TecThbI ¢ BOIPOCAMH 10 CIIENHATBHOCTH
«I'eHeTnKa» AJIA aTTECTAIIMH
BbICILIAs1 KATErOpusi

Kynutb 6a3y C OTB€TaMUN MOXKHO 34€eCb:

=» medik-otvet.ru/product/genetika test/ "

NMonesHble cCbINKU

1) Tectbl No "reHeTuKe" ANA aKKpegUTaLUKU U gpyrux sksameHos (3700 sonpocoB.)

=» medik-otvet.ru/product/genetika/

2) Tectbl gnA akKKpeauTauum «J/labopatopHasa reHeTuka» (2400 sBonpocoBs)

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

3) NabopaTtopHasna reHeTuKa (artTrecrauus) (530 sonpocos)

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

O6paTtute BHUMaHMeE: BOMNPOCHI MOTYT NepeMeLLaTbCA MeXAy KaTeropuammn n noBTOPATLCA B Pa3HbIX
pasgenax. [Ana NONHOLEHHOW NOATOTOBKM PEKOMEHAYEM U3YYUTb BCE KaTEFOPUM.

BbICTPbIA NOUCK: HaxkmuTe Ctrl + F U1 BBeAWUTE HECKOJIbKO NepBbiX 0B Bonpoca noapasd. He
KONMpy#Te BONPOC LLe/IMKOM — MNepeHoChbl CTPOK, NLWHME Npobenbl Uau CKpbITble CUMBOJIbI MOTYT
nomewaTb NoucKy. Ecnm Bonpoc He HaxoguTcs, NonpobyiiTe BBECTM YacTb BapMaHTA OTBETa, a 3aTeM
CPaBHUTE HaWAEHHbIN BONPOC C UCXOLHbIM.

BbiCLUaA KaTeropua

BepHyTbCcA B HaYano


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

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMaMU. [Na Kaxaoro
NPOHYMEPOBAHHOIO 3/1eEMEHTA Bblbepute 6yKBEHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT
MoXKeT 6bITb BbibpaH 0auH pa3, 6onee ogHoOro pasa uam He BblbpaH BoBce. CUHAPOMDI:
. Cungpom KnaitHdenbrepa;

. CuHpgpom TepHepa. XapaKkTepHble KAMHUYECKME CUMNTOMDI:

. HuskopocnocTb;

. EBHyxongHoe cTpoeHue Tena;

. BbicoKkuit pocr;

. KpbinoBupaHblie CKNagKku Koxku B 06nactu weu;

. HapyweHue nonosoro passutus.

.A2,3,5; 61,4

.A2,3,5; 61,4,5

B.A1,4,5;62,3,5

>V WNEHRNDD

Opeiid reHOB cBA3aH C:

A. YpoBHemM MyTauyOHHOro npouecca;

b. YposHem oT1b60pa;

B. ChyyaliHbiMm pacnpeaeneHnem reHos B NONyALMM MAJI0Or0 Pasmepa;
. HapyweHnem naHmumkcmu;

[. CH/XKeHnemM ypoBHA reTeposunror.

OCHOBHOI 0COH6EHHOCTbIO FreHETUYECKOW CTPYKTYPbl U30/IATOB ABNAETCA:
A. YBennyeHue Jonu reteposunror;

b. YBennuenme Aonn AOMMUHAHTHBLIX TOMO3UIOT;

B. YBennueHue gonum peueccmMBHbIX rOMO3UroT;

I. CHUXKeHWe [,01n peLecCUBHbIX TOMO3MIOT;

. MpumepHO 0gMHaKOBOE COOTHOLLEHNE FTOMO- U reTepPO3mnrorT.

Mpo6aHaa my»XcKoro nona B Bo3apcre

3.5 nert c »anobamum Ha nosbiweHne KOK go 10 000 Ea/n, TpyaHOCTAMM Npy nogbeme No
NnectHuue, 6bicTpon yToMAAeMOCTb Npu xoabbe. Ob6cneaoBaHMe CTOUT HAYUHATD C:

A. Nowucka aenupin/gynamkaumin 8 reHe DMD

B. Moucka geneuunit 7-8 ak3oHoB reHa SMIN1

B. TaHaemHow macc - cnektpomeTtpun (MC/MC)

I'. Mownck YacTbix MyTaumin B reHe HINT1

. NGS-cekBeHMpPOBaHMUSA MO NaHenun reHos "HeBpHO-MblLlLeYHble 3aboneBaHna"



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMamMmn. na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBEHHbIA KOMNOHEHT. ByKBEHHbIV KOMNOHEHT
MoXKeT 6biTb BbibpaH 0auH pa3, 6onee ogHoOro pasa uau He BblbpaH BoBce. TUMNbl XPOMOCOM:
. MeTtaueHTpuueckue;

. CybmeTtaueHTpuyecKue;

. AKpoueHTpuyeckue. XpomoCcombl:

. Xpomocoma 1;

. Xpomocoma 5;

. Xpomocoma 13;

. Xpomocoma 16;

. Xpomocoma 7;

. Xpomocoma X;

. Xpomocoma 21,;

. Xpomocoma

19.

A. Al1,8; b5,6; B3,7

6. A1,4,8; 62,5,6; B3,7

B. A1,3,7; b5,6; B4,8

O NOUVDWNEREROD

B cocTaB reHa 3yKapuorT, Kak e4UHULLbI HacneACTBEHHOU MHPOPMaLLMKN, BXOAMT:
A. MpomoTop, UHULUUUPYIOLWLMIA KOAOH, 3K30HbI, UHTPOHbI, TEPMUHUPYOLLMIA KOAOH;
B. OK30HbI;

B. UHTPOHBbI;

I. NlpomoTOp, MHTPOHDI;

. MpomoTop, MHULMUPYIOLWNIA KOAOH, UHTPOHbI, TEPMUHUPYOLWMIA KOAOH.

B He60/1bLIOK NONYAALMM C BbICOKOW YaCTOTOM ayTOCOMHO-PELLeCCUBHOTO aibbMHM3Ma 60n1bHan
YKEeHLLMHa BCTynaeT B 6paK co 340p0BbIM MYXKUYMHOMN, POAUTEIN KOTOPOTO TaK»Ke 340pPOBbl, a
AeA, No OTLOBCKOM MHUM Bbln anbbuHocom. PUCK poxKaeHuna 6onbHoro pebeHka B aTom bpake
CcOoCTaBAsAeT:

A. Bce petn 6yayTt 60nbHbI;

b. 50%;

B. 25%;

r. 10%;

[. Bce netn 6yayT 340p0Bbl.

Ecan B AHK amunHOKKCNOTa NeiiumH KogupyeTca Tpunaetom LLAA, To KoMnaeMeHTapHbIM
KogoHom mPHK byaer:

A. AULL;

b. IYY;

B. YYA;

r. Lur;

4. YALL.



KoHcynbTupylowanca }KeHwmrHa ctpagaeT pocdpatamabetom. Y Hee ecTb ABe 6ONbHbIX
docparanaberom cectpbl M ABa 380p0BbIX 6paTa. MaTb npobaHaa 3aoposa. OTew, U ero pogHas
cecTpa cTpagatoT pocharamabeTom, a ewe aBa ux 6para 3goposbl. Pocparamabetom cTpagana
6abyLuKa NO OTL,0BCKOI IMHUK, ee cecTpa U oTel, a ABa bpaTta 6abywKu n ux getn 6oinun
340p0Bbl. BepoATHOCTb poxkaeHua 6onbHOro pebeHka y npobaHga cocrasnser:

A. 100%;

6. 50%;

B. 25%;

I. Bce Manbuunkm byayT 601bHbI, AEBOYKN 34,0POBbI;

[. Bce neBoukm 6yayT 60/1bHbI, MaNbYMKM 340POBbI.

BeKtopHasa cuctema — 3T10:

A. Cuctema gna nepenaydm reHeTUHECKOro matepuana BHYTPb KNeTKY;
b. Cuctema Habopa yHMKanbHbIX nocnegosatenbHocten JHK;

B. NosTopAatowaaca nocnegosatenbHocTb AHK;

. Cuctema BaKTEpPUA-XO3AMH;

L. MonnnentnaHaa nocneaoBaTenbHOCTb.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU No3ULMAMU. Ona Kaxkaoro
NPOHYMePOBaHHOr0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT
MOXKeT 6bITb BbibpaH 0auH pas, 6onee oaHOro pasa unu He BbibpaH BoBce. K HacneACTBEHHbIM
3aboneBaHnAM U3 rpynnbi:

A. JInzocomHblie 60n€3HM HaKONNEHUSR;

B. MepokcucomHbie 3aboneBaHna. OTHOCAT:

1. CuHapom XaHTepa;

2. LUenbBerepa cMHApPOM;

3. AgpeHo-neikoguctpodpus;

4. bone3Hb HumaHa-Nuka TMna

C.

A.Al1,4;62,3

b.A2,4;b63,1

B.Al1,2,4; B3



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3uuMamn. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eEMEHTA Bblbepute 6yKBEHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT
MoXKeT 6bITb BbibpaH 0auH pa3, 6onee ogHOro pasa uam He BblbpaH BoBce. TUN HacheAOBaHUA:
A. AYyTOCOMHO-peLLeCCUBHbIN TUN;

b. AYyTOCOMHO-A40MMUHAHTHbIN TUN;

B. X-cuenneHHbI TMN. 3aboneBaHus:

1. MbiweyHaa aucrpodpua [iloweHa;

2. CnuHanbHaA mbiweyvyHana atpodpua 5q;

3. XopeAa eTUHITOH];

4. MuotoHu4yecKasa guctpodpua 1-ro tmna.

A.A2; B3,4; B1

6. Al,2; B3; B4

B. A3; 62; B1,4

Hanbonee BepoATHbIM ANArHO30M y NaLMeHTa C U3SMeHeHuAMM Ha MPT, HAanoMUHaKLWKUMK
«rnas Turpa» ABnAeTCcA

A. Mporpeccupytowan Hapy»KHaa opTanbmonaeria

b. HempopereHepauua c HakonieHMem meam B mo3sre

B. HepopaereHepauuel ¢ HaKONIEHNEM »Kene3a B Mo3re

I. Nporpeccupytowmii HekpPo3 H6asasibHbIX raHIMEB

A. CuHgpoma Jin

YCcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNAeHHbIMU NO3nLUAMU. OnA KaxKaoro
NPOHYMEePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbIN KOMNOHEHT
MmoKeT 6bITb BbibpaH 0auH pa3, 6onee ogHoro pasa uam He BbibpaH BoBce. TUN OCHOBAHUM:
A. MNMypuHbI;

b. MupumnauHbl. Ha3zBaHMe OCHOBaHMIA:

1. ApeHuH;

2. TumuH;

3. l'yaHuH;

4. UntosumH.

A.Al1,3;B62,4

6. A3; 62,4

B. Al1,3; b4

Cragma KneTovHoro aeneHua Hambonee yaobHas gna nsyyeHns Xpomocom:
A. Mpoda3za;

b. MeTada3a;

B. AHadasa;

I. NUHTepdasa;

. Tenodasa.



Y pebeHka c aedpopmauymeit TpybUuaTbix KOCTEN, HU3KMM YPOBHEM LLeNoYvHoi PocdaTasbl Kposu
Heob6XxoAUMO 3anoA03pUTh:

A. TusoHemuio 1 Tuna

b. TMnodocdarasuio

B. Mykononucaxapmngosa 1 tuna

. Bone3Hb BonbmaHa;

[. ButamuH - [l - pe3ancTeHTHbIN runopocdaTteMmnUYEecKnin paxuTa

YCTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMaAMU. [Na Kaxaoro
NPOHYMePOBaHHOr0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT
MoXKeT 6bITb Bbi6paH 0auH pa3, 6onee ogHoro pasa Uau He BblbpaH BoBce. Mpu 3aboneBaHUAX:
A. ®eHUNKeTOHYpUSA;

b. TuposuHemusa 1 Tuna.

B. BonesHb "Moum c 3anaxom KneHoBOro cupona'. buonoruyeckue }¥nakoctn 60abHoro
npuobpeTatot:

1. "MbiwmnHbIN" 3anax;

2. 3anax "BapeHoM KanycTbl";

3. 3anax "kneHoBoro cupona".

A.Al; b2; B3

b. Al; B3; B2

B. A2; B1; B3

Mpu Nnogo03peHnn Ha HapyLLeHUe CUHTE3A XKeMYHbIX KUCI0T Heobxogumo npoBeaeHue
aHanusa:

A. KenyHbIxX KUCAOT mouu;

b. CneKkTpa aunMNKapTUHUHOB;

B. CnekTpa aMMHOKMCAOT MOYU;

. CneKTpa aMMHOKUCAOT NJ1a3mbl;

A. TAT mouwn.

MopoK pa3BUTUA KaKOro opraHa IeXuUT B OCHOBe ceKBeHuuu Motrepa?
A. NopOK pa3BUTMA FONIOBHOIO MO3ra;

b. [TOpOK pa3BTMA NoYeK;

B. lMopoK pa3sutna cepgua ;

I. MopOK pa3sBnTHA rnasa;

L. TTopoK pa3sutua yxa.



Komnnekc cumnTtomoB, BKIKOYAOLWMIT MUKpoLuedanuio, NTo3, SNMKAHT, FTMNOCNaauio,
QHTMMOHTOJIOUAHDINM pa3pes rnas, MMKPOreHuto, pacliesimHy Heba, BbiBepHyTble HO34pH,
LUMPOKUIA aNbBeONAPHbIA Kpaih BepxHei yentoctn, cuHgaktuauio ll-lll nanbues Ha cronax,
NOCTAaKCUANbHYIO NOJIUAAKTUINIO, BbIPAXKEHHYHO YMCTBEHHYIO U PU3MUYECKYIO OTCTANIOCTD,
COOTBETCTBYET CUHAPOMY:

A. Dnnnca BaH KpeBenbaa;

b. ®paHueckeTTy;

B. HyHaH;

. Cmuta-Jlemnun-Onutua;

[. dayHa.

OrpaHnM4yeHMe NAaHMUKCUU B NONYAALUUN NPUBOAMT K:
A. CHMXKEeHMIO J,0NU AOMUHAHTHbBIX FOMO3UIOT;

b. CHMXKeHUIo f,0NM peuecCMBHbBIX TOMO3UIOT;

B. CHMXKeHUIo f,0NM reTepO3uror;

. YcTaHOBNEHMIO MOCTOAHCTBA YaCTOT annenen;

[. YcTaHOBNAEHMIO NOCTOAHCTBA YAacTOT reHOTUMOB.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU No3ULMAMU. Ona Kaxkaoro
NPOHYMePOBaHHOr0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT
MOXKeT 6bITb BblIbpaH 0auH pas, 6onee ogHOro pasa unum He BbibpaH BoBce. TUNbl NepecTpPoek:
A. TeHOMHbIe;

B. XpomocomHblie. MepecTpoiku:

1. UuBepcum;

2. NMonunnoungum;

3. TpaHcnoKauum,

4. Neneuunn;

5. Tpucomuu;

6. Monucomuu;

7. Qynankauun.

A.A2,5,7; B61,3,4,6

6. A2,5,6; 61,3,4,7

B.Al1,3,4,7; 62,5,6

MopoK pa3BUTUA KaKOro OpraHa IeXuUT B OCHOBe ceKBeHuuu Motrepa?
A. NopoK pa3BUTMA FONOBHOIO MO3ra

b. MopoK pa3BTMA noyek

B. lMopokK pa3sutuna cepaua

I. MopoK pa3snTHA rnasa

L. TTopoK pa3sutnA yxa



B cembe ¢ 60/1bHbIM MYKOBUCLLMA030M pebeHKa npu nocneaytoweit 6epemeHHOCTU Yy maTepu B
AaHHOM 6paKe npeHaTanbHaA AWArHOCTUKa:

A. He nokasaHa B BUAY HU3KOIO pPMCKa NOBTOPHOMO POXKAEHUA pebeHKa C MyKOBUCLIMA030M;

6. BO3MOKHa npu M3BECTHOM reHoTune 601bHOrO;

B. MoKasaHa npu BbliBAEHUU Y3-MapKepoB MyKOBUCUMA03a Y N1043;

. BO3MOKHa M NpU HEM3BECTHOM reHoTune 60/1bHOro pebeHKa;

. He nupopmatmnsHa.

