Bonpocel ¢ BappaHTAMH OTBETOB 10 CNIENHAILHOCTH
«JlaboparopHas reHeTuka» (Bpiciias kareropusi) 1Js aTrrecTalluu

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
CKPUHUHIA HOBOPOXXAEHHbIX ABNAIOTCA BCE NepevyucNeHHble, Kpome O4HOro:
BbICOKan YacToTa BCTpeYaeMocCTn B nonynaummn (He meHee 1:20 000);

BbIPa*KEHHbIN KNNHUYECKUI noanmopdmnsm 6onesHu.

TAXECTb NOPAXKEHMNA C HEOBPATMMbIMM NOCNEACTBMAMN B BUAE MHBAANAU3ALUN UK
PaHHEN CMepTy;

BO3MOHOCTb MPOCTOM, HaAeXHOM (4yBCTBUTENbHOM, cneumdpumyHoi, bes
JNIOXXHOOTPULLATENBHbIX PE3Y/IbTaTOB) M IKOHOMMUYECKM ONPaBAAHHOM ANATHOCTUKU B
JOKNAMHUNYECKOW cTaanmn 3aboneBaHus;

BO3MOXXHOCTb NAaTOreHeTUYECKON AN MHOM 3PPEKTUBHOWN KOPPEKL NN BbIABNEHHOTO
HapyLeHuUs;

Maccosomy 6MOXMMMUUYECKOMY CKPUMHUHTY NOANEeXUT 3aboneBaHue:
remoxpomaTos;

MyKOnoancaxapuaosbi;

HelpopmnbpomaTos;

beHNNKeToOHYpPUS;

MbleYyHan auctpodma [oweHHa.

Mpu aHanuse metagasHbIX NIACTUHOK HAMAEHO 9 KNETOK C HOPMaabHbIM KapuoTUNOM
46, XX, a TaK)Ke aBe ¢ Tpucomuen 21 xpomocombl. TAaKTUKa Bpava LUTOreHETUKaA:
Heobxo4AMMO YyBENNYNUTb YNC0 aHAN3UPYEMbIX MeTada3HbIX NACTUHOK, a TaKKe
npuBaeYb MeToAbl aHaNM3a HTepdasHbIX A4ep ¢ nomoulbto Npob cneunduyeckon AHK.


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

OVNArHO3 yCTaHOB/IEH - HOPMa/IbHbIN KapMoTUnM;

AMarHo3 yCTaHOBJ/IEH - MO3aULM3M;

AMNArHO3 YCTAHOB/EH - TpUcomua no 21 xpomocome;

HeobxoaMMO NPOBECTU OHTOreHeTUYecKoe obcneaoBaHue poauTenen;

Hasosure yupexxaeHus, B KOTOpblie MOryT 6biTb HanpasaeHbl 60/1bHble U3
peruoHanbHO MeauKo-reHeTu4ecKom KoHcyabTauum ana AHK-aMarHoctmku
HacneacTBeHHOro 3abonesaHumA:

MeXKpPernoHasibHaa MeaAnKo-reHeTUYecKan KoOHCy/ibTauus;

TeppPUTOpPUAIbHbIE MEeANLMNHCKUE yuYperKaeHua obuero npopuns

cenbckme 60nbHULbI;

YKEHCKaA KOHCY/IbTaluMA N0 MeCTy }UTeNbCTBA

AOMa UHBAIMAOB.

EauHMLEN reHeTUYECKOM KapTbl reHOMA ABNAETCA:
HYKNneoTna;

CaHTUMOpPraHnAaa;

XPOMOCOMHble 6eHAbl;

K/JIOHMPOBaHHble pparmeHTbl JHK;

9K30Hbl U MUHTPOHDI.

Xpomocomocneuudpuueckue 3oHabl IHK — aTo:

dparmenTbl JHK, cogepKauime TONbKO CTPYKTYPHbIE FeHbl;

KNOHMPOBaHHbIE NOCNeA0BaTeNbHOCTU caTennmtHon AHK;

OHK xpomocomHbIx dparmMeHTOB pa3HOM A/IUHbI;

KNOHMpOBaHHble ¢parmeHTbl HK, XxapaKTepHble gna onpeaeneHHbIX XPpOMOCOM;
¢parmenTol JHK, cogepKawme pacceAHHble NOBTOPbLI.

frbpuamsauums in situ c meyeHbIMM 30HAaMUN NO3BONAET:

nccnenoBaTb HYKNEOTUAHbIM COCTaB 30HAa;

nccnenoBaTb PAacCTOAHME MeXKAY 30HAAMMU;

N3Yy4YNTb PECTPUKTHYIO KapTy 30HA3;

JIOKann30BaTb NOC/NeA0BATENBHOCTb 30HAA HA XPOMOCOME U/IN B €€ JIOKYCE;
onpeaennTb Nocaea0BaTeIbHOCTb PACMO/IOXKEHUA FEHOB B XPOMOCOME.

Mbpuausaums in situ c nokyc cneympuueckmumm npobamm nossonser:
NONYYnUTb MHPOPMALMIO O NEPECTPOMKAX UCCNeaYEMOTO IOKyca y 601bHOTO;
M3y4nUTb KapMoTun 601bHOTO;

NoONy4YnTb NHPOPMALULIO O MyTaLUAX B FrEHE;

onpegenuts NAPD;

onpeaennTb HyKNeoTUAHbIN COCTaB UCCAeLyeMOoro IoKyca.

BeKTOopHaAa cuctema — 3T10:
cuctema Habopa YHUKanbHbIX nocnegosaTenbHocten AHK;
cucTema gnAa nepenaym reHeTUYEeCKoro matepmana BHYTPb KNETKY;



nosTopAowWaAaca nocnegosatenbHocTb [AHK;
cuctema baKkTepuAa-xo3auH;a;
nonannenTMaHaA Nocaea0BaTeIbHOCTb;

NMpumeHeHUe MONEKYNAPHO—LUTOreHETUYECKUX MEeTOA0B ANArHOCTUKM C NOMOLLbIO
Xpomocomocneuudpuueckux npob AHK no3sonser caenartb Bce, Kpome:
onpeaennTb CIOXKHbIA XPOMOCOMHbI MO3anLM3M NPU HEBbICOKOM COAEPHKaHUU
AQHOMaIbHbIX KNETOK B KapunoTune;

NAEHTUOULNPOBATb XPOMOCOMbI, BOB/IEYEHHbIE B C/IOXKHbIE MEPECTPONKY;

BbIABUTb MPOUCXOXKAEHME A06aBOUYHbIX MapPKePHbIX XPOMOCOM U/ MUHUXPOMOCOM;
CEeKBEHMPOBATb IK30M;

YTOYHUTb TOYKUN Pa3pbiBOB aHOMAJIbHbIX XPOMOCOM.

BausHeLo0BbIA MeTo4 B MeAULMHCKOM reHeTUKEe UCNoNb3yeTca ANA:
ANA pacyeTa KOHKOPAAHTHOCTY;

onpeaeneHmnAa 4YactoTbl NATO/IOMMYECKOro annena B Nonynayum;

ANA N3YYEHUA NPUYMHBI BOSHUKHOBEHUA MyTaLUUA;

OL,EHKWN YaCTOTbl BOSHUKHOBEHWNA MyTaLWIA;

ANA N3y4eHua «MoYawmx» nocneposatenbHocten AHK.

OHK-anarHocTuka 6onesHet UMNPUHTUHIA CBOAUTCA K ONpPeaeneHuio:
Pa3/INYNI B TeHHOM 3KCNpeccuu;

KPYMNHbIX XPOMOCOMHbIX NepecTpoek;

CTPYKTYPHbIX MyTaLWUN B reHax;

PA3NMYMIN B aNN€NbHOM METUNMPOBAHMUN OTLLOBCKON M MaTEPUHCKON XPOMOCOM;
O4HOHYKNEOTUAHbIX NOIMMOPHU3IMOB.

Ecnuy npobaHpa ussectHa mytauusa, NpMBoaALLan K HacnieacTBeHHOMY 3a6oneBaHumio,
KaK onpeaenutb Ha/imume 3TOM MyTauum y pOACTBEHHUKOB:

NPOBECTN CEKBEHNPOBAHME IK30HA C MyTaLMen y pOoACTBEHHUKOB; U

nposectu MNUP-MAP® y poACTBEHHMKOB,;

onpeaennTb NoAMMopPHbie MapKepbl, CLLENNEHHbIE C NAaTONIOTMYECKUM aNNenem;
NMPOBECTU NONHbIA CKPUHMHT MyTalUMi B reHe HacneacTBeHHOro 3aboneBaHus;

NPOBECTM KAapUOTUNUPOBAHUE Y POACTBEHHUKOB.

Ana ocywecteneHna AHK-agnarHoctTMkn mmkpogeneyuoHHbIX CUHAPOMOB UCNO1b3YIOT:
XPOMOCOMHbIM MUKPOMATPUYHbINA aHANU3;

SSCP-anekTpodopes;

annenscneundunyveckas MNuUp;

CeKBeHUpOoBaHUE;

nupP-NaP®.

an romouncTuHypum, BbI3BaHHOM AEd)EKTOM UMCTAaTUOHUH 6ETa-CMHTa3bI, nosblilleH
YPOBEHb cneayroumnx ammHOKHNCNIOT B MmoYye:
METUOHUHA N apPTUHWNHA;



FMULUMHA U LUCTUHA;
METMOHMHA U TOMOLMCTUHA;
LMCTUHA U apPTMHUHA;
FAUUMHA U TOMOLUMCTUHA.

MNoBbiWeHHbI YypoBeHb aMMUaKa B KpOBU HabatlogaeTtca npu:
6one3Hn KaHaBaHa;

rmnepnpoanHeMnK;

APrMHUH-AHTAPHOM aUNAYPUN U LUTPYNTUHEMUU;
KCaHTypeHOoBOMaLNAYPUK;

Npwv BCEM NEPEYNCNEHHOM.

[ONnA BbIABNEHUA HAPYLUEHMN aMUHOKUCNIOTHOrO o6meHa Hanbonee nHpopmaTuseH
meToA;:

nccnegoBaHMe MOYU U KPOBM Ha cBOHOAHbIE AMUHOKUCNOTDI;

LMTOreHeTU4YeCcKoe uccneagoBaHue;

nccnegoBaHne 6€n1KoBOro cnekTpa naasmbl KPOBY;

KNMHUKO-TeHeaNorMyeckne gaHHble: Haamyme B cembe ABYX cMH6COB CO CXOAHOM
CUMNTOMATUKOM;

rmbpunansaumsa in situ.

Mpu nporpeccupyiowieit mbieyHo aguctpodpum JoweHHa ypoBeHb KpeaTUHKUHAa3bl:
0COb6EHHO 3aMeTHO yBeMYeH B Nepmno HapacTaHUA KAMHNUYECKUX CUMNTOMOB;
Hamnbonee BbICOK B KOHEYHOW CTagMun 3a60n1eBaHuUS;

B Nt060oM cTaanm 3aboneBaHUA yBeIMYMBAETCA;

Hanbonee NOBbIWEH B AOKAUHMNYECKOM CTaanm 3aboneBaHus;

NOCTENeHHO NOBbIWAETCA C MOMEHTa NPOABAEHUA NepPBbIX MPU3HAKOB 10 KOHEYHOM
cTaaun 3aboneBaHms.

BpoXkpeHHaa meTremornobuMHonatua mox<et 6biTb Bbi3BaHa:
Ha/IMYMEeM aHOMaAIbHOTO remornobumHa S;

Ha/IMYMeM aHOMaIbHOTo remorno6uHa E;

HeA0CTaTOYHOCTbIO KaTanasbl;

HeA0CTaTOYHOCTbIO depmeHTa agnadopasbl;

HAaKOM/NIEHMEM INIMKOTEHA B KNETKax.

Mpu KynbTMBUpPOBAHUM B NpucyTcTtBun ®IrA aenaTca KNeTkmn Kposu:
HenTpodunbl;

MOHOULMUTbI;

nmmeoumnTbl;

3PUTPOLUTDI;

MblLLEYHbIE KNeTKW.

FeHOMm, accounMmnpoBaHHbIM C pa3BuTuem 6onesHu Anburemmepa, ABNAETCA:
IRF6;



MGMT;
APOE;
BRCA;
PTEN.

AHK-30HA — 370!

€AMHUYHbIe pacCeAHHble HYKNeoTnabl;

nocneaoBaTe/IbHOCTb HYKNEOTUA0B, KOTOPbIEe Y3HAET PECTPUKLUMOHHAAIHAOHYKNEa3a;
nocnepgosatenoHoctn [AHK, coctoawan ns 20-25;

¢dparmenT HK c dnyopoxpomHO meTKoN.

nocnepoBaTtenbHOCTb AHK ANMHOM HECKONBKO MAH. Nap HYKNEOTUAOB;

KnoHnunposanue AAHK npegnonaraer:

MUP;

6N10TUHT-TMBpUAN3aLmS;

NAaPo;

BCTpamBaHune pparmeHTa IHK B BEKTOPHYO KOHCTPYKLMIO;
rmbpuamsauymsa insitu.

[OmnarHo3 cMHAPOMa YMCTBEHHOM OTCTa/I0CTU C IOMKOW X-XPOMOCOMOM OKOHYATENbHO
NoATBEpPXKAAeTca Ha OCHOBaHUM:

MOJIEKY/IAPHO-TEHETUYECKOIO aHaIn3a;

pe3yNbTaToB BUOXMMUYECKUX NCCNEe0BAHUIA MOYU U KPOBY;

AAHHbIX 3N1eKTpoaHuedanorpadpumu;

pe3yNbTaTOB NCUXO0TMYECKOTO TECTUPOBAHMUS;

AAHHbIX CEMENHOTO aHaMHe3a.

MnepmeTunmMposaHue UMTO3UHOB B CG-AUHYKIE0TUAAX PEryATOPHbIX PAiAiOHOB reHa
NPUBOAMUT K:

YCUIEHWIO TPAHCKPUMNLMOHHOM aKTUBHOCTM FEHOB COCEZHETO /IOKYCa;

He B/INAET Ha aKTUBHOCTb reHa;

YCUJIEHWIO TPAHCKPUMNLUMOHHOM aKTUBHOCTU reHa;

NoZlaBAeHUI0 TPAHCKPUMUUOHHOW aKTUBHOCTU reHa;

HE3HaUYUTE/IbHOMY CHUXKEHUIO TPAHCKPUMLMOHHOMN aKTUBHOCTH.

Moka3aHuem gna npoBeaeHUA MONEKYNAPHO-LUTOreHeTUYeCcKoi anarHoctnku (FISH-
MeToA) ABNAeTcA:

Ha/inyme remoXpomaTo3a B CEMbE;

BO3pacT matepu ao 35 ner;

Ha/inyme MyKOBUCLMA03a B CEMbE;

noao3peHmne Ha Mo3anym3m No onpegeneHHOMY XPOMOCOMHOMY CUHAPOMY;
noaospeHmne Ha cuHapom [layHa.

Ona npeHTMdUKaumMm XpoMmocom He UCNOb3yeTcA:
BE/IMYMHA XPOMOCOM;



Ha/IN4Yne CTPYKTYPHOM NepecTpPomrKu;

PacnonoXKeHne LeHTPOMEpbI;

HanMuyMe NnonepeyYHom ncyepUYeHHOCTU XPOMOCOM MPU OKPaLLUMBAHUY;
bNyopecueHTHble 30HAbI.

[OnAa npoBeaeHUA LMTOreHEeTUYECKOro aHa/In3a UCNO/Ib3YyHOT BCE NepeymncieHHoe,
Kpome:

6uonTaT CeMEeHHMKa;

KNETKN KOCTHOrO MO3ra;

KNEeTKM NeyeHu;

ammboumnTtbl nepndeprnYeckomn Kposu;

6uonTaT XopMnoHa.

3Tan KOAXWUHU3ALMU NPU NPUTOTOBAEHUM NPenapaToB meTagdasHbIX XPOMOCOM
ucnonb3yeTca Ana:

JIYYLLIEro OKpalmnBaHMA XPOMOCOMHbIX NpenapaTos;

HAaKOMNEHMA KNEeTOK, HaXOAALLMXCA Ha CTaaMn meTadasbl MUTOTUYECKOTO AEeNEHUS;
NoNy4YeHUs xopoLlero pa3bpoca XxPpOMOCOM Ha NPegMETHOM CTEKNE;

yBE/IMYEHUS OAUHbI CNYTHUYHbIX HUTEN;

YMEHbLIEHUA [JINHbI FeTEPOXPOMATUHOBOTO CErMEHTa.

3aKnoyeHue UMToreHeTUYeCKoro uccieAoBaHnUA A0NKHO BKIOYATb BCe, Kpome:
dopmyny KapmoTuna, 3anucaHHyto B cootsetctBum ¢ ISCN;

OaHHble O NauueHTe;

NONHbIN NepeyYeHb reHOB, BbIABNEHHOIO HapyLIEeHUS;

NPUYNHY HaNpaBAeHUA HA uccnegoBaHue;

Ha3BaHMeE NCCNeg0BaHHOWN TKAHM.

B AHK-guarHocTMKe HacneaCTBEHHbIX 3a601eBaHMUI He UCNOIb3yeTcA:
ABYMEPHbIN 3neKTpodopes;

MLLP;

NAP®D;

6NOTTUHI-TMOpUAn3aums;

CeKBeHunpoBaHue.

Ona AMarHoCcTMKM HacneacTtBeHHbIX 3a6oneBaHun IHK MoXKHO BbigenuTb U3 Bcero,
Kpome:

TKaHeBbIX OMONTATOB;

BO/IOCAHbIX JIYKOBULL;

ammdoumToB Nnepudpepruyeckon KpoBu;

naa3mbl KPOBY;

C/TtOHBbI.

Pasmep reHOMa YyesioBeKa COCTaBAAET NPUMEPHO:
4,639,221 n.H.;



6,000,000,000 n.H.;
3,000,000,000 n.H.;
30,000,000,000 r.H.;
6,000,000 n.H.;

MpoueccuHr - 3T0:

accoumauma 6onbION U Masion cydbeanHUL, pUboCcoMbI;
yasoeHue [HK;

co3pesaHue npe—PHK B agpe;

cBA3bIBaHMeE penpeccopa c benkom;

CBA3bIBaHUE TPAHCKPUNUMOHHOTO PpaKTopa C NPOMOTOPOM.

Ycnosuem coxpaHeHusa nepudepuyeckon KpoBu anA ucnonb3oBaHus ee B A HK-
AVarHocTuke aBnaeTca:

XpaHeHWe Heaeno NP KOMHATHOM TemnepaType;

XpaHeHue B TepmocTaTte npu +37C;

XpaHeHue B X0n10aunbHUKe Ha +40C;

3aMOpO3Ka Ha -20C 1 xpaHeHne B MOPO3UAbHUKE HeobxoamMmoe Bpems;

CBEXXYO KPOBb HeNb3A NCMONb30BaTh.

B KaKom reHe HeE06X0AMMO NPOAHAIU3UPOBATb MYTaLUM ANA NOATBEPXKAEHUA
AWarHosa MyKoBucumaosa?

BRCA;

GJB2;

CFTR;

HFE;

MTHFR.

