIE IPU3HAKU HEIOPA3BUTHI, KapuoTun 46, XY



3. mporpeccupyrolas BUPUIN3aIKs, YCKOPEHHOE COMAaTUYECKOE Pa3BUTHE, MTOBBIIICHHAS
IKCKPELUs TOPMOHOB KOPbI HAMOYCYHUKOB;

4, YMCTBCHHAasA OTCTAJIOCTb, MAKPOOPXUAU3M, OTTONIBIPCHHBIC YIIIH, JJIMHHOC JIMIO,
MaCCUBHBIHN MMOA00POIOK.

Omanon omeema NporpeccUpyrolas BUPHIA3ALHSL, YCKOPEHHOE COMAaTUUECKOE
pa3BUTHE, OBBIIIEHHAS SKCKPEIHSI TOPMOHOB KOPHI HAATIOYEYHUKOB

3ananue 22. uctpykuus: Beibeprure oaruH NpaBUIbHBIN OTBET.

DTHONOTHYECKUE TeHETHIECKUE (PaKTOPHI PU MYJIbTH(PAKTOPHATIBHOMN MaTOIOTHH:
JIEWCTBUE JIBYX aJUIEJEel T'eHa OJIHOTO JIOKYCa;

MUKPOJAENEIUHN U JPYTrue MUKPOTIEPECTPONKN KaKOH-T1100 XPOMOCOMBI;

3¢ deKT eTMHUYHOTO I'eHa;

aJTUTUBHBIN 3()(PEKT MHOTHX T'€HOB C Pa3IMYHbIM OTHOCUTEIbHBIM BKJIAJ0M KaXJ0r0 B
MaTOreHe3

el N =

Omanon omeema afAUTUBHBIN 2PPEKT MHOTUX T€HOB C Pa3ITMYHBIM OTHOCUTEILHBIM
BKJIAJIOM Ka)kJIOTO B ITATOTCHE3

3ananue 23. Unctpykuus: Beibepure o1MH NpaBUIbHBIN OTBET.
OnHO U3 yCI0BUN MTPOBEACHHUS MACCOBOTO OMOXMMUYECKOTO CKPUHUHTA HOBOPOKICHHBIX:
1. Hu3Kas yacToTa reHa OOJIe3HH B MOMYIISIINH;
2. OTCYTCTBHE METOJIOB MTATOTCHETHIECKOTO JICUCHUS;
3. Hamuyue OBICTPOTO, TOYHOTO, MPOCTOTO B BHITIOJHEHUN U HEJOPOTOTO METOa TUarHOCTHKHU
OrmoxXuMHUUIecKoro nedexra;
4. BBIpaKCHHBIN KJIMHUYECKUN MOTUMOp(HU3M OOJIC3HH.

Omanon omeéema HaATAIHE OBICTPOTO, TOYHOTO, TIPOCTOTO B BHITIOJTHCHHH U HEJOPOTOTO
METO/Ia AUATHOCTUKH OMOXUMHYECKOTO Ae(eKTa

3ananue 24. UncTpykus: Beibepure oauH npaBUIIbHBINA OTBET.
K xknrHn4eckuM nposiBiaeHusIM CuHIpoMa Dnepca-JlaHino oTHOCHUTCS:
1. BeipaxxeHHast yMCTBEHHAasI HEIOCTATOYHOCTh
2. I'unornukemus
3. Ilaronornueckas XpynkocTh TKaHEH
4. TeMopparun4ecKuii CHHIPOM

Omanon omseema Ilatomorndeckas XPYIIKOCTb TKaHEH

3amanue 25. Unctpykuus: Beibepure oivH NpaBUIBHBIN OTBET.
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OranoH orBera: XpOMOCOMHBIC 00JE€3HM - OoJbllasi Tpymnmna HAcIEeICTBEHHBIX OOJe3HEeH ¢
MHOXCCTBCHHBIMU BPOXKXACHHBIMU ITOPOKAMU Pa3BUTHA. B nx ocHoBe jexar XPOMOCOMHBIC NI
F€HOMHBbIE MyTallMUd. DTU [1Ba Pa3HbIX TUIA MyTalMH JUid KpPAaTKOCTH OOBEAMHSIOT TEPMHUHOM
«XPOMOCOMHBIE aHOMAJTHI)»

3ananue 2 OnpeneneHre TOUKOBbIX MyTaluit

Omanon omeema OAHOHYKIECOTH/IHbIE 3aMEHbl U HEOOJbIINE JEJICHUU MOYKHO OIPENEIUTh C
noMoIplo rubpumusampu obpasna JHK ¢ amrenscnienuuyHbIMEA - OJIMTOHYKICOTHIHBIMU
npobamu u nposeneHus awienbenenuduaeckoun [P, J{ns nposenenus dmoopecuentHou TT1P,
B KOTOPOW ajuiend OyIyT OTJIMYaThCS LBETOM (DIIFOOPECHEHIIMH, MOXKHO T0J100paTh
YHHUBEpCcajJbHbIe MpanMepbl U ajenbcnenuuunbie 30016l Ecnu amnenscnenuuynabie 1poobl
o00paTh CTHIK B CTHIK, & MX KOHIIBI CHAaOIUTh YHHMBEpPCAJIbHBIMU MpanMepaMu, TO MOXKHO
MIPOBECTU MPOCTYIO WM MYJIbTUILIEKCHYIO JIMTa303aBUCUMYI0 aMImudukanuio. Kpome Toro, B
OOJILITMHCTBE CIyYaeB ¢ MOMOIIBIO KOMIBIOTEPHOTO aHanu3a nociuenoBarensHoct JJHK moxnO
0OHapyXHUTb, YTO UCCIEAYEMBIH MOJIUMOPPHU3M U3MEHSET MOCIEA0BATEIbHOCTD, CIEHU(PUIHYIO
JUIS. OJHOW U3 COTEH U3BECTHBIX B HACTOSALIMU MOMEHT OaKTepUAIbHBIX PECTPUKTA3

3aganue 3 OnpeneneHne NpOTSHKEHHBIX TeTeIUN

Omanon omeema: IIpoTsHKEHHBIE JEICIMH - OJTHU M3 CAMBIX CIIOKHBIX MYTAIlMH HE TOJIBKO JIS
IIOMCKa HOBBIX, HO U IJId onpeneneHm{ B IUArHOCTHUYCCKHUX LCIIAX y>1<e N3BCCTHBIX. qaCTO nux
OTIPENIETISIOT M0 OTCYTCTBHIO THOPHAU3AIMOHHOTO CHUTHAIA WK €ro OCJIa0JICHUIO B Pa3IMYHBIX
MPUJIOKEHUSIX - OT TuOpuau3anuu no Cay3epHy 10 aHaJIHM3a IMUTOTEHETHYECKHUX IMPENapaToB ¢
MOMOIIBIO  (PITFOOPECIIEHTHBIX 30HIOB. JIJIS KIMHWUYECKOW JIHUArHOCTUKH Ppa3padaThIBAlOT
MeTtoukn Ha ocHoBe [P ¢ onieHKoW cpaBHUTETLHOWM MHTEHCUBHOCTH MOTYy9aeMbIX aMIUTUKOHOB.

3aganue 4 OnpeneneHre TaHAEMHbBIX TOBTOPOB

Omanon omeema: Jna ompeneneHuss YMciia TaHACMHBIX MOBTOPOB B OOJIBIITMHCTBE CIy4yacB
JOCTAaTOYHO MPOBEJCHUS aHaIN3a MOJMMOpGhU3Ma IJIUHBI aMIUTH(PHUITIPOBAHHBIX (PAarMEHTOB C
MMOMOIIIBIO 3JIEKTpodope3a B akpUIaMUIHOM Tejie WM KallWUIIPHOTO 3jekTpodopesa. Pexe
TpeOyeTcs UCIOJIb30BaHUE THOPUAN3AIMOHHBIX TEXHUK, TAKUX Kak ruOpuan3aius mo CaysepHy.

3amanue 5 CpaBHuTenbHas reHoMHas rudpunuzanus (Comparative Genomic Hybridi zation —
CGH)

Omanon omeema: CGH — koHKypeHTHasi ruOpuau3anus in Situ Ha HOPMAaIbHBIX MeTada3HbIX
IJIACTUHKAX 3JI0POBOTO yejoBeka AByX reHoMHbIx JIHK-6ubnnorek. OqHa U3 HUX MOJTy4YeHa U3
aHAIM3UPYEeMOUW TKaHHU, BTOpas — W3 KOHTPOJIBHOTO 00paslia, B3ATHIX B AKBHUMOJSIPHBIX
KOJIMYECTBAX M MEUEHHBIX pa3HbIMU (uroopoxpomamu. CoBpeMEeHHbIE MOJU(PHUKALNN METOAA
MO3BOJISIOT MPOBECTH TUOPUAM3ALMIO HE TOJBKO Ha MeTada3HbIX XpOMOCOMax, HO M Ha
MUKpOYHMIIAX, MPEACTABICHHBIX HabopaMu kiIoHUpoBaHHBIX (PparmentoB /IHK. Takou Bapuant
ruOpuau3anuu n3sected kak marpuuHast CGH (array CGH). Uctounukom ananuzupyemon JTHK
MOTYT OBITh JIFOOBIE SPOCOAEpIKAIINE KIETKA OpraHu3Ma: JTUMQPOIUTHI epr(epruuecKou KpOBH.
¢ubpoOIacThl, KIETKM aMHHOTHYECKOW KHUJIKOCTH U XOPHOHA, OTAEIbHBIE OJIaCTOMEpHI WU
MOJIIpHBIE TeNblla, a TakXke 00pas3lbl OMyXO0JeBOW TKaHU. s mcciemoBaHHs MOXKET ObITh
JOCTYIIEH W apXUBHBIM MaTepHual, 3a(UKCUpPOBaHHBIM B (OpMaJMHE M 3aKIIOYEHHBIH B
napaguHoBble 0510kH, B kauecTBe nctounnka JIHK amst KoHTporbHOU GMOIMOTEKH, KaK PaBUIIO,
UCTOJB3YIOT JTUM(OIUTHI TepudepruuecKor KPOBH MYKUNHBI.



3ananue 6 ['eHbl npeapacnosioKeHHOCTH

Omanon omeema: I'eHpl NMpenpacrogokKEHHOCTH — 3TO MYTaHTHbIE TEHbI (aJUIeiH), KOTOpbIe
COBMCCTHMBI C POXKACHHUEM U XU3HLBIO B IIOCTHATAJBbHOM IICPUOJAC, HO IIpU OIPCAC- JICHHBIX
HEOJIaroMPHUSATHBIX YCIOBUSAX CIIOCOOCTBYIOT Pa3BUTHIO TOTO WIJIM MHOTO 3a00JI€BaHHS

3ananue 7 Mykosucuuno3 O61mas xapakrepuctuka. [I[puHIMIBI AUarHOCTUKH.

Omanon omeema: SIBnseTcs: HacIeACTBEHHBIM 3a00JI€BaHUEM KeJle3 BHEIIHEN
CEKpEeLMH, MTPOSBIISAETCS B IIEPBYIO OUEPElb NATOJOTUEN CO CTOPOHBI JKETYA0YHO-KUIIEYHOTO
TpakTa U JIpIXaTeabHOM cucTeMbl. [oBbIlIEHHAs BA3KOCTh CEKpETa JKelie3 BHELIHEH ceKpeuu
MIPUBOJIUT K XPOHUUECKOMY BOCHIAJIUTEILHOMY MIPOLIECCY B JIETKUX, SK30KPUHHOM
HEJ0CTaTOYHOCTH MOJKEITYI0YHOMN Kele3bl, FrenaToOmInapHOi NaTOJIOTMH U aHOMAJIbHO
BBICOKOMY COJIEpKAHUIO 3JIEKTPOJIUTOB B MOTE. /[narHo3 cTaBsAT Ha OCHOBAHUU JAHHBIX
WCCIIEIOBAHUS MOTA WIK UACHTU(UKAIMY 2 BApUAHTOB I'€HA, BHI3BIBAIOLIUX MYKOBUCIUI03, Y
OOJIbHBIX C MOJIOKUTEIBHBIM PE3YIbTATOM HEOHATAIbHBIX CKPUHUHT-TECTOB WJIM XapaKTEPHBIX
KIIMHUYECKUX MpHu3HaKoB. OTBETCTBEHHBIN I'eH JIOKAJIM30BaH Ha JJIMHHOM IJIe4e XPOMOCOMBI 7.
OH xoaupyeT MeMOpaHOACCOLMUPOBAHHBIN OENTOK, Ha3bIBAEMbIII MYKOBHUCIIUA03HBIM
TpancMeMOpaHHbIM peryisTopoM npoogumoctu (CFTR). Haubonee pacnipoctpanenHas
BapuaHntamu rena, F508del, Bctpeuaercs npumepHo y 85% amneneii; Obun
uneatuduuuponansr> 2000 menee pacnpoctpaHeHHbIX BapuanToB CFTR.

3aganue 8 AHOMAaJIMU MOJIOBBIX XPOMOCOM

Omanon omeema: AHEYIUIOUIUW TIO TIOJIOBBIM XPOMOCOMaM, KaK IMPaBUJIO, XapaKTEPU3YIOTCS
0oJiee MATKUMHU KJIMHUYECKUMU CUMIITOMAMH IO CPAaBHEHUIO C TUCOATAaHCOM YHCIIa ayTOCOM. Y
YeJIOBEKa OHM TMPEACTABICHHI MOHOCOMHEH IO XPOMOCOME X W Pa3UYHBIMH BapHaHTAMH
MOJIMCOMHH TIO TIOJIOBBIM XpoMocoMaM. [lommcomMuu 1o mojoBbIM XpoMocoMaM ITo OoJbImast
rpynma  XpOMOCOMHBIX  OOJIe3HEW,  MpEACTaBJICHHAs  Pa3jIMYHBIMH  KOMOWHAIUSIMH
JOTIOJIHUTEIBHBIX X- WIH Y-XpOMOCOM, a B CIlydasX MO3aullu3Ma - KOMOWHAIMSAMHU Pa3HBIX
KJIoHOB. OOmas 4Yactora MOJMCOMHHM MO X- WIH Y-XpOMOCOMaM Cpear HOBOPOXKJICHHBIX
coctaBigeT 1,5:1000-2:1000. B ocHoBHOM 310 moancomMmu XXX, XXY m XYY. Mo3zanunasie
(bOopMBI COCTaBIISIOT MpuMepHO 25%

3amanne 9 KimHHKO-IIMTOreHETHYECKas XapakTepucTHKa cuHapoma CHHIPOM TpHUILIO-X
(47,XXX)

Omanon omeema: Cpenu HOBOPOXKIEHHBIX JEBOYEK dYacToTa cuHIpoma coctasiser 1:1000.
Kenmunbl ¢ xkapuotunoM XXX B IMOJTHOM WM MO3aWYHOM BapHaHTE HUMEIOT B OCHOBHOM
HOpMaJbHOE (PU3UUYECKOE M TCHUXUYECKOE pa3BUTHE, OOBIYHO BBISBISIOTCA CIy4auHO MPH
obcinenoBaHuu. 1O  OOBsICHseTCs TeM, YTO B  KIeTKaXx JBe  X-XPOMOCOMBI
reTepoXpOMaTHHU3UPOBAHBI (7]Ba TENbIIA MOJOBOTO XpOMaTHHA), a GYHKIIMOHUPYET JIUIIb O/IHA,
KaK U Yy HOpMaJIbHOU KeHIIHUHBI. Kak mpaBuiio, y >KeHIIUHBI ¢ KapHOTUTIOM XXX HET OTKIIOHEHUH
B MOJIOBOM PAa3BUTHHU, OHA HMEET HOPMAIbHYIO IUIOJJOBUTOCTb, XOTS PHUCK XPOMOCOMHBIX
HapyIIeHUH y TOTOMCTBA U BOBHUKHOBEHUS CIIOHTAHHBIX a00PTOB MOBBIIIeH. IHTEIeKTyanbHOe
pa3BUTHE HOPMAJILHOE WJIM Ha HH>KHEHW TpaHulle HOPMBL. JIMIIb Y HEKOTOPBIX KEHILUH C TPUILIO-
X ecTh HapylleHUs PernpoayKTHBHOHW (YHKIMH (BTOpUYHAS aMEHOpes, AUCMEHOpPEs, paHHss
MeHoMay3a u Jp.).



3amanue 10 Knnauko-nuToreHeTnveckas xapakrepucrtuka cuaapoma Cunapom Kisiidensrepa
Omanon omeema: ITOT CUHAPOM (B IIOJHOM M MO3aMYHOM BapHaHTax) BCTPEUYAETCS C YACTOTOU
1:500-750  HOBOpPOXXIEHHBIX  MaJbuuMKOB. llpucyrcTBume  Y-XpOMOCOMBI  OIpenenseT
(dopmupoBaHue MyKckoro moisa. JIo mepuoaa moioBOro CO3peBaHHs MaJIbUUKU PAa3BHBAIOTCS
[IOYTH HOPMAJIbHO, JIMIIb C HEOOJBIIUM OTCTAaBAHUEM B IICUXMUYECKOM pa3BUTHU. ['eHeTHUECKU W
nrcOanaHc B CBSA3H € 100ABOYHOH X-XPOMOCOMOH KIIMHHYECKH MPOSBIISETCS B IEPUO/T ITOJIOBOTO
CO3pEBaHUsI B BUJIE HEJOPA3BUTHSI AUUYEK U BTOPUUHBIX MYKCKUX IOJIOBBIX IPU3HAKOB. bojbHbIE
HUMEIOT BBICOKUHU POCT, KEHCKUU TUI TEIO0CI0XKEHHs], THHEKOMACTHIO, C1a00€ OBOJIOCEHUE JIHLIA,
MOJAMBIIIEYHBIX BMAJUH U JOOKa. SIMUKM yMEHbLIEHBI, T'MCTOJIOIMYECKH OOHApYKUBAIOTCS
JereHepalyss TepPMUHATUBHOTO OIUTENHUS W THAIMHO3 CEMEHHBIX KaHaTHKOB. boibHbIE
OecTuIoIHBI (a300CTIEPMUSL, OJIUTOCTIEPMUS).

3ananue 11 Knunuko-uurorenernueckas xapakrepuctuka cuaapoma Cunnpowm llepemesckoro-
TepHepa

Omanon omeema: ITO €NWHCTBEHHas (popMa MOHOCOMHH Yy >KUBOpOKJIeHHBIX. He menee 90%
3agaTUU ¢ KapuotumoM 45,X aboprupyercss crnoHntanHo. Monocomus X cocraBiser 15-20%
Cpenu BCeX aHOMAIBHBIX KapuoTHUIOB abopTycoB. Yactora cunapoma lllepemeBckoro-TepHepa
paBHa 1 : 2000-5000 HOBOpOXAEHHBIX nAeBoYek. LluToreHermka cuUHApPOMAa MHOroOOpa3Ha.
Hapsiny ¢ ucTtuHHOW MOHOCOMHEW BO Bcex Kierkax (45,X) Bcrpewarorcst npyrue (Gopmbl
XPOMOCOMHBIX aHOMAJIUK MO TMOJOBBIM XpoMOcOMaM. DTO JeNeUU KOPOTKOTO WU JUTMHHOTO
mieda X- xpomocoMmbl [46,X,Xp-; 46,X,X(0-], uzoxpomocombr [46,X,i(Xq); 46,X,i(Xp)],
KoJiblieBble XpoMmo- coMbi[46,X,R(X)], a Takxke paznuyHbie BapuaHTHl Mo3auiu3Ma. Jlume 50-
60% manuentok ¢ cunapomoM lllepemeckoro-TepHepa UMEIOT NPOCTYIO MOJTHYIO MOHOCOMMUIO
(45,X). EnuncrBennas X-xpomocoma B 80- 85% citydaeB nuMeeT MaTepUHCKOE MMPOUCXOKICHHUE U
mumb B 15-20% - ormoBckoe. B ocTanpHBIX Ciiydasx CHHAPOM OOYCIOBJIEH Pa3HOOOpPa3HBIM
Mo3zaunu3mMoM (B menom 30-40%) u Oosiee peAKUMHU BapuaHTaMH JAEJCIUH, H30XPOMOCOM,
KOJIBIIEBBIX XpOMOCOM. KITMHIUECKH CHHAPOM MPOSBIIAETCS B 3 HAIIPABJICHUAX: * TUIIOTOHAN3M,
HEJOpa3BUTHE TOJIOBBIX OPTaHOB M BTOPUYHBIX IOJIOBBIX MPU3HAKOB; * BPOXKJICHHBIE MOPOKH
pa3Butus; * HU3KUKU pocT. CO CTOPOHBI MOJOBOW CHUCTEMbl OTMEUAIOTCS OTCYTCTBHE TOHAJ
(arene3ust roHaj), TUNOIJIA3Us MATKW M MAaTOYHBIX TpyO, NEpBHYHAS aMEHOpes, CKyJTHOE
OBOJIOCEHHE JIOOKA U MOAMBIIICYHBIX BIIAJAWH, HEIOPA3BUTHE MOJIOYHBIX JKeJle3, HEIOCTaTOYHOCTh
ACTPOTECHOB, N30BITOK TUMO(GU3APHBIX TOHAIOTPOTIMHOB.

3aganuel2 Yucnoble HapyLIEHUs AyTOCOM.

Omanon omeema: C KIMHAYECKOM TOYKM 3pPEHHUS UHUCJIOBBIE HApYLIEHUS ayTOCOM
XapaKTepU3yIOTCs CIEIYIOUIMMH OCHOBHBIMU NPU3HAKAMM: -BHYTPUYTPOOHAs M MMOCTHATaJbHAs
3aJiepKKa pOCTa; -KOMIUIEKC JIUCMOP(PHUUECKMX HapyIIeHWHW, OCOOCHHO aHOMAaJMM JIMILA,
JUCTAIBHBIX OTIEJIOB KOHEYHOCTEW M IIOJIOBBIX OPraHOB; -BPOXKICHHBIE MOPOKH pa3BUTHSA
BHYTPEHHHUX OPraHOB, Yallle BCETO - MHOXKECTBEHHBIE; ~-HAPYIIEHNUs YMCTBEHHOT'O pa3BUTHA. XOTS
MPUCYTCTBUE JTFOO0W U3 3TUX YEThIPEX IPYII NPU3HAKOB HE CUUTAIOT 00S3aTEIbHBIM ITPH TOM WJIH
MHOM CHHJIpOME, YMCTBEHHAasl OTCTAIOCTb - OJJHO U3 Hanbosee TUIMUYHBIX HapyLIEeHUH.

3amanue 13 KnuHHMKO-IIMTOTEHETHYECKass XapaKTepucThka cuHapoma JlayHa (TpucoMHus
XpOMOCOMBI 21).



Omanon omeema: Hanbonee pacrpocTpaHeHHOE XpOMOCOMHOE 3aboseBanue. [lonmynsaunonnas
yactoTa coctasisieT 1:600-700 HoBopoxkaeHHbIX. [{luToreneTnueckue BapuanTel cuHIpoMa [layna
paznooOpa3usl OcHOBHYIO 00 (10 95%) cocraBisioT ciaydam TOJHOW Tpucomuu 21,
BO3HUKAIOIINE BCIICACTBUE HEPACXOXKACHUS XpOMOCOM B Mewo3e. Bxiajg MaTepuHCKOTo
HEPaCXOXKJCHHS B rameTndeckue Gopmbl Oosie3rn cocraBisieT 85- 90%, a OTIIOBCKOTO - TOJBKO
10-15%. Ilpumepno 75% HapylIeHUH BOSHHKAIOT B TIEPBOM JICJICHUU MEH0O3a Y MaTepPH U TOJIHKO
25% - Bo BTOpoM. Oxko1o 2% nerer ¢ cuHApoMoM JlayHa UMEIOT MO3andHbIe (POPMBI TPHCOMHH
21 (47,+21/46). IIpumepno 3-4% OOJBHBIX UMEIOT TPAHCIOKALMOHHYIO (OPMY TPUCOMHU TIO
TUIYy POOCPTCOHOBCKUX TPAHCIOKAIMKH MEXAY aKpoUeHTpudeckuMu xpomocomamu (D/21 u
G/21). Oxoyo OJHOW YETBEPTH TPAHCIOKAIMOHHBIX (OpPM HACIEAYIOTCS OT pPOJUTEIICH-
HOCHUTEJICH, TOT/Ia KaK TPU YETBEPTH MX BO3HUKAIOT 0e NOVO. OCHOBHBIC KIIMHUYECKUE TPU3HAKU
CHUHJPOMA: TUMUYHOE IJIOCKOE JHI0, Opaxuiiedanus , aHOMaIUH TJia3 (MOHTOJIOMIHBIN pa3pes
TJ1a3, SNHUKAHT, NsTHAa Bpymduisaa, paHHss KatapakTa , MUOMHUS ), OTKPBITHIH POT, aHOMAJIHH
3yOOB, KOPOTKHH HOC, TUIOCKAs MEPEHOCHUIA, M30BITOK KOXKH Ha IlIee, KOPOTKHE KOHEYHOCTH,
moTiepeyHasl 4YeThIpexIanblieBasl JIQJOHHAs CKJIaJKa, IIMPOKHH MpoMEexyrok mexay | u |l
naiblaMu CTONbl. M3 MOpOKOB BHYTPEHHHX OPraHOB YacTO OTMEUAIOT BPOXKICHHBIE TOPOKU
cepana (AeeKTh MEXOKETyIOYKOBOW W MEKIPEICEPAHON  TEPETOPONKH, OTKPBITBIH
aprepuanbHbld  npoTok) U JKKT, koTopple B 3HAYUTENBHOW CTENEHU OIPEAEISIOT
MPOIOJDKUTEIHFHOCTH KU3HH MAIlEHTOB ¢ CHHAPOMOM JlayHa. BoIbIIMHCTBO OOJBHBIX CTPAAIOT
YMEPEHHOU WU TSDKEIIOW CTETICHBI0 YMCTBEHHOW OTCTANOCTH. boree msrkue (heHOTUIHUYECKHe
MPU3HAKY XapaKTEPHBI JJIs MALIUEHTOB C MO3aUYHBIMU (POPMAMHU CUHIpPOMA.

3aganue 14 KiiMHUKO-IIMTOr€HETHYEeCKas XapakTepucTruka cunapoma I[laray.

Omanon omseema: lomynsiimoHHas yacToTa BappupyeT B Auanasone 1:7800-14 000. 3abosieBanue
BO3HHMKAET MPEUMYIIECTBEHHO BCJEACTBUE TPUCOMHUM XpPOMOCOMBI 13, Kak mpaBuio,
MaTEepPUHCKOIO MpOUCXOokaeHUs. KpoMme TOoro, pasBUTHE CHHAPOMA MOET OBbITh CBSI3aHO C
TPaHCIOKAlMOHHBIMU BapuaHTaMu (poOEepTCOHOBCKHE TPAHCIIOKALMK), MO3aUYHBIMU (OopMaMH,
JOTIOTHUTEIBHOU KOJIbLIEBOW XpoMocoMou 13 u nzoxpomocomamu. Knnanuecku cunapom [latay
XapakTepHu3yeTcs MUKpolledaluer, paciielMHaMi BepXHEeW T'yObl U HEDA, HU3KO MOCAKEHHBIMU
ne(OPMUPOBAHHBIMH YIIHBIMH PaKOBUHAMH, MHUKpPOT€HUEW, TUIOTEIOPU3MOM, TUCILIa3HeH
CeTUaTKH, MOJIMAAKTHIINEH, MOMEPEYHOU JIaIOHHOU CKJIAJKOW W MHOKECTBEHHBIMU MOPOKaAMU
BHYTPEHHUX OPraHoOB: BPOKJECHHBIMH MOPOKaMH cepima (IedeKTbl MeperopojoK M KPYIMHBIX
COCY/IOB), HE3aBEPIICHHBIM TIOBOPOTOM KHUIIEYHHKA, MOJUKHCTO30M TMOYEK U YIABOCHUEM
MoueToyHHKa. OOHapyXUBAIOT KPUMNTOPXW3M, THUIOIUIA3MI0 HAPYKHBIX IMOJIOBBIX OPraHOB,
yIIBOGHUE MATKU U Braranuma. s gered xapakrepHa riyookas uauotus. [IponomkureasHOCT
KU3HHU, KaK MPaBUJIO, COCTABIISIET 2-3 MEC U PEIKO JOCTUTAET OJIHOTO ro/a.

3aganue 15 KnuHUKO-IMTOTreHETHYECKasi XapaKTepUCTUKA CUHAPOMa DBapca.

Omanon omeema: llonmynsunmonHas wactota coctaBiser 1:6000-8000 ciyuaeB. Brtopoe mo
pacmpocTpaHeHHOCTH Tocie cuHapoma J[layHa XpomocomHoe 3a0oiyieBaHue. BONBIIMHCTBO
cinydaeB (90%) cBsi3aHO ¢ MOJHOHW (POPMOU XpoMOCOMBI 18, BO3HMKAIOIIEHW BCIEICTBUE OMIMOOK
MEpPBOTO JIeJICHUsI MEHO3a y Marepu. [paHCIOKAIIMOHHBIE BapUaHTBl PETUCTPUPYIOT KpaWHe
penko. Kputudyeckud peruoH, OTBETCTBEHHBIM 3a (OPMHPOBAHHE OCHOBHBIX KIMHHYECKUX
MIPU3HAKOB CUHJIpoMa, - cerMeHT 18q11. HoBoposkaeHHbIe ¢ cCHHIpOMOM D1Bapca UMEIOT MaIyIO
Maccy Tena. OCHOBHbIE JMArHOCTHYECKHWE TPH3HAKU 3a00ieBaHus: jJojuxoredanus,
TUIEPTEIOPHU3M , HU3KO TIOCAKEHHBIE YT aHOMATBHOHW ()OPMBI, MUKPOTHATHS , MUKPOCTOMUS U



CKONIICHHBIM TOM0OPOJIOK. BO3MOXHBI aHOMaIWHM Pa3BUTHS KOHEYHOCTEH, OTCYTCTBHUE
JUCTAIBbHOU CKJIAQJKM Ha MU3UHLE W TUNoIuviasus Horred. M3 MmOpoKOB BHYTPEHHUX OpraHOB
XapaKTepHBIMU CUUTAOT KOMOMHHMpPOBAHHBIE IIOPOKHU CEPAECYHO-COCYIUCTOU CHCTEMBI,
HE3aBEPUICHHBIM MOBOPOT KULIEYHUKA, IMOPOKHU PA3BUTHS NOYEK M KpUOTOpXu3M. OTMeuaror
3aJIepKKy ICUXOMOTOPHOTO PA3BUTHS, HIUOTHIO, UMOCIIMIIBHOCTD. [Ipo10KUTEIbHOCTD KU3HU
OoOBIYHO HE TMpEBBINIACT OJHOTO Tojaa. Tpucomuum mo xpomocomam 8, 9 u 14 cpemm
HOBOPO’KJIEHHBIX PErUCTPUPYIOT peaKko. Onucanbl €JMHUYHBIE CIydal HEKOTOPBIX TPUCOMUM.

3ananue 16 KinuHuKO-IIMTOreHeTHYeCKasi XapaKTepUCTHKa CUHAPOMa TpucoMuu o Xp 8.
Omanon omeema: Penxoe 3a0oyeBaHue, 4acToTa KOTOPOTO B momyssiiiuu coctasisieT 1:50 000.
Bo3HuKaeT B pe3ynbpTaTe XpOMOCOMHOTO HEPACXOXKACHUS B COMAaTHYECKHX KJIETKAaX Ha PaHHUX
cTagusix pa3BuTUs. TpucoMus 8 raMeTH4ecKoro MPOMCXOXKACHUS XapaKTepU3yeTcs, Kak ObLIo
OTMEYEHO BHINIE, PAHHEH SMOPHOJIETATBHOCTBIO. Y HOBOPOXKIACHHBIX OOHApY)KHBAIOT Kak
MOJIHBIE, TaK ¥ MoO3aW4yHble (OPMBI TPHCOMHH, TIPH OTOM KOPPEISIHS  MEXIY
pacrpoCcTpaHEeHHOCTHIO aHEYIUIOMIHOTO KIIOHA M TSDKECTHIO 3a00J1eBaHUSI OOBIYHO OTCYTCTBYET.
OCHOBHBIC TUArHOCTUYECKUE MPU3HAKH CHHIpPOMA: Makpouedains, MUKPOTHATHS, MACCUBHBIN
BBICTYIAIOIINH JI00, MMPOKasi CIIMHKA HOCA W OOJIbIINE OTTONBIpeHHbIe Y. Cpeau aHoMamui
cKeneTa 0OHApYKUBAIOT T00aBOYHBIE peOpa M MO3BOHKH, 3aKPHIThIE CITMAHHOMO3TOBBIE TPHDKHU B
[IEWHOM H TPYTHOM OTJIeJIe MO3BO HOYHUKA, allIa3Mi0 M THUIOIUIA3HI0 HAJKOJICHHHUKA, a TaKXKe
KOPOTKYyI0 mef0. OTMEYaloT MHOKECTBEHHBIE KOHTPAKTYPHI CYCTABOB, KIMHOIAKTHIIUIO W
KamnrofakTwinio. Cpeau TOpPOKOB BHYTPEHHHMX OpPraHOB pacHpOCTPaHEHbl aHOMAJUU
MOYENOJIOBOU (TUIpOHEPPO3) M CEpACYHO-COCYAUCTOW CUCTEMBI (Ie(EKThI MEperopogoK u
KPYIIHBIX COCYZIOB). Y OOJBHBIX OTMEUAIOT 3a/IeP’KKy IMCUXOMOTOPHOTO M PEUEBOTO Pa3BUTHS.
WuTennext oObIYHO CHUKEH.

3aganue 17 KIIMHUKO-IIUTOT€HETUYECKAsi XapaKTEPUCTUKA CUHAPOMA TPUCOMHUH 110 Xp 9.
Omanon omeema:. B OONBIIMHCTBE CiydyaeB 3a0oJjieBaHHE OOYCIIOBJICHO HEPACXOXKIACHUEM
XpOMOCOM Ha pPaHHUX CTaJUSAX PAa3BUTHUSA, U TOJBKO MHOT/IAa OHO CBS3aHO C I'aMETUYECKHUMU
MyTauusMu. Bo3MoOKHBI NOJIHBIE U MoO3audHble (opMbl. OCHOBHBIE KIMHUYECKHE MPU3HAKH:
nonuxonedanus, rIy00OKO MOCaKEHHBbIE TJla3a, BHICOKUU JIOO, MIMPOKasl MEPEeHOCHUIIa, BBHICOKOE
HEDO (YacTo ¢ pacHIeIMHON), MUKPOPETPOrHaTus, 1ehopMalrs YIIHBIX PAKOBUH U KOPOTKAs I1Iesl.
OTmedaroT aHOMaJMHM CKeJeTa, BKIIIOYAIOIIHME AWCIUIa3UI0 Ta300€APEHHOr0 CYCTaBa, BBIBHX
JIOKTEBOTO WJIM KOJIEHHOTO CYCTaBa, aTOJIOTUYECKUe U3MeHeHus pedep. 3 mopokoB BHYTPEHHUX
OpraHoOB THUIMYHBI AHOMAJUHU CepAeYHO-coCcynucTor, MouenonoBod cucreMm u JKKT.
BonpmmHcTBO HOCKTENEH TpUCOMUHM 9 TIOTHOAIOT B TIepBbIe 4 MeC KU3HU, TPEUMYIIECTBEHHO OT
pecnupaTOPHBIX HHPEKIUH.

