OEJIEPAJIBHOE I'OCYJAPCTBEHHOE BIO/UKETHOE OBPA30BATEJIBHOE
_YYPEKJIEHHME BbICHIEI'O OGPA3OBAHUSA
«POCTOBCKHHU I'OCY JAPCTBEHHBIM ME/JMIIMHCKNU YHUBEPCUTET»
MUHUCTEPCTBA 3IPABOOXPAHEHUSA POCCUUCKOU ®PEJJEPALIUN

Kadenpa rematonoruu u tpanchy3nonaoruu (¢ Kypcamu KIMHHYECKON JTab0paTOpHOI
JMarHOCTUKY, TEHETUKU U JaOOpaTOPHON T'€HETUKN )

O1ieHOYHBIE MaTEpHUAIbI

o nucuumvae I'eneTuka

CrneunansHocts 31.08.68 Yponorus



1. Ilepeyenb KOMIETEHLMH,
YACTUYHO)

¢hopMupyeMbIX IMCHMILIMHON (TMOJHOCTHIO WJIH

Yuusepcanvnuvie komnemenyuu (YK)/ oouexynomypnoix (OK):

Kona n nammenoBanme
obnienpodecCHoHaATBHON KOMIETCHIINN

WNuaukaTop(bl) JOCTHKEHUS
o0menpohecCHoHaTbHON KOMIIETCHIINN

YK-2

Crioco0eH K yrnpaBlIeHUIO KOJUIEKTUBOM,
TOJICPAHTHO BOCIIPUHHUMATL COLIMAJIBHEBIC,
ATHUYECKHE, KOH(PECCHOHAIBHBIEC U KYIbTYpHBIC
pasnuuus

Ilpogpeccuonanvnuvix (I1K):

Kona n nammenoBanme
obmenpodeccuoHaIbHOM KOMIETEHITN

NuaukaTop(bl) JOCTHKEHUS
06menpohecCuoHAIbHOM KOMITETSHITHHI

I1K-5

FOTOBHOCTb K OIIPEJIEICHUIO Y MAallUEHTOB
NATOJIOTUYECKUX COCTOSIHUM, CHMIITOMOB,
CHHJIPOMOB 3a00JI€BaHUI, HO30JIOTUYECKUX
¢dbopM B cOOTBETCTBUM ¢ MexayHapOIHOM
CTaTHCTUYECKOM Kinaccupukanuen 6oae3nen u
1po0JeM, CBA3aHHBIX CO 3/I0POBbEM

VK-6 TOTOBHOCTH K BEJICHHIO U JICUEHHIO MAITHEHTOB C
HaCJIEACTBEHHBIMH 3a00/I€BaHUSIMA
2. Buabl OIEHOYHBIX MATEPHAJOB B  COOTBETCTBHM ¢  (hOpPMHUPYeMBIMH
KOMIIeTeHIIMSIMH
Haumenosanue Bupl o11eHOYHBIX MaTEpHUaIOB KOJIMYECTBO 3aIaHUNI
KOMIIETCHITUH Ha 1 KOMIeTEeHIHIO
VK-2 3agaHus 3aKpbITOrO TUIA 25 ¢ 3TasIoHaMHu OTBETOB
3agaHus OTKPBITOrO TUIIA: 75 ¢ ’TaTOHaMH OTBETOB
Bomnpocsr mis cobecenoBanus
CuTtyalmoHHBIE 3aa4H
I[IK-5 3agaHus 3aKpbITOrO TUIA 25 ¢ 3TasIoHaMHu OTBETOB
3agaHus OTKPBITOrO THUIIA: 75 ¢ aTaTOHaMH OTBETOB
Bomnpocsr s cobecenoBanus
CurtyalluOHHBIE 3a]]a4H
[IK- 6 3agaHus 3aKpbITOrO TUIA 25 ¢ 3Ta’IoHaMH OTBETOB
3afgaHus OTKPBITOTO THUIIA: 75 ¢ 3TaJIoHaMU OTBETOB
Bomnpocsr mis cobecenoBanus
CurtyalluOHHBIE 3a]]a4H
VK-2

3agaHus 3aKpBITOr0 THIIA

3anmanue 1. UncTpykuus: BeiGepuTe oauH NpaBUIbHBIN OTBET.

Z[I/IaFHO CTUYCCKUC KPUTCPUU MYKOBUCIIHUI034a:

1. XpPOHHUYCCKUC 6pOHX03KTa3BI, MMPaBOCTOPOHHECEC PACIIOJIOKCHUEC CECPALId, XPOHHUYCCKUC

CHUHYCHUTBI;

2. TpyObIe uepThl JHIA, KU(POCKOINO03, fePopManus TPYAUHBI, HU3KUNA POCT, MOPOK KJIalaHoB

cepana, YMCTBECHHAA OTCTAJIOCTh,

3. peuuaAMBUPYIOIINE XPOHUYECKHE THEBMOHHHU, HApYILIEHUE (PYHKIIMH M0 KEITYyJOUHON
&KeJne3bl, MaTbabcopOIHsl, OOMIIBHBIN 3TOBOHHBIHN CTYI;




4. 3azepKKa pocTa, MHOKECTBEHHBINH TU30CTO3, IOMYTHEHHUE POTOBUIIbI, [IOBBIIIEHHAS
9KCKpELUs TJIMKO3aMHUHOTIIMKAHOB (MYKOIIOJIMCaXapHuI0B) C MOYOH.

Omanon omeema peuuAMBUPYIOIINE XPOHUYECKHE THEBMOHUH, HapylIeHHEe (QyHKIUU
MOJDKENYA0YHOH JKee3bl, ManbaOCOpOIus, OOUIBHBII 3I0BOHHBIN CTYI

3ananue 2. Unctpykius: Beibepute ouH npaBuibHbINA OTBET.
Jluarnoctuueckue KpuTepun Heripopudpomarosa:
1. BpOXIEHHBIN MOPOK CEPIla U MOPOK PA3BUTHS JTyU€BOU KOCTU U €€ MPOU3BOIHBIX;
2. MHOKECTBEHHBIC TMTMECHTHEBIE ITSITHA HA KOXKE, OIMMyXOJIU KOXKHBIE, IIOJKOXHBIC U TI0 X0y
HEPBHBIX BOJIOKOH, CKOJINO3, TJIMOMBI 3pUTEILHOIO HEPBA;
3. cebopeitHbIe aICHOMBI Ha IIEKaX, IEMTUTMEHTHPOBAHHBIC IISITHA, «KO(EWHBIC) TIATHA,
CYJIOpPOTH, YMCTBEHHAsl OTCTAJIOCTh;
4. anemusi, TeMaTOCIJIEHOMET AN, «OallIeHHBII Yepern, BOASHKA TUI0/1a.

Omanon omeema MHOKECTBEHHEIE ITMTMEHTHBIC IISITHA HA KOXK€, OITyXOJIN KOXHBIC,
IMOAKOKHBIC U IO X0y HEPBHBLIX BOJIOKOH, CKOJIMO3, INTMOMBI 3pUTCIIBHOTO HEPBA

3ananue 3. Unctpykius: Beibepute ouH npaBUiIbHBINA OTBET.
Jlnarnoctuueckue KpuTepun GeHUIKETOHYPHH:
1. nBOliCTBEHHOE CTPOEHUE HAPYKHBIX MOJIOBBIX OPraHOB, PBOTA, IETUIPATALIUS;
2. mporpeccupyromue 0J1eTHOCTh ¥ THIIOTPO(HS, CTUICHOMET AN, BBICTYIAIOIINAE CKYITBI 1
TI0OHBIE OYTPHI, «OANIEHHBIN) Yepen, aHEMUST;
3. MHOXECTBEHHbIE IUNTMEHTHBIE IISITHA HA KOXKE, OIYXOJIM KOXKHBIE, TIOJJKOKHBIE U 110 X0y
HEpPBHBIX BOJIOKOH;
4. oTcraBaHME B ICUXOMOTOPHOM Pa3BUTHH, MUKpoLe(dans, THIONUTMEHTALHsI BOJIOC U
KOXH.

Omanon omeema OTCTaBaHUE B ICUXOMOTOPHOM Pa3BUTUHU, MUKpOLedaIns,
TUIONUTMEHTALINS BOJIOC U KOXKU.

3amganue 4. UncTpyknus: BeiGepure oiuH MpaBUIbHBIN OTBET.
Jlnarnoctuueckue Kputepuu curapoma Mapdana:
1. orcraBaHue B ICUXOMOTOPHOM Pa3BUTHH, MUKpoLehaIHsl, THIOUT MEHTAIIHS;
2. TO/BBIBUX XPYCTAJIUKA, TUIEPIIOABUKHOCTD CYyCTaBOB, BOPOHKOOOpPA3HOE BIABJICHUE
TPYAUHBI, BBICOKUH POCT, aHOMAJIbHBIN POCT 3y00B;
3. YMCTBEHHAs OTCTaJIOCTh, MAKPOOPXUIN3M, ATUHHOE JIMIIO, BEICOKHI J100, MACCUBHBII
oA0OPOAOK, OTTOTIHIPEHHBIE YIIIH.
4. T'uneprenopusM, OpaxuIaKTHINS, KPUITOPXU3M, HU3KUH POCT, TaX0Basi IpbbKa yMEpEeHHAs
YMCTBEHHAsI OTCTAJIOCTb

Omanon omeema IMOABBIBUX XPYCTaJINKa, TMIICPIOABHKHOCTD CYCTaBOB,
BOpOHKOO6pa3HOC BIAAaBJICHUC I'PYIUHBI, BBICOKHH pocCT, aHOMAaJIbHBIHI pocCT 3y6OB

3ananue 5. UHCcTpyKIus: BeiGepuTe oAMH NpaBUIIbHBIN OTBET.

JIMarHoCTUYECKUE KPUTEPUH aJPEHOT€HUTAIbHOIO CUHAPOMA:

1. runeprenopusM, OpaxuIaKTHINS, KPUIITOPXU3M, HU3KHH POCT, MaXOBbIE TPHIKH, yMEpEHHAsI
YMCTBEHHAsl OTCTaJIOCTbh;

2. TOHAJIBI MPECTABICHBI IMYKAMH, Hapy>KHbIE TIOJIOBbIE OpraHbl COOPMHUPOBAHEI 10
YKEHCKOMY THILY, BTOPUYHBIE TI0JIOBbIE IPU3HAKHU HEOPA3BUTHI, KapuoTtun 46, XY;

3. mporpeccupyomas BUPUIN3aIMs, YCKOPEHHOE COMaTUYeCKOe pa3BUTHE, MTOBBIIIEHHAs
JKCKpeLMsi TOPMOHOB KOPbI HAJTIOYEYHUKOB;



4, YMCTBCHHAasA OTCTAJIOCTb, MAKpPOOPXUAU3M, OTTOIIBIPCHHLIC YIIIN, JJIMHHOC JIULIO,
MaCCHUBHBIHN MOA00POIOK.

Omanon omeema NPOrpecCUPYIOIAsi BUPHWIN3ALMSL, YCKOPEHHOE COMAaTUUECKOE
pa3BUTHE, TOBBILLIEHHAS SKCKPELUSI TOPMOHOB KOPHI HAAMOYEYHUKOB

3ananue 6. Unctpykus: Beibepute oquH npaBUIbHBINA OTBET.
deHoTHNUYECKHE IPU3HAKK cHHApoMa KraitHdenprepa BKIIIOYAIOT:
1. HM3KOPOCTOCTh, KPHUIIOBUIHBIE CKIIAIKUA KOKU B 00JIACTH IIEH, MHOKECTBEHHBIE
MUTMEHTHBIE POJMHKH, TUM(OCTa3, IOPOKH CepAlia U KPYITHBIX COCY/IOB
2. BBICOKHI pOCT, TUIIEPrOHAIOTPOITHBIN TUIIOTOHAIN3M, MHKPOOPXUIN3M, OeCILIOHE,
THHEKOMACTHSI, a300CTIEPMHUS
3. MuKporiedanus, MOJUAAKTUINSA, pacileInHa TyOsl 1 Heba
4. MukpogTanbMusl, pacienrHa ryosl 1 Heba, Mukpouedatus, moauIaKTUINS

Omanon omeema: BHICOKUI pOCT, TUIIEPTOHAA0TPOIHBINA TMIIOTOHAN3M, MUKPOOPXHIU3M,
Oecruioane, TMHEKOMACTHS], a300CHEPMUs

3ananue 7. Unctpykius: Beibepute ouH npaBUiIbHBINA OTBET.
[Topok pa3BuTHS, BCTpEUAIOIMIUNCA KaK CAMOCTOSTEIHHO HACIEyEMbIi OPOK C ayTOCOMHO -
JOMUHAHTHBIM THIIOM TIEpEIauH, TaK U KaK CUMIITOM MIPH APYTHX CHHIPOMAaX, Ha3bIBACTCS
1. DkrpomakTunus
2. Kpunropxusm
3. Annaszus 00JIbLIOrO Najbla
4. T'mapouedanms

Omanon omeema. IKTPOJAKTUIHS
3ananue 8. MucTpykuwms: Beidepure oauH nmpaBUIbHBIN OTBET.
K xnmuHnyeckum npuszHakam cuHapoma bekButa-Buaemana oTHoCAT
1. KpbutoBuaHbBIC CKIIAJKA HA IIe€, MOHTOJIOUTHBIN pa3pes ria3
2. KopoTkyto 1miero ¢ u30bITKOM KOXKH U KPBUTOBUIHBIMH CKJIaJIKaMHU
3. T'uneprenopusm
4. Bonplyro Maccy Mpy POKJACHUH WK MOCTHATAIBHOE OTIEPEKEHUE (PU3NIECKOTO Pa3BUTHS

Omanon omeema: bomnbllyio Maccy Mpy POKIACHUN UM MOCTHATAILHOE OTEPEKEHHE
(bU3MYECKOTO pa3BUTH

3ananue 9. UncTpykuus: Beibepute oa1uH NpaBUiIbHBIN OTBET.
IToxazaHust [y IpOBEIEHUS KAPUOTUIIMPOBAHUS:
1. 3azmepkka GU3NYECKOTO U MIOJIOBOTO PAa3BUTHS, TMIIOTOHAIU3M, UIIOT €HUTAIIU3M;
2. HapylleHHe IIypUHOBOIO ¥ MUPUMUIMHOBOTO OOMEHA;
3. mpuoOpeTeHHbIe 1eopMali TO3BOHOYHHUKA U TPYAUHBI, IOMYTHEHHE POTOBHUIIBI,
renaToCIUICHOMET AN,
4. mporpenueHTHas yTpaTa NpHOOPETEeHHbBIX HABBIKOB, CYJJOPOKHBIA CUHIPOM, CLIACTUYECKHE
napainyu

Omanon omeema: 3aCPIKKa (I)I/IBI/ILICCKOFO " IIOJIOBOT'O pa3BUTUA, THIIOTOHAIU3M,
THUIIOTCHUTAJIN3M

3anmanue 10. MacTpykuus: Boeibepure oluH NpaBUIbHBINA OTBET.
CuMNTOMOKOMIUIEKC, BKIIFOUAIOIINA MUKpOLE(aTNIo, paciieNuHy I'yObl 1 HEOA, TIOIUIAKTHITUIO
U TIOJIMKKCTO3 MOYEK, HauboJiee XapaKkTepeH s



el A =

CUHJpOMa D/IBapJica;

cuHapoma [layHa;

curapoma Bomnbda-XupuixopHa;
cunapoma [laray.

Omanon omeema. cuagpoma llaray.

3ananue 11. MacTtpykuus: Beibeprure oiMH NIpaBUIbHBIN OTBET.

IIo
1

KazaHusd U1 MPOBCACHUA OHOXMMHUYECKOTO HNCCIICA0OBAHUS HE ABJIAKOTCA:
3aACPIKKA ICUXUICCKOI'O pa3sBUTUA B COUCTAHUU C IPU3HAKAMUH MOYCKUCIIOT0 JUAaTE3a,
JierKasi 0JIMropeHus, 3aIepHKKa MOJIOBOTO CO3PEBAHUS;

2.
3. omurodpeHus B COYETAHUHU C OOIIEeH AUCIUTACTUIHOCTHIO;
4.

MbIIICYHAad TUIICPTOHMA, TUIIOMMUTIMCHTA M, 3a/ICPKKa MOTOPHOT'O U pEYEBOI'0 Pa3BUTUA.

Omanon omeema: nerkas OJ'II/IFO(i)peHI/ISI, 3aACPIKKa IMOJIOBOTO CO3PCBAHUA

3ananue 12. Mnctpykuus: Beibeprure oMH NpaBUIBHBIN OTBET.

Ilo
1

2
3
4

Ka3aHUs 715 POBEICHUS CHEeIMaTIbHBIX OMOXUMHUYECKUX TECTOB:

. YMCTBEHHAsl OTCTAJIOCTbh, BPOKJCHHbBIE TTOPOKH PA3BUTHS PA3IUYHBIX OPIaHOB U CUCTEM;
. TIPUBBIYHOE HEBBIHAIINBAHUE,
. KarapakTa, renaToCIuIeHOMeraius, OTCTaBaHUE B pa3BUTUH, HEOOBIYHBIN 3aM1ax MOYH

. MEpPTBOPOXKJCHHE B aHaMHe3e

Omanon omeema: xaTapakTa, relaToCIJICHOMErallusl, OTCTaBaHUE B Pa3BUTHU, HEOOBIUHBIN
3amax Mo4u

3amanne 13. UucTpykuus: Beibepure oauH MpaBUIIbHBINA OTBET.
buoxumuueckas AuarHoCTHKa MOKa3aHa Mpu:

1.

wmn

COYCTAHUH 3a/ICPKKU TICKXOMOTOPHOTO Pa3BUTHSI C THIIOITUTMEHTAIIUEH U HEOOBITHBIM
3aImaxoM MOYH, IPOTPEIUCHTHOM YTPauyMBaHUU IPUOOPETCHHBIX HABBIKOB.
TUIIOr€HUTAJIN3ME, TUITOTOHAU3ME,

Oecmuioguu;

HE BBIHAIIMBAaHUE OCPEMEHHOCTH

Omanon omeema: cOYETaHUU 3aJICPKKU IICUXOMOTOPHOI'O pa3BUTHUA C FHHOHHFMeHTaHHeﬁ u
HEOOBIYHBIM 3aI1aX0M MOYH, IIPOrpCAUCHTHOM yTpauuBaHHUU HpI/IO6pCTCHHI)IX HaBBIKOB.

3ananue 14. Unctpykuus: Beibepure oiMH NpaBUIBHBIN OTBET.
[Tokazanus 1 IpoBeIeHNUs] OMOXUMHYECKOTO MCCIICIOBAHUS:

1.
2.

3.
4.

MIOBTOPHBIC ClTydan XPOMOCOMHBIX IIEPECTPOCK B CECMbC,

OTCTaBaHUC B (bHSH‘ICCKOM Ppa3BUTHHU, I'CIIATOCIINICHOMCET aJIM A, HCIICPCHOCUMOCTDb KaKHX -
100 MMUIICBBIX ITPOAYKTOB;

MHOKCCTBCHHBIC BPOXKICHHBIC IIOPOKU PA3BUTUS;

MOBTOPHBIC CIIOHTAHHBIC a60pTBI.

Omanon omeema: OTCTaBaHUE B (I)I/I3I/I‘-ICCKOM pa3BUTHUH, TCIATOCIITICHOM T AJIN A,
HETICPCHOCUMOCTD KaKHX-JIH00 IMUIICBBIX IIPOAYKTOB

3anmanue 15. UncTpykuus: Boeibepure ouH npaBuibHbINA OTBET. LluToreHeTnyeckuit MeTo
SIBJISIETCS. PELLAIOIIUM IS JUATHOCTUKHU:

1
2
3

. MOHOT€HHOM MaTOJIOTHH C U3BECTHBIM TNEPBUYHBIM OHMOXMMHUYECKUM ,Z[e(beKTOM;
. CHHAPOMOB C MHOKCCTBCHHBIMHU BPOXKICHHBIMHA IIOPOKAMHU PA3BUTHUS,
. XpOMOCOMHOfI IaTOJIOTHH,



4. MHOTO(AaKTOPHBIX OOJIE3HEH
Omanon omeéema: XpoOMOCOMHOH IIaTOJIOTHH;

3anmanue 16. Unctpykuus: Beibepure oiuH NpaBUIbHBINA OTBET.
[IpenaTanpHas muarHoctuka cuaapoma LlennBerepa BO3MoXKHA ITyTEM OIpEaeTICHHS
AKTUBHOCTH:
1. wmermnimanonun-KoA-myrassl
2. rtiyrapui-KoA neruaporenass
3. TEepOKCHCOMO-CBSI3aHHOW KaTalla3bl
4. OUOTHMHUIA3BI

Omanon omeema. HepOKCHCOMO-CBHSaHHOﬁ KaTaJla3bl

3ananue 17. Unctpykuus: BeiOepure oAuH MpaBUIIbHBIN OTBET
[ToBTOPHBIN pUCK MYIbTU(PAKTOPUATHHOTO MOPOKA /17151 CHOCOB poOaH1a IpU €AUHUYHOM
3a00JIEBaHUU B POJIOCIOBHON — KaTETOpUs:

1. HU3KOTO pHCKa

2. CpemHero pucka

3. BBICOKOTO pHCKa

4. Her pucka

Omanon omeema: HA3KOTO puUcCKa

3amanwne 18. UncTpykums: Beibepure ouH npaBUIbHBIA OTBET
Tun HacnenoBaHMS TUTIEPTOHUYECKON OO0JIC3HU:

1. ayTOCOMHO-PEIeCCUBHBII

2. ayTOCOMHO-JIOMUHAHTHBIN

3. CICTUICHHBIN ¢ X-XpOMOCOMOM

4, moNUIreHHBINA

Omanon omeema: MOJTUTCHHBIHN

3amanue 19. UncTpykums: Beioepure ouH npaBUIbHBIA OTBET
MynbTrdakropuanbHas Ipyupoa He XapaKTepHa MpH CIETYIOIUX 3a00JIeBaHUSX:
1. pake xenynka
2. caxapHOM JuabeTe
3. S3BEHHOM KOJIUTE
4. nydeBoii 0oJie3HU

Dmanon omeema: Iy9€BOU O0JIC3HU

3ananue 20. MHcTpykuus: Beibepure oluH NpaBUIbHBINA OTBET
Jns kakoro 3a00JieBaHMsI HE XapaKTepHa MyJIbTU(aKTOpHUaibHas IpUpoaa
1. pake xenynka
2. caxapHOM auabere
3. SI3BEHHOM KOJIUTE
4. rpunme

Omanon omeéema: TPUIIIIC



3ananue 21. MucTtpykuus: Beibeprure oMH NpaBUIbHBIN OTBET
Jnst cnenyromux 3a00sieBaHUN HE XapaKTepHa MyJIbTU(HAKTOPUAIIbHAS ATUOJIOTHS:

MobdRE

TUIepTOHNYECKas 00JIe3Hb
aTepoCKIIEpO3

30 ppeHns
JEUIIMaHUO3

Omanon omeema:. NEHIIMAHNO3

3ananue 22. uctpykuus: Beibepure ovH NIpaBUIbHBIN OTBET
Jlia MynbTU(haKTOpHATIBHBIX 3a00JI€BaHUI HE XapaKTEPHO:

1.

CeMEITHOE HAKOIJIEHNE HE COOTBETCTBYET 0KHM/Ia€MOMY MPU PELIECCUBHOM HIIN
JOMHHAHTHOM HAacJ€10BaHUU

yacToTa 3a00JI€BaHUs CpPEAN HACEICHUS BbIIIE, YEM NP MOHOTEHHBIX 00JIE3HSIX
KOJIMYECTBEHHBIE OTKJIOHEHHS MPU3HAKa CBUIETENbCTBYIOT O IIMPOKOM pa3Maxe
W3MEHUYMBOCTH CPE/IN HACEJIEHUs

4ETKO O6HaPY)KHBaeTC5I CAVMHUYHAsA MOJICKYJIApHAA aHOMAJIUA

Omanon omeema: 4E€TKO OOHAPYKUBAETCS €IMHUYHAS MOJIEKYJIIpHAs aHOMaJIHsI

3ananue 23. UHcTtpykuus: BeiGeprre oivH NpaBUIBHBIN OTBET
KpoBHoe poacTBO Ipu MyJIbTU(PAKTOPHATIBHOM HACIEJOBAHUU!

1.

2.
3.
4

CYIIECTBEHHO YBEJIIMYMBAET MOBTOPHBIIN PUCK
HEMHOTO YBEJIMYUBAET OBTOPHBIN PUCK
HEMHOTO CHMKaeT MOBTOPHBIN pUCK
3HAYUTENIBHO CHUKAET MOBTOPHBIN PUCK

Omanon omeema. HEMHOTO YBCIINYNBACT HOBTOpHBIfI PHUCK

3amanue 24. Uuactpykuus: Beibeprre ouH MpaBUIbHBIA OTBET
CyiiecTByeT cieayroniee KOJU4eCTBEHHOE COOTHOIICHUE TeHETUYECKUX U
CPeIOBBIX (haKTOPOB MPU MYIbTH(PAKTOPHUATHLHOM HACIIEI0BAHUU:

1.

2.
3.
4

OJIMH T€H U OJIUH CPeZioBOH (hakTop

OJIMH T€H U MHOTO CPEIOBBIX (haKTOPOB

MHOTO T'€HOB M OJMH CPEeI0oBOil pakTop

COoueTaHNe MHOKECTBA FTEHETUYECKUX U CPEIOBBIX (PaKTOPOB

Omanon omeema. coueTaHe MHOKECTBA TeHETHYECKUX U CPCAOBBIX Q)aKTOPOB

3ananue 25. UHcTpykuus: Beibepure ouH npaBUIbHBINA OTBET
HacnenyemocTs npu MyabTH()AKTOPUATIBHBIX 3200JI€BAHUAX OTPEAEISIETCS:

1.
2.
3.

4.

TOJBKO II0 CeMENHOI yacToTe

110 COOTHOIIEHUIO MOMYJIALMOHHON U CEMEMHON 4acTOT

M0 COOTHOIICHUIO (PEHOTUITHYECKON M T€HETHUECKON KOPPENALIUU MEXKITY
POICTBEHHUKAMHU

10 YaCTOTe KPOBHOPOJICTBEHHBIX OPaKOB

YK-2



3aaHusi OTKPBITOTO THUTIA!

3amanue | OnpeneneHue NOHATUS XPOMOCOMHBIX OoJie3HeH

OtanoH oTBeTa: XpOMOCOMHBIE 00JIE3HU - OOJIbINAS TPYIINA HACIEACTBEHHBIX O0JIE3HEH ¢
MHO>KECTBEHHBIMU BPOXKJICHHBIMH MTOPOKAMHU Pa3BUTHSA. B MX OCHOBE JIeKaT XpOMOCOMHBIE WIIH
TeHOMHBIE MyTallui. DTHU JIBAa Pa3HbIX THIIA MyTallMi I KPATKOCTH O0BEIUHAIOT TEPMUHOM
«XPOMOCOMHBIE aHOMAJIAN

3ananue 2 OnpeneneHre TOUKOBbIX MyTalui

Oranon orBeta OJHOHYKJICOTHIHBIC 3aMEHBI M HEOOJIBIINE JACTCIIUH MOXKHO OTIPEACIUTE C
nomo1bio rudpuu3aniu odpasma JJIHK ¢ amnenscrnenuuaHbIMEA OJTMTOHYKICOTHIHBIMA
npobamu u nposeneHus awienbenenupuaeckou TP, s nposenenus dmroopecnienTaon [TLP,
B KOTOPOH ajljiesik OyIyT OTJIUYATHCS IBETOM (DIIFOOPECIIEHIINN, MOKHO TI0100paTh
YHUBEpCaJbHbIE TpauMepbl U alienbenenuuunble 30H1bl. Ecnu annenscnennduyunbie mpoos
mo00paTh CTHIK B CTHIK, @ UX KOHIII CHAOIUTh YHUBEPCAIBHBIMU MMParMepaMu, TO MOKHO
IIPOBECTHU MPOCTYIO UM MYJIBTUIIJIEKCHYIO JIMTa303aBUCUMYIO aMIttudukanuto. Kpome toro, B
OOJIBIIMHCTBE CIIy4aeB ¢ MOMOIUIBI0 KOMIIBIOTEPHOTO aHalu3a nocienoarensHoctu JJHK
MO>KHO OOHApPYKUTb, YTO UCCIEAYEMBIH MOIUMOPPHU3M U3MEHSET MOCIIEI0BATENbHOCTD,
cnenupUIHYIO YISt OJTHOW U3 COTEH U3BECTHBIX B HACTOSIIIMH MOMEHT OaKTepHATbHBIX
pecTpuKTa3

3aganue 3 OnpeneneHne NpOTSHKEHHBIX TeTEIUU

3T2L]'IOH OTBCTA. HpOTH)KeHHI)Ie JCJICIINU - OAHU N3 CaMbIX CJIIOKHBIX MYTaIII/II/IH HEC TOJIBKO IJIA
IIOMCKAa HOBBIX, HO U JIs onpez(eneHm{ B IMAarHOCTHUYECCKUX IICIIAX y>1<e N3BCCTHBIX. qaCTO nux
OTIPENIETISIOT 10 OTCYTCTBUIO THOPUAN3AIIMOHHOTO CUTHAJIA WJTH €T0 OCJIA0JICHUIO B Pa3IMIHBIX
MPUJIOKEHUSX - OT THOpuau3anuu mo Cay3epHy 10 aHaIu3a UTOTCHETHYECKUX MPENapaToB C
MTOMOTIIBIO (DITFOOPECIICHTHBIX 30H0B. J[J151 KITMHUYECKOW TUarHOCTHKHU pa3padaThIBalOT
MeToauKku Ha ocHoBe [P ¢ o1ieHKOHW CpaBHUTEIBHOW MHTEHCUBHOCTH MOJTYy4aE€MbIX
AMILTUKOHOB.

3aganue 4 OnpeneneHue TaHAEMHbBIX TOBTOPOB

OtanoH otBeTa: [ onpeneneHus Yrciia TaHIEMHBIX TIOBTOPOB B OOJIBIIMHCTBE CIIy4acB
JIOCTAaTOYHO MPOBEJCHUS aHaIu3a MOTMMOp(dU3Ma JJIMHBI aMILTU(GUIIUPOBAHHBIX (DPArMEHTOB C
MTOMOIIIBIO AMEKTPOo(opesa B aKpHIIaMHUIHOM TeJIe WIN KalWJUIIPHOTO 3eKTpodopesa. Pexe
TpedyeTcs UCTOJIb30BaHNE THOPUIN3AIIMOHHBIX TEXHHUK, TAKUX Kak ruOpuamn3anus mo CaysepHy.

3amanue 5 CpaBuutenbHas reHoMmHas Tudpunuzanus (Comparative Genomic Hybridi zation —
CGH)

Oranon otBera: CGH — KoHKypeHTHas rubpuau3anus in SitU Ha HOpMaTbHBIX MeTada3HbIX
IJIACTUHKAX 3JJ0POBOTO yesoBeka Byx reHoMHbIX JJHK-0ubnuortek. OfHa u3 HUX MojtydeHa u3
aHAJTM3UPYEMOU TKaHU, BTOPasi — U3 KOHTPOJILHOTO 00pas3iia, B3SAThIX B SKBUMOJISIPHBIX
KOJIMYECTBAaX U MEUEHHBIX pa3HbIMH Quiroopoxpomamu. CoBpeMeHHbIe MOIU(DUKALIUYA METO1a
MO3BOJISIOT MMPOBECTH TMOPUIN3AIIUIO HE TOJIBKO Ha MeTada3HbIX XpOMOCOMax, HO U Ha
MUKpOYHIIAX, MPeICTaBICHHBIX Habopamu KIoHHpoBaHHbIX (hparmMenToB JJHK. Takow Bapuant
rubpuau3anuu u3BecteH kak matpuunas CGH (array CGH). Ucrounukom ananusupyemon JJHK
MOTYT OBITh JOOBIE APOCOAEPIKALINE KIETKH OpraHn3Ma: JTUM(OLUTHI epudepudeckon’
KpOBH. (pUOPOOIACTHI, KIIETKH AMHUOTUYECKOU )KUAKOCTH M XOPUOHA, OTAEIbHbIE 01acTOMEpPHI
WM TIOJISIPHBIE TEJIbIIA, A TAKXKE 00paslibl OMyX0JIEBOU TKaHU. J{J1s Hcciie0BaHUsS MOXKET OBITh
JOCTYIICH U apXUBHBIM MaTepual, 3apUKCHpOBAaHHBINA B (hOpMaTHE U 3aKIIFOUCHHBIH B
napaguHoBble 010k, B kauectBe nctounuka JIHK mis kKoHTpobHOW OMOINOTEKH, KaK
MIPABUJIIO, UCTIOJIB3YIOT TUM(POLUTHI epUPEPUIECKOU KPOBU MY>KUHMHBI.

3ananue 6 ['eHbl npeapacnosioKeHHOCTH



OtanoH oTBeTa: I 'eHbl MpeapaconokeHHOCTH — TO MYTaHTHBIE T€HbI (AJIJIENN ), KOTOPbIE
COBMECTHMBI C POKJICHHEM U JKU3HBIO B IIOCTHATAILHOM MEPUO/IE, HO MPH OTIPE/Iie- JEHHBIX
HEOJIAroMPUATHBIX YCIOBUSX CIOCOOCTBYIOT Pa3BUTHIO TOTO MIIM HHOTO 3a00JI€BaHUS

3amanne 7 KIMHUKO-UMTOr€HETHYECKAs XapakTepucThka cuHiapoma JlayHa (TpuCOMHS
XpOMOCOMBI 21).

Omanon omeema: Hambonee pacnpocTpaHeHHOE XpOMOCOMHOE 3abosieBanue. [lomynsiimonHas
yactoTa coctasisieT 1:600-700 HoBopoxaeHHbIX. L{luToreneTnueckue BapuanTel cuHpomMa /layna
paznooOpa3usl OcHOBHYIO o0 (10 95%) cocraBistorT ciaydawm TOJHOW Tpucomuu 21,
BO3HUKAIOIINE BCIICACTBUE HEPACXOXKICHUS XPOMOCOM B Mewo3e. Bxiajg MaTepuHCKOTO
HEpacX0oXJeHUsl B raMeTnueckue Gpopmel 6osie3Hu coctaBisieT 85- 90%, a OTIIOBCKOTO - TOJIBKO
10-15%. ITpumeprO 75% HapylIeHUH BO3SHHKAIOT B TIEPBOM JICIICHUU MEHO3a Y MaTepH U TOJIHKO
25% - Bo BTOpoM. Oxko1o 2% nerer ¢ cuHApOMOM JlayHa UMEIOT MO3an4yHbIe ()OPMBI TPHCOMHUU
21 (47,+21/46). Ilpumepno 3-4% OONBHBIX UMEIOT TPAHCIOKAIMOHHYIO (OPMY TPHUCOMHUU IO
TUIY POOCPTCOHOBCKUX TPAHCIOKAIIMK MEXKAY aKpoleHTpudeckuMu xpomocomamu (D/21 wu
G/21). Okoyio OJHOW HETBEPTH TPAHCIOKAIMOHHBIX (OpPM HACIEAYIOTCS OT POAUTEIICH-
HOCHUTEJICH, TOT/[a KaK TPU YETBEPTH MX BO3HUKAIOT 0e NOVO. OCHOBHbBIC KITMHUYECKUE TPU3HAKU
CHUHJPOMA: TUMUYHOE IJIOCKOE JHI0, Opaxuiiedanus , aHOMaIUH TJia3 (MOHTOJIOUIHBIN pa3pes
TJ1a3, SNHUKAHT, NITHAa Bpymduieaa, paHHAs KaTapakrta , MHOIHUS ), OTKPBITBIX POT, aHOMAJTHH
3y0OB, KOPOTKHH HOC, TUIOCKAs MEPEHOCHUIA, M30BITOK KOXKH Ha IlIee, KOPOTKHE KOHEYHOCTH,
nomnepeyHasl 4yeThlpexmnanblieBasl JaJOHHAs CKJIaJKa, MIMPOKUU MHpoMexyTok mexay | u I
najbllaMu CTOMBI. V3 MOPOKOB BHYTPEHHUX OPraHOB YAacCTO OTMEYAIOT BPOXKACHHBIE MOPOKH
cepana (AeeKThl MEXOKEIYIOYKOBOM U MEXIPEACEPAHOW TEPErOPOAKH, OTKPBITHIA
aprepuanbHbid - TIpoTok) U JKKT, xoTopeile B 3HAUWTEIHLHOW CTENEHU OMPEISISIOT
MIPOJIOJKUTENEHOCTD KU3HU MAllMEHTOB ¢ cUHAPOMOM JlayHa. BonbIIMHCTBO OOMBHBIX CTPAIAIOT
YMEpPEHHOU WJIN TSKEJIOW CTENEHBI0O YMCTBEHHOW OTCTaJOCTU. bonee MsArkue peHOTUIHUYeCKHe
MPU3HAKU XapaKTEPHbI JJIsl HAI[UEHTOB C MO3aUYHBIMU (hOPMaMU CHHAPOMA.

3anmanne 8 KIMHUKO-ITUTOTeHETHYECKas XapakTepucTuka cuaapoma [laray.

Omanon omeema: lomymnsiiuonHas yactoTa BappupyeT B Auana3zone 1:7800-14 000. 3abosieBanue
BO3HUKACT MPEUMYIIECTBEHHO BCJCICTBHE TPUCOMHU XPOMOCOMBI 13, Kak MpaBHIIO,
MaTEPUHCKOTO MPOUCXOXKACHUs. Kpome TOro, pa3BUTHE CHHIpPOMAa MOXKET OBITh CBSI3aHO C
TPAHCIOKAIMOHHBIMU BapuaHTaMu (POOEPTCOHOBCKUE TPAHCIIOKAIIMU), MO3auYHBIME (hopMaMH,
JIOTIOJTHUTEIIbHOU KOJIBIIEBOU XpOMOCOMOH 13 1 m3oxpomocoMamu. Knuauuecku cunapom [latay
XapaKTepu3yeTcss MUKpolieainen, paciieIMHaMi BEpXHEH TYObl U HEDA, HU3KO MOCAKCHHBIMH
ne(GopMHUPOBaHHBIMU YITHBIMA PAKOBHHAMH, MHUKPOTCHUEH, THIIOTSIOPU3MOM, THCILIa3UCH
CeTUaTKH, MOJMIAKTHIINEH, TOTIEPEYHON JTaJOHHOW CKJIAJKOW W MHOKECTBEHHBIMU MOPOKAMU
BHYTPEHHUX OPraHoOB: BPOKJEHHBIMH TMOpPOKaMH cepina (IedeKTbl MeperopojoK W KPYIMHBIX
COCY/IOB), HE3aBEPIICHHBIM TIOBOPOTOM KHUIIEYHUKA, MOJUKHUCTO30M TOYEK U yABOCHUEM
Mo4eToyHHKa. OOHapyXUBAIOT KPUNTOPXU3M, THIOIUIA3HI0 HAPYKHBIX TIOJOBBIX OPraHOB,
yIBOGHUE MaTKU ¥ Braranuima. s gerer xapakrepHa riayookas uauotus. [IpoaomkureasHOCT
KU3HHU, KaK MPaBUIIO, COCTABISIET 2-3 MEC U PEIKO AOCTUTAET OJIHOTO To/Ia.

3ananue 9 KnmmHuko-1IMTOreHeTuuecKas XapakTepuCcTUKa CHHApOMa DBapcea.
Omanon omeema: llonmynsuuonHas vacrtota cocrasisieT 1:6000-8000 cmywaeB. Brtopoe mno
pacrpocTpaHeHHOCTH TMocie cuHapoMa JlayHa XpomocomHoe 3a0oJieBaHHe. BoOJBIIMHCTBO



ciydaeB (90%) cBsi3aHO ¢ TOJTHOW (POPMOU XpOMOCOMBI 18, BOSHUKAOIIEH BCIICICTBUE OMIHOOK
IIEPBOrO JIEJIEHUsI MEH03a Yy MaTepu. TpaHCIOKAallMOHHBbIE BAapUAHTHI PETMCTPUPYIOT KpauHe
penko. Kputuueckud pervoH, OTBETCTBEHHBIM 32 (OPMHPOBAHHE OCHOBHBIX KIMHUYECKHUX
IIPU3HAKOB CUHAPOMA, - cerMeHT 18q1 1. HoBopoxaeHHbIE C CHHAPOMOM DBap/ica UMEIOT MAIYIO
maccy Tena. OCHOBHBIE JMArHOCTUYECKHE NpPHU3HAKM 3a00NeBaHMs: Joiuxouedanus,
TUIEPTENIOPU3M , HU3KO MOCAKEHHbIE YT aHOMATbHOW (POPMBbI, MUKPOTHATHUS , MUKPOCTOMUS U
CKOILIEHHBIM TMOAOOPOJIOK. BO3MOXHBI aHOMaNWK pa3BUTHUA KOHEYHOCTEH, OTCYTCTBHUE
JUCTAJIbHOU CKJIAaJKM Ha MU3MHLE W TUNOIUiasus Horred. M3 MOpOKOB BHYTPEHHUX OpraHOB
XapaKTepHbIMU CUUTAIOT KOMOMHHMpPOBAHHBIE IOPOKU CEPAECYHO-COCYIUCTOW CHCTEMBI,
HE3aBEpIICHHBIM MOBOPOT KUIIEYHUKA, MOPOKH Pa3BUTHS MOYEK M KpUOTOpXu3M. OTMeuaror
3aJIep’KKY IICUXOMOTOPHOTO Pa3BUTHS, UAUOTHIO, UMOCIMIIBHOCTD. [IpoA0IKUTENBHOCTD KU3HU
OOBIYHO HE TPEBBINIAET OJHOTO Toja. Tpucomuu Mo Xpomocomam 8, 9 u 14 cpemmn
HOBOPOJKJIEHHBIX PErUCTPUPYIOT peaKko. Onucanbl €JMHUYHBIE CTydal HEKOTOPBIX TPUCOMUM.

3ananue 10 KnuHuko-IMTOreHeTH4ecKast XapakTepUCTHKa CUHIpOMa TprucoMuu o Xp 8.
Omanon omeema: Penxoe 3a0oyeBaHue, 4acToTa KOTOPOTO B momyssiiuu coctasisieT 1:50 000.
Bo3sHuKkaeT B pe3yibTaTe XpOMOCOMHOTO HEPACXOXKJICHHS B COMAaTHYCCKHX KJICTKaX HAa PaHHHUX
CTaIUSAX Pa3BUTHSA. TPUCOMHS 8 TAMETHYSCKOTO MPOUCXOXKJICHUS XapaKTepU3YeTCs, Kak OBLIO
OTMEUEHO BHIIIIe, pPaHHEH 3MOPHOJICTALHOCTEIO. Y HOBOPOXKJICHHBIX OOHAPY)KHUBAIOT KaK
MOJIHBIE, TakK W MO3aWYHble (OPMBI TPHCOMHUH, TMPH ITOM KOPPEISANHUS  MEXIY
PacipoCTPaHEHHOCThIO aHEYIIJIOUTHOTO KJIOHA U TSKECThIO 3a00JiIeBaHUs OOBIYHO OTCYTCTBYET.
OcHOBHbBIE TUArHOCTHYECKHE MPU3HAKK CHHApPOMA: Makpouedatus, MUKPOrHATHsI, MAaCCUBHBIA
BBICTYNAIOUINH JIOO, IIMPOKasi CIMHKA HOca U OOJIbIINE OTTONBbIpeHHbIE Yiu. Cpeau aHOMauu
ckenera oOHapyXHUBAIOT 100aBOYHBIE pedpa U MO3BOHKH, 3aKpPbIThIE CIIMHHOMO3TOBBIE TPHIKHU B
IEMHOM U TPYIHOM OTJIeNie 103BO HOYHMKA, alljla3ui0 U TUIOIJIA3UI0 HAJKOJICHHUKA, a TaKke
KOpPOTKYIO MIer0. OTMedaoT MHOKECTBEHHBIE KOHTPAKTYyphl CYCTAaBOB, KIMHOJAKTHIMIO U
KamnrofakTwinoo. Cpeau TOpPOKOB BHYTPEHHHMX OPraHOB —pacHpOCTPaHEHbl aHOMAJUU
MOYENOJIOBOU (TUIpoHEePpO3) M CEepAeYHO-COCYAUCTOW CHUCTEMBI (Ie(PEeKThI MEeperopojoK Hu
KPYIIHBIX COCYZIOB). Y OOJBHBIX OTMEUAIOT 3aJIeP’KKYy ICUXOMOTOPHOTO M PEYEBOTO Pa3BUTHS.
WuTennext 0ObIYHO CHUKEH.

3ananue 11 KnmHuko-uuToreHeTnyeckas XxapakTepucTuka CHHAPOMa TPUCOMUHM 110 Xp 9.
Omanon omeema:. B OONBIIMHCTBE cCilydyaeB 3a00jieBaHHE OOYCIOBICHO HEPACXOXKICHHUEM
XpOMOCOM Ha pPaHHUX CTaJUSAX PAa3BUTHUSA, U TOJBKO MHOT/IAa OHO CBS3aHO C I'aMETUYECKHUMU
MyTanusMu. Bo3MoOKHBI TOJHBIE U MO3au4Hble (opMbl. OCHOBHBIE KIMHUYECKHE MPU3HAKH:
nonuxonedanus, TIyOOKO MOCaKEHHBIE TJla3a, BHICOKUU JIOO, MIMPOKasl MEePeHOCUIIa, BHICOKOE
HEDO (YacTo ¢ pacHIeNUnHON), MUKPOPETPOrHaTHsL, 1ehopMalins YITHBIX PAKOBUH U KOPOTKAs IIIesl.
OTmedaroT aHOMaJMHM CKeJeTa, BKIIOYAIOIINE AWCIUIa3UI0 Ta300€APEHHOT0 CYCTaBa, BBIBHX
JIOKTEBOTO WJIM KOJIEHHOTO CYCTaBa, MaTOJIOTUYECKUE U3MEHEeHUs pedep. V3 MOpoKOB BHYTPEHHUX
OpPraHOB THUIIMYHBI AHOMAJIMHM CEpJECYHO-cOCyAHCTOM, MouenonoBon cucrem u JKKT.
BonpmuHCcTBO HOCHTENEH TpUCOMUM 9 TTOTHOAIOT B TIepBbIe 4 MeC KU3HU, TPEUMYIIECTBEHHO OT
pecupaTOPHBIX HHPEKIIUH.

3amanue 12 MeTo/1bl TPEKOHIENIIMOHHON MPO(UIAKTUKU



Omanon omeema IlpekoHIENIINOHHAS TPOPUIAKTUKA — KOMITJIEKC MEPOTIPUSATHH,
MIOTEHLMAIIBHO CIIOCOOHBIX 00ECTIEUNTh ONITUMAIIBHBIE YCIIOBUS [Vl CO3PEBAHMSI SIMLIEKIIETKH, €€
MIOCJIEYIOLIETO Pa3BUTHS, UMILIAHTALIMM, U KaK PE3yJbTaT - pa3BUTHS IJI0JA.

Komrmuieke npekoHIEeNIMOHHON TPO(QHIAKTUKY BKITIOUACT:

1. JledyeHue XpOHHUYECKUX 09aroB MHPEKIUH (€CITU TAKOBBIE HMEIOTCS) y Oy IyIIuX
pOIUTENEH.
JleueHue XpOHUYECKUX COMATHUYECKUX 3a00JI€BaHUI.
OneHka criepMorpaMMmBbl.
PerynupoBanue 1moyioBoro pexmnma, IiIaHuPOBaHUE OEPEMEHHOCTH.
Juera, oboramnieHHasi BATAMUHAMH U MUKPO3JIEMEHTaMH, B TOM YrcIie (HOITUeBON
KHUCJIOTOM (CUMTAETCs, YTO OHA CIIOCOOCTBYET YMEHBUICHUIO PUCKA POXKICHUS pEOEHKa ¢
nopokamu [{THC)

arwn

3ananue 13 [IpuHLIUIIBI OCYIIECTBIIEHUS TPOrPaMM MacCOBOIO CKPUHUHIa HOBOPOXKAEHHBIX
Omanon omeema IpuHIUIIBI OCYIIECTBIEHUS HEOHATAILHOTO CKPUHUHTA:
[IpoBenenune kaxa0My HOBOPOKIEHHOMY CKPUHUHIOBOT'O UCCIIEIOBAHMS;

2. DopMHUpOBaHUE TPYIITHI BBICOKOTO PUCKA BPOKIEHHBIX W/MIIN HACIEICTBEHHBIX
3a00JIEBAHNI;

3. TIpoBenenne MOATBEPKIAOIINX OMOXUMHAYECKUX H/UITH MOJIEKYIISIPHO -T€HETHYECKIX
HCCIIeIOBAaHUI HOBOPOXKIEHHBIX U3 IPYIIIIbI BBICOKOTO PUCKA BPOKIEHHBIX U/UITU
HaCJIEICTBEHHBIX 3a00JI€BaHUM;

4. Menuko-reHeTHYeCcKoe KOHCYIbTUPOBAHNE NAIIMEHTOB C MOATBEPKAEHHBIM JIUarHO30M
BPOKJIEHHBIX W/WIIM HACIIEJCTBEHHBIX 3a00JIeBaHUN (UJIEHOB UX CEMEi)

st mpoBenenust HC u pacmmpennoro HC Ha BpokI€HHBIC W/UITH HACIICICTBCHHBIC
3a00JieBaHUs 3a00p KPOBH OCYIIECTBIISIOT U3 MATKM HOBOPOXKAEHHOTO Uepe3 3 yaca rnociie
KOpMJIEHHs, B Bo3pacTe 24 — 48 4acoB JKU3HU Y JOHOIIEHHOTO U Ha 7-¢ cyTkH (144 — 168 yacoB)
KU3HU y HEJIOHOIIEHHOTO HOBOPOXKAEHHOTO.

=

3amganne 14 O0mume nokazaHus K IPEHATAILHON JUAarHOCTHKE

Omanon omeema llpenatanbHas qUarHOCTUKA — KOMILIEKC METUITMHCKUX
uccienoBaHuil (OMOXMMHYECKUX, YIbTPA3BYKOBBIX), HAPABJICHHBIX HA BBISIBJICHUE IPYIIIIbI
pHUCKa IO Pa3BUTHUIO TOPOKOB TUIOAA BO BpeMs OepeMeHHOCTH. [1]

Cornacno npukazy M3 PO ot 20.10.2020 1. Ne 11301 «O0 yTBEepKIeHUHN MTOPSIKA
OKa3aHUs MEAUIIMHCKON TOMOIIH 0 MPOPIITIO «aKyIIEPCTBO U THHEKOJIOT s, TAKUE
o0cre10BaHUs IPOBOJASATCS BCEM OEpEMEHHBIM KEHIIIUHAM.