Mpu ncnonb3oBaHUM aBTOMATUYECKOro aHanmusatopa Hykneotuabl A, T, T, L Ha
aneKTpodoperpamme npeacraBaeHbl Kak:

NONOCbI PA3/IMYHOWN A/INHDI;

pa3HoOLUBETHble NATHA;

MUKW Pa3HbIX LLBETOB;

NMWKWU OL4HOTO UBETa;

uMdpbl Ha UISMEPUTENLHOMN LLKaNe.

Ona nabopaTopHOM ANArHOCTUKU MYKOBUCLMA03a NPUMEHAETCA BCe NepeuyunucsieHHoe,
Kpome:

onpeaeneHns UMMYHOPEAKTUBHOTO TPUMNCUHA;

TecTta ¢ LeTUANMPUANHXA0PUAOM.

onpeaeneHuns 3NeKTPoINTOB NOTa;

BbISAB/IEHMA XNPaA B Ka/e;

onpeaeneHnsa akTMBHOCTU NULLLEBAPUTE/IbHbIX GEePMEHTOB B Kane;

I1p06a denuvHra BbIABAAET HAIMYME B MOYe:



beHnnanaHuHa;
beHnnrmppasunHa;
KETOHOBbIX TeN;
bEeHUNKeTOKNCNOT;
FOMOreHTU3MHOBOM KUCNOTbI.

MUP ncnonb3ylot ana:

N3y4eHNA XPOMOCOMHbIX NOJIOMOK;
amnandumkaumm yyactka AHK;
nccneaoBaHUA XpPOMOCOMHOTO 63HAMHTa;
N3MepeHMAa akTMBHOCTU PEPMEHTOB;
BMOXMMNYECKOTO CKPUHUHIA BepeMeHHbIX.

MeTopa reHeTMYeCcKoro KapTMpoBaHUA MybTudaKTopUanbHbIX 3a6oneBaHMit:
METOA UAEHTUYHbBIX MO MPOUCXOXKAEHUIO anneneu;

aHanNu3 cuenieHus;

nccneoBaHme accoumnaunii B Nonyasunax U CEMbsx;

CEKBEHMPOBaHWE reHOoB;

reHeTUYeCKMn aHa M3 CKpeLWmMBaHMN MOAEeNbHbIX OPraHU3MOB.

Monnmopdunsm ANnH pecTPUKLUMNOHHDbIX GparmeHToB — 3TO:

aeneunn 6onbwinx pparmeHtos JHK;

3ameHa HyKkneotnaos B [AHK, npmMBoaALL,an K USMeHeHUto caiiTa y3HaBaHMA gna
pPeCTPMKTa3bl;

nHcepummn bonblumnx pparmeHTos AHK;

rmaponns JHK c nomoLbo pecTpuKTasbl;

rmbpuansaums AHK.

CekBeHupoBaHue AiHK — aTo:

rmaponns JHK c nomoLbio pecTpuKTasbl;

NO3MUMOHHOE KnoHnpoBaHue [HK;

pecTpuKUMOHHOE KapTupoBaHue [IHK;

onpegeneHuve nocnenoBaTesibHOCTM HyKneotnaos AHK;

BbICTPaMBaHME KNOHMPOBAHHbIX NOCNeA0BATENIbHOCTEN B ONpeaeNeHHOM NopaaKe

CpepgHAaa AnvHa 3K30HA B 6e/10K-KOAUPYIOLWMX reHaxX YeN0BeKa B Napax HyKneoTnaax
CcoCTaBNfAeT:

37,

525;

170;

200;

1587,

KnuHnueckumm nokasaHMamm ana nposeseHua XpOMOCOMHOr0O aHaAM3a ABNAIOTCA:
6/1M30PYKOCTb;



BPOXKAEHHbIE MOPOKM PA3BUTUS;
HapyLweHns pas3BuUTUA;

XPOHUYECKME BOCNanuTe bHble 3aboneBaHus;
BUPYCHble 3ab60/1eBaHMA.

Bnotrnur AHK no CaysepHy npeacrasnsert coboi:

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

nnasnenune AHK;

nepeHoc geHaTtypmposaHHon AHK Ha HUTpouenntono3HbIM GUNLTP ANA Nocneayowen
rmbpunaunsaymu;

cekBeHunpoBaHue [HK.

Ona npambix metogos AHK-anMarHoctmku Heob6xoamumo 3HaTb Bce, Kpome:
nocneno0BaTeNIbHOCTU reHa;

AnarHosa 3aboseBaHus;

CMUCOK FreHOB, aCCOLMMPOBAHHbIX C 3aboneBaHnEM

nonmmop¢Hbix AHK-mapKepos;

TMNa HacnegoBaHMA 3aboneBaHmA.

O6paboTKka KynbTypbl KNETOK TMNOTOHUYECKUM PAacTBOPOM Heobxoauma:
ANA yBENNYEHUA YNCNA MUTO30B;

ANA NONlYYEeHMA XopoLlero pa3bpoca XpoMoCcom;

ONA 3aAEPXKKU AENALMXCA KNEeTOK Ha cTaaun metadasbl;

ANR NyYlero oKpalwmnBaHMSA XPOMOCOMHbIX NPenapaTos;

ANA paspylleHme U3bbITOYHbIX KNETOK.

Y10 M3 NnpepcTaBNeHHOro ABNAAETCA OHKocynpeccopom?
CFTR;

ADD1];

BRCA1L;

IL28B;

AZF.

OnAa pnarHocTukmn 6onesHen, oNA KOTOPbIX MYTaHTHbIU FreH HEU3BECTEH U He
NIOKaNN30BaH, NPpUMEHAETCA:

MeToA cneunduyeckmnx pecTpuKkras;

NPSAMOI CUKBEHC;

npAamasa AeTeKumsa C MICNoAb30BaHMEM crieuMprUYeCcKUX MONEKYNAPHbIX 30HA0B;
CeMENHbIN aHaNU3 rpynn cuenneHuns;

NDA.

CTaHpapTHAA AAUTENbHOCTb KyIbTUBUPOBaHUA AnmdoumntoB nepudepmuueckon Kposu
ANA LUTOreHeTUYEeCKoro uccnenoBaHUA COCTaBNAET:
72 vaca;



54 vaca;
48 yacos;
24 vaca;
96 yacos.

K metoaam auddpepeHuManbHOro oKpawmMBaHMA XPOMOCOM, BbIABAAIOLLLUM
nonepeyYyHylo UCHEePUYEHHOCTb, cneunuPUUHYIO ANA KaXK[0M XPOMOCOMbI OTHOCUTCA:
R-okpawuBaHue;

H-okpawwnBaHue;

C-oKkpawmnBaHue;

AOP-oKpawmnBaHue;

FOS- okpawmnsaHue.

Y 60onbHOro c cuHapomom Jlewa-HanAaHa B GMONOrMuecKmx XXUAKoOCTAX HaKan/inBaeTca:
MoYeBas KNCNOTa;

MOYEBUHaA;

TMNOKCAHTUH;

dymapoBas KNCNOTa;

deHNUIMON0YHAA KNCIOoTa.

MeToabl nabopaTopHOM AMAarHOCTUKU, HEOBXoAMMbIe ANA UCKNIOYEHUA HapyLUeHUN
obmeHa opraHMYecKux KUCNorT:

anekTpodopes;

TaHAEMHaA Macc-CNeKTpoMeTpus;

cekBeHupoBaHue [HK;

TOHKOC/IOMHaA xpomaTorpadus;

onpegeneHne akTMBHOCTU pepPMEHTOB B 3pUTPOLUTAX.

AKTUBHOCTb IM30COMHbIX PEPMEHTOB HEe U3SMEPAIOT B:
NenKouuTax;

CNloHe.

BOPCUHAX XOPUOHA;

K/IETKaX aMHMOTUYECKOW KNJAKOCTY;

nnasme KpoBMU;

Ona nccneposaHua F-teney Heobxoaumel:
OUHOKYNspHaA nyna;

3/1EKTPOHHbIN MUKPOCKONM;

CBETOBOM MUKPOCKOM;

JNIIOMUHECLEHTHbIN MUKPOCKOM;
$a30B0O-KOHTPACTHbIN MUKPOCKOM.

ONna BPOXAEHHOrO rMNOTUPEO3a XapPaAKTEPHO:
B KPOBM U APYTUX BMONOTMUYECKMX KUAKOCTAX OTCyTCTBYET TUpeoTponuH (TTT);
60/1e3Hb HEU3NEUYMMa;



3a601eBaHMA CLUENIEHO C NOIOM;
HeOoHaTa/IbHbIN CKPMHUHT OCHOBAH Ha onpegeneHun TTI B KpoBUM pebeHKa;
6e3 neyeHnA pa3BMBALOTCA TMFAHTU3M M 3HUedanonaTuA.

Y10 M3 NpeacTaBNeHHOro ABNAAETCA 1eiAEeHOBCKOM myTaumuein?
ITGA2: 807 C>T;

FTO: IVS1 A>T;

F2:20210 G>A;

F5:1691 G>A;

Jlokyc 8924 _RI.

Monanmopdunam Kakoro reHa MOXKeT CYKUTb NPUUNHOMN NPEeaPaACNONIOKEHHOCTU K
rMNepToHnn?

UGT1A1;

AGT;

Chek2;

NOD;

VDR.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBIeHHbIMU NO3UUMAMU. Na KaxKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabi NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT 6biTb BbiI6paH 0AMH pa3. TUN OCHOBaHMWMIA:
A. NypuHbl; b. MupumuamHbl. HasBaHue ocHoBaHuiA: 1. AaeHuH; 2. TumuH; 3. l'yaHuH; 4.
LUuto3umH

A-13;6-2,4

A-1,2;6-3,4

A-23;6-1,4

A-3,4,6-1,2

A-1,2,3;6-4

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/eHHbIMU NO3NLMAMU. [NA KaxKAaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)Xablih NpOHYMEepOBaHHbIN 31eMEHT MOXKeT 6biTb BbiIbpaH 0aMH pa3. Tunbl
nepecTtpoek: A. FleHomHble B. XpomocomHbie Mepectponku: 1. UHBepcun 2.
NMonunnoupgum 3. TpaHcnokaumund. fleneuun 5. Tpucomun 6. NMNonncomun 7. flynnnkauum
A-1,2,56-3,4,6,7

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

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

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

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

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUUMAMU. lna KaXaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIU 3/1IEMEHT.
Kaxablii npOHYyMepOoBaHHbI 31IeMeHT MOXKeT 6biTb BbibpaH 0guH pa3. Tunbl Xpomocom
A. MeTtaueHTpuueckue b. CybmeTtaueHTpuueckue B. AKpoueHTpuueckue CTpykrypa 1.



MmeloT 04HO A/IMHHOE U BTOpOE O4eHb KOPOTKOE nJieyo 2. UmeloT naieumn HepaBHOIA
ANvHbI 3. UMeloT naeuun paBHO MU NOYTU PaBHOW AJINHbI
A-3;b-1;B-2
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YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMU No3UumMamMmun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIU 3/1IeMEHT.
KaXAablii npOHYyMepOBaHHbI 3/1IeMeHT MOXKeT 6biTb Bbi6paH oguH pa3. Tunbl Xpomocom:
A. MeTtaueHTpuueckue, b. CybmeTtaueHTpuueckue

B. AkpoueHTpuyeckme. 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-4,56;6-2,3,7,B-1,8

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

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

A-1,4,8,6-2,56;B-3,7

A-1,2,38,6-4,5,6;B-7

YCcTaHOBUTE COOTBETCTBUE MEXAY NpeACcTaB/leHHbIMU NO3NLMAMU. [NA KaxKAaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)xgblit NpOHYMEepPOBaHHbIN 3/1eMEeHT MOXeT 6biTb BbiIbpaH 0auH pa3. Bug mytauum: A.
FeHOmHbIe, b. XpomocomHble. XapaKTtep mytauuii: 1. Tpucomua no ayrocomam, 2.
PeuunpoKkHaa cbanaHcmpoBaHHaA TPaHCAOKaLUA

3. Aeneuun, ucepuun, 4. MNonncomma No NONOBbIM XPOMOCOMaAM

5. Ay6nukauusn

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

A-1,56-2,3,4

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

A-1,53;6-2,4

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3MumMamMmun. Ana KaxKaoro
6yKBEHHOr0o KOMNOHEHTa Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kgblih NpOHYMEepOBaHHbIN 31eMEHT MOXKeT 6biTb BbibpaH 0auH pas. AsneHue: A. MNMpu
CKpewmBaHMN TOMO3UTOTHbIX 0cobeit Bce rMbpuabl MMET 0O4UHAKOBbIe NPU3HaKy, b.
MoTtomcTBO reTepo3uroTHbix ocobeit NpoaBaAeT NPU3HAKK, KOTOPble KOHTPOAUPYIOTCA
AOMUHAHTHbIMU U peLecCMBHbIMU reHamu B cooTBeTcTBuM 3:1, B. leHeTnueckun
obycnoBaeHHble NPU3HAKKU HACNeAYHTCA HE3AaBUCUMO APYT OT APYra, COYEeTasACb BO
BCEBO3MOKHbIX KO/1e6aHMAX COrnacHO Teopun BepoATHOCTU. 3aKOH MeHpensa: 1.
nepBbii, 2. BTOPOIA, 3. TpeTUin

A-1;6-2;B-3

A-2;,b-1;B-3
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YcTaHOBUTE COOTBETCTBUE MeXAY npeacTaB/eHHbIMU No3UumuaAMU. lna Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabi NpOHYMepOBaHHbIA 31IEMEHT MOXKeT 6biTb BbiI6paH 0AuH pas. AiBneHue: A.
FeHeTuuecKan reteporeHHocTb b. KnnHnueckuit nonumopopusm

B. YcnoBHbi Tponusm. OnpegeneHue: 1. YcuneHue apdpeKkra npamMmoro BAMAHUA HA
OpraHM3m natonoruyeckoro pakropa apPpekramm ot 4pyrmx HacneACTBEHHbIX
$paKkTOpOB, UMeloLWUX CXOAHYIO HanpPaBAE€HHOCTb

2. deHOTUNUNYECKME PA3NTNYNA OAUHAKOBDBIX B FEeHETUHECKOM NJ1aHe HO30/10rM4YeCcKux
dopm 3. PeHOTUNMYECKAA CXOXKECTb PA3/INYHDBIX B reHETUHECKOM N1aHe
HO30a0rn4Yyeckux popm

A-3;6-2;B-1
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YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUUAMU. lna KaXAoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IeMEHT.
Kakablit npOHYMepOBaHHbI 3/ieMeHT MOXKeT 6biTb BbibpaH oguH pa3. Obnactb
meguumHbl: A. Teopetnyeckana b. KnnHnueckan

B. Mpodunakrnueckan. Pewaemoblie sonpocobl: 1. lMarHOCTUKA HacneaCTBEHHbIX U
MHPEKLMNOHHbIX 3a6oneBaHuid. Ipon3BOACTBO 1I€KAPCTB HA OCHOBE rEHHOW UHXKEeHepUuH,
2. PacuundpoBka natoreHesa 6onesHeir. PapmakoreHeTuKka 3. F[eHeTUKO-TUrMeHMYecKoe
HopMmUupoBaHUe GPaKTOPOB OKpYXKatowen cpeabl. Co3gaHmne HOBbIX BaKLMH
A-1;6-2;B-3
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3MumMamMmun. Ana KaxKaoro
6yKBEHHOr0o KOMNOHEHTa Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KakabI NpOHYMepOBaHHbIA 3/1IEMEHT MOKeT 6biTb BbiI6paH 0AuH pa3. CteneHb
poactsa: A. | (poautenu, cubcol, aetn)

B. Il (aagu-reTn, nheMAHHUKU-NNIEMAHHULbI, 6a0YLUKU-aeayLWKN, BHYKU-BHYYKMN,
nonycubenl) B. Il (aBotopoaHble cnbcebl, NpageaywKu-npababywkmn, npaBHyKu-
npaBHY4YKM). lona naeHTUYHbIX reHoB: 1.182.143.12

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



A-2;,b-3;B-1

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBIeHHbIMU NO3UuMaAMU. A KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabi NpOHYMepOBaHHbIA 31IEMEHT MOXKeT 6biTb BbiI6paH 0aMH pa3.CuHagpom: A.
CuHapom MNMatay b. CuHapom daBapaca B. CUHAPOM «Kolwaubero Kpuka». OcobeHHOCTH
1. JlyHoo6pa3Hoe N1uo, Mukpouedanus, sSNUKaHT, rTMNepTeopusm,
QHTUMOHTIOZI0UAHDbIN pa3pes rNasHbIX Weseu, CyXKeHue Tpaxeu

2. Jonuxouedanus, 3anageHune No06HOMN KocTu B 061aCcTH poaHUUKA, BbICOKOe Hebo,
MUKpocoMUs, PNEKCOPHOE NON0XKEeHUEe KUCTel, paclyesinHa mAarkoro Heba 3.
Mukpouedanua co cKoweHHbIM N160M 1 3aTbIIKOM, AedeKTbl CKanbna, paclie/InHa
N1ua, MUKpoodTanbmuma, KOPOTKaA WeA, anaa3na KoCcTen Hoca

A-3;b6-2;B-1
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3MuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npOHYMepOBaHHbI 31IeMeHT MOXKeT 6biTb BbibpaH 0aUH pas. BbiaBneHue
accoumaumm mynbtudakropuanbHom 601e3HU C reHeTUYEeCKMMU MapKepamu
ocywectenaerca no popmyne X=(axd) (bxc), rae:

A.a

B.b

B.c

r.d

A. X

NMokasartenb

1. YacTtoTa nepBOro reHeTU4ECKOro mapKepa y 60abHbIX

2. YacTtoTa BTOpPOro reHeTU4eCcKoro mapkepa y 60sbHbIx

3. Moka3aTenb OTHOCUTE/IbHOM YaCTOTbl PUCKA

4. Y4acTtota nepBoro reHeTU4ECKOro Mmapkepa y 340pOoBbiX

5. YactoTa BTOPOro reHeTM4eCKoro mapKepa y 340p0oBbix

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumMamun. Ana Kaxkaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pa3, 60nee ogHOro pasa unam He BblibpaH BoBce.
Tun HachepoBaHUA:

A. AYyTOCOMHO-A0MMWUHAHTHbIN ;



B. AyTOCOMHO-peL.ecCUBHbIN;

B. X-cuenneHHbI peLeccuBHbIN;

. MuTOXOHAPUMANbHbDIN.
3aboneBaHue:

1. Atpodua 3putenbHoro HepBsa Jlebepa;
2. DeHUNKeTOHYpHUSA;

3. Xopeun leHTUHITOHa;

4. Munoguctpodpua [lloweHa;

5. AApeHO-reHUTaIbHbIA CUHAPOM.
A-3; b-2,5;B-1;T-4

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

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

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

A-3; b-5; B-4;I-1,5

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/IeHHbIMU NO3ULMAMU. [na KaXK[oro
6yKBEHHOr0o KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)xablit NpOHYMepOBaHHbIN 3/1eMEeHT MOXeT 6biTb BbiIOpaH 0auH pa3. TepmuH: A.
Nonynauua b. Cyénonynauua B. U3onar . OnpegenexHne:

1. CoBoKynHocTb ocobeit ogHOro Buaa uncneHHoctbio 6onee 4000, cnocobHbIX K
cBoboaHOMY CKpewuBaHuIo, 06 nagatowmx o6wmm reHopoHA0M U coaeprKawmux bonee
2% N1y, u3 gpyrux COBOKynHocreun

2. CoBOKYNHOCTb 0cobeu ogHoro Buaa, umcneHHoctoo 1500-4000, o6nagarowmx obwmm
reHopoHAO0M coaepKalmx Ao 2% N1y u3 apyrux COBOKYNHoOCTei, B KOTOPbIX YUCNO
BHYTpUrpynnoBbix 6pakoB coctaBaseT o 90% 3. CoBOKynHOCTb ocoben ogHoro Buaa,
yncneHHocTblo go 1500, obnagarowmx obwmm reHopoHAOM U coaepKawmx ao 1% nuy,
M3 APYrnx COBOKYNHOCTEMN, B KOTOPbIX YUCA0 BHYTPUrpynnoBbiX 6pakos 6onee 90%
A-2,b-1;B-3
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3UuMaMU. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIU 3/1IEMEHT.
KaXkabiii npoOHYyMepOoBaHHbI 31IeMeHT MOXKeT 6biTb BbiIbpaH 0auH pas. ABneHue: A.
MNanmukcusa b. MNnenotponusa B. Monnmepua. OnpegeneHue:

1. CBoboaHOe cKpewmsaHue ocobeit B npegenax ogHoM nonynaumm

2. Bananuwe ogHoro reHa Ha popmupoBaHue pasHbiX NPU3HAKOB

3. PeHOTUNUNYECKOE NpOABeHUEe NpU3HakKa, 0bycnoBieHHOEe COBMECTHbIM AEeUCTBUEM
HEeCKO/IbKUX HeanieNbHbIX FeHOB
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YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/IeHHbIMU NO3UuMaMU. A KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
KakAabl NpOHYMepOBaHHbIA 31eMEHT MOXKeT 6biTb BbiI6paH OAUH pas.