ATaKcuA XxapakrtepHa ansa

A. bonesHn HumaHHa-lNuKka TMna C;
b. CvuHapoma Jlyn-bap;

B. CuHapoma AHresnibmaHa;

I. CnnHouepebennsapHomn aTakcuu;
[. Ona Bcex BblwenepevyncsieHHbIX.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU No3uLMAMU. Ona Kaxkaoro
NPOHYMePOBaHHOr0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT
MoXKeT 6bITb BbiIBpaH 0aUH pas, 6onee ogHOro pasa unum He BbibpaH BoBce. 3aboneBaHus:
A. MyKononucaxapupaos;

b. bone3Hb BunbcoHa-KoHoBanoBa;

B. TuposmHemua 1 Tuna. Uccheayemble bUOXMMMUUECKMe MapKepbi:

1. 3KcKpeuuma megm ¢ MOYOM;

2. YpoBeHb CYKLMHUNAL,ETOHA MO4M;

3. YpoBeHb rnmko3ammHornukaHos (FAl) mouu;

4. YpoBeHb LepynonnasMmmHa Kposu;

5. YpoBeHb TMPO3UHA KPOBMU.

A.A3; b1,4; B2,5

b. A5; 62,4; B1,3

B. Al; b2,3; B4,5

YcTaHOBUTE COOTBETCTBME MeXKAy NpeacTaBieHHbIMU No3uumamu. ina Kaxkporo
NPOHYMePOBaHHOrO 3/1IeMeHTa BblbepuTe 6yKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT
MoXKeT bbITb BbIbpaH oauH pas, 6onee ogHoro pasa nam He BbibpaH BoBce. OnpeaeneHune:
A. ®parmeHT 04HOI XPOMOCOMbI NPUCOEANHAETCA K NOBPEXAEHHOMY KOHLLY APYroi;

b. Pa3pbiB XpoMOCOMbBI B ABYX MeCTaxX U nocaeaytowiee coeguHeHne 3Toro pparmeHTa, Ho €
nosopoTtom Ha 180 rpaaycos. fiBneHue:

1. rannoungus;

2. Tetpannounpgus;

3. Aeneuyus;

4. UHBepcus;

5. TpaHcnokauus.

A. Al; B5

b. A5; b4

B. A5; B3



Fremodunua Hacnegyetca no X cuenneHHomy Tuny. NMpobaHpg, (60n1bHOM MY}KUMHA) KeHaT Ha
cBOeil poacTBeHHULE, OTel, KOTOPOoi TaKXKe 6oneH remodpunmnein. BepoaTHoCTb poXkaeHUA
60nbHbIX AeTeit B ITOM bpake cocTaBnserT:

A. 100% aons cbiHoBen 1 0% ans poyepen;

B. 50% He3aBMCKMMO OT MONa;

B. 50% ana coiHoBen n 0% anAa goyepen;

. 25% He3aBMCUMO OT NONa;

. 0% He3aBMcMMO OT nona.

MN3BeCTHO, UTO COOTHOLLEHUE Pe3yC—NO/I0KUTEbHbIX U pe3yc—oTpuLuaTe/ibHbIX UL, paBHo 84%
n 16% (pe3yc-oTpuuartenbHaa NPUHAL/EKHOCTb Hac/ieAyeTca No peueccuBHOMy Tuny). Yactorta
peueccuBHOro annensa r- B NONyAsauuMmn COCTaBaseT:

A. 60%;

b. 50%;

B. 40%;

. 25%;

. 10%.

K npoTooHKOreHam KNeTKu OTHOCATCA:
A. l'eHbl «4OMALLHEro X03sAMCcTBa»

6. PocToBble ¢paKkTopbl M UX peLenTopbl
B. ['eHbl- XpaHUTeNU K/IeTOYHOro LMKANa
. MutoxoHApuanbHble reHbl

[. UMnpUHTUPOBaAHHbIE reHbl

XpomocomHas HeCcTabubHOCTb XapaKTepHa ANA CUHAPOMA:
A. KnanHdenbTepa;

b. Jlyn-bap;

B. Npagepa-Bunnu;

I. bekBUTa-Bnaemana;

L. WepewescKkoro-TepHepa.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3uuMamn. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBEHHbIA KOMNOHEHT. ByKBEHHbIV KOMNOHEHT
MmoKeT 6bITb BbibpaH 0auH pa3, 6onee ogHoro pasa uau He BblbpaH BoBce. TUNbl NepecTpoek:
. leHOMHbIE;

. XpomocomHble. MepecTponKku:

. UHBepcuu;

. Moannnongum;

. TpaHcnokauuu;

. Aeneuunn;

. Tpucomuuu;

. Monucomuu;

7. Aynankauyum.

A. A5,6; 63,47

b.A2,5,6; 61,2,3

B.A2,5,6; 61,3,4,7

OV A WNEROD>

OHK-30HA, — 370!

A. NMocnepgosatenbHoctn HK, coctoAawan ns 20-25 Hykneotnaos;

b. EAMHMYHbIE pacceAaHHble HYKNeoTuabl;

B. MocnepoBaTenbHOCTb HYKNE€OTUAOB, KOTOPbIE Y3HAET PECTPUKUMOHHAA SHAOHYKNea3a;
I'. MocnepoBatenbHocTb HK ANMHOM HECKONBKO M/IH. Nap HYK/1e0TUAOB;

4. ®parmeHT AHK ¢ dnyopoxpomMHOM METKOM.

B cembe, rage y oTua BTOpas, pe3yc—nonoXKUTeIbHaA rpynna KPoBu, a y matepu TpeTba, pesyc-
NONOXUTENbHaA, poaunca pebeHOK ¢ NepBoit pe3yc—oTpuLaTeNbHOWU rPpynnoi KPoBM.
BepoATHOCTb TOro, UTO Y c/ieayioulero pebeHKa 6yaeT yetsepTan pe3yc—noNoXKUTeNbHaA rpynna
KPOBM, COCTaBNAET:

A.4/9;

b.1/9;

B. 3/16;

r.1/1e;

a.1/11.

MNpo6aHa cTpapaeT aepeKToOM HOITen U KOZIEHHOM YalleyKu, ero bpar 3g0poB. 10
3aboneBaHue 6b1N10 y OTUA NpobaHAa M AeayLWKK No OTUY. BepoAaTHOCTb TOro, 4YTo y npobaHaa
MOXKeT poauUTbcA pebeHOoK ¢ AepeKTOM HOITeN U KONIEHHOM YalleyKn, ecim OH BCTynaeT B 6pakK
CO 340PO0BOI YKEHLLUHOMN, COCTaBNAET:

A. Bce petn 6yayT 60nbHbI;

6. 75%;

B. 50%;

. 25%;

4. Okono 0%.



M3BeCTHO, YTO COOTHOLLIEHUE Pe3yC—NON0KUTENbHbIX U pe3yc—oTpuLaTe/ibHbIX UL, paBHo 84%
n 16% (pe3yc-oTpuuatenbHas NPUHAANEXKHOCTb HacieAyeTca No peueccuBHOMY Tuny). Yactora
DOMMUHAHTHOro annensa R+ B nonynsauumu cocTaBafeT:

A. 75%;

b. 70%;

B. 60%;

. 50%;

4. 40%.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMaAMU. [Na Kaxaoro
NPOHYMePOBaHHOI0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT
moeT 6biTb BbibpaH 0auH pa3, 6onee ogHOro pasa uam He BblbpaH Bosce. 3aboneBaHus:
A. Cunapom KnanHdenbrepa;

b. CuHapom Naray;

B. Cungpom daBapAca;

. CuHapom TepHepa;

O. Cuuppom [layHa. XpOMOCOMHbIe HapyLUeHUA:

1. Tpucomua 21;

. Tpucommsa 13;

. Tpucomms 18;

. MoHocomua

.b2;B3;14; A1
.B3;B2;14; A1

2
3
4
X
A
b
B. B1; B3; I4; A2

Penaunkauma AHK —aTo npouecc:

A. Nepeaaun nHpopmauum ¢ PHK Ha noannentuaHyto uens;
b. YasoeHuna monekynbl PHK;

B. YasoeHua monekynbl HK;

I. Nepegaum nupopmaumm ¢ AHK Ha PHK;

L. Bbipe3aHue MHTPOHOB.

ONA HapyLleHUU CUHTE3a XKeNUYHbIX KUCN0T Hanuume 3yaa:
A. XapaKTepHo;

b. He xapaKTepHo;

B. XapaKkTepHO y AeTe cTapLue Tpex NeT;

I. XapaKTepHO y B3pOCAbIX ;

[. XapaKTepHo y aeten nocne 1 roaa .



leH, oTBETCTBEHHbDI 32 UHAKTUBALMIO O4HOM N3 XPOMOCOM X KEeHCKOro aMmbpuoHa,
NOKaNN30BaH:

A. B AnnHHOM nneye Xxpomocombl X;

b. B reHome mutoxoHApuiA;

B. B KOPOTKOM naeyve Xpomocombl 15;

. B KOPOTKOM nsieye XpOMOCOMbI 1;

. B ogHoM 13 xpomocom rpynnbl G.

B 6paKe COCTOAT MYXXUMHA U KEHLMHA C aXOHAPONNAACTUUECKON Kap/IMKOBOCTbIO. Y MyXa ecTb
340p0BbI BpaT U cecTpa ¢ Tem e 3abonesaHnem. Ux otel, 6oneH, a maTb 340p0BA. Y YKEHbl
06a pogHbIx 6paTa U cecTpa 340pOBbl, KaK U UX poauTenn. BepoaTHOCTb poxKaeHnsa 601bHOro
pebeHKa y 60nbHOM cecTpbl B 6paKe CO 340Pp0BbIM MYXKUMHOI COCTaBNAET:

A. A.100%;

b. 75%;

B. 50%;

. 25%;

. Okono 0%.

Y pebeHKa ¢ gepopmaument TpybUaTbiX KOCTEN, HU3KMM YPOBHEM LeN04HOM ¢pocdaTasbl KpoBU
Heobxoaumo obcneaoBaHMe B OTHOLLEHUU:

A. TusoHemuun 1 T1na;

6. Tunopocdarasmuy;

B. Mykononucaxapugosa 1 tmna;

. bBone3Hn BonbmaHa;

. BUTamuH - [1 - pe3ancteHTHoro runodocpateMmMyeckoro paxmra .

Ecnv MMNPUHTUPOBAHHDBIN reH 3KCNPEeccupyeTca C OTL,0BCKOW XPOMOCOMbI, TO HA MaTe pPUHCKOMU
XpOMOCMe 3TOT reH:

A. He aKkcnpeccupyeTtcs;

b. MimeeT noBbILLEHHYIO 3KCMNPEeCccuio;

B. Torke skcnpecupyeTcs;

I'. Ero aKcnpeccua HeCKONbKO CHUXEHQ;

[. XapaKTepunayeTcsa OTCPOYEHHOM 3KCNpeccuen.

Habop xpomocom B 3urote U B COMaTU4ECKOM KeTKe YeioBeKa Ha3biBaeTcA:
A. AHeyn/IonaHbIm;

b. MannongHbim;

B. AnnnongHbim;

I. MoannaonaHbIm;

L. TetpannongHbim.



MNocnepoBaTeNnbHOCTb aMMHOKUCIOT B NOIMNENTUAHOW LLenu onpeaenseTca:
A. KoHdopmauuein pnbocomHbix 6enKkos;

b. MocnepoBaTenbHOCTLIO HYKNeoTNA0B MPHK;

B. MocneposatenbHOCTbIO HYKNeoTnAoB MPHK;

I. AKTUBHOCTbIO GPEPMEHTOB NOCTTPAHCAALUMOHHON MOANPUKALMUM;

[. MocnenosatenbHOCTbIO HYKNeoTnaos pPHK.

MMnepmeTtunnposaHne UUTO3MHOB B CG-AMHYKNEOTUAAX PEryNaTOPHbIX PaliOHOB reHa
NPUBOAMUT K:

A. NMogaBAeHUO TPAHCKPUNLMOHHON aKTUBHOCTU FreHa;

B. YcuneHuo TpaHCKPMNUMOHHOM aKTUBHOCTU FeHa;

B. YcmneHuto TpaHCKPMNUMOHHOM aKTUBHOCTM FrEHOB COCEAHEro /IOKYCa;

I. He BAnAET Ha aKTUBHOCTb FeHa;

[. HesHaunTenbHOMY CHUMKEHWUIO TPAHCKPUMLIMOHHOM aKTUBHOCTW.

B 6paKe COCTOAT MyXXUMHA U KEHLMHA C aXOHAPONAACTUYECKO Kap/IMKOBOCTbHO.
Fomo3uroTHble 3SM6pUOHDbI N0 JAHHOMY 3a60/1€BaHUIO N1eTa/ibHbl. Y My»Ka eCTb 340P0BbIN 6paT
M cecTpa Cc TeMm e 3abonesaHnem. Ux otel, 6oneH, a MaTb 380p0Ba. Y KeHbl 06a poaHbIX 6paTta
M cecTpa 340pOBbl, KaK U UX poautenn. BepoatHocTb poxaeHua 6onbHoro pebeHka B 6pake
ABYX NOPaXKeHHbIX poauTenei coctaBaser:

A. 100%;

b. 66%;

B. 50%;

. 75%;

[. Okono 0%.

FeTeporameTHbIM Ha3blBaeTCA:

A. Mon, B AUNNONOHON KNETKE KOTOPOro MMEHTCA A,B€E OAMHAKOBbIE NON0BbIE XPOMOCOMbI;
B. Mon, B AMNNONAHOM KNETKE KOTOPOro MMEeTCA ABE PasHble NON0BbIE XPOMOCOMbI;

B. OpraHuam ¢ GeHOTUNNYECKMMM MPU3HAKAMM MYKCKOTO NoAa;

. OpraHu3am ¢ GEeHOTUNNYECKMMM MPU3HAKAMM KEHCKOTO NoNa;

[. OpraHM3m ¢ XPOMOCOMHbIMM NEPECTPOMKAMM NOOBbLIX XPOMOCOM.

