TecTbl ¢ BOpocamMu 1o CneuruajabHOCTH
«JIabopaTopHasi reHeTHKA» IJISl ATTeCTALUN
2 kareropus

Kynutb 6a3y C OTBETAMU MOKHO 34€ecCb:

— _medik-otvet.ru/product/genetik lab/ «

NMonesHble CCbiINKU

1) Tectbl «J/labopaTopHaA reHeTUKa» ANA aKKpeguUTauum U gpyrux sksameHos (2500 sonpocos)

=» medik-otvet.ru/product/lab_genetika/

2) TecTbl gnA akkpeauTaumm «FeHetuka» (3600 Bonpocos)

=» medik-otvet.ru/product/genetika/

O6paTuTe BHUMAHME: BONPOCHI MOTYT NEPEMELLATLCA MEKAY KaTEeropusiMmum 1 NOBTOPATLCA B Pa3HbIX
pasaenax. 4na NosHOULEHHOM NOATOTOBKM PEKOMEHAYEM U3YUNTb BCE KAaTEropuu.

BbICTpbIii NOUCK: HaxkmuTe Ctrl + F 1 BBeAWUTE HECKOJIbKO NEPBbIX CNOB BOMNpoca nogpasa. He
KONMpyiTe BONPOC LEIMKOM — MepeHOoCbl CTPOK, INLWHWE Npobenbl Nan CKPbITbie CUMBOJIbI MOTYT
nomellaTb NOUCKY. Ecnm Bonpoc He HaxoanTcs, nonpobyiiTe BBECTM YacCTb BapMaHTa OTBETa, a 3aTEM
CpaBHUTE HaWAEHHbIV BONPOC C UCXOLAHbIM.

2 KaTeropwus

BepHyTbcA B HaYano

Ycnosuem coxpaHeHUA nepudepuyeckon Kposu 4aa Mcnonb3osaHusa ee B IHK-anarHoctuke
ABNAeTCA:

A. xpaHeHwue B xonoannbHUKe Ha +40C;

B. 3amopo3Ka Ha -20C n xpaHeHMe B MOPO3U/IbHUKE HEODBX04MMOE Bpems;
B. xpaHeHWe Heaento NpyM KOMHATHOM TemnepaType;

I. XxpaHeHue B TepmocTaTe npu +37C;

[. cBeXyto KpOBb HENb3A UCNO/Ib30BaTb.


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

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamu. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1IeMEHT MOXKeT bbiTb BbibpaH oguH pas. Knacc 6onesHen

A. AMMHOauuaonaTumn

b. OpraHnyeckue aunaypum

B. BonesHu HelipoTPaHCMUTTEPHOro obmeHa

I. In3ocomHble 60ne3Hn MeToapbl NoATBEPKAEHUA AUarHo3a

1. KonnuectBeHHOe onpegeneHne aMMHOKUCAOT KPOBU, MOUYMU, CTMHHOMO3IOBOM }KUAKOCTH,
OHK-puarHoctuka

2. dH3umopguarHoctuka, AHK-anarHocTMKa

3. KonnuectBeHHOe onpeaeneHne opraHMYeCKUX KUCNO0T MOYM, NAa3Mbl

4. KonnuyecTBeHHOe onpeaeneHne KatTexol1aMUHOB, aMUHOKUCAOT (KpOBb, MOYa,
CMMHHOMO3roBas }XUAKOCTb)

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

b.A-2;6-1;B-4;T-3
B.A-2;,6-4;B-1;I-3
rA3;,6-4,B-1;I-2
O.A-1,6-3;B-4;T-2

MneioTponHoe peiicTBUE reHa He NPOABAAETCA NPU:
A. deHunKeToHypuu;

b. ranakTozemuu;

B. cuHapome MapddaHa;

. peTaNbHOM a/IKOr0/IbHOM CUHA,POME;

L. apaxHogakTuauu.

K metogam guddepeHunanbHOro oKpawmBaHUA XPOMOCOM, BbIIBAAIOLWMM NONEpeYHyo
MCYEPUYEHHOCTb, cneuudUUHYIO ANA KAXKA0M XPOMOCOMbI OTHOCUTCA:

A. H-OoKpalwmBaHue;

b. C-oKpawmBaHue;

B. R-oKpalwmnBaHue;

. AOP-oKpalwmnBaHue;

[. FOS- okpawmBaHue.

OnAa ranakrosemun TMn 1 xapakrepHo:

A. pa3BuUTHe cencuca;

b. KaTapakTa;

B. MHOeCTBEHHbIE MOPOKU;

I. renatomeranua ¢ HapyweHnem GyHKLUUN NeYEHN;
[. noBblWeHWe KOHUEHTPAUUM ranakTUTona.



3aKk/l04eHUe LMToreHeTMYEeCKOro uccnea0BaHUA A0NXKHO BKAKOYATb BCe, Kpome:
A. flaHHble O NauneHTe;

b. Npu4nHY HanpaBaeHUA Ha UcCnen0BaHME;

B. popmyny KapmoTmna, 3anucaHHyto B cootBeTcTBum € ISCN;

I. NONHbIM NepeyYeHb reHOB, BbIAB/IEHHOIO HAPYLUEHWUS;

[. Ha3BaHWe nccnef0BaHHOM TKAHM.

Mpu BbIABNEHUM HacNeACTBEHHOro 3a601eBaHMA Y pa3BUBalOLLErocA Nnoaa cyabby atoro nnoaa
(npogonkeHne 6epemeHHOCTM Unn abopT) B NpaBe peLuaTtb:

A. TONbKO Bpauu;

B. TonbKO poautenu;

B. TONbKO maTb;

I. penurnosHble 06beanHeHUs;

[. rocyaapcTBeHHble OpraHbl 34PaBOOXPAHEHMS.

bAn3Heu0BbliA MeToa, B MeAULMHCKOMN FreHeTUKE UCNO/b3yeTca aas:
A. onAa pacyeTta KOHKOPAAHTHOCTY;

b. onpeneneHna 4acTtoTbl NATONOINMYECKOro annensa B Nonynaunuy;

B. AnA n3yyeHmAa NpuUYmnHbI BO3SHUKHOBEHMA MyTaLMIA;

I. OLLeHKM YaCcTOTbl BOSHUKHOBEHUA MyTaLUui;

[. Ana n3yyeHua «monyalmx» nocnegosatenoHocten AHK.

Hanbonee nsyuyeHHoI anureHeTMYeCKon moguduKkaumen asnsetca:
A. CTPYKTYpPHbIE U3MEHEHUA OTLOBCKOM UM MAaTEPUHCKON XPOMOCOM;
b. cneundunyeckoe metnnmposaHme UMTo3nHoOB B CG-gMHYKNeoTUaaXx;
B. auetMnnmpoBaHue rmMcTOHOB;

I. ¢ochopunmpoBaHne rMCTOHOB;

[. 0fHOHYKNEOTUAHbIA NOANMOPPU3M POAUTENBCKUX XPOMOCOM.



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamu. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1eEMEHT MOXKeT bbITb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
BblGpaH HK pa3y. Xpomocombl

A. X

b. Y Tunbl xpomocom

1. CybmeTaueHTpUK cpegHero pasmepa

2. Manbit meTaueHTpUK

3. KpynHblii aKpoLLeHTPUK

4. KpynHbli MeTaLeHTPUK

5. Manbit aKpoL,eHTpUK

A.A-1;64

b.A-1;6-3

B.A-4;6-1

A-1;6-2

[0.A1;6-5

YCTaHOBUTE COOTBETCTBUE MeXKAY NpeAcCTaBAeHHbIMU No3numuamu. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTA BblbepuTe COOTBETCTBYIOLWMNIA NPOHYMEPOBaHHbIM 3n1emeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT 6bITb BbIbpaH 0a4uH pa3, 6onee 0gHOro pasa Uan He
Bbl6paH HU pa3y. 340pOBbIA YeNoBeK

A. My»XuunHa

b. eHwWwKHa XpomocomHbIii Habop

1. AiBe xpomocombi X

2. [iBe xpomocombl X U aBe xpomocombl Y

3. AiBe xpomocombi Y

4. OpHa xpomocoma X n ogHa xpomocoma Y

5. Tpu xpomocombl X

A A-1;6-4

b.A-1;6-3

B.A-4;b-1

r.A-1; 6-2

O.A-3; 6-5

B 3apaumn nabopartopuii HeOHaTaIbHOTO U BUOXMMUYECKOTO CeNIeKTUBHOIO CKPMHUHIA Ha
HacneacTBeHHble 60n1e3HM 06MeHa MeANKO-TeHeTUHECKOWU KOHCY/IbTaluu BXOAUT BCE, KpOMe:
A. cenekTuBHbIN BUOXMMUNYECKMIA CKPUHUMHT (NpocenBaHmne) Ha HBEO B cembsix;

b. opraHunsauma n nposeaeHMe MaccoBOro CKpUHMHra Ha HEO;

B. pa3paboTka HOBbIX METOA0B aHaIN3a HacneACTBEHHbIX bonesHel;

. noaTBepKAeHMe aMarHo3a GeHUNKETOHYPUN N BPOXKAEHHOMO MTMNOTMPEO3a Y AETEN,
BbIIBNIEHHbIX MPU HEOHATa/IbHOM CKPUHUHTE;

[. BUOXMMMYECKUIA KOHTPO/b 33 1Ie4eHMeM 601bHbIX GEHUNKETOHYPUEN.



BeKTopHble KOHCTPYKL MM 6bIBalOT:

A. BCe BEPHO;

b. parosbie;

B. Ha OCHOBE MUCKYCCTBEHHbIX XPOMOCOM APOXKKEN;
. nhasmumaHble;

L. KocmugHble.

bonbHOM 28 neTt cpepHero pocTa, rMNePCTEHUYECKOro TeNOCNI0XKeHUA. B geTcTBe onepuposaH
no nNoBoAy CTBO/10BOI PpopmMbl runocnaguun. FreHUTannmM pasBuUTbl N0 My*KCKOoMy TUNy. MOLLOHKa
pa3BuTa yaoBAETBOPUTENbHO, 062 ANUKA 06bIYHbIX pa3mepoB, ApAbaoBaTbl. BbiparkeHa
NUrMeHTauuA reHUTanunii. Poct Bonoc Ha 106Ke APKO BbipaXKeH, TUM OBOJIOCEHUA MYXKCKOM.
PocT Bonoc Ha nue Havyanca B 17-18 net, BONOCAHOM NOKPOB HAa inue pa3suT. XeHar ¢ 25 ner.
*eHa ob6cnepoBaHa, 3g0poBa, 6epemeHHOCTEN He Bbino. A yTouHeHUA guarHosa 6o1bHoOMy B
nepeylo o4yepeab Heo6Xo4MMo NpPoBecTy:

A. peHTreHON0rnM4yeckoe nccneaoBaHue;

b. yMToreHeTHMYecKoe nUccnenoBaHue;

B. onpeaeneHne ypoBHA NONOBbIX TOPMOHOB;

I. ynbTpa3ByKOBOE UCCNen0BaHWE OPraHOB Maioro Tasa;

[. cnepmorpammy.

[Nna ranakTo3eMumn XxapaKTepHo:

A. 3a60/1€BaHUA CLENNEHO C NONOM;

B. B KpOBM U APYrMX BMONOTMYECKMX }KUAKOCTAX OTCYTCTBYET ra/lakTo3a;

B. npeHaTanbHaA ANArHOCTUKA Ha reHbl raakTo3eMnn Npu nocaeaytoller bepemMeHHOCTU He
NnoKasaHa;

[. CMbICN 1eYEHUNA — UCKNIOUYEHME MULLLEBbIX MPOAYKTOB, COAEPMKALUMUX ralakTo3y;

[. pebeHKa cnegyet KOPMUTb TONbKO Py AHBIM MOJIOKOM.

XpomocomHblii Habop xapakTepHbi ana cuHapoma KnaliHdenbtepa cooTBeTCTBYET BCeMy,
Kpome:

A. 47, XXY;

B. 46, XY/47, XXY;

B. 48, XXXY;

.45, X;

. 48, XXYY.



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamu. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1IEMEHT MOXKeT bbiTb BbIbpaH oguH pas. Tun HacnenCTBEHHOIO
3aboneBaHuA

. MoHoreHHoe 3aboneBaHue

. MuKpopgeneynoHHbIA CMHAPOM

. bBonesHb 3kcnaHcum 3aboneBaHue

. MykoBucumnpos

. Cunapom Bunbamca

. CuHapom ¢pparunbHoi X- XpoOMoCcombli

. PeTnHobnactoma

. Cunapom Aun-[xopaxxv

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

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

.A-1,4;b6-2;B-3,5
NA3,556-1,2,B-
O.A-1,4;,6-2,5,B-3

WO >UA,WNERE®OND>

BONbLIMHCTBO HAacNeACTBEHHbIX HAapyLUeHUU meTabonnsma obycnoBneHo:
A. LOMMHAHTHBIMW FreHaMu;

B. peueccuBHbIMM reHamu;

B. uMTONNa3MaTUYECKON HACNEeACTBEHHOCTbIO;

[. XpPOMOCOMHbIMM TPUCOMUAMM;

[1. TepaToreHHbIMM BO34eNCTBUAMM.

Mcnonb3oBaHue nNapadmHOBbLIX NPenapaToB TKaHeu ana nogreep:kaaowen AHK-anarHoctnkm:
A. na, BO3MOKHO;

b. HeT, Henb3s;

B. BO3MOXXHO, TONbKO onpeaeneHHOoM TKaHu;

. BOSMOXHO, TONIbKO ANA CBEXEro matepuana;

[. Henb3Aa us-3a 4INTENbHOrO XPaHEHNA TKaHW.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1IeMEHT MOXKeT bbiTb BbibpaH oguH pas. Knacc 6onesHen

A. bones3Hu yrnesogHoro obmeHa

b. MuToXoHApPUanbHble 6onesHn

B. Bone3Hu HapyLeHUA MUTOXOHAPUAIbHOIO B-OKUCNEHUA }KUPHbIX KUCNOT

. NepokcucomHbie 6one3HM MeToabl NOATBEPKAEHUA AUarHo3a

1. Harpy3ouHble TecTbl (FNOKO3HaA KpMBas). JH3MMOAMUArHOCTUKA KOMMJIEKCa AbiXaTeIbHOMI
uenu. AHK-guarHoctuka

2. KonnyectBeHHOe onpeaeneHne o4eHb AJIMHHOLLENOYEYHbIX XXUPHbIX Kucnot. AHK-
ANArHoCTUKa

3. KonnuectBeHHOe onpeaeneHne MOHO- U AUCAXapuAaoB U UX MeTaboNMTOB B KPOBU, MoOYe.
dH3nmoamarHoctuka. AHK-anarHocTuka

4. KonnyecteseHHOe onpeaeneHue KapHUTUHA, ero 3pupoB, XUPHbIX KUCNOT.
SH3nmoamarHoctuka. AHK-anarHocTnKka

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

MaccoBomy 6MoOXMMUYECKOMY CKPUHUHIY NOANEXKUT 3aboneBaHue:
A. HelpodubpomaTos;

b. remoxpomaTos;

B. myKononucaxapmaosbi;

. GeHUNKeTOHYpuUSA;

[. mbiweyHas auctpodus AroweHHa.

MpuunHoOI BO3HMKHOBEHUA HacneaCcTBEHHbIX AedeKToB obmeHa asasoTcA:
A. U3SMEHEeHMe YMca XPOMOCOM;

b. reHHble MyTaumu;

B. cbanaHcnpoBaHHbIe TPAHCOKALMK;

. reHOMHble myTauuu;

[. TepaToreHHble BO34eNCTBUA.

MoHatuio «MyTaumna» cooTBeTCTBYET BCe, KpOMe:

A. 3MeHeHWe NOCNea0BaTENbHOCTU HYKNEOTUA OB BHYTPU reHa (reHoB);

b. U3MeHeHMe Yncaa XpoOMOCOM;

B. M3MeHeHMe CTPYKTYPbl XPOMOCOMbI (XpOMOCOM);

I. eAMHUYHbIE ClyYan ayTOCOMHO-peLeccnBHbIX 3aboneBaHnin B NOTOMCTBE OT bpaKa AByX
3/10POBbIX CYMNpPYroB;

[. neneuma y4actka XpOMOCOMbI.



B pe3ynbrate KocBeHHOM [IHK-AMarHocTMKK onpegenatorca:

A. 60/1bLLIME XPOMOCOMHbIE NEPECTPONKY;

b. MyTauus, npuBoAsLLAn K HacneaCcTBEHHOMY 3a60/1eBaHUIO;

B. nHBepcun 1 TpaHCcAOKauuu;

. NaTONOrMYECKUI annenb, onpeaenstowmii NposiBAeHmne HacaeacTBEHHOro 3aboseBaHMA B
CeMbe;

[. rpynnbl cuenneHums.

Ona npeHTMPUKaLMmM Xpomocom He UCNO/b3yeTca:

A. BENIMYMHA XPOMOCOM;

B. pacnonoxeHue ueHTpomepsl;

B. HanMuKMe nonepeyHom UCHEPUYEHHOCTM XPOMOCOM MPWU OKPaLUMBAHUW;
[. HaNMYKNE CTPYKTYPHOM NEPeCcTPOIiKu;

[. dnyopecueHTHble 30HAbI.

CuHpgpom [layHa BO3HUKaAeT U3-3a HapyLUeHUA B:
A. N0/10BbIX XPOMOCOMAX;

b. 15 xpomocome;

B. 21 xpomocome;

. 5 xpomocome;

[. 18 xpomocome.

Ona nonyyenna AHK Ha ocHoBe BbigeneHHo PHK ncnonbsyerca:
A. AHK-nonnmepasa;

b. nurasa;

B. pecTpuKTasa;

. obpaTHaA TpaHCKpMNTa3a;

L. npotenHasa.

Ha moneKynapHom ypoBHe Tesiomepa COCTOUT U3:
A. CTPYKTYPHbIX reHOB;

b. anbda-caTtennuTHbIX NocnenoBaTe/IbHOCTEN;

B. GC-6oraTbix nocnenoBaTenbHOCTEN;

I. pacceAaHHbIX NOBTOPOB;

[. nosTopatowencs nocnegosatenbHocTm -TTAGGG-



BepoAaTHOCTb poXKaeHuA pebeHKa c cuHapomom MapdaHa, ecnm 1-i1 pebeHOK umeert aToT
CUHAPOM, 3@ POAUTENN 3[,0POBbI, COCTAaBAAET NPUMEPHO:

A. OK0O/I0 HYANSA;

. 25%;

B. 50%;

. 75%;

4. 100%.

K OCHOBHbIM 3TUYECKMM NPUHLUNAM NPEeHaTa/IbHO AUarHOCTUKU OTHOCUTCA BCe, Kpome:
A. 106pPOBOILHOCTb;

B. ncnonb3oBaHWe TONIbKO ANA NONYyYeHUs MHPOPMaLMKM O COCTOSIHUM 340POBbS NN0A3;

B. npuHyautenbHoe npepbiBaHMe HepeMeHHOCTH, B C/1y4ae BbIABAEHUA COLMANbHO-3HAYMMbIX
naToNorni;

. MeauKo-reHeTUYEeCKOe KOHCY/IbTUPOBAHME A0 M NOCaAe Npouenypbl;

[. yBarkeHue BbibOpa cynpyros, OTCYTCTBUE NMPUHYKAEHMUA.

MLP BknlovaeT cneaylowme ctagum:

A. feHaTypaunio, OTXKWT;

B. oTXKur, anoHrayuio;

B. AeHaTypaumio, OTXKUI, SN0HraLMIo;

. 0bpa3oBaHME UMMYHHOIO KOMNEKCA;
L. "M3nc MUMMYHHOrO KOMMNAeKca.

[nAa BO3HUKHOBEHUA pobepPTCOHOBCKOM TPAHC/IOKaLUM Heobxoanm:
A. 0iVH XPOMOCOMHbII Pa3pbls;

B. A4Ba XPOMOCOMHbIX Pa3pbIBa;

B. He MeHee TPEX XPOMOCOMHbIX Pa3pbIBOB;

[. XPOMOCOMHbIE Pa3pblBbl HE HYKHbl;

[. MHOXXeCTBEHHbIE XPOMOCOMHbIE Pa3pbiBbl.