Kateropua no reHomHomy pasmepy, TbiC. N.H.:

A. Manbie

b. CpeaHue

B. boabwue

I. TuraHTckue

A. CynepruraHtcKue.

HassaHue nepBUYHOro NPoAyKTa:

1. AuctpoduH

2. TupeornobynuHx

3. Katanasa

4. PeHUNaNnaHUHIU[POKCKMNA3A

5. UHcynuH

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

4,r-2;0-1

2,-50-3
2,I-5/0-1
2,I-1;A4-5
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YcTaHOBUTE COOTBETCTBUE MeXKAyY npeacTaB/eHHbIMU NO3UumuAMU. lna Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabi npoHYMepOoBaHHbIW 3/1IeEMEHT MOXKeT bbiTb BbiI6paH oauH pa3.HacnheacrBeHHan
6one3Hb o6MmeHa BewecTB: A. bone3Hb Tea-Cakca

b. ®eHunketoHypua B. bonesHb Nowe . TuposmHemua tmna 1

A. UnctuHypua. Buoxumuuecknii gedekr: 1. Fnoko3mpasa

2. [edeKT TpaHCNOPTA aMUHOKUCAOT B NOYKax 3. B-rekcosammHmnaasa

4. deHnnanaHMHrnapoKcmnasa 5. Pypamunauyeroauerat nu manennaueroauyerar
A-1;6-2;B-4,T-5;4-3

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU NO3nLMaAMU. [INA KaXKao0ro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablii npoOHYyMepOoBaHHbIN 3/1IeMeHT MOXKeT 6biTb BbibpaH oguH pa3. HacneacrtseHHan
6one3Hb 06MmeHa BeLecTs:

A. BpoKaeHHbIV runoTupeos

b. PeHunkeToHypusa



B. AgpeHOoreHUTasIbHbliA CUHAPOM

. Mykosucumnpo3s

. FanakTto3emua AHaANUT, KOTOPbIN onpeaensaeTca NP MacCoOBOM CKPUHUHre
HOBOPOXAEHHDbIX:

1. FanakKrosa

2. TupeoTponHbIi OPMOH

3. 17-rnapokcunporectepoH

4. UMMYHOpPEaKTUBHbI TPUNCUH

5. deHMnanaHuH B KPoBMU

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumamun. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIX KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AUH pa3, 60nee ogHOro pasa unam He BbibpaH BoBce.
Kputepumn oueHKn BapMaHTOB HYKN1€0TUAHOM nocnepoBaTenbHOCTU: A. Kputepuii
naToreHHOCTU BapuaHTa; b. Kputepuin obpokauectsBeHHOCTM BapuaHTa . Kputepum:
1.BapuaHt de novo; 2. MonynsayuMoHHanA YacToTa Bbiwe 3%; 3. BapMaHT Haxogutca B
TPaHC NONI0}KEHUMU C paHee onUcaHHbIM; 4. He cerperupyer c 3a6onesaHnem B cembe; 5.
®PYHKLUMOHANbHbIA aHANN3 HE NPOBOAUICA.

Al,3; 62,4

Al,3; b4,5

A2,3,4; 64,5

YcTaHOBUTE COOTBETCTBUE MEXAY NpPeACTaB/leHHbIMU NO3NLMAMKU. [NA KaxKAaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Ka)kablit NpOHYMEpPOBaHHbIN 3/1eMEHT MOXeT 6biTb BbiIbpaH oauH pa3. Tun
HacneacTBeHHOro 3abonesaHumA:

A. MoHoreHHoe 3aboneBaHue

b. MukpoaeneumoHHbI CUHAPOM

B. bone3Hb aKcnaHcum

3aboneBaHue:

1. Mykosucumnpo3

2. CuHapom Bunbamca

3. CuHAPOM NOMKOM X- XpOMOCOMDI

4. PetuHO6NacTOMA

5. Cungpom Au-AKopaxu

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

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

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

’



YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUUMAMU. lna KaXKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
KaXkablit npOHYMepOBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH 0guH pa3. 3aaauu:
A. NonyyeHue nudopmauyunmn

b. MNonyyeHne matepuun

PaspgeneHue MNMUP no npuHuMny pewsaemou 3agaum

1. AHanu3 ypoBHA NpeACcTaBNI€HHOCTU TPAHCKPUNTOB

2.insitu 4P

3. KnoHnposanue HK

4. in vitro mytareHes

5. AHK-auarHocTtuka B meguumuHe

6. leHoTUNMpPOBaHMUE

7. Bolumntaowan rubpuaunsaumsn

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

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

A-1,2,56;6-3,4,7

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMU NO3MuMaMU. ANna KaXKaoro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablii npOHYMepOoBaHHbI 31IeMeHT MOXKeT 6biTb BbibpaH oguH pas. [loKasaHua K
AMNArHocTuKe:

A. MNpeHaTaNbHON LUUTOreHETUYECKOMU

b. MocTtHaTanbHOro KapmnoTuna

FeHeTMuecKoe nnm peHoTUNUUECKOE HapyLUEHHe:

1. XpomocomHasa aHoManuaA y npeablaywero pebeHka

2. Haanume y naymeHTa nepBMYHON aMeHOpPEeN UAKN paHHei MeHoNnay3bl

3. AHOManbHasa cnepmorpamma (asoocnepmus, BbipaxKeHHas oaurocnepmus)

4. AHOManbHblIe reHUTaNnumn

5. BbisBneHMe Npu yAbTPa3ByKOBOM UCCeA0BaHMN aHOMAINKU NNoAa
A-1,2;6-3,4,5

A-1,56-2,3,4

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

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3UuMaMU. Ana KaxKaoro
6yKBEHHOro KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)xablit NpOHYMEepOBaHHbIN 31eMEHT MOXeT 6biTb BbibpaH 0aMH pa3.KoHTamMMUHaUuA
npoayktamu MNLUP:

A. BbicoKas

b. Hu3skas

MeTtopabl getekuum pesynbtatos lNLP:



1. dnekTpodopes

2. TmbpuausaymoHHo-pepmMeHTHbI aHanus (TMdPA)

3. Cuctema «FLASH» n pnyopumetp «KUH»

4. Cuctema agetekuum pesyabtatos MLUP B pexkxume peanbHoro sBpemeHu (RealTimePCR)
A-1,4;,6-2,3

A-3,4,b6-1,2

A-1;6-2,3,4

A-1,2;6-3,4

A-1,2,4,6-3

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/IeHHbIMM NO3UuMaAMU. A KaXKaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIU 3/1IEMEHT.
Kakablit npOHYMepOBaHHbI 3/ieMeHT MOXKeT 6biTb BbiIbpaH 0guH pa3.duMKcupoBaHue
DAHHDbIX:

A. ABTOMaTH4yeckKoe

b. BpyuHyio

MeTopabl geteKkuumn pesynbtatos lNLP:

1. dnekTpodopes

2. TnbpupusaunoHHo-pepmeHTHbIN aHanus (MTMdPA)

3. Cuctema «FLASH» n pnyopumetp «AXKUH»

4. Cucrema pgetekuum pesynbtartos MLUP B pexxume peanbHoro spemeHnu (RealTimePCR)
A-3,4;,b-1,2

A-1;6-2,3,4

A-2,3,4,6-1

A-1,2;6-3,4

A-1,2,4,6-3

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTtaB/eHHbIMU No3uumamu. lna Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabl NpOHYMepOBaHHbIA 31€eMEHT MOXKeT 6biTb BbiI6paH 0auH pa3. OcobeHHOCTU:
A. BO3MOXXHOCTb OLeHKM UcxoaHoro Koamndecrsa konun [JHK B o6pasue

b. MoBblweHWe fO0CTOBEPHOCTM UCCNEA0BaHMA 3a cueT cneunduuHocTn Npobbl K
uenesomy amnamndpukarty

B. Bo3amoXXHOCTb yBuaeTb pesynbtat [1LLP B BUAe NONOCKU Ha resie, OLEeHUTb KOZIMYeCTBO
M KayecTBO amniMdpurKaTa N0 HECKOJZIbKMM NnapameTpam

. MeTtopabl geteKkuuu pesynbratos lLP:

1. dnekTpodopes

2. TmbpupusaunoHHo-pepmeHTHbIN aHanus (MTMPA)

3. Cuctema «FLASH» n pnyopumetp «AXKUH»

4. Cucrema aetekuum pesynbtartos MLUP B pexkxume peanbHoro spemenu (RealTimePCR)
A-2;6-3;B-1,4



YcTaHOBUTE COOTBETCTBUE MeXAY NpeAacTaB/leHHbIMU NO3UumMAMU. lna KaXaoro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLWUIA NPOHYMEPOBAHHbIN 31€MEHT.
KakAablii npOHYMepOBaHHbI 3/iIeMeHT MOXKeT 6biTb BbibpaH 0guH pa3. UCTOUHUKM
BO36y)KaatoLwero cBeTa B AeTEKTUPYIOLWMKMX amnanpuKaTopax:

A. Ha ocHoBe nasepos

b. MonynpoBogHUKOBbIE CBETOAUOAbI

CeoiicTBa:

1. CunbHO NONAPU30BaAHHbIN CBET, B pAAe Cy4yaeB NO03BONAKOLWMIA NUCNONb30BaTb
nonApusauuoHHble UNbTPbLI

2. KopoTkuia cpok cnykbbl

3. UcknrouuntenbHana A0NTOBEYHOCTb

4. BbICOKOMHTEHCMBHOE MOHOXPOMHOE KOrepeHTHoe ussyyeHue

5. Boicokui KMA n manblit Harpes, YTO yNpoOLLLAKOT KOHCTPYKLMIO amnandukaTopa
A-1,56-2,3,4

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

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

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM NO3UuMaMU. A KaXKaoro
NPOHYMEPOBAHHOIO 31eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIbpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
MNpuunHa 3abonesaHuma:

A. MaToreHHblii BAapUaHT B MUTOXOHAPUAbHOM reHOME;

b. MaToreHHblA BapuaHT B AAEPHOM FreHoOMme;

B. O6pa3oBaHue NnaToreHHbIX KOHr10MepaToB 6enka.

3aboneBaHue :

1. Cunpgpom MELAS;

2. ATpodwua 3putenbHoro Hepsa Jlebepa;

3. CuHgpom PeKnuHrxayseHa;

4. CnHapom AHrenbmaHa ;

5. PeHUNKeTOHYpUA

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

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

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

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMUY NO3MuMaAMU. A KaXKaoro
NPOHYMEPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIbpaH oa4uH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
MNpuunHa 3abonesaHums:

A. MaToreHHblii BApUaHT B MUTOXOHAPUAbHOM reHOME;

b. MaToreHHblt BapuaHT B AA€PHOM reHOMe;



B. O6bpa3oBaHue NaToreHHbIX KOHr10MepaToB 6enkKa.
3aboneBaHue :

1. Cunpgpom MELAS;

2. Atpodwusa 3putenbHoro Hepsa Jlebepa;
3. CuHapom PeKNUHrxayseHa;

4. CuHapom AHrenbmaHa ;

5. PeHUnKeTOHYpUA

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

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

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

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

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

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU NO3UumMAMU. lna KaXKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kablit npOHYMepOBaHHbIN 3/1eMeHT MOXeT 6bITb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. UccnepoBaHue

A. O6paboTKa KyNAbTypbl KN€TOK TMNOTOHUYECKMM PacTBOpPOM Heobxoamuma:

b. KOAXMUMH Nnpy NPUrotToBI€HUN XPOMOCOMHbIX NPenapaTtoB UCNONb3yeTcA:
PesynbTtar

1. ina yBennyeHna mmto3os

2. AnA 3a8eprKKU Aenawmxca KNeTok Ha ctagum metadasbl

3. lna HaKoONNEeHUA KNeToK, HaxoA4AaALWMnXCcA B cTagumn metadasbl

4. Ana nonyuyeHna xopowero pazbpoca xpomocom

5. AnAa ny4ywero oKpawmMBaHMUA XPOMOCOMHbIX NpenapaTos

A-4; b -3

A-2;6-3

A-4;,6-2,3

A-1;6-3,4

A-4;6-3,5

NonosbiMmu xpomocomamu Ha3bIBalOTCA XPOMOCOMbI:

[MoNOBbIX KNETOK;

Hanunumne KoTopbIX B KapnoTtune onpeaensaeTt noa OpraHNU3Ima;
YyacTByouimMe B KPOCCUHIOBepe;

Copeprkalme TONbKO reHbl, AeTepMUHUPYIOLWKMe pa3BUTUA NONa;
pynnbl A.

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBleHHbIMU NO3ULMAMU. lna KaXKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIX KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pa3, 60nee ogHOro pasa unm He BblbpaH BoBce.
Tunbl xpomocom: A. MeTtaueHTpuueckue; b. CybmeTtaueHTpuueckue; B.
AkpoueHTpudyeckue. Fpynnbl xpomocom: 1. Fpynna F; 2. Fpynna B; 3. 'pynna D; 4. 'pynna
G; 5.Tpynna C; 6. Tpynna A; 7.pynna E

Al,5; Bb3; B1,2



Al,6; 62; B3,4
A2,6;61,2;B2,4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3MuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa /1eBOU KOJIOHKU Bbibepute NpoOHYMepOBaHHbIN 3/1IeMeHT
npaBoM KONOHKU. KaxKkablii NpOHYMepPOBaHHbIA 3/1IEMEHT NPaBOM KOJIOHKU MOXKeT bbITb
Bbl6paH oguH pa3 .Metoa OHK-anarHocTukum:

A. SSCP (Single Strand Conformation Polymorphism)

b. HA (Heteroduplex Analysis)

B. CCM (Chemical Cleavage of Mismatch)

. CekBeHMpoBaHue

Pasmep npoayKTa, n.H.:

1.180-250
2.1700

3. 600

4.200-250
A-2;6-4;,B-1;T-3
A-1;6-4;B-2;T-3
A-1;6-2;B-3;T-4
A-1;6-3;B-4;T-2
A-3;b-4;,B-2;T-1

’

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3nuMaMu. 1NAa Kaxaoro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLWUIA NPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoOHYyMepOoBaHHbI 3/iIeMeHT MOXeT 6biTb BbibpaH oguH pa3. Metog OHK-
ANArHOCTUKUG

A. SSCP (Single Strand Conformation Polymorphism)

b. DGGE (Denaturating Gradient Gel Electrophoresis)

B. CCM (Chemical Cleavage of Mismatch)

. CeKBeHMpoBaHue

Mpeunmywectsa HeaoOCTaTKM:

1. loporoe o60pyaoBaHue U peaKkTUBbI

2. [oporue npavmepbl

3. CNOXXHO 3KCNepuMeHTa/IbHO

4. JlerKko, peweso

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU No3nuMaMU. [INA KaXKao0ro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kakabiit npoOHyMepOoBaHHbI 3iIeMeHT MOXKeT 6biTb BbibpaH oguH pa3. Metog OHK-
OAWNArHOCTUKMU:



A. SSCP (Single Strand Conformation Polymorphism)
b. DGGE (Denaturating Gradient Gel Electrophoresis)
B. CCM (Chemical Cleavage of Mismatch)

. CekBeHUpoBaHue

3¢ deKTMBHOCTbL, % onpepeneHna myTaLlmii:

1.>95

2.>99

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU NO3UumMAMU. lna KaXaoro
6yKBEHHOr0o KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)xablit NpOHYMepOBaHHbIN 3/1eMEHT MOXeT 6biTb BbiIbpaH 0aMH pa3. MloKa3saHua K
nuccneno0BaHUIO:

A. UutoreHeTnyeckomy

b. FISH-meTtoaom

MpoasneHne reHeTUUECKOM NATONOTUN:

1. KaHnyeckmne npusHaku, no3sonsaowme npeanonoxXnutb Mo3auumsm no
onpepeneHHoOMy XpOMOCOMHOMY CUHAPOMY

2. YMCTBEHHAaA OTCTaNOCTb poauTensa, NpeanosoKUTesbHO XPOMOCOMHOrO
NpPoUCXoXKAeHUA

3. B aHamHe3e MmepTBOPOXKAEHHbIE AeTU UK AETU C BPOXKAEHHbIMU NOPOKaAMU
pa3BuUTUA

4. NMopo3peHne Ha CKPbITYI0O XPOMOCOMHYIO NePecTpPoiKy

5. CoctoAiHMe nocne TpaHCN/IaHTaLUM KOCTHOro MO3ra, Korga AO0HOpP U peuunmueHT
pa3Horo nona

A.A-2,5b-1,3,4

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

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

rrA-56-1,2,3,4

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU NO3nLMaAMU. [INA KaXKao0ro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kakablii npOHYMepOBaHHbI 31IeMeHT MOXKeT 6biTb Bbi6paH 0auH pas. PuUck
HOCUTE/IbCTBA MYTAaHTHOIO FeHa Y KaXKA40ro U3 poACTBEHHUKOB XEHLWUHbI C
MYKOBUCLUUA030M (e4UHCTBEHHDbIN Clyyalt 3ab6oneBaHUA B cembe):

A. 100%

B.50%

B.67%



r.33%

PoacTtBeHHUKMU:

1. Otey,

2. MaTtb

3. Ooub

4. BHYK

5. bpar

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

’ ’

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMM NO3MuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kakablii npoOHYyMepOBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3. Pasa
6uotpaHcpopmayUMKceHO6MOTUKOB:

A. 1-a dasa

b. 2-a ¢pa3a

AKTUBHDbIU PepMeHT:

1. FnytatMoH-S-tpaHcpepasa

2. CYP2C19

3. CYP2D6

4. N-auetuntpaHcdepasa

5. AnKkoronbaermaporeHasa

A.A-1,2,3,5b6-4

n.A-2,3,56-1,4

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

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaBleHHbIMU NO3ULMAMU. [INA KaXK[0ro
6yKBEHHOro KOMNOHEHTa /1eBOU KOJIOHKU Bbibepute NpoHYyMepOBaHHbIN 3/1IeMeHT
NpaBoi KONOHKU. Kaxkablii NPOHYMepPOBaHHbIU 3/1IeMeHT NPAaBOM KOJIOHKU MOXKeT bbiTb
BblbpaH oAUH pa3 iBneHue:

A. AnnenbHasa reTeporeHHoOCTb

b. MneoTponHoOCTbL

B. BapnabenbHasa sKCnpeccMBHOCTb

Cutyauumsa

1. Y cecTpbl MyXXUYMHbI C TAXKENbIM CKOJIMO30M U MHOXXECTBEHHbIMU NOAKOXHbIMU
Heupopubpomamm umerotca nnekcupopmHbieHenpopubpombl, a y ee 30-n1eTHEro cbiHa
ob6HapyXeHbl y3enku Jinwa n BeCHyL4YaToOCTb B NOAMbILLIEYHbIX 06aacTax

2. NMpwu nectpoit noppupum (ayToCOMHO-40MUHAHTHOM HapyLUeHMN 6UOCUHTE3]
nop¢$upuHa) BO3MOXKHbl POTOUYBCTBUTE/NIbHOCTb KOXKMK, 60211 B }KUBOTE,



nepudepuyeckan HelMponaTua U aNU30Abl NCUXMUYECKUX HapyLleHuit (ncuxosbl).