MNpu onpeaeneHnu uncna Konui reHos SMN1 n SMN2 nonyueH pesyabrat SMNL1 - 1 konus,
SMN2 - 0 konuii. UHTepnpeTUpyinTe pe3ynbTaTt aHan3a:

A. lnarHo3 cnmMHanbHOM MbilleYHOM aTpodumm 1 TMna NOATBEPIKAEH;

b. HocutensctBo aeneuymn reHa SMIN1 n SMIN2

B. lnarHos cnnHabHOM MbILEYHOM aTPOdUM 2 TUNA NOATBEPKAEH;

I. HocutenbctBo geneunm reHa SMN2

. JnarHo3 cnMHaNbHOM MblLLIEYHOM aTPoduKM 3 TMNa NOATBEPKAEH.



Mpu KOHCYNbTaL UM XKEHLLUHbI C NONMAAKTUIMEN BbIABNEHO, UTO €e MaTb 340p0Ba, a Y OTUa
umeetca nonnaaktunausa. Co CTOpoHbl MaTepu Bce POACTBEHHUKMU 340PO0BbI, @ NO IMHUM OTUa Y
6abyLLIKN NONNAAKTUANA, AeAyLKa U BCe ero PoACTBEHHUKMU 340p0Bbl. BepoATHOCTb poXKaeHUn
AeTel ¢ NOANAAKTUAKEN Y KeHWUHbI B 6pake co 340pOBbIM MYXXYMHOM COCTaBAAET:

A. 100%;

b. 50%;

B. 25%;

. 10%.

Y 340pOBbIX poauUTenen, He COCTOALLUX B KPOBHOM POoACTBE, POAUICA CbiH C
AXOHAPONIAaCTUYECKOW Kap/IMKOBOCTbIO. B poaocnoBHoi apyrux cnyyaes 3aboneBaHuA He
BblfiBNeHO. BepoATHOCTb poxkaeHua 6onbHOro pebeHka y npobaHga B ero 6yayuiem 6pake co
30POBOM *KEHLLMHOWU COCTaBANAET:

A. Okono 0%;

b. 10%;

B. 25%;

. 50%;

. 100%.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU NO3ULMAMU. [nA KaxKAoro
NPOHYMePOBaHHOrO 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT
MoKeT 6bITb BbibpaH 0aUH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce. TUMbl IeYeHUA:
A. CumnTomaTuyeckoe;

b. NaTtoreHeTUyeckoe;

B. 3TMonornyeckoe. J/leyeHue:

1. MpumeHeHMe canponTepuHa npu runeppeHnNanaHuHEMUI;

2. Xupypruuyeckoe neyeHue pacLyesimHbl rybbl u Heba;

3. OmeToTtepanua npu GeHUNKETOHYpUn;

4. PepmeHT-3amecTUTe/IbHaA Tepanua Npyu MyKonoaucaxapupaose.

A.A2; B34

b.A2; b61,3,4

B.Al,2; b4

MpuynHOM BO3HMKHOBEHUA HACNEACTBEHHbIX AedeKTOB 0bMeHa ABNAIOTCA:
A. U3meHeHne yncna Xxpomocom;

b. l'eHHble myTauuu;

B. CbanaHcMpoBaHHbIE TPAHCNOKaLMK;

. FTeHOMHble myTauuu;

[. TepaToreHHble BO34ENCTBMA.



CoueTtaHue Y-06pa3HOro HesapallieHUa TBEPAOro Heba, MMKpoOreHnu M rNocconTosa (aHomanuto
MNbepa-PobeHa) cnegyet pacueHUTb, Kak:

A. CuHapom;

b. Accounauumtio;

B. «ledpeKT egnHOro nons passutmA»;

. Avspynuuio;

. CekBeHumto (NocnefoBaTeNbHOCTb UAU CAEACTBUE) .

Y 601bHOro: BbICOKMW POCT, AJ/IMHHDbIE TOHKME Na/ibLibl, TMNePMO6UNbHOCTb CYCTaBOB,
yBe/inyeHMne KPynHbIX CYCTaBOB C ABeHUAMMU 3NnPU3apHON AUcnNasMm, NI0CKoe AULLO C
runonaasuein cpegHen 4actm, runonaasna HUXKHe YentoCTM U aHOMa/bHbI pocT 3y6oB,
BbICOKaA MMONUA, KaTapaKTa, AereHepaLmusa U OTC/I0MKA CeTYaTKU. ITa KAMHUYECKaA KapTUHA
COOTBETCTBYET CUHAPOMY:

A. AxoHaponna3suu;

6. KnanHdenbtepa;

B. Ctuknepa;

I. FomouucTUnHYy puu;

. dnepca - AanHno.

BenoKk-Koaupyowmn reH — 31o:

A. Yuactok [HK, koaupytowmin nonmnentmaHyo uenb;

b. ®parmeHT nonmnenTnaHoOM Lenu;

B. Anbda-catennntHaa nocnegosatenbHoctb JHK;

I. NosTOpAtowaaca nocnegosatenbHocTb AHK;

[. NocnenoBaTenbHOCTb, PACNON0XKEHHAA 40 CTAPTOBOM TOUKM TPAHCKPUMLUN.

CuHapom CmuTta-/lemnn-OnuTua ABNAETCA HacNeACTBEHHbIM 3aboneBaHnem, 06ycnoBAeHHbIM
HapyweHuem metabonumsma:

A. [ntoKo3bl;

b. BunnpybuHa;

B. XonectepuHa;

I. LLlenoyHot ¢pocdaTasbl;

[. TnnKoreHa.

B He60bLIOW NONYAALMM C BbICOKOW YaCTOTOM ayTOCOMHO—PEL,eCCUBHOIO aNbbuHM3MaA
601bHOM MY}KYMHA BCTyNaeT B 6pak co 340p0BOM XKEHLLMHOM, MaTb KOTOPOIA NOpaXKeHa TeM e
3aboneBaHmnem, a orey, 340p0oB. PUCK poxkaeHua 6onbHOro pebeHka B aTom 6pake cocrtaBnser:
A. Bce petn 6yayT 60nbHbI;

b. 50%;

B. 25%;

. 10%;

. Bce aetn 6yayT 340p0OBblI.



FononpossHuedanmua — 3To NOPOK Pa3BUTUA rOJIOBHOTO MO3ra, XapaKTepu3syloLmiica:

A. NaToN0rM4YeCKUMM KUCTO3HbIMM MONOCTAMM Pa3HOM GOPMbI U BENMUYUHBI, pacno/iaralommmca
B 6e/10M BellecTBe roJ0BHOrO MO3ra

B. MONHBIM UK MOYTU MNONHBLIM OTCYTCTBMEM BONbLUMX NOJYLIAPUIM KOTOPbIE MONOCTbIO
3aMelLLLEHbl, 3aNOTHEHHOW CNMMHHOMO3rOBOWM XUAKOCTbIO;

B. HenonHbiMm pasaeneHvem roIoBHOro Mo3ra Ha noJywapuu;

. AHOManbHbIMU WENAMM B 6O/IbLUMX NONYLIAPUAX FOJIOBHOTO MO3ra;

[. CrnaxkuBaHue U3BWUAMH KOPbl 60NbLLMX MONYLWAPWUA TONOBHOIO MO3ra.

K 3aboneBaHMaAM, CBA3aHHbIM C SKCMAHCUEN TPUHYKNEOTUAHDBIX NOBTOPOB OTHOCUTCA:
A. CuHgpom JloypeHca—MyHa—bapae-bugns;

6. Cunapom lMeppo;

B. CuHapom Jlym - bap;

. CuHapom MepmaHcku - MNyanaka ;

[. Xopesa [eHTUITOHA.

Monekyna pPHK:

A. Cny»xuT 3aTpaBkon npu penankaumm AHK;

6. UmeeT popmy “TpununctHmka”;

B. ABnAetcA KOMNoHeHTOM pnbocombl;

. He nepemeLltaetca 3a npegensl A4pa;

[. ABnaeTca 3aNnCbio CTPYKTYPbI NOAMNENTUAHOM Lenw.

Kakou ¢pepmeHT yyacTByeT B npouecce penimKauuu:
A. PHK-nonnmepasa;

b. AHK-nonnmepasa;

B. Hykneasa;

. Tenomepasa;

. docdopunasa.

OnAa ayxpomaTrMHa XapaKTepHbl:

A. Cnupanusaumsa B MHTepdase;

6. CogeprkaHne CTPYKTYPHbIX FEHOB;

B. UHTeHCcMBHOE OKpawmBaHue no G-meToguKe;
I'. HeakTMBHasa KOHPopmaums;

L. bonbloe KoNMYecTBo TaHAEMHbIX MOBTOPOB.



YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3ULUAMU. [NA KaxKa0ro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT
MmoXKeT 6biTb BbibpaH 0auH pa3, 6onee ogHoOro pasa uam He BbibpaH BoBce. eHbl:

A. MNNpOTOOHKOreHbl;

b. leHbI-cynpeccopbl onyxonesoro pocta. OnpegeneHue:

1. No3nTUBHDbIE PErynAaTopbl, CTUMYIUPYIOLLUE AeNIeHUEe KNEeTKHU;
2. HeratnsHble perynsatopbl, NPenATCTBYOWME AENEeHUIO KNeTKU;
3. He umeloT OTHOLIEHUA K AENIEHUIO KNeTKW;
4. Kogupytot pepmeHTbl ponatHoro obmeHa;
5. Koaupyiot pPHK.
A.Al, B2

b. A2, b1

B.Al, b4

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMamMmu. [na Kaxaoro
NPOHYMepPOBaHHOr0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT
MOXKeT bbITb BbI6paH 0auH pa3, 6onee ogHOro pasa nam He BbibpaH BoBce. 3aboneBaHuA:
A. BunbcoHa-KoHoBanoBa 6one3Hb;

B. Cungpom Hybep;

B. HeiipoaereHepauua c HakonaeHnem xenesa B mosre (6onesHb NannepsopaeHa — Lnatua).
XapaKTepHblii CMMNTOM NPU HEMPOBU3YaNN3ALUN:

1. CumnTtom "KopeHHoro 3y6a";

2. CumnTtom "rnasa turpa";

3. CumnTOoMm "NNL0 rTMraHTCKOM naHAab!"

A.Al; b2; B3

b. A3; b1, B2

B. A3; B2; B1

LieHTp perynsauum MMNpUHTUHIA NnpeacTasnseTt coboit:
A. CTpYKTYpPHbIN reH;

b. MoBTOpAOWMINCA SINEMEHT;

B. AnddepeHumanbHO MeTUAMPOBAHHbIN paioH AHK;
I. [eTepoXpOMaTUHOBbIN PAIOH;

[. 3yXpOMaTMHOBbIN PaMOH.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3uuMamn. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBEHHbIA KOMNOHEHT. ByKBEHHbIV KOMNOHEHT
MmoKeT 6biTb BbibpaH 0auH pa3, 6onee ogHoOro pasa uam He BbibpaH BoBce. 3aboneBaHue:
A. Temodpunus;

b. Heipodpubpomaros;

B. N'MneproHnyecKana 6onesHb. TN HachepoBaHUA:

1. PeueccuBHbIN, cueNNeHHbIN ¢ X XpOoMOoCoMOoit;

2. JOMNHAHTHbIM, cuenNeHHbI ¢ X XpOMOCOMOM;

3. AYTOCOMHO-peL,eCCUBHDIN;

4. AYyTOCOMHO-A,0MMUHAHTHbIN.
5. MynbTudaKkropHas.
A. A2; b5; B2
b. Al; B3; B5
B. Al; B4; B5

Mpu npoBeaeHNM NpeHaTaNbHOro CKPUHUHIA N0 MAaTePUHCKUM CbIBOPOTOUYHbIM paKTopam y
6epemeHHOM KeHLMHbI 06Hapy»KeHbl cneayowme nokasarenn: AP — HMKe Hopmbl, XY —
Bbilwe HOpMbl, H — HMKe Hopmbl. Mpu TaKnX pesyabTatax MOXKHO NPEANON0XKUTb, YTO Y NI0AA
nmeeTcA NaToNOruA:

A. XpomocomHoe 3aboneBaHue;

B. edekT HepBHOM TpybOKU (aHaHUedanms, spina bifida u 1.n.);

B. PacwenuHa rybbl n/unm Heba;

. MHOXeCTBEHHble BPOXKAEHHbIE MOPOKU PA3BUTUS;

O. CuHgpom MapdaHa.

FeHOM yenoBekKa 3T0:

A. BenkoBbIl annapaT KNeTKU, CoAEPKaLLLM1 COBOKYMHOCTb BCEX MONEKY/T CTPYKTYPHbIX 6ENKOB 1
depmeHTOB;

b. HachepnctBeHHbIM annapaT KAeTKM, CoAep KalLnin BeCb 06bem MHPopmaummn, Heobxoammon ana
pa3BUTUS OPraHM3Ma;

B. dHepreTnyeckuit annapat KNeTKu;

. COBOKYMHOCTb BCEX IKCMPECCUPYIOLLMXCA MONEKYN B KNIETKE;

. COBOKYNHOCTb BCEX METU/IMPOBAHHbIX NOC/IEA0BATE/IbHOCTEN B KNETKE.

B reHeTMYeCKyI0 KOHCYIbTaLMIO 06paTUAach XKeHLWMHa, otel, Kotopon 6oneH remodpununei
A. Onpeaenutb pUCK HacnepoBaHUA remodpunnumn ansa ee peten:

A. Bce manbumnkm byayT 340p0BbI

B. Bce manbumku 6yayT 601bHbI

B. B cpegHem, N0N10BMHA Manb4ynKoB byayT 601bHbIMM

I'. Bce aeBoukn byayT 601bHbI

. Bce aetn 6yayT 340p0BbI



HeMmmmyHHana BogAHKA N10Aa MOXKeT bbITb NpoABAeHUEM:
A. CuHapoma HyHaH;

b. bone3nun lNowe;

B. Mykononuncaxapunaosa;

. Cungpoma Uenbserepa ;

[. BepHO Bce BbllWenepeyncieHHoe .

OnddepumanbHblii gnarHos cuHgpoma KodpduH - Cupuca snepsyto ouepeab NPOBOAUTCA C :
A. Cungpomom CoToca;

b. Cunapomom Hukonamnaeca - bapanuepa;

B. CuHgpomom bapaiieyepa - BuHTepa ;

. CuHgpomom beksuTa - BugemaHa;

[. Bce Bbiwe nepeyuncneHHoe.

