Bonpocel ¢ BappaHTAMH OTBETOB 10 CNIENHAILHOCTH
«JIabopaTopHas reneruka» (Il kareropusi) IJs arrecTaluu

Kynutb 6a3y BONpocoB c 0TBETaMU MOXKHO 34eCb:
https://medik-akkreditacia.ru/product/genetik lab

MonesHble ccbiNKu:

1) TecTtbl ans akkpeauTaumm «J1labopatopHas reHeTuka» (2500 Bonpocos)
https://medik-akkreditacia.ru/product/lab_genetika/

2) TecTbl Ana akkpeamTauum «FeHetnka» (3600 Bonpocos)
https://medik-akkreditacia.ru/product/genetika

Kputepuamu gna BKAOYEHUA NATONI0TMX B NPOrpamMmmy MaccoBoro 6Moxmmumueckoro
CKPUHWHIA HOBOPOXXAEHHbIX ABNAIOTCA BCe NepeymncieHHble, Kpome O4HOro:
BO3MOHOCTb MPOCTOM, HaAeXHOM (4yBCTBUTENbHOM, cneumdpumyHoi, bes
JNIOXHOOTPULATE/IbHbIX PE3YNbTAaTOB) M SKOHOMUYECKM ONPaBAAHHOMN AMArHOCTUKM B
JOKNAMHUNYECKOM cTaanmn 3aboneBaHus;

BbICOKAA YaCTOTa BCTpeYaemMocTu B nonyasauum (He meHee 1:20 000);

BbIPa*KEHHbIN KIMHUYECKUI noanmopdmnam 6onesHu.

TAXKECTb NOPaXKeHUA C HEOOBPATUMbIMKM NOCNEACTBUAMM B BUAE MHBANUAM3ALUN UK
pPaHHEN cmepTy;

BO3MOXXHOCTb NAaTOreHeTUYECKON AN MHOM 3PPEKTUBHOWN KOPPEKL NN BbIABNEHHOTO
HapyLeHuUs;

BepHble Bce nepeyncieHHble YTBEPXKAEHNA OTHOCUTENIbHO annenbcneynduruuHomn
rmépuamnsaymnm c OMroHYKAeoTUAHbIMU 30HAAMU, KPOME O4HOrO:

ANA ANArHOCTUKKM AocTaToYyHO AAHK HEeCKONbKNX YNneHOB CeMbMU;

HeobxoaMMOo 3HaHWe MyTaummn, obycnoBanBatoLLen gaHHoe 3aboneBaHue;

nepeAa Havyanom AHK-gMarHocTMkmM Heob6xoAMMO 3HaHWE NOCeA0BaTENbHOCTU;BCErO
reHa, BKAo4aa pnaHKMpyowme peryaatopHble NocneaoBaTe/ibHOCTH;

MO ET NCMNO0/1b30BaThCA ANA ANATHOCTUKN CEPNOBUAHO-KNETOYHOM aHEMUN;

3TOT AMArHOCTUYECKUIA MeToA NPUMEHUM A1 HEGONbLIOro YMCa reHHbIX 6onesHeln.

MaccoBomy 6MOXMMUUYECKOMY CKPMHUHTY NOANEXUT 3aboneBaHue:
HenpodubpomaTos;


https://medik-akkreditacia.ru/product/genetik_lab/
https://medik-akkreditacia.ru/product/lab_genetika/
https://medik-akkreditacia.ru/product/genetika/

beHnNKeToHYpUA;

remoxpomaTos;
MYKONOMcaxapumaosbl;
MblweYyHaa guctpodua oweHHa.

MaccoBblit 6BUOXMMUMUUYECKUIA CKPUHUHT Npeanoaaraer:

obcnepoBaHMe HOBOPOXKAEHHbIX C LLe/Ibio BbiABAEHUA onpeaenieHHbIX dopm
HacneACTBEHHOW NATONOTMM B AOK/IMHMUYECKOM CTaamu;

obcnepgoBaHue geten n3 yupexaeHuin gna cnabosuaawmx;

nccneaoBaHMe KPOBM M MOYM HOBOPOKAEHHbIX Ha cOoAepKaHUe MUKO3aMUHOTIMKaHOB
(Mykononuncaxapunaos);

obcnepoBaHMe geTen € CyaopPOKHbIM CUHAPOMOM, OTCTaBaHUEM B MCUXOMOTOPHOM
pa3BUTUM, Napanaerven;

BCE NepeyncieHHoe.

XpomocomHbie 6onesHu — 3to:

CTPYKTYPHbIE XPOMOCOMHbIE NEPECTPOIIKY;

3aboneBaHnA, NpPU KOTOPbIX UMEET MeCTO NOMMOP UM FEeHOB;

rpynna KAMHUYEeCKM MHOro06pa3HbIX COCTOSHUM, XapaKTepu3yemMblX MHOXECTBEHHbIMM
NOPOKamMu pa3BuUTUSA;

COCTOAHMA BCAEACTBUE TPMCOMUN XPOMOCOM;

HecbaNaHCMPOBAHHbLIN XPOMOCOMHDbIM Habop.

MoKa3saHuA anAa nposeaeHUA 6MOXMMUYECKOro UccnesoBaHUA:
MHOECTBEHHblE BPOXAEHHbIE MOPOKU Pa3BUTUS;

nerkan onurodppeHns, 3a4epKKa Nos0BOro Co3peBaHus;
onnroppeHma B coyeTaHmm ¢ 0bLein ANCcnaacTMYHOCTbIO;
MOBTOPHbIE C/Iy4an XPOMOCOMHbIX NepPecTpoeK B CEMbE;
MOBTOPHbIE CNOHTaHHble abopThbl.

FeHOMm, accounMmnpoBaHHbIM C pa3BuTMem 6one3Hu AnburerMmepa, ABNAETCA:
BRCA;

IRF6;

MGMT;

APOE;

PTEN.

[AnarHo3 cMHApPOMa YMCTBEHHOM OTCTa/IOCTU C NIOMKOI X-XPOMOCOMOI4 OKOHYaATENIbHO
NoATBEpPXKAAeTCcA Ha OCHOBaHUM:

AaHHbIX 31eKTpoaHuedanorpadpumu;

pe3yNbTaTOB MNCUXO0TMYECKOTo TECTUPOBAHMS;

pPe3ynbTaToB BUOXMMUYECKUX UCCIeA0BAHMA MOUYM U KPOBY;
MOJIEKY/IAPHO-TEHETUYECKOrO aHaIn3a;

JAHHbIX CEMeMHOro aHamHesa.



B KaKOM reHe He06xXo0A4MMO NPOaHANU3NPOBATb MyTaLlMK ANA NOATBEPIKAEHUA
AWarHosa mykosucuumpaosa?

HFE;

BRCA;

GJB2;

CFTR;

MTHFR.

MNokasaHua ana nposegeHun cneyuanbHbIX GUOXMMUUYECKUX TECTOB:

pPBOTA, AervapaTtauna, HapyleHune abixaHua, acumnT y pebeHka 1-ro roga *KU3HU Npu
UCKNOYEHUU NOPOKOB pa3Butma HRKT;

YMCTBEHHAA OTCTaZI0CTb, BPOXKAEHHbIE MOPOKU Pa3BUTUA Pa3/INYHbIX OPraHOB U CUCTEM;
NPUBbIYHOE HEBbIHALUMBAHMUE;

KOMMNEKCbl BPOXKAEHHbIX MOPOKOB Pa3BUTUA U MUKPOAHOMAINIM Pa3BUTUA Ha GOHe npe-
M NOCTHATaIbHOM 3a4epPKKKU GU3NYECKOTOo Pa3BUTUSA;

BCE NepeyncneHHoe.

CpeaHan ANNHA 3K30HA B 6e10K-KOAUPYIOLWMX FreHaX Ye/ioBeKa B Napax HyKneotuaax
cocTaBnfer:

200;

37;

525;

170;

1587;

BepoATHOCTb poXXaeHua pebeHKa c cuHgpomom MapdaHa, ecnm 1-i pe6eHOK umeet
3TOT CUHAPOM, A POAUTENU 340POBbI, COCTaBAAET NPUMEPHO:

50%;

75%;

25%;

OKOJ10 HYNA;

100%.

ONnAa poKasatenbcrBa MynbTU¢daKTOPMUaNbHOM NpUpoabl 601e3HU UCNONb3YIOT BCe
nepe4vyucsieHHble MeToAabl, Kpome:

6/11M3HEeU0BbIN;

LMUTOreHEeTUYECKUIA;

nccnefoBaHMe accoumaLnmm reHeTUY4eCKUX MapKepoB ¢ 601e3HbIO;
KIMHUKO-TeHeanornyeckui;

NONYAALNOHHO-CTAaTUCTUYECKUN.

Ha moneKkynapHom ypoBHe Teiomepa COCTOUT U3:
anbda-caTeNnNUTHbIX NocneaoBaTeNbHOCTEN;
GC-boraTbix nocneaoBaTe/IbHOCTEM;

CTPYKTYPHbIX FEHOB;



nosTopsaowenca nocnegosatenbHoctn -TTAGGG-
pacceAHHbIX NOBTOPOB;

FeTeporameTHbIM Ha3blBaeTcA:

non, B AUNIONAHOWN KNETKE KOTOPOTo MMEIOTCS ABE Pa3Hble NOI0BbIe XPOMOCOMbI;

non, B AUNIONAHON KNEeTKe KOTOPOro MMeTCA ABe OANHAKOBbIE MO/I0BbIE XPOMOCOMbI;
opraHunsm c GeHOTUMUYECKUMM NPU3HAKAMMN MYMKCKOTO Nona;

opraHun3m c GeHOTUMNYECKUMU NPU3HAKAMM KEHCKOTO NoNa;

OpraHM3M C XPOMOCOMHbIMMK NEPECTPOIKaMM NOJIOBbIX XPOMOCOM.

HacnepctBeHHas npeapacnonoXeHHOCTb Npyu MynbTudaKTopuanbHbix 60ne3HAX 6onee
BCero cBA3aHa:

c reorpaduyYecKMmMM Pas3NNYMAMM YaCTOTbI;

C CEMeMHbIM HaKoNeHNeM B 3aBUCUMOCTU OT CTENEHWN POACTBA C NPOobHaHAOM;

C COLMANbHO-3KOHOMMYECKMMW Pa3/IUYNAMM YaCTOTbI;

C Ce30HHOCTbIO 3a60/1€BAaEMOCTU U POXKAEHUA BONbHbIX;

C U3SMEHEHMAMM YacToTbl 3a601eBaHMA MO roAam.

MeToA reHeTMYeCKOro KapTMpoBaHUA MybTUdaKTOpUasbHbIX 3a601eBaHMiA:
nccnengoBaHMe accoumaunii B NoNyasaumMax n CEMbAX;

aHanu3 cuenseHus;

CEKBEHMPOBaHWE reHoB;

MEeTOA NAEHTUYHbIX MO NPOUCXOXKAEHUIO annenem;

reHeTMYEeCKMN aHaNN3 CKpeLLMBaHNM MOAENbHbIX OPraHU3MOB.

Ecamn B AHK amuHoKucnota neryuH Kkogupyetca tpunaetom LAA, 1o
Komn/sieMmeHTapHbiMm KogoHom mPHK 6yaer:

YYA;

LT

ALLL;

ryy;

YALL.

CekBeHupoBaHuem cneayouiero nokoneHmsa (NGS) moxxHo nccneposartb Bce
nepeymnciaeHHoe, Kpome O4HOrO:

AHann3 npoTteoma;

AHann3 reHoOma;

AHanun3 sKk3oma;

AHanun3 6akrepnoma;

AHanus reHa.

CTeneHb reHeTUYECKOM AeTepMUHALUN MyNbTUPAKTOPUANIbHO 06YCNOBAEHHOTO
NpU3HaKa oTpa’kaer:

NoKasaTe/lb NeHeTPaHTHOCTH;

[ON0 KNETOK C MyTaLMen XpOMOCOM NPU MO3aNUYHOM KapuoTune;



KO3OPUUMEHT MHOPUAOMHTA;
KO3 PUUMEHT HaCNeayEMOCTH;
OLLEHKA YPOBHA MYTaLMOHHOIO Npouecca.

BonesHamu ¢ mynbTudakTtopuanbHo 0b6ycnoBaeHHOM NpeapPacnoNoXKeHHOCTbIO
ABNAIOTCA BCE NepeyncneHHble, Kpome O4HOM:

A3BeHHan 60ne3Hb ABEeHaALaTUNEPCTHOM KULLKK;

wusodpeHus;

rasakTo3emus;

nwemmnyeckaa bonesHb cepaua;

aNKOrONN3M.

Yto TaKkoe cpeaHAA rnybnHa NOKpbITUA AAHHDbIX BbICOKONPOU3BOAUTENIbBHOTO
cekBeHupoBaHua [HK:

KOZIMYECTBO HYKNeOTUA0B B OAHOM MNPOYTEHUM;

cpegHee YNCNo NPOYTEHUN, COAEPHKALLUX TOT UAU UHOWN HYKNEOTUA, TeHOMA;
4YMCNO MNPOYTEHUI, COAEPHKALWMX TOT UN UHOM HYKNEOTUZ, rEHOMQ;

cpeaHee KONMYeCcTBO HYKNeoTUA0B B O4HOM NPOYTEHUU;

cpeAHee YNCNOo NPOYTEHUMN HYKIEOTUA0B BCEX IK30HOB UCC/IeAyEMbIX TEHOB;

CUHaNTOHEMHbIi KOMNJ1eKc — 3TO:

6enkoBana CTPYKTypa, bharogapa KOTOPOM ABa rOMOJIOra YAEPKMBAIOTCA BMeECTe B
AVaKkuHese-meTadase 1-ro MeMoTUYECKOro AeNIeHUs;

peuenTopbl CNOXKHOM CybbeaAMHMUYHOM CTPYKTYPbI, KOTOpPble OPMUPYIOTCA Ha
LMTONAa3MaTUYECKON MeMbpaHe;

6enKkoBanA CTPYKTypa, BO3HMKaOLWLAA B Npoda3e NepBoro MEMOTUYECKOTO AEe/IEHUA MeXKAay
ABYMA FOMOJIOTMYHbIMU XPOMOCOMaMU;

KOMMAeKc pubocom B ooLMTe NepBOro NopaaKa, B KOTOPbIX MAET aKTUBHbINA CUHTE3
benka;

Komnnekc FlonbaxKu.

Ons BO3HUKHOBEHUA po6epTCOHOBCKOI TPaHCAOKaLun Heobxoaum:
XPOMOCOMHbIE Pa3pbiBbl HE HYXHblI;

OAMH XPOMOCOMHbIN pa3pbiB;

ABa XPOMOCOMHbIX Pa3pbIBa;

He meHee TPEX XPOMOCOMHbIX Pa3pbiBOB;

MHOX€ECTBEHHbIE XPOMOCOMHbIE Pa3pbiBbl.

YTo M3 NnpeacTaBNEHHOrO ABAAETCA OHKOCcynpeccopom?
BRCA1;

ADD1;

IL28B;

CFTR;

AZF.