3. KaK HOHCEHC-MYTauuK, Tak U geneuum reHa OpHUTUHTPAHCKap6amunasbl
06ycnoBAMBalOT pa3BUTUE N1IETA/IbHOW HEOHATa/IbHO rMNepaMMOHMEMUU BCIeACTBUE
OTCYTCTBMA OPHUTUHTPAHCKap6ammnnasbl - BaXKHOro neyeHoYyHoro pepmeHTa LUKANA
MOYEeBUHDI

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3ULMaMU. [INA KaXKa0ro
6yKBEHHOr0 KOMNOHEHTA Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KakabI NpOHYMepOBaHHbIA 3/1IEMEHT MOKeT 6biTb BbiI6paH 0AUH pa3. iBneHue:

A. AHTUUMNAUKUA

b. KpoBHOpoAcTBEHHbIE 6paKu

B. JIOKyCHaA reTepoOreHHOCTb

Cutyauuma:

1. 25-neTHAA foub c atpodpuren U cnabocTblo CKENETHbIX MbILL, 65-1eTHEro My»X4mnHbl C
KaTapaKToi 6e3 cumnToMoOB MMOTOHUYECKOM AUCTpodumn poauna pebeHka c Taxkenom
MbILLEYHOM cnabocTblo U 3a4epPKKOW pa3BUTUA

2. Pepkaa ¢popma ayTOCOMHO-pELLeCCUBHOM HE[0CTaTOYHOCTU COMATOTPONHOrO
ropmoHa o6Hapy»Xu1BaeTca TO/IbKO B HEKOTOPbIX MasleHbKUX AepeBHAX B LLBeiuapckmnx
Anbnax

3. CyLLeCTBYIOT KaK ayTOCOMHbIe, TaK U X-cuenieHHble opmMbl NUFMEHTHOIO PETUHUTA
A-3;6-1;B-2
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YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/eHHbIMU NO3UuMaAMU. ANna KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kakabiii npOHYyMepOBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH 0auH pas. ABneHue:

A. MNpemyTtauus

B. [eHOMHbIA UMNPUHTUHT

B. OaHopoauTenbckaaanucomms

Cutyaums:

1. Y 7-netHero manb4ymKa ¢ YMCTBEHHOM OTCTaN0CTbO, HU3KUM POCTOM, Ma/Z1IeHbKUMMU
KUCTAMM U cTonamu, nonudarueii (cuigpom MNMpagepa-Bunnu) npu monekynsapHo-
reHeTU4EeCKOM UccneaoBaHUU 06HapyKnam 2 maTepuHCKMe Xpomocombl 15 n HM ogHOMU
OTLLOBCKOM

2. MNpu yutoreHeTMueckom o6cnepgoBaHUN 6-N1€THE AEBOUYKMU C TAXKENON YMCTBEHHOM
OTCTa/NIOCTbIO, CyAOpPOramm, aTakcuen, nporeHuei (cMHApom AHrenbmaHa) o6Hapyxunum
MHTEPCTULMANBbHYIO MUKPOAENEeLnio MaTepPUHCKO Xpomocombl 15



3. Npu AHK-uccnepgoaHuu reHa FMR-l y 32-neTtHeu KeHLMUHbI, UMeIOLLLEi CbIHa C
CMHAPOMOM NIOMKOM X-Xpomocombl, 06Hapyxunu 1 annenn ¢ 21 CGG- nosTopom u 1
annenb ¢ 92 CGG-nosTOpamm

A-3;6-2;B-1

’ I

’

~

o 0 W @™

’

> > > >
NN W
ol ol oo
Wk wN

’

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumMamMmun. Ana Kaxkaoro
6yKBEHHOr0 KOMNOHEHTa Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)xablih NpOHYMEepOBaHHbIN 3/1eMEHT MOXeT 6biTb BbiIbpaH 0AMH pa3. ITan usyuyeHus
HacneacTseHHoM 6onesHu:

A. Pernctpauma 6one3Hu Kak HacneacTrBeHHO popmbl

b. /lokanusauma reHa B xpomocome

B. BbigeneHue reHa

. OnpepeneHue pgedeKra reHa

. O6HapyXeHne NnepBUYHOro NPOAYKTA reHa

KnnHunueckoe npunoxeHue:

1.TeHoTepanua

2. OmnarHoctuka (QHK-cneundurueckasn)

3. MeauKo-reHeTUYECKOE KOHCY/IbTUPOBaHue

4. AHanus cuenneHusa reHos

5. AmnarHocTuka (buoxmmmueckas). YaydyweHue neyeHus Ha OCHOBEe NOHMMAHUA
naTtoreHesa

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/eHHbIMU NO3UuMaAMU. ANna KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakabiit npOHYyMepOoBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiI6paH oguH pas. Buapli
npoduNaKTUKKN HacneaCcTBEHHOM NaTON0rUK:

A. NepBuyHan

b. BropuyHan

B. TpeTnyHan

OCHOBHbIe NONOXKEeHUA:

1. MnhaHupoBaHue geTopoXxKaeHusa

2. KoppeKuua npoasneHna NaTo10rM4eckux reHotunos (HOPMOKONMpoOBaHUeE)
3. NpepbiBaHMe 6epemeHHOCTH

4. YnyuyweHue cpeabl 06UTaHUA YyenoBeka

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

A-1,4,6-3;B-2
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YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/IeHHbIMM No3UuMaMn. Ana Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabl NpOHYMepOBaHHbIA 31eMEHT MOXKeT 6biTb BbiI6paH 0AUH pas. Tunbl
NONyAAUUOHHO-TeHEeTUYECKUX NPOPUNAKTUYECKMX NPOrpamm:

A. NpeKoHUuenUUOHHaA

b. MpeHaTtanbHasa

B. HeoHaTtanbHasn

. O6wan nonynAayMoHHan

NMepBuyHana yenb:

1. BoiaBneHne paKkToOpoB BbICOKOro pUCKa

2. BoisBneHune 601bHbIX ANA PaHHEro 1e4eHUn

3. BbiAaBNeHue 6epemeHHbIX C pUCKOM poXKaeHusa 6onbHOro pebeHka B nepuoa
BO3MOXKHOTO npepbiBaHUA 6epemeHHOCTU

4. CHMKeHue pUcKa 3a4aTtma 6onbHOro pebeHka

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3MuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih NpOHYMepOBaHHbIN 31eMEHT MOXKeT 6biTb BbiIbpaH 0aMH pa3. Tunbl
NONYNALUOHHO-TeHEeTUYECKUX NPOPUNAKTUYECKMX NPOrpamm:

A. MNpeKoHUuenuMOHHaA

b. NMpeHaTanbHana

B. HeoHaTtanbHan

. O6bwan nonynAaunMoHHan

BropuuyHasa uenb:

1. UudopMmMpOBaHHOE peLleHUue 0 AEeTOPOXKAEHUN

2. leueHme 60NbHbIX

3. lmarHo3 Nopa*keHHOoro N104a, NPeHaTa/ibHoe WU HeOHaTa/IbHOe Jie4yeHue,
npepbiBaHne 6epemMeHHOCTH

4. PaHHAA AMArHOCTUKA U Ie4EeHMe LUMPOKO PaCnpoCTpaHeHHbIX bonesHel,
0340pOBNEHUE Cpeabl 06uTaHuUA

A-1;6-3;B-2,T-4
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YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMU No3uumMamMmun. Ana Kaxxaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabl NpOHYMepOBaHHbIA 31eMEHT MOXKeT 6biTb BbiI6paH 0AuH pas. NaTtoreHes
60n1e3HM Ha MONIEKYNIIPHOM YPOBHE B 3aBUCUMOCTU OT KOHTPOJIMPYEMOTO KOHKPETHbIM
reHom NPOoAYKTa U OT XapaKTepa ero HapyLweHUa NP1 MyTaLMmn COOTBETCTBYHOLLLUM
obpasom:
A. CuHTe3 aHomanbHoro 6enka
b. Bbipab0oTKa yMeHbLUEHHOr0 KO/IMYecTBa HOPMaJibHOro NEePBUYHOINO NPOAYKTa
B. OTcyTcTBUME BbIpabOTKM NEpPBUYHOrO NPOAYKTa
Mpumep:
1. PeHnnKeTOHYpPUA
2. Anb6bMHU3M
3. CepnoBuAHO-KNETOYHAA aHeMUA
4. B-ranaccemun
5. AnkanToHypuma
6. BpoxkaeHHaA HeA40CTaTOYHOCTb TUPOKCUMHA
A-4;6-1,3;B-2,5,6
-2,5,6;6-1;B-3,4
2;6-1;B-3,4,5,6
-3;6-4;,B-1,2,5,6
1;b
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMU No3uumMamMmun. Ana Kaxkaoro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLWUIA NPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoOHYyMepOoBaHHbI 3/1IeMeHT MOXKeT 6biTb BbibpaH oguH pas. Mpoueccbl npu
pa3Hbix 601e3HAX, MULLEHbIO NATO/IOrMYECKOro NpoLLecca KOToPbIX C/YXKaT pa3Hble
OpraHbl B NaToreHese Hacn1eACTBEHHbIX 3a60n1eBaHUM:

A. MNepBHUHbIK Npouecc

b. BropuuHbI npouecc

Mpumep:

1. OTnoXKeHne meam B NeYEHU U IKCTPaNnUpamMmmMagHou cucteme mosra npm
renaTtoNeHTUKyNapHoOU aereHepauum (6onesHb BunbcoHa-KoHoBanoBa)

2. femocnaepos napeHXMMaTo3HbIX OPraHoOB NPU NePBUYHOM reMmoXpomartose

3. femocnaepos napeHXMMaTo3HbIX OPraHoOB NPU TaslacceMmm

4. OTnOXKeHue romoreHTU3MHOBOM KUC/I0Tbl B XPALLLAX CYCTaBHbIX NOBEPXHOCTEN U
KnanaHax cepaua

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

6.A-3,4;b-1,2

B.A-2,3,4,b6-1

rrA-1,3,4;6-2

O.A-1,2,3;B-4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaB/leHHbIMU No3uumuamu. na Kaxaoro
6yKBEHHOro KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)xgblit npOHYMepOBaHHbIN 3/1eMeHT MOXeT 6bITb BbiI6paH oauH pa3. Knaccbl myTtauui



peuentopa JINHN (INHMNP) (cemeitHaa runepxonecrepmHemms)

A. |l Knacc

b. Il knacc

B. Ill knacc

I. IV knacc

AlBneHue:

1. MyTtauum genatot COOTBETCTBYIOLWMUE aNN1eNn KHeAeUCTBUTE/IbHbIMUY, UTO
Bblpa)kaeTca B NO/IHOM OTCYTCTBUM MMMYHO1I0rM4Yecku ob6Hapy>KnBaembix peuentopos
2. HapyweHue TpaHcnopTa n0bbix cMHTe3npyembix peuentopos JIMHMN
3.06pa3oBaHue PYHKUNOHANbHO AedEeKTHbIX peLuenTopos, He CNOCO6HbIX CBA3bIBATb
NnHN

4. PopmupoBaHUe HOPMaNbHbIX PeLEenTopPoB, HO KOTOPble He MOryT cobupartbcsa B
rpynnbl (KnacteprusoBaTbCA) B OKAMMAEHHDbIX AMKaX, YTO NPenATCTBYeT UX BTATMBAHUIO B
KneTKy (MHTepHanunsauyumn) nocne ceasbiBaHua JINHMN

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

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUUAMU. lna KaXAoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoHYyMepOoBaHHbIA 31IeMEHT MOXKeT 6biTb BbiI6paH oguH pa3. CKpuHupylouwime
nporpammbl B npeHaTaibHOM ANArHOCTUKEe

A. Y3U CKPpUHUHT

B. BUOXMMHUUYECKNUI CKPUHUHT

B. LiutoreHeTM4YE€CKNN CKPUHUHT

. MoneKkynapHbI CKPUHUHT

O. UMMYHONOrMYeCcKnii CKPUHUHT

UccnepoBaHue

1. XopmanbHbIii rOHaAOTPONUH YenoBeKa

2. TonwmHa BOPOTHUKOBOrO NPOCTPAHCTBA

3. Uutomeranosupyc IgG, aBUAHOCTb

4. AHK-anarHocTuka

5. KapuotunuposaHue nnopga

6. CBobopgHan B-cybbeanHMLLA XOPMOHUYECKOTrO rOHaA0TPONMHA YeNoBeKa
A-2;6-1,6;B-5;—-4;0-3

A-2;b-1,B-5;T—-4;0-3,6
A-2;6-3;B-51-4;1-1,6
A-2;6-4;,B-5;T-6;4-1,3
A-3;b6-1,6;B-5,T—-4;,4-2

EcAn MMNPUHTUPOBAHHbBIN FeH IKCNPeCcCUpPyeTca C OTLLOBCKOM XPOMOCOMbI, TO Ha
MaTepPUHCKOI XPOMOCOME 3TOT FreH:
ToxKe aKcnpecupyeTcs;



Ero akcnpeccna HeCKO/IbKO CHUMXEHA;

MmeeT NoBbILWEHHYIO 3KCMPECCuto;

He sakcnpeccupyeTcs;

XapaKrepunsyeTca OTCPOYEHHOM 3KCNpeccHen.

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU NO3UumMAMU. lna KaXaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL U NPOHYMEPOBaHHbIN 3/1IeMEHT.
Kakablit npoOHYyMepOoBaHHbI 3/1IeMeHT MOXeT 6biTb BbiIbpaH 0guH pa3. ButamuH nnm
KodaKTop Npu neyeHnn HacneacTtBeHHbIX 60ne3Helt HapyweHua obmeHa

A. KobanamuH

b. TuamuH

B. buotuH

. buontepuH

DedekT — bonesHb

1. HapyweHHoe cBA3biBaHUe — JIeUuuHO3

2. HapyweHHoe cBA3biBaHUe — MeTumanoHoBana aunaemums

3. HapyweHHbIX TpaHcnopT — MeTMMmanoHoBa fauuaemMus, roMOLUCTUHYPUA

4. HapyweHHbI npoueccuHr — MeTumanoHoBasa aunaemma, roMoLuUCTUHYPUA

5. HapyweHHbIW npoueccuHr — MHoXecTBeHHaA KapboKcunasHaa HeJ0CTaTOYHOCTb
6. HapyweHHbIN cuHTe3 — TMnepdeHnnanaHnHemus

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

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

YcTaHOBUTE COOTBETCTBUE MeXAY NpeAacTaB/leHHbIMU NO3UUMAMU. lNa KaXaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
Ka)kgblih NpOHYMepOBaHHbIN 3/1eMEHT MOXKeT 6biITb BbiIbpaH oauH pas. Tun
mogudukauum pepmeHTaTUBHOU aKTUBHOCTU NPU IeYEHUU HaCNeaCTBEHHbIX 6onesHen
A. NopasneHue

b. MoBbiweHne NHAYKUUN

B. MopaBneHue ob6paTHOI cBA3MN

Mopaudukarop — depmeHTbl — bonesHb

1. AnnonypuHon — KcaHTMHOKcupgasa — Nopaarpa

2. AanonypuHon — KcaHTUHOKcupaasa — CuHapom Jlewa-HuxeHa

3. lematnH — AMMHONEeBYNUHATCUHTETa3a — Nopdupua

4. NaHa3on — UHrMburtop npoTteas — HepocTaTouHOCTb MHITMBUTOPA NpoTeas
5.0aHa3on — UHrmbutop acrepasbl C — AHTMOHEBPOTUUYECKUNIA OTEK

6.Knopubpar — PepmeHTbl CMHTE3A AMNnAoB — MNMnepaunonpotengemumsalll Tuna
A-1,2,6;6-4,5;B-3

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



YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaB/eHHbIMU NO3ULMAMN. [na KaxK[oro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
Ka)xgblih NpOHYMepOBaHHbIN 3/1eMEHT MOXKeT 6biTb BbiIbpaH oguH pas. Tun
mogudurkauum ¢epmeHTaTUBHON aKTUBHOCTU NPU Ie4EHUU HaCNeaCcTBEHHbIX 6one3Hen
A. NopasneHune

b. MoBbiweHne HAYKUUN

B. MopaBneHue ob6paTHOIM cBA3MN

Mopaudukarop — depmeHTbl — bonesHb

1. AnnonypuHon — KcaHTMHOKcuaasa — FTmnepypukemums

2. MeBuHonunH — HMG-CoA-peayKrasa — l'mnepaunonportengemuall tuna

3. Koptn3soH — ®epmeHTbl cMHTe3a AKTI — BpoXKaeHHaa runepnaasma Hagno4Ye4yHUKoB
4. deHobap6buTtan — MoKypoHunTpaHcpepasa — CuHgpom Kpurnepa-Haapa

5. ®eHob6ap6butan — FokypoHunTpaHcdepasa — CuHapom Munobepa

6. AaHa3on — UHrmbuTop npoTteas — HepgocTtaTouHOCTb MHIMBUTOpPA NpoTeas
A-3,4,6-2;B-1,5,6

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

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

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

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

)

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBleHHbIMU NO3UumMAMU. lna KaXXaoro
6yKBEHHOr0 KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)xablit npOHYMepOBaHHbIN 31eMeHT MOXKeT 6biTb BbibpaH 0auH pa3. OpraH

A. KOCTHbI mO3r

b. CeneseHka

B. MNeyeHb

MpumeHeHMe annoTpaHCNAAHTALMMN ANA NATOreHEeTUYECKOro IeYeHUA HacneaCTBEHHbIX
6onesHein:

1. CuHpgpom Buckotra - Ongpuua

2.Ffemodpunusa A

3. Tanaccemun

4. CepnoBuaHO-KN€TOYHAA aHeMusA

5. Tupo3mHemusa

6. bonesnb HuUmaHa — lNuka

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

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

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

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU No3nuMaMU. [INA Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLLUIA MPOHYMEPOBAHHbIN 31€MEHT.
KakAablii npoOHYyMepOBaHHbI 31IeMeHT MOXKeT 6biTb BbibpaH 0auH pa3s. OpraH