YacToTa XpOMOCOMHbIX 60n1€3Heit Y HOBOPOXAEHHbIX COCTaBNAET:
A.0,1%;

b. 0,8%;

B. 5%;

M. 10%;

. 25%.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNAeHHbIMU NO3nLUAMU. OnA KaXKaoro
NPOHYMEPOBAHHOIO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT
MmoKeT 6bITb BbibpaH 0aUH pa3, 6onee ogHoOro pasa uam He BbibpaH BoBce. CUHAPOMDI:
A. MapdaHa;

b. AxoHpponnasua. XapakTtepHblie CMMNTOMDbI:

1. BbICOKMIA pocT;

2. Hu3kuu pocr;

3. ApaxHOAaKTUAUS;

4. bpaxupaakTunus;

5. PaclumpeHue KopHa aopTbl.

A.A2,3; 61,4,5

6. Al1,2,3; B4,5

B.Al1,3,5; 62,4

’KeHwMHa nmeet AByxX CbiIHOBEW, 60/IbHbIX MbiLLIeYHOI ancTpodpuen [lloweHHa U 340POBYIO
Aoub. PUCK poxkaeHus ewe ogHOro 601bHOro CbiHa COCTaBAsAEeT:

A. 100%;

b. 50%;

B. 25%;

r.12,5%;

[. Bce manbyuKkm 6yayT 340p0BbI.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMaAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT
MmoKeT 6biTb BbibpaH 0aUH pa3, 6onee ogHoro pasa uam He BblbpaH BoBce. 3aboneBaHus:
A. CnHapom [ayHa;

b.MyKononucaxapunaos;

B. ®eHUKeTOHYpUSA;

. Cuugpom Cmuta-/leman-OnuTua;

A. AnarHoCcTUKui meTtoa;

1. KapyotunuposaHue;

2. OnpepeneHne cnekTpa aMmMHOKUCAOT KPOBU;

3. OnpepeneHue rMMKO3aMUHOIAMKAHOB mouu (FAT);

4. AHanu3 meTtabonnToB XonectepuHa (razosas xpomarorpadus).

A.A2; B3;B4;T1

6.Al; 63; B2; 4

B. A3; b4; B2; I'1

KakoBa npumepHan paspeLuaroL,an cnocobHOCTb CTaHAAPTHOIO LLUTOreHETUYECKOro
KapuoTUNMUPOBaHUA?

A. 100 000 000 n.H;

6. 10 000 000 n.H;

B. 1 000 000 n.H;

. 100 000 n.H.;

[.1000 n.H..

CuHrtes HoBoM uenu AIHK Ha angupylowein HUTK B Npouecce peniMKauum ocyLLLecTBaseTca:
A. HenpepblBHO;

b. InckpeTHO;

B. OTcpoyeHo;

. C nomoupbto pparmeHToB OKacaku;

. YcKopeHHo.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3uuMamn. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBEHHbIA KOMNOHEHT. ByKBEHHbIV KOMNOHEHT
MoXKeT 6bITb BbibpaH 0aUH pa3, 6onee oagHOro pasa uam He BbibpaH BoBce. XpOMOCOMHbIe
CUHAPOMbI:

A. [ayHa;

b. Naray;

B. DaBapAaca;

. Knandenbrepa. O6ycnosneHbl HAAMYMEM CBEPXUNCIEHHOW XPOMOCOMDbI:

1.13;

2.18;

3.X;

4,

21.

A.Al; b2; B3; T4

b. A4; B1; B2; '3

B. A4; B3; B2; I'1

Pe3koe nosbiweHue N - aueTnnacnaprata B MOYMU XapaKTepHO:
A. bonesHun Kpabbe;

b. bonesHu KaHaBaHa;

B. bonesHu BonbmaHa;

. bone3Hu Nomne;

. bonesHu BunbcoHa - KoHoBanosa.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeACcTaBAeHHbIMU NO3ULMAMU. [nA KaxKaoro
NPOHYMEePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT
moKeT 6biTb BbibpaH 0aUH pa3, 6onee ogHoOro pasa uam He BbibpaH BoBce. Tun 3abonesaHuA:
. MoHoreHHoe 3aboneBaHue;

. MuKpoaeneumoHHbIN CUHAPOM;

. BonesHb akcnaHcuun. 3abonesaHue:

. MyKkosucuunpaos;

. CuHapom Bunbamca;

. Cungpom ¢pparnnbHoit X- XpOMOCOMbI;

. PeTMHOGNAcTOMa;

. CuHapom Aun-[xopaXxu.

.A3; B2,5; B1,4

.Al,4; B2,5; B3

B.Al,4; 62; B5

O >UHWNEREDON D



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3uuMamn. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT
MmoKeT 6bITb Bbi6paH 0aUH pa3, 6onee ogHOro pasa uam He BblbpaH BoBce. MpuUsHak:
A. Makpouedanus;

b. Mukpouedanusa; XapakrepeH gna:

1. CuHapoma HyHaH;

2. CeKkkens;

3. CuHppom Cotoca;

4. HuimereH cuHApOM.

A.Al,3; 62,4

b.Al,2; 63,4

B.A2,4; b1,3

IKTPOAAKTUNNA, IKTOAEPMA/IbHAA AUCNNA3UA, pacLLeinHa rybbl u Heba, xapaKTepHbl Ans
cuHApoma:

A. Aapckoro;

b. EEC;

B. MapodaHa;

. QayHa;

[. MporTes.

MaTtoreHeTUYecKana TepanuA BO3MOXKHa Npu:
A. bonesnu ®abpu;

b. bonesnu lnowe 1 tmna ;

B. CnuHanbHOM ammnotpodum 5q;

. bone3Hu NMomne ;

L. Bce Bbilwe nepevyncaeHHoe.

Monekyna A HK coctouT us:

A. AMMHOKNCNOT;

B. Caxapa (pn603bl), pocdaTHbIX rpynn 1 a3oTUCTbIX OCHOBAHWIA;

B. Caxapa (ae3okcnpnbosbl), pocdaTHbIX rpynn U a3oTUCTbIX OCHOBAHWI;
. AMMHOKMCAOT, pochaTHbIX rPYNMN M a30TUCTOrO OCHOBAHUS;

. Caxapa (pnb603bl), aMUHOKUCNOT.

OCHOBHbIe XMMUUYECKUe CBA3M, y4acTBylolme B OPpMUPOBAHMU B3AaUMOAEUCTBUA MeXAyY
Hykneotnaamu B yenu AHK sto:

A. BogopoaHble;

b. ®ocdoanadupHble;

B. NMonnnenTtuaHble;

I. lOHOPHO-aKLENTOPHbIE;

[. KoBaneHTHble.



[AMarHocTMKa KaKoro U3 nepeymncsieHHblX 3abonesaHnii He NPOBOAUTCA NPU HEOHATA/IbHOM
CKPUHUHre:

A. BporkaeHHasa gUCPYHKUMA KOPbl HAANOYEYHUKOB;

b. lanakrozemus;

B. ®eHnnKeToHypus;

. MykoBucungo3a;

L. bone3Hb KaHaBaHa.

Mpob6aHa, cTpaaaeT rayxoto. Ero cectpa, matb 1 oTew, ¢ HOPMAJIbHbIM CYXOM. Y maTepu
npobaHAa Tpu cecTpbl C HOPMa/IbHbIM C/IYXOM U OAUH FyXxoi 6pat. CecTpbl maTepu 3amyxem
3a 340POBbIMU MY>KUMHaMU. Y OAHOM M3 HUX TaKXKe eCTb rNyXxoi cbiH. babylika npobaHga no
JIMHUUN MaTepu 340pOBa, ee MY} 340poB. Y 3Toi 6abyLUKM TpU 340pOBbIX CECTPbl, OAUH
340p0BbI U 0AUH rnyxou 6par. eHa npobaHpa 340p0Ba, HO UMeET ryXoro 6paTta u aByx
340pOoBbIX cectep. Pogurenu keHbl 340Pp0Bbl, HO MaTb UMena rnyxoro 6para. Cynpyru us
OAHOro nocesika. BeposaTHOCTb TOro, YTO B cEMbe NPobaHAa MOXKET poAUTLCA NyXOoii pebeHoK,
COCTaBANAET:

A. 100% He3aBMCUMMO OT NONQ;

b. 75% He3aBncuUmo oT Nona;

B. 50% He3aBMCUMO OT NONa;

I'. Bce MmanbymKku 601bHbI, 4EBOYKM 340POBbI;

[. Bce neBoYkmM 601bHbI, MasIb4MKKN 340PO0BbI.

Mpobanp, (6onbHaA MO3}KEeUKOBOM aTaKCUel KeHLMHA) MMeeT ABYX 340pP0BbiX 6paTbes, 04HOro
6onbHOro 6parta u AByx 340p0oBbixX cectep. OTew, NnpobaHAa M ero poACTBEHHUKU 34,0POBbI, MaTb
6onbHa. [legylwKa No maTepUHCKOM InHUKU 6oneH, a 6abywKa 3gopoBa. BepoAaTHOCTD
poxKaeHuA 60NbHbIX AeTeil y NpobaHAaa, ecin OHa BbIAET 3aMyK 32 34,0POBOI0 MYKUUHY,
COCTaBAfAET:

A. Okono 0%;

b. 25%;

B. 50%;

. 75%;

4. 100%.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMaAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT
MoXKeT 6bITb BbibpaH 0auH pa3, 6onee ogHoro pasa uam He BblbpaH BoBce. TUMNbl XPOMOCOM:
A. MeTtaueHTpuyeckue;

b. CybmeTaueHTpuyeckue;

B. AKkpoueHTpuyeckue. pynnbl XpOMOCOM:
1. Fpynna F;

2. lpynna B;

3. Fpynna D;

4. Tpynna G;

5. Fpynna C;

6. Flpynna A;

7. pynna E.

A.Al,4;B62; B4

6. A3,4; B62; B1,6

B. Al,6; 62; B3,4

Obpa3oBaHMe «XMMEPHbIX» reHOB YacTo NPUBOAUT K:
A. AKTMBaUMKM OHKOCYNpPeccopos;

b. AKTUBaLMM OHKOreHOB;

B. O6pa3oBaHNE XMMEPHbIX FEHOB HE BO3MOXHO

. HacnepctBeHHbIM MOHOTEeHHbIM 3ab01eBaHUAM,;

. Annenbcneunduryeckor askcnpeccmm.

[Ona BPOXKAEHHOro rMNOTUPE03a XapaKTepHo

A. Tunornukemms;

b. HenepeHocMMOCTb *KMPOB;

B. "KnaKuii, HeycTonumBbIN CTyN;

I. OTcTaBaHWe KOCTHOro BO3pacTa OT NaCnoOpPTHOrO;
L. PaHHee 3aKpbITne poaHMYKa.

B AHK BcTpevaloTca KomnaemeHTapHble napbl:
A . T-T nA-T;
b. A-Turl-L;
B.-L n A-L;
r. A-U v U-A;
O.U-AnT-T.



Mpu3Hakm 3aboneBaHuA: pesKas 4UCNPONOPLUA CTPOEHUA Tela, KOPOTKME KOHEYHOCTU Npu
HOPMa/bHOM AJ/IMHE TYN0BULL,A; POCT B3POC/abiX NpumepHo 110-130 cm; BapycHas uam
Ba/ibryCHas Aedopmauma HAXKHUX KOHEYHOCTEN, NOABUMKHOCTb B CYCTaBaX COXPaHEHa,
6paxupaKTUAKA, LLUPOKMUE KUCTU, CTOMDI, NOSICHUYHDIN N10pA03, GopMbl U pa3mepbl Yepena He
M3MeHeHbl; Havya/bHble NPU3HAKKN 3a601eBaHNA HAUMHAIOT NPOABAATLCA CO 2-3 rOAa YKU3HMU;
MHTE/IIEKT, 3peHune, CIyX COXpPaHeHbl, CO CTOPOHbI BHYTPEHHUX OPraHoOB NaTo/s1I0rMu Het. Tun
HacneA0BaHUA KaK ayTOCOMHO-A0MMUHAHTHbINA, TaK U ayTOCOMHO-PELLeCCUBHbBI. ITOT
CUMMNTOMOKOMIM/IEKC XapaKTepeH ana:

A. AxoHgponnasuu;

b. Mykononuncaxapunaosa;

B. NcesooaxoHaponnasum;

I. TunodusapHOro HaHM3Ma;

. Anactpodumyeckon aucnnasmm.

UmnpuHT — 3T10:

A. MNoTepAa XpOMOCOMHOTrO MaTepuana Ha OTLLOBCKOM MM MAaTEPUHCKOM XPOMOCOME;
b. Cneunduryeckas MapKMpOBKa POAUTENLCKUX aNNenen;

B. HykneotuaHble 3ameHbl B JHK pogutenbckux annenen;

I. CTPYKTYpHble U3MEHEHMA OTLLOBCKOM UM MAaTEPUHCKOM XPOMOCOM;

O. NAP® oTU0BCKOM MAM MATEPUHCKOM XPOMOCOM.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU No3ULMAMU. Ona Kaxkpaoro
NPOHYMEePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT
MmoKeT 6bITb BbibpaH 0auH pa3, 6onee ogHoro pasa uam He BbibpaH BoBce. Mon yenoseka:
A. leTeporameTHbIN;

b. lomorameTHblii. XapaKTepeH gns:

1. myXcKoro nona;

2. }XeHCKOoro nona;

3. MY}KCKOro 1 XXeHCKOro nona;

4. nuy, c kKapunortunom 47, XXY;

5. any c Kapuortunom 45, XO0.

A.A2; b1

b. Al; B3

B. Al; b2

Ana GyHKUMOHMPOBAHUA MMNPUHTUPOBAHHbIX PaiiOHOB B HOPMeE XapaKTepHo:
A. buannenbHaa aKkcnpeccus;

b. OTcyTcTBME 3KCNpeccuu;

B. Annenbcneunduryeckan skcnpeccus;

I. MoBblWeHHan sKcnpeccus;

[. CHMKeHue aKkcnpeccun.



K NnpoToOHKOreHam KneTKn OTHOCATCA:
A. F'eHbl « 40OMALLHEro X03AMCTBaY;

b. PocToBbie ¢paKTOpbI U UX PELLENTOPbI;
B. leHbl- XpaHUTENM KNETOYHOIO UMKNA;
. MnToXoHApPUaNbHbIE reHbl;

L. UMNPUHTUPOBAHHbIE FeHbl.

MyKoBuCLMA03 HacneayeTcA N0 ayTOCOMHO-PeL,eCCUBHOMY TUNY. BepoaTHOCTb poXKaeHua
60onbHOro pebeHKa y 340pOBbIX POAUTENIEN, EC/IU OHU YXKe UMEIOT Tpex aeTen (340poBylo
A04b, 0AHOrO 340POBOr0 CblHA U 0AHOrO 60/1IbHOrO CbiHa), COCTaBAAET:

A. Bce petn 6yayT 340p0BbI;

b. 50%;

B. 25%;

I. Puck gna manbumkos 50%, a 4eBoYKM ByayT 340p0BbI;

[. Bce petn 6yayt 601bHbI.

OCHOBHbIe XMMUYECKUe CBA3U, y4acTByloLMe B POPMUPOBAHUM B3aAaUMOLENCTBUA MEXKAY
KomnaemeHtapHbimu uenamu AHK:

A. BogopoaHble cBA3Y;

b. ®PochoanadpupHblie cBA3Y;

B. NonunentngHoble cBA3w;

I [JOHOPHO-aKLUeNnTopHble CBA3W;

. 'oHHble B3anmoaencTamA.

K nproHHbIM 6onesHam:

A. CnHgpom lMNeppo;

6. SANDO - cnHagpom;

B. CvHapom epTcmaHa - WWTtpayccnepa;
. CuHgpom N'epmaHcKu - Myanaka;

4. CuHgpom Jin.

Mpo6aHaa my»KCcKoro nona B Bo3apcre

3.5 nert c »anobamm Ha nosbiweHne KOK go 10 000 Ea/n, TpyaHOCTAMM NpU nogbeme No
NectHuue, bbicTpo yToOMAAEeMOCTb Npu xoabbe. Ob6cneaoBaHMe CTOUT HAYUHATD C:

A. Nowucka aenunin/gynavkaunin 8 reHe DMD;

B. Mouncka geneumnin 7-8 sk3oHoB reHa SMIN1;

B. TaHaemHol macc - cnektpomeTtpun (MC/MC);

I'. Mounck YacTbix MmyTaumin B reHe HINT1;

. NGS-cekBeHMPOBaHWUSA MO NaHenn reHos "HeBpHO-MbIlLEeYHble 3aboneBaHuA".