Ha aonto xpomocombl X yenoseka NpUXoauTca:

meHee 1 % Bcero reHeTUYeCKOro maTepuana, CoaeprKaLleroca B KNeTke;
npnbansnTenbHo 5 % BCero reHeTUYECKOro MmaTepmnana, Coaep Kallerocsa B KNETKe;
6onee 20 % BCero reHeTUYECKOro MaTepunana, Coaep Kalleroca B KNeTKe;

6onee 50 % Bcero reHeTUYECKOro maTepmana;

KO/ZIMYECTBO reHeTUYECKOro MmaTepmana, KOTOpoe CUIbHO KoebneTca B KNeTKax 0AHOro
OpraHM3ama B 3aBMCMMOCTM OT CTaAMMN OHTOreHe3a 1 TMNa KNEeTOK.

OCHOBOMNOOXXHUK KIMHUYECKOWN reHeTUKn B Poccum:
H.K. KonbLos;

C.H. laBuaeHKoB;

A.C. CepebpoBCckuis;

H.B. TumodeeB-PecoBcKkum;

H.M. Oy6buHunn.

Y10 M3 NnpeacTaBNEeHHOro ABNAETCA N1eUAEeHOBCKOU MmyTaumuein?
ITGA2: 807 C>T,;

FTO: IVS1 A>T;

F2:20210 G>A;

F5:1691 G>A;

Nokyc 8g24 RI.

Monvumopdunam KaKoro reHa MoKeT CIYXKUTb NPUUMHOMN NPEeSPACNON0KEHHOCTHU K
rmnepToHun?

AGT;

UGT1A1;

Chek2;

NOD;

VDR.

Mpu BbiIABNEHUM HacNeACTBEHHOTO 3a601eBaHUA Y pa3BUBAKOLLErOCA N1043a CYyAbby
aToro nnoaa (npogonkeHme 6epemeHHOCTU unu abopT) B npase pewaTtb:

TONIbKO MaTb;

pennrnosHble o6beMHEHUS;

TONbKO Bpauu;

TONbKO poauTenu;

rocyaapcTBeHHble OpraHbl 34paBOOXPaAHEHMA.

BONbLWMHCTBO HacNeACTBEHHbIX HapyLweHuit meTabonunsma obycnosneHo:
pPeLeccUBHbIMU reHaMU;

AOMUHAHTHBIMW FreHamMu;

LUMTONNA3MaTUYECKOM HacNeaCTBEHHOCTbIO;

XPOMOCOMHbIMU TPUCOMUAMMU;

TepaToreHHbIMM BO3A4eNCTBUAMM.



MNoHaTuio « MyTauua» COOTBETCTBYET BCE, KpOMe:

M3MEeHeHMe nocnenoBaTe/IbHOCTU HYKNEOTUAO0B BHYTPU reHa (reHoB);

eANHUYHbIE C/ly4an ayTOCOMHO-PEeLECCUBHbIX 3aboneBaHMN B MOTOMCTBE OT 6paKka ABYyX
3[0POBbIX CYyNnpyros;

M3MEHEHME YNCNa XPOMOCOM;

N3MEHEHME CTPYKTYPbl XPOMOCOMbI (XpOMOCOM);

Aeneuma y4acTka XxpoOMOCOMbI.

K areHTam, Bbi3bIBalOLWMM FreHHble MyTaLunu, OTHOCUTCA BCe, KpOMe:
aKPUANHOBbBIE KpacuTenu;

aNKMANPYIOLLME COeANHEHUS;

a30TMCTan KUCNOTa;

Kpaxman.

JlY4M PEHTreHa;

CuenneHo ¢ X-xpomocomoii HacneaylTca 3aboneBaHus:
remopunus;

6onesHb [ayHa;

OANbTOHU3M;

beHnNKeToHYpuUS;

CMHApPOM daBapAca.

MpUunHON BOSHMKHOBEHUA HacNeaCTBEeHHbIX aedeKkToB o6meHa ABaAlOTCA:
reHOMHble MyTaLuu;

N3MEHEHUE YNCNa XPOMOCOM;

reHHble MyTauuu;

cbanaHCMpOBaHHble TPAHCAOKaLUMU;

TepaToreHHble BO34eNCTBUA.

Mo>KHOo rosopuTtb 06 onpegenatow,em 3HaUeHUN reHeTUYeCKUX GpaKTopoB B Pa3BUTUM
NpuU3HaKa npu 3HauyeHnn KoddpPurumeHTa HacneayemocTu, paBHOM:

0,2-0,3;

0,8-1,0.

0,4-0,5;

0,5-0,6;

0,7-0,8;

[loKa3aTenbCTBOM TOro, UTO pa3BUTHE PaKa CBA3AHO C NOBpPEXAeHMEeM reHOMa KNeTKU
AsnAerca:

KaHLUEeporeHHoe AeincTBue pa3nyHbIX MUTOreHOB;

Ha/IMYMe MHOTOYMUC/IEHHbIX MOBPEXAEHUIA HaCcNeACTBEHHOrO annapaTa KNeTKkn B
OnNyxonax; u

OHKOreHHOe AencTBue BUPYCOB, CNOCOobHbIX BCTpamBaTtbea B AHK; n

CYLLLEeCTBOBAHWE HacNeACTBEHHbIX GOPM paka;

KPOCCUHTOBEp.



TpaHcKpUNUUOHHbIN PpaKTop-6enoK p53 BbiNnoNHAET cneayowme GyHKUUN:
AKTUBUPYET reHbl, 3anycKatouime anonTos;

penpeccupyeT reHbl, CaepKuBatowme anonTos;

AKTUBUPYET reHbl, OTBeYaroLuLMe 3a OCTAHOBKY KNEeTOYHOro AeNeHus;

BCE NepeyncieHHoe BEPHO.

ABNAETCA ONYX0JIeBbIM CYNPeccopom;

XpomocomMHbI Habop XapaKTepHbIli ana cuHapoma KnaHpenbTepa cooTBeTcTBYeT
BCEMY, Kpome:

46, XY/47, XXY;

48, XXXY;

47, XXY;

45, X;

48, XXYY.

Ana cuHpgpoma LLlepeweBcKkoro-TepHepa He XapaKTepHO:
NONHOE OTCYTCTBME BONOC;

nepBuYHasA ameHopes;

MOHOCcOMMUA 45, X;

HU3KWUIA POCT;

KPbINOBUAHbIE KOXKHblE CKIaaKu B 061acTh Wwewn.

C X-XpOMOCOMOW CLLeNn/IeH FeH:

cmHapoma KnanHdenbtepa;

cnHgpoma Llepewesckoro-TepHepa;
aapeHOreHNTanbHOro CUMHAPOMA;

remopununm A;

CMHOPOMA reMopparM4yeckomn TeNleaHrMaKTasnu.

Ona pnarHocTukmn 6onesHen, oNA KOTOPbIX MYTaHTHbIU FeH HEU3BECTEH U He
NNOKaNIM30BaH, NPUMEHAeTCA:

NPAMOMN CUKBEHC;

NpAMaA AeTeKUMA C UICNONb30BaHMEM CrieuMPUUEeCcKMX MONEKYNAPHbIX 30HA0B;
CeEMEMHbIM aHaNN3 Tpynn cLenneHus;

MeToA cneunduyeckmnx pecTpuKras;

NDA.

CuHapom [layHa BO3HMKAET u3-3a HapyLleHusa B:
5 xpomocome;

NONOBbIX XPOMOCOMAX;

21 xpomocome;

15 xpomocome;

18 xpomocome.



dopmyna KapuoTuna, XxapakTepHasa gna cMHgpoma flayHa:
47, XX, +18;

47, XXY;

46, XY, der (14;21);

47, XX, +13;

47, XYY.

YKaxKute, KTO U3 60/1bHbIX OLLMO6OUYHO HanpaB/ieH K Bpavy-LUTOreHeTUKy Ann
uccneaoBaHUA KapuoTtuna:

YKeHLWMHa, poamBLuan pebeHKa c perynapHoi Tpucommen 21 Xxpomocombl;
YKEeHLWMHa, MeBLLas 3 CNOHTaHHbIX abopTa;

pebeHOoK c ncopmasom;

XPOMATUH-MONOKUTENbHbI MafbuuK;

MY*KYMHA, Y KOTOPOro POAUACA CblH C TPAHCNOKALUMOHHOM dopmoit bonesHn JayHa.

PuUcK poxkaeHusa y Hemonogoi matepu pebéHka ¢ cuHapomom [layHa, obycnosneH
0CO6EHHOCTAMM rameToreHesa y XKeHL U H:

601bWON ANNTENBHOCTBIO CTAANU ANKTUOTEHDBI Y HEMOJIOAbIX KEHLLMH,
CONPOBOKAAOLLENCA POCTOM BEPOATHOCTU HAPYLUEHMIN annapaTa BepeTeHa AeNeHuns;
BbICOKOW NpoandepaTMBHON aKTUBHOCTbIO OOFOHUEB, CONPOBOXKAAOLWEeNCA owmnbKamu B
pabote AHK-nonnmepassi;

BO3pacTaHMEM YacTOTbl HEPABHOMO KPOCCMHIOBEPA B rameToreHese y HeMO104bIX
YKEHLMH;

06WWMMm BO3pacTaHMEM YaCTOTbl TOYKOBbIX MyTaLMMN Y }KEHLWWUH cTapwe 35 nerT;
HapyweHnem cuctembl penapauuun AHK.

B nepsom 6pake y }KeHWwUHbI 33 neT poaunca pebeHoK ¢ TpaHCN0KauMoHHOU dopmoit
6one3Hn fayHa. Kapuotun xeHwmHbl 6e3 natonoruun. NMpu BTopom 6paKe co 340p0BbIM
MYXX4YMHOM B cnyvyae bepemeHHOCTU eid cnepyeT NpoBeCcTU UccaeaoBaHue:

C NOMOLLbIO MONEKYNAPHbIX 30HAOB;

MyTaLUui B reHe ANCTPOPUHa;

KapuoTtuna nnoaa;

ypoBHA anbdpa-beTonpoTenHa;

CNeKTpa aMUHOKUCAOT.

ONnA pMarHoCTUKN reHOMHbIX MyTauUid NPUMEHSAIOT:
meTon C-oKpacKu;

MeTOoA, C UICNONb30BaHMEM PIIOOPECLEHTHbBIX KpacuTenewn;
meTo, G-OKpacKuy;

PYTUHHYIO OKPACKY;

BCe NepeyvyncneHHoe.

an-IMHaMM BO3HUKHOBEHUA TpMCOMMﬁ ABNAIOTCA:
TOYKOBbIE MYTaLU NN,
HEepacxoxXaeHne XpomMmoCom;



oAHOpPOAUTENIbCKAA ANCOMMUSA;
OTCTaBaHME XpOMOCOM B aHada3se;
MHTEepPCTMUMaNbHaA geneums.

BonbHoOM ¢ cuHapomom KnanHdenbrepa okasanca Mo3ankom ¢ Kapmotunom 46, XY

47 ,XXY 48,XXYY. B Knetkax 3atoro 601bHOro MoXHo 06Hapy»Xu1Tb Te/blia NONOBOro
XpOMaTuHa:

OaHo;

YacTb KNeTOK MOXKeT UMeTb OZHO Tesible, YaCTb — HU O4HOTO;

Hwn ogHoro;

YacTb KNeTOK MOXKeT UMeTb OA4HO Tesble, YacTb — ABa;

Pa3pblBOB B OAHOWN MM HaCTb KNETOK MOXET MMEeTb OAHO Te/bLEe, YaCTb — A4,Ba.HECKO/IbKUX
XPOMOCOMaX.

B rameToreHese }KeHLWMHbI C CUHAPOMOM Tpucommm X moryt o6pasoBaTbCa rameTbl C
aHOMa/IbHbIM YUC/IOM XPOMOCOM. ITOT BapUAHT HEPaCXoXKAeHUA MOXKHO 0603HaUUTb
KakK:

[BONHOE HepacxoxaeHue;

nepBUYHOE HEPACXOXKAEHUE;

BTOPUYHOE HEPACXOXKAEHUE;

TPETUYHOE HepPaCXoXKaeHue;

nocnenoBaTe/IbHOE HepacxoXaeHue.

Mpu aHanuse metadasHbIX NIACTUHOK HAMAEHO 9 KNEeTOK C HOPMaabHbIM KapuoTUNOM
46, XX, a TaK)Ke aBe ¢ Tpucomuen 21 xpomocombl. TaKTUKa Bpava LUTOreHETUKA:
AMArHO3 YCTAaHOB/IEH - TPMCOMMUA NO 21 XpOMOCOME;

AMarHo3 yCTaHOBJ/IEH - HOPMa/IbHbIN KAapuoTunm;

HeobXxo4MMO YBENNYUTb YNCNO aHAAN3MPYEMbIX MeTadasHbIX NIACTUHOK, a TaKKe
npuBAEYb METOAbl aHaNM3a MHTepda3HbIX A4ep C NomoLLbto Npob cneunduyeckon AHK.
OMArHo3 YCTAaHOB/IEH - MO3aULU3M;

Heob6xoaMMO NPOBECTN OHTOreHeTUYecKoe obcneaoBaHue poauTenen;

MnenoTponHoe AeicTBME reHa He NPOABAAETCA NPu:
bEHNNKETOHYPUY;

deTanbHOM aNKOTroIbHOM CUHAPOME;

raflakTo3emuu;

cMHgpome MapdaHa;

apaxHOAaKTUINMN.

Ana ranakrozemuun Tmn 1 xapaktepHo:
MHOXeCTBEHHble MNOPOKMK;

pas3BuUTME Cencuca; u

KaTapaKTta; u

renaTomeranusa c HapyweHuem GyHKLUM NeYeHun; n
NOBbIWEHMNE KOHLUEHTPALUMM raNakTMToNa.



Ana ranakrozemuun Tmn 3 He XapaKTepHo:

NOBbIWEHNE KOHLLEHTPALUM rAaNAKTUTON];

NOBbIWEHNE KOHLLEHTPALNM raNaKTO3bl;

renaTomeranua c HapyweHunem GyHKLUMN NeYeHu;

KaTapaKTa;

AedeKT reHa, Kogupywuwero ypmamn-gnoncdaTt-raHakto3o-4-anmmepasbi.

MNpoBepeHua cneymanbHbiX BUOXMMUYECKUX UCCea0BaHUA TpebyloT:

XPOHMYECKME NHEBMOHMUMW, HApYLLUEHME BCACbIBaHUA B KULIEYHUKE, TMnoTpodus;
PACTOPMOKEHHOCTb, HapyLleHne NnoBeaeHUA, UMBeUNNbHOCTb, HEOObIYHbIM 3aNax MOYM;
MbILLEYHAA TMNOTOHUSA, PBOTA, OTCTaBaHWE B NCUXOMOTOPHOM PasBUTUN;

BCE NepeyncneHHoe.

CHUXKEHMe 3peHns, KNGOCKOANO3, renaToCcnaeHoOMeraans, YMCTBEHHaA OTCTaNoCTb;

MpumeHeHUe NeBOKaPHUTUHA C Lie/1bl0 BbiBEA,EHUA TOKCUYECKUX meTabonutos
Haubonee 3pPeKTUBHO NPU OpPraHUYECKUX auuaypUax:

6one3Hb KaHaBaHa;

n3oBasiepMaHoOBan aumMaypms;

6onesHb lowe;

NPONMOHOBAA auMaypus;

6onesHb Pabpu.