Cy1iecTBYIOT OKa3aHus AJ11 MHBA3UBHOM MpeHATaIbHOM IUarHOCTHKU:

®  BO3pACT >KCHIIUHBI> 35 JIeT;

® HaJIM4Me HE MEHee 2-X CaMOIPOU3BOJIbHBIX a00OPTOB HA PAHHUX CPOKaX OEPEMEHHOCTH;

e HaJgM4Me B ceMbe peOeHKa WIIH IJI0Ja B MPEAbIAYIIeH OEpeMEHHOCTH ¢ CHHAPOMOM
JlayHa Wi JpyruMu XpOMOCOMHBIMU OOJIE3HSIMU;

e [pUMEHEHHE Mepel WK Ha PAHHUX CPOKaX OEPEMEHHOCTH MPOTUBOOITYXOJIEBBIX
npenaparos;

® T[IepEHECEHHbIE BUPYCHBIE H(EKINUHU (TeMaTUT, KpacHyXa, TOKCOIUIa3MO3 U Jp.);

e 00myueHue KOro-HUOYIb U3 CYNPYrOB J0 3a4aThs

3ananue 15 HennBazuBHbIE METObI (CBIBOPOTOUYHBIE MAaPKEPHI, YIbTPA3BYKOBBIE MapPKEPHhI)
Omanon omeema HenHBa3MBHbIE METO/IbI IPEAYCMATPUBAIOT:
*  OIpElEeNeHHUE YPOBHS ChIBOPOTOUHBIX MAapKEPOB XPOMOCOMHOM MATOJIOTMH I1JI01a
(PAPP-A u p—XT'Y)
*  BBISBJIEHHE 9X0-MapKEPOB MPH NMPOBEACHUN Y 3-00cIe10BaHHs



e mnposenenue HUIIT — npenaTanbHOE CKPUHUHIOBOE UCCIIEIOBAHUE BHEKIETOYHOMN
¢deranpaoit JIHK, KOoTOpast iupKkyaupyeT B KPOBOTOKE MaTepH. [laHHOE MCCliefoBaHKE
BO3MOJKHO BBITIOJIHUTH 1tociie 10 Hepenn GepeMeHHOCTH

VY pTpa3ByKOBBIE MAPKEPHI:

* Veemnuenue TBII mmoma > 2,5 mMm

*  VYuamenue unu ymensbinenue YCC miona

*  OrcyrcTBHE HOCOBOM KOCTH Y IJ10/1a

* PeBepcHbIil KpoBOTOK B dUCtUS VENosus

e Hanmnune TpuKyCnmIaJIbHOM perypruTanuu

* Pacxoxnaenue cpoka 6epemennocty u KTP mmoxa > 2 nen.

*  YMEHbUIEHHE BEPXHEUEITIOCTHON KOCTH

*  YBenM4eHHE MOYEBOTO ITy3bIPs

*  DOx3enuedanus — aHsHIEe DTN

*  Kucro3nas rurpoma

* EnuncTBeHHas mynoyHasi apTepust

3ananue 16 MHBasuBHBIE METO B
Omanon omeema buoricusi BOpCHH XOpHUOHA: JAHHOE UCCIIEA0BAaHUE TIPOBOIUTCS B

yCIIOBUAX cTalnoHapa. [lomydeHHbIi pyu GMONICUM MaTepuall JOCTaBISETCs] B TEHETHUECKYHO
1a00paTOPHIO AJIs MPOBEACHUS XPOMOCOMHOTO aHAIN3a U 3aKIIOYCHUS Bpada-TeHETHKA.
CpoxoM 1Sl BHITIOJIHEHUS! OMOTICHM BOPCUH XOpHOHA siBlisieTcst 9 — 12 Henenb 0epeMEeHHOCTH;

AMHUOIIEHTE3: 3TO METO]I UHBAa3UBHOM MPEHATAIIBHON TMAarHOCTUKU, KOTOPBIN 3aKITI0YaeTCs
B acripanmu 10 — 20 MJT OKOJIOTUTOTHBIX BOJ Ue€pe3 MEePEHIO OPIONTHYIO CTEHKY. M3
MOJIy4E€HHOM KUJKOCTH BBIACTSIOT KJIETKH IUI0a, KYJIbTUBUPYIOT UX, a 3aT€M MPOBOIST
XPOMOCOMHBIH, OMOXUMHUYECKUN U MOJICKYJISIPHBIA aHAN3. BeImomHeHne aMHUOTIeHTe3a
BO3MOJKHO TIpH Cpoke OepeMeHHOCTH> 15 Heenb

3aganue 17 [Ipunuunel tuarHocTuku. Jleuenue.

Omanon omeema OOIIUE TOAXOBI K TUATHOCTUKE JIOJDKHBI OBITh OCHOBAHBI HA
KOMIUIEKCHOM aHAJIN3€e Pe3yIbTaTOB KIMHUYECKHUX, TCHEATOTMYECKHX, Ta00paTOPHO-
WHCTPYMEHTAIBHBIX U MOJICKYJIIPHO-TCHETUYECKUX UccienoBanmii. Kimmanyeckoe
oOcIieioBaHue TOJDKHO BKIIIOYATH B ce0s1 yTOUHEHHE KaJlo0 MalueHTa, cOop HacIeICTBEHHOTO U
CEeMEWHOro aHaMHe3a, PCHOTHITHYECKOe U (pu3uKambHOe 00cenoBanue. Upe3BbluaiiHO BaXKHOM
YaCThI0 KOMIUIEKCHOTO 00CIICIOBaHUS MAIMEHTA SBJISIETCS 00CIICIOBAaHHE CEMbH, TIO3BOJISIOIIEE
MOJITBEPIUTH HACIICJACTBEHHYIO TIPUPO/TY BBISBICHHO MaTojioruu. JlabopaTtopHas IMarHoCTUKA.
[lepedeHb 1ab0OpaTOPHBIX MOKA3aTeNICH MUPOK U BKIIFOYACT B ce0s1 KaK pPYyTUHHBIC 00CIICI0BaHUS
(ananussl kpoBu, KT, Y3U u np.), Tak u cneuuduyeckue (MccieroBaHue
TJIMKO3aMHUHOTIIMKAHOB, (GUOPOHEKTHHA, GUOPHIUIMHA U JP. MAPKEPOB COCTMHUTEIHLHON TKaHH.
[ToaTBepx)AAIOIIUM METOJIOM TUATHOCTHKHU CITY)KUT MOJIEKYISIPHO-T€HETUIECKHIIT METO/I.

3ananue 18 Hapyimenue oOMeHa coequHUTENbHON TKaHU. OO0Ias KIIMHUYecKas
XapaKTepPUCTHKA.

Omanon omeema O61ua51 KIIMHUYCCKAA XapaKTCPUCTHKA: KOCTHBIC CUMIITOMBI
(,[[e(l)OpMaI_II/II/I pr,[[HOfI KJICTKH, TO3BOHOYHHUKA 1 YCPCIIa, apaAXHOAAKTUIINA, JIOMKOCTD I(OCTGP’I),
KOHbBIC CUMIITOMBI (I‘I/IHCppaCTH)KI/IMOCTB KOXH, anO(bI/IquKI/Ie CTpUH, TOHKAA JICTKO paHUMas
KOXKa, KCJIONJHBIC py6I_U>I), MBIIICYHBIC CUMIITOMBI (FI/IHOTOHI/I}I W/AIIH FI/IHOTpO(I)I/ISI, TPBDKU U
IpOJaIlCbl OpraHOB W/MIu MOCJICONCPAIIMOHHBIC TpLI)KI/I), CYCTaBHBIC CUMIITOMBI
(FI/IHCpMOGI/IHBHOCTB CYCTaBOB, IJIOCKOCTOIIHNC, BLIBI/IXI/I), I'’1a3HbIC CUMIITOMBI (HOJIBBIBI/IX
XpycCTajirKa, MUOIIHN, I‘OJ'IY6BIC CKJ'ICpBI), CCPACHYHO-COCYAUCTBIC CUMIITOMBI (nponanc



MUTPAIBHOTO KJIANlaHa W/WIIK IPYTUX KIIANaHOB, BAPUKO3HAs 00JIE3Hb, JETKoe 00pa3oBaHue
reMaToM IPU He3HAUUTENbHBIX yaapax), OpOHX0-IEroyHbIe CHMITOMBI (CIIOHTAHHBIN
ITHEBMOTOPAKC, allMKaJIbHbIE OYJUIbI), CUMIITOMBI CO CTOPOHBI OPIaHOB OPIOLIHOM MOJIOCTH U
MaJIoro Tasa (ITo3 OpraHoB OPIOIIHOM MOJIOCTH, TTOYEK, AUadparManbHble TPBDKH,
HEIOCTaTOYHOCTh Kap/UH XKey/IKa, TUBEPTUKYIBI MUIIEBOA, T0JIUXOCUTMa, ITPOJIAIIC
TEHUTAIHI).

3amanne 19 CUHAPOMBI IEPBUYHBIX UMMYHOIC(PHUIIUTOB SIBJISIOTCS TEHETHYECKH
MpeoIpeIeIEHHBIMA IMMYHOIe(DUITUTAMU C UMMYHHBIMUA U HEUMMYHHBIMU JIe(DEKTaMH.
Omanon omeema: HemMMyHHBIE NIPOSIBICHUS 4aCTO JIEr4e Paclo3HaTh, YEM CaM
uMMyHoiehuuT. [lpumepamu ciayxaT aTakCHs-TeICaHTUIKTA3Hs, THITOTIIA3US XPSIIEH 1
BoJIOC, cuHIpoM Ju JIxxopmxku, cunpom runep-l1gE u cunapom Buckorra — Ongpuya.
HecmoTps Ha HaTMYKMEe KMMYHOJE(PUIIMTOB, Y HEKOTOPBIX MAIIUEHTOB TaKXKe
pa3BHUBAIOTCS ayTOMMMYHHbIE paccTpoiicTBa. UMMyHO1€UIIUTEI OOBIYHO MPOSIBISIOTCS
PEeLUANBUPYIOIUMH HH(EKIIMOHHBIMU ITpolieccamu. Bo3pacT, B KOTOpoM Hayaluch
peluAuBHpYOINe HHDEKIINY, AAeT KoY K TOHUMaHHUIO TOT0, KAKOW KOMIOHEHT UMMYHHOM
CUCTEMBI BiIMsET. TeM He MeHee, JUIsl MOATBEPKIACHUS TUarHo3a UMMYHOIePUIIMTa HEOOX0AUMO
MIpoBeJIeHHE crenn(pUUecKux TecToB. JIedeHne u mporHo3 npu NepBUYHBIX UMMYHOIEPHUITUTHBIX
HapyIICHUSIX 3aBUCUT OT KOHKPETHOTO paccTpoiicTBa

3ananue 20 Kumeunsle qucaxapuio3bl. OOmias xapakrepucTika. [[puHINIBL JUarHOCTHKHY.
Omanon omeema:Kuiieunble 1ucaxapyuio3bl — HECIIOCOOHOCTh K YCBOCHHIO
OTJIeNbHBIX BUJIOB YIJIEBOJOB BCIEACTBHE NEPUIIUTA OAHOTO MK 00Jiee KUILIEYHbIX (PEpMEHTOB.
Knununyeckue nposiBieHus BKIIOYAIOT AUAPEIO0, B3AYTHE )KUBOTA, TIOBBIIIICHHOE
razoo0pa3zoBanue. J[MarHo3 OCHOBBIBAETCS HA KIIMHUYECKUX JaHHBIX U Pe3yabTaTax
BOJIOPOJTHOTO JIBIXaTEeNbHOTO TecTa. JIeueHue 3aKimouaeTcsl B UCKIIOUEHUN YIIOTpeOIeHus
«BUHOBHOTO» Jucaxapujia. B HopMe aucaxapuabl paciieruisitoTes 10 MOHOCaXapuI0B
UcaxapuazaMu (B YaCTHOCTH, JTAaKTa30M, MaJbTa30M ), pacro0KeHHBIMU Ha IIETOYHOU Kaiime
SHTEPOIMTOB TOHKOTO KHUIlleyHNKa. HepacienieHnble aucaxapuabl 001a1al0T BEICOKON
OCMOJISIPHOCTBIO, PUBJICKAIOUICH BOY U 3JIEKTPOJIUTHI B IPOCBET KUIICUHUKA, YTO TPOSBISCTCS
BOJITHUCTOM auapeeii. BemencTeue nepepaboTku yriieBo10B MUKPO(MIOPO B TOJICTON KUIIIKE
00pa3yroTcs rasbl (BOJOPO/I, IBYOKHCH YIIIepoJia, METaH), YTO COMIPOBOKIAETCS] H30BITOUHBIM
OTXOKJICHHEM ra30B, B3yTUEM U PACTSKEHUEM KHUBOTA, TOSIBJICHUEM OOJIH B dKUBOTE.
Bo3MoxHO mprMeHeHre MOJIEKYJISIPHOM TUAarHOCTHKY JJISl TIOITBEPIKICHUS TMarHo3a.

3aganue 21 Kinnuka. /luarsoctuka, seuyeHue, npoguiakTHKa HacaeICTBEHHbIX CHHIPOMOB C
IIPEUMYIIECTBEHHBIM HapyIIEHUEM CEpACUHO-COCYTUCTON CUCTEMBI.

Omanon omeema:. OCHOBHBIM MPU3HAKOM MIPOOIIEM C CEPACYHO-COCYAUCTON CUCTEMOM
aBisieTcs 60 B 001acTu cepana. OHa MOXKET OTJaBaTh B PyKY, LIEHO, JIOTIATKY U ObITH
CHUMIITOMOM CTE€HOKapAuHu, MH(papKTa, uiieMun. YacTo BCTpEYAIOIIMICA CUMIITOM — OJIbIIIKA
— SIBJISIETCS NPU3HAKOM CEpJICUHOM HEeOCTATOUHOCTH. YYallleHHOEe cep/ieOueHne, OLyIeHue
nepeboeB B paboTe cep/ilia — CUMITOMBI apuTMHHU. Tsbkenas cepAeyHast HeI0CTaTOUHOCTh
NposBiIsieT ce0sl OTeKaMu KOHEUHOCTe!.J{J1s nccnenoBanus oel, CTpajaloiuMu
3200JIeBaHUSIMU CEPACYHO-COCYIUCTOM CUCTEMBI, IPOBOJIATCS BU3YaJIbHBIH OCMOTp, Majblalus,
nepkyccus, ayckynaptanusa. O6sa3arensusl DK, OxoKI', BekTopkapauorpadus, nccieaoBaHus
reMOJAMHAMUKHU U (PYHKIMOHAILHOTO COCTOSIHUS Cep/lia U COCYI0B, 30HAMPOBAHUE,
peHTreHorpadusi, 1adopaTopHble Ucciae0BaHus (MouH, KpoBu). [loaATBEpKAAIOLUIIM METOIOM
MOKET CIY>KMTh MOJIEKYJISIpHAsl JUArHOCTHKA.JIeueHne MpoBOUTCS B 3aBUCUMOCTH OT
BBISIBJICHHOTO 3a00JI€BaHUs Y KapHOJIora WK TepareBTa.

3al[aHI/Ie 22 Knunuka. I[I/IaFHOCTI/IKa, JICUCHHUC, HpO(I)I/IJIaKTI/IKa HACJICACTBCHHBIX CUHAPOMOB C
NMpEUMYIICCTBCHHBIM HAPYIICHUCM BHﬂOKpHHHOﬁ CUCTCMBEI.



Omanon omeema: Hanboiiee yacto cpeiv KIMHUYECKUX IPU3HAKOB, Pa3BUBAIOLIUXCS
BCJIEJICTBHE HAPYLICHUS SHIOKPUHHOTO OallaHca, clenyeT Ha3BaTh odcuperue. OHO MOKET OBbITh
BBI3BAHO T€HETUYECCKUMHU JIe(heKTaMu B KIIETKaX runorainamyca: cunopom Ilpadepa—

Bunnu (syndrome Prader-Willi) BciencTBrue XpoMOCOMHBIX aHOMaIHi; cunopom Jloypenca-
Myna—bapoe—buona (Syndrome Laurence-Moon-Bardet-Biedle) (nacieayercs mo ayrocoMHO-
PELIECCUBHOMY TUITY); cunopom Anvcmpema (syndrome Ahlstrom), umerorunii mo100HbIH THIT
HACJICIOBAHUS, CONTPOBOXKIAIONIMIICS TAKKEe CUMIITOMaMHU CaXapHOro auabera,

Hedponaruu; cunopom babuncrkoeo-@penuxa (Syndrome Babinski-Frohlich) usz-3a
HAJTMYECTBYIOIIETO ITPU 3TOM TUIIOTOHAIM3MA HHOTA HA3bIBAIOIIHICS d0UN030-2eHUMAIbHOU
oucmpodghueti. KpoMe TOro, y TaKUX MAIIMEHTOB MOT'YT BOSHUKHYTh CHMITTOMBI HECaXapHOTO
nrabera, HU3KAW POCT, MH(DAHTUITN3M; BEPOSTHOW MPUUNHON CYUTAFOT MYTAIIMH B T€HAX,
OTBETCTBEHHBIX 32 CHHTE3 IPOTOPMOHOB ajieHorumnodu3a. K cumnroMaM 0XUpeHUs 0OBITHO
npucoeuHsIoTCs U apyrue. Cunopom Jloypenca-Myne-Bapoe-buons (Syndrome Laurence-
Moon-Bardet-Biedle) nposBisieTcst THIIOTOHAAM3MOM, MMOJUAAKTUINEH, TUTMEHTHON
JieTeHepaIfel CeTYaTKH, BILIOTH JI0 OTepH 3peHwus K 20 rojiaM, CHI’KEHHBIM WHTEJICKTOM.
OxupeHue ¢ BO3pacToM MPOrpeccupyer. AyTOCOMHO-PEIIECCUBHBIN THIT HACJICTIOBAHMUSL.
[IpuunHa, BeposiTHO, reHeTHYecKuil 1eeKT 00pa3oBaHusi KOPTUKOCTEPOUAOB. JleueHue He
pa3paboTaHo. /)T MHOTUX HACJIEICTBEHHBIX 00JIC3HEH SHIOKPHHHON CHCTEMBI XapaKTepPeH
oJIMMOP(H3M; IPUIEM 0053aTEITHFHO PETUCTPUPYETCS YBEIUICHHUE Pa3MEPOB Pa3IMUHbIX
xené3. JlnarHocTrka: i IpOBEACHHS YTOYHSIONICH TUAarHOCTHKU HACIIEICTBEHHBIX
SHIOKPUHOMATHI OCYIIECTBIIAIOT UCCIeI0BaHKe MPoduisi TopMoHOB, nmpoBoautcs JJHK-ananus
TE€HOB, ACCOLIMMPOBAHHBIX C YHAOKPUHHOM Matojorueil. JIeueHrne 3aBUCUT OT KOHKPETHOTO
3a00JIeBaHHS U OCYIIECTBISIETCS] Y SHIOKPHUHOJIOTA.

3amanne 23 Knunuka. Jlnarsocruka, ieueHue, npo(uiakTiKa HacaeACTBEHHBIX CHHIPOMOB C
MIPEUMYIIIECTBEHHBIM HapYIICHHEM HEPBHO-MBIIICYHON CHCTEMBI.

Omanon omeema: HacnencTBeHHbIE HEPBHO-MBITIICUHBIE 3200J1€BaHNs — OOJIbIIAs
rpynmna 00Jie3HeH, MPU KOTOPBIX OTMEUYAETCS TOPAKEHUE MBITIICYHON TKaHH, MepU(EPUISCKUX
HEPBOB U HEPEAKO MEPETHUX POTOB CIIMHHOTO MO3ra. Benymum CUMITOMOM NP ATHX
3a00JI€BaHUSIX SBJISTFOTCSI MBIIIIEUHAsl C1a00CTh, YTOMJIIEMOCTb, YaCTO COYETAFOIIASCS C
TUTIOTOHUEH M aTpo(Heii MBIIII, 0OCOOSHHO B MO3HUX CTAAUAX pa3BuTUs 0oJsie3Hu. Hanbomnee
pacrpoCTpaHEHHBIMU HEPBHO-MBIIIICYHBIMH 3200JIEBAHUSAMU SBIISIOTCS TTPOTPECCUPYIOIITUE
MBIIIEYHbIC JUCTPO(UH, CTMHAIILHBIE K HEBPAJIbHBIE aMUOTPO(UH, PEKE BCTPEUAIOTCS
MHOTOHHUH ¥ TIEPUOUIECCKUN CEMEWHBIN apaind. Bce OHU 3THOJIOTHYECKH CBSI3aHbBI C TEHHBIMU
MYTaIUsIMH, JJOKAJTU30BaHHBIMHU B ayTOCOMAX HJIH MOJIOBOM X-XpOMOCOME; HEPEAKH MTOBTOPHBIS
ciydau 3a00JieBaHUA B ceMbe. J{MarHoCTUKa OCHOBBIBACTCS HA KIIMHUYECKUX MPOSBICHHUSIX,
OMOTICHH MBIIII ¥ aHAIM3aX KPOBH JIJISI UCCIICIOBAHUS MBIIICUYHBIX OCIIKOB U TCHETHUECKHUX
aHomanuii. Cnenuguueckoro JeueHus: BPOKACHHBIX MBIIIEYHBIX JUCTPOUIl HE CYLIECTBYET.
Bormpochl, kKoTopble KacatoTcs OPTONEANYECKUX, CEPIICUHBIX, PECTTUPATOPHBIX, HYTPUTUBHBIX U
COILIMANIBHBIX ACTIEKTOB MOTYT OBITh PACCMOTPEHBI COOTBETCTBYIOLIUMHU SKCIIEPTAMH 10 MEpe
BO3HUKHOBEHHMSI IOTPEOHOCTEH, a MO IJIEP)KUBAOIIEE JICUCHHE, BKIIOYas (PU3HOTEPaInio,
MOMOTaeT cOXpaHuTh QpyHKIUI0. [IpodunakTrka: MeIUKO-TeHETHIECKOE KOHCYTHbTUPOBAHUE,
III'T, HUIIT.

3ananue 24 OCHOBHBIE MOAXO/IbI K J1a00PaTOPHOM AUArHOCTUKE HAapyLIeHUH 0OMeHa
aAMHHOKHUCIIOT U OPTaHUYECKUX KUCIIOT

Omanon omeema J111 onpeneneHust OpraHuYecKux KHCIOT MPUMEHSIOT pa3HOooOpa3HbIe
Xpomarorpaduyeckue MeToabl — BBICOKOA(P(PEKTUBHYIOE KUAKOCTHYIO XpoMaTorpaduro,
XpOMaTO-Macc-CIIeKTPOMETPHI0, TaHAeMHYI0 Macc-criekrpometputo (TMC). bonee 250
Pa3NIUYHBIX OPraHUYECKUX KHCIIOT U INIMIUHOBBIX KOHBIOIaTOB BO3MOKHO OOHAPYKUThH B
oOpa3ue Mmoun. VX KOHIIEHTpalus 3aBUCHUT OT AUETHI, IPHEMa JIEKAPCTBEHHBIX MPENapaToB U
HEKOTOPBIX APYruX (pU3HOJIOrHuecKuX npuduH. M3sectHo okoso 65 HBO, koTopsie



XapaKTepU3YIOTCs Cenn(PUIHBIM MPOodUIeM OpraHudeckux KUciaoT. OTHOCUTENFHO HEOOIIbIIOE
KOJIMYECTBO OPTraHMYECKUX KUCIIOT SBISIOTCS BHICOKOCTIEUM(UIHBIMU,  UX HAIWYHE B OOJIBIINX
KOHLIEHTPALUAX B MOYE M1O3BOJISIET TOUHO YCTAHOBUTH JuarHo3. CyKIIMHWIALETOH IIpU
tupo3uHemuu tun 1, N-anerun-acnaprar npu 6osie3nu KanaBan, MeBaJIoOHOBast KUCIOTA MIPH
MEBAJIOHOBOH aruaypun. OHAKO B MOAABISIONIEM OOIbIIMHCTBE ciydyaeB auarHo3 HBO Ha
OCHOBAHUU TOJIbKO aHAJIN3a OPraHUYECKUX KUCIOT MOYH YCTAHOBUTH JIOBOJIBHO TPYIHO, U
TpeOyeTcs MPOBEACHHUE JOTIOJTHUTEIFHOM, TOATBEPKIAI0IIEH JuarHocTHKU. K MeTogam
otHocutcst TMC. s tpex Hanbosee oOmupHeix rpynn HbO (Hapymenuit ooMena
aAMHHOKHCIIOT, OPTaHUYECKUX KUCIOT U Ae(peKTOB MUTOXOHIpHaibHOT0 B-okucienns) TMC
MIPUMEHSIETCS B KAUeCTBE NIEPBOI0 ATana JUarHOCTUKH.

3ananue 25 [lponuoHoBas anuaypus

Omanon omeema ITUONOTUS AYTOCOMHO-PEIIECCHBHOE 3a00JIeBaHUE, 00YCIIOBICHHOE
MYTalUSIMH T€HOB, KOAUPYIOIUX cyObeIuHUIbI ponuoHmi-KoA-kapOokcuassl: reH anbda-
cyosemuauiel (PCCA) xaptupoBan Ha 13q32, B-cyosenunnis: (PCCB) Ha 3q21-022.
Knunnueckas xaptuna [Iponmonosas aunaypust (ITA) kpaiiHe cxoHa 10 CBOMM KJIMHUYECKUM
nposiBiieHussM ¢ MMA. 3a0osieBaHre HaUMHAETCs B IIEPBbIE THU KU3HU. OCHOBHBIMU
CUMITOMAaMHU SIBJISIIOTCSI aHOPEKCHSI, PBOTA, MOBBIIIEHHAs! COHJIMBOCTb, MBILIIEYHAsl TUIIOTOHHUS,
oO11as BSUIOCTh M 3MU30/bl THUIIEPBEHTHIALMU. Y HEKOTOPBIX MAIUEHTOB Pa3BUBAIOTCS
CYJIOpOTH, B psi/ie CIIydaeB OTMEUal0TCs renaroMerainusi, 3puTeMaTos3Has cbinb. Horaa
3a00J1€BaHNE MOKET MaHU(ECTUPOBATH MO3AHEE U MPOTEKATh BOJTHOOOPA3HO C AIHU30/IaMH
aIu103a Wik Ketoanuaosa. Takke onucaHbl Cilydad HeKpo3a 0a3ajbHBIX TaHTJIMEB 0e3
MeTab0IMYECKOro aly103a U THIepaMMOHUEMUH U €TUHUYHBIE CIy4yau 1Mo3/AHel MaHu(ecTaluu
(30-neTHHit My)X4YHMHA, B KIMHUYECKOI KapTHHE y KOTOPOTO OTMEYAIHCh XOPESHYCCKHUE
TUIEPKUHE3B! U JeMeHLus). Y 0onbHbIX 1A yacTo HaOmro1ar0TCs Takue HapyIIeHUs, KaK
JUCTOHUYECKHE, XOPENUECKUE THUIIEPKUHE3b], TUPAMUAHbIE HapyleHus. JIeHKkoneHus.
TPOMOOLIMTONIEHHUS BO3HUKAET MU3-3a YTHETEHHsI pabOThl KOCTHOTO MO3ra TOKCHYECKUMHU
MeTabonuTamu. Jlnarnoctuka AHanu3 OpraHMYeCcKUX KUCIOT METOJ0M XpOMaTo- Mace-
CIIEKTPOMETPUH NO3BOJISIET BBISIBUTH MOBBIIIEHHYIO KCKPELIUIO C MOYOH TPONUOHMWIKAPHUTHHA,
MPOMUOBOM, 3-TUAPOKCUIIPOITMOHOBOM U METHJUIMMOHHOM KucioT [1pu npoBenennun TMC
O0OHapyXHUBAIOT MOBBIICHUE KOHLIEHTPALIMK IPONHOoHMIKapHuTHHA (C3).

3ananue 26 IlaruenTka 24 rojaa, xano0bl Ha 00JIM B MOSCHHIIE, KPYITHOE MATKOTKAHHOE
oOpasoBaHue Ha Oepe, MATHA BETa «Kode ¢ MojlokoM». B 20 et oHO U3 00pa3oBaHUid CITUHBI
JIOCTHUTJIO KPYITHBIX PA3MEPOB, B CBSI3U C YEM BBINIOJIHEHO XUpyprudeckoe jgedenue. ['ucronorus
— MHKAICYJIMPOBaHHAsl BEPETEHOKJIETOUHAsA Me3eHXUMallbHas ommyxoib.Ha MPT nosicHuyHo-
KpEeCTIIOBOTO OT/IC)Ia: MHOYKECTBEHHBIC TTapaBepTeOpabHbIe 00pa3oBaHus,
pacrpoCTpaHsoIIMecs OT (popaMUHATIBLHBIX KAaHAJIOB, TPABOCTOPOHHEE 00BEMHOE 00Opa30BaHUE,
pacrpoCTpaHsoIIeecs B MOSICHUYHOM MBIIIIIE JI0 BOPOT IIPABOM MOYKH. MaTepu podana, 1968
I.p. MHOKECTBEHHBIE 00pa30BaHUs MATKUX TKaHEH, MHOYKECTBEHHBIE MATHA I[BETa «KOde C
MosIokoM». Jlsiis mpoGania mo MaTepruHCKOM JTMHUK yMep B 39 JIeT OT paka NpsMOil KUIIKH. Y
JeyIIKH MpoOaH/a 1Mo JIUHUY MaTepy posBIeHHs HelpodudpomaTosa.
1) TIpenBapuTesbHBINH IUATHO3
2) MeTopl AUarHOCTUKH

Omanon omeema Heiipopubpomaros 1 Tumna; BeICOKOMPOU3BOIUTENBHOE MapaIIEIbHOE

cexkBeHupoBanue renoB NF1, NF2

3ananue 27 [Taunent-geBouka 2,5 net. C 3 AHS )KU3HU PELMANBUPYIOLIUE 3MIU30/1bI PBOTHI,
CIIYTaHHOCTHU co3HaHus. Habmogaercst HEBpOJIOTOM B CBSI3U C 33JIepKKOM pa3BUTHs. B kpoBU
otMeyaeTcst Metabonuyeckuii aru03. TMC kpoBu: C3 NOBbIIIEH, aMUHOKHCIIOTHI B MOYE —
MOBBIIIEHUE METUIIMAJIOHOBON KHUCIIOTBI

) IpennonoxuTenbHbIi AUArHO3.



2) Metoibl ieueHust

3) Metoie1 peabunuranuu

Omanon omeema

I)MeTunmanoHoBas auuaypus

2) Ha3HauEHUE HU3KOOEIKOBOM UEeTHI

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

3amanue 28 [Nanuent — neBouka 20 nueit xu3nu. Haxonures B APO ¢ KITMHUKOM
MOJIMOPraHHOM HEIOCTATOYHOCTH. B Bo3pacTe 5 CyTOK ®KHU3HH COCTOSTHUE PeOEHKa pe3KO
YXYIIIMIOCH 32 CYET HapacTaHUsl HEBPOJIOTHUECKOM CUMIITOMATUKHU B BUJIE CHHIPOMA
yraerenus LIHC, renepannszoBanHbIX cyqopor B kpoBu oTMedaeTcs MeTabOIM4eCKUi JaKTaT-
anu03. B Moue manyieHTa moBbIiieHa KOHIEHTPAIHs 3 -TUIPOKCUTIPOITMOHOBASI KHCIIOTA

1)IIpennonoxuTenbHblil TUarHo3.

2) Meto bl iedeHust

3) Metoasl peabuuTaum

Omanon omeema

1)MeTunmanoHoBas auuaypus

2) Ha3HaueHUE HU3KOOETKOBOM THeThI

3) C nenpio koMIieHcanuu aedunnuta 0eaka, moka3aHo Ha3HAYCHHUE CTICIHATM3UPOBAHHBIX
MPOJIYKTOB JIe4eOHOT0 MUTAHUS HE COAEP KAIIUX METHUOHHH, BaJIUH, U30JICHIIMH

3anmanue 29 Ilamuent - myxunna 30 ser. XKanoOs! Ha Oecrmoane. B mercTBe yacTeie
pecnupaTopHbIie 3a00JIeBaHusl, CAHYCUTHI. [IpOBOIMIIMCH MYHKIIMN BEPXHEUETIOCTHBIX Mazyx. [1o
JAHHBIM CIIEPMOTPAMMBI — a300CTIEPMUS

1)IIpenmnonoKuTeabHbIA TUarHo3.

2) MeTtoibl peabuuTaIuu

Omanon omeema
1)MykoBHCITH03
2) IIpeononenus mpoo6aeMbl O€CILIOANS Y JAHHOTOTAIMEHTa BO3MOXHO C IIOMOIIIBIO0 OHOTICHH
TECTUTYJT U TOCSAYIIUM MTPOBEACHHUEM UCKYCCTBEHHOTO OTUIOA0TBOPEHUS

3amanue 30 C pe3ynbraTaMu HEOHATAFHOTO CKpUHUHTA. Manbuuk 8 nHel sxu3Hu. JXKanoOsl Ha
KENTYUITHOCTh KOKHBIX IIOKPOBOB, CPhITMBaHUE, )KUAKUN cTyil. [1o pe3yapTraraM HEOHATaIbHOTO
CKpUHHUTA: 00I1as raTaKkTo3a KpoBU 27 MI/ai

DIIpennosioKuTeNbHBIA TUArHO3.

2)MeTo 1l JIeueHus

Omanon omeema

1)["anakro3emust

2) st neueHus OOIBHBIX HCTIONB3YIOTCA CIISUANTN3UPOBAHHBIE CMECH Ha OCHOBE HM30JISITa
coeBoro 0elnka, THAPOIN3aTOB Ka3ernHa, 0e31aKTO3HbIE MOJIOYHBIE CMECH

3ananue 31 [Tanuent - neBouka 9 net. )KanoOwl: Ha HU3KMHA pocT. OOBEKTHBHO:
104cm/18kr, M1TO3 IBYCTOPOHHUH, aHTUMOHTOJIOUIHBIN pa3pe3 ri1a3, KphIJIOBUIHbIE CKIAJIKHA Ha
1iee, BaJIbI'yCHas Ae(popmMalius JJOKTEBBIX CYyCTaBOB.

)IIpennonokKuTenbHblii 1UarHo3.



2)Metopl peabuIUTaLH

Omanon omeema

1) Cunapowm llepenieckoro -TepHepa

2) Koncynbraius 5HJI0KPHHOJIOTA, HEBPOJIOTa; HA3HAUYCHHE CUMTOMATHUYECKON Teparuu

3ananue 32 IMamuent- 1,5Mm mec. XKanoOsl: utoxas npudaBka B BeCe, CHUKCHHBIN aIlleTHUT,
cpbIruBanue. Poquiics ¢ KIMHUYECKON BPOKACHHON KMIIEYHOW HENTPOXOAUMOCThIO . Haoxena
uineocroma. [lo crome onpenensercs BOAIHUCTOE KUIIEYHOE COIEPKUMOE C JKUPHBIM OJIECKOM.
B teuenue nocienHei Heenu 0TMEUYAETCs Kalllelb, TeMIieparypa HopMmaibHasi. Co CJI0B MaMbl
KOa peOeHKa UMEET BbIPaKEHHBIN COJIEHBIN BKYC

1)IIpennonoxuTenbHblil TUarHo3.

2)MertobI JIeUeHUS

Omanon omeema
1)MykoBucui03
2) 3amectutenbHas epMEHTHAs Tepanus NalueTy Ha3Ha4yaeTcs MOKU3HEHHO;
aHTHOaKTepualibHas Tepanus npumensiercs npu kaxaom OPBU u npu oboctpennn
OpPOHXO0JIETOYHOr0 Mpolecca

3ananue 33 Ha npueme peGeHOK 5 JIeT - TeJIeKaHT, FeTepoXpOMHUSI paayKKH U BOJIOC Ha r0JIOBE,
HelipoceHcopHas Tyroyxocts III-1V crenenu. B pomocnoBHol - y MaTepu cenast mpsiib, y OpaTta
TYTOyXOCTb.

1)IIpenmnonoKuTeabHbIA UarHo3.

2)MeTo 1l JIeUeHU L.

3) Metoasl popUITaKTUKH

Omanon omeema

1)Cunapom BaapnenOypra

2) CuMrnromaTHyecKas Tepanus

3) [IpodunakTuka TOIBKO B paMKaX MEAUKO-TEHETUYECKOTO KOHCYJIbTUPOBAHUSI pOAUTENCH

epea 3a4aTucmM pe6eHKa

3amanne 34 I[NanuenTt — manpuuk 4 rona. JXKaaoObl Ha CyXOCTh U HMIETYIICHUE KOXKH.
OOBEeKTUBHO: KOXka cyXasi ¢ O0JIbIINMU TEMHBIMU YEITyHKaMU U BBIPAKEHHBIM THIIEPKEPATO30M
B 00J1aCTH pa3rudaTenbHBIX MOBEPXHOCTEH JOKTEBBIX U KOJICHHBIX CYCTAaBOB.

DIIpennosioKuTeNbHBIA TUArHO3.

2)MeTo 1l JICUEHUSI.

3) Meto bl MPOPUITAKTUKH

Omanon omeema
1)BysbrapHelii KXTHO3
2)/lnarHo3 cTaBUTCS Ha OCHOBAaHUM KIMHHUKH

3amanue 35 [lanueHt - pedbeHok 2 roga. OObEKTUBHO: BhIpaKEHHAS 3a/IePIKKa
MICUXOMOTOPHOTO Pa3BUTHUSA, CyJOPOTH, MBILIIEYHBIA TUIIEPTOHYC, CKPYUEHHBIE JJOMKHE BOJIOCHI.

)IIpennonokuTenbHbli 1UarHo3.

2)Merto1bl JieueHus

Omanon omeema



1)Cunnpom Menkeca
2)Ha3nauenue ButamuHoB rpynmnsl A,E,B,C 1 HukotuHoBas kucnota. [Ipenapatsl,
oOaaronye JMIOTPOIHBIM JICHCTBHEM.

3ananue 35 Ilanuent 9 net. KanoObl Ha 3a/1epKKY IICUXOPEUYEBOTO Pa3BUTHUS, IPUCTYIIbI
HEMOTUBUPOBAHHOTO cMexa. OOBEKTHBHO: MUKpoOpaxuiedanus, MaKpOCTOMUS, MBIIIICYHAS
THIIOTOHUS, TOXO/IKA TI0 THITY «MEXaHHYECKOU KYKJIBI»

1)IIpennonoxuTenbHblii TUarHos.

2)Merop! JieueHus U podUIaKTUKA.

Omanon omeema:

1)Cunnpom AHrenbMaHa

2)CumnToMatudeckast Tepanus

3) [IpodunakTuka TOJBKO B paMKaX MEAUKO-TEHETUUECKOTO KOHCYIbTUPOBAHUS POAUTEIEH
nepeJ 3a4yaTueM pedeHKa

3amanwne 36 [ammenT - HOBOposkAeHHBIN, HanpaBiaeH B MI'K as o6cnenoBanus B cBsi3u €
noBeieHueM ypoBHA HeoMIPT-90 ur/mn, perectUPT-50 Hr/mi, xsopuabl nota-75 MMOJIb/J1T

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo1bl JIeueHus.

Omanon omeema:

1)MykoBHCITHI03

2) 3amecturenbHas pepMeHTHAs Tepanus NalueTy Ha3HauyaeTcs MOKU3HEHHO;
aHTHOaKTEepUaNbHas Tepamnus npuMeHseTcs npu kaxaoM OPBU u npu oboctpennn
OpOHXOJIETOYHOTO IMpolLiecca

3amanwue 36 [larmenTt — HOBoposkieHHbIH. OO0BeKTHBHO: Macca Tena 2400r, HU3KO TOCaKECHHBIEC,
nehopMUPOBAHHBIC YIITHBIE PAKOBUHBI, TOIMXO0IehaTns, MUKPOTCHHS, KOPOTKHE IJIa3HbIE eI ,
MHKPOCTOMHUS, (DIISKCOPHOE MOJI0KEHUE TaJIbIIeB PYK, axoBas rpeoka, BIIC. U3 anamuesa —
OEpEeMEHHOCTh MPOTEKajaa C MHOTOBOJMEM, OTMEUAJIach cllabasi akTUBHOCTh TuIoAa, Ha Y3U —
€MHCTBEHHAS apTepHs MyITOBUHBI, MaJICHbKAs TUIAIICHTA.

DIIpennosioKuTeIbHBIA TUArHO3.

2)MeTo il JIeueHUs U PO (PHIIaKTHKA .

Omanon omeema:

1)Cunnpowm Ilatay

2) CuMrnroMmaTH4ecKas Tepanus

3) [IpodunakTuka TOIBKO B paMKaxX MEAUKO-TEHETHUECKOTO KOHCYIbTUPOBAHUS POAUTEICH
nepes 3a4aTueM pedbeHka

3ananue 37 IlauueHT - 6epemennas 40 net, cpok GepeMeHHOCTH 18 Henenp, TaHHas
6epemenHocTh 3 (1 u 2 — MmenukameHTO3HbIe a00pThl). KOoHCYnbTHpYETCS 1O pe3yiabTatam
IIPEHATaJIbHOTO CKpUHUHTa | TpumecTpa. BeisiBnensl Y3U mapkepsl: BoasgHKa mioga, TBII-8mm,
yposenb PAPP-A-0,49MoM, B-XI'Y-1,11MoM.

)IIpennonoKuTenbHbli 1UarHo3.

2)Meto bl TpoPUITAKTUKH.

Omanon omeema:



1) O35.1. XpoMOCOMHBIE aHOMAJIMH Yy TUI0/1a (TIPEeATioaraeMbie), TpeOyromme
npeaoCTaBJICHUSA MCI[I/II_IPIHCKOP'I MoOMOIIH MaTcpu.
2) I[IpodunakTrka TOJBKO B paMKaxX MEIUKO-TEHETHYECKOTO KOHCYIbTHPOBAHUS POIUTEINCH

nepe 3auaTueM pedeHKa

3amanue 38 [lanueHT - manmpunk 12 set. XKanoObl Ha 6011 B HOTaX, MPHUCTYIBI CEPAIICONCHHUS.
OOBEKTHBHO: JOIUXOCTCHOMEIHS, TPYIHONW KH(DOCKOIHO3, THIIEPINTACTHYHOCT KOXKH,
«TATTMPOCHBIE» PYOIIHl Ha TOJICHSX M B 001aCTH KOJICHHBIX CYCTaBOB, THIIEPIIOIBHKHOCTD
KPYITHBIX U MEIIKUX CYCTaBOB, MMPOJIOIBHOE MJIOCKOCTOTIHE.

1)IIpennonoxuTenbHblil TUarHo3.

2)Meronb! IeUeHUS .

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

3ananue 39 Ilanuent - neBouka 7 net. XKanoObl Ha )KUIKUN 3TOBOHHBIN CTYJ, B3yTHE )KUBOTA,
norepro Beca. M3 anamHesa: epBbie cuMnToMsl ¢ 11 Mec. mocie pacmpenust IMTaHus, CO CJIOB
KUJKHUI CTyJl BOSHUKAET Mociie ynoTpednenus xiuebda, neuenbs. OobextuBHO: 100cm/12kr, KOXKa
OJieTHAs, MBITIIEYHAS TUITOTOHUS, OOJIBIION JKHBOT

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo 1kl TMarHOCTHKH.
Omanon omeema:
1) Hunuakus
2)0e3TII0TeHOBAs AUETa

3ananue 40 [TauureHT - HOBOPOKICHHAsI HAa S€ CYTKU OTKa3 OT €/Ibl, PBOTa, CyJIOPOrH, Ha 6¢
cyrku B APO meTaboamdeckuii KeToalu 103 U THIOTIIMKEMHUS, Ha 7€ CYTKH — JICTHPATAIIHH,
nporpeccupyromas jertaprus. OObeKTHUBHO: OT MalMeHTa UCXOIUT CrienupruaecKuit
CJIaJKOBAThIM 3aIax.

D)IIpenmnosioKuTeIbHBIA TUATHO3.

2)MeTo 1kl TUarHOCTHKH.

Omanon omeema

1)bone3ns «kiieHoBOTrO cuponay (JlehmHos)
2) CriennasnipHasi queta: OeIKoBas MUINa 3aMEeHsIeTCsl OCIIKOBBIMH THIPOJIM3aTaM, He

coJIepKalliMK BaJliHa, U30JIeiHa, JeinrHa; KodakropHas Tepanus; Tepamnus

JICBOKAPHUTUHOM

3ananue 41 ITauuent - myxunna 20 net. becrinoausiii Opak - 5 net. O0bexTuBHO: 186¢M/108KT,
TEJIOCIIOKEHUE 110 )KEHCKOMY THUITY, THHEKOMACTHsI, KpaCHbIE CTPUM Ha )KUBOTE, TUIIOTUIA3HS
SHYEK.

1)[IpennonoKuTenbHbIi TUArHO3.

2)MeTto bl TPOPUITAKTHKH .

Omanon omeema:

1) Cungpom Kisindpenbrepa



2) IlpodunakTuka TOJBKO B paMKaX MEIHKO-TEHETUYECKOTO KOHCYJIbTHPOBAHUS
poIuTeneil nepes 3auaTueM pedeHKa

3ananue 42 [lanuieHT — HOBOPOXKIEHHAs1, CpoUHbIe poJibl. O0beKTHBHO: 2600r/48cM,
MUKpoOpaxutiedanusi, CAHOQpPHU3, JIITMHHBIC 3arHYThIE PECHULIBL, 1e(h)OPMUPOBAHHBIE YITHBIE
PaKOBHHBI; MAJCHbKUI HOC, MUKPOT€HHS, TOHKAsI BEPXHSS I'y0a, pOT B BUJE MOJIyMecCsIIa,
MaJICHbKHE KUCTH U CTOTIBI, KITMHOJAKTHUIIHS V TaJIbIIeB KUCTEH.
1)IIpenrnonoxuTenbHblil TUarHos.
2)Mertoibl JieueHue
3) MeTto1bl TPOPUIAKTUKH.
Omanon omeema:
1) Kopuemnus ne Jlanre
2) CumnroMaTHyecKas Teparus
3) TlpodmmakTika TOJBKO B paMKax MEIUKO-TeHETHIECKOTO KOHCYIbTUPOBAHHUS
poIuTeNe nepes 3auaTueM pedeHKa

3amanwne 43 [lammeHT — HOBOpOKIeHHBIH. OOBEKTHBHO: MUKpOTIe(hausi, CKOIICHHBIN J100,
TUIOTEI0PU3M, MUKPO(TaIbMHUsI, pacilielnHa r'yosl U He0a, HU3KO MOCaXKEHHbIE U
nehopMUPOBAHHBIC YIITHBIE PAKOBUHBI, MOJTUIAKTHINS TOCTAKCHATbHAS, «CTOTA-KadaJlKay,
BIIC, MukpomneHnuc, KpUNnTopXusm JIByCTOPOHHHM.

1)IIpenmnonoKuTeabHbIA TUarHo3.

2)MeTo 161 Tpo(HUITAKTHKH.

Omanon omeema:

1) Cungpom DaBapca

2) I[IpodunakTrka TOJBKO B paMKaxX MEIUKO-TEHETHUECKOT0 KOHCYIbTUPOBAHUS pOAUTENCH

nepea 3a4aTucmM pe6eHKa

3ananue 44 [lamuenTt — HOBOposkieHHbIH. OOBEKTHUBHO: AOHOIIEHHBIH, 28001/48CM,
MHUKponedanrs, aHTUMOHTOJIOUAHBIA pa3pes Ii1a3, MbIIICYHAs TUIIOTOHUS, TYHOOOpa3HOE JIHIIO,
TUTIEPTEIIOPHU3M, TJ1ad peOCHKA, HATOMUHAIOIIUHN KOIIaube MSIyKaHbE.

1) [IpeamnosioxKuTeIbHBINA AUArHO3.

2)MeTo 161 Tpo(HDUITAKTHKH.

Omanon omeema:

1) Cunnpom Jlexena (CUHIPOM «KOIIAYHETO KPUKA)

2) IIpodunakTrka TOJIBKO B paMKaxX MEIUKO-TEHETHUECKOTO KOHCYIbTUPOBAHUS POAUTEICH

nepea 3a4aTucmM pC6CHKa

3ananue 45 Ilauuent 9 net. XKanoOsl Ha 3a/1epKKy ICUXOPEUEBOTO pa3BUTHS. OOBEKTUBHO:
CBETJIbIE BOJIOCHI, TOJTyOBI€E TJ1a3a, JOJTUXOCTEHOMENHNS, BOPOHKOOOpa3Has ITpyaHas KIeTKa,
THIEPMOOMIIBHOCTD CYCTaBOB, aPAXHOAAKTUIIMS, CYOIIOKCAIUS XPYCTATMKOB.

1)I[IpenmnonoKuTenbHbIA JUarHo3

2)MeTo1bl JIeueHusl.

Omanon omeema:

1) Cunagpom Mapdana

2) CumnroMaTHyecKas Teparus; XUpypraueckrue BMEIIaTelIbCTBa



3ananue 46 [lanueHT — peOCHOK 5 JIeT, HAMPaBJICH C IIeNIbI0 YTOYHEeHHsI TMarno3a. 13 anamnesa:
HeiipocencopHas Tyroyxocts I1-1V, rematypusi, nporeunypusi. OOBEKTHBHO: ICUX0(U3HUECKOe
pa3BHUTHE COOTBETCTBYET BO3pACTy, PeHOTHUIT O3 0COOCHHOCTEH.

1)IIpennonoxuTenbHblii TUarHos.

2) Metoibl ieueHust

3) Metoabl mpo(UITaKTUKH.

Omanon omeema:

1) MKB-10: Q87.8 Cunapom Anbriopta
2) CUMIITOMAaTUYECKOE, KOHCYJIBTAIHS ¥ KOPPEKIIHS COCTOSHHS BpauaMH-CIISIHATICTaMU
(medpoutor, cypaosior, 0hTaaTbMOJIOT U T.]T)
3) IIporHO3 MOTOMCTBA B JAHHOW CEMbe: KOHCYJbTAIIHMS Bpadya-TeHETHKA C IENIBI0 pacyera
TeHETHYECKOTO PUCKA B CEMbE, aHAJTN3a POIOCIOBHOM U 00CYKICHHS BO3MOKHOCTEH
MpEeHATAILHON JHAarHOCTHKH

3ananue 47 Ilanuent - manpuuk 4x set. JKanoObl Ha ¢1a00CTh B HOTaX, HAPYLUICHUE MTOXOIKH.
OOBEKTUBHO: MCEBAOTUNEPTPO (DU NKPOHOKHBIX MBIIIIL, THIIEPIOPI03 TOSICHUYHOTO OTIeNa
MM03BOHOYHUKA, 3aTPyAHEHO NOoaHATHE pyK. [Ipy BcTaBaHMM HCIIOJIb3YET BCIOMOTaTeIbHbIe
MIPUEMBI.
1)IIpennonoxuTenbHblil TUarHo3.
2)MetobI NPOPHITAKTUKI
Omanon omeema:
G 71.0 Mermeunast uctpodust
-CumnromMaTudeckoe, NCHOJb3YIOTCS (PU3NOTEPANIEBTHUECKUE METOIbI, OPTOIIEINYECKas
Koppekuus. Llens - moaaepxaHue MbIIIEYHON CHJIBI, IPEAYIPEKICHUE PA3BUTHS
KOHTPAKTyp, Ae(opmanuii CycTaBoB.
HaGnronenue Bpayel - criequagucToB B COOTBETCTBHUH C 7Kal00aMu U BbISIBICHHBIMU
HapyLICHUAMU

3ananue 48 neBouka, 3-X JIET, ¢ )Kaio0aMu Ha CyI0POKHBIE TPUCTYIIBI, 33JEPHKKY IICUXO0-
pedeBoro pa3BuTHs. BriepBbie CyJOpOru B BUAE PE3KOTO KpUKa, C OCTAHOBKOM JAbIXaHUS U
LIMaHO30M, BO3HUKJIM B BO3pacTe 8,5 mecsues nocie BakuuHanuu. B Bo3pacre 1 roxa cynoporu
noBTopuinch Ha pone OPBU u runeprepmun. [Ipuctynbsl otMeyanuce B BUje
KpaTKOBPEMEHHOM yTpaThl CO3HaHUS, 03HOOOTIOJOOHOTO TPeMOpa, B T.4. C BOBIEYCHHEM HOT,
3aBEJCHUS IJ1a3 BBEPX, OCTAHOBKH JIBIXaHMS U [IMAHO3a, IPOJAOJLKUTENBHOCTBIO 10 | MUHYTBI
Kb Yac B TeYeHHE 2-3 CYTOK, Ha oHe BBeJeHUs OeH3011a3enuHa. B cpeiHeM mpucTyIibI
HaOMOJAI0TCS KaXxaple 2 Mecsla. B HacTosAIIMII MOMEHT - peMUCCHSL.