3amanue 18 MoHoreHHble (OpMBI HACIEICTBEHHBIX OOJIE3HEW: KIACCU(PHUKAIMS, 3THOJOTHS
Omanon omeema: MOHOTE€HHBIE HACII€CTBEHHBIE 00JIE3HH 3aHUMAIOT 0CO00€ MECTO B NATOJIOTUU
YeJoBeKa B CHIIy U3Y4EHHOCTH UX Npupoibl. CoriaacHo 3TOM Kiaccu(UKAMK BCE MOHOT€HHBIE
HaclleICTBEHHbIE O0JIE3HM JIENIATCS Ha: - AayTOCOMHBIE IOMUHAHTHBIE, -ayTOCOMHBIE PELIECCUBHBIE,
-X-ClenIeHHbIE JIOMHHAHTHBIE, -X-CIETJICHHBIE PELeCCUBHBIE, -Y-CIIEIJICHHbIE 3a00JIeBaHMSL.
HexoTopble aBTOpHI Cloja K€ BKJIIOYAIOT MOHOTEHHbIE MUTOXOHJpHaNIbHbIE 001e3HU. OCHOBOW
Ipyrod KiacCU(pHUKAIMM MOHOT€HHBIX HACII€JICTBEHHBIX OOJIE3HEW SBISETCS TO, Kakas W3
MOJIEKYJISIPHBIX (DYHKLIMK HapyllaeTcsl B CiIydyae MyTallMMd B COOTBETCTBYIOIIEM reHe. Ymucio
MOJIEKYJISIPHBIX (DYHKIIMH Y pa3HbIX HUCCIIEJJOBATEIeW BapbUPYeT, HO B OOJIBLIIMHCTBE CIy4aeB K



HUM OTHOCSAT CIEAYIOIIHE: CIy4ae MyTallMM B COOTBETCTBYIOLIEM I'eHe. UHCIIO MOJIEKYIISPHBIX
(GyHKUMK y pa3HBIX UCCIEAOBATENIed BapbUPYET, HO B OOJBIIMHCTBE CIy4aeB K HUM OTHOCST
CIIEAYIOIIME: -CBSI3bIBAHME OEIKOB C HYKJIEMHOBBIMH KHCIOTaMH, (epMEeHTaTUBHBIC, -
TPaHCIIOPTHBIE, ~-MOTOPHBIE (PYHKIUH, -PETYIALNI0 TPAHCKPHUIIIINH, -CUTHATIBHYIO TPAHCIYKIIHIO,
-CTPYKTYpHYIO (YHKIHIO, CBS3BIBAHWUE C JIMTAHAOM, -HIANEPOHHYIO (YHKIUIO,-PETYIISAIIUI0
aKTUBHOCTH (DEPMEHTOB U T.[

3amanue 19 MoHoreHHbie ()OPMBI HACIECICTBEHHBIX OO0JIE3HEH: OCOOCHHOCTH KIMHUYCCKOW
KapTUHBI

Oranmon otBera: KimHudYeckass TeHETHKa BCerja oONupajgach B CBOMX MPHUHIUIAX Ha
3aKOHOMEPHOCTH, YCTaHOBJICHHBIE OJKCIIEPHUMEHTAIbHOW TeHeTHKOW. O/Ha W3 OCHOBHBIX H
HanboJyiee CTapblX aKCMOM KIMHUYECKOW MEIUIMHBI CBOJTUTCS K TOMY, YTO OOJE3Hb JFO00W
ATHOJIOTUH  (MH(PEKIUOHHOW, TPABMATHUYECKOW, aJIMMEHTApHOW, TOPMOHAJIBHOW U Jp.)
MIPOSIBISIETCS. HEOJIUHAKOBO y PAa3HBIX WHAWBUIOB, MOJTOMY HY)XHO JICUUTh HE OOJIE3HB, a
OospHOTO. B psizie ciydaeB KIMHHYECKast KAPTHHA OJJHOTO M TOTO K€ 3a00JI€BaHUS BAPbUPYET OT
CTepTBIX (OPM JO TSDHKEICHITUX KIWHUYCCKUX NpOosBIcHUH. DOopMHUpOBaHHE KIUHUYCCKOW
KapTHHBI CBS3BIBAIOT C OCOOCHHOCTSMH JEHCTBHS STHOJOTHYECKUX (DaKTOpoB (Hampumep,
BUPYJIEHTHOCTh BO30YIUTENS), UCXOJHOTO COCTOSIHUSI OpraHu3Ma (MMMYHHBIM CTaTyc, oOMeH
BEIIIECTB), COIMYTCTBYIOIIUX YCIOBHH (CTpecc, TemrepaTrypa). Kpome Toro, mpusHaeTcs poiib
BPOXK/ICHHBIX XapaKTEPUCTHK OpPraHW3Ma B IAaTOTeHE3e M KIMHWUYECKOW KapTHHE OOJIe3HEH.
Kazanoce ObI, MOKHO OXMAATh OoJiee WM MEHEee YHHU(PHUIMPOBAHHOU KIMHUYECKOW KapTHUHBI
KaKOHU-JTHOO0 HO30JIOTHIECKOU (POPMBI TEHHBIX OOJIE3HEH, TIOCKOJIbKY 3THOJIOTUYECKUH (haKTOP JIst
BCEeX OOJIBHBIX C 3TOW (DOPMOHW OJMHAKOB (MyTallus B COOTBETCTBYIOIIEM T'€HE), a MaTOTCHE3
pa3BepThiBaeTcsa Ha (JOHE JKECTKO ACTEPMUHHPOBAHHOIO KOHTPOJIS T€HHOW aKTUBHOCTH. Takou’
BBIBOJ IOJICKa3bIBaJl OOLIET€HETUYECKUHU B3IJIsII HA MOHOT€HHO JETEPMHUHHUPYEMbIE COOBITHS.
OpHako KIMHUYECKash NpaKTHKa IOKa3aja, 4YTO CHMIITOMAaTHKa HACJEACTBEHHBIX OOJe3HeU
paznuuHa. [Ipu HakoTUIeHHH HAOIIOIGHUH OJTHUX U TEX YK€ HO30JIOTUYECKUX (POPM 0Ka3aloCh, UTO
KIIMHUYECKUH TOJUMOP(HU3M T'€HHBIX 0O0JIe3HEHW BBIPA)KEH HE MEHBIIIE, YeM HEHACJIEICTBEHHOW
natosiorud. [Ipm MHOrux 3a0o0ieBaHHX, TOCTATOYHO XOPOLIO M3YYEHHBIX Ha KIMHHYECKOM,
FeHETUYECKOM U MOJIEKYISIPHOM YpPOBHSX, HET CTPOrOM KOPPENSLUUA MEXKIYy TeHOTHUIIOM U
(dheHoTuroM.

3amanne 20 MonoreHnsle (OpMBI HACIEICTBEHHBIX OO0JI€3HEH: MOHATHE O KIMHUYECKOM
noauMopduzme

Omanon omeema Kinundeckuu moauMoppu3M reHHbIX 00J1e3HEH TPOSBISIETCS B Pa3HBIX CPOKaX
Hayaa 3a00JIeBaHus, TIOJHOTE U TSHKECTH CUMIITOMATHKY (TJTyOMHA ITaTOJIOTHYECKOro Ipoliecca),
MPOJIOJKUTENFHOCTH OOJIE3HH, CTETMEeHW WHBATUIHOCTH, TOJIEPAHTHOCTH K Tepanuu, B
COKpAII[EHUH MPOJIODKUTENILHOCTH KU3HU. BMecTe ¢ TeM cienyeT MOM4epKHYTh, YTO TEHHbBIE
00JIe3HN HEe MMEIOT IUIABHBIX MEPEeXO0J0B OT HOPMBI K martosoruu. Jlaxke camas nerkas ¢opma
0one3Hn 00s3aTeNbHO HMEET MHHHUMAIbHBIE JAMATHOCTUYECKHE KpHUTEepuu. [ eHeTmueckoe
MPABWJIO TJIACUT: HOPMAIBHBIW T€HOTHUN JACTEPMUHHUPYET HOPMAIbHBIH (PEHOTHUII, a MYTaHTHBIA
TEHOTUIl JCTePMUHHpPYET MYTaHTHBIK (eHotun (0one3Hp). [eHeTMuecKoW NPUUYUHOU
noymMopdu3Ma MOKET OBITh SIBICHUE B3aUMOJICHCTBHSI TJIABHOTO T'eéHa M T€HOB MOAU(DUKATOPOB
(omucra3,  OCOOEGHHOCTM  WMHAKTUBAlMM M JI030Bas  KOMIIEHCAlUsi  X-XpPOMOCOMBI,
[UTOTIA3MATUYECKIUH TE€HOM), C IPYTOH CTOPOHBI - 3TO MOTYT OBITh U (DAKTOPHI BHEIIHEH CPEJIBI,
B KOTOPBIX OCYIIECTBIISIETCS pa3BuTHE MHANBUA. K HacTOsIIIEeMY BpeMEHU HAaKOTUIICS OTPOMHBIA



(baxTHUeCKUH MaTeprai Mo (PEeHOMEHOJOTHH KIMHIHYECKOTO MOJIMMOp(hU3Ma OTACIBHBIX (GOPM H
daxropam, ero onpenensomuM. B nepByro odepens cieryeT paccMaTpUBaTh 3HAUEHHE XapaKTepa
MyTalli B KOHKPETHOM JIOKyCE€ Ui TpOsiBICHHUS Oone3Hu wiu (HOopMUpOBaHHUA (PEHOTHIIA
(MmyranTHOrO). I[lepBMYHO BO3HUKIINME U YHACIEAOBAHHBIE OT IPEABIIYIIUX TOKOJIEHU W MyTalluu
HUMEIOT JOCTATOYHO CXOAHOE (PEHOTUIIUYECKOE IPOSIBICHUE, T.€. NIUTEIbHOCTh YHACIEAOBAaHUS
MyTallii HE OTpaXaeTcs Ha KIMHUYeCKOM mnojuMopdusme TreHHBIX OonesHed. Kak
[IOAYEPKUBAJIOCH BBIIIIE, JECSATKHU U JJa)KE COTHU Pa3HbIX MyTallUK (1 1aXKe pa3HbIX TUIIOB) B OJJTHOM
¥ TOM JKe JIOKYCE BEIyT K OJTHOW U TOH ke 00Jie3HH. B O0NbIIMHCTBE ClIy4aeB XapakTep MyTaluu
HE olpeeNseT KIMHUYECKYIO KapTUHY 0oJie3HU. DEHOTHUI ONpeieseT NepBUYHbIA AP (EeKT reHa
(HeT MpoJIyKTa WM MaJlo MPOIYKTa).

3ananue 21 I'eneTndeckasi reTepOreHHOCTb.

Omanon omseema: IloHATHE TEHETUYECKOU T'€TEPOr€HHOCTH O3HAYAET, YTO KIMHHUYECKas (opMma
TeHHOW OOJIE3HM MOXET ObITh OOYyCJIOBJIEHAa MYyTAallMsIMH B Pa3HbIX JIOKycax WM pa3HbIMU
MYTallUSIMH B OJTHOM JIOKyce (MHOXKECTBEHHbIE aJUIeNH). SIBIEHNE TeHETUYECKOU IeTepPOr€HHOCTH
HOCHT OOIIMH XapaKTep, ero y»Ke MOKHO Ha3BaTh MPABUJIOM, [TOCKOJIBKY OHO paclpOCTpaHseTcs
Ha Bce OEJKM OpraHu3Ma, He TOJIbKO Ha MaTOoJOrMYecKue, HO U Ha HOpMajibHble BapuaHThl. C
MOJIEKYJISIPHO-TE€HETUYECKOW U OMOXMMHUKOT€HETHUECKOW TOUEK 3PEHHUS BIIOJIHE 00BSICHUMO, UTO
pa3NuYHbIe TATOJOTHYECKHE TEHBI MOTYT HMMETh NPUMEpPHO OIMHAKOBBIK (EHOTHIl TIPU
KIIMHAYECKOW olleHKe. KoHeuHbIH 3(PPEeKT MOJOMKH KaKoTO-THOO0 Tpolecca Ha KIMHUYECKOM
YpOBHE MOXKET OBbITh 0OYCIIOBJIEH HACJEICTBEHHBIM HApyLICHHEM CHHTE3a Pa3HbIX OENKOB WU
Pa3HbIX BApUAHTOB OJTHOTO U TOTO e Oenka. BrlsicHeHHne CTeneHn reHeTHUYeCKOUW TreTepOTeHHOCTH
pH J1I000W HacleACTBEHHOW OO0JIE3HH MPOXOAMUT Yepe3 BCE ATAlbl: OMMCAHUE MPOSBICHUW Ha
KIIMHUYECKOM YpOBHE, M3y4Y€HHME THIMA HacleAOBaHMUS M JIOKAJU3allUd TIeHa, BBIACHEHUE
MEPBUYHOTO OMOXMMHUYECKOTO JAe(eKTa, YCTaHOBJIEHHWE MOJEKYISPHOW CYIIHOCTH MYyTallud Ha
ypoBHe JIHK. I'eneTnueckas rereporeHHOCTh, 00yCIIOBICHHAs MyTallUsIMHU B pa3HbIX JIOKycaXx, -
MEXJIOKYCHAsl TeTepOreHHOCTh - OTYETIMBO BHJHA Ha MpuMepe cuHiapoMa Oiepca-llanno (6
dbopm), HerpoduOpomarosa (1Mo MeHeliedw Mepe 6 ¢opm) W T VICTOUHMKOM T€HETUYECKOH
TFeTEepOreHHOCTH B TOM € JIOKYCE - BHYTPWIOKYCHOW TETEPOr€HHOCTH - MOTYT OBITh
MHO>KECTBEHHBIM aJJIEJIN3M U T€HETHYeCKHe KOMIIayH]Ibl. Pa3Hble MyTaHTHBIE ajUIeTd MOTYT
MPOSIBIIATBECA (DEHOTUITUYECKH HEOJMHAKOBO (HampuMep, pasHble [-TaJacceMHH, HEKOTOpbIe
MyKoToNcaxapuao3el). PacmmdpoBka TreTeporeHHOCTH TeHHBIX O0e3HEW WHTEHCHUBHO
MIPOJIOJIKACTCS] OJHOBPEMEHHO B KIMHMYECKOM M M€HEeTHYeCKOM HampaBieHusx. Obmas 3agaya
CBOJMUTCSA K BBIABICHUIO KOPPEISILIUM MEXKIY T€HOTHNOM U (eHoTurnoMm. AHamu3 (eHotumna
(KTMHUYECKOU KapTHUHBI 00JIE3HN) - IEPBBIX ATAIl B paCHIN(PPOBKE Fr€HETUYECKOU FeTePOTE€HHOCTH.
Yem TouHee u3ydeH (HeHOTHI, TeM OO0JIbIIe BOBMOKHOCTEH B OTKPBITUU HOBBIX (hopM Oosie3HEH,
B pa3zieJieHuu u3y4aeMou (opMbl Ha HECKOJIBKO HO30JIOTMYECKUX euHMI. Bce nepeuncieHHbie
METOJIbl C HEKOTOPhIMU YCOBEPILIEHCTBOBAHUSMM B MApPAKIMHUYECKOM IUIAHE U CceHnuac
MPUMEHSIOTCS sl pacIu(POBKH MPHUPOJIBI HACIEACTBEHHBIX OoJie3HEeW. AHanu3 (eHoTuna He
JIOJDKEH OrpaHMYUBATBHCSI OPraHU3MEHHBIM YpoBHEM. [lepcriekTUBHOE HalpaBlieHHE - U3yYeHHE
KJIETOYHOTO YPOBHS, T.€. UCCIIEZIOBAaHUE KJIETOK B KYJIbTYpE TKaHU (KJI€TOYHas rMOpuau3anus,
MeTa0oJIMYeckoe KOOIepupoBaHue, (HU3HOJIOrHYeckas KOMIUIeMeHTanus). [eHermueckas
reTepOreHHOCTh HECKOJIBKUX TPYNN 0osie3HeH Obljla OTKpBITA C MOMOIIBIO METOJIOB KYJIbTYpPbI
KJIETOK (MyKOToIMcaxapua03bl, 6ose3nu penapanuu JJHK).

3amanue 22 ['emoxpomaro3. OO01mas XxapakTepucTHKa 3a001eBaHus



Omanon omeema:. Hacnencreennoe 3a00ieBaHNe, XapaKTEPU3YIOIIEECs TTOBBIIIIEHHBIM
BCAChIBAHUEM JKE€JI€3a B KUIIECUHUKE U OTJIOKEHUEM B OPraHax U TKaHAX JKEJIE€30CoAepKaIINX
MUTMEHTOB (TIPEUMYILECTBEHHO B BHJIE TEMOCUECPHHA) C pa3BUTHEM (HOpO3a.
Pacnipoctpanennocts 1:200 - 1:300 (B eBponeiickoii monymsinuu). ['erepo3urotoe
HOCHTEJILCTBO MAaTOJIOTH4YecKoro rena ormevaercs y 10-13% nacenenust. MyXuuHbl 60J1€10T
npeanosnoxurenasto B 10 pa3 yamie xeHuH, B Bo3pacte 40-60 jeT, a >KeHIMHBI IocTe
MeHomnaysbl. [latorenes Hegocratouno n3ydeH. Kimaccuueckuii reMoxpomaTo3 MpeACTaBIISIET
co0oii cTyneHyaTslii mpouecc, HaunHatomuiics myrauneid HFE-rena, HapyiieHueM HachIeHUs
TpaHc(eppHuHa, YBEIUUEHUEM ChIBOPOTOYHOIO (DEppUTHHA U 3aBEPLIAOLIUINCS AETTOHUPOBAHUEM
’KeJle3a B )KU3HEHHO Ba)KHBIX OpraHax, Mpex e BCEro B Me4eHU, ¢ popMupoBaHueM pudpo3a u
nuppo3a. 'eMoxpomMaro3 - MoJMCUHAPOMHOE 3a00J1€BaHNE, KIMHUYECKUE TIPOSIBICHUSI KOTOPOTO
He ABJAIOTCA cneru@uuHbiMU. Hannune KIMHNYeCcKuX MPU3HAKOB FeMOXpoMaTo3a TECHO
COTPSDKEHO CO CTENEHbI0 HAKOTIEHUs jKele3a B TKaHsAX. Kputudeckoil sBisieTcss KOHIIEHTpaIs
Keresa, peBbIaoias Hopmy oosiee ueM B 10-20 pa3. Yamie sto nmpoucxoaut nocie 30-40 ner.

3amganne 23 MoHoreHHbie (OpPMBI HACIEACTBEHHBIX 3a00JIEBAaHUW CKEJETa M COCAMHUTEITHLHOW
TkaHu.Cunzapom Dinepca-/lanio.

Omanon omeema Cunapom Dnepca-/lanino - reTeporeHHas rpymnmna HacIeACTBEHHBIX O0Je3HEeH
COCTMHUTEIIPHOW TKaHW C pPa3HBIMH THIIAMHU HACJICIOBaHMs, HO OOIMMH KIMHUYECKUMU
MPU3HAKAMU: THUIEPMOOUILHOCTh CYCTaBOB, TOBBIIICHHAS PACTSIKUMOCTh KOXKH, CKEJIETHBIC
W3MEHEHUS, TIOBBIIIEHHAS PAaHUMOCTb KOXXH, MPOSIBICHHS CO CTOPOHBI BHYTPEHHUX OPTaHOB.
Cungpom Dnepca-/lanio mposBISETCS BPOXKIECHHOW THIEPPACTIKUMOCTBIO COCIUHUTEIBHOU
TKaHU B CBS3M C HApYyLIEHUSIMU CHHTE3a KoJUlareHa, 0OyCIOBJICHHBIMH MYTAllMSIMH B Pa3HBIX
reHax KoJulareHa U JIpYrux O€JIKOB SKCTPAaKJIETOYHOTo MaTpukca. KnuHuuecku, OMOXHUMUYECKH,
MOJIEKYJISIPHOT€HETUYECKH HIEHTU(UIIUPOBAHO 6 TUIIOB CUHApOMa Diepca- [laHio, KoTopsie ¢
KIIMHUKO-TEHETUYECKOW  TOYKM  3pEHHs]  JOJDKHBl ~ CUMTAThCA  CAMOCTOSITEIbHBIMU
Ho3oJoTHYeckuMu (Gopmamu. Hamwmuwme cunapoma Dnepca- [laHno maio oTpaxaeTcs Ha
PENpPOaYKTUBHOW (PYHKITUH, XOTS Y OOJBHBIX CHIPKEHO KOJIMYECTBO MOTOMKOB. VIMetoTcs 30I5Thl
C BBIPKEHHBIM 3P(PEKTOM pOJOHAYAIbHUKA HA TPOTSHKEHUH HECKOJIBKUX IMTOKOJICHUH, B KOTOPBIX
60JbHBIE ¢ CHHAPOMOM Jnepca-Jlanio cocrasiusitor 10% Bcero HaceneHusl.

3ananne 24 MoHoreHHbIe (JOPMBI HACTIEICTBEHHBIX MMMYHOIC(PUIIUTHBIX COCTOSTHHH

Omanon omeema: Pa3nuyarOT HECKOJBKO THIIOB HACIEACTBEHHBIX HMMYHOIS(DUIIUTHBIX
coctosiHud. OJIMH U3 HUX CBSA3aH C HapylieHueM QyHKIUH (arornuTo3a UMMYHOKOMITETEHTHBIMU
kinetkamu. [IpuMep HapylieHHs MOJAOOHOTO pojia - XPOHHYECKasl TpaHyleMaTo3Has OOJIe3Hb,
Haclieayemas 1o X-CIeIUICHHOMY MM ayTOCOMHO-periecCuBHOMY Tuity. [Ipu aTom 3a00sieBaHNM
(baronuThl 3aXBaThIBAIOT MHKPOOPTaHWU3MBI, HO HE MOTYT WX MEPEBapHUTh, B CBS3U C UYEM
00pa3yloTcsi TpaHyJeMbl, a OOJBHBIC CTPAJAIOT YACTBIMH TOBTOPHBIMH WHQPEKIIMOHHBIMU
3aboneBanusMu. Cambli HM3BECTHBIM TMpPUMEP HACIEACTBEHHOTO HapyIleHUs (QYHKIUNA
KOMITOHEHTOB KOMILJIEMEHTA - HAcl€JICTBEHHBIM aHTHOHEBPOTUUYECKUU OTEK . DTO 3a00jeBaHHe,
HacleayeMoe [0 ayTOCOMHO-JIOMHHAHTHOMY THITY, OOYCJIOBIEHO HEJIOCTaTOYHOCTHIO
UHruouTOpa mepBoro kommoHeHTa cucrembl Komiuiementa (CLl-INH). Ono manudectupyet
MMOBTOPHBIMU MPUCTYNAMHU OTEKa KOKH, IBIXaTeNbHBIX MyTeH U KUIIEYHHUKA U MJI0X0 MOAaeTCs
JICYCHUIO.

3allaHI/Ie 25 buoxuMudeckue METOAbI AMAarHOCTHUKHU



Omanon omeema: buoxuMuveckne METObI HAlpaBJIEHbl HA BBISBICHHE OMOXHMMHYECKOTO
¢deHoTuna opranu3Ma. YpOBHH, Ha KOTOPBIX OI[CHUBACTCS (PEHOTHUII, MOTYT OBITH PAa3HBIMH: OT
NEPBUYHOTO MPOJYKTa I'eHa (MOJUIENTHAHOU LENH) 10 KOHEYHBIX METa00IUTOB B KPOBH, MOYE
i notre. CoBpeMEHHbIE BBICOKOTOYHBIE TEXHOJOTUU (BBICOKOA((EKTUBHAS KUIKOCTHAS
xpomarorpadus, XpoOMaTOMacC-CIIEKTPOMETPHS, Tra3oBas  Xpomarorpadus, TaHIEMHas
CIICKTPOMETPHSI) TO3BOJIAIOT HIACHTH(PHUIIMPOBATH JTIOOBIE METAOOJHTHI, CHEIU(PUIHBIC IS
KOHKPETHOM Haclie/ICTBEHHOW Oose3Hu. [lokazaHusiMu JUisi NpUMEHEHHS OMOXUMHUYECKHX
METO/IOB JMArHOCTUKH Y HOBOPOXAECHHBIX SBIIIIOTCA CYIOPOrH, KOMa, PBOTA, THMIIOTOHUS,
KENITyXa, CHeuUuPUUecKUH 3amax MOYM U IO0Ta, alu]i03, HAPYHIEHHOE KHUCIOTHO-OCHOBHOE
paBHOBECHE, OCTAaHOBKA pocTa. Y JieTed OMOXMMUYECKHE METO/Ibl MCIIOJIb3YIOT BO BCEX CIy4asx
MOJIO3PEHUs] Ha HACJEACTBEHHbIE O00Jie3HH OOMeHa BellecTB (3ajepkka (U3NYECKOro U
YMCTBEHHOTO Pa3BUTHSI, TOTEPSI IPUOOPETEHHBIX PYHKIMH, KIMHUYECKAst KapTUHA, crieluuyHas
JUIs  KakOU-IMOO HAacleACTBEHHOW Oose3Hu). buoxumuueckue MeToAbl MNPUMEHSIIOT s
JMarHOCTHKU HACJEACTBEHHBIX OO0J€3HEW U TeTePO3UTOTHBIX COCTOSIHUM Y  B3pPOCIBIX
(remaToJIeHTUKYJSIpHAs JAETeHepalns, HEeJOCTaTOYHOCTh 0l-aHTUTPUIICHHA, HEAO0CTATOYHOCTh
Ire® 1Al u .1.).

3amanwne 26 [amuenT - HOBOposkaeHHBIN, HanpaBieH B MI'K as o6cnenoBanus B cBsi3u ¢
noBeleHueM ypoBHs HeoTTI'-184,4 MxEn/mn, perectTTI-291,2 MmxExn/mn. O6bekTrBHO: Macca
tena 4200r, koxa cyxasi, TaCTO3Has, KEJITYIIIHAs, JINIIO OTEYHOE, S3bIK OOJBIION, OTEKH KUCTEH
H CTOIM, TOJIOC HU3KHI.
1)IIpenmnonoKuTeabHbIA UarHo3.
2)MeTo1bl AMarHOCTHKH.
OTaJIOH OTBETA:
1) BpokaeHHBIH EPBUYHBIN THIIOTHPEO3
2) Koucynpraius reHeTHKa ¢ YTOYHEHHs TeHETHYCSCKOM ATHOJIOTHH 3a00eBaHust; 1 ros
TTI u T4 cBoboansIit 1p/2-3 mec., [Tocne kaxaoro n3MeHeHust 10361, KOHTpob TTT
yepe3 2 mec; Y3U cpasy nmociie mocTaHOBKH MarHo3sa, naiee 1p/B 1-2 roga; omneHka
JTUHAMUKH pocTa; ciimaTurpadus DK

3amanue 27 [lamuent - neBouka 3 jeT. JKamoObl Ha OBBIIEHHYIO YTOMJIIIEMOCTb, OJICTHOCTD,
TOJIOBOKpYKEHUE, CHIKeHue anneTuta. OObEeKTUBHO: JIeTKasi UKTEPUYHOCTh KOXKH U CKIIED,
00JIM IPEUMYIIECTBEHHO B JIEBOM 10ipedepbe, 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. M3 anamHe3a: MaTh
3JI0pOBa, Y OTIIa IEPUOAUYECKH OTMEUYAETCS JKEITYIIHOE OKPAITUBAaHUE CKIIEP.

DIIpennosioKuTeNbHBIA TUArHO3.

2)MeTo1bl TMarHOCTUKH.

Omanon omeema:

1) Tanaccemus

2) V3U OBII, OAK, buoxumudeckuii ananu3 kpou, CekBenupoBanne HBA1, HBA2,

HBB

3a,Z[aHI/Ie 28 ITamuenT - HOBOPOXKACHHAA ACBOYKA. OOBEKTUBHO: T HIICPTCIIOPU3M, KJIIOBOBHUIHBIN
HOC, aCUMMCTpPUs Y€pCiia, HU3KO pPaCIIOJIOKCHHBIC ,Z[e(bOpMI/IpOBaHHBIe YIHIHBIC PAKOBUHBI C
MMpCapUuKyJIbPHBIMHU CKIIAJAMH, 3aICPIKKA IICUXOMOTOPHOI'O pa3BUTHUA. Ha Y3MU - runonna3us
ITOYKH.



1)IIpenrnonoxuTenbHblii TUarHos.
2) MeTto1bl TMarHOCTUKH.
Omanon omeema:

1)Cunnpom Bomnbda-Xupurxopra
2)HccnenoBanne KapuoTuna

3ananue 29 Ilanuent - myxuuna 53 net. XKanoObl: Ha UI3MEHEHHE MTOXOAKH U MTOYEPKa,
HEIPOU3BOJIbHBIE JBMKEHUS pyKaMH U ToJI0BOM. OOBEKTUBHO: XOPENUECKUE THIIEPKUHESBI
KOHEYHOCTEH, YCHIIMBAIOIIUECS MPH LIEJIEHAIIPABICHHOM AceiicTBUM. [loxoaka HEyBEepeHHas,
HiapKarolas, peub 3arpyAaHeHa. PogocnoBHas oTsrouieHa no JMHUA MaTepy B 3X NOKJICHHUSX.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTobl AMArHOCTUKU

Omanon omeema:

1)bonesnp ['eHrTuHrrona

2)MPT, KT u 33I'-uccnenosanue; JJIHK-auarsoctuka Ha HaTlMuue SKCIAHCUU

TpunyKIeoTHIHBIX CAG-110BTOpPOB

3amanwne 30 [NanueHT - HOBOpokAeHHBIN, HanpaBieH B MI'K ais o6cnenoBanus B cBsi3u ¢
noBeleHHEM ypoBHA HeoDA-3,6Mr%, perect ®A-6,44Mr%. OO6beKTUBHO: (EHOTUTTHYECKH O€3
CUTHAJILHOM TUCIUIACTHKH.

1)IIpenmnonoKuTeabHbIA UarHo3.

2)MeTo1bl TMarHOCTUKU

Omanon omeema:

1)DenmnkeToHypHst

2)KonTpoas ypoBHs @A B kpoBu, OAK, onoxumudeckuit ananus kposu, AJIT, ACT, LD

omnpenenenue myrauuii B rene PAH

3amanwue 31 INamuenTtka 32 ser. XKano0 He mpeabsBISeT, HallpaBieHa aKyIlIepOM-THHEKOJIOTOM
JUIS OLIEHKU PUCKa I10 pe3ysibTaTaM MpeHaTalbHOro cKkpuHuHra 1 tpumectpa. Jlannas 6ep - 14,
cpok 16-17 Hen. Pe3ynbraThl npeHaTaaIbHOTO CKpUHUHTA 1 TpuMecTpa: Y 3-uccieoBaHue -
oepem 12nen, KTP-49, UCC-157, TBII-2,3, kocTu HOCa BU3YAIM3UPYIOTCS, KPOBOTOK B
BEHO3HOM MPOTOKE-PEBEPC; CHIBOPOTOUHBIE MapKephl - ypoBeHb PAPP-A-0,53MoM, B-XI'U-
2,87MoM, UTOroBbIi UHAUBUAYAIbHBIN pUCK 10 Tpucomuu 21 - 1:90.

DIIpennosioKuTeIbHBIA TUArHO3.

2)MeTobl AUATHOCTUKU

Omanon omeema:

1) 035.1. XpoMOCOMHBIE aHOMAJIMH Y TI0/a (TIPEeoiaraeMpie), TpeOyronue

MPEAOCTABICHUS MEAUIIMHCKOM TOMOIIY MaTEpH.

2) lHBa3uBHas MpeHaTalbHAasl TUArHOCTHKA

3ananue 32 [lanueHT - pebeHok 4x net. XKanoObl Ha yBeTMUEHHUE )KUBOTA, OTCTABAHUE B
NCUXO(U3MUECKOM Pa3BUTHH, IIATKYIO OXOJKY, cyaoporu. OosexTiBHO: 98/14, 601b110M
KHUBOT, T€MaTOCIUIEHOMET M1, MbIILI€YHAs TUIIOTOHUS, ATaKCHS.

)IIpennonoKuTenbHbI 1UAarHO3.

2)MeTo 16l AMarHOCTUKH.

Omanon omeema:



1) bone3sus Humanna — Iuka

2) JIaGopaTopHbI€ METOAbI TUAarHOCTUKU-00HAPY)KMBACTCSI YMEHBILIEHHE KOJTHMYECTBA
(bepMenTa chuHroMHeNnHAa3bl; -BhIsBIeHNS XapakTepHbIX MyTaluii B renax SMPD1, NPCI
u NPC2

3ananue 33 Ilanuent - HoBopoxAeHHBIN, HanpasyieH B MI'K 11t o6cnienoBanus B ¢BA3M €
noBeleHueM ypoBHS HeoDA-3,6Mr%, perect PA-6,44Mr%. OOBEKTUBHO:
(deHoTUIMYeCKH 0€3 CUTHAIBHON AUCIUTACTHKH.

DIIpennonoxurensubiii quardos: MKb-10:

2)MeToabl TUarHOCTUKHU:

Omanon omeema:

1) E70 ®ennnkeToHypus

2) Kontponas ypoBHsa @A B kpou,OAK, 6noxumuueckuit ananus kposu, AJIT, ACT , LL®,

onpezeneHue myraiuu B reie PAH

3ananue 34 Ilanuentka 37 net. Kano6 He NpeabsABIsSET, HallpaBJIeHa aKyllIEpOM-THHEKOJIOTOM
JUIS OLIEHKU PUCKa IO pe3ysibTaTaM IpeHaTalbHOro CKpuHUHTa 1 Tpumectpa. Jlannas 6ep -54,
cpok 14-15 Hen, mpoTekaeT ¢ yrpo30i MpephIBaHUs, MOJIYYaeT MEAUKAMEHTO3HYIO TEPAITHIO.
Pesynbratel mpeHaTasibHOTO CKpUHUHTA | TpuMecTpa: ¥Y3-uccienoBanue - 6epem 13nen, KTP-
67, HCC-156, TBII-3,1, kocTn HOCa BU3YAIM3UPYIOTCS; CBIBOPOTOYHBIE MapKEPHI - YPOBEHb
PAPP-A-0,54MoM, B-XI'4-0,35MoM, uToroBbIi HHAMBUAYATBHBIN PUCK TIO TpUCOMHUH 21 -
1:50.

1)IIpenmnonoKuTeabHbIA UarHo3.

2)MeTo1bl AMarHOCTHKH.

Omanon omeema:

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

MPEAOCTABICHUS MEAUIIMHCKON IOMOLIM MaTEPH.

2) NuBa3uBHas MpeHaTalbHas JUArHOCTUKA

3amanwue 35 INamuenT - myx4dunHa 23 net. XKaoObl Ha IEPUOINYECKUE MYIUTEIbHBIE 00N U
JKKEHHUE B KMUCTSAX U CTONAX, MOBBIIIEHUE TeMneparypsl 10 37,2-37,4, CUIbHYIO YCTaJIOCTh U
cnabocts. [Ipu ocmoTpe B 06sacTu mynka BU3yalnu3upyeTcs aHruokeparoma. JlabopatopHo
TUIIOXPOMHAsi MUKPOLUTapHasi aHEMUSL.

DIIpennosioKuTeIbHBIA TUArHO3.

2)MeToabl AUATHOCTHUKHU.