KonxmumH npu npuroToBnieHUM XpOMOCOMHbBIX NpenapaToB UCNONb3yeTcA:
A. AnA yBeNIMYEHUs YMCNa MUTO30B;

B. oA HaKonN/IeHNa KNEeTOK, HAXOAALLMXCS B CTaaun meTadasbl;

B. oA nonyyeHus xopoluero pazbpoca XpomMocom;

I. oA ynydweHus Kavectsa anddepeHumanbHOM OKPacKkmM XPOMOCOM;

. ons paspylueHne n3bbITOYHbIX KNETOK.



XpomocomHble 60n1e3HU — 3TO:

A. 3ab0oneBaHus, NpU KOTOPbIX UMEET MECTO NONNMMOPPU3M FEeHOB;

B. cocToAHUA BCneacTBME TPUCOMMU XPOMOCOM;

B. CTPYKTYpHbIE XPOMOCOMHbIE NEPECTPONKY;

[. rpynna KANHUYECKM MHOT006pa3HbIX COCTOAHMIA, XapaKTePM3yEeMbIX MHOXECTBEHHbIMM
NopOKaMu pa3BUTUS;

[. HecbanaHCUPOBaHHbI XPOMOCOMHbIN Habop.

MpuunHamu BO3HMKHOBEHUA TPUCOMUN ABNAIOTCA:
A. TOYKOBble MyTauum;

b. ogHOpOaUTENbCKAA AUCOMUA;

B. oTcTaBaHWe xpomocom B aHada3ze;

I. HepacxoXgeHne XPOMOCOM;

[. nHTepcTuumanbHaa geneums.

Ecnm y npobaHaa nssectHa myTauums, NPUBOAALLLAA K HacieACTBEHHOMY 3a60neBaHUI0, KaK
onpeaennTb Hanune 3ToO MyTaLUKn y poACTBEHHUKOB:

A. NnpoBecT! CEKBEHMPOBAHME 3K30HA C MyTaLMen Y poACTBEHHUKOB;

b. onpegenvtb nonmopdHble MapKepbl, CLenneHHble C NAaTON0rMYECKMM annenem;

B. nposectu MNUP-NAP®P y poacTBEHHMKOB;

. NPOBECTM NOAHbBIA CKPUHWUHT MyTaLMI B reHe Hac1eACTBEHHOro 3aboneBaHus;

[. npoBecTn KapnoTMnNupoBaHue y poaCcTBEHHMUKOB.

C X-XpoOMOCOMOM CLLeN/eH reH:

A. appeHoreHUTanbHOro CMHAPOMA;

b. remodpunuu A;

B. cuHapoma KnaitHdenbTtepa;

. cuHgpoma Lepewesckoro-TepHepa;

. cnHapoma remopparmyeckom TeNeaHrmaKTasumn.

B 3apaumn yuutoreHeTUYECKOM 1abopaTopum permoHaibHON MeAUKO-TeHeTUYE CKOM
KOHCY/NbTaL U1 BXOAUT:

A. yTOYHEeHMe AnarHo3a HacneacTBeHHOro 3abonesaHma obmeHa BeLLECTB;

b. npoBegeHue uutoreHeTUYecKoro obcnenoBaHmna cemein n 60bHbIX C NOA03PEHNEM HA
XPOMOCOMHY0 NaTO/IOrUIO;

B. 06baAcHeHWe pe3yibTaToB 06C/1e40BaHUA KOHCYIbTUPYIOLMMCS B AOCTYMHOW ANA HUX POpME;
I. nposeaeHme cekBeHnposaHuna A HK;

[. npoBeaeHne neYeHra NaUMEHTOB C FEHETUYECKMMM OTKIOHEHUAMM.



[ OoKa3aTeNnbCTBOM TOroO, YTO Pa3BUTME PaKa CBA3AHO C NOBPEXAEHUEM reHOMA KNeTKU ABNAETCA:
A. HaIMYMe MHOTOUYMCEHHbIX MOBPEXAEHMM HACNEACTBEHHOIO annapaTta KNeTKM B ONyXOnsXx;

B. oHKOreHHoe aencTemne BUPYCOB, CNOCOOHbIX BcTpamBaTtbes B [HK;

B. cywiecTtBoBaHMe HacneACTBEHHbIX GOPM PaKa;

I. KaHLLepOoreHHoe AeNCTBUE PA3INYHbBIX MUTOFEHOB;

L. KpoccuHrosep.

K areHTam, Bbi3biBalOW MM reHHble MyTaLM1, OTHOCUTCA BCE, KpOme:
A. azoTucTasa KMUCNoTa;

b. akpuauHoBble Kpacutenu;

B. ankunumpyowme coeanHeHus;

[. ny4n peHTreHa;

[. kpaxman.

Mpu wnsodppeHn KOHKOPAAHTHOCTb MOHO3UTOTHbIX 6113Heu0B (MB) coctaBnsaeT 80%, a
AU3UroTHbiX 6amnsHenos (AB) - 13%. 3To cBA3aHO C TeM, YTO AaHHOe 3aboneBaHue
obycnosneHo:

A. reHeTMYeCcKMMM daKTopamu;

B. pakTOpamu BHeLLHel cpeabl;

B. pakTOpamm BHELLHEN cpeabl MpU onpeaeseHHOM reHEeTUYECKOM MPeapacnoNOKEHUN;

[. aNUreHeTMYEeCKMMM paKTopamu;

[l. HeNnoNHOM NeHeTPaAHTHOCTbIO ONpeaeNeHHOro reHa.

UYto TaKoe cpeaHAa rybuHa NOKPbITUA AaHHbIX BbICOKONPOU3BOAUTE/IbHOIO CEKBEHUPOBAHUA
OHK:

A. KONIMYECTBO HYKNEOTUAO0B B O4HOM NPOYTEHUM;

B. uncno npouteHu, cogepKamx TOT UM MHOWN HYKNeoTUA reHOMa;

B. cpeaHee YMcno NPoYTEHMI, COAEPKALLUX TOT UM MHON HYKNeoTUa reHOMa;

I. cpegHee KONMYECTBO HYK/1EOTUAOB B O4HOM NPOYTEHUM;

[. cpegHee YNCNO NPOUTEHUIM HYKNEOTUA0B BCEX IK30HOB UCCeAYEMbIX FEHOB;

YKaxkute nogpasaenieHue, KOTopoe He BXOAAT B CTPYKTYPY PErMoHanbHOM (MeXXpernoHanbHoM1)
MeAUNKO-TeHeTUYECKO KOHCYIbTaluK:

A. oTaeneHue pa3paboTKM MHHOBALUMOHHbBIX NPEenapaTos;

B. oTaeneHne meguKo-reHeTUYEeCKOro KOHCY/IbTUPOBAHWSA;

B. nabopaTopummn HEOHaTaIbHOrO U BUOXMMMUYECKOTO CE/TEKTUBHOIO CKPUHWMHIA Ha
HacnencTBeHHble 601e3HU 0bMmeHa;

. nabopaTopma UMTOreHEeTUYECKOM ANArHOCTUKI;

[. nabopatopma npeHaTanbHOM ANArHOCTUKN.



Ona npoBegeHna ceKkBeHUpPoBaHMA No CaHrepy Heobxoaumo:

A. HecneuudUyeckuii npammep;

b. nonnmepasa;

B. pecTpuKTasa;

I. cneumanbHble HYKNeoTUAbl, TEPMUHUPYIOLLME NOTMMEPU3ALNIO;
L. nonnmep.

OnAa poKasaTtenbCcTBa My/ibTU(dAKTOPUANbHOMU NpUpPoAbl 601e3HN UCNONb3YIOT BCe
nepeyYuncsieHHble MeToAbl, Kpome:

A. 6113HelBbIN;

b. uccnepoBaHmne accoumaumm reHeTUYECKUX MapKepoB ¢ 6onesHblo;

B. uMToreHeTnyeckumi;

I. KAIMHUKO-TeHeaNorn4yecKkuni;

[. nonynaumMoHHO-CTaTUCTUYECKUN.

YCTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumuamu. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTA BblbepuTe COOTBETCTBYIOLWMIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT 6bITb BbIbpaH 0auH pa3, 6onee 0gHOro pasa UaAn He
Bbl6paH HM pa3y. MeHbl

A. MNMpOTOOHKOreHbl

b. MeHbl-cynpeccopbl onyxonesoro pocta OnpeaeneHue

1. Mo31UTHUBHDbIE pPerynaTopbl, CTUMYAUPYIOLWLUE AeNleHUe KNeTKH

2. HeratuBHble perynatopbl, NPenATCTBYOLWME AeNEHUIO KNeTKU

3. He umetoT OTHOLLEHUA K ACNIEHUIO KNEeTKU

4. MoneKynbl, ycunusatowme aecteme apyrmx 6enxkos

A A-3;b-2

b.A-1;6-3

B.A-4;b-1

r.A-1; 6-2

0.A-3;6-4

O6paboTKa KynbTypbl KNETOK TMNOTOHUYECKUM PacTBOPOM Heobxoauma:
A. oNnAa yBeNn4yeHna 4Yncna MUTo30Bs;

b. oANnA 3a4epKKM OeNAWmMXCa KNETOK Ha cTaaumn metadasbl;

B. 4na nonyyeHuns xopoluero pasbpoca xpomocom;

. ANA nyywero oKpawmnBaHMA XPOMOCOMHbIX NpenapaTos;

[. Ans paspyleHne n3bbITOYHbIX KNETOK.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1eEMEHT MOXKeT bbITb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
BblOpaH HM pa3y. 3aboneBaHue

A. MNMonHaa TecTMKyNApHaa peMuHU3aLMA

b. HenonHasa TecTukynapHaa pemunHmnsauma Bospact maHudecrayum

1. Nepuvoa HOBOPOKAEHHOCTU

2. MNepsblit rog, }XU3HU

3. NepBoe pecatnnetune

4. Nepuopg NonoBoro cospeBaHUA

5. 3penbiv Bo3pact (nocne 30 ner)

A.A-1;B6-5

6.A-4;B6-3

B.A-4;b6-1

r.A-1;6-2

O.A-3;6-1

AneKTpodopes ABNAETCA METOAO0M:

A. onpegeneHna HykKneotnaos B nocnegosatesnbHocTn [HK;

b. pasaenenuns ¢pparmeHtos JHK no pasmepy nosa AencTBUEM 3NEKTPUYECKOTO TOKa;
B. onpeaeneHna Konmyectsa BUPYCHbIX YacTuL;

. onpeaeneHna akTMBHOCTU GEPMEHTOB;

[. nccneposaHuna KapmoTtuna.

KapTtbl, eguHULEN U3MepPEeHNA KOTOPbIX ABNAETCA YacToTa peKoOMbUHauum:
A. HYKN1leoTUaHbIE;

b. reHeTMYecKue;

B. ¢pm3nueckume;

. XPOMOCOMHbIE;

L. pecTpuKLUMOHHbIe.

Mbpupgmsauums in situ c 10Kyc cneuymnpuyeckumm npobamm nosponserT:

A. n3yumnTb Kapmnotun 601bHOrO;

B. nonyuntb MHPOPMaLMIO O NEPECTPOMKAX UCCAEAYEMOro N0Kyca y 60NbHOrO;
B. nonyuntb nHpopmaumio 0 MyTaLmMAX B reHe;

I. onpeaenutb NAPD;

[. onpeaennTb HYKNeoTUAHbIN COCTaB UCCNEAYEMOrO 0KYCa.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1IeEMEHT MOXKeT bbiTb BbIbpaH oguH pas, 6onee ogHOro pasa uau He
Bbl6paH HU pa3y. HOBOPOXKAEHHDbIN

A. [loHOLWEHHDbIN

b. HepoHoleHHbli CpoKu 3a6opa KPoBU ANA CKPUHUHIA

1. Cpasy nocne poxpeHus

2. B nepBblii AEHDb YXU3HU

3. Ha yeTBepTblii AEHb XU3HU

4. Nocne 10 gHEN XKU3HU

A.A-1;64

b.A-1;6-3

B.A-4;6-1

A-1;6-2

N.A3;6-4

KnnHnyeckMmm noKasaHuamm gns nposBeaeHus XpOMOCOMHOIO aHan3a ABAAKTCA:
A. 611M30pYKOCTD;

b. HapyLweHna pa3BuTUS;

B. BpoXAeHHble MOPOKM Pa3BUTUA;

I'. XPOHUYECKMe BOoCNanuTesbHble 3ab0neBaHus;

[. BupycHble 3aboneBaHus.

MoKasaHuem pgnA NnpoBegeHUA MONEKYNAPHO-LUTOreHeTUYe Ko anarHoctuku (FISH-meTopa)
ABNAeTCA:

A. HaiYne MyKoBUCLMA03A B CEMbE;

b. HaAMYMe remoxpomaTo3a B CeEMbe;

B. Bo3pacT matepu oo 35 ner;

. nogo3peHme Ha Mo3anumM3am No onpeaeneHHOMY XPOMOCOMHOMY CUHAPOMY;

L. nogo3speHne Ha cnHgpom LayHa.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1IeEMEHT MOXKeT bbITb BbIbpaH oguH pas. MoKa3aHua K uccneaoBaHUIO

A. UutoreHeTnueckomy

b. FISH-meTogom MpoasneHne reHeTUUYECKOM NaToN0rMmn

1. KnnHnyeckme npusHaku, No3BoAsAKOLWME NPeAN0N0KUTbD MO3auLU3M No onpeaeneHHOMY
XPOMOCOMHOMY CUHAPOMY

2. YMCTBEHHaA OTCTaNOCTb poauTens, NpeAnooKUTEIbHO XPOMOCOMHOIO NPOUCXOXKAEHUSA
3. B aHamHe3e MepTBOPOXKAEHHbIE AeTU UUN AETU C BPOXKAEHHbIMU NOPOKAMU Pa3BUTUA

4. Noao3peHne Ha CKPbITYIO XPOMOCOMHYIO NepecTPoiiKy

5. CocTosAHMe nocne TPAHCM/IAHTAL MU KOCTHOTO MO3ra, KOraa AOHOP U PeLMnUeHT pa3Horo nona
A.A-2,3;6-1,4,5

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

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

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

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

Mbpuamnsauma in situ c meyeHbIMM 30HAAMU NO3BONAET:

A. nokann3oBaTb NOC/AEA0BaTENIbHOCTb 30HAA HA XPOMOCOME UM B €€ IOKYCE;
B. M3yunTb PECTPUKTHYIO KapTy 30HA3;

B. nccnenoBath HYKNEOTUAHbIN COCTAB 30HA3;

[. nccnepoBaTh PAcCTOSHUE MEXAY 30HAAMM;

[. onpeaennTb NOCAeA0BaTe/IbHOCTb PACMNONOMKEHNA FEHOB B XPOMOCOME.

Bnorruur AHK no Cay3epHy npepcraBnsaeTt coboi:

A. nnasnenune HK;

b. nepeHoc geHaTtypupoBaHHoM AHK Ha HUTPOLENON03HbIN GUALTP AN NocaeayoLLen
rmbpuansaumm;

B. npucoeanHeHune nonn-A-nocnenoBaTtenibHOCTU K 3'-KOHUY ayKapuoTtmuyeckoi PHK;

I. ynbTpaueHTpmndyrnpoBaHune B rpagueHTe NaoTHOCTY;

L. cekBeHnpoBaHue [HK.

Ona ranakrosemuun TMn 3 He XapaKTepHo:

A. nosbieHne KOHLEHTPaLMN ranakTosbl;

b. KaTapakTa;

B. renatomeranusa ¢ HapyweHnem QyHKLMM NeveHu;

. NOBbIWEHNE KOHLEHTPALUUWN ralakTUTONa;

[. nedeKT reHa, Kogupyowero ypuann-gnpucdart-raHakto3o-4-anmMmepasbi.



MNpo6a ®enunHra BbiIABAAET HaiMUME B MoOYe:
A. KETOHOBDbIX Ten;

b. peHnnanaHuHa;

B. deHnNKeTOKMCNOT;

. beHnnrnapasmHa;

[. roMOreHTU3NHOBOM KUCNOTbI.

YCcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBAeHHbIMU No3numamMmnu. [na Kaxaoro 6yKkBeHHOro
KOMMOHEHTA Bblbepute COOTBETCTBYIOLMUIA MPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMePOBaHHbIN 3/1IEMEHT MOXKeT bbITb BbIbpaH oauH pa3. Bua myrauuu

A. TeHOMHbIe

b. XpomocomHble XapaKrep myTauum

1. Tpucomua no aytocomam

2. PeunnpokHas c6anaHcMpoBaHHaA TPAHC/IOKALMA

3. leneunn, nHcepuUmn

4. Monncommsa No NONOBbIM XPOMOCOMaM

5. Alynamnkauyma

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

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

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

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

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

OnA KynbTMBMPOBAHUA KyNbTypbl iMMmoLUToB nepudepudeckoii Kposm Heobxoaumol Bce
nepeyncieHHble UHrPeANeHTbl, KPOMe OAHOrO:

A. cpegbl Urna;

b. pacTBopa r/itoKoOHaTa Kanbums;

B. CbIBOPOTKM KpoBY;

I. puTOremarrntoTUHUHA;

[. aHTMB6MOTMKOB.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMaAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT
MmoKeT 6biTb BbibpaH 0aUH pa3, 6onee ogHoOro pasa uam He BbibpaH BoBce. MpuunHa
3aboneBaHuA:

A. NaToreHHbIN BapMaHT B MUTOXOHAPUANIbHOM FreHOME;
b. MaToreHHbIA BapUaHT B AAE€PHOM reHOMe;
B. O6pa3oBaHMe NaToreHHbIX KOHroMmepaToB 6enkKa. 3abonesaHue :
1. CuHapom MELAS;

2. Atpodusn 3putenbHoro Hepsa Jlebepa;
3. CuHppom PeKknuHrxayseHa;
4. CuHapom AHrenbmaHa ;

5. ®eHnnkeTOHYpPUA
A.A-3,4;6-5;B-1,2

b

B

r

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

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

4
4
5

CpeAHAA A/IMHA 3K30Ha B 6€/10K-KOAMPYIOLMX reHaX YeNoBeKa B Napax HyKaeoTnaax
COCTaBNAET:

A.525;

b. 200;

B. 170;

r.37;

4. 1587;

BepHble Bce nepeuyncnieHHble yTBEPXKAEHUA OTHOCUTENbHO annenbeneuupuiHomn
rmbpunamnsauum ¢ ONMroOHYKNEeOTUAHbIMU 30HAAMU, KPOME OAHOr0:

A. HeobxoaMMmo 3HaHWe myTaumu, obycnoBamBatoLen AaHHOe 3aboneBaHue;

b. nepeg, Havyanom AHK-anarHocTMKM HeobxoaMMO 3HaHWE NOC/1eA0BaTe/IbHOCTM;BCErO reHa,
BK/It0YAA pNaHKMpYLoLWMe perynaTopHbie Nocaen0BaTe/lbHOCTY;

B. MOXeT ncnonb3oBaTbCs AN AUATHOCTUKU CEPMNOBUAHO-KNETOUYHOM aHEMUMY;

. AnAa AMarHoCTnKM aoctatovyHo JHK HECKONbKUX Y41eHOB cemMbU;

[. 3TOT ANarHOCTUYECKUA MeToA, NPUMEHUM ANA HEBObLLIOrO YMCNA FeHHbIX BonesHelN.