1) mpennonaraemplii AUAarHO3

2) MeTO/Ibl TMarHOCTUKH

Omanon omeema panHss nuienTAYECKas sHUedanonatus I3 -Buneomonntopunr, MPT-
TOJIOBHOTO MO3ra, IIPOBEIEHNE KIIMHUYECKOIO WIIU MIOJIHOTO CEKBEHUPOBAHUSA DK30Ma METOIOM

NGS

3ananue 49 IlannenTka 46 1et oOpaTHiIach B MEUKO-T€HETUUECKYIO JUIsl UCKITIOUSHHUS
HaCJIeICTBEHHOT0 XapakTepa 3a0oneBanus. B aHaMHese - cepo3Has KapLimHOMA JIEBOTO SIMYHUKA.
VY marepu (68 ner), B Bozpacte 40 net 6bu1 0O0HApYKEH pak MOJIOYHOH KeJe3bly poJHOro Opata
MaTepH - PaK MPeJICTaTeNbHOM Kele3bl, y pOAHOTO OpaTta oTia B 56 JIeT - pak JIErKoro.

1) mpeanonaraeMplii TMar€os

2) MeTObI TUarHOCTUKU:



Omanon omeema Cunapom HacnenctseHHoro BRCA1-accounnpoBanHoro paka
ANYHUKOB; COOpP JIMYHOTO U CEMEHHOTO aHAMHE30B, MOJIEKYIIpPHO-TEHETUYECKOE TECTUPOBAHHE
Ha Hasinume yacTeix MyTauuil B renax BRCA1 u BRCA 2, BbICOKOIPOU3BOAUTEIBHOE
napajienbHoe cekBenupopanue madenu reHoB: BRCA1, BRCA2, BARDI. BRIP1, MRE11A,
PALB2B, NBS1, tP53, RAD51C, RAD51D

3amanue 50 JleBouka, 3 AHEH KM3HU C MUKpOLEaTUei, CKOIIEHHBIM JIO0M, KPYITHBIM HOCOM,
ne(pOPMUPOBAHHBEIMHU HH3KO IMOCA)KCHHBIMU YIITHBIMU PaKOBHHAMU, KOPOTKOH IIeeH, CKJIaqdaToi
KO>KEH Ha 3a/IHEMl TOBEPXHOCTHU LIEU, MBIIEYHON THIIOTOHUEHN, EAUHCTBEHHOM JaJJOHHOMN
ckIaaKou, mopokoM cepaua — JIIMXII, nBycroponHeii paciiennHoi He0a U BEpXHEH ryObl,
MMOCTAKCUAJIBHOM MOJIMJIAKTUIINEH KUCTH.
1) mpenmnosiaraemMblil AMArHO3
2) METOJIbI TMaTHOCTHKU:
3) MeTto1bl TedeHus:
4) npodunakTruka

Omanon omeema Cunapom Ilatay; UccnenoBanue kapuotumna; CUMITOMAaTHYECKOE;
[IpenaranbHbI CKPUHUHT OEpEeMEHHBIX

3aganue 51 XKenmmuna, 36 neT, Tpy TPOXOKACHUN TUCITAHCEPU3ALMHU BbISIBICHO MOBBIIICHUE
YpOBHSI 00IIIEr0 XoJIecTeprHa 10 8,9 MMOJIB/J, MPH TOCIICYIOIIEM aHAIN3E JTUIMUIHOTO CIIEKTPa
ob6muit xonecreput — 9,1 mmonw/n, TT — 1,3 mmons/n, XC-JITIBIT — 1,2 MMoib1. AKTUBHO
XKano0 He PETbABIIET.

1) mpenmnosiaraemMblii AUArHO3

2) METOJIbI TUarHOCTHKH:

Omanon omeema CemeltHasi TUIIEPXOJIECTEPUHEMHUS;, IPOBEICHUE OCMOTPA U TaIbIaIluu
CYXOKHJIMH: aXHIIJTOBBIX, pa3rudaresieil MajbleB PyK, TPHUIICIICOB M KOJICHHBIX CYCTaBOB C
LETBI0 TMarHOCTUKY HAJTUYHS CYXOKHIJIBHBIX KCAaHTOM, IMPOBEJICHNE CEKBEHUPOBAHMS
renoB LDLR, APOB, PCSK9 metonoM NGS

3amanue 52 JleBouka 3 jeT 6 MecsIIeB, )KaJI0Obl Ha TJIOXYIO TPHOABKY B Bece, 3a/ICPKKY
TICUXOMOTOPHOT'O U PEYEBOTO Pa3BUTHSA, HA (JOHE BHICOKOM JINXOPAAKH — COXPaHEHHE SITU30/0B
3aMHpaHuil ¥ runepkuHe3oB. 3aboieBanne MaHUGECTUPOBAJIO ¢ poxkIeHUsI. OOBEKTUBHBII
CTaTycC: IJ1a3HOU THIEPTEIOpU3M, OOJIBIION HOC C BBICOKOU CITMHKOM, KOPOTKHUNA (PHIIBT,
MHKpPOTHATHs. 3a/IepkKKa ICUXO-PEYEBOI0 Pa3BUTHSI IPOSIBIIAECTCS B BUAE CKYIHOTO CIOBApPHOTO
3anaca (KOpOTKHE, MPOCThIE CIIOBA), KOMaH bl MIOHUMAET, OJIM3KUX 3HAET. 3a/iep:KKa MOTOPHOTO
Pa3BUTHUSA: XOUT HEYBEPEHHO, C OAHOCTOPOHHEN MOAIECPKKON
1) npearnoIoKUTENbHBIN THArHO3:
2) METO/IbI TMAarHOCTUKU

Omanon omeema Cunapom Bonbda-Xupmxopua MPT ronoBHoro mosra, npoBeicHHe
O0I'-BUACOMOHUTOPUHTA, XPOMOCOMHBI MUKPOMATPUYHbBIN aHAIU3

3ananue 53 Manp4mk 6 MecsI1eB ¢ 3aePKKON (PU3NUECKOTO U ICUXOMOTOPHOTO Pa3BUTHS,
BPOKJICHHBIM MTOPOKOM CEp/Illa U JIUIEBBIMU TUCMOphUAMHU (MaTeHbKUE HU3KO MOCAKEHHBIE
JUCTIACTUYHBIE YIIIHBIE PAKOBHUHBI, ITUPOKUE TTIA3HbIE MIEH, JTUHHBIA QUIbTp, y3KO0€
OCHOBaHHUE KPBLILEB HOCA, MUKpOreHus ), yacteie OPBU.
1) mpenmnooXUTeIbHBINA AUATHO3:
2) METO/IbI TUAarHOCTUKHU

Omanon omeema Cunapom du Jxopmxu; Y3U OpromHoit nonoctu u modek,3X0-KT,
onoxumuueckuit anaau3 kposu, FISH ¢ ynukansusimu JIHK-30H1aM1 Ha pernon
MUKpOJETEeINN Ha MeTada3HbIX TutacTuHKax manuenta, MLPA ¢ JIHK-nipaiimepamu Ha
MOCIIEI0OBATEIbHOCTH I'€HOB B pErMOHE MUKPO/IEIELIUU C UCTIoNb30BaHueM oOpasios JJTHK
MalueHTa



3ananue 54 PeOGeHOK, 8 MecsIeB, KaloObl Ha KENTYXY, TUIOXYI0 MPUOAaBKy Macchl. boieH ¢ 6
MECsIIIEeB, KOT1a MOsIBUIIACH JKeNTyxa. B xo1e 00cinen0Banus BBIABICH UTONIH3 10 19 HOpM ¢
cUHIpOoMOM xoJiectasa. [ToBbiieHue anbda-heronporenna a0 25 843 ur/mi (Hopma 10 12
HT/MJT). YBEIWYEHHUE MeYeH! A0 +5 ¢M u3-1oj Kpas pedepHoit nyru. Cene3eHka +2 cM U3-10J
Kpasi peOepHOH IyTH.
1) mpenmnoyioKUTeIbHBINA AUATHO3!
2) METO/1bl TMarHOCTUKU

Omanon omeema HacnencrsenHas Tupo3uHeMus | A tuna (oCTpoe TeUeHHE);
Omnpenenenue coaepKaHns aMHHOKHUCIIOT B KPOBH, ONIPEICNICHHE CYKIIMHUIIALIETOHA B MOYE U
1a3Me KpoBw, onpezaeneHue anbda-deronporenna (ADIT) B ceiBopoTKe (MiH I1a3Me) KPOBH,
cekBeHupoBaHue reva FAH

3amganue 55 Manbuuk 9 nHel Ku3HU, 10 pe3yIbTaTaM HEOHATAIBHOTO CKPUHUHTA!
dbenunananus 4,46 mr/mi, (Hopma o 2,0 mr/mn). [pu perecte 6,8 mr/mn
1) mpeanosoKUTEbHBIA TUATHO3!
2) METO/IbI TNAarHOCTHKHU

Omanon omeema Hacnenctennas tupo3uneMust 1 A tuma (ocTpoe TedeHue); AHanus
MITEPUHOB B MOYe, CekBeHnpoBaHue Meto oM NGS 1o manenu, Bkirodaromei reasl: PAH
(OMIM:* 612349 ), PTS (OMIM:* 612719), QDPR (OMIM:* 612676), GCH1 (OMIM:*
600225) u p

3amganne 56 Y manpunka, 3 Mecsia, 0TMEUYaloTCsa MUKpoliedains, HU3KHM 100, TBYCTOPOHHUHT
AMUKAHT, MTO3, KOPOTKUH HOC C OTKPHITHIMU BIIEPE]T HO3APSIMU, MUKPOTCHUS, pacieInHa
SI3bIYKA, TOTHYECKOE HEOO, HU3KO PACIIONIOKEHHBIC Ie(hOPMUPOBAHHBIC KPYITHBIC YIITHBIC
PaKOBHUHBI, KOPOTKas IIesl, MOCTaKCHAIbHAS TIOJUIAKTHIINS Ha JICBOW KUCTH, ABYCTOPOHHSIA 2-3
KOJKHas CHHIAKTUJINS Ha cTonax Y -o0pa3Hoii hopmel (puc. 2). ITpu o6cireroBaHNN TeHUTAIHI
BBISBJISICTCSI MUKPOTICHUS, TUIIOCTIA NS, PACIICTINIEHUE MOIIIOHKH, TUTIOTUIA3UPOBAHHOE STUYKO
CJIeBa ¥ OTCYTCTBHUE SIMUKA CIIPaBa.
1) mpeanoIoKUTEIbHBIA TUATHO3!
2) METOJIbI THarHOCTHKHU

Imanon omeema Cunapom du Jxopmxu Y3U manoro taza, 9XO-KI', cranmaptHoe
[IUTOTCHETHYECKOE MCCIIeIOBaHNEe, BHOXMMUYECKNI aHAIN3 KPOBHU (OTpeIeICHUE YPOBHS
00111ero xoJiecTepruHa u 7-IerHAPOX0JIECTEPOIa), MPOBEACHUE MOJICKYISIPHO-TEHETUYECKOTO
Hccaea0BaHus yTeM NpsiMoro cekBenupoBanusi rena DHCR7 (ren 7-
JETUPOXOJIECTEPOIIPEAYKTA3bI)

3ananue 57 [lauuenr, roHoma 17 yiet, B aHaMHE3€ HaJTU4KUEe EPBUYHO-MHOKECTBEHHBIX
HOBOOOPAa30BaHUI: IEPBUYHO-MHOKECTBEHHAS] MEJITAHOMA KOYH, COCTOSIHUE TOCIe
XUpypruyeckoro jeueHus B 13 u 16,6 set, B 16 1T MHOXKECTBEHHBIN MOJIUIIO3 JKEITYIKA,
MakpoIiedaus, Ha KO>Ke — MHO)KECTBEHHbIE MEJTaHOLIMTAPHBIEC HEBYCHI KOXKHU CITHHBI, )KUBOTA,
KOHEYHOCTeH. B Hacrosiiiee Bpems MOCTaBiIeH qUarHo3 (GOJTUKYISPHBIN paK IIUTOBUIHOM
xKenesbl. Y 0aOyIIKH Mo MaTEPUHCKOH JIMHUU TIOJUIIBI KeNTy/IKa, MHOTOY3JI0BOM 300, y 0a0yIiku
0 JIMHUY TaIbl — PaK SUYHUKA. Y MaTepu B aHAMHE3€ pak MOJIOYHOH jKele3bl B 37 JeT
1) mpenmnooXUTeIbHBINA AUATHO3:
2) METO/IbI TUArHOCTUKHU

Omanon omeema Cunapom Koynena; BeicokonpousBoauTenbHOE MapaieabHoe
CEKBEHHUPOBAHHE MaHEH I'€HOB, CBSA3aHHBIX C PA3BUTHEM HACIIEJCTBEHHBIX OHKOJIOTHUECKUX
CHUH/IPOMOB



3amanue 58 JleBouka, 3 1eHb, KOPOTKAs I1es, KOXKHBIC CKJIAJIKH Ha 111ee, 1eopMUpPOBaHHAS U
HU3KO PacrojIoKEeHHAs YIIHAs paKOBUHA, TUM(ATHUECKHA OTEK KHCTEH U CTOII, MOPOK cepaua -
JAMOKIIT
1) mpenBapuTENbHBIN TUArHO3:
2) METO/IbI TMarHOCTUKHU:
3) npodunakTKa

Omanon omeema Cunapom llepemesckoro-Tepuepa MccnenoBanme kapuoTuna
[IpenaranbHbI CKPUHUHT OEpEMEHHBIX

3amanne 59 Manpuuk 2 ner, )kajao0bl Ha HACHIILCTBEHHBIE THIIEPKUHE3HI, YTPATy paHee
prOOPETEeHHBIX MOTOPHBIX HABBIKOB, IUIOXYIO MPHOaBKY B Bece.3a00ieBaHNEe
MaHH(pECTUPOBATIO B Bo3pacTe 6 MecsieB, Ha doHe OPBU u noBbIieHUst TeMIIepaTypsl TeIa
BO3HUK T€HEPATM30BaHHBIN TOHUKO-KJIOHUYECKHUI SMMIENTUYECKUI MTPUCTYI C TOTEpPEN
Cco3HaHuA. BO3HHUKIM MPUCTYIBI HEYKPOTUMOM PBOTHI, MBIIIEYHBIN TOHYC HapacTal. Bo3Huku
JTMCTOHHUYECKUe aTaku. PeOeHok mepecTal aepkarh rojloBy, epeBopaunBarbes. ['osoBa
ruapornedansHoi hopmbl. IcToHUEHME TOIKOKHO-)KHUPOBOHM KIETYATKH. | unepcaanBaius.
['on0BY caMOCTOSITENILHO HE JAEPHKUT, IPU BEPTUKATU3ALUY OIopa cinabdasi. MbIIeyHbli TOHYC
MOBBIIIEH MO crnacTuyeckomy Tuny. CyxoxxuiibHble peduiekchl 0xkuBiieHbl. Pedexc babunckoro
MOJIOKUTETIBHBIN C IBYX CTOPOH.
1) [Ipennonaraemsplii AMArHO3:
2) MeToibl TMarHOCTHKU:

Omanon omeema I'nyrapoBas auuaypus Tan I; mpoBeaeHne TaHAEMHOM Macc-
CIEKTPOMETPHH C OTIPEETICHUEM CIIEKTpa allJIKaApHUTHHOB, aMUHOKHUCIIOT, aHaJIU3 MOYH Ha
oprannyeckue kuciotel, MPT romoBaoro mosra, mouck myranwuii B reae GCDH

3amganne 60 Manpuuk, 4 To/1a, )KaJI00bl Ha CYIOPOYKHBIE TIPUCTYIIBI, YTPATY ABUTATCIBHBIX U
peYeBBIX HaBBIKOB. B 2 roa 6 Mec. MOSBUIIMCH TIEPBBIC MTPUCTYITBI B BUJI€ TOHUKO -KIIOHUYECKUX
CyZIOpOT ¥ OTBEJICHHEM TJIa3HBIX SI0JIOK BBEPX, Jdajiee MPUCTYIIBI IO TUITY OOMSIKaHHUsI, MHOT/Ia C
TOHUKO-KJIIOHWYECKUMH cyaoporamu. B 3,5 roga pe6EHOK cTan yTpaunBaTh paHee
MPpUOOPETEHHBIE IBUTATEIIbHBIE (CAMOCTOSATEILHO HE XOIUT, aTAKCHsI TIPH X01b0e C
MOJIEPKKOM ) M peueBble HAaBBIKK (TOBOPUT CJIOTH). B HacTosiiee BpeMst MPUCTYIIBI TI0 THITY
MHOKJIOHUH TOJIOBBI JI0 3-4 pa3 B CyTKH Ha (poHE mpruéMa MpOTHUBOCYIOPOKHBIX ITPEMapaToB.

1) IlpennonaraeMblii AMArHO3:

2) MeToibl TMarHOCTHKH:

Omanon omeema Pannsis snmienituueckast sHmedanonarus, D91 -uccienopanue, MPT-
Hcce0BaHue, MPOBEICHNE KIMHUYECKOTO HITH TTOJIHOTO CEKBEHUPOBAHUS DK30Ma METOJIOM
NGS
3ananue 61 [TanueHt - my>xuuHa 25 net. J)KanoObl Ha c1a00CTh B HOTAX, HAPYIICHHUE MTOXOKH,

TPYAHOCTH MPH MoabeMe 10 JecTHHIle. OObEKTUBHO - MICEBIOTUNIEPTPOPUH UKPOHOKHBIX
MBI, BEIPQKEHHBIH JIOPJ03 MOSCHUYHOTO OT/IENa, «YTHHAS IMOX0JKay, 3aTPYJHEHO MOJIHATHE
pyk. [Ipu BcTaBaHUM HCTIONIB3YET BCIOMOTaTeIbHbIE TPUEMBI.

1)[IpennonoKuTenbHbIi TUArHO3.

2)MeTo1bl TMarHOCTUKH.

Omanon omeema:

1) G 71.0 Mpiieynast uctpoGust

2) CUMIITOMaTHYECKOE, UCTIONB3YIOTCS (PU3HOTEPANIEBTHUECKUE METOIbI, OPTOTIEINYUECKas
koppekuus. Llens - moaaepxaHue MbIIIEUHON CUJIbI, IPEAYIPEKICHUE PA3BUTHS
KOHTPAaKTYp, Aeopmaiuii CycTaBoB.

Habnronenue Bpayei - crieiuagucToB B COOTBETCTBHH C jKaJ00aMU U BBISBICHHBIMU
HapyLEeHUSIMH



3ananue 62 [lanuent - HOBopoxkaeHHas, 14 cyTku, HanpaBineHa B MI'K s o6cnenoBanus B
cBsi3M ¢ nioBbIeHNeM ypoBHs HeoOIll'- 337,5 amounb/, perectOINl - 609,3 HMOIB/.
Oo0bekTuBHO: Macca Tena 340r, peHoTunuuecku 6e3 0COOCHHOCTEH.

1)IIpenrnonoxuTenbHplii TUarHos.

2)Merob! JieueHus U npoduIaKTuKa

Omanon omeema:

1) E25 AnpeHoreHuTalbHbIN CUHIPOM

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

neduIrTa KOPTU30JI1a U ToaBieHne n30btouHoi cekpernu AKTI)

KoHcynbTanus Bpaua-reHeTUKa ¢ 1IeJIbI0 pacueTa NTeHETHUYECKOI0 PUCKa B CEMbE, aHAJIN3a

POJOCTOBHOM M 0OCYXCHHUSI BO3MOKHOCTEHN TPEHATAIbHON JTUArHOCTUKH

3ananue 63 Ilanuenrt - sxenuiuHa 45 net. XKanoOs! Ha ObICTPYIO YTOMIISIEMOCTD, C1a00CTb,
yXyALIEHUE MaMsITH U BHUMaHUs, ApoKaHue nanbleB pyk. OObeKTUBHO: 1U3apTpus,
TUIEPKUHE3bl, THTEHIIMOHHBIN TpeMop. JlabopaTopHO: runouepyioniasMuHeMus,
TUN0aTbOyMUHEMHUSL.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo il JieueHUs U peaduIuTaIus

Omanon omeema:

1) E 83.0 bone3ns Bunbcona-Konoanosa

2)- lnera Ne 5 — ¢ orpaHn4eHrueM MeAH 0 | MI B CYTKH — HCKJIIOUYEHHUE [OKOJIa/1a, OPEXOB,
CyXO(pyKTOB, paKkoB, [IEUEHH, LIETbHON MIeHUIIb. [laToreneTnueckoe reueHre HanpaBieHo Ha
BBIBEJICHHE MEJIM U3 OpraHu3mMa. Jljig 3Toro mpuMeHs0TCsS KOMITJIEKCOO0pa3yIoIiue COEeIMHEHMS:
THOJIBI, TeHUIMIIaMuH. [Ipyu MakcuManbHO paHHEM Haydajie Tepanuy MPorHo3 OJaronpUsTHHIMH,
yiydiraetcst oomiee camouyBcTBHe, CHIKAOTCS ypoBHU AJIT m ACT B CBIBOPOTKE KPOBH,
YMEHBIIIAETCS BEIPAKEHHOCTh TeMaTuTa U cTeaTo3a B TKaHU MeyeHH, puodpo3 mpakTHIeCKHu He
nporpeccupyet. B ciydae no3aHero Havana Tepanuu IporHo3 MeHee OaaronpusteH: Bo3MoskHbI
JeKOMIICHCAIIUSI LUPPO3a NIEUYEHH, pa3BUTHE (PyTbMUHAHTHON MEYEHOYHOM HEAOCTATOYHOCTH,
MIPOrPECCUPOBAHNE HEBPOJIOTHYECKONH CUMITOMATHKY, JIETATbHBIN UCXO/I.

3amanue 64 [lanuenT - HOBOposkIeHHbIHN, HanpaByieH B MI'K nist o6cnenoBanus B CBSI3H €
noBbiieHrueM ypoBHs Heo TTI-184,4 mxEn/mn, perectTTI-291,2 MxEn/mn. O6bekTrBHO: Macca
tena 4200r, koxka cyxasi, MacTO3Has, )KENTYIIHAs, TUI0 OTEYHOE, A3bIK OOJIBIION, OTEKHU KHCTEH
H CTOII, TOJIOC HUZKHIA.
DIIpennosioKuTeIbHBIA TUArHO3.
2)MeTo 1kl JIeueHUs U AUCIIaHCEPHOE HAOII0ICHHE.
OTajoH OTBETA:
1) BpokaeHHBIH ePBUYHBINA THIIOTHPEO3
2) KoHcynbTalius reHeTHKa ¢ yTOYHEHUS TeHETHUECKOM STHOJIOTHH 3a00ieBaHus; 1i roj
TTT u T4 cBoboansit 1p/2-3 Mec., [Tocne kaxxaoro nsMeHeHus 10361, KOHTpoas TTT
yepes 2 mec; Y3U cpasy nmocie mocTaHOBKH JuarHosa, Aanee 1p/B 1-2 roaa; oneHka
TUHAMHKHU pocTa; cuuaturpadus LK

3ananue 65 Ilamuent - geBouka 3 neT. XKanoObl Ha MOBBIIEHHYIO YTOMIIIEMOCTbD, OJIETHOCTb,
TOJIOBOKpYKEHUE, CHIDKeHUe anmeTuta. OObEeKTUBHO: JIeTKasi UKTEPUYHOCTh KOXKH U CKIIED,
0011 IPEUMYIIIECTBEHHO B JIEBOM M0JIpedephe, cruieHoMmeranus. B ananuse kposu - Hb-75 1/,



Op-2,9, LI1-0,9, Per-52%, neiik-10,2, 3-2, n/1-4, ¢/g1-52, mumd-37, CO3-20. 13 anamHe3a: MaTh
3JI0pOBa, Y OTIIa IEPUOAMYECKH OTMEUACTCSI JKEITYITHOE OKpAITUBAHUE CKIIEP.
1)IIpenrnonoxuTenbHplii TUarHos.
2)MeTo1bl JieueHus .
Omanon omeema:
1) Tanaccemus

2) Tpanchy3uonnas Tepamus (IIepeIUBaHUS SPUTPOLUTHON MACCHI) MO MOKA3AHHSIM.
XenatopHas Tepanus (Ha yiajdeHue U30bITKa jKele3a u3 opranusma). TpaHciianTanus
reMOIIOATUYECKUX CTBOJIOBBIX KJIETOK CIIIIEHIKTOMUS

3ananue 66 Ilanuent - HoBopoXxAeHHas AeBouka. OOBEKTUBHO: TUIIEPTEIOPU3M, KIIFOBOBHUIHBIN
HOC, aCUMMETpHs Yeperia, HU3KO pacloJioKeHHbIE Je()OPMUPOBAHHBIE YIIIHbIE PAKOBUHBI C
MIpeapuKyJIbPHBIMU CKIIAZIaMHU, 3a/Iep>KKa cuxoMoTopHoro pa3zsutus. Ha Y3U - runonnasus
MTOYKH.

1)IIpennonoxuTenbHblil TUarHo3.

2) MeTo1ibl TUarHOCTHKHU.

Omanon omeema:

1)Cunnpom Bomabda-XupurxopHa
2) KOHCYJbTAIMs Bpaya-TeHETUKa C I[eJIbI0 pacueTa FTeHeTHYECKOr0 PUCKa B CEMbE, aHAIN3a
POJOCTOBHOM M 0OCYXACHHS BO3MOKHOCTEH TPEHATATLHON JUArHOCTUKH

3amganne 67 [amuent - myx4unHa 53 net. )KaoObl: Ha U3MEHEHHE TIOXOAKH U TIOYepKa,
HEMPOU3BOJIbHBIE JBM)KEHUS pyKaMH U rojoBoi. OOBEKTUBHO: XOPEUUYECKUE TUIIEPKUHESbI
KOHEYHOCTEH, YCHIIMBAIOIIMECS MPHU IIeJI€HANIPaBICHHOM AeiicTBUM. [loxoaka HEyBepeHHas,
1IapKarolas, peub 3arpyAaHeHa. PogocinoBHas oTsrouieHa no JMHUA MaTepy B 3X MOKJICHHUSX.
1)IIpenmnonoKuTeabHbIA TUarHo3.
2)MeTo 1l peaOuauTauy U IporiIakTHKa
Omanon omeema:
1)bosie3ns I'eHrTuHrTOHA
2) BpayoM - HEBPOJIOroM IPOBOAUTCS JieUeHHE (11 KOPPEKIMU XOPEH - IPUMEHEHHE
HEHPOJIENTUKOB, TeTpaOeHa3nHa WK KJIOHA3emaMa; Al KOppeKuuu Tuctonuu - JIOK,
UHBEKIUU OOTYIMHUYECKUM TOKCUHOM; JUIsl KOPPEKIIUHU pa3IpakUTEIbHOCTH -
HEHPOJENTUKHN, UHTUOUTOPHI 0OpAaTHOTO 3aXBaTa CEPOTOHUHA; ATl KOPPEKLIUU
OpaAMKUHE3UU U aKUHETHUKO-PUTHIHOTO CUHPOMA- JIEBOI0NA WIIM aMaHTaIuH).
2) KOHCYJbTAIMs Bpaya-TeHETUKa C IEJIbI0 pacueTa TeHeTUYECKOrO PHCKa B CEMbE, aHAIM3a
POIOCIIOBHOM U 00CYXKIEHHSI BO3MOKHOCTEN MPEHATANbHON AMArHOCTUKU

3ananue 68 Ilanuent - HOBOpoxkAeHHBIH, HanpasyieH B MI'K mi1s oGcrneioBanus B CBSI3U €
noBeIIeHHEM ypoBHSA HeoDA-3,6Mr%, perect DA-6,44Mr%. OO6BEKTUBHO: (EHOTUTTUYECKH O3
CUTHAJILHOM JTMCIIJIACTHKH.

1)I[IpennonoKuTenpHbIi TUArHO3.

2)MeTo bl PO PUITAKTHKH

Omanon omeema:

1)®ennnkeTonypus



2) KOHCyJbTalMsl Bpaya-T€HETUKA C LEJIbI0 pacueTa FTeHETUYECKOIO PUCKa B CEMbE, aHAIM3a
POJIOCIIOBHOM 1 0OCYXKICHHSI BO3MOXKHOCTEH MPEHATAIBHON JUATHOCTUKH

3ananue 69 Ilanuentka 32 net. XKano0 He npeabsaBIseT, HANIPaBIEHA aKylLIEPOM-THHEKOJIOIOM
JUIS OLIEHKU PUCKa I10 pe3ysibTaTaM IpeHaTalbHOro cCKkpuHuHra 1 tpumectpa. lannas Oep - 14,
cpok 16-17 nen. Pe3ynbrarsl mpeHaTaIbHOTO CKpUHUHTA 1 TpumMecTpa: Y 3-uccieaoBaHue -
oepem 12nen, KTP-49, UHCC-157, TBII-2,3, xocTu HOCa BU3YalTU3UPYIOTCSI, KDOBOTOK B
BEHO3HOM IPOTOKE-PEBEPC; CHIBOPOTOUHBIE MapKephl - ypoBeHb PAPP-A-0,53MoM, B-XI'U-
2,87MoM, UTOrOBBIi HHAUBHUIYaTbHBIN pUCK 1O Tprcomun 21 - 1:90.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTtoabI TPOPHUIAKTUKH

Omanon omeema:

1) 035.1. XpoMocoMHbBIE aHOMAIHH y TUT0a (TIpe/inoiaraeMbie), TpeOyroIme

MIPEIOCTABICHNS MEAUIIMHCKONW TOMOIIM MaTEpH.

2) HBa3uBHas NpeHaTalbHAas JUArHOCTHKA KOHCYJIbTAlUs Bpauya-reHeTHKa C LEbI0

pacuera TeHeTHYEeCKOTO PUCKa B CEMbE, aHaIN3a POJAOCIOBHOMN U 00CYKICHUS

BO3MOYKHOCTEW MpeHATaTbHON JUArHOCTUKHU

3ananue 70 Ilanuent - pebeHok 4x jnet. XKanoObl Ha yBelIUYEHUE )KUBOTA, OTCTABAaHUE B
MCcUX0(U3NMUECKOM Pa3BUTHH, HIATKYIO MOXOKY, cyaoporu. OobekTuBHO: 98/14, 60mb11101
KHUBOT, T€MAaTOCIUIEHOMETaJIHsI, MbIIlI€YHAs! TUTIOTOHUS, aTaKCHS.

1)IIpenmnonoKuTeabHbIN TUarHO3.

2)Meto 16l TpoHUTAKTUKH .

Omanon omeema:

1) bone3nr Humanna — Iuka

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

POJIOCIIOBHOM U 00CYKICHHSI BO3MOKHOCTEN MpeHaTalbHON JUarHOCTUKU -BrisiBiieHUs

xapakTtepHbix MyTanuii B renax SMPD1, NPC1 u NPC2

3amanwue 71 IlamuenT - HoOBOposkAeHHBIN, HanpaBieH B MI'K miis oO6cnenoBanus B cBsI3u ¢
noBbIIeHUEM YpOBHS HEODA-3,6Mr%, perect DA-6,44Mr%. OOBEKTUBHO:
(heHOTUTIMYECKH 0€3 CUTHAJIBLHOM JUCIIACTHUKH.

DIIpennonoxutenbupiii quaraos: MKb-10:

2)MeTo 16l TpoHUITAKTUKH

Omanon omeema:

1) E70 ®enunketonypust

2) KOHCYyJbTAIlMs Bpaya-TeHETHKa C IEJIbI0 pacueTa TeHeTUYECKOrO PHCKa B CEMbE, aHAIHM3a

POIOCIIOBHOM U 00CYKISHHSI BO3MOKHOCTEH MPeHaTalbHON JUArHOCTUKH

3ananue 72 IlannenTka 37 net. X)Kano6 He NpeaAbsABISIET, HalpaBiIeHa aKyllIepOM-THHEKOJIOTOM
JUIsl OLIEHKH PUCKa M0 pe3yabTaTaM IpeHaTaJbHOro ckpuHuHra 1 tpumecrtpa. Jlannas 6ep -51,
cpok 14-15 Hen, mpoTEKaeT ¢ yrpo30il MpephIBaHMsL, IOIY4aET MEANKAMEHTO3HYIO TEPAIIUIO.
Pe3ynbraThl npeHaraibHOro ckpuHUHTra 1 TpuMectpa: ¥Y3-uccnenoBanue - 6epem 13uen, KTP-
67, HCC-156, TBII-3,1, kocTi HOCa BU3yaIU3UPYIOTCS; CBIBOPOTOYHBIE MAPKEPHI - YPOBEHb
PAPP-A-0,54MoM, B-XI'Y-0,35MoM, UTOTOBbII MHAUBUIYAIbHBIM PUCK 1O TprucomMuu 21 -
1:50.



1)IIpenrnonoxuTenbHblii TUarHos.

2)Metop! TpoPUITAKTHKH.

Omanon omeema.

1) 035.1. XpoMocoMHbBIE aHOMAJIHHK Yy U0 (TIpenoaraeMbie), TpeOyroIIre
MIPEOCTABICHUS MEAUIIMHCKOW TOMOIIY MaTEpH.

2) HBa3uBHas NpeHaTalbHAas JUArHOCTUKA KOHCYJIbTAlUs Bpauya-reHeTHKa C LENbI0
pacuera reHeTHYECKOTO PUCKa B CEMbE, aHAJIN3a POIOCIOBHOMN U 0OCYKICHUS
BO3MOYKHOCTEW MPEHATAIBHON AUArHOCTUKHU

3ananue 73 Ilanuent - myxunHa 23 net. XKanoObl Ha eproguuecKue MyduTellbHbIe 00IH U
MOKEHHE B KHCTSX M CTOTAaX, MOBBIIIEHNE TeMIepaTypsl 10 37,2-37,4, CUIIbHYIO YCTaJIOCTh U
cnabocte. [Ipu ocMoTpe B 001acTH Mynka BU3YaIM3UpyeTCsl aHTHoKepaToMa. JlabopaTopHo
TUIOXPOMHAsi MUKPOLIMTapHas aHEMUSI.

1)IIpennonoxuTenbHblil TUarHo3.

2)Metop! NPOPUITAKTUKH.

Omanon omeema:

1) E75.2 Gone3np @abpu
2) KOHCYNIbTaNUs Bpadya-TeHETHKA C eNIbI0 pacyeTa FTeHeTHYECKOTO PHCKA B CEMbE, aHAIN3a

POJOCTIOBHOM M 0OCYXKJIEHHUSI BO3MOXKHOCTEH MpeHaTabHOU nquarHoctuku. JJHK-
JIMarHOCTHUKA Ha HaM4ure mytannii B rene GLA

3amanue 74 I[amuent — peGeHok 6 mec, Mmacca npu poxaecHuu-4400r, nmuaa S4cm. OOBEKTUBHO:
MHUKpoLedanus, MaKporIoCcCus, CITICHOMET AT

1)IIpenmnonoKuTeabHbIA TUarHo3.

2)MeTo 161 Tpo(HUITAKTHKH.

Omanon omeema:

1) Q87.3 Cunnpom bekButa-Bumemana

2) KOHCYJIbTAIUs Bpada-TeHETHKA C IIEJIbI0 pacueTa FTeHETHYECKOTO PUCKA B CEMbE, aHaIn3a

POJOCTIOBHOM M 0OCYXICHHUS BO3MOKHOCTEH ITPEHATAILHON JUArHOCTUKH

3amanwue 75 Ilamuent - pedbenok 2x neT. XKamoOwl Ha 3aIepKKY TICUX0(DU3NIECCKOTOM Pa3BUTHS.
OOBEKTUBHO: HU3KHI POCT, TEIOCIOKEHNE JUCTIPOTIOPIIMOHAIBHOE C OTHOCUTENIBHO JITUHHBIMU
KOHEYHOCTSIMU ¥ KOPOTKHM TYJIOBUIIIEM, IPyObIe YepThI JIMIIA -3allaBliee MePEeHOChEe, I'yCThIe
cpocrirecst OpoBH, MOJTHBIE TYObI, OOJBILION A3BIK, THIIEPTPUXO03, KH(POCKOTIHO3,
BOpOHKOOOpa3Has aedopmarius rpyaAHON KIETKHU, OOJIBIION KUBOT, T€MATOCIIIEHOMETAIHSL.

DIIpennosioKuTeNbHBIA TUArHO3.

2)MeToabl AUATHOCTHUKHU.

Omanon omeema:

1) Myxkomnoaucaxapu03
2) KOHCYNbTallUs Bpaua-TeHETHKa C IeJIbI0 pacyeTa N'eHETUYECKOr0 PUCKa B CEMbE, aHAIN3a

pOI[OCJ'IOBHOfI u O6Cy)KI[eHI/IH BO3MOJKHOCTEH HpeHaTaHBHOﬁ JAUArHOCTUKHU

OIIK-5

3agaHus 3aKpbITOro THNA

3amanue 1. MacTpykuus: BeiGepuTe ouH NpaBUIbHBIN OTBET.
deHoTUNUYECKHE TpU3HaKU cuHapoMa KnaitHdenbTepa BKIIIOYAOT:



5. HU3KOPOCIOCTh, KPBIJIOBUIHBIE CKIIAJIKA KOXKH B O0JIACTH IEH, MHOKECTBEHHBIE
MUTMEHTHBIE POJMHKH, TUM(OCTa3, HOPOKU CepAlla U KPYITHBIX COCY/IOB

6. BBICOKHI1 pOCT, TUIIEPrOHAIOTPOIHBIN THIIOTOHAIN3M, MUKPOOPXUAN3M, OeCIionue,
THHEKOMACTHs1, a300CTIEPMHUS

7. MuKporedanus, MoJUAAKTUINA, pacileInHa ITyOsl 1 Heba

8. MuKpodTanTEMus, pacuienuHa ryosl 1 HeOa, MUKpouedanus, NOJUIAKTHINS

Omanon omeema: BHICOKUI pOCT, TUIIEPIOHAA0TPOIHBIA I'MIIOTOHAN3M, MUKPOOPXHJIU3M,
Oecmioue, TMHHEKOMACTHSI, a300CIIEPMHUS

3ananue 2. Unctpykius: Beibepute ouH npaBuibHbINA OTBET.
[Topok pa3sBUTHS, BCTpEHYAIOUIUICA KaK CAMOCTOSITENIBHO HACIEAYEMBII IOPOK € ayTOCOMHO -
JOMUHAHTHBIM THUIIOM II€peadt, TaK U KaK CHMIITOM IIPU IPYTUX CUHAPOMAXx, Ha3bIBAETCS
5. DKTPOJAaKTHIIHS
6. Kpunropxuszm
7. Anutasust 00JBIIOTO Majgbla
8. T'mmpouedanms

Omanon omeema: IKTPOJAKTUIUA
3ananue 3. UHcTpykuus: BeiObepute oAuH MpaBUIIbHBIN OTBET.
K xknuHnyecknMm npusHakaMm cuHapoMa bekBura-Bunemana oTHOCAT
5. KpeimoBuaHbIC CKITAIKK HA 11€€, MOHTOJIOUIHBIN pa3pes Tiia3
6. KopoTkyto meto ¢ m30bITKOM KOXKH B KPBUIOBUIHBIMH CKJIaIKaMHU
7. T'unepTenopusm
8. bouibI1yro Maccy pu poKA€HUH WK NOCTHATAIbHOE ONEPEKEHUE PU3MUECKOTO PA3BUTHS

Omanon omeéema: BOIBIIYI0 MacCy TIPH POKICHUN WM TIOCTHATAIBHOE OTIEPEIKEHHE
(hM3UYIECKOTO Pa3BUTHS

3amanue 4. UncTpyknus: Beibepure ouH MpaBUIbHBIN OTBET.
[Tokazanus ist IpoBeIeHUsT KAPUOTUITUPOBAHUS:
5. 3aJiepKKa (pU3MUECKOro U MOJOBOrO Pa3BUTHUS, THIIOTOHA/IN3M, TUIIOTEHUTAIIN3M;
6. HapylleHue MyPUHOBOIO U MUPUMHIMHOBOIO OOMEHa;
7. mpuoOpeTeHHbIe JepopMaIii TIO3BOHOYHUKA U TPYIUHBI, TOMYTHEHHE POTOBUIIBL,
renaTroCcIIeHOMEralus;
8. mporpeaueHTHas yrpaTa mpuoOpETEeHHBIX HABBIKOB, CYAOPOKHBIN CHHIPOM, CIIACTUYECKHE
napanuiu

Omanon omeema: 3aJICpKKa (1)PI3PILIGCKOFO H IIOJIOBOI'O pa3BUTHA, TUIIOIOHAAN3M,
THUIIOI'CHUTAJIN3M

3anmanue 5. MHCTpyKIUA: BpiGepuTe 0AMH NpaBUIIbHBIN OTBET.
CuMITOMOKOMIUIEKC, BKIFOYAIOIINA MUKpOLe(aiio, paciieluHy I'yObl U HEOA, TOIUIAKTHITUIO
U TIOJIMKKCTO3 MOYEK, HauboJsiee XapaKkTepeH JUs:

5. cuHapoMma DJBapca;

6. cunapoma JlayHa;

7. cunapoma Bosbda-XupuixopHa;

8. cunapoma [laray.

Omanon omeema. cuaapoma llaray.

3amanue 6. MucTpykius: BeiGepute oauH NpaBUIIbHBIN OTBET.



[Toxazanwust [y NpoBeAeHUS] OMOXMMHUYECKOTO HCCIIEIOBAaHUS HE SIBIISIOTCS:
5. 3aepKKa MCUXUYECKOTO Pa3BUTHUS B COUETAHUHU C MIPU3HAKAMH MOUYEKHUCIIOTO TUATe3a;
6. nerkas onuroQpeHus, 3aJepkKKa MOJIOBOrO CO3PCBAHMUS,
7. omurogpeHus B COUETAaHUHU C OOMICH AUCIUIACTUYIHOCTHIO;
8. MbllIeyHasi TUIEPTOHMS, THIIOTIMT MEHTALHSL, 33JIep)KKa MOTOPHOTO U PEYEBOTO PAa3BUTHSI.

Omanon omeéema: nerkasi OJIUroppeHns, 3aJep>kka IOJI0BOr0 CO3PEBAHUS
3ananue 7. UncTpykius: Beibepute ouH npaBUibHBINA OTBET.
[TokazaHust Juist IPOBEIEHUS CHELMATIbHBIX ONOXUMHUYECKUX TECTOB!
5. YMCTBEHHAs OTCTAJIOCTbh, BPOKJIEHHbIE TIOPOKH PAa3BUTHS PA3IMYHBIX OPIaHOB U CUCTEM;
6. IPUBBIYHOE HEBBHIHAIIMBAHMNCE;
7. KarapakTa, renaTocIUIeHOMeraius, OTCTaBaHUE B pa3BUTUH, HEOOBIUHBIN 3a11ax MOYH
8. MepTBOpOKICHNE B aHAMHE3e

Omanon omeema: KaTapakTa, rermatoCIiijICHOMETajlika, OTCTaBaHUEC B Pa3BUTUMH, HEOOBLIYHBII
3alax MOo4u

3ananue 8. UncTpykius: Beibepute ouH NpaBUIbHBINA OTBET.
Broxumudeckas TMarHOCTHKA MOKa3aHa MPH:
5. coyeraHUM 3aJIEPKKH TICHXOMOTOPHOTO Pa3BUTHS C TUTIONUTMEHTANNEH 1 HEOOBITHBIM
3armaxoM MOYH, IIPOTPEIUCHTHOM yTPpauHMBaHUU IPUOOPETEHHBIX HABBIKOB.
6. TUIIOTEHUTAIN3ME, THITIOTOHAI3ME,
Oecmuioguu;
8. He BhIHAIIMBaHKME OEPEMEHHOCTH

~

Omanon omeema: coUeTaHUU 33A€PKKU TICUXOMOTOPHOTO Pa3BUTHSI C TUTIOMUTMEHTAIUEHN 1
HEOOBIYHBIM 3aI1aXOM MOYH, IPOrPEIUCHTHOM yTPauMBAHUU TPUOOPETEHHBIX HABBIKOB.

3amganne 9. UncTpykuus: BeiGepure ouH mpaBUIbHBIN OTBET.
[Tokazanus [1st IpoBeieHUs] OMOXHUMHYECKOT0 UCCIICIOBAHMUS:
5. MOBTOPHBIE CIIy4al XPOMOCOMHBIX MEPECTPOEK B CEMbE;
6. oTcraBaHue B (PU3MUECKOM Pa3BUTHH, T€IATOCINIEHOMETAIHS, HEIEPEHOCUMOCTh KaKHX-
00 MUIIEBBIX MIPOYKTOB;
7. MHOKECTBEHHBIE BPOKJICHHbIE IOPOKHU Pa3BUTHUS;
8. MOBTOpHBIE CHOHTAHHBIE A0OPTHI.

Omanon omeema: OTCTaBaHUE B (bHSPI‘ICCKOM pa3BUTHUHU, I'CHIATOCIINICHOMCT aJIN A,
HCIICPCHOCUMOCTD KaKHX-JI1100 IMUIICBBIX IIPOAYKTOB

3ananue 10. UncTpykuus: Beibepure oauH npaBuibHbIN OTBET. L{uTOreHeTnueckuii MeTo
SIBJISICTCS PEILAIONINM ISl THarHOCTUKU:

5. MOHOTEHHOH MaTOJIOTHUH C U3BECTHBIM ITEPBUUHBIM OHOXUMHUYECKUM J1e(HEKTOM;

6. CMHIPOMOB C MHO>KECTBEHHBIMH BPOXKJAECHHBIMU OPOKAMH Pa3BUTHS;

7. XpOMOCOMHOH MaTOJIOTHH;

8. MHOro(akTOopHBIX OOJIE3HEN

Omanon omeema: XpOMOCOMHOfI IIaTOJIOTHUH,

3amanue 11. UacTpykums: Boeibepure oiuH NpaBUIbHBINA OTBET.
Cexsenuposanue JIHK - sro:
1. unentudukanus nocnenosatensHoct ocHoBanuit JIHK;
2. MHOTOKpaTHO€ MOBTOpeHue kakoro-imbo yqactka JIHK;



3. Beigenenue pparmenta JAHK, conepxariero nsydaemslii reH;
4. yBenuueHue uucia ucciaenyemsix yuactkos JJHK

Omanon omeema: UACHTHPUKAIMS TOCIeI0BaTeIbHOCTH ocHOBaHui JIHK;

3amanue 12. MacTpykums: Beibepure o1uH NpaBUIbHBIA OTBET.
Jliia nostyuenus oopasuos JJHK He ucnonesyrot:

1. xpoBb;

2. CBIBOPOTKY;

3. BOpPCHHBI XOPHOHA;

4. GuonTaThl KOKH, MBIIIIII, IICYCHH.

Omanon omeema: BOPCHUHBI XOpPHUOHA,

3amanne 13. UaCcTpyKms: Breibepure oiMH NMpaBUILHBINA OTBET.
(eHOTUIIMYECKHE TPU3HAKH CHH/IPOMA KOIAYbero Kpruka BKITFOYAIOT:
1. HM3KOPOCTOCTh, KPHIJIOBUIHBIE CKIIAIKUA KOKH B O0JIACTH I, MHOKECTBEHHBIE
MTUTMEHTHBIE POJMHKH, JTUM(OCTa3, TOPOKH CepAlia U KPYITHBIX COCY/IOB
2. mpeHaTaJbHas THITOTUIA3Us, MUKpoIedanus, IpeaypuKyIIpHbIE CKIIQIKH, THITOTOHUS
MBIIIII], 3HAYUTEITHHOE CHIYKEHUE PEaKIIMK Ha BHEIIHEE pa3IpaKeHNE U CyJOPOKHBIE
TIPUTIAIKH
3. TpeHarajgbHas THITOTUIA3HUS, HEOOBIYHBIN TITaY, JIYHOOOpa3HOE JIMII0, MUKpOIehaTus,
MBIIIEYHAS TUTIOTOHUS
4. mukpodTanbMus, paciieanHa ryosl 1 He0a, MUKpoIiedatus, OJIUIaKTHIINS

Omanon omeema npeHaTallbHas TUIIOIUIA3Hsl, HEOOBIUHBIH IJ1a4, JIYHOOOpa3HOE JIULIO,
MUKpoI1ie(anus, MblIIeYHAs TUTTIOTOHUS

3amganue 14. Uuctpykuus: Beibepure ouH MpaBUIbHBIA OTBET.
(benoTunUueckue npusHaku cunapoma Jlanrepa-I'uanona BKIOYAOT:
1. yMcTBeHHasi OTCTaJIOCTh, OTCYTCTBUE PEUH, aTAKCHs, IPUCTYIbI OECIIPUYNHHOTO CMeXa
2. TPYLIEBUIHBIA HOC, TUIIEPIUIA3Us HIKHEH YETTIOCTH, MHOYKECTBEHHBIE XPALIEBbIC
9K30CTO3bI, KOHUYECKHE dMU(U3bI, 331eprKKa IICUXOPEYEBOTO Pa3BUTHUS, YMCTBEHHAs
OTCTaJIOCTh
nuccaHuedans, 0coOeHHOE U0, YMCTBEHHAsI OTCTAIOCTh
4. oXHpeHue, MbIIIeYHasi TUIIOTOHUS, TUIIOTOHA/IN3M, MaJICHbKHUE KUCTH U CTOTIBI

w

Omanon omeema rpymeBI/IHHHﬁ HOC, TMIICPILIIA3us HYOKHEH YCJIIOCTHU, MHOXCCTBCHHBIC
XpAMICBbIC 9K30CTO3bl, KOHUYCCKHC BHI/I(1)I/13]':>I, 3aJICP7KKa IICUXOPCUCBOI'O Pa3BUTHA,
YMCTBCHHAA OTCTAJIOCTDb

3anmanue 15. MHcTpykuus: Beibepure oiuH NpaBUIbHBINA OTBET.
YacTelii, OeCIpUYMHHBIA CMEX, CeM(pUUHOE JIUIO C TPUMACOM YIIBIOKH, HOBTOPSIOLIHECS
KYKOJIBHBIE CTEPEOTHUIIHBIE ABUKEHUS, OTCYTCTBUE PEUYU — XapAKTEPHO JUJIA:

1. c. [Ipagepa-Bumm

2. c. Bunemana-beksura

3. c. Bunmbsimcca

4. c. Aurenbmana

Omanon omeema c. AHreIpbMana

3amanue 16. MucTpykuusa: Beibepure oiuH npaBUIbHBINA OTBET.



I[I/IaFHO?; MYKOBUCIIM03a YCTAHABJIMBAIOT HA OCHOBAHUU:

1.
2.

w

pe3yNbTaTOB OMOXUMHUYECKOTO aHAIN3a MOYU U KPOBHU;

JAHHBIX 0CMOTpa 0(PTATBEMOJIOTOM, KApAHOJIOTOM U MAPAKIMHUYECKUX METOJI0B
HCCIICIOBAHUS;

KIIMHUYECKUX CUMIITOMOB, KOHIICHTPAIMK HOHOB HATPHUS U XJIOPA B IOTOBOM KUIKOCTH;
XapaKTEePHBIX KIMHUYECKUX CUMIITOMOB, JAHHBIX AJICKTPOMHUOTPAPUH U OTIPECIICHUS

ypOBHsI KpeaTHHUH(POC(HOKHUHAZHI B CHIBOPOTKE KPOBH.

Omanon omeema KIMHUYECKUX CUMIITOMOB, KOHIICHTPAIIMN HOHOB HATPUS U XJIOPa B
HOTOBOM XUJIKOCTU

3ananue 17. UncTpykuus: BeiGepure oauH NpaBUIbHBIN OTBET.
JlnarsHocTuyeckre KpUTEpUA MyKOBHCIIMI034:

5.

6.