Cpeau HaceneHua EBponbl amaBpoTHMUecKan cemenHan ngnotua Tea-Cakca BcTpeyaerca
c yacrtotou 0,04 Ha 1000 HOBOpOXAEHHbIX. YacToTa retepo3uror Aa B gaHHOM
nonynsauum COCTaBUT:

10%;

1,2%;

5%;

3%;

0,8%.

K nusocomubim 60n1e3HAM HaKoN/1IeHUA OTHOCATCA Bce 3aboneBaHus, Kpome:
LMCTUHO3;

dyKo3na03;

6onesHb Pedpcyma;

6onesHb Tea-Cakca;

6onesHb Pabpu.

Knaccuueckasa popma peHUNKETOHYPUM 1eUNTCA ANETOU C HU3KUM COoAeprKaHueM:
dbeHnnanaHuHa;

beHnATINUNHA;

2-4-pMHUTPOPEHUNTNAPAZNHA;

deHunrnapasmnHa;

MEeTUOHUHA.



Mo aytocomHo-peneccMBHOMY TUMNY Hacne[yoTCA:
anunencum;

MUNIOPOCTEHO3;

BPOAEHHbIe NOPOKU cepaLa;

dbeHnnKeToHypus.

cemenHas ampumsema nerkux;

Avetotepanus c orpaHnyeHnem 6esKa He NpUMeHAeTcA ANA cnepylowmnx 3aboneBaHuit:
beHUNKeToHYpUS;

He[0CTaTOYHOCTb NMMPYBATAEMMAPOreHa3HOro KOMMJIEKca.

TUPO3NHEMMUS;

MeTUIMANIOHOBAA aLNaypPUs;

60one3Hb C 3aMaxom KJeHOBOTO CMPOMa Mouu;

K 3a6oneBaHnam, cBA3aHHbIM € 3KCNAHCUEN TPUHYKNEOTUAHbIX NOBTOPOB OTHOCUTCA:
beHNNKeTOHYpPUSA;

NenynHos;

Xxopeun [eHTUHITOHA;

cnHppoma JloypeHca-MyHa-bapae-bunns;

CeprnoBUAHO-KNETOYHAA aHEMMUA.

Mo ayToCOMHO-A40MWHAHTHOMY TUNY HaCNe[ylTCA BCe NepeyncieHHble 3a6oneBaHus,
Kpome:

xopeun FeHTUHITOHa;

cMHapoma MapdaHa;

aApPEeHOreHNTaNIbHOro CUHAPOMA.

HenpodubpomaTosa;

axoHAponnasuu;

HemeHaenupylouwee HacneaoBaHMe OTMeEYaeTca y:
MUTOXOHAPMANbHbIX 3ab0neBaHN;
MYKOBMUCLMNA033;

cMHppoma Bunbamca;

bEeHUNKETOHYpUU;

6one3Hb Tea-Cakca.

B reHeTUUYECKYI0 KOHCY/IbTaLMIO 06paTUNach KeHLMHA, MyX KoTopoii 6oneH
remodunmeit. Kakom puck ana aetem oxxupaertca B 3Tom 6paKe, eCnm U3BECTHO, UTO
pOA0CNOBHAA CAMOM }KEeHLLMHbI N0 reMoPUInmU He OTATOLW,EeHA?

BCe AeBOYKM ByayT 60NbHbI;

BCE Ma/ibiMKK B6yayT 60NbHbI;

BCe Aetu byayT 340p0Bbl HE3aBMCMMO OT NOJIa, HO AEBOYKM ByAyT HOCUTEIbHULAMMU FreHa
remodunnm;

NOJIOBMHA Ma/ib4MKoB b6yayT 60nbHbIMY;



nos10BMHA AeBOYeK 6y,c|,yT HOCUTE/IbHNLUAMU NATOJZIOTNUYECKOTO reHa.

Mpwu wnsoppeHnn KOHKOPAAHTHOCTb MOHO3UrOTHbIX 61nM3HeloB (MB) coctaBsnser 80%, a
AN3UroTHbix 6ausHeuos (AB) - 13%. 3To cBA3AHO C TeM, YTO AaHHOe 3aboneBaHue
obycnosneHo:

reHeTM4eckMmmn dakTopamu;

daKToOpamMu BHeLLHEN cpeapl Npu onpeaeneHHOM FeHeTUYECKOM NpeapacnooXeHUN;
baKkTOopamu BHewWHeW cpeapl;

anureHeTUYeCKMMM paKkTopamm;

HEeNOMIHOM NeHEeTPaHTHOCTbIO ONpeaeNeHHOro reHa.

B MmeAMKO-reHeTUYEeCKY0 KOHCY/IbTaLuIo 06paTuaach }KeHLWMHA, MyX KoTopoii 6oneH
docparamnaberom (runodocdaremueit). Puck yHacneposartb pocpatguaber gna ee
beTeun cocTaBafer:

BCE Ma/ibiuKK B6yayT 60NbHbI;

BCE AeBOYKM 6yayT 60/1bHbI, @ BCE MaNb4MKM 340POBbI.

BCE AEeBOYKM ByayT 340PO0BbI;

PUCK 3a60a1eBaHUA 41A ManbyinKa paBeH 50%;

puck 3aboneBaHma gna AeBoukm paBeH 50%;

MopakeHne MmbILLeYHOro BOJIOKHA XapaKTepHO ANA:
nporpeccnpytowemn mboileyHom auctpodpum JoWweHHa;
CnUHanbHoOM ammnoTpodpun Bepanura-fropdmana;
OEeTCKoro uepebpanbHOro napanunya;

cuHgpoma Jloy;

cnHgpoma [ayHa.

Twun HacnepoBaHua 6one3Hn BunbcoHa-KoHoBanoBa:
pPeLeCcCUBHbIN, CLENNEHHbIN C X-XPOMOCOMOW;
aYTOCOMHO-PELLEeCCMBHbIN;

OOMMHAHTHbIN, CUENNIEHHbIN C X-XPOMOCOMOM;
aYTOCOMHO-AO0OMUHAHTHbIN;

NOJINTEHHDbIN.

OnAa nposBeaeHUA LUTOreHEeTUYECKOro aHa/1In3a UCNONb3YIOT BCE NepeymncneHHoe,
Kpome:

KNEeTKM KOCTHOTO MO3ra;

KNETKN NeyeHw;

nmmooumntbl nepudepmnyeckon Kposu;

buonTaT ceMeHHUKa;

6uonTaT XopMoHa.

CpeAHﬂﬂ ANNHA UHTPOHAa B 6EHOK-KOAMpyl0LI.I,MX reHax yesoBeka B Napax HykKsieotuaax
coctaBnsaeT:
5419;



8433;
2444,
12434,
6745.

YKaXKuTe nogpasaeneHrue, KOTOpoe He BXOAAT B CTPYKTYPY PermoHasibHOM
(mexxpernoHanbHO) MegUKO-reHeTUYECKOM KOHCYIbTauuu:

nabopaTtopunun HEOHATANbHOIO N BUOXMMNYECKOTO CEIEKTUBHOTO CKPUHUHTA Ha
HacneAcTBeHHble 601e3HN 0bMeHa;

nabopatopusa LUTOreHeTUYECKOM ANArHOCTUKN;

oTaeneHne MmeamKo-reHeTUYECKOro KOHCY/IbTUPOBAHUS;

oTAeNieHue pa3paboTKM MHHOBALMOHHLIX NpenapaTos;

nabopaTtopua npeHaTaNbHOW ANATHOCTUKMN.

B 3aaauu uutoreHeTMYECKOM NabopaTopum permoHasibHOM MeAUKO-reHeTUYEeCKoM
KOHCY/1IbTaLlMn BXOAMUT:

A. yTOYHEHWe gmMarHo3a HacneacTBeHHOro 3abonesaHna obmeHa BeLWecTs;

b. npoBeaeHue umMToreHeTUYeckoro ob6cnegoBaHmMA cemen M 60NbHBIX C NOAO3PEHNEM Ha
XPOMOCOMHYO MNaTON0rMUIO;

B. 06bAcCHeHMe pe3ynbTaToB 06C/1eA0BaHMA KOHCYNbTUPYHOWMMCA B AOCTYNHOM A1A HUX
dopme;

. npoBeneHune cekseHnposaHua AHK;

[. npoBeaeHne ne4YeHna NaLMEeHTOB C FeHETUYECKMMMN OTKNOHEHNAMM.

B 3aaaun nabopatopuit HEOHATANIbHOTO U BUOXMMMUUYECKOTO CE/IEKTUBHOIO CKPUHUHTIA
Ha HacneAacCTBeHHble 60n1e3HM 06MeHa MeAUKO-reHeTUYECKOWU KOHCY/IbTaLuu BXOAUT
BCe, Kpome:

noaTeepXaeHne guarHosa GeHUAKETOHYPUM U BPOXKAEHHOTO TMNOTUPEOD3a y AeTeN,
BbIAABNEHHbIX MPU HEOHATa/IbHOM CKPUHUHTE;

CENEKTUBHbI BUOXMMUUYECKNI CKPUHUHT (NpocenBaHmne) Ha HBO B cembsx;
pa3paboTKa HOBbIX METOA40B aHa/IN3a HAaCNeACTBEHHbIX bone3Hen;

OpraHMsaymAa u NnpoBegeHmne MaccoBoro CKpUHMHra Ha HBO;

BUOXMMUNYECKNI KOHTPOb 33 iedeHneM 60/1bHbIX GEHUTKETOHYpPUEIA.

YKaXKuTe yupekaeHusa 34paBooXpaHeHus, KoTopble He y4acTBYHOT BO B3aMMO4EeNCTBUMN
ONA OCYLLeCTB/IEHUA MOHUTOPUHIA BPOXKAEHHbBIX MOPOKOB Pa3BUTUA:

NpPO3eKTypa;

POANNBHBIA AOM;

B3pOCaan NONAMKANHUKA (CTaunoHap).

AEeTCKanA NONUKANHUKA;

MeaMKO-TeHeTUYeCKas KOHCYNbTaums;

HasoBute yupexkaeHus, B KOTopble MOTyT 6biTb HanpaBaeHbl 60abHble U3
perMoHanbHO MeAUKO-reHeTUYecKou KoHcyabTauum gna QHK-gunarHoctmkmn
HacneacTBeHHOro 3abonesaHuma:



cenbckne 6onbHULbI;

YKEHCKAs KOHCY/IbTaLMs MO MECTY KUTENbCTBA;
TEpPpPUTOPUA/IbHbIE MEANLMHCKMNE YUpeaeHna obuero npoouns;
MEMKPErMoHanbHas MeANKO-reHeTUYeCcKasn KOHCY1bTauums;

AOMa MHBANUAOB.

YKaxKute TeppuUTOpmUanbHYyIO0 MeAULMHCKYIO CNyXK6y, KoTopas yyacTByeT B obecneyeHumn
maccoBoro ob6cnepgosaHua 6epemeHHbIX XKeHWUH ana PopMmupPoBaHUA FPyNN pUCKa no
BIMP 1 XxpomocomHbim 60ne3HAM:

nabopaTtopHas cnyKba;

MeaMKO-TeHeTn4ecKas cnyxba;

neanaTpuyeckan cnyxba;

TepaneBTUYECKaA CNYKOa;

CTOMATO/IOrNYecKan cnyba.

OcHoOBHas 3ag,a4a NepBOro ypoBHA MaccoBoro o6cneaoBaHua 6epemeHHbIX }KeHLLUH:
npeHaTaNbHaA ANArHOCTMKA BPOXKAEHHbIX MOPOKOB Pa3BUTUS;

npeHaTaNbHaA AMArHOCTMKA XPOMOCOMHbIX 6onesHel;

dbopmMpoBaHMeE rpynnbl PUCKA NO BHYTPUYTPOOHOM NaToormMm naoaa;

npeHaTasibHas ANArHOCTMKA KOHKPETHbIX HacneacTBeHHbIX bonesHewn;

YTOYHEHME CpoKa bepemeHHOCTH.

OCHOBHbIMM 334a4aMM BTOPOro YPOBHA MAaccoBOro o6cnenosaHna 6epemeHHbIX
YKEHLUH ABNAIOTCA BCE, KpOMe:

OLLeHKa TAXKEeCTM NaTo/I0rnK, BbIABNEHHOM Y NN0A3;

dopmMmuMpoBaHUE rpynnbl PUCKa NO BHYTPUYTPOOHOM NaTonornm nnoaa;
HanpaB/ieHWe Ha NpepbiBaHMe bepeMeHHOCTY;

ANATHOCTMKA KOHKPETHbIX GOopM NoparkeHna Nnoaa;

NPOrHO3 ANA XU3HU U 300P0BbA pebeHkKa.

Mpu npoBeaeHUN BTOPOro ypoBHA MaccoBoro ob6cnenosaHua 6epemeHHbIX }KeHLWWH B
MeAUKO-reHeTUYeCKOM KOHCYIbTauum NpoBOAUTCA BCE, KpOMeE:

reHeTMUYECKOE KOHCY/IbTUPOBaHME CeMe NPpu NOATBEPKAEHUN NATONOMMM NA0Aa;
reHeTUYeCcKoe KOHCY/IbTUPOBaHME bepeMeHHbIX }KEeHLLWUH C PUCKOM NaToN0rMKn NN0Aa;
JleyeHume BbIABNEHHbIX MAaTON0MMM NaoAaa.

KOMMEKCHOe npeHaTasnbHoe ob6cnenoBaHue nnoaa;

KOHCUAMYM A9 BbIpabOTKM TaKTUKKN BeAeHMA BepeMeHHOCTM NpU NOATBEPKAEHUM
naToNoOrMuK y NNoAa;

MoHATUe KapTUPOBaHMA reHOMa YesioBeKa BK/louaeT B ceba Bce, Kpome:
N3y4yeHne TOHKOM CTPYKTYpbl reHa

N3y4yeHue SKCNPEeccun reHa;

onpegeneHune rpynn cuenaeHus;

NOCTPOEHUE AeTaNbHbIX XPOMOCOMHbIX KapT;

BblIACHEHWE NOMIHOTO FrEHEeTUYECKOro COCTaBa BCEX XPOMOCOM YeN0BeKa.



KapTbl, eguHuuen nsmepeHusa KOTopbixX ABNAETCA 4aCTOTa peKoMOUuHauuu:
reHeTU4YecKue;

HYKNeOTUAHbIE;

dusnyeckue;

XPOMOCOMHbIE;

PECTPUKLUMOHHbIE.

EanHULE reHeTUYeCKOM KapTbl FeHOMA ABNAETCA:
KNOHMpOBaHHble ¢parmeHTbl JHK;

HYK/ieoTus;

CaHTUMOPraHnaa;

XPOMOCOMHble 6eHabl;

9K30OHbl U UHTPOHDI.