Pasamep reHOma 4YenoBeKa cocTaBafeT NpUuMepHo:
A. 6,000,000,000 n.H.;

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

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

4,639,221 n.H.;

. 6,000,000 n.H.;



DOna uccneposanua F-teney Heobxoaumbi:
A. CBETOBOI MMKPOCKOM;

B. NOMWHECLLEHTHbIN MUKPOCKON;

B. 6BUHOKyNsipHas nyna;

[. 9NEeKTPOHHbIN MUKPOCKON;

L. ®a30BO-KOHTPACTHbIA MMUKPOCKONM.

Ona cuHapoma LepeweBckoro-TepHepa He XapaKTepHoO:
A. nepBuYHan ameHopes;

b. moHOCOMMUA 45, X;

B. nonHoe oTcyTCcTBME BONOC;

I. HU3KUM pocCT;

[. KpblIOBMAHbIE KOXHbIEe CKaZAKM B 0b6nacTu wen.

leTeporameTHbIM Ha3biBaeTCcA:

A. non, B AUNIONAHOM KNETKE KOTOPOro MMELOTCA ABe OANHAKOBbLIE NOM0BbIE XPOMOCOMbI;
B. non, B AMNNOMAHON KNETKE KOTOPOro MMEITCA ABE Pa3Hble NO0BblE XPOMOCOMbI;

B. opraHmMam ¢ GeHOTUNMYECKUMM NPU3HAKAMMN MYMKCKOTO NONa;

. opraHM3am ¢ GeHOTUNUYECKMMM NPU3HAKAMM KEHCKOTO MNoNa;

[. opraHM3mM ¢ XPOMOCOMHbIMM NEPECTPONKAMM MOJIOBbIX XPOMOCOM.

MoHATME KapTMpPOBaHUA reHOMa YeslIoBeKa BKOYAeT B cebA Bce, Kpome:
A. M3y4yeHWne TOHKOM CTPYKTYpbl reHa

B. onpegenenue rpynn cuenneHus;

B. u3yueHue aKkcnpeccum reHa;

[. NOCTPOEHMe AeTaNbHbIX XPOMOCOMHbIX KapT;

[1. BbIACHEHWE NO/IHOTrO FEHETUYECKOrO COCTaBa BCEX XPOMOCOM Yes10BEKa.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIM 3/1IeEMEHT MOXKeT bbITb BbibpaH oguH pa3. Tunbl nepecTpoek

. leHOMHbIE

. XpomocomHble MepecTpoitku

. UHBepcumn

. Noannnongumn

. TpaHcnokaumm

. Aeneunn

. Tpucomum

. Monncomum

7. Aynankauyum

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

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

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

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

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

OV A WNEROD>

B cocTaB peakTMBHOI cmecHu ana amnanduKaumm BXogUT Bce, Kpome:
A. HyKneotuadpocTpaTos;

b. AHK-nonnmepasbl;

B. MOHOB MmarHus;

. AHK maTtpuupl;

A. OHK-nvrasbl;

YCcTaHOBUTE COOTBETCTBUE MEXKAY NPeAcTaBNeHHbIMU No3nLUamu. Ana Kaxkaoro 6yKkBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMNIA MPOHYMEPOBAHHbIN 3n1emMeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT bbiTb BbIbpaH oauH pa3. HacnepcreeHHas 6onesHb
obmeHa BewecT

A. BpoXXAaeHHblii rMnotupeos

b. ®eHUNKeTOHYpPUA

B. AgpeHoreHMTaNbHbIN CUHAPOM

. Mykosucuunaos

. Fanakto3emua AHanuT, KOTOpPbIA onpeaenaeTca NP MacCOBOM CKPUHUHIE HOBOPOXKAEHHbIX
1. Nanakrosa

2. TupeoTpOnHbIN FOPMOH

3. 17-rmapokcunporectepoH

4. UMMYHOpPeaKTUBHbIA TPUNCUH
5. ®eHnnanaHuH B KPOBU
A.A-1;,6-4,B-3;T-5,1-2

b
B
r

.A-2;6-4;,B-1;T-5,1-3
.A-3;6-2;B-1;T-5;4-4
A-2;6-5;B-3;T-4;,4-1
O.A-5,6-2;B-3;I-1; 41-4



MpumeHeHne MONEKYNAPHO—LLUTOreHeTUYECKUX METOA0B ANArHOCTUKM C NOMOLLbIO
xpomocomocneuudpuuecknx npob AHK nossonaer caenartb Bce, Kpome:

A. BbIABUTb NPOUCXOXKAEHME [,06aBOYHBIX MapPKEPHbIX XPOMOCOM UAN MUHUXPOMOCOM;

b. onpeaennTtb CNOXKHbIA XPOMOCOMHbIM MO3anLM3M MPU HEBbICOKOM COAEPKAHNN aHOMANbHbIX
K/IETOK B KapnoTune;

B. cekBeHMpOBaTb 3K30M;

. MAEHTUOMLUMPOBATL XPOMOCOMbI, BOB/IEYEHHbIE B C/I0XHbIE NEPECTPONKY;

L. YTOYHUTb TOYKM PA3pPbIBOB aHOMANIbHbIX XPOMOCOM.

HacneacrtBeHHaa npeapacnonoXeHHOCTb NpU MynbTudaKTopuanbHbiX 6onesHax 6onee Bcero
cBA3aHa:

A. c reorpadpuyeckMmmn pasanynaMm 4acToTbl;

B. ¢ couManbHO-3KOHOMUYECKMMM Pa3NMYMAMM YaCTOTbI;

B. C ce30HHOCTbIO0 3a601€BAEMOCTU U POXKAEHNA BONbHbIX;

[. c cemeiiHbIM HaKoMAeHMeM B 3aBUCMMOCTU OT CTENEHU POACTBa C NpobaHaom;

[. c U3MeHeHNAMM YacToTbl 3a60N1eBaHNA MO rogam.

[Ona npoBefeHUA LUTOreHeTUYECKOro aHaz1M3a UCNONb3YIOT BCE NepevyncieHHoe, Kpome:
A. KNeTKM KOCTHOro Mo3ra;

B. KneTku neyeHu;

B. cumdounTbl nepudepmnyeckon Kposwu;

. 6MONTaT CEMEHHUKa;

[. buonTaT XopuoHa.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACcTaBNeHHbIMU No3nLUamu. Ana Kaxkaoro 6yKkBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLMNIA MPOHYMEPOBAHHbIM 3n1emMeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT bbiTb BbIbpaH oaguH pa3. Tun ocHoBaHUM

A. MNMypuHbI

b. MupumnauHbl HazBaHMe OCHOBAHUA

1. AgeHuH

2. TumuH

3. 'yaHuH

4. Unto3uH
A.A-1,3;6-2,
b.A-1,2;6-3
B.A-1,4;b65-2,
r.A-3,4;6-1,
A0.A-2,3;6-1,

’

4
4
3
2
4



MeToapbl nabopaTopHOU ANArHOCTUKKU Heobxoaumble ANA UCKAKUYEHUA HapyLleHU obmeHa
OpraHn4eCcKUX KUCNOT:

A. anektpodopes;

b. cekBeHnpoBaHue HK;

B. TOHKOC/10MHaA xpomaTtorpadus;

I. TaH4EeMHas MacC-CNEKTPOMETPMUS;

[. onpeaeneHne akTMBHOCTU pepMEHTOB B 3PUTPOLLMTAX.

YcTaHOBUTE COOTBETCTBUE MEKAY NpeAcTaBAeHHbIMU NO3ULMAMU. [na KaXKaoro 6yKBeHHOro
KOMMOHEHTA Bblbepute COOTBETCTBYIOLMIA MPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMePOBaHHbIN 3/1IEMEHT MOXeT bbiTb BbibpaH oauH pa3. TepmuH

A. AnnenbHasa reTeporeHHoOCTb

b. MneitoTponHocTb

B. BapuabenbHas aKkcnpeccMBHOCTb

. AHTMLUMNaumA

. KpoBHOpoAacTBeHHble 6paku

E. JloKycHasa reteporeHHoCcTb Cutyaumsa

1. 25-neTHAA fo4b Cc aTpodurei U cnabocTblo CKeNETHbIX MbILL, 65-1eTHEero My»K4YnHbI C
KaTapakrtoii 6e3 cMMNTOMOB MUOTOHUYECKOI AUCTPodUmn poauna pebeHKa ¢ TaxKenomn
MbILLEYHO cNaboCcTblo U 3a4ePXKKOM pa3BUTUA

2. Mpwm nectpoit noppupum (ayToCOMHO-40MUHAHTHOM HapyLueHuu 6uocuHTe3a nopdpupurHa)
BO3MOXHbl POTOUYBCTBUTE/IbHOCTb KOXKU, 60211 B }KnBoTe, nepudpepuyeckas HemponaTma u
3aNn304bl NCUXUYECKUX HapyLLeHUi (NCuxXo3sbl).

3. Y cecTpbl MYXU4MHbI C TAXKE/IbIM CKO/IMO30M U MHOXXECTBEHHbIMU NOAKOKHbIMU
Helipopubpomamu nmeroTca nnekcupopmHbie Henpopmnbpombl, a y ee 30-neTHero cbiHa
06Hapy»KeHbl y3e1Ku J/Iulia U BECHYLUYATOCTb B NOAMbILIEYHbIX 061acTaX

4. Peakasa ¢popma ayTOCOMHO-peLLeCCMBHOM HEeAOCTaTOYHOCTU COMATOTPONHOIrO rOPMOHa
06Hapy)XMBaeTCcA TO/IbKO B HEKOTOPbIX MaZieHbKUX AepeBHAX B LLBenuapcknx Anbnax

5. KaK HOHCeHC-myTaumMum, TaK U AeNeLMn reHa OpHUTUHTPaHCKap6amunasbl obycnosnusator
pa3BuTMe NeTaNbHO HEOHATA/IbHOW FTMNepPamMMOHNEe MU BCeACTBUE OTCYTCTBUA
OPHUTUHTPAHCKap6aMmnAasbl - BaXKHOTO NeYeHOYHOro GpepmMeHTa LKA MOYEeBUHbI

6. CyLLLeCcTBYIOT KaK ayTOCOMHbIE, TaK U X-cuenieHHble GopMbl MUTMEHTHOIO PETUHUTA
A.A-5,b6-2;B-3;T-4,40-1,E-6

6.A-1;6-3;B-2;T-5,1-4,E-6
B.A-1;6-3;B-2;I-6;1-4,E-5
rA56-2;B-3;r-1,4-4,E-6
O.A-1;,6-5;B-2;1-6;-4,E-3

YKaxuTe yupekaeHUA 34paBooXpaHeHUA, KOTOpble He YY4acTBYIOT BO B3aMMOAECTBUMN ANs
OCYLL,eCTB/IEHUA MOHUTOPUHIA BPOXKAEHHbIX MOPOKOB Pa3BUTUA:

A. poannbHbIA A0M;

b. AeTCcKaa NONVMKNANHUK];

B. npo3eKkTypa;

. Me4UKO-TeHeTUYECKasA KOHCYNbTaLms;

[. B3pocnan NonMKAUHKKA (cTaumoHap).



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numamu. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1IeEMEHT MOXKeET bbiTb BbIbpaH oguH pas, 6onee ogHOro pasa uau He
Bbl6paH HM pa3y. 3aboneBaHne

A. CuHapom Bunbamca

b. Cungpom Aun-AkopaXxu

B. Cungpom Cmuta-MareHuca

. Cunapom lMpapepa-Bunnn eneuunsn

1.22q11

2.17p11.2

3.7ql11.2

4.15q11

K 3a6oneBaHMaAM, CBA3aHHbIM C SKCNAHCUEN TPUHYKNEOTUAHDBIX NOBTOPOB OTHOCUTCA:
A. nefiumHo3;

b. xopeu €HTUHITOH3;

B. cuHgpoma JloypeHca-MyHa-bapae-bunns;

. PEHUNKETOHYPUA;

[. cepnoBnAHO-KNEeToOYHaA aHeMuA.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeacTaBNeHHbIMU No3uumamu. ina Kaxkporo
NPOHYMePOBaHHOIO 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT
MoOXKeT bbITb BbibpaH oauH pa3, 6bonee oaHoOro pasa nam He BbibpaH Bosce. TuN HacneA0BaHUSA:
A. AYyTOCOMHO-peLLeCCUBHbIN TUN;

b. AyTOCOMHO-A,0MMHaHTHbI TUN. 3aboneBaHue:

1. BpoxkaeHHble NOPOKU cepaua;
2. Muopguctpoodpusa [jloweHHa;

3. NMunopocreHo3;

4. PeHUNKETOHYpHUA.

5. Hepodpubpamoros.
A.A-4;,b-3;
b
B
r.
A.



CMHaNTOHEMHbII KOMNEKC — 3TO:

A. peuenTopbl CNOXHOM Cyb6beANHUYHOM CTPYKTYPbI, KOTOPble popMUpPYIOTCA Ha
UMTONNA3MATUYECKOM MeMbpaHe;

b. Komnnekc pubocom B ooLMTe NEPBOro NOPAAKaA, B KOTOPbIX UAET aKTUBHbIN CUHTE3 6eKa;

B. 6enkoBas CTpyKTypa, BO3HMKatoWan B Npodase NnepBoro MemoTUYECKOrO AeNEeHUA MeXayY
ABYMA rOMOJIOTMYHBIMW XPOMOCOMaMMU;

. 6enkoBasn CTpyKTypa, 6baarogapsa KOTOpPOM ABa rOMOJIOra YAEPKMBAIOTCA BMECTe B ANAKUHE3e-
meTadase 1-ro MemoTUYeCcKoro aeneHus;

L. Komnnekc Monbaxu.

Tun HacnepoBaHUA 6one3Hn BunbcoHa-KoHoBanosa:
A. peLeccuBHbIN, CLLENIEHHbIN C X-XPOMOCOMOI;

b. AOMWHAHTHbIN, CUENIEHHbIN C X-XPOMOCOMOM;

B. ayTOCOMHO-peLeccmnBHbI;

. ayTOCOMHO-A40MWHAHTHbIM;

[. NoONvreHHbIN.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numuamMmn. [ina Kaxaoro 6yKBeHHOro
KOMMOHEHTA BblbepuTe COOTBETCTBYIOLWMIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMePOBaHHbIN 3/1IEMEHT MOXKeT 6biTb BbIbpaH 0a4uH pa3, 6onee 0gHOro pasa Uan He
BblbpaH HM pa3y. HacneacTBeHHble 60n1e3HU

A. bonesHb lNowe

b. bone3Hb HUmaHa-MNuka Tvn A/B

B. bone3Hb Tea-Cakca B HepBHbIX KNeTKaxX HaKanaMBsaeTcA

1. CouHrommenuH

2. MaHrnanosug GM1

3. NaHrnnosng GM2

4. MaHHo030-6-dpocdar

5. TnoKouepebposng

A.A5,6-1;B-3

b.A-5,6-1;,B-2

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

rA-4;b6-3;B-2

O.A4,6-3;B-5

B nepBom 6paKe y }eHWUHbl 33 neT poguaca pebeHoK ¢ TpaHCN0KaLMoHHOU popmoin bonesHun
[ayHa. Kapnotun eHwuHbl 6e3 naronoruu. NMpu BTopom 6pake co 340pOBbIM MYXKUMHOMN B
cnyyae 6epemMeHHOCTM eil cneayeT NPOBECTU UCCIeA0BaHUE:

A. KapuoTtmna naoaa;

b. ypoBHa anbda-dpetonpoTenHa;

B. c nOMOLLbIO MONEKYNAPHDBIX 30HA0B;

. MyTaum B reHe AUCTPodUHa;

L. cnekTpa aMMHOKUCAOT.



MNLUP ctana B0O3MOXKHOM 6narogapa OTKPbITUIO:
A. PHK-noanmepasbl;

b. AHK-nonnmepasbl;

B. TepmocTtabunbHoi IHK-nonmMmepasbi;

I. Tenomepasbl;

L. pectpukTasbl EcoRI.

Y 6onbHOro c cuHapomom Jlewa-HaisaHa B 6M0N0OrMyeCcKUX XKUAKOCTAX HaKan/nBaeTca:
A. MOYEBUHA;

B. mouyeBana KMCNoTa;

B. runoKkcaHTuH;

. dymapoBasa KNCNOTa;

[. beHnnmonoyHana KucnoTa.

KnonuposaHue AHK npeanonaraer:

A. BcTpamBaHue dparmeHTa JHK B BEKTOPHYIO KOHCTPYKLMIO;
b. N4OP®;

B. MUP;

. 6NOTUHT-TIMbpNam3aums;

. rmbpuamnsaums in situ.

DOna ocywecrBneHna KoceeHHoi [ HK-guarHoctukmn Heobxogumo Hanmume OHK:
A. npobaHaa;

b. npobaHaa, oTua, maTtepu;

B. npobaHAaa, oTua, maTepu, Ux BONbHbLIX 1 340PO0BbIX POACTBEHHUKOB;

l. oTua, maTepuy;

[. 300p0BbIX POACTBEHHUKOB.

B AHK-auarHocTuKe HacnepacTBeHHbIX 3aboneBaHnii He UCNoONb3yeTcA:
A. MuUp;

b. NOP®;

B. 6NOTTUHT-rMBpMAn3aUMS;

. ABYMepHbI aneKkTpodopes;

L. cekBeHMpoBaHue.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1eEMEHT MOXKeT bbITb BbIBpaH 0gMH pas. ITan usyuyeHUsa HacneaCcTBeHHOM
6onesHu

A. Peructpauma 6onesHu KaK HacneacTBeHHoM Gpopmbl

b. J/lokanusauua reHa B Xxpomocome

B. BbiaeneHue reHa

. OnpepgeneHue paedekra reHa

. O6Hapy»XeHMe NnepBUYHOro NPoAyKTa reHa KaMHuuyeckoe npunoxxeHue

1. FeHoTepanus

2. AvnarHocTtuka (QHK-cneuundunyeckasn)

3. MeauKo-reHeTUYECKOE KOHCYNbTUPOBaHUE

4. AuddepeHumanbHan AMarHOCTMKA Ha OCHOBE aHa/In3a CLEeNIEHUA reHoB

5. AnarHocTuKa (buoxmmmueckas). YayuweHue neyeHnA Ha OCHOBE NOHUMAHUA NaToreHesa
A.A-3;6-4;B-1;I-2;4-5

5.A-1;5-2;B-4;T-5; -3
B.A-3;5-4;B-2;T-1; -5
rA-1;5-5B-4;T-2;0-3
N.A2;5-5B-4;T-1; -3

CekBeHupoBaHue [1HK ocyuwiecTenseTcsa ¢ NOMOLbIO:
A. aBTOMATMYeCKOro aHaa13aTopa;

b. Mmmkpockona;

B. MNLP B peanbHOM BpemeHu;

. annapaTa oA BepTUKANbHOro anekTpopopesa;

. Buoxmmmyeckoro aHanmsaTtopa.

CeKBeHMpoBaHuem cneaytouiero nokoneHnsa (NGS) moXKHO uccnenoBatb Bce nepevyncaeHHoe,
Kpome oAHOro:

A. AHanun3 npoTeoma;

b. AHann3 reHoma;

B. AHanun3 sk3oma;

. AHanun3 6aKkTepruoma;

. AHanu3 reHa.

Monnmopdpunsam ANMH peCTPUKLUOHHDIX GppParmeHTOB — 3TO:

A. peneupnn 6onblunx pparmeHToB AHK;

B. nHcepumm 6onblumx pparmeHTos AHK;

B. 3ameHa Hykneotuaos B HK, npnBoasL,as K U3SMEHEHWUIO CalTa Y3HaBaHUA ANA PECTPUKTa3bI;
I rmgponuns JHK ¢ nomoLbio pecTpuKTassbl;

O. rmbpuamnsaums AHK.



Ha nepsom ypoBHe maccoBoro o6cneaoBaHuA 6epeMeHHbIX KEeHLUH He NPOBOAATCA
cnepylowime uccneaoBaHUA:

A. yNbTpa3ByKoBOe UccnenoBaHme nnoaa;

b. onpeaeneHne ypoBHA CbIBOPOTOUYHbLIX MAapPKEPOB BO 2-M TPUMECTPE;

B. onpeaeneHne ypoBHA CbIBOPOTOUHbIX MAapKepoB B 1-m TpumecTpe;

I. yuTOreHeTMYECKoe uccnesoBaHne ob6pasLLOB, NONYYEHHbIX MPU BUONCUM XOPUOHA;
[. onpegenenue X4 8 Kposw.

CekseHuposaHue AIHK — 3t0:

A. pecTpMKUnoOHHOe KapTuposaHue AHK;

b. rmaponus HK ¢ nomoLLblo pecTpuKTasbl;

B. onpepeneHune nocneposatenbHOCTU HyYKNeotnaos AHK ;

l. NO3nUMOHHOE KNoHMpoBaHue [AHK;

[. BbICTpaMBaHWe KNOHMPOBAHHbIX MOC/NeA0BaTe/IbHOCTEN B ONpeae/ieHHOM nopaake

Mpu aHanu3se metadasHbIX NIACTUHOK HANAEHO 9 KNETOK C HOPMa/ZibHbIM Kapuotunom 46, XX, a
TaKXe ABe ¢ Tpucomuen 21 xpomocombl. TaKTUKa Bpava LUTOTeHETUKA:

A. oMarHo3 yCTaHOB/IEH - HOPMAbHbIMA KapmnoTun;

b. AnarHo3 yctaHOB/EH - MO3auLM3M;

B. AnarHo3 yctaHoBAEH - TpMCcOMMA NO 21 XpOMOCOME;

. HeOH6XOAMMO NPOBECTU OHTOreHeTUYeCKoe obcnenoBaHue poguTenen;

[. HeoH6Xo4NMMO YBENUNUYUTD YNC/IO aHANN3UPYEMbIX MeTada3HbIX NACTUHOK, A TaKXKe NpuBAEYb
MeToAbl aHanM3a MHTepdasHbIX A4ep ¢ NomMoLbio Npob cneupduyeckon QHK.