HapywweHue paBHOBeCUA MeXAy CTUMYIUPYIOLLUM AEUCTBUEM OHKOreHOB U 610KMpyowmm
AeicTBMEM reHOB-CYNPeCcCOpPOB Ha KNETOUHbINA LMK MOXKET NPUBECTU K:

A. XpOMOCMHbIM NePECTPOMKAM;

b. Pa3sutunio onyxonu;

B. NoasneHunio myTauum B reHe;

I. MIHaKTMBaLMM reHOB, PACNONOXKEHHbIX B UMNPUHTUPOBAHHbIX PAaNOHaX;

. CHUXEHUIO reHHOW 3KCNPeccumn.

KnnMHuuyeckmne npusHaku: MakKpoKpaHUA; rMnepTenopusm; TeNIeKaHT, NTO3; KOPOTKanA Wes,
LWeWHbIA NTepurnym; 6paxmpaktunma (MHoraa ¢ nepenoHKamMm y OCHOBHbIX ¢panaHr), LUMpoKue
CTONbI; «WaNneBUAHAA» MOLUOHKA XapaKTepHbl ANA CUHAPOMA:

A. Aapckora;

b. Cmuta-Jlemnn-Onutua.;

B. HyHaH;

. OnuTua-Kaseayxuma;

[. AgpeHoreHnTanbHoro.

B ABYX TPYAHOAOCTYMHbIX FOPHbIX CENIEHUAX OAHONO HALLMOHAZIbHOTO PErMOHa YacToThbl rpynn
KPOBM Y YKUTENeA Pe3KO OT/IMYAIOTCA. ITO, NO-BUANMOMY, BbI3BaHO:

A. Pa3Hbim ypoBHEM 0TOOPa;

6. fipeiidom reHos;

B. PasHbim ypoBHEM MYTAaLIMOHHOIO NPOLECCa;

I. CHMXKEeHMeM YpOBHA reTepo3nror;

. YpoBHem oTb0pa.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeACcTaBAeHHbIMU NO3ULMAMU. [nA KaxKAaoro
NPOHYMEePOBAHHOIO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT
MoKeT 6bITb BbibpaH 0auH pa3, 6onee ogHoro pasa uam He BblibpaH BoBce. HacneacTBeHHble
6onesHu:

A. bonesHb lNowe;

b. bone3Hb HumaHa-Nuka Tun A/B;

B. bonesHb Tea-CaKkca. B HepBHbIX KNeTKaX HaKan/MBaeTca:

1. CpuHrommenwmH;

2. NaHrnnosng, GM2;

3. NaHrnanosung GM1;

4. MaHH030-6-dpocdar;

5. FnoKkouepebposung.

A. Al; B5; B3

6. A5; b1; B3

B. A3; b1; B5



CekseHupoBaHue JHK npeacrasnseT coboii:

A. OnpegeneHune nocnenoBaTe/IbHOCTY AMUHOKUCAOT B BesKe;
b. OnpepeneHune nocnenosaTenbHOCTU HyKAeoTnaos AHK;

B. MeTtog, “copTnpoBKu” xpomocom;

I'. UccnepoBaHue B3anmopgeincteunsa AHK ¢ benkamu;

. UccnepoBaHne naeHtuomKaumm 6enKkos.

Monekyna OHK npeacrasnset coboii:
A. OgHoUENoYEeYHY0 MONEKYNY;

b. ByXuenoyeyHyto MONeKyny;

B. TpUNNCTHUK;

. CoegmHeHne 6eH301bHbIX KoNel,;

4. NonunenTtug,

Knactep mMnpuHUPOBaHHbIX rEHOB B HOpMme:

A. DKcnpeccupyetca ¢ obenx Xpomocom;

b. He akcnpeccupyertcs;

B. N'mnepakcnpeccupyetcs;

. AnddepeHumanbHO sKcnpeccupyeTca TOIbKO € 04HOM XPOMOCOMbI;
[. XapaKTepunayeTca 0TCPOYEHHOM 3KCNpeccuen.

Hanbonee yacto (6onee yuem B 90% ), y NaLMEHTOB CO CNNHA/IbHO amuoTpodueii BbIABNAIOT:
A. MucceHc-myTauum B reHe SMIN1;

6. HoHceHc-myTaumm B reHe SMIN1;

B. Aeneuun reHa SMIN1;

. CUHOHMMMYHbIE 3ameHbl B reHe SMIN1;

A. deneuyn reHa SMIN2.

Kaxkpgaa xpomocoma nocne peninmkaumm cOCTOUT U3 ABYX KOMMNOHEHTOB, Ha3blBaeMbIX:
A. Xpomomepbl;

b. XpomaTtunapl;

B. LleHTpOoMmepbl;

I. UeHTpuronu;

. CNnyTHUKMW.

MpomoTtop pacnonaraetca:

A. B KOHUge reHa;

b. B cepeaviHe reHa;

B. B Hayane reHa;

I. Cpa3y nocne MHMUMNPYIOLLErO KOA0HA3;
L. Mepen TepMUHUPYIOWMM KO4OHOM.



Hanbonee BepoATHbIM ANArHO30M Y NaLMeEHTa C U3MeHeHuaMn Ha MPT, HanomuHalOLWMMH
«HagKyLeHHoe A610Ko»:

A. TnposmHemma 1 Tnna

b. HempoaereHepaumen ¢ HAQKONNEHMEM Kefie3a B Mo3re

B. lnytapoBasa aumaypua 1 tmna

I. BonesHb BuabcoHa-KoHoBanosa

. BonesHu Kpabbe

Monekyna TPHK:

A. Cny»KuT 3aTpaBKon Npu penamkauumn OHK;

b. UmeeT popmy “TpuanctHmka”;

B. ABnAaercA KoMnoHeHTOM pnbocombl;

. He nepemeliaeTca 3a npegensl A4pPa;

[. ABnAeTca 3anuCbio CTPYKTYpPbl NOAMNENTUAHON LEenw.

MpoueccuHr - ato:

A. CBsi3blBaHWe penpeccopa ¢ 6enkom;

b. YaBoeHnune OHK,;

B. Co3peBaHue npe—PHK B agpe;

I'. Accoumaums 6onblion n manon cybbeanHuL, pubocomsl;
[. CBA3bIBaHME TPAHCKPUMNUMOHHOIO $paKkTopa C MPOMOTOPOM.

[oub 60n1bHOrO remopuanen umeeT AByX 340pPOBbIX CbIHOBE U OAHY 340POBYIO A0Yb. PUCK
poxaeHUA 60/1bHOroO CbiHA Y KOHCY/IbTUPYIOLLLEACA COCTABNAET:

A. 100%;

b. 50%;

B. 25%;

r.12.5%;

L. PUCK ana cblHa OTCYTCTBYET.

B reHeTMYECKyI0 KOHCY/IbTaLMIO 06paTUNACh XKEeHLWMHA, MyK KoTopou 6oneH remodpunuei

A. Onpeaenutb pUCK aNA aetei B 3Tom bpake, ecnm N3BeCTHO, YTO POAOC/I0OBHAA CAaMOA
YKEHLMUHbI N0 reMopUIMmN He OTAroLEeHa:

A. Bce manbumnkm byayT 601bHbI;

b. MonoBmHa manb4ymkos 6yayT 601bHbIMMY;

B. Bce petm 6yayT 340p0Bbl HE3ABMCMMO OT N0J1a, HO AEBOYKM ByAyT HOCUTENbHULAMM MyTaLUK
reHa remopuanu;

I'. Bce neBoykn byayT 601bHbI.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3uuMamn. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT
MoXKeT 6bITb BbibpaH 0auH pa3, 6onee ogHoro pasa uam He BblbpaH BoBce. TUMNbl XPOMOCOM:
A. MeTtaueHTpuyeckue;

b. CybmeTaueHTpuyeckue;

B. AKkpoueHTpuyeckue. pynnbl XpOMOCOM:
1. Fpynna F;

2. lpynna B;

3. lpynna D;

4. Tpynna G;

5. Fpynna C;

6. Flpynna A;

7. pynna E.

A.Al,6; 62;B3,4

6. Al1,6; B3,4; B2

B. A3,4; b2; B1,6

Ynbrpadpuonerosblie y4n MOryT Bbi3biBaTb:
A. l'eHHble myTaumu;

b. XpomocomHblie abeppaunu;

B. leHOMHble myTaumu;

I. TeHHble ¥ reHOMHble MyTaLunu;

[. F[eHOMHble 1 XPOMOCOMHbIE MyTauuK.

Hykneotupg coctout us:

A. ®ocdaTa 1 a30TUCTOr0 OCHOBAHMS;

B. Caxapa, pocdaTta 1 a30TUCTOro OCHOBAHUSA;
B. AMMHOKMCNIOTbI M @30TUCTOrO OCHOBaHMUS;
I'. Caxapa u ¢pocoara;

[. Caxapa 1 a30TUCTOro OCHOBaHMS.

YcTaHOBUTE COOTBETCTBME MeXKAy NpeacTaBAeHHbIMU No3uumamu. na Kaxkporo
NPOHYMePOBaHHOIO 3/1IeMeHTa BblbepuTe 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT
MOXKeT bbITb BbIbpaH oauH pa3, 6onee ogHoro pasa nam He BbibpaH BoBce. K nccnegosaHnam:
A. CKpMHUHUPYIOWMUM MeToAaM;

b. Moarsepxpgaowmm anarHos. OTHOCAT:

1. HenmHBa3MBHbIA NpPeHaTaIbHbIN TECT;

2. OnpepgeneHne 6uoxmmmnueckux mapKepos bl Kposu (AP, XY, PAPP-A) nepBoro TpumecTpa;
3. KapuotunuposaHue nnoga (NynoBUHHaA KPOBb);

4. OHK-aHanu3 cemeiHbix myTauui (QHK 3 BOpCUH XOp1OHa).

A.A2,3,4; b1

b.Al, 2; 63,4

B.Al1,2,4; b2



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMaAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT
MoXKeT 6bITb BbibpaH 0auH pa3, 6onee ogHoOro pasa uam He BbibpaH BoBce. TuN HacheAOBaHUA:
A. AYyTOCOMHO-peLLeCCUBHbIN TUN;

b. AYyTOCOMHO-A0OMUHAHTHbIA TUN. 3aboneBaHue:

1. CuHgpom MapddaHa;
2. Muopguctpodpua [iloweHHa;
3. Nanakrozemus;

4. ®eHUNKETOHYpUA.
5. Heitipopunbpamoros.
A.Al,2; B4,5

b.A3,4; 61,5

B.Al1,3; 62,4

Mpu 06HapyXeHUU "NoXHOro" oTL,0BCTBA, YTO NPUHLUNNANBHO U3MEHUT NPOrHO3 NOTOMCTBA,
TaKTUKA Bpava-reHeTUKa B MeANKO-TeHETUYECKOWN KOHCY/IbTaLuK:

A. FeHeTM4YeCcKui PUCK COODOLLLAETCA TONIbKO KEHLLUHE;

b. UHbOpMaLMIO O pUCKE MNONYYAET MYK;

B. becega npoBoAUTCA C ABYMA Cynpyramu;

. My nony4yaet nipopmaumto 6e3 yyeta oTLOBCTBA;

4. NHpopmaumio o prcke NoNyYatoT poaCTBEHHUKM.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU No3uLMaAMU. Ona Kaxkpaoro
NPOHYMEPOBAHHOIO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT
moKeT 6bITb BbibpaH 0aUH pa3, 6onee ogHoro pasa uam He BbibpaH BoBce. 3aboneBaHus:
A. CuHApOM dpaBapAaca;

b. MyKosucuuaos;

B. MbiweyHaa Auctpoduma [oweHa;

. Cungpom Mpagepa-Bunnun. FreHeTnUcKoe nccneposaHmne nepBoi INHNK:

1. OnpeaeneHne aHOMaNbHOrO METUIMPOBAHUA KPUTUUECKOTO paidoHa Xpomocombl 15q11.2;
2. Kapuotun;

3. NMowuckK yactbix myTauuii B reHe CFTR;

4. Nouck aeneyunin u aynankauuim B reHe DMD.

A.Al; b2; B3; T4

b. Ad4; B3; B1; 12

B.A2; B3;B4; Il



340pOBbIN IOHOLWA, UMEIOLUNA YeTbipex 340p0BbIX 6paTbeB, KOHCY/IbTUPYETCA NO NOBOAY
nporHo3a notomcTtsa. Ero matb 1 otey, 340p0Bbl. Y MaTepu ecTb ABe 340p0Bble CecTpbl, 0 AUH
340p0Bbli bparT, a aBa ee 6paTa ymepaun oT mbiieyHo guctpodum [oweHHa. BepoAaTHOCTb
poXKAeHUA 60NbHbIX AeTel Y KOHCY/IbTUPYIOLLErocA COCTaBNAET:

A. Bce ManbumKkm byayT 601bHbI, AEBOYKMN 340PO0BbI;

B. Bce AeBoukM 6yayT 60/1bHbI, Ma/Ib4UKK 300P0BbI;

B. 50%;

. 25%;

. PUck npeHebpexxknmo man (0bwenonynsaumMoHHbIN).

YCTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMamMmn. [na Kaxaoro
NPOHYMepPOBaHHOr0 3/1IeMeHTa BblbepuTe 6yKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT
MmoKeT 6biTb BbibpaH 0auH pa3, 6onee ogHoOro pasa uau He BblbpaH BoBce. Monekynbl:
A. OHK;

b. PHK. ®yHKuMK:

1. CoxpaHeHue HacneACTBEHHOW MHPOPMALUM B KNETKE;

2. Nepepayva HacneacTBEHHOM MHPOpMmauum;

3. TpaHCNOPT aMUHOKUCNOT;

4. CTpouTeNbHbIA MaTepuan, HeobXxoauMblii ANA XKU3HU KNETKU;

5. DHepreTMyecKaa cucTtema KNeTKu.

A.Al1; B2,3

6.A1,2,3; B2

B.Al; 61,2,3

B reHeTUUYECKYIO KOHCY/IbTaLMI0O 06paTUiach XKeHLWMHA, oTel, KoTopon 6oneH remodpunuei
A. Onpeaenutb pUCK HacnegoBaHUAa remodpunnumn ana ee peten:

A. Bce manbumkm 6yayT 340p0BbI;

b. Bce manbumku 6yayT 601bHbI;

B. B cpegHem, NON0OBUHA MasibinKOB ByayT 601bHbIMY;

I'. Bce neBoykn byayT 601bHbI;

. Bce aetn 6yayT 340p0BbI.

YcTaHOBUTE COOTBETCTBUME MeXKAY NpeacTaBieHHbIMU No3uumamu. na Kaxkporo
NPOHYMePOBaHHOIO 3/1IeMeHTa BblbepuTe 6yKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT
MOXKeT bbITb BbIbpaH oauH pa3, 6onee ogHOro pasa nam He BbibpaH Bosce. Tun HacneA0BaHUSA:
A. AYyTOCOMHO-peLLeCcCUBHbIN TUN;

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

1. MbiweyHas guctpodpus AioweHa;

2. CuHpgpom MaptuHa-benn;

3. Lenunakus;

4. deHnnketoHypua; 5 Henpopnbpomaros.