XpOHUYECKHE OPOHXO0IKTa3bl, IPABOCTOPOHHEE PACIIOJIOKEHUE Ceplla, XPOHUUECKHE
CUHYCUTBHI;

rpyOble uepThl 11a, KHHOCKoIno3, Aedhopmalysi IpyIuHbI, HU3KUH POCT, OPOK KJIalaHOB
cep/la, yMCTBEHHAs OTCTAJIOCTh;

. PeLMIUBUPYIOLIME XPOHUUECKNE THEBMOHMH, HapylIeHUEe (PYHKIIUU MOKETYA0YHOM

JKeJe3bl, MaTbabcopOIHs, OOMITBHBIN 3JIOBOHHBIN CTYIT;

. 3aAC€PIKKa pocCTa, MHOKECTBCHHBIN JU30CTO3, IOMYTHCHUE POTrOBUIIBI, ITOBBIIICHHAA

AKCKPEIHS TIMKO3aMHUHOTIIMKAHOB (MYKOIIOJIMCAaXapUI0B) C MOYOM.

Omanon omeema peUAUBUPYIOIIAE XPOHHYCSCKHAE THEBMOHUHY, HApyIICHUE ()YHKITUH
MTOJDKEITYIOYHOM JKeJe3bl, MabaOCOpOIHsl, OOMIBHBIN 3JI0BOHHBIN CTYI

3amanwue 18. MucTpykuus: Beibepure oauH MpaBUIIbHBINA OTBET.
JlmarHoctuueckue KpuTepun HelipohudpomMarosa:

S.
6.

BPO’KJICHHBIN MOPOK Cep/Ila U MOPOK Pa3BUTHS JIyu€BOM KOCTH U €€ MPOU3BOIHBIX;
MHO>KECTBEHHbIE MIUTMEHTHBIE MATHA HA KOKE, OIMyXO0JIM KOXKHbIE, TIOJJKOKHBIE U 110 X0y
HEPBHBIX BOJIOKOH, CKOJIMO3, TTTMOMBI 3pPUTEILHOTO HEPBA;

. Ce60peﬁHBIe ACHOMBI Ha IICKax, JCTIMTMCHTUPOBAHHEBIC IIATHA, ((KOd)CﬁHBIC)) IIs1THA,

Cyaoporu, ymMCTBCHHaA OTCTaJIOCTh,

. AHEMUs1, I'Cl1aToOCIIJICHOMETr aJIns, «OaleHHBIH 4YCpeIl, BOAAHKA IJ104a.

Omanon omeema MHOXECTBEHHBIC TUTMEHTHEIC IISITHA Ha KOX€, OITYXOJIM KOXXHBIC,
TIOAKOKHBIC U 110 XO4Y HEPBHBIX BOJIOKOH, CKOJIMO3, INTMOMBI 3pUTCIIbBHOTO HEPBA

3amanue 19. Unctpykuus: Beibepure oiMH NpaBUIbHBIN OTBET.
Jlnarnoctuueckue KpuTepuu GeHUIKETOHYPHH:

5.
6.

JIBOMCTBEHHOE CTPOEHHUE HAPY)KHBIX MOJIOBBIX OPraHOB, PBOTA, JETHAPATAIIHS;
IPOTpecCUpyIoIne OJICHOCTh U TUIOTPO(HS, CIUIEHOMET NS, BEICTYIAIOLINE CKYIIBI U
n00HbIe OyTrpbl, «OalIeHHBIH» Yepel, aHeMHUS;

. MHO>KCCTBCHHBIC TMI'MCHTHBLIC IISITHA HAa KOXKE, OIYXOJIN KOKHBIC, ITOAKOKHBIC U 110 XO4Y

HEPBHLIX BOJIOKOH;

. OTCTaBaHHC B ICUXOMOTOPHOM pa3BUTHUH, MI/IKpOI_Ie(l)aJ'II/ISI, THUIIOMMUIMCHTAIMA BOJIOC U

KOXKH.

Omanon omeema OTCTaBaHUE B IICUXOMOTOPHOM pPa3BHUTHH, MI/IKpOI_Ie(I)aJ'II/IH,
THUIIOIITUI'MECHTAMsA BOJIOC U KOXKH.

3ananue 20. Mactpykuus: Boeibepure oluH NpaBUIbHBINA OTBET.
JlnarHocTuueckue KpuTepun cuuapoMa Mapdana:



o

OTCTaBaHMUE B TICKXOMOTOPHOM Pa3BUTHH, MUKpOLE(haInsi, TUIOIUT MEHTAIIHS;

6. TOJABBIBUX XpYCTAJIMKA, THIIEPIIOABHKHOCTH CYCTaBOB, BOPOHKOOOPa3HOE BAABICHHE
TPYIUHBI, BBICOKHI POCT, aHOMAJIBHBIA POCT 3yOOB;

7. YMCTBEHHAsl OTCTAJIOCTh, MAKPOOPXUAN3M, JIMHHOE JIUIIO, BHICOKHI 100, MACCUBHBIN
110100POJIOK, OTTOIIBIPEHHBIE YIIIH.

8. I'mneprenopusM, OpaxuIaKTHIINS, KPUIITOPXU3M, HU3KHI POCT, MaX0Bas IPbbKa yMepeHHast

YMCTBEHHAs OTCTAJIOCTb

Omanon omeema NOABBIBUX XPYyCTaJINKa, TUIIEPIIOIBUKHOCTh CYCTaBOB,
BOPOHKOOOpa3HOE BJIaBJICHUE IPYAUHBI, BBICOKUI POCT, aHOMAIILHBIA POCT 3y00B

3ananue 21. Mactpykuus: BeiGeprure oMH NpaBUIBHBIN OTBET.

JlnarHocTuueckrue KpUTepun aipeHOreHUTAIbHOTO CUHIpOMa:

5. TUNEPTEeNopU3M, OpaxuaaKTHINS, KpUITOPXU3M, HU3KHI pOCT, TaXOBbIE IPbLKU, YMEPEHHAS
YMCTBEHHAs! OTCTaJIOCTb;

6. TOHABI IPEICTABIICHBI SIMYKAMH, HAPY)KHBIE TIOJIOBBIE OpraHbl ChOPMUPOBAHBI TI0
KEHCKOMY THILY, BTOPUYHbIE TI0JIOBbIE MPU3HAKU HEJOPA3BUTHI, KapuoTun 46, XY;

7. mporpeccupyrolias BUpHIN3alus, yCKOpeHHOE COMaTUYeCKOe pa3BUTHE, MTOBBIILICHHAS
9KCKpEIsi TOPMOHOB KOPbI Ha/IMOYEYHUKOB;

8. YMCTBEHHasi OTCTAJIOCTh, MAKPOOPXHUAN3M, OTTOIBIPEHHBIE VI, [UTMHHOE JIATIO,
MAaCCHUBHBIH IMOI00POJIOK.

Omanon omeema NporpeccUpyrolasi BUPHIN3AINS, YCKOPEHHOE COMaTHUECKOe
pa3BUTHE, TIOBBIIIIEHHAS SKCKPEIUS TOPMOHOB KOPBI HAIMOYEYHUKOB

3ananue 22. UncTpykius: Beibepure oauH MpaBUIIbHBINA OTBET.

OTHONOrHYECKrEe TeHeTuYeckre GakTophl MPU MYJIbTU(PAKTOPUATBHON MaTONIOTHHU:
JIEMCTBUE JIBYX aJUIeJiel T'€Ha OJTHOTO JIOKYCA;

MUKPOJAETEINH U JPYTrue MUKPOTIEPECTPOIKU KaKOU-T1100 XPOMOCOMBI;

3h(}eKT eqMHUIHOTO reHa;

aJTUTUBHBIN 3()(PEeKT MHOTHX T'€HOB C PA3TUYHBIM OTHOCUTEIHHBIM BKJIAJ0M KaXJI0T0 B
raToreHes

el N =

Omanon omeema a,[[,[[PITHBHBIfI B(b(beKT MHOI'MX I'€CHOB C Pa3jIMYHbIM OTHOCHUTCIIbHBIM
BKJIaJOM KaXI0I'0 B ITaTOT'CHE3

3ananue 23. UncTpykuus: Beibepure ouH NpaBUIbHbBIN OTBET.
OnHO U3 yCcI0BMI IPOBEAEHUS MAaCCOBOTO OMOXMMHUYECKOIO CKPMHUHIa HOBOPOKJICHHBIX:
1. Hu3Kas yacTtoTa reHa OOJIE3HU B TIOMYIISIIHIH;
2. OTCYTCTBHE METOJIOB MTAaTOT€HETHUECKOTO JICUCHHUS;
3. Hanu4ue ObICTPOTO, TOYHOTO, TPOCTOTO B BBHITIOJIHEHUH M HEIOPOTOTO METO/a AUArHOCTHKH
OMOXUMHUYECKOTO e(eKTa;
4. BbIpa)XECHHBIH KIMHUYECKUN NOIUMOP(PU3M OOJIE3HH.

Omanon omeema HaIN4INE 6LICTpOl"O, TOYHOTO, IPOCTOTO B BBIIIOJIHCHUH U HEAOPOTOT'O
METOAa AUArHOCTHKHU OMOXUMHYECKOTO z[eq)eKTa

3amanue 24. Unctpykuus: Beibepure oiMH NpaBUIBHBIN OTBET.

K xIMHUYeCKUM TpOSBICHUSIM CUHIpoMa Drepca-J[aHno OTHOCUTCS:
1. BeipaxxeHHast yMCTBEHHAsI HEIOCTATOYHOCTh
2. I'unorinukemus
3. IaTomornyeckast XpymKOCTh TKaHEH



4. I'emopparu4eckuii CHHIpPOM
Omanon omeéema IlaTonornyeckas XpynkocTb TKaHEM

3ananue 25. MHcTtpykuus: Beibepure o1H NIpaBUIbHBIN OTBET.
3anepxKa pocTa, COMPOBOKAAIONIASCS JTAKTATAIII030M U HHCYJIBTOTIOIOOHBIMH SITU30IaMH
XapakTepHa JUIs:
1. MykoBucuu03a
2. MUTOXOHIpHATBHOTO 3200JIEBAHMS
3. I'muxoreHo3oB
4. Heitpodpubpomarosa
Omanon omeema MUTOXOHIPHUATIBHOTO 3a00JI€BaHUS

OIIK- 5:

3agaHusA OTKPHITOrO THMA:

3amganne 1 OnpeseneHne MOHATHSI XPOMOCOMHBIX OOJIe3HEH

OrtanoH oTBeTra: XpOMOCOMHBIE 00jie3HM - OoJsbllasi rpynna HacleICTBEHHBIX Oosie3Heil ¢
MHOXCCTBCHHBIMU BPOXACHHBIMU ITOPOKAMU PA3BUTHA. B ux ocHOBe nexar XpPOMOCOMHBIC UJTN
TCHOMHBIC MYTalluH. Ot JBa PAa3HBIX THUIIA MYTaI_[HfI IJId KpaTKOCTH O6”[)€I[I/IH$IIOT TEPMHUHOM
«XpOMOCOMHBIE aHOMAJTA

3aganue 2 OnpeneneHne TOYKOBBIX MYyTallHil

Omanon omeema OAHOHYKICOTHIHbIE 3aMEHBbl U HEOOJbIINE JEJICUU MOXKHO OIpPENEIUTh C
nomolineio rudbpuauzamuu odpasna JHK ¢ amnenscrnenuduyHbIMEA - OJMIOHYKICOTUAHBIMU
npobamu u nmpoBeaeHus amwienbenenuduaeckon [P, [{ns mpoenenus ¢uroopecuentaown [1P,
B KOTOPOHW auiend OyAyT OTJIMYaThbCs IBETOM (DIFOOPECIEHIIMHA, MOXKHO TO00paTh
YHHUBEpcaJbHble MpanMepbl U ajenbcnenuduunbie 30046, Ecnu amnenscnenuudnbie mpoobl
MoA00paTh CTHIK B CTHIK, & MX KOHIIBI CHAaOIUTh YHHBEpPCAJIbHBIMU MpanMepaMu, TO MOXKHO
MIPOBECTU MPOCTYIO WM MYJIbTUILIEKCHYIO JMra3o3aBucumyro ammuidpukanuio. Kpome toro, B
OOJIBIIMHCTBE CIIy4aeB € MOMOIIbIO KOMIBIOTEPHOT0 aHanu3a nocienoBatenbHocT JJHK MoxHO
0OHapYXHUTb, YTO HCCIEAYEMBIH MOJIUMOPPHU3M U3MEHSET MOCIEA0BATEIbHOCTD, CIEHU(PUIHYIO
JUIS OJJHOW U3 COTEH U3BECTHBIX B HACTOSLINU MOMEHT OaKTepUAIbHBIX PECTPUKTA3

3aganue 3 OnpeneneHue NpOTSHKEHHBIX JIeTeIUU

Omanon omeema: I1poTsHKEHHBIE JEJIELUH - OJHU U3 CaMbIX CJIIOKHBIX MYTallMH HE TOJIBKO IS
MOUCKA HOBBIX, HO M JUIS OIpPE/EICHHs B IUAarHOCTUYECKHUX LIETSAX yXKe M3BECTHBIX. YacTo mx
OTIPEEISAIOT M0 OTCYTCTBUIO THOPUAU3ZAIIMOHHOTO CHTHANA WJIM €r0 OCIA0IEHUIO B Pa3IMUHBIX
MPUIOKEHUSIX - OT rubpuau3anuu no CaysepHy /0 aHaiHM3a IUTOICHETHUYECKUX MPEnapaTroB ¢
MOMOIIBI0  (DITFOOPECHEHTHBIX 30HAO0B. [l KIMHUYECKOW JIMAarHOCTHKU pa3padaThIBaioT
MeToukn Ha ocHoBe I[P ¢ o11leHKOW CpaBHUTETLHOU UHTEHCUBHOCTH MOTYy4a€MbIX aMIJIMKOHOB.

3ananue 4 OnpezneneHne TaHIEMHBIX IOBTOPOB

Omanon omeema: ]l onpeneneHHs] YUCIIAa TaHIEMHBIX TMOBTOPOB B OOJIBIIMHCTBE CIydaeB
JOCTaTOYHO MPOBEJICHUS aHalM3a MoJuMop(dr3Ma JUIMHBI aMILTUGUIIMPOBAHHBIX (ParMeHTOB C
MOMOIIBI0 3MIEKTpodope3a B aKpUIAMHUIHOM Tejie WIM KaluUIIpHOTOo ayekTpodopesa. Pexe
TpeOyeTcs UCIOIb30BaHUE THOPUAN3AIIMOHHBIX TEXHHUK, TAKMX Kak ruOpuau3amus no CaysepHy.



3amanue 5 CpaBHuTenbHas reHomHas rubpuansanus (Comparative Genomic Hybridi zation —
CGH)

Omanon omeema: CGH — koHKypeHTHasi ruOpuu3anus in SitU Ha HOPMAaJIbHBIX MeTadasHbIX
MJIACTUHKAX 37J0pOBOTO YenoBeka AByX reHoMHbIX JJHK-6ubnuorek. OqHa U3 HUX MOJydyeHa U3
aHATM3UPYeMOW TKaHW, BTOpas — U3 KOHTPOJBHOTO 0Opa3ia, B3ATHIX B HSKBUMOJISPHBIX
KOJIMYECTBAX M MEUEHHBIX pa3HbIMU (roopoxpoMamu. CoBpeMEHHBbIE MOIU(PHKAINKA METOAA
MO3BOJISIIOT TPOBECTH THOPUAM3AIMIO HE TOJBKO Ha MeTada3HBIX XpOMOCOMax, HO M Ha
MUKPOYHIIAX, MPEICTaBICHHBIX Habopamu KIOHHpOBaHHBIX (pparmenToB JIHK. Takou BapuaHT
ruOpuau3anun n3Bected kak marpuuHas CGH (array CGH). Mcrounukom ananusupyemon JTHK
MOTYT OBITB JIFOOBIE SAPOCOIEPIKAIIKE KIETKH OpraHu3Ma:; TuM(OUThI mepudepuieckou KpoBH.
¢ubpoOIacThl, KIETKHM aMHUOTHYECKOW KUJIKOCTH U XOPHOHA, OT/ENbHbIE OJacToMepbl WU
MOJISIpHBIE TeNblla, a TakXke OoOpas3lbl OMyXoJeBOW TKaHHU. s uMccienoBaHHUs MOXKET OBITh
JOCTYIIEH W apXUBHBIM Marepual, 3adUKCHPOBAaHHBIW B (opMaluHE W 3aKIIOYEHHBIW B
napaduHoBbie 06J0kH, B kauecTBe ncrounnka JJHK nst koHTpossHOW OMOIHOTEKH, KaK MPABUJIO,
HCIOJIb3YIOT JTUMQPOLHUTHI TepUPepUIecKOr KPOBH MY>KUMHBI.

3ananue 6 ['eHsl MpeapacrnoaoKeHHOCTH

Omanon omeema: I'eHbl MpenpacrnoIoKEeHHOCTH — 3TO MYTaHTHbBIE TEHbI (ajuieiH), KOTOpble
COBMCCTHMBI C POXACHUEM U XU3HBIO B IIOCTHATAJBHOM IICPUOJC, HO IIpU OIIPECAC- JICHHBIX
HEOIaronpusATHBIX YCIOBUSIX CITOCOOCTBYIOT PA3BUTHIO TOTO MITM MHOTO 3a00JICBaHHS

3amganne 7 MykoBucummo3 OOmas xapakrepucTuka. [[puHIUIBI THarHOCTHKH.

Omanon omeema. SIBAsieTCS HACIEACTBEHHBIM 3a00JIEBAHUEM JKEJIE3 BHEIITHEH
CEKpEINH, MPOSIBISIETCS B TIEPBYIO OUEPEIb MATOJOTHEH CO CTOPOHBI KETYJOUHO -KUIIIEIHOTO
TpakTa U JbIXaTeIbHOUM cCTeMbl. [IOBBIIIEHHAS BA3KOCTh CEKPETA JKeJIe3 BHEITHEH CEKPEIIU
MIPUBOJIUT K XPOHUYECKOMY BOCTIAJIUTEIILHOMY IPOIIECCY B JIETKUX, YK30KPUHHOM
HEJ0CTATOYHOCTHU MOJKEITYI0YHOMN Kelle3bl, renaTo0MInapHOi NaTOJIOTUH U aHOMAJIbHO
BBICOKOMY COJICPKAHHIO 3JIEKTPOJIUTOB B 1OTe. /Inaruo3 cTaBsAT Ha OCHOBAHUHU JAHHBIX
WCCIIEIOBAHUS MOTa WIK UACHTU(UKAIMY 2 BApUAHTOB I€Ha, BHI3BIBAIOLIUX MYKOBUCIIUI03, Y
OOJILHBIX C MOJIOKUTEIHLHBIM PE3YIbTATOM HEOHATAIbHBIX CKPUHUHT-TECTOB HJIM XapaKTEPHBIX
KIIMHUYECKUX Mpu3HaKoB. OTBETCTBEHHBIN I'eH JIOKAJIM30BaH Ha AJTUHHOM IJIeue XPOMOCOMBI 7.
OH xoaupyeT MeMOpaHOACCOMUPOBAHHBIN OETOK, Ha3bIBAEMbIIl MYKOBHUCIIUA03HBIM
TpancMeMOpaHHbIM peryisTopom npoogumoctu (CFTR). Haubounee pacripoctpanenHnas
BapuaHTamu reHa, F508del, Bcrpeuaetcs nmpumepHo y 85% amnneneit; Obuiu
uneHtuunrpoBanbr> 2000 meHee pacnpocTpaneHHbIX BapuaHTOB CFTR.

3aganue 8§ AHOMAJIMM MOJIOBBIX XPOMOCOM

Omanon omeema: AHEYIIOUAMU TO TOJOBBIM XPOMOCOMaM, Kak IMPaBUIIO, XapaKTePU3YIOTCS
0oJee MATKUMU KIMHUYECKUMH CUMITOMaMU O CPaBHEHHUIO C AUCOATaHCOM YHCIlia ayTOCOM. Y
YEJIOBEKa OHM IMPEACTABICHbl MOHOCOMHUEH IO XpOoMOcoMe X M pa3iuyHbIMM BapUaHTAMHU
MOJIMCOMUH TIO TIOJIOBBIM XpoMocoMaM. [lonmcomMuu mo moyioBBIM XpoMOCOMaM IJTO OOJbIlas
Tpylma  XpOMOCOMHBIX  OoJie3HEH,  TpeJCTaBleHHAs  pa3IUYHBIMH  KOMOMHALUSMU
JOTIOTHUTENBHBIX X- WM Y-XpOMOCOM, a B CIy4yasX MO3aulM3Ma - KOMOMHAIMSIMH Pa3HBIX
KIoHOB. OOImas yactoTta MOJUCOMUM TO X- WIM Y-XpOMOCOMaM CpeIud HOBOPOXKICHHBIX
cocraBisgeT 1,5:1000-2:1000. B ocaoBHOM 3T0 moaucomun XXX, XXY um XYY. Mo3zauuHsie
(bopMBI cOCTaBIIAIOT IpUMeEpHO 25%



3amanne 9 KiuMHMKO-IIMTOreHETHYEeCKas XapakTepucTuka cunjapoma CHHIPOM TpUILIO-X
(47,XXX)

Omanon omeema: Cpeau HOBOPOXKACHHBIX JEBOYEK dYacToTa cuHApoMa cocrtasisier 1:1000.
Kenmunpl ¢ xkapuotunom XXX B MOJTHOM WM MO3aWUYHOM BapHaHTE MMEIOT B OCHOBHOM
HOpPMaJbHOE (PU3UYECKOE W TICHXUYECKOE pa3BUTHE, OOBIYHO BBISBISIOTCS CIyJauHO TIPH
oOciegoBanun. OJTO0  OOBACHSAETCA  TEM, YTO B  KJIETKax JIB€  X-XPOMOCOMBI
reTepOXPOMATHHU3UPOBAHBI (J[Ba TEJIBIIA ITOJIOBOTO XpOMAaTHHA), 3 QYHKIIMOHUPYET JIUIIb OJIHA,
KaK U Y HOPMJIbHOU KeHIIUHBI. Kak paBwiio, y )KEHIIMHBI ¢ KApHOTUTIOM XXX HET OTKIIOHCHUH
B IIOJIOBOM PAa3BUTHH, OHAa HMMEET HOPMAIBHYIO IIOJIOBUTOCTh, XOTSI PHUCK XPOMOCOMHBIX
HapYIICHUH y TOTOMCTBA M BOSHUKHOBEHUS CIIOHTAHHBIX a00PTOB TOBBIIICH. IHTEIIICKTyaTbHO®
pa3BHUTHE HOPMATHHOE WIIM HA HIDKHEH TPaHUIIe HOPMBI. JIMIITb Y HEKOTOPBIX JKSHIUH ¢ TPUILIO-
X ecTb HapylmieHUs PENnpOIyKTHBHOHW (YHKIHMH (BTOPUYHAS aMEHOpEs, AUCMEHOPES, paHHss
MEHOIIay3a U Jp.).

3ananue 10 Knunuko-nuroreneTnueckas xapakrepuctuka cuaapoma Cunnpom Knsiidenstepa
Omanon omeema: ITOT CUHAPOM (B TOJHOM M MO3aMYHOM BapHaHTax) BCTPEYAeTCs C YaCTOTOW
1:500-750  HOBOpPOXXIEHHBIX  MaJbuMKOB. IIpucyrcTBume  Y-XpOMOCOMBI  OIpeHeNseT
(dbopmupoBaHre MykcKkoro noia. /o mepuona mosoBOro Co3peBaHUS MaJbYMKH PAa3BUBAIOTCS
MOYTH HOPMAJIbHO, JIUIIb C HEOOJBIIUM OTCTABAaHUEM B IICUXMUYECKOM pa3BUTHU. ['eHeTHuecKuu
aucOanaHce B CBA3M € 100aBOUHOMW X-XpPOMOCOMOU KIIMHUUYECKH MPOSBIISAETCS B IEPUO/T TOJIOBOTO
CO3PEBaHUs B BUJIE HEJOPA3BUTHS AMYEK U BTOPUYHBIX MYKCKHX ITOJIOBBIX IPU3HAKOB. boibHBIE
UMEIOT BBICOKUH POCT, KEHCKUH THUI TEJIOCIOKEHHS, THHEKOMACTHIO, €1a00€e OBOJIOCEHHE JIUIIA,
MOJMBILICYHBIX BHAJAWH M JIOOKA. SIMUKM yMEHBIIEHBI, T'MCTOJIOTUYECKH OOHApYKUBAIOTCS
JETeHEpalusd TIE€PMHHATUBHOTO DJIUTENHS W THAJIMHO3 CEMEHHBIX KaHaTHKOB. boibHbIE
OecTuIoTHBI (a300CTIEPMUS, OJIUTOCTIEPMHUS).

3aganue 11 KnnHuko-uuToreneTndeckasi xapakrepucrtuka cuaapoma Cunnpom lllepemieBckoro-
Tepuepa

Omanon omeema: IT0 eTUHCTBEHHas (hopMa MOHOCOMHH Yy KUBOPOkIeHHBIX. He menee 90%
3a4aTu ¢ KapuoturnoM 45,X aboptupyercs crnoHTaHHO. MoHocomus X cocraBiser 15-20%
Cpely BCeX aHOMAJbHBIX KapuOTHIOB abopTycoB. YactoTa cunapoma lllepemesckoro-Tepuepa
paBaa 1 : 2000-5000 HOBOpOXXJIEHHBIX JeBOYeK. l[uTOreHeTHKa CHUHIpPOMa MHOTOOOpa3Ha.
Hapsiny ¢ ucTtuHHOW MOHOCOMHEW BO Bcex Kierkax (45,X) Bcrpewarorcst apyrue (Gopmbl
XPOMOCOMHBIX aHOMAJIUK MO MOJOBBIM XpOMOCOMaM. DTO JeNelUU KOPOTKOTO WU JITHHHOTO
mieda X- xpomocoMbl [46,X,Xp-; 46,X,X(0-], uzoxpomocombr [46,X,i(Xq); 46,X,i(Xp)],
KOJIbIeBbIe XpoMO- coMbI[46,X,R(X)], a Takxke pa3nuyHble BapraHThl Mo3auiusMma. Jlumse 50-
60% namuentok ¢ cuaapomoM lllepemesckoro-TepHepa UMEIOT MIPOCTYIO MOJHYK0 MOHOCOMUIO
(45,X). EnunctBennas X-xpomocoma B 80- 85% cimydaeB MeeT MaTepUHCKOE MPOUCXOKICHUE U
mumb B 15-20% - oTumoBckoe. B ocTanbHBIX cilyyasix CHHAPOM OOYCIIOBIIEH Pa3HOOOPa3HBIM
Mo3zauiusamMoM (B menom 30-40%) u Oosiee peAKUMHU BapuaHTaMH JAETEIUH, H30XPOMOCOM,
KOJIBLIEBBIX XpoMOCOM. KiTMHUYECKH CUHIPOM MPOSIBISAETCS B 3 HAIPABJICHUIX: * TUIIOTOHAIU3M,
HEJIOPA3BUTHE TOJIOBBIX OPraHOB M BTOPUYHBIX IMOJOBBIX MPU3HAKOB; * BPOXKICHHBIE MOPOKHU
pa3BuTHUs; * HU3KUU pocT. CO CTOPOHBI MOJOBOW CHUCTEMBI OTMEUAIOTCSI OTCYTCTBHUE TOHA
(arene3ust TOHAaJ), TUMOIJA3Wsg MATKM W MATOYHBIX TpyO, TMEpBHYHAS aMEHOpes, CKYyTHOE



OBOJIOCEHHE JIOOKA U IMOAMBIIICUHBIX BIIAIWH, HEIOPa3BUTHE MOJIOYHBIX XKelle3, HEA0CTaTOUHOCTh
ACTPOTEHOB, H30BITOK TUITO(PHU3APHBIX TOHATOTPOIINHOB.

3ananuel2 YucnoBble HApYLIEHUS AyTOCOM.

Omanon omeema: C KINHUYECKOM TOYKHM 3PEHHUS YHCIOBBIE HAapyUIEHHUs ayTOCOM
XapaKTCPU3IYIOTCA CICAYIOIIUMU OCHOBHBIMU IPU3HAKAMMU! -BHYTpI/IyTpO6HaSI U IIoCTHaTaJlbHas
3a7iepKKa pOCTa; -KOMIUIEKC AUCMOP(UYECKHX HApyIIeHHH, OCOOEHHO aHOMAluW JIUIIA,
JUCTAJIBHBIX OTACJIOB KOHEYHOCTEH M TIOJIOBBIX OpraHoB; -BpPOXIACHHBLIC IIOPOKH PA3BHUTHA
BHYTPCHHHUX OPraHoB, Yali€¢ BCCTO - MHOXKCCTBCHHBIC, ~-HAPYIICHNA YMCTBCHHOI'O pa3BUTHA. XoTs
MIPUCYTCTBHUE JTHOOOU U3 3TUX YEThIPEX TPYIII MPU3HAKOB HE CUUTAIOT 005S3aTENbHBIM IIPU TOM WIIN
HWHOM CHHAPOME, YMCTBCHHAA OTCTAJIOCTh - OJTHO M3 HanboJiee TUITMYHBIX HapymeHI/H/f.

3ananue 13 KumHuKO-MTOreHeTHYECKash XapakTepucTuka cuHapoma JlayHa (Tpucomus
XpOMOCOMBI 21).

Omanon omeema: Hambonee pacmpocTpaHeHHOE XpOMOCOMHOE 3abosieBanue. [lomymsiimonHas
yacTtoTta coctasisieT 1:600-700 HoBopokaeHHBIX. [{[uTOreHeTnyeckne BapuanTsl cuHapoMa JlayHa
pazHooOpa3uel OcHOBHYIO 100 (M0 95%) coCTaBisAOT ciiydaw TOJHOHW Tpucomuu 21,
BO3HUKAIOIINE BCIIEACTBAE HEPACXOXKACHUS XpOMOCOM B Mewo3e. Bxiajg MaTepuHCKOTO
HEpacXoXJeHUsl B raMmeTnueckue Gpopmer 6osie3Hu cocraBisieT 85- 90%, a OTIIOBCKOTO - TOJHKO
10-15%. ITpumepHO 75% HapylIeHUH BO3BHHKAIOT B TIEPBOM JICIICHUH MEHO3a Y MaTepH U TOJIHKO
25% - Bo BTOpoM. Oxonio 2% aered ¢ cunapomom JlayHa UMEIOT MO3auyHble (POPMBI TPUCOMUU
21 (47,+21/46). Ilpumepno 3-4% OONBHBIX UMEIOT TPAHCIOKAIMOHHYIO (OPMY TPHUCOMHUU IO
TUIy POOEPTCOHOBCKHX TPAHCIIOKAIIMK MEXIy akpoleHTpudeckumu xpomocomamu (D/21 u
G/21). Okoy0 OAHOW UYETBEPTH TPAHCIOKAIMOHHBIX (OPM HACIAEIYIOTCS OT POTUTEIICH-
HOCHUTEJICH, TOT/[a KaK TPH YETBEPTH MX BO3HUKAIOT 0e NOVO. OCHOBHbBIC KITMHUYESCKUE TPU3HAKU
CHUH/IpOMA: THUIMYHOE IJIOCKOE JUIO, Opaxuiiedanus , aHOMalIUU TJ1a3 (MOHTOJIOUAHBIH pa3pes
a3, SMUKaHT, naTHa bpymiduibaa, paHHss katapakta , MHOIUS ), OTKPBITHIM POT, aHOMAJIUU
3y00B, KOPOTKHH HOC, IJIOCKAasi MEPEHOCHIIa, W30BITOK KOXKH Ha LIee, KOPOTKHUE KOHEYHOCTH,
romnepeyHasl yeThlpexmnaiblieBasl JaJOHHAs CKJIaJKa, MIMPOKUU HpoMexyTok mexnay | u I
najabllaMu CTOMBI. V3 MOPOKOB BHYTPEHHUX OPraHOB YAacTO OTMEYAIOT BPOXKICHHBIE MOPOKU
cepana (AePeKThl  MEXOKEIYIOYKOBOM U MEXIPEACEPAHOW TMEPErOPOIKH, OTKPBITHIA
aprepuanbHbld  mpotok) U JKKT, koTopple B 3HAYUTENBHOW CTENEHU OMNPEACTSIOT
MIPOJIOJKUTENFHOCTD KU3HU MAIIMEHTOB ¢ cUHAPOMOM JlayHa. BombIIMHCTBO OONBHBIX CTPAIAIOT
YMEpPEHHOHW WIIU TSDKENOW CTENEeHbI0 YMCTBEHHOHW OTCTANOCTH. bojnee msrkue (eHoTunuueckue
MPU3HAKU XapaKTEPHbI JJIsl MAI[UEHTOB C MO3aUYHBIMU (hOpMaMU CHHAPOMA.

3ananue 14 KnuHuko-IMTOreHeTHYeCKask XapakTepucTuka cunapoma [laray.

Omanon omeema: llonynaunoHHas yactoTa BappupyeT B quanaszone 1:7800-14 000. 3abosieBanue
BO3HUKAET MPEUMYLIECTBEHHO BCJEJICTBUE TPUCOMHUU XpOMOCOMBI 13, Kak mpaBuO,
MaTepUHCKOIO IMpOoUCXoXkAeHus. Kpome Toro, pa3BUTHE CHHIpPOMAa MOXKET OBITH CBSI3aHO C
TPAHCJIOKALMOHHBIMU BapuaHTaMu (poOEPTCOHOBCKUE TPAHCIOKAIIMU), MO3aWuYHbIMH (hopMamH,
JIOTIOJTHUTEIHHOU KOJIbIIEBOU XpOMOCOMOH 13 1 m3oxpomocomamu. Knuanuecku cunapom [laray
XapaKkTepu3yeTcsi MUKpolleanren, paciielMHaMi BepXHer TyObl U HEDA, HU3KO MOCAXKEHHBIMU
ne(GopMHUPOBAHHBIMU YIIHBIMU PAaKOBHHAMH, MHUKPOT€HUEH, THIOTEIOPU3MOM, HCIIIa3uer
CeTYaTKH, MOJIMJAKTWINEH, TONEPEYHOHU JIQJJOHHOU CKJIAAKOW M MHO>KECTBEHHBIMH MOPOKAMH



BHYTPEHHUX OPraHOB: BPOKJICHHBIMH MOpPOKaMH cepiaua (IeeKTsl MeperopojoK M KPYIMHBIX
COCY/JIOB), HE3aBEPILICHHBIM IOBOPOTOM KHUIIEYHUKA, MOJUKUCTO30M I[IOYEK U YABOCHUEM
MoueToyHHKa. OOHApYXKHBAIOT KPHUIITOPXHU3M, THUIIOIUIA3UI0 HAPYKHBIX MOJIOBBIX OPTraHoB,
yIBOCHHE MaTKH U Biaranuma. /s nererd xapakrepHa riryookas uanoTus. [IpogomKuTeIsHOCTb
YKU3HH, KaK MMPaBUJIO, COCTABISET 2-3 MEC U PEIKO JOCTUTaeT OJHOTO roja.

3ananue 15 KnuHuKo-IUTOreHeTH4ecKasi XapakTepUuCTHKa CUHIpoMa DiBapca.

Omanon omeema: llonynsmuonHas vactota coctasisieT 1:6000-8000 cimywaeB. Btopoe mno
pacrpocTpaHeHHOCTH TMocie cuHapoMa JlayHa XpomocomHoe 3aboiieBaHHe. BOJBIIMHCTBO
ciyqaeB (90%) cBs3aHO ¢ MOJTHOW (POPMOH XpOMOCOMBI 18, BO3HUKAIOIIEH BCJIEICTBHE OMMOOK
MIEpPBOro JIeJeHHUs] MEeH03a Yy MaTrepu. TpaHCIOKAallMOHHBbIE BapHAHThl PETHUCTPUPYIOT KpanHe
peako. Kputuuyeckuu peruoH, OTBETCTBEHHBIM 3a (POPMHPOBAHME OCHOBHBIX KIMHMYECKUX
MIPU3HAKOB CUHAPOMA, - cerMeHT 18q1 1. HoBopoxaeHHbIe ¢ CHHAPOMOM DaBap/ica UMEIOT MaIYIO
Maccy Tena. OCHOBHbIE JMAarHOCTMYECKHWE MpPHU3HAKW 3abosieBaHMs:  Jonuxoledanus,
TUIEPTEIOPU3M , HU3KO MOCAXKEHHbIE YT aHOMATbHOW (POPMBbI, MUKPOTHATHUS , MUKPOCTOMUS U
CKOIIIEHHBIK TMOAO0POJIOK. B0O3MOXHBI aHOMaNWK PpPa3BUTHA KOHEYHOCTEH, OTCYTCTBHUE
JTUCTATBbHOU CKJIQJKM Ha MU3UHIE W TUNOIJa3usi Horred. M3 mOpoKoB BHYTPEHHUX OpPraHoOB
XapaKTepHbIMU CUUTAIOT KOMOMHHpPOBAHHBbIE MOPOKU CEPAECYHO-COCYTUCTOW CHCTEMBI,
HE3aBEepUICHHBIW MOBOPOT KUIIEYHHKA, MOPOKH Pa3BUTHS MOYEK M KpUOTOpXu3M. OTMeuaroT
3aJIep’KKY MCUXOMOTOPHOTO Pa3BUTHS, UAUOTHIO, UMOCIIMILHOCTD. [IpoJ0mKUTETbHOCTD KU3HU
O0OBIYHO HE TPEBBINIACT OJHOTO Toja. Tpucomuu Mo Xpomocomam 8, 9 u 14 cpemm
HOBOPOJKJEHHBIX PETUCTPUPYIOT peako. ONrcaHbl €IMHUYHBIE CIIy4al HEKOTOPBIX TPUCOMMUMH.

3aganue 16 KIIMHUKO-IIMTOr€HETUYECKAsi XapaKTEPUCTUKA CUHAPOMa TPUCOMUHM Mo XP 8.
Omanon omeema: Penxoe 3a0oyeBaHue, 4acToTa KOTOPOTO B momyssiiiuu coctasiseT 1:50 000.
Bo3HukaeT B pe3ynbTaTe XpOMOCOMHOTO HEPACXOXKICHHUSI B COMAaTHUECKUX KJIETKaxX Ha PaHHHUX
CTanusax pa3BUTUA. Tpucomusi 8 raMeTUYECKOro MPOUCXOXKACHUS XapaKTepu3yeTcs, Kak ObLIo
OTMEUEHO BBIIlIe, pPaHHEH SMOPHOJIETAIBLHOCTBIO. Y HOBOPOXKJIEHHBIX OOHApPYKUBAIOT Kak
MOJIHbIE, TaKk W Mo3au4Hble (OPMBI TPUCOMHUH, TMPU ITOM KOPPENIALUS MEXAY
PacipoCTPaHEHHOCThIO aHEYIIJIOUIHOTO KJIOHA U TSKECThIO 3a00JiIeBaHUs OOBIUHO OTCYTCTBYET.
OcHOBHbBIE TUArHOCTHYECKHUE MPU3HAKH CHUHApPOMA: Makpoledaaus, MUKPOTHATHs, MAaCCUBHBIA
BBICTYNAIOUINH JIOO, IIMPOKasi CIIMHKA HOca U OOJIbIINE OTTONBIpeHHbIE yiu. Cpeau aHOManuu
cKkenera oOHapyXHUBAIOT 100aBOYHBIE pedpa U MO3BOHKH, 3aKPBIThIE CIIMHHOMO3TOBBIE TPHIXKU B
IEHHOM U TPYAHOM OTJIENie MO3BO HOYHHMKA, alljla3ui0 M TUIOILIA3UI0 HAJIKOJICHHUKA, a TaKKe
KOpPOTKYIO0 Mier0. OTMedaloT MHOKECTBEHHBIE KOHTPAKTYphl CYCTAaBOB, KIMHOJAKTHIMIO U
kamnrofakTminio. Cpeau TOpPOKOB BHYTPEHHHMX OpPraHOB —pacHpOCTPaHEHbl aHOMAIUU
MOYETnooBOH (THApOoHEe(dPO3) U CEepACUHO-COCYTUCTOH CUCTEMBI (JIe(eKThl MEePEropoyoK u
KPYITHBIX COCYZIOB). Y OOJBHBIX OTMEUAIOT 3aJIEP’KKYy IMCUXOMOTOPHOTO M PEUEBOTO Pa3BUTHS.
NuTennext 0ObIYHO CHIKEH.

3ananue 17 KnMHUKO-IIUTOT€HETHYECKAas XapaKTepUCTHUKA CUHAPOMa TprucoMuu o Xp 9.

Omanon omeema. B OONBIIMHCTBE ciydyaeB 3abosieBaHHE OOYCIOBICHO HEPACXOXKIECHUEM
XpOMOCOM Ha paHHUX CTaIUAX PA3BUTHUSA, U TOJIBKO MHOIZIA OHO CBA3aHO C I'AMETUYECKMMU
MyTalusMH. Bo3MOXXHBI moiHble U Mo3andHble (Gopmbl. OCHOBHBIE KIMHMYECKHE MPU3HAKH:
nonuxouedanus, r1yOOKO MOCaXEHHBIE I71a3a, BHICOKMH JI00, IIMpPOKasl MEPEHOCHUIIA, BBICOKOE
HEDO (YacTo ¢ paclIeIMHON), MUKPOPETPOTHATHS, lehOpMalIMs YIIHBIX PAKOBHH U KOPOTKas LIesl.



OTMe4aroT aHOMaJlMU CKeJeTa, BKJIIOYAIONIME IMCIUIA3UI0 Ta300€JpEeHHOr0 CyCTaBa, BBIBHX
JIOKTEBOTO WJI KOJIEHHOTO CYCTaBa, MaTOJIOTHUECKUe U3MeHeHus pedep. M3 MopoKoB BHYTPEHHUX
OpPraHoB THUNHWYHBI AHOMAJIMU CEPACYHO-COCYaucTOH, mouenosoBor cucrem u JKKT.
BonbmmMHCTBO HOCHTENEH TPUCOMHH 9 TTOTHOAIOT B MEepBhIe 4 MEC JKU3HHU, MPEUMYILIECTBEHHO OT
pecnupaTOPHbIX HHPEKLIUH.

3amanue 18 MoHoreHHble (HOPMBI HACICICTBEHHBIX OOJIE3HEW: KIACCHU(PHUKAIUS, JTHOJIOTHUS
Omanon omeema: MoHOTEHHBIE HACIIEACTBEHHBIE O0JIE3HH 3aHIMAIOT 0CO00E MECTO B ATOJIOTUN
YeII0OBEKa B CHIIY M3YYCHHOCTH MX NpHUPobl. COTIaCHO ATOW KIIACCU(PUKAIIMU BCE MOHOTCHHBIC
HACJIEICTBEHHBIE OOJIE3HH JICNIATCS HA: - AayTOCOMHBIE IOMHUHAHTHEIE, -ayTOCOMHBIE PELIECCHBHBIE,
-X-cIleTJICHHBIC JTJOMHHAHTHBIC, -X-CICTUICHHBIC PEICCCUBHBIC, -Y-CICIICHHBIC 3a00JICBaHMUS.
HekoTopbie aBTOpPHI CI0JIa K€ BKIIIOYAIOT MOHOTCHHBIE MUTOXOHIpHAIbHBIC 00Je3Hn. OCHOBOW
Ipyrod Kiaccu(UKAIMM MOHOTCHHBIX HACJCICTBEHHBIX OO0JIC3HEH SBIISICTCS TO, Kakas W3
MOJICKYJISIpHBIX (DYHKIIMH HapymIaeTcss B Cllydae MYTAllMd B COOTBETCTBYIOIIEM reHe. Uwmcio
MOJICKYJISIPHBIX (DYHKITUH Y Pa3HBIX HCCIICI0BATEICH BapbUPYET, HO B OOJIBIIUHCTBE CITy4acB K
HUM OTHOCSIT CIICAYIOIIME: CIIydae MYTAllMd B COOTBETCTBYIOIIEM TeHe. UHCI0 MOJIEKYISPHBIX
(GYHKIMH Y pa3HBIX HCCIIEIOBaTeNIed BapbHPyeT, HO B OOJIBITUHCTBE CIy4acB K HUM OTHOCST
CIICyIOIINe: -CBSI3bIBAHWE OCIKOB C HYKICHHOBBIMH KHUCJIOTaMH, (EpMEHTAaTHBHBIC, -
TPAHCIIOPTHBIE, -MOTOPHBIC (DYHKITUH, -PETYIISIIHIO TPAHCKPHUIIIIUH, -CHTHATBHYIO TPAHCIYKIIHIO,
-CTPYKTYPHYIO (YHKIIHIO, CBS3BIBAHWE C JIATAHJIOM, -IIANICPOHHYIO (YHKIIHFO,-PET YISO
aAKTHBHOCTH (PEPMEHTOB H T.J|

3amanne 19 MoHoreHHble (OPMBI HACIICACTBEHHBIX OO0JIE3HEH: OCOOCHHOCTH KIMHHUYECKOW
KapTUHBI

Oranon otBera: KiMHWYeckas TeHETHMKAa BCErja ONHMpalach B CBOMX MPHUHIMIIAX Ha
3aKOHOMEPHOCTH, YCTAaHOBJICHHBIC JKCIHCPUMEHTAIBHOW TreHeTHKoW. OJHAa M3 OCHOBHBIX U
HanOoJIee CTapbIX aKCHOM KIMHUYECKOW MEIMIIMHBI CBOJMTCS K TOMY, 4TO OOJIC3Hb JHOOOW
3THOJIOTUH  (MH(EKIIMOHHOW, TPAaBMAaTUYECCKOW, aJTUMCHTApPHOHW, TOPMOHAIBHOM H JIp.)
MPOSIBJIAETCA HEOJAMHAKOBO Y Pa3HBIX HMHIUBUIOB, MOITOMY HYKHO JICUYMTh HE OOJIC3Hb, a
0osbHOTO. B psizie ciydaeB KIMHAYECKash KApTHHA OJTHOTO M TOTO e 3a00JICBaHUS BAPbUPYET OT
CTEpTHIX (GOPM JO0 TDHKEICHUINNX KIMHUYCCKHX NpOsABIcHUH. POpMHUPOBaHHE KIMHUYCCKOU
KapTUHBI CBS3BIBAIOT C OCOOCHHOCTSIMHM JCHCTBHS STHOJOTHYECKHX (PAKTOpOB (Hampumep,
BUPYJICHTHOCTh BO30YIUTENs), HCXOAHOTO COCTOSHUS OpraHu3Ma (MMMYHHBIH CTaTyc, OOMEH
BEIIECTB), COMYTCTBYIONIMX YCIOBHH (cTpecc, Temreparypa). Kpome Toro, mpusHaeTcsl poJib
BPOKJICHHBIX XapaKTEPUCTUK OpPraHM3Ma B IAaTOr€HEe3¢ M KIMHUYECKOW KapTHHE OO0JIe3HEH.
Kazanock Obl, MOXKHO OXHAaTh OoJice WM MeHEee YHU(DHUIIMPOBAHHOW KIMHUYECKOW KApPTHHBI
KaKOHW-TTM00 HO30JI0TUYECKOH (POPMBI T€HHBIX 00JI€3HEH, TOCKOIBKY 3THOIOTHYECKUH (aKTOpP TS
BceX OOJIBHBIX C ATOW (HOPMOU OJUHAKOB (MyTalMsi B COOTBETCTBYIOIIEM T'€HE), a MaToreHes3
pasBepThiBaeTca Ha (JOHE JKECTKO AETEPMUHHPOBAHHOTO KOHTPOJS T€HHOW aKTUBHOCTH. Takou
BBIBOJI TOJICKA3bIBAJl OOIIET€HETUYECKUU B3TJIsII HA MOHOT€HHO JETEPMHHHUPYEMBIE COOBITHS.
OpnHako KIMHWYeCKas MpaKTHKa IOKa3ala, YTO CHMIITOMAaTHKa HACJEeICTBEHHBIX Oo0Jie3HeW
paznuuHa. [Ipu HakOTUIeHUH HAOMIOICHUH OJTHUX U TEX K€ HO30JIOTUYECKUX (OPM 0Ka3aloCh, UTO
KITMHUYECKUH TOTUMOP(HU3M TeHHBIX OOJIE3HEW BBHIPAKEH HE MEHBIIE, YeM HEHACJIEICTBEHHOH
natosiorud. [Ipu MHOTHX 3a00JI€BaHMSIX, JOCTATOYHO XOPOIIO HM3YyYEHHBIX Ha KIMHHYECKOM,
TeHETUYECKOM W MOJIEKYISIPHOM YPOBHSIX, HET CTPOTOH KOPPENSIUUA MEXIy TEHOTHIIOM H
dbeHoTHUIOM.



3amanue 20 MoHoreHHbIe (OPMBI HACIEACTBEHHBIX OOJE3HEW: TMOHITHE O KIMHUYECKOM
noymMopdu3me

Omanon omeema KnuHndeckuu NoauMop(u3M TeHHBIX 00JIe3HEH TPOSBIISIETCS B pa3HBIX CPOKaxX
Hayvasa 3a00JIeBaHusI, TIOJTHOTE U TSDKECTH CUMITTOMATHKH (TITyOMHA TTATOJIOTHIECKOT0 TIporiecca),
MPOJOJDKUTEIFHOCTH  OOJIE3HH, CTETIEHW WHBATMIHOCTH, TOJEPAaHTHOCTH K TEpamuu, B
COKpAIIIEHUH TPOJOJDKUTEIFHOCTH KHU3HH. BMecte ¢ TeM ciemyeT MOTU4epKHYTh, YTO T€HHBIE
00JIe3HM HE MMEIOT IUIABHBIX MEPEX0J0B OT HOPMHI K marojyioruu. Jlaxke camas nerkas ¢opma
0oyie3HM 0053aTENTPHO HMMEET MHHUMAIBHBIC JUArHOCTHYECKHE KpHUTEpHH. | eHeTndeckoe
MPABHJIO TJIACHT: HOPMAJIBHBIM T€HOTHUI JETEPMUHHUPYET HOPMAJIbHBIK (DEHOTHI, a MyTaHTHBIH
TEeHOTUIl JETePMUHUpPYET MYTaHTHbIM (eHotun (0osne3Hp). ['eHeTMueckoW MNPUYUHOU
MOJIMMOP(H3Ma MOYKET OBITH SIBIICHHE B3aHMO/ICHCTBUS TJIABHOTO T€HA ¥ T€HOB MOAN(UKATOPOB
(pmucTa3, OCOOCHHOCTM  WHAKTMBAIlMM W J030Bas  KOMIIEHCAIUSA  X-XPOMOCOMBI,
[IUTOIUIA3MATHIECKUU TE€HOM), C IPYTOW CTOPOHBI - 3TO MOTYT OBITh M (DaKTOPBI BHEIIHEH CPEJIbI,
B KOTOPBIX OCYIIECTBIISICTCS Pa3BUTHE HHIUBHUA. K HacTOsIIIIeMy BpeMEHN HaKOTTUIICS OTPOMHBIH
(dakTuyecku MaTeprai o GEeHOMEHOJOTUN KIMHUYECKOTO MOIUMOP(PHU3Ma OTJIENbHBIX POpPM U
(akTopam, ero onpenesoIM. B mepByro ouepeip ciaenyeT paccMaTpuBaTh 3HaUEHHE XapakTepa
MyTallii B KOHKPETHOM JIOKyC€ U TPOSIBICHUS Ooje3HH win (GopMupoBaHus (EHOTHIIA
(MytanTHOTO). [IepBUYHO BO3HUKIIIKE W yHACIIEAOBAHHBIC OT MPEABLIYIUX MOKOJICHHH MyTalluu
HUMEIOT JOCTAaTOYHO CXOAHOE€ (PEHOTUIINYECKOE MPOsBIEHHUE, T.€. [UIMTEILHOCTh YHACIIEIOBAHUS
MyTallUd HE OTpaXaeTcs Ha KIMHUYECKOM moymMopdusme reHHbIX OonesHed. Kak
MOAYEPKUBAJIOCH BBIIIIE, IECATKHU U JTa)Ke COTHU Pa3HbIX MyTalluW (1 1aXKe pa3HbIX TUIIOB) B OJJTHOM
Y TOM K€ JIOKyCe BEeAYT K OJIHOU U TOH e 00sie3HH. B GoNbIIMHCTBE C1ydaeB XapakTep MyTaluu
HE OMpeeNsieT KIMHUYECKYIO KapTUHY Oosie3HH. DEHOTHUI onpeaesseT nepBuYHbIA 3G (deKT reHa
(HET mPOIYKTa UITK MaJIO TIPOIYKTA).