B ocHoBe rMbpugunsaumm nexkat cBomcTsa moneKkynbl AHK:
A. rmgponns [HK;

b. KomnnemeHTapHocTb uenen AHK;

B. amnanduKkaums;

I. pecTpuKkums;

L. neHaTypauua.

Mpyu romouUnCTUHYPUHK, Bbi3BaHHOW AedEKTOM LUCTaTUOHUH 6eTa-CUHTa3bl, NOBbIWEH YPOBEHDb
cneaylowmx aMmMHOKUCAOT B moye:

A. rMMUMHA N UNCTUHA;

b. METMOHMHA N TOMOUMCTUHA;

B. LMCTMHA M aprUHKUHA;

. METUOHMHA U APTUHUHA;

. ravupHa 1 romouncTuHa.



Ecam B AHK amunHOKKCAOTa NeiiumH KogupyeTca Tpunaetom LLAA, To KoOMnaeMeHTapHbIM
KogoHom mPHK byaer:

A. AULL;

b. IYY;

B. YYA;

r. Lur;

O. YAL.

YcTaHOBUTE COOTBETCTBUE MEKAY NpeAcTaBAeHHbIMU NO3ULMAMU. s Kaxkaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMIA MPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT bbITb BbIbBpaH oauH pa3. Tunbl Xpomocom

. MeTtaueHTpuyeckue

. CybmeTtaueHTpuueckme

. AkpoueHTpuyeckme Xpomocombl

. Xpomocoma 1

. Xpomocoma 5

. Xpomocoma 13

. Xpomocoma 16

. Xpomocoma 7

. Xpomocoma X

. Xpomocoma 21

. Xpomocoma 19

>NV AWNRDON D>

Ecnm 06a cynpyra, umelot rpynny Kposu AB, TO y HUX He MoKeT bbITb geTei C rpynnoii KpoBu:
A.0O;

b. A;

B. B;

. AB;

L. apyras.

TpaHCKpMNUUOHHDBIN daKTop-6en0K P53 BbiNoNHAET cnepylowme GyHKLUM:
A. aKTUBUPYET reHbl, OTBEYalOLLME 33 OCTAaHOBKY K/J1ETOYHOTO Ae/IeHUs;

B. aKTMBMPYET reHbl, 3anycKaroLme anonTos;

B. penpeccupyerT reHbl, CAeprK1BatoLLme anonTos;

[. ABNAETCA ONyX0/1eBbIM CYyNPECCOPOM;

[. Bce nepeyncaeHHoe BepHO.



bonbHOM ¢ cuHapomom KnaitHdpenbrepa oKasanca MO3aMKOM C KapuOTUNOM
46,XY/47,XXY/48,XXYY. B Knetkax 3Toro 60/1bHOro MoXHo 06Hapy»XuTb Te/bL,a NON0BOro
XpoOMmaTuHa:

A. Hn oaHoro;

b. OaHo;

B. HYacTb KNETOK MOXKET MMETb OA4HO TeNble, YaCTb — ABa;

. YacTb KNETOK MOXKET MMETb OA4HO TenbLe, YaCTb — HWU O4HOrO;

L. pa3pbIiBOB B 04HON UAM HYacTb KNETOK MOXKET UMETb OAHO Te/bLe, YacTb — ABa.HECKO/IbKUX
XPOMOCOMaX.

YCcTaHOBUTE COOTBETCTBUE MENKAY NpeacTaBAeHHbIMU NO3ULMAMMU. ONa KaxKaoro 6yKBeHHOro
KOMMOHEHTA Bblbepute COOTBETCTBYIOLWMNIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMEPOBAHHbIN 3/1EMEHT MOXKeT bbITb BbiIbpaH oguH pa3s, 6onee ogHOro pasa Uau He
Bbl6paH HM pa3y. MNepecTpoiika y Hocutens

A. C6anaHCMpPOBaAHHAA peLMNpPOKHaA TPAHC/IOKaLUA

b. Po6epTcoHOBCKOM TpaHcnoKauun Konnuecrtso ramer

1.6

vrwN
= N 0 b

A.A-2; B-5
5.A-1; 5-3
B.A-2; -1
r.A-1;5-2
0.A3;5-4

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMNIA NPOHYMEPOBaHHbIM 3n1emeHT. Kaxabiii
NPOHYMEePOBaHHbIA 3/1IEMEHT MOXKeT 6biTb BbIbpaH o0auH pa3. MoKasaHUA K AMAarHoCcTUKe
A. MNpeHaTtanbHOM LUTOreHEeTUYECKOM

b. MocTHatanbHOro Kapuotuna NeHeTuyeckoe nan GeHOTUNMUYECKOe HapyLueHue

1. XpomocomHasa aHomanua y npeabiayuiero pebeHka

2. Hannume y naumeHTa NnepBUYHON aMEHOPEN UIN PaHHei meHonay3bl

3. AHOManbHasa cnepmorpamma (asoocnepmus, BbipayKeHHaa oauMrocnepmms)

4. AHOManbHble reHUTaNUn

5. BbisiBAeHWe npu yAbTpa3ByKOBOM UCCNe[0BaHUM aHOMaAUKU NA0AA
A.A-1;6-2,3,4,5

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

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

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

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



CreneHb reHETUYECKOM AeTepMUHALMU MYNbTUPAKTOPUANbHO 06yCNI0BNEHHOIO NpU3HaKa
OTpaXKaer:

A. KoadPUUMEHT MHOPUAMHTa;

B. KoapPumumeHT HachegyemocTy;

B. noKasaTenb NeHEeTPaHTHOCTY;

I. 4ONO KNETOK C MyTaLMen XpOMOCOM NPM MO3auYHOM KapuoTune;

[. oueHKa ypOBHA MyTaLMOHHOrO npoLecca.

MosbllWweHHbIV YPOBEHb aMMMUAKA B KpOBU HabnloaaeTtca npu:
A. runepnponMHemumu;

B. KcaHTypeHoBOW aunaypum;

B. aQprMHUH-AHTAaPHOM auMAaypPUn N ULUTPYINUHEMNNY;

. 6one3Hn KaHaBaHa;

[. npy Bcem nepeyncaeHHoOM.

Mpu ncnonb3oBaHMM aBTOMATUYECKOro aHaansartopa Hykneotnabl A, T, I, L Ha
anekTpodoperpamme npeactaB/ieHbl KaK:

A. pa3HoLUBeTHble NATHA;

b. NnMKK ogHoOro uBeTa;

B. NnKK pasHbIX UBETOB;

. NonocCbl PAa3ANYHON ONINHBI;

. umdpbl Ha NI3MEePUTENbHOM LWKane.

B reHeTUUYECKYHO KOHCYIbTALMIO 06paTUIach KEeHLWMHA, MY}K KOTopoi 6oneH remodpunuei.
Kakoii puck ana peteii oxxupaerca B 3Tom 6paKe, eciv U3BeCTHO, YTO POAOC/IOBHAA Camoit
YKEeHLUMHbI N0 remopuanm He oTAroweHa?

A. BCce ManbyuKun byayTt 601bHbI;

b. nonosMHa manbumkos byayT 601bHbIMMY;

B. Bce aetn 6yayT 340p0OBbI HE3ABUCMMO OT M0AA, HO AEBOYKM ByayT HOCUTENbHULAMM reHa
remopuanu;

I. BCe AeBOYKM ByayT 6ONbHbI;

[. nonoBMHa AeBoYyek byayT HOCUTENbHULAMM NATONIOTMYECKOTrO reHa.

[na BbIABNEHUA HapYyLLeHMA aMUHOKUCIOTHOrO obmeHa Hanbonee MHGoOpMaTUBEH METOA;:
A. uMTOreHeTUYECKoe NccnenoBaHue;

B. uccnepgoBaHve 6e1KOBOro CNeKTpa naasmbl KPOBMU;

B. uccnegoBaHne Mo4m M KPOBUM Ha CBOBOAHbIE AMUHOKUCIOTbI;

I. KIMHUKO-TEHEANOrMYEeCKME AaHHble: HaInYne B CEMbe ABYX CMBCOB CO CXOAHOM
CUMNTOMATUKOWM;

. rmbpuaunsaums in situ.



dopmyna KapnoTuna, XxapaktTepHas aaa cuHapoma flayHa:
A. 47, XXY;

5. 46, XY, der (14;21);

B. 47, XX, +13;

.47, XX, +18;

Il 47, XYV.

[OnA AMAarHOCTUKKU HacneACTBEHHbIX 3aboneBaHnii IHK MoKHO BblaennTb U3 BCcero, Kpome:
A. numdoumToB nepudepmnyecKkomn Kposu;

b. TKaHeBbIX GUoONTaTOB;

B. BONOCAHbBIX NyKOBUL;

l. nnasmbl KPOBY;

. cnioHbl.

MaccoBblii 6BUOXMMUUECKUIA CKPUHUHT NpeAnoaraeT:

A. obcnepoBaHue geTen U3 yupexaeHui ana cnabosmngawmx;

B. uccnepoBaHne KPOBU M MOYM HOBOPOKAEHHbBIX Ha COAEPKAHMNE ITMKO3aMUHOIIMKAHOB
(MyKononucaxapuaos);

B. o6cnenoBaHMe HOBOPOXKAEHHDIX C LIENbIO BbIABNEHUA onpeaeneHHbiXx GOpM HacaeaCcTBEHHOM
NaTo/IOrMn B AOK/IMHUYECKOWN CTaanm;

. obcnepoBaHue AeTen ¢ Cy40POXKHbIM CUHAPOMOM, OTCTaBaHUMEM B NCUXOMOTOPHOM Pa3BUTUM,
napanneruemn;

[. BCe nepeyncneHHoe.

B Kakom reHe He06Xx0AMMO NPOAHANIN3MPOBATb MyTaLUU N8 NOATBEPXKAEHUA ANArHo3a
MYKOBUCLMNA03a?

A. GJB2;

6. HFE;

B. BRCA;

. CFTR;

4. MTHFR.

Mpu nporpeccupyoweit mbiwevyHon guctpodpumn [ioweHHa ypoBeHb KpeaTUHKUHA3bI:

A. B ntobow ctagmm 3aboneBaHUs yBENMYNBAETCS;

B. 0cO6eHHO 3aMeTHO yBEeNUYEH B NEPUO, HapacTaHMA KIMHUYECKMX CUMMTOMOB;

B. Hanbonee nosbileH B AOKAMHUYECKOM CTaann 3aboneBaHus;

. Hanbonee BbICOK B KOHEYHOM CTaaMn 3aboneBaHus;

[. NocTeneHHo NOBbLILIAETCA C MOMEHTA NPOABAEHNA NePBbIX NPU3HAKOB 4,0 KOHEYHOW CTaann
3aboneBaHuA.



[OnarHo3 cMHAPOMA YMCTBEHHOI OTCTaZIOCTU C IOMKOM X-XPOMOCOMOM OKOHUYATE/IbHO
NOATBEPKAAETCA HA OCHOBAHUM:

A. pe3ynbTaToB BUOXMMMUYECKUX UCCNEeA0BAHNIA MOYN U KPOBMU;

B. 4aHHbIX 3neKTpo3HUedanorpadpum;

B. MONEKyNAPHO-TeHETUYECKOTO aHaNN3a;

[. pe3ynbTaToB NCUXOJ/IOrMYECKOrO TECTUPOBAHUS;

[. AaHHbIX CEMENHOro aHamHe3a.

Mopa)keHne MbiLLeYHOro BOJIOKHA XapaKTepHO ANns:

A. nporpeccupyoLer Mmblle4yHon auctpodun JroWweHHa;
b. cnuHanbHOM ammoTpodum BepaHura-fropdmana;

B. metckoro uepebpanbHOro napannya;

I. cnHopoma Jloy;

[. cuHpgpoma [ayHa.

HemeHaenupylowee HacnepoBaHMe OTMEYAETCA Y:
A. MyKOBUCUMA033;

b. cuHapoma Bunbamca;

B. MUTOXOHAPWMANbHbIX 3a60/1€BaHMIA;

. bEHUNKETOHY pUM;

L. 6onesHb Tea-Cakca.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1eEMEHT MOXKeT bbITb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
Bbl6paH HM pa3y. Cutyauma

A. 30-neTHAA XKeHLMHA, B aHaMHe3e poXKaeHne MepTBoro pebeHKa ¢ MHOXeCTBEHHbIMU
NOpoKamMmu pasBUTUA (NOANAAKTUANA, paclieinHa HEGA, NOPOK cepau,a) U HOpMaZibHbIM
Kapuotunom

b. B cemeitHOmM aHamHe3e muogucTpodpma AioweHHa, 6epeMeHHan - HOCUTeIbHUL,A CEMEIHOMN
Aeneuun B reHe aAUcTpoPuHa

B. Y nnopa Ha 9-i Heaene rectauuu npu Y3U o6HapyXunm yBeanyeHue TOLWUHbI LeiiHOU
CKNaAlKu1, aTPe3unio UK CTEHO3 ABEHAAL,ATUNEPCTHOM KULLKK

l. 25-neTHAA KeHLMHA oYeHb 06eCNOKOeHa BO3MOXKHOCTbIO POXAeHUA pebeHKa C CMHAPOMOM
DayHa. UHanBuAayanbHbIK U cemeiiHblii aHamHe3 6e3 ocobeHHocTe

L. 36-neTHAA }XeHWMHa Ha 14- Hepene 6epemeHHOCTM MeToa NpeHaTasibHOMU AUArHOCTUKMU

1. buoncua BOPCUH XOPUOHA

2. OnpepeneHune KoHueHTpauuu A®PI B CbIBOPOTKE maTepu
3. AMHMOUEeHTEe3

4. fetanbHoe Y3U

5. KoppgoueHrtes

A.A5;6-1,3;B-1,3,5;1-2,4;,4-3
b.A-4;b6-1,3,5;B-1,3,5;-2,4;,4-3
B.A4;b6-2;B-5;T-2,4,40-1
rNA-2;6-2;B-5;I-4,40-1,5
O.A-2;6-2;B-1,2;T-4;,4-1,5

bonesHaAMM ¢ MynbTUdAKTOPHUANbHO 06YCNO0BNAEHHOW NPeApPacnooXKeHHOCTbIO ABNAIOTCA BCe
nepeyYuncsieHHble, Kpome OAHOM:

A. wnzodpeHus;

b. nwemunyeckaa 6onesHb cepaLa;

B. A3BeHHan 601e3Hb ABEHAALATUNEPCTHOM KULLIKYK;

I. ranakTozemus;

L. ankoronusm.

B Kakom Bo3pacTe Hanbonee YacTo Ae6IOTUPYIOT TAXKEIble HapyLleHUAa 0bMmeHa opraHnyYecKux
KUCNOT:

A. HeoHaTaNbHbIN Nepuos;

b. B paHHeMm geTcTBe;

B. B noApOCTKOBOM BO3pacTe;

I. C NepBbIX YACOB KU3HMW;

L. B 3penom Bo3pacTe.



AHK-30HA, - 370!

A. nocnegosatenoHoctn AHK, coctoAawana ns 20-25;

b. eAnHMYHbIE pacceaHHble HYKNeoTuabl;

B. nochenoBaTenbHOCTb HYK/1€0TMAOB, KOTOPbIE Y3HAET PeCTPUKLUMOHHAA IHAOHYK1ea3a;
I'. nochepgoBaTenbHocTb AHK ANMHOM HECKONBKO M/TH. Nap HYKNeoTUAOB;

. dparmeHT OHK ¢ dnyopoxpomHON MeTKOM.

AKTUBHOCTb IM30COMHbIX PEPMEHTOB HE U3MEPSAIOT B:
A. neikoumTax;

b. BOpCHHAX XOPUOHa;

B. KneTkax aMmHMOTUYECKOW }KNOKOCTH;

. nhasme Kposw;

L. cntoHe.

Mpu npoBeaeHUM BTOPOro ypoBHA MaccoBOro o6cieaoBaHUA 6epeMeHHbIX KeHLWUH B MeUKO-
reHeTMYEeCKOM KOHCYNbTaLUM NPOBOAUTCA BCe, KpOME:

A. reHeTMYeCcKoe KOHCY/IbTUPOBaHUE BepemMeHHbIX }KEHLLMH C PUCKOM MaToIorm NaoAa;

B. KomnnekcHoe nNpeHaTanbHOe obcneaoBaHMe NN0Aa;

B. reHeTMYeCcKoe KOHCY/IbTUPOBAHME ceMel NPW NOATBEPKAEHUM NATONOMMKN NNOA3;

. KOHCUANYM A8 BbIPAaBOTKM TAKTUKKN BegeHMs GepeMeHHOCTU Npu NOATBEPKAEHUM NATONOMUN
y nnoaa;

[. neyeHve BbIfBNEHHbIX NAaTONOMMN NNoAa.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU No3uLMAMU. Ona Kaxkporo
NPOHYMEePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT
MoXKeT bbITb BbIbpaH oauH pas, bonee ogHoOro pasa nam He BbibpaH Bosce. Tun HacneA0BaHUSA:
A. AYyTOCOMHO-peLLeCCUBHbIN TUN;

b. AYyTOCOMHO-A,0MMHaHTHbI TUN. 3abonesaHue:

1. BpoxkaeHHble NOPOKU cepaua;

2. Muopguctpodpua [loweHHa;

3. NMunopocteHos;

4. deHUNKETOHYpHUA.

5. Henpodpubpamoros.

A.A-4;B-5

6.A-1;6-6

B.A-2;b6-1

r.A-4;b6-2

0.A-3;6-6



Mpu KynbTUBUPOBAHMUU B NPUCYTCTBUU PI'A AenaTca KNeTKU KpoBMu:
A. MOHOUMUTDI;

b. aputpoumnThbl;

B. HenTpodunbi;

. nnmdoumnTbl;

[. MblLIeYHbIe KNEeTKMW.

OcHOBHasa 3a43auya NepBOro YPoBHA MaccoBOro ob6cnenoBaHMA 6epeMeHHbIX XKeHLUH:
A. dopmmpoBaHMe rpynnbl PUCKa MO BHYTPUYTPOBHOM NaTonormm naoaa;

B. npeHaTanbHaa AMArHOCTMKA XPOMOCOMHbIX bonesHen;

B. npeHaTanbHasA AMArHOCTMKA KOHKPETHbIX HAaCNeACTBEHHbIX bonesHen;

I. NpeHaTaNbHaA AMArHOCTUKA BPOXKAEHHbIX MOPOKOB Pa3BUTUS;

[. yTouHeHMe cpoka bepeMeHHOCTW.

