TecTbl ¢ 0OTBETAMM 110 CNIEUUATILHOCTH
«I'eHeTHKA» JIA aTTeCTALMH
1, 2 1 BBICIIAsA KATErOPUs

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.

Hasurauua

e 1 kateropus
* 2 Karteropua
e BbICLIAA KaTeropua

1 kaTteropusa

BepHyTbCA B Ha4ano


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/

Mnodocdaremmyeckuit paxuT HacieayeTtca no X-cuenieHHOMY OMUHAHTHOMY TUNy.
BepoAaTHOCTb poXKaeHUA 60nbHOro pebeHKka y 601bHOro My»K4nHbl COCTaBNAET:

A. 100%;

b. 75%;

B. 25%;

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

[. Bce aeBoYku byayT 60/1bHbI, ManbYMKU 340POBbI.

CTpyKTYpbl, COeAUHAIOWMNE CEeCTPUHCKME XpOMaTUAbl U cogepiKaliume cneumnduryeckyro
nocneposatenbHocTb AJHK, Heobxoamumyto gna cerperauMm XpoMoCOM, Ha3blBAKOTCA:
A. HUTn BepeTeHa;

b. KuHeToxopbl;

B. LUeHTpomepbl;

. Catennutol;

. Xpomomepebl.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU No3ULMAMU. Ona Kaxkpaoro
NPOHYMepPOBaHHOr0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BblOpaH 0gUH pa3, 6onee oagHOro pasa uam He BblibpaH BoBce. HacnepacTBeHHble 6onesHu:
A. bonesHb lNowe;

b. bone3Hb Humana-Nuka Tun A/B;

B. bone3Hb Tea-CaKkca. B HepBHbIX KNeTKaxX HaKan/inBaeTca:

1. CouHromuenuH;

2. NaHrnanosunp GM2;

3. FNaHrnvosng GM1,;

4. MaHHO030-6-¢pocdar;

5. TnoKkouepebposung.

A.A2; B3; B4

b. Al; b4; B5

B. A5; B1; B3

Hamnbonee yacto nepBbiMm CMMNTOMOM peTUHO61acTOMDI ABNSETCA:
A. NoTtepa 3peHus

b. leTepoxpomma pagyxek

B. Jleiikokopus

I. Kocornasue

[. bone3sHeHHOCTb M NOKpacHeHWe rnasa



Monekyna pPHK:

A. CnyXuT 3aTpaBkom npu pennmkauum AHK;

B. UmeeT popmy “TpUAUCTHMKA”;

B. ABnseTcA KOMMNOHEHTOM pUHOCOMBI;

. He nepemelaetca 3a npegensl A4pa;

[. ABnAeTca 3anuCbio CTPYKTYpPbl NOAMNENTUAHON Lenu.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMaAMU. N8 Kaxaoro
NPOHYMepPOBaHHOI0 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa unm He BblbpaH Bosce. TUMNbl XPOMOCOM:

A. MeTaueHTpuyeckue;

b. CybmeTaueHTpuyeckue;

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

2. 'pynna B;

3. pynna D;

4. lpynna G;

5. lpynna C;

6. lpynna A;

7. Fpynna E.

A.Al,6; 62; B3,4

6. A7; 61,5; B2,6

B.A3,5; b1,4; B5,7

Habop xpomocom B 3urote n B COMaTUUYECKOM KNeTKe YeloBeKa Ha3biBaeTcA:
A. AHeynnouaHbIm;

b. MannongHsim;

B. AunnonagHbim;

. MoannnongHbim;

L. TetpannongHbim.

OCHOBHbIe XMMUYECKUe CBA3U, y4acTByloLme B POPpMUPOBAHUM B3aUMOLENCTBUA MEXKAY
KomnaemeHTapHbimu uenamu HK:

A. BogopoaHbie cBa3y;

b. PocdoanadumpHble cBA3Y;

B. NMonnnenTtuaHbIe CBA3Y;

I. lOHOpPHO-aKLEeNTOPHbIe CBA3Y;

[. VloHHble B3amoaeincTeums.



B npouecce cnaaiicMHra NPOUCXOAMT:

A. YasoeHue AHK;

b. CuHTtes PHK;

B. Bblpe3aHune MHTPOHOB M3 NEPBUYHOIO TPAHCKPUMNLMOHHOIO NPOAYKTA;
. CuHTe3 6enka;

[. CuHTe3 ATO.