3aganue 21 ['eHeTnyeckas reTeporeHHOCTb.

Omanon omseema: IloHsATHE TEHETUYECKOW T'€TEPOreHHOCTH O3HAYAET, YTO KIMHHYecKas (opma
reHHOW OOJIE3HH MOXET ObITh OOYCJIOBJIIEHAa MYyTAalMsIMU B Pa3HbIX JIOKYCaX WM Pa3HbIMHU
MYTalUSIMH B OJTHOM JIOKyce (MHOXKECTBEHHbIE aJlIes). SIBlIeHIEe TeHETUYECKOU IeTEPOr€HHOCTH
HOCHT OOIIUK XapaKTep, €ro y>Ke MOXKHO Ha3BaTh MPABUIIOM, IOCKOJIbKY OHO pacIpOCTpaHsIeTCs
Ha Bce OEJKM OpraHu3Ma, He TOJIbKO Ha MaTOJOrMYecKue, HO U Ha HOpMalbHble BapuaHThl. C
MOJIEKYJISIPHO-TE€HETUYECKOUW U OMOXMMHUKOTEHETHUECKOW TOUEK 3PEHHUS BIIOJIHE 00BICHUMO, UTO
pa3nIUyYHbIE MATOJIOTUYECKUE TeHbl MOTYT HMMETh MPUMEPHO OJWHAKOBBIK (EHOTUI MPHU
KIMHU4YecKoW oneHke. KoHeunbld 3(h(eKT MmojaoMKu Kakoro-mubo mporecca Ha KIMHUYECKOM
YpOBHE MOXKET ObITh 00YCIOBJIEH HACIEICTBEHHBIM HapYIICHHEM CHHTE3a Pa3HbIX OCNKOB WU
Pa3HbIX BApUAHTOB OJTHOTO U TOTO XKe Oenka. BeIsicHeHHe cTeneHr reHeTUYECKO W TeTEPOTeHHOCTH
MpH 000K HacleACTBEHHOW OOJIe3HH MPOXOAMT Yepe3 BCE ATAlbl: ONMUCAaHUE MPOSBICHUW Ha
KIIMHUYECKOM YpOBHE, M3y4Y€HHE THIA HAcleAOBaHMS M JIOKATU3allid TeHa, BBIICHEHUE
MEPBUYHOTO OMOXUMHUYECKOTO JAe(eKTa, YCTaHOBIECHUE MOJIEKYISPHOW CYIIHOCTH MYTallMU Ha
ypoBHe /IHK. ['eHeTHueckas rereporeHHOCTh, 00yCIOBICHHAS MYTAllUSIMH B Pa3HbBIX JIOKYCaX, -
MEXJIOKYCHAsi TeTepOreHHOCTh - OTYETIMBO BHUJIHA Ha MpUMEpe cHHIpoMa Jiepca-Jlanno (6
¢dopm), Herpodubpomarosa (o MeHbiierw mepe 6 ¢opm) U TA VICTOYHMKOM TE€HETHUECKOU
TEeTEepOTeHHOCTH B TOM € JIOKyCe - BHYTPWIOKYCHOW TETEPOr€HHOCTH - MOTYT OBITh
MHO>KECTBEHHBIU aJJIeJIN3M U T€HETHYeCKHe KOMIIayHJIbl. Pa3Hble MyTaHTHBIE ajUIeTd MOTYT
MPOSIBIIATHECA (DEHOTUITMYECKH HEOJMHAKOBO (HampuMep, pasHble [-TalacCeMHH, HEKOTOpbIe



MYKOTIONICaxapu03bl). PacmmdpoBka TreTEepOreHHOCTH TEHHBIX OOJe3HEW WHTEHCUBHO
IIPOJIOJKAETCS. OJHOBPEMEHHO B KIIMHMUYECKOM M I'€HETHUYECKOM HarpaBieHusx. OOmias 3aaaya
CBOJUTCS K BBISBICHUIO KOPPESIMH MEXKIY T€HOTUIIOM W (EeHOTHNOM. AHanu3 (eHoTuna
(KIMHUYECKOU KapTUHBI 00JIE3HH) - IEPBBIM 3Tal B paciin()pOBKe reHETUYECKOU T€TePOTEHHOCTH.
Yem TouHee n3ydeH (PpeHOTHII, TeM OOJIbIIIE BOSMOKHOCTEH B OTKPBITHH HOBBIX OpPM O0JIe3HEH,
B pa3eieHUU U3y4aeMou (OpMBbI HAa HECKOJIBKO HO30JIOTHYECKHUX eUHHI. Bce mepedncieHHbie
METO/bl C HEKOTOPbIMU YCOBEPIIEHCTBOBAHMSIMM B MAapaKJIMHUYECKOM IUIAaHE M ceudac
MPUMEHSIOTCS ISl paciIn(pOBKH MPHUPOJIBI HACIEACTBEHHBIX Oosie3HerW. AHann3 (eHoTuna He
JIOJIKEH OIpaHUYMBaThCsl OPraHU3MEHHBIM ypoBHEM. llepcriekTnBHOE HampaBjeHHE - U3yYEHUE
KJIETOYHOTO YPOBHSI, T.€. UCCJIENIOBAaHUE KJIETOK B KYJIbType TKaHM (KJIETOYHAas TMOpuau3alus,
MeTaboJIMYecKoe KOooIlepupoBaHue, (usznonoruueckas KoMiieMeHTauus). [‘eHernueckas
reTepOreHHOCTh HECKOJIbKMX Ipyln 0oJjie3HeW OblUla OTKPBITA C MOMOIIBIO METOJIOB KYJIBTYpPbI
KJIETOK (MyKOTIOJIMCaxapua03bl, Oosie3uu penaparuu JJHK).

3amanue 22 'emoxpomaros. OO0mias XxapakTepucTuka 3a00JieBaHus

Omanon omeema: HacnencrsenHoe 3a0051eBaHNE, XapaKTEPU3YIOIIEECs OBBIIIEHHBIM
BCAaChIBaHUEM >Ke€JIe3a B KUIICUYHUKE U OTJIOKEHHEM B OpraHax M TKaHSAX JKeJIe30CoAepKaliux
MMATMEHTOB (TIPEUMYIIIECTBEHHO B BHJIE TEMOCHACPUHA) C pa3BUTHEM (UOpO3a.
Pacnipoctpanennocts 1:200 - 1:300 (B eBponelickoii momymsiiuu). ['erepo3uroToe
HOCHTEJILCTBO MaToJIoTuyeckoro reHa otmevaercs y 10-13% nacenenus. My>x4uHbl 00J€10T
MpeAnoJIokuTeNbHO B 10 pa3 yamie xeHIuH, B Bo3pacte 40-60 Jiet, a )KeHIINHBI TI0CIIe
MeHomnay3bl. [larorenes HegoctatouHo u3ydeH. Kiaccuueckuii reMoXpoMaTo3 MpecTaBIiseT
co0oii cTyreHuaTelil mponecce, HaunHaronuiics myTarueit HFE-rena, Hapymenuem HachImeHus
TpaHcepprHa, yBETUUCHUEM CHIBOPOTOYHOTO (heppUTHHA U 3aBEPIIAIOLIUIICS IeNOHUPOBAaHUEM
’Kele3a B )KU3HEHHO Ba)KHBIX OpraHax, Ipexe BCero B rneyeHu, ¢ opmupoBanueM ¢pudpo3a u
nuppo3a. 'eMoxpomMaro3 - moIMCcUHAPOMHOE 3a00JieBaHNE, KITMHUYECKUE TIPOSBICHHUSI KOTOPOTO
HE ABJISIIOTCS crienrpuaabiMy. Hanndne KITMHNYECKUX MTPU3HAKOB TEMOXPOMAaTo3a TECHO
CONPSKEHO CO CTENEHbIO HAKOIICHHUS JKeJle3a B TKaHsAX. KpuTruueckoil sBisieTcs: KOHUEHTpaus
Keresa, IpeBbIaroias Hopmy 6osee ueM B 10-20 paz. Yamie sto nmpoucxoaut nocie 30-40 Jer.

3amganne 23 MoHoreHHble (JOPMBI HACICACTBECHHBIX 3a00JICBAaHUW CKEJIETa M COCAMHUTEITBHOH
Tkanu.Cunapom Dnepca-Jlanno.

Omanon omeema Cunapom Dinepca-Jlanno - reTeporeHHasi TpyIna HacleICTBEHHBIX 0oJe3Hen
COCIMHUTEIILHOM TKaHU C pa3HbIMU TUIAMH HACJelIOBaHUs, HO OOMIMMH KIMHUYECKUMU
MpPU3HAKAMU: TUIEPMOOMIBHOCTh CYCTaBOB, MOBBIIICHHAS PACTSKUMOCTh KOXH, CKEJIETHBIE
W3MEHEHHUS, TMOBBIIICHHAS PAHUMOCTb KOXKH, MPOSBIIEHUS CO CTOPOHBI BHYTPEHHUX OPraHOB.
Cunnpom Dnepca-/laHno nposiBISETCS BPOXKIACHHOW THIEPPACTIKUMOCTBIO COCAUHUTEIBHOU
TKaHU B CBS3HM C HApYIIEHUSIMU CHHTE3a KOJUIareHa, 0OyCIOBJICHHBIMU MYTAIIMSIMH B Pa3HBIX
reHax KoJUlareHa U JPYTuX ONKOB SKCTPaKIETOYHOTro Marpukca. KiMHUYecKH, OMOXUMHYECKH,
MOJIEKYJISIPHOT€HETUYECKH HICHTU(DUIIUPOBAHO 6 TUIIOB CHHApoMa Diepca- [laHio, KoTopsie ¢
KIIMHUKO-TEHETUYECKOW  TOYKM  3pEHUS  JOJDKHBI ~ CUYUTAThC  CaMOCTOSITENIbHBIMU
Ho3oJoTYecKkuMu (popmamu. Hanmuwme cunapoma Onepca- JlaHno Mano oTpaxaeTrcs Ha
PENPOIYKTUBHOW (PYHKITUH, XOTS Y OONBHBIX CHIDKEHO KOJIMYECTBO MOTOMKOB. MIMetoTCs U30TSThI
C BBIP@KEHHBIM 3PPEKTOM pOJOHAYAILHUKA HA TPOTSHKECHUH HECKOJIBKHUX MMOKOJICHUH, B KOTOPBIX
60bHBIE ¢ cMHApOMOM Dnepca-Jlanio coctaBisioT 10% Bcero HaceaeHus.

3ananue 24 MoHoreHHble (JOpMBI HACIEICTBEHHBIX MMMYHOIE(PULIIUTHBIX COCTOSTHUH



Omanon omeema: Pa3nu4alOT HECKOJBKO THIIOB HACIEACTBEHHBIX HMMYHOAC()UIIUTHBIX
cocrossHuM. OJMH U3 HUX CBS3aH C HApyHIeHHEM (yHKIUH (aronuto3a UMMYHOKOMITETEHTHBIMU
kierkamu. [Ipumep HapymieHus MOJOOHOTO poja - XpOHHUECKas IpaHyleMaTo3Has OOJIe3Hb,
Hacleayemas 1o X-CLEIUIEHHOMY UM ayTOCOMHO-perieccuBHOMY Tuity. [Ipu aTom 3a0oseBannu
(barouThl 3aXBaTHIBAIOT MHKPOOPTaHWU3MBI, HO HE MOTYT WX MEPEBapHUTh, B CBS3U C UYEM
00pa3yloTcst TpaHyJdeMbl, a OOJbHBIE CTPAJAIOT YacCTHIMH TOBTOPHBIMH HH()EKIMOHHBIMU
3aboneBanussMud. Cambli  HM3BECTHBIM IPHMEP HACIEACTBEHHOTO HapylmIeHUs (QyHKIHH
KOMITIOHEHTOB KOMILJIEMEHTA - HACJIE€JACTBEHHbIM aHTMOHEBPOTUYECKUU OTEK . DTO 3a00j€BaHUeE,
HacllelyeMoe II0 ayTOCOMHO-IOMHMHAHTHOMY THILy, OOYCIOBJIIEHO HEJOCTAaTOYHOCTBHIO
UHruOuTOpa mepBoro KommoHeHTa cucteMbl Komiuiementa (C1-INH). Ono manmdectupyer
MTOBTOPHBIMU MPUCTYNIaMU OTEKa KOKH, JIbIXaTeJbHbIX MyTeW U KUIIEYHHUKA U MJI0OXO MOAAeTCs
JICYCHHUIO.

3amanne 25 brnoxuMuueckue MeToabl JUarHOCTUKHA

Omanon omeema: BUOXMMUYECKHME METONbI HaANpaBJiCHb HA BBIABICHHE OHOXUMUYECKOTO
(deHoTuma opraHu3mMa. YpOBHH, Ha KOTOPBIX OIEHUBAETCS (PEHOTHI, MOTYT OBITh Pa3HBIMHU: OT
MEPBUYHOTO MPOAYKTA TeHa (MOJUMENTHIHON 1EMH) 10 KOHEUYHBIX META0O0JUTOB B KPOBH, MOUE
unu mote. CoBpeMEHHbIE BBICOKOTOYHBIE TEXHOJIOTHH (BBICOKOI(PPEKTUBHAS >KUIKOCTHAS
xpoMarorpadusi, XpoMaToOMaccC-CIIEKTPOMETpHs, Tra3oBas  XpoMarorpadusi, TaHIEMHas
CIIEKTPOMETPHS) TO3BOJISIIOT HUACHTH(UIIMPOBATH JIFOObIE METAa0OJMTHI, CHEIU(UUHBIC IS
KOHKPETHOM HaclieJICTBeHHOW ©Oose3Hu. [lokazaHusiMu U1l TPUMEHEHHS OHMOXMMHUYECKHX
METO/IOB JHArHOCTUKH Y HOBOPOXACHHBIX SBIISIOTCA CYIOPOTH, KOMa, PBOTAa, THUIIOTOHUS,
KENTyXa, Cheuu@UUecKuyd 3amax MOYM U TO0Ta, alu03, HAPYHIEHHOE KHCIOTHO-OCHOBHOE
paBHOBECHE, OCTAaHOBKA pocTa. Y JeTed OMOXMMHUYECKHE METO/Ibl UCIOIb3YIOT BO BCEX CIIydasX
MOJIO3PCHUST HAa HACJCACTBEHHBIC O00JIe3HM OOMeHa BelecTB (3a7epKka (PU3MUECKOTO U
YMCTBEHHOTO Pa3BUTHSL, TOTEPsI IPUOOPETEHHBIX PYHKIMH, KIMHUYECKAst KapTUHA, crienuuyHas
JUId  KaKkOU-IMOO HAcIeACTBEHHOW Oose3Hu). buoxumuueckue MeToAbl MPUMEHSIOT s
JMArHOCTUKH HACJTEACTBEHHBIX OOJe3HEW U TeTePO3UTOTHBIX COCTOSIHUM Y  B3POCIBIX
(remaToJIeHTUKYJSpHAS JAETeHEepalrs, HEeJOCTaTOYHOCTb 0l-aHTUTPUIICHHA, HEAOCTATOYHOCTh
Ire®1AI" u .1.).

3ananue 26 [laruenT - HOBOpoKIeHHBIHN, HanpasyieH B MI'K myis o6cnenoBanus B CBS3U C
noBeieHueM ypoBHsa Heo TTT-184,4 MxEn/mn, perectTTI-291,2 mxEn/mn. O6bekTuBHO: Macca
tena 4200r, koxka cyxasi, MacTO3Has, )KeNTYIIHAs, TUI0 OTEYHOE, A3bIK OOJIBIION, OTEKU KHCTEH
H CTOII, TOJIOC HUZKHIA.
DIIpennosioKuTeNbHBIA TUArHO3.
2)MeTo1bl TMarHOCTUKH.
OTajoH OTBETA:
1) BposkJIeHHBII EPBUYHBII THIIOTHPEO3
2) KoHcynbTalus reHeTHKa ¢ yTOYHEHUS TeHETHUECKOM STHOJIOTHH 3a00ieBaHust; 1i roj
TTT u T4 cBoboansit 1p/2-3 Mec., [Tocne kaxxaoro nsMeHeHus 10361, KOHTpoas TTT
yepes 2 mec; Y3U cpasy nmocne mocTaHOBKH JMar#osa, ganee 1p/B 1-2 roaa; oneHka
JTUHAMHKH pocTa; cuuaturpadus LK

3amanue 27 [lauueHT - neBouka 3 net. )KanoObl Ha MOBBIIIEHHYIO YTOMIIIEMOCTh, OJ1€THOCTb,
rOJIOBOKPY>KEHHE, CHIDKEeHUE anneTuTa. OObeKTUBHO: JIeTKasi UKTEPUYHOCTh KOXKU U CKIIEp,



0011 IPEUMYIIIECTBEHHO B JIEBOM I0ipebephe, cruieHomeranus. B ananuse kposu - Hb-75 /i,
Op-2,9, LI1-0,9, Per-52%, neiik-10,2, 3-2, n/1-4, ¢/g1-52, numd-37, CO3-20. 13 anamHe3a: MaTh
3JI0pOBa, Y OTIIa IEPUOAMYECKH OTMEUACTCSI KEITYITHOE OKPAITUBAHUE CKIIEP.

1)IIpennonoxuTenbHblii TUarHos.

2)MeTo1bl IMAarHOCTUKHU.

Omanon omeema:

1) Tanaccemus

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

HBB

3ananue 28 Ilanuent - HoBopoXxaAeHHas AeBouka. OOBEKTUBHO: TUIIEPTENOPU3M, KIIFOBOBUIHBIN
HOC, aCUMMETpHUs Yeperia, HU3KO pacloJIo’KeHHbIE Je()OPMUPOBAHHBIE YIIIHbIE PAKOBUHBI C
MIpeapuKyJIbPHBIMU CKIIAZIaMHU, 3a/Iep>KKa IIcuXxoMoTopHoro pas3sutus. Ha Y3U - runonnazus
MTOYKH.

1)IIpennonoxuTenbHblil TUarHo3.

2) MeTo1bl TUarHOCTHKHU.

Omanon omeema:

1)Cunnpom Bosabda-XupurxopHa

2)UccnenoBanre KapuoTumna

3amanwne 29 Ilamuent - myxunHa 53 net. )KaoObl: Ha H3MEHEHNE TTOXOAKU U TIOYepKa,
HETIPOM3BOJILHBIE IBI)KCHUS pyKaMH M T0JI0BOH. OOBEKTHBHO: XOPEUUESCKUE THIICPKUHE3BI
KOHEYHOCTEH, YCHIIMBAIOIINECS MPH IIeJIeHANIpaBIeHHOM AeiicTBUM. [loxoaka HeyBepeHHas,
mapKaromias, pedb 3aTpyaHeHa. PogocioBHas oTsToIeHa o JUHUK MaTepH B 3X TMOKICHUSX.

1)IIpenmnonoKuTeabHbIA TUarHO3.

2)MeTo1bl TMarHOCTUKU

Omanon omeema:

1)bosie3ns I'eHrTuHrTOHA

2)MPT, KT u O3I'-uccnenopanue; JIHK-quarsoctnka Ha HaTMuue SKCIAHCUU

TpuHYyKIeoTHIHBIX CAG-TIOBTOPOB

3ananue 30 IlamueHT - HOBOpOKIeHHBIH, HanpasyieH B MI'K mys o6cnenoBanus B CBS3U C
noBeIleHHEM ypoBHA HeoDA-3,6Mr%, perect DA-6,44Mr%. OO6BEKTUBHO: EHOTUTINYECKH Oe3
CUTHAJILHOM JMCILJIACTUKH.

DIIpennosioKuTeIbHBIA TUArHO3.

2)MeTo1bl TMarHOCTUKH

Omanon omeema:

1)DennnkeroHypus

2)Kontpomns ypoBas @A B kposu, OAK, 6noxumuueckuit ananus kposu, AJIT, ACT, 1D

onpeznenenue myranuii B rene PAH

3amanue 31 [TanuenTka 32 ner. X)Kano6 He NpeAbsABISIET, HANIPaBJIeHa aKyILIEPOM-THHEKOJIOTOM
JUIsL OLIEHKU PUCKa TI0 pe3yJbTaTaM MpeHaTaabHOro ckpuHuHra 1 tpumectpa. [lannas 6ep - 14,
cpok 16-17 Hen. Pe3ynbraTel IpeHaTaIbHOTO CKPUHUHTA 1 TpuMecTpa: Y3-ucciiejoBaHue -
6epem 12nen, KTP-49, HCC-157, TBII-2,3, KocTH HOCa BU3YaTIM3UPYIOTCS, KDOBOTOK B



BEHO3HOM IPOTOKE-PEBEPC; CHIBOPOTOUHBIE MapKepsl - yposenb PAPP-A-0,53MoM, B-XI'Y-
2,87MoM, UTOroBBIi HHAUBHUIYaTbHBIN pUCK 1O Tprcomun 21 - 1:90.
1)IIpenrnonoxuTenbHplii TUarHos.
2)MeTo 161 AMarHOCTUKH
Omanon omeema:
1) 035.1. XpoMocoMHbBIE aHOMAJIMH Y I1J10/1a (IIperoiaracMpIe), TpeOyromme
MIPEOCTABICHUS MEAUIIMHCKONW TOMOIIIY MaTEpH.
2) NHBa3uBHas NpeHaTanbHask JUarHOCTHKA

3ananue 32 Ilanuent - pebeHok 4x net. XKanoObl Ha yBenUUYeHUE )KUBOTA, OTCTABaHUE B
MCUX0(U3UUECKOM Pa3BUTHH, HIATKYIO MOXOKY, Cyaoporu. O0bekTuBHO: 98/14, 60b11101
KUBOT, T€MATOCIVIEHOMETaJIMsI, MbIIlI€YHAs! TUIIOTOHUS, AaTaKCHS.

1)IIpennonoxuTenbHbli TUarHos.

2)MeToabl IMAarHOCTUKHU.

Omanon omeema:

1) bonesnr Humanna — Iuka

2) JlabopaTopHble METO/IbI AUATHOCTUKU-0OHAPYKUBAETCSI YMEHBIIIEHHE KOJUYECTBA

(depmenTa chuHroMuenHassl; -BoisiBieHus xapakrepHbix myranuii B renax SMPD1, NPC1

u NPC2

3amanwne 33 [lanueHT - HOBOpoXAeHHBIN, HanpaBieH B MI'K as oO6cnenoBanus B ¢Bsi3u ¢
noBbIIIeHUEM YPOBHS HEODA-3,6Mr%, perect DA-6,44Mr%. OOBEKTUBHO:
(dheHoTUMYeCKn 0€3 CUTHAIBLHOM JIUCTUIACTHUKH.
IIpennonoxurensHbiii nuarqo3: MKb-10:

2)MeTo1bl TMarHOCTHKU:

Omanon omeema:

1) E70 denunkeronypus

2) Kontpomas ypoHst DA B kpoBu,OAK, buoxumudeckuit ananus kposu, AJIT, ACT , D,

omnpeaenenue myrauuu B rene PAH

3amanwue 34 INamuenTtka 37 sner. XKano0 He mpeabsBIISET, HallpaBieHa aKyIlIepOM-THHEKOJIOTOM
JUIS OLIEHKU PUCKa IO pe3ylibTaTaM IpeHaTalbHOro CKpuHUHTa 1 Tpumectpa. Jlannas 6ep -54,
cpok 14-15 Hex, mpoTEKaeT ¢ yrpo30ii MpephIBaHusl, MOIy4aeT MEAUKAMEHTO3HYIO TePaIUIo.
Pe3ynbratel npenatanbHOro cKkpuHUHTa 1 TprMectpa: ¥Y3-uccnenaoBanue - 6epem 13unen, KTP-
67, HCC-156, TBII-3,1, kocTu HOCa BU3YAIM3UPYIOTCS; CBIBOPOTOYHBIE MapKeEPhI - YPOBEHb
PAPP-A-0,54MoM, B-XI'U-0,35MoM, UTOTOBBII HHAUBUAYAIbHBIN PUCK IO TpucoMuu 21 -
1:50.

1)I[IpennonoKuTenbHbIi TUArHO3.

2)MeToAbl AUATHOCTHUKHU.

Omanon omeema:

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

MPEAOCTABICHUS MEAUIIMHCKON TTOMOIIY MaTEPH.

2) lnBa3uBHas peHaTalbHasi IUarHOCTUKA

3anmanue 35 Ilauuent - myxunna 23 net. J)Kajao0bl Ha IEpUOIUYECKUE MyUUTEIbHbIE 00N U
MOKEHHE B KHCTAX M CTOTAX, MOBBIIIEHNE TeMIepaTypsl 10 37,2-37,4, CUIIBHYIO YCTaJIOCTh U



crnaboctb. [Ipu ocMoTpe B 067aCTH MyNKa BU3yaIU3UpyeTcsl aHrokeparoma. JlaboparopHo
THIIOXPOMHAsi MUKPOLIUTapHAsi aHEMHUSL.

1)IIpenrnonoxuTenbHplii TUarHos.

2)MeTo/1bl AMArHOCTUKH.

Omanon omeema:

1) E75.2 6one3ns ®abpu

2) Aunaruo3 Bepudumupyercs HcciaeqoBaHueM aKTHBHOCTH (pepmenToB au3ocom. JTHK-

JMarHoCTHKa Ha Haauuue myranuil B rene GLA

3amanue 36 [amuent — pedeHok 6 mec, macca npu poxaeHuu-4400r, pmuaa S4cm. OOBEKTUBHO:
MHUKpoLedanus, MaKporIoccus, CIJICHOMET AT

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo1bl IMAarHOCTUKHU.

Omanon omeema:

1) Q87.3 Cunnpom bexBura-Bunemana

2) -OAK, buoxumuyecKuii aHalIu3 KPOBH, aHAJIN3 KPOBH Ha IIIIOK03Y, HHCYIUH, ADI],

KaJIBLIWM, KPEAaTHHMH.

-I'eHeTnueckasi MarHOCTUKA:-KapUOTUITHPOBAHUE (OTpeIeTICHUE TYTUTHKAIIANA WITH

TpaHcnokauu 11pl5) -ananu3a meTunrpoBanus (Ha HAJTUYHE SITUTEHETUYECKUX

W3MEHEeHU)- 0OHapyKeHUe OTHOPOAUTEIbCKOM qucomuu 11plS ananuzom

METHJIMPOBAHUS, TUO0 aHAIM30M NOJUMOP(U3MOB MOBTOPSIOMIMXCS MOCIEI0BATEIbHOCTEH

JHK.- Mytamuu rera CDKN1C (p57 KIP2 ) 06HapyXMBarOT CEKBEHUPOBAHUEM

JHK NuctpymentanbHas nuarnoctuka: -9XO KI'u OKI' -KT, MPT, Y31,

peHTreHorpadus
3amanwne 37 [Namuent - pedbenok 2x neT. XKaoOsl Ha 3a1ePKKY CUX0(DU3UIECCKOTOM Pa3BUTHSI.
OOBEKTUBHO: HU3KHI POCT, TEJIOCIOKEHNE JUCTIPONIOPIIMOHAIBHOE C OTHOCUTENIBHO JITUHHBIMU
KOHEYHOCTSIMU M KOPOTKHUM TYJIOBUIIIEM, IPyObIe YepThl JIMIIA -3allaBlIee MePEHOChE, I'yCThIE
cpocrtrecst OpoBH, MOJTHbIE T'YObI, OOJIBLION A3BIK, THIIEPTPUX03, KU(POCKOIHO3,
BOpOHKOOOpa3Has aedopmarius rpyaAHON KIETKHU, OOJIBIION HKUBOT, T€aTOCIIIEHOMETaIHSL.

1)IIpenmnonoKuTeabHbIA TUarHo3.

2)MeTo1bl AMAarHOCTHKH.

Omanon omeema:

1)Mykomnonucaxapuao3

2) JlaboparopHbie MeTOAbI UcchenoBanus: OnpeneneHne akTUBHOCTH JIM30COMATbHBIX

ruzapoiasz Uccnenosanue moun Ha ['Al';JIHK- tectupoBanue Ha ciennduueckue MyTauu
Wucrpymentanshas auarnoctuka: -9XO0 KI' u OKIT' -KT, MPT, Y3U, pentrenorpadus

3ananue 38 [lannenTka 34 ner. )xanod He NperbsIBISET, HAlIPaBICHA aKyLIEPOM T'HHEKOJIOIOM
JUIsl OLIEHKU PUCKa TI0 pe3ybTaTaM MpeHaTaJbHOro ckpuHuHra 1 tpumectpa. JlanHas Oep - 24,
cpok 14-15 Hen, mpoTEKaeT ¢ yrpo30i MpephIBaHMsl, IOIY4aeT MEANKAMEHTO3HYIO TEPAIIUIO.
Pe3ynbpTaThl npeHaTaabHOr0 CKpuHUHTa 1 TpuMectpa: ¥Y3-uccnenoBanue - 6epem 13nen, KTP-
66, HCC-162, TBII-1,7, kocTi HOCa BU3yalIU3UPYIOTCS, KPOBOTOK B BEHO3HOM IIPOTOKE-HOPMA,
perypruranm-HeT; CBIBOPOTOYHBIE MapKephl - ypoBeHb PAPP-A-0,16MoM, B-XT'4-0,59MoM,
UTOTOBBIM MHAMBUIyAIbHBIN PUCK 10 Tprucomuu 18 - 1:132.

)IIpennonokuTenbHbli 1UarHo3.

2)MeTto1bl AMATHOCTUKU IMaloH omeema:



1) buoxumuueckue OTKIOHEHHUS, BHISIBJICHHBIE IPU aHTEHATAILHOM 00CIIeI0BaHUN

Marepu

2)cbiBopoTOuHbIE MapkeEphI 2 TpuMecTpa (ADILIC,XI'Y), Y3U nmnoxa.
[TpoundpopmupoBats nanueHTKy o Hammuuu metoaa-HUIIC.

3amanue 39 [lanuenT - 6epemenHas 32 roja, )kaaod He IPeAbABISLCT, HAPaBJICHA aKyIIEPOM
TUHEKOJIOTOM JIJIsl OLIEHKH PHUCKa M0 pe3y/bTaTaM IIPeHaTaabHOrO0 CKpUHUHTA | TpuMmecTpa.
Jlannast 6epeMeHHOCTh 151, cpok 14-15 Hen. PesynbraThl mpeHaTanbHOTO CKpUHHUHTA |
TpuMectpa: ¥Y3-uccienoBanue - oepem 12-13uen, KTP-66, HCC-155, TBII-=2,0, koctu HOCa
BU3YaIIU3UPYIOTCS, KDOBOTOK B BEHO3HOM IIPOTOKE-HOPMA, PErypruTalii-HeT; CBIBOPOTOUHbIE
Mapkepsl - ypoBeHb PAPP-A-0,23MoM, B-XI'Y-0,36MoM.

1)IIpennonoxuTenbHblil TUarHos.

2)MeTo1bl IMAarHOCTUKHU.

Omanon omeema:

1) bruoxumuueckre OTKIOHEHUS, BBISIBJICHHBIE IIPU aHTEHATaJIbHOM 00CIIe10BaHUU

Marepu

2)cbiBopoTouHbIEe MapkEphl 2 TpuMmecTpa (ADILIC,XT'Y), Y3U mioxa.
[IpoundopmupoBaTs nanueHTky o Hanuuuu meroaa-HUIIC

3ananue 40 [lanuent - myxunHa 25 net. XKanoo6s! Ha c1ab0CTh B HOTaX, HApyHUIEHUE MOXOJIKH,
TPYOHOCTH MPH MoabeMe 10 jJecTHULle. OOBEKTUBHO - MICEBIOTUNEPTPOPUHN UKPOHOKHBIX
MBIIIL, BEIPQKEHHBIH JIOPJ03 MOSCHUYHOTO OTJIENa, «YTHUHAS ITOX0JKay, 3aTPYJHEHO MOJIHATHE
pyk. [Ipu BcTaBaHUU HCTIONIB3YET BCIIOMOTATeNIbHBIE TPUEMBI.

1)IIpenmnonoKuTeabHbIA TUarHo3.

2)MeTo1bl AMarHOCTHKH.

Omanon omeema:

1) G 71.0 Meimeunast quctpodus

2)JIaboparopHbiec MeTo b1 HccaeaoBanus: -OAK, Onoxumudeckuii ananus kpou, KOK,
JIAT'; -CexkBeHMpOBaHKE F€HOB HA HAJIMYME MYyTallMil, OTBETCTBEHHBIX 3a BO3HUKHOBEHHUE
HEPBHO-MBIIICUHBIX 3a00eBanuii; MHcTpymMeHTanbpHas auarnoctuka:-0XO KI' u OKI -KT,
MPT, ¥3U, penrrenorpadus -OHMI', D0I"

3ananue 41 [TauueHt - HoBopoXkieHHas, 14 cyTku, HanpasieHa B MI'K s obcnenoBanus B
cBsi3M ¢ noBbileHHueM ypoBHs HeoOlIll'- 337,5 umouns/, perectOINl - 609,3 HMOmIB/.
O06bekTuBHO: Macca tena 340r, peHoTunuueckn 6e3 0COOCHHOCTEH.

DIIpennosioKuTeNbHBIA TUArHO3.

2)MeTobl AUATHOCTUKU

Omanon omeema:

1) E25 AnpeHoreHUTaIbHBIN CHHIPOM

2) -Ha BI'KH nipoBouTcsi HEOHATaNbHBINA CKpUHHUHT-[ OpMOHAIBHBINA Mapkep Aedunura 21-
rHJIpoKcuiIasbl - yposeHb 170HP B yrpeHHuX mpob6ax kpoBu- ['opMoHanbHbIN Mapkep Aeduiurta

MUHEPATOKOPTUKOUIOB MIPH COJIBTEPSIONIEH (popMe - MOBBIIIEHNE AKTHBHOCTH PEHUHA TIJIa3MBI -
«307I0TOM CTaHAAPT» B AMATHOCTUKE HEKIaccuueckon (opmbl nedunura 2 1 -rTuapoKcuiasbl u
muddepennnanpHoi quarnoctuke peakux Gopm BJIKH - mpoba ¢ cHHaKTeHOM C oIpeieIeHueM
LIMPOKOTO CHEKTpa CTEPOUI0B-I e HeTUUECKOE TECTUPOBAHUE - BTOPOM 3Tall B COMHUTEIBHBIX
Clly4asiX U B KaYe€CTBE CEMEMHOI0 Tr€HETUYECKOTO KOHCYIbTUPOBAHUS



3ananue 42 [lanuenT - sxenmmHa 45 net. XKanoOsl Ha OBICTPYIO YTOMIIIEMOCTD, CIA00CTB,
yXyJIIEHUE MaMsATH ¥ BHUMaHUS, ApOXKaHUE NaibleB pyK. OOBEKTHBHO: qU3apTpus,
THIIEPKUHE3Bl, HHTEHIIMOHHBIN TpeMop. JIabopaTopHO: runonepyaomia3MuHeMus,
THIOATEOYMHUHEMHUSI.

1)IIpenrnonoxuTenbHblil TUarHos.

2)MeTo1bl IUAarHOCTUKH.

Omanon omeema:

1) E 83.0 bone3ns Bunbcona-Konosanosa

2)-Hanuuwue xonpua Kaiizepa-®neiinepa -Coepkanue «o0IIei» Men B CBIBOPOTKE KPOBH
O0OBIYHO CHM)KEHO MEHEee YeM Ha 12 MKI//1, OHAKO B PEIKUX CIIydasix MOXKeT ObITh U
HOpMaJbHBIM -CHIXEHNE KOHLEHTpaluu 1epynoruiasmuba Huxke 20 mr Ha 100 Mo -[loBbienue
AKCKperuu Menu ¢ Mmoyoit 6osee 100 mkr B cytku -/IHK - nuarnoctuka Ha Hanu4ue MyTalui
reHa ATP7B

3ananue 43 Ilanuent — neBouka 5 set. XKanoObl Ha 3a/1epKKY IICUXOPEYEBOTO Pa3BUTHSL.
O6bexTuBHO: 104cM/16KT, TOHKHE PEIKHE KOPOTKHUE BOJIOCHI, [UTMHHBIM TPYIIEBUIHBIN HOC,
JUTMHHBIA (PHIIBTP, TOHKASK BEPXHsIS TyOa ¥ OOJIbIINE OTTOTIBIPEHHBIE YIIIH, BEPETECHOOOpa3HbIE
MaJIbIbI PYK.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo1bl AMarHOCTHKH.

Omanon omeema:

1) uaapom Jlanrepa-I'uanona

2) CBs13b 3a0051€BaHUs C MyTaIlMEH, OTHOBPEMEHHO 3aTparuBatomieii Tpu rena: TRPSI,
EXT1 u RAD21

3amanned4 [NanueHT - manpuuk 6 jet. JXKanoOsl: Ha HU3KUM pocT. O0bekTHBHO: 104cM/ 18K,
MITO3 IBYCTOPOHHUM, aHTUMOHTOJIOU THBIN pa3pe3 riia3, HU3KO MOCAKEHHBIE YITHBIC PAKOBUHBI,
HU3KHAHA POCT BOJIOC HA 3aThUIKE, KPHUJIOBUIAHBIC CKIIAJKU Ha I1ee, Bajdbl'ycHas Aehopmarius
JIOKTEBBIX CYCTaBOB, MPABOCTOPOHHUIN KPUIITOPXU3M.

D)IIpenmnosioKuTeIbHBIA TUATHO3.

2)MeTo1bl AMAarHOCTHKH.

Omanon omeema:

1) Q 87.1 Cunnpom Hynan

2) B ropMoHaNbHOM cTaTyce — OMPEEIIAeTCs MOBBIIICHHOE COJIEpKAaHNUE TOHAI0TPOITMHOB
B IIJITa3Me KPOBH, YPOBEHb TeCTOCTepoHa cHIKeH. Onpenenenue myranuu B rene [TTTIH1 1

3ananue 44 [lanuent — pedenok 1,5 roga. OOBEKTHUBHO: Ha KOXKE TYJIOBHINA U TIOIMBIIIEYHON
obnactu nmaTHa 1BeTa «kode ¢ MoJokoM» (5-40 MM), Ha paaykHOI oOosouke y3enku Jlumia.

1)I[IpennonoKuTenbHbIi TUArHO3.

2)MeTo1bl TMarHOCTHKH.

Omanon omeema:

1) MKB-10: Q85.0 Heitpopubpomaros

2) JInarHocTrKa OCHOBaHa Ha KJIMHUYECKOM OCMOTPE, JaHHBIX

odranpmonornyeckoro oocnenoBanus, Heiiposuszyanuzamuu (KT, MPT) MonekynspHo-
reHeTHYecKas JUarHOoCTHKA- MOUCK aenenuii NF1



3ananue 45 Ilauuent - HoBopoXxAeHHBIN, HanpasyieH B MI'K 11t o6cnienoBanus B ¢BA3M €
noBbIieHueM ypoBHst HeODA-12,8mr%, perect PA-33,4Mr%. OObeKTUBHO: (DEHOTUITUYECKU
0e3 CUTHAJILHOM TUCTIACTUKH.

1)IIpenrnonoxuTenbHblii TUarHos.

2)MeTo1bl IUAarHOCTUKHU.

Omanon omeema:

1) E70 ®enunkeronypus

2) Kontpoms ypoBHst DA B kpoBu,OAK, buoxumudeckuit ananus kposu, AJIT, ACT , 1O,

onpezeneHue myrauu B rene PAH

3ananue 46 Ilanuent - manpuuk 3,5 net. )KanoObl HAa IEPHUOANYECKOE MOBBILLIEHUE TEMIIEPATYPhI
tena a0 40,5, co coB MamBbI HE MOTEET, B 1,5 1 2,5 roga CyopoKHBIA MPUTIATIOK B JIETHUI
nepuoa. OOBEKTUBHO: OOJIBIIION JIOO, peIKIe BOJIOCH, OPOBH U PECHUIIBI, KOXKA TOHKAs CyXas,
TUTIOJIOHTHS, 3yObl KOHHYECKOH (POPMBI, MHOXKECTBEHHBIN Kapuec, TOHKUE TUCTPOGUIHBIC
HOT'TH, 33JICPXKKa ICUXUICCKOTO PA3BUTHS.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeToabl IUAarHOCTHKHU.

Omanon omeema:

1) E 75.2 bone3nsr ®abpu
2) MPT, KT, V3U Bayrpernux opranos, DKI', 9xo-KI', konmudecTBeHHOE ONIpeie/ieHne

nu3ochuaTOTMIIA0B MeTo0M TMC, onpenenenre akTHBHOCTH alb(ha-raJakTo3u/1a3bl B KPOBH.
3amanwue 47 [larmeHT - HOBOpOKIeHHAs IeBouka. OOBbEKTUBHO: TUM(ATHUESCKHUI OTEK KUCTEH 1
CTOTI, MTEPUTUYM IIIEeH, SITUKAHT, aHTUMOHTOJIONTHBIN pa3pe3 1ia3, BIIC, moakoBooOpa3Has
MOYKA.

D)IIpenmnosioKuTeIbHBIA TUATHO3.

1) MeToasl TMarHOCTHUKH.

Omanon omeema:

1) Cunapowm Illepemesckoro -Tépuepa

2)MeTo1bl AMAarHOCTUKU: UCCIIEOBAHNE KapUOTHIIA

3ananue 48 [lauuent - manpuuk 5 net. O6bekTuBHO: 104cM/15KT, Kpyrioe TUI0, KIMHOBHIHBIH
POCT BOJIOC Ha N0y, TUIIEPTENOPU3M, IIHUPOKAs MEPEHOCHIIA, KOPOTKUI HOC C BBIBEPHYTHIMU
HO3JIPSAMU, ITUPOKUA QUIIBTP, ITATCBUIHAS MOIIIOHKA, KPUIITOPXU3M.

DIIpennosioKuTeIbHBIA TUArHO3.

2)MeTo1bl AMArHOCTHKH.

Omanon omeema:

1) Q 87.1 Cungpom Aapckora

2) 'enetnueckue TecThl A7 BbIsIBICHUs MyTaluu B rene FGD1

3ananue 49 [lanuent - geBoyka 5 net. XKanoObl Ha CyIOpPOTH, CHUKEHHE UHTEIICKTA.
OOBeKTUBHO: Ha JIMIIe B 001aCTH MIEK €IMHUYHBIC PO30BBIC MAMYIIbI, Ha Tele 3
JENUTMEHTUPOBAHHBIX «IIEPUCTHIX)» MATHA.

1) IlpennonoxuTenbHBIA JUATHO3.

2) MeToibl TMarHOCTUKH.

Omanon omeema:



1) MKB-10: Tybepo3Hslii CkIiepo3
2)Mertoi0B HelpoBuzyanuzanuu: KT, MPT, 331" Y3U BHyTpeHHUX OpraHOB
MonekynsapHO-TeHeTHUecKas AMarnoctTuka- nouck nenenuit TSCluTSC2

3amanue 50 [anueHT - ManbuuK S JIET, HAMPABIICH C LEIBI0 YTOUYHEHUS nuarHo3a. M3 anamuesa:
HeipocencopHas Tyroyxocts I1-1V, rematypusi, nporennypus. OOBEKTHBHO: TICUX0(DU3HUECKOE
pa3BHUTHE COOTBETCTBYET BO3pACTy, PEHOTHUIT O3 0COOCHHOCTEH.

1)IIpennonoxuTenbHblii TUarHos.

2) MeTo1ibl TMarHOCTHKHU.

Omanon omeema:

1) MKB-10: Q87.8 Cunapom Anbriopta
2) ananu3sl Mouu U KpoBH, Y3 opranos OpromHoii nonoctu, KT, MPT ronosHoro mosra.

[Mouck myranwmii B rere COL4AS B Xq22 b u COL4A3 u COL4A4 na 2q36-937

3ananue 51 Ilanuent - manpuuk 4x set. JKanoObl Ha ¢1a00CTh B HOTaX, HAPYLUICHUE MTOXOIKH.
OOBEKTUBHO: MCEBAOTUNEPTPO (DU NKPOHOKHBIX MBIIIIL, THIIEPIOPI03 TOSICHUYHOTO OTIeNa
MM03BOHOYHHKA, 3aTPYAHEHO NOAHATHE pyK. [Ipy BcTaBaHUU UCMONB3YET BCIIOMOTaTeNIbHbIE
MIPUEMBI.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo1bl AMarHOCTUKA

Omanon omeema:

1) G 71.0 Meimieunas guctpodust
2) -OAK, onoxumuueckuii ananu3 kposu, KOK, JI/II" -CekBeHnpoBaHKe T€HOB Ha HAJTHIHE

MYTaHHﬁ, OTBCTCTBCHHBIX 3a BOBHUKHOBCHUC HCPBHO-MBINICYHBIX 3a00J1€BaHNMN

3aganue 52 [lauueHt - geBouka 4x yer. M3 anamuesa: g0 1,5 et pa3BuTHE COOTBETCTBOBAJIO
BO3PACTY, 3aTE€M PErpecc MCUXUMOTOPHOTO pa3BUTHA. OOBEKTUBHO: YMCTBEHHASI OTCTAJIOCTD,
CTEPEOTUITHBIC JBMKEHUS B BUJIC «COKMMAHUS U MBIThSI PYK»

D)IIpenmnosioKuTeIbHBIA TUATHO3.

2)MeTo 1kl TMarHOCTUKU

Omanon omeema:

1)MKB-10: F 84.2 Cungpom Petta

2)MeToabl AUATHOCTUKHU: TTOUCK MyTaluu B rene MECP2

3ananue 53 [lanuent - neBouka 5 net. KanoObl Ha 60JIM B KOCTSIX, YacThble EPEIOMbI, O0JIBIION
*KHUBOT. O0bekTHBHO: 104cM/16KT, KOXkKa OiemaHast, OOJIBIION KUBOT, MeIIaTOCIUICHOMET AIHS,
BbIpakeHHas BeHo3Has ceTb. OAK: aHeMHs TpOMOOIIMTONIEHNUS JIEHKOTICHUSI.

1)I[IpennonoKuTenbHbIi TUArHO3.

2)MeTto/pl AUaTHOCTUKH.

Omanon omeema:

1) E 83.0 bone3ns ['omre

2) OAK, buoxumust KpoBH, onipeieJieHne aKTUBHOCTH OeTa-TIIIoKOIepeOpo3uIa3bl,
neracuromerpust, MPT kocreli JIHK- cekBeHupoBaHuE 3K30HOB U ITPUIK30HHBIX YUYACTKOB

UHTpOHOB reHa GBA



3amanue 54 IlanueHT - manbuuk 4 net. XKanoObl Ha 3a/IEPKKY ICUXOPEUYEBOTO PA3BUTHS, YXOT
ot o6meHusi. O0bekTUBHO: 118cM/22KT, OOJIbIIAS TOJIOBA C BEHICOKMM U IIUPOKUM JIOOM,
JUTMHHOE JIUIO C YBEIIMYECHHBIM MTOI00POIKOM, YU OOJIBIINE, KUCTH U CTOTIBI ITUPOKHE,
JMCTaNbHBIE (DaTaHTH MANbLEB TAKKE IHUPOKUE, TUIIEPMOOHIBHOCTh CYCTaBOB U
TUIEPITACTUYHOCTD KOKU. PEOCHOK HE KOHTaKTHBIN, C IPU3HAKAMH ayTU3Ma.

1)IIpenrnonoxuTenbHblil TUarHos.

2Meroapl AMArHOCTUKH.

Omanon omeema:

1) MKB-10: Q 99.2 Cunapom Maprtuna - bera (CHHAPOM JIOMKO# X-XpOMOCOMBI)

2) Ompenensiercst konmudecTBo LI T-MOBTOPOB M MX CTATyC METHIIUPOBAHUS C TIOMOIIIBIO

SHJIOHYKJICA3HOW PECTPUKIINH U Cay3epH-OJOTTUHTA.

3ananue 55 Ilanuent - myxunHa 28 net. becruioauslit 6pak - 5 net. O6bexkTuBHO: 186cM/108KT,
TETOCJIOKEHHUE TI0 )KEHCKOMY THITY, THHEKOMACTHS, KpaCHbIE CTPUH Ha KUBOTE, THUIOTLIA3HS
SIMYEK.
1)IIpennonoxuTenbHblil TUarHo3.
2)MeToabI IUATHOCTUKHU.
Omanon omeema:
1) Cunapom Kissudenbrepa
2) HccnenoBaHue KapuOTHUIA
3amanne 56 [larmeHT — HOBOpOKIeHHAs, CpouHbIe poabl. O0BekTUBHO: 26001/48CM,
MUKpoOpaxutiedanus, CHHO(PpHU3, ITTMHHBIC 3aTHYThIC PECHUIIBI, 1e(OPMUPOBAHHBIC YIITHBIC
PaKOBHHBI; MaJICHbKUN HOC, MUKPOT€HHSI, TOHKAsl BEPXHss I'y0a, poT B BUJIE TIOJyMecsIIa,
MaJleHbKUE KUCTH U CTOMbI, KIIMHOAAKTUIINS V MallblieB KUCTEH.
1)IIpenmnonoXKuTeabHbIA UarHo3.
2)MeTo1bl AMAarHOCTHKH.
Omanon omeema:
1) Kopuemus e Jlanre
2) JluarHo3 Ha OCHOBE KJIMHUYECKHUX MPOsBiIeHUH ( THIHYIHBIC YEPTHI JIUIA SBIISIOTCS
HauOoJee MUPOKO MPUHATHIM KPUTEPHUEM IS MOCTAHOBKU nuarno3a) OmnpeaeneHue
mytauuiit NIPBL, SMCIA nnmu SMC3
3)
3ananue 57 [lanneHT — HOBOpOXIeHHBIH. OOBEKTUBHO: MUKpOLIe(aus, CKOIEHHBIN 100,
TUIOTEIOPU3M, MUKPO(TaIbMHUsI, paciieirnHa ryosl 1 Heba, HU3KO MOCaXEHHbIE U
ne(pOpMUPOBAHHBIE YIIIHbIE PAKOBUHBI, MOJUJAKTHIINS MOCTAKCHAIIbHAS, «CTOTAa-KadalKay,
BIIC, MukpormneHnuc, KpunTopxusm JIByCTOPOHHHM.
1)I[IpennonoKuTenbHbIi TUArHO3.
2)MeToAbl AUATHOCTHUKHU.
Omanon omeema:
1) Cungpom DaBapca
2) UccnenoBanue KapuoTumna

3ananue 58 IlauieHT — HOBOPOXKAeHHBIH. OOBbEKTUBHO: JOHOIICHHBIH, 2800r/48cM,
MUKpoI1iedanus, aHTAMOHTOJIOUTHBIN pa3pes3 ria3, MpIIIeuHasi TUIIOTOHUS, JIYHOOOpa3HOE JTUTIO,
TUIEPTENOPH3M, a4 peOeHKa, HATOMUHAIOIINHN KOIlIaybe MSYKaHbE.

1) IlpennonoxuTenbHBIA JUATHO3.



2)MeTo1bl IMAarHOCTUKHU.

Omanon omeema:
1) Cungpom Jlesxxena (CHHAPOM «KOIIAUYbETO KPUKA)
2) UccnenoBanue kapuoTuna

3amanue 59 [Nanuent 4 net. XKanoOwl Ha 3aA€pKKY TICUXOpedeBOTO pa3BUTUsI. OOBEKTUBHO:
CBETJIBIC BOJIOCHI, TOJTYOBIE TJ1a3a, JIOJIMXOCTEHOMEIHSI, BOPOHKOOOpa3Has IpyJHas KIEeTKa,
THIEPMOOHIBHOCTD CYCTaBOB, aPAXHOIAKTUIIHS, CYOIIOKCAIUS XPYCTAITMKOB.
1)IIpennonoxuTenbHblii TUarHo3

2)MeToabl IUAarHOCTUKHU.