Aunetotepanusa c orpaHnyeHMem 6enka He NpuMmeHseTca Ana cneaytowmnx 3aboneBaHuii:
A. deHUnKeToHYypUA;

b. TMpO3nHemus;

B. meTnamanoHoBas aumaypus;

. 6onesHb € 3anaxom KJIeHOBOro CMPOMa MOYK;

[. HepoCTaTOMHOCTb NUPYBATAErMAPOreHa3Horo KoOMrnJaeKca.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU No3uLMAMU. Ona Kaxkaoro
NPOHYMEePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT
MoKeT 6bITb BbibpaH 0auH pa3, 6onee ogHoro pasa uam He BblbpaH BoBce. CMHApPOM:
A. Cungpom KnaitHpenbtepa;

b. CuHppom TepHepa. HapyLueHne NoNOBOro pasBUTUA:

1. Hepopa3ssutre MONOYHbIX Xenes;

2. AHOManbHOEe pa3BUTUE MATKMU U BNAraauLLLa;

3. AMYHUKM He onpepensaloTcs;

4. AmeHopes.

A A-1;6-4

b.A-5;b6-3

B.A-4;b5-2,3

r.A-1,2; 6-3

4.b6-1,2,3,4;

bonesHb «KNeHOBOro cupona» 06bIYHO CONPOBOXKAAETCA:
A. 0CTEONOPO30M;

b. HaKoNeHWemM rnmKoreHa B KNeTkax;

B. HapyweHnem 3aKnaaKu roHaa;

I. XapaKTepHbIM 3aMaxom MOuK;

[. Hann4ymem aHOManbHOro remornobuHa S.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1eEMEHT MOXKeT bbITb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
BblbpaH HM pa3y. OnpepenexHune

A. ®parmeHT 04HOI XPOMOCOMbI NPUCOEANHAETCA K NOBPEXKAEHHOMY KOHLY Apyroi

b. Pa3pbiB XpOMOCOMbI B ABYX MeCTax U nocaegytouiee coeguHeHue 3Toro ¢pparmeHTa, Ho C
nosopoTom Ha 180 rpaaycos fiBneHue

1. rannongua

2. Terpannongua

3. Aeneuun

4. NuBepcua

5. TpaHcnoKauums

A.A-5;6-4

6.A-1;6-4

B.A-5;6-1

r.A-1;6-2

O.A-2;6-5

K nM3ocomHbiMm 601€3HAM HaKONNEHUA OTHOCATCA BCce 3a60neBaHuA, Kpome:
A. dyKo31ao03;

b. 6one3Hb Pedpcyma;

B. 6one3Hb Tea-CakKca;

l. UUCTMHO3;

[. 6onesHb Pabpw.

MnepmeTtunmposaHue LUTO3UHOB B CG-A4UHYKNEOTUAAX PEerynaToOpHbIX PaioOHOB reHa
NPUBOAMT K:

A. NOAABNEHMIO TPAHCKPUMNUMOHHOW aKTUBHOCTM reHa;

B. yCUNEeHMIo TPaHCKPUNUMOHHON aKTUBHOCTYU reHa;

B. yCUNEHMIO TPAHCKPUNUMOHHOW aKTUBHOCTM FEHOB COCEeAHEro 10Ky Ca;

[. He BNMAET HAa aKTUBHOCTb reHa;

[1. HE3HAYUTEIbHOMY CHUNKEHMIO TPAHCKPUNUMOHHON aKTUBHOCTH

EAVHMUEN reHeTUYECKOM KapTbl reHOMa ABAsieTCA:
A. CaHTUMOpPraHuaa;

b. HyKneoTug;

B. xpomocomHble 6eHabl;

I. KNOHUpPOBaHHble PpparmeHTbl AHK;

L. 3K30HbI N UHTPOHDI.



MpoueccuHr - 3To:

A. co3pesaHune npe—PHK B agpe;

b. yasoeHune AHK;

B. cBsizbIBaHMeE penpeccopa ¢ 6enkom;

I'. accoumaums 60nbLION N Mano cybbeanHuL, pubocombl;
[. cBA3bIBaHME TPAHCKPUNUMOHHOIO $haKTopa C NPOMOTOPOM.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTA Bblbepute COOTBETCTBYIOLMUIA MPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMEPOBaHHbI 3N1eMeHT MOXKeT 6biTb BbibpaH 0auH pa3, 6onee ogHOro pasa uam He
Bbl6paH HM pa3y. Cpok ana nposeaeHun (Heaena 6epemeHHOCTU)

A.11-12-a

b. 16-20-a Bua metoaa NnpeHaTabHOW AUArHOCTUKMU

1. OnpepeneHune B CbIBOPOTKE KpoBu 6epemeHHoin AP

2. HeKOHBIOTMPOBaAHHbINA 3CTPUON

3. PAPP-A

4. XT9

5. XopuoHbuoncua

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

b.A-3;b6-1,2,4

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

DOna ocywecrenenmna AHK-4MarHoCTMKN MUKpPoOAENeLMOHHbIX CUHAPOMOB UCNONb3YIOT:
A. SSCP-anekTpodopes;

B. XpOMOCOMHbI MUKPOMATPUYHbIA aHANN3;

B. annenbcneuyndmyeckan MNLUP;

I. CEKBEHNPOBAHWE;

4. NupP-napPod.

DOnA ANAarHOCTUKU XPOMOCOMHbIX 60/1€3Heil OCHOBHbIM METOA0M ABNAETCA:
A. UMMYHONOTMYECKUIA;

B. unToreHeTUYECKUIA;

B. ceponormyeckuis;

. MOJIEKYNSAPHO-TEHETUYECKUIA;

[. Brnoxmmmueckuin.



Ona nposegexusa NUP ncnonb3yloT napy npanmepos:
A. Nnpsimoi 1 0bpaTHbIN;

b. npamon n cneynduyHbIN;

B. npssmon n MHBEPTUPOBAHHbLIN;

I. 4yNANUMPOBAHHbLIA M UHBEPTUPOBAHHDIN;

[. 06paTHbIN U BbIPOMKAEHHbIN.

KnnHnyeckMmm nokasaHMAMM oA NpeHaTaNbHOro KapuoTUNMPOBaHUA N10AA ABNAIOTCA:
A. nepeHeceHHble MHOEKLUMOHHbIE 3aboneBaHna matepu;

b. runepToHnyeckaa 60n1e3Hb Y pOACTBEHHUKOB;

B. BbiAAB/IeHHbIE NPW YNbTPA3BYKOBOM UCCNE€A0BaHUN aHOMAJIUN NNOAQ;

. Hannuune amnabeta y OAHOrO U3 POAUTENEN HAaNNYWE;

[. *kenaHwe Bpaya.

HasoBuTte yupexaeHus, B KOTOpble MOryT 6bITb HanpasaeHbl 60NbHble U3 perMoHanbHOM
MeAUKO-TeHeTUYeCKOM KoHcyabTauun gna AHK-anarHocTMKu HacneacTBeHHOro 3abonesaHua:
A. MeXpermoHanbHaa MeanKo-reHeTUYeCcKasa KOHCYAbTaums;

b. TeppuTOpManbHbie MeaAnUMHCKUE yupexaeHma obuiero npodpuns;

B. cenbckue 6onbHULBI;

[. }KeHCKaa KOHCYNbTaLMA NO MEeCTY KUTeNbCTBa;

L. noma nHBanngos.

CTaHpapTHaA AUTENIbHOCTb Ky/IbTUBUPOBaHUA NIMMPOLUTOB NepudepuyecKkoin Kposu ana
LUTOreHeTUYECKOro Uccnef0BaHUA COCTABNAET:

A. 54 vaca;

b. 48 yacos;

B. 24 yaca;

. 72 vaca;

.96 vacos.

PuUcK poxkpeHus y Hemonoaoi matepu pebéHka ¢ cuHapomom [layHa, obycnosneH
0Cc06€eHHOCTAMM rameToreHesa y KeHLUH:

A. BbICOKOW NponndepaTMBHOM aKTUBHOCTbIO OOTOHUEB, CONPOBOXKAAMLLENCA OWNbKaMm B
pabote AHK-nonnmepasbi;

B. 60onbLWON ANNTENBHOCTBIO CTAAMU AUKTUOTEHDI Y HEMONOAbIX MKEHLLMH, CONPOBOXKAAMOLLENCA
POCTOM BEPOATHOCTM HAPYLUEHW annapaTa BepeTeHa AeNeHUs;

B. BO3pacTaHMem 4acToTbl HEPABHOMO KPOCCUHIOBEPA B FAMETOreHe3e Y HEMOJIOAbIX KEHLLMH;
. 06LWMM BO3PaACTaHMEM YaCTOTbl TOYKOBbLIX MyTaLMI Y XeHLWWH cTapwe 35 ner;

L. HapyweHuem cuctemsbl penapauym AHK.



MokasaHua gna npoBeAeHNA GUOXMMMUECKOrO UCCIe[0BaHUA:
A. nerkas onurodpeHus, 3aepKKa NosIoBoro CoO3peBaHus;

B. onnrodpeHns B codeTaHMM ¢ 06LLEeN ANCINACTUYHOCTDIO;

B. NOBTOpPHbIE C/Ty4an XPOMOCOMHbIX NEPECTPOEK B CEMbE;

. MHOYXECTBEHHbIE BPOXAEHHbIE NMOPOKUN Pa3BUTUS;

[1. NOBTOPHbIE CNOHTaHHbIE abopTbl.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTA Bblbepute COOTBETCTBYIOLMUIA MPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT bbITb BbIbpaH 0auH pa3, 6onee 0gHOro pasa UaAn He
BblbpaH HM pa3y. OnpeaenexHune

. OTpaxalouime pacCTOAHUA MeXAY FeHaMM U JIOKycamm

. Mo3BonsAlLWMe NOKaNN30BaTb FEH HA XPOMOCOME U/ B ee JIOKyce

. Umerowme Hanbonbliee paspeweHne Tun KapTtbi

. HykneotngHolie

. leHeTnyeckue

. dusnyeckue

. XpomocomHbie

5. PecTpUKLMOHHDbIE

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

A WNRTODD

Ona AMarHOCTUKMU reHOMHbIX MyTauui NPUMEHSAIOT:

A. meTof, G-OKpacKku;

b. meTog C-oKkpackuy;

B. pyTUHHYO OKpackKy;

. MeToA C MCcnosib3oBaHMEM GNOOPECLIEHTHBIX KpacuTenen;
L. BCce nepeymncneHHoe.

OCHOBHbIMM 33,a4aMM BTOPOro YPOBHA MaccoBOro o6cnenoBaHnA 6epemMeHHbIX KeHLUH
ABNAIOTCA BCe, KpOMe:

A. bopmmpoBaHMe rpynmnbl pUCKa Mo BHYTPUYTPOOHOM NaToN0rMm nNioaa;

B. HanpaBneHWe Ha NpepbiBaHNe BepeMeHHOCTY;

B. A4MArHoCTMKa KOHKPETHbIX GOpM NopaxKeHus Naoaa;

[. OLLEeHKA TAMKeCTU NaTo/I0rMK, BbIABEHHON Y N1043;

[. NpOrHo3 AN *KU3HWU 1 34,0P0BbA pebeHKa.



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamn. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA MPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1IeEMEHT MOXKeT bbiTb BbibpaH oguH pa3. MeTtoapl (rpynna) npeHaTanbHOM
AVNarHOCTUKKU

A. Mpoceusarowme

b. HenHBa3uBHbIe
B. UHBa3uBHbIE Bug metopa
1. MeauKo-reHeTUUYECKOE KOHCYNIbTUPOBaHUE
2. buoncusa mbiwy,
3. AMHMOUEeHTEe3

4. YtouHsaouwee Y3U
5. OnpeaeneHue B CbiIBOPOTKE KpoBu 6epemeHHon ADI
A.A-1,3;6-4;B-2,5

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

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

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

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

Y10 13 NpeAcCTaBNEHHOTO ABNAETCA IEUAEHOBCKOU MyTaumuen?
A. F5: 1691 G>A;

b. F2: 20210 G>A;

B. ITGA2: 807 C>T;

. FTO: IVS1 A>T;

. Nokyc 8924 _RI.

Mo>kHO roBopuTb 06 onpeaenAloLEM 3HaYeHUU reHeTUYECKUX (GAKTOPOB B PasBUTUM NPU3HaKa
npu 3HauYeHUU KoapPpuuMeHTa HacneayeMocTu, PpaBHOM:

A.0,2-0,3;

6.0,4-0,5;

B.0,5-0,6;

r.o,7-0,8;

A.0,8-1,0.

3Tan KoAXUHU3aLMKU NpU NPUrOTOBAEHUM NpenapaToB meTadasHbIX XPOMOCOM UCMNO/Ib3YeTCA
Ans:

A. HaKON/IeHWNA KNETOK, HAXOAALLMXCA Ha CTaaumn meTadasbl MUTOTUYECKOTO AeNEeHUs;

B. nyylwero oKpawmBaHMA XPOMOCOMHbIX NPENapaTos;

B. nonyyeHua xopoluero pa3bpoca XpOMOCOM Ha NPEAMETHOM CTEK/IE;

[. yBENNYEHMA ASIMHbI CMYTHUYHbIX HUTEN;

[. yMeHbLUEeHMA A/IMHbI FeTEPOXPOMATUHOBOTO CErMEHTa.



Cpepaun HaceneHusa EBponbl amaBpoTMueckas cemenHana ngnotua Tea-CaKca BcTpeyvaeTca €
yactotoi 0,04 Ha 1000 HOBOpOXKAEHHbIX. YacToTa retepo3urotr Aa B 4aHHOM nonyaauum
COCTaBMT:

A. 10%;

B. 5%;

B. 3%;

r.1,2%;

4. 0,8%.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamu. [na Kaxaoro 6yKBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXeT bbiTb BbibpaH oauH pa3. TepmuH

A. NMpemyTtauusa

B. FTeHOMHbI UMNPUHTUHT

B. OaHopoguTtenbckaa aucomma Cutyauma

1. Y 7-neTHero manb4mKa ¢ yMCTBEHHOM OTCTA/IOCTbHO, HU3KUM POCTOM, MaNleHbKUMU KUCTAMMU
u ctonamu, nonndarueii (cuHgpom Mpagepa-Bunnm) npu monekynspHo-reHeTUYECKOM
nccnepoBaHNM 06HAPYKUAN 2 MaTePUHCKUE XPOMOCOMbI 15 u HM 0aHOI OTL,0BCKOIA

2. Npu unToreHeTMYECKOM 06CNeA0BaHUMN 6-NeTHE AEeBOUYKMU C TAXKENI0N YMCTBEHHOM
OTCTaNIOCTbIO, CYA0POraMm, aTakcuei, nporeHnei (cMHgpom AHrenbmaHa) o6HapyKunm
WHTEPCTULIMA/IbHYIO MUKpPOAEeeLnto MaTeEPUHCKON XPOMOCOMbI 15

3. NMpwu AHK-uccnepoBaHum reHa FMR-1 y 32-neTHei }KeHLWUHbI, UMeIoLW,eNn CbiHa C CUHAPOMOM
NomKon X-xpomocombl, 06Hapyxunu 1 annenb ¢ 21 CGG- nostopom 1 1 annennb ¢ 92 CGG-
nosTopamu

MpoBeaeHUa cneumanbHbIX 6BUOXMMUUECKUX UCcCcnea0BaHUIA TPebyloT:

A. MbllWIeYyHaa rmMnoTOHWUA, PBOTA, OTCTaBaHWE B NCUXOMOTOPHOM pPa3BUTUY;

B. XpoHWYecKMe NHEBMOHWU, HapyLLEHWE BCACbIBAHWA B KULIEYHMKE, TMNOTPODUSA;

B. pacTOpMOKEHHOCTb, HapyLleHMEe NOBEAEHMA, UMBELIMIBHOCTb, HEODbIYHbIM 3aMax Mo4u;
['. CHUXKEeHWe 3peHna, KNPOCKOMO3, renaTocnIeHOMErainA, YMCTBEHHaA OTCTA/I0CTb;

L. BCce nepeyncneHHoe.

YKaxuTe, KTo U3 60/1bHbIX OLUMBO0YHO HanpaBAEeH K Bpayy-LUTOreHeTUKY ANA UCCNenoBaHusA
Kapuotuna:

A. KeHLMHa, MMeBLUAA 3 CNOHTaHHbIX abopTa;

B. XpOMaTMH-NONOXKUTENbHbIA MaNIbUMK;

B. XeHwMmHa, poansLian pebeHKa ¢ perynsapHoi Tpucommeit 21 xpomocomsl;

I. pebeHOoK c Nncoprasom;

[. My»4MHaA, Y KOTOPOro POAUACA CbiH C TPAHCOKALMOHHON popmoit bonesHu [ayHa.



Monnmopdram KaKoro reHa MOXKeT CYXKUTb NPUYMHON NPeApPacnoIoXKEHHOCTU K TMNepToHun?
A. UGT1A1;

b. Chek2;

B. AGT;

. NOD;

1. VDR.

[OunarHoctueckum nabopatopHbim Kputepuem GeHUNKETOHYPUU ABNAECTCA:
A. nogbem ypoBHs GeHUNTMAPA3UHA;

B. rmnepdeHnnanaHmHemms;

B. neikounTos;

I. NOBbILEHNE YPOBHA TUPO3UHA;

[. nogbem ypoBHA rOMOreHTU3MHOBOM KMUC/IOTbI.

YcTaHOBUTE COOTBETCTBUE MEKAY NPeACcTaBAeHHbIMU NO3ULMAMU. [na KaXKAoro 6yKBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLMIA NPOHYMEPOBaHHbI anemeHT. Kaxkapblit
NPOHYMEPOBaHHbI 3N1€MEHT MOXKeT 6biTb BbIbpaH 0AuH pa3. CKpMHUPpYLOLWME NPOorpaMmbl B
NpeHaTasIbHOW AUArHOCTUKE

A. Y3 CKpUHUHI

B. BUOXMMWNYECKMIA CKPUHUHT

B. LiIMTOreHeTM4eCKNiIA CKPUHUHT

. MoneKynapHbIiA CKPUHUHT

A. UmmyHonornyeckuin ckpuHuHr UccnepoBaHme

1. XopuanbHblii FOHaAZOTPONUH YeNOBEKA

2. TonwmHa BOPOTHMKOBOrO NPOCTPAHCTBA

3. Uuromeranosupyc IgG, aBuaHocTb

4. QHK-auarHocTuka

5. KapuotunuposaHue nnopa

6. CBob6oaHan B-cybbeanHMLLA XOPMOHUYECKOro roHaA0TPOMNNHA Ye0BeKa
AA-2;6-1;B-5;T-4;,40-3,6

6.A-2;6-1,6;B-5;—-4; -3
B.A-2;6-3;B-5;I-4,1-1,6
rA-2,6-4;,B-5,r-6;4-1,3
O.A-3;6-1,6;,B-5;T—-4;, -2



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1IeEMEHT MOXKeT bbiTb BbIbpaH oguH pa3. MeTog,

A. SSCP (Single Strand Conformation Polymorphism)

b. HA (Heteroduplex Analysis)

B. CCM (Chemical Cleavage of Mismatch)

. CekBeHnpoBaHue no CaHrepy Pasmep npoaykKra, n.H.

1.180-250

2.1700

3. 600

4.200-250

Mo ayTocoMmHO-peL,ecCCUBHOMY TUMY HAC/EAYIOTCA:
A. BPOXXAEeHHble NOPOKK cepaLa;

b. anunencuu;

B. nunopocteHos;

I. cemelriHasa asmdusema nerkux;

4. deHnnkeToHypus.

BpoxxaeHHasa meTremornobuHonatna moxeT 6biTb Bbi3BaHa:
A. HeAOCTaTOYHOCTLIO PpepmeHTa gmadopassl;

b. He4OCTaTOYHOCTLIO KaTanasbl;

B. HaAnM4mMem aHomanbHOro remornobuHa S;

. HaAMYMem aHomanbHOro remornobumHa E;

[. HaKONNeHnem rMMKoreHa B KAeTKax.

Ha ponto xpomocombl X yenoBeKa NpUXoaunTCA:

A. meHee 1 % Bcero reHeTUYEeCKOro MmaTepmana, CoAepPKaLLEroca B KNETKE;

B. npnbansutenbHo 5 % BCero reHeTUMYECKoro maTepmana, CoAepP Kalllerocsa B K/eTKe;

B. 6onee 20 % Bcero reHeTUYECKOro MaTepumana, COAEPKaLLLeroca B KNETKE;

. 6onee 50 % Bcero reHeETUYECKOro MaTepuana;

[. KONNMYeCTBO reHeTUYeCKOoro matepmana, KoTopoe CUIbHO Konebnetca B KNeTKax 04HOro
OpraHM3ma B 3aBMCMMOCTM OT CTaAMM OHTOreHe3a 1 TUMa KAETOK.