A.A3; b1

b. A4, B5

B. A2; b4



Y nauumeHTa c cuHgpPomom "Banoro pebeHKa" n 30HAO0BbIM KOPMJIEHNEM B HEOHATA/IbHOM
nepuoae HeobxoaMmo NpoBoAUTbL 06cNef0BaHUU B OTHOLUEHUM:

A. CuHgpoma KodpduH - Cnpunca;

b. CnHgpoma HyHaH;

B. Cunapoma MapdaHa;

I. Cungpoma Mpagepa - Bunnu;

[. CnHgpoma Ctuknepa.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMaMU. [Na Kaxaoro
NPOHYMePOBaHHOrO 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT
MoXKeT 6bITb BbibpaH 0auH pa3, 6onee ogHoro pasa Uau He BblbpaH BoBce. K HacneacTBEHHbIM
3aboneBaHnAM U3 rpynnbi:

A. lnsocomHble 60n1e3HM HaKoNNeHuUs;

B. MutoxoHapunabHble 3abonesaHuna. OTHOCAT:
1. bone3sHb ®abpu;

2. CuHppom MNMupcoHa;

3. CuHppom lNypnep;

4. MELAS cuHapom;

5. bonesHb lNowe;

6. Cunapom KepHca-Cenpa.

A.A2,3,4; b61,5,6

b. Al1,2,3; B4,5,6

B. Al1,3,5; 62,4,6

BepoATHOCTb poXKAeHUA ewwe ogHOro 601bHOro pebeHKa y 340poBbIX poguTenei, Kotopble
MMeloT Tpex 60/1bHbIX MYKOBUCLLMA,030M AeTei, COCTaBAsAeT:

A. Bce petn 6yayT 601bHbI;

b. 50%;

B. 25%;

I. Puck gna manbumkos 50%, nesoukn byayT 340p0BbI;

[. Bce aetn 6yayT 340p0BblI.

BonbHOM ¢ cuHapomom KnaitHdpenbtepa oKaszancsa MO3aMKOM C KapUOTUNOM
46,XY/47,XXY/48,XXYY. B Knetkax 3Toro 60/1bHOro MoXHo 06Hapy»XuTb Te/bL,a NON0BOro
XpOMaTuHa:

A. Hn ogHoro;

b. OgHo;

B. HacTb KNEeTOK MOXXET UMETb OAHO Tesble, YacTb — ABa;

I. HYacTb KNETOK MOXKET MMETb OA4HO TenbLe, YaCTb — HXU O4HOTO;

L. HacTb KNEeTOK MOXKeT MMeTb O4HO TesbLe, YacTb — TPMU.



PUCK poXaeHna y Hemonopon matepu pebéHka ¢ cuHapomom [ayHa, obycnosneH
0C06€eHHOCTAMM raMeToreHes3a y KeHLUH:

A. BbicoKkol nponndepaTUBHON aKTUBHOCTbIO OOTOHWEB, CONPOBOXKAAOLWENCA OWNOKaMM B
pabote AHK-nonnmepasbl;

6. BonbLWOWN ANNUTENBHOCTBIO CTaAUM ANKTUOTEHDI Y HEMOJIOAbIX XEHLLMH, CONPOBOXKAAOLLENCA
POCTOM BEPOATHOCTM HAPYLUEHMIM annapaTa BEpeTeHa Ae/ieHuns;

B. Bo3pacTtaHMem 4acToTbl HEPAaBHOrO KPOCCUHIOBEPA B ramMeToreHese y HEMOJIOAbIX KEHLMH;
. O6wmMm BO3pacTaHMEM YacTOTbl TOYKOBbIX MyTaLUMI Y KEHLKUH cTapLue 35 nerT;

L. HapyweHuem cuctembl penapaumm AHK.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU NO3UuMAMU. [Na KaxKaoro
NPOHYMepPOBaHHOIO 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT
MmoKeT 6biTb BbibpaH 0aUH pa3, 6onee ogHoOro pasa uam He BblbpaH BoBce. 3aboneBaHus:
A. Mykononucaxapupgos |,11,IV Tunos;

b. Cungpom [layHa. MpUHLMUNbI NeYyeHUs:

1. 3Tmonorunyeckoe;

2. MNaTtoreHeTUYecKoe;

3. CumnTomaTtmnyeckoe;

4. TepaneBTUYECKUE NOAXOAbI OTCYTBYIOT.

A.Al1,3; b4

6. A4; b1,3

B. A2,3; B3

OnpepeneHne ypoBHA MeTaboanTOB X0neCcTEPUHA B CbIBOPOTKE KPOBU UCNO/Ib3yeTca ANA
OWNArHOCTUKMU:

A. CuHgpoma Cmuta - Jlemnum Onuuga;

b. CuHapoma Cmut - MareHuc;

B. CuHapom CmuTa - KMHrcmopa;

. CuHgpoma Llenbserepa;

. CemelHOM runepxonectepuHemMmm.

PaccTosiHue mexkay reHamu ansa GU3MUYECKoM KapTbl onpeaenserca no:
A. HacTtoTe KpoCCUMHroBepa mexay HUMU;

b. Konnyectsy HyKN€OTUAHbIX NAp MeXAy HUMU;

B. KonnyecTBy XpOMOCOMHbIX 63HA0B MEKAY MX NOKYyCaMu;

I. Konnyectsy Apyrux reHoB MmexKay HUmu;

L. Konnyectsy NoOBTOPAIOLWUXCA e4NHNLL.



CTPYKTYpbl, cOeAUHAIOME CECTPUHCKUE XPOMATUADI U coAaeprKaLlme cneumndpuyecKyro
nocneposatenbHocTb JHK, Heobxogumyto gna cerperaumum Xpomocom, Ha3biBalOTCA:
A. HuTu BepeTeHa;

b. KnuHetoxopesl;

B. LleHTpOomepbl;

. Catennutbl;

L. Xpomomepeol.

[OnA BOSHMKHOBEHUA POB6EepPTCOHOBCKOM TpaHCNOKauumM Heobxogmum:
A. OaMH XPOMOCOMHDbIM Pa3pbiB;

b. [lBa XpOMOCOMHbIX pPa3pbIBa;

B. He meHee TpEéx XpOMOCOMHbIX Pa3pblBOB;

. XpOMOCOMHbIE Pa3pbiBbl HE HYXHbI;

[. MHOXeCcTBeHHble XPpOMOCOMHbIe Pa3pblBbl.

OnpeaeneHune LUC - U TPAHC- NOJIOXKEHUA reTepPo3UroTHbIX BapuaHTOB peLLeCCUBHOro
3aboneBaHus, BbiABAEHHbIX NGS -ceBKeHMpoBaHMEM y NpobaHaa, NPoOBAUTCA C NyTem:
A. OnpeneneHuns retepo3MroTHOro HOCUTENbCTBA BapUAHTOB Y poanuTeNen

b. BoiaBneHua BapmnaHToB y 601bHOro cnbca

B. BbiABNE€HMA BapnaHTOB Y 340p0oBOro cmbca

I. NoaTteep»kAeHMA BapmnaHTOB y NnpobaHaa MeToaoM cekBeHMpoBaHUA no CeHrepy

[. OnpepenexHuve poactea

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeAcTaBleHHbIMU No3uLMaMU. s Kaxporo
NPOHYMEpPOBaHHOIO 31eMeHTa BbibepuTe 6YKBEHHbIA KOMMNOHEHT. ByKBEHHbIA KOMMNOHEHT
moKeT 6bITb BbibpaH 0auH pa3, 6onee ogHoOro pasa uam He BbibpaH BoBce. 3aboneBaHue:
A. MonHasA TecTUKynApHaA peMnHU3aLmA;

b. HenonHas TectukynapHasa ¢pemmHmnsauma. Bospact maHudecraumm:

1. NMepuropa, HOBOPOKAEHHOCTY;

2. MNepBblii rop, }KU3HuK;

3. NepBoe paecatunetne;

4. Nepunopa NONOBOro co3peBaHUA;

5. 3penbiit Bo3pacT (nocne 30 ner).

A.Al; b4

b. A2;b1

B. A4; b1

Tenomepa — 3to:

A. lNepeTAxKa, pa3genamrLwan XxpoOMOCOMY Ha ABa Naeya;
b. YyacToK npuKpenneHna sepeTeHa AeneHus;

B. YuacToK, Mrpatowunii rnaBHyo po/ib B A4ENEHUN KNETKU;
I. KOHLUEBbIE YY4ACTKM XPOMOCOM;

L. YY4acTKM XpOMOCOMHBIX MNaeu.



KnoHunposaHue AHK npegnonaraer:

A. BctpamnBaHue ¢pparmeHTa IHK B BEKTOPHYHO KOHCTPYKLMIO;
b. N4OP®;

B. MUP;

. BAOTUHT-rIMbpnam3aums;

. Twbpuamsauus in situ.

BHOBb BO3HMKLUAA HEUTPa/IbHAA MyTaLMA UMEET BbICOKYIO BePOATHOCTb 6bITb yTPaueHHo B
nocaeayroLWmUX NOKONEHUAX, YTO, BO3MOXKHO, 06ycN10BNEHO:

A. [enctBuem oTH0pa;

6. YTpaToi B cMny CTAaTUCTUYECKUX MPUYMH;

B. U3meHeHnem reHHbIX 4acToT;

. 9pdekToM poaoHaAYANbHUKA;

4. Opendom reHos.

O6a cynpyra 340p0Bbl, HO KaXAblii U3 HUX UMeeT cMbCcoB, NOpPaXKeHHbIX 0AUHAKOBOWM
AyTOCOMHO-peLeccuBHO GOPMOI NUIMEHTHOro peTUHUTA (y My»Ka 60nbHbI 6paT U cecTpa, ay
YKeHbl 60/1bHa cecTpa). PUcK poxkaeHua 6onbHoro pebeHka coctaBaser:

A. Bce petn 6yayT 601bHbI;

b. 3/4;

B. 2/3;

r.4/9;

a.1/9.

BONbLWMHCTBO HAacNeACTBEHHbIX HapyLeHU meTabonnsma obycnosneHo:
A. JOMWUHAHTHbIMW reHaMU;

b. PeueccmBHbIMM reHamum;

B. LluTonnasmatmyeckomn HacnencTBEHHOCTbIO;

. XpOMOCOMHbIMU TPUCOMUAMMN;

. TepaToreHHbIMM BO34EACTBUAMM.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMaAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT
MoXKeT 6biTb BbibpaH 0auH pa3, 6onee ogHOro pasa Uau He BblibpaH BoBce. XpPOMOCOMHDIN
Habop:

A. FannouaHbliif;

. AMnnounaHblif;

B. TpunnongHbin. Yncno xpomocom:
1. 22;

2.23;

3. 46;
4
5

"2

.47;
69.
A. A2; b3; B5

b. Al; B3; B5
B. A2; B3; B4

Mpu onpeaeneHnmn 3urotHoctu 6an3HeL,0B Hanbonee ToueH:
A. MonncMmnToMaTUYeCKMIA METOA;

6. AHanu3 rpynn Kposw;

B. AHanus gepmatornnpukm;

I'. AHanm3 BbICOKO BapunabenbHbix mapkepos [HK;

[. TecT no nepecagke KOXMW.

Peanusauua HacnheacTBeHHOM MHPOPMaLUK B KNEeTKe 3yKapuMoT NPOUCXOAUT B HanNpaB/ieHUN:
A. benok - AHK - PHK;
6. PHK - OHK - 6enok;
B. AHK = PHK - 6enok;
. benok - PHK = OHK;
. PHK = 6enok - AHK

Yactota moHOreHHbIX 601e3Heil B pacyeTe Ha HOBOPOXKAEHHbIX:
A. 3%;

b. 0,1%;

B. 1%;

. 5%;

4. 10%.



KaK Ha3biBaloTCA MyTauum, He NPUBOAALLUE K U3MEHeHUI0 6eNKoBo NocaeaoBaTe/IbHOCTU:
A. MyTaumm canta CNAancuHra;

B. CUHOHMMMYHDIE;

B. MucceHc;

. HoHceHc;

[. MyTaumm co caBUrom pamMKu CYMUTbIBAHUA;

My>KumnHa, CTpPagaloLWMi MOTOPHO-CEHCOPHOM NoanHeponaTtueit Llapko-Mapu-TyTa,
KOHCY/NIbTUPYETCA NO NOBOAY NPOrHo3a NOTOMCTBA. OH »KeHaT Ha 34,0P0BOM XKeHLUHe, umeeT
OBYX 300p0BbIX U 04HY 60/1bHYIO cecTpy, a TaK}Ke 6onbHoro 6bpata. Otey, npobaHaa u Bce
poACTBEHHMKM OTL,A 340p0oBbl. MaTb 60/1bHa, UMeeT Tpex 60/1bHbIX cecTep U Tpex 34,0PO0BbIX
6partbeB. [leayLliKka No maTepuUHCKOU AMHUK 6oneH, 6abyLuKa 3gopoBa. boabHoM 6paT npobaHpa
YKEHaT Ha 340p0BOi1 KeHLLMHE U UMeeT ABYX 60NbHbIX gouepeit. BepoAaTHOCTb poXKAaeHUn
6onbHOro pebeHKa y npobaHpa cocraBnser:

A. 100%;

b. 25%;

B. 0%;

I. Bce manbumku 6yayTt 601bHbI, 4EBOYKM 340POBbI;

. Bce neBoyku 6yayT 60/1bHbI, MaNbYMKM 340POBbI.

CuHapom MapaHepa (aAnddy3HbIA NOAMNO3 KULLIEYHUKA) MMeeT TUN Hac/ie A0BaHUSA:
A. AYyTOCOMHO-PEeLLeCCHBHbIN;

B. X-cuenneHHbIN peueccmBHbIN;

B. X-cuenneHHbI LOMUHAHTHbIN;

I. X-cuenieHHbIN AOMUHAHTHbIM OFPAHUYEHHbIN }KEHCKUM NOIOM;

. AYyTOCOMHO-4,0MUHAHTHbIN.