Omanon omeema:

3) Cunapom Mapdana

4) DxoKT, uccnenoBanue myraruii FBN1

3ananue 60 Ilanuent 5 net. X)KanoObl Ha 3aepKKY ICUXOPEUEBOIO Pa3BUTHUS, IPUCTYIIBI
HEMOTHBUPOBAHHOTO cMexa. OOBEKTHBHO: MUKpOOpaxuiieda vs, MaKpOCTOMHS, MBIIIICTHAS
TUTIOTOHMSI, TOXO0/IKA 110 THITY «MEXaHHIECKOH KyKITBD)

1)IIpennonoxuTenbHblil TUarHo3.

2)MeToabl IUAarHOCTHKHU.

Omanon omeema:

1)Cunapom AHrenpmMaHa

2) UccnenoBanre KapuoTHUIIa
3amanwne 61 IlammenT - HOBOposkAeHHBIHN, HanpaBieH B MI'K aiis o6cnenoBanus B ¢Bsi3u ¢
noBbiieHueM ypoBHst HeOIPT-90 ar/mi, perectPT-50 ar/mi, xmopuasl mota-75 MMOJIb/IT

1)IIpenmnonoKuTeabHbIA UarHo3.

2)MeTo1bl TMarHOCTHKH.

Omanon omeema:

1)MyKoBHCITHI03

2) Pentren npu poxaeHuu 3areM 1p/ron, Criuporpadus 1p/3 mec, KOHTPOIb MUKPODIOPHI
1p/3 mec, onpenenne myranuii rera CFTR

3ananue 62 IlarueHT — HOBOpOXKAeHHBIH. OO0BeKTHBHO: Macca Tena 2400r, HU3KO MOCaKCHHBIC,
ne(pOpMUPOBAHHBIE YIIIHBIE PAKOBUHBI, TOJIUXoLedanns, MUKpPOTeHHUs, KOPOTKHUE TIa3HbIE eIy,
MUKpPOCTOMUS, (IIEKCOPHOE MOJIOKEHUE NallblIeB PYK, maxoBas rpepka, BIIC. 13 anamuesa —
OEpEeMEHHOCTh MPOTEKajaa C MHOTOBOMEM, OTMEUAIach cllabas akTUBHOCTh TuIoa, Ha Y3U —
€MHCTBEHHAs apTepHs MyITOBUHBI, MaJI€HbKAasl IUIALICHTA.

1)[IpennonoKuTenbHbIi TUArHO3.

2)MeTo1bl TMarHOCTUKH.

Omanon omeema:

1)Cunapowm Ilatay

2) UccnenoBanue KapuoTumna

3ananue 63 IlanueHT - 6epemenHas 42 jet, cpok OepeMeHHOCTH 18 Henenp, naHHas
6epemenHocTh 3 (1 u 2 — MmenukameHTo3HbIe a00pThl). KOoHCYnbTHpYETCS 1O pe3ynbpTatam



IIpeHaTaJbHOr0 CKpuHUHIa 1 Tpumectpa. Beisiinensl Y3U mapkepsl: BojasHKa moaa, TBII-8mm,
yposenb PAPP-A-0,49MoM, B-XI'Y-1,11MoM.

1)IIpenrnonoxuTenbHplii TUarHos.

2)MeTo/1bl AMArHOCTUKH.

Omanon omeema:

1) O35.1. XpoMOCOMHBIE aHOMAJIMH Yy TUI0J1a (TIpeATioaraeMbie), TpeOyromme

MIPEOCTABICHUS MEAUIIMHCKONW TOMOIIIY MaTEpH.

2) VHBa3uBHas npeHaTalbHas JUArHOCTUKA

3ananue 64 Ilanuent - manpunka 12 net. )KanoObl Ha 607U B HOTaX, MPUCTYIIBI CEPALIEONEHUS.
OOBEKTUBHO: JOJUXOCTEHOMENHUS, TPYIHON KU(OCKOINO03, TUIIEPITACTUYHOCTD KOXKH,
«TaIMpPOCHBIE» PYOILIbI Ha TOJIEHAX U B 00JACTH KOJICHHBIX CYCTaBOB, FUIEPIIOIBUKHOCTD
KPYIIHBIX U MEJIKHX CyCTaBOB, IPOJ0JIbHOE MJIOCKOCTOIHE.

1)IIpennonoxuTenbHblii TUarHos.

2)MeToabl IMAarHOCTUKHU.

Omanon omeema:

1)Cunnpom Dnepca-/lannoca

OxoKI', MonekynsipHo-reHeTHueckoe uccienoBanue «Hacnencrsennsie 3a00sieBanme
COEIMHUTEIIBHON TKAHW

3amanwue 65 [lamueHt - geBouka 5 neT. XKamoObl Ha )KUAKUN 3TOBOHHBIN CTYII, B3JyTHE KUBOTA,
norepro Beca. M3 anamHe3a: nmepBbie CUMITOMBI ¢ 11 Mec. rmocie paciupeHus NUTaHus, co CJI0B
YKUJKAN CTYJI BO3HUKAET MMOCie ynoTpeOiaeHus xineda, neuenbs. OobektuBHO: 100cm/12KT, KOXKa
OyieHast, MBIIIEYHAs] TUIIOTOHUS, OOJIBIION KHUBOT

1)IIpenmnonoXKuTeabHbIA UarHo3.

2)MeTo 1kl TMarHOCTHKH.

Omanon omeema:

1)AHTHTENA K TKAHEBOW TpaHCAMUHA3€e, aHTUTENA K TIHOJUHY, THTUTENA K SHIOMU3HUIO U
PETHUKYIIMHY, TECT Ha 00IIHit OeoK, TecT Ha ansOymuH; HLA tunuposanre DQ2/DQ8

3ananue 66 [larueHT - HOBOPOKIEHHAsA HAa 5S¢ CyTKHM OTKa3 OT €Jibl, pBOTa, CyJJOpOrd, Ha 6e
cytku B APO MeTabonuueckuii KeToanua03 U TUIIOTIUKEMUs, Ha 7€ CYyTKU — AeTUApaTali,
nporpeccupytomias jeraprus. OObeKTUBHO: OT MAIUEHTa UCXOIUT crienuGuIecKuit
CIIaJIKOBAThIN 3amax.

DIIpennosioKuTeIbHBIA TUArHO3.

2)MeTo1bl TMarHOCTHKH.

Omanon omeema

1)bone3ns «kneHoBoro cupomnay (Jleimuos)

2) l'azoBas xpomarorpadus 00pa3oB MOUYH; AMUHOKHUCIIOTHI TJ1a3Mbl (TIOBBIIIIEHHE
alon30JieninHa) - B pa3padbotke; JIHK- nuarHoctuka (4acTeie MyTaluu

B rerax BCKDHA, BCKDHB)

3amanue 67 Ha ocMoTpe peGeHOK 5 JIeT - TeJIeKaHT, FeTepOXPOMUs PAIYKKH U BOJIOC HA IOJIOBE,
HeifpoceHcopHas Tyroyxocts III-IV ctenenu. B pogocnoBHoii - y MaTepu cenast npsiib, y Opara

TYTOYXOCTb.



1)IIpenrnonoxuTenbHblii TUarHos.
2)MeTobl TMarHOCTHKH.
Omanon omeema

1)Cunnpom Baapnenbypra
2) I[I/IaFHO?; YCTaHaBJIMBACTCA HA OCHOBAHWH KIIMHUYCCKUX JaHHBIX, U3YYCHHA CeMEMHOTO

aHaMHe3a, MOJIEKYJISIpHO-TeHeTHYecKoi nuarnoctuku, ¥Y3U rnaza, MPT, KT

3ananue 68 Ilanuent — manpuuk 1,5 rona. )KanoObl Ha cyXOCTh U HIENYLIEHUE KOXU.
OOBEKTHBHO: KOKa CyXasi ¢ OOJIIIMMH TEMHBIMH YeITyHKaMH M BBIPA)KCHHBIM THIIEPKEPATO30M
B 001acTH pa3ruOaTeIbHBIX MOBEPXHOCTEH JIOKTEBBIX U KOJICHHBIX CYCTaBOB.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo1bl IUAarHOCTUKHU.

Omanon omeema

1)BynbrapHslii HXTHO3

2)/lnarsos cTaBUTCS HA OCHOBAHUU KJIMHUKU

3ananue 69 Ilamuent - pedeHok 1 roga. OOBEKTUBHO: BRIpAXKEHHAS 3a/IePIKKa
TICUXOMOTOPHOTO Pa3BUTHSA, CyJIOPOTH, MBIIIIEYHBIA TUIIEPTOHYC, CKPYUYEHHBIE JIOMKHE BOJIOCHI.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo1bl AMarHOCTUKA

Omanon omeema

1)Cunapom Menkeca
2)KT, MPT, 331" MosekyasipHO-TeHETHUECKOE nccaeaoBanue nouck myramuiit ATP7A

3ananue 70 Ilaruent - neBouka 6 ser. XKanoObr: Ha HU3KUH pocT. OOBEKTUBHO:
104cMm/ 18T, MTO3 IBYCTOPOHHUN, aHTUMOHTOJIOMIHBIN pa3pe3 Ii1a3, KpbUIOBUAHBIC CKIIAJKN Ha
iee, BaJbrycHas eopmaiiusi JOKTEBBIX CYCTaBOB.

DIIpenmnosioKuTenbHbINA TUArHO3.

2)MeTo1bl AMAarHOCTHKH.

Omanon omeema

1) Cunapowm llepemesckoro -Tepuepa

2) HccnenoBaHue KapuOTHUIIA

3aganue 71 ITanument- 1,5M mec. XKanoOsl: mioxas npubaBka B Bece, CHUKEHHBIN alIeTuT,
cpbeiruBanue. Poauiicst ¢ KIIMHUYECKOHW BPOXKIEHHON KUIIEYHOH HempoXoauMocThio . Hanoxena
uineocroma. [lo ctome onpezensercs BOASHUCTOE KHILIEYHOE COJIEPKUMOE C HKUPHBIM OJIECKOM.
B Teuenue nocnenHeil Heaenu oTMeuyaeTcs Kallesb, Temrneparypa HopmaibHas. Co ¢JI0B MaMbl
KOa peOeHKa UMeeT BBIPaKEHHBIH COJICHBII BKYC

1)I[IpennonoKuTensHbIi TUArHO3.

2)MeTto/pl AUarHOCTUKU

Omanon omeema
1)MykoBuCIH103
2) Onpezenenue ypoBHs XJIOPHUIOB M0TA, KOTIPOrpaMMa, aHaJIM3 Kajla Ha MaHKPeaTHYeCKyIo
aNIacTasy, Uccie0oBaHue YacThiX MyTanuii B rene CFTR



3ananue 72 Ilanuent - myxunHa 23 roga. XKanoOsl Ha Oecruionue. B neTcTBe yacToie
pecnupaTropHbie 3a00J1€BaHUs1, CHHYCUTHI. I [pOBOAMINCH MyHKIIMU BEPXHEUYETIOCTHBIX Na3yx. [1o
JTAHHBIM CIIEPMOTPAMMBI — a300CTIEPMHUS

1)IIpennonoxuTenbHblii TUarHos.

2)MeTobl AUAarHOCTUKU

Omanon omeema
1)MykoBucuio3
2) uccnenoBanue yacTeix Myrtanuii B reae CFTR

3ananue 73 Ha npuem oOparunach MaTh peOeHKa ¢ pe3yiabTaTaMi HEOHATAJIbHOTO CKPUHUHTA.
Manbuuk 8 nHelt xku3HU. JKanoObl Ha )KENTYIMIHOCTh KOXKHBIX IOKPOBOB, CPBITUBAHUE, KU JIKUH
ctyn. [lo pe3ynbraraM HEOHATAJIBLHOTO CKpPUHHUIA: 00IIas rajlakTo3a KpOBH 27 MI/ai

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo1bl TMarHOCTUKU

Omanon omeema

I)l'anakrozemus

2) aHanu3 aKTUBHOCTU (hepMeHTa ranakro3o-1-pocdar-ypuaunrpanchepassr (I'AJIT),
JHK-mnarnocruka (resa GALT)

3ananue 74 Ilanment-neBouka 1,5 ner. C 3 qHsA *KU3HHA pEUAUBUPYIOIINAE U306l PBOTHI,
CIYTAaHHOCTH CO3HaHMs. HabmomaeTcss HeBpOJIOTOM B CBSI3M C 3aIEPKKOM pa3BUTHS. B kpoBu
oTMeuvaercs metabonmdeckuid aruao3. TMC kposu: C3 MOBBIIICH, aMUHOKHCIIOTHI B MOYE —
MOBBIIIEHUE METUIMATIOHOBON KHUCIIOTHI

) IpenmnonoXkuTenbHbIN JUArHO3.

2)MeTo1bl TMarHOCTUKU

Omanon omeema

I)MetunManoHoOBas aluaypust

2) MonekynspHO-T€HETUYECKOE UCCIIEJIOBAHHE

3aganue 75 [auuent 20 queit sxku3nu. Haxogutces B APO ¢ KIMHUKON MOJTMOPraHHOM
HJIOCTAaTOYHOCTH. B Bo3pacTe 5 CyTOK KM3HU COCTOSIHHE peOSHKA PE3KO YXYAIIUIOCH 32 CUET
HapacTaHus HEBPOJOTUYECKOW CUMITOMATUKU B Buje cunapomMa yraerenus LTHC,
reHepaIn30BaHHbBIX Cyopor B kpoBu oTMeuaeTcsi MeTaboIn4YecKHil TakTaT-anua03. B Mmoue
MaIMEHTA MOBBIIICHA KOHIIEHTPAIMS 3-THIPOKCUIIPOITMOHOBAS KHCIIOTa

) IpennonoKuTeNIbHbIN JUArHO3.

2)MeTo1bl TMarHOCTUKH

Omanon omeema

1)[IponmoHoBast anuaypus

2) TMC, npoBenenune cekBeHupoBanus merogoM NGS, Bimtouatoruecs B ce0st rensl PCCA
un PCCB

IIK-6
3amanue 1. MncTpykuus: BeiGepuTe 01H NpaBUIIbHBIN OTBET
AHoManuel pa3BUTHS, HE HapyIIAOUTyI0 (PYHKIMIO OpraHa u He TpeOyrolel JedeHue,
Ha3bIBAIOT
1. Manyro aHOMaJIHIO pa3BUTHS



wn

o RE

Maunbdopmaruio

Hucruiazuro

ATtpesuto

Omanon omeem: Majlyro aHOMaJIUIO Pa3BUTUS

3ananue 2. UncTpykius: Beibepute 0uH npaBUiIbHbIA OTBET
He aBnsiercs nokazanuem s IPOBEACHUS LIUTONEHETUYECKOTO UCCIIEI0BAHMS

Oecmioaue

BBIKU/IBIIIIN HA pAHHUX CPOKAaX OEpeMEHHOCTH

HaJU4YMe XPOMOCOMHBIX 3a00J€BaHUN y OJM3KUX POJACTBEHHUKOB POJAUTENICH
JICYCHUE COMATUYECKUX 3a00JICBaHUIA MaTEePH BO BpeMs OEpEeMEHHOCTH

Omanon omeema: 1e4€HNE COMAaTHUECKUX 3a00IEBAHUI MAaTEPU BO BpeMs OEpEMEHHOCTH

3ananue 3. Unctpykus: Beibepute ouH npaBUIbHBINA OTBET

B~ e

HenocraTtounocts kakoro gepmenta npuBoaut K pazsututo MIIC tun 1V:
renapad-N-cynbdaraza

apwicynbdaTasbl b

N-areTns-rasakTo3aMuH-6-CynbdaTta3sl

HEJ0CTaTOYHOCTh KUCIION anb(a TITFOKO3U1a3h]

Omanon omeema: N-aneTmin-ranakTo3aMuH-6-Cynbdarassl

3amganne 4. UncTpykuus: BeiGepure o1uH MpaBUIbHBIN OTBET

anli ol

HenocraTounocts kakoro depmenTa npuBoaut K pazputuio MIIC tun VI:
naypoHaT-2-cynbdaTassl

apuncynbdatasbl b

renapaH-N-cynbdartasa

HeA0CTaTOYHOCTb Kncaoi anbda rNMOKO31aa3bl

Omanon omeema: apuncynbdarassl b

3amanue 5. UHCcTpykus: BeiGepure oIH MpaBUIbHBIN OTBET

Hapymenne kakoro ¢epMeHTa NpuBOAMT K pa3BUTHIO Oone3Hu Bosbmana:
1. HegOCTaTOYHOCTD JTM30COMATBHOMN KUCIIOH JIUTa3bl
2.HEI0CTaTOYHOCTh MTIOKO3WITpaHchepassl 1
3.HEeI0OCTaTOYHOCTh OeTa-TIIOKYPOHUAA3HI

4. memocratounocts apUIICyNb(aTasbl b

Omanon omseema. HEAOCTAaTOYHOCTH JIM30COMAIbHOM KHCIOH JTUIa3bl

3ananue 6. UncTpykuus: BeiGepuTte 01H NpaBUIbHBIN OTBET

I[I/Ial"HOCTI/ILIeCKI/IC KpUTCpUU 0oiie3nn Bonbmana:
1. moBeIICHUE 3(1)I/IpOB XOJICCTCpUHA, TPUTTITULCPHUIO0B B IICUCHU.
2.TIOBBIIIICHHUE CbIBOPOTOYHOI'O TpaHC(i)eppI/IHa
3. CHIKEHHE aKTUBHOCTH FJIIOKOSI/IHTpaHC(I)CpaBBI

4. wmenocrarounocts apuicyibgparassl b

Omanon omeema NOBBIIICHUE 3(bI/IpOB XOJICCTCPUHA, TPUTTIULCPUAOB B IICYCHU.

3ananue 7. UHcTpykuus: BeiOGepuTe 0 MH NpaBUIIbHBIN OTBET



Hapymenne kakoro ¢pepMeHTa NpUBOAUT K pa3BuTHiO Oosie3nu Kpaboe:
1. HEJOCTAaTOYHOCTH KHCJIOH JTHUTIAa35I
2.HEJI0OCTaTOYHOCTh TITFOKO3WITpaHchepassl 1
3. HEeZI0CTaTOYHOCTh TATAKTOIePeOPO3HIa3bI

4. wmenocrarounocts apuiICyib(parassl b

Omanon omeéema HeOCTAaTOUHOCTH IaJIAKTOLEPEOPO3UIa3HI

3ananue 8. MHcTpykius: Beibepute ouH npaBUIbHBINA OTBET
Ha xoncynbramuio B MI'K oOGparuiiack cembsi 0 MOBOy HEJOCTATOYHOCTH KUCIIOM

[IIIOKO3Ua3bl U KUCJION ManbTasbl y pedeHka. Ha kakoe 3a00seBaHNe yKa3bIBAIOT
JTaHHBIE U3MEHEHMUSI:

1.6. Kpab606e
2.0. ®abpu
3.0. [Tomrie

4. 6. Boapmana

Omanon omeema. 0. Ilomme

3ananue 9. Unctpykius: Beibepute ouH npaBUibHBIA OTBET
YpoBeHb TeTEPOIIa3MUH — 3TO

1. crenens s3kcnpeccun mytanuu MT/JHK
2.TPOIIEHTHOE COOTHOIICHUE MyTaHTHOHN M HopManbHOU MT/IHK B KiteTke wimm TkaHu

3.1oKa3aTellb YyBCTBUTEIBHOCTH TKAaHU K SHEPTOACPUIIUTY

Omanon omeema. NMPOLIEHTHOE COOTHOIIEHNE MyTaHTHOU B HOpMalibHOW MT/IHK B

KJIICTKE NJIM TKaHH

3amanne 10. UacTpykuus: Beibeprre oauH MpaBUIIbHBINA OTBET
OCHOBHOM KpUTEPHI TMArHOCTUKA MUTOXOHIPHUAIBHBIX 3a00JICBaHUI

1. KITMHUYECKHI
2. MOp(OJIOTUUECKHMA
3.UTs yCTAaHOBJICHHS TarHO3a MCIIOJIb3YETCsl KOMIUIEKC KPUTEPUEB

4. BuoxuMuyeckuit
Dmanon omeema. s yCTAHOBIICHHS MATHO32 UCIIOB3yETCs KOMILIEKC KPUTEPHEB

3anmanue 11. Mnctpykuus: Beibepure oiMH NpaBUIBHBIN OTBET
OCHOBHBIE METO/IbI JICUCHHUSI MUTOXOHIPHAIBHBIX 3a00JICBaHUI

1. aHTHOMOTHKOTEpAIUS B COUETAaHUM C HA3HAYEHHUEM NPeOUOTUKOB

2.aKTUBaIM IEPEHOCa AIEKTPOHOB B JbIXaTENbHOM 11eNH, KOPAKTOpHas Tepanus
3.TeHHas Tepanus

4. depmenT3amMecTUTENbHAS TEPATTHS

Omanon omeema.aKTUBaIUs NEpCHOCA SJICKTPOHOB B JIBIXaTeIbHOM OCIIN, KO(I)aKTOpHaH
TCpanunsia

3amanue 12. MHcTpykuus: Beibepure oluH NpaBUIbHBINA OTBET
Ckonbko anmutces npueM Bpava-renetuka MI'K npu o6cneioBaHnn 0THON CEMBbHU:

1.2 gaca
2.1 yac 15 mun



3.15 mun
4.30 MuH

Omanon omeema. 1 gac 15 mun

3ananue 13. MHcTtpykuus: BeiGeprure oiMH NIpaBUIbHBIN OTBET
CBIBOPOTOYHBIE MapKephl 1 TpumecTpa Ha cpokax 11-14 Hen:
1. A®II, XT'Y, Dctpuon
2.PAPP-A, Bfree-XI'Y
3. ADII, Dcrpuon
4.PAPP-A, Dctpuon

Omanon omeema:. PAPP-A, Bfree-XTI'Y

3ananue 13. MHctpykuus: Beibepure oauH NpaBUIbHBIN OTBET
Jliig kakoro 3a00seBaHUsI TUETOTEpAIHUsl ABJISETCS OCHOBHBIM METO/I0M JICUEHHUS:
1. Helipopubpomaros
2. (QEeHUIKETOHYPHS
3. YMCTBEHHasi OTCTAJIOCTh C JIOMKOH X-XpOMOCOMO
4. c.Ilaray
Omanon omeema yMCTBEHHAsA OTCTANIOCTh € JJOMKOW X-XpOMOCOMOM

3amanue 14. Unactpykuus: Beibeprre ouH MpaBUIIbHBIA OTBET
MyKOBHUCIII03 OTHOCST K HACJEACTBEHHBIM HapYILICHUSIM:

1. oOGmeHa aMHHOKHUCIOT

2. oOMeHa MeTallJIoB

3. (ysKOmit 1M30cOM

4. cuctemMbl MEMOpPaHHOTO TPAHCHIOPTA

Omanon omeema CUCTEMBI MeM6paHHOFO TpaHCIIOpTa

3amanue 15. UuacTpykuus: Beibeprre ouH MpaBUIbHBIA OTBET
Tun naciaenosanust AI'C:

ayTOCOMHO-JIOMUHAHTHBIN

ayTOCOMHO-PELIECCUBHBIHI

X-CIIETJICHHBINA PeleCCUBHBIN

AHOMAaJIMs B CUCTEME XPOMOCOM

Mo e

Omanon omeéema ayTOCOMHO-PELIECCUBHBIN

3ananue 16. Uactpykuus: BeiGepure ouH NpaBUIBHBIN OTBET
CHEIHATbHBIMU TUETaMU MOJIaeTCs KOPPEKIIUU

1. MykoBucuumo3

2. TamakTo3zemMus

3. AJpeHOTeHUTANbHBIN C-M

4. BposkJIeHHBIN THIIOTUPEO3

Omanon omeema I'anakTo3eMus



3ananue 17. Uuctpykuus: Beibepure oiMH NIpaBUIbHBIN OTBET
Jiis moarBepxkaenus JJHK- nnarHocTuku HaCIeICTBEHHBIX 00JIe3HE 00MEHa, BKITIOYCHHBIX B
IporpamMMy HEOHATaJIbHOTO CKpUHHHTA, HeoOxoumoe kommdecTBo JIHK nanbGonee
1eJ1eco00pa3HO MOTYIHUTh U3

1. TxaHeBBIX OHONTATOB

2. 10 MJ CBIBOPOTKH KPOBH

3. IlsarHa kpoBU Ha GUIBTPOBANBHON Oymare

4. IlyHKTaTta KOCTHOTO MO3ra

Omanon omeema I1sTHa KpoBU Ha GUIBTPOBATILHOMN Oymare

3ananue 18. MHcTpykuus: BeiGepure oauH NpaBUIbHBIN OTBET
B Menuko-reHeTn4ecKoi KOHCYNbTAllUK JaHHBIA METO]I PUMEHSETCS BO BCEX cydasx 0e3

HCKITIOUEHHS:
1. KinHHKO-TeHealornYeCKHi
2. IHUTOTEHETHYECKUH
3. MOJIEKYJIIPHO-T€HETUICCKHIA
4. OHMOXMMHUYECKUN

Omanon omeema: KIMHUKO-TeHeaIOTHYECKUI

3amanne 19. UnacTpykuus: Beibeprre oauH MpaBUIbHBIA OTBET
CBIBOPOTOUYHBIE MapKephl | TpuMecTpa Ha cpokax 11-14 Hen:

1. A®II, XT'Y, ScTpuon

2. PAPP-A, Bfree-XI'U

3. A®II, Dcrpuon

4. PAPP-A, Dctpuon

Omanon omeema: PAPP-A, Bfree-XT'U

3amanue 20. Mnctpykuus: Beibepure oiMH NpaBUIBHBIN OTBET
CkoJ1bKO mmuTcs ipreM Bpada-renetnka MI'K npu o6cnienoBanuy 0HOM CEMbH:

1. 2 4aca

2. 1yac 15 mun
3. 15 Mun

4, 30 MuH

Omanon omeema: 1 gac 15 mun

3anmanue 21. MHcTpykuus: Beibepure oluH NpaBUIbHBINA OTBET
Ecnu B ceMbe Tu1aHupyeTCsl poKI€HUE IETEN, TO Bpay:
1. He nomxen o0cyxaaTh ¢ MAIUEHTOM 3TH BOIIPOCHI



2.

3.

4.

JlomKeH cOOOIUTh TeHEeTUYECKYI0 HH(OPMAIIMIO O AIIMEHTE €ro Cymnpyry 6e3 ero
COTJIACHSsI, TOJIBKO €CIIH CYIPYT 00 3TOM CIPOCUT

JlomkeH 00s13aTeIbHO COOOIIUTE TEHETHYECKYIO0 HH(POPMAIIUIO O MAIUEHTE ero CYyIpyry
0e3 coriacus naueHTa

Jomxen nHGOPMHUPOBATH MALMEHTA O €r0 MOPAILHOM JIOJITE COOOIIUTH TeHETUIECKYIO
nHpopMaIHio o cede Cynpyry

Omanon omeema: JlomxeH NHGOPMHUPOBATH MAIUEHTA O €TO MOPATIBHOM J0JITe
COOOUINTH TEHETHYECKYIO0 HH(POPMAIIHIO O ceOe CyNpyry

3ananue 22. nctpykuus: BeiGepure oauH NpaBUIbHBIN OTBET
OcHOBHOH 3a/jauell CKpUHIUHIa HOBOPOXACHHBIX Ha (DEHUIIKETOHYPHIO SBIISETCS:

1.

2.
3.
4

[IpenaranpHas AMarHOCTUKA 3a00JIEBaHUS B OTSTOIIEHHBIX CEMbSIX
CHuxeHnue yncia O00JbHBIX B MOMYJISIUN

BrisiBnenue 00JIbHBIX A€TEl U OpraHu3alus X JICUEHUs
BrIsiBIIEeHME reTEpO3UTOTHBIX MyTalui

Omanon omeema: BrisiBIIeHHE OOJILHBIX JIETEH W OpraHU3AIMS X JICUCHHS

3amanue 23. UucTpykuus: Beibeprre oauH MpaBUIIbHBIA OTBET
OaHMM U3 OCHOBHBIX MOJX0JI0B, UCIIOJIb3yEMBIX JJI cOOpa NaHHBIX I MOHUTOPUHTA
BPOKJIEHHBIX IOPOKOB PA3BUTHS, SIBIISIETCS:

1.

2.
3.
4

KoroptHeiit MeTo1

dukcanus Ciy4yalHbIX HaXOJ0K
Meton «Ciny4aii-KOHTPOJIb
COop maHHBIX 1O 0OpaNIaeMOCTH

Omanon omeema:. KoropTHbI METOT

3amanue 24. Uuactpykuus: Beibeprre ouH MpaBUIbHBIA OTBET
HewunBasuBHOe mpeHaTaibHOE TECTUPOBAHHUE aHEYTIIIOUINH OCHOBAHO Ha

aHanuse

1. xomwmitHocTH QeransHor IHK, nupkynupyomieil B KpOBOTOKe OepeMEHHOM KEHIINHBI,
METOJIOM MacCOBOT0 MMapajuIeIbHOIO CEKBEHUPOBAHMS

2. MUKPOJUCCEKIUHU U MeTaa3sHOM aHaNIM3€e KJIETOK M0, UPKYIUPYIOMIHUX B
KPOBOTOKE OepeMEHHOM KEHIIIUHBI

3. untepdaznom FISH-ananuze kapuotrna eTanbHBIX KIETOK, IUPKYIUPYIOLIUX B
KPOBOTOKE OepeMEeHHOM KEHIIIUHBI

4. ananuze uucia konuii ¢pparmentos JJHK miogHoro nmpoucxoxaeHus B KpOBOTOKE

6epeMeHHOﬁ KCHIIHUHBI MCTOIOM CpaBHHTeHBHOﬁ T€HOMHOM FI/I6pI/I,[[I/I3aI_II/II/I Ha
MHUKPOUYHUIIAX BBICOKOTO pa3pCHICHUS

Omanon omeema: xonutHocTH GeransHoit JJHK, mupkynupyromiei B KpOBOTOKe
OepeMeHHOM KEeHIHHbI, METOJOM MAaCcCOBOT0O MapalIeIbHOIO CEKBEHHUPOBAHUS



3ananue 25. MHctpykuus: Beibepure oMH NIpaBUIbHBIN OTBET
Ocy1ecTBieHrEe KOHTPOJIS KaYeCTBA JACATEIIbHOCTH MEIMKO-TEHETUYECKOM CITyKObI, BKIIIOYAst
nabopaTOpHBIE TEHETUYECKHUE UCCIIEIOBaHNS, HEOOXOMMO ISl pealin3aliy STHIECKOTO
MPUHIUTIA

1. aBTOHOMMM JUYHOCTH

2. OnaronesHUS

3. CrIpaBeTMBOCTH

4. He NpUYMHEHMS Bpeaa

Omanon omeema. He IPUUUHEHUS Bpea

IK-6
3agaHusi OTKPBITOrO THIA
3amannii 1 [IpuHIUIIBI IeUeHUS HACTIEACTBEHHBIX 00JIe3HEeH

Omanon omeema: [lpu ne4eHnN HACIEICTBEHHBIX O0JIE3HEH MMOJHOCTHIO COXPAHSIETCS
MIPUHIIMI €70 WHAUBUAYAJIbHOCTH, BEIb Bpay JIeUuT "He 00Jie3Hb, a 601bHOr0". IlpH nevenun
HaCJIEICTBEHHBIX 00JIE3HEN HAI0 OBITh 0COOEHHO BHUMATEILHBIM B COOJIIOIEHUN ITUYECKUX U
JICOHTOJIOTUYECKUX TTPUHITMIIOB B OTHOIIIEHUH TTAIIMEHTA M YJICHOB €ro ceMbu. Benp gacTo uuer
peYb O TSHKEIBIX XPOHUYECKUX OOTBHBIX C JETCKOTO Bo3pacTa.ClI0KHOCTH STHOTPOITHOTO
JIeYCHUS HACJIEICTBEHHBIX 0O0JIE3HEH OUEBUIHBI, XOTS YK€ UMEIOTCS MHOTOYHCIICHHBIE
BO3MOJKHOCTH JUISI UX TIPEOJIOJICHHMS], CO3/IaHHbIE YCIICIITHBIM CEKBEHUPOBAHHEM T€HOMAa M HOBBIM
HAMpaBJIECHUEM B TEOPETUUYECKON U KIMHUYECKON MEIUIIUHE - TeHHOU Tepanuen. [Ipu
HACJIEICTBEHHBIX O0JIE3HAX MAaTOTEHETUUYECKUE METO Ibl HanboJiee 000CHOBAHBI, XOTSl OHU U HE
MIPOTUBOMOCTABISIOTCS CUMITOMAaTHYECKOMY JICUEHHIO. [[J1s1 MaToreHeTH4ecKoro JeueHus
HACJIEICTBEHHBIX 00JIE3HEH B MOCIETHUE T0AbI MPUMEHSIOTCS MPUHLIUITNATIBHO HOBBIE TIOIXOIbI,
OCHOBaHHbBIE Ha JOCTH)KCHUAX MOJIEKYISIPHONU U OMOXMMHYECKON IreHeTHKH.

3ananue 2 HBO yrineBomoB. O0miast KIMHUYECKas: XapaKTePUCTHKA.

Omanon omeema: OOIIAs KIMHUYECKAs XapaKTEPUCTHKA: TPYIHOCTH BCKapMJIMBaHUS,
HapyIIeHHE TJI0TaHUsI, 3aTIHYBIASCS JKEJITyXa, CPhITMBAHMS, PBOTA, AHAPES, MBIIIICUHAS
TUTIOTOHUS, TIJI0Xask MpUOaBKa B BECE, TeMaTOMETINS C MPU3HAKAMHU ITE€YEHOYHON
HEJIOCTATOYHOCTH (TUIepOnInpyOrnHEeMHsI, TIOBBIIIICHUE aKTUBHOCTH TpaHCAMHUHA3), C1ab0CTh,
BSUIOCTh, CIUICHOMETJIUS, THUITOTJIMKEMUS U CBSI3aHHBIE C HEW CYJOpPOTH.

3aganue 3 'anakro3zemus. Knnnnka. Jleuenue.

Omanon omeema: BuI3bIBaeTCs MyTaleil B reHe raiakTos3o-1-
docharypunununtpanchepassl (GALT), HakanmuBaeTcss METaOOIUT, SBISIONINICS TOKCUYHBIM
JUTSL TICUSHH U TIOYeK. MeTaboUT TakkKe MOBPEXKIACT XPYCTAIUK TJia3a, MPUBOIS K KaTapakTe.

JleueHue nopazymMeBaeT MOJHOE UCKIIIOYEHNE MOJIOKA U MOJIOUHBIX ITPOJYKTOB U3 pallMoOHa.
1:20 000.

3a,Z[aHI/IC 4 cDpyI(TO3eMI/I$I O6ma;1 KIIMHUYCCKad XapaKTCpUCTHUKaA.

Omanon omeema: Bri3biBaeTcs MyTalueit B rene anbaonassl B (ALDOB). V 6onbHBIX
OTCYTCTBYET (epMEHT, HEOOXOUMBIN AJIs paciieruienus GpykTossl. B pesynbrare B
OpraHu3Me HaKaruIuBaeTCs MOOOYHBIN MPOIYKT PPYKTO3bI, OIIOKUPYsT 00pa3oBaHUE
TJIMKOT€HA, a TAaKXkKe ero MpeoOpa3oBaHue B TIIOKO3Y ISl UCTIOJIb30BAaHHUS B Ka4eCTBE
SHEpruu. TUIMYHBIE CUMIITOMBI: CHJKEHUE YPOBHS caxapa B KPOBH, OTJIIMBOCTb,
CIIYTaHHOCTb CO3HAaHMS U MOPAXKEHUE MOYEK. JIeUeHHe 3aKI04aeTCsl B UCKIIOUEHU U
(bpYKTO3BI, caxapo3bl U cOpOUTA U3 pallMOHa, KYMTMPOBAHUE TUTIOTIIMKEMUI TITIOKO30H.



3amanue 5 bonesnu HakomaeHus raukoreHa OO0Imas KIMHUYECKask XapaKTepUCTHKA.

Omanon omeema: rpynna HbBO yrineBomoB, KOTOpbIE XapaKTEPU3YIOTCS H30BITOYHBIM
HAKOIUIEHHEM TJIMKOT'€HA B Pa3IMUYHbIX OPraHax U TKAHAX BCIIEJICTBUE
HEI0CTaTOYHOCTH/OTCYTCTBHS (DEPMEHTOB, y4aCTBYIOIINX, IPEUMYIIECTBEHHO, B
nporecce ero pacmierieaus Y tumos 11, V, VII oCHOBHBIM CUMITTOMOM OOBIYHO
sBisieTcs cinabocth (Muomarus). Uto kacaercs tunos I, 111 u VI, ux cumnromamu
SIBIISIFOTCS TUTIOTJIMKEMUS M BBIIISTYMBAHKE )KUBOTA (TIOCKOJIbKY M30BITOK aHOMAIILHOTO
[JIMKOT€HAa MOYKET MPUBECTU K YBEIMUYEHUIO NIEYEHHU ). [ UMOorankeMus BbI3bIBaeT
MIOTJINBOCTh, CIIyTAaHHOCTh CO3HAHUs, @ UHOT'/Ia CyJJOPO’KHbIE MPUNaJKU U KoMy. pyrue
MOCJIEICTBUS /7S I€TE€H MOTYT BKJIIOUYATh 33J€PKKY POCTa, YacTble MHPEKIUHU U S3BbI B
MIOJIOCTH pTa U KHUILEYHHUKA. boJe3HN HaKOMIeHUs TIIMKOTeHa, KaK IPAaBHJIO, BHI3BIBAIOT
HaKOIUUIEHHE MOYEBOM KUCIIOTHI B CYCTaBax, YTO MOXKET IIPUBECTU K PA3BUTHUIO [101Arphl,
U B IIOYKAX, YTO MOXKET MPUBECTH K 00pazoBaHuto kaMHel. Tun V (6one3us Map-
Apnns), Tun VI (6one3ns Opa), Tun VIII (6one3ns Tomicona). Taxxke n3BecTHO 0
HEJAaBHO OTKPBITHIX (popMax, HacieyeMbIx X-crerienHo (tun 1X). Jluarnoctuka
TJIMKOT€HO30B OCHOBBIBAETCS HA ONIPEICIIEHNH TIIIOKO3bI, JIAKTaTa, MOYEBOU KUCIOTHI U
TpaHCaMUHAa3. «30JI0THIM CTAaHAAPTOM» TUArHOCTUKHU TJIMKOT€HO30B CIIYKUT
oTpe/iesieHue aKTUBHOCTH HYKHOTO (pepMEHTa B TKAHU OPTraHOB MJIH B JIEGHKOIIUTAX
kpoBu. [loaTBEpKAar0IUM METOJIOM SIBJISIETCS MOJIEKYIJISIpHAsl AMarHOCTHKA. JledeHue:
nuera, boraTas yriaeBoaaMu, IpouiIakTHKa CHIPKEHUS! YPOBHSI caxapa B KPOBH C
MTOMOIIBIO YaCThIX WJIM MOYTH OECTIPEPHIBHBIX KOPMIICHHH, JieueHne crelupuueckux
OCJIOKHEHUH.

3ananue 6 Hapymenue oOMeHa coeTMHUTENbHON TKaH!. O0IIas KInHUYeCKas
XapakTepucTuka. Jleuenue.

Omanon omeema: OOImAas KIMHUYECKAs XapaKTEPUCTUKA: KOCTHBIE CHUMITOMBI
(medopmaruy TpyIHON KIETKH, TO3BOHOYHHUKA U Yepera, apaXHOAAKTHIINS, IOMKOCTb
KOCTeH), KOXKHBIE CUMIITOMBI (THIIEPPACTSKUMOCTD KOXKH, aTpo(uiIecKue CTpUH, TOHKAs
JIETKO paHUMas KOXka, KEJIOUTHbIC PyOI[bl), MBIIIEYHBIE CHMITOMBI (TUIIOTOHUS W/WIIN
TUNOTPO (UL, TPHDKU M IPOJIATICHl OPTaHOB W/WIIN MTOCICONIEPAIMOHHBIC IPBDKH), CyCTaBHBIC
CHMIITOMBI (THIIEPMOOHIBHOCT CYCTaBOB, INIOCKOCTOITNE, BBIBUXH ), TTIa3HBIE CUMIITOMBI
(TOIBBIBUX XpYCTaIMKa, MUOIINS, TOTYOBIE CKIIEPHI), CEPACYHO-COCYAUCTHIE CHUMIITOMBI
(TIpoJtanc MUTPaIBHOTO KJIalaHa /Wi JPYrUX KJIANnaHoB, BApUKO3HAs 00JIE3Hb, JIETKOE
o0pa3zoBaHue reMaToOM IPH HE3HAUYNTEIBHBIX yapax), OpOHX0-IErOYHbIE CHMITOMBI
(cTIOHTaHHBIN THEBMOTOPAKC, alMKAIBHBIE OYIIIBI), CAMITOMBI CO CTOPOHBI OPr'aHOB
OpPIOIIHOH MOJIOCTH U MAJIOTO Ta3a (IIT03 OPraHOB OPIOIIHOM TOJIOCTH, IOYEK,
nrapparManbHble TPHDKH, HEIOCTATOYHOCTD Kap UK KETyIKa, TUBEPTHKYJIbI ITHIIEBO/IA,
JOJIMXOCHUTMA, TIPOJIATIC TeHUTANH ). PekoMeH10BaHO MTPOBEICHHE KypCOBOTO JICUCHHSI
cleayromuMuy npenapatamu: CTUMYISTOPBI KOJulareHooopa3oBaHus — BUTaMuH C
(ackopOuHOBast KUCNOTA), L-KapHUTHH, COIKOCEPHI B COYETAaHUU C BUTAMUHAMU Ipymmsl B
(B1, B2, ¢ponmeas kucnora, B6) n MUKpo371€MEHTHBIMU 100aBKaMH, COAEPKAIIUMU HOHBI
Cu2+, Zn2+ Mg2+, Mn2+ u ap.; Koppekrops! HapylieHHs CHHTe3a U KaTaboJin3Ma
IJIMKO3aMHUHOTJIMKAHOB — XOHApouTuHCynb¢hat, JIOHA (riroko3amuHoCynbhaT);
Crabunmsatopbl MUHEpaIbHOTO 0OMeHa — BuTamMuH /I-3, kanbuuit; Koppekropsl
OMO’HEPreTUUECKOTO COCTOSIHUS OpraHu3Ma — MUJIIPOHAT, JTeUTHH, KopepmeHT Q10

3a,Z[aHI/Ie 7 I[I/IaFHOCTI/IKa, JICYHCHUEC, HACJICACTBCHHBIX CUHAPOMOB C IIPCUMYIIICCTBCHHBIM
HapylmcHHueM HHHleBapHTCHBHOﬁ CHUCTCMBI

Omanon omeema : JInarHocTHKa: OOIMIEKIMHUYECKUE METOBI (OCMOTpP, OOBEKTUBHOE

O6CJ'IC,Z[OBE[HI/IC, C60p Kamoo u dHaAMHC34a, pYTUHHBIC aHAJIN3bl KPOBU, MOYU U
HHCTPYMCHTAJIbHBIC I/ICCJ'ICI[OBaHI/ISI), cneun(bnqecxaﬂ OMoXHMUYECKas JUarHoCTHUKa (HaanMep,



OIIpeeJIeHne aKTUBHOCTH IJIIOKoIiepeOpo3uaa3sl pu Oose3nu [omre, onpeaeneHne KoJIu4ecTa
XJIOPUJIOB MOTA MPU MYKOBUCLU03€) U MOJIEKYJIIPHO-TE€HETUYECKHE METO/IbI
(cexBeHupoBaHue).JIedyeHue: 3THOTPONTHOE (HA JAHHBII MOMEHT MPEACTABIEHO HE IUPOKO, HO
MIOTEHIMATIBHO MOKET 3aKJII0UAThCSl B PEJaKTUPOBAHNN IT'€HOB, OTBETCTBEHHBIX 32 O0JIE3HB),
natorenerudeckoe (B ocHoBHoM 3D T: Hanpumep, npenapat «OpkaMOm» 1j1st IeUSHUS
MYKOBHUCLUI03a, UMUTIIIOIEpa3a Juls JJedeHust 6o1e3Hu ['omme) u cuMnToMaTuyecKoe.

3ananue 8 JIuzocoMublie Oose3nu. OO1as KIMHUYECKas XapakTepucTuka. [IpuHIumns
nuarnoctuku. Jleuenue.

Omanon omeema : JIBH — rpyrmina HacneacTBEHHBIX 3a00JIEBAHU, BHI3BIBAEMBIX
TEHETUYECKU 00YCIIOBJICHHBIM JIe(hDEKTOM JIM30COMHBIX TUIPOTUTHUECKUX (PEPMEHTOB,
KJIETOYHBIX TPAHCTIOPTEPOB U OEIIKOB, BXOIAIINX B COCTaB MeMOpaH. B koHeUHOM cueTe 310
MPUBOJIUT K HAKOTIJICHUIO MAKPOMOJIEKYJT U METa0O0JIUTOB B KJIIETKaX, a KaK CJIEJICTBHE K
MTOBPEXKACHHUIO OT/ICTBHBIX TKaHEH, OPraHOB U CUCTEM OpraHu3Ma.

bonbemucTBo LSD HacneayroTcst ayTocOMHO-PEIIECCUBHO, 32 UCKITIOYECHUEM
3a00JIeBaHN, KOTOPbIE HACIIEAYIOTCS CLEIUIEHO ¢ X XpoMocoMoil. K HuUM oTHocsTCS
mykonosmcaxapuao3 Xanrepa (MIIC 1) u 6one3np @adpwu, sIBIASIONIUECS PEIIECCUBHBIMU X -
CIETIJICHHBIMH 3a00JIEBAHUSAMHU, a TAKXKE CHHAPOM J[aHOHA, SIBISIONTUICS TOMUHAHTHBIM X-
CIIETVIEHHBIM 3a00seBaHueM. JlMarHoctuka: pepMeHTHast TUarHOCTHKA — OIpeJieIeHHe
AKTUBHOCTH (PEPMEHTOB JIM30COM SIBIISIETCS «30JI0THIM CTAaHAAPTOM)) JIaOOpATOPHOU
muarHoctuku JIBH. CoBpeMeHHbIe TEXHOIOTHHU TIO3BOJISIIOT OTIPEIETSATh aKTHBHOCTHh (JEPMEHTOB
JIU30COM B JICHKOIIMTaX KPOBHU, KyJIbType KOKHbBIX (prOpo6i1acToB, BOPCMHAX XOPHOHA U MSATHAX
BBICYIIEHHOU KpoBU. Jleuenue: O3T

3ananue 9 bonesnp Pedcyma.

Omanon omeema :Ilpu 3101 60E3HN B TKAHIX HaKaIuIMBaeTcs (pUuTaHOBas KUCIOTA,
KOTOpasi BJSETCS MPOAYKTOM MeTaboan3Ma xupoB. Hakomnenue GputaHoBOM KHUCIOTHI
MIPUBOJIUT K OBPEXKACHUIO HEPBOB U CETUYATKH, MOTEPE CIIyXa, OOOHSHHUSI, CIACTHYECKUM
JBUKEHUSM U U3MEHEHHUSAM B KOCTAX U Koke. CUMITOMBI 0OBIYHO TOSBIISIOTCS HA TPEThEM
JECSITUIICTUH JKU3HH, HO MOTYT HayaThCsl U 1no3ke. Jluarnoctupyrot Oose3ns Pecyma Ha
OCHOBE MOBBILICHHSI YPOBHA (puTaHOBOM KUCIOTHI. JIeueHue npemnonaraetT u30eranmue muily,
coziepskamieil pUTaHOBYIO KHCIOTY, BKIIIOYasi MOJIOYHBIE ITPOYKTHI, TOBSIMHY U OapaHUHY,
KUPHYIO pbIOy. MokeT ObITh MoJie3eH M1azmadepes, Mpu KOTOPOM U3 KPOBH yAaIseTCs
(dbuTaHOBas KUCIIOTA.

3ananue 10 Cungpowm LlenbBerepa.

Omanon omeema :Bo3HUKaeT B MJIaIeHUECTBE, CUMIITOMBI BKJIFOUYAIOT XapaKTepHbIe
yepThl nua, nedexrsl [ITHC, neMuenuuuzanuio, cy10pokHble Npunaaku (y HOBOPOKICHHBIX),
MBIILIEYHYIO TUIIOTOHUIO. Y 1eTeil MOKeT ObITh YBEIMUEHHE [IEYEHU U KUCTHI B TIOYKaX,
KOPOTKHE KOHEYHOCTH, crieluduueckas aHoMallis KOCTel, Ha3blBaeMasi SU(pU3apHOA TOUEUHOH
XOH/IpOIUCIIIa3ueil (KoTopast BIMAET Ha POCT JUIMHHBIX KOCTEH), KaTapakTa, peTUHOATHS,
noteps ciayxa, cnabocTb, OHeMeHHe U 00JIb B KUCTAX pYK U cronax. Haubonee 3Haunmble
OMOXMMHUYECKNE U3MEHEHUS TPH BCEX NMEPOKCUCOMHBIX 3a00JIEBaHUSIX, U B YACTHOCTH IIPH
cupome LlenbBerepa, BKIIOUAIOT B-OKHCICHNE OYEHb JUTMHHOLETIOYEYHBIX KUPHBIX KUCIOT.
[epBblil mar B AMarHOCTHKE MEPOKCHUCOMHBIX O0JI€3HEN BKIIIOUAET ONpeeIeHUEe YPOBHS
VLCFA B nna3zme Hatomak. Pexkomennosano onpeaenenue C26:0 u C26:1 »KuUpHBIX KUCIOT U
cooTHoteHuit C24:0/C22:0, a raxke C26:0/C22:0, noBbIIEHNE KOTOPHIX SIBJISETCS
WHIUKATOPOM JiepekTa B B-OKUCIECHUH KUPHBIX KUCIOT C OU€Hb JUIMHHBIMU LIETISIMU

3ananue 11 X-cuenneHHas aapeHOIeHKOAUCTPOHSL.



Omanon omeema:Xapaxkrepusyercs paspymenueMm Muenruta [{HC n noBpexaeHnemM Kopsl
HAJIII0OYEYHUKOB, YTO PUBOJUT K HAIIOYEUYHUKOBOU HeoCcTaTOYHOCTH. Ha ocHOBaHuu
KIIMHUYECKUX IIPOSBIICHUH, BO3pacTa /1e00Ta, CKOPOCTH HapacTaHHsI HEBPOJIOTHUYECKUX
CHUMIITOMOB 3a00JIeBaHUE MOIpa3IeisieTcsl Ha 7 (EHOTUIIOB Y MYXKUHH (JI€TCKasl, FOHOIIECKAs 1
B3pocias nepedpalibHble, aIPECHOMUEIIOHEBPOTATHS, OJIMBOIIOHTOMO3KEUKOBAs, 30 IMPOBAHHAS
HAJMOYEYHUKOBAsI HEJOCTATOUYHOCTb, ACUMITOMHAsA) U 5 (PEHOTHUIIOB Yy KEHILUH
(OeccuMmiToMHasi, JIETKast MUEIIOTIATHS, OT YMEPEHHOH JI0 TSHKETIOH MHUEJIOHEHpOTaTus ¢
BOBJICUEHHEM Ha/IIIOYEUYHUKOB WU C LIepeOpaibHbIM yJaCTUEM).

3ananue 12 Iporpeccupyromue Mpimeynbie quctpodun. Junarnocrtuka. Jleuenue.