Mo ayToOCOMHO-AOMUHAHTHOMY TUNY HacNeAyloTCA BCe NepeyncieHHble 3aboneBaHuA, Kpome:
A. cuHgpoma MapdaHa;

B. HeltpodnbpomaTosa;

B. xopeun FeHTUHITOHa;

. axoHgponnasum;

[. aapeHoreHUTanbHOro CMHAPOMA.

Ona npambix metogos [JHK-aAnarHoCTMKM Heob6xoaMMO 3HaTb BCe, Kpome:
A. CMUCOK reHoB, aCCOUMMPOBaHHbIX ¢ 3aboneBaHnem

b. nocnepnoBatenbHOCTU reHa;

B. nonnmopdHbix JHK-mapkepos;

I'. AMarHo3a 3aboneBaHus;

[. Tvna HacnepoBaHuA 3abosieBaHmA.

B MeAMKO-reHeTUUYECKYH KOHCY/IbTaLuIo 06paTUiach KeHLWMUHa, My>K KOoTopoi 6oneH
docparanaberom (runodpocparemmeii). Puck yHachegoatb pocpatamnaber gna ee gerteit
COCTaBNsAeT:

A. BCce ManbyuKu byayTt 601bHbI;

B. Bce AeBOYKM ByAyT 340P0BbI;

B. p1ck 3aboneBaHna ana manbymKa paseH 50%;

I. puck 3aboneBanHna ana AesoYku paseH 50%;

[. Bce aeBoukmM 6yayT 60/1bHbI, @ BCE Ma/Ib4MKU 340P0BbI.

YCcTaHOBUTE COOTBETCTBUE MeXAY NpeAcTaBNAeHHbIMU no3uumamm. [na Kaxkaoro 6yKseHHOro
KOMMOHEHTa BblbepuTe COOTBETCTBYIOLLMIA NPOHYMEPOBaHHDIN 3nemeHT. Kaxabii
NPOHYMepPOBaHHbIA 31IeMEHT MOKeT 6bITb BbI6paH 0AUH pa3, 6onee ogHOro pasa uam He
Bbl6paH HU pa3y. MeHbl

A. FeHbl U NPOTOOHKOrEHDbI

b. leHbl-cynpeccopbl onyxonei XapakrepucTuka

1. MoryT akKTMBUPOBaTbCA amnndUKaumned, TpaHCNOKauue nam mytaumeii reHa

2. NMotepa ¢yHKUUM BeAeT K Pa3sBUTUIO ONYX0au

3. MpucyTcTBYIOT B KNETKaX 34,0pOBbIX NtoAei

4. f1BNAIOTCA ayTOCOMHO-A,0MUHAHTHbIMU

A.A-3;b-1,2

6.A-2;6-3,4

B.A-1,3;b6-
NA-4;6-2,
0.A-3;6-4

2,3,4
3



YKaXuTe TeppuTopranbHY0 MeAULMHCKYIO CNy»KOy, KOTopas yyacTByeT B obecneueHmUm
MaccoBoro o6cneaoBaHMA 6epeMeHHbIX XeHLUH ana GopMUPOBaHMA rpynn pucka no BMP u
XPOMOCOMHbIM 6one3HaAM:

A. nabopaTopHan cny»ba;

b. neanatpuueckan cnyxba;

B. MeanKo-reHeTn4YecKas cnyxba;

I. TepaneBTUYECKaA CNyKbOa;

[. ctomaToniormyeckas cny»ba.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMamMmn. [na Kaxaoro
NPOHYMePOBaHHOI0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT
MoXKeT 6biTb BbibpaH 0auH pa3, 6onee ogHOro pasa Uau He BblbpaH BoBce. BeKTOpHaA eMKOCTb:
A. Hanbonbuas;

b. HaumeHbLuasn. BeKTOpHbIe KOHCTPYKUUUN:

1. PeTpoBupycHbie ;
2. darosble;

3. Ha ocHOBe MCKYCCTBEHHDBIX XPOMOCOM APOXIKEWN;
4. NnasmugHble;
5. KocmupgHble
A.A-1;6-4
6.A-2;6-4
B.A-2;6-5
r.A-3;6-2
O.A-3;6-4

K metogam npamoit HK-AMarHoCTMKK He OTHOCUTCA:
A. annenbcneunduyeckas MNup;

6. MUP-NAP®;

B. cekBeHnpoBaHue [1HK;

I. MLP B peanbHOM BpemMeHU;

[. dparmeHTHbIN aHaNus;

Cpep,Hilﬂ A/IMHA UHTPOHA B GEHOK-KOAMPVIOLU,MX reHax yesiosekKa B napax HykneoTnaax
coCTtaBnAaerT.

A. 8433;

B. 5419;

B. 2444;

r.12434;

[l. 6745.



FeHoM, accoLMMpPOBaHHbIM C pa3BuTUEM 601e3HU Anburemepa, ABNAETCA:
A. MGMT;

b. APOE;

B. BRCA;

I. IRF6;

1. PTEN.

OHK-aunarHoctuka 6onesHet MMNPUHTUHIA CBOAUTCA K ONpeAeNeHuIo:

A. pa3nnuuni B annenbHOM METUAMPOBAHUMN OTLLOBCKOM M MAaTEPUHCKON XPOMOCOM;
b. CTPYKTYPHbIX MyTaLMi B FeHax;

B. pa3aununin B reHHOM aKcnpeccuuy;

[. KPYMHbIX XPOMOCOMHbIX NepecTpoeK;

[. OAHOHYKNEOTNAHbIX NOAMMOPU3MOB.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumuamMmnu. [ina Kaxaoro 6yKkBeHHOro
KOMMOHEHTA BblbepuTe COOTBETCTBYIOLWMIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT 6bITb BbIbpaH 0aAuH pa3. BbiaBneHue accoumaumum
MynbTudaKkropmanbHOU 601e3HU C reHeTUYECKMMUM MapKepamMu ocylecTenseTca no popmyne
X=(axd)/(bxc), rpe:

A.a

b.b

B.c

r.d

O. X MNokasatenb

1. YacTtoTa nepBoro reHeTU4ECKOro mapkepa y 60/bHbIX

2. YacToTa BTOPOro reHeTUYeCKOro mapkepa y 60s1bHbIx

3. NMoka3aTtenb OTHOCUTE/IbHOM YaCcTOTbl PUCKA

4. YactoTta nepBoro reHeTM4ECKOro mapKkepa y 340poBbiX

5. YacroTta BTOpOro reHeTM4ECKOro MmapKepa y 340p0BbiX

A.A3;6-4;,B-1;T-2;4-5

B.A-1;6-2;B-4;T-5; -3
B.A-1;6-5B-3;T-2;[1-4
A1;6-2;B-4;T-3; -5
0.A2;5-5B-4;T-1;[-3

MpumeHeHne NeBOKAapPHUTUHA C Lie/Ibl0 BbiBeAEHUA TOKCUMUYECKUX meTabonntos Hanbonee
apPeKTMBHO NpU OpraHNYECKUX aunuaypuax:

A. 6onesHb lowwe;

B. 6one3Hb KaHaBaHa;

B. nponuoHoBaa aunaypus;

I. 30BanepmnaHoBan auuaypus;

. 6onesHb Pabpw.



B pe3synbrarte npamoit JHK-guarHoctMkm onpeaenaloTca:

A. 60/1bLLME XPOMOCOMHbIE NEPECTPONKY;

b. MyTauus, npuBoAsLLAA K HacneaCcTBEHHOMY 3a60/1€BaHUIO;

B. nHBepcuKn 1 TpaHCAOKauuu;

. NaTONOrMYECKUI annenb, onpeaenstowmii NposiBAeHe HacaeacTBEHHOro 3aboseBaHWA B
CeEMbeE;

[. rpynnbl cuenneHums.

Kputepuamm pns BKAOYEHUA NATONOMMK B NPOrpaMmmy MacCoOBOro BMOXMMUUYECKOro CKPUHUHTA
HOBOPOXAEHHbIX ABNAIOTCA BCE NepeYnceHHble, KPOMe OAHOro:

A. BbICOKas 4YacToTa BCTpeYaemocTu B nonynsaumm (He menee 1:20 000);

b. TAXKeCTb NopaXkeHua ¢ HeobpaTUMbIMKU NOCNEACTBUAMM B BUAE MHBANMAN3ALMM MU PAHHEN
cMepTy;

B. BO3MOXHOCTb MPOCTOM, HaAEKHOM (4yBCTBUTENbHON, CNeunuduYHOMN, 6e3 N0XKHOOTPULATENbHbIX
pPe3yNnbTaToOB) M SKOHOMMYECKM ONPaBAAHHON ANArHOCTUKMN B AOKIMHUYECKOM CTaanM
3ab0/1eBaHus;

. BOSMOHOCTb MAaTOreHETUYECKOM UM MHOW 3PPEKTUBHOM KOPPEKLMM BbIABAEHHOTO
HapyLeHus;

[.. BbIpaXKeHHbIN KAMHUYECKUA NOAMMOPOU3IM BonesHu.

Mpaimepbl 310:

A. meyeHble ¢parmeHTbl IHK, onpeseneHHOM n0KanmM3aumm Ha XpOMOCOME;
6. ¢parmeHTbl AHK anmHom 500- 1000 HyKNeoTnAOB;

B. KopoTkue 20-25 HykneoTnaos cneundudeckmne ¢pparmeHTol AHK;

I. dparmeHTbl AHK, BCTpOEHHbIE B BEKTOPHYIO CUCTEMY A/1A PA3MHOMKEHUS;
[. KopoTKue nonnnentTuapl.

K metogam KocBeHHoM AHK-anMarHoCTMKM OTHOCATCA:

A. xpomaTorpadus;

b. anekTpodopes;

B. aHann3 MMKpoCaTeNnIMTHOro NOANMOPPU3IMA;

. MeTo4 04HOHUTEBOrO KOHPOPMALMOHHOIO NOIMMOPPU3IMA;
L. cekBeHnpoBaHue [HK.

BeKTopHas cuctema — 310:

A. cuctema gna nepenayun reHeETUYECKOro MaTepmana BHyTPb KNETKW;
B. cuctema Habopa yHMKanbHbIX nocnegosatenbHocTen AHK;

B. nosTOpAtowanca nocnegosatenoHocTb [AHK;

I. cuctema BaKTEepUA-X035MH;

[. noannentngHaa nocnefoBaTeNlbHOCTb.



DOna anektpodopesa ucnonblyercs:

A. KNOHMpOBaHHbIN pparmeHT AHK;

B. akpunamuaHbI AN arapo3HbIN reb;
B. TepmocTOMKan nonnmepasa;

I. bepmeHTbl pecTpUKumm;

[. BEKTOpHas nocnenoBaTeNibHOCTb.

YcTaHOBUTE COOTBETCTBUE MEKAY NpeAcTaBAeHHbIMU NO3ULMAMU. s Kaxkaoro 6ykBeHHOro
KOMMOHEHTA Bblbepute COOTBETCTBYIOLMNIA MPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMEPOBAHHDbIN 3/1EMEHT MOXET bbiTb BbIbpaH oguH pa3. OCHOBHble HacneaCcTBEHHbIE
3aboneBaHusA, NpeaHaTa/ibHaA ANArHOCTUKA KOTOPbIX BO3MOXHA 6MOXumMMUUYecKumm
nccNef0BaHUAMMU aMHUOTUYECKOM UAKOCTU

A. bone3Hu HaKonneHUA NPOnU3BOAHbIX XONecTepuHa

b. HapyweHua obmeHa myKononucaxapuaos

B. HapyweHua obmeHa aMMHOKUCIOT U OPraHUYECKUX KUCNOT

I. HapyweHus obmeHa yrneBoaoB Uau IMUKONPOTEUHOB

. Npouune HapyweHua bonesHb

1. lomouucTMHypua (BUTammnH B12-4yyBCTBUTENbHDIA U BUTaMUH B12-pe3ncTeHTHbIN TUNbI)

2. NedmuunTt anbda-rnoKypoHmAaasbl

3. bonesHb Pabpu

4. dyko3npos

5. CuHppom Jlewa-HuxaHa

A.A-3;b6-5B-1;T—4;

-2
B.A-565-2;B-1;T—4;1-3
B.A-2;6-3;B-1;T—-4;1-5
A-3;6-2;B-1;T-41-5
N.A-3;6-2;B—4;T-1;1-5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpPeAcTaBNAeHHbIMU No3nuuamu. Ana Kaxkaoro 6yKkBeHHOro
KOMMNOHEeHTa Bblbepute COOTBETCTBYIOLLUIA MPOHYMEPOBaHHbIN anemeHT. Kaxkablii
NPOHYMEpPOBaHHbIM 3/1IeMEHT MOXKeT bbiTb BbIbpaH oguH pas, 6onee ogHOro pasa uam He
BblbpaH HM pa3y. 3aboneBaHue

. Femodpununsa

. bonesHb PeknuHrayseHa

. TMneproHnyecKkana 6onesHb Tun Hacnepo0BaHUA

. PeueccuBHbIN, cuenneHHbIU ¢ X-XpoMOCcoMOoW

. JOMUHAHTHbIN, CLUENNEHHbIA C X-XPOMOCOMOM

. AYyTOCOMHO-peL,eCCUBHbI

. AYyTOCOMHO-A0MMHAHTHbIN

. MynbtudakTropranbHbii

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

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

B.A-1;6-5;B-2

A3;,6-5B-2

0.A-3;6-5;B-4

>0V HWNEDOD



K npoToOHKOreHam K/ieTKuU OTHOCATCA:
A. reHbl «IOMaLIHEro Xo3ancTea;

B. pocToBble GaKTOPbI U UX PELLenTOpPbI;
B. reHbl- XpaHUTENIN KNETOYHOTO LMKANA;
. MUTOXOHAPMWA/bHbIE TEHbI;

. UMNPUHTUPOBAHHbIE FeHbI.

[OnA BpOXKXAEHHOrO rMNoTUpPe03a XapaKTepHo:

A. 3a601eBaHMA CLENNEHO C NOJIOM;

B. B KpOBM U APYTrMX BUONOTMYECKMX HKUAKOCTAX OTCYTCTBYET TMpeoTponuH (TTT);
B. 60n1e3Hb HeU3neunma;

[. HeOHaTaNbHbIA CKPUHUHT OCHOBaH Ha onpeaeneHnn TTI B KpoBU pebeHKa;

[1. 6e3 neyeHuns pa3BMBAOTCA TMraHTU3M U sHUedanonaTms.

YcTaHOBUTE COOTBETCTBUE MEKAY NPeACcTaBAeHHbIMU NO3ULMAMU. [na KaXKAoro 6yKBeHHOro
KOMMNOHEHTa BblbepuTe COOTBETCTBYIOLLMA NPOHYMEPOBaHHbI anemeHT. Kaxkablit
NPOHYMEPOBaHHbI 3N1eMEHT MOXKeT 6biTb BbibpaH oauH pa3. MeTopa, (MaTtepran) MHBa3MBHOM
NpeHaTaZIbHOW AUArHOCTUKMU

A. LlutoreHeTyeckoe uccneaoBaHue (KNeTKM XOPMOHA, Ky/IbTUBMPOBaHHbIE aMHUOTUYECKUE
KNeTK1M unm ammeouuTbl nnoga)

b. MoneKynapHo-reHeTU4YeCKoe, BUOXMMMUYECKoe NN UMMYHONIOTMYECKOe UccneoBaHue
(XOpMOH, aMHMOTHYECKUE KNETKU, KPOBb)

B. Natomopdonornueckoe nccnepoBaHme (Koxka u Mmbilibl nnoaa)

. ®eTockonua NMokasaHuA

1. BbICOKMIA PUCK pOXKAEeHUA pebeHKa C HacneACTBEHHbIMU 32601€BaHUAMM KOXKU (MXTUO3bI,
aNMAEpPMOn3bl), C MbilleyHoi guctpodueit [oweHHa

2. YTOUHeHue AMarHo3a BPOXKAEHHbIX MOPOKOB Pa3BUTUA

3. B03pacT XKeHLMHbI K MOMEHTY poaoB 35 neT u cTaplue; XpOMOCOMHas MyTaLuaA Yy OAHOro U3
poauTeneit; poxkaeHue npeaplayliero pebeHka c XpoMocomHol 6one3HbI0; HU3KUiA YPOBEHD
A®I1 B cbIBOPOTKE KpOBU BepemeHHOI4; pe3ynbTatbl Y3U, npegnonaratowme XpoMOCOMHYIO
6onesHb y Nnoga

4. BbICOKMIA PUCK pPOXKAEHUA pebeHKa C reHHoM 601e3Hbl0 NO pe3ynbTaTam MeAUKo-
reHeTUYEeCKOro KOHCYNbTUPOBaHMA (peTpo- NN NPOCNEeKTUBHOIO) MU NPOCEUBAIOLLLUX
Nporpamm BbiiIBIEHUA reTe PO3UroTHOro HOCUMTE/IbCTBA; AUArHOCTUKA MHPEKUUK nnoaa,
UMMYHOAEPULMTOB, UMMYHHO HECOBMECTUMOCTM MaTepu U Naoaa

A.A3;6-4;,B-1,T-2
b6.A-1;6-2;B-3;T-4
B.A-1;6-2;B-4;T-3
rA-1;,6-3;B-4;,1-2
O.A-1;,6-4,B-3;T-2



Knaccuueckas popma peHUNAKETOHYPUUN NeUUTCA AUETON C HUSKUM COoAepIKaHUeM:
A. beHnnrnnumHa;

b. 2-4-gnHuTpodeHnNriMapasuHa;

B. deHmnrmapasuHa;

I. deHnnanaHuHa;

L. METUOHMHa.

MeTopA reHeTUYECKOro KapTUPOBaHMUA MY/IbTU(AKTOPUANbHbIX 3a60neBaHUM:
A. aHanu3 cuenneHus;

B. cekBeHMpoOBaHWE reHoB;

B. uccnepoBaHue accoumaumini B NONyAsUMAX U CEMbAX;

. MeToA, NAEHTUYHBIX MO MPOUCXOXKAEHUIO anneneu;

[. reHeTUYECKUIA aHaNN3 CKPeLLMBAHUI MOAENbHbIX OPraHM3MOB.

YT0 U3 NpeAcTaB/NIeHHOro ABNAETCA OHKOCYNPEeccopom?
A. BRCA1;

b. ADD1;

B. IL28B;

. CFTR;

[ AZF.

MLP ucnonb3ytot ana:

A. M3y4yeHnAa XPOMOCOMHbIX MOJIOMOK;

B. uccnepoBaHnA XPOMOCOMHOIO 63HAWHTa;
B. amnanduKkaumm yyactka AHK;

. 3MepeHUA aKTUBHOCTN GEPMEHTOB;

. BoxmMmmyeckoro CKpMHUHra 6epemeHHbIX.

MokasaHua gna npoBeAeHUA cneLunanbHbiX BUOXMMUYECKUX TECTOB:

A. yMCTBEHHAA OTCTaNOCTb, BPOXKAEHHbIE NOPOKM Pa3BUTUA Pa3/INYHbIX OPraHOB U CUCTEM;

b. NpuBbIYHOE HEBbIHALLMBAHME;

B. KOMNAEKCbl BPOXKAEHHbIX MOPOKOB PA3BUTUA M MUKPOAHOMANUIM pa3BUTUA HA GOHE npe- U
NOCTHaTaNbHOM 3a4eP*KKM GMU3NYECKOro Pa3BUTUS;

I. pBOTa, AernapaTtauma, HapyLueHne ablxaHuA, acumuT y pebeHKa 1-ro roga XusHu npu
WUCKAOYEHMN NOPOKOB pa3BuTtuA KKT;

[l. BCe nepeyncneHHoe.