Xpomocomocneuudpuyeckue soHabl JHK — ato:

dparmenTbl JHK, coaeprKalime ToNbKO CTPYKTYPHbIE FeHbl;

OHK XxpomoCOMHbIX GparmMeHTOB pa3HOM O/IUHbI;

KIOHMPOBaHHble dparmeHTbl JHK, xapaKTepHble Ansa onpeneneHHbIX XPOMOCOM;
dparmenTol JHK, coaepKalime TONbKO CTPYKTYPHbIE FeHbl;

dparmeHTbl AHK, cogepawme pacceaHHble NOBTOPbI.

frbpuamsauums in situ c meyeHbIMM 30HAaMUN NO3BONAET:

N3Yy4YNTb PECTPUKTHYIO KapTy 30HAa;

JIOKann30BaTb NOC/eA0BATENBHOCTb 30HAa HAa XPOMOCOME U/IN B €€ JIOKYCE;
nccnenoBaTb HYKNEOTUAHbIM COCTaB 30HAa;

nccnenoBaTb PAacCTOAHME MeXKAY 30HAAMMU;

onpeaennTb Nocaea0BaTeNIbHOCTb PACMNO/IOXKEHUA TEHOB B XPOMOCOME.

Mb6puaunsauma in situ c noKyc cneymnpudyeckumm npobamm nossonser:
onpeaennts NAPD;

M3y4nUTb KapMoTUn 60NbHOTO;

NONY4YNTb MHPOPMALUIO O NepecTpPomKax nccaegyemoro nokyca y 601bHOro;
NONY4YNTb MHPOPMALUIO O MYTALLUAX B TEHE;

onpeaennTb HYKNEOTUAHbIA COCTaB UCC/IeAYEMOTO NOKYCa.

BekTopHasa cucrema — 3T10:

cuctema baKTepua-xo3auH;

cuctema Habopa YHUKanbHbIX nocnegoBaTenbHoctel AHK;
cMcTema anAa nepeaadun reHeTMYecKoro maTepuana BHYTPb KNETKY;
noBToOpAKOWAACA nocnegosaTenbHOCTb HK;

noaMnenTuaHas nocaeaoBaTeNnbHOCTb.

MpumeHeHne MONEKYNAPHO—LMUTOreHeTUYEeCKMX MeTOA40B ANAarHOCTUKM C NOMOLLbIO
Xxpomocomocneuudpuueckux npob AHK nossonsaet caenatb Bce, Kpome:



BbIABUTb NMPOUCXOXKAEHWNE A06aBOYHbIX MAaPKEPHbBIX XPOMOCOM AN MUHUXPOMOCOM;
CEKBEHMPOBATb 9K30M;

onpeAennTb CI0XHbIN XPOMOCOMHbIA MO3aMLM3M NPU HEBbICOKOM COAEPKAHUM
aHOMa/IbHbIX KNIETOK B KApUOTUNE;

NAEHTUPULMPOBATb XPOMOCOMbI, BOB/IEYEHHbIE B CNOXKHbIE MEPECTPOKMY;

YTOUYHUTb TOYKU Pa3pbIBOB aHOMA/IbHbIX XPOMOCOM.

BeKTOpHbIe KOHCTPYKLMU 6biBalOT:
nnasmuaHble;

¢darosble;

BCE BEPHO;

Ha OCHOBE MUCKYCCTBEHHbIX XPOMOCOM APOXKKEN;
KOCMWUAHbIE.

BAn3HeuoBbIA MeToa B MeAULMHCKOM reHeTUKe UCNob3yeTca ANA:
ONA N3YYEHUA NPUYMHBI BOSHUKHOBEHUA MyTaLUA;

OLEHKM YaCcTOTbl BOSHUKHOBEHWA MyTaLWiA;

onpeaeneHmnA 4YactoTbl NATO/IOMMYECKOro annena B Nonynauum;

ANA pacyeTa KOHKOPAAHTHOCTY;

ONA N3y4eHna «Modawmx» nocnegosatenbHocten AHK.

OHK-pgunarHoctuka 6one3Heit MUMNPUHTUHIA CBOAUTCA K ONpeaeneHuio:
CTPYKTYPHbIX MyTaLW B reHax;

Pa3nYnii B annenbHOM METUANPOBAHUM OTLLOBCKOM M MAaTEPUHCKOM XPOMOCOM;
Pa3/INYNI B TEHHOM 3KCNPeccuu;

KPYMHbIX XPOMOCOMHbIX NePEeCTPOEK;

OAHOHYKNEOoTUAHbIX NOANMOPPU3MOB.

K npoToOHKOreHam KneTku OTHOCATCA:
pocToBble GaKTOPbl N UX peLenTopbl;
reHbl «40MaLUHEero Xo3amncTea;

FeHbl- XPaHUTENN KNEeTOYHOTO LUMKN3;
MWTOXOHAPWANbHbIE FEHbI;
MMNPUHTUPOBAHHbDIE TEHbI.

K metogam npamoin JHK-AMarHoCTUKM He OTHOCUTCA:
bparmeHTHbIN aHaNU3;

annenbcneundunyeckas MUP;

MNUP-NAP®;

cekBeHupoBaHue [JHK;

MLLP B peanbHOM BpemeHu;

K metogam KocseHHoM [JHK-gnarHoCcTMKM oTHOCATCA:
anekTpodopes;
MeTo4 OAHOHUTEBOrO KOHPOPMALMOHHOTO NOANMOPPU3MA;



XpomaTtorpadus;
aHa M3 MUKPOCATENIUTHOTO NOANMOPPU3IMA;
cekBeHupoBaHune AHK.

Ona ocywecreneHmna koceeHHou JHK-guarHoctukmn Heobxoamumo Hanuume OHK:
npobaHaa;

npobaHaa, oTua, matepu, nx 6ONbHbIX U 340POBbIX POACTBEHHMKOB;

npobaHaa, oTua, MaTepu;

oTua, MmaTepu;

340P0BbIX POACTBEHHMKOB.

Ecnuy npobaHpa ussectHa mytauums, NpMBoAALLaN K HacNeacTBeHHOMyY 3a6oneBaHumio,
KaK onpeaenutb Hainume 3TOM MyTaLum y pOACTBEHHUKOB:

NMPOBECTU NONHbIA CKPUHMHT MyTaLUMil B reHe HacneacTBeHHOro 3aboneBaHus;

NpPOBeCTU KAapMOTUNNPOBAHMNE Y POACTBEHHUKOB.

onpeaennTb NoAMMopPHbIe MapKepbl, CLLeNAEHHbIE C NAaTONIOTMYECKUM annenem;
NPOBECTN CEKBEHUPOBAHME 3K30HA C MyTaLMen y poACTBEHHUKOB; U

nposectu MUP-NAP® y poaCTBEHHUKOB;

Ona ocywecrenenmna AHK-gnarHocTMkn MMkpoaeneynoHHbIX CMHAPOMOB UCMNO/b3YIOT:
annenocneundunyeckas MLUp;

CEKBEHMpPOBaAHME;

SSCP-aneKkTpodopes;

XPOMOCOMHbIN MUKPOMATPUYHbIMA aHaNn3;

nupP-nap®.

Mpu romounUcTMHYpUK, Bbi3BaHHO1 AedeKTOM LUCTAaTUOHUH 6eTa-CMHTAa3bl, NOBbILWEH
YPOBEHDb CNeAylLUX aMMHOKUCAOT B MoYe:

METMOHMHA U TOMOLMCTUHA;

FANUMHA U LUCTUHA;

LUCTUHA U apPTUHUHA;

METMOHMHA N apPTUHUHA;

FMUUMHA U TOMOLUMCTUHA.

MoBbiWEeHHbIN YypOBEHb aMMMAKa B KpOBU HabatoaaeTtca npu:
KCaHTYypeHOBOM aunaypuu;

6onesHn KaHaBaHa;

rMnepnpoIMHeEMUY;

APTMHUH-AHTAPHOM aUNaYPUN N LUTPYISIUHEMUU;

Npu BCEM NEPEYNCIEHHOM.

BonesHb «KNEHOBOro cupona» obbIYHO CONPOBOXKAALTCA:
HaKoM/IeHNEeM rMNKOreHa B KneTKax;

HapyLlleHNeM 3aKNaaKu roHaa;

OCTEONOPO30M;



XapPaKTePHbIM 3aMaxomM MOYMH;
Ha/IMYMEeM aHOMaIbHOTo remornobuHa S.

[ONnA BbIABNEHUA HAaPYLUEHMN aMUHOKUCIOTHOro ob6meHa Hanbonee nHpopmaTuseH
meTop;:

LMTOreHeTU4YecKoe nccaenoBaHue;

nccnefoBaHME MOYU U KPOBM Ha cBOHOAHbIE AMUHOKUCNOTDI;

nccnegoBaHue 6€1KoBOro cnekTpa naasmbl KPOBY;

KNMHUKO-TeHeaNorMyeckne gaHHble: Haamume B cembe ABYX cMHCOB CO CXOAHOM
CUMNTOMATUKOM;

rmbpunansaums in situ.

Mpu nporpeccupyiowieit mbieyHoi auctpodpum JoweHHa ypoBeHb KpeaTUHKUHAa3bI:
Hanbonee NoBbIWEH B AOKANHUYECKON cTaanm 3aboneBaHus;

B Nt060oM cTaanm 3aboneBaHUA yBeIMYMBAETCS;

0CO6EHHO 3aMeTHO yBeNMYEH B Nepmnoa HapacTaHUA KAMHUYECKUX CUMNTOMOB;
Hanbonee BbICOK B KOHEYHOM cTagmMun 3aboneBaHus;

NOCTENEeHHO NOBbILWAETCA C MOMEHTa NPOABAEHUA NePBbIX MPU3HAKOB A0 KOHEYHOW
cTaaun 3abonesaHms.

BpoxkgeHHaa meTremornobmMHonatua mox<et 6biTb Bbi3BaHa:
HeA0CTaTOYHOCTbIO KaTanasbl;

HeAoCTaTOYHOCTbIO pepmeHTa Anadopassbl;

Ha/IMYMeM aHOMabHOro remornobuHa S;

Ha/IMYMeM aHOMaIbHOro remornobuHa E;

HaKOMNNEHMEM IMIMKOTEHA B KNETKax.

Mpwu KynbTMBUPOBaHUM B NpucytcTBun ®rA aenatca KNeTku KpoBHU:
MOHOUMTbI;

nmmeoumnTbl;

3PUTPOLMUTDI;

HENTpoduNbI;

MbILLIEYHbIE KNETKN.

B ocHOoBe rubpuamnsaumm nexart ceoncrea monekynbl JHK:
amnanduKaums;

pecTpuKums;

rmagponuns JHK;

KOMNaeMeHTapHOCTb uenen JHK;

AeHaTypayms.

AHK-30HA — 3TO0:

€AMHWNYHbIE PacCeAHHbIe HYKNeoTnapl;

nocnefoBaTeNIbHOCTb HYK/IEOTUA0B, KOTOPbIE Y3HAaeT PEeCTPUKLMOHHAA SHAOHYKNea3a;
nocnegosatenoHoctn AAHK, coctoawan ns 20-25;



¢dparmeHT AHK c pryopoxpomHO meTKoN.
nocneposatenbHocTb AHK ANIMHOM HECKO/IBKO M/IH. Nap HYKNeoTUAOB;

KnoHnuposaHue [JHK npeanonaraert:

NAPD;

BCTpamBaHue pparmeHTa [IHK B BEKTOPHYO KOHCTPYKLMIO;
MLUPp;

610TUHT-TMBpHAan3ayms;

rmbpunansaums in situ.

Hanbonee nsyuyeHHou anureHeTnyeckoi mogudukaumen apnaerca:
aueTUNNINPOBaHMNE TMCTOHOB;

dochopmnmpoBaHue rMCTOHOB;

CTPYKTYPHbIE M3MEHEHMUA OTLOBCKON MAM MAaTEPUHCKOM XPOMOCOM;
cneunduyeckoe meTnanpoBaHme uMTo3nHoB B CG-AMHYKNeoTMAaX;
OAHOHYKNEOTUAHbI NOAMMOPPU3M POANTENBCKUX XPOMOCOM.

MnepmetTnnmposaHue UUMTo3MHOB B CG-AUMHYKNEOTUAAX PETYNIATOPHbIX PaliOHOB reHa
NPUBOAMT K:

YCUIEHWIO TPAHCKPUNLMOHHOM aKTUBHOCTM FEHOB COCEZHEr0 JI0KYCa;

He B/INSAET Ha aKTUBHOCTb reHa;

YCUNEHMUIO TPAHCKPUMNLUMOHHOM aKTUBHOCTU FreHa;

NoZaBNEHUIO TPAHCKPUMUUOHHOW aKTUBHOCTU reHa;

HE3HAYNTENIbHOMY CHUMKEHUIO TPAHCKPUNLMOHHOMN aKTUBHOCTH

KAnHnyeckumu nokasaHUAMU aNA NpeHaTaZIbHOro KapuoTMNMPoOBaHMA Nao4a
ABNAIOTCA:

Hannuune anabeta y 04HOro U3 poauTeNen HaAnuue;

nepeHeceHHble NHPEKUMOHHbIe 3aboneBaHNs maTepu;

BbIIBNIEHHbIE NMPU YNbTPAa3BYKOBOM UCCAEA0BaHUN aHOMAIMU NN0A3;
rmnepToHnYeckasa 6onesHb y poACTBEHHUKOB;

¥KeflaHue Bpava.

MNokasaHuem gnsa npoBeAeHUA MONEKYNAPHO-LUTOreHeTudeckon gmuarHoctmkm (FISH-
MeToA) ABNAeTcA:

noAo3peHmne Ha Mo3auum3m No onpesesieHHOMY XPOMOCOMHOMY CUHAPOMY;

Ha/nyme MyKOBUCLMA03A B CEMbE;

Ha/inyme remoOXpomaTo3a B CEMbE;

BO3pacT matepu ao 35 ner;

noaospeHmne Ha cuHapom [ayHa.

Ona npeHTMdUKaumMm XpoMmocom He UCNOoNb3yeTcA:
BE/INYMHA XPOMOCOM;

Ha/IM4Yne CTPYKTYPHOM NEepecTpPomKu;
PACcnoNoXeHNe LLeHTPOMEpbI;



Ha/IMumMe nonepeyHomn NCYepPUYeHHOCTN XPOMOCOM NPU OKPaLLUMBAHUY;
bnyopecueHTHbIe 30HAbI.

Dna AMarHOCTUKM XPOMOCOMHDbIX 60/1€3He OCHOBHbIM METOA0M ABNAETCA:
MOIEKYNAPHO-TEHETUYECKUIA;

MMMYHOJIOTUYECKUN;

LNTOreHEeTUYECKUN;

CEepPOIOTNYECKNIA;

BNOXUMUNYECKNIA.

JTan KOAXMHU3ALMU NPU NPUrOTOBAIEHUM NpenapaTos meTadasHbIX XpOMOCOM
ucnonb3yeTca gNAa:

yBeNNYEHUA A/IMHbI CNYTHUYHbIX HATEN;

NIYYLLEro oKpalMBaHUA XPOMOCOMHbIX NpenapaTos;

HaKOMNAEHWA KNETOK, HaXoAAWMXCA Ha CTaanmn meTadasbl MUTOTUYECKOTO AeNeHUs;
NoJly4eHuns XxopoLuero pa3bpoca XpOMOCOM Ha NPeaMETHOM CTEK/E;

YMEHbLLUIEHMA AIMHbI FeTePOXPOMATUHOBOIO CErMEHTA.