JK30KPMHHaA HeAOCTAaTOYHOCTb NOAMKENYAOUYHOM ¥Kene3bl, reMaToNorMYeckmue HapyLleHus,
3aeprKKa pocTa U KOCTHble aHOManuK Hanbonee xapakrTepHbl ANa:

A. MNepBUYHOM UMAMAPHOM ANCKNHE3NN;

b. MykoBucun4,033;

B. CuHgpome LLiBaxmaHa-lanmoHaa;

. AHemnun PaHKOHW;

. AHemumn lanmoHga-bnekdeHa.

CMHApPOM, O4HUM U3 CUMNTOMOB KOTOPOrO AAIBNSIETCA BbICOKUIA POCT:
A. CnHgpom Paccena-Cunbsepa;

6. CuHapom HyHaH;

B. Cunapom Cotoca;

. CuHapom 3M;

. 'mnoxoHaponnaasua.

Ha npuem K reHeTUKy 06paTunca myxumHa 32 net ¢ Xanobamm Ha bbICTPYIHO yTOMAAEMOCTD,
AHIrMOKepaTombl Ha 6eapax u B NaxoBbix 061acTAX, NOKANbIBaHUE U XKEHUE N1af0Hen u cTon,
CHUXKeHHoe notooTtaeneHune. C 16 net naumeHT Habaoaaetca y Hedpponora B CBA3MU C
npotenHypuen. [laHHble CMMNTOMbI XapaKTepHbl ANA:

A. PeBmaTonaHoro aptpura;

b. HacnhepctBeHHOM remopparmyeckon TeneaHrmakasmm Penato-Ocnepa-Bebepa;

B. bone3Hun KpoHa;

. bone3sHu Pabpu;

[. bonesnun NMNomne.

B uHTepdase mexay ABYMA MUTOTUYECKUMU AeNeHUAMU NPOUCXOAUT:

A. Pennnkauua OHK;

6. O6MeH roMONOrMYHbIMM YHACTKAMM MEXKAY FOMONOTMYHBIMU XPOMOCOMaMU;
B. AvMunHyums (noTeps onpeaenéHHOM 4acTu) XpOMATHHA;

. PenavKauma LeHTpoMepHbIX 061acTeit XpOMOCoMm;

L. YKopoyeHue Tenomepsl .



BepoAaTHOCTb poXKAeHUA ele ogHOro 601bHOro pebeHKa y 340poBbiX poguTeneii, Kotopble UMeKT
Tpex 60/1bHbIX MYKOBUCLUA030M AETEN, COCTABNAAET:

A. Bce petn 6yayTt 601bHbI;

6. 50%;

B. 25%;

I. Puck ana manbumkos 50%, AeBoYKM ByayT 340p0BbI;

. Bce netn byayT 340pO0OBbI.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMaMU. [na Kaxaoro
NPOHYMepPOBaHHOr0 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbIGpaH 0aAUH pa3, 6onee ogHOro pasa Uam He BblbpaH BoBce. HacneacTBeHHble 60n1e3HK:

A. bonesHb lNowe;

b. bone3Hb Humana-Nuka Tun A/B;
B. bone3Hb Tea-CaKkca. B HepBHbIX KN1eTKax HakanaMBaeTcA:
1. CouHromuenuH;

2. MaHrnanosup GM1,;
3. FNaHrnnosna GM2;
4. MaHHo030-6-dpocdar;
5. Fniokouepebpo3na.
A.A2;64;B1
6.A1;65;B4
B.A5,61,B3

Ana pecTpUKUUNOHHbIX SHAOHYK/Iea3 XapaKTepHO BCe NepeyncneHHoe, Kpome:
A. “3awmnTtbl” GakTepranbHOM KNETKKN OT YyxkepogHon OHK;

b. Pacwennenna JHK B cneunduyeckunx camrax;

B. MpumeHeHuns ansa nonyyeHmna pekomoumHaHTHbIX AHK;

. Ucnonb3oBaHMA Ansa MaeHTMGUKaLmMmM 1 aHaAn3a reHos;

[. Perynauum skcnpeccuun CTPYKTYpPHbIX reHOB.

PennavumpoBaHHble XpOMOCOMbI NPUKPENAAIOTCA K MUTOTUYECKOMY BepeTeHy nocpeAcTBom
CTPYKTYp, KOTOpble Ha3bIBalOTCA:

A. Tenomepesl;

b. CnyTHWKWY;

B. LleHTpOomepbl;

. CNyTHMYHbIE HUTWY;

L. KnHetoxopel.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMamMmn. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eEMEHTA Bblbepute 6yKBEHHbIA KOMNOHEHT. ByKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa unm He BblbpaH Bosce. Tunbl eyeHUA:
A. CumnTomaTmnueckoe;

b. NMaTtoreHeTnyeckKoe;

B. 3tTnonornyeckoe. J/leueHue:

1. NpumeHeHue arancmuaasnol (anbda, 6eta) npu 6onesHn Pabpm ;

2. Xupypruueckoe siedyeHue pacluenmHbl rybbl u Heba;

3. lmeToTepanma Npu HenepeHOCUMOCTU PEeHUNKETOHYPUU;

4. depmeHT-3aMmecTUTeIbHaA Tepanua NP MyKonosamMcaxapupose.