CuenneHo ¢ X-Xpomocomoi HacneayloTca 3abonesanHus:
A. remodpununs;

6. 6onesHb JayHa;

B. 4anbTOHU3M;

. bEHUNKETOHY PUS;

L. cmHgpom dDaBapaca.

B rameToreHese XeHLUHbl C CUHAPOMOM TpUcommumn X moryt o06pasoBaTbCcA rameTbl C
QHOMAa/IbHbIM YUC/IOM XPOMOCOM. ITOT BAPUAHT HEPACXOXKAEHUA MOXKHO 0603HAUUTD KaK:
A. NnepBUYHOE HEPACXOXKAEHWE,;

B. BTOpMYHOE HepacxoXKaeHue;

B. TpeTnuHoe HepacxoXKaeHue;

I. ABOMHOE HEPACXOXKAEHUE;

[. nocnegoBaTesibHOE HEPACXOXKAEHME.

YCTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumuamu. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTA BblbepuTe COOTBETCTBYIOLWMNIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT bbITb BbibpaH oauH pa3. HacnepcreeHHas 6one3Hb
obmeHa BewecTs

A. bonesHb Tea-Cakca

b. PeHUNKeTOHYpUA

B. bone3Hb lNowWwe

. TuposamHemusa tmna 1

A. UnctmHypma buoxummueckuim gedekr

1. FnoKko3unpasa

2. [NedeKT TpaHCNoOpTa aMUHOKMUCNOT B NOYKaX

3. B-rekcozammHupgasa

4. deHMNaNAHUHIN[POKCUNA3A

5. dypamunauyeroauerar U manennaueroayetar

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

b.A-3;6-4;,B-1;T-5;,1-2
B.A-3;6-2;B-1;I-5;4-4
NNA-2;6-5;B-3;r-4;,a4-1
O.A5 b6-2;B-3;T-1; -4

Ona nabopatopHoOii AMArHOCTUKM MYKOBUCLMA,03a NPUMEHAETCA BCE NepeyncaeHHoe, Kpome:
A. onpeaeneHma MMMYHOPEAKTUBHOIO TPUMNCUHA;

b. onpepeneHna aneKkTponnToB NoTa;

B. BblABNEHUA XKMpa B Kae;

. onpeneneHma akTUBHOCTU NULLEBAPUTENBHbIX GEPMEHTOB B Kane;

[. Tecta ¢ ueETMANUPUONHXNOPULOM.



OCHOBOMONOXHUK KIMHUYECKOU reHeTUKM B Poccum:
A. H.K. Konbuos;

B. A.C. CepebpoBckuif;

B. C.H. laBuaeHKoB;

I'. H.B. Tumodees-PecoBcKui;

A. H.N. Ay6uHuH.

Ana puarHocTuku 6onesHei, ANA KOTOPbIX MYTAHTHbIA FeH HEM3BECTEH U HEe JIOKA/IN30BaH,
npumeHseTca:

A. npAMas geTeKkuma ¢ UCNOAb30BaHMEM crneunudUUecKmMx MONEKYNAPHbIX 30HA0B;

b. cemelHbIM aHaNu3 rpynn cuenieHuns;

B. meToa, cneumduryecknx pecTpukTas;

. NPAMOW CUKBEHC;

4. DA,

Xpomocomocneuyuodpuyeckue 3oHabl HK — ato:

A. IHK XpOMOCOMHbIX GparMeHTOB Pa3HOWN A/INHbI;

6. ¢parmeHTbl AHK, coaeprkalime TONbKO CTPYKTYPHbIE reHbl;

B. ¢parmeHTbl HK, coaeprkalime TONbKO CTPYKTYPHbIE reHbl;

I. KNOHMpOBaHHbIe PpparmeHTbl [AHK, xapaKTepHble 41a onpeaeneHHbIX XPOMOCOM;
. dparmeHTbl AHK, cogeprKalme pacceaHHble NOBTOPbI.

Cratyc pd-11 akcnpeccuu onpegensior ana HasHavYeHUsA
A. PARP-uHrnburtopos

6. lyuyeBoi Tepanum

B. MHrMBUTOPOB MMMYHHbIX KOHTPOJIbHbIX TOYEK

I. AKTMBaATOPOB penapauum

JyxpomaTuH aBnaeTca

A. TPaHCKPUNUMOHHO aKTUBHbIM XPOMAaTUHOM

6. O6nacTbio NpUCoeANHEHMA BEpETEHA AeNEeHUA
B. KOHUEBbIM Y4aCTKOM XPOMOCOM

I. TPQHCKPMMNUNOHHO HEAKTUBHbIM XPOMATUHOM

Hanbonee pacnpocTpaHeHHbIM XPOMOCOMHbIM HapyLleHMeM B rpynmne NaLueHToB C
anuaencuen aBnaeTca

A. CnHgpom [ayHa

b. CuHapom mukpoaeneumn 16p13.11

B. CuHapom mukpogeneumn 17p13.3

. CuHgpom mukpoaynamnkaumm 17921.3



OAaHMM 13 He g OCTaTKOB TEXHOJI0TMUM Crispr-cas9 aBnseTca

A. HeBO3MOXKHOCTb 06ecneyYnTb NOCTOAHHYI aKcnpeccuio Cas9 B KeTKax
b. loporoBmsHa TeXHONOIMMK

B. HeBo3moKHOCTb TpaHcheKunm Komnnekcos Cas-gRNA B KNeTky

. Hecneundurueckaa akTMBHOCTb HyK/1easbl Cas

He aBnseTtca 60ne3HbIO U HE UMEeT KIMHUYECKUX NPOAB/IEHUU COCTOAHMNE
A. TunepranupHemmm

b. N'mnepoKcanypumn

B. AAKanToHypun

I. NeHTO3YypUnn

TexHonorua cekseHnposaHus illumina ocHoBbiBaeTcA Ha
A. MocTtukosom MUP

6. dnekTpodopese

B. NMupocunkBeHnpoBaHum

. MocTukoBoM rmbpmamnsaumm

O6paboTtky nomeweHui MLP nabopatopumn npoBoaAT B COOTBETCTBUM C
A. CaHuUTapHbIMK NpaBUIaMK

b. KnnHnyeckummn pekomeHgaumamm

B. TOCTamu

. MeTogunyeckMumu yKasaHnamm

Knetka yenoseKa cogepxur KOMUW MUTOXOHAPUANbHOW AHK € AUHOrOo ranioTmna
A.10-20

6.1-8
B. 1000 — 8000
r. 100 - 800

MoneKkynapHo-reHeTU4YECKMA MEeTOA, OCHOBAaHHbIMA Ha UCNO/Ib30BaHUMU SHAOHYKNEasbl,
Ha3biBaeTcA

A. XpOMOCOMHbIM MUKPOMATPUYHbIM aHAN3OM

b. Monnmopdmamom ganH amnanUKaLMOHHBIX GparmeHToB

B. Monmopdmamom gnnH pecTPUKLUMOHHBIX pParmMeHTOB

. dparmeHTapHbIM aHa/IN30M



MeHeTpaHTHOCTb reHa NpU aXoHAPONNA3UK cocTaBnseT (B %)
A. 100

b.75

B. 50

r.25

DnAa Tpex uneHoB ceMbM (BCe MYXKCKOro Noaa) C yMCTBEHHOM OTCTaZIOCTbIO, XapaKTe pHbIMMU
yeptamm nmua (makpouedanus, BbicTynarowmii 106, oTTonbipeHHble U 60nbluKeE YLIHbIEe
PaKoBUHbI, TO/ICTaA U BbiBEPHYTaA HUXKHAA ry6a) 1 MaKpoOpXMaU3MOM MOXKHO NPeanoNoXKUTb
AWarHos

A. Muonatua [ioweHHa

6. CuHgpom MapdaHa

B. CuHapom MapTuHa-bann

. CuHgpom [ayHa

MeTtoaom nabopatopHoit gnarHoctuku BUY-uHdpeKummn, no3sBonAloLWwmUm 06HapYKUTb cam
BUPYC, ABNAETCA

A. MonekynapHO-reHeTU4ecKni

6. Mukpobuonormyeckumi

B. Ceponormyeckuii

I'. Buonornyeckumm

MeXXPOMOCOMHbIE NepecTPOKU NPeacTaBnAlT coboit 3MmeHeHUA

A. B pacnosioxeHuu 63H408 B npeaesiax 04HON XPOMOCOMbI

B. B pacnonoskeHum 634408 B npeaenax AsyxX U 60s1ee HeromoI0rMyYHbIX XPOMOCOM
B. Yncna xpomocom, KpaTHOTO raniougHomy

. Y1cna xpomMocom, HEKPATHOTO raniouaHoOMy

MyTauma no TMny peumunpPoOKHOM TPAHC/IOKALLMKU OTHOCUTCA K
A. BHYTPUXPOMOCOMHbIM NEPEeCcTPoONKam

b. Monnnaongnam

B. MeXXpOMOCOMHbIM NepecTpoiikam

. AHeynaonamam

OAHUM U3 MexXaHU3MOB BO3HMKHOBEHUA OAHOPOAUTE/IbCKOW AUCOMUU ABAAETCA
A. KomnnemeHTtaumsa ramet

b. 9HapoMmMTO3

B. HapyLwweHune 610Ka noancnepmmm

. ChvaHMe onnoA0TBOPEHHOM AULLEKNETKM C NONAPHBIM Te/IbLEM



FfopmoHOM, BblagenseMbiM rMnoTanamycom, ABNAETCA
A. Koptuson

b. TOHaAOTPONUH-PUAUIUHT TOPMOH

B. donnunkynoctTumynmpyrowmim ropmoH

I. TecTocTepoH

K Hanbonee paHHMM KNMHUYECKMM NPOABAEHUAM 601€3HM HUMAHHA-NUKa TUN C OTHOCAT
A. CuHapom xonecrasa

b. AcuuT nnoga

B. lenatomeranuto

. MHPUNbTPATLI B NEFKMX NEHUCTBIMU KNETKAMM

MHTepdasa cocTouT U3 cTaguii

A. MNpodasza---- Tenodasa ----metadasza----aHada3sa
b. Mpodaza----meTadasza----aHadaza----Tenodasa
B. Mpodaza---- aHadaza----Tenodasa ----meTtadasa
r. Gl---S---G2

MeToaom, npuMeHAeMbIM B MONEKYNAPHOU Buonorum gna BbiABAEeHUA onpeaenéHHON
nocneAoBaTe/IbHOCTU PHK B 06pasue, ABnseTtca

A. HosepH-6noT

b. Cay3epH-6n0T

B. BectepH-6n0T

I. UcTepH-6n0T

CupeHomenusa npu guabetmyeckoim ambpuonaTtMm oTHOCUTCA K
A. Jedopmaupsam

b. Manbdpopmaumam

B. Aucnnasmam

. Avspynuymam

Mo3anuumsm no y-xpomocome Mo3KeT b6bITb 04HO U3 NPUYNH CUHAPOMA
A. KasnibmaHa

b. Ceaiepa

B. CBAVD

I. TeCTUKYNAPHOM ANCreHe3nu



HakonneHue B cembe TaKMX ONyXOJiel, KaK paK TOICTON KULLKK, paK SIHAOMETPUSA, paK
ANYHUKOB, paK NOYKMU, PaK roJIOBHOro Mo3ra Haubonee xapaKtepHo gan

A. CemenHOoro aAeHOMaToO3HOro Noanno3a

b. CuHapoma JIn-dpaymenu

B. CuHgpoma fInHua

. CuHgpoma KoyaeHa

leH, AMHA KOTOPOro MeeT reHeTUYEeCKUii pasmep 6onee 3 caHTUMOpraHua, — reH
A. AuctpodumHa (DMD)

b. betta-rnobunHa (HBB)

B. 21-Tmapokcunasbl (CYP21A2)

. NamuHa (LMNA)

Kapuotun naumMeHTOB C CUHAPOMOM HUMMEreHa XapaKTe pu3yeTca NoBbILLEHHO YacTOTOM
A. KonbLeBbIX XpOMOCOM

B. XpomocomHbIx abeppaumin ¢ npenmyLLecTBEHHbIM BOBAEYEHMEM XpOMOCOM 7 1 14

B. CeCTpUHCKMX XpOMATUAHbIX 06MEeHOB

. Mo3aun4yHoM aHeynongmm

NHTepdasHbliii fish-aHanns npu npeMmMnaaHTauMOHHOI reHeTUYECKOM ANArHOCTUKe
obecneunsaer

A. Hanbonee KNMHMYECKM 3HAYMMbIX aHEYNA0UANN

B. UckntoueHne XpOMOCOMHOIo MO3anumM3ma

B. UckntoueHne aHeynaomanin no BCeM XxpomMmocoMam Habopa

I. UckntoueHme cbanaHCMpPOBaAHHbBIX XPOMOCOMHbIX NepecTpoeK

Annasua ny4yeBoi KOCTU NpU CMHAPOME tar OTHOCUTCA K
A. Jedopmaupsam

b. Anspynumam

B. Aucnnasmam

. Manbdopmaumam

Ecan myKunHa-anb6MHOC (ayTOCOMHO-peL,ecCMBHbIN TUN HAacneA0BaHUA) BCTynaeT B 6pakK ¢
YKeHLWMHoM 6e3 peHOTUNMUYEeCKUX NPoABAEHU anbbMHM3Ma, MaTb KOTOPOI anbbuHOC, a oTel,
3[,0p0B, TO PUCK pPOXKAeHUA 60nbHOro pebeHKa B 3TomM 6paKe coctaBaseT (B NpoOLLeHTaxX)

A. 100

b.75

B. 50

r.25



Nor-oKpacka no3BosseT BU3ya/IM3MpoBaTb Ha MeTadasHbIX XPOMOCOMaxX
A. PErvoHbl CEerMeHTHbIX AYyN/IMKaumit

B. AapbllKO0O6pasyowme PErMoHbI aKPOLIEHTPUYECKUX XPOMOCOM

B. CybTenomepHble permoHbl METaLEHTPUYECKMX XPOMOCOM

. CybTenomepHble PernMoHbl ANIMHHBIX N1eY aKPOLEHTPUYECKMX XPOMOCOM

He Bce 3ameHbl 0CHOBaHMW NPUBOAAT K MUCCEHC-MYTaLMM U3-32 TAKOro CBOMCTBA
reHeTUYECKOro Koaa Kak

A. BbIpOXKOeHHOCTb

b. TpunnetHocTb

B. OgHO3HAYHOCTb

. YHMBepcanbHOCTb

ONA OLEeHKN YPOBHA AOHOPCKOrO XMMEpPU3MA NOC/Ie a/i/IOFeHHOM TPaHCN/IAHTaLum
reMono3TUYeCKUX CTBOIOBbIX KNeTOoK ¢ nomoubto fish-aHanusa ncnonbsyor
30HAbI K
A. LleHTpomepHble; NOJI0BbIM XPOMOCOMaM
b. LlenbHOXPOMOCOMHbIEe; ayToCOMaM

B. LenbHonneyesble; NONOBbIM XPOMOCOMaM
I'. JTokyc-cneunduyHble; ayTocomam

MeHeTpaHTHOCTb NpeacTaBnaeT coboit

A. MNokasaTenb nepefaym NpmMsHaka 60NbHOM KEHLLMHON BCEM A04YEPAM U CbIHOBbAM, @ 601bHbIM
MY>KYMHOM TO/IbKO BCEM A,04epPsAM

B. BepoATHOCTb NPOABAEHNA NPU3HAKA Y PA3HbIX JINLL, UMEIOLLMX FeH, KOHTPOANPYOLW M AaHHBIN
NpU3HaK

B. CTeneHb BbIpaXKeHHOCTM NPU3HaKa UK 6onesHu

. BepOATHOCTb CYLLLECTBOBAHUA FEHETUYECKM reTePOreHHbIX GOPM HAacNeACTBEHHOMO CUHAPOMA

XpomatuH npepcraBnneTt coboun

A. PHK

6. AHK

B. BewectBo xpomocom, coctosauee u3 AHK, 6enkos n PHK
I'. HernctoHoBble 6enkun

OCHOBHble MeToAbl ANArHOCTUKU IM30COMHbIX 60n1e3Heit HakonneHus
A. bBuoxmmunueckme, MosekyNApPHO-reHeTUYeCcKume

b. LluToreHeTnyeckne, MONEKyNApHO-reHeTn4ecKkne

B. KnnHnyeckue

. MonekynapHoO-uuUTOreHeTu4ecKkme



Konbuesaa xpomocoma ob6o3HauaeTca
AT

b. Inv

B. Ins

r.rR

3abonesaHMeMm, BbI3BaHHbIM U3MEHEHUEM YMUCIAa MUKPOCATENIMTHbIX NOBTOPOB, ABNSETCA
A. bonesHb XaHTUITOHA

b. CuHgpom AHrenbmaHa

B. ®eHnnkeToHypua

. Mykosucungos

Kamntogaktunma npossnserca 8 Buae

A. OTcyTCTBUA CpeaHux GanaHr nanbLes

b. UcKpmBNEHMA HUKHEN KOHEYHOCTH

B. JlatepanbHOro nnn megmanbHOro UCKPUBAEHUA NanbLa

. CrmbaTenbHOM KOHTPAKTYpe NPOKCMMA/IbHbIX MeX(PaaHTOBbIX CYCTaBOB

OrpaHMYeHHbI NNAaLEHTON MO3anuLM3M COCTaBAAET A0 NPOLLEHTOB BCeX
LMTOreHeTUYECKMX HaX0A0K B NPeHaTasibHOM KapuoTMNMpoBaHUU

A. 15

b.2

B. 50

r.20

Mpu Ty6epo3HomM cknepose TexHonorna mipa (MynabTMnaeKcHaa amnanduKauma AMrMpoBaHHbIX
30HA0B) UCNONb3yeTCA ANA NOUCKA

A. KopoTkux uHaenos (ao 10 n.o.)

6. SNV

B. MpoTarKeHHbIX geneumi

I. XMepHBbIX TPAHCKPUNTOB

YnbtpaduroneToBbi CBET B MONIEKYIAAPHOI 6MONOrMK MCNONbL3YIOT ANA
A. HanpaBneHHOro mytareHesa cneundpuyeckmx yyactkos HK

b. Buayanmnsaunm HyKNeMHOBbIX KUCNOT

B. KannbpoBKM aBTOMATUYECKUX NUNETOK

I. OuncTkm obpasuo PHK oT nnwHen AHK



Mpu 60n1€3HM HUMAHHa-NMKA TUN C NaToreHHble BapuaHTbl MOryT 6bITb 06HapYKeHbl B reHax
A.NPC1

b. GLA

B. GAA

. GBA

dopmyna Kapuotuna 47,xx,+ 21 ceuaeTenbCTByeT 0 TOM, YTO B K/1I€TKaX UMeeTca myTauuma no
T™Mny

A. Noancomnu

b. Tpucomum

B. MoHocommun

. Hynnncommm

CornacHo NpuHUUNYy Hymepauum 63HA0B BA0/Ib XPOMOCOMbI AJIMHHOE NJ1IeYO XPOMOCOMbI 18
paiAoH ABa NepBblA 63HA, cneayeT 3anucaTb, Kak

A. 18P21

b.18Q11

B. 18P11

r.18Q21

KpbiWwKy 3eneHoro uBeta MMeeT BaKyyMHasa Nnpobupka ans 3abopa Kposu, coaeprkaLlan
A. Jnokena KpemHua

b. UutpaT HaTpmA

B.34TA

. Conb renapuHa

MoneKyna AHK coaepXuTca B
A. Agpe

b. KomnneKkce Nonbxam

B. Pubocomax

I. Insocomax

Me:xay HyKneotTuaamm B Lenu AHK obpasyercs cBA3b
A. lNMentnaHan

b. PocdoanadpumpHasn

B. AucynbdungHan

. N-rnuko3mngHas



Mpeumywecteom metoaa sky B cpaBHeHuu ¢ mfish-aHannsom saBnserca

A. BO3MOXXHOCTb BK/IFOYEHMA B aHA/IN3 XPOMOCOM, HAXO4ALLMXCA B HANOXKEHUM HA MmeTadasHbIX
NAACTUHKAX

B. BO3MOYHOCTb MCMNO/1Ib30BaHUS MeHbLUero Habopa ¢payopoxpomos gna co3aanHma HK-3o0Ha08
B. bonblwasn paspewatow,an BO3MOXKHOCTb