3aKno4YeHue LMTOreHeTUYEeCKOro uccieaoBaHnA AO0NKHO BKIOYATb BCe, KpOMme:
OaHHble O NauueHTe;

MO/IHbIM NepeyeHb reHOB, BbIABIEHHOTO HApyLeHMSs;

NPUYMHY HanpaBaeHUA HA UCCNef0BaHMNE;

dopmyny KapmoTuna, 3anucaHHyto B cootsetctBum ¢ ISCN;

Ha3BaHWE NCCNeA0BAHHOM TKaHMU.

B AHK-guarHocTMKe HacneAacTBEeHHbIX 3a601eBaHU He UCNONb3YeTCcA:
6NOTTUHI-TMOPMAN3aLUA;

MUP;

ABYMEPHbIN 31eKTpodopes;

NAaPo;

CekBeHupoBaHue.

ONnAa pnarHocTUKM HacnepacTBeHHbIX 3abonesanHnii AHK moXKHO Bbliaenutb U3 BCero,
Kpome:

TKaHeBbIx 6MONTATOB;

BOJIOCAHbIX IYKOBUL,;

nmmooumntos nepmndepuryeckomn Kposu;

Nnaasmbl KPOBWY;

C/ItOHbI.

Pasmep reHoma yenoBeKa COCTaBAAET NPUMEPHO:
6,000,000,000 n.H.;

3,000,000,000 n.H.;

30,000,000,000 n.H.;

4,639,221 n.H.;



6,000,000 n.H.;

MNMpoueccuHr - 370:

accoumauma 6onbLIOK U Manoi cydbeanHUL, pUbocombl;
yaBoeHue [HK;

co3peBaHue npe—PHK B agpe;

CBA3bIBaHMeE penpeccopa c benkom;

CBA3bIBaHME TPAHCKPUNUMOHHOIO paKTopa C NPOMOTOPOM.

YcnoBuem coxpaHeHus nepudepuruyeckoit Kposu ana ucnonb3osaHus ee B AHK-
AVarHocTuKke aBnaeTca:

XpaHeHue B TepmocTaTte npu +37C;

XpaHeHue B xonoannbHuke Ha +40C;

3aMOopoO3Ka Ha -20C 1 xpaHeHne B MOPO3nAbHUKe HeobxoamMmoe Bpems;
XpaHeHWe Heaento NP KOMHATHOM TemnepaType;

CBEXKYI0 KPOBb He/b3A UCMO0/1b30BaTb.

Ucnonb3oBaHue napadUHOBDLIX NpenapaToB TKaHel ana noarsepxaaowei AHK-
AVNarHoCTUKM:

HeT, HeNb3A;

[1a, BO3MOMHO;

BO3MOMHO, TO/IbKO ONpeAeneHHON TKaHu;

BO3MOXHO, TO/IbKO A1 CBEXKEro MaTepuana;

HeNb3A U3-3a ANIMTE/IbHOTO XPaHEHMA TKaHM.

dneKTpodopes ABnAETCA MeToA40M:

pa3aeneHua pparmeHToB AHK no pasmepy noa AencTBUEM 31EKTPUYECKOTO TOKA;
ornpeaeneHna HyYKNeoTnaoB B nocnegosatenbHoctn [HK;

onpeaeneHmna Koan4yecTsa BUPYCHbIX YacTUL,

onpeaeneHna akTMBHOCTM pepPMEHTOB;

nccnegoBaHUA KapmoTuna.

Ona sanektpodopesa ucnonblyerca:
aKPUNAMUAHbIA UK arapPO3HbINA FeNb;
KNOHMpPOBaHHbIN pparmeHT AHK;
TEePMOCTONKAA N0IMMepPasa;
bepMeHTbl pecTpuKLnK;

BEKTOPHAA NnocneaoBaTeNbHOCTb.

Mpu ncnonb3oBaHMM aBTOMATUYECKOro aHanusaTopa Hykneotuabl A, T, I, L} Ha
aneKTpodoperpamme npeacraBaeHbl Kak:

NONOCbI PA3/IM4HOM ANNHbI;

pa3HoOLUBETHble NATHA;

MUKW Pa3HbIX LLBETOB;

MUKW OQHOrO LBeTa;



uMdpbl HA USMEPUTE/IbHOW LKaNe.

Onsa nabopaTopHOU ANArHOCTUKU MYKOBUCLMA03a NPUMEHSAETCA BCe Nepevyunuc/ieHHoe,
Kpome:

BbIAB/IEHUA KNP B Kafe;

onpeaeneHns UMMYHOPEAKTUBHOTO TPUNCUHA;

TecTa C LeTUANMPUANHXI0OPUAOM.

onpeaeneHuns aNeKTPOINTOB NOTa;

onpeaeneHna akTMBHOCTU NULLLEBAPUTE/IbHbIX GEePMEHTOB B Kane;

OuarHoctueckum nabopatopHbiMm Kputepuem peHUNKETOHYPUU ABNAECTCA:
runepdeHmnNanaHMHemms;

noabeM YypPOoBHA GEHUATNAPA3UHA;

NenKouunTos;

NOBbILLIEHNE YPOBHA TUPO3UHA;

noAbEM YPOBHA rOMOTreHTU3NHOBOM KUCNOTbI.

MNpo6a ®enunHra BbiIABAAET HAAMUME B MOYeE:
KETOHOBbIX TEN,;

GEHNNKETOKUCIOT;

deHnnanaHuHa;

beHnnrnapasuHa;

rOMOTreHTU3MHOBOM KMCNOTbI.

MUP ncnonb3ylor gna:

N3y4YeHMA XPOMOCOMHbIX NOJIOMOK;
amnandukaymm yyactka AHK;
nccnefoBaHUA XPOMOCOMHOTO B63HAMHTa;
N3MepEeHUA aKTUBHOCTN GEPMEHTOB;
BNOXMMNYECKOTO CKPUHUHTA BepeMeHHbIX.

MLP crana BO3MOXXHOM 6n1arogapa OTKPbITUIO:
AHK-nonnmepassbl;

Tesiomepasbl;

PHK-nonnmepasbi;

TepmocTtabunbHon JHK-nonnmepassi;
pecTpukTasbl EcoRl.

Mpavimepsol 370!

dparmenTbl AHK annHom 500- 1000 HyKNeoTMaos;

¢dparmenTbl JHK, BCTPOEHHbIE B BEKTOPHYIO CUCTEMY A8 PA3MHOMXKEHUSA;
MeyeHble pparmeHTbl AHK, onpeaeneHHON NOKann3aLUUmM Ha XPOMOCOME;
KopoTkue 20-25 Hykneotnaos cneumdpunyeckmne pparmeHTol AHK;
KOpPOTKME noamnenTtuabl.



Ona nposeaeHua NLUP ncnonb3yoT napy npaimepos:
NPAMOW U NHBEPTUPOBAHHbIN;

AYNIMUNMPOBAHHbIA U UHBEPTUPOBAHHbIN;

NpPAMON 1 cneumndudHbIN;

NpPsAMOM 1 06paTHbIN;

06paTHbLIN N BbIPOXKAEHHbIN.

MLUP sknovaerT chnegyouime cragum:
AEeHaTypauunIo, OTHKUT;

AeHaTypaumio, OTKUT, S/IOHraLUIo;
OTXXWUT, 9/IOHraLUIo;

obpa3oBaHME MMMYHHOTO KOMMNEKC];
IN3UC UMMYHHOTO KOMMJIEKCa.

Dna nonyyenna OHK Ha ocHoBe BbigeneHHou PHK ncnonbsyerca:
nnrasa;

peCcTpuKTasa;

OHK-nonanmepasa;

obpaTHaA TpaHCKPUNTa3a;

npoTemHasa.

Nonumopdunam gnnH pecTpUKLUOHHbIX GpParmeHTOB — 3TO:

aeneunn 6onbinx pparmeHtos JHK;

3ameHa Hykneotngos B [AHK, npuBoasw,an K USMEHEHMIO CaliTa Y3HaBaHMA ANS
pPeCcTpUKTa3bl;

nHcepummn 6onbwumnx pparmeHtos AHK;

rmaponns [JHK c nomoLubo pecTpuKTassl;

rmbpunansaums AHK.

CekBeHupoBaHue AAHK — aTo:

NO3MUMOHHOE KnoHnpoBaHue [HK;

pecTpuKLUMOHHOE KapTupoBaHue [IHK;

onpegeneHne nocnenoBaTeNIbHOCTU HyKneotngos AHK ;

rmaponns JHK c nomoLubio pecTpuKTasbl;

BbICTPAMBAHWUE KIOHUPOBAHHbIX NOC/NeA0BaTE/IbHOCTEN B ONpeaesieHHOM nopAake

CekBeHupoBaHue [1HK ocyuwectenfaeTca ¢ NOMOLLbIO:
aBTOMATMYECKOro aHaAM3aTopa;

MMUKPOCKONQ;

MUP B peanbHOM BpemeHU;

annapaTa oA BePTMKAaNbHOro anektpodopesa;
BMOXMMNYECKOTO aHaM3aTopa.

Ona npoBeaeHnsa cekBeHMpoBaHUA No CaHrepy Heobxoaumo:
Hecneumdumyeckni nparmep;



cneumnanbHble HYKNeoTUabl, TEPMUHUPYIOLWME NOIMMEPU3ALMIO;
noanmepasa;

pPecTpuKTasa;

noanmep.

B pe3ynbtate npamou JHK-anarHoctmku onpeaenatorca:

MHBEPCUU N TPAHCNOKALUWK;

NaTONOrMYECKMIN annenb, onpeaenatowmnii NposaBaeHne HacneacTBeHHOro 3aboneBaHms B
cembe;

60blINE XPOMOCOMHbIE NEPECTPOMKMY;

MyTauuA, NPUBOAALLAA K HacneACcTBEHHOMY 3aboneBaHUIo;

rpynnbl cuenneHus.

B pe3synbtate KocBeHHOM [JHK-guarHocTMku onpeaenaioTca:

WHBEPCUM N TPAHCIOKALLWUW;

60/1blUMEe XPOMOCOMHbIE NEPECTPONKY;

rpynnbl cuenieHuna.

MyTaLMA, NPUBOAALL,AA K HACNeaCTBEHHOMY 3a601eBaHUIO;

NaTONOrMYECKMIN annenb, onpeaenatowmnii NpoaBaeHne HacneacTBeHHOro 3aboneBaHma B
cembe;

KAnHnueckumu nokasaHMamMmu gna npoBegeHna XpoMoCOMHOro aHaAn3a ABAAIOTCA:
6/11M30pPYKOCTb;

BPOAEHHbIE MOPOKN PA3BUTUS;

HapyLIeHMA Pa3BUTUS;

XPOHMYECKMe BOCManTeNbHble 3ab601eBaHUS;

BUPYCHble 3abon1eBaHUA.

Bnotrnur AHK no CaysepHy npegcrasnser coboi:

npucoeauHeHue nonn-A-nocnenoBaTenbHOCTU K 3'-KOoHLY ayKapuoTuyeckon PHK;
YyNbTpaueHTpndyrmpoBaHue B rpagmeHTe NJ0THOCTY;

nnasnenune AHK;

nepeHoc geHaTtypmpoBaHHon AHK Ha HUTpouenntono3HbIM GUNLTP ANA NocCaeayowen
rmbpunaunsaymu;

cekseHupoBaHue HK.

Ona npambix metogos AHK-anMarHoctmku Heob6xoamumo 3HaTb Bce, Kpome:
nocnenoBaTe/IbHOCTU reHa;

AnarHosa 3aboneBaHus;

CMUCOK FreHOB, aCCOLMMPOBAHHbIX C 3aboneBaHnEM

nonanmopoHbix JHK-mapKepos;

TMNa HacnegoBaHMA 3aboneBaHmsA.

O6paboTKka KynbTypbl KN1ETOK TMNOTOHUYECKUM PacTBOPOM Heobxoauma:
ANA NONYYEeHMA XopoLlero pa3bpoca XpoMoCcom;



ANA YBENMYEHUA YMCNA MUTO30B;

ONA 3a0ePXKKN ANALWMXCA KNETOK Ha cTaann metadasbl;
ONA NyYlwero oKpalwmnBaHMA XPOMOCOMHbIX MPEenapaTos.;
[ns paspylwieHme U3bbITOYHbIX KNETOK.

B coctaB peaKTMBHOM cmecu ana amnanduKaumm BXOgUT Bce, Kpome:
HyKneotTnadocThaTos;

AHK-nurasepl;

AHK-nonumepassbl;

MOHOB MarHus;

AHK maTtpuupl;

KoaxuumuH npu npUrotoBAeHMM XpOMOCOMHDbIX NpenapaToB UCMO/b3yeTcA:
AR NONyYeHMA XopoLlero pa3bpoca XpoMocom;

ANA ynyyweHuna kavyectsa andpdepeHumnanbHOM OKPaACKM XPOMOCOM;

ONA yBEIMYEHUA YUC/lTa MUTO30B;

AN HAKOMNNEHMA KNeTOK, HaxoAALWMXCA B CTaaum meTadasbl;

ONA paspylleHne N3bbITOYHbIX KNETOK.

ONnAa KynbTUBUPOBAHUA KyAbTypbl Anmeountos nepudepudeckon Kposu Heobxoanumbil
BCe Nepeyvyunc/ieHHble UHFpeAUneHTbl, Kphome O4HOrO:

cpeabl Urna;

pacTBOpaA MMOKOHATa Kanbuus;

CbIBOPOTKM KPOBWY;

duToremarrntoTUHMHA;

aHTUOUNOTUKOB.

Ha nepsom ypoBHe maccoBoro o6cneaoBaHua 6epemeHHbIX }KeHLUH He NPOBOAATCA
cneayiouime uccneaosaHmA:

LUMTOreHeTU4yecKoe nccaegoBaHme 06pasyoB, NONYYEHHbIX NPU BUONCUM XOPUOHA;
YNbTPA3BYKOBOE NUCCAea0BaHUE NN0A3;

onpepaesieHne ypoBHA CbIBOPOTOUYHbIX MAaPKepoB BO 2-M TPUMeCTpE;

onpegeneHne ypoBHA CbIBOPOTOYHbIX MapKepoB B 1-m TpumecTpe;

onpeaeneHune XY B Kposu.

CraHAapTHAA 4AUTENBHOCTb KYNbTUBUPOBaHUA NTMMmdouunTOoB Nnepudepurnueckomn Kposu
ANA UUTOreHeTU4YeCcKoro nccnenoBaHmna CocTaBnfeT:

72 vaca;

54 yaca;

48 yacos;

24 vaca;

96 vacos.

K metogam guddepeHunanbHOro oKpalwmMBaHUA XpOMOCOM, BbiIBIAKOLLLUM
nonepeyvyHylo UCHEePUEHHOCTb, cneunupUUHYIO ANA KaXKA0M XPOMOCOMbI OTHOCUTCA:



C-oKkpawmBaHue;
AOP-oKpawmnBaHue;
H-okpawwnBaHue;
R-oKpawmnBaHue;
FOS- okpalwmnsaHue.