Omanon omeema:

1) E75.2 60one3up ®abpu

2) duarno3 BepupHUIIMPYyeTCs UCCIeTOBaHNEM aKTUBHOCTH (hepmeHTOB iu3ocoM. JJHK-

JUArHOCTHKA Ha Hanuuue Mytaiuil B rene GLA

3ananue 36 [lauueHt — pebeHok 6 Mec, Macca npH poxaeHun-4400r, mHa 54cm. OObEKTHBHO:
MUKpoIiedanus, MaKpOTrJIOCCHS, CTTIEHOMETaIHS.

)IIpennonoKuTenbHbli 1UarHo3.

2)MeTo 16l AMarHOCTUKH.

Omanon omeema:

1) Q87.3 Cunapom bexBura-Bunemana



2) -OAK, OMoXuMU4eCKuil aHaIu3 KPOBH, aHAJIU3 KPOBHU Ha TIIIOK03Y, HHCYIUH, ADII,

KaJIbLUi, KPEaTUHHH.

-I'eHeTnyecKas TMarHOCTHKA:-KapUOTUIIMPOBaHKE (OIIpeielIeHNEe JyTUIMKALUI Win

TpaHcnokanuu 11pl5) -ananuza metunrpoBanus (Ha HaJTUUYHE SMUTEHETUYECKUX

M3MEHEHU)- 0OHapyKEeHUE OTHOPOAUTEIbCKOM qucomuu 11plS ananuzom

METHJIMPOBAHHS, JINOO aHATTM30M MOJMMOP(PHU3MOB TOBTOPSIIOIINXCS OCIEI0BATEIBHOCTEH

JHK.- Myrauuu resa CDKN1C (p57 KIP2 ) 06HapyKuBatOT CEKBEHUPOBAHUEM

JHK UnctpymentansHas quarsoctuka: -2XO KI' u OKT -KT, MPT, V3U,

peHTreHorpadus
3ananue 37 Ilanuent - pebeHok 2x net. XKanoOsl Ha 3aA€pKKY ICUX0(PHU3NIECKOTOM pa3BUTHSI.
OOBEKTUBHO: HU3KHI pOCT, TEJIOCIOKEHNE JUCTIPOTIOPLIMOHAIBHOE C OTHOCUTENIBHO JJTMHHBIMU
KOHEYHOCTSIMU M KOPOTKHUM TYJIOBUIIEM, IPyObI€ UepThI JIMIIA -3allaBlLIee MIEPEHOCHE, I'yCThIE
cpoctirecst OpoBH, MOJIHbIE TYObI, OOJIBLION A3BIK, TUIIEPTPUX03, KH(POCKOIHO3,
BOPOHKOOOpa3Has aAedopmariusi rpyAHON KIETKH, OOJIbIION KUBOT, T€MATOCIIIEHOMETaIHSL.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeToabI IUAarHOCTUKHU.

Omanon omeema:

1)Mykomnonucaxapuios

2) JIaGoparopubie MeTOAbI UccaeaoBanus: OnpeneneHrne akTHBHOCTH JIN30COMaTbHBIX

ruapoiiaz Uccnenosanue moun Ha ['Al';JIHK- rectupoBanue Ha cienuduueckne Myraiuu
HNuctpymentanpaas auarnoctuka: -9X0 KI' u OKI -KT, MPT, Y3U, pearrenorpadust

3amanwue 38 INanmuenTtka 34 ner. )ano0 He MPeabIBISET, HAIIPABJICHA aKyIIEPOM THHEKOJIOTOM
JUTSI OIICHKH PHICKA TI0 pe3ysibTaTaM IMpeHaTaIbHOTO CKpuHHMHTa | TpuMectpa. JlanHas oep - 24,
cpok 14-15 Hen, mpoTekaeT ¢ yrpo30i MpephIBaHUs, MOJY4aeT MEAUKAMEHTO3HYIO TEPAIIHIO.
Pesynbrarel mpeHaTasibHOTO CKpUHHUHTA 1 TpuMecTpa: ¥Y3-uccienoBanue - oepem 13nen, KTP-
66, UCC-162, TBII-1,7, koCcTH HOCA BU3YAJIU3UPYIOTCS, KPOBOTOK B BEHO3HOM IPOTOKE-HOPMA,
perypruTauu-HeT; CBIBOPOTOUHBIE MapKepsl - ypoBeHb PAPP-A-0,16MoM, B-XI'4-0,59MoM,
WTOTOBBIA HHIUBHUAYAJIbHBINA PUCK MO TprucoMuu 18 - 1:132.

D)IIpenmnosioKuTeIbHBIA TUATHO3.

2)MeTo1bl TMarHOCTUKU DMAIOH omeema:

1) bBuoxumuueckue OTKIIOHEHHs], BBISIBJICHHbBIE MIPU aHTEHATaJIbHOM 00CIIeI0BaHUU

Marepu

2)cbiBopoTouHBIEe MapkEPhI 2 TpumecTpa (ADILIC,XT'Y), Y3U mnoxa.
[IpoundopmupoBats nanueHTky o Haauuuu metoaa-HUIIC.

3ananue 39 [lauueHT - 6epemenHas 32 roja, )kanod He IpeAbsABISAET, HalpaBJIeHa aKyIlIepoM
TMHEKOJIOTOM ISl OLIEHKH PHUCKA 10 Pe3y/bTaTaM IIPEHATaIbHOTO CKPUHUHTA | TpuMecTpa.
JlanHas 6epeMeHHOCTh 151, cpok 14-15 Hen. Pe3ynbTaThl npeHaTanbHOTO CKpUHHUHTA 1
TpuMecTpa: ¥Y3-uccnenonanue - 6epem 12-13nen, KTP-66, HCC-155, TBII-=2,0, koctu HOCa
BU3YaJIIU3UPYIOTCS, KPOBOTOK B BEHO3HOM IIPOTOKE-HOPMA, PErYpruTalii-HET; CBIBOPOTOUHbIE
Mapkepsl - ypoBeHb PAPP-A-0,23MoM, B-XI'Y-0,36MoM.

)IIpennonoKuTenbHbli 1UAarHO3.

2)MeTo 16l AMarHOCTUKH.

Omanon omeema:

1) buoxumuueckue OTKIOHEHHUS, BBISIBJICHHBIE IPU aHTEHATAJILHOM 00CIIe1I0BaHUN



Marepu
2)cbiBopoTouHbIEe MapkeEphI 2 TpuMmecTpa (ADILIC,XI'Y), Y3U nnoxa.
[TpoundpopmMupoBaTh MaMeHTKy 0 Hamuuu merona-HUIIC

3ananue 40 [lanuent - myxunna 25 net. XKanoo6s! Ha c1ab0OCTh B HOTaX, HApyLIEHUE MTOXOJIKH,
TPYAHOCTH MIPH N0 beMe 10 JiecTHHIIE. OOBEKTUBHO - TICEBAOTUNIEPTPOPUH HKPOHOKHBIX
MBIIIL, BEIPQKEHHBIH JIOPJ03 MOSCHUYHOIO OTJIENA, «YTHUHAS [10X0JIKa», 3aTPYJHEHO MOJIHATHE
pyk. [Ipu BcTaBaHUU MCTIONIB3YET BCIIOMOTATENIbHBIE IPUEMBI.

1)IIpenrnonoxuTenbHblii TUarHos.

2)MeToabl IUAarHOCTUKHU.

Omanon omeema:

1) G 71.0 Mpuueunas guctpodust

2)JIaboparopusie MeTo b1 HccnenaoBanus: -OAK, Onoxumudeckuit ananus kpou, KOK,
JIAT'; -CexBeHupoBaHN€e I€HOB Ha HAJIMYME MYTallMii, OTBETCTBEHHBIX 3a BOSHUKHOBEHHE
HEpBHO-MbIIIEYHbIX 3a00eBanuii; UHcTpymenTanbHas auarnoctuka:-0XO0 KI' u OKI -KT,
MPT, V3U, pentrenorpadus -OHMI', 90T

3amanwne 41 INamueHT - HOBopokieHHas, 14 cyTku, HanpaBiena B MI'K myist oOcinenoBanus B
cBs3u ¢ noBeimeHneM ypoBHs HeoOIII™- 337,5 amons/, petectOIIl - 609,3 aMob/m1.
O6bexTuBHO: Macca tena 340r, peHoTunuueckn 6e3 0COOCHHOCTEH.

1)IIpenmnonoKuTeabHbIA UarHo3.

2)MeTo1bl TMarHOCTUKU

Omanon omeema:

1) E25 AnpeHoreHUTAIbHBIN CHHAPOM

2) -Ha BI'KH npoBoauTCst HEOHATaIbHbIH CKpHHUHT-I 0pMOHaIbHBIN Mapkep aeduiura 21-
ruApoKcmiIassl - ypoeHb 170HP B yrpenHux nmpo6ax kpoBu- ['opMOHaAIBbHBIN Mapkep aeduimra
MUHEPAJIOKOPTUKOUIOB MIPU COJIbTEPSIONICH (popme - MOBBIIICHIE AKTUBHOCTU PEHUHA TJIa3MBbI -
«30JI0TOM CTaHAaPT» B AMATHOCTUKE HEKIaccuueckor (opmbl nedunura 21 -rugpokcunasbl 1
muddepennmanbHoi quarnoctuke peakux hopm BAKH - mpoba ¢ cuHakTeHOM € OnpeieieHueM
HIMPOKOTO CIIEKTpa CTepOoun10B-I eHeTnYeckoe TECTUPOBaHHE - BTOPOl 3Tall B COMHUTENBHBIX
Cllydasix ¥ B KaUeCTBE CEMEHHOT0 reHETUYECKOTO KOHCYJIbTUPOBAHUS

3ananue 42 [TanueHt - xxenmuna 45 net. XKanoOb! Ha OBICTPYIO YTOMIISIEMOCTD, CI1a00CTh,
yXyJIIIeHUe MaMATH U BHUMaHMs, ApOXKaHue NaibleB pyK. OObEKTUBHO: qU3apTpus,
TUIIEPKUHE3bl, MHTEHIIMOHHBIN TpeMop. JIabopaTopHO: runouepyaomiazMuHeMus,
TUI0AJIbOYMUHEMUS.

1)I[IpennonoKuTenbHbIi TUArHO3.

2)MeTto/pl AUarHOCTUKH.

Omanon omeema:

1) E 83.0 bone3np Bunbcona-KonoBanosa

2)-Hanmnuwne xonbia Kaiizepa-®neiiniepa -Coepkanue «o0IIeii» Mean B CHIBOPOTKE KPOBU
0OBIYHO CHMKEHO MEHee 4eM Ha 12 MKI/IUI, OJJHAKO B PEAKHX CIydasX MOXKET ObITh U
HOpMaJbHbIM -CHIKEHNE KOHLEHTpaluuu 1epyioruiasmuba Huxke 20 mr Ha 100 M -[loBeienue
SKCKpenuu Menu ¢ Mouoit 6osee 100 mkr B cyrku -JIHK - auarnoctuka Ha Hajauuue MyTanui
resa ATP7B



3anmanue 43 IlanueHt — neBouka 5 jet. JKajaoObl Ha 3aEPIKKY IICUXOPEYEBOTO PA3BUTH.
Oo6bexTuBHO: 104cM/16KT, TOHKHE peIKUE KOPOTKHUE BOJIOCHI, JUTMHHBIN IPYIIEBUAHBIN HOC,
JUTUHHBIN (QUIBTP, TOHKAs BEpXHsSA T'y0a 1 OOJIbIINE OTTONBIPEHHBIE YIIIH, BEPETEHOOOpa3HbIe
MAJIBLBI PYK.

1)IIpenrnonoxuTenbHblii TUarHos.

2)MeTo1bl IUAarHOCTUKHU.

Omanon omeema:

1) ungpom Jlanrepa-I'uanona

2) Cas13b 3200JIeBaHUS C MyTaIlMEeH, O THOBpEMEHHO 3arparuBaromieid Tpu reaa: TRPS1,
EXT1 u RAD21

3ananue44 Ilauent - manbuuk 6 net. XKanoOwl: Ha HU3KMM pocT. O0bekTuBHO: 104cM/18KT,
NITO3 ABYCTOPOHHMM, aHTUMOHTOJIOUTHBIN pa3pe3 I1a3, HU3KO MMOCAKEHHBIE YIIIHbIE PAKOBUHBI,
HU3KHUI POCT BOJIOC Ha 3aThUIKE, KPbUIOBU/IHBIE CKJIA/IKH HA 1€, BaJIbI'yCHast 1ehopMaius
JIOKTEBBIX CYCTaBOB, IPABOCTOPOHHUIN KPUIITOPXHU3M.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeToabI IUATHOCTUKHU.

Omanon omeema:

1) Q 87.1 Cunnpom Hynan

2) B ropMoHalIbHOM cTaTyce — OMPEEIIAeTCs MOBBIIIEHHOE COJIEpKAaHUE TOHAI0TPOITMHOB
B IUIa3M€ KPOBHU, YPOBEHb T€CTOCTEpOHA CHIbKEH. Onpeaenenue myrauuu B rene [TTIIHI 1

3amanue 44 [Namuent — pedeHok 1,5 roga. OOBEKTUBHO: HA KOXKE TYJIOBHIIA M ITOMBIIICYHON
obyacTu mATHA 1BeTa «Ko(de ¢ Mookom» (5-40 MM), Ha paaykHOU 00ostouKe y3enku Jlumra.

1)IIpenmnonoKuTeabHbIA UarHo3.

2)MeTo1bl AMAarHOCTHKH.

Omanon omeema:

1) MKB-10: Q85.0 Heitpodubpomaros

2) JInarHocTrika OCHOBaHa Ha KJIMHUYECKOM OCMOTPE, TaHHBIX

odTansMosoruaeckoro oocnenoBanus, Heiposuzyanusanun (KT, MPT) MousekymnsapHo-
reHeTuyeckas IuarHoctrka- rmouck aenernuid NF1

3ananue 45 [laruenT - HOBOpOKIeHHBIHN, HanpasyieH B MI'K st o6¢cnenoBanus B CBS3U C
noBeileHHuEM ypoBHSA HeODA-12,8Mmr%, petect @A-33,4mMr%. OOBEKTUBHO: PEHOTUITUUECKH
0e3 CHUIrHaJIbHOM JUCILJIACTHUKHU.

DIIpennosioKuTeNbHBIA TUArHO3.

2)MeTo1bl TMarHOCTUKH.

Omanon omeema:

1) E70 ®enunnkeronypus

2) Kontpons ypoBusa @A B kpoBu,OAK, 6noxumuueckuit ananus kposu, AJIT, ACT , LD,

onpeneneHue myrauuu B rene PAH

3ananue 46 [lauueHT - manpuuk 3,5 net. XKanoOsl Ha neproAUYecKOe MOBBIIEHHE TEMIIEPATyPhl
tena 1o 40,5, co cioB MaMbl HE NMOTEET, B 1,5 1 2,5 roja CyA0pOKHBIN IPUIIAI0K B JIETHUN
nepuoja. OOBEKTUBHO: 00JIBIION JI00, peiKKe BOJIOCHI, OPOBH U PECHHIIBI, KOXKa TOHKas CyXas,



THIIOOHTHS, 3yObl KOHMUECKON (POPMBI, MHOKECTBEHHBII Kaprec, TOHKUE TUCTPOPUUIHBIE
HOT'TH, 33JIepKKa ICUXUYECKOTO Pa3BUTHSL.

1)IIpenrnonoxuTenbHplii TUarHos.

2)MeTo/1bl AMArHOCTUKH.

Omanon omeema:

1) E 75.2 bone3ns ®abpu

2) MPT, KT, Y3U Buyrpennux opranos, IKI', Oxo-KI', konnuecTBeHHOE onpeseneHue
m3ochunTroMmuaoB MetogoM TMC, onpeneneHne akTHBHOCTH alb(a-rajlakTo3u/1a3bl B KPOBH.
3amanue 47 [lanueHT - HOBOpOKAeHHAs 1eBOYKa. OOBEKTHBHO: JINM(DATHUECKUI OTEK KHCTEH U
CTOII, NTEPUTHYM III€U, SIMUKAHT, aHTUMOHTOJIOUIHBIN pa3pe3 raa3, BIIC, nonkoBooOpasHas
MoyKa.

1)IIpennonoxuTenbHblil TUarHo3.

1) MeTo1bl TUarHOCTHKHU.

Omanon omeema:

1) Cunnpowm lllepemesckoro -Tépuepa

2)MeTo1bl AMarHOCTUKU: UCCIIEOBAHNE KapUOTHIIA

3ananue 48 Ilanuent - manpuuk 5 get. O6bexTHBHO: 104cM/15KT, Kpyrioe JuIo, KIMHOBHIHBIN
POCT BOJIOC Ha JIOY, TUTIEPTEIOPHU3M, IITUPOKAs TIEPEHOCHUIIA, KOPOTKUH HOC C BBIBEPHYTHIMU
HO3JIPSIMU, TTUPOKUIA (PUIIBTP, ITATEBUIHAS MOIIOHKA, KPUIITOPXU3M.

1)IIpenmnonoKuTeabHbIA UarHo3.

2)MeTo1bl AMarHOCTHKH.

Omanon omeema:

1) Q 87.1 Cunapom Aapckora

2) 'eneTnueckue T€CTHI IS BBIABJICHUS MyTaluu B rene FGD1

3amanue 49 IlamuenT - neBouka 5 jeT. JKamoObl Ha CyTOpOTH, CHIDKCHHE UHTEIICKTA.
OOBEKTUBHO: HA JIUIIE B 00JIACTH IICK €AMHUYHBIC PO30BBIC MAITYJIbI, Ha Tele 3
JEMTUTMEHTHPOBAHHBIX «ITEPUCTHIX)» MATHA.

1) [IpeamnosiokuTeIbHBINA AUATHO3.

2) MeToibl TMarHOCTHKH.

Omanon omeema:

1) MKB-10: TyGepo3Hblii cKiepo3

2)MeronoB HeitpoBuzyanuzauuu: KT, MPT, 331" Y3U BHyTpeHHUX OpraHOB
MonekynsapHO-TeHeTHUeCcKasi AMarHoctTuka- nouck aenenuit TSCluTSC2

3amanue 50 IlanueHT - Mab4uK S JIeT, HAMpaBJIEH C LENbI0 YTOUHEHHs [uarHosa. M3 anamuesa:
HeifpoceHcopHas Tyroyxocts I1-1V, rematypus, nporeunypusi. OOBEKTUBHO: CUXO0(U3NUECKOE
pa3BUTHE COOTBETCTBYET BO3PACTY, PEHOTHI 6€3 0OCOOEHHOCTEH.

1)I[IpennonoKuTenbHbIi TUArHO3.

2) MeTtoabl TMarHOCTUKU.

Omanon omeema:

1) MKB-10: Q87.8 Cungpom Anprniopra
2) ananu3el MOuH 1 KpoBH, Y3U opranos Opromnoii nonoctu, KT, MPT ronosHoro mo3ra.

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



3amanue 51 IlanueHT - Manpuuk 4x set. XKanoObl Ha c1aboCTh B HOTaX, HAPYIICHUE TIOXOIKH.
OOBEKTHBHO: TICEBAOTUNIEPTPOHSI UKPOHOKHBIX MBIIIIL], TUIIEPIIOPAO03 MOSICHUYHOTO OT/IeNa
[I03BOHOYHHKA, 3aTPYAHEHO NOAHATHE pyK. [Ipy BcTaBaHMM UCMO/Ib3yeT BCIIOMOTaTENIbHbIE
IIPUEMBI.

1)IIpenrnonoxuTenbHblii TUarHos.

2)MeTobl AUarHOCTUKU

Omanon omeema:

1) G 71.0 Meiueynas auctpodust

2) -OAK, onoxumuueckuii ananu3 kpou, KOK, JI/II' -CekBeHupoBaHUE ICHOB HA HAIMYHE

MYTalluii, OTBETCTBEHHBIX 32 BOSHUKHOBEHHE HEPBHO-MBIILIEYHBIX 3a001€BaHU

3amanwue 52 [Nanuent - geBouka 4x yet. 3 anamnesa: 1o 1,5 net pa3Butue COOTBETCTBOBAJIO
BO3PACTY, 3aTE€M PErpecc MCUXUMOTOPHOTO pa3BUTHsA. OOBEKTUBHO: YMCTBEHHASI OTCTAJIOCTh,
CTEPEOTUITHBIC JIBUKEHUS B BUJIC «COKUMAHUS U MBIThSI PYK»

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo1bl MarHOCTUKA

Omanon omeema:

1)MKB-10: F 84.2 Cungpom Perra

2)MeTo1bl TMarHOCTUKHU: TIOUCK MyTaruu B rene MECP2

3amanwne 53 [lamuent - geBouka 5 jeT. XKamoObl Ha 60U B KOCTAX, YaCThIE TIEPEITOMBI, OOJIBIITON
’KUBOT. O0bekTHBHO: 104cM/16KT, KOKa OegHast, OOJIBIION KUBOT, I'€IIATOCIVICHOMET aJIM,
BBIpakeHHast BeHO3Hast ceTh. OAK: aneMust TpOMOOIIMTOTICHUS JICHKOTICHHUSL.

1)IIpenmnonoKuTeabHbIA TUarHo3.

2)MeTo1bl AMarHOCTHKH.

Omanon omeema:

1) E 83.0 bonesns ['ome

2) OAK, broxumus KpoBH, OTIpeIe]ICHUE aKTUBHOCTH OeTa-TIIFOKOIEepeOpO3UIashl,
nencuromerpus, MPT kocrei JJTHK- cekBeHMpOBaHME SK30HOB U MPUIK30HHBIX YYACTKOB

nHTpOoHOB rena GBA

3ananue 54 [lauueHt - manpuuk 4 jet. XKanoObl Ha 3a1ePXKKY IICUXOPEUEBOTO PA3BUTHS, YXO
oT obmeHust. O0bekTUBHO: 118cM/22KT, G0JIbIIIAs TOJIOBA C BHICOKUM U IIIMPOKUM JIOOM,
JUIMHHOE JIUIO C YBETUYECHHBIM MOJI00POIKOM, YL OOJIBIINE, KUCTU U CTOTIBI HIMPOKUE,
JHCTaNbHBIE (PajaHTy MaNbIEeB TAKKE MIHUPOKUE, THIIEPMOOUILHOCTh CYCTaBOB U
TUIEPINACTUYHOCT KOKU. PEOCHOK HEe KOHTAKTHBIH, C IPU3HAKAMH ayTU3Ma.

1)I[IpennonoKuTenbHbIi TUArHO3.

2MeTo bl AUArHOCTUKH.

Omanon omeema:

1) MKB-10: Q 99.2 Cunapom MapTtuHa - bemna (CHHAPOM JTOMKO# X-XpOMOCOMBI)

2) Ompenensiercst konmudecTBo LI T-MOBTOPOB U MX CTATyC METHIUPOBAHUS C TIOMOIIIBIO

SH/IOHYKJICa3HOU PECTPUKIIUU U Cay3€PH-OJIOTTHHTA.

3anmanue 55 Ilauuent - myxumnna 28 net. becroausiii Opak - 5 net. O0bexTuBHO: 186¢M/108KT,
TEJIOCIIO’KEHHE IO KEHCKOMY THUITY, THHEKOMACTHs, KpaCHbIE CTPHH Ha KUBOTE, TUIIOIIIA3HS
SUYEK.



1)IIpenrnonoxuTenbHblii TUarHos.
2)MeTo/1bl AMATHOCTUKH.
Omanon omeema:
1) Cunapom Kisindpenbrepa
2) HccnenoBaHue KapuOTHIIA
3ananue 56 IlanueHT — HOBOPOXKICHHAs, CpOUHBIE poJibl. O0BbeKTHBHO: 2600r/48cM,
MUKpoOpaxutiedanusi, CAHOQpPHU3, JIITMHHBIC 3arHYThIE PECHULIBL, 1e(hOPMUPOBAHHBIE YITHBIE
PaKOBHHBI; MaJICHbKUI HOC, MUKPOT'€HUSI, TOHKAsl BEpXHss I'y0da, poT B BUJIE IIOJyMecs1a,
MaJIeHbKUE KUCTH U CTOMbI, KIMHOAAKTUIINS V NallblieB KUCTEH.
1)IIpennonoxuTenbHblil TUarHo3.
2)MeToabl IMAarHOCTUKHU.
Omanon omeema:
1) Kopuemnus ne Jlanre
2) JlmarHo3 Ha OCHOBE KJIMHUYECKHUX MPOsBiIeHUH ( TUIHNYHBIC YepTHI JIUIA SBIISIOTCS
Hau0OoJee MUPOKO MPUHATHIM KPUTEPUEM JUIs TIOCTAHOBKM JuarHo3a) OmnpeaeneHue
myrtauuii NIPBL, SMCIA nwiu SMC3
3)
3amanne 57 [larmeHnT — HOBOpOKIeHHBIH. OOBEKTHBHO: MUKpOTIehausi, CKOIICHHBIN J100,
TUIOTEI0PU3M, MUKPO(dTanbMHUsl, paciieiarHa ryosl 1 Heba, HU3KO MOCaXEHHbIE U
ne(OpMUPOBAHHBIE YIIIHbIE PAKOBUHBI, MOJUJAKTHIINS TOCTAKCHANIbHAS, «CTOMa-Kadajkay,
BIIC, MmukpomneHuc, KpunTopxu3m JABYCTOPOHHUM.
1)IIpenmnonoKuTeabHbIA UarHo3.
2)MeTo1bl AMarHOCTHKH.
Omanon omeema:
1) Cunapom DaBapca
2) UccnenoBanre KapuoTHUIIa

3amanue 58 INammenTt — HOBoposkeHHbIH. OOBEeKTUBHO: AJOHOIIEHHBIH, 28001/48CM,
MHUKponedanrs, aHTUMOHTOJIOUAHBIA pa3pes Ii1a3, MbIIICYHAs TUIIOTOHUS, TYHOOOpa3HOE JIHIIO,
TUTIEPTEIIOPU3M, TIJ1a4 peOCHKA, HATTOMUHAIOIIUI KOIIaYbe MSyKaHbE.

1) [IpeamnosioxKuTeIbHBINA AUArHO3.
2)MeTo1bl TMarHOCTHKH.

Omanon omeema:
1) Cungpom Jlexena (CUHIPOM «KOIIAYbETO KPUKaA)
2) UccrenoBanre KapuoTHUIIa

3ananue 59 Ilauuent 4 net. XKanoOsl Ha 3a/1epKKy IICUXOPEUEBOT0 pa3BUTHS. OOBEKTUBHO:
CBETJIbIE BOJIOCHI, TOJTyOBIE TJ1a3a, 0JIMXOCTEHOMENHSI, BOPOHKOOOpa3Has IpyHas KIeTKa,
THIEPMOOMIIBHOCTD CYCTaBOB, apAXHOAAKTUIIMS, CYOIIOKCAIUS XPYCTAMKOB.

1)IIpenmnonoXuTenbHbI JHArHO3

2)MeTto/pl AUaTHOCTUKH.

Omanon omeema:

1) Cunagpom Mapdana

2) DOxoKT, uccnenoBanue myranuii FBN1



3amanue 60 ITauuent 5 net. XKanoOsl Ha 3a1ePKKY IICUXOPEUEBOTO PA3BUTHS, TPUCTYIIBI
HEMOTUBUPOBAHHOTO cMexa. OOBEKTHBHO: MUKpoOpaxuiedanus, MaKpOCTOMUS, MBIIIICUHAS
TUIIOTOHMSI, TOXOAKA 110 TUILY «MEXaHUUECKON KYKJIbI»

1)IIpennonoxuTenbHblii TUarHos.

2)MeTo1bl IMAarHOCTUKHU.

Omanon omeema:

1)Cunnpom AHrenbMana

2) UccnenoBanue kapuoTuna
3ananue 61 Ilanuent - HoBopoxaeHHbIN, HanpasyieH B MI'K 1t o6cnienoBanus B ¢Bs3M €
noBelieHueM ypoBHA HeoMIPT-90 ur/mun, perectUPT-50 Hr/mi, xsopuabl nota-75 MMOJIb/J1T

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo 1kl AMarHOCTHKH.

Omanon omeema:

1)MyxkoBucuao3

2) Pentren npu poxxaeHuu 3atem 1p/roa, Crnimporpacdus 1p/3 mec, KOHTPOIb MUKPO(DIOPHI
1p/3 mec, onpenenne myranuii rera CFTR

3amanne 62 [Nanment — HOBOposkeHHbIH. OO0BeKTHBHO: Macca Tena 2400r, HU3KO TOCAKECHHBIE,
nehopMUPOBAHHBIC YIITHBIE PAKOBUHEI, TOIUXO0IehaTns, MUKPOTCHHS, KOPOTKHE TJIa3HbIE MIETH,
MHUKpPOCTOMUS, (JIEKCOPHOE MOJIOKEHUE NaNIblIEB PYK, axoBas rpbpka, BIIC. 13 anamuesa —
OEpEeMEHHOCTh MPOTEKajaa C MHOTOBOMEM, OTMEUAJIach cllabasi akTUBHOCTH TuIoAa, Ha Y3U —
€VMHCTBEHHAs apTepHs yITOBUHBI, MaJI€HbKAas IUIALIEHTA.

1)IIpenmnonoKuTeabHbIA TUarHo3.

2)MeTo1bl AMarHOCTHKH.

Omanon omeema:

1)Cunapowm Ilaray

2) UccrnenoBanre KapuoTHUIIa

3amanue 63 Ilamuent - 6epeMennas 42 yiet, cpok 6epemeHHOCTH 18 Henenb, qaHHas
6epemenHocTs 3 (1 u 2 — MmeaukameHTO3HbIE a00pThl). KoHCYnbTHpYETCS 110 pe3ynbTataM
MpeHaTalbHOro CKpuHuHra 1 Tpumectpa. BoisBienst ¥Y3U mapkepsl: BoasHKa moga, TBIT-8mm,
ypoBeHs PAPP-A-0,49MoM, B-XI'Y-1,11MoM.

DIIpennosioKuTebHBIA TUArHO3.

2)MeToabl AUATHOCTHKHU.

Omanon omeema:

1) O35.1. XpoMocOMHBIE aHOMAJIUH Yy TUI0/a (TIpearnoiaraemMbie), Tpedyromme

MPEAOCTABICHUS MEAUIIMHCKON TOMOIIY MaTepH.

2) HBa3uBHas MpeHaTalbHAas JUArHOCTHKA

3ananue 64 IlauueHT - manpunka 12 net. XKanoObl Ha 60J1 B HOTax, MPUCTYIBI CepLIeOMEeHNUS.
OOBEKTHBHO: JOJIUXOCTEHOMENUS, IPyIHOW KH(OCKOINO03, THIEPINTACTUYHOCTh KOXKH,
«TIATTMPOCHBIE» PYOIIbl Ha TOJICHSIX U B 00J1aCTH KOJIEHHBIX CYCTaBOB, TUIIEPIOIBHKHOCTh
KPYIIHBIX U MEJIKUX CyCTaBOB, IPOJ0IbHOE MJIOCKOCTOIHE.

)IIpennonokuTenbHbli 1UarHo3.

2)MeTo 16l AMarHOCTUKH.



Omanon omeema:
1)Cungpom Dnepca-Zlanioca
OxoKI', MonekynspHo-reHeTuueckoe uccienopanue «Haciencrsennsle 3a00sieBanne
COCMHUTEIIbHON TKaHW

3amanue 65 IlanuenT - neBouka 5 net. )KanoObl Ha KUAKHUNA 37T0BOHHBIH CTYI, B3IyTHE )KUBOTA,
notepro Beca. M3 anamHesa: nepsbie cUMITOMBI ¢ 11 Mec. rmociie pacupeHus MUTaHusl, co CJIOB
KHUJIKAN CTYJ BO3HHKAET MOcie yrnoTpednenus xieba, nedenps. O0bexTuBHO: 100cMm/12KT, KOKa
OJetHas!, MBIIIEYHASI TUIIOTOHHS, OOJIBIION KUBOT

1)IIpennonoxuTenbHblii TUarHo3.

2)MeTo1bl TMarHOCTHKH.

Omanon omeema:

1)AHTHTENa K TKAHEBOW TpaHCAMUHA3€, aHTUTENA K TJIMOIUHY, THTUTENA K SHIOMHU3HUIO 1
PETUKYJIMHY, TECT Ha 00mIHii 0esok, TecT Ha ansOymuH; HLA tunuposanne DQ2/DQ8

3ananue 66 ITanmeHT - HOBOPOK/IEHHAsI HA 5€ CyTKM OTKa3 OT €/1bl, PBOTA, CyI0pPOTH, Ha 6¢
cytku B APO mMeTabonmdeckuii KeToau 103 U THIIOTIIMKEMHUS, Ha 7€ CYTKH — JIeTHPATAIIHH,
nporpeccupyromas jetaprusi. OObeKTHBHO: OT MaIlMEeHTa UCXOIUT Crienu(pruaecKuit
CIaJKOBAThIN 3amax.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo1bl TMarHOCTHKH.

Omanon omeema

1)bouse3ns «kieHoBoro cuponay (JlekiuHos)

2) I'azoBas xpomatorpadust 00pa3oB MOUYH; aMUHOKHCIIOTHI TJ1a3Mbl (TIOBBIIICHUE
ajuIon3oJieuinHa) - B pa3padoTke; JIHK- nuarnoctuka (dacteie MyTanuu
B renax BCKDHA, BCKDHB)

3amganne 67 Ha ocMoTpe peOeHOK 5 JIeT - TeJIEKaHT, TeTepOXPOMHUS PAIYKKH U BOJIOC Ha T'OJIOBE,
HelipoceHcopHas Tyroyxocts III-1V crenenu. B pomocioBHol - y MaTtepu cenast mpsib, y OpaTta
TYTOyXOCTb.

DIIpennosioKuTebHBIA TUArHO3.

2)MeToabl AUATHOCTHUKHU.

Omanon omeema

1)Cunnpom BaapnenGypra

2) AuarHo3 ycTaHaBIMBAETCS HA OCHOBAHUU KIIMHUYECKUX JTAHHBIX, U3YYEHHUS] CEMEHHOTO
aHaMHe3a, MOJIEKYJISIpHO-TeHeTHYecKoi nuarnoctuku, ¥Y3U rnaza, MPT, KT

3ananue 68 Ilanuent — manpuuk 1,5 rona. XKanoObl Ha CyXOCTh U HIENyIIEHUE KOXKHU.
OOBEKTUBHO: KOXka cyXas ¢ O0JIbIIMMU TEMHBIMH YEITYHKaMH M BBIPAKEHHBIM THIIEPKEPATO30M
B 0051aCTH pa3rudaTeIbHBIX MOBEPXHOCTEH JOKTEBBIX U KOJICHHBIX CYCTAaBOB.

1)[IpennonoKuTenbHbIi TUArHO3.

2)MeTo1bl TMarHOCTUKH.

Omanon omeema

1)BynberapHslii HXTHO3

2)Jluar1os CTaBUTCS HA OCHOBAaHUM KIIMHUKHU



3amanue 69 IlauueHt - pedenox 1 roga. OOBEKTHBHO: BRIpaKEHHAS 3aePIKKa
IICUXOMOTOPHOI'O Pa3BUTHS, CYIOPOTH, MBIILIEYHBIN THIIEPTOHYC, CKPYUYEHHBIE IOMKHE BOJIOCHI.

1)IIpennonoxuTenbHblii TUarHos.