A. KOCTHbIA mo3r



b. CeneseHka

B. NeueHb

MpumeHeHUe annoTpaHCNAHTALMM ANA NATOF€HEeTUYECKOro 1Ie4eHUA HacneCTBEHHbIX
6onesHen:

1. OcTreoneTpo3

2. CemeitHan cpean3eMHOMOPCKAA AnMXopaakKa
3. Okcanos

4. bone3Hb BunbcoHa — KoHoBanosa

5. bonesHb Pabpu

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

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

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

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3UuMamMmu. Ana Kaxkaoro
6yKBEHHOro KOMMNOHEHTa BblbepuTe COOTBETCTBYIOLLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxablii npoOHYyMepOBaHHbI 3iIeMeHT MOXKeT 6biTb BbibpaH oauH pa3. KnnHuueckan
CUTyauusn

A. MoaABneHne reMmoNUTUHECKON aHEMUM NOCAE NpUema NPMMaxmHa

b. Bo3HMKHOBEHME npuctyna pe3kux 6oneit 8 | natocHedpanaHroBom cycrase cnpasa 'y
MYXXYMHbI NOCNe NpMemMa acnMpu1Ha

B. MosBneHue nepudepuueckon HeMPONaTUN Y XKEHLLUHbI C TYOepKyne3o0m Nnerkux,
NPUHMMaIOLL,EN U30OHUA3NA,

depmeHTHbIe HapyLeHna

1. HepgoctaTtouHoctb pochopubosmnnupodocdartcuHreTasbl

2. HepaocTaTouHOCTb rN0K030-6-pochataernaporeHasnbi

3. CHMXKEeHHaA aKTUBHOCTb aueTunTpaHcdpepasbl

A-2;6-3;B-
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU No3uumuamu. na Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
KaXablii npOHYMepOBaHHbI 31IeMeHT MOXKeT 6biTb BbibpaH oauH pa3. KnnHuueckan
cuTyaums

A. AnutenbHas OCTAaHOBKA AbIXaHUA Y Ma/ibiMKa BO BpeMA HapKo3a

b. Bo3HMKHOBEHME NpUCTyNna ocTpbix 60n1eil B XKMBOTE C MbiLieYHOo cnabocTbio u
nompayeHuem CoO3HaHUA y NOAPOCTKa nocae npuema ¢peHobapburtana

B. OtcytcTBUe 3P PeKTa OT CTaHAaPTHbIX 403 FTMAPaNa3nHa Y MY}KUYUHbI C apTepUabHOM
runepToHunen

depmeHTHbIe HapyLueHuUn



1. AHOManbHaA XONUHICTEpPaA3a

2. HepgocTtatouHocTb nopdpobunmnHoreHgeammnHasbl
3. MNosBbiWeHHaA aKTUBHOCTb aueTunTpaHcdepasbl
A-2;6-1;B-3
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YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaB/IeHHbIMU NO3ULMAMU. [lna Kaxkaoro
6yKBEHHOr0o KOMNOHEHTA Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabI NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT 6biTb BbiI6paH 0AUH pa3. bonesHb
A.TenaTto-uepebpanbHan aereHepauusa

b. Xopesa leHTUHITOHA

KnuHunyeckue npoasneHums

1. HepaoctatouHoCTb Cu2+-TpaHcnopTupytoweit AT®-asbl, LUTOXPOMOKCUAA3bI B KPOBU
2. CHMXKeHue coaeprKaHnAa raMmmMa-aMUHOMACNAHOMU KUCNIOTbI,
rnyramartaeKkap6okcunassbl, Bewecrsa P, sHKedpannMHoB B 6a3anbHbIX rAHINAX MO3ra
3. Uuppo3 neyeHun

4. BblpaKeHHble HapyLeHUA NoBeAeHUA, AeMeHUUA

5. PoroBuuHoe Konbuo Kainsepa — Pneiwepa

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

A.A-1,3,5b6-2,4

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

rrA-2,3,4,556-1

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

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBIeHHbIMM NO3UuMAMU. A KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabi NpOHYMepOBaHHbIA 31€eMEHT MOXKeT 6biTb BbiI6paH OAUH pas.
MuKpouutToreHeTUYECKUE CUHAPOMbI (Mnn 6one3Hun)

A. CuHgpom AHrenbmaHa

b. Cungpom Munnepa-filukepa

B. Cunapom OunkopaxKu

r. Cunppom besura-BugemaHa

OCHOBHbIe NPOABNAEHUA

1. Arnpusa (nnccaHuedanusa), mukpouedanua, NOpoKu cepaua, NOPOKU MOYEK,
Aansmopdun anuesoro Yepena, rMNOTOHUA, CYA0POKHbIe NPUNAAKHU

2. HeobbluHOE NNLO, aTaKcuA, TMNOTOHUA, 3NKUENCcUA, NAPOKCU3Mbl CMEXA,
MuKpouedanumsa, oTCyTcTBue peuu

3. FpbI’ka NyNno4YHOro KaHaTUKA, MAaKPOra0CcCcua, TMraHTU3m, FTMNOr/INKeMums,
MuKpouedanumsa, BpOXKAeHHbIe NOPOKU BHYTPEHHUX OPraHOB

4. Cygoporu (runokanbumemunuyeckue), ananasma u runonnasma Tumyca, ausmopdus
IMLEBOro Yepena, NOPOKK cepaua

A-1;b-2;B-4;T-3
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3MuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kgblih NpOHYMepOBaHHbIN 3/1eMEHT MOXeT 6bITb BbiI6paH 0AMH pas.
MuKpoaeneynoHHble UIN MUKPOAYNIMKALUOHHbIE LUTOreHeTu4eckue CUHAPOMbI (Mnun
6onesHu)

A. CuHgpom TpuxopuHodaumnanbHbiii 2-ro Tna (/lanrepa-rmpeoHa)

b. Onyxonb Bunbmca B couetaHuu c aHupmguen

B. PetuHo6bnactoma

. Cungpom Mpagepa — Bunnu

OCHOBHbIE NpoABAEHUA

1. OxkupeHue Ty/I0B1LLA U NPOKCMMAbHbIX OTAE/10B KOHeYHOocTel, gusmopdumn
NMLEeBOro Yepena, rMNOTOHUA, TMNOroHaAW3M, YMCTBEHHAA OTCTaNI0CTb, MaseHbKue
KUCTU U CcTONbI

2. Onyxonb ceT4aTku (0gHO- UNN ABYCTOPOHHAA) B AETCKOM BO3pacTe

3. OTcyTcTBUE paayKHOM 060/104KK, HEMpobaacToma, roHagobaactoma, ymcTBEHHanA
OTCTANoCTb

4. Anamopdun nnuesoro yepena, 60nblune OTTONbIPEeHHbIE YUKW, MHOXECTBEHHbIe
3K30CTO3bl, HU3KUI POCT, KAMHOBPaAXNAAKTUAUA, yMepEHHAA YMCTBEHHAA OTCTaNoCTb
A-1;b-2;B-3;I-4

A-4;,b-3;B-2;I-1
A-1;6-2;B-4;T-3
A-2;b-1;B-4;T-3
A-1;b6-3;B-4;T-2

~

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/IeHHbIMM NO3UuMaAMU. A KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Ka)kabliht npOHYMEepOBaHHbIN 3/1eMeHT MOXeT 6biTb BbibpaH oauH pa3. Knacc 6onesHei
A. AMMHOauuaonaTum

b. OpraHnuyeckue aumaypum

B. bonesHu HeilipoTpaHCMUTTEPHOro o6 meHa

. HapyweHune ob6meHa NnypMHOB U NTUPUMUAUNHOB

MeTtoabl noaTBEpPXKAEHUA AUArHO3a

1. KonnuecteseHHoe onpegeneHne aMmMHOKUCIOT KPOBU, MOYU, CMTMHHOMO3rOBOM
*)upgkoctn, AHK-agnarHocTmka

2. KonnuectBeHHOEe onpeaeneHue NnypuHOB, NTUPUMUANHOB, Mo4eBOi Kucnotbl, AHK-
AMNarHocTuKa

3. KonanuectBeHHOe onpeaeneHne opraHMyeckux KUCA0T MOYM, N1a3Mbl

4. KonnuectBeHHOEe onpeaeneHne Katexo/1aMMHOB, aMUHOKUCAOT (KPOBb, MOua,
CMUHHOMO3roBas XMAKOCTb)

A-1;b-3;B-4;T-2
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YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaB/IeHHbIMU NO3ULMAMU. [lna Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL U NPOHYMEPOBaHHbIN 3/1IeMEHT.
Ka)kabliht npOHYMepOBaHHbIN 3/1eMeHT MOXKeT 6biTb BbiI6paH oauH pa3. Knacc 6onesHen
A. bone3Hun yrnesogHoro obmeHa

B. MutoxoHapuanbHble 60ne3HU

B. Bone3sHu HapyLweHUa MUTOXOHAPUANIbHOTO B-OKUCNIEHUA XUPHbIX KUCNOT

. Bone3Hu xonecrepuHoBoro obmeHa

MeTtoabl noaTBEepKAEHUA ANArHO3a

1. Harpy3ouHble TecTbl (r/1I0KO3HAA KpUBaA). IH3IUMOAMNATHOCTUKA KOMMJIEKCA
AbixatenbHou yenu. AHK-guarHoctuka

2. KonnyecteeHHOe onpeaeneHue xonecrepmHa u ero NnPom3BoAHbIX B KPOBU

3. KonanyectBeHHOe onpeaeneHMe MOHO- U AUCaXxapuaoB U UX MeTabonToB B KPOBMW,
moue. dH3umoauarHoctuka. IHK-guarHoctuka

4. KonnyectBeHHOe onpepaesieHUe KapHUTUHA, ero 3pupoB, }KUPHbIX KUCNOT.
9H3umoauarHoctuka. IHK-guarHocrtuka

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

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUMAMU. Ina KaXKaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
Kakablit npOHYMepOBaHHbI 3/ieMeHT MOXKeT 6biTb BbibpaH oguH pa3. Metoabl AHK-
AWNarHOCTUKMU

A. Mpamble

b. KocBeHHble

XapaKTtepucTuKa

1. TpebyloT 3HaHUA reHa

2. He TpebyloT 3HaHUA reHa U myTauum B Hem

3. He Bceraa uHpopmaTUBHDI

4. UHpopmaTMBHDbI AN1A BCeX cemeid

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

rrA-2;6-1,3,4

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

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

O.A-2,3;6-1,4

Bpo)kaeHHble NOPOKU Haubonee yacto popmupylorca B:
MNnogHoMm;



IMb6pMOHaNbHOM Nepuoae pPa3BUTUS;
NepuHaTanbHOM;

MocTHaTaNnbHOM;

MNepuopg rametoreHesa.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMU No3uumMamMmun. Ana KaxXaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL U NPOHYMEPOBaHHbIN 3/1IeMEHT.
KakAablit NpOHYMepOBaHHbI 3/1IeMeHT MOXKeT 6biTb BbibpaH 0auH pa3. UCTOUHUKH
sHepruum

A.dHeprnalTo

b. be3 aHeprum

3Tanbl TPAHCAALMMU

1. O6bpa3oBaHMe NnenTUAHbIX CBA3EN

2. NpucoeguHenne mPHK K manoit cybveguHuue pubocomoli

3. NpucoeguHeHne metmoHUN-TPHK K MPHK u cybuactuue punbocombli

4. NepemeweHue pubocombl Ha MPHK Ha oauH KopaoH

5. OcBoboXXaeHue 6enka c pubocombl

6. MpucoeguHeHne amuHoaumn-TPHK K ammHoaumnbHOMY y4acTky pubocombli
A-1,3,4,6;6-2,5

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

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

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/IeHHbIMU NO3ULUMAMU. [lna KaxK[oro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Ka)Xablih NpOHYMepOBaHHbIN 3/1eMEeHT MOXKeT 6biTb BbiIbpaH 0auH pa3. Metoabi
(rpynna) npeHaTanbHOM ANArHOCTUKMU

A. Npoceusarowume

b. HemHBa3uBHbIe

B. UHBa3uBHbIE

Bug metopa

1. XopuoH6buoncusa

2. deTtockonusa

3. XMy

4. MPT

5. PAPP-A

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumamun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa Bbl6epuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbINU 3/1IEMEHT.



Ka)xablit npOHYMepOBaHHbIN 3/1eMEeHT MOXeT 6biTb BbiIbpaH 0auH pa3. Metoabl
(rpynna) npeHaTanbHOM ANArHOCTUKMU

A. Npoceusatouwme

b. HeuHBa3uBHbIE

B. UHBa3uBHbIE

Buag metopa

1. MeguKo-reHeTUYECKOE KOHCY/IbTUPOBaHUE

2. buoncua mbiwy,

3. AMHUOUeEeHTe3

4. YTouHAawuwee Y3U

5. OnpeaeneHue B CbiIBOPOTKe KpoBu 6epemeHHO ADI
A-1,56-4;B-2,3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumMamMmun. Ana KaxKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)xablit NpOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biTb BbiIbpaH 0auH pa3. Metoabi
(rpynna) npeHaTanbHOM ANArHOCTUKMU

A. lNpoceusarowume

b. HeuHBa3suBHbIE

B. UHBa3uBHbIE

Buag metopa

1. buoncua Koxxu

2. KopaoueHres

3. HeKOHBITrMPOBaHHbI 3CTPUON

4. NnaueHTobmuoncua

5. CKpuHuHrosoe (npoceusatouyee) Y3

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3ULMAMU. [INA KaXKA0ro
6yKBEHHOr0 KOMNOHEHTA Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kakabi NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiI6paH oaMH pas. MeToa
(maTepuan) vHBa3uBHOM NpeHaTaNbHOM ANArHOCTUKMU

A. LlutoreHeTnueckoe uccnepoBaHue (KN1eTKU XOPUOHA, KyIbTUBUPOBAHHbIE
aMHMUOTUYECKUE KNeTKNU unu aumeouutbl NN1oa3)

B. MonekynapHo-reHeTU4YeCcKoe, bUMoXMmuyeckoe Ui MMMyHOI0TMYecKoe
uccnepoBaHue (XOPMOH, AMHUOTUYECKUE KNETKU, KPOBb)

B. Matomopgonormnueckoe uccnepoBaHue (Koxxa u MbiwLbl N10A[3)



. ®detockonusa

NMokasaHua

1. BbICOKMIA PUCK pOXKAeHUA pebeHKa ¢ HacneacTBeHHbIMU 3a601€BaHUAMM KOXKU
(nxTMO3bI, anngepmonunsbl), c MmbileyHoi auctpodueit [lloweHHa

2. YTOUYHEeHM1e AMarHo3a BpOXKAEeHHbIX MOPOKOB pPa3BUTUA

3. Bo3pacT }KeHLWMHbl K MOMEHTY poaoB 35 neT u cTapLue; XpOMOCOMHaA MyTauma y
OAHOro U3 poauTeneil; poXaeHue npeabigywero pebeHka c XxpomocomHou 6one3Hbio;
HU3Kuii yposeHb A®I B cbiBOPOTKe KpoBU 6epemeHHOI; pe3yabTaTthl Y3U,
npeanoaararoLme XpoOMOCOMHYIo 6one3Hb y nnopga

4. BbiCOKMIA PUCK pOXKAEeHUA pebeHKa c reHHOM 601e3HbI0 No pe3yibTaTam MeAUuKo-
reHeTUYeCKoro KOHCY/IbTUPOBaHUA (PeTpo- NAM NPOCNEKTUBHOI0) UK NPOCEUBAIOLLUX
nporpamm BbiSIB1IEHUA FeTePO3UIrOTHOIN0 HOCUTENIbCTBA; AUAarHOCTUKa MHpeKuun nnoaa,
MMMYHOA4ePULMTOB, UMMYHHOW HECOBMECTUMOCTU MaTepU U Naoaa
A-1;,6-4;B-3;I-2

A-3;6-4;,B-1;T-2
A-1;b6-3;B-4;I-2
A-1;6-3;B-2;T-4
A-3;b-1;B-2;T-4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMU No3uumamun. Ana KaxKaoro
NPOHYMEPOBAHHOrO 31eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. BYKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiIbpaH 0AKH pa3, 60nee ogHOro pasa unam He BblibpaH BoBce.
BekTopHaa emKocTb: A. Hanbonbwan; 6. HaumeHbluan. BeKTopHblie KOHCTPYKUMK: 1.
PetpoBupycHble; 2. Parosbie; 3. Ha 0CHOBE UCKYCCTBEHHbIX XPOMOCOM ApPOXKiKei; 4.
NMnasmugHoble; 5. KocmuaHble.