Y 6onbHOro c cuHgpomom Jlewa-HasAaHa B 6MON0Ornyeckmnx X} UAKoCcTax HakanamBaerca:
MoYeBas KNCNOTA;

MOY€EBMHaQ;

TMMNOKCAHTUH;

dymapoBas KUCNOTa;

dbEeHMIMONOYHAnA KMUCAOoTa.

B Kakom Bo3pacTe Haunbonee 4acTo AebOTUPYIOT TAXKENble HapyLleHnAa obmeHa
OpraHUYecKux KUCNoT:

B paHHEM [eTCTBe;

HeoHaTa/ibHbI Nepuoa;

B NOAPOCTKOBOM BO3pPacTe;

C NepBbIX YAaCOB KU3HMU;

B 3pe/I0M BO3pacrTe.

MeTtoabl nabopaTopHOM AUAarHOCTUKU HeobXoammble ANA UCKNIOUEHUA HAaPYLUEHUN
obmeHa opraHU4YeCcKnUX KUCNOoT:

anekTpodopes;

TaHAEMHaA Macc-CNeKTPOMETPUS;

cekBeHunpoBaHue [JHK;

TOHKOC/IOMHasA XxpomaTorpadus;

onpegeneHne akTMBHOCTU pepMEHTOB B SPUTPOLUTAX.

AKTUBHOCTb N1M30COMHbIX GepMEeHTOB He U3MEPAIOT B:
KNeTKaX aMHMOTUYECKOM }KUAKOCTY;

NenKouuTax;

CNlOHe.

BOPCUHAX XOPUOHA;

nnasme KpoBMU;

Ona nccneposaHua F-teney Heob6xoammei:
CBETOBOM MUKPOCKOM;

JNIIOMUHECLEHTHbIN MUKPOCKON;
BUHOKyNApHanA nyna;

3/IEKTPOHHbIN MUKPOCKON;
$»a30BO-KOHTPACTHbIA MUKPOCKOM.

Ona BpOXKAEHHOro runoTupeosa XxapakTepHo:
HEeOHaTa/IbHbIM CKPMHUHT OCHOBAH Ha onpeaeneHunn TTI B KpoBU pebeHkKa;



3ab60neBaHMA CLENNEHO C NONOM;

B KPOBW N APYTMX OBUONOTUYECKUX }KUAKOCTAX OTCyTCTBYET TupeoTponuH (TTT);
601e3Hb HEeEU3NeYNMma;

6e3 nevyeHnA pa3BUBaAIOTCA TMraHTU3M U aHUedanonaTms.

[Ona ranakrosemuun xapaKkTepHo:

CMbIC/1 NeYE€HUS — UCKAIOYEHNE NULLEBLIX MPOAYKTOB, COAEPKALLMUX FaTaKTO3Y;
3a60/1€BaHMNA CLUENJIEHO C NOIOM;

B KPOBM U ApYrMX BMONOTMUYECKMX KUAKOCTAX OTCYTCTBYET raslakTo3a;

npeHaTa/ibHan AMArHOCTMKA Ha reHbl raJlakTo3eMun Npu nocneanytollen bepemeHHoOCTH
He NOKa3aHa;

pebeHKa cneayet KOPMUTb TONIbKO MPYAHbLIM MOJIOKOM.

Ecan ob6a cynpyra, umeloT rpynny Kposu AB, To y HUX He MOXKeT bbiTb AgeTei c rpynnou
KpoBu:

AB;
apyras.

BonbHOI 28 net cpegHero pocra, rMNepPCcTeHUYECKOro TeNocNoXKeHun. B aetcree
onepupoBaH No NOBoAY CTBO/1I0BOU popMbl runocnaguun. FeHuTanmMm passurbl No
MYXXCKoMy Tuny. MoLIOHKa pa3BuUTa ya0B/eTBOPUTEIbHO, 06a ANUKA 06bIUHbIX
pa3mepoB, ApAb6aoBaTbl. BbipaXkeHa NUrmeHTauua reHuTanmii. Poct Bonoc Ha nobke
APKO BblpaXXeH, TUN OBOJIOCEHUA MYXKCKOU. POCT BON0OC Ha nue Havanca B 17-18 ner,
BOJIOCAHOM NOKPOB Ha aAuue pa3sut. XeHar ¢ 25 ner. XKeHa o6cnepoBaHa, 340poBa,
6epemeHHOCTEN He 6bIN0. ANA yTOUHEeHUA AMarHo3a 601bHOMY B NepBylo ovepeab
Heob6xoaumo nposecTu:

cnepmorpammy.

PEeHTreHONorn4yeckoe nccaegoBaHue;

LMTOreHeTU4YeCcKoe nccaenoBaHue;

onpeaeneHne ypoBHA NOSIOBbIX TOPMOHOB;

Yy/AbTPa3BYKOBOE UCCNeA0BaHNE OPraHOB MAnoro Tasa;

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMU NO3UuMaMU. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kakablii npOHYMepOBaHHbI 3/1IeMeHT MOXKeT 6biTb Bbi6paH oguH pa3. Tun ocHoOBaHU
A. MNypuHbI

b. MupumuaunHbl

HasBaHue ocHOBaHUM

1. ApeHuH

2. TumuH

3. l'yaHuH

4. Unto3suH



A-1,2;6-3 ,4
A-1,3;6-2,4
A-1,4;6-2,3
A-3,4;6-1,2
A-2,3;b6-1,4

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/IeHHbIMM NO3UuMaMU. A KaXKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kaxkablih NpOHYMepOBaHHbIN 31eMeHT MOXKeT 6biTb BbiIbpaH 0auH pa3. HacnepcrBeHHasn
6one3Hb 06MeHa Bew,ecTs

A. bonesHb Tea-Cakca

b. deHUnKeToHYpUA

B. bonesHb lowe

. TuposmHemua tuna 1

A. UuctuHypuma

Buoxumwuueckum gedekr

1. TnoKo3unpasa

2. NedeKT TpaHCNOPTAa aMMUHOKUCNIOT B NOYKaXxX

3. B-rekco3ammnHmnaasa

4. PeHunanaHUHrNgpPoOKcunasa

5. dypamunaueroauyertat U masneunayertoauerar

A-2;6-5;B-3;T-4;4-1

A-1;6-4;B-3;I-5;4-2

A-3;6-4;,B-1;I-5;1-2
A-3;6-2;B-1;T-5;0-4
A-5;6-2;B-3;I-1;1-4

’ 7 7

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTtaB/eHHbIMU No3uumamu. lna Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakabl NpOHYMepOBaHHbIA 31€eMEeHT MOXKeT 6biTb BbiI6paH 0AUH pa3. HacneactBeHHan
6one3Hb 06MmeHa BelyecTs

A. BpoXKaeHHbIV rmnoTupeos

b. PeHunKeToHypUAa

B. AgpeHOoreHUTasIbHblA CUHAPOM

. Mykosucumaos

A. lanakrosemwun

AHanuT, KOTOpbIi onpeaensaeTca NPU MacCOBOM CKPUMHUHIe HOBOPOXKAEHHbIX

1. Fanakro3a

2. TupeoTpONHbI FOPMOH

3. 17-rnpapokcunporectepoH

4. UMMYHOpPEaKTUBHbI TPUNCUH

5. PeHunanaHuH B KPOBMU

A-2;6-5;B-3;T-4;4-1

A-1;6-4;B-3;I-5;4-2

A-2;6-4;B-1;I-5;4-3



YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUMAMU. INA KaXa0ro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
Ka)kablih NpOHYMEepOBaHHbIN 3/1eMEHT MOXKeT 6biTb BbiIbpaH 0aMH pa3. Tunbl
nepecrpoek

A.lTeHOMHbIe

b. XpomocomHblie

MNepectpoitkn

1. UHBepcum

2. Moaunnonauun

3. TpaHcnoKauum

4. Neneunn

5. Tpucomuun

6. Monncomum

7. Aynaukauum

A-2,5,6;6-1,3,4,7

A-1,3,4,6,7;6-2,5

A-1,7;6-2,3,4,5,6

A-3,4,7;,6-1,2,5,6

A-4,5,6;6-1,2,3,7

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU No3UumMaAMU. lna Kaxaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabI NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT 6biTb BbiI6paH 0AMH pas. TUnNbl Xxpomocom
A. MeTaueHTpuyecKkue

b. CybmeTaueHTpu4ecKkue

B. AKpoueHTpuyeckue

Xpomocombl

1. Xpomocoma 1

2. Xpomocoma 5

3. Xpomocoma 13

4. Xpomocoma 16

5. Xpomocoma 7

6. Xpomocoma X

7. Xpomocoma 21

8. Xpomocoma 19

A-4,7,8,6-3,6;,B-1,2,5

A-1,4,8;6-2,5,6;B-3,7

A-1,2,5,6-3,6;B-4,7,8

A-1,2,3,7;,6-5,6;B-4,8

A-1,7,6-2,5,6;B-3,4,8

YcTaHOBUTE COOTBETCTBUE meXay npeactaBNeHHbIMU No3uuUamun. ina Kaxkaoro



NPOHYMEpPOBaHHOr0 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
MNpuuunHa 3aboneBaHusn:

A. MaToreHHbI BapUaHT B MUTOXOHAPUA/IbHOM reHOMe;

b. MaToreHHblA BapuaHT B AA€PHOM reHoOMme;

B. O6pa3oBaHue NnaToreHHbIX KOHrA1OMepaToB 6enka.

3aboneBaHue :

1. Cunppom MELAS;

2. ATpodusa 3putenbHoro Hepsa Jlebepa;

3. CuHapom PeKNUHrxay3eHa;

4. CnHapom AHrenbmaHa ;

5. deHUnKkeToHYypuUA

A-1,2;6-3,5,B-4

A-2,3,5;6-1;B-4

A-3,4;,6-5;B-1,2

A-1,2;6-3,4,5;

A-3;6-1,2;B-4,5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaB/NeHHbIMU NO3ULMAMN. [na KaXK[oro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablii npOHYyMepOoBaHHbI 3/1IeMeHT MOXKeT 6biTb BbibpaH oguH pa3. Tun
HacneAcTBeHHOro 3abonesaHma

A. MoHoreHHoe 3aboneBaHue

B. MuKpoaeneunoHHbI CUHAPOM

B. bone3Hb aKcnaHcuun

3aboneBaHue

1. MykoBucumnpo3

2. CuHapom Bunbamca

3. CuHapom PpparmnbHoO X- XpoMoCOMbl

4. PetnHobnactoma

5. Cungpom Au-AKopaXxku

A-3,5;6-2,4;,B-1

A-1,4,6-2;B-3,5

A-1,5;6-2,4;,B-3

A-1,4;,6-2,5,B-3

A-3,5;6-1,2;B-4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU NO3UuMAMU. ONna KaXKaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kakablit npOHYyMepOoBaHHbI 31IeMEHT MOXKeT 6biTb BbiI6paH 0guH pa3. Bua mytauumu
A.leHOMHbIe

b. XpomocomHble

XapakTtep mytauum

1. Tpucomma no ayrocomam

2. PeuunpokHan c6anaHcMpoBaHHaA TPAHC/IOKaLMsA



3. Jeneuun, nucepuumn

4. Monncomma no NONO0BbIM XPOMOCOMaM
5. Aynaukauuma

A-1,4;,6-2,3,5

A-1,5;6-2,3,4

A-3,5;6-1,2,4

A-1;6-2,3,4,5

A-4,5;6-1,2,3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumMamMmun. Ana Kaxkaoro
6yKBEHHOr0 KOMNOHEHTa Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)xgblit NpOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biTb BbiIbpaH 0aMH pa3. MMoKasaHua K
BWNarHocTuke

A. NpeHaTanbHOM LUTOreHEeTUYECKOM

b. lMocTHaTanbHOro KapmnoTuna

FeHeTUuecKoe nnm peHoTUNUUECKOE HapyLUeHue

1. XpomocomHas aHOManua y npegbiayuwero pebeHka

2. Haanume y naymeHTa NnepBMYHON aMeHOpPEN UNUN PpaHHEi MeHoNay3bl

3. AHOManbHasa cnepmorpamma (asoocnepmus, BbipaxKeHHana oaurocnepmus)

4. AHOMaNbHbIE FTeHUTaNIUU

5. BbisBieHMe Npu yAbTPa3ByYKOBOM UCC/IeA40BaHMN aHOMAINK NN0Aa
A-1,5;6-2,3,4

A-1;6-2,3,4,5

A-3,5;6-1,2,4

A-1,4,6-2,3,5

A-4,5;6-1,2,3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBIeHHbIMU NO3UuMaAMU. A KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabl NpOHYMepOBaHHbIA 31eMEHT MOXKeT 6biTb BbiI6paH 0AuH pa3. Moka3aHuA K
Uccne[0BaHUIO

A. LiutoreHeTtnyeckomy

b. FISH-meTopaoMm

MpoaBneHne reHeTUYECKOM NATONOMUMN

1. KhmHuyeckune npmusHaKku, no3soasaowmue npegnonoXKutb Mo3amymsm no
onpepeneHHOMy XpOMOCOMHOMY CUHAPOMY

2. YMCTBEHHaA OTCTaNOCTb poAauTens, Nnpeanosioxute/ibHo XpOMOCOMHOro
NPOUCXOXKAEHUA

3. B aHamHe3e MepTBOPOKAEHHDbIE AETU UIN AETU C BPOXKAEHHBIMU NOPOKaMMU
pa3sutua

4. Nopo3peHne Ha CKPbITYI0 XPOMOCOMHYIO NepecTpoimKy

5. CocTosiHMe noc/ae TPaHCN/IaHTaLUMM KOCTHOrO MO3ra, Koraa A0HOP U peuvnueHT
pasHoro nona

A-1,4,6-2,3,5

A-3,5;6-1,2,4



A-2,3;b6-1,4,5
A-1,5;6-2,3,4
A-4,5;6-1,2,3

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/eHHbIMU NO3ULMAMU. [iNa KaxK[oro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabi NpOHYMepOBaHHbIA 31€MEeHT MOXKeT 6biTb BbiI6paH 0AuH pa3. TepMuH

A. AnnenbHan reTeporeHHoCTb

b. MneoTponHoOCTbL

B. BapnabenbHasa aKCnpeccMBHOCTb

. AHTUUUMNAUMA

. KpoBHOpoACTBEHHbIE bpaku

E. J/lokycHasa reteporeHHOCTb

Cutyauusa

1. 25-netTHAA foub c aTpodueit n cnabocTblo CKENETHbIX MbILUL, 65-1€THEro My»KUMHbI €
KaTapaKToi 6e3 cumnToMOB MMOTOHUYECKOM AUCTpoduM poauna pebeHka c Taxkenom
MbILLEYHOU cnabocTblo U 3a4epPXKKOoU pa3BUTUA

2. Npu nectpou nopdpumpmm (ayToCOMHO-AOMMUHAHTHOM HapyLUeHUU BUOCUHTE3a
nop¢$upuHa) BO3MOXKHbl GOTOUYBCTBUTE/ILHOCTb KOXKMK, 60211 B }KUBOTE,
nepudepuryeckas HeMponaTua U ANn30a4bl NCUXMUYECKUX HapyLLeHUM (Ncuxosbl).