2)MeTobl AUAarHOCTUKU

Omanon omeema

1)Cunnpom Menkeca

2)KT, MPT, O3I" MonekynspHO-TeHETHYECKOE HccieoBaHue nouck myrauuiit ATP7A

3amanue 70 [Mamuent - geBouka 6 net. XKanoObl: Ha HU3KUN pocT. OOBEKTUBHO:
104cm/18xkr, 1T03 ABYCTOPOHHUM, aHTUMOHTOJIOUTHBINA pa3pes3 riia3, KpbUIOBUIHbIE CKJIaIKU Ha
1iee, BaJbrycHast iehopmalust JOKTEBBIX CYCTaBOB.

1)IIpennonoxuTenbHblii TUarHos.

2)MeToabl IMAarHOCTUKHU.

Omanon omeema

1) Cunapowm llepemieBckoro -Teprepa

2) HccnenoBaHue KapuOTHUIA

3amanne 71 INamment- 1,5M mec. XKanoOsl: rutoxast mpubaBka B Bece, CHUKEHHBIHN anmeTHT,
cpbIruBaHue. Poquiics ¢ KIMHUYECKON BPOKAEHHON KUIIEYHOW HEMTPOXOAUMOCTHIO . Hanoxxena
uieocroma. [lo crome onpenensercs BOAIHUCTOE KUIIEYHOE COIEPKUMOE C KUPHBIM OJIECKOM.
B Tedyenue nocneaHen HeAeIM OTMEYAETCS Kalllellb, TeMIlepaTypa HopMmaibHasa. Co CJIIOB MaMbl
KO’Ka peOCHKa UMEEeT BEIPAKCHHBIN COJICHBIN BKYC

1)IIpenmnonoKuTeabHbIA TUarHo3.

2)MeTo1bl AMarHOCTUKA

Omanon omeema
1)MykoBHCITHA03
2) OmnpeneneHue ypoBHS XJIOPUJIOB 10TA, KOMIPOrpaMMa, aHAJIM3 KaJla Ha MMAaHKPEeaTUYECKYIO
anacrasy, ucclieZJoBaHrue 4acThix MyTanuii B reHe CFTR

3ananue 72 Ilamuent - myxunna 23 rona. JXKanoOsl Ha Oecruionue. B neTcTBe yactoie
pecnupaTopHbie 3a00seBaHusl, CHHYCUTHI. [IpOBOAMINCE MYHKIIMKA BEPXHEUYENIOCTHBIX Na3zyX. [1o
JAHHBIM CIIEPMOTPAMMBI — a300CIIEPMHUS

DIIpennosioKuTeIbHBIA TUArHO3.

2)MeTo1bl TMarHOCTUKH

Omanon omeema
1)MykoBuCIH103
2) uccienoBaHue yacTeix MyTanuii B rene CFTR

3ananue 73 Ha nmpuem oOpartuiachk MaTh peOeHKa ¢ pe3yiabTaTaMi HEOHATAbHOTO CKPUHUHTA.
Manbuuk 8 nuelt xu3HU. KanoOsl Ha )KENTYINIHOCTh KOXKHBIX IOKPOBOB, CPHITUBAHUE, YKHUJIKHIA
ctyn. [1o pe3ynbraraM HEOHATALHOTO CKPUHUTA: 00IIas TalakTo3a KPOBH 27 MI/IT

)IIpennonoKuTenbHbli 1UarHo3.

2)MeTo 16l AMarHOCTUKH

Omanon omeema

I)I"'anakrozemust



2) aHanmu3 aKTUBHOCTH (pepMeHTa ranakto3o-1-ochar-ypuaunrpancdepass (I'AJIT),
JHK-nuarnocruka (resa GALT)

3ananue 74 Ilanuent-neBouka 1,5 ner. C 3 qHS )KU3HU peUUANBUPYIOILNE STU30bl PBOTHI,
CIyTaHHOCTU co3HaHus. Habmronaercss HEBPOJIOroM B CBSI3U C 3a/IepKKON pa3BuTusi. B kpoBu
otMeyvaeTcst Metabommyeckuii aru03. TMC kpoBu: C3 NOBBIIIEH, aMUHOKUCIIOTH B MOYE —
MOBBIIIEHUE METUIIMAJIOHOBON KHUCIIOTBI

) IpennosoxurenbHbI AUATHO3.

2)Merobl AUArHOCTUKU

Omanon omeema

1)MeTunmanoHoBas auuaypus

2) MonekynspHO-T€HETUYECKOE UCCIIEJOBAHHE

3ananue 75 Ianuent 20 aueit xu3nu. Haxonutcs B APO ¢ KIIMHUKON NOJMOPraHHOMN
HJIOCTaTOYHOCTH. B Bo3pacTe 5 cyTOK XM3HU COCTOSIHHE peOeHKa pe3KO YXY/IIHIOCH 3a CYET
HapacTaHUsl HEBPOJIOTMYECKOW CUMIITOMATHKHU B BUJE cuHipoMa yraetenus [[HC,
reHEePAIM30BaHHBIX CYIOPOT B KpoBHM 0TMEUaeTcsi MeTabOIMYeCKUi JTaKkTaT-au103. B Moue
MalMEeHTA TOBBIIICHA KOHIIEHTPAIHS 3-THAPOKCUIIPOITMOHOBAS KHCIIOTa

)IpennosnoxutenbHbI AUATHO3.

2)MeTo1bl AMarHOCTUKA

Omanon omeema

1)IIpormmoHoBas aruypus

2) TMC, npoBenenue cekBenupoanusi metogoM NGS, Bkimouarommuecs B cedst rensl PCCA
u PCCB

MK-7

3anaHus 3aKpbHITOr0 THIIA

3amganue 1. UHCcTpykus: BeiGepure ouH MpaBUIbHBIN OTBET
BposxnenHoil atpe3ueil Ha3bIBatOT

OtcyrcTBUE OpraHa

Hezapamenue orBepcrust

CMelnieHne ecTeCTBEHHOTO OTBEPCTHUS

OTcyTcTBUE €CTECTBEHHOIO OTBEPCTUS

pwbdE

Omanon omeema: OTCYTCTBI/IG CCTCCTBCHHOI'O OTBECPCTHA

3ananue 2. UHcTpykuus: Beibepute oauH NpaBUiIbHBIN OTBET

Bposx1IeHHBIM TOPOKOM pa3BUTHS ABJISETCS

Hapymenue ¢pyHkuuu oprana

BposxaenHoe HapylieHne oOMeHa BEeIlecTB

BposxzieHHO€E HapylIeHHe YMCTBEHHOTO Pa3BUTHS

CTpyKTYpHBIi 1eeKT opraHa, COpoOBOKIAIONIUIICS HapyILIEHHEM ero QYHKIUH

pwbd PR

Omanon omeema: CTpyKTYpHBIH 1e(EeKT OpraHa, COpOBOKIAIOIIUICS HAPYILIEHUEM €TI0
GbyHKITII

3amanue 3. UncTpykuus: BeiOGepuTe 0 1H NIpaBUIbHBIN OTBET



MowbRE

[Topox pa3BUTHS, BCTPEUAIOLIUIICS KaK CAaMOCTOSITEIbHO HACIEyeMbIH TIOPOK C
ayTOCOMHO-JIOMUHAHTHBIM THIIOM TIEpeayuu, TaK H KaK CUMIITOM TPU JPYTUX
CHHJIpOMaX, Ha3bIBACTCA

DKTPOJIaKTUIIUSA

Kpunropxusm

Amnasus 60JBIIOTO MaNbla

I'uaponedanus

Omanon omeema I'mapouedanus

3ananue 4. Unctpyknus: Beibepute ouH npaBuIbHbIA OTBET

el N =

CoueTanne MHOYKECTBEHHBIX TTOPOKOB Pa3BUTHS, SIBJISIONIUXCS PE3YIBTATOM OJHOTO
MIEPBUYHOTO BPOKJIEHHOTO MOPOKA, Ha3bIBAIOT

HexnaccuduiupoBanusim komriekcom BITP

Cunapomom

Accoumanuei

CrnencrBueM

Omanon omeema: CIeICTBUEM

3ananue 5. Unctpykius: Beibepute ouH npaBUiIbHBIA OTBET

i N =

Muxkpornedanus mpu CHHIPOME aJTKOTOJIBHOTO TI0a OTHOCHTCS K
JAu3pynuusim

Jucnnazusam

Manshopmarusam

Jedbopmarusam

Omanon omeema:. JIn3pyniumsam

3amganue 6. UHcTpykus: BeiGepure oMH MpaBUIbHBIN OTBET

pwbdPE

K nedexram HepBHOM TPYOKH HE OTHOCHUTCS
AreHes3us MO3)KeuKa

CIMHHOMO3roBas IpbbKa

AmndHedanus

sHIe(daIoeNne

Omanon omeema: AreHe3ust MO3KeUKa

3ananue 7. Unctpykuus: Beibepute oAMH MpaBUIIbHBII OTBET

el e N

Kapuortun 46,XY,del(7)(p11.23) xapakTepeH it CHHAPOMA
Cotoca

Bunbsamca-bolipena

Jlexena

Hu [Txopmxu

Omanon omeema: Bunbsimca-bolipena

3ananue 8. MHcTpykuus: BeiGepuTe 01H MpaBUIbHBIN OTBET

1.
2.

K kanHngeckum MMpU3HaKaM CHUHApOMaA bexpura-BuaemaHna oTHOCST
KpLIJ'IOBI/I,Z[HLIe CKJIaAKH Ha IICcC, MOHTOJIOUJHBIN pas3pes riia3
KOpOTKYIO IICI0 C U30BITKOM KOXU U KPBUIOBUIAHBIMHU CKIJIaIKaMHU



3.
4.

I'uneprenopusm
Bonbiyio Maccy mpu poXKASHUHU UITH MOCTHATAIBHOE OIEpeXeHUEe (PU3UIECKOTO
pa3Burtus

Omanon omeéema: bonblryro MacCy PH POXKACHUHU WIN MOCTHATATIBHOE ONIEPEKECHIUE
(U3NIECKOTO pa3BUTHS

3ananue 9. Unctpykius: Beibepute ouH npaBUiIbHbINA OTBET

PondE

MukpodTansMueii Ha3bIBaOT
YMeHbIIEeHHBIN pa3Mep IJIa3HbIX 010K
bimmskoe pacnonoxenue rias
OTCYTCTBHE IJIa3HOTO s0JI0Ka
MaJICHBKHE TJIa3HbIE LIENIH

Omanon omeema YMEHbILIEHHBIA pa3Mep IIa3HbIX S0I0K

3ananue 10. Mactpykuus: BeiGepure oauH NpaBUIbHBIN OTBET

PonbE

Bri6epute npaBuUibHbIE YTBEPHKICHUS:
IMPOTHATUA - HUXKHAA YCIIIOCTh, BRICTYIIAIOIIasA BIICPE 110 OTHOIICHHIO K BerHeﬁ;
SMUKAHT - 3TO cpocuirecst OpoBH;
TUIICPTCIIOPHU3M - OTO OIIYIICHHBIC HAPYKHBIC YIJIbI I'J1a3;
MUKPOTHATHS - 3TO MaJlble pa3Mephl BEpXHEH YEIOCTH;

Omanon omeema: MUKPOTHATHUS - 3TO MaJlble pa3Mepbl BEpXHEH YeTIOCTH

3amanwue 11. UacTpykuus: Beibeprre oauH MpaBUIbHBINA OTBET

1.

wmn

Bri6epute npaBuiibHbIE YTBEPHKICHUS:

KaMIITOJAKTHIINA - crTu0aTenbHasi KOHTPaKTypa MPOKCUMaJIbHBIX MeK(aaaHTOBbIX
CYCTaBOB;

SMUKAHT - 3TO cpocuIrecs: OpoBH;

TUIEPTEIOPHU3M - 3TO OMYIICHHbIE HAPY>KHBIE YTJIbI IJ1a3;

(GuUIBTP - 3TO KOXKHAS KPHUJIOBH/IHAS CKIIaIKa

Omanon omeema: KaMIITOJaKTHJIUA - crubarenbpHas KOHTPAKTYypa IPOKCUMAJIbHbBIX
Me)I((baJ'IaHl"OBBIX CyCTaBOB

3anmanue 12. Unctpykuus: Beibepure o1MH NpaBUIbHBIA OTBET

el N =

K IIpU3HaKaM Y -cllenaeHHOT0 THIIa HACJIEOBAHUS OTHOCSATCS:
rnepeaada TOJbKO I10 MY)KCKOﬁ JIMHUHU BCEM JCTAM,
rnepeaada TOJbKO I10 MY)KCKOﬁ JIMHUHM BCEM MaJIbUHMKaM,
nepeaada TOJbKO OT MAaTCpU K ChIHY,
OTCYTCTBHC IIOTOMCTBA Y 00JIBHOTO MYKXYUHBI.

Omanon omeema. nepeaada TOJbKO IO My)KCKOI\/’I JIMHUH BCEM MaJIbUYMKaM

3ananue 13. MHcTpykuus: Boeibepure oluH npaBUIbHBINA OTBET

el N =

I[CI\/'ICTBI/IG MYTAaHTHOTO I'€Ha IIpUu MOHOI'€HHOM IaTOJIOTUHU MMPOABJIACTCA:
TOJIBKO KIIMHUYCCKUMH CUMIITOMaMU;

Ha KIIMHHYCCKOM, OMOXMMUYECKOM U KIIETOYHOM YPOBHIX;

TOJIBKO Ha OIMPCACIICHHBIX 3Tallax oOMeHa BCIICCTB,

TOJIBKO Ha KJICTOYHOM YpPOBHC.



Omanon omeema: Ha KIMHHUYCCKOM, OMOXMMHYECKOM M KJICTOYHOM YPOBHIIX;

3ananue 14. Muctpykuus: Beibeprure oMH NIpaBUIbHBIN OTBET

el oA =

OtHonoruueckue (pakropbl MOHOTEHHON HACIEICTBEHHOM MaTOJIOTHH:
IIEPEHOC Y4aCTKa OJHOU XpOMOCOMBI Ha IPYIYIO;
n3meHenue ctpykrypsl JJHK, myranus rena;
B3aMMO/ICHCTBHE TEHETHYECKUX U CPEIOBBIX (DAaKTOPOB;
Aenenus, AyIUIMKalys, TPaHCIOKaus y4aCTKOB XPOMOCOM.

Omanon omeema: usmenenue crpykrypsl JJHK, myranus rena

3ananue 15. Mactpykuus: Beibepure oauH NpaBUIbHBIN OTBET

N

JaiiTe BepHOE onpeneneHue. ApTpoxanasus — 3T0. ..

pa3z00JTaHHOCTh CYCTaBOB

OTCYTCTBHE LIIUTOBUIHOM KeJe3bl

coueTaHHue MOPOKOB PA3BUTHUS HESICHON 3THOJIOTHH, BCTPEUAIOIIEecs Yallle YeM MOKHO
ObLI0 OBl OKUIATH OT MPOCTOM CIy4yailHOCTH

MHOKECTBEHHBIE BPOXKIEHHBIE KOHTPAKTYPhI CYCTaBOB

Omanon omeema: pa300JITAHHOCTb CYCTABOB

3ananue 16. Unctpykuus: BeiGepure oiMH NpaBUIBHBIN OTBET

el NS =

Bepaoe onpenenenue. Manbdopmarmust — 370 ...

MOPOK Pa3BUTHS, BI3BaHHBIN HEMPaBUIbLHBIM (DOPMHUPOBAHUEM TKaHEH

YBEIIMYEHHBIN TOJIOBHOM MO3T

YBEJINYCHHBIE YIITHBIE PAKOBUHBI

CTOMKOE coueTaHue MOPOKOB Pa3BUTHS, HE BHICTPAUBAIOLIEECS B €IUHYIO LIETIOUKY
COOBITHH (KaK CEKBEHIIMSA), & BLI3BAHHOE PA3IMYHBIMU HAPYIICHUSAMHU Pa3BUTUS OHO M

HJIM HECKOJBKHMX TKaHEH

Omanon omeema: MOPOK pa3BUTHS, BEI3BAaHHBIM HEMTPABUILHBIM (DOPMHPOBAHHEM
TKaHel

3amanue 17. UuacTpykuus: Beibeprre ouH MpaBUIbHBIA OTBET

el N =

Coueranue HEHPOCECHCOPHOHN BPOXKAEHHOI/paHHEH TYTOYXOCTH, C BECTUOYISIPHBIMU
HapylLIeHUsIMH U ¢ O6osiee no3aHeit manudecranueit tuddysnoro 306a /pexe
TUIIOTHPEO3a

cunapoma [lenapena

cunapoma Kapsemna—Jlanre-Humnbcena

cunapoma BaapaenOypra, tum [

MyKormoaucaxapuaosa, T 111

Omanon omeema: cunpoma [lenapena

3ananue 18. MHcTpykuus: Beibepyure oluH NpaBUIbHBINA OTBET

e N

Bposxnénnas rumnepruiasusi KOpbl HAAMOYSUHUKOB Hanbosiee yacTo 00ycnoBIeHa
HEJI0OCTaTOYHOCTHIO

17,20-nma3bt

3-06eTa-TuapoCTEPOUAPETYKTA3bI

21-runpokcumnassl

JlecMo1a3bl



Omanon omeema: 21-ruapoKcuiazbl

3ananue 19. Muctpykuus: Beibeprure oMH NIpaBUIbHBIN OTBET

o e

Hanwuue dunanenbPuitckoit XpOMOCOMBI CYUTACTCS TATOTHOMOHUYHBIM JIJIsT
OCTPOr0 MUEJIOUHOTO JIeiK03a

paka npeacTaTeIbHOM JKeJe3bl

XPOHUYECKOI0 MUEIOUHOIO JeiKo3a

. PaKa MOJIOYHOM KeJIe3bl

Omanon omeema. XPOHHUYCCKOI0O MUCIIOUTHOTO JIEWKO3

3ananue 20. Mactpykuus: Beibepure oauH NpaBUIbHBIN OTBET

=

w

Anowmanap IIbepa PoOena Bkitoyaer

pacmienuHy HEOA BCIIEACTBHE BRIPAKEHHONH MUKPOTEHHH U TII0CCONTO32

JIUIIEBbIE AHOMAJIMH U TUTIOTUIA3HIO JIETKUX BCIIEICTBUE areHEe3NH TOYEK Y II0/1a
MMAIJIOBOTUS

THIPOHEPPO3 BCIESACTBUE CTEHO3a MOYETOUHHKA

rujporedanuio, KOCOIanoCcTh U HapylieHne (PyHKIMI OpraHoB MaJIOTO Taza y peOeHKa
CO CIIMHHOMO3T'OBOM I'PbDKEN

Omanon omeema: pacuiennHy HEOA BCIEICTBHE BBIPAXKEHHON MUKPOT'€HUU U
[JI0CCONTO3a

3amanwne 21. UuacTpykuus: Beibeprre ouH MpaBUIIbHBIA OTBET

robRE

XapakTepHbIM JIJIs TOPMOHAJIBHBIX MOKA3aTeNeH 11 NalMeHToB ¢ CHHApoMoM Jle JIs
[anenns sBasercs

cHKeHHbIN ypoBeHb JII'T u ®CIT

noBbIIeHHBIA ypoBeHb OCI', HOpMaIbHBII UM CHUKEHHBIM YPOBEHb TECTOCTEPOHA
MOBBILIEHHBIA YPOBEHb TECTOCTEPOHA U UHTUOMHA

HOPMaJIbHBIA YPOBEHb TOHAIOTPOIIMHOB U TECTOCTEPOHA

Omanon omeema: noBbiieHHbINH ypoBeHb OCI', HOpMaJIBHBIN WJIM CHUKEHHBI YPOBEHB
TECTOCTEPOHA

3amanue 22. Unctpykuus: Beibepure oiMH NpaBUIBHBIN OTBET

el NS

K kmuHHYECKMM MpU3HAKAM, XapaKTEPHBIM JUTsS CHHIpoMa Mapdana, OTHOCST:
EnuHCcTBEHHYO Cri0aTeNbHYIO CKIIaIKy Ha JIAJIOHAX U MU3UHIIAX
YMCTBEHHYIO HEJOCTATOYHOCTD

bpaxunedanuto

Oubpo3HBbIE KOHTPAKTYPHI MANBLIEB U KOJICHHBIX CYCTaBOB

Omanon omseema. (DI/I6p03HLIC KOHTPAKTYPbI MAJIBICB U KOJICHHBIX CYCTAaBOB

3ananue 23. MHcTpykuus: Beibepyure oluH NpaBUIbHBINA OTBET

N

3aJepKKa pocTa U YMCTBEHHOTO Pa3BUTHsI B COUETAaHUU C TUIIEPTPUXO30M U JIMLIEBBIM
T3MOp(GU3MOM (BBITHYTBIE OpOBH, CHHO(PH3, 3aMaBIiias MEPEHOCULIA) XapaKTepHa JUis
CHUHJpOMa:

Kopnenuu ne Jlanre

Aapckoro

Hynan



4. CunbBepa-Paccena
Omanon omeema: Kopuenuu ae Jlanre

3ananue 24. Muctpykuus: Beibepure oMH NpaBUIbHBIN OTBET

[Ipu Tupo3uHEMUM 1-T0 TUIIA TPUHLIMIT JUETOTEPANIUH 3AKJIFOUAETCS] B OTPAHUYEHUH
MOCTYIUIEHHUSI B OPraHU3M:

JIn3unHa u apruHuHa

Tuposuna u penmnanannHa

JIn3uHa 1 METHOHHUHA

MeTrnoHnHa 1 apruHAHA

NS

Omanon omeema: Tuposuna u peHmIaTaHNHA

3ananue 25. Mnctpykuus: BeiGepure oauH NpaBUIbHBIN OTBET
Cxommo3 (yron 6osee 20 rpaaycoB), CIOHIWIONKUCTE3, OTPAHUYECHHUE pa3ru0aHus B
JIOKTEBOM CYCTaBe, MEMAIbHOE CMEICHHE METMAIBHOM JIOJJBDKKH, TUIOCKOCTOIINE,
MPOTPY3Hs BEPTIIYKHOW BITAJAWHBI JTFO0O0H CTETICHN SIBJISIOTCS AUArHOCTUYECKHUMHU
MpU3HAKAMH CHHJIpOMA:

1. Jlayna

2. DnBapjca

3. Mapdana

4. Knaitndenbrepa

Omanon omeema Mapdana

K-7
3ajaHus OTKPHITOrO THUIIA

3aganue 1 'emoxpomaro3s

Omanon omeema:. HacnencreHHoe 3a00JieBaHUE, XapaKTEPU3YIOLIEECs MTOBBIIIEHHBIM
BCaChIBaHUEM >Ke€JIe3a B KUIICUYHUKE U OTJIOKEHHEM B OpraHax U TKaHSX JKeJIe30CoAepKaIlnx
MMUTMEHTOB (MPENMYIIECTBEHHO B BHJIE TeMOCUICPUHA) C pa3BUTHEM (Pubpo3a.
Pacnipoctpanennocts 1:200 - 1:300 (B eBponelickoii momymsiiuu). I'erepo3urotoe
HOCHUTEJIBCTBO MATOJOTHYECKOTO reHa orMeuaercs y 10-13% nacenenus. MyXx4uHbI 00JICIOT
npeanoaoxuTensHo B 10 pa3 vare xeHuH, B Bo3pacte 40-60 neT, a >KeHUIUHbBI TOCIe
MeHomnay3bl. [larorenes Hegocrarouno u3ydeH. Kiaccuueckuii reMoXpoMaTo3 NpecTaBIiseT
co0oii cTyreHuaThiil mpouecce, HaunHaronuiics myTtarueit HFE-rena, Hapymenuem HachImeHust
TpaHceppruHa, yBeTUUCHUEM CHIBOPOTOYHOTO (heppUTHHA U 3aBEPIIAIOIINIICS AETTOHUPOBAHUEM
’Kele3a B )KU3HEHHO Ba)KHBIX OpraHax, MpexJie BCero B reyeHu, ¢ popmupoBanuem ¢pudpos3a u
uuppo3a. 'eMoxpomMaro3 - moMMcUHAPOMHOE 3a00JIeBaHNe, KIMHUYECKUE TPOSBICHHUS] KOTOPOTO
HE SBISIOTCA cneruuuHbIiMU. Hannune KIMHUYeCKUX MPU3HAKOB FeMOXpoMaTo3a TeCHO
COTIPSKEHO CO CTEMEHbIO0 HAKOTICHUS jKele3a B TKaHsAX. KpuTudeckoii sBiseTcss KOHIICHTPAIUs
&Kelesa, peBpiaromias Hopmy 6osee yem B 10-20 pa3. Yamie 3to npoucxoaut nocie 30-40 ser.

3ananue 2 Hapymenue oOMeHa nop¢upruHOB U cuHTe3a rema. O01mas XapakTepucTHKa.
[TpuHIIMTIIBI AUATHOCTUKY.

Omanon omeema: 3aboieBaHMsl, B OCHOBE KOTOPBIX JIeXkKAT MOBPEXJICHHUS B CHHTE3€ I'eMa,
Ha3BaHbl noppupusMu. VX pa3BuTHE Yalle BCEro CBsI3aHO C HACJEICTBEHHBIMU Je(eKTaMu B
(epMeHTHBIX cHcTeMaX, OTBETCTBEHHBIX 3a aHAa00JIM3M NoppHpuHOB.B 3aBucUMOCTH OT
JIOKaU3alliK HAapyLICHUH pa3indyaioT SpUTPONOITUYECKHE (AaHOMAIUK B 0OMEHEe OP(PUPUHOB B
KOCTHOM MO3r'€) U eYEHOUHBIE (TT0X0KHME CIBUTH B T'eMaTOLUTAX) TUIIBI, OTINYAIOLIUECS Py
oT Apyra aedexkraMu pa3HbIX TeHoB.OTHAKO UCTOPUUYECKHUE XPOHUKU BPEMEH CPETHEBEKOBBS
COXPAHMJIM ONIMCAHUS CEMENCTB, Y WIEHOB KOTOPBIX OTMEYAINCh YEPThI, CBOMCTBEHHBIE
TSDKEIIBIM (hOpMaM 3TOTO CTpaiaHUsl, MPOSBIISIONINECS KOXKHBIMH, HEBPOJIOTUYECKUMU



IICUXUYECKUM U a0JOMUHAIBHBIMUCUMIITOMAaMHU (KJIMHUKOM OCTPOTro KMBOTA, TOILHOTOM,
PBOTOH, 337IEpAKKOI CTyJIa; AMUISNTUYECKUMU NPUNIaJIKaMH, I1ape3aMu, apajinyamu,
[IOJINHEBPUTAMM, 3pUTENIBHBIMH U CIIyXOBBIMU T'AJUTIOLIMHALIUSAMH, CIETIOTON), a TAKKe
AHOMAJIBHO BBICOKUM BBIJICNICHHEM MTOP(HUHOB C MOUOI MK KajoM. HekoTopsle mpu3Haku
00JIe3HN — KPACHBIM OTTEHOK 3yOOB U KOCTE, CBOCOOpa3HBIN IIBET KOXKU, H3MEHEHHOM
BOJIJIBIPSIMH, SI3BaMU U pyOLIaM#; HOYHOM 00pa3 KU3HU, 00yCIOBICHHBIN (OTOEPMATHTOM,
CTIIOHTAaHHOE CBEYCHNE HEKOTOPBIX TKAHEH M BBIJIENICHHUI OOIBHOTO, TPUXOTH BKYCa, CBSI3aHHBIC
C aHEMUEMH, — CTOJIb SIPKU ¥ HEOOBIYHBI, YTO BBI3BIBAIOT B IMTAMSTH OIMCAHUE OOJIMKA W IOBECHHUS
MU(pHUIECKUX BypJaiakoB wiu BamrnupoB.B Poccun wame BoisiBisirorest OITI u [TKTT. [lost
[IEPBOM XapaKTepeH KOMILIEKC CIIEIYIOIUX CUMIITOMOB: TaxXUKapus, nosbiienue AJl,
KOJIMKOOOpa3HbIe OOJIH B KHUBOTE, IPU3HAKH MTOJUHEBPUTA, CYAOPOTH, H3MEHEHUS TIOBEACHUS,
SMOIMOHANIbHAS JAOUIIBHOCTD, AECTIPECCHS], TAJUTIOLMHALIUY, [Tape3 AbIXaTeIbHOW MYCKYIAaTyphl U
np. CriocoObl TMarHOCTUKUA OCHOBAHBI HA BBISIBIICHUH U30BITOYHOTO KoJimyecTBa S-AJIK,
nopdobunnHoreHa u oomux noppupunos.llo3nusas koxHas noppupus (IIKII) npossnser ceds
MOBBIIIEHHONW CBETOUYBCTBUTEIBHOCTHIO, IITYOOKUMU OPAKEHUSIMHU KOXKH, 00YyCIOBICHHBIMU
(hoToceHcMOMIM3aIMEn, HTHOT]a KITMHUKON «OCTPOTO YKHUBOTAY.

3amanne 3 MykoBucummno3 OOmias xapaktrepucTuka. [[puHIUITBI THarHOCTHUKHY.

Omanon omeema: SIBnseTcs: HacIeACTBEHHBIM 3a00JI€BaHUEM KeJle3 BHEIIHEeN
CEKpEINH, MPOSIBISIETCS B TIEPBYIO OYEPEIh MATOJIOTHEH CO CTOPOHBI JKEITyTOYHO-KUIIIEIHOTO
TpaKTa U JIbIXaTeIbHON CUCTeMBI. [IOBBITIICHHAs BA3KOCTh CEKPETA HKEJIe3 BHEITHEH CEKPEeIun
MPUBOIUT K XPOHUUIECKOMY BOCTIAIUTEITLHOMY TIPOIIECCY B JIETKUX, YK30KPUHHON
HEJIOCTATOYHOCTH TOIKETY0UYHOMN KENe3bl, FenaToOnInapHoi MaToJOTUN U aHOMAJTHHO
BBICOKOMY COJEPKAHHIO 3JIEKTPOJIUTOB B 1OTe. /[naruo3 cTaBsAT Ha OCHOBAHUU JAHHBIX
WCCIIEIOBAaHUS MOTA WIK UACHTU(UKALUY 2 BApUAHTOB I'eHa, BHI3BIBAIOIINX MYKOBHUCIIHIO3, Y
OOJILHBIX C MOJIOKUTEIHHBIM PE3yIbTATOM HEOHATAIbHBIX CKPUHUHT-TECTOB WJIM XapaKTEPHBIX
KIIMHUYECKUX Mpu3HaKoB. OTBETCTBEHHBIN I'eH JIOKAJIM30BaH Ha JJTUHHOM IJIe4e XPOMOCOMBI 7.
OH koupyeT MeMOpaHOACCOIMUPOBAHHBIN OEJIOK, Ha3bIBAEMBI MYKOBUCIIHI03HBIM
TpancMeMOpaHHBIM peryisitopoM npoBoaumoctu (CFTR). Hanbonee pacnpoctpaneHHas
BapuaHTamu rena, F508del, Bcrpeuaercs npumepHo y 85% amneneii; Obuin
unentuunrpoBansr> 2000 meHee pacnpoctpaneHHbIX BapuaHToB CFTR.

3ananue 4 CUHIPOMBI IEPBUYHBIX UMMYHOIC(UIIUTOB SBISIOTCS T€HETUYECKH
MpeIoNpeeIEeHHBIMI UIMMYHOIEDUITUTAME C UMMYHHBIMU U HEUMMYHHBIMU J€(EKTaMH.
Omanon omeema:. HeuMMyHHbBIE ITPOSIBIICHHUS 4aCTO JIETYe pacro3HaTh, YEM CaM
uMMmyHoepuiuT. [Ipumepamu ciry:kat aTakCUs-TEIeaHTUIKTa3usl, TUIIOTIA3USI XPAIIEH U
BoJioc, curpoM u [Ixxopmxku, cunapom runep-l1gE u cunapom Buckorra — Ongpuya.
HecmoTps Ha HanmM4YKMe UMMYHOJE(PHUIIUTOB, Y HEKOTOPHIX MAIIHEHTOB TAKKE
pa3BHUBAIOTCS ayTOMMMYHHbBIE paccTpoiicTBa. UMMyHOIeUITUTHI OOBIYHO MPOSIBIISIFOTCS
PELUAUBUPYIOMUMH HH(DEKIIMOHHBIMHU TTpolieccamu. Bo3pacT, B KOTOpOM HaualKuCh
peluauBHpYOIKUe HHMEKINH, AaeT KI0Y K TOHUMAaHHUIO TOT0, KAaKOW KOMIOHEHT UMMYHHOM
CUCTEMBI BiHseT. TeM He MeHee, [Tl MOATBEPKICHUS TUarno3a uMmMyHoaeuiinta Heo0XommMo
MpoBe/IeHUE crenupuuecKux TecToB. JIedeHne u mporHo3 Mpu MepBUYHBIX UMMYHOIEPUITUTHBIX
HapyILIEHUAX 3aBUCUT OT KOHKPETHOTO pacCcTpoicTBa

3a,Z[aHI/Ie 5 Kuiieunslie Aucaxapu103hl. 0611_[2[5{ XapaKTCPUCTHUKA. HpI/IHI_II/IHLI JUArHOCTHUKH.
Omanon omeema.Kuieunnie AUCaxapua03bl — HECIIOCOOHOCTh K YCBOCHHIO
OTACJIbHBIX BUAOB YIJICBOAOB BCICACTBUC JIC(I)I/II_II/ITE[ OJJHOT'O UJIN 0oJiee KUIICYHBIX (I)CpMCHTOB.
Knuanueckue MMPOSABJICHUS BKIIIOYAIOT JUAPCHO, B3AYTUC ) KUBOTA, IIOBBIIIICHHOC
ra3oo6pa3OBaHHe. I[I/Ial“HOIS OCHOBBIBACTCA HA KIIMHUYCCKUX NAHHBIX U PE3YyJibTaTax
BOJOPOAHOI'O ABIXATCIBHOI'O TCCTA. JledeHue 3aKi04aeTcs B MCKIIOYECHUU yHOTpCGJ'IeHI/I}I
«BUHOBHOI'O» JUCaxapujia. B HOPpMC JucCaxapuabl paClICINISAOTCA 1O MOHOCAXapua0B



JUcaxapuazaMu (B YaCTHOCTH, JIaKTa30i, MajabTa30l), pacliooKEHHBIMU Ha IIETOYHOU Kaiime
SHTEPOLIMTOB TOHKOTO KHIIeYHHKa. Hepaciieniaennsie qucaxapu sl 0071a1at0T BHICOKOR
OCMOJIAPHOCTBIO, IIPUBJICKAIOIIEH BOLY U 2JIEKTPOJIUTHI B IIPOCBET KUIIECYHHUKA, YTO IIPOSBIIACTCS
BOJSIHUCTOH auapeeii. Benenctsue nepepaboTKH yriaeBo0B MUKPOGIOPOH B TOJICTON KUIIIKE
00pa3yroTcst ra3sl (BOJIOPOI, IBYOKUCH YIIIEpOJia, METaH), YTO COTMPOBOXKIACTCS U30BITOYHBIM
OTXOKJCHUEM ra30B, B3{yTUEM U PACTSKEHUEM KUBOTA, OSIBICHUEM OOJIM B KUBOTE.
Bo03M0XHO ITpUMEHEHNE MOJIEKYJIIPHON AMArHOCTUKH JUIS IOATBEPKICHUS JUArHO3a.

3amanne 6 Knunuka. /lnarnocTuka, jedenne, npo(uirakTuka HacIeICTBEHHBIX CHHIPOMOB C
[IPEUMYILECTBEHHBIM HapyLIEHUEM CEPAEUHO-COCYAUCTON CUCTEMBI.