MNepBuyHan cTpyKkTypa 6enKoBOi MONEKy /bl - 3TO:

A. CTpyKTypa oTAeNbHON aMUHOKUCNOTbI;

6. MopAa0K aMMHOKUCAOT B NOAUMNENTUAHOM LEeNn, onpeaenaemblil reHETUYECKUMM KOL,0M;
B. MpocTpaHCTBEHHOE PACMO/IOKEHNE OTAENbHbIX Y4AaCTKOB NOAMNENTUAHON Lienu;

I. MpocTpaHCTBEHHOE B3aMMOPACNO/I0KEHME NOAMNENTUAHBIX Lenewn;

L. TopafoK pacnonoxKeHua HyK1eoTua,0B B Lenu.

NMonosbiMKu XpoMmocomamm Ha3blBaAlOTCA XPOMOCOMbDI:

A. llonoBbIX KNETOK;

b. YuyacTeyrowime B KPOCCUHIOBEPE;

B. Hannume KOTOpbIX B KapmoTune onpeaenseT Noa OpPraHU3ma;

I. Copeprkalime TONbKO reHbl, AeTepMUHUPYIOLLME Pa3BUTUA NONQ;
L. Tpynnbl A.



DedeKTbl CKanbna B cOMeTaHUM C peayKuuein aUcTanbHbIX PpanaHr NanbLeB XapaKTepHbl ANa:
A. lNMonaHpa cekBeHUMU;

b. lopnunHa- Mlonbua cCMHAPOMA;

B. Agamca- Onueepa cMHAPOMa ;

I. XonT-Opama cnHgpoma;

. KopduH - Cupuca cuHapom.

bonbHOM anbbMHM3MOM BCTynaeT B 6paK co 340p0BOI KeHL,MHON, BpaT KOTOpOi CTpagaeT Tou
e popmoit anbbuHu3ma. PUcK pna nx pebeHka cocraBnser:

A. Bce petn 6yayT 601bHbI;

b. 3/4;

B. 2/3;

r.1/3;

a.1/6.

M6pugmsauums in situ c noKyc cneymnpuyeckumm npobamm nosponnerT:

A. N3yunTb Kapuotmn 601bHOrO;

6. Monyuntb MHGOPMALMIO O NEPECTPOIKAxX UCCAeayeMOoro oKyca y 601bHOro;
B. Monyuntb MHGOPMAUMIO O MyTaLMAX B FEHE;

. Onpepenutb MAOPD;

. Onpenenntb HYKNeoTUAHbIN COCTaB UCCeLyeMOro JIOKyca.

KpaHMOCMHOCTO3 € LWMPOKMM NepBbIM NanbLem 3TO0:
A. CuHgpom MIoHKe;

6. cuHapom Noandoepa;

B. cuHapom Anepa ;

. cuHgpom Kpy3oHa;

. cuHgpom bupa - CtBeHCOHa.

AHK-auarHoctnka 6onesHe MMNPUHTUHIA CBOAUTCA K ONpeAeneHuto:

A. Paznnuunii B annenbHOM METUAMPOBAHUMN OTLLOBCKOM M MaTePUHCKON XPOMOCOM;
B. CTPYKTYpHbIX MyTaLui B reHax;

B. Pa3nununin B reHHOM aKkcnpeccuuy;

I. KpynHbIX XpOMOCOMHbIX NepecTpoek;

. O4HOHYKNEeOTUAHbIX NOANMOPGU3IMOB.



HapyweHuna cMHTe3a »enuyHblX KUCNOT XapaKTe pusyrTca:

A. PeKyppeHTHbIMM KPU3aMU C IMXOPALKOM, CbiNblo, TMMPageHoNaTUEN U
renatocn/ieHoOMeranamen;

B. MHcynbTONOA0OHBIMM COCTOSHUAMM, aTaKCUEN, NPOrpeccupyoLLen mmkpouedpanmnen;

B. XapaKTepHbiM GEHOTUMOM C LUMPOKUM a/1bBEOASIPHBIM OTPOCTKOM, MOPOKaMM BHYTPEHHUX
OpraHoOB, CUHAAKTUANEN 2-3 CTON, r’MNocnaguen y MaJibiMKoB;

. TunornMkemmen ¢ NakTaT - aunao3om, nosbieHnem KOK, renatomeranmen;

L. 3aTAXKHOM KEeNTyxon, AMapeen, NPOrpeccMpyolmm HapyLLieHeM GYHKUUM NEYEHN .

M3 84000 getei, poaMBLUMXCA B TEYEHUE 5 neT B NTAaHMUKCHOM nonynauuu, y 210 obHapyxeH
NaTo/IOrMYEeCKUI peLLeCcCUBHDbIA NPU3HaK. YacToTa HOpManbHOro annens A B 4aHHOI nonynauuu
COCTaBANAET:

A. 95%;

b. 85%;

B. 50%;

l.9,5%;

. 5%.

HepeaKo Npu XpOMOCOMHbIX CUHAPOMAX BO3HUKAET CYA0POKHbI cMHApom. OT Yero 3aBUCUT
ero BO3HUKHOBEHME:

A. OT pa3mepa NepecTpoiiku;

B. OT TOro, Kak oHa 6blna yHacneA0BaHa — He Oblv 1N POAUTENN HOCUTENAMM
cbanaHCMPOBAHHOM TPAHCOKALUK;

B. OT TOro, Kakue reHbl BOLWAN B 061aCTb Aeneunu;

. OT TOro, ecTb M MHOKECTBEHHbIE NMOPOKM Pa3BUTUA.;

. OT HepacxoxaeHMe XPOMOCOM B Meio3e y HocuTena pobepTCOHOBCKOM TPaHC/IOKaL MK,
KOTOpasA BO3HMKAET NPU LLEHTPUYECKOM CAUAHUN ABYX XPOMOCOM.

Mpouecc TpaHCAALMM OCyLLeCTBNAETCA:
A. B agpe Knetku;

b. B nn3ocomax;

B. B pubocomax;

. B umtonnasme;

[. Ha kneToyHo membpaHe.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMaAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT
MoXKeT 6bITb BbibpaH 0aUH pa3, 6onee ogHoro pasa Uau He BblbpaH BoBce. BeKTOpHaA eMKOCTb:
A. Haunbonbluas;

b. HaumeHblLaA. BeKTOpHblIe KOHCTPYKLUUN:

1. PeTpoBupycHbie;
2. darosble;

3. Ha ocHOBe UCKYCCTBEHHbIX XPOMOCOM APONIKei;
4. NnasmugHble;
5. KocmugHbie.
A.A4; B3

6. A3; b4

B.Al; b4

Accoumauma aHomanum 60nbLLIOK FPYAHON MbILLLLbI C MTOPOKAMU Pa3BUTUA BEPXHEN
KOHEYHOCTU XapaKTepHa Ans:

A. NoTTepa cekBeHUMY;

b. NonaHaa cekBeHUMH ;

B. XonT-Opama cmHapoma;

. VACTREL — accoumaunu;

[. CHARGE — accoumauymn.

Konuuectso reHos, Kogupylowmx 6enkm B xpomocomax X u Y:
A. MNpnbansntenbHO 0AMHAKOBO;

b. B xpomocome X HamHoro 6onbLue, 4em B Xpomocome Y;

B. B xpomocome Y HamHoro 60/bLue, 4em B XPOMOCOME X;

I. B xpomocome Y NONHOCTbIO OTCYTCTBYHOT;

4. [ . B xpomocome X NOAHOCTbIO OTCYTCTBYHOT.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBeHHbIMU No3uLmMaAMU. Ona Kaxkporo
NPOHYMEePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT
MmoKeT 6bITb BbibpaH 0aUH pa3, 6onee ogHoOro pasa uam He BbibpaH BoBce. TuN HacKeA0BaHUA:
. AyTOCOMHO OMMUHATHDIN ;

. AYyTOCOMHO peL,eCcCUBHbIN;

. X-cuenneHHblit TMN. 3abonesBaHue:

. CuHapom Cmuta-J/lemnu-OnuTua;

. Heipodpubpomaros;

. Xopeun F'eHTUHITOHaQ;

. Mmnopgucrtpodpus AioweHa;

. AApeHo-reHUTaNbHbIU CUHAPOM.

.A-2,3; b1,5; B4

.A5; B2,3; B4

B. A4,5; b4; B2,3

>0V HWNEOD



MoneKyna PHK cocTtouT U3 cnegylowmx XMMUUYEeCKUX coeANHEHUN:

A. AMMHOKNCNOT;

B. Caxapa (pnbo3bl), docdaTHbIX rpynmn U a3oTUCTbIX OCHOBAHWA;

B. Caxapa (ae3okcmpurbo3ssbl), docdaTtHbIX Fpynn M a30TUCTbIX OCHOBAHWI;
. AMMHOKMCAOT, pochaTHbIX FPYNN U a30TUCTOFO OCHOBAHMUA;

. Caxapa (pnb0o3bl), aMUHOKMCNIOT.

"Pabpukamm 6enka" B Knetke ABNAIOTCA:
A. Pubocombi;

b. MuToxoHapuu;

B. UmMTtonnasma;

I'. Nepokcmcombl;

. lnzocombl.

B ocHoBe rMbpuaunsauum nexar ceoiictea monekynbl AHK:
A. T'maponus AHK;

6. KomnnemeHTtapHocTb uenen OHK;

B. AmnanduKaums;

I. PecTtpukums;

[. JeHaTtypauma.

YacToTa HacneaCcTBEHHbIX U BPOXKAEHHDbIX 3a60/1€BaHUMW Y HOBOPOXKAEHHbIX COCTAaBAAET:
A. 10%;

b. 1%;

B. 5%;

. 25%;

. 50%.

Xpomocomocneuyudpuyeckue 3oHabl HK — ato:

A. JHK XpoMOCOMHbIX GparmeHTOB Pa3HOM A/INHbI;

b. ®parmeHTbl AHK, cogepKalimne ToNbKO CTPYKTYPHbIE FeHbl;

B. KnoHupoBaHHble nocnenoBaTenbHOCTU catennmtHon AHK;

. KnoHnpoBaHHble ¢pparmeHTbl JHK, xapakTepHble ana onpeaeneHHbIX XpOMOCOM;
L. ®parmeHTbl JHK, coaepalime pacceaHHble NOBTOpPbI.

Hanbonee nsyuyeHHo anureHeTuYecKon mogudukaumei asnsetca:
A. CTPYKTypHbl€ U3MEHEHUSA OTLLOBCKOM UM MATEPUHCKOM XPOMOCOM;
b. Cneupdumueckoe metnnmpoBaHme umMto3nHoB B CG-ANHYKNEOTMAAX;
B. AueTmannposaHme rmCTOHOB;

. PochopunmpoBaHmne rmcTOHOB;

. OAHOHYKNEeoTUAHbIN NoANMOPOU3M POAUTENBCKUX XPOMOCOM.



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMaMU. [Na Kaxaoro
NPOHYMEPOBAHHOIO 3/1eMEHTA Bblbepute 6yKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMNOHEHT
MmoKeT 6biTb BbibpaH 0auH pa3, 6onee ogHoOro pasa uam He BbibpaH BoBce. 3aboneBaHue:
A. deHUNKeTOHYpUS;

b. AapeHoreHUTanbHbI CUHAPOM;

B. BpoXKAEHHDbI rMNOTUPEODS;

. MykoBucuunpaos;

. Fanaktozemus. J/1abopaTopHO-AMArHOCTUYECKUIA KpUTepuid:

1. MMMyHOpeaKTUBHbIN TPUNCUHOTEH;

2. 17-rmapokcunporecTepoH;

3. ®eHUNanaHuH;

4. TUpeOoTPONHbIA FOPMOH;

5. O6w,an ranakrosa.

A.A3; B2; B4; I5; A1

6. A5;62; B4; I'1; A3

B. A3; 62; B4; I'1; A5

Y nauuMeHTa c CMHAPOMOM "BANoro pebeHka" HeobxoaMMO NpoBoAUTL 06CNeA0BaHUM B
OTHOLUEHUMU:

A. MbiweyHol auctpodun [oweHa;

B. MuoToHum TomceHa/Bekkepa;

B. CnuHanbHOM mblweyHomn aTpodum 5q;

I. Auctpoduyecko MMOTOHUK 2 TUNa;

. MbiweyHol guctpodun bekkepa.

B noTomcTBe OT 6paka ABYX rerepo3mnroT (Npyu ayToCOMHO-A0OMMUHAHTHOM Hac/le[0BaHUM)
QHOMa/IbHbIii reHoTUN ByayT UMmeTb:

A. Bce ambpu1oHbI;

6. HMKTO 13 3Mb6pPMOHOB;

B. 1/4 amb6pnoHOB;

. 1/2 ambpuoHoB;

. 3/4 smbproHos.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMaAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT
MoXKeT 6biTb BbibpaH 0auH pa3, 6onee ogHoro pasa uam He BblbpaH BoBce. MeToabl
AVNarHOCTUKMU:

A. CeKBeHMpOBaHUE IK30MQ;

B. XpOMOCOMHbIA MUKPOMATPUYHDIA aHaNuU3;

B. CekBeHMpoBaHue reHoma; MNo3BONAIOT BbIABAATDb:

1. TouKoBble MyTaL MK B KOAUPYIOLWMUX YyYaCTKaX (9K30HaX);

2. KpynHble peneuun;

3. TouKoBble MyTauUM B HEKOAUPYIOLLUX YYACTKaX (MHTPOHAX).

A.Al; B2; B1,2,3

6. Al; 63; B1,2

B. Al; B3; B3

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU No3uLmMaAMU. Ona Kaxkporo
NPOHYMePOBaHHOr0 3/1IeMeHTa BblbepuTe 6yKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT
MOXKeT bbITb BbIbpaH oauH pa3, 6onee ogHOro pasa uam He BbibpaH BoBCe.
MocnepoBatenbHOCTDb:

A. DK30H;

b. UHTpOH. OnpeaenexHue:

1. KogoH mPHK;

2. EAMHMUa TpaHCKpUNUUK;

3. Y4YacToK reHa, Kogupylowimii 4acTb nocnepgosartesibHOCTH 3penon MPHK;

4. NocnepoBaTeNbHOCTb, PACNO/I0XKEHHAA A0 CTAPTOBOM TOUKU TPAHCKPUNLUY;

5. Y4YacToK reHa, He KOgUPYIOLLUIA NocieaoBaTeIbHOCTb 3penoit MPHK.

A. A3; b5

6. A3; b4

B. A2; b4

MO>KHO 1M peKoOMeHA0BaTb ceMbe NpoBeAeHUe A0pPOA0BON AUArHOCTUKUN Ha BapUaHT
HYKN€e0TUAHOM NOC/NeA0BaTEe/IbHOCTU HEACHOTO 3HAYeHUA?

A. MOXXHO Ha paHHMX CPOKaXx;

b. Mo peweHuto Bpaya;

B. HuKoraa Henb3s;

. TONbKO B CNyYasx TAxKeNblx 3aboneBaHui;

L. MoXHO B KOHUe | TpumecTpa.



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. 3aboneBaHus:
A. XpoMOCOMHOI4 3TUONOIUY;

b. MoHoreHHble;

1. CuHapom [layHa;

2. CuHapom D aBapaca;
3. Heiipopmnbpomaros;
4. MapdaHa cuHApOM;
5. Uenunakus.
A.Al1,3,5;62,4

b.Al,2; 63,4

B.Al1,4,5; B2,3

Cpepam nepecTpoek yKaXKuTe Ty, A1 KOTOPO He06X0AMMO MAKCUMAIbHOE KO/IMYeCTBO
pa3pbiBOB:

A. IHTepcTuumManbHaa geneums;

b. TepmnHanbHaa geneums;

B. NHcepums;

I. NepuueHTpUYECcKana MHBEpPCUA;

[. TenomepHaa geneups.

Hanbonee BepoATHbIM ANArHO30M Y NaLMEHTa C U3SMEeHEHUAMM Ha MPT, HAanoMUHaKLWMUMH
«TUTPOBbIA NATTEPH»:

A. bonesHb Kpabbe;

b. X - cuenneHHan agpeHonenkoanucTpopus;

B. MeTaxpomaTuyeckas nekoguctpoodus;

I. Nenkoguctpodma c "mcyesarowmm" 6enbim BeL,ECTBOM

[. HelipopereHepaumm ¢ HaKoNAEHMEM Xenesa B Mo3re.