. CtoumocTb ob6opyaoBaHms

MyKumnHbl-HocuTenm ot 60 go 200 Konui cgg-NoBTOPOB B reHe fMrl nmetoT NOBbILEHHbIN PUCK
poXaeHua

A. BonbHbIX BHYKOB Npu nepeaaye npemyTaumm 4o4epam

B. BonbHbIX BHYKOB Npu nepeaaye npemyTaumm CbiIHOBbAM

B. BonbHbIX goyepen

I. BONbHbIX CbIHOBEWN

AHanorom metoaa mband no cnocobHocTn guddepeHLUPoOBaTb BHYTPUXPOMOCOMHbIE
nepecTpoirkn ABnAeTCcA

A. HR-CGH

b. Rx-FISH

B. CGH

r. CISS

OAaHUM U3 meTOoAOB pasaeneHua U Busyanusauum npoaykros lMNLUP asnsetca
A. dnekTpodopes B resie U OKpacka

b. UMMmyHOPUKCaLmMa 1 OKpacKa

B. M303aneKkTpodoKycMpoBaHue B rene

I. CnektTpodoTomeTpus

TaHAeMHble NOBTOPbI C pa3MmepoM MOBTOPAIOLLErOCA 3/1eMeHTa OT HECKO/IbKMX COTEH A0
HeCKO/IbKUX TbicAY N.H. Ha3biBaloTcA

A. Mukpocatenamtamm

b. MukpommHucatennmtamm

B. MuHucatennuntamm

. Catennutamm

MeHpenesckue 60ne3Hu ABNAIOTCA pe3y/IbTaToM

A. MyTauui B OTAENbHbIX reHax

B. XpomocomHbix abeppaumii

B. BsaumopencTeuna reHeTu4yeckmx GakTopoB 1 GaKTOPOB OKPYIKaloLLEN Cpeabl
. U3MeHeHUN Yucna XpPOMOCOM B reHome



MeueHue AHK-30HA0B AN GpAyopecueHTHO in situ rMépuansaumMm ocyLecTBAAIOT C NOMOLLLbIO
peakuum

A. HuK-TpaHchaunm

b. KonnuectsenHom MLUP

B. O6patHom MUP

I'. KanenbHon undposon MLP

MoHomepamu 6enKoB ABNAIOTCA
A. A30TUCTble OCHOBaHME

B. AMMHOKUCNOTLI

B. Hykneotnapl

. NenTuabl

PenanKauua KOHLUEBbIX YYAaCTKOB XPOMOCOMbI OcyLLecTBaseTca 6narogapa pepmeHTy
A. Pennukase

b. AHK-nonnmepase ramma

B. Tenomepase

. Tononsomepase

[na aHanu3sa TpaHCKPUMNTOMa CTOUT UCNO/NIb30BaTb METOA,
A. MUP B peanbHOM BpemeHH

b. CekseHnposaHua JHK

B. CekBeHnpoBaHua PHK

I'. BectepH-6n0T

FeH cynepokcMpancmyTasbl 6bin KapTMPOBaH Ha 21 xpomocome nyTem U3y4eHUA aKTUBHOCTU
aToro ¢pepmeHTa y NaumueHToB C CUHAPOMOM

A. DaBapaca

6. KnatHdenbTepa

B. [layHa

I. NaTay

Ponb MOHO-yOMKBUTUHNMAINPOBAHUA TMCTOHOB H2BK120 3aKkntovaeTcs B

A. MpuBneyeHnn meTenunpytowmx epmeHToB B 061acTb AaHHOM MogMbUKaLMM TMCTOHOB
B. UHrMbupoBaHMM TpaHCKpMNUmMm

B. ®ocdopunmnposaHum ructoHa H1 npu KOHAEHCAUNN XPOMATUHA

I. UHMupauum n anoHraumm TpaHCKpUNUUm



B popmMMpPOBaHMM KOHTAKTA MeXKAY CECTPUHCKMMMU XPOMaTUAaMM nocae penanKauum
yyacrtsyeTt , UCYe3aloLWM B MOMEHT aHadasbl KNeTOYHOro AeNeHus

A. AproHasT (Ago 1)

B. LyrowwuH (Sgo |)

B. Koxe3unH

I. LleHTpomepHbIl 6enok B

B cocTtaB peakuuoHHoM cmecu ana MNLUP He BxoauT
A. AHK-nurasa

b. MloHbl marHuA

B. AHK-nonmnmepasa

. DNTP

Kapuotun manbumka ¢ CMHAPOMOM BOJ1bda-XUPLLUXOPHA MOXKET 6bITb 3anNUcaH B BUAe
A. 46, XX, del(6p)
B. 46, XY, del(4p)
B. 46, XY, del(5p)
r. 46, XX, del(7p)

B xpomocoMHOM aHanuse He HYXXAAI0TCA XKEHLWHbI, KOTOPble UMEIOT B aHaMHe3e
A. CnoHTaHHble abopTbl B NepBOM TpuMmecTpe bepemeHHOCTH

b. [leTein c MHOXeCTBEHHbIMW BPOXKAEHHbIMM MOPOKAaMM Pa3BUTKA

B. [leTei ¢ yMCTBEHHOW OTCTA/IOCTbIO BC/IEACTBME ALEPHOMN KENTYXM

I. [leTen ¢ XpOMOCOMHbIMW CUHAPOMAMM

OnA rMnoToHMYecKon 06paboTku Npu NPUroToBNEHUM NPENAPATOB U3 KY/IbTUBUPOBAHHbIX
nmmeoumtos nepudepudecKkoim KpoBM UCNONb3YIOT

A. Xnopwug HaTpuA

b. LuTtpaT Kaauma

B. Xnopug Kanua

I. UntpaTt HaTpmAa

Mpu noao3peHnn Ha 3aboneBaHus, MNP KOTOPbIX YaCTO BCTPEYaloTCA MO3anYHble 4)0pr|,
HEOGXOAMMO npoaHann3npoeaTtb He mieHee METa¢a3HbIX NNACTUHOK

A. 100

b.11

B. 50

r.30



dopmyna Kapmotuna 46,xy,inv(3)(p13g21) ykasbiBaeT Ha HaAnuume
A. MNepunueHTPHUYECKON MHBEPCUM

b. MapaueHTpryecKon nHeepcum

B. M3oxpomocombl

I. UHcepumn

FeHeTMUYEeCKUM PaKTOPOM pUCKa NpeXKaeBpeMeHHOro npepbiBaHUA 6epeMeHHOCTU ABNAKTCA
A. HocutenbCcTBO 04HUM M3 poaUTENEN yBENIMYEHHDbIX FETEPOXPOMATUHOBbBIX CErMEHTOB

b. HocutenbctBO 0gHMM U3 poautenen cbanaHCcMpPoBaHHOM XPOMOCOMHOWM NePeCcTPONKM

B. HocutenbcTBO 04HMM U3 poauTenen NoMMOPPHbBIX BAPUAHTOB CMYTHUYHbIX HUTEN

. Haanume myTtaumn AZFa y oTua

dopmupoBaHMe CNepmaTo3onaoB U3 CNepMaToroHuii NPoUCXoauT B
A. CemeHHbIX Ny3blpbKax

b. 3ayaTKkax Nos0BbIX roHag,

B. 9nugmnanmuce

I. Anykax

MuTo3 obecneunsaer

A. BO3MOXHOCTb PEKOMBMHALMM XPOMOCOM M FeHOB NPW NOJI0BOM MpoLecce

B. MoaaepskaHne NOCTOAHCTBA YMCAa XPOMOCOM U FreHeTUYecKon MHGopMaLMn B KIETOYHbIX
NOKONIEHUAX

B. BO3MOXXHOCTb pEKOMBUHALMM XPOMOCOM U FeHOB NPY NOJIOBOM NPOLLECCE U NOCTOAHCTBO
KapuoTuna B pAay NOKONAEHUI OpraHN3MoB AaHHOIO BUAA

[. MOCTOAHCTBO KapnoTMNa B PAAY NOKONEHWUIA OPraHM3MOB AaHHOTO BMAA

KpaTtHoe rannonaHomy nsmeHeHue 4ncna Xpomocom — 3T0
A. Tpucomma

b. Monnnnongna

B. MoHocomusA

I. AHeynaonama

Ona NpoxoXXAeHUA KPOCCUHroBepa y Hocutenen pobepTCOHOBCKUX TPAHCAOKALUN MeXKay
HEeromo/IorM4YHbIMM ayTocOMaMu B npodase i meino3a i XpOMOCOMbI, y4acTByloLLME B
TPaHCAOKauumn, obpasyior

A. KBagpusaneHT

b. TpuBaneHT

B. YHuBaneHT

I. MonoBoe Tenbue



B aMHMOTUYECKOI }KNAKOCTU, NOIlY4EHHOM NPU aMHUOLeHTe3e, TpebyeTca AonoNHUTEeNbHOe
KYNIbTUBUPOHUE KNETOK ANA UCCNe[0BaHUA

A. Kapnotumna

B. AKTMBHOCTU pepmeHTOB

B. Anbda-petonpoTemHa

. MeTtabonutos

B pamKax TPOMHOro Tecta Ha MapKepHble CbIBOPOTOYHbIE 6e/1IKKU, KOTOPbIiA NPOBOAUTCA ANA
NpeHaTaZIbHOW AUArHOCTUKU XPOMOCOMHbBIX HapyLUEeHW Y N10Aa, U3MepPAETCA KOHL,EeHTPaLua
A. X4, A®I, cBobogHOro acTpnona

6. PAPP-A

B. X'y

. PAPP-A n cBobogHom B- cybbeanHuubl XMy

MuHuMmanbHoe uncno nHtepdasHoix agep, Heobxogmumoe ana onpeaeneHUs NPOLEHTHOro
copep>KaHuA NON0BOro XpOMaTUHa, PaBHO

A. 100

b.10

B. 20

lr.30

®DYHKUMOHANBbHO aKTUBHbIM XPOMATUHOM B K/NeTKe ABNAEeTCA
A. AppbiwKo

b. leTepoxpomaTuH

B. Tenomepbl xpomocom

. dyxpomaTuH

MpeHaTanbHaA AMArHOCTUKA HAcNeACTBEHHbIX 60n1e3Heil BbINONHAETCA C Le/blo
A. MonyyeHns MHGopMaL MM PoAUTENAMM M BPAYAMM O COCTOSHMM 34,0P0BbA N10A43
B. CHUKeHMA Konnyectsa 60/1bHbIX B MONyAsALMM

B. MpeaoTepalLeHna poxaeHna pebeHKa C TAXKeN0M HacNeaACTBEHHOM NaTonormein
I'. Bbibopa poautensamu nona naoaa

OCHOBHbIM COBPEMEHHbIM METOA0M MAaCCOBOro CKPUHMHIA HOBOPOXKAEHHbIX B CTPaHaxX eBpornbl
asnaeTca

A. lNonHOe 3K30MHOEe CeKBEHMpOBaHUe

b. TaHaemMHaa macc-crnekTpomeTpuma

B. TapreTHOe ceKBeHMpOBaHUe

. UMMyHOpEPMEHTHbIN aHaNm3



KopTuKanbHoM peaKuueit Ha3biBaloT

A. dopMMpoBaHNE KOPTMKANbHbIX TPaHy BHYTPW OOUMTa

B. [lereHepaLMto }KeHCKOro NpPOoHyKAeyca nocae onaoa0TBOPEHNUA

B. CnAHME KOPTUKANbHbIX rPaHy ¢ MeMbpaHoi cnepmaTosonga

I. JlTokanbHOE NOBbILEHMNE KOHLIEHTPALMN MOHOB KaNbLUUA U BbIBPOC KOPTUKA/IbHbIX FPaHy N B
oouuTe

HacneactBeHHble HapyLwweHMAa meTaboansma B OCHOBHOM 06yC/10BAEHDI
A. Uutonnasmatmyeckom HacneaCcTBEHHOCTbIO

b. JOMMHAHTHbIMM FreHamm

B. PeueccmBHbIMU reHamu

. XpOMOCOMHbIMU TPUCOMUAMM

Mpu Konnuectse Konuii noBTopa B reHe 6onee 200 onpegeneHne 3KCNAHCUU NPOBOAMUTCA C
NOMOLLbIO

A. Metoga NUP-NAP®

b. CekBeHMpoBaHUA reHa

B. Metoga MUP-SSCP

I. bhoT-rnbpmngmsaumm AHK-30HgaMum

MoBTOpPHbBIN PUCK poxKAeHUA 6BoNbHOro pebeHKa B cembe a1Aa CUHAPOMA XaHTepa, ec/iM MaTb
reTepo3uroTHbliA HOCUTE b, COCTaBAAET

A. 50% Ana manbumkos, 50% aesoyek byayT HoCUTENbHULAMM

6. 100% He3asncumo oT nona

B. 50% He3zasucmmo ot nona

. 25% Hesasucmmo ot nona

Konnuectso BapnaHTOB rameT y Hocutena po6epTcoOHOBCKOM TpaHcnokauum der(14;21)
(q10;910) pasHo

A.6

b.2

B.1

r.4

Y 60/1bHbIX C CUHAPOMOM KnaiH$enbTepa MOXXHO 06HaPYKUTb
A. Kapuotun 46,XX

b. Kapuotun 45,X

B. Kapuotun 47,XXY;

I. Kapnotun 47,XYY;



AHOManbHaa popma MoYeK YLUHbIX PaKOBMH B COYETAaHUM C HU3KUM POCTOM, AUCNIa3UEN U
BPOXAEHHbIM BbIBUXOM JIOKTEBbIX U1 KONIEHHbIX CYCTaBOB XapaKTepHa AnA

A. CuHgpoma JlapceHa

b. AypuKkyno-octeoamcnsiasum

B. CuHgpoma [ayHa

. CnHgpoma AapcKora

Hanbonee nHpopmatuBHbIM METOAO0M NpPU BbIIBAEHUN HapyLLEHUAA AMUHOKUCIOTHOrO obmeHa
AsnaeTcA

A. LluToreHeTnyeckoe nccnenoBaHme

b. UccnepoBaHue KpoBu Ha C-6enok

B. MiccnepoBaHme mouM M KPOBM Ha cBOBOAHbIE aMUHOKUCAOTbI

I'. UccnepoBaHue 6enKOBOro cCnekTpa naa3mbl KPOBU

1 CaHTMmopraHupga cooTBeTcTByeT

A. YacToTte pekombuHaumm 1%

6. 10 Hykneotnaam B uenoyke AHK

B. OgHomy KoaoHy B uenoyvke AHK

. OgHOMy HyKneoTuay B uenoyke JHK

Tpodobnact aBnsaeTca YacTbio

A. BnactoumncTbl

b. CemaBbIHOCALLMX NPOTOKOB

B. BHyTpeHHel KNeTo4HOoM Macchbl
. Me3ogepmbl

Camoi yacton Gopmou raiaKTo3eMmumn ABAAETCA
A. lanaktozemua Tun 1

b. lanaktozemuna tmn 3

B. Nlanaktosemuna tmn 2

I. TpaH3UTOpPHAA ranakTosemus

MpoueHT cemeit ¢ myTauuamm B reHax brcal, brca2 cpegm Bcex cemenHbIX CyyaeB paKa
MOJIOYHOM Kene3bl COCTaBAsAeT

A.50

6. Okono 30

B. bonee 80

. Okono 10



Deneuunn npepcrasnsaer coboi

A. [loNONHUTENBHYIO XPOMOCOMY

b. YTpaTy 4act XpoMoCcoMbl

B. CoeguHeHne nae4ymkoB XpOMOCOMbI
I. YTpaTy BCEN XPOMOCOMbI

B npouecce MNUP sbiaenalor ctagum

A. PaspyLueHune xoHaa, AeHaTypauma, SN10Hraums

b. leHaTypauma, OTKUF NpanMepoB, pa3pyLLUeHMe nparmepa
B. T'mMbpunausauma, pecTtpmukuma, geHaTypauma

I. leHaTypauma, OTKUI NPaNMepOoB, 3/I0OHrauua

MuKpocatennntbl onpeaenaroTca Kak

A. MoBTOpAOLWMECA NOCNeA0BaTENbHOCTN U3 04HOro Hykneotuaa (C)n

6. YHMKanbHble NnocnenoBaTeibHOCTU B 06/1aCTM reHoB cucTembl penapauymn JHK

B. NoBTOpstowmeca nocneaoBaTe/IbHOCTM U3 ABYX HyKneoTnaos (CA)n

. TaHaemHo noBTopsAtowmeca pparmeHTbl aaepHon OHK gnnHon ot 1 go 6 nap ocHoOBaHWM

CornacHo npuHUMNy Hymepauuu 63HA0B BAO/Ib XPOMOCOMbI AJ/IMHHOE MJ1IEYO Y-XPOMOCOMDbI
paiioH 1 63HA 2 cneayeT 3anUcaTb, Kak

A.Yql2

b. Yp21

B.YQ21

r.YP12

C ucnonb3oBaHMEM MeTOA0B FTEHOMHOIO peAaKTUPOBAHUA B HacToALLEee Bpemsa MOryT 6biTb
YCTpaHeHbl NPUYUHDI

A. TonureHHbIX HacNeACTBEHHbIX 3a601eBaHU

B. MoHOreHHbIX HacneacTBeHHbIX 3a601eBaHuUM

B. 3a6oneBaHui1, BbI3BaHHbIX FEHOMHbIMW MyTauMaMM

I'. 3a601eBaHMI, BbI3BAHHbIX XPOMOCOMHbIMM NEPECTPONKaMM

Mpumepom moanPUKaLMOHHOK N3MEHUYUBOCTU MOXKET CYXKUTD
A. I3ameHeHMe OKpacKu LepCcTH 3aiila 3Mmon

b. PorKaeHne NnaneBoro LWeHKa Y YepHbIX poautenen

B. YonuHeHue wewm xupada B npoLecce 380AH0LNN

I'. NosBneHne B noTomcTBe ocobu-anbbuHoca



Mpu noarotoBKke marepuana ANA LUTOreHeTUYECKOro uccnea0BaHUA OCTaHaBINBaET AeslIeHue
KNeToK Ha cTagmu metadasbl, 610kMpya popmmupoBaHue BOIOKOH BepeTeHa AeneHus

A. KoaxuuymH

6. RPMI-1640

B. F'mapoKkapboHaT HaTpus

I. Tensauyba aMOPUOHAIbHAA CbIBOPOTKA

lNMokasaHuem ana HanpaBNAEeHUA Ha LLUTOreHeTUYEeCKoe uccaepoBaHue ABNAETCA
A. TunoreHuTanmsam

b. PaHHee nonoBoe co3peBaHue

B. KapunHoma noykm

. YMCTBEHHaA OTCTaNOCTb B CTENEHM IETKON A,ebUNbHOCTU

MeTtoa nonmmopdursama ANMH peCcTPUKLUOHHDbIX PparmeHTOB OCHOBAH Ha

A. Paznnumax HyKneoTuaHoOM nocnenoBatenbHOCTM monekyabl JHK B caliTe y3HaBaHuA ana
9HA0HYKN€a3bl PecTPMKLUNM

b. T'mMbpngmsaumm monekynol HK ¢ pepepeHcHOM nocnenoBaTeNbHOCTbIO

B. OnpegeneHnn nocnenosatesibHOCTU HYKNeoTUA,0B B mosiekyne AHK

. OnpepeneHnn NPoTAXKEHHbIX Aeneumi monekynol JHK

[OnA HeOHATaNIbHOro CKPUHUHIA ralakTo3e MUU, UCNOJb3YIOT ONpeAeNeHne KOHLUeHTpauum
A. JTakTO3bl

b. ManbTOo3bI

B. Nanakto3o—1—-¢pocdaTta

. ToTanbHoM (06LLen) ranakTosbl

BTopoe menoTuyecKoe geneHue 3aKaHYnBaeTca
A. MNocne Bbixoga ooumTa M3 GONAUKYNA

b. Nocne BblgeneHne nepsoro NOAAPHOro Tesbla
B. lMocne onnopoTBOpeHUa oounTa

I'. B aHadase
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