Al; b5

A3; b4

A2; b4

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.
HacneacrtBeHHble 60one3Hu: A. bonesHb MNowe; b. bone3sHb HUmaHa-Muka Tun A B; B.
BonesHb Tea-CaKca. B HepBHbIX KneTKax Hakanausaertca: 1. ChuHromuenuH; 2.
FaHrnanosng GM1; 3. FaHrnmosung GM2; 4. MaHH030-6-¢pocdar; 5. Tnokouepebposung.
A5, b1, B3

A5; B3; Bl

Al; B3: B5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU NO3nLMAMU. [INA KaXKao0ro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kakabiit npOHYyMepOoBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiI6paH 0guH pa3. OCHOBHble
HacneAcTBEHHble 3aboneBaHUA, NpeaHaTa/ibHaA AUArHOCTUKA KOTOPbIX BO3MOXHA
6MoXMMMnYEeCKMMM UccnepoBaHMAMU aMHUOTUYECKOIM XKUAKOCTU

A. Bone3sHu HaKoN/IEHUA NPOU3BOAHDbIX XON1eCTEPUHA



b. HapyweHua ob6meHa myKkonoaucaxapuaos

B. HapyweHua ob6meHa aMMHOKMUCNOT U opraHudeckmux kucnot . HapyweHua obmeHa
yrnesonos unu rnukonpotenHos [l. Npoumne HapyweHua bonesHb

1. FomouucTMHypua (BUTaMuH B12-4yyBCcTBUTENbHDI U BUTAMUH B12-pe3nCTeHTHbIM
TUNDbI)

2. Aedunumt anbda-rnoKypoHnaasbl

3. bone3Hb Pabpu

4. dyko3unpaos

5. CuHgpom Jlewa-HuxaHa

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

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU NO3UumMAMU. lna KaXaoro
6yKBEHHOro KOMNOHEHTA Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kablit npOHYMepOBaHHbIN 3/1eMEeHT MOXeT 6biTb BbiIOpaH 0auH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. bonesHb

A.lFanaKkrosemus

b. bone3Hb HuUmaHa — lNuka

B. bonesHb lowe

. bone3Hb Tea — Cakca

Jlokanunsauuma reHa natonormm

1.11p15
2.15q11

3.1q21

4.15q23-24

5.9p13
A-565-1;B-2;T-4
A-565-1;B-3;T-4
A-1;5-3;B-2;T-4
A-1;5-3;B-4;T-2
A-4;5-1;B-3;T-5

’ U ’

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBIeHHbIMM No3MuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIU 3/1IeMEHT.
KaAablit npoOHYyMepOoBaHHbI 3/iIeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, 6bonee ogHoro
pa3a unu He BbibpaH HU pa3y. ABneHue

A. Pennukauyua

b. KpoccuHrosep

OnpepeneHune

1. O6meH yyacTKaMu romoIOFMYHbIX XPOMOCOM, NPUBOAALLMIA K 06pa3oBaHMIO
XpPOMOCOM C HOBbIM Habopom reHoB

2. NMpouecc o6pasoBaHua monekynbl AHK, cuHTE3MPOBaHHOW HA MAaTPUYHOWU MONIEKYe



OHK
3. BoccTaHOB/IEHUE UCXO4HOMU CTPYKTYpPbI noBpexKaeHHoro ¢parmeHta AHK

4. O6MmeH y4yacTKaMu roMOIOrMUYHbIX XPOMOCOM B NpoLecce KIeTOYHOTO Ae/leHuUsn
A-3;b-1
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-4
-4
;6-2
YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3ULMAMU. [INA KaXKA0ro
6yKBEHHOr0o KOMNOHEHTA Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkabI NpOHYMepOBaHHbIA 3/1IEMEHT MoXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. ABneHue
A. TpaHcno3uuua
b. TpaHcnoKauua
OnpepenexHune
1. CTpyKTypHOE U3MEHEeHMe XPOMOCOM B pe3y/ibTaTe NepemeLl,eHUsA reHeTU4ecKoro
maTtepuana
2. MepeHoc y4acTKa XpOMOCOMbI B APYrytO YacCTb TO e XpPOMOCOMbI
3. 3ameHa 04HOro NYpUHOBOIrO OCHOBaHUA Ha ApYyroe Wau oA4HOro NUPMMMUAUHOBOrIO
OCHOBAHMUA Ha gpyroe
4. 3ameHa 04HOro NYpMHOBOrO OCHOBaHUA HAa NUPUMULUHOBOE AN OAHOTO
NMPUMUAUHOBOrO OCHOBAHMA HA NYpUHOBOE
A.A-1;6-4
rNA-2;6-1
B.A-3;b-1
B.A-2;6-4
O.A-3;6-2

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

A. TpaHcBepcua

b. TpaH3uuuA

OnpepeneHune

1. CTpyKTypHOE U3MEHEHMEe XPOMOCOM B pe3y/ibTaTe NnepemeLl,eHUs reHeTU4ecKoro
maTtepmana

2. MepeHoc y4acTKa XpOMOCOMbI B APYTyIO YacCTb TOM e XpPOMOCOMbI

3. 3ameHa 04HOro NypuHOBOro OCHOBaHMA Ha Apyroe Uam o4HOro NMPMMMULAUHOBOTO
OCHOBAHMUA Ha gpyroe

4. 3ameHa 04HOro NypuHOBOro OCHOBaHMA Ha NTUPUMUAUHOBOE MU OAHOTO
NMPUMUAUHOBOIO OCHOBaHMA Ha NYpUHOBOE

A-2;b-1

A-3;6-4
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YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/eHHbIMU NO3ULMAMK. [lNA KaxK[oro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabii NpOHYMepOBaHHbIW 31IeMeHT MOXKeT 6biTb BbiIGpaH oaMH pa3, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. Mpouecc

A. TpaHcKkpunuua

b. TpaHchauua

OnpepeneHune

1. CuntbiBaHUe reHeTUYEeCcKo nHpopmauum c monekynbl AHK

2. YpaneHue MHTPOHOB u3 nepsudyHoro PHK-TpaHckpunrta

3. CoeamMHeHuMe 3K30HOB B KOHLUe co3peBaHua MPHK

4. Cuutes 6enka c MPHK

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBleHHbIMU NO3UumMAMU. lna KaXXaoro
6yKBEHHOr0 KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kablit nNpOHYMepOBaHHbIN 3/1eMEeHT MOXeT 6biTb BbiIOpaH 0auH pa3, 6onee ogHoro
pa3a unau He BbibpaH HU pa3y. flnarHos

A. MyKosucumaos

b. Auctpooduma AoweHHa

OcHoBaHMe ANA NOCTAaHOBKMU AMArHo3a

1. Pe3ynbTaTbl rTMCTONIOrM4ECKOro UCCNeA0BaHUA

2. KnMHnuyeckmMe cumntTombl, onpeaeneHMe KOHUEeHTPaLMmM MOHOB HaTPUA U X10pa B
NOTOBOM XXUAKOCTH

3. HeBponoruueckas cCMMNTOMaTUKa, BpeMA Hauyana U XapaKTepa Te4yeHus, usmepeHue
YPOBHA KpeaTUHUHPOCPOKMHA3bI B CbIBOPOTKE KPOBU

4. TUNUYHDbIA BHELWWHUW BUA, AaHHbIE 3/1eKTPOPU3N0N0rMYEeCKUX UccneaoBaHnin n
MONEKYNAPHO-TeHeTUYEeCKNUX MeTo40B

A-1;6-1,2

A-1;6-2,4

A-2;6-3,4

A-4,b6-2,3

A-2,4,6-3,4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU No3nuMaMU. [INA Kaxaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kaablit npoHyMepOoBaHHbI 3/1IeMeHT MoXKeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unun He Bbl6bpaH HU pa3y. Tun Hacnepo0BaHUA



A. AYyTOCOMHO-40MMWHAHTHbIN

B. AYyTOCOMHO-peLecCUBHbIN

B. PeueccuBHbIN, CBA3AHHbIA C reHaMKU X-XpOMOCOMaMM
OTAnumuTenbHble YepTbl

1. 3a6oneBaHue NpoABAAETCA B KAXK40M NOKONIEHUU
2.3aboneBaHue NPOABAAETCA HE B KaXKA0M NOKOJIeHUN

3. boneloT LA NpenMyLLECTBEHHO XXEHCKOro nona

4. boneroT Anua NnpeMMmyLLEeCTBEHHO MYXCKOro nona

5. CooTHOLWeEHMe 340p0BbIX U 601bHDbIX cMbCOB cocTtaBnser 1:1
6. CooTHOLLIEHMe 340pOBbIX M 60/1bHbIX cCMBCOB cocTaBaseT 3:1
7. boneloT AMLUA XXEeHCKOro U MyXCKOro nona

A-1;b-2, 7;B-4

A-
A -
A -
A-

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumMamMmun. Ana KaxKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kablit npOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biTb BbiIOpaH 0auH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. CUHAPOMDI

A. CuHgpom EEC (3kTpogaKTuama, sktogepmasibHaa gUCnnasua, pacliesivHa rybol u
Heb6a)

B. Cunapom COFS (MeHba-LLUoiKepa)

Tun HachepoBaHUA

1. AYyTOCOMHO-peLecCUBHbIN

2. AYyTOCOMHO-A0OMMWHAHTHbIN

3. X-cuensieHHbIA

4. XpomocomHaa aHOManumA

5. MynbtudaKkTtopranbHbIN

A-1;b-2

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3nLMaAMU. [INA KaXKa0ro
6yKBEHHOr0 KOMNOHEHTA Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KakabI NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. Bug tepanuun

A. lvetoTepanua npu HenepeHoCUMOCTU NAKTO3blI

B. 3amecTutenbHan Tepanua Npu MHCY/IMH-3aBUCUMOM CaxapHom aguabete

NeyeHne

1. CumnTOMaTUYECKUIA MEeTO A, Ie4eHnn

2. 9TMonoruyeckoe neyeHue



MaToreHeTU4yecKoe neyeHue
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3.
A-3;
A-2;
A-2;
A-3;
A-3;
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YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaB/IeHHbIMU NO3ULMAMU. [lna Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
KaxkabI NpOHYMepOBaHHbIW 3/1IeMeHT MoXKeT bbiTb BbiI6paH oAMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. CUHApOM

A. CuHpgpom LllepewescKkoro-TepHepa cpean HOBOPOXKAEHHbIX AeBOYeK

b. CuHapom Tpucomumn-X

PacnpocrtpaHeHHOCTb

1.1:500

2.1:700

3.1:12000

4. 1:3000

5.1:15000
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YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/eHHbIMU No3UuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabi NpoOHYMepOoBaHHbIW 3/1IeEMEHT MOXKeT bbiTb BbiI6paH 0aMH pa3, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. CUHApOM

A. CuHgpom daBapaca cpean HOBOPOXKAEHHbIX

b. Cungpom lNaTay cpean HOBOPOXKAEHHbIX

PacnpoctpaHeHHOCTb

1.1:500

2.1:2000

3.1:5000

4.1:7000

5.1:12000

-1
-4,
-2,
-4
-5;

7
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumamun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa Bbl6epuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbINU 3/1IEMEHT.



Ka)xablit nNpOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biTb BbiIOpaH 0aAuH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. CUHApOM
A. Cungpom Jlewa-HansaHa

b. Cunpapom CaHpununno

B. CuHapom KHanna-Komposepa

Tun HacnhepoBaHUA

1. AYyTOCOMHO-peLecCUBHbIN

2. AYyTOCOMHO-A0OMMWHAHTHbIN

3. X-cuenneHHbI peLeccUBHbIN

4. X-cuenneHHbI JOMUHAHTHbIN

5. MonureHHbIN

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

7

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumMamMmun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kablit npOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biTb BbiIOpaH 0auH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. bonesHb

A. CuHgpom KnaitHdenbrepa

b. Cungpom LWepewesckoro — TepHepa

OcobeHHOCTH

1. BbICOKMIA POCT, FTMHEKOMACTUA, LUUPOKUIM Ta3, CKYyAHOE 0BOJIOCEHME Ha N06Ke n B
noambiweyHblXx 061acTax, runonnasma AMyYeK

2. PaHHAA ameHoOpes U KIMMaKc, ABa Tenbua bappa, o6HapyKuMBaembix B 6yKKaibHOM
anutenum, 6onee yacrtaa BCTpe4aemocTb LWM30PpPeHUm, Yem B NONyAALMUHU

3. 3apeprKKa pocTa MU N01I0BOro CO3peBaHUA, KPblZIOBUAHbIE CKIa4KU Ha Wee,
rmnonnasua MaTku, ameHopes, CKyaHoe 0BoaoCceHUe Ha 106ke, gucmopdum ckenera,
Tenbua bappa B 6yKKabHOM anuTenun He 06HapyXMBaloTCA

4. YMCTBEHHaA O0TCTaNoCTb, 6paxuuedanus, ynnoweHHbIN 3aTbINIOK, AePOpPMUPOBaAHHDbIE
YWHbIEe PAKOBUHbI

A-4;6-3

-1
-2;
-4;
-4

’

J>J>J>J>
U'IU'IU'IU'I
|—\.|>uuuu

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBIeHHbIMU NO3MuMaMU. A KaxKaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IeMEHT.
Kakablit npoHyMepOoBaHHbI 3/iIeMeHT MOXeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He BblbpaH HU pa3y. bonesHb

A. Tpucomusa no X-xpomocome

b. CuHapom [layHa



OcobeHHOCTH

1. BbICOKMIA POCT, TMHEKOMACTUA, LULUPOKUIA Ta3, CKYAHOE 0BOJIOCEHUEe Ha N06Ke u B
noambileyHbIXx 06nacTaX, runonnasuma AMyYeK

2. PaHHAA ameHopesa U KIMMAKC, ABa Tenbua bappa, o6HapyKusaembix B 6yKKabHOM
anutenum, 6onee yactaa BCTpeYaemMocCTb WN3oppeHun, Yem B nonynauum

3. 3aaeprKKa pocTta U N0JI0BOro Co3peBaHUA, KPbIZIOBUAHDbIE CKAAAKM HaA LWee,
rmnonnasua MaTKu, ameHopes, CKyaAHOoe 0BOJIOCEHUE Ha N06Ke, aucmopdum ckenera,
Tenbua bappa B 6yKKanbHOM anuTenun He 06HapyXMBaloTCA

4. YMCTBEHHaA OTCTaNnocTb, bpaxuuedanus, ynnoweHHbI 3aTbINIOK, 4edopMUPOBaHHbIE
YLWHbIE€ PAaKOBUHbI

YCcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMUY NO3UumMaAMU. [na KaXXaoro
6yKBEHHOro KOMMNOHEHTa Bblbepute COOTBETCTBYIOLLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoOHyMepOoBaHHbI 3iIeMeHT MOXeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. OcobeHHOCTH

A.lenatomeranus, cnaieHomeranms, cnacTM4eckue napesbl, CMeHALWMUeca BANbIMMU
napesamm, C1enoTa, rNaykoma, aTakcusa, Cyaoporu, CAMNTOM « BULLHEBOWM KOCTOUKU» HA
rNasHoOM gHe, HapylweHUA NCUXMKU, KNEeHUCTble KNEeTKMU», onpegensemblie npu buoncun
NPaKTUYECKU BO BCEX OpraHax

b. CnenoTa, rnyxoTta, anatma, CHUXKEHUE UHTeNIeKTa, ryboKune TeTpanapesbl Uam
TeTpanneruu, runepecresus, Cyaoporu, geuepebpaunmoHHas puruaHocCTb,
HaCUNIbCTBEHHbIE NJ1a4 U CMeX, TMNepruapos, OXKMpeHue, NOBblLeHNEe KOHLEHTPaLuUm
chuHronMnupoB B INKBOpE

1. bone3Hb Tea — Cakca

2. bonesHb Nowe

3. bone3un HumaHa — Nuka

4. lanaKkroszemus

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMU No3uumMamMun. Ana KaxKaoro
6yKBEHHOr0o KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kakabl NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbiI6paH 0aMH pas, 6onee ogHoOro
pa3a unau He BbibpaH HU pa3y. OcobeHHOCTU

A. PeTUKynfApHble KNEeTKU U TMCTUOLUTbI C HAKOMNEHHbIM Lepebpo3ngom B ceneseHke,
numdoysnax u KOCTHOM Mo3re, renaTomeranausa, CNIEHOMerasama, KatapakTa, Kaxekcus,
0CTEeonopo3, 0CTe0/1n3, aCenTUYECKUii HeKPO3 roNI0BKU 6eapeHHO KOCTy,



remopparumyeckuii guares

b. TMnornukemus, }Xentyxa, KatapasbHble ABNI€HUA, renatomeranusa, CnaeHomeranums,
KaTapaKTa, reMmo/IMTu4YecKana aHeMusa, HeMPOCEHCOPHaA TYroyxoCTb, TMNOroHaaAu3m,
HaKOMNJIeHMe ralakTnoa B XpyCcTaZinke, yMCTBEHHAA OTCTaN0CTb, ABUraTe/ibHble
paccTpoucTBa

1. bone3Hb Tea — Cakca

2. bonesHb Nowe

3. bone3Hn HumaHa — NuKa

4. lManaKkroszemus

A-2;6-4

_4;
_3;
_4;
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3nLMaAMU. [INA KaXKa0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabi NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiI6paH 0AMH pas, 6onee ogHOro
pa3a unau He Bbi6paH HU pa3y. YpoBeHb MaccoBoro o6cneposaHua 6epemeHHbIX
YKEeHLMH

A. NepBbiN

b. Bropou

OcHoBHbIe 3aaaumn

1. YTouHeHue cpoKa 6epemeHHOCTH

2. dopmuposaHue rpynnbl pUCKa NO BHYTPUYTPOOHOI naTonorMm naoaa

3. MporHos ansa }Xu3Hu 1 340poBbA pebeHKa

4. AnarHoCTUKA KOHKPEeTHbIX GOopM noparkKeHna naoaa

5. OueHKa TAXKeCTU NaTo/N0rumn, BbIABJNEHHOMW Yy N1oAa

A-2,4,5b-1

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBNeHHbIMU No3MumMamMmun. Ana KaxKaoro
6yKBEHHOr0 KOMNOHEHTa Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkabI NpOHYMepOBaHHbIN 3/1IEMEHT MoXKeT 6biTb BbiIGpaH oaMH pas, 6onee ogHOro
pa3a unu He BblbpaH HX pa3y. YpoBeHb MaccoBoro o6cnepnosaHnsa 6epemeHHbIX
YKEeHLMH

A. NepBbIN

b. Bropou

Cnyx6a, ocywecrsnawowan obcnegosaHue

1. NeanaTtpunueckan

2. Xupypru4yeckas

3. TepaneBTnyecKasn



4. Meauko-reHeTU4ecKan
5. AKywiepcKo-ruHeKonorm4yecKkasa

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaB/IeHHbIMM No3UuMaMU. Ana KaxKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIU 3/1IEMEHT.
Kakablit npoOHYyMepOoBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, bonee ogHoro
pa3a unu He BblbpaH HU pa3y. bonesHb

A. Cungpom Jlewa-HansaHa

b. bonesHb «KNEHOBOro cMpona»

DedeKTHbi pepmeHT

1. FnoKo30-6-pocdarasza

2. FnoKko30-6-pochartgernpgporeHasa

3. 'MnoKcaHTUH-ryaHuH-¢pocpopubosnntpaHcdepasa

4. CyKumMHaTtauasa

5. lekapb6oKcunasa aMMHOKUCAOT C pa3BeTB/IEHHOM Lenbio

YcTaHOBUTE COOTBETCTBUE MeXAY NpeAacTaB/leHHbIMU NO3UUMAMU. lNa KaXaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih npOHYMepOBaHHbIN 3/1eMeHT MOXKeT 6biITb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unun He BblbpaH HU pa3y. bonesHb

A. bonesHb «KNeHOBOro cupona»

b. AAKanToHypwus

DedekTHbii pepmeHT

1. F'nwKo30-6-pocdarasa

2. B6-3aBucMMan KMHYpeHuHas3a

3. Tupo3suHasa

4. OKcupaa3a romoreHTU3MHOBOM KUCNOTbI

5. AekapboKcunasa aMMHOKUCAOT C pa3BeTB/IEHHOM Lenblo

A-50b-3
A-4;6-1
A-2;6-4
A-5,b6-4
A-2;b6-3,4

YcTaHOBUTE COOTBETCTBUE meXay npeactaBNeHHbIMU No3uuuamun. ina Kaxkaoro



6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih NpOHYMepOBaHHbIW 3/1eMeHT MOXKeT 6biTb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unu He BblbpaH HU pa3y. bonesHb

A. 'vmnepaunonpotenHemusl Tuna

b. TmnepaunonpotenHemusall Tmna

Tun HacnhepoBaHUA

1. AYyTOCOMHO-peLeCcCUBHbIN

2. AYyTOCOMHO-A0OMMWHAHTHbIN

3. CuenneHHbIN ¢ X-XpoOMOCOMOM

4. CuenneHHbIN ¢ Y-XpoOMOCoOMOM

5. MynbtudaKkTtopranbHbIN

, 4

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACcTaB/IeHHbIMU NO3ULMAMU. [lna KaxKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kakabi NpOHYMepOBaHHbIW 3/1IEMEHT MoXKeT 6biTb BbiI6paH oaMH pas, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. bonesHb

A.TenatouepebpanbHana gucrpodpus

b. CuHapOoMm yannHeHHOro nHrepsana QT

1.1:7000

2.1:15000

3. 1:25000

4. 1:50000

5.1:100000
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaB/leHHbIMU NO3nLMaAMU. [INA KaXKa0ro
6yKBEHHOr0 KOMNOHEHTa Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabI NpOHYMepOBaHHbIW 3/1IeMeHT MoXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHoOro
pa3a unu He Bbi6bpaH HU pa3y. Tunbl KNETOK

A. B KynbTUBMPOBAHHDbIX K/IETKAX aMHUOTUYECKOM XKUAKOCTU, NOIYyYEHHOM NpU
aMHMUOLLEHTE3e MOXHO:

b. B HEKy/1IbTUBMPOBAHHDbIX K1€TKaX aMHUOTUUYECKOM }KUAKOCTU, MOJYYEHHOM NpuU
aMHMUOLLEHTE3e MOXHO:

UccnepgosaHue

1. Onpegenutb X- n Y-non0BO XpOMaTUH

2. UccnepoBaTb aKTUBHOCTb pepMeHTOB



3. Onpepgenntb KapuoTun

4. Onpeaenntb ypoBeHb anbda-petonporTenHa
A-1,4,6-2,3

A-1;6-4

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

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

A-1,3;6-1

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/NeHHbIMU NO3ULMAMU. [lNa KaxKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIU 3/1IEMEHT.
Kakablit npoOHyMepOoBaHHbI 3iIeMeHT MoXKeT 6biTb BbiIbpaH oguH pa3, bonee ogHoro
pa3a unu He BbibpaH HU pa3y. UccnepoBaHue

A. MNMpu nccheposaHnmn UHAUBUAYYMOB € Kapuotunamm 46, XX; 47, XXY; 48, XXYY moxert
6bITb NONYYEH cnegyoWwuin pesynbrar:

b. Mpu uccneposaHun MHANMBNAYYMOB € Kapuotunamu 46, XY; 45, X0; 47, XYY moxkeTt
6bITb NONYYEH cnegyoWwuin pesynbrar:

1. OgHO Tenbue NONOBOro XpOMaTHHaA

2. [1Ba TenbuUa NONOBOro XpomaTuHa

3. Tpm Tenbua NONOBOro XpomaTuHa

4. YeTblpe TenbLa NOIOBOro XpomaTuHa

5. Tenbuya NoNOBOro XxpomaTuHa OTCYTCTBYIOT

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaB/IeHHbIMU NO3ULMAMU. [lNA KaxK[oro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kakabi NpOHYMepOBaHHbIW 3/1IeMeHT MOXKeT bbiTb BbiIGpaH oaMH pa3, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. UccnepoBaHue

A. B KneTtkax BarMHaNbHOrO 3NUTENINA 340P0BOM XEHLMUHbI UMeeTCA:

b. B comaTUYeCcKuX KNeTkax 340p0BOro MyXUYmnHbl UMeeTCA:

1. OpHo Tenbue bappa

2. ABa Tenbua bappa

3. Tpu tenbua bappa

4.Yetbipe Tenbya bappa

5. Hu ogHoro Tenbua bappa

A-1,2;6-3,4

;
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YcTaHOBUTE COOTBETCTBUE meXay npeactaBNeHHbIMU No3uuUamun. ina Kaxkaoro



6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLWUIA NPOHYMEPOBAHHbIN 31€MEHT.
Ka)kablih NpOHYMepOBaHHbIW 3/1eMeHT MOXKeT 6biTb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. Knacc 6onesHen

A. NMepoKcucomHble 6onesHum

B. /InsocomHble 60ne3Hm

MeTtoabl noaTBEpPXKAEHUA AUArHO3a

1. KoanuectBeHHOe onpeaeneHmne o4eHb AANHHOLENOUYEYHbIX }KUPHbIX Kucnot. AHK-
BMNarHoCTUKa

2. KonnuectBeHHOe onpeaeneHme KaTtexo1aMUHOB, aMUHOKUCNOT (KpOBb, MO,
CMUHHOMO3roBanA XUAKOCTb)

3. dH3umopamarHocTuka, AHK-puarHoctuka

4. KonnuectBeHHOe onpeaeneHne opraHUYecKUxX KUCA0T MOYHM, N1a3Mbl

A-1;b-4
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM NO3UuMaMU. A KaxKaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IeMEHT.
Kaablit npoOHYyMepOoBaHHbI 3/iIeMeHT MOXeT 6biTb BbiIbpaH 0guH pa3, 6onee ogHoro
pa3a unu He BblbpaH HU pa3y. UccnegoBaHue

A. O6paboTKa Ky/AbTypbl KNETOK TIMNOTOHUYECKMM PacTBOPOM Heobxoamuma:

B. KOAXUUMH Npu NpUroToB/1IEHUU XPOMOCOMHbIX NPenapaToB UCNO/b3yeTCcA:

1. lna yBennyeHna mmTto3oB

2. [nAa 3apeprKKU AenaLmxca KJeToK Ha cTaaum metagasbl

3. AnAa HaKoN1eHUA KNeTOK, HaxoaAaLWmnxca B ctTagum metadasbl

4. [nsa nonyyeHusa xopoliero pa3bpoca xpomocom

5. AinAa ny4ywero oKpalwMBaHUA XPOMOCOMHbIX NpenapaTos

A-1;b-3

A-4;b6-3

,5
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YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMM No3UuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
KaAablit npoOHYyMepOoBaHHbI 3/iIeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, 6bonee ogHoro
pa3a unu He BblibpaH HU pa3y. UccnegoBaHue

A. Npn puddepeHunanbHOM OKpaLIMBaHUMN meTadasHbIX XPOMOCOM MOKHO
06HapyXuTb:

b. Mpu anddepeHumanbHOM OKpaWMBaAHUMN NpomeTadasHbIX XPOMOCOM MOXKHO
06HapyXuTb:

1. 200 G-cermeHTOB

2. 350 G-cermeHTOB



3. 600 G-cermeHTOB
4. 800 G-cermeHTOB
5.1200 G-cermeHTOB
A-1;6-4
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3ULMAMU. [INA KaXKA0ro
6yKBEHHOr0 KOMNOHEHTa Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkabI NpOHYMepOBaHHbIA 3/1IEMEHT MoXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHOro
pa3a unu He Bbi6bpaH HU pa3y. MoneKynbl

A. PHK

b. AHK

CpepHAA macca B OAHOMU KneTKe

1.10-30 nr

2.5Hr

3.3nr

4.10r

A-1; 6 -2

A-1;b6-3

A-1;6-4

A-3;6 -4

A-2;6-4

YcTaHOBUTE COOTBETCTBUE MeXAY NpeAacTaB/leHHbIMU NO3UUMAMU. lNa KaXaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
Ka)kablih npOHYMepOBaHHbIN 3/1eMeHT MOXKeT 6biITb BbiI6paH oauH pa3, 6onee ogHoro
pa3a uaun He BblbpaH HU pasy. FeHbl

A. KoagOMMHaHTHbIE

b. JOMMUHAHTHbIE

B. PeueccusHble

OnpepeneHune

1. FeHbl, He 3aBucALMe OT PYHKLMOHANbHOIO COCTOAHUA APYroro annesbHOro reHa
2. FeHbl, npoaBAAlOWMeE CBOIO aKTUBHOCTb B O4UHAKOBOM CTENeHn

3. FeHbl, aKTUBHOCTb KOTOPbIX NOAABAAETCA HeaNNe/IbHbIMU reHaMU

4. leHbl, 3aBucAWMe OoT PYHKLMOHANbHOIO COCTOAHMUA APYroro anieNbHOro reHa

5. leHbl, OKa3biBawLwWme nogasnawowmii 3pPeKT Ha HeannenbHbIe reHbl
A-2;6-4;B-1
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumMamu. Ana KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kaxkabi NpOHYMepOoOBaHHbIW 3/1IeMeHT MOXKeT bbiTb BbiI6paH 0aMH pa3, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. MeHbl

A. dnucratmyeckue

b. 'MnocraTnueckumne

OnpepeneHune

1. FeHbl, He 3aBUcALWME OT PYHKLMOHAZIbHOIO COCTOSAHUA APYroro aa/IeNbHOro reHa
2. FeHbl, npoaBAAlOWMe CBOIO aKTUBHOCTb B O4UHAKOBOWM CTENeHn

3. FeHbl, aKTUBHOCTb KOTOPbIX NOAABAAETCA HeaN/IeNbHbIMU FreHaMu

4. F'eHbl, 3aBucaAWMe 0T PYHKLMOHANbHOTO COCTOAHUA APYroro ainenbHOro reHa

5. leHbl, OKa3biBawLwWme nogasnawowmii 3pPeKT Ha HeannenbHbIe reHbl

A-5b6-3
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM NO3UuMaMU. A KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaablit npoOHYyMepOoBaHHbI 3/iIeMeHT MOXeT 6biTb BbiIbpaH 0guH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. MyTauua

A.leHHan

b. leHOMHan

B. XpomocomHasa

OnpepeneHune

1. Mytauusa, obycnoBnaeHHasa BO3aeMCTBUEM XMMUUECKOTO Unu pusmnueckoro pakropa
2. MyTtauumsa, npu KOTOPOIA USMEHAETCA YNC/I0 XPOMOCOM NPU COXPAHHOCTU UX CTPYKTYPbI
3. MyTauumsa, npu KOTOPOIA U3IMEHAETCA KOJIMYeCTBO U N0C/1e40BaTe/IbHOCTb
HYKN€e0TUA0B B Npeaenax OaHOro reHa

4. MyTtauusa, npu KOTOPO U3MEHAETCA CTPYKTypa XPOMOCOM NMPU COXPAHHOCTU UX
Ko/nyecTBa

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMU No3uumMamMun. Ana KaxKaoro
6yKBEHHOr0o KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kakabl NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbiI6paH 0aMH pas, 6onee ogHoOro
pa3a unu He BblbpaH HU pa3y. Kateropusa

A. K KaTteropum n3onnrta oTHOCATCA COBOKYNHOCTU ocobeit npu KoapdpuumeHte
MMbpuaunHra:

B. K KaTeropmu naHMMKCUIA OTHOCAT COBOKYNHOCTU 0cobeit npu KoadppuumueHre



umbpugunra:
KoappuumeHT umbpuguHra
1.0,1-0,02

2.0,3-0,001

3.0,0001 - 0,00001

A-3;b-
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3ULMAMU. [INA KaXKA0ro
6yKBEHHOr0 KOMNOHEHTA Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabI NpOHYMepOBaHHbIN 3/1IeMeHT MoXKeT bbiTb BbiIbpaH oaMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. pynna xpomocom

A. UutoreHeTtnuyecKku B rpynny D BXOAAT XpOMOCOMDI:

b. LutoreHetnyecku B rpynny E BXogAaT XpoMmocombl:

Xpomocombl

1.10-12

2.13-15

3.16-18

4.19-22

5.1-3
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YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU NO3UumMaAMU. lna Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kaxkabii NpOHYMepOBaHHbIW 31IeMeHT MOXKeT 6biTb BbiI6paH oaMH pa3, 6onee ogHOro
pa3a unun He Bbl6bpaH HU pa3y. Kapuotun

A. Kapuotun 46XX cooTseTtcrayerT:

b. Kapuotun 45X0 46XX cooTBeTcTBYeT:

B. Kapnotun 45X0 cooTBeTcTBYET:

CocrosHue

1. HopmanbHOMY KapuoOTUNY MYXUYUHbDI

2. HopmanbHOMY KapuoTUNY XEHLUHbI

3. Mo3anyHomy Kapuotuny npu cuHgpome Llepewesckoro — TepHepa

4. Kapunotuny npu cuHgpome KnatHdpenbrepa

5. Kapunotuny npu cuHgpome flayHa

6. Kapunotuny npu cuHgpome LLlepewesckoro — TepHepa

A-1;6-3;B-2

A-2;b-3;B-6
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YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/ieHHbIMU No3UumuamMuU. lna Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabii NpOHYMepOBaHHbIW 31IeMeHT MOXKeT 6biTb BbiIGpaH oaMH pa3, 6onee ogHOro
pa3a unu He Bbl6bpaH HU pa3y. Kapuotun

A. Kapuotun 46XY cooTBeTcTByer:

b. Kapuotun 45XXY cooTBeTtcTByer:

B. Kapuotun 47XY+21cooTseTtcrByer:

CocrosiHue

1. HopmanbHOMY KapUoOTUNY MYXUYUHDI

2. HopmanbHOMY KapuoTUNY XKEHLUHbI

3. Mo3anyHomy Kapuotuny npu cuHgpome Lllepewesckoro — TepHepa

4. Kapunotuny npu cuHgpome KnatHdenbrepa

5. Kapunotuny npu cuHgpome flayHa

6. Kapunotuny npu cuHgpome LLlepewesckoro — TepHepa

A-2;6-6;B-1
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YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/NeHHbIMU NO3ULMAMN. [na KaxK[oro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Ka)kablih npOHYMepOBaHHbIW 3/1eMeHT MOXKeT 6bITb BbiI6paH 0auH pa3, 6onee ogHoro
pa3a unun He BblbpaH HU pa3y. TepmuH

A.lTetepo3uroTa

b. lomo3uroTa

B. 3urora

OnpepenexHune

1. AvnnoungHana ocobb, umerowwan aBa pPa3HbIX aasena No AaAHHOMY reHy

2. AvnnouaHasn ocobb, Mmelowan ABa OA4UHAKOBbIX anseNnA no gaHHOMY reHy

3. KnetouHas cTpyKTypa, o6ecneumBaloLLan pacxoXaeHue Xxpomocom BO Bpems MUTO3a
WAK Meno3a

4. NpeobnagaHue B peHOTUNE OQHOr0 anNena Hag Apyrum

5. Knetka c gunnongHbim Habopom Xpomocom, BOSHUKAIOLW,AA NPU CIMAHUU ABYX rameT
A-1;,b-2;B-

YcTaHOBUTE COOTBETCTBUE meXay npeactaBNeHHbIMU No3uuuamun. ina Kaxkaoro



6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih NpOHYMepOBaHHbIW 3/1eMeHT MOXKeT 6biTb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. ABneHune

A. fleneuun

b. Aynaunkauua

B. UHBepcua

OnpepeneHune

1. KpaTHOe yBennyeHme Xxpomocom

2. Haanuume nnwHen Xxpomocombi B KapuoTune

3. MepemeleHne reHeTUYECKOro maTepmuana us 0g4HOM XpOMOCOMbI B APYrylo

4. MNoTtepA y4acTKa XpOMOCOMbI UIN XpOMaTUAbI

5. YaBOeHUe yyacTKka XpomoCOMblI

6. BHyTpMXpomocomMmHan nepecTtpounKa, Npu KOTopoi ee pparmeHT NOBOpaYmnBaeTca Ha
180 rpapgycos

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3ULUAMU. Ina KaXAaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoOHYyMepOoBaHHbI 3/1IeMeHT MOXeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. iBneHue

A. Monunnongus

b. Monaucomus

B. TpaHcnoKauua

OnpepenexHune

1. KpaTHOe yBennyeHme xpomocom

2. Haanuume nnwHen Xxpomocombi B Kapuotune

3. MNepemeweHne reHeTUUECKOro MaTepuasia U3 0g4HOM XPOMOCOMbI B APYryio

4. MNoTtepA y4acTKa XpOMOCOMbI U1 XpOMaTUAbI

5. YpBOEHMe yd4acTKa XpoOMOCOMbI

6. BHyTpMXpomocomMHan nepecTtpounKa, Npu KOTopoi ee pparmeHT NOBOpaYnBaeTca Ha
180 rpapgycos

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU No3nuMaMU. [INA KaXKao0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOL U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kaablit npoHyMepOoBaHHbI 3/1IeMeHT MoXKeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unun He BblIbpaH HU pa3y. MoneKynbl



A. OHK

b. PHK

dyHKUUU

1. CoxpaHeHue HacneaCTBEHHOMU MHPOPMaLMK B KNeTKe

2. Nepepaya HacnepgcTtBeHHOM HPOpMaLun

3. TpaHCNOPT aMUHOKUCNOT

4. CtpouTenbHblii maTepuan, Heo6Xo4UMbIN ANA }KU3HU KNETKU
5. JHepreTuyecKkana cuctema KnetTku

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

A-1;6-2,5

A-1;6-1,2,3

A-2;,6-1,5
A-4;6-5
YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/NeHHbIMU NO3ULMAMU. [lNa KaxK[oro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoHyMepOoBaHHbI 3/iIeMeHT MOXeT 6biTb BbiIbpaH 0guH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. NocneaoBaTeNnbHOCTDL

A. DK30H

b. UHTpOH

OnpepeneHune

1. KogoH mPHK

2. EaAMHMUa TpaHCKpUNuum

3. YUacToK reHa, Kogupylowuii 4actb nocnegosatenbHoctu 3penoit MPHK

4. NocnepoBaTeNIbHOCTb, PACMNO/IOXKEHHAA A0 CTAPTOBOM TOUKM TPAHCKPUNLUK

5. Y4acToK reHa, He KOAMpyoLWMi nocneaoBaTeNbHOCTb 3penoit MPHK

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaBleHHbIMU NO3ULMAMU. [INA KaXK[0ro
6yKBEHHOr0 KOMNOHEHTA Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabl NpOHYMepOBaHHbIN 3/1IeMeHT MoXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHOro
pa3a unam He BbibpaH HU pa3y. XpoMOCOMHbIN Habop

A.TannougHbIN

b. AMnaounaHbIN

B. TpunnongHboin

Yucno xpomocom

1.22

2.23

3.46

4.47

5.69
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YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMM NO3UuMaAMU. A KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kakabiit npoOHyMepOoBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, bonee ogHoro
pa3a unun He BblI6bpaH HU pa3y. Non yenoseKa

A.lTeTeporameTtHbiii

B. fomorametHbIit

[OnA Koro xapakTepeH

1. My»cKoro nonaa

2. }eHcKoOro nona

3. My>»KCKOro " }eHCKoro nona

4. C Kapuotunom 47, XXy

5. C kapuotunom 45, X0

I
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YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUUMAMU. [INa KaXaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih npOHYMepOBaHHbIW 3/1eMeHT MOXKeT 6bITb BbiI6paH 0auH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. 340PO0BbIN YeNoBeEK

A. My)XXuyuHa

b. XeHWMHa

XpomMOoCOMHbIN Habop

1. iBe Xxpomocombl X

2. iBe xpomocombl X un aBe xpomocombl Y

3. ABe xpomocombl Y

4. 0aHa xpomocoma X U ogHa xpomocoma Y

5. Tpu xpomocombli X

A-1;6-3
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3nLMaMU. [INA KaXKa0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kaxkabi NpOHYMepOBaHHbIW 3/1IeEMeHT MOXKeT bbiTb BbiI6paH oAMH pas, 6onee ogHOro



pa3a unu He BbibpaH HU pa3y. XpoMOCOMbI
A.X

B.Y

Tunbl Xxpomocom

1. CybmeTaueHTpPUK cpeaHero pasmepa

2. Manbiit meTaueHTpUK

3. KpynHbli1 aKpOLEHTPUK

4. KpynHbl MeTaueHTPUK

5. Manbii aKpoOUEHTPUK

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumamun. Ana KaxKaoro
6yKBEHHOr0o KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabi NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiI6paH 0AMH pas, 6onee ogHOro
pa3a unu He Bbi6paH HU pa3y. MeHbl

A. MpOTOOHKOTrEeHbI

b. leHbI-cynpeccopbl ONyX0/1€B0Oro pocra

OnpepenexHune

1. Mo3nUTUBHbIE PErynAaTOpbl, CTUMYAUPYIOLUE Ae/IeHUe KNeTKH

2. HeratuBHble perynaTopbl, NPenATCTBYIOLWME Ae/1IEHUIO KNEeTKN

3. He meloT OTHOLLEHUSA K AEeNeHUIO KNEeTKU

4. Monekynbl, ycunmsatlowme aeicteue gpyrux 6enkos

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBNeHHbIMU No3MuMaMmun. Ana Kaxkaoro
6yKBEHHOr0 KOMNOHEHTA Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabl NpOHYMepOBaHHbIN 3/1IeMeHT MoXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. OnpegeneHue