Kak Ha3biBaloTCA MyTauum, npusogsawme K GopmmpoBaHUIO CTON-KOA0Ha:
A. CUHOHUMWYHbIE;

b. MucceHc;

B. HoHceHc;

. MyTaumm co caBUromM PamKu CYUTbIBAHUSA;

. MyTtaumm caiita cnnamcuHra.



Mpo6aHa (6onbHaA KaTapaKToun KeHWWHa) umeeT 340poBoro bpara. Otew, 601eH KaTapaKTom,
MaTb U ee poACTBEHHUKU 340p0oBbl. Mo AnHKMK oTua 6abyLiKa 340poBa, AeayLiKa 6onen,
npagepa, (orey aeaywkn) ctpagan KatapakToit. BepoaTHocTb Toro, uto y npobaHaa moryt
poauTbca 6oNbHbIe AETU, eC/IM OHA BbIAAET 3aMy’K 3a reTepOo3UroTHOro NO KaTapaKTe 3TOro Xe
TUNA MYXKUYMHY, COCTaBAAET:

A. Bce petn 6yayTt 601bHbI;

b. 75%;

B. 50%;

. 25%;

. Okono 0%.

Hanbonee BepoATHbIM ANArHO30M Y NaLMeEHTa C U3SMeHeHUAMU Ha MPT, HanomuHalOWMMH
«rnas Turpan»:

A. MNporpeccupytoLLLaa HapyKHaa opTanbmonaerus;

b. HelipoaereHepauma ¢ HaKonaeHMem megm B MO3re;

B. HepopaereHepauuer ¢ HaKONIEHNEM »Kene3a B Mo3re ;

I. Mporpeccupyrowmii HeKpo3 6asanbHbIX raHrINEB;

4. CuHgpoma Jin.

[oub 60nbHOro remopunmneii UmeeT AByX 340pPOBbIX CbIHOBEW U OAHY 340POBYIO A0Yb. PUCK
3aboneBaHunA ANA ee BHyKa OT A04YEPU COCTABASAET:

A. 100%;

6. 50%;

B. 25%;

r.12,5%;

L. PUCK ana BHyKa OTCyTCTBYET.

Y 3A4,0p0BbIX poauTenien, He COCTOALLMX B KPOBHOM POACTBE, POAMUIICA CbiH C aXOHAPON/Ia3nen.
B poAoCcnoBHOM Apyrux ciyyaeB 3a60neBaHUA He BbiABAEHO. BepoATHOCTb NOBTOPHOrO
poxaeHua 6onbHOro pebeHKa B AaHHOM bpake cocTaBaser:

A. O6wenonynAUMOHHbIN PUCK;

B. 10%;

B. 25%;

. 50%.

lFeHbl TP53 u RBloTHOCATCA K:

A. OHKOoreHam;

b. leHam-cynpeccopam onyxoaeBoro pocTa;
B. FleHam «0MalLHero xo3amncTea»;

. UMNPUHTUPOBAHHbLIM reHam;

L. MNUTOXOHAPUANbHLIM FreHaMm.



YHuKanbHble nocnepgosatenbHoctn [HK coctaBasaioT 60abLuylo YacTb:
A. CTPYKTYpPHbIX reHOB;

6. B1OKOB HNM3KOKOMMUIMHbIX NOBTOPOB;

B. MuKpocaTenanTHbIXx NOCNeL0BaTEIbHOCTEN;

. Anbda-caTennmTHbIX Nocae[0BaTe/IbHOCTEN;

[. MonnHapOMHbIX NOBTOPOB

OnpepgeneHne ypoBHA MeTaboaMTOB X0/1eCTEPUHA B CbIBOPOTKE KPOBU UCNOb3yeTcA anA
ANArHOCTUKWU:

A. CuHgpoma CmuTa - Jlemnn Onumua

b. CuHapoma Cmut - MareHuc

B. CuHapom CmuTta - KuHrcmopa

. CuHgpoma LlenbBerepa

[. CemeltHOM runepxonectepuHeMmnm

YcTaHOBUTE COOTBETCTBUE MEXAY NpeAcTaBNeHHbIMU No3uuuamu. [ina Kaxaoro
NPOHYMEPOBAHHOTO 31eMeHTa BblbepuTe 6YKBEHHbIA KOMMNOHEHT. ByKBEHHbIA KOMMNOHEHT
MOXKeT 6bITb BbiIbpaH 0auH pas, 6onee ogHOro pasa unum He BbibpaH BoBce. CUHAPOMDI:
A. beksuta-Bnagemana;

b. Paccena-CunbBepa;

B. Cotoca;

. Cekkena. XapakrepusyloTtca:

1. OnepexkeHnem pocTa;

2. 3aaeprKKou pocra.

A.Al; B2; B1; 2

b.Al; B2; B2; 2

B.A2; b1;B2;I'1

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU No3uLmMaMn. Ona Kaxkporo
NPOHYMEePOBAHHOIO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbIN KOMNOHEHT
MmoKeT 6bITb BbibpaH 0auH pa3, 6onee ogHOro pasa uam He BblibpaH BoBce. Kputepumn oueHKU
BapMUaHTOB HYK/1€OTUAHOM NOC/ae[0BaTe/IbHOCTU:

A. Kputepui natoreHHOCTU BapuaHTa;

b. Kputepuit gobpoKayectseHHOCTU BapuaHTa . Kputepuia:

1.BapumaHT de novo gns ayToCOMHO-A0MUHAHTHOTO 3aboneBaHus;

2. NonynAayMoHHanA YacToTa Bbiwe 3%;

3. BapuaHT HaxoAauTCA B TPAHC NO/IOXKEHUU C paHee ONUCAHHbIM;

4. He cerperupyert c 3abonesaHnem B ceMbe;

5. ®yHKUMOHANbHDbIA aHaNAU3 He NPOBOAUICA.

A.Al1,3;B62,4

b. Al,2; 63,4

B. A2,3,4; b4,5



Tpunner - 370:

A. Tp¥ aMMHOKMCIOTbI B NONMNENTUAHON Lenu;

B. KanupoBaHue 5'-koHua MPHK;

B. Tpu pagom pacnonoeHHble HyKneotnaa AHK, Kogmnpytowme ogHy aMUHOKUCNOTY;
. Tpn ageHNHOBbIX HYKN1eoTuaa B Nonn—A—xBoCTe;

L. AHOManbHaa TpexHuTeBana CTpykTypa AHK.

CoxpaHeHue reHeTUYeCKoi MHPOPMaL UK B pAAY KNETOUYHbIX MOKONEHUA NPOUCXOAUT B
pe3synbrare:

A. CnnalcuHra;

b. Pennnkaunu;

B. TpaHcKpunumu;

I. TpaHchAumw;

. MNpoueccuHra.

OnpepaeneHune LUC - U TPAHC- NONIOXKEHUA reTepPO3UTroTHbIX BAPMaHTOB peLLeCcCUBHOrO
3aboneBaHus, BbiABNAEHHbIX NGS -ceBKeHMpoBaHMeMm y npobaHaa, NpoBAUTCA NyTem:
A. OnpeneneHuns retepo3MroTHOr0 HOCUTENbCTBA BapUAHTOB Y poanuTeNen

b. BoiaBneHua BapmnaHToB y 601bHOro cnbca

B. BbiABNE€HMA BapnaHTOB Y 340p0oBOro cmbca

I. NoaTteep»kAeHMA BapMaHTOB y NpobaHaa MeToaoM cekBeHMpPoBaHUA No CeHrepy

[. OnpegeneHve poacrsa

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3nLUAMU. nA KaxKaoro
NPOHYMEePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT
MmoKeT 6bITb BbibpaH 0aUH pa3, 6onee ogHoOro pasa uam He BbibpaH BoBce. 3aboneBaHue:
A. CvuHpoma Bunbamca;

b. CuHpoma Au-Axopaxu;

B. CuHpoma Cmut-MareHuc;

. Cunapom Mpagepa-Bunnun. feneuuns:

1.22q11;
2.17p11.2;
3.7q11.2;

4. 15q11;

5. 11p15.

A.A4; B1; B2; 3
b. A3; b1; B2; T4
B. A3; B2; B1; T4



docharamnabet nepepaetca no X-cuenseHHOMY AOMUHAHTHOMY TUNY. BepoATHOCTb poXKaeHUua
60onbHOro pebeHKa y 601bHOro My»X4nHbl COCTaBAAET:

A. 100%;

b. 50%;

B. 25%;

I. Bce manbumnkm 6yayT 60/1bHbI, AEBOYKM 340P0BbI;

[. Bce aeBoYku 6yayT 60/1bHbI, ManbYMKUM 340POBbI.

MosbiweHMe ypoBHA peHUNaNaHUNA NPU HEOHAT/IbHOM CKPUHUHIE XapaKTepHo ANs:
A. deHnnKeToHypum;

b. TuposnHemumn 1 Tnna ;

B. Nanaktozemnunl t1na;

. TnyTapoBon auuaypum 2 Tmna;

[. Mykosucumnaosa.

Makpocomua u makpouedanmna xapakrepHbl ANA CUHAPOMA:
A. Paccena-CunbBepa;

b. Bunbamca;

B. Cekkens;

I. CoTocCa;

[. Ona Bcex BblwenepevyncsieHHbIX.

YCcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNAeHHbIMU NO3NLUAMU. OnA KaxKaoro
NPOHYMEePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT
MoOXKeT bbITb BbIbpaH oauH pas, 6onee ogHoOro pasa nam He BbibpaH Bosce. MpuunHa
3abonesaHus:

. MaToreHHbI BapMaHT B MUTOXOHAPUA/IBHOM FeHOME;

. MaToreHHbIV BapuaHT B AA€PHOM reHOMe;

. ObpasoBaHue NaToreHHbIX KOHrIOMepaToB 6enka. 3abonesaHue :

. Cunapom MELAS;

. CuHapom lMupcoHa;

. Heipodpubpomaros 1 tmna;

. CuHapom [in [xKopaKu;

. DeHUnKeTOHYpPUA

.Al1,2,3; B5; BS

.Al1,2; B3,4,5

B.Al,5; 62,3,4

T >UHWNEREDON D



Csa3n, yaepusaowme uenu B gsonHoi cnupanu OHK o6pa3osaHbi:
A. Napamu pocdaTos;

b. Mapamm a30TUCTbIX OCHOBAHWI;

B. Mapamu HUTpaATOB;

. docdatom n caxapom;

[. Caxapom 1 a30TUCTbIM OCHOBaHUEM.

MNpeHatanbHana 3aaepika pusnyeckoro passutua, mukpouedanua, cuHoppus, BbICOKaA CNUHKA
HOCA, KOPOTKUIA HOC C LUIMPOKMMU HO3APAMM, A/IMHHDBIA GUABTP, TMNEPTPUXO03, A/IMHHDbIE
pecHULbl, YKOpoYeHUne MU3UHLEB, KIMHOAAKTUINA, CHUXKEHUE UHTENNIeKTa XapaKTepHbl ansa
cuHApoma:

A. Bunbamca;

b. KopHenun pe JNlaHre;

B. PybuHwTelHa-Tenbu;

I. bekBuTa-BuaemaHHa;

[. CoTtoca.

M6pugnsauums in situ c meyeHbIMM 30HAAMU NO3BONAET:

A. lokanu3oBaTb NoC/nea0BaTebHOCTb 30HAa HA XPOMOCOME U/IN B €€ NIOKYCE;
b. N3yunTb pecTpuKTHYIO KapTy 30HA3;

B. UccnepoBatb HYKNE€OTUAHDBIM COCTAB 30HAQ;

. UccnepoBaTb paccToAHME MeXAyY 30HAAMK;

. Onpenenutb nocnenoBaTeNIbHOCTb PACNONOKEHUA FEHOB B XPOMOCOME.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU NO3ULMAMU. [nA KaxKAaoro
NPOHYMEePOBAHHOIO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT
MmoKeT 6bITb BbibpaH 0aUH pa3, 6onee ogHoOro pasa uam He BbibpaH BoBce. Tun 3abonesaHuA:
A. MoHoreHHoe 3aboneBaHue;

b. bonesHb aKcnaHcuu. 3abonesaHue:

1. deHUNKeTOHYpUSA;

2. MuoTtoHuyeckas guctpodpus;

3. 6one3Hb NeTUHITOH];

4.lanakrosemus;

5.CuHapom MapdaHa.

A.A4,5;B1,2,3

b.Al1,4,5; 62,3

B.A3,4; 61,2,5



YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3ULUAMU. [NA KaXKa0ro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT
MmoKeT 6biTb BbibpaH 0auH pa3, 6onee ogHoOro pasa uam He BblibpaH BoBce. 3aboneBaHus:
A. MbiweyHasa guctpodua [loweHa;

Bb. CnuHanbHaA mbiweyHan atpodua 5¢. XapakrepHble CMMNTOMbI:

1. M'MnepTpodmna MKPOHOMKHDIX MbILLL;

2. NosbiweHue yposHAa KPK Kposu 6onee 10 000E/n;

3. Mpu3HaK1 NnepBUYHO-MbIYEYHOrO nopaxkeHna Ha SHMI;

4. XapaktepHbii "puTm Yyactokona Ha SHMI;

5. HopmanbHbI nun cnerka nosbieHHbIW ypoBeHb KOK Kposu.

A.Al1,2,3; B4,5

b.Al,3,5; 62,4,

B.A1,4,5; b2,3

OHK-aunarHoctuka 6onesHet MMNPUHTUHIA CBOAUTCA K ONpeAeNeHuIo:

A. Paznnuuii B annienbHOM METUNMPOBAHMM OTLLOBCKOM U MATEPUHCKON XPOMOCOM
B. CTPYKTYpHbIX MyTaLMi B reHax

B. Pasznnunin B reHHOM aKkcnpeccmm

I. KpynHbIX XPOMOCOMHbIX NepecTpoek

. O4HOHYKNEOoTUAHbIX NOAMMOPPU3MOB

B npouecce cnnaiiCUHra NPOUCXOAMT:

A. YaBoeHue JHK;

b. CuHTes PHK;

B. Bblpe3aHne MHTPOHOB M3 NEPBUYHOIO TPAHCKPUMLUMOHHOIO NPOAYKTa;
. CuHTEe3 benka;

[. CuHTe3 ATO.

YcTaHOBUTE COOTBETCTBME MeXKAy NpeacTaBNeHHbIMU No3uumamu. na Kaxkporo
NPOHYMePOBaHHOIO 3/1IeMeHTa BblbepuTe 6yKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT
MoXKeT bbITb BbIbpaH oauH pa3, 6onee ogHOro pasa nam He BbibpaH BoBce. 340p0BbI YENOBEK:
A. MyKuunHa;

b. XeHwmHa. XpoMmocomHbi Habop:

1. iBe xpomocombl X;

2. iBe xpomocombl X U aBe Xpomocombl Y;
3. AiBe xpomocombl Y;

4. OpHa xpomocoma X n ogHa xpomocoma Y;
5. Tpu xpomocombl
X
A
b
B

.A3; b4
.A2; b4
.A4,; bl

BegHyTbCﬂ B Ha4ano
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