Omanon omeema: JINarHOCTUKA OCHOBaHA Ha JIaHHBIX aHAMHE3a, KIIMHUKU U
JIOTIOJTHUTENIBHBIX HccieioBaHusAX. O MUONIATUN CBUIETENLCTBYET aHAMHES - CITy4au
3a0oJieBaHUs B ceMbe nIpobania. Kpome Toro, y KpOBHBIX POJICTBEHHUKOB OOJIBHBIX MUOIIATHEN
00HapyKMBAIOTCS MPU3HAKYU JUCIIIA3UU: HEPE3KO BBIPAXKEHHBIE aTPO(UU MBI,
runopeduiekcusi, yKopoueHne WK YIJIOTHEHUE OTJENIbHBIX MBIIILI, IIUPOKOE CTOSIHUE JIONATOK,
LIECTUIATIOCTh, aHOMAJIMM KOCTHOTO cKelieTa. TUIMMYHO Havaso 3a00JIeBaHMsI B IETCKOM HUJIU
FOHOIIECKOM BO3pacTe, MPOKCUMAaJIbHBIN TUI pacnpeesieHus aTpodun, TaHHbIe OMOXUMUYECKUX
uccinenoBanuil. [loBpieHa aKTUBHOCTH pssia GEPMEHTOB - KpeaTnH(ochoKuHAa3bI,
aMUHOTpaHc(epas U ajiaba0sa3bl. B KpOBU 1 MBIIIIAX YBETUUUBACTCS COACpKAHHIE
MMAPOBUHOTPATHON U MOJIOYHOM KHUCIIOTHI, YMEHBIIIEH YPOBEHb JIIMOHHON KHCIIOT B KPOBU. JTH
MIOKa3aTelId pacCCMaTPUBAIOTCS KaK BEChbMa XapaKTepHbIE OMOXUMHUYECKUE OCOOEHHOCTH,
CBOMCTBEHHbIE BCEM (popMaM MHOIATUH. BajkHbI Takke JaHHbIE JIEKTPOMUOTPapUIECKOrO
UCCIIEIOBAHUS - KOHCTaTUPYETCS CHUKEHHE aMIUIUTY/Ibl OMONIOTEHLIMANIOB, OJU(a3HOCTh U
YKOPOYECHHE [UIMTEIBHOCTH OJMHOYHOIO IMOTEHIUATIA.

3ananue 13 dakomaTossl. OOmas xapakrepuctuka. J{uarnocruka. Jleaenue

Omanon omeéema: IIUTMEHTHBIC TISITHA BRISIBIISIIOTCS YoKE MPH POk aAeHUU. OHE 0OBIYHO
0OHAPY)KUBAIOTCS HA CKPBITHIX MOBEPXHOCTSIX Tena. OMyX0Jid KOXKH MOTYT HPOSIBIISATHCS B BHIIC
MECTHOH CJIOHOBOCTH, MHOKECTBCHHBIX y3JI0BATBhIX 00pa30BaHUI MM MACCHBHBIX
MUTMEHTUPOBAHHBIX KOXKHBIX pazpactanuu. [Ipu y3noBaroii opme HelipohudpoMaTosa y3ioB
Ha TeJIe MOKET ObITh OT HECKOJIBKUX 10 HECKOJIBKUX ThICsY. OMyX0JId HEPBOB MOTYT OBITh
Pa3HOil JOKAIN3AIMH, Yallle MOPAKAIOTC HEPBbI KOHEYHOCTEH. [0 X0y HEpBHBIX CTBOJIOB
OTMEUAKOTCS CMHUYHBIC WIIH MHOXKECTBEHHBIC YTONIIICHUS WK AU(y3HbIC YTOIICHUS
nepudepruuecKux HEPBOB. ITH y3JIbl O0JIC3HCHHBI, €CITH UCXOST U3 UYBCTBUTEIILHBIX BOJOKOH,
1 0e300JIe3HEHHBI, €CITH UCXOAT M3 IBUTaTeIbHBIX BOJIOKOH.. Helipo pubpomaro3 Hepeako
COYETaeTCs C APYTUMH OIyXOJSIMA — apaxXHOHMICHI0TSIIMOMAMH, STICHIMMOMAaMH,
acTPOIMTOMAMH, CIIOHT'HO-01acToMaMu 1 Jip. B passutun HelipopruOpOMaTO3HBIX TKAHEH
NPUHUMAIOT Y4acTHE KaK COOCTBEHHbBIC HEPBHBIC BOJIOKHA, TAK U COCAMHUTEIHPHOTKAHHbIC
AIIEMEHTHI 3H0- U niepuHeBpus. [Ipu neHTpasbHOM HeipoGrudpomMaTo3e HepeaIKo B Kope
00JIBIIIOTO MO3Ta, a TAK)Ke B OCIIOM BEIIECTBE HAXOAT CKOTUICHHS Y3€JIKOB JTUCIIIIACTHUCCKUX
TMTAHTCKUX TJIMO3HBIX KJIETOK. Hanudue atux atunuii conmxaet 60s1e3Hb PeKiTuHray3eHa ¢
TyOepo3HBIM CKJIepo30M bypHeBmuIs. JIeueHne OOJBHBIX XUPYPTUIECKOE TPU HEOOIIBIIIOM
KOJIMYECTBE y3JIOB, & TAKXKE B CIYYasX CIABJIMBAHUS OMyXOJIbIO )KU3HEHHO BAYKHBIX
o0pa3oBaHMIA.

3ananue 14 J[narHoctuka, JJe4eHUE, HaCIEICTBEHHBIX CHHIPOMOB C IIPEUMYIIECTBEHHBIM
HapyIIEHUEM OpraHa 3peHHUs

Omanon omeéema:JInarnocTika HacIeICTBEHHOM aTpoduu 3puTeIbHOTO HepBa JleGepa
Y JIOMHMHAHTHOM aTpo(uu 3pUTEILHOTO HEPBA OCHOBBIBACTCS HA KIIMHUYECKUX HAOIIOICHUSX.
MonekysipHbI TeHETHUECKUI aHAIN3 MOKET BBIIBUTh MHOXKECTBO MYTalLlMi, XapaKTePHBIX JUIS
o0oux 3a0oseBanuii. OTHAKO BBICOK PHCK JIO)KHOOTPHUIIATEIBHOTO pe3ysbTaTa, MOCKOJIbKY Ha
CETOJHSAIIHUMN JEHb MOTYT CYLLIECTBOBATh MYyTallH, /111 KOTOPBIX MOJIEKYIISIpHAsL JUArHOCTHKA



eme He pazpaborana.Eciu y 00J1bHOTO 10103peBaeTcs HacAeACTBEHHAsE aTPOHs 3pUTEIILHOTO
HepBa Jlebepa, eMy peKOMEHIyeTCsl TaKkKe MpoBecTH eKkTpokapaunorpaduro (OKI) st
BBISIBJICHUS COITYTCTBYIOIIETO HAPYIICHUS TPOBOIUMOCTH cepala.yY MarueHTOB ¢
HACJIeJICTBEHHOW ONTHYECKOH HelponaTueit JleGbepa, KOPTUKOCTEPOUIbI, BATAMUHBI U
AHTHOKCHJIAaHTHI HE TIOKa3au 3((EeKTUBHOCTH B 60pb0e ¢ Ooie3Hpt0. HekoTopyro

3¢ dEeKTUBHOCTD TTOKA3aJI0 TPUMEHEHUE UIeOCHOHA HA paHHEH CTaIuu 3a00JICBaHUSI.
[enecooOpa3zHOCTh UCKIIOYEHHUS (PAKTOPOB, KOTOPHIE MOTYT HETATUBHO CKa3bIBATHCS HA
MIPOIYKIIMA MUTOXOHAPUSMU JHEPTHH (HAIpUMep, TabaK, alIkOroJIb, 0COOCHHO B OOJIBIIMX
KOJIMYECTBAX), HE JOKa3aHa, HO TEOPETHUECKH ONpaBIaHa. boJbHBIE C MATOIOTHAMU CEPACYHON
Y HEPBHOW CHCTEM JIOJKHBI OBITh HANPaBIICHBI K CIICIIHATNCTAM

3ananue 15 JluarHocruka, geyeHue, npo(uaakTuka HacleICTBEHHBIX CUHPOMOB C
MIPEUMYIIIECTBEHHBIM HapyllIEHUEM KOKH, BOJIOC, TOJAKOKHOM KJIETYaTKH, HOTTE!

Omanon omeema:K nanHol rpyIine MOKHO OTHECTH NPOTEPOUIHBIE CUHIPOMBI:
[Iporepust Bb13bIBaeTcs cnopanudyeckoil myranueit LMNA-rena, KoTopblil KogupyeT 0enok
(mamuH A), 06ecrieunBaroNIui MOJICKYISIPHYIO TIOJIIEPIKKY KJIETOUHBIX sanep. JdedexT oenka
MIPUBOJIUT K HECTAOMIIBHOCTH Sipa MpH JEJIEHNU KIETOK U paHHEN TH0eNy BcexX KIETOK Tena.

Cpennuit BO3pacT HACTYIUIEHUS cMepTu — 14,6 5eT; mpudnHa, Kak MpaBujio, — 3a00JIeBaHuUs

KOPOHApHBIX apTepUI U COCYA0B I'OJIOBHOTO MO3ra. MOTyT pa3BUTHCS PE3UCTEHTHOCTD
K UHCYJUHY U aTepockiepos. Ciaeayer OTMETUTb, YTO Jpyrue mpoOieMbl, CBsI3aHHbIE C
HOPMaJIbHBIM CTapeHHEeM (HalpuMep, yBEJTMUEHNE pUCKa pa3BUTHSI paka, IereHepaTUBHBIH

apTpUT), OTCYTCTBYIOT.

3aganue 16 Atakcus @puapeiixa

Omanon omeema:BO3HUKAET B PE3yJIbTaTe MYTAllMU T'€HA, BBI3bIBAIOIIECH aHOMAIILHOE
nostopenue B JIHK nocnenoBarensnoctt GAA B reHe FXN Ha anuaHOM 1171€9e 9-11
xpoMocombl; reH FXN komupyetr MUTOXOHIpUanbHBIN Oenok ¢parakcuH. KommdectBo ['AA-
noBTopoB B rene FXN y nui, He cTpagaromux atakcueit @puapeiixa, HAXOIUTCS B IMaNa30He OT
5 1o 38 pa3; TeM He MEHee Y JIMI] C 3TUM 3a00JIeBaHUEM TIOCIIeIOBATENHHOCTD [T AA MOXKeET
noBTOpsATHCA OT 70 10 > 1000 pa3. Tun Hacaeg0BaHUS — AyTOCOMHO-PELIECCUBHBIM.
[ToHmxeHHbIN ypoBeHb (hpaTakCHHA MPUBOIUT K YPE3MEPHOMY HAKOIUJICHHIO JKeJie3a B
MUTOXOHJAPUSX U HapylleHuto ux GpyHkunonupoBanus. [Ipu atakcun Opunpeiixa
HEYCTOWYMBOCTH MPHU X0/Ib0€ HAYMHACT MPOSBIATHCSA B Bo3pacTe 5—15 jeT, K KOTopo# 3ateM
MIPUCOEIUHSIOTCS aTAKCHUS B BEPXHUX KOHEUHOCTSX, AU3APTPHS U Mape3bl (IPEUMYILECTBEHHO B
Horax). Yacto cTpaaeT HHTEIUIEKT. TpeMop, eciiu U UMEETCsl, TO BBIPAKEH HE3HAYUTENBHO.
OTmeuaroTces TakKe yrHeTeHHe ITyOOKUX pedIeKCOB U BhINAJeHNE BUOPAIIMOHHON U
MPOIPHUOLICTITUBHON YyBCTBUTEIHLHOCTU. YacTO BBISBIISIFOTCS SKBUHOBapycHas fedopManus
CTOTIBI (KOCOJIANOCTh), CKOJINO3 U mporpeccupyromas kapanomuonarus. K 30 rogam nmanyeHTs
MOTYT OKa3aThCsl MPUKOBAHBI K MHBAIMAHON KoJsicke. [IpuunHoOil cMepTH, 0OBIYHO B CpeHEM
BO3pACTe, YaCTO OKA3bIBAIOTCS ApUTMHUH U Cep/IeYHasi HEIOCTATOUHOCTb.

3ananue 17 CnuHolnepeOesipHble aTaKCUH

Omanon omeema: (CLIA) cocTaBistOT OOJIBIIYIO YACTh JOMHUHAHTHBIX aTaKCHH.
Knaccugukamus 3Tux aTakcuii HEOJHOKPATHO TepecMaTprBajIach Mo Mepe MOJTy4YeHHUs] HOBBIX
3HAHUH OTHOCUTENIBHO X T€HETUYECKUX XapakTepucTuk. K HacToseMy BpeMeHn
UACHTU(PHUIMPOBAHO KAK MUHUMYM 44 pa3uyHbIX JIOKYyca, 0kojo 10 U3 HuX coaepxar
noBTopsAoLIMecs nocienonareabHoctu pacumpennoit JIHK. IIpu nexkoropsix popmax CLIA
Habmoaercs yBenndenue uncia CAG-noBTopoB (Kak u mpu 0osie3HU [ eHTUHTTOHA),
KOJMPYIOIINX aMUHOKHUCIOTY riryramMmuH. Kiimnndeckue nposisnenust CLIA paznoo6pa3zusl. [Ipu
HEKOTOPbIX popmax Hanbosee pacrpocTpaHeHHBIX CLIA HaOIr01a€TCSI MHOKECTBEHHOE



MOPAKEHUE PA3INYHBIX OTJENIOB IEHTPATIbHOMN 1 epr(EepHUUECKO HEPBHOM CUCTEMBI C
pa3BUTHEM TMOJMHEHPOTIATHH, TUPAMHTHON CUMITOMATHKHA CHHIPOMA OECITOKOMHBIX HOT U,
6e3ycnoBHO, aTakcuu. [Ipu Hekotopbix CIIA nMeeT MecTo ToIbKO Mo3keukoBas atakcus. CLIA
3 Tumna, u3BeCTHas TaKke Kak 0osie3Hb Mauamno—/[o3ed, BO3MOKHO, SBISETCS CAMBIM
pacmpoCTpaHEHHBIM BapUAHTOM ayToCOMHO-HoMuHaHTHON CIIA B MupoBom macmrade. Ee
CHUMIITOMBI BKJIFOUAIOT B €05 aTaKCHIO, MAPKUHCOHU3M, AUCTOHUIO (MHOT/AA), TI0IepTUBAHUS
MBIIIIIT JTUIA, OTATEMOTUICTHIO, XapaKTEPHBIC «BBIMTYYCHHBIC) TIIa3a.

3ananue 18 HacneactBennsle cnactuueckue naparvieruu. OOuas xapakrepuctuka. Jleuenue.

Omanon omeema:HacnencTBeHHas criacTuyeckasi aparuierus BKIoJaeT B ce0s
IPYIILY PEIKUX HACIEACTBEHHBIX 3a00JI€BaHU, KOTOPBIE XapaKTEPU3YIOTCSI IPOTrPECCUPYIOLIUM
CIMHAJIbHBIM HECETMEHTAPHBIM CIIACTUYECKUM I1ape30M HOT', HHOTJ]a COYETAIOIIUMCS C
YMCTBEHHOM OTCTAJIOCThIO, CYJOPOKHBIM CHHIPOMOM M IPYTMMHU CUMIITOMAaMHU. J[MarHo3
YCTaHaBJIMBAIOT HA OCHOBAHUHU KJIMHUYECKUX MPOSBICHUNA U UHOT/A C TIOMOIIIbIO T€HETHYECKOTO
uccienoBaHus JledeHne CHMITOMATUYECKOE, B TOM YHCIIE NTpenapaThl Uil YMEHbIIEHUS
cnacTuyHOCTH. JleueHue Bcex GopM HaACJIEICTBEHHOM CIaCTUYECKOM Maparieruu
cumrnromatuyeckoe. C 1eIbl0 YMEHBIIIEHUS CITACTUYHOCTH MPUMEHSIOT OakiodeH B g03e 10 mr
MEepOpaIbHO 2 pa3a B CYTKH C BO3MOKHBIM MOBBIIIEHUEM JT03UPOBKH 110 40 MT mepopajibHO 2
pasza B CyTKH IpH He0oOXxoauMocTH. K anpTepHaTUBHBIM MpernapaTaM OTHOCST Jua3ernam,
KJIOHA3eraMm, JTaHTPOJICH, O0TYJIOTOKCHH (0OTYJIOTOKCHH Tuna A wiv tuna B) u TH3anuuH.
OuznoTepanus U pU3NUECKHUE YIIPAKHEHHUS] MOTYT IOMOYb MOJIEP’KUBATh MOIBHKHOCTD U
MBIIIEYHYIO CUITY, YITYYIIUTh JUana30H IBUKEHHS U BBIHOCIUBOCTb, YMEHBIIUTH YTOMIISIEMOCTD
Y IPeIOTBPATUTh criazMbl. HEKOTOPBIM MalieHTaM MpUrok1at0Tcs MIMHbI, TPOCTH WIIN
KOCTBLIH.

3aganue 19 Jluarnoctuka, JieueHue, HaCIEACTBEHHBIX CUHAPOMOB C MPEUMYILIECTBEHHBIM
HapyIIeHUeM KOCTHO-CYCTaBHOW CUCTEMBI

Omanon omeema:OCTEOXOHIPOINUCIUIA3US BKIIOYAET aHOMAJIbHBIA POCT KOCTEH WU
XpAIIIa, YTO MPUBOTUT K HEJOPA3BUTHIO CKEJIETA, YACTO KOPOTKUM KOHEUYHOCTSIM U
KapJIUKOBOCTH. [lMarHo3 cTaBsT Ha OCHOBAaHWH JJAHHBIX MEIUIIMHCKOTO OCMOTpA,
peHTreHorpaduu 1, B HEKOTOPBIX CIIy4asiX, F€HETHIECKOTO TecTUpoBaHus. JleueHue
xupyprudeckoe. OCHOBHbBIC TEHETHYECKUE ASPEKThI OBLIIN BBISIBJICHBI IPH OOJIBIITUHCTBE
OCTCOXOHIPOAUCIUIA3Ui. MyTaluu 0OBIYHO BBI3BIBAIOT U3MEHEHUE (QYHKITUH OCIIKOB,
YYaCTBYIOIIMX B POCTE U Pa3BUTHUU COCIMHHUTEIILHON TKaHH, KOCTCH MJTM XPSIIIIEBOW TKaHHU.
KapnaukoBocTh — 3aMeTHO HU3KUH pocT (y B3pocioro < 4 ¢yros 10 mroiimos [1,2 M 25 cm]),
4acTO CBSA3aHHBIN C HEMPOMOPLUUOHATLHOM JUIMHOM TYJIOBHUIIA U KOHEYHOCTE.
AXOHIpOTIUIa3Us SABJSICTCS HanOO0JIee paclpoCTPaHEHHBIM U U3BECTHBIM TUIIOM KapJIUKOBOCTH C
KOPOTKHMH KOHEYHOCTSIMU, HO CYIIECTBYET M MHOTO JPYTrUX TUIIOB, 00YCIOBIEHHBIX HHBIMU
TeHEeTUYECKUMU IPUYUHAMH, C APYTUM TE€UEHHUEM U MPOTHO30M. JleTanpHas KapIuKOBOCTb C
YKOpOYE€HHEM KOHEUHOCTeH (TaHatodopHas AUCILIa3us, BEI3BAHHAS MYTAIMSIMH TOTO e IreHa,
YTO U MPU aXOHPOTUIA3UH) BBI3BIBACT TSXKeEINbIe IehOpMallii TPYTHON CTEHKU U AbIXaTeIbHYIO
HEJIOCTATOYHOCTh Y HOBOPOXKIEHHBIX, UYTO IPUBOJUT K cMepTHU. JIeueHne: B HEKOTOPBIX Cydasx
PEKOMEH/IOBAHO XUPYPrUUECKOE YUIMHEHUE KOHEYHOCTH, XUPYPruueckasi KOppeKuus
negopMaIuu uiv IpoTe3upoOBaHUEe CyCTaBa.

3amanue 20 Knunuka. Jlnarnoctuka, jedyeHue, npopuiakTHKa HaclIeICTBEHHBIX CHHIPOMOB C
MIPEUMYIIECTBEHHBIM HapyIIEHHEM MOYENOJIOBON CUCTEMBI

Omanon omeema:Bpoxnennas auchyHKius kopsl HaanouyeuHukos (BJIKH) —sto
rpyImna ayToCOMHO-PEIIECCUBHBIX 3a00JIEBaHHM, XapaKTePU3yIOLIUXCS 1e(hEKTOM OJHOTO U3
(hepMEeHTOB WM TPAHCTIOPTHBIX OENIKOB, MPUHUMAIOIINX YYaCTHE B CHHTE3€ KOPTHU30J1a B KOpe
HagnoveunukoB.Yactora BJIKH B P® cocrasnsier, no pazusiM gaHHbeIM, OT 1:5000 mo 1:12000
HOBOpOXIEHHBIX. [TonoxurensueiM pesynbtaroM HC Ha B/IKH siBisiercs npessiieHue



IIOPOTOBBIX 3HAYEHUM 17-ruApOoKCUIIPOreCTEPOHA, KOTOPBIE ONIPEIEIEHBI A1 KaXK 01
nabopatopun. HC na BJIKH no3BossieT tuarnoctupoBaTh kiiaccuueckue Gopmsl nedunura 21-
TUIPOKCHUIIA3bl, KOTOpbIE BCTpeyatoTcs 0osee yeM B 90% ciryuaeB. OCHOBHOE JIeueHUE
MAIMEeHTOB ¢ Kiaccuueckoit popmoit BJIKH, BrisiBiasiembix npu nposenennn HC, 3akimrouaercs B
MO>KM3HEHHOM NMPUMEHEHUH TIIOKOKOPTUKOCTEPOUIOB C LIEIbIO 3aMEeIICHHUs Ae(hUInTa
9H/IOT€HHOT'0 KOPTHU30Ja U M01aBJIEHUSI U30bITOUHOTO CUHTE3a aHJAPOT€HOB B HA/IIOUYEUHHUKAX.

3amanue 21 Hacnencreennas manpbadbcopOius (ommenoit kuciaotsl (HMOK).

Omanon omeema:3a00jieBaHNE XapaKTepru3yeTcs AeGuimuTomM GoIueBoi KUCIOTHI U3-
3a HapyIICHUs BCAChIBaHUS (OJIATOB B KMIIECYHUKE M HAPYIICHHS TpaHCHOpTa (posmeBoi
KHCJIOTBI B HCHTPAJIbHYIO HCPBHYIO CUCTCMY. CHUMIITOMBI BKJIOYAIOT 3aACPIKKY pa3BUTUA,
AHEMHIO, BO3MOXKHBI JICUKOTICHUS 1 TpOM6OIII/ITOHeHI/I$I, Jauapes, FI/IHOI/IMMyHOFHO6y.]'H/IHeMI/I$I u
APpYrue MMMYHOJIOTUYCCKHUEC I[I/IC(i)YHKHI/II/I, MMPUBOJAIINEC K I/IH(l)CKHI/IHM, Yalie BCETo
HHCBMOHI/ICTHOﬁ ITHEBMOHUHU. HeBponoquecm/Ie MPOABJICHUA BKIIFOYAIOT 3a/ICPIKKY Pa3BUTUA,
KOTHUTUBHBIE U JIBUTATEIIbHBIE PACCTPOMCTBA, PACCTPONCTBA MOBEJCHUS U CyOpoTH. Jlnarunos
HM®K nono3peBaercst y mpobaH/ia ¢ Meraio6JacTHON aHeMHUel, HU3KOM KOHIICHTpaIuen
(hos1MeBOM KUCIOTHI B CIMHHOMO3IOBOM KHUAKOCTH (JIaXKe MOCJIe KOPPEKIIUH KOHIIEHTPALUU
CbOJ'II/IeBOI\/’I KHCJIOTHI B CBIBOpOTKe); MMOATBCPKAAOIIUM METOJOM JUArHOCTHUKU SBJIACTCA
MOJIEKYJISIPHO-TEHETHIECKOE HCCIIEIOBAHNUE, BBISIBIISIONICE MTATOTCHHBIC BAPUAHTHI B
reae SLC46A1, mpoayKT KOTOpOTO OTBEUYAET 3a BCachlBaHHUE (DOJTUEBON KUCIIOTEHI.

3amanwne 22 Cunnpom ['pucdexa-Umepciaynna.

Omanon omeema:ITo peKOe HACTIESICTBEHHOE ayTOCOMHO-PEIIECCHBHOE 3a00JIeBaHNE,
xapakTepu3ytomieecs 1ehunuToM BuTaMruHa B12, 00ycioBiIeHHOE CeEKTUBHBIM HapYIICHHEM
€ro BcachIBaHWs B KuIlIeYHHKe. Hapyienne BcachiBaHus BUTaMuHa B12 B 1OIB3IONTHOM KHUIIIKE
00yCIIOBJICHO MyTallieil B 0HOM K3 IBYX reHoB — kyousauae (cubilin — CUBN) na 10
xpomocome uin amarnonsecce (amnionless - AMN). beskwu, 3akoaupoanusie CUBN u AMN
bOopMHPYIOT KJIETOYHBIH perenTop cubam, KoTopblit 00HApY)KHUBACTCs Ha YIHTEPOILIUTAX B
MIOJIB3/IONITHOM KUIIKE, AITUTENN POKCHMATBHBIX TOYEYHBIX KaHAJBICB M HA KJIETKAX
*enTouHoro memika. Cubam yyactByeT B CBsSI3bIBaHUHM BUTaMuHa Bl2kuieunnke.3abosieBaHme
0OBIYHO JIMArHOCTHPYETCS B BO3PACTE OT HECKOJIBKUX MECSIIEB JI0 YETHIPHAIIATH JICT.
Knuanueckue nposiBIeHUsS MOTYT ObITh HecTIeM(UISCKUMU B BUJIE OJICTHOCTH, YCTAJIOCTH,
neduimTa Macchl Tela, YacThIX PECIUPATOPHBIX U JKEITYIOYHO-KHUIIeUHbIX HHpekuui. [Ipu
o0cIIeZIOBaHUY BBISBIISICTCS MAKPOIIMTAPHASI aHEMUS U IPOTEHHYpHs. HeBponorudeckas
CHUMIITOMATHKa BCTpevaeTcs peiko./[narno3 6asupyercs Ha BBISBICHHH y PEOCHKA
MaKpOILUTAPHOH, TUIICPXPOMHOM, MeTrano0IacTHOW aHeMuH, AeduiuTa Butamuaa B12 u
UCKITFOUEHHUSI IeuImuTa GOITUEBON KUCIOTHI JJAOOPATOPHBIM METOI0M. /10 HACTOSIIEr0 BpEMEHU
nuarHo3 |GS ycranaBimMBaeTcs yTeM MCKITFOUCHUS IPYTUX MPHYUH JeHUIIUTa
uaHkoOanamMuHa. J[uaruo3 MO)HO Bepu(UITMPOBATH HA OCHOBAHUH JJAHHBIX MOJICKYJISIPHO-
TCHETUYECKOTO MCCIICIOBAHUSI.

3ananue 23 Butamun D-3aBucumsiii paxut. 1-it tun

Omanon omeema:BuTaMuH D-3aBUCUMOTO paxuTa 00yCIOBIEH UMEIOIIIMCS
MOYEYHBIM JePUITITOM 25-0KcuXxoseKanbiindeposa-1-ruapokcuiassbl ¢ HEAOCTATOYHBIM
obpazoBanueMm 1,25-nuokcuxonexansiuudepona. Jebunut 1-anbha-ruapokcuaazsl MovYeKk
3aKOHOMEPHO MPUBOAMT K HegocTatouHomy cuHTedy 1,25(0OH)-Ds, conpoBoxkaatoiemycs
HapYIICHUSIMH BCACHIBAHUS KaJbIHs B KUIICYHUKE (TUTIOKANBIIMEMHS ), UTO SIBJISIETCS IPUUUHOM
BTOPUYHOTO THUTIEpIIapaTupeosa u HapyleHuid hpochopHo-KanpireBoro ooMena. Pesynpratom
MIEPEYNCIICHHBIX U3MEHEHUH SIBIISIOTCS PaXUTONOA00HbBIE nehopmannu ckeneta. Passutue 2-ro
TUIa BUTAMUH D-3aBHCUMOT0 paxuTa sIBJISIETCA CIAEACTBUEM MMEIOIIEHCS HEUYBCTBUTEIbHOCTH
opraHoB-muuieHel (koxu, nouek, JKKT, ckenetHoit cuctemsr) k 1,25-
JTMOKCHXOJIeKaNbIndepony (TIpyu OTCYTCTBHH HAPYIIEHUI CUHTE3a STOTO BayKHEHIIIEro



MmetabonuTa). [lockonbky oOpa3oBanne MeTaboIUTOB BUTaMHHA D HE HapyIIeHo, coiep:KaHue
1,25-qurunpoxcuBuramuna D3 oka3piBaeTCs B IpeiesiaX BO3PaCTHOW HOPMBI.

Juarnoctuka: 1) OHOXUMHUYECKOE OIIPE/ICTICHUE YPOBHS COJIEpKaHus B KpOBH (00IIero u
noHm3upoBanHoro) Ca (oTMmeuaetcst cHkeHUe ypoBHs obmero Ca go 1,7-2,0 MMoub/1,
Heopranndeckux gocharoB — ymepernoe camkenue 10 0,8—0,9 MMOIIB/TT B CHIBOPOTKE KPOBH);
2) ompeneneHue ypoBHS aKTHBHOCTH I1en049HO# ocdaTassl (ILID) kpoBu (He MOBBIIIACTCS HITH
OTMEYaeTCsl JIUIIb HE3HAUYNTEIFHOE TIOBBILICHHE);

3) ompeseneHre ypoBHsI SKCKPEIMHU KallbLMsl ¢ MO4O (cHIKeHue Boiaenenus Ca o 0,3
MMOJIb/24 4aca);

4) uccnenoBaHue ypoBHs (CyTOUYHOI) SKCKpELMU aMUHOKHUCIIOT ¢ MOYOM (runepaMuHoaluypus,
nocturatomas 1,0—1,5 r 3a 24 ygaca);

5) coneprxkanue 25-rugpokcuBuramuna D3 B kpoBu (N = 12-56 Hr/mi);

6) ompenenenue ypoBHs 1,25-nmuruapokcuButamuia D3 B kpoBu

7) pertreHorpadus

3amanue 24 Jlucnunuaemun. uarsocruka. Jleuenue.
Omanon omeema:KnuHuueckas KapTUHA YaCTO BKJIIOYAET:
PanH010 runepxosiecCTepuHEMHIO, KOTOPAs MPU 3TOM HE MOITAETCA TEPANUU CTaTUHAMUA
KcanTomsl 1 kKcaHTeIa3Mbl, BOSHUKAIOIINE YK€ B JIETCTBE W/MJIM HEOOBIYHBIX MeCTax (TISATKH,
KOJICHH, JIOKTH, SITOHIIBI)
Pannee nauano arepockneposa u UbC
[Tonreepxaaromeid IMArHOCTUKOM SBIISIETCS MOJIEKYJISIPHO-TE€HETUYECKUM aHaIu3.
Jleuenue: cOrIacHO peKOMEHAALMSIM 10 BEJACHUIO JUCIUNUAEMHUN (THIIOIUITHIEMUYECKHE

CpencTBa, 1ueTa)

Samanue 25 bonesns Bunscona-KonoBanosa

Omanon omeema: BpoxaEHHOE HapylIeHHe MeTa00IM3Ma MM, TIPUBO/IAIIEE K
TSDKEJTBIM HACJIEICTBEHHBIM 0O0JIC3HSIM IIEHTPAIbHOW HEPBHOM CUCTEMBI U BHYTPEHHHX OPTaHOB.
3abosneBaHue MepeacTcs o0 ayTOCOMHO-PEIeCCHBHOMY THIY. boJie3Hb 00ycioBieHa
HAaCJIEACTBEHHBIM Ae(PEKTOM OJTHOM U3 Mellb-TpaHcnopTupyromux ATda3 P-tuna.
CrnencTBrueM reHeTHYecKoro nedexTa sSBiseTcs HapyluieHne QyHKIMH BHYTPUKICTOYHOTO
TpaHCHIOPTa MEAU. DTO BEJIET K CHIYKEHHUIO SKCKPELIMU MEIU C KETYbI0 U HAKOIUICHUIO €€ B
renarouuTax. C muuien B CyTKM MOCTyNaeT 2-5 MT MEJId, KOTOpas BCaChIBAECTCS B KUIIICYHUKE U
MOCTYINAET B NI€YEHb, I'JIE CBSI3bIBACTCSI C CHHTE3UPYEMBIM MEUEHBIO LIEPYIOTIA3MUHOM U
IKCKPETHPYETCS € KENUbl0. B HOpME SKCKpEIHsi MEJIU C JKETYbI0 2 MT' B CyTKH, NPU O0JIE3HH
Buiibcona-Konoanosa — tonpko 0,2-0,4 Mr, 4TO IPUBOJUT K MOBBIILIEHHOMY HAKOIUIEHUIO MEJIU
B opranmu3Mme. [Ipu 6o1e3uu Briibcona-KoHoBanoBa cTpasaroT Bce 3Tanbl 00MeHa MEIH.
YBenuuena abcopOius Meau B KUIIEYHHUKE, HAPYIIAeTCs Mpoliece € BKIIOYECHUS B
LEpYJIOIUIa3MUH CHUYKEHA SKCKPELMs C »Kellubto. M3-3a HeI0CTaTOYHOT0 UCIOJIb30BaHUS MEIU
MPOUCXOJAUT €€ JCNOHUPOBAHUE B IIE€UEHU, MO3Te, IT0YKaX, poropulle. JlenonnpoBanHas B
MEYeHHU MeIb BTOPUYHO HHTUOUPYET CUHTE3 LepyioIia3MuHa. Meab 0Ka3bIBaeT TOKCHUECKOE
neiicTBre Ha opranu3M. E€ HakoTuieHre BeeT K MOBBIIIEHHONW MPOIYKIIMA CBOOOTHBIX
TUAPOKCHIBHBIX pauKanoB. MUIIeHsAMHU JEMUCTBUS OKCUJIAHTOB SIBJISIFOTCS. MUTOXOHAPUH
neyenu. CBoOo1HAst Meb OnokupyeT SH-Tpymnmbl pepMeHTOB, Y4aCTBYIOIINX B OKUCIUTEIHHO-
BOCCTAHOBUTEIIbHBIX PEAKLIUIX. DTO MPUBOJUT K SJHEPTETUUECKOMY T'OJIOJJAHUIO, K KOTOPOMY
Haunobouiee uyBcTBUuTeNnpHa [[HC.

3ananue 27 [lanuent-geBouka 2,5 net. C 3 qHsA )KU3HU pELUAUBUPYIOIINE STU304bI PBOTHI,
CIIYTaHHOCTH co3HaHus. Habmogaercst HEBpOJIOTOM B CBSI3U C 33JIepKKOH pa3BUTHs. B kxpoBU
otMeuaeTcst Merabonnyeckuii aru03. TMC kpoBu: C3 NOBbIIIEH, aMUHOKUCIIOTHI B MOYE —
MOBBIIIEHUE METUIIMAJIOHOBON KHUCIIOTBI



) IpennonoxuTenbHbIil 1UarHo3.

2) Metoibl ieueHust

3) Metoiet peabunuTanuu

Omanon omeema

1)MeTunmanoHoBas auuaypus

2) Ha3HauEHUE HU3KOOEIKOBOM TUETHI

3) C nenbio KoMIieHcauu aedunnTa 0enKka, IoKa3aHo Ha3HAYeHHE CIICIHAIM3UPOBAHHBIX
IIPOJIYKTOB JIEUEOHOTO MUTAHUS HE COAEPKALUX METUOHHUH, BaJIMH, U30J1€ULINH

3aganue 28 ITammment — nesouka 20 mHer xu3un. Haxomures B APO ¢ KIMHUKOH
MOJIMOPTaHHOM HEIOCTATOYHOCTH. B Bo3pacTe 5 CyTOK KM3HU COCTOSIHHE peOeHKa PE3KO
YXYIIIHIOCH 32 CUET HapacTaHUsl HEBPOJIOTHUYECKOM CUMITOMATUKHU B BUJIE CHHIPOMA
yraerenus LIHC, renepannszoBanHbIX cyqopor B kpoBu oTMedaeTcst MeTaboJInyecKuil JakTaT-
anu03. B Moue maryieHTa moBbIiieHa KOHIEHTPAIHs 3 -TUIPOKCUTTPOITMOHOBAS KHCIIOTA

1)IIpennonoxuTenbHblil TUarHo3.

2) Meto bl iedeHust

3) Metoasl peabuuTaum

Omanon omeema

1)MeTunmanoHoBas auuaypus

2) Ha3HaueHUe HU3KOOETKOBOM THeThI

3) C nenpio kKoMIieHcanuu aedunnta 0eaKa, MoKa3aHo Ha3HAYCHHE CTICIIHAIN3UPOBAHHBIX
MIPOJIYKTOB JIEUEOHOTO MUTAHUS HE COAEP KAIUX METHOHHUH, BaJIMH, U30JICHLINH

3anmanue 29 Ilamuent - myxunna 30 ser. XKanoOs! Ha Oecrmoane. B mercTBe yacTeie
pecniupaTopHbIie 3a00JIeBaHusl, CHHYCUTHI. [IpOBOIMINCEH TyHKITMN BEPXHEUETIOCTHRIX ma3yX. [1o
JAHHBIM CIIEPMOTPAMMBI — a300CIIEPMHUS

1)IIpenmnonoKuTeabHbIA TUarHo3.

2) MeTtoibl peabuuTaIuu

Omanon omeema
1)MykoBHCITHA03
2) IIpeononenus nmpoo6aeMbl O€CILIONNS Y JAHHOTOTAIMEHTA BO3MOXHO C IIOMOIIIBI0 OHOTICHH
TECTUTYJ U MOCJIETYIUM IPOBEJCHHEM UCKYCCTBEHHOTO OTIIOI0TBOPEHUS

3amanue 30 C pe3ynbpraTaMu HEOHATAJIBHOTO CKpUHUHTA. Manbuuk 8 nHeil sku3nu. JKanoobl Ha
KENTYUITHOCTh KOKHBIX IIOKPOBOB, CPhITMBaHUE, )KUAKUN cTyil. [1o pe3yapTraTaM HEOHATAaIbHOTO
CKpUHHUTA: 00I1ast raTaKTo3a KpOoBU 27 MI/

1)I[IpennonoKuTenbHbIi TUArHO3.

2)MeTo 1l JIeueHus

Omanon omeema

1)["anakro3emust

2) st neueHus OOIBHBIX HCTIONB3YIOTCA CIISIUANTN3UPOBAHHBIE CMECH Ha OCHOBE HM30JISITa
coeBoro 0elnka, THAPOJIN3aTOB Ka3enHa, 0€371aKTO3HbIE MOJIOYHBIE CMECH

3amanue 31 [TanueHt - neBouka 9 ner. XKanoOsl: Ha HU3KUH pOCT. OOBEKTHBHO:
104cm/18xkr, TO3 ABYCTOPOHHUM, aHTUMOHTOJIOMTHBIN pa3pes riia3, KpbUIOBUIHBIC CKIIAIKH Ha
1iee, BaubrycHast e(hopmarusi JOKTEBBIX CYCTaBOB.



1)IIpenrnonoxuTenbHblii TUarHos.

2)MeToabI peabrIuTaIH

Omanon omeema

3) Cunapowm Illepemieckoro -Tepaepa

4) KoHcynbTalys dHI0KPHHOJIOTa, HEBPOJIOTA; HA3HAYCHUE CUMTOMATUYECKOW TepaIuu

3ananue 32 [Mamuent- 1,5 mec. XKanoOsl: utoxas npudaBka B BeCe, CHUKCHHBIN aIlleTHUT,
cpbIruBanue. Poquiics ¢ KIMHUYECKON BPOKACHHOW KMIIEYHOW HENTPOXOAUMOCThIO . Haoxena
uneocroma. [lo crome onpenensercs BOAIHUCTOE KUIIEYHOE CONEPKUMOE C JKUPHBIM OJIECKOM.
B teuenue nocrenHei Heaenu oTMEYaeTCs Kalllesb, TeMieparypa HopMmainbHas. Co CJI0B MaMbl
KOa peOeHKa UMEET BbIPayKEHHBIN COJIEHBIN BKYC

1)IIpennonoxuTenbHblil TUarHo3.

2)Mertob! JIeUeHUs

Omanon omeema
1)MykoBucuio3
2) 3amecturenbHas pepMeHTHAs Tepanus NalueTy Ha3HauyaeTcs MOKU3HEHHO;
aHTHOaKTepualibHas Tepanus npumensercs npu kaxaom OPBU u npu obocTpennn
OpPOHXO0JIETOYHOr0 Mpolecca

3ananue 33 Ha npueme peGeHOK 5 JIeT - TeIeKaHT, TeTepOXpOMHUSI paayKKH M BOJIOC Ha TOJIOBE,
HelipoceHcopHas Tyroyxocts III-1V crenenn. B pomocnoBHol - y MaTtepu cenast mpsiib, y OpaTta
TYTOyXOCTb.

1)IIpenmnonoKuTeabHbIA UarHo3.

2)MeTo 1l JIeUeHU L.

3) Metoasl TpopUITaAKTUKH

Omanon omeema

1)Cunapom BaapnenOypra

2) CuMrnromaTHyecKas Tepanus

3) [IpodunakTuka TOJIBLKO B paMKaxX MEAUKO-TEHETUUECKOTO KOHCYIbTUPOBAHUS POAUTEICH

epea 3a4aTucmM pe6eHKa

3ananue 34 [TanueHt — Manpuuk 4 roga. XKanoObl Ha CyXOCTh M LIETYIIEHHUE KOXKH.
OOBEKTUBHO: KOXka cyXasi ¢ O0JIbIIMMU TEMHBIMU YEITyHKaMH U BBIPAXKEHHBIM THIIEPKEPATO30M
B 00J1aCTH pa3rudaTeIbHBIX TOBEPXHOCTEH JOKTEBBIX U KOJICHHBIX CYCTAaBOB.

DIIpennosioKuTeIbHBIA TUArHO3.

2)MeTo 1l JICUSHUSI.

3) Metoabl MpouIakTUKU

Omanon omeema
1)BysbrapHelii KXTHO3
2)/lnarHo3 cTaBUTCS Ha OCHOBAaHUM KIMHHUKH

3amanue 35 [lanueHt - pebeHok 2 roga. OObEKTUBHO: BhIpaKEHHAS 3a/IePIKKa
MICUXOMOTOPHOTO Pa3BUTHUSA, CYJOPOTH, MBILLIEYHBIA TUIIEPTOHYC, CKPYUYEHHBIE JIOMKHE BOJIOCHI.

)IIpennonokuTenbHbli 1UarHo3.

2)Merto1bl JieueHus



Omanon omeema

1)Cunnpom Menkeca

2)Ha3snauenue ButamuHoB rpynnsl A,E,B,C u HukotuHoBas kuciora. [Ipenapartsl,
oOaaronye JMIOTPOIHBIM JICHCTBHEM.

3ananue 35 Ilanuent 9 net. XKanoObl Ha 3aepKKy ICUXOPEUYEBOIO Pa3BUTHUS, IPUCTYIIBI
HEMOTHUBUPOBAHHOTO cMexa. OOBEKTHBHO: MUKpoOpaxuiedanus, MaKpOCTOMUS, MBIIIICYHAS
THIIOTOHUS, TOXO/IKA 110 TUITY «MEXaHHMYECKOU KYKJIBI»)

1)IIpenrnonoxuTenbHblii TUarHos.

2)Mertop! ieueHus U MpoduIaKTUKA.

Omanon omeema:

1)Cunnpom AHrenbMaHa

2)CumnToMatudeckast Tepanus

3) [IpodunakTuka TOJBKO B paMKaX MEAUKO-TEHETUUECKOTO KOHCYIbTUPOBAHUS POAUTEIEH
nepes 3a4aTieM pedeHKa

3amanwne 36 [lammenT - HOBOposkAeHHBIN, HanpaBieH B MI'K as o6cnenoBanus B cBsi3u ©
noBeieHueM ypoBHA HeoVIPT-90 ur/mn, perectTUPT-50 Hr/mi, xsopuasl nota-75 MMOJIb/J1T

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo 1l JIeueHus.

Omanon omeema:

1)MykoBHCITHI03

2) 3amecTtutenbHas pepMeHTHAas Tepanus NalyeTy Ha3Ha4yaeTcsl OKU3HEHHO,
aHTHOaKTepUaNTbHas Tepamnus mpuMeHsercs npu kaxaom OPBU u npu o6ocTpernn
OpOHXO0JIETOYHOTO Ipolecca

3amanwue 36 [larmenTt — HOBoposkieHHbIH. OO0BeKTHBHO: Macca Tena 2400r, HU3KO TOCaKECHHBIC,
nehopMUPOBAHHBIC YIITHBIE PAKOBUHBI, J0IMX0ledanus, MUKPOTCHHS, KOPOTKHE IJIa3HbIE eI ,
MHKPOCTOMUS, (DIISKCOPHOE MOJI0KEHUE TaJIbIIeB PYK, maxoBas rpepka, BIIC. 13 anamuesa —
OEpEeMEHHOCTh MPOTEKajaa C MHOTOBOAMEM, OTMEUAJIach cllabas akTUBHOCTH TuIoAa, Ha Y3U —
€IMHCTBEHHAs apTepusl MYNOBUHBI, MAJICHbKAs TUIAIECHTA.

DIIpennosioKuTeIbHBIA TUArHO3.

2)MeTo 1l JIeueHUs U PO (PHIIaKTHKA .

Omanon omeema:

1)Cunnpowm [latay

2) CuMrnromaTH4ecKas Tepanus

3) [IpodunakTuka TOIBKO B paMKaX MEAUKO-TEHETHUECKOTO KOHCYIBTUPOBAHUS POAUTEICH
nepen 3a4aTueM pebeHka

3ananue 37 ITauuent - 6epemennas 40 net, cpok GepeMeHHOCTH 18 Henenp, 1aHHas
6epemenHocTh 3 (1 1 2 — MmenukameHTO3HbIe a00pThl). KOoHCYnbTHpYETCA 1O pe3yibTatam
IIPEHATaJbHOrO CKpuHUHTa 1 TpumecTpa. BeisiBinensl Y3U mapkepsl: BoasHKa mioga, TBII-8mwM,
yposenb PAPP-A-0,49MoM, B-XI'Y-1,11MoM.

)IIpennonokuTenbHbli 1UarHo3.

2)Metop! TpoPUITAKTUKH.



Omanon omeema:

1) O35.1. XpoMOCOMHBIE aHOMAJIMH Yy TUI0/Ia (TIPEATIoaraeMbie), TpeOyromme
MIPEIOCTABJICHUS MEUIIMHCKOW TOMOIIIN MaTepH.

2) IIpodunakTrka TOJIBKO B paMKaX MEIUKO-TEHETHUYECKOTO KOHCYIbTHPOBAHUS POJAUTEIICH

nepe 3auaTueM peOeHKa

3amanue 38 [lanuenT - manmpunk 12 set. XKanoObl Ha 6011 B HOTaX, MPHUCTYIBI CEPAIICONCHHUS.
OOBEKTHBHO: JOJIUXOCTCHOMEIUS, IPYIHON KH(POCKOINO3, TUIIEPIIACTHIYHOCTD KOXH,
«TIATTMPOCHBIE» PYOIIbl Ha TOJICHSIX M B 00J1aCTH KOJIEHHBIX CYCTaBOB, TUIIEPIIOIBHKHOCTD
KPYITHBIX U MEIIKUX CYCTaBOB, MPOJIOJIHHOE MIIOCKOCTOTIHE.

1)IIpennonoxuTenbHblil TUarHo3.

2)Merob! IeUeHUS .

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

3ananue 39 Ilanuent - neBouka 7 net. XKanoObl Ha )KUJKUHN 37J0BOHHBIN CTYI, B3yTHE KUBOTA,
norepro Beca. M3 anamHesa: nmepBbie CUMITOMBI ¢ 11 Mec. mocie paciupeHus NUTaHus, co CJIOB
KUJKHUI CTyJl BOHUKAET Mociie ynotpebnenus xiebda, neuenbs. OobektuBHO: 100cm/12kr, K0oka
OJieTHAs, MBITIIEYHAS TUITOTOHUS, OOJIBIION JKHBOT

1)IIpenmnonoKuTeabHbIA UarHo3.

2)MeTo1bl TMarHOCTHKH.
Omanon omeema:
1) Hunuakus
2)0e3TII0TeHOBAs AUETa

3ananue 40 [TauureHT - HOBOPOKICHHAsI HA S€ CYTKU OTKa3 OT €/Ibl, PBOTa, CyJIOPOrH, Ha 6¢
cyrku B APO meTaboanyeckuii KETOAIM103 U TUIOTIIMKEMHS], Ha 7€ CyTKH — IeTHAPATAIIHH,
nporpeccupyromas jJertaprusi. OObeKTHUBHO: OT MaIMEeHTa UCXOIUT CrienupruaecKuit
CJIaJKOBATHIM 3aIlax.

DIIpennosioKuTeIbHBIA TUArHO3.

2)MeTo 1kl TUarHOCTHKH.

Omanon omeema

1)bone3ns «kieHoBoro cuponay (JlekuHos)

2) CrienpanpHas queTa: OSJIKOBas IUIIA 3aMEHSCTCs OSITIKOBBIMU THAPOJIM3aTaM, HE
coJiepKaluMu BaJuHa, M30JelHa, JeinnHa; KodakropHas Tepanus; Tepanus
JIEBOKapHUTHHOM

3ananue 41 Ilauuent - myxunna 20 net. becruioausiii Opak - 5 ner. O6bexTuBHO: 186cM/108kT,
TEJI0CIIOKEHUE 110 )KEHCKOMY THITY, THHEKOMACTHsI, KpaCHbIE CTPUHU Ha JKUBOTE, TUIIOTIIA3US
SHYEK.

)IIpennonokuTenbHbli 1UarHo3.

2)MeTto bl TPOPUITAKTHKH .

Omanon omeema:

3) Cunnpom Knsudenbrepa



4) TlpodunakTuka TOJIBKO B paMKaX MEJUKO-TEHETUYECKOTO KOHCYJIbTHPOBAHUS
poIuTeneil nmepes 3auaTueM pedeHKa

3ananue 42 IlanuieHT — HOBOPOXKACHHAs, CpOUHBIE poJibl. O0BbeKTHBHO: 2600r/48cM,
MUKpoOpaxutiedanusi, CAHOQpPHU3, JIITMHHBIC 3arHYThIE PECHULIBL, 1e(h)OPMUPOBAHHBIE YITHBIE
PaKOBHHBI; MAJICHbKUI HOC, MUKPOT€HHUS, TOHKAs! BEpXHsS I'y0a, pOT B BUE MOJTyMECSIA,
MaJICHbKHE KUCTH U CTOTIBI, KITMHOJAKTHIINS V MaJIbIEB KUCTEH.
1)IIpenrnonoxuTenbHblil TUarHos.
2)Mertoibl JieueHue
3) MeTto1bl TPOPUIAKTUKH.
Omanon omeema:
4) Kopuemnus ne Jlanre
5) CumnroMaTthueckas Teparnus
6) TIpodmnakTika TOJBKO B paMKax MEIUKO-T€HETHIECKOTO KOHCYIbTUPOBAHHUS
poIuTeNe nepes 3auaTueM pedeHKa

3amanwne 43 [lammeHT — HOBOpOKIeHHBIH. OOBEKTHBHO: MUKpOTIe(hausi, CKOIICHHBIN J100,
TUIOTEI0PU3M, MUKPO(TaIbMHUsI, pacilielnHa r'yosl U He0a, HU3KO MOCaXKEHHbIE U
nehopMUPOBAHHBIC YVIITHBIE PAKOBUHBI, MTOJTUIAKTHINS TTOCTAKCHATbHAS, «CTOTMA-KadaJlKay,
BIIC, MukpomneHnuc, KpUNnTopXusm JIByCTOPOHHHM.

1)IIpenmnonoKuTeabHbIA UarHo3.

2)MeTo 161 Tpo(HUITAKTHKH.

Omanon omeema:

1) Cungpom DaBapca

2) I[IpodunakTrka TOJIBKO B paMKax MEIUKO-TEHETHUECKOTO KOHCYIbTUPOBAHUS POAUTENEH

nepea 3a4aTucmM pe6eHKa

3ananue 44 [lamuenTt — HOBOposkieHHbIH. OOBEKTHUBHO: AOHOIIEHHBIH, 28001/48CM,
MHUKponedanrs, aHTUMOHTOJIOUAHBIA pa3pes Ii1a3, MbIIICYHAs TUIIOTOHUS, TYHOOOpa3HOE JIHIIO,
TUTIEPTEIIOPU3M, TIJ1a4 peOCHKA, HATIOMUHAIOIIUI KOIaYbe MIYKaHbE.

1) [IpeamnosioxKuTeIbHBINA AUArHO3.

2)MeTo 161 Tpo(HDUITAKTHKH.

Omanon omeema:

1) Cunnpom Jlexena (CUHIPOM «KOIIAYHETO KPUKA)

2) IIpodunakTrka TOJIBKO B paMKaxX MEIUKO-TEHETHUECKOTO KOHCYIbTUPOBAHUS POAUTEICH

nepea 3a4aTucmM pC6CHKa

3ananue 45 Ilauuent 9 net. XKanoOsl Ha 3aepKKy cuxopeyeBoro pa3BuTus. OObEKTUBHO:
CBETJIbIE BOJIOCHI, TOJTyOBI€E TJ1a3a, JOJTUXOCTEHOMENHNS, BOPOHKOOOpa3Has ITpyaHas KIeTKa,
THIEPMOOMIIBHOCTD CYCTaBOB, aPAXHOAAKTUIIMS, CYOIIOKCAIUS XPYCTATMKOB.
1)IIpenmnonoXuTenbHbId JHArHO3

2)MeTo1bl JIeueHusl.

Omanon omeema:

5) Cunnpom Mapdana

6) CumnroMaTHyeckas Teparus; XUpypraueckrue BMEIIaTelIbCTBa



3ananue 46 [lanueHT — peOCHOK 5 JIeT, HAMPaBJICH C IIeNIbI0 YTOYHEeHHsI TMarno3a. 13 anamnesa:
HeiipocencopHas Tyroyxocts -1V, rematypusi, nporennypus. O6beKTHBHO: TICUX0(U3HUYECKOE
pa3BHUTHE COOTBETCTBYET BO3pACTy, PeHOTHUIT O3 0COOCHHOCTEH.

1)IIpennonoxuTenbHblii TUarHos.

2) Metoibl ieueHust

3) Metoabl mpo(UITaKTUKH.

Omanon omeema:

1) MKB-10: Q87.8 Cunapom Anbriopta
2) CUMIITOMAaTUYECKOE, KOHCYIIBTAIHSI U KOPPEKIIHS COCTOSIHUS BpadyaMHU-CIICIIHATICTaMHU
(medpoutor, cypaosior, 0hTaaTbMOJIOT U T.]T)
3) IIporHO3 MOTOMCTBA B JAHHOW CEMbe: KOHCYJbTAIIHMS Bpadya-TeHETHKA C IENIBI0 pacyera
TeHETHYECKOTO PUCKA B CEMbE, aHAJTN3a POIOCIOBHOM U 00CYKICHHS BO3MOKHOCTEH
MpEeHATAILHON JHAarHOCTHKH

3ananue 47 Ilanuent - manpuuk 4x ser. J)KanoObl Ha c1ab0CTh B HOTaX, HApyLUIEHUE MTOXOIKH.
OOBEKTUBHO: MCEBAOTUNEPTPO (DU NKPOHOKHBIX MBIIIIL, THIIEPIOPI03 TOSICHUYHOTO OTIeNa
MM03BOHOYHUKA, 3aTPyAHEHO NOoaHATHE pyK. [Ipy BcTaBaHMM HCIIOJIb3YET BCIOMOTaTeIbHbIe
MIPUEMBI.
1)IIpennonoxuTenbHblil TUarHo3.
2)MetoapI NPOPUITAKTUKI
Omanon omeema:
1) G 71.0 Meimieunas guctpodust
2) -CuMnroMaTHyecKoe, HCIOJB3YIOTCs (PU3NOTepaneBTUIECKUE METO IbI, OPTOTICANYECKast
koppekuus. Llens - noanepxkanue MbIIIEYHON CUIIBI, IPEAYIPEKICHNUE PA3BUTUS
KOHTPAKTyp, Ae(opmanuii CycTaBoB.
HaGnronenue Bpayel - criequagucToB B COOTBETCTBHUH C 7Ka00aMu U BbISIBICHHBIMU
HapyLEeHUsIMU

3ananue 48 [lauueHt - geBouka 4x yer. M3 anamuesa: 1o 1,5 et pa3BuTHE COOTBETCTBOBAJIO
BO3PACTY, 3aTE€M PErpecc MCUXUMOTOPHOTO pa3BUTHA. OOBEKTUBHO: YMCTBEHHAsI OTCTAJIOCTb,
CTEPEOTHUITHBIC JBMKEHHUS B BUAC «CKUMAHUS U MBIThSI PYK»

DIIpennosioKuTeNbHBIA TUArHO3.

2)MeTo bl TpoHUTAKTUKH

Omanon omeema:

1)MKB-10: F 84.2 Cungpom Petta

2) D10 reHeTnyeckoe 3ab0JIeBaHKe, COCTOAIIEE U3 YETHIPEX ITAIOB, TPEOyIOIIEe
peabMIIMTALIMK B €KETHEBHON PabOThI CO CIEIUATMCTOM 10 COXPaHEHUIO M TIPHOOPETCHHIO
HOBBIX HaBBIKOB KaK MOTOPHBIX (X01p0a), TaK U COITMOTICHXUYECKHUX. .

3ananue 49 Ilanuent - neBoyka 4 roga. XKanoOsl Ha 60 B KOCTSX, YaCTHIE MIEPEIOMBI,
0oub1110M KHBOT. O0bekTHBHO: 104cM/16KT, KOXKa OJieHAast, OOJIBIIION KHUBOT,
remnaToCIUICHOMETalusl, BhIpakeHHas BeHo3Has ceTb. OAK: aneMus TpoMOOLIUTOTICHUS
JICHKOIICHUS.

)IIpennonokuTenbHbli 1UarHo3.

2)Metop! TpoPUITAKTUKH.

Omanon omeema:



1) E 83.0 bonesus ['omie
2) depMeHT3aMeCTUTEIbHAS TEPANKs; KOHCYIbTAIUH Y3KHX CIIEIIMAIMCTOB

3amanue 50 [lanueHT - Mmanpuuk 3 rona. XKanoObl Ha 331€PIKKY IICUXOPEUYEBOTO PA3BUTHUSA, YXO

ot obmeHus. O0beKkTUBHO: 118cM/22KT, 6OJIBIIAS TOIOBA C BBICOKAM U IIUPOKHM JIOOM,

JUTMHHOE JIUIO C YBEIIMYCHHBIM MTOI00POIKOM, YIIIU OOJIBIINE, KUCTH U CTOIIBI ITUPOKHE,

JMCTANbHBIE (DATaHTH MAIBLEB TAKKE MHUPOKUE, THIIEPMOOMIBHOCTh CYCTaBOB U

TUIEPITACTUYHOCTD KOKU. PEOCHOK HE KOHTAKTHBIM, C IPU3HAKaMU ayTU3Ma.
1)IIpenrnonoxuTenbHblii TUarHos.

2Meroapl AMATHOCTUKH.

Omanon omeema:

1) MKB-10: Q 99.2 Cunnpom MapTtuHa - bema (cuHIpOM JOMKO#H X-XpOMOCOMBI)

2) Creruduyeckux MeToI0B JieueHus: HeT. KoppeKius CHMITOMOB ¢ IOMOIIBIO
KOTHUTHBHO-TIOBE/IEHYECKOM Tepanuu, cruenupuieckoro oOyuyeHus, MeIMKaMeHTOB
(mprMeHeHne NCUXOCTUMYIISITOPOB, HOOTPOTIOB — JIEYEHHE U KOPPEKIIUIO COCTOSIHUS
MIPOBOJAT HEBponarosioru u ncuxuatrpsl), JIOK; u Metoap! peabuinTanuu: 3aBUCUT OT
3¢ (GEeKTUBHOCTH KOPPEKIIUU COCTOSIHUS, T.K CHEIUPUUECKUX METOIOB JICUEHHUS HET.

HaGnroneHue HeBponaToia M ICUXUATPA A KOPPEKLUU COCTOSHUS.

3ananue 51 Ilanuent — Pebenox 5 net. KanoObl Ha 3a1€pKKy IICUXOPEUEBOTO PA3BUTHS.
O6bexTuBHO: 104cM/16KT, TOHKHE PEIKHE KOPOTKHUE BOJIOCHI, UTMHHBIM TPYIICBUIHBIN HOC,
JUTMHHBIA (PHIIBTP, TOHKAsK BEPXHsIS TyOa ¥ O0JIbIINE OTTOTIHIPEHHBIE YIIIH, BEPETCHOOOpa3HbIC
NanbIbl PYK.

1)IIpenmnonoKuTeabHbIA TUarHo3.

2)MeTo1bl peaOuauTaIuy .

Omanon omeema:

1) Cunapom Jlanrepa-I uanona

2) MeTo1bl peabUIUTAINK: 3aBUCUT OT 3PPEKTUBHOCTH KOPPEKIIMU COCTOSHUSA, T.K
crenuprUeckux MeToI0B JiedueHus HeT. HaOmnroienue HeBpomnaroia | Icuxuarpa ajis

KOPpPCKIMU COCTOSAHUA.

3ananue 52 Ha npueme B MI'L] manpunk 6 net. XKanooOsl: Ha HU3KUH pocT. OOBEKTHUBHO:
104cm/18kr, MTO3 ABYCTOPOHHMIA, aHTUMOHTOJIOMTHBIN pa3pe3 ria3, HU3KO MOCAKEHHBIE YIIIHbIE
PaKOBUHBI, HU3KHI POCT BOJIOC HA 3aThUIKE, KPHUIOBUAHBIE CKIIAJIKU HA IlIee, BAIblyCHas
nedopMarius JOKTEBbIX CYyCTaBOB, IPABOCTOPOHHUN KPUIITOPXU3M.

DIIpennosioKuTeIbHBIA TUArHO3.

2)Meto bl TpoPUITAKTUKH.

Omanon omeema:

1) Q 87.1 Cunnpom Hynan

2) Ha6J'IIO,[[eHI/IC Bpaqeﬁ- CIICIUaJIuCTOB. HpI/I HeO6XO,Z[I/IMOCTI/I MMPOBOAUTCS 3aMCCTUTCIIbHAA
TCparungd aHApOTrCHAMMU. HpI/I KPHUIITOPXU3ME IMOKA3aHO HU3BCACHUC ANYKA

3ananue 53 Ilamuent — pederok 1,5 roga. OOBEKTHBHO: HA KOKE TYJIOBUINA U TIOIMBIIICYHON
obnactu maTHa 1BeTa «kode ¢ MoJokoM» (5-40 MM), Ha paaykHOU oOosouke y3enku Jluma.
)IIpennonokuTenbHbli 1UarHo3.
2)Metop! TpoPUITAKTUKH.



Omanon omeema:

1) MKB-10: Q85.0 Heiipopubpomaros
2) IIpu H®-I cumntoMaTrdeckoe: ornepaTHBHOE JICYCHHE OITyXOJIeH,
IIPOTUBOAMIWICHITUYECKAS TEPANMs B CIIy4ae MOSBICHUS AMICITUYECKUX IIPUCTYIIOB,
KOPPEKTOPbI IIOBE/IEHUS, HOOTPOIIHbIE MPENapaThl B CIydasx 3aA€p>KKU pa3BUTHS,
JIeYeHHEe KOCTHBIX Je(opMallHid, yITyqlIeHHne MUHEPATU3aI[ii KOCTHON TKaHU.

3ananue 54 Ilanuent - HoBopoxAeHHbIH, HanpasieH B MI'K 115 oOcneioBanus B CBsi3u ©
noBbIieHueM ypoBHst HeODA-12,8mr%, perect PA-33,4Mr%. OObeKTUBHO: (DEHOTUITUIECKU
0e3 CUTHAJIbHOM UCIUIACTUKU.

1)IIpennonoxuTenbHblil TUarHo3.

2)Merop! 1eueHHs U Mpo(PUIaKTUKA .

Omanon omeema:

1) E70 ®enunkeronypus

2) Cneumanu3upoBaHHas queToTepanus 6e3 (heHmnasaHuHa: KOHCYJIbTAUsS Y3KUX

CHEIHAIMCTOB; KOHTPOJb ypoBHSI DA

3ananue 55 Ilanuent - manpuuk 3,5 net. )KanoObl Ha TEPUOAUYECKOE MOBBIILIEHUE TEMITEPATYPhI
tena 110 40,5, co cI0B MaMbl He TIOTEET, B 1,5 1 2,5 roga Cy0pOKHBIA NpUNAA0K B JICTHHI
neproi. OOBEKTUBHO: O0JIBLION J00, peaKue BOJIOCh], OPOBH U PECHULIBI, KOXKa TOHKas cyxas,
TUTIOIOHTHSA, 3yObl KOHHYECKOU (POPMBI, MHOKECTBEHHBIN Kapuec, TOHKUE JUCTPOGUIHBIE
HOT'TH, 3aJIep>KKa IICKXUYECKOTO Pa3BUTHSI.
1)IIpenmnonoKuTeabHbIA UarHo3.
2)MeTo1bl JIeueHus U PO HITaKTHKA.
Omanon omeema:
1) E 75.2 bone3np @abpu
2) 3aMeCTHTENbHAS Teparus, CAMIITOMATHYECKOE JIeYeHHE (CHIKEHHE 00JIEBOTO CHHAPOMA,
crabmmzanus coctostHust CCC u Hepostorundeckux ocioxkuenuii); Koncynpramnus Bpava-
TE€HETHKA C [EJIbI0 pacyeTa FTeHeTUYECKOTO PUCKA B CEMbE, aHaIN3a POIOCIIOBHON U
00CYXICHHS BOBMOXXHOCTEH MPEeHaTaIbHON AMAarHOCTUKH. [[OBTOPHBIN pUCK pOXKICHHS
OOJILHOTO ChIHA Y )KEHITMHBI-HOCUTEIBHHUIIBI MyTAHTHOTO ajuIesis X- CLHEIJIEHHOTO
perieccuBHOTO 3a00JieBaHus cocTaBisieT 50%., pUCK POXKICHUS JIEBOYKHU- HOCUTEIBHUIIbI-
50%.

3ananue 56 IlarueHT - HOBOpOKIeHHAs JieBoYka. OOBbEKTUBHO: TUM(ATHUCCKHUI OTEK KUCTEH 1
CTOII, ITEPUTUYM IIIeU, FIMUKAHT, aHTUMOHTOJIONIHBIN pa3pe3 raa3, BIIC, nonkoBooOpasHas
MMOYKA.
1)[IpenmnonoKuTensHbIi TUArHO3.
1) Metoibl 1eueHus U NpoduIaKTHKa.
Omanon omeema:
1) Cunnpom llepemesckoro -TépHepa
2) CTUMYIISAILUU POCTa Tella aHa00IMYECKMMH CTEPOHIAM
-3CTpOoreHn3aIys (Ha3HaueHHE )KEHCKHMX MOJIOBBIX TOPMOHOB); KOHCYJIBTAIIUS Bpaya-
TE€HETHUKA C LIENIbI0 pacyeTa FeHETUYECKOr0 PUCKA B CEMbE, aHAJIW3a POJAOCIOBHOM U
00CYKJIeHHS] BO3MOXKHOCTEH MPeHATaIbHOM JUArHOCTUKHI



3amanue 57 [lauueHT - manpuuk 5 net. O0bexkTuBHO: 104cM/15KT, Kpyriioe U0, KITMHOBHTHBIH
pocT BoJioc Ha J0y, TUIIEPTEIOPU3M, IHUPOKask IEPEHOCHUIIa, KOPOTKHU HOC C BHIBEPHYTHIMU
HO3/PSIMH, IIUPOKHUN (QUIIBTP, MIATEBUIHAS MOIIOHKA, KPUIITOPXU3M.

1)IIpenrnonoxuTenbHplii TUarHos.

2)Merob! JIeUEHHUSL.

Omanon omeema:

1) Q 87.1 Cunapom Aapckora

2) CUMIITOMATHYECKOE JIeYeHHE (XUpypriuyecKas, OPTOJOHTUYCCKAs KOPPEKIIHS,
[IPUMEHEHHE TEPANIUU TOPMOHOM pocTa) KoHCynbTanus y3kux cieliuaaucToB

3ananue 58 Ilanuent - neBouka 5 net. XKanoObl Ha CyI0pOTH, CHUKEHHE UHTEIIIEKTA.
OOBEKTUBHO: HA JIUIIE B 00JIACTH IIEK €AMHUYHBIC PO30BBIE MAIYJIbI, Ha Tele 3
JNEMUTMEHTUPOBAHHBIX «IIEPUCTHIX» MSTHA.

1) [IpennonoxuTenbHbld AUATHO3.

2) Metonpl eueHus U peaduiIuTanus.

Omanon omeema:

1) MKB-10: Ty0Gepo3Hslii ckIepo3

2) Crieni(hU4ecKoro JieueHust He CYIEeCTBYET, CHMITOMATHYECKAsl TeParusi, KOPPEKIHs
COCTOSIHUS BpauaMU-CIIeIMaTUCTaMH (aHTHANUIIENTUYECKas Teparivs, TOPMOHaIbHAas Tepamnus

3amanwne 59 [NanmuenTtka 34 ner. )xano0 He MPeabIBIsLET, HAIIPABJICHA aKyIIEPOM THHEKOJIOTOM
JUTSl OTICHKU PHICKA TI0 pe3ysbTaTaM IMpeHaTaAIbHOTO CKpuHHUHTA | TpuMectpa. JlanHas 6ep - 24,
cpok 14-15 Hen, mpoTekaeT ¢ yrpo30i MpepbhIBaHUs, MOJIY4aeT MEAUKAMEHTO3HYIO TEPAIIHIO.
Pesynprarel mpeHaTaibHOTO CKpUHHUHTA | TpuMecTpa: ¥Y3-uccienoBanue - oepem 13nen, KTP-
66, UYCC-162, TBII-1,7, kocTu HOCA BU3YAIM3UPYIOTCS, KPOBOTOK B BEHO3HOM IPOTOKE-HOPMA,
perypruTaru-HeT; CBIBOPOTOUHBIE MapKepsl - ypoBeHb PAPP-A-0,16MoM, B-XI'4-0,59MoM,
WTOTOBBIA HHIUBHUIYAJIbHBIN PUCK 1O TpucoMuu 18 - 1:132.

D)IIpenmnosioKuTeIbHBIA TUATHO3.

2)MeTo 161 TpoHUITAKTUKA

Omanon omeema:

1) bBuoxuMuueckue OTKIIOHEHHs], BBISIBJICHHbBIE MIPU aHTEHATaJIbHOM 00CIeI0BaHUU

Marepu

2)Koncynpranus Bpaua-renetuka B MI'K; IIpounpopMupoBats NaiueHTKy 0 HATHYUH
metoma-HUIIC.

3ananue 60 [Tanuent - 6epemennas 32 roja, ’ajnobd He IPeIbsIBISET, HAllPaBJICHA aKyIIePOM
TUHEKOJIOTOM ISl OLIEHKH PHUCKA 10 Pe3y/IbTaTaM IIPEHATaIbHOTO CKPUHUHTA | TpuMecTpa.
JlanHast 6epeMeHHOCTh 151, cpok 14-15 Hen. Pe3ynbraTsl npeHaTanbHOTO CKpUHUHTA 1
TpuMecTpa: ¥Y3-uccnenonanue - 6epem 12-13nen, KTP-66, HCC-155, TBII-=2,0, koctu HOCa
BHU3YaJIU3UPYIOTCS, KPOBOTOK B BEHO3HOM IIPOTOKE-HOPMA, PErypruTalii-HeT; CBIBOPOTOYHbIE
Mapkepsl - ypoBeHb PAPP-A-0,23MoM, B-XI'Y-0,36MoM.

)IIpennonokuTenbHbli 1UarHo3.

2)MeTo bl PO PUITAKTHKH

Omanon omeema:

1) bruoxumuueckue OTKIOHEHUS, BBISBJICHHbIE IPU aHTEHATAJIbHOM 00CIeJOBaHUU

Marepu



2)Koncynpranus Bpauya-renetuka B MI'K; [IponHpopMupoBaTh NalMEHTKY O HATUYHH
meroaa-HUIIC

3amanue 61 IlanuenT - myxunna 25 net. )KanoOsl Ha c1abOCTh B HOTaX, HAPYIICHUE TIOXOIKH,
TPYAHOCTH IIPpH NObeMe 10 JiecTHHIIE. OOBEKTUBHO - TICEBJAOTUNEPTPO(HUN HKPOHOKHBIX
MBI, BEIPQKEHHBIN JIOPJ03 MOSICHUYHOTO OT/IENA, «yTHHASI TOXO0/IKay», 3aTPYAHEHO MOTHATHE
pyk. Ilpu BcTaBaHUM MCTIONIB3YET BCIIOMOTATENIbHBIE TIPUEMBI.

1)IIpennonoxuTenbHblii TUarHos.

2)MeTo/1bl IUAarHOCTUKHU.

Omanon omeema:

1) G 71.0 Mpuueunas guctpodus

2) CUMITOMaTHYECKOE, UCTIOB3YIOTCS (PU3NOTEPATIeBTUICCKIE METO/IbI, OPTOTIEANIECKAs

Koppekius. Llenb - moanepkanne MBIIIEYHON CHIIBI, TPENYIPEKICHNE Pa3BUTHS

KOHTPAaKTYp, NedopMaluii CyCTaBoB.
HaGnronenue Bpadeil - cienaiicToB B COOTBETCTBUU C KAI00aMU U BBISIBICHHBIMHU

HapylEeHUsIMHU

3amanne 62 [lammeHT - HOBopokeHHas, 14 cyTku, HanpaBiena B MI'K mist oOcinenoBanms B
cBs3u ¢ noBeimeHneM ypoBHs HeoOIII™- 337,5 amons/, petectOIIl - 609,3 aEMOB/T1.
O6bexTuBHO: Macca tena 340r, peHoTunuueckn 6e3 0COOCHHOCTEH.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo1bl JIeueHus U TPOPUITaKTUKA

Omanon omeema:

1) E25 AnpeHoreHUTAIBHBIN CHHAPOM

2) - HaGmoaenre Bpaya — S3HAOKPHUHOJIOra(Ha3HAYEHHE TITFOKOKOPTHKOM/IOB, 3aMEIIICHUE

nedunnuTa KOpTHU30Ja U noaaBieHne n3oprrounoi cexkperuu AKTT)

KOHCYJ’IBT&HI/IH Bpada-reHC€THuKa C ICJIbIO pacy€Ta rcHCTHYCCKOI'0 puCKa B CEMbEC, aHalIM3a
pOI[OCJ'IOBHOfI u O6C}’)KI[CHI/IH BO3MOJKHOCTEH HpeHaTaHBHOﬁ JANAardHoCTHUKHU

3amanue 63 IlamuenT - xenmuna 45 net. JKanoOsl Ha OBICTPYIO YTOMIIIEMOCTD, C1a00CTh,
yXyALIEHUE MaMITH U BHUMaHUs, ApoKaHue naibleB pyK. OObEeKTUBHO: TU3apTpus,
TUIEPKUHE3bl, THTEHIIMOHHBIN TpeMop. JlabopaTopHO: runouepyioniasMuHeMus,
TUN0aTEOYMUHEMHUSL.

DIIpennosioKuTebHBIA TUArHO3.

2)MeTo1bl JIeueHUs U peadbuIuTalus

Omanon omeema:

1) E 83.0 bone3ns Bunbcona-KonoBanora
2)- Jlueta Ne 5 — ¢ orpanudeHreM Meau 0 | MI B CYTKH — MCKJIFOUCHHE IIOKOJIaja, OPEXOB,
CyXO(pyKTOB, paKkoB, MIEUEHH, IIENTbHOM MIIeHUIIBI. [laToreHeTnueckoe neueHrne HapaBieHo Ha
BBIBEJICHHE MEIM U3 OpraHu3Ma. J1Jisg 3TOro mpuMeHsI0TCS KOMITJIEKCOOOPa3yIoIie COSIMHEHMSL:
THOJIBI, MeHUIMIaMuH. [Ipyu MakcuManbHO paHHEM Hadaje Tepanuy MPOTrHO3 OIaronpHUsITHHIN,
ynyudinaercs oodimiee camouyBcTBue, cHuxkaroTcs ypoBHU AJIT u ACT B CBIBOPOTKE KPOBH,
YMEHBIIIAETCs BHIPAKEHHOCTh reMaTUTa U CTeaTo3a B TKaHU Me4YeHH, (uOpo3 MPaKTUUECKU HE
mporpeccupyet. B ciyuae mo3aHero Havana Tepanuu MporHo3 MeHee OnaronpusTeH: Bo3MoxKHbBI
JeKOMIICHCAIIUS IMPPO3a TIEUYeHH, pa3BUTHE (PyTbMHUHAHTHON MEYEHOYHOM HEOCTATOYHOCTH,
MPOrpECCUPOBAHUE HEBPOJOTUUECKOW CUMIITOMATUKH, JIETAJIbHBIN UCXO/.



3ananue 64 Ilanuent - HoBopoXxAeHHBIN, HanpasyieH B MI'K 11t o6ciienoBanus B ¢BA3M €
nosbiieHueM ypoBHst Heo TTI-184,4 MxEn/mi, perectTTI-291,2 MxEn/mn. OO0bekTHBHO: Macca
tena 4200r, Koka cyxasi, MacTO3Hasi, JKEITYIIIHAS, JTUI0 OTEYHOE, S3bIK OOJBIION, OTEKH KUCTEH
M CTOII, TOJIOC HU3KHH.
1)IIpenrnonoxuTenbHblii TUarHos.
2)MeTo1bl JIeueHUs U JUCTIAaHCEPHOE HAOIIOCHUE.
OTaloH OTBeTA:
3) BpokIeHHBIH IEPBUYHBIIA THIIOTHPEO3
4) KoHcysbTalys FeHETHKA C YTOUHCHHUSI TEHETUUECKON 3THOJIOTUH 3a00JieBaHust; 11 roj
TTI u T4 cBoOoansIit 1p/2-3 Mec., [locne kaxaoro n3MeHenus 103bl, KOHTpoab TTT
yepe3 2 mec; Y3U cpasy nociie mocTaHOBKM IMarHo3a, aaiee 1p/B 1-2 roga; omneHka
JTUHAMHKHU pocTa; cuuHturpadus DK

3ananue 65 Ilanuent - neBouka 3 net. XKanoObl Ha MOBBIILIEHHYIO YTOMJIIEMOCTbD, OJIETHOCTb,
TOJIOBOKpY)KEHHE, CHIDKeHUE anmneTuTa. OObeKTUBHO: JIeTKas UKTEPUIHOCTh KOKU U CKIIEp,
0011 IPEUMYIIIECTBEHHO B JIEBOM M0ipebepbe, cruieHomeranus. B ananuse kposu - Hb-75 /i,
Op-2,9, LHI1-0,9, Per-52%, neiik-10,2, 3-2, n/g-4, ¢/1-52, mumd-37, CO3-20. I3 anamHe3a: MaTh
3[I0pOBa, y OTIA MIEPHOAMYECKH OTMEUYAETCS )KEITYITHOE OKPAITMBAHUE CKIIEP.
1)IIpennonoxuTenbHblil TUarHo3.

2)MeTo bl JIeUeHHUs .

Omanon omeema:

5. Tanaccemus

6. Tpancdy3monHas Tepanus (MepeIuBaHMS SPUTPOIIUTHON MACCHI) IO TTOKA3AHHSIM.
XenaTopHas Tepanus (Ha yaajaeHue n30bITKa Keje3a u3 opranu3ma). TpaHCIIaHTaIus
TeMOTIOATHYECKMX CTBOJIOBBIX KJIETOK CIUICHIKTOMHSI

3amanue 66 [lanueHT - HOBOposkKIeHHAs 1eBOoUka. OOBEKTUBHO: TUIIEPTEIIOPU3M, KITFOBOBUIHBIN
HOC, aCUMMETPHS Yeperia, HU3KO pacIoyioKeHHbIC 1e(hOpMUPOBAHHBIC YIIIHBIC PAKOBUHBI C
MpeapUKyJIbPHBIMHU CKIIAJIaMH, 3aJIep)KKa ICUXOMOTOpHOTO passuTusa. Ha Y3U - runormiazus
MOYKH.

D)IIpennosioKuTeIbHBIA TUATHO3.

2) MeTo1bl TMarHOCTHKH.

Omanon omeema:

1)Cunapom Boabda-XuprxopHa
2) KOHCYJIbTAIIMs Bpaya-TeHETUKa C IEJIbI0 pacueTa TeHeTHYECKOr0 PHCKa B CEMbE, aHAIM3a
POJIOCIIOBHOM U 00CYXKICHHSI BO3MOKHOCTEH MPeHaTaIbHON JUArHOCTUKH

3ananue 67 [lauent - myxunHa 53 net. XKanoObl: Ha UI3MEHEHUE MOXOIKU U MOYepKa,
HEMPOU3BOJBHBIC JBIKCHUS PYKaMU U TOJ0BON. OOBEKTHBHO: XOPEUYECKIE THTIEPKIUHESBI
KOHEUHOCTEH, YCUIIMBAIOIIHUECS MPHU 1IeJIeHarpaBiIeHHOM AeiicTBun. [loxoaka HeyBepeHHas,
mIapkarouias, peub 3aTpyaHeHa. PogocnoBHas oTsAromnieHa no JuHUM MaTepy B 3X MOKJIEHUSIX.

1)[IpenmnonoKuTensHbIi TUArHO3.

2)MetoabI peabuIuTauy U NpoQHIaKTUKA

Omanon omeema:

1)bone3ns ['enrrunrrona



2) BpauoM - HEBPOJIOrOM IPOBOAUTCS JIEUEHHE (U1 KOPPEKLIMU XOPEU - IPUMEHEHNE
HEHpOoJIeNTHKOB, TeTpaOeHa3MHA WK KJIOHA3enaMa; st Koppekuuu auctonun - JIOK,
WHBEKIMN OOTYITMHUYECKUM TOKCHMHOM; ISl KOPPEKIUU PA3IPAXKUTEITLHOCTH -
HEHPOJIENTUKH, UHTHOUTOPBI 0OPAaTHOTO 3aXBaTa CEPOTOHMHA; JUISI KOPPEKIIUU
OpaAMKUHE3UU U aKUHETUKO-PUTHIHOTO CUHJpPOMa- JIEBOI0IA WJIM aMaHTA/IuH).

2) KOHCYJbTAlMs Bpaya-Te€HETUKA C LEJIbI0 pacueTa TeHETUYECKOTO PUCKA B CEMbE, aHaIN3a
POJIOCIIOBHOM 1 00CY)KICHHSI BO3MOKHOCTEH MTPEHATATHHON JHATHOCTUKH

3ananue 68 Ilanuent - HoBopoXxAeHHbIH, HanpasyieH B MI'K 151 o6cnieioBanust B CBsI3U €
noBelIeHuEM ypoBHA HeoDA-3,6Mr%, perect ®A-6,44Mr%. OO0beKTHBHO: (PeHOTUTTHYECKU Oe3
CUTHAJIBHOW JMCIUTACTHKH.

1)IIpennonoxuTenbHblil TUarHo3.

2)MeTtoabI TPOPHUIAKTUKH

Omanon omeema:

1)®DenunkeTonypus
2) KOHCYJbTAllMs Bpaya-TeHETHKA C IEJIbI0 pacyeTa N'eHETUYECKOT0 PUCKA B CEMbE, aHAIN3a

POJOCTOBHOM M OOCYXJCHHUST BO3MOXKHOCTEHN MTPEHATAIbHON TUAT HOCTHKHU

3ananue 69 Ilanuentka 32 net. Kano6 He NpeabsABISET, HAllpaBJIeHa aKylLIEpPOM-THHEKOJIOIOM
JUTSl OIICHKH PHICKA TI0 pe3ysibTaTaM IpeHaTaIbHOTO CKpuHHMHTa | TpuMectpa. JlanHas oep - 14,
cpok 16-17 Hen. Pe3ynbraThl npeHaTaIbHOTO CKpUHUHTA 1 TpuMecTpa: Y 3-uccieoBaHue -
oepem 12nex, KTP-49, UHCC-157, TBII-2,3, kocTr HOCa BU3YAIM3UPYIOTCS, KPOBOTOK B
BEHO3HOM MPOTOKE-PEBEPC; CHIBOPOTOUHBIE MapKephl - ypoBeHb PAPP-A-0,53MoM, B-XI'Y-
2,87MoM, UTOTOBBIN MHIWBHIYAIBHBIA pUCK 1O Tpucomuu 21 - 1:90.

D)IIpenmnosioKuTeIbHBIA TUATHO3.

2)MeTo 16l TpoHUITAKTUKH

Omanon omeema:

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

MIPEIOCTABICHUS MEAUIIMHCKOW MOMOIIN MaTepH.

2) NHBa3uBHas MpeHaTalbHAas JUArHOCTHKA KOHCYJIbTAIUs Bpaua-reHeTHKa C LEeIbIo

pacuera TeHeTUYEeCKOro pUCKa B CEMbE, aHATIN3a POJOCIOBHON U 00CYKIEHUS

BO3MOXHOCTEH MpeHaTAIbHOM TUarHOCTUKU

3ananue 70 [Tanuent - pedbeHok 4x set. )KanoObl Ha yBeIMUYEHHUE KUBOTA, OTCTABAaHUE B
NCUXO(U3MUECKOM Pa3BUTUH, IIATKYIO NOXOJKY, cyaoporu. OosexTuBHO: 98/14, 601b110H
KUBOT, T€MIaTOCIVIEHOMETAJIMSI, MBIIIEYHAs! TUIIOTOHUS, AaTaKCHS.

1)I[IpennonoKuTenbHbIi TUArHO3.

2)Meto bl TPOPUITAKTHKH .

Omanon omeema:

1) bone3nr Humanna — Iuka

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

POJIOCTIOBHOM 1 00CYKJIEHHS BOBMOKHOCTEH NMpeHaTalbHOM TUarHOCTUKY -BhIsBiIeHNs

xapakrepHblx MyTanuii B reHax SMPD1, NPC1 u NPC2

3ananue 71 IlanueHT - HOBopokAeHHBIN, HanpasyieH B MI'K 11 oOcnejoBanus B CBS3H €



MOBBIIIEHUEM YpOBHS HeoDA-3,6Mr%, perect DA-6,44Mr%. OOBEKTUBHO:
(deHoTUnMYEeCKH 0€3 CUTHAIBHON AUCIUTACTHKHY.

DIIpennonoxutensubiii quarunos: MKb-10:

2)MeTo bl PO PUITAKTHKH

Omanon omeema:

1) E70 ®enunkeronypus

2) KOHCYJIbTAIMS Bpaya-TeHETHKA C ISJIBI0 pacueTa TeHETHIECKOTO PHCKa B CEMbE, aHAIHM3a

POJIOCIIOBHOM 1 0OCYXKICHHSI BO3MOYKHOCTEH MPEHATATHLHON JTUArHOCTHKH

3ananue 72 Ilanuentka 37 net. Kano0 He npeabsABIsSET, HallpaBJIeHa aKyllIEpOM-THHEKOJIOIOM
JUIS OLIEHKU PUCKa 0 pe3ysibTaTaM IpeHaTalbHOro CKpuHUHra 1 Tpumecrtpa. lannas oep -54,
cpok 14-15 Hen, mpoTeKaeT ¢ yrpo30il MpephIBaHus, MOJy4aeT MEIUKAMEHTO3HYIO TEPAITHIO.
Pesynbrarel npeHaTasibHOTO CKpUHHUHTA 1 TpuMecTpa: ¥Y3-uccienoBanue - oepem 13nen, KTP-
67, HCC-156, TBII-3,1, kocTi HOCa BU3yaIU3UPYIOTCS; CBIBOPOTOYHBIE MapKEPHI - YPOBEHb
PAPP-A-0,54MoM, B-XI'Y-0,35MoM, UTOTOBBII HHAMBUAYAIBHBIN PUCK [0 TPUCOMUH 21 -
1:50.

1)IIpennonoxuTenbHblil TUarHo3.

2)Metoab! NPOPUITAKTUKH.

Omanon omeema:

1) 035.1. XpoMocoMHBIE aHOMAJIMH Y TJ10/1a (IIperoaraeMple), TpeOyronme

IIPEIOCTABJICHNAS MEAUIIMHCKONW TOMOIIIY MAaTEPH.

2) uBa3uBHas NpeHaTalbHas IMarHOCTHKA KOHCYJIbTAllMsI Bpauya-TeHETHKA C LEIIbIO

pacueTa reHeTH4ECKOT0 pUCKa B CEMbE, aHAJIN3a POJIOCIOBHON U 00CYXICHUS

BO3MOYKHOCTEW MpEeHATAIbHON AUArHOCTUKH

3amanue 73 IlamueHT - myx4uHa 23 net. XKasoObl Ha IEPUOINYECKUE MYIUTEIbHBIE O0JIU U
YOKEHUE B KHCTSIX U CTOTIaX, MOBBIIMICHHE TeMIepaTyphl 10 37,2-37,4, CHIIBHYIO YCTAJIOCTh U
cinabocts. [Ipu ocMoTpe B 0051acTH MynKa BU3yalnu3upyeTcs aHruokeparoma. Jlaboparopuo
TUIOXPOMHAsi MUKPOLMTapHAas aHEMUSI.

D)IIpenmnosioKuTeIbHBIA TUATHO3.

2)MeTo 161 Tpo(HUITAKTHKH.

Omanon omeema:

1) E75.2 6one3np @abpu

2) KOHCYJIbTallUsl Bpada-ICHECTHKA C HCJIbIO pacdeTa Fr€CHETHYCCKOI'0 pUCKa B CEMbEC, aHAJIn3a

POJIOCIIOBHOM U 00CYKICHHSI BO3MOKHOCTEN MpeHaTanbHoi quarHoctuku. JIHK-
JUArHOCTHKA Ha Hanuuue mytanuil B rene GLA

3ananue 74 IlauueHt — pebeHok 6 Mec, Macca npH poxaeHun-4400r, mHa 54cm. OObEKTHBHO:

MUKpoIedanus, MaKpOTrJIOCCHS, CITIEHOMET AU
1)I[IpennonoKuTenbHbIi TUArHO3.
2)Metop! poPUITAKTUKH.

Omanon omeema:
1) Q87.3 Cunapom bekBura-Bunemana

2) KOHCYJIbTallUs Bpada-IrCHCTHKA C IEJIbIO pacd€Ta TCHETHUYCCKOI'O pUCKa B CEMbEC, aHalIn3a

pO,Z[OCJ'IOBHOfI n OGCY)K,ZLGHI/IH BO3MOJKHOCTEH HpeHaTaHBHOﬁ JUArHOCTUKH



3amanue 75 lauueHT - pebenok 2x net. XKanoOsl Ha 3aIEPKKY MCUXOPHU3NIECKOTOM Pa3BUTHSL.

OOBEKTUBHO: HU3KUM POCT, TCIIOCIOKCHUC AUCIIPOIIOPIIMOHATIBHOC C OTHOCUTCIIBHO JJIMHHBIMHA

KOHEYHOCTSAIMHU M KOPOTKHM TYJIOBUIIEM, TpyObIe YepThI JIUIA -3allaBIlee ePEeHOChE, TYCThIe

cpocrrecst OpoBH, OTHBIE TYObI, OOJIBIION S3BIK, THIIEPTPUX03, KHPOCKOTHO3,
BOPOHKOOOpa3Has jedopmarius rpyHON KIETKH, O0JIBIION KUBOT, TEIIATOCTICHOMETAJTHSI.

1)IIpenrnonoxuTenbHblil TUarHos.

2)MeTo1bl IMAarHOCTUKHU.
Omanon omeema:
1)Mykonoaucaxapuios

2) KOHCYJIbTAllMs Bpada-TeHETHKA C L0 pacuyeTa N'eHETUYECKOI0 PUCKA B CEMbE, aHAIN3A

POJOCTOBHOM M 0OCYXCHHUSI BO3MOKHOCTEHN TPEHATAIbHON JTUArHOCTUKH

KPUTEPUMU oneHNBaHNSA KOMIIETEHIINHA U IIKAJLI OLIEHKHU

3a/1aHHi, OTCYTCTBHUE
CaMOCTOSTEIBHOCTH B
NPUMEHEHUU YMEHUU.
OtcyTcTBHE IOATBEPKACHUS
HaIN4IHs
chOopMHUPOBAaHHOCTH
KOMIIETCHLIUU
CBUETEIECTBYET 00
OTPULIATENbHBIX Pe3ybTaTax

pEIIeHNI0 YIeOHBIX
3a]aHUM B IIOJTHOM
COOTBETCTBHH C
o0pasIom, TaHHBIM
MIperoaBaTeseM, o
3a/IaHUSIM, pelIeHIe
KOTOPBIX OBLITO MTOKa3aHO
MIPETIoIaBaTeneM, CleayeT
CUHTATh, YTO

HABBIKOB ITPH
pelIeHNH 3aJJaHu’,
AQHAJTOTUYHBIX
oOpasmam, 94To
MOJITBEPIKAAET
HaJ4Iue
chopMUpOBaHHON
KOMITETEHITUH Ha
0oJee BEICOKOM

Ounenka Ouenka Ouenka Ouenka
«HEYI0BJIETBOPUTEJIbHO» | «YA0BJETBOPUTEIbHO» | «XOPOLIO» «OTJIMYHO»
(He 32aYTEeHO) Wi (3a4TeHo) Wiu (3a4TeHo) (3a4TeHo) WiIn
OTCYTCTBHE YAOBJIETBOPUTEJIbHbIN | HJIH BbICOKUI1
chopMupOBaAHHOCTH (moporosbiii) AOCTATOYHBIH YPOBEHb
KOMIIeTEeHIIM U YPOBEHb OCBOCHUS YPOBEHb 0CBOCHUSA
KOMIIETEeHIIMHU 0CBOCHMSH KOMIIETeHIIHU
KOMIIETeHIIUU
HecmocobHocTh OO0yuaromuiics OOGyuaromtuiics OOyuatromuiics
o0yuaromerocs JIEMOHCTPHPYET JIeMOHCTPHPYET JIEMOHCTPHPYET
CaMOCTOSITEIIEHO CaMOCTOSITEIIEHOCTD B CaMOCTOSITEIIFHOE | CHOCOOHOCTB K
MIPOJIEMOHCTPHUPOBATh INpUMEHEHUH 3HaHUH, IpUMEHEHHE HOJTHON
3HAHUS IPU PELLICHUU YMEHHUI U HABBIKOB K 3HAHUM, YMEHUH U | CAMOCTOATEIbHOCTH

B BBIOOpE criocoba
penreHus
HECTaHJaPTHBIX
3aJlaHU{ B paMKax
JUCITATUTAHBI C
WCIIOJIH30BaHUEM
3HAHUM, YMEHUU U
HAaBEIKOB,
TIONTyYEHHBIX KaK B

OCBOEHUS Y4eOHOMH KOMITETEHLIUS ypoBHe. Hannune | xome ocBoeHust
JUCLUIUIMHBI chopMupoBaHa Ha Taxkou JTAHHOUI
YIIOBJIETBOPUTEIHLHOM KOMIIETEHIIMY HA | JUCLUIUIMHBI, TaK U
YpPOBHE. JOCTaTOYHOM CMEXHBIX
YpOBHE JUCLUIUINH,
CBUJICTEIbCTBYET | CIEAYET CUUTATh
00 ycTOIYMBO KOMITETEHIIUIO
3aKperIeHHOM chopMUPOBaHHOM
MPAKTUIECKOM Ha BBICOKOM
HaBBIKE YpOBHE.
Kpumepuu oyenueanua mecmogozo KOHmpona:
MIPOLIEHT NIPaBWJIBHBIX OTBETOB OtMmeTkH
91-100 OTIMYHO




81-90 XOPOIIIO
70-80 YJIOBJIETBOPUTEIHHO
Menee 70 HEYJOBJIETBOPUTEIBHO

[Tpu onleHMBaHUM 33JaHKI C BBIOOPOM HECKOJIBKHMX MPABHIIbHBIX OTBETOB JOMYCKACTCS OHA
ommoka.

Kpumepuu ouenueanusa cobecedoganus:

Jeckpunropsl
yMeHHe 00bSICHITH JIOTHYHOCTH H
OTMerKa (mpeacTaBJsiTh) MoCJ1e10BaTEILHOCT
NMPOYHOCTH 3HAHUI CYUIHOCTD SIBJIEHUIA, b OTBeTa
NMPoIeccoB, 1eJaTh
BBIBO/IbI
OTJIMYHO MPOYHOCTH 3HAHU, BBICOKOE YMEHHE BBICOKAs JIOTUYHOCTH
3HaHUE OCHOBHBIX OOBSICHATH CYIITHOCTh, | U
MPOIECCOB U3YYaeMOM SIBJICHU, IPOLECCOB, MOCIIEI0BATEIBHOCTh
MpeaMETHOM 00macTH, COOBITHH, 1eaaTh OTBETa
OTBET OTIINYAETCS BBIBOJIBI U 000O0IIICHUS,
TTyOMHOM ¥ TIOJTHOTOM JlaBaTh
PACKpBITUS TEMBI; apryMEHTHUPOBAHHbIE
BJIaJICHUEM OTBETHI, IPUBOJUTH
TEPMHUHOJIOTMYECKUM IpUMEPBI
anmapaToMm; JOrMYHOCThIO
U MOCJIEI0BATEIBbHOCTBIO
OTBETA
XOpOIIO IIPOYHBIE 3HAHUSA yMEHHE OOBIACHATD JIOTUYHOCTh U
OCHOBHBIX ITPOLIECCOB CYILLHOCTb, SIBJICHUH, MIOCJIEI0BATEILHOCTh
M3y4yaeMoi mpeaMeTHON MPOIIECCOB, COOBITUH, OTBETa
obnacTu, oTIu4aeTcs JieNaTh BIBOABI U
TTyOMHOM M TIOJTHOTOM 0000111eHMs, 1aBaTh
PAaCKpBITUSL TEMBI; apryMEHTUPOBAHHbIE
BJIQJICHUE OTBETHI, IPUBOJUTH
TEPMUHOJIOTHYECKUM IIPUMEPBIL; OAHAKO
anmnapaTom; cBOOOIHOE JIOTIYCKaeTCs OJIHA - JIBE
BJIQJICHUE HETOYHOCTHU B OTBETE
MOHOJIOTHYECKOU pEeYbIo,
OJIHAKO JIOITyCKAaeTCs OJHa
- JIB€ HETOYHOCTH B OTBETE
YIOBJIETBOPUTE | YAOBJIETBOPUTEIbHBIE YIOBIIETBOPUTEIHHOE YIOBIIETBOPUTEIbHAS
JIBHO 3HaHUs IPOLIECCOB yYMEHUE JaBaTh JIOTUYHOCTh U
U3y4aeMoil mpeIMeTHON apryMEHTHUPOBaHHbIE MOCJIE10BATENLHOCTh
o0nacTu, OTBET, OTBETHI U MPUBOIUTH OTBETa

OTJIMYAOLIUICA
HEI0CTaTOYHOMU TITyOUHO
U MIOJIHOTOM PACKPbITUSA
TEMBbI; 3HAHUEM OCHOBHBIX
BOIIPOCOB TEOPHH.
Jlonyckaercsi HECKOIbKO

PUMEPHI;
yIOBJIETBOPUTEIHHO
c(opMUpPOBaHHBIE
HaBBIKU aHAIIU3a
SIBJICHU, TIPOLIECCOB.




OMOOK B COAEPIKaHUH
OTBETa

Homyckaercs
HECKOJIbKO OLIMOOK B
COJICp’)KaHUU OTBETA

HEYIOBJIETBOPH | c1a00€ 3HaHUE U3y4aeMOW | HeyMEHHE JaBaThb OTCYTCTBHE

TEJIBHO npeaMeTHOH o0macTH, apryMeHTHUPOBAHHBIE JIOTUYHOCTH U
HErIyOOKO€ PacKphITHE OTBETHI MOCJIEI0BATEILHOCTH
TEMEI; cl1aboe 3HaHUE OTBETA
OCHOBHBIX BOITPOCOB
TEOPHH, ClIa0ble HABBIKU
aHajIu3a SBJICHUM,
npouecco. Jlomyckarorcs
CephE3HbIE OMMUOKH B
COJICpYKaHUU OTBETA

Kpumepuu ouyenueanua cumyayuonnsix 3a0au:

Jeckpunropsl
OTMerKa OHMMANME aHaJIN3 HABBIKH npodeccuonaibHoe
CUTyalluMn peIICHUA MbIIJICHUE
npooJieMbl ——

OTJINYHO MOJTHOE BBICOKAs BBICOKAsI BBICOKHI YpOBEHB
MOHUMAaHHE CIIOCOOHOCTh CIIOCOOHOCTH MpoeCCHOHAIBHOTO
mpoOnemsl. Bce  [aHanmu3upoBarh [BBIOpAaTh METOJ  MBILIUICHUS
TpeOoBaHus, CUTYAaIHIO, pelieHus
MpeabsBIsEMble |1e1aTh BHIBOJBI [IPOOIEMBI,

K 3a/1aHUIO, YBEpEHHbBIE
BBITIOJTHEHBI HABBIKU PELICHUS
CUTYyalluu
XOPOIIO [OJTHOE CIIOCOOHOCTh CIIOCOOHOCTH MOCTAaTOYHBIH
[MOHMMAaHKE QHAIM3UPOBATh [BHIOpATh METOJ  [yPOBEHB
mpobnemsl. Bce  |curyanuro, pelieHus mpodeccnoHanTbHOTO
TpeOoBaHus, 1eNiaTh BHIBOJBI  [IPOOIEMbI MBIIIITICHHSL.
MpeIbsBIsSEMbIC YBEpEHHBIE JlomyckaeTtcst oHa-
K 3a/1aHUIO, HABBIKM PELICHUS |[TBE HETOYHOCTHU B
BBITIOJTHEHBI CUTYyaIluu OTBETE
yIIOBJIETBOPUTE [HAaCTUYHOE YIOBJIETBOPUTE [yIOBJIETBOPUTEIND [TOCTATOYHBIN
JBHO MOHUMAaHKE TbHAs HbIC HaBBIKU YPOBEHB
pOoOIeMBI. CIIOCOOHOCTh pelieHus npodeccnoHanTbHOTO
bonpImMHCTBO QHATM3UPOBATh (CUTYAIUH, MBIIIITICHHSL.
TpeOoBaHUM, CUTYALIHIO, CII0’KHOCTH C Jlomyckaetcst 6onee
MpeIbsSBISEMBIX |1€1aTh BHIBOABI [BHIOOPOM METO/a [1BYX HETOUHOCTEH B
K 3a/1aHUIO, peIlIeHus 3a/1a4il  |0TBETE MO0 omudKa
BBITIOJTHEHBI B
MOCJEe10BATEIbHOCTH
pelieHus
HEYJIOBJIETBOPH HETIOHUMAaHUE HU3Kas HEJIOCTAaTOYHBIE  [OTCYTCTBYET
TEIBHO MpOoOIEeMBI. CIIOCOOHOCTH HABBIKU PEIICHUS
MHuorue AQHATM3UPOBATh (CUTYaAIlUU
TpeboBaHus, CUTYaIUIO




MpeabsIBIsIEMbIE
K 3aJaHHIO, HE
BBITIOJIHEHBI. Het
oTBeTa. He ObLIO
[OTBITKA PEIINUTD
Bagavdy
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