A. ®parmeHT 04HOMW XPOMOCOMbI NPUCOEANHACTCA K NOBPEXAEHHOMY KOHLYY APYrou
b. Pa3pbliB Xxpomocombl B ABYX MeCTax U nocnegytow,ee coeguHeHue aToro pparmeHra,
HO c noBopoTom Ha 180 rpaaycos

AilBneHue

1. Ffannounauns

2. Tetpannongusa

3. Jeneuun

4. UuBepcua

5. TpaHcnokauus
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YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMM NO3UuMaAMU. A KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kaxkabii NpOHYMepOBaHHbIW 3/1IeMEHT MOXKeT bbiTb BbiI6paH oaMH pa3, 6onee ogHoOro
pa3a unu He BbibpaH HU pa3y. HacnheacTBeHHble 601€3HU

A. bone3Hb lNowe

b. bone3Hb HUmaHa-lNMuka Tun A B

B. bone3Hb Tea-Cakca

B HepBHbIX KNeTKaxX HaKanaunsaeTca

1. CpuHromumenuH

2. MaHranosng GM1

3. NaHranosng GM2

4. MaHHO030-6-pochar

5. Mnokouepebposng,

A-50b-4;B-1
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumamu. Ana KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabi NpoOHYMepOoBaHHbIW 3/1IeEMEHT MOXKeT bbiTb BbiI6paH 0aMH pa3, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. HOBOPOXKAEHHbIN

A. loHOWEeHHbIN

b. HegoHOLWEHHDbIN

Cpoku 3abopa KpoBU ANA CKPUHUHIA

1. Cpasy nocne poxaeHus

2. B nepBblii AeHb }KU3HU

3. Ha ueTBepTbIN AEHb XKU3HMU

4. NMocne 10 gHEW XNU3HU
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3nLMaMU. [INA KaXKa0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabi NpOHYMepOBaHHbIW 3/1IeEMEHT MOXKeT bbiTb BbiIGpaH oaMH pas, 6onee ogHOro



pa3a unu He BbibpaH HU pa3y. OnpegeneHue

A. OTparkaroLwme paccToAHMA MeXKay reHaMmu U 10Kycamu
b. Mo3BonsaowWwMe NOKaNU30BaTb FeH HA XPOMOCOMeE U/IU B ee 1I0Kyce
B. Umelowme Hanbonbllee paspeLieHne

Tun KapThbl

1. HykneotngHble

2. FeHeTHn4Yeckue

3. dusmnyeckue

4. XpomocomHble

5. PeCTpUKUMOHHbIE

A-1;6-2;B-3
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaB/eHHbIMM No3MuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bblbepute COOTBETCTBYIOLLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoOHyMepOoBaHHbI 3iIeMeHT MOXeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. BeKTopHaA eMKoCTb

A. Hanbonbwan

b. HaumeHbLlan

BeKTOpHble KOHCTPYKL UK

1. PeTpoBUpYyCHble

2. darosble

3. Ha ocHOBe UCKYCCTBEHHbIX XPOMOCOM APOXKKEMN

4. NMnasmugHoble

5. KocmugHble

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3ULMAMU. [INA KaXKA0ro
6yKBEHHOr0 KOMNOHEHTa Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkabI NpOHYMepOBaHHbIN 3/1IEMEHT MoXKeT 6biTb BbiIGpaH oaMH pas, 6onee ogHOro
pa3a unu He BblbpaH HU pa3y.lepecTpoiika y Hocutensn

A. C6banaHcMpoBaHHaA peumunpoKHaa TPAaHCA0KaumA

B. Po6epTCcOHOBCKOMTPAHCAOKaLUn

Konnuectso ramer

1.6

2.4

3.8

4.2
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YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMU NO3UUMAMU. ANA KaXKaoro
6yKBEHHOro KOMMNOHEeHTa BbibepuTe COOTBETCTBYIOLMIA MPOHYMEPOBAHHbI 3/1IEMEHT.
KaxkabI NpOHYMepOBaHHbIW 3/1IeMeHT MoXKeT bbiTb BbiI6paH oAMH pas, 6onee ogHOro
pasa unu He BblIbpaH HU pa3y. Tun HacnepoBaHMUA

A. AyTOCOMHO-peLecCUBHbI1 TUN

B. AYyTOCOMHO-A0MMWHAHTHbIN TUN

3aboneBaHue

1. BpoxkaeHHble NOPOKU cepaua

2. Henpo¢pubpomaros

3. NMunopocreHos

4. PeHUNKETOHYpPUA

5. AxoHgponnasua

6. LLnsoppeHun

A-2;b-1

A-24;,6-4

A-14;6-5

A-2,4;,b6-5

A-5b-4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU NO3MuMaMU. Ana KaXKaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih npOHYMepOBaHHbIN 3/1eMeHT MOXKeT 6biITb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. 3aboneBaHue

A.lFemodpunusa

b. bone3sHb PeknnHrayseHa

B. lTmneptoHuueckasa 6onesHb

Twun HacnepoBaHuA

1. PeueccmMBHbIN, CUENAEHHbIN ¢ X-XpoOMOCcoMoM

2. JOMUHaHTHbINI, cuenieHHbI ¢ X-XpoMocomon

3. AYyTOCOMHO-peL,EeCcCUBHbIN

4. AyTOCOMHO-A0MMUHAHTHbIN

5. MynbTUdaKTOpHbIA

A-1;6-4;B-5
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YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU No3UumuamMuU. lna Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kaxkabii NpOHYMepOoBaHHbIW 3/1IeEMEHT MOXKeT bbiTb BbiIBpaH oaMH pas, 6onee ogHoOro
pa3a unu He BbibpaH HU pa3y. 3aboneBaHue

A. MNonHana TecTUKynApHaa pemuHU3aumA

b. HenonHasa TectTukynapHaa pemmHmnsauma

Bo3pact maHudecrayumn

1. Mepuog HOBOPOXKAEHHOCTU

2. MepBbiii roa }KuUsHu

3. NMepBoe pecatTunetne

4. NMepnoa NoNoBOro cospeBaHusA

5. 3penblit Bo3pact (nocne 30 ner)

A-4;b-

I
I

I

1
-5
-1
-4
-4
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YCcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/eHHbIMUY NO3UumMaAMU. [na KaXaoro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoOHyMepOoBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH 0guH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. 3aboneBaHue

A. Mporpeccupyrowans mbiwevyHasa gucrtpodpus

b. ®akomaTos

MpuHUMNbI NeyeHuA

1. 3Tmonornyeckumn

2. NaToreHeTU4yeckui

3. 3amecTuTenbHbIN

4. CuMmNTOMaTUYECKUA

5. He nopgpatotca neyeHumio

A-1;6-3
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3nLMaAMU. [INA KaXKa0ro
6yKBEHHOr0o KOMNOHEHTA Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KakabI NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. Mpumepbl BHYTPUYTPOOHOro 1e4eHUnA BPOXKAEHHbIX
6onesHen

A. lNpumeHeHue pekcametTasoHa

b. MpumeHeHne ButammHa B12

B. KapguotponHblie npenapartbl

bonesHb



1. AppeHoreHUTaNIbHbIN CUHAPOM Y AieBOYEK

2. MetuanmanoHoBasa auuaypms

3. MHO}KecTBeHHaA He[0CTaTOYHOCTb KapboKkcmnnasbl

4. Aputmua y nnopga

5. AnnouMmMmyHHasa TpombouuToneHus u gpyrue popmbl 60ne3Hent KpOBU

6. AnadparmanbHan rpbixKa, 06CTpyKLMA MOUYEBbIX NyTeil, TepaTOMbl, KUCTbl 1€TKUX
A-1;6-2;B-4

A-50b6-1;B-2
A-2;6-5,B-6
A-4,6-3;B-5
A-1,6-4,B-6

’

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMU No3UuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
Kaablit npoOHyMepOoBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unun He BblbpaH HU pa3y. CpoK ansa nposeaeHus (Hegena 6epemeHHOCTH)
A.9-11-1

b.11-18-a

Bupg metona npeHaTtaZibHOM ANArHOCTUKM

1. XopuoH6buoncusa

2. NnhaueHTOo6MONCUA

3. AMHUOUeHTe3

4. KoppoueHTtes

5. deTtockonua

A-1;b-2
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBNeHHbIMU No3UuMaMU. Ana KaxKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih npOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biTb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unu He BblbpaH HU pa3y. CpoK gns nposeaeHun (Hegena 6epemeHHOCTH)
A.15-17-a

b. 18-22-a

Bug metopa npeHaTtasibHOM ANArHOCTUKMU

1. XopnoHbuoncus

2. MnaueHTobuoncua

3. AMHUOUEeHTe3

4. KopaoueHTes

5. deTockonua

A-1;b6-2,3

A-3;6-4,5

A-2;b-5
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3MuMaMmun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
Ka)Xablih npOHYMepOBaHHbIW 3/1eMEHT MOXKeT 6biTb BbiI6paH 0auH pa3, 6onee ogHoro
pa3a unu He BblbpaH HU pa3y. Mpumepbl BHYTPUYTPOOHOTO Ie4EHUA BPOIKAEHHDbIX
6onesHen

A. BBeaeHue 6MotnHa

b. ObmeHHOEe NnepenmBaHMe KPOBU UM TPOMOBOLUTAPHO MaccCbl NaoAy

B. Onepauuu Ha OTKPbLITOM UK 3aKpbiToM (acnupauyua urnoi) matke

bonesHb

1. AApeHOoreHUTaNnbHbIN CUHAPOM Y AEBOYEK

2. MeTuamanoHoBasauuaypua

3. MHOXecTBeHHan HeJ0CTaTOYHOCTb KapboKcnnasbl

4. Aputmua y nnoga

5. AAnoMMMyHHaA TpombouuToneHua u gpyrme ¢popmbl 6onesHen Kposu

6. AnadparmanbHan rpbixKa, 06CTpyKLMA MOUYEBbIX NyTeil, TepaTOMbl, KUCTbl N€rKUX
A-6,6-3;B-4

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3MuMaMun. Ana Kaxkaoro
NPOHYMEPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0A4UH pa3, 60nee ogHOro pasa uam He BblibpaH BoBce.
Kputepumn oueHKu BapMaHTOB HYKNE€OTUAHOM nocneaoBatenbHocTu: A. Kputepumn
naToreHHOCTU BapuaHTa; b. Kputepun pobpokauectBeHHOCTM BapuaHTa . Kputepum:
1.BapuaHT de novo; 2. MonynAaunMoHHana YactoTa Bbiwe 3%; 3. BapuaHT HaxoauTtca B
TPaHC NONI0XKEHUU C paHee onucaHHbIM; 4. He cerperupyet c 3aboneBaHnem B cembe; 5.
®PYHKLMOHANbHbIA aHANNU3 He NPOBOAUICA.

A1l,3; b4,5

Al,3; 62,4

A2,3,4; 64,5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3nLMaAMU. [INA KaXKa0ro
6yKBEHHOr0 KOMNOHEHTA Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KakabI NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHOro
pa3a unu He Bbi6paH HU pa3y. MeHbl

A. leHbl ¥ NPOTOOHKOreHbl

b. FeHbl-cynpeccopbl onyxoneun

XapaKrepuctuka

1. MoryTt akTuBMpoBaTbCca amnanpuKkaumen, TpaHCAI0KaumMen UamM myTauuen reHa

2. NMotepa pyHKUMM BeaeT K pa3BUTUIO ONYXO U



3. MpuUCcyTCTBYIOT B KNETKaxX 340pPOBbIX I04eN
4. ABNAOTCA ayTOCOMHO-A0MMUHAHTHbIMU
A-3;b-1,2

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBleHHbIMU No3nLMaMKU. INAa Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bblbepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoOHYyMepOoBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, bonee ogHoro
pa3a unun He BblI6bpaH HU pa3y. CpoK ans nposeaeHus (Hegena 6epemeHHOCTH)
A.11-12-1

b. 16-20-a

Bupa metoaa npeHaTasibHOW AUAarHOCTUKMU

1. OnpepeneHue B CbiIBOPOTKE KpoBU 6epemeHHon APT

2. HeKOHBIIrMPOBaAHHbBIAICTPUON

3. PAPP-A

4. Xr4y

5. XopuoHbuoncua

A-3;6-1,2,4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3MuMamMmun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih npOHYMepOBaHHbIW 3/1eMeHT MOXeT 6biITb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unu He Bbli6bpaH HU pa3y. Cutyauus

A. Bo3spacr otua 50 ner

b. Bo3pact maTtepu 40 net

Hanbonee BepoATHbIA BapUAHT 3TUO/IOTUN

1. MoBTOpPHbIE BbIKUADILWN HA PAHHUX CPOKax bepemeHHOCTH

2. AYyTOCOMHO-A0OMUHAHTHOE 3aboneBaHue BCaeACTBUE HOBOM MyTaL UK

3. AyTocCOMHO-peueccMBHoe 3aboneBaHue

4. X-cuenneHHoe 3aboneBaHue

5. Tpucomuna 13

A-3;b6-1
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YcTaHOBUTE COOTBETCTBUE meXay npeactaBNeHHbIMU No3uuuamun. ina Kaxkaoro



6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih NpOHYMepOBaHHbIW 3/1eMeHT MOXKeT 6biTb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unun He BblbpaH HU pa3y. Cutyauus

A. CxogHaA KAMHMYECKANA KapTUHA OTMeYaeTca TaKXKe Yy ABYX AA4ei N0 MaTepUHCKOMU
NNHUU

b. C6anaHcupoBaHHaA TpaHC/OKaumA

B. KpoBHOpOACTBEHHDbIN BpakK

Hanbonee BepoATHbIA BapUAHT 3TUO/IOTUMN

1. MoBTOpPHbIE BbIKUADILWKN HA PAHHUX CPOKaxX bepemeHHOCTH

2. AYyTOCOMHO-A0MUHAHTHOE 3aboneBaHue BcaeaACTBUE HOBOM MyTaL UM

3. AyTocOMHO-peuleccMBHoe 3aboneBaHue

4. X-cuenneHHoe 3aboneBaHue

5. Tpucomuna 13

A-3;b6-1;B-2
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YCcTaHOBUTE COOTBETCTBUE MEXAY NpPeACTaB/eHHbIMU NO3NLMAMU. [NA KaxKAaoro
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. CuTyauusn

A. 30-neTHAA XXeHLWMUHA, B aHAMHe3e PoXAeHNe MepTBoro pebeHka ¢ MHOXeCTBEHHbIMMU
nopokamm pa3BuTua (NONNAAKTUAKUA, paclyeinHa HEGA, NOPOK cepAaLa) M HOPMAZIbHbIM
KapuoTMnom

B. B cemeiiHOM aHamHe3e muoguctpodpuaioweHHa, 6epemeHHan - HOCUTEIbHULA
cemenHoI aeneuum B reHe gUCTpodPuHa

MeTtoa npeHaTanbHOM ANArHOCTUKMU

1. Buoncua BOpCHUH XOPUOHa

2. OnpepeneHne KoHUeHTpauuu ADI B CbIBOPOTKE MaTepu

3. AMHUOUEeHTe3

4. letanbHoe Y3U

5. KopaoueHTes

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

-1,3

,2,4
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A-4;b-1
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3nLMaMU. [INA KaXKa0ro
6yKBEHHOr0o KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kakabi NpOHYMepOBaHHbIN 3/1IEMEHT MOXKeT bbiTb BbiIGpaH oaMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. CuTyauusn

A.Y nnopaa Ha 9-4 Hepene rectaumm npu Y3U o6HapyXunm ysenndeHme ToNLWUHbI



LWeiHOM CKNAaAKK, aTPe3UIo UK CTEHO3 ABEHaALATUNEPCTHOMN KULLKKU

B. 25-neTHAA XeHLMHA o4eHb 06ecnoKoeHa BO3MOXKHOCTbIO pOXKAeHUA pebeHKa ¢
cuHgpomom [layHa. UHAMBMAYaNbHbI U cemeliHblii aHamHe3 6e3 ocobeHHocCTel
B. 36-neTHAA }KeHWMHA Ha 14- Hegene bepemeHHOCTH

MeTtoa npeHaTaNbHOM ANArHOCTUKMU

1. bBuoncua BOpCUH XOPUOHA

2. OnpeaeneHue KoHueHTpauum A®I B cbiIBOPOTKE maTepum

3. AMHUoueHTe3

4. NetanbHoe Y3U

5. KopgoueHTtes

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

,5,6-2,4,B-3

5;B-
1,2
1,3

’
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; B -
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A-1,3
A-1;b-
A-4;b-
A-4;b

’
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU No3nuMaMU. [1nAa Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bblbepute COOTBETCTBYIOLLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoOHyMepOoBaHHbI 3iIeMeHT MOXeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. NMpumepbl

A. Nepecagka neyeHn 601bHOMY CEMEUHOM FrUNepxonecTepuHemmen

b. HazHaueHMe KapHUTUHA pebeHKy C opraHu4YecKkou aumgemmeint gha obpasosaHma
3pUpPOB KAPHUTUHA U UX BbiBeAeHUA

B. HaszHaueHue ameTtbl 6€3 MOIOUYHbIX U KUCAIOMOJIOUYHbIX NPOAYKTOB NPU ra1akTo3eMUmn
MNopaxopn B NneueHUn HacneacTBeHHbIX 3a6oneBaHUM

1. lnetnueckoe orpaHu4eHue

2. AnbTepHaTUBHbIE NYyTU 06MmeHa

3. BoamewieHre NpoayKTa

4. Hnyero U3 nepeyncneHHoro

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

A-1;6-4;,B-3
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YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/eHHbIMUY No3UuMaMn. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIU 3/1IeMEHT.
KaAablit npoOHYyMepOoBaHHbI 3/iIeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, 6bonee ogHoro
pa3a uau He BbibpaH HU pasy. Mpumepbl

A. HasHaueHue cCOMaTOTPONHOro ropMmoHa pebeHKy ¢ HacnencTBeHHOM Gopmoin
Kap/IMKOBOCTU BC/1IeA,CTBUE CHUMKEHHOM PYHKUMM runodusa

b. HasHaueHue peHobapbuTana gna npodpuUnakTUKm cygopor y pebeHka c
rmnepammoHuemMmen BCneaCcTBUe HeJ0CTaTOUHOCTU OPHUTUHTPAHCKap6amunasbl

B. HasHaueHue 60nbLUNX 4,03 BUTAMUHOB pebeHKy C yMCTBEHHOM OTCTAZ10CTbIO
BC/1eACTBME XPOMOCOMHOM aHOMAIUK



. HasHayeHue D-neHUUUNNAMUHA ANA CBA3bIBAHUA BHYTPUKIETOYHbIX MIOHOB meau npu
cuHapome BunbcoHa-KoHoBanosa

Noaxoa B neueHUn HacneacCTBEHHbIX 3aboneBaHui

1. AAnetnyecKkoe orpaHuyeHue

2. AnbTepHaTUBHbIE NyTU 06MmeHa

3. YcuneHHoe BbiBeaeHue cybcrpaTta

4. Bo3amelyeHue npoayKTa

5. Hnuero 13 nepeyncneHHOro

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

B.A-4;b6-5;B-
6.A-4;6-1;B-
NA-3;6-1;B-
O.A-4,6-3;B-
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