A.A2;61,34

6.A23;61,4;,B1,3,4

B.A3,4,B1,3

OAHMM U3 orpaHUYeHUIi HeMHBA3UBHOIO NPEHATa/IbHOrO TECTUPOBAHUA ABNAETCA:
A. Bo3pacTt maTepu 6onee 35 ner;

6. Cny4yam XpoMOCOMHbIX aHOMaNU B POAOC/IOBHOM;

B. OTKNOHEeHUA No pe3yabTaTamM BUOXMMMUUYECKOTO CKPUHWUHTA;

. CuHapOM ucyesHyBswero 6a13Hela;

[. HeBblHawmnBaHWe 6epeMeHHOCTM B aHaMHe3e.

Mpouecc TpaHCcAALMM OCyLLLeCTBNAETCA:
A. B agpe Knetku;

b. B nn3ocomay;

B. B pubocomax;

. B umtonnasme;

[. Ha kneToyHo membpaHe.

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBNAeHHbIMU NO3ULMAMU. N8 KaxKa0ro
NPOHYMEePOBaHHOIO 3/1IeMeHTa BblbepuTe 6yKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce. HOBOPOXKAEHHDINI:
A. [10HOLUEHHDbIA;

b. HepoHoweHHbI. CpokKu 3abopa KpoBU 419 HEOHATA/IbHOTO CKPUHUHTA:

1. Cpasy nocne poxpeHus;

2. B nepBblit A€Hb XKU3HWY;

3. Ha yeTBepTbIA AEHb }KU3HMU;

4. Ha 7-14 pHU XN3HW.

A.A3;b64

6.A2;b1

B.A1;63



O6pa3oBaHMeE «XMMEPHDbIX» FeHOB YacTo NPUBOAMT K:
A. AKTMBaUUN CYNpeccopos;

b. AKTMBaLMM OHKOreHoBs,;

B. O6pa3oBaHNE XMMEPHbIX FEHOB HE BO3MOXHO;

. HacnepctBeHHbIM MOHOTEHHbIM 3ab601EBaHUAM;

. Annenbcneundunyeckor asKcnpeccum.

Cragma KNeTovyHoro aeneHua Hambonee yaobHaa gna nsyyeHns Xpomocom:
A. MNpodasa;

b. MeTada3a;

B. AHadasa;

. NUHTepdasa;

. Tenodasa.

Ha npuem K Bpauvy-reHeTUKy obpatunach aeByLwiKa 19 net c }kanobamu Ha TpyaHOCTU Npu xoabbe,
Aedopmauuio cton, NpuctynoobpasHoie 6011 NO TUNY KPAaTKOBPEMEHHbIX CYA0POr B UKPOHOXKHbIX
mbilwuax (Kpamnu). CumnTomaTMKa nosiBUNachb B Bo3pacte 14 net, ¢ Tex Nnop nporpeccMpoBana.
Mpu ocmotpe otmeuaeTca "crona Ppuapeiixa”, cummeTpruyHaa rmnoTpodpua MbillL, roneHeu,
runopednekcus. Kakoi aHanns HeobxoaNMMO Ha3HaUYUTb NaLUEHTKe?

A. Nowuck geneunin/gynnvkaumin reHa PMP22;

b. MonHoe cekBeHMpPOBaHME 3K30Ma;

B. TaHaemHaa macc-cnekTpomeTpus;

I. Mouck myTauuin B reHe SMIN1;

[. Mowvck aeneuunit/aynankaumii 8 reHe DMD.

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACcTaBNeHHbIMU NO3uLMAMU. [inA Kaxxaoro
NPOHYMePOBaHHOIO 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT MOXeT
6bITb BbiIOpaH 0aMH pas, 6onee oaHOro pasa unm He BbibpaH BoBce. Kputepuun oLeHKU BapuHTOB
HYKN1€0TUAHOMW NOC/NeA0BaTe/IbHOCTU:

A. Kputepui natoreHHOCTU BapUHTa;

b.Kputepun nobpoKauecTtBeHHOCTU BapuHTa . Kputepwii:

1.BapumaHTt de novo

2. NonynAauyuoHHas YactoTa Bbiwe 3%

3. BapuaHT HaxoaUTCA B TPAHC NOJIOXKEHUU C paHee ONUCAHHbIM;

4. He cerperupytoT c 