3. Y cecTpbl MY>XXUYMHbI C TAXKE/1bIM CKO/IMO3OM U MHOXXECTBEHHbIMU NOAKOXHbIMU
HepoPpubpomammu umetorca nnekcupopmHuble Helipopubpombl, a y ee 30-neTHero cbiHa
06Hapy:KeHbl y3ea1Ku J/Inwa u BeCHYLIYaToCTb B NOAMbILWEYHbIX 061acTax

4. PepKkana popma ayTOCOMHO-PELLECCUBHOM HEA0CTaTOYHOCTU COMATOTPOMNHOTO
ropmoHa o6Hapy»Xu1BaeTca TO/IbKO B HEKOTOPbIX MasleHbKUX AepeBHaAX B LLBeiuapcknx
Anbnax

5. Kak HOHCEeHC-MmyTauuK, Tak U Aeneuum reHa OpHUTUHTPaHCKap6amunasbl
06ycnoBaAMBalOT pa3BUTUE NIeTa/IbHOW HEOHATA/IbHOM rMNepamMmmMmoHueMnmn BcnepcTeue
OTCYTCTBUA OPHUTUHTPAHCKap6ammnasbl - BaXKHOro Nne4eHO4YHoro pepmeHTa UuKna
MOYEBUHDI

6. Cyw,ecTBYIOT KaK ayTOCOMHbI€e, TaK U X-cuenaeHHble GOpMbl MUTMEHTHOIO PeTUHUTA
A-1;6-3;B-2;I-6;4-4,E-5

A-5,6-2;B-3;I-4,0-1,E-6
A-5;6-2;B-3;I-1;4-4;,E-6
A-1;6-3;B-2;I-5;0-4,E-6
A-1;6-5;B-2;I-6;4-4,E-3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU NO3UuMAMU. ONna KaXKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IeMEHT.
Kaxablit npoOHyMepOoBaHHbI 31IeMEHT MOXKeT 6biTb BbiIbpaH oguH pa3. TepMuH

A. MNpemyTtauus

B. [eHOMHbIA UMNPUHTUHT

B. OaHopoauTenbCcKkaa aucomuma

Cutyauumsa

1. Y 7-neTHero manb4ymKa c yMCTBEHHOM OTCTAZI0CTbIO, HU3KMM POCTOM, Ma€HbKUMU



KUCTAMMU 1 ctonamm, nonudaruei (cuHgpom MNpagepa-Bunnu) npu monekynapHo-
reHeTU4eCKOM UccneaoBaHUM 06HapyKnam 2 maTepuHCKMe Xpomocombl 15 n HM ogHOMU
OTLLOBCKOM

2. Mpun unToreHeTuueckom ob6cneno0BaHUM 6-1eTHEN AEBOUYKMU C TAXKE/IOU YMCTBEHHOM
OTCTaNOCTbIO, CYyAOPOramm, aTakcuen, nporeHnen (cMHApom AHrenbmaHa) o6Hapyxunm
MHTEPCTULMANBbHYIO MUKPOAENEeLnio MaTepPUHCKOM Xpomocombl 15

3. Npu AHK-uccnepgosaHum reHa FMR-l y 32-neTHeit }KeHLWMUHbI, MMEIOLLLEN CbIHA C
CMHAPOMOM NNIOMKOI X-Xpomocombl, 06Hapyxunu 1 annenn ¢ 21 CGG- nosTopom u 1
annenb ¢ 92 CGG-nosTOpamm

A-2;6-3;B-1

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumamun. Ana KaxKaoro
6yKBEHHOro KOMNOHEHTA Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabi NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT 6biTb BbiI6paH OAUH pas.

dT1an usyyeHusa HacneacTBeHHOU 6onesHun

A. Perucrtpaumsa 6one3Hu KaK HacnepcTBeHHOM Gpopmbl

b. Jlokanusauua reHa B Xpomocome

B. BbiaeneHue reHa

. OnpepeneHue pedeKra reHa

. O6bHapy)XeHne nepBUYHOro NPOAYKTa reHa

KnunHnyeckoe npunoxxeHue

1. FeHoTepanua

2. AnarHocTtuka (AHK-cneyudpuueckan)

3. MeauKo-reHeTUYECKOE KOHCYIbTUPOBaHME

4. AnddepeHumnanbHaa UAarHOCTUKA HA OCHOBE aHANM3a CLEeNn/IeHUA reHoB

5. lnarHoctuKka (buoxmmmueckas). YaydweHme neyeHusa Ha OCHOBe NOHUMaHUA
natoreHesa
A-1;6-5;B-4;T-2;4-3
A-1;6-2;B-4;T-5;4-3
A-3;6-4;B-1;T-2;4-5
A-3;6-4;B-2;I-1;4-5
A-2;6-5;B-4;I-1;4-3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU NO3nLMAMU. [INA KaXKa0ro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kaablii npOHYMepOBaHHbI 31IeMeHT MOXKeT 6biTb BbiIbpaH 0aUH pas. BbiaBneHue
accoumaumm mynbtudaKkTopmanbHom 601e3HU C reHeTUHeCKMMU MapKepamu
ocywectenaerca no popmyne X=(axd) (bxc), rae:

A.a

B.b

B.c



r.d

A. X

NokasaTtenb

1. YacTtoTa nepBOro reHeTUYECKOro mapkepa y 60bHbIX
2. YacToTa BTOPOro reHeTU4eCcKoro mapKkepa y 60sbHbIX
3. Moka3aTenb OTHOCUTE/IbHOM YaCTOTbl PUCKA

4.YacToTta nepBOro reHeTM4ECKOro mapKepa y 3goposbix
5. YacroTa BTOpOro reHeTM4eCKOro mapkepa y 340poBbIxX
A-1;6-5;B-3;I-2;, -4

A-1;6-2;B-4;I-3;4-5

A-3;6-4;,B-1;I-2;4-5

A-1;6-2;B-4;I-5;4-3

A-2;6-5;B-4;I-1;4-3

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMM NO3MuMaMun. Ana Kaxkaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH o4MH pa3, 6onee ogHOro pasa uam He BbibpaH BoBcCe.
Tun HacnhepoBaHUA:

A. AYyTOCOMHO-pPeL,eCcCUBHbIN TUN;

B. AyTOCOMHO-A0MMWHAHTHDbIN TUN.

3aboneBaHue:

1. BpoxXaeHHble NOPOKU cepaua;

2. Munoguctpodua [lloweHHa;

3. NMunopocrteHo3s;

4. dDeHUNKeTOHYpMUA.

5. Heiipopubpamoros.

A-3;b6-4;

A-4;6-2;

A-4;,b6-3;

A-4;,b-5;

A-3;6-2;

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumMamMmun. Ana Kaxkaoro
6yKBEHHOr0 KOMNOHEHTA Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KakabI NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT 6biTb BbiI6paH oauH pas. Knacc 6onesHen
A. AMnHoaumaonaTum

b. OpraHuyeckue aungypuu

B. Bone3Hn HeMPOTPaHCMUTTEPHOTro o6 meHa

I. InsocomHbie 6onesHun

MeTtoabl noaTBEpPXKAEHUA AMArHO3a

1. KonnyectBeHHOe onpepaeneHne aMMHOKUCIOT KPOBU, MOYU, CMMHHOMO3IOBOIA
)ugkoctn, AHK-amnarHocTuka

2. dH3nmoaunarHoctuka, HK-guarHocrtuka

3. KonanuectBeHHOe onpeaeneHne opraHM4eckux KUCA0T MOYM, N1a3Mbl

4. KonnuectBeHHOEe onpeaeneHne Katexo/1aMMHOB, aMUHOKUCAOT (KPOBb, MOua,



CNMMHHOMO3roBsas )KVI,D,KOCTb)
A-2;5-4;B-1;T-3

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaB/IeHHbIMU NO3ULMAMU. [lna Kaxkaoro
6yKBEHHOro KOMMNOHeHTa BbibepuTe COOTBETCTBYIOLMIA MPOHYMEPOBAHHbI 3/1IEMEHT.
KakabI NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT 6biTb BbiI6paH oauH pas. Knacc 6onesHen
A. bone3Hun yrnesogHoro obmeHa

B. MutoxoHapuanbHblie 60ne3HU

B. BonesHu HapyLWeHUA MUTOXOHAPUANIBHOTO B-OKUCIEHUA }KUPHbIX KUCNOT

. NepoKcucomHbie 60ne3HU

MeToabl noaTBepKAEHUA AMArHo3a

1. Harpy3ouHble TecTbl (r/1I0KO3HAA KpUBan). IH3IUMOAMNATHOCTUKA KOMMJIEKCa
AbixatenbHou yenu. AHK-guarHoctuka

2. KonnyectBeHHOe onpeaeneHue o4eHb AJIMHHOLLENOYEYHbIX XXUPHbIX Kucnot. AHK-
ANarHocTuka

3. KonnuectBeHHOe onpeaeneHne MOHO- U AUCaxapuaoB U ux metabosntos B KPOBM,
moue. dH3nmoamarHoctuka. JHK-guarHoctuka

4. KonnyectseHHoOe onpeaeneHue KapHUTUHA, ero 3pupoB, ) KUPHbIX KUCNOT.
dH3MmoauarHoctuka. HK-guarHocTtuka

A-3;6-1;B-4;T-2

A-2;6-4;,B-1;T-3

A-2;6-3;B-4;T-1

A-3;6-1;B-4;T-2

A-1;6-3;B-4;T-2

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3nLMaMU. INA KaXaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabii NpoOHYMepOoBaHHbIW 31IeEMEHT MOXKeT bbiTb BbiI6paH oauH pas. MeToa
A. SSCP (Single Strand Conformation Polymorphism)

b. HA (Heteroduplex Analysis)

B. CCM (Chemical Cleavage of Mismatch)

. CekBeHupoBaHue no CaHrepy

Pasmep npoayKTa, n.H.

1.180-250

2.1700

3.600

4.200- 250



A-1;6-3;B-4;I-2

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU No3uumamMmun. lna Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakabii NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT 6biTb BbiI6paH oaMH pa3. MeToapbl
(rpynna) npeHaTanbHOM ANArHOCTUKMU

A. Npoceusatowme

b. HeuHBa3uBHbIE

B. UHBa3uBHbIE

Bupg metopa

1. MepguKo-reHeTUYECKOE KOHCY/IbTUPOBaHUE

2. buoncua mbiiy,

3. AMHUOUeEeHTEe3

4. YTouHAawuwee Y3U

5. OnpeaeneHue B CbiIBOPOTKe KpoBu 6epemeHHO ADI

A-1,5;6-4;B-2,3

A-1,3;6-4;,B-2,5

A-1,5;b6-2,3;B-4

A-1;6-2,3;B-4,5

A-1;6-5;B-2,3,4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumMamun. Ana KaxKaoro
6yKBEHHOr0 KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kablit NpOHYMepOBaHHbIN 31eMeHT MOXKeT 6biTb BbibpaH oauH pa3. MeTog,
(maTepuan) vHBa3MBHOM NpPEeHaTaNIbHO ANArHOCTUKKU

A. LlutoreHeTnueckoe uccnepoBaHue (KNeTKU XOPUOHA, KyIbTUBUPOBAHHbIE
aMHMOTUYECKUE KNeTKNU unu ammeouuTtbl nn1oa3)

B. MonekynapHo-reHeTU4YecKoe, bMoXMmuyeckoe UM UMMyHOIOTMYECcKoe
uccnepoBaHue (XOPMOH, aMHMOTUYECKUE KNETKU, KPOBb)

B. Matomopgonornueckoe uccnepgoBaHue (Koxxa u MmbiwLbl N10A[a)

. detockonua

Noka3saHua

1. BbICOKMIA pUCK pOXKAaeHUA pebeHKa ¢ HacneaCcTBeHHbIMU 3a601€BaHUAMU KOXKMU
(nxTMO3bI, anngEepmonunsbl), c MmbileyHo auctpodpuei [iloweHHa

2. YTouHeHue aMarHo3a BpoXKAeHHbIX NOPOKOB pa3BUTUA

3. Bo3pacT KeHLMHbI K MOMEHTY poaoB 35 neT 1 ctaple; XpOMOCOMHAA MyTauua y
O4HOrO0 U3 poauTenen; poxaeHue npegbiayuiero pebeHka c XpomocomHou 60n1e3HbIo;
HU3Kuii yposeHb A®I B cbiBOpOTKe KpoBU 6epemeHHOIl; pe3yabTaTtbl Y3U,
npepnonaraloLimMe XxpoMOCOMHYI0 60ne3Hb y nnoaa

4. BbICOKMM PUCK pOXKAeHUA pebeHKa c reHHOM 60ae3Hblo No pe3ynbTaTam MeanKo-
reHeTU4YeCKoro KOHCy/IbTUpPOBaHUA (PeTPo- UK NPOCNEKTUBHOI0) UK NPOCENBAIOLLUX
NpPoOrpamm BbifiBJIEHUA FeTePO3UrOTHOrO HOCUTE/NIbCTBA; AUArHOCTUKA MHPEKLMKN NN0AQ,
MMMYHOA4ePULMTOB, UMMYHHOU HECOBMECTUMOCTU MaTepU U Naoaa
A-1;6-2;B-4;,T-3

A-1;6-3;B-4;T-2



A-1;6-2;B-3;I-4
A-3;6-4;,B-1;I-2
A-1;6-4;B-3;I-2

)

YcTaHOBUTE COOTBETCTBUE MeXAY npeacTaBleHHbIMU NO3UumuaAMU. lna Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
KakAabl NpOHYMepOBaHHbIA 31eMEHT MOXKeT 6biTb BbiI6paH OAUH pas.