Omanon omeema:. OCHOBHBIM MTPU3HAKOM MPOOJIEM C CEPACUHO-COCYAUCTON CUCTEMOM
sBisgeTcs 00 B obnactu cepama. OHa MOKET OTJaBaTh B PyKy, LI€I0, JIONATKy U ObITh
CUMIITOMOM CT€HOKap/Auu, HHPapKTa, uiieMun. YacTo BCTPEUAIOLIUICS CUMIITOM — OJIbIIIKA
— SIBJIIETCS IPU3HAKOM CEP/ICYHOM HEOCTaTOYHOCTH. YUalleHHOe cepleOneHune, onyeHne
nepe0oeB B paboTe cep/ilia — CUMITOMBI apUTMHHU. Tskenast cep/ieuHas HeJJOCTaTOYHOCTb
MPOSIBIISIET ce0s1 OTeKaMU KOHEYHOCTE. [{71s1 mccienoBanus Jito1ed, CTpaaaroliuMu
3a00JIEBAHUSIMU CEPJIEYHO-COCYAUCTON CUCTEMBI, TPOBOASTCS BU3yalbHbI OCMOTP, NabIalNs,
nepkyccus, ayckynbranus. O6s3arensasl DK, OxoKI', BekTopkapanorpadus, uccieaoBanus
reMOJIMHAMUKU U (YHKIMOHAIBHOTO COCTOSIHUS CEp/ilia U COCY/I0B, 30HINPOBAHHUE,
peHTreHorpadus, 1abopaTopHble UcciaeaoBaHus (Mouu, KpoBHu). [loaTBEpKaarommuM MeTo10M
MOJXKET CIY)KUTh MOJIEKYJISIpHasl UarHoCcTHKa.JIeyeHne mpoBOUTCS B 3aBUCUMOCTH OT
BBISIBIIEHHOTO 3a00JI€eBaHNUs y KApAMOJIOTa UM TEpareBTa.

3amanne 7 Knunanka. Jluarnoctuka, jedenue, mpodrirakTuka HacaeACTBEHHBIX CHHIPOMOB C
MPEUMYIIECTBEHHBIM HAPYIICHUEM YHIOKPHHHON CHCTEMBI.

Omanon omeéema: Hanboiee 4acto cpeid KIMHUYECKUX MPU3HAKOB, Pa3BUBAIOIIMXCS
BCJICAICTBUE HAPYIICHHSI SHIOKPUHHOTO OajiaHca, ClieyeT Ha3BatTh ovcuperue. OHO MOKET ObITh
BBI3BaHO I'CHETHYCCKUMHE JepeKTaMu B KJIETKaxX rUmoTanamyca: cunopom Ilpadepa—

Bunnu (syndrome Prader-Willi) BciencTBrue XpoMOCOMHBIX aHOMAIHit; cunopom Jloypenca-
Myna—Bapoe—Buona (Syndrome Laurence-Moon-Bardet-Biedle) (nacrieayercs mo ayrocoMHO-
PELIECCUBHOMY THILY); cunopom Anvcmpema (syndrome Ahlstrom), umerommuii mo00HbIH THIT
HACJICIOBAHUSI, COMPOBOXKIAIOIIMIACS TAKXKE CUMIITTOMAMHU CaxapHOTo auadera,

Hedponaruu; cunopom babuncrkozo-@penuxa (Syndrome Babinski-Frohlich) usz-3a
HAJIMYECTBYIOIIECTO [IPU 3TOM THIIOTOHA/M3Ma HHOT/1a Ha3bIBAIOIIMICS A0UN030-2eHUMAIbHOU
oucmpocueii. Kpome T0ro, y TAKUX MAMEHTOB MOT'YT BO3HUKHYTh CHMITTOMbBI HECAXapHOTO
nuabeTa, HU3KUI pOCT, MH(MDAHTUIIN3M; BEPOSATHON MPUYNHON CYMTAIOT MyTAllUU B FCHaX,
OTBETCTBEHHBIX 32 CHHTE3 MPOrOPMOHOB ajieHorumnodusa. K cumnromam 0xupeHusi 00bIYHO
npucoeauustores u apyrue. Cunopom Jloypenca-Myne-Bapoe-buons (Syndrome Laurence-
Moon-Bardet-Biedle) nmposBisieTcss THIIOrOHAAM3MOM, [TOJUAAKTHIMEN, ITMTMEHTHOM
JIeTeHepaIiell CeTYaTKH, BIUIOTh JI0 MOTEpH 3peHus K 20 roaM, CHUYKEHHBIM HHTEJLICKTOM.
OskupeHre ¢ BO3PACTOM MPOTrPecCHpyeT. AyTOCOMHO-PEIECCUBHBII THIT HACTIECI0OBAHHSL.
[TpuunHa, BEpOSTHO, FTeHETHUECKUI Te(eKT 00pa30BaHUs KOPTUKOCTEPOUIOB. JIedeHue He
pa3pabotano./[JIst MHOTUX HACJIECTBEHHbBIX 00JIe3Hel SHIOKPUHHON CHCTEMBI XapaKTepeH
noJUMOPGH3M; TPUUEM 00513aTEILHO PETUCTPUPYETCS YBEINICHHE PAa3MEPOB Pa3IMUHBIX
kené3. JlnarHoCcTUKa: JUTs POBEICHHS YTOYHSIOIEH THarHOCTHKH HACIEICTBEHHbBIX
SHIOKPHHOTIATHI OCYIIECTBIAIOT UCCIeI0BaHUE PO rTOpMOHOB, poBoautcst JIHK-anamu3
T'€HOB, ACCOIMUPOBAHHBIX C YHJTOKPUHHOM maroJiorueil. JIedeHue 3aBUCUT OT KOHKPETHOTO
3a00JIeBaHMSI U OCYIIECTBIISIETCS Y SHIOKPHHOJIOTA.

3a,Z[aHI/Ie 8 Kinnuka. I[I/IaFHOCTI/IKa, JICYCHUC, HpO(bI/IJ'IaKTI/IKa HaCJICACTBCHHBIX CUHAPOMOB C
NMpEUMYIICCTBCHHBIM HAPYIICHUCM HepBHO-MBIIHGQHOﬁ CUCTCMBI.



Omanon omeema: HacnencTBEeHHbIE HEPBHO-MBITIICUHBIC 3200JI€BaHUS — OOJIbIIIAS
rpyrima 0oJie3Hel, TPU KOTOPBIX OTMEYAETCS MOPAKEHUE MBIIIICUHOU TKaHH, TIepru(epruaecKux
HEPBOB M HEPEJIKO MEPETHUX POTOB CIIMHHOTO MO3Tra. BeaylmuM CUMIITOMOM TIPH ITHX
3200JIEBaHUSIX SBJISIOTCS MBIIICUHAS CIIA00CTh, yTOMIISIEMOCTh, 9aCTO COYETAIOMIASCS C
THIIOTOHUEH 1 aTpodueil MbIIII, 0COOCHHO B MO3AHUX CTAIUAX pa3BuTUs Oose3nu. Hanbomnee
pacipoCTpaHEHHBIMH HEPBHO-MBIIICYHBIMHU 3200JICBAHUSMU SBJISIOTCS TIPOTPECCUPYIOIINE
MBIIICYHBIC AUCTPO(GHH, CIUHAIBHBIC U HEBPAJIbHBIC aMUOTPO(DUH, PEKE BCTPEUAOTCS
MHOTOHHUH U IEPUOANYECKUN CEMEUHBIN Mapajind. Bce OHM 3THOJIOTMYECKH CBA3aHbI C TEHHBIMU
MYTalHSIMH, JOKATN30BAaHHBIMH B 2yTOCOMAaX HJIM TIOJIOBOM X-XpOMOCOME; HEPEIAKU TIOBTOPHBIE
ciydau 3a00JIeBaHUS B ceMbe. J|MarHOCTUKA OCHOBBIBACTCSI HA KIIMHUYECKHUX TIPOSBIICHHUSX,
OMOTIICHUY MBI M aHATH3aX KPOBH JIJISl HCCIICI0BAHMUS MBIIICYHBIX OCIIKOB M TCHETUICCKUX
aHomayii. Ceru(puIecKkoro JeUeHUsT BPOXKACHHBIX MBIIIEYHBIX JUCTPOPUIN HE CYIIECTBYET.
Bormpockl, KoTopblie KacatoTcst OPTONIEAMIECKUX, CEPJICTHBIX, PECITUPATOPHBIX, HYTPUTHBHBIX U
COIMAITLHBIX ACTIEKTOB MOTYT OBITH PACCMOTPEHBI COOTBETCTBYIONUMH IKCIIEPTAMU TI0 MEpe
BO3HHKHOBEHUS MOTPEOHOCTEH, a MO IIepKUBATOIIEE JICUCHNE, BKITIOYask (PU3NOTEPAITHIO,
MTOMOTaeT COXpaHUTh QyHKIHIO. [IpoduakTrka: MeIUKO-TeHETHIECKOe KOHCYIbTHPOBAHUE,
I[II'T, HUIIT.

3ananue 9 DTHoNOrHyYecKas reTeporeHHOCTh U KIMHUYecKuil nonumopduszm MDb

Omanon omeema: HacrneacTBeHHasI MPEIPaCIOIOKEHHOCTh K OOJIE3HH MOKET HMETh
MOJIUTEHHYIO MJIM MOHOTEHHYIO OCHOBY. MOHOTEHHasI IPEIPacoIOKEHHOCTD OTIPEIEISICTCS
OJTHUM T'€HOM (MyTaIei), HO IS MAaTOJIOTHYECKOTO POSIBIICHUS MyTallud HEO00X0IMMO
o0s3aTenpHOe, MPOBOIUpYIOIee AecTBHE (PAKTOPOB BHEIIHEN CPEIb.
[TonurenHas npeaApacnooKEHHOCTh OMPEEIAETCsl COUeTaHNEeM aJulesieil HECKOJIbKUX I'eHOB, UX
OTpe/ieIeHHON KOMOMHAIIMEH TP MPOBOLMPYIOLIEM BIMSIHUM BHEITHECPEAOBBIX (DAKTOPOB.
Wnentuduxaiys 3TUX TeHOB U UX ajljiesiell BecbMa 3aTpyAHuTeabHa. Ho oHu onpenensior u
dhopmupyrorT MmynbTHGaKTOpUaIbHbIe 00s1e3HU. Kaxknast Ho3omorudeckas popma 0oJie3HH ¢
HACJIEICTBEHHBIM MPEAPACIIOIOKEHIUEM Ha CAMOM JleJie TeHETUYECKH TeTeporeHHas rpyrna.
OtnenbHBIC 00JIE3HU (HAIPUMEp, THIIEPTOHWYECKast 00JI€3Hb, UIIIEMUYECKast 00JIe3Hb Cepla,
sI3BeHHAs 00JIC3Hb JKETYy/IKa, CaXapHbIA qUa0eT U JIp.) MPEACTABIISIOT COO0H HE 0/1HY 00JIE3Hb, a
rpymniy 60je3Hel ¢ OJMHAKOBBIM KOHEUHBIM MposiBieHHEM. YeM BhIllle HacaeICTBEHHAs
MIPEIPacIoOKEHHOCTh U 00JIbIIe BPEIHBIX BO3CHCTBHI Cpeibl, TEM BbIIIE BEPOSITHOCTh
3a00JIeTh TEM HJIM UHBIM 3200JICBAaHUEM.
bone3nu ¢ HaciaenCTBEHHBIM NPEAPACTIOIOKEHUEM OTIHYAIOTCS OT IPYrux Gopm
HACJIEICTBEHHOM MaTOJIOTUHU (T€HHBIX U XPOMOCOMHBIX 00JI€3HEH) XapaKTepoM KIMHUYECKON
KapTUHBL. B oTinuyne oT reHHbIX 00JIe3HEH, TPU KOTOPHIX BCEX YWICHOB CEMbHU MPOOaHIa MOXKHO
pa3nenuTh Ha OOJBHBIX U 3/I0POBBIX, KIMHUYECKas KapTUHA 00JIe3Hel ¢ HacIeICTBEHHBIM
MIPEIPacIoOKEHUEM UMEET HEPEPhIBHbIC KIMHUYECKUE TePeX0/Ibl (KITMHUYECKU KOHTUHYYM )
B IIpeieiaX OJIHOM U TOH K€ HO30JI0TrU4eCKOU (hOPMBI.

3ananue 10 Knunuko-renernueckas xapakrepuctuka MOb

Omanon omeema:. MHorogpakTopHsie (MyIbTH(aKTOpHUaTbHBIE) 00JI€3HU, UM 00JIE3HU
C HaCJIEJICTBEHHOM MPepacioI0kKeHHOCTbIO, Pa3BUBAIOTCS B Pe3y/IbTaTe B3aUMOICHCTBUS
OTIpeIeNIeHHBIX KOMOMHAIMI ajienell pa3HbIX JIOKYCOB M Celn(pruIecKkoro BO3AeHCTBUSL
¢baxTopoB oKkpyKatomiel cpeapl. K MHOrogakTopHbIM 00JI€3HAM OTHOCSAT FMIIEPTOHHYECKYIO
00J1€3Hb, HAPYIIEHUSI MO3TOBOTO KPOBOOOpAIIEH!Us, TPOMOO03bI, OOIBIINHCTBO CEPJIEUHO-
COCYIUCTBIX 3a001eBaHui 1 omyxoJiel. Ocia0XHEeHUs] OepEMEHHOCTH TaKkKe UMEIOT
MHOTO(aKkTOpHYIO Mpupoay. [Ipu MynbTHhaKTOpHATBEHBIX 00JE3HAX BaXKHYIO POJIb UTPAET KaK
HOCHUTEJIBCTBO «aJuleeld pUCKay, TaK U HaJIW4YHe MIPOBOLUPYIOMUX (akTopoB. 3ab0seBatoT He
BCE HOCUTENH «aJuleel pUCKay, a Te, y KOTO BPEIHbIE Ul JAHHOTO MHAWBUAYyMA (aKTOPHI
HAKJIaJbIBAIOTCS HA Mpeapacnoiaraonmi reneTnueckuii pon. [TyckoBbIM MEXaHU3MOM MOXKET
cTaTh OEPEeMEHHOCTh, OCOOCHHOCTU IMUTAHUS, IIPUEM JIEKAPCTB, 00pa3 *KU3HU U JIpyrue



¢axTopsl. [Ipocum ydecTs, 4TO 0OHAPYKEHHBIE TeHETUYECKHNE 0COOCHHOCTH YEJIOBEKa,
Ha3bIBAEMbIC TCHETHUECKUMH (PAKTOPAMU PUCKA, HE O3HAYAIOT HATMYUS UM OTCYTCTBUS
yKa3aHHOTO 3a00JsieBaHus. BrIsSBIeHNE T€eHETUYECKUX MTOJIUMOP(PU3MOB U COCTABIICHUE
MHIUBUAYAIBHOIO «I€HETUYECKOI0 ACIIOPTa» MO3BOJISET PEaIn30BaTh KOHLEIIUIO
WH/IMBUYAIbHON MEAUILIMHBI, 1aTh MIEPCOHATBHBIE PEKOMEHIAINH 110 TPO(PUIAKTHKE, OLICHUTh
HE00X0IMMOCTh 00JIe€ MPUCTAIBHOTO BPaue€OHOT0 KOHTPOJIsl, HA3HAYUTh JIOTIOJHUTEIbHbIE
HCCIIEIOBAHUS U KOHCYJIbTAIMH CIIELIUAIUCTOB. B psizie ciiyyaeB cBOEBpEMEHHOE U3MEHEHUE
o0pa3a KHu3HH, COOIIOICHUE AUETHI WK TpreM (PapMaKoJOTHYECKUX MPErapaToB MO3BOJISIET
MIPEIOTBPATUTh WM CYLLIECTBEHHO CHU3UTD TSKECTh MHOTO(aKkTOpHOTO 3a00seBanus. [lpu sTom
BAYKHO IMIOMHUTb, YTO TOJIBKO JIEHAIlli Bpad MOKET OTBETUTh Ha BOIIPOC: HEOOXOUMBI JIU
JIOTIOJTHUTEIIBHBIE UCCIICAOBAHMS W/WIH KOHCYIIbTAIIMH CIICIUAINCTOB (M €CIH J1a, TO KaKue),
HE00X0IMMO JIM U3MEHEHHE 00pa3a KU3HU WIIH JIeUEHUeE.

3aganue 11 [{uroreHeTnuecKrne METOIBI UArHOCTUKHU HACIICJICTBEHHBIX 00JIe3HEH

Omanon omeema: lluToreHeTUUECKHE METOIBI MPEHA3HAYEHBI JIJIS1 U3YUSHUS CTPYKTYPBI
XpPOMOCOMHOTO Habopa WiH OTACIbHBIX XpoMocoM. Hanbosee pacpocTpaHeHHBIM METO/T B
[IUTOTCHETUKE YEJIOBEKA - CBETOBAsI MUKPOCKOIIHUS, a JIEKTPOHHAS U KOH(OKaIbHAs JIa3epHast
MHKPOCKOTIHS TIPUMEHSIETCS TOJIBKO C MCCIIEI0BATEILCKUMU TesiMU. Bo Bcer
MEIMKOT€HETUYECKOW TTPAKTHUKE MCTIOJB3YETCsl CBETOBAasi MUKPOCKOTIHUS (TJIAaBHBIM 00pa3oM B
MIPOXOIAIIEM CBETE), B TOM YHCJIE IIOMUHECIIEHTHAsI MUKPOCKOTHsI. OOBEKTOM
[UTOTCHETUYECKUX HAOTIOEHUNW MOTYT OBITh COMAaTHUYECKUE JEISIIHECs, MEHOTHIECKUE 1
nHTephazHbie KIeTKU. KaxIpIi U3 3THX 00bEKTOB HMEET CBOM MPEUMYIIIECTBA U HEAOCTATKH.
Br160p 00beKTa omnpenensieTcs 1eabo UCCaeA0BaHus. bOTbIIMHCTBO IUTOT€HETHIECKUX
HCCJICIOBAaHUHU BBITIOJHSIOT HA COMATHYECKUX KIIETKAX, TOATOMY OCTAHOBUMCS HA OMTMCAHUM
3THX METOJIOB

3aganue 12 Meron Macc-crieKTpoMeTpuUH.

Omanon omeema: Metoj Macc-ClIEKTPOMETPUU OTHOCUTCS K TOHKHM (U3UYECKUM METOJIaM U
OCHOBAaH Ha U3MEPEHUH OTHOIIEHHUS MAaCChI 3apsKEHHBIX YacTUll (MOHOB) K UX 3apsany . B kauectse
MaTpHIIbI, KOTOpas MoaBepraercs JiazepHoMy oOnydeHnto (MALDI), BbICTymarOT MOJIEKYIIbI
JIHK, B KOTOpBIX JIt0ObIe U3MEHEHHUS (MyTalluy, ajuieJbHble BAPUAHTHI) MPUBOJIAT K U3MEHEHHUIO
Macchl. MeTo1 J0CTaTOYHO TPYJAOEMOK, TpeOyeT BhICOKOKBaIU(UIIMPOBAHHOIO MepcoHana. B To
&Ke BpeMsi MeTo 00J1a1aeT U PSIIOM HECOMHEHHBIX MPEUMYIIECTB: MO3BOJIIET IPOBOIUTH aHATH3
6ombioro yncna JJHK-po6 ¢ BBICOKOH CKOPOCTHIO U TPOU3BOJUTEIBEHOCTBIO.

3ananue 13 [IpuHumIel nAeHTUGUKAIMYA MeTa(a3HbIX XPOMOCOM YeIOBEKa

Omanon omeema: Knerounslii MaTepuas, NOJYyYEHHBIH U3 JaHHBIX 00pa3LOB,
KyJIbTUBUPYIOT B IUTATEIbHOM cpenie 48 — 72 4., 4TO yBEIUUYNBAET MUTOTUUYECKYIO aKTUBHOCTh
KJIETOK U MOBBIIIAET MUTOTHYECKUH HHAEKC 711 OCTAHOBKM KJIETOUYHOTO JIEJICHUsI HA CTAUU
MeTadasbl K KyJIbType KIETOK 3a 2-3 yaca 0 OKOHYAHHsI UX KYJIbTUBUPOBAHUS J100ABIISIOT
KoJeMu (KOJIXUIMH), pa3pyLIAIOLINi BEpETeHO JeIeHHs. XPOMOCOMBI B TaHHBIM MOMEHT
CIHMPAJIN30BaHbI, YKOPOUEHBI, M UX JIET4e OTIACTUTh JPYT OT ApYra AJs JalbHENIIero
UCCIIeIOBaHMs. DTO Tak Ha3blBaeMblil MeTadaszHblii MeToA. [l TMIOTOHU3AIUH KIIETOK
UCHOJb3YIOT TUoToHNYeckuit p-p NaCl nim nutpaTta HaTpus: KJIETKH HaOyXaroT, IPOUCXOAUT
KapHOPEKCHUC, M1 XpPOMOCOMBI CBOOO/IHO TIaBatoT B p-pe. Takum oOpazom, oOpa3yeTcst KieTouHas
CYCMEH3Hsl, KOTOpasl oJIBepraeTcs AadbHEUIINM JeUCTBUAM: LIEHTpU(YrupoBaHuIo, (PUKCAIUH,
OKpacke ¥ cOOCTBEHHO KapUOTUITUPOBAHHUIO.

3ananue 14 Iloka3zaHus K MPOBEICHUIO XPOMOCOMHOTO aHAlIN3a
Omanon omeema: CHEKTp KIMHUIECKUX CUTYAIUH, TPEOYIOIINX KapPHOTUITUPOBAHHUS
1. Tlomo3peHue Ha XpOMOCOMHYIO 00JIe3Hb (BepHpUKAIUS JUArHO3a)



N

MmuoxectBennsie BIIP y pe6€nka, He ykiapIBaroniiecs B KAPTUHY TeHHBIX CUHAPOMOB
3. MuorokpaThble (> 2) ClOHTaHHbIE a00PTHI, MEPTBOPOIKICHHS WITH POIKICHHE
npensiaymero pedéuka ¢ BITP

BripaxkeHHas 3a7epikka ICUXOMOTOPHOTO pa3BUTHS Y peOEHKa

[IpenaranpHas aAuarHocTuka (IO pe3yabTaTaM CKpPUHUHIA, IPU POKIACHUS MPEbIIYIIETO
pebEHKa ¢ XpOMOCOMHOM 00JIE3HBIO)

6. Ilomo3peHne Ha CHHIPOMBI C XPOMOCOMHOW HECTAOMITBHOCTHIO

7. Jleiiko3sl (quddepeHnnanbaas JMarHoCTHKA, OIIEHKA IPOTHO32)

ok~

3amanne 15 ConuanbHble acleKThl MEIUIIMHCKON M€ HETUKHU

[TpoGnembl, H3y4aeMble MEAUITUHCKON TEeHETHKON, MIMEIOT CEMEHHBIN XapaKTep, a He TOJIBKO
WHJIMBUIYIbHBIN, KaK 9TO ObIBAET MIPU IPYTUX OO0JIE3HAX, UTO TPEOYeT KOHCYIbTUPOBAHUS KaK
caMoTo TaIMeHTa, TaK U BCeH ero ceMbH; JleueHne HacaeACTBEHHBIX 00JIE3HEN OrpaHNYEHO: HE
JUTs BCeX 3a00JIeBaHMM CylIeCTBYeT (D PeKTUBHAS TEpAMus, YTO HAKIIABIBACT CYIIIECTBEHHBIE
OTPaHWYEHUS HA TIOMOIIb CTPAIAIOIINM MaIlUEHTaM U UX POJICTBEHHUKAaM; DTUYHOCTD
T€HETUYECKOTO TECTUPOBAHUS: TTOCKOJIBKY HE JIJIsl KKJIOTO HACJIEACTBEHHO 00YCIOBIEHHOTO
3a00JI€BaHUsI CYIIECTBYET JICYCHHUE, TO BOSHMUKAET BOMPOC, HACKOJBKO IEJIECO00pa3HO cOO0mAaTh
MAIMEHTY O BBISIBJICHUH Y HETO PUCKOB 3a00JI€BaHUs, KOTOPOE HEBO3MOKHO MIPEIOTBPATUTH WU
BBIJICYHTH; BBUy OypHOTO pa3BUTHS MEIUIIMHBI B 1IEJIOM M T€HETUKH B YaCTHOCTH (TEHOMHOE
pEeIaKTUPOBAHNE) CTAHOBUTCS OYEBUIHBIM, YTO MHOTHE TEXHOJIOTHH Oy1y BHEIPECHBI B
KIMHUYECKYIO TTPaKTUKY. BCTa€T Bompoc: BO BCEX JIM CIIydasix yMECTHO PEAAKTUPOBAHUE T€HOMA

3ananue 16 HBO yrnesooB. OO0miast KIMHUYECKas! XapaKTepUCTUKA.

Omanon omeema OO0IIAs KIMHUYECKAs! XapaKTEPUCTUKA: TPYTHOCTH BCKApMIIMBAHUS,
HapYIIEHHUE TJIOTAHUS, 3aTSHYBIIASICS KEITyXa, CPBITUBAHUS, PBOTA, TUAPEs], MBIIIICUHAS
THIIOTOHMUSI, TUIOXast IPUOaBKa B Bece, FeMaToOMETalius C MpU3HaKaMy IeYeHOYHO N
HEJIOCTATOYHOCTH (TUIIepOnINpyOnHEMHS, TIOBBIIIICHUE aKTUBHOCTH TPaHCAMHUHA3), CJ1ab0CTh,
BSJIOCTh, CIUICHOMET IS, TUITOTIIMKEMHS U CBSI3aHHBIE C HEH CyJIOPOTH.

3ananue 17 KnuHUKO-IMUTOr€HETUYECKash XapaKTepPUCTUKA CUHAPOMOB, CBSI3aHHBIX C
MHKPOCTPYKTYPHBIMU MEPECTPOMKAMU KapUOTHIIA

Omanon omeema CuHAPOM MUKpoAenenun 1p36: uepenHo-IuIeBor TucMophu3M
(MukpoOpaxunedanusi, 60IbII0N 1 HECBOEBPEMEHHO 3aKPBIBAIOIIUNCS MTEPEIHUIN POAHUYOK,
npsiMble OpOBH, IITYOOKO MOCAKEHHBIE TJ1a3a, IIMPOKasi BIaBJICHHAs IEPEHOCUIIA, HU3KO
MOCaKEeHHBIE 1e()OPMUPOBAHHBIE YIIIHbIE PAKOBUHBI), OpaxuIaKTUIUS, KIHHOJAKTHIINS,
kopoTkue cronsl, 3[IPP, PAC, mbllieuHast THIOTOHUS, BPOKIEHHBIE IOPOKU Pa3BUTHS
CEPJIEYHO-COCYAUCTON CUCTEMBI U JPYTUX OPTraHOB U CUCTEM;
Cunnpom mukpoaeneunu 1q41q42: tsoxénas 3anepKka pa3BUTHS, YMCTBEHHAs! OTCTANIOCTb,
PAC, yepenno-nuneBoii tucmopdusm (Mukportedanus, riayooKo MocakeHHbIE TI1a3a,
TUINOTEIOPHU3M, BAABICHHAS TIEPEHOCHIIA, BEIBEPHYTHIE HO3APH), BPOKIEHHBIE TOPOKU PA3BUTHUS
BHYTPEHHUX OPraHoB U cucteM, ocobenno [[HC;

3ananue 18 KIMHMKO-IIUTOreHETHYECKAs XapaKTEPUCTUKA CUHIPOMOB, CBA3aHHBIX CO
CTPYKTYPHBIMH IIEPECTPONKAMHU XPOMOCOM

Omanon omeema CUHAPOM «KOIIAubero Kpukay» (5p-): mpeHaTalbHasi TUNOIUIA3Us U
MBIIIIEYHAs TUTIOTOHUS, YEPEMHO-ITULEBOH qrucMophu3M (MUKpouedanus, Kpyrioe JUIO,
LIMPOKask IEPEHOCUIIA, TUIIEPTENOPHU3M, SIIUKAHT, KOCOTJIa31e, aHTUMOHT OJIONIHBIN pa3pes3 I1as,
HU3KO MTOCAKEHHBIE YL, MUKPOPETPOTHATHA), I1JIa4, HAIOMUHAOLIUN KPUK KOILKH, CBSA3aHHbBIN
C U3MEHEHUSMU F'OPTaHu, ICUXOMOTOpHAs 33J€pKKa U YMCTBEHHAsI OTCTAJIOCTh, BPOKIAEHHBIE
IIOPOKH PAa3BUTHS BHYTPEHHUX OPTaHOB;
Cunznpom Bonbha-XupmixopHa (4p-): uepenHo-auueBoi rucMopdusm (Inpokasi IepeHoCcuIa,
nepexoasias B o0 («IIUIeM Irpedeckoro BOMHa» ), MUKpoLedausi, BHICOKUH J100,



BBICTYTAIOIIME HAAOPOBHBIC AYTH, TUIIEPTEIIOPU3M, SITUKAHT, Ae(HOPMUPOBAHHBIEC YIIIHBIC
PaKOBHHBI), CKEJIETHBIEC aHOMAJNH (KU(OCKOIN03, Neopmalius Tell TO3BOHKOB, J00aBOYHbIE
u/unm cpociuecs péopa, KocoaanocTk, sinus sacralis), yMCTBEHHasI OTCTAJIOCTh, KaK MTPABUIIO,
OT YMEPEHHOU J10 TsxkENol, HapymeHust co ctoponsl [IHC (anmnencus, aHoMaanu MO30JIMCTOTO
TeJa), BPOXKAEHHBIE TIOPOKU BHYTPEHHUX OPTraHOB;

3annue 19 Ioaxoas! K U3y4EHHIO HACIEICTBEHHOM MPEeapacoioKEHHOCTH K 00JIe3HAM
4esoBeKa

Omanon omeema Cpeny OCHOBHBIX IOJXOJ0B K OLIEHKE POJIM HACIEICTBEHHBIX
(axTOpPOB B ATHOJIOTUHU M ATOT€HE3€ IHUPOKO PACIIPOCTPAHEHHBIX MHOTO()AaKTOPHBIX
3a00JIeBaHMI CIIEAYeT Ha3BaTh TPHU: KIMHUKOTCHEATOTHUECKHH, OJIM3HEIIOBBIA 1
MONYJSIIMOHHBIN. [lonroe BpeMst OHM ObLIM TJIaBHBIMH CIIOCOOAaMU J10Ka3aTeNbCTBa
CYIIECTBOBaHMS HACJIEICTBEHHOM NMPeAPacoOKEHHOCTH. DTOT MEPHOJ] UCCIEA0BaHUS
0oJe3Hel ¢ HacIeICTBEHHOM MPeIpaciooKEHHOCTRIO Ha3bIBAIOT (DOPMaIbHO-TEHETHUECKUM,
TaK KaK Ha3BaHHbIE TPH MOJX0/1a HA/IEKHO YKa3bIBaJIM HAa 3HAUYEHUE HACIIEICTBEHHBIX (PaKTOPOB
B BOBHUKHOBEHHH U Pa3BUTHH TaKUX O0JI€3HEH, TaBaJii BOZMOKHOCTh U3MEPUTDH CTENIEHb
y4acTus UX B 3TUX IIpolieccax, HO HE MO3BOJISIIN UACHTU(PHUIMPOBATh KOHKPETHBIE [EHBI,
COCTaBJISIOLIME OCHOBY HACJIEJICTBEHHOM MTpeipacioiokeHHOCTH. Jlo HeJTaBHEro BpeMeH!
BO3MOXHOCTb ONHUCAHUS CTPYKTYPhI HACIEICTBEHHOIN KOMIIOHEHTHI MHOTO(AKTOPHOTO
3a00JIeBaHUS B TEPMHHAX 33€1ICTBOBAHHBIX T€HOB MPAKTUUYECKU OTCyTcTBOBaja. OHa
MOSIBUJIACH C OCYIIECTBICHUEM MEKIyHAPOTHOTO MpoekTa «I'eHom uenoBeka» - 90-e roapr XX
B. OTKPBUIM «OXOTY 3a FeHaMu» 00JIe3HEH, B TOM YHCIIe U MHOTO(AKTOPHBIX. Y MEIUIIUHCKUX
TeHETUKOB IMOSBUJICS, 10 BhIpakeHHI0 B. Makkbtocuka (1997), «cBoiD» 0ObEKT HCCIe0BAHUS -
reHoM.OTHaKo MpeXHUE METOAbI U3YUEHUS HACIEICTBEHHOH NPeIpacooKEHHOCTH YeJI0BEKa
K MHOTO()aKTOPHBIM 3a00JIEBAHMAM (KITMHUKOT€HEATOTHISCKUH, OJIM3HEIIOBBIMH,
HOMYJIAUOHHBIN) HE YTPaTHJIM CBOETO 3Ha4ueHus. bojee Toro, oHM sIBISAIOTCS 0a30BBIMU B
UACHTU(GHUKALMK TE€HOB M10IBEP>KEHHOCTH 00JIE3HSM NPH UCIIOJIb30BAHUU COBPEMEHHBIX
IeHETUYECKUX TEXHOJOTUH.

3aanaue 20 3HaYeHHE HACIEACTBEHHOHN PEIPacoiOKEHHOCTH B OOIICH MaTOJOTUH YEJIOBEKa U
KIIMHAYECKOM MPaKTHKE

Omanon omeema Unentnduxaius reHETHYECKUX BAPHAHTOB ITOIBEPKEHHOCTH ITUPOKO
pacrpoCcTpaHeHHBIM 3a00JIeBaHUsAM, 0003HaYaeMast HHOT/[a KaK T€HETUYECKOE TECTHPOBAHHE
MHOTO(aKTOPHOTO 3a00JIEBaHMUSI, SIBJISICTCS aKTUBHO Pa3BUBAIOIICHCS 00JIACTHIO UCCIICIOBAHNM,
KOTOpas UMEET BAKHOE TCOPETUUCCKOE M MPAKTHIESCKOE 3HAUeHHE. UnCiio myOMKanuii mo
TeHEeTUYECKUM aCCOLMAIIMSAM €XKETO/IHO B MOCIEIHEee IECATHIIETUE yIBAUBACTCS, U 3Ta
unpopmanug uznaraercsa B 1500 HaydHbIX KypHajIaxX Ha pa3IMYHBIX si3bIkax. HanpaBnenus, no
KOTOPBIM OCYIIECTBIIACTCS CUCTeMaTH3allis HakarBaeMoi napopmaruu.[lonmHoreHoMHbIe
aCCOLIMAaTUBHBIEC UCCIIEIOBAHUS, AaHATU3UPYIOIINE OJHOBPEMEHHO 0 | MIIH TeHOMHBIX
BApUAHTOB, PACKPBIBAIOT OMOJIOTHYECKHE OCHOBBI MHOTO(AKTOPHBIX 3a00JIEBAaHUM, OTKPBIBAs
HOBBIE, JI0 CUX MOpP HEM3BECTHBIE METAa00IMUeCKUe MyTH (POPMHUPOBAHHUS MTATOJIOTUUECKUX
(beHoTHOB, OOHAPYKUBas TEPANIeBTUUECKHE MUIIIEHH, YTO CIIOCOOCTBYET CO3/ITaHUIO HOBBIX
JeKapCTBEHHBIX cpencTB. MneHtuduxaiys OnoMapkepoB MO3BOJISET HAIEATHCS, YTO PUCK
3a00JIeBaHUSI MOKET OBITH CHIDKEH ITyTEM MPOBEJICHHS ONTUMAIIBHBIX cXeM JeueHus. Jlaxe
yMEpEHHbBIE aCCOIHAINN «T€HOTUI-(DEHOTHID MOTYT OBITh UCTIONB30BAHBI I 00JIee IMUPOKUX
BO3MOXHOCTEH Mepexo/ia OT TeopuHu K npaktuke. OTHAKO CleqyeT 3aMeTUTh, YTO OOJIBITMHCTBO
UICHTU(PUIIMPOBAHHBIX K HACTOSIIEMY BPEMEHHU aCCOLUALINN TeHETUYECKUX OTUMOP(HU3MOB €
MHOTO(aKTOPHBIMH 00JIE3HSIMH OOBICHAIOT HEOOBIIOHN MpoIleHT (2-10%) UHAUBUAYATbHON
BapuabeIbHOCTH B PHCKE 3a001eBaHus. B CBS3U € 3TUM, MPEXK/IE YeM «TCHETUYECKUE PO
CTaHYT MPUTOJIHBI K ITUPOKOMY HCIOJIb30BAHUIO B KITUHUYECKOU MPAKTHKE, HEOOXOAUMBI
JIOTIOTHUTEIbHBIC YTOUHSIONINE UCCIIEOBaHUS U Pa3padoTku. OHU KacaroTcs
COBEPIIIEHCTBOBAHUS MOIX0JIOB K pacyeTy pUCKOB 3a00JIeBaHUIA, CO3/IaHUS TIPABOBOTO



000CHOBaHHMSA JJIs1 HPUMEHEHUS TEHETHYECKUX TECTOB, COTJIACOBAHHBIX JICHCTBHIMA
uccienoBaTeiei, Bpaueil ¥ naumeHToB. KiimHndeckas npakTuka JOJKHA OIUPATHCS Ha
JI0Ka3aTEJIbHYI0 MEAULIUHY.

3ananue 21 Amunoauugonatuu. OpraHuueckue aluaypun

Omanon omeema Tepmun «opranuueckas anuaeMmusd» (OA), win «opraHudeckas
alUaypus», OTHOCUTCA K rpymie 3a001eBaHui, KOTOpPbIE XapaKTEPU3YIOTCS TOBBIIIEHHOM
IKCKPEIUEH OPraHMYECKUX KHCIOT ¢ MOYOH. BONBIIMHCTBO 3THX 3200/I1€BaHHA BOSHUKAIOT B
pe3ynbTaTe HapyIICHUS! ONIPEIETICHHOM cTauu Karaboan3Ma aMMHOKUCIOT. MHorue uz OA
depmentonaTin. Camast pacripocTpaHeHHas TPyIIa CPEIn ITUX 3a00JICBaHU — HApyIICHUS
KaTaboJM3Ma pa3BeTBICHHBIX aMHHOKHUCIIOT U JIM3UHA. DTa IPYIINa BKIOYACT JICHIIMHO3
(Oose3HB € 3aMaxoM KJIEHOBOTO CHPOIIa MOYH), U30BaJIEPUAHOBYIO, IPOIHMOHOBYIO,
METUJIMAJIOHOBYIO allMIYPUIO, HEJOCTATOYHOCTh 3-MeTuI-KooA-kapOokcuiassl,
HEJ0CTaTOYHOCTh 3-TUAPOKCUTPUMETHI-TITyTapuii-KoA-n1a3el, HEA0CTaTOYHOCTh KETOTHOA3BI
U TIIyTapoByto anuaypuio Ty I. IlannenTsl ¢ opraHnyecKuMu aluaypusiMi OOBIYHO POKIAIOTCS
C XOPOIIMMHU OIIEHKaMHU T0 IIKajie Anrap, BECO - pOCTOBBIMU MOKa3aTeNsIMU. 3a001eBaHus
MOTYT MaHupecTupoBarh ¢ 1-i Heaenu 10 1-ro roga *KU3HH, TOpa3ao peke BCTpPeyaroTcs: GOpMBI
c 6onee mo3aHUM J1e6roToM. KimmHIYeckue mposBiIeHUs KI1acCUYecKuX, paHHUX popm OA
XapaKTEePU3YIOTCS OCTPHIM HAYaJIOM C Pa3BUTUEM CHUMIITOMOB METa00IN4YECKON
JIEKOMIICHCALIUN: HapyILIEeH!sI BCKapMJIMBaHUs, PBOTA, HAPYIIEHUS CO3HAHUS JIO CTENIEHH
YTHETEHUS U KOMBI, SMUJIENTHYECKUX MPUCTYIOB, U3MEHEHHS MBIIIIEYHOT0 ToHyca. [Ipu
no3aHei manndecranuu OA cUMITOMBI BKIIIOYAIOT HAPYLIEHUS TICUXOPEYEBOTO Pa3BUTHS,
aTaKCHIO, pa3JInNYHbIe OUYaroBbIe HEBPOJOTUYECKUE CUMIITOMBI, CHHIIpOM Peiie, moBTOpHBIE
MPUCTYIBI HEOOBICHUMOTO KETOAIUA03a UM Pa3IMyUHbIe ICUXHATPUUYECKHE PAacCTPOICTBA.
BrisiBnenue y pebeHka TsKeIoro MeTaboIMiueckoro aiuao3a B epBble JHU KU3HU MO3BOJISIET
3amo03puTh 3aboneBanus u3 rpynibl OA. Hekotopsie 3a0oneBanust u3 rpynmnsl OA He
COTPOBOXKIAIOTCS BBIPAKEHHBIMH META0OINYECKUMH HAPYIICHUSIMH, a TIPOSBIISIOTCS
MPEUMYIIIECTBEHHO HEBPOJIOTMYECKON CUMIITOMATUKOM (TiTyTapoBasi auuaypus Tun 1, 6oyie3Hb
Kanagan).

3amanue 22 OCHOBHBIE MOIXOIbI K 1a00PATOPHON TUArHOCTHKE HApYIICHUH oOMeHa
AMUHOKHCIIOT ¥ OPraHUYECKUX KUCIIOT

Omanon omeema J1ns onpeneneHusi OpraHU4eCKUX KUCIOT MPUMEHSIOT pa3HOOOpa3HbIe
xpomaTorpaduueckue MeTo 1l — BbICOKOI(D(DEKTHUBHYIOE KUIAKOCTHYIO XpoMarorpadutio,
XpOMaTO-Macc-CIEeKTPOMETPHIO, TaHAeMHYI0 Macc-ciekTpomeTpuro (TMC). bosee 250
Pa3IMYHBIX OPraHUYECKUX KUCIIOT U TIIUIIMHOBBIX KOHBIOIaTOB BO3MOKHO OOHAPYKUTH B
oOpasie Moun. VX KOHIIEHTpaIysl 3aBUCUT OT JAUETHI, TPHEeMa JeKapCTBEHHBIX MTPEnapaToB U
HEKOTOPBIX APYrux (uszuonoruvyeckux npuuut. M3sectao okxono 65 HBO, koTopsie
XapaKTepU3YIOTCs cenuPUIHBIM MPOQUIEM OpraHuYecKuX KUCIO0T. OTHOCUTEIHHO HEOObIIOE
KOJIMYECTBO OPTaHUYECKUX KHUCIIOT SIBIISIOTCS BHICOKOCTICHU(UYHBIMU, U UX HATTUYKUE B OOJIBIINX
KOHIIEHTPALUSAX B MOYE MO3BOJIIET TOYHO YCTAHOBUTH AUarHo3. CyKIMHUIALETOH NIPU
tupo3uHemun tun 1, N-arerun-acmaprat rnpu 6ose3nu KanaBaH, MeBaIoHOBast KUCIOTa TIPU
MeBaJIOHOBOM anuaypun. OHAKO B TIOJABIISIONIEM OONBIIMHCTBE ciaydaeB nuarno3 HbO nHa
OCHOBAHHUU TOJIbKO aHAJIM3a OPraHUYECKUX KUCIOT MOYU YCTAHOBUTH JIOBOJIBHO TPYIHO, U
TpeOyeTcst MpoBeACHNE JOTIOIHUTENBHON, MOATBEp K Aatolel auarHocTuku. K Metogam
otHocurcst TMC. [{nst Tpex Haub6osee oomupubix rpynn HBO (Hapymenunit oOmena
AMUHOKHCIIOT, OPTaHUYECKUX KUCIOT U JIeheKTOB MUTOXOHIpransHoro B-okucnenus) TMC
MIPUMEHSETCS B KAYECTBE MEPBOT0 ATana AMarHOCTHKU.

3ananue 23 [IponnoHoBas auutypus
Omanon omeema DTHONOTHS AyTOCOMHO-PEIIECCUBHOE 3a00IeBaHUE, 00YCIOBICHHOE
MYTalUsSIMH T€HOB, KOAUPYIOMIUX CYObeTUHUIIBI TponruoHmi-KoA-kapOokcuiassl: reH anbda-



cyosemunuiel (PCCA) xaptupoBan Ha 13q32, B-cyosenunnns: (PCCB) Ha 3q21-0922.
Knunnueckas xkaptuna [Iponmonosas auuaypus (ITA) kpaiiHe cxojHa 10 CBOMM KIMHUYECKUM
nposiBiieHusIM ¢ MMA. 3a0oJieBaHre HAUMHAETCS B IIEPBbIE THU KM3HU. OCHOBHBIMU
CUMITOMAaMHU SIBJISIIOTCSL aHOPEKCUS, PBOTA, TOBBIILIEHHAs! COHJIMBOCTb, MBILIEYHAsl TUIIOTOHHUS,
o011as1 BAJIOCTh U AMHU30bI THIEPBEHTHIISIINH. Y HEKOTOPBIX MALIMEHTOB Pa3BUBAIOTCS
CYJIOpOTH, B PsiZIE CIIy4aeB OTMEUAIOTCS FenaToMeraius, 3puTeMaTo3Has cbinb. Horaa
3200JIeBaHHE MOKET MaHU(ECTHPOBATH MMO3THEE U MTPOTEKATH BOJIHOOOPA3HO C U330 ]aMHU
alm03a Wi KeToanua03a. Takke OmucaHbl CIydan HeKpo3a 0a3aibHbBIX TaHTIIHEB 0e3
MeTa0O0JIMIECKOTO alka03a U THIIEPAMMOHHEMUH B SJMHUYHBIE CIy4an TO3/IHEH MaHu(pecTanu
(30-neTHUE MyXuuHA, B KIMHHYECKOW KaPTUHE Y KOTOPOTO OTMEYAIMCh XOPEHYCCKUE
THIIEPKUHE3BI U IeMeHus). Y 0onbHBIX [TA yacTo HaOmIOMaI0TCS TakKue HAPYIICHUS, KaK
JUCTOHUYECKHUE, XOPENUECKHE TMIIEPKUHE3bI, TUpaMUJIHbIE HapylIeHus. Jleiikonenus.
TPOMOOIMTONIEHUS] BO3HUKAET U3-3a YrHETEHUs pab0OThl KOCTHOIO MO3ra TOKCHYECKUMU
MeTabonauTamu. JlnarHocTrka AHaNIU3 OPraHUYECKUX KUCIOT METOJIOM XpOMaTo- Macc-
CHEKTPOMETPHH MO3BOJISIET BBIIBUTH MOBBIIIEHHYIO 3KCKPELIHIO ¢ MOYOH MPONUOHUIKAPHUTHHA,
MIPOMUOBOM, 3-THAPOKCUIIPONTMOHOBOM U MeTHIITMMOHHOM kucnoT [Ipu nposeaennn TMC
00HapyXMBaIOT MOBBIIEHHE KOHLEHTPALUU IponroHuiIKapHuTuna (C3).

3ananue 24 ['eHeTHKa 4eI0BeKa M HAyYHO-TEXHUYECKHUN Iporpece

Omanon omeema bnarogaps pa3BUTHIO TE€HETUKH YeJIOBEKa (CEKBEHHPOBAHUE TEHOMA
U IpYyrue HOBEHIIHE TOCTHKEHHS ), OTKPBIBAIOTCS BO3MOYKHOCTH
NunuBuayanpHas Tepanusi OHKOJIOTHYECKUX 3a001eBaHnil (MACHTU(UIIUPOBAHBI T€HBI,
OTBEYAOIIUE 32 POCT HEOTIIACTHYECKUX KJIETOK, HalJIEHbI COTHU BO3MO>KHBIX MHIIICHEH IS
nekapcTB); UHIMBUyanpHas TEpamus CEpIeIHO-COCYAUCTHIX 3a00JIeBaHUH (TTOUCK
FeHETUYECKUX MAapKEPOB, MOBBIIAIOLINX I MOHWKAIOUIUX PUCKU Pa3BUTHSI aT€POCKIIEPO3a,
apTepuanbHOl runepren3uu u apyrux CC3, KOTophle SBISIIOTCS OJHOW U3 BEIYIINX MPUYHH
CMEPTHOCTH HaceJeHUsI BO BCEM MUpE, pa3padoTKa JIEUeHUS U HOBBIX (PapMaKOIOrHUeCKUX
npenapatoB) Bueapenue u pacmmpenne 00J1acTi TPUMEHEHUS TEXHOJIOTHI TeHHOU Teparuu U
reHomHoro penaktupoBanust CRISPR Cas9 no3BonseT (v mo3BoJUT B OyayIieM) JIEYUTh MHOTHE
reHeTUYeCKU 00YCIOBIICHHbIE 3a001€BaHMsI U HEKOTOPbIE BUPYCHbIE MH(EKINH (HaIIpuMep,
BUY-undexnuro); YaydreHue AMarHoCTUKN HACIICACTBEHHBIX 00JIE3HEH: y)Ke Ha CEeroTHSIIHUNA
JIeHb CYILIECTBYET NporpaMmMHoe obecrieueHre, IoMOTrarlee Mpearnoa0KUTh JUarHo3, UCX0Is]
u3 aHanu3a ¢ororpaduu 60JIHHOrO, COBEPIICHCTBOBAHUE METOJIOB MOJIEKY/ISIPHO-T€HETUYECKOM
JIMarHOCTHKU

3ananue 25 AHanu3 AesITeIbHOCTH MEAUKO-TEHETUYECKUX KOHCYIbTaLUN

Omanon omeema B npouecce aHan3a NepBUYHAsT HHPOPMALUS TPOXOIUT
aHAJMTUYECKYI0 00pabOTKY: MPOBOJAUTCS CPABHEHHUE JOCTUTHYTBIX PE3Y/IbTATOB JIEATEIBHOCTH C
JAHHBIMM 32 IPOLUIbIE OTPE3KU BPEMEHH, C TIOKA3aTeIIMU APYrUX MEIUILMHCKUX YUPEKICHUH,
CO CPEJHEOTPACIIeBBIMU MOKA3aTEISIMU, ONIPEEIIAETCS BIUSHUE Pa3HbIX ()aKTOPOB HA BEIUUYHUHY
pe3yIbTaTUBHBIX [TOKA3aTeJIeH, BBIBISIIOTCS HEIOCTATKH, OIIMOKHM U HEUCIIOJIb30BaHHbIE
BO3MO’KHOCTH, BBICTpaMBalOTCs NepcrekTHBbl. Ha 0CHOBE pe3ynbTaToB aHAIN3a
pa3pabaThIBatoTCs U 00OCHOBBIBAIOTCS YIIPABIEHUYECKUE PEIICHNUs, YTO SBISIETCS OCHOBOM
HAy4YHOTO YIPaBJICHUS XO3AHCTBEHHON IeATeNbHOCThIO. TakuM 00pa3oM, ¢ HAyYHOH TOUKH
3peHMsI, SKOHOMUUYECKHI aHAIN3 - 07Ha U3 QYHKUUHI yIpaBieHus, KoTopas o0ecrednBaeT
HAy4YHOCTb MPUHATHUS pElIeHU. OT0 He00X0AUMOE 3BEHO B CUCTEME YIPABJICHUS MEAULIUHCKUM
yUpexIeHUEeM, KOTOPOe 000CHOBBIBAEeT BEIOOP ONTUMAIbHOTO BapHaHTa PEIICHUS 1IEJI0r0
KOMIUIEKCa Mpo0IeM, CBSI3aHHBIX C IJIAHWPOBAHUEM JIEITEIbHOCTH YUPEKACHUS U €r0 OyLylumM
pa3ButHeM. Ha ypoBHE S5KOHOMMKH J1€4eOHO-TIPOYUITAKTUYECKOTO YUPEKICHUS,
HSKOHOMHUYECKUH aHaJIM3 - 3TO COBOKYITHOCTh METOJIOB (popMUpoBaHHs U 0OpaObOTKHU TaHHBIX O
MIPOU3BOICTBEHHON M (PMHAHCOBOW AEATEIBHOCTH MEIUIIMHCKOTO YUPEKICHUS U €TO
M0JIpa3/ieIeHnH, HalpaBJieHHas: Ha oOecrieyeHre 00bEKTUBHOM OIIEHKH Pe3yIbTaTOB pabOThI



YUPEKICHHS, BBISIBIICHUE BO3MOXKHOCTEH MOBBIICHUS Y()(HEKTUBHOCTH €T0 ICATEITHHOCTH U
paLMOHANIM3ALIMY UCTIOJIb30BaHUS PECYPCOB

3ananue 26 1eBOYKa, 2 JET, HOCTYNUIA C Kajlo0aMH Ha BBIPAKEHHYIO 33JIEP)KKY MOTOPHOTO U
MICUXO-PEUEBOT0 Pa3BUTHSA, (PapMaKOPE3UCTEHTHBIE CYI0POTH, OTCYTCTBHE HABBIKOB ONPSATHOCTH
U caMo00CTyXuBaHus. 3a0oaeBanne MaHu(ecTupoBaio B Bo3pacte 11 cyTok, Korja BepBbie
BO3HUKJIM CEpUIHBIC B3/[parnuBanus, (pparMeHTapHbIe MUOKIOHHYECKHE TPUCTYIIHI,
ACCHMETPUYHbIE TOHUYECKHE CIa3Mbl, S1TN30/1bI altHOd. PeOCHOK, eIMHCTBEHHBIN B CEMBE,
POJMIICS OT MOJIOJIBIX 3J0POBBIX POJIUTENEH HE COCTOSIBIIMX B KPOBHOM pOJACTBE. B CBsI3u C TeM,
YTO CYIOPOT HAYaIHUCh PAHO, JIEBOYKE OBLIM MPOBEICHBI JJA0OPATOPHBIE METOIBI 00CIICIOBAHMUS,
WCKJTIOUMBIIIHE HanOoJIee pacpoCTpaHEeHHbBIE HACIEACTBEHHBIE 00JIe3HN 0OOMEHA BEIIECTB.
OOBEKTUBHBIN CTATyC: JIMLEBBIX U CKEIETHBIX JU3MOP(UIl HET, MallMEeHTKa HE JEPKUT T'OJIOBY,
HE NIepPEeBOPAUNBAETCS, HE CAIUTCS, HE XOAMT; BbIsIBIeHA qU(y3Hast MbIIIEYHAsl TUIIOTOHHUS,
YTHETEHUE CYXOKUIbHBIX pe(IeKCOB, MIEPUOINUECKHE TUCTOHUYECKUE TI03bI B PyKax,
MIPOJIOJIKAIOTCS CYI0POKHBIE TAPOKCU3MBbI B BUJIE ACCUMETPUYHBIX TOHUYECKUX CIIa3MOB U
MHOKJIOHU I

1) [Ipennonaraemslii AMArHO3:

2) MeTonbl TMarHOCTHKU:

Omanon omeema Pannsis snmienituaeckast sHmedanonarus, D31 -uccnenopanune, MPT-

HCCIICOA0BaHUEC, TPOBCACHUC KIIMHUYCCKOI'0 UJIM ITOJHOIO CCKBCHUPOBAHUSA 53K30Ma METOA0OM
NGS

3amanne 27 PebeHOK, MaTb4HK B BO3pacTe 2 roaa 9 MecsieB, TOCMUTAIM3UPOBAH C KajJo0aMu
Ha OTCTaBaHUE B IICKXOMOTOPHOM Pa3BUTHH, TUIOXOH aNIeTUT, cIaboCTh, O1€THOCTh CAU3UCTHIX
000J104€K, JKEeNTYITHBIN OTTEHOK KOXKU. [IepBbie mpu3Haku 3a00J1€BaHUSI OTMEUYAIHCH C 6
MECSIYHOTO BOo3pacTa rnocie nepenecennoir OPBU (mpo6iiemMbl co BCKapMITUBaHUEM, TTPH
ayCKyJbTallMM CEp/illa BBISBICH HErpyOblil (yHKIIMOHAIBHBIA CUCTOIMYECKUN IIIyM, HApaCTaHHe
oOmeli c1abocTu U OTCTaBaHUE B MOTOPHOM pa3BUTHH). PeOeHOK oT 2-0i1 OepemeHHOCTH, Opak
POJICTBEHHBIN, Macca Tela npu poxkaeHuu — 2850 r, poct- 48 cm.

OObeKkTUBHBIN cTaTyC: Makpouedanus, uepen akpoiedanbHoil pOpMbI, MOHTOJIOUTHBIN pa3pe3
IJ1a3, IIUpOKas NEPEHOCHIIa, KOPOTKUIA HOC, KOPOTKUM (PUIBTPYM, TUCIUIACTUYHBIC YIITHBIE
PaKOBHHBI, KOPOTKas 11esi, HeOOIbIIOE HEMPABUIBHON (POPMBI MUTMEHTHOE MSATHO Ha IIIee,
nevyeHb Ha 1,5 cm Hike peGepHoil 1yru, He3HAuuTeNbHas BapycHas aedopManns KocTei
TOJICHHU.

1) mpeanoJiaraeMblii AUArHO3:

2) METOJIbI 00CIICTIOBAHMS:

Omanon omeema 3aboneBaHue U3 TPYIIBI FTEMOJIUTUYECKUX aHeMuUi (Oobinas O6era-
tanaccemus); OAK, ananusz MopQooruu 3puTpoOIUTOB, ONPEAeTICHIUE KOHIIEHTPAIUU Kelle3a
CBIBOPOTKH, MOJIEKYJIIPHO-T€HETHYECKOE UCCIIeZIOBaHNE OeTa-rII00MHOBOTO Ki1acTepa (reH
HBB), sanekrpodopernueckuii aHaim3 Gpakuii reMorjioOnHa

3ananue 28 Manbuuk, 4 roja, ¢ *kajio0aMHi Ha OTCTaBaHUE B POCTE, yMCTBEHHOM Pa3BUTHUH, C
POKJeHUs y peOeHKa MyroyHasi ¥ axoBasi IpbIKa, IBYCTOPOHHUHN KpUnTopxusM. [lpu
poxxaenuu Bec -3860 r, pocT 52 cM, poauics B aCHUKCHH.

OOBEKTHBHBIHN CTATYC: CYOMKTEPHUYHOCTh KOKHBIX IOKPOBOB, C MPAaMOPHBIM PUCYHKOM, IIHaHO3
HOCOT'YOHOTO TPEyroJIbHHKa, TAaCTO3HOCTD JIMIA, KUCTEH, CTOI, OTEYHOCTh BEK, [UIMHHbIE
PECHULIBI, KPYIHbIE YePThI JIMIIA, OTTONBIPEHHHBIE YIIIHBIE PAKOBUHBI Yalieo0pa3Ho (GopMBl,
apKOBHUJIHBIE OPOBU C Pa3peKEHHOM JaTepaJIbHOM YacTbio, pacllenHa A3bI4Ka, THIIEPTEIOPU3M,
SMMKAHT, CXOJIAIIEecs] KOcoraa3ue, FTeMaHTMOMBI B 00J1aCTH 3aThUIKA, MUKPOTICHHUC.

1) [IpeaBapuTenbHbIi 1MATHO3:

2) MeTtoabl TMarHOCTUKU



Omanon omeema 3aboneBaHue TPYNIIBI MOHOTEHHBIX AU3MOP(OIOTUYECKUX CUHIPOMOB
(curapom Kabykn); 9XO-KI', Y3U opranoB OprolHO#M MOJIOCTH, IUTOTCHETUIECKOE
HCCIIeIOBaHUE, XPOMOCOMHBIN MHUKPOMATPUYHBIN aHAIIN3, IOJTHOAK30MHOE CEKBEHUPOBAaHHE
NGS

3ananue 29 JleBouka, 16 nHel, mocTynuia ¢ )xano0aMu Ha OTKa3 OT KOPMJIEHHS, TIOTEPIO MaCChI
Tena, BsutocTb. [Ipu poxxaenun macca 3170 1, poapl B CpoK, Opak poJICTBEHHBIN.

OOBEeKTHBHBIN CTATYC: BsUIasi, HE KPUYUT, MHOTOKpATHAsI PBOTA, CHI)KEHUE MBIIIICYHOTO TOHYCA,
yraeTeHne peIekcoB PUrHIHOCTD 3aTHUIOYHBIX MBIIII] CTPHIOPO3HOE JbIXaHHe, CYI0OPOTH,
MIEYEHB M CEJIEe3CHKA YBEIMUEHBI, OT peOCHKA NCXOAUT CIIAJKOBATHINA Cienn(UIECKAN 3amax

1) mpenBapuTENbHBIN TUArHO3:

2) METOJIbI TUarHOCTHKHU:

Omanon omeema 3aboneBaHue TPyl HACIEICTBEHHBIX HapyllIeHUH oOMeHa
aMHHOKHUCIIOT; BHoXuMu4ecknii anaan3 KpoBH, OTIPe/IeIEHUE COACPIKaHUsI aMUHOKHCIIOT,
OpPraHUYeCKUX KHUCIOT, AlMIKAPHUTHHOB B KPOBH U Moue MeTo oM TMC, MoNeKyspHO-
reHeTndeckoe uccienoBanue metooM NGS (cekBeHHpOBaHHE PK30Ma)

3amganne 30 Manpuuk, 1 rox 1 mecs, ¢ )xamobaMu Ha OTCTaBaHHE B IICHXOMOTOPHOM H
(Gbu3NYECKOM pa3BUTHUHU, TYTOYXOCTb, IBYCTOPOHHIOIO INIayKOMY, TOBTOPHbIE PUHUTHI. PobI
IpeXAeBpEMEHHBIE B 35 Henenb, Macca pu poxacHun 2250 1, poct 43 cM, paHHEe pa3BUTHE C
3asiepkkoid. OOBEKTUBHBIN CTaTyC: KPYIHbIE YEPTHI JIUIA, OOJBIION S3bIK, Makpouedas,
BBICTYHAIOUIHE JIOOHBIE Oyrpbl, MyNOYHas IPbKa, YMEHBIIEHHUE MOIBKHOCTH CYCTaBOB, KU(O3
MOSICHUYHOTO OT/eJIa TO3BOHOYHHKA, OTCTABaHHUE B POCTE, I€YEHb YBEIMUEHA
1) mpeanooKUTEIbHBIA TUATHO3!
2) METO/bI TMAarHOCTUKU

Omanon omeema 3ab0neBaHNE U3 TPYIIIBI MYKOTIONMCAaxapu1030B; MccienoBanue
skckpennu ['Al’ ¢ MoUoH, onpesieieHne akTUBHOCTH alibda-L-uaypoHunassl B kposu, Y31
OBII, pentrenorpadus ckenera, MOJICKYIIPHO-TEHETHUYECKOE HCCIICIOBAaHNE

3amanwue 31 JleBouka, 6 MecsIeB,C pacHISIMHON MATKOTO M TBeporo Heba. 1o oTmoBcko#
JIMHUHM Y OTHA U 0aOyIIKH, IO MAaTEPUHCKOM JIMHUH Y TETH OTIIa — BPOXKJICHHASI TYTOYXOCTh H
ckeneTHble nepopmannn. OOBEKTUBHBIN CTATyC: JoJuxonedanrnueckas ¢opma rojossl,
BBICOKHUI U ITUPOKHH JI0O, MACCHBHBIE HAIOPOBHBIC YTy, aHTUMOHTOJIOUTHBIN pa3pe3 ri1as,
TUTIEPTEIIOPU3M, THUIOIIA3HS HIDKHEH YeTI0CTH, HU3KO TIOCAKECHHBIE YIITU, HE3HAUNTEIbHAs
BOpOHKOOOpasHas nedopmanus rpyaqHO KIETKH, HanoxeHnue |V masblia 1eBoil CTOIIbI,
TICUXOMOTOPHOE Pa3BUTHE COOTBETCTBYET BO3PACTY. Y OTIA CXOJHBIE YEPETHO-IUIIEBbIE
mu3Mopdun.
1) mpeAnoaoKUTEIbHBIN AUArHO3:
2) METOJIbI TUarHOCTHKHU

Omanon omeema HacneacTBeHHOE CHHIpOMaIbHOE 3a00JI€BaHUE U3 TPYIIIBI CHHIPOMOB
0TO-TIaJIaTO-TUTUTATBHOTO CIIEKTpa (OTO-MMAJIaTO-IUTUTAIBHBIA CHHIpOM | THMA);
AyIuoMeTpruyecKoe UCCIeI0BaHUE CllyXa, pEHTTeH 00JacTi TBepAoro Heba, (hapuHrOCKOMIHS,
LUTOT€HETUYECKOE MCCIIEJOBAaHUE, MOJIEKYIISIPHO-TEHETUUECKOE UCCIIeI0BaHueE (MpAMOe
aBTOMAaTHYeCKoe ceKkBeHupoBaHue rena FLNA)

3ananue 32 Manpunk 4 Mecslia, C MHO)KECTBEHHBIMH UEPETTHO -JIUIIEBBIMU AU3MOPDUIMH,
rujapouedanueil, moauIaKTUINeH, KpUNTOPXU3MOM, aTpe3uel aHOPEeKTaIbHOrO OT/eNa,
TUIOIUIA3UEN IIPABOU ITIOYKH, BPOKJACHHOU INIAYKOMOM U TYTOYXOCTBIO, THIIOIIIa3Uen
MOJIyIIAPUI MO3K€UKa, aHoManuen /ennn-Yokepa, areHe3uei MO30JIMCTOro TeNa, LIEHTPaJIbHOM
HOJIMTAKTUIINEH.

1) mpennooXUTeIbHBINA AUATHO3:

2) METOJIbI TUarHOCTHKHU



Omanon omeema Cunapom Ilamnucrepa-Xosn; MPT ronosuoro mo3sra, Y3U OBII, 3XO-
KI', nurorenernueckoe ncciaenoBaHue, XpOMOCOMHBIN MUKPOMATPUYHBIN aHAJIN3,
MOJIHO?K30MHOE cekBeHHpoBaHue MeToioM NGS

3ananue 33 Manpunk, 1 mecs, poct 46 cm, macca 2900 T, xao0b1 Ha MPOOIEMBI CO
BCKapMJIMBAHUEM, TUTIOTOHUIO, cIIa0bIi KprK. OOBEKTUBHBIN CTAaTyC: MUKPOIIC(haIINs, HU3KHMA
7100, TBYCTOPOHHHMIA SITUKAHT, MITO3, KOPOTKUH HOC C OTKPBITEIMU BIIEPE]] HO3IPSIMH, pacieInHa
SI3BIYKA, TOTHYECKOE HE0O, KOPOTKAs MIesl, HU3KO PACIIOJIOKCHHBIC YIITHBIC PAKOBUHBI,
MMOCTaKCHAIIbHAS TIOJUAAKTIIINS Ha JICBOW KUCTH, IBYCTOPOHHSISI KOXKHAsI CHHIAKTHJIHS Ha
CTOIIaX, MUKPOTICHHSI, THUTIOCIIAMsI, PACIICIVICHHE MOIIIOHKH, TUITOTUIA3UPOBAHHOE STUYKO U
OTCYTCTBHE SIMUYKA
1) mpeanosoKUTEbHBIA TUATHO3!
2) METO/1bl TMarHOCTUKU

Omanon omeema Cunapom Jlemmm-Cmura-OMHuIA
VY3U opranos moioro taza, 9XO-KI', mutoreneTnyeckoe uccie10BaHne, OMOXUMHYECKHUI
aHaJIN3 KpOoBU (OIpe/ielieHre ypoBHS OOIIEero XoJieCTepruHa U 7-1eTupoX0jecTepoa),
MOJIEKYJISIPHO-TEHETHYECKOE MccieoBanue (mpsimMoe cekpernupoBanue rena DHCR7)

3aganue 34 Manpuuk, 3 Mecsila, HaxoauTca B peanuManu Ha UBJI B cBsI31 ¢ 0OCTaHOBKOM
neixanus. [1o naaaeiM anamHe3a OPBU 0cltoKHUIIOCH pa3BUTHEM HAPYILIECHUS JbIXaHUS,
Taxukapuen, nuapeeii, 6oasmMu B anuracTpuu. Macca tena npu poxzaenuu 4100 r, ynna 55
CM, B TeueHHe 3 qHel mocie poxaeHus Haxoauics Ha BJI, mocie mpoBeneHHOTO ieueHus ObLT
BBINTMCAH 0€3 MPU3HAKOB PECTTUPATOPHBIX HAPYIICHUH, HO OTMEYAINCh MTEPUOTUIECKHE
nonepxuBaHus nuieii. OObEKTUBHBIN CTAaTyC: IMaHO3 HOCOTYOHOTO TPEYroJIbHUKA, Hall
JIETKUMH SICHBIH JIETOYHOM 3BYK, TIEYEHB +2,5 cM, PeIIEKChI COXpPAHECHBI
1) mpeanoyIoKUTEIbHBIA TUATHO3!
2) METO/IbI TMAarHOCTUKU

Omanon omeema BpokIeHHBIN 1IEHTPAIbHBINA THIIOBEHTHIISILIMOHHBINA CHHAPOM (CHHAPOM
npokisaThs YHauHbl); OAK, pertren OI'K, HelipocoHorpadusi roJJOBHOTO MO3Ta,

OKCUI€MOMETpHSI, UCCIIEI0BaHUE pa3Mepa SKCIAaHCUU TOJIMAJaHUHHOBOIO TPAKTa B IeHE
PHOX2B

3amanue 35 Manpuuk, 15 ner, ¢ )xaio6amMu Ha TIOTLEMBI apTepuanbHOTro naBieHus 10 160/100
MM.PT.CT, OBICTPYIO YTOMJIIEMOCTb, TOJIOBHBIE 00H. [IepBble CHMITTOMBI OSIBIIMCH B 12 JI€T.
Orer cTpamaer aprepuanibHol runeprensueit ¢ 18 ner (Al 170/120 mm.pt.ct). [Ipu
o0creoBaHuM - TUIEPTPO (DU MUOKAP/IA JIEBOTO JKENyJ0UKa, aHTHOIATHS CEeTYaTKH,
TUTIOKAJTUEMUS, METa0OJIMUECKHUI aJIKaJI03, HU3Kas aKTUBHOCTh PEHHHA TJIa3MBbl.
1) nmpeanonaraeMelidi T1arHo3
2) METOJIbI TUarHOCTHKHU

Omanon omeema Cunapom Jlnmmia; buoxumudeckuii aHaiau3 KpOBHU, UCCIIEIOBAaHUE
YPOBHSI TOPMOHOB Ha/AIOYEYHUKOB, OI[EHKA KUCIOTHO-OCHOBHOIO COCTOSIHUS, KIIMHUYECKOE WIIH
MOJIHOE CEeKBEHUpOBaHue 3k30Ma MetogoM NGS

3ananue 36 Manbuuk 5 JeT, )kajgo0bl Ha BRIPRXKEHHYIO 33J€P>KKY MOTOPHOTO U IICHXOPEYEBOTI0
pa3BUTHS, OTCYTCBUE HABBIKOB ONPSATHOCTU M caMOoOoOCIy)KuBaHus. 3a00ieBaHNe
MaHU(ECTUPOBAIO BHYTPHUYTPOOHO, KOT/1a MaTh Ha 9 Mecsle OepeMeHHOCTH ITOYyBCTBOBAIA
cynopor# mwioaa. [lpu poxxaeHnu cyaoporu 66U MHOKJIOHUYECKUMU, C TEUEHHUEM BPEeMEHHU
cranu nosuMop¢HbIMU. JlekapcTBeHHas Tepanus 6e3 apdexra. CeMeliHblif aHaMHE3 He
otsarouieH. Hacnencreennsle 60s1e3HM 0OMeHa BEIIEeCTB pU 00CIe10BaHUN UCKIIIOYEHBI.
OOBEKTUBHBIN CTATYC: JIMIEBBIX U CKEIETHBIX TU3MOpGUIl HET, B3I PUKCUPYET, FOJIOBY
JEP>KUT, CATUTCSA CAaMOCTOSTENIbHO, KOMaH]] He TIOHUMAET, TU(Qy3Has MblIeyHasi THIIOTOHUS,
aTakcus



1) [Ipennonaraemslii AMATHO3:
2) MeTto1bl TMarHOCTUKHU:

Omanon omeema Panusis snunentuyeckas sHiedanonatus 931 -BUACOMOHUTOPUHT,
MPT-r0s10BHOTO MO3ra, IPOBEAECHUE KIMHUYECKOTO UM NOJHOTO CEKBEHHUPOBAHUS SK30Ma
metoaoM NGS

3amanne 37 Manbuuk, 9 jer, )kanoObl Ha MPOOIEMBI ¢ y4e00ii, TEPUOTMUECKH HOYHOE
HEJIEP/KaHUE MOYH, IPUCTYIIBI 3aMUpaHUi. B 5 JIeT B CBSA3M ¢ qu3apTpUE U dIIA301aMHU
MOJIEPTUBAHMI B TIICUYEBOM MOSCE, P MPOBEIACHNUN 00CIIETOBAHHS BBISIBICH OYar
MUIENTA()OPMHON aKTUBHOCTH B IIEHTPAIBHO-TEMEHHBIX O0TBeAeHusX, Ha KT rosoBHOro mosra
- MeJIKas KMCTa IPO3payHOM IEPEropoaKu 2 MM.
VY Opara, 16 net, — toOpoKayecTBEHHAS POJIAHINYECKAs STTUIIETICUS
OO6bekTuBHBIN cTaTyc: pocT 134 cM, Bec 25kT, Tros10Ba nceBaoruaponedansHoi popmsl,
IU3apTpusl, MOBBIIIEHA OTBIEKAEMOCTb.
1) [Ipennonaraemslii AMArHO3:
2) MeToibl TMarHOCTUKHU:

Omanon omeema 3ab0neBaHNUE TPYIIBI HIUOMATUICCKUX HACIIEICTBEHHBIX AMIIICTICHIA;
O0I'-uccnenosanune, MPT-uccinenoanue, 9XO-OI', mpoBeeHNE KIMHUYECKOTO WUITU MTOJTHOTO
CeKBEHUpOBaHMsI 3k30Ma MeTo oM NGS

3ananue 38 Manpuuk 3 €T, xanoObl Ha BHIPAXKEHHYIO 33/IEPKKY MOTOPHOTO U MICUX0-PEUEBOTO
pa3BuTHs, (hapMaKOPE3UCTCHTHBIE CY/IOPOTH, HAYaBIIIKeCs B Bo3pacTe 38 JHEH U MOCTENeHHO
ctaBiue cepuitHbiMU. Cectpa 370poBa. OOBEKTUBHBIN CTAaTyC: MUKpoLeanus, KOPOTKUI
¢buibTp, Kapnuii poT, apKOBUIHOE HEOO, BTSHYTHIE COCKU, 3HAUUTEIHLHOE MOBBILICHHE TOHYCA
MBIIIL HOT ¥ PE3KO€ CHMYKEHHE TOHYCA MBIIIIL PYK C Mepepa3rn0aHreM B JJOKTEBBIX CyCTaBaXx.
['onoBy He nepKuUT, HE caauTCsl, B3I HE (PUKCUPYET, pedb OTCYTCTBYET, OOpAIICHHYIO pedb HE
nonumaet. Kapuorun — HopMa, XpOMOCOMHBIA MUKPOMAaTPUYHBII
1) IlpennmonaraeMblii AMArHO3:
2) MeTo1bl TMarHOCTHUKH:

Omanon omeema 3aboneBaHuE U3 TPYHIbl MUKPOLIUTOT€HETUYECKUX CUHAPOMOB —
MuKportiedanus, MoHoreHHas (popma; Kiimnudeckoe min rmojiHoe CeKBEHUPOBAHUE K30Ma

3aganne 39 Manpuuk 4 roza, *aiao0bl Ha papMaKOPE3UCTEHTHBIE CYAOPOTH, YTPaTy
JIBUTATEIIbHBIX U PEUYEBBIX HaBBIKOB. [lepBhIe 5kano0bl B 2 rojia B BUAEC TOHUKO -KJIOHUYECKUX
CyZIOpOT C OTBEJCHHEM TJ1a3HbIX 070K BBepX. Ha MPT — npusnaku nuddy3Hoit KOpKOBO 1
HaJ KOPKOBOI cybaTpoduu nperumMyIiecTBeHHO JOOHBIX 0JIeH ¢ MOCTTUIIOKCUYECKUMU U
WIIEMHUYECKUMH U3MEHEHUSIMU roJI0BHOTO Mo3ra. C 3,5 neT Havas yrpauuBaTh paHee
npruoOpeTeHHbIe HaBbIKU. OOBEKTUBHBIN CTATyC: JUIEBBIX AU3MOPGUI HET, TUTIOMUMUS,
rUIepcauBanysi, CaMOCTOSITENIbHO HE XOIUT, PU MOAJIEPKKE MOABOJIAKMBAET HOCOUKH,
MBIIIIEYHAs CUJIa CHIDKEHA, XOPEUYECKHE U TUKO3HBIE TUIIEPKUHE3BI, TATOJIOTHUeCKUe pedIieKChl
— babuHckoro ¢ AByX CTOpPOH. JIMCKH 3pUTEIbHBIX HEPBOB C CEPHIM OTTEHKOM JIEKOJIOPHUPOBAHBI,
MOPaKEHHUE 3PUTENIbHBIX MPOBOISIINX MTyTEH

1) [Ipenmonaraemslii AMATHO3:

2) MeTobl TMarHOCTUKHU:

Omanon omeema 3aboneBaHue U3 TPYIIIBI HACIEICTBEHHBIX HEHPOAereHepaTUBHBIX
3a00JIeBaHMIi — HEUPOHATBHBIN IIepouaHbIN munodyciuHo3; 3231, MPT, Y31 OBII u nouek,
OnoxuMHuYecKkuil ananus kpoBu metojom TMC, uccnegoBanne akTUBHOCTH (JEpMEHTOB
MaJIbMUTOMI THOACTEPA3bl | U TpUNENTUAWI NenTuaa3bl 1 B IEeHKOLUTaX, CCKBEHUPOBAHUE
KJIIMHMYECKOTO WJIH MOJHOTO 3K30Ma

3ananue 40 JleBouka 3 jer, kano0bl Ha CY0POXKHbIE IPUCTYIIBI HA (JOHE JIEKAPCTBEHHOU
TEpaNuu, OTCTaBaHUE B IICUXO-pedeBOM pa3Butuu. [lepBelii npuctyn B 7,5 MecALes, 3aTeM



€XKEJIHEBHO /10 15 pa3 B cyTkH, B ocieqHUN roja — kaxaele 1-1,5 Mecsna no 2-3 aHs IpUCTYIIbI
B BUJIC B3/IparuBaHMii ¢ 03HOOOTIOAOOHBIM TPEMOPOM, T€HEPATH30BAHHBIE TOHUKO -KIIOHUYECKHE
cynoporu. OObEKTHUBHBIN CTATYC: MOXOKA aTaKTHYECKast, TOHYC MBIIII TU(P(PY3HO CHIKEH,
XOAMT C TIEPUOMUYECKON OMOPOH Ha LIBIMOYKH, TOHUMAaHHE PEYH HAPYIIECHO, aKTUBHAS PeYb Ha
YPOBHE JIeTIeTa.
1) [Ipennonaraemslii AMArHO3:
2) MeTo1bl TMarHOCTUKHU:

Omanon omeema 3aboneBaHUE U3 TPYIIBI PAHHHUX JMTHJICNTHYCCKUX dHIIe(aTomaTui —
cunapom [pase; D3I -uccnenosanue, MPT-uccnenoBanue, mpoBeieHHE KIMHUYECKOTO WIIH
MOJIHOTO CEKBEHUPOBaHUS dk30Ma MeTos oM NGS

3ananue 41 Manpuuk 2 roja, 3aiep>kka MOTOPHOTO, (PU3UYECKOTO U IICUXO-PEYEBOTO PA3BUTHS.
C 8 Mecs11eB MOSBIIIMCH TH30/1b TOBTOPHOM PBOTHI, CHIDKEHHE anmeTuTa, nmoteps seca. C
Bo3pacta 1 roga 2 mecsiia nociae OPBU manpunk nepecran XoauTh, OTMEUAJIOCh YBETUUCHUE
pa3mepoB xkuBoTta. Kapuotun — nHopma. B 1 rox 8 mecsnes nocie OPBU nosiBunace
TJTFOKO3YpHSl, TPOTEUHYPUS, PAXUTHUYECKUE U3MEHEHHS CKeJIeTa, IporpeccupoBaia yrpara
JIBUTATEIHHBIX HABBIKOB. EMUHCTBEHHBIN ci1ydail B ceMbe. OOBEKTUBHBIN CTATYC: TapTralOnTHBIHA
¢enotumn, Bec 10 kxr, poct 77 cM, rojioBa- 50 cM, paxUTHUYECKUE U3MEHEHUS CKEeeTa, eYeHb+3
CM, HE BCTaeT, HE XOIUT, MM Py3HOE CHIDKEHHE MBIIIIEYHOTO TOHYCa
1) mpenmnosnaraeMslii TUarHo3:
2) MeTo/pl TMarHOCTUKH:

IOmanon omeema CunapoM OaHKoHU; BHOXUMHUYECKUI aHAJIU3 KPOBH M MOYH, OIICHKA
KUIC, onoxumudeckuit anainn3 kpou MmerogoM TMC, odTambMoI0rndeckoe UCCIeI0BaHne ¢
MIPUMEHEHHUEM IIEIEBO JIaMITbl, ToucK MyTtanuii B rene CTNS

3amanne 42 MyxuuHa, 23 Toja, )kanoos! Ha Oecrutoaue. C AeTCTBA YacThIe pEeCIIUPATOPHBIE
3a00J1€BaHUsI, CHHYCHUTHI, 110 JAHHBIM CIIEPMHUOJIOTHYECKOTO MUCCIICIOBAHMS — a300CIIEPMHUSL.
OOBEKTUBHBIN CTATYC: CHHAPOM OapabaHHBIX MMAJIOYEK +, CHHAPOM YaCOBBIX CTEKOJ
1) mpeanosiaraeMblii TMarHO3
2) METOJIbI TUarHOCTHKHU

Omanon omeema MykoBucuno3; [lotoBas nmpo6a, aHanu3 kKaja Ha TAaHKPEATHICCKYIO
anactasy, uutorenerudyeckoe uccienoanue, KT OI'K, KT na3zyx Hoca, ciupomeTrpus,
rccaeaoBanue yacteix myranuid B rene CFTR

3amanne 43 Manpuuk ,1,5 mecsr, )xamoObl Ha TIOXYH0 MPUOABKY Beca, CHUKEHHBIN aIlleTHT,
4acThIe CPhITMBaHUs. POMIICS ¢ KIIMHUKOW BPOXKJICHHON KHMILIEYHON HEMPOXOIUMOCTH,
HaJIO’)KEHA CTOMA, KHIIIEYHOE COACPIKUMOE BOJASTHUCTOE C KUPHBIM OJIECKOM, OTMEUYASTCS
Kalllesb, KOXa peOeHKa UMEET COJICHBIN MPUBKYC CO CIIOB MaTepu. EMuHCTBEHHBIH citydail B
CeMbeE.
1) mpeanonaaraeMelii 1MarHo3
2) METOJIbI TUarHOCTHKHU

Omanon omeema MyxoBuciuaos [lotoBast mpo6a, konporpaMma, aHaJINU3 Kaja Ha
nankpearnueckyto anactazy, KT OI'K, uccnenoBanue yacteix myranuii B rene CFTR

3ananue 44 Manpuuk 2 neT, xanoos! Ha moBTopHbIe OP3 B Teuenue roaa a0 2-3 3MH30/108B,
Ha4YHMHAs ¢ BO3pacTa 3 MecsleB. Y MIIajiero Opara — MyKOBHUCIHIO3
1) mpenmosaraemMblii AHArHO3
2) METOJIbI TUarHOCTHKHU

Omanon omeema MyxoBuciuaos; [lotoBast mpoba, KoporpamMma, aHaJIU3 Kajia Ha
nankpearnueckyto anacta3y, KT OI'K, uccnenoBanue yacteix myramuii B rene CFTR



3ananue 45 Manpuuk, 13 Jiet, kano0bl Ha YacThli MaJIONPOYKTUBHBIN Kallesb ¢ THOMHON
MOKPOTOM, 3aJI0’KEHHOCTh HOCA U 3aTPyIHEHHUE HOCOBOTO JbixaHusl.C pOXKICHUS — PUHUTHI,
YacThI MAJIOTIPOIyKTUBHBIN Kamienb. C 3 et yacteie OpOHXUTHI, THEBMOHUH. B Bece u pocrte
He oTcTaeT. MykoBUCII103 HCKIItoUYeH npu npoBeneHnu JJHK-muarnoctukn OObeKTUBHBIN
craryc: Cummntom OapabaHHBIX MAIOYEK «+», CHMITOM YaCOBBIX CTEKOJ «+», IBIXaHHE
ocnabieHHOoe, TIPOBOJUTCS HEPABHOMEPHOE, Pa3HOKAINOEPHBIE BIIaXKHBIE XPHUITBI IO BCEH
MTOBEPXHOCTHU JIETKUX
1) nmpenmnosiaraemMplii JUarHos
2) METO/1bl TMarHOCTUKU

Omanon omeema IlepBudHas myIMapHas AUCKUHE3US; HCCIIEOBaHNE (QYHKIHH
LMIMAPHOTO SMUTENHS CAU3UCTON 000JI0UKH HOCA, SIEKTPOHHAs MUKpPOCKoNus (0OHapyKeHue
AQHOMAJIMIi CTPOCHHUSI PECHUYEK B OMOTITATe CIM3UCTON 000JIOUKU HOCA MK OpOHXa),
CEeKBEHHPOBAaHME IK30Ma

3ananue 46 JleBouka 2 jet 7 MecsI1eB ¢ xKalo0aMU Ha 331€pKKy MOTOPHOTO U IICUXOPEYEBOTO
pasBuUTHA, ¢ POXKIACHUSA HC3HAYUTCIIbHBIC 0COOEHHOCTH (peHOTHHa 1 MbIIICYHAas T'UMIIOTOHU .

OOBbeKTUBHBIN CTaTyC: HU3KUN POCT U BEC, BHICTYMAIOIHI J100, IUPOKUI KOPEHb HOCA, JBE
HeOOJIbIIINE TEeMAaHTHOMBI Ha BEpXHEH I'y0e U Ha KHUBOTE.
1) mpenmnosiaraemMblii AUArHO3
2)METO/1bl AUATHOCTUKU
Omanon omeema 3aboneBaHUE TPYIIBI XPOMOCOMHBIX CUHJIPOMOB

FISH-ananu3 ¢ Habopom /IHK-30HI0B Ha YacThle MUKPOICIICITUOHHBIE CHHAPOMBI (11
Jxopmxu, Bunesmca-boitpena, Cmut-Marenuc, Munnepa-Jlukepa, [Ipanepa-Bum,
OnrensbMana), FISH- ananus ¢ noxyc-cnenuduunsivu [IHK-3081aM1 Ha X-Xpomocomy (DXZ1)
u 3 xpomocomy (D3Z1) Ha npsMBIX mpenapaTax OyKKaJIbHOTO SITUTEIHS

3amanne 47 Manpuuk 3 roja, ®anoO0bl Ha OTCTaBaHWE B MOTOPHOM U IICHXOPEUYEBOM Pa3BHUTHH,
00JbIIKE pa3Mepbl FOJIOBBI, TYTONOIBHKHOCTH CYCTaBOB, ITOSIBUBLIASICS HA BTOPOM TOJY KU3HU
OOBbeKTUBHBIN CTaTyC: TpyOble YepPThI JUIla (IIUPOKask IEPEHOCHUIIA, TUIOILIa3Usl CpEeHEN TpeTH
JUIA, MyXJble TYObl, IPUOTKPBITHIM POT, MAKPOIJIOCCHS, PEIKUE 3yObl), TYTONOABIKHOCTD U
KOHTPAKTYPhI JIOKTEBBIX U KOJIEHHBIX CYCTaBOB, KUCTh IO THUIY «KOTTUCTOM Jamnb», Kudo3
MOSICHUYHOTO OT/eJla TO3BOHOYHHKA, YBEJIMYCHHE Pa3MEPOB KUBOTA, ITyIOYHAsI IPblKa,
yBeJIMYEHHUE eueHu (+5 ¢M U3 o1 Kpasi pedepHOi 1yru), IBYCTOPOHHSS MTaX0Bas I'pblXka.
1) mpeanosiaraeMblii TMarHo3
2) METO/IbI TMArHOCTUKHU

Omanon omeema 3aboneBaHue TPYIIbI MyKOTIOIUCAXapu1030B -Mykomnonucaxapuaos 11
tuna. Cunapom Xanrepa; MccnenoBanue 3KCKpeuu NIMKO3aMUHOTJIMKOHOB
(mepmarancynb(dara u renapaHcynbQara) ¢ MOUO, UCCIIeIOBaHIE AKTUBHOCTH JTMO30COMHBIX
(bepmeHToB (TUapOoIIa3), MOJIEKYIApHO-TeHEeTHYecKoe uccineaoBanue reva IDS

3ananue 48 neBouka, 3-X JeT, ¢ *kajo0aMH Ha Cy10pOKHbIE IPUCTYIIBI, 33A€PIKKY IICUXO0-
pedeBoro pa3BuTHs. BriepBbie CyJOpOru B BUAE PE3KOT0 KpUKa, C OCTAHOBKOM ABIXaHUA U
LINAHO30M, BO3HUKIIN B Bo3pacTe 8,5 Mecs1eB nocie BakuHanuy. B Bo3pacte 1 roga cynoporu
nosropuirck Ha poHe OPBU u runeprepmun. IIpuctynsl oTMevasnuich B BUje
KpPaTKOBPEMEHHOM yTpaThl CO3HAHMSI, 03HOOONIOJOOHOTO TPEMOPA, B T.4. C BOBJIEUCHHEM HOT,
3aBEJICHUS IJ1a3 BBEPX, OCTAHOBKH JIBIXaHUS U [IMAHO3a, IPOIOJDKUTENBHOCTBIO 10 | MUHYTEI
KaX/Iblif yac B TeueHue 2-3 cyTok, Ha (poHe BBeJeHUs1 OeH30A1azenuHa. B cpeHeM npucTymbl
HaOII01aI0TCS KaXKIple 2 Mecsia. B HacTosIuil MOMEHT - peMHCCHSL.

1) mpeamnonaraeMplii 1MarHo3

2) MeTObI TUarHOCTUKU:



Omanon omeéema panuss nusenTAYEcKas suuedanonarus I3 -Bugeomonntopunr, MPT-
rOJIOBHOI'O MO3r'a, IPOBEJCHUE KIMHUYECKOTO UIIU MOJIHOI0 CEKBEHUPOBAHMSI 3K30Ma METOJI0M
NGS
3ananue 49 Ilanuentka 46 net oOpaTuiIach B MEUKO-T€HETHUECKYIO JJIs1 UCKIFOUEHHUS
HACJIeICTBEHHOTO Xapakrepa 3a0oneBanus. B aHaMHese - cepo3Hasi KapLimHOMA JIEBOTO SIMYHUKA.
VY marepu (68 set), B Bozpacte 40 et Obu1 00HAPYKEH PaK MOJIOYHOMU KeEJe3bl,Y pOJHOTO Oparta
MaTepH - paK MpeAcTaTeIbHOM JKeJe3bl, y pOJHOTO Opara oTia B 56 JIET - paK JIErKoTo.

1) nmpenmnosiaraemMblil AMArHo3
2) METOJIbI TIMarHOCTHKHU:

Omanon omeema Cunapom HaciencrseHHoro BRCAT-acconmupoBaHHOTo paka
AUYHUKOB; COOp JIMYHOrO U CEMENHHOr0 aHaMHE30B, MOJIEKYISIpHO-T€HETUUECKOE TECTUPOBAHNE
Ha Hanuyue yacTbix myTaruil B reHax BRCA1 u BRCA 2, BBICOKOTIPOM3BOIUTETHHOE
napauiensHoe cekBeHupoBanue nmanenu reHos: BRCA1, BRCA2, BARDI. BRIP1, MRE11A,
PALB2B, NBS1, tP53, RAD51C, RAD51D

3ananue 50 JleBouka, 3 AHEH KU3HU C MUKpoLedalinell, CKOILIEHHBIM JIO0M, KPYITHBIM HOCOM,
nehopMUPOBAHHBIMHI HU3KO TTOCAXKEHHBIMH YIITHBIMU PAaKOBHHAMH, KOPOTKOH IIeeH, CKIIa4aTon
KO>KEH Ha 3a/IHEl TOBEPXHOCTH IIEU, MBIIIEYHON THIIOTOHUEHN, EMHCTBEHHOMN JTaJJOHHOMN
ckaaKou, mopokoM cepana — JIMXII, nByctopoHHei paciiennHol HeOa U BEpXHEH TyObl,
MOCTAKCHATBEHON MOJIMIAKTHIINEH KACTH.
1) mpenmnosiaraemMblii AUArHO3
2) METOJIbI TUarHOCTUKHU:
3) Metosl neveHMUS:
4) npounakTuka

Omanon omeema Cunapom Ilaray; MccnegoBanne kapuotuma, CUMITOMAaTUYECKOE;
[IpenaTanbHBIN CKPUHUHT O€pEeMEHHBIX

3aganue 51 XKenmmuna, 36 T, Tpy TPOXOKIACHUN JUCITAHCEPU3ALMHU BbISIBJICHO MOBBIIICHUE
YpOBHSI 00IIIEro XoJIeCTeprHa 10 8,9 MMOJIB/J, PH TOCIICIYIONIEM aHAIM3E JTUIUIHOTO CIIEKTPa
ob6muii xonmecrepu — 9,1 mmonw/n, TT — 1,3 mmons/n, XC-JITIBII — 1,2 MMobI. AKTHBHO
XKano0 He MPEAbSBIICT.
1) mpeanosiaraeMblii TMarHo3
2) METOJIbI TUarHOCTHKH

Omanon omeema CeMmeliHas THIIEPXOJICCTCPUHEMHUS; IIPOBEACHUE OCMOTpPa U TaJIbIIalliH
CYXOKHJIMI: aXUJUIOBBIX, pa3rubaresieil majibleB PyK, TPUIIETICOB U KOJICHHBIX CYCTAaBOB C

LIEJIBI0 IMarHOCTUKY HAJTUYHS CYXOKHIIBHBIX KCAaHTOM, IPOBEJICHUE CEKBEHUPOBAHMS
renoB LDLR, APOB, PCSK9 metonoMm NGS

3ananue 52 JleBouka 3 ser 6 MecsueB, kajio0bl Ha IJI0OXYI0 IPUOABKY B Bece, 3aJEPIKKY
IICUXOMOTOPHOT'O M PEYEBOr0 PA3BUTHUSA, HA (DOHE BBICOKOM JIMXOPAJIKU — COXPAHEHUE SIU30/10B
3aMUpaHui U TMIIEpKUHE30B. 3a001eBaHue MaHU(BECTUPOBAJIO C poxaeHUs. OObEKTUBHBIN
CTaTyc: IJIa3HOM runepTeaopusmM, 60IbIION HOC C BBICOKOW CTUHKON, KOPOTKHHA (UIBT,
MHUKpOTHATHs. 3aJepkKKa IICUX0-PEYEBOr0 Pa3BUTHUS NPOSBIAETCS B BUAE CKYIHOTO CIIOBAPHOIO
3amaca (KOpOTKHe, IPOCThIE CI0Ba), KOMAH bl TOHMMAET, OJM3KHX 3HAeT. 3aJiepKKa MOTOPHOTO
pPa3BUTHUSA: XOIUT HEYBEPEHHO, C OAHOCTOPOHHEN MOANEPKKOU
1) mpeanonoXUTeNbHbIA JUarHo3:
2) MeTO/bI TMarHOCTUKU

Omanon omeema Cunapom Bonbda-Xuprixopaa MPT rosoBHoro Mo3ra, npoBejieHIe
O0I'-BUEOMOHUTOPUHIA, XPOMOCOMHBIM MUKPOMATPUYHbIN aHATIN3

3amanue 53 Manbuuk 6 MecsIeB ¢ 3aJepKKON (PU3NUECKOTO U ICUXOMOTOPHOTO Pa3BUTHS,
BPOXIEHHBIM IOPOKOM Cep/ilia U JULEBBIMU AUCMOPOHUAMH (MaJIEHbKUE HU3KO MOCAKEHHBIE



TMCTUIACTUYHBIE YIITHBIE PAKOBHHBI, ITUPOKUE TJIA3HBIC MEH, JJIUHHBIA UIBTp, y3KOE
OCHOBaHHE KPBUIbEB HOCA, MUKpOTeHHUs), yacThie OPBIU.
1) nmpenmnoyioXUTeabHbINA AUATHO3!
2) METO/Ibl TMarHOCTUKHU

Omanon omeema Cunapom du Jxopmxu; Y3U OpromHoi nonoctu u modek,IX0-KT,
onoxumuueckuii ananmu3 kpoBu, FISH ¢ yaukaneasiMu JIHK-30H1aMu Ha peruox
MHUKpOJIeeuu Ha MeTada3HbIX iacTuHkax nanueata, MLPA ¢ JIHK-mpaitmepamu Ha
MOCJIEI0BATEIILHOCTH T€HOB B PErHOHE MUKPO/IEJICIIUU C UCTO0JIb30BanneM oopasnos JJHK
MalueHTa

3amanne 54 PebeHok, 8 MecsIeB, xanoObl Ha XKENTYXY, ITIOXYI0 IpuOaBKy Macchl. boreH ¢ 6
MECSIIIEeB, KOT/Ia MOsBUIIACH JKeNTyxa. B Xoze 00cinen0Banus BBISABICH TUTONH3 110 19 HOpM ¢
cuHIpoMOM xoJiectasa. [ToBeimenue anbda-peronporenna a0 25 843 ur/mi (Hopma 1o 12
HI/MJT). YBelIUueHue MeueHu 10 +5 cM u3-noj kpas pedepHoit nyru. CeneseHka +2 ¢cM U3-T0]1
Kpasi peOepHO# ayru.
1) mpeanooKUTEINbHBIA TUATHO3!
2) METO/1bl TMarHOCTUKU

Omanon omeema HacnenactBenHas Tupo3uHeMus 1 A Tuna (ocTpoe Te4eHHe);
Omnpenenenne coaepKaHnsi aMHHOKHUCIIOT B KPOBH, ONIPE/ICNICHHE CYKIIMHUIIAIIETOHA B MOYE U
m1a3Me KpoBH, onpezaeneHue anbda-peronporerna (ADII) B ceiBopoTKe (MM M1a3Me) KPOBH,
cekBeHupoBaHue rena FAH

3aganue 55 Manpuuk 9 nHe# )KU3HH, MO0 pe3yIbTaTaM HEOHATAIbHOTO CKPUHUHIA:
dhenunananus 4,46 mr/mi, (Hopma 1o 2,0 mr/mn). [Ipu perecte 6,8 mr/mn
1) mpeanooKUTEIbHBIA TUATHO3!
2) METO/IbI TUarHOCTHKHU

Omanon omeema HacnencrBennas tupo3uHeMus 1 A tuma (0cTpoe TeueHne); AHamu3
NTEPUHOB B MOY€E, CeKBeHHpoBaHue MetoioM NGS 1o nanenu, Bkirovatomeid reasi: PAH
(OMIM:* 612349 ), PTS (OMIM:* 612719), QDPR (OMIM:* 612676), GCH1 (OMIM:*
600225) u p

3amanue 56 Y manpunka, 3 Mecsia, 0TMEUYAIOTCsa MUKpoliedansi, HU3KHH J100, TBYCTOPOHHUI
SMUKAHT, TO3, KOPOTKUN HOC C OTKPBHITHIMH BIEpPE]] HO3IPSIMU, MUKPOTE€HHUSI, pacilieInHa
SI3bIYKA, TOTHYECKOE HEOO, HU3KO PacHOJIOKEHHBIE e()OPMUPOBAHHBIE KPYITHBIE YIITHbIE
PaKOBHHBI, KOPOTKasl LIesl, MOCTaKCHallbHAs MOJUIAKTUIINS HA JIEBOM KUCTH, IBYCTOPOHHSSA 2-3
KO>KHasi CHHIAKTHJIMSI Ha cTomax Y -o0pa3Hoi dhopmsl (puc. 2). [Ipu obcnenoBaHny TeHUTAIANA
BBISIBIISICTCS] MUKPOTICHUS, TUTIOCTIA NS, PACIICTICHHE MOIIIOHKH, TUIIOTUIa3UPOBAHHOE STUYKO
ClIeBa U OTCYTCTBHE SIMUKA CIIpaBa.
1) mpeAnoaoKUTEIbHBIN AUArHO3:
2) METO/IbI TMAarHOCTUKHU

Imanon omeema Cunapom Hdu Txopmxu Y3U manoro taza, 9XO-KI', crannaptHoe
[IUTOT€HETHYECKOe UCClieJoBaHne, bruoxuMuueckuii aHamu3 KpoBH (ONpeIesieHne YPOBHS
o011ero xoJiecTepuHa U 7-AeruapoxojecTepoia), MpOBeICHIE MOJIEKYISIPHO-T€HETUYECKOTO
HCCIIEIOBaHUS IyTeM NpsMOro cekBeHupoBanus rena DHCR7 (ren 7-
JETUPOXOJIECTEPOIPEAYKTA3bI)

3ananue 57 [lanuent, roHoma 17 €T, B aHaMHe3€ HaIM4Kie MePBUYHO-MHOKECTBEHHBIX
HOBOOOpAa30BaHUI: IEPBUYHO-MHOKECTBEHHASI MEJTAHOMA KOKH, COCTOSIHUE TIOCTIe
XUpYypruueckoro yeueHus B 13 u 16,6 net, B 16 j1eT MHOKECTBEHHBIH MOJUIIO3 KETYAKA,
Makporiedanus, Ha KO>Ke — MHO’KECTBEHHbIE MEJIaHOLIMTaAPHbBIE HEBYChI KOXKHU CIHHEBI, )KUBOTA,
KOHEYHOCTeH. B HacTosiiee Bpemsi MOCTaBIeH qUarHo3 (HOJUTUKYISPHBIN paK IMIUTOBUIHOMN



xKene3bl. Y 0aOylIky 10 MaTePUHCKOM JTMHUU TOJIHITBI XKy IKa, MHOTOY3JI0BOH 300, y 6a0ymiku
110 JIMHUY MaIlbl — paK IMYHKUKA. Y MaTepu B aHAMHE3€ paKk MOJIOYHOM kele3bl B 37 JieT
1) nmpenmnoyioXUTeabHbINA AUATHO3!
2) METO/1bl TMAarHOCTUKU

Omanon omeema Cunapom Koynena; Beicokonpon3BoAuTeIbHOE MapalIeIbHOE
CEKBEHHPOBAHNE TTAHEIH T'€HOB, CBS3aHHBIX C PAa3BUTHEM HACJIEICTBEHHBIX OHKOJIOTUYECKUAX
CHHJIPOMOB

3amanne 58 JleBouka, 3 1eHb, KOPOTKAs IIes, KOKHBIE CKIIAIKHM Ha 1Iee, 1e()OPMUPOBAHHAS U
HU3KO PacIoJI0KEeHHAs YIIHAS paKOBUHA, TUM(ATHUECKH OTEK KHCTEH U CTOII, MOPOK cepaua -
JAMOKII
1) mpenBapuTENbHBIN TUArHO3:
2) METOJIbI TUarHOCTHKHU:
3) npodunakTuka

Omanon omeema Cunapom Illepemenckoro-Tepuepa MccnenoBanue kapuoTumna
[IpenaranbHbI CKPUHUHT OEpEMEHHBIX

3ananue 59 Manpuuk 2 €T, *anoObl Ha HACUJILCTBEHHbIE TUIIEPKUHE3bI, YTPaTy paHee
MPUOOPETEHHBIX MOTOPHBIX HABBIKOB, IJIOXYIO MPHUOABKY B Bece.3aboeBaHue
MaHH(pECTUPOBAIIO B Bo3pacTe 6 Mecsien, Ha oHe OPBU u moBrIeHNs TeMmiepaTyphl Tena
BO3HHUK M€HEPAIN30BAaHHBIN TOHUKO-KIIOHUYECKNN SNUIENTUYECKUI ITPUCTYII C TOTEPEN
co3HaHuA. BO3HUKIM MPUCTYIIBI HEYKPOTUMOM PBOTHI, MBIIIIEYHBIN TOHYC HapacTal. Bo3Huku
JTUCTOHUYECKHE aTaku. PeOeHOK mepecTan nep>xaTth rojioBy, epeBopadynuBaThes. [ ooBa
rugporedanbHoi GopMbl. MicTOHUEHHE TTOIKOKHO-)KUPOBOM KiIeTYaTKU. [ uIiepcaauBarius.
['on0BY caMOCTOSITENILHO HE JAEPKUT, IPH BEPTUKATU3ALUU OTopa cinadasi. MbIIIeYHbIi TOHYC
MOBBIIIEH MO cnactTuyeckomy Tuny. CyxoxuiibHble peduiekchl oxkuBiieHbl. Pedexc babunckoro
MTOJIOKUTEIBHBIN C IBYX CTOPOH.
1) IlpennmonaraeMblii AMArHO3:
2) MeTo1bl TMarHOCTHUKH:

Omanon omeema I'nyrapoBas auuaypus T I; mpoBeaeHne TaHAEMHOM Macc-
CHEKTPOMETPHHM C OIIPEAEIECHUEM CIIEKTPA ALMJIKAPHUTUHOB, aMUHOKHCIIOT, AHAJIW3 MOYH Ha
oprannyeckue kuciotel, MPT romoBaoro mosra, mouck myranuii B reae GCDH

3amganne 60 Manpuuk, 4 ToJ1a, )KaJI00bl Ha CYIOPOYKHBIE TIPUCTYIIBI, YTPATY JABUTATCIIbHBIX U
peueBbIX HaBBIKOB. B 2 roga 6 Mec. NOSIBUIMCH NIEPBBIE MIPUCTYIIBI B BUIE TOHUKO -KJIOHMYECKHUX
CYJIOpOT U OTBEJICHUEM TJIa3HBIX SI0JI0K BBEPX, Jajiee MPUCTYIBI 10 THITY OOMSIKaHUs, HHOT/A C
TOHUKO-KJIIOHUYECKUMH cynoporamu. B 3,5 roga pe6EHOK cTan yrpaunBaTh paHee
MPpUOOPETEHHBIE IBUTATEIIbHBIC (CAMOCTOSATEIBLHO HE XO/IUT, aTaKCHsl TIPH X01b0e ¢
MOJJIEP>KKOM ) U peueBbie HaBBIKK (TOBOPUT CJIOTH). B HacTodIee BpeMs MPUCTYIIBI IO TUITY
MUOKJIOHUH TOJIOBHI /10 3-4 pa3 B CyTKU Ha ¢oHe npuéMa MpOTUBOCYTOPOKHBIX MIPEMapaToOB.
1) [Ipeamnosiaraemelii 1UarHo3:
2) MeToabl JUarHoCTUKU:

Omanon omeema Pannss snunentuyeckas >Hiedanonatus; D3I -uccnenoanue, MPT-

HCCIICAOBAHUEC, TPOBCACHUC KIIMHUYCCKOT'O UJIN ITOJIHOTO CCKBCHUPOBAHUS 3K30Ma MCTOIOM
NGS

3amanue 61 Manbuuk 1 ner, xanoObl Ha Xrydue 00JIM B pyKax M 10 3a/iHEl MOBEpXHOCTH Oernep,
HE KyHUPYIOIIHECS IPUEMOM HECTEPOUIHBIX TPOTUBOBOCIIAIUTENBHBIX IIPENapaTos,
HapyIIeHHE CTysa (auapes), HOBBIIIEHHYI0 YTOMIISIEMOCTh, CHH)KEHUE cityxa. OTMedaroTcst
CYXOCTb KOXHBIX TOKPOBOB, B 00JIACTH MyIKa — MeJKHe, 6e300J1e3HEHHbIE, BHICTYIAIOLINE HAl
MOBEPXHOCTBHIO KOKH 00pa30BaHuUs COCYAUCTOTO reHe3a. [Ipu HeBpoIornueckoM ocMOTpe
OTIpeIeNAeTCs] CHIKEHHE UyBCTBUTEIIBHOCTU B HIKHUX KOHEYHOCTSX. [Ipu oOcnenoBanum y



OKYJIMCTA - PE3Kasi U3BUTOCTh cocyn0oB ceryaTtku. Ha MPT rosoBHoro mosra -
NEPUBEHTPUKYISPHBIA OYar riimo3a B 0€JIOM BelecTBE MPaBOil JOOHOM J10JIM COCYAUCTOTO
reHesa.
1) [Ipennonaraemslii AMATHO3:
2) MeTto/1bl TMarHOCTUKHU:

Omanon omeema bonesnp @abpu, Kaccudeckas popma
broxumuuecknii aHaJIM3 CYTOYHOW MOYH, KOJMYSCTBEHHOE OIPEICIICHHIE JTH30C(HUHTOUITHIIOB
METOJIOM TaHJEMHOM Macc CIIEKTPOMETPHH, OTIPeIeIEHNEe aKTUBHOCTH alib(a-TaJaKTO31ua3bl
(AT"AJI) B xkpoBH, nouck myrauuii B reie GLA

3ananue 62 Ilanuentka 19 net xano6bl Ha pe3Kyto cl1ab0CTh, OBICTPYIO YTOMIIIEMOCTh, TPEMOP
KHCTEHN PYK, KENTYIIHOCTh CKJIEP, YBEIIMUEHUE KUBOTA U YYBCTBO TSKECTH B IIPABOM
noapedepre. 3aboneBaHne MaHU(PeCTUPOBAJIO B Bo3pacTe 17 JeT ¢ TpeMopa pyK, KOTOPBI
MEJICHHO TIporpecchpoBall. B 18 et BO3HUKIIO YyBCTBO TSHKECTH B ITPABOM MOApeOEphe, )KUBOT
yBenuumics. [Ipu miaaHoBoM ocMoTpe 0hTaTbMOIoTa, IPH HUCCIEOBAHNH C IOMOIIBIO IIETIeBOM
JIaMIIbl BBISIBJIEHO 3€JIEHOBATO-KOPUYHEBAsl MUIMEHTAlUsI 110 nepudepun poropuiibl. Crapinit
cu6Oc moru6 B 16 JeT OT 1Uppo3a MeveHu.

1) [Ipennonaraemslii AMArHO3:
2) MeToibl TMarHOCTHKU:
bosne3ns Bunscona-KonoBanosa

Omanon omeema buoXuMUYeCKnil aHamn3 KpoBu ¢ onpenenenueM yposHs AJIT, ACT,
@, I'TT, bunupyOrHa, uccieqoBaHle KOHLIEHTPALUU LEPYIOIUIa3MIUHa B CHIBOPOTKE KPOBH,
HCcCe0BaHUE CYyTOYHOM SKCKPEIMU Meu ¢ Mouoi, Y3 opraHoB OprOIIHOM MOJIOCTH,
MPT rosioBHOro M03ra, MOMCK 4acThIX MyTaluii B rene ATP7B

3amganne 63 Manpuuk S JeT, )Kano0bl Ha 3371epP>KKYy MOTOPHOTO U PEYEBOTO Pa3BUTHSA,
ACUMMETPHS JIUIA, BEICTYNAIOMNN 7100, IIMPOKas CIIMHKA HOCA, BRIBEPHYTAs! HUXKHSS Ty0a,
KPUIITOPXHU3M, KOHTPAKTYphl MekK(DaTaHTOBBIX CYCTaBOB
1) IlpeamoaraemMsplii AUArHO3:
2) MeToibl TMarHOCTHKH:

Omanon omeema Tpucomus 8 xpomocomsl; Mccnenopanue kapuoruna, FISH-ananus ¢
nentpomepo-crenuduansiM JIHK-30H10M Ha 1IEHTpOMEpHYIO 00J1aCTh 8 XpOMOCOMBI Ha
MPSIMBIX MpernapaTax TuM(OIUTOB eprudepruIecKoil KPOBU

3ananue 64 Manbuuk 7 J€T, BO BpeMsl IMCIIAHCEPHOTO 00CIeIOBaHUs, TIPH MAJIbITAIIMH KUBOTA
OTMEUYEHO YBEJIMYCHHE Pa3MepoB cesle3eHKH (10 + 5 cM u3-moa kpas pedepHoit nyru).OTmeuaet
OBICTPOE MOSIBJICHUE CHHIKOB, YaCThIe HOCOBBIC KPOBOTCUCHHS.
1) [Ipeanonaraemelii 1MarHo3:
2) MeToibl TMarHOCTHKH

Omanon omeema bonesnp ['omie, Tun 1; OAK, Penrrenorpadus kocreit ckenera, MPT
OpromrHo# mosnocTH, OrnpeneraeHne akTUBHOCTH TM30COMHBIX (DePMEHTOB B MSATHAX BHICYIIIEHHON
KpOBH, ceKBeHUpoBaHue reHa GBA.

3amanne 65 Manpuuk 10 Mec. ¢ CyIOpOKHBIMHU MTAPOKCH3MaMH, BEIPAKEHHOH 3a1ePIKKOM
TICUXOMOTOPHOTO Pa3BUTHS, MUKPOAHOMAIIUSMHU Pa3BUTHUS B BUAE CKOIIEHHOTO YIIJIOIEHHOTO
3aThIJIKA C BJIaBJICHUEM I10 IIEHTPY, CY’KEHHE Yeperna B JIOOHO-TEMEHHBIX OT/eJax, SITUKaHT,
KOPOTKasl 11esi, BTSIHYTBIE COCKH, IBYCTOPOHHUN KPUMITOPXU3M. B HEBPOJIOTHYECKOM CTaTyce
OTMEYaJICS TUCTOHUYECKUI MBIIIICUHBIH TOHYC C TeHJCHIIMEH K CHIDKEHUIO, CYXOKUIIbHBIE
peduexcol cpenueit xxkuBoctu. Ha MPT BbIsiBIIeHa ouaroBas maxurupusi, areHe3usl MO30JHCTOTO
TeJa, THIOIUIa3us YepBs MOIKEUKa

1) IIpennonaraeMelii IMarHo3:



2) MeTonbl TMarHOCTHKU:
Omanon omeema Jluccsnuedanusi, 3 TUIT; 3K30MHOE CEKBEHHPOBAHUE 110 ITaHEIIN T'€HOB
«HacnencrBennsie 3a001€BaHUsT HEPBHOW CHCTEMBD)

3ananue 66 Manp4uK 7-MH JI€T, YacThIe MPOCTYIHBIE 3a00IeBaHMSI, 3aJI0)KEHHOCTh HOCA U
3arpynHenue apixanus. C 4 net —yacteie OPBU u Oponxutsl. [lepenec npaBocTOpoHHIO
ITHEBMOHHUIO B 6 JIET, JIeueHHe NMOoydal craimonapHo. [locne BeIMHCKH coXpaHseTcs
MPOAYKTHBHBIN Kalenb. J{pIxaHue )KeCTKoe, KPYIMHOIY3bIpYaThie BIaKHBIE XPHITBI CITPABA.
1. mpeanonaraemMplii JUArHO3
2. METOJIbl TMAaTHOCTUKH

Omanon omeema MyxkoBucuuo3; [lotoBast mpo0a, maHkpeaTnyeckas sacrta3a-1 kana,

aHaJIM3 KaJla Ha maHkpeatudeckyro anacrazy, KT OI'K, nccnenoBanue yacTeix MyTaluii B reHe
CFTR

3ananue 67 Manpuuk 7-MH JIE€T, 4acThble MPOCTYIHbIE 3a00JIeBaHMsl, 3aJI0)KEHHOCTh HOCA U
3arpynHenue apixanus. C 4 net —yacteie OPBU u OponxuTsl. Ilepenec nmpaBocTOpOHHION
ITHEBMOHUIO B 6 JIET, JIeYeHHE M0JTydal crannoHapHo. [loce BImmcky coxpaHsercs

MIPOAYKTUBHBIN Kallelb. [[pIXxaHne %kecTKoe, KPYIMHOMY3bIpUaThie BIAXKHbIE XPHIIBI CITPABA.

1) mpenmnosiaraemMblii AUArHO3
2) METOJIbI TUarHOCTHKHU
Omanon omeema MyxkoBucuuno3; [lotoBast mpo0a, maHkpeaTudeckas sacras3a-1 kana,

aHanM3 KaJia Ha maHkpeatndeckyto snacrasy, KT OI'K, ucciegoBanue yacteix MyTanuid B T€HE
CFTR

3amganne 68 Manpuuk 2-X JeT K00kl Ha 3aIEPKKY MOTOPHOTO, (PU3HYECKOTO M TICHXOPEUYEBOTO
pazButus. C 8 Mecs1eB NOSBUINCH 3MH30/1b1 TOBTOPHOM PBOTHI, CHI)KEHHE aNIEeTUTA,
3HAYUTEIbHOE CHIDKEHUE Beca. B Bo3pacte 1 roma Becus — 8 kr. C Bo3pacra 1 rog 2 Mecsiia Ha
(hoHe OCTpOH pecTMpaTOPHON BUPYCHOW MHPEKIIUN MTPOU3OIIEN PETPECC B PA3BUTHH — MATBUHK
IepecTall X0AUTh; OTMEUAIOCh yBeaudeHue pasmepos xxuBota. Ha MPT rosioBHoro mosra
BBISIBJICHA HE PE3KO BBIPAKEHHAs JIeHKonaTus B 6eJI0M BelllecTBE TeMEHHbIX noJieit, MPT
CIIMHHOTO Mo3ra 0e3 ocodenHocteit. Kapuorum: 46,XY — HOpMaibHBIA MyXCKOH. [Tpu
HCCIEA0BAaHUMU YPOBHS MNIMKO3aMHUHOIIIMKAHOB MOUYU OTKJIOHEHUN OT HOPMBI HE BBISIBIICHO.
VYpoBeHsb nakrata 10 1 nocie easl B Hopme. B 20 mecsimieB (1r 8mec) mocie ouepennoii OPBU
MOSIBUJIMCHh U3MEHEHHUS B aHaIM3aX MouH (TIIOKO3ypusi, IPOTEHUHYpHUs), OOpallleHO BHUMaHKE Ha
paxUTHYECKUE U3MEHEHUS CKEJIeTa, yTpaTa IBUTaTelIbHbIX HABBIKOB IporpeccupoBaia. [leauatp
HampaBml pebeHka /i 00cae0BaHus K He(hpoJIory U TeHETHKY.
D)IIpenBapuTenbHBIN TUarHO3
2)MeTobl AUATHOCTUKU

Omanon omeema Cunapom @ankonu; Y3U opranos OproiiHoi monoct u nouek, MPT
roJIOBHOTO Mo3ra, Pentrenorpadus kucreil, OMOXUMUYECKHE aHATU3bl KPOBU U MOYH,
KHCIIOTHO-IIIETIOYHOE COCTOSIHUE, 0(hTATbMOJIOTHYECKOe 00CIeIOBaHUE C TPUMEHEHUEM
11eJIeBOM J1aMmibl, Touck mytanuii B rene CTNS

3ananue 69 XKenuuna, 29 ner, xanoObl Ha YacThIM NMPOJYKTUBHBIN Kallledb ¢ THOMHOM
MOKpPOTOH, 3aJI0’KEHHOCTh HOCa M 3aTPYAHEHUE HOCOBOTO JAbIXxaHus, Aeduuut Beca. C paHHETo
JIETCTBA YacTble OPOHXUTHI, THEBMOHUHU. B TeueHHe MOCIeHUX HECKOJIBKUX JIET OECTIOKOUT
OJIBIIIIKA MPH (pr3nueckoi Harpyske. CTamoHapHOE JIEYeHUE ¢ IPOBEIEHHEM Kypca
aHTHOaKTepHalbHON Tepanuu 2-3 pa3a B roJl. Ha peHTreHorpaMme opraHoB I'pyAHOM KJIETKU —
JIBYCTOPOHHSIS ie(hopMaIys JIETOYHOTO pUcyHKa. . CUMITOM O6apabaHHbIX HaoueK «++»,
CHMIITOM YacOBBIX CTEKOJI J[pIxaHue ocrnabaeHHoe, TPOBOJUTCS HEPAaBHOMEPHOE,
pasHOKaTMOepHbIe XPUIIBI IO BCEH MOBEPXHOCTH JIETKHX,



1)IlpenBapuTtenbHblil AUArHO3
2)Meroabl AMArHOCTUKU

Omanon omeema MyxoBucuunos; [lotoBas npoba, AHanu3 Kajga Ha IAHKPEATUUECKYIO
anacrasdy-1, uccnenoranue yacteix Mmytaiuii B rene CFTR, cexkBenupoBanue rena CFTR, ananu3
oOmmpHbIX Hapymenuit ctpykrypsl reaa CFTR merongom MLPA

3ananue 70 MyxunHa 32 5et kano0bl Ha TPEMOP KUCTEN PYK, FOJIOBbI, IEPUOINYECKYIO
0ecCcOHHUILY, TOJIOBHBIC 00iH, pobuu. 3aboneBanne ManudecTupoBaio B Bo3pacte 15 et ¢
JpOXKaHUs pyK [IPU BOJIHEHUH, B MOCIEIHUE 3 TOAA COCTOSHUE YXYIINUIIOCH, TPEMOP PyK
YCUJIHIICS, TIOSIBUIINCH TTAHWYECKHE aTakH, (hoOum, 6ECCOHHUIIA, TPEMOP TOJIOBBI, TOBBIICHHBINA
YpOBEHB OMIIMPYOWHA, YBEIUYCHHUE MICUCHU
1) [IpenBapuTenbHbIi 1UAarHO3
2)MeTobl AMarHOCTUKU

Omanon omeema boneznp Bunbcona-KonoBanosa; buoxnuMuueckuii aHain3 KpoBH C
onpeznenenuem yposus AJIT, ACT, IH®, I'T'T, OunupybrHa, uccieoBaHie KOHIEHTPALUN
LepyJa0TUIa3MHUHA B CBIBOPOTKE KPOBH, OINPEACIICHUE CYTOUHON AKCKpEMH MeIu ¢ Movoi, Y31
opraHoB OpronrHo# nosoctu, MPT rogoBHOT0O Mo3ra, OCMOTp B IIEIEBOH JIaMIie
odTarbMOJIOrOM, Nouck Myranuii B rene ATP7B

3ananue 71 JleBouka, 5 CyTOK *HU3HU, Kal00bl HA YKOPOUEHUE JTTMHBI KOHEUHOCTEH.
OOBEKTUBHBIN CTATYC: TUCIPOTIOPIIUOHATIFHOE TEJIOCIOKEHUE 3 CUET YKOPOUCHHUSI
MMPOKCUMAJIBHBIX CETMEHTOB KOHEUHOCTEH, Makpoliedavs, 3anasiias epeHOCHIIa, TUTIOTIIa3Us
CpenHel TPEThH JIUIA, IIUPOKKE U KOPOTKUE KUCTH, U30JaKTHIINS, Opaxugaktuius, muddy3aas
MbIIlI€YHas! THIOTOHUSI.
1) IlpenBapuTenbHBINA IUATHO3
2) MeTopl AUarHOCTUKH
3) AXoHApOILIa3us

Omanon omeema PeHTrenonorndeckoe uccienopanne ckenera, JJHK auarnocruka:
cekBeHnpoBaHnue 1o Cenrepy rena FGFR 3

3amanue 72 [anmenTtka 24 roja, xanoObl Ha OOJU B TIOSICHUIIE, KPYITHOE MITKOTKAaHHOE
oOpasoBanue Ha Oenpe, MATHA 1BETa «kKode ¢ Mojiokom». B 20 jiet oHO U3 00pa3oBaHU CITUHBI
JIOCTUTJIO KPYITHBIX PA3MEPOB, B CBSI3U C YEM BBINIOJIHEHO XUpyprudeckoe jgedenue. ['ucronorus
— MHKAIICYJIMPOBAaHHAs BEPETCHOKJIETOYHAsA Me3eHXUMalIbHas onyxojib.Ha MPT noscHu4HoO-
KpEeCTIIOBOTO OT/IeJIa: MHOXKECTBEHHBIE TTapaBepTeOpaibHbIC 00pa30BaHUs,
pacrpoCTpaHsoIIMecs OT popaMUHATBLHBIX KaHAJIOB, TPABOCTOPOHHEE 00BEMHOE 00Opa30BaHUE,
pacrpocTpaHsroIIeecs B MOSICHUYHOMW MBIIIIIIE JI0 BOPOT IIPABOM MOYKU. MaTepu mpobana, 1968
I.p. MHOKECTBEHHBIE 00pa30BaHUs MATKUX TKaHEH, MHOJKECTBEHHBIC MATHA IBETa «KOde ¢
MosIoKoM». Jlsiis mpoGania mo MaTepruHCKOM JTMHUK yMep B 39 JIeT OT paka NpsMOil KUIIKH. Y
JeyIIKHU Mpo0OaH/a 1Mo JUHUK MaTepy IposiBIeHHs HelpodudpomaTosa.
1) TIlpenBapuTenbHBINA IUATHO3
2) MeTopl AUarHOCTUKH
Omanon omeema Heiipopubpomaros 1 Tumna; BeICOKOMPOU3BOIUTENBHOE MapaIIeIbHOE
cexkBeHupoBanue renoB NF1, NF2

3ananue 73 PebeHok 3 MecsleB MOCTYIMI IO CKOPOM MOMOIIY U3 IOMA, JKaoObl Ha BSJIOCTbD,
COHJIMBOCTb, OTKa3 OT €/Ibl, OOJIBIINX Pa3MEPOB KUBOT, YBEIMYEHHUE TIEUEHH J10 +4 cM U3-TI0]
Kpast peOepHO 1yrH, cene3eHka +2 ¢cM u3-1oJ kpas pedepHoit nyru. [locne poxaenus
OTMeYasICs SMHU30/]] THIOIJIMKEMUH 10 1 MMoJb/i1. Beinucan nomoit Ha 6 cytku. Habmomamncs
NeIaTPOM B CBA3HM C TIOXOU IpubaBKoii Beca. B Teuenne nocnenHux 2 qHen peGeHok
IIOCTETIEHHO CTaJl BSUIBIM, OTMEYalach OJHOKpaTHas pBoTa. B ieHb nocrymieHus mama He
cMoria pa30yauTh pedeHKa Ui OuepeJHOro KopmiieHus. Pe6eHOK 0T 2 HeOCI0)KHEHHOH



6epemenHoctu. [lepBolii peOCHOK B ceMbe yMep B BO3PACTE 5 MECSIIEB OT KPUITOTEHHOTO
renaTuTa ¥ MOJMOPraHHOM HEAOCTaTOYHOCTH.
1) TlpenBapuTenbHBINH AUATHO3

2) Meroapl AMarHOCTUKH

Omanon omeema I'nukoreno3 1 Tuna; buoxummdeckuii aHanu3 KpoBHU C ONPEAEICHUEM
YPOBHS TpUIIHLEpUA0B, MoueBoil kucioTsl, AJIT, ACT, ritoko3sl, onpeaeneHue KuciIoTHO-
IICJIOYHOr0 COCTOAHUA KPOBHU U JIaKTAaTa, HA3HAYUTH MOJICKYJIAPHO-T'CHETUYCCKOC
ncccaenosanne rega/renos G6PC, SLC37A4

3amanue 74 JleBouka 13 ner, cynoporu, rpyboe oTcTaBaHUE B Pa3BUTHUH, BPOKJICHHBIC TOPOKH
pa3BuTus (IOPOK cepAla, MOTUAAKTUINS ), HEOOBIYHBIE JINIIEBbIE OCOOCHHOCTH: MUKpOIIehaTHs
(OI' 47 cm), 60mBIIOMN, CKOLIEHHBIN J100, TITyOOKO MOCaXEeHHbIE I1a3a, KpyMHbINH HOC,
CTII&KEHHBIN (QHIBTP, OTTONBIPEHHAS HIDKHSS I'y0a, 1e(opMHUpOBaHHBIE HU3KO MOCAKECHHBIC
VITHBIE PaKOBUHBI, €IMHCTBEHHAS JIQJIOHHAS CKJIAJIKa, IIOCTaKCUAIbHAS TIOJHIAKTHIINS Ha

IIPaBOM KHUCTH.

1) TlpenBapuTenbHBINH AUATHO3

2) MeTopl AUarHOCTUKH

Imanon omeema Cunapom Ilaray; MccnenoBanue kapuortumna, FISH- ananus ¢ mokyc-
cnemuduanasiM JJHK-30810M Ha 06nacth 13q14 Ha npsMeIX penaparax IMMGOIUTOB epudeprudeckoit

KpOBH

3ananue 75 JleBouka, 7 €T, OTCTaBaHUE B POCTE HAOIIOAI0Ch € POXKIeHUs. MOTOpHOE U
IICHXOPEUYEBOE PA3BUTHE B Mpeaenax HOpMbL. [Ipu poxaeHNn oTMeUancst OTeK KUCTEN 1
MbITeqHas rTunoToHust. OObeKTUBHEBIHN cTaTtyc: pocT 102 cM ,cOOTBETCTBYET BO3pacty 4,5 roja;
Bec — 17 Kr, OTMeUaeTcsi MUKPOTHATHUs, KOPOTKas IIes, HU3Kasl JIMHUSL POCTa BOJIOC Ha 3aThLJIKE,
IIUPOKas TPyAHAs KJIETKa, X-00pa3HOe UCKPHUBJICHUE TOJICHEH.
1. TlpenBapuTenbHBIN AMATHO3

2. Meroasl IMarHOCTUKHU

Imanon omeema Cunapom lllepemeBckoro-Tepuepa; UccnenoBanue kapuotuna, FISH-
ananu3 ¢ JIHK-30u10M Ha Xpomocomy X (SE X (DXZ1)) u ananu3 uaTepdasHbIX saep Ha
XPOMOCOMHBIX Tperaparax u3 KyJIbTypbl TUM(OIHUTOB nepudepruueckoil KpOBH

KPUTEPUMU oneHNBAHNA KOMIIETEHINH U INIKAJLI OLICHKHU

Onenka Onenka Omnenka Onenka
«HEYI0BJIETBOPUTEIbHO» | «YI0BJIETBOPUTEIHHO» | «XOPOIIO» «OTJIHYHOY
(He 32aYTeHO) WJIn (3a4TeHo) Win (3a4TeHo) (3a4TeHo0) WiIn
OTCyTCTBHE YI0BJIETBOPUTEJIbHbIN | HJIH BBICOKMIi
copmMupOBaHHOCTH (moporoBbIi) AOCTATOYHBIN YPOBEHb
KOMIIeTCHIIHU U YPOBEHb OCBOCHMS YPOBEHb OCBOCHUS
KOMIIeTeHIIM U O0CBOCHUS KOMIIETCHIM U
KOMIIETCHIIM U
HecniocoOHOCTB OO0yuaromutics OO0yuaromuiics OO0yuaromuiics
o0yuJarorierocs JIEMOHCTPUPYET JIEMOHCTPUPYET JIEMOHCTPUPYET
CaMOCTOATCIBHO CaMOCTOATCIBHOCTD B CaMOCTOATCIBHOC CIIOCOOHOCTH K
NpoOACMOHCTPUPOBATH MIPUMCHCHUHN 3HaHHﬁ, IMPUMCHCHUC ITOJIHOM
SHaHU: IIPpU PCHICHU U yMeHI/Iﬁ 1 HAaBBIKOB K 3HaHPII>i, yMCHI/Iﬁ n CaMOCTOATCIBHOCTHU
3a[[aHHﬁ, OTCYTCTBHC PCHICHUIO y‘-Ie6HBIX HAaBBIKOB IIpU B BBI60pe crocoba
CaMOCTOATCIBHOCTH B 3a,£[aHI/II‘/1 B ITIOJIHOM peuieHnun 3a,[laHPII>i, peUICHUA
MMPUMCHCHUHA YMGHI/Iﬁ COOTBCTCTBHU C AHaJIOI'MYHBIX HCECTAaHAAPTHBIX




OTcyTCTBUE TIOATBEPKACHHS
HaJTMYHSI
c(hOpMHUPOBAaHHOCTH
KOMIICTEHIIUH
CBHUJICTENBCTBYET 00
OTPULATCIIbHBIX PE3YyJIbTaTax

00pasIoM, JTaHHBIM
npenoaaBartenem, 1o
3aJlaHusM, pelIeHne
KOTOPBIX OBLIO MOKa3aHO
npernoaBarteieM, Cleayer
CUHUTaTh, 4TO

o0pasiam, 4To
MOATBEPIKIACT
HaJIHIne
chopMUpOBaHHON
KOMITETCHITUH Ha
0oJiee BHICOKOM

3a/IaHAN B paMKax
JUCLUIIINHBI C
HCIIOJIB30BaHUEM
3HaHUH, yMEHUN U
HAaBbIKOB,
MIOJIYYEHHBIX KaK B

OCBOCHUS YUCOHOI KOMITETEHITUS ypoBHe. Hanmume | xozie ocBoeHus
JUACIUTUIAHBI chopMHUpoBaHa Ha TaKoun JIAaHHOU
yIIOBIIETBOPUTETHLHOM KOMITETEHIIUN HA | JUCUUIUIMHBI, TaK U
YpOBHE. JIOCTaTOYHOM CMEXHBIX
YpOBHE JUCLUTUINH,
CBUJICTEIBCTBYET | CIEAYET CUUTATh
00 yCTOHYNBO KOMIIETEHITHIO
3aKpEIIEHHOM chOpMUPOBAHHOM
MPaKTUIECKOM Ha BBICOKOM
HaBBIKE YpOBHE.
Kpumepuu ouenuganus mecmoeozo KOHmpoas:
MIPOIICHT NMPABHIIBHBIX OTBETOB OTmeTKn
91-100 OTJIMYHO
81-90 XOPOIIO
70-80 YJIOBJIETBOPUTEIHHO
Menee 70 HEYJIOBJICTBOPUTEIHHO

[Ipu oreHUBaHWY 3aJaHUI ¢ BEIOOPOM HECKOJIBKHX MPABHIBHBIX OTBETOB JOMYCKACTCS OJHA
omrnoKa.

Kpumepuu ouenusanusa cooecedosanusi:

Jdeckpunrtopsbi
YMeHHe O0bSICHATH JIOTHYHOCTH H
OTMeTKa (npeacTraB/ATh) MOCJIe0BATEIbHOCT
NMPOYHOCTH 3HAHM I CYLIIHOCTD SIBJICHUIA, b OTBETA
NPoLECCOB, 1eJIATh
BbIBO/IbI
OTJIMYHO IPOYHOCTh 3HAHUM, BBICOKOE YMEHHUE BBICOKAsA JIOTUYHOCTh
3HaHUE OCHOBHBIX OOBSACHATH CYIIHOCTD, u
IIPOLIECCOB U3y4aeMOM SBJICHUH, IPOLIECCOB, MIOCJIEI0BATENbHOCTh
npeIMeTHOM 06nacTH, cOOBITHIA, enaTh OTBETa
OTBET OTJINYAETCS BBIBOJIBI M 000011IEH NS,
TITyOUHOM U TIOJTHOTOU JaBaThb
PaCKpBITHS TEMBI; apryMEHTUPOBaHHbIE
BIIQJICHUEM OTBETHI, IPUBOJUTH
TEPMUHOJIOTHYECKUM IpUMEPBI
anmnapaToMm; JJOTHYHOCThIO
Y TIOCJIEIOBATEIBHOCTHIO
OTBETA
XOpOLIO MPOYHbIE 3HAHUS yYMEHHE OOBICHATH JIOTUYHOCTh U
OCHOBHBIX IIPOLIECCOB CYILIHOCTb, SIBJICHUM, MOCJIEeI0BATENbHOCTh
HA3y4aeMOM MPEAMETHOU MPOIIECCOB, COOBITHIA, OTBETA
00nacTH, OTIUYaeTCs JIeaTh BBIBOJBI U




TITyOWHOM ¥ TOJTHOTOU
PaCKpBITUS TEMBIL;
BJIaJICHHE
TEPMUHOJIOTHYECKUM
anmapaTrom; CBOOOHOE
BJIaJICHHE
MOHOJIOTMYECKON peYblo,
OJTHAKO JIOITYyCKAeTCsI OJTHA
- JIB€ HETOYHOCTH B OTBETE

000011IeHMSs, JaBATh
apryMEeHTHUPOBAHHbBIE
OTBCTHI, HpI/IBOI[I/ITB
PUMEPBI; OJHAKO
JIOMYCKAETCS OJ[HA - JIBE
HCTOYHOCTHU B OTBETC

YIOBJIETBOPUTE | YIOBIETBOPUTEIbHBIE YIIOBJIETBOPUTEIILHOE YZIOBJIETBOPUTEIIbHAS
JIBHO 3HAHMSI IPOLIECCOB yMEHUE JaBaTh JIOTUYHOCTh U
M3y4aeMoi mpeaIMeTHON apryMEeHTHPOBaHHbIE MOCJIEZIOBATEIBHOCTh
o0macTu, OTBET, OTBETHI U IPUBOJIUTH OTBETa
OTJIMYAOIINCSA MIPUMEDBI;
HEJ0CTaTOYHOU ITyOMHOHN | yAOBIETBOPUTEIHHO
Y TIOJTHOTOM PAaCKPBITUS chopmMupoBaHHbBIE
TEMBbI; 3HAHUEM OCHOBHBIX | HAaBBIKM aHAJIM3a
BOIIPOCOB TEOPHH. SBJIEHUH, TPOLIECCOB.
JlomyckaeTcsi HECKOJIbKO Homnyckaetcs
OLIMOOK B COAEpKAHUU HECKOJIBKO OIIHOO0K B
OTBETa COJIep’KaHUHU OTBETa
HEYJIOBJIETBOPH | cllabo€ 3HaHHME M3ydyaeMOil | HEeyMEHHUE JaBaTh OTCYTCTBHE
TEIBHO MpeIMeTHOH 061acTH, apryMEHTHPOBaHHBIE JIOTUYHOCTH U
HeryyO0oKoe pacKpbITHE OTBETHI MOCJIEZIOBATEIbHOCTH
TEMBI; cJ1aboe 3HaHUE OTBETA
OCHOBHBIX BOTIPOCOB
TEOPHH, CIIa0bIe HABBIKU
aHaIn3a SIBJICHUH,
npoueccoB. Jlomyckarorcs
Cepbe3HbIE OIIMOKH B
COJIep’KaHUU OTBETa
Kpumepuu oyenueanua cumyayuonnsix 3a0au:
JleckpunTopsl
OTMeTKa R — aHaJIN3 HABBIKH npogeccuoHaibHOE
CUTyaUHHU pelieHust MBbIILIEHHE
npoodaeMbl
CUTYaUHHU
OTJIMYHO [OJTHOE BBICOKAs BBICOKAS BBICOKUW YPOBEHb
MOHUMAaHHE CIIOCOOHOCTH CIIOCOOHOCTH mpodeccnoHanTbHOTO
mpobnemsbl. Bce  [aHanmu3upoBaTh [BBIOpPATh METOJ  MBILUICHUS
TpeboBaHus, CUTYALIHIO, pereHus
MpeabsBIsSEMbIE |1e1aTh BBIBOJBI [POOIEMBI,
K 3aJJaHUIO, YBEpEHHBIE
BBITIOJTHEHBI HABBIKU PEIICHUS
CUTYaIuu
XOpOILIO [TOJTHOE CIIOCOOHOCTh CIIOCOOHOCTh TOCTaTOYHBII
MOHMMAaHHE QHAIM3UPOBATh [BHIOpATh METOJ  [yPOBEHB
npob6iemsl. Bee npo¢eccCHOHATLHOTO




TpeOoBaHUs, CUTYAIHIO, peleHus MBIIIJICHUS.
MPEIbSIBISEMbIC |1E1aTh BBIBOJBI [IPOOIEMBI Jlomyckaetcst oHa-
K 3aJIaHMIO, YBEpEHHBIC ITB€ HETOYHOCTH B
BBITIOJTHEHBI HABBIKU PEIICHUS [OTBETE
CUTYaIuu
VIOBICTBOPUTE [HACTUYHOE VIOBJICTBOPUTE [yIOBJICTBOPUTEIb [TOCTATOYHBIN
JIBHO IMTOHMMAaHKE ITbHAs HEBIC HaBBIKU YPOBEHB
MpoOIEMBI. CIIOCOOHOCTh  [pELICHUS podeccnoHaIbHOTO
IBOBITMHCTBO AQHATM3UPOBATh (CUTYAIUH, MBIIIJICHUS.
TpeOoBaHUM, CUTYALMNIO, CII0’KHOCTH C Jlomyckaercst Oosee
MPEIBABISEMBIX |1ETaTh BHIBOABI |[BBIOOPOM METOJIa |TBYX HETOYHOCTEH B
K 3aaHUIO, pEIIeHUs 3a/1a4yu  (OTBETE MO0 omudKa
BBITIOJTHEHBI B
[TOCJIEI0BATEILHOCTH
pereHus
HEYJIOBJICTBOPH HETIOHUMAaHUE HU3Kast HEJIO0CTAaTOYHBIC  [OTCYTCTBYET
TENIBHO MPOOIEMBL. CITOCOOHOCTH HABBIKU PEIICHUS
IMHorue AQHATM3UPOBATH (CHUTYaITUU
TpeboBaHUs, CUTYalHIO
MPEIbABISAEMBIC
K 3aJJaHHIO, HE
BEITTOJTHEHEI. HeT
oTBeTa. He Ob110
[OTIBITKX PEIINUTh
Bajauy
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