OcCHOBHbIe HacneacCTBeHHble 3abon1eBaHuA, NpeaHaTaNbHaA AUArHOCTUKA KOTOPbIX
BO3MOXHa 6MOXMMHUYECKMMU UCCNe[0BaHMAMM aMHUOTUYECKON X KUAKOCTU

A. bone3Hn HaKoNeHUA NPOU3BOAHbIX XONeCTepuHa

b. HapyweHua obmeHa mykononmcaxapmaos

B. HapyweHua ob6meHa aMMHOKUCNOT U opraHuyeckux Kucnot . HapyweHua obmeHa
yrnesoaos unu ramkonpotenHos [l. Npoyne HapyweHua bonesHb

1. FomouucTMHypua (BUTaMmuH B12-4yyBCcTBUTENbHDbI U BUTAMUH B12-pe3nCcTeHTHbIU
TUNDbI)

2. Aedunumt anbda-rntoKypoHmnaasbl

3. bonesHb ®abpu

4. dyko3npos

5. CuHgpom Jlewa-HuxaHa

A-3;6-5B-1;I-4;,0-2

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU No3UumuaAMU. lna Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabi NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT 6biTb BbiI6paH 0AUH pa3. CKpuHupylwmue
nporpammbl B NnpeHaTasbHOMU ANArHOCTUKe

A. Y3 CKPpUHUHT

B. BUOXMMHUYECKNIN CKPUHUHT

B. LluToreHeTM4ECKUN CKPUHUHT

. MoneKkynsipHbliA CKPUHUHT

O. AMMyHONOrnyecknii CKpUHUHT

UccnheposaHue

1. XopuanbHbIii rOHaAOTPONUH YeNoBeKa

2. TonuwmHa BOPOTHUKOBOrO NPOCTPAHCTBA

3. Uutomeranosupyc IgG, aBUAHOCTb

4. QHK-anarHocTuka

5. KapuotunuposaHue nnoga 6. CBo6ogHan B-cybveamHmnua XopMoHMYECKOro
roHagoTPONUHA YenoBeKa

A-2;6-3;B-5T—-4;40-1,6

A-2;6-4;B-5;IT-6;4-1,3

2;b-1;B-5;I—-4;40-3,6

A_
A-2;6-1,6;B-5T—-4;,4-3



A-3;6-1,6;,B-5T—-4,4-2

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaB/IeHHbIMU NO3ULMAMU. [lNa KaXK[oro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakabi NpOHYMepOBaHHbIW 3/1IeMeHT MOXKeT bbiTb BbiI6paH oaMH pa3, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. 340POBbIA YENOBEK

A. My)KuunHa

b. leHwWMHa

XpomocomHblit Habop

1. iBe xpomocombi X

2. iBe xpomocombl X un ase xpomocombl Y

3. AiBe xpomocombi Y

4. 0paHa xpomocoma X U ogHa xpomocoma Y

5. Tpu xpomocombi X

A-1;6-4

A-4;b -1

A-1;B6-3

A-1;b-2

A-3;b6-5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBIeHHbIMM NO3UuMAMU. Ana KaXKaoro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoOHYyMepOoBaHHbI 3/ieMeHT MOXeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unun He Bbl6paH HX pa3y. Xpomocombl

A. X

B.Y

Tunbl Xxpomocom

1. CybmeTaueHTpPUK cpeaHero pasmepa

2. Manbiit meTaueHTpUK

3. KpynHbli1 aKpOLEHTPUK

4. KpynHbl MeTaueHTPUK

5. Manbii aKpoUEHTPUK

A-4;b -1

A-1;6-4

A-1;b6-5

A-1;b6-3

A-1;b -2

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3MuMamMmun. Ana Kaxkaoro
6yKBEHHOr0o KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kakabl NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbiI6paH 0aMH pas, 6onee ogHoOro
pa3a unu He Bbi6paH HU pasy. MeHbl

A. MpOTOOHKOTrEeHbI

b. leHbI-cynpeccopbl ONyX0/1€B0Oro pocra

OnpepenexHune



1. Mo3uUTUBHbIE PErynAaToOpbl, CTUMYAUPYIOLUE AeNleHNe KNeTKH
2. HeraTuBHble peryaaTopbl, NPenATCTBYIOWME Ae/IeHUI0 KNeTKN
3. He meloT OTHOLLEHUA K AEeNeHUI0 KNETKU

4. MoneKynbl, ycunmsatlouime aenuctsme apyrux 6enkos

A-4; B -1

A-3;6-2

A-1;B6-2

A-1;B6-3

A-3;6-4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMM No3UuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIU 3/1IeMEHT.
Kaablit npoOHYyMepOoBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, bonee ogHoro
pa3a uaun He BblbpaH HU pa3y. OnpepeneHue

A. ®parmeHT 04HON XPOMOCOMbI NPUCOEAUHAECTCA K NOBPEXAEHHOMY KOHLY ApPYyroun
B. Pa3pbiB XxpoMOCOMbI B ABYX MeCTax U nocaeayloliee coeguHeHue 3Toro gpparmeHTa,
HO c noBopoTom Ha 180 rpaaycos fiBneHune

1. Ffannounauns

2. Tetpannongusa

3. Jeneuun

4. UuBepcua

5. TpaHcnokauus

A-1;b -2

A-1;b6 -4

A-5;b -4

A-5;b6-1

A-2;B6-5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaB/IeHHbIMU NO3ULMAMU. [na KaxK[oro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih npOHYMepOBaHHbIW 3/1eMEeHT MOXeT 6biITb BbiI6paH 0auH pa3, 6onee ogHoro
pa3a unu He BblbpaH HU pa3y. HacneactBeHHble 60n1e3HU

A. bone3Hb lNowe

b. bonesHb HUmaHa-lNMuka Tun A B

B. bone3sHb Tea-Cakca

B HepBHbIX KNeTKaxX HaKanausaeTca

1. CpuHromumenuH

2. lMaHrnnosng GM1

3. MaHramnosng GM2

4. MaHHO030-6-pocdar

5. FnoKouepebposug,

A-5,6-1;B-2



A-4;,6-3;B-5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaB/IeHHbIMM NO3UuMaAMU. Ana KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabii NpOHYMepOBaHHbIW 3/1IeMeHT MOXKeT bbiTb BbiI6paH oaMH pa3, 6onee ogHoOro
pa3a unu He BbibpaH HU pa3y. HOBOPOXAEHHbIN

A. loHOWEeHHbIN

b. HegoHOLWEHHDbIN

Cpoku 3abopa KpoBU ANA CKPUHUHIA

1. Cpa3y nocne poxkgeHua

2. B nepBblii A€Hb XU3HU

3. Ha ueTBepTbIN AEHb XKU3HMU

4. NMocne 10 gHEW XN3HU

A-4;b -1

A-1;b6-4

A-3;6-4

A-1;b6-3

A-1;b -2

YcTaHOBUTE COOTBETCTBUE MeXAY NpeAacTaBieHHbIMU NO3UuMAMU. lna KaXXaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kablit npOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biTb BbiI6paH 0auH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. OnpegeneHue

A. OTparkarowme pacCToOAHMUA MeXKAy reHaMun U 10Kycamu

b. Mo3BonsalowWwMe NOKaNN30BaTb FeH HA XPOMOCOME U/IU B ee N1I0Kyce

B. Umetowme Hanbonbllee paspeLueHue

Tun KapTbl

1. HykneotngHble

2. leHeTM4YecKMue

3. dPusunyeckue

4. XpoMOCOMHbIe

5. PecTpUKUMOHHDbIE

A-5;6-1;B-2

A-4; b
A-5; b
A-2; b
A-4; b

-1;B-2
-1;B-3
-4;,B-3
-3;B-5

’

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3nuMaMKU. [INA KaXKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiIbpaH 04UH pa3, 60nee ogHOro pasa unam He BbibpaH BoBce.
BeKkTOpHaa eMKOCTb:

A. Haubonblias;

b. HammeHblian.

BeKTOpHble KOHCTPYKLUMU:



1. PeTpoBUpYyCHbIE ;

2. Parosble;

3. Ha ocHOBe UCKYCCTBEHHbIX XPOMOCOM APOXKIKEMU;
4. MnasmupaHoble;

5. KocmugHble

A-2;6-5

A-1;6-4

A-3;6-4

A-2;6-4

A-3;b6-2

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3ULMaMU. [INA KaXKa0ro
6yKBEHHOr0 KOMNOHEHTA Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabI NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHoOro
pa3a unu He BblbpaH HU pa3y. NepecTpoiiKka y HocuTena

A. C6banaHcMpoBaHHaA peumunpoKHaa TPaHCA0Kauma

b. Po6epTCOHOBCKOM TPAHCNOKaLMK

Konnuectso ramer

1.6

2.4

3.8

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/leHHbIMU NO3UumMAMU. lna Kaxaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOKeT 6bITb BbiI6paH 0AKH pa3, 60n1ee ogHOro pa3a uaum He BbibpaH BoBce.
Tun HacnepoBaHuA:

A. AYyTOCOMHO-pPeLeCcCUBHbIN TUN;

B. AYyTOCOMHO-40MWHAHTHbIM TUN.

3aboneBaHue:

1. BpoxkaeHHble NOPOKU cepaua;

2. Muopguctpodusa [loweHHa;

3. NMunopocreHo3;

4. deHUNKeTOHYpUA.

5. HepopmubpamoTos.

A-4; b -5

A-1;b6-6

A-2;b5-1

A-4; b -2



A-3;b6-6

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBIeHHbIMU NO3UuMaAMU. A KaxKaoro

6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.

Kaxkabii NpOHYMepOBaHHbIW 3/1IeMeHT MOXKeT bbiTb BbiI6paH oaMH pa3, 6onee ogHoOro

pa3a unu He BbibpaH HU pa3y. 3aboneBaHue

A.lFemodpunusa

b. bone3Hb PeKnnHrayseHa

B. lTMnepToHuyeckana 6onesHb

Tun HachepoBaHuA

1. PeueccuBHbIi, cueneHHbl ¢ X-XpOMOCOMOM

2. LOMUWHaHTHbIN, CLuEeNNeHHbIN ¢ X-XpoMmocomon

3. AYyTOCOMHO-peL,eCcCUBHbIN

4. AyTOCOMHO-A,0MMWHAHTHbI

5. MynbTudaKkTopranbHbIN

A-1;6-4;,B-3

A-1;6-4;B-5

A-1;6-5;B-2

A-3;6-5;B-2
:6-5;B-4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumMamun. Ana KaxKaoro

6yKBEHHOr0o KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.

Ka)kablit nNpOHYMepOBaHHbIN 3/1eMEeHT MOXeT 6biTb BbiIOpaH 0auH pa3, 6onee ogHoro

pa3a unu He BbibpaH HU pa3y. 3abonesaHue

A. MonHasa TecTUKyNApHaa pemMnHmnsauma

b. HenonHasa TectTukynapHaa pemmHmnsauma

Bo3pact maHudecrauum

1. Mepuog HOBOPOXKAEHHOCTU

2. MepBbiii roa }KuU3Hu

3. MNepBoe gecatunertune

4. NMepnoa NONOBOro cospeBaHusA

5. 3penbivi Bo3pacT (nocne 30 ner)

A-1;6-2

A-1;b6-5

A-4;b -1

A-4;b -3

A-3;6-1

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM NO3UuMaMU. Ana KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoHyMepOoBaHHbI 3/iIeMeHT MOXeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unun He BbibpaH HU pa3y. 3aboneBaHue

A. MNporpeccupytowan moilweyHan guctpodus

b. ®akomaTo3



MpuHUMNbI NeyeHns

1. 3TMonoruueckumn

2. MNaToreHeTUYECKUiA
3. 3amecTUTeNbHbIN

4. CuMmnToMaTUYECKUM
5. He nogpaatorca neyeHuro
A-1;B6-2

A-5;6-4

A-4; B -4

A-4; b -5

A-2;6-5

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMU No3UuMaMun. Ana Kaxkaoro
NPOHYMEpPOBaHHOIO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIbpaH oa4MH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
CuHpapom:

A. Cunpgpom KnaiHdenbrtepa;

b. CuHapom TepHepa.

HapyweHue nonosoro passurua:

1. Hepopa3BuTre MONIOYHDIX }Kenes;

2. AHOManbHOeE pa3BUTUE MATKU U Baranuwa;

3. AUYHUKM He onpeaenatoTca;

4. AmeHopes.

b-1,2,3,4;

A-1;b -4

A-5; b6 -3

A-4;6-2,3

A-1,2;6-3

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU NO3UumMaAMU. lna Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabii NpOHYMepOBaHHbIW 31IeMeHT MOXKeT 6biTb BbiI6paH oaMH pa3, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. MeHbl

A. TeHbl "m NPOTOOHKOreHbl

B. leHbI-cynpeccopbl onyxoneun

Xapaktepuctmka

1. MoryT aktuBMpoBaTbca amnanduKkaumein, TpaHCAOKauMet UM MmyTaluuen reHa

2. Notepa pyHKLUMM BeaeT K pa3BUTUIO ONYXONHU

3. MpuUCcyTCTBYIOT B KNE€TKaxX 340POBbIX I04eN

4. fBnAOTCA ayTOCOMHO-A0MUHAHTHbIMU

A-4,6-2,3

A-3;b-1,2



YcTaHOBUTE COOTBETCTBUE MeXAY NpeAacTaB/leHHbIMU NO3UumMAMU. lna KaXaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih npOHYMepOBaHHbIW 3/1eMeHT MOXKeT 6biTb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unun He BbibpaH HU pa3y. 3aboneBaHue

A. CuHpgpom Bunbamca

b. Cuapom Aun-Axopaxu

B. Cunapom Cmuta-MareHuca

. Cunpgpom Mpapepa-Bunnu

HAeneuunn

1.22q11

2.17p11.2

3.7q11.2

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumMamun. Ana KaxKaoro
6yKBEHHOr0 KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kaxkabi NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHOro
pa3a unu He BblbpaH HU pa3y. CpoK gna nposeaeHna (Hegena 6epemeHHOCTH)
A.11-12-1

b. 16-20-a

Bupa metoaa npeHaTasibHOW ANAarHOCTUKMU

1. OnpeaeneHune B CbiIBOPOTKe KpoBUu bepemeHHo ADI

2. HeKOHBIOrMPOBaHHbI 3CTPUON

3. PAPP-A

4. Xr4y

5. XopnoH6buoncus

A-3;6-1,2,4

A-3;6-1,2,5

A-1,3;6-5

A-4;6-2,3,5

A-3;6-4,5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU NO3nLMAMU. [INA KaXKa0ro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoHyMepOoBaHHbI 3/iIeMeHT MOXeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unun He Bbl6bpaH HU pa3y. Cutyauus

A. 30-neTHAA }KEeHLMHA, B aHAMHe3e poXXaeHue MepTBoro pebeHKka c MHOXecTBeHHbIMU
NOpOKamm pa3BUTUA (NONMAAKTUAKUA, pacllienHa HEBA, NOPOK cepaLa) M HOPMAZIbHbIM



KapuoTMnom
b. B cemeiiHOM aHamHe3e munoguctpodua AoweHHa, bepemeHHasa - HOCUTENbHULA
cemeiHOM aeneuun B reHe AUCTpoPUHa

B. Y nnopa Ha 9- Hegene rectaumm npu Y3U o6HapyKnnm ysenmnueHme To/LWUHbI
LWeMHOMN CKNAaAKWN, aTPE3UI0 MU CTEHO3 ABEHAALATUNEPCTHOMN KULLKK

l. 25-neTHAA XeHLWMHa o4eHb 06ecnoKoeHa BO3MOXKHOCTbIO POXKAEeHUA pebeHKa ¢
cuHapomom layHa. UHAMBUAYaNbHbIA U cemelHblii aHamHe3 6e3 ocobeHHoOCTel
. 36-neTHAA }KeHLWMHa Ha 14-i1 Heaene 6epemeHHOCTH

MeTopa npeHaTaNbHO ANArHOCTUKMU

1. Buoncua BOpCHUH XOPUOHa

2. OnpeaeneHune KoHUeHTpauun APl B cbIBOPOTKE maTepum

3. AMHUOUeEeHTe3

4. NetanbHoe Y3U

5. KoppgoueHTtes

A-2;6-2;B-5;T-4;,0-1,5

A-5;6-1,3;B-1,3,5;I-2,4;4-3

A4;6-1,3,5;B-1,3,5;I-2,4;,4-3

A-4;,6-2;B-5;-2,4;,0-1

A-2;6-2;B-1,2;T-4;4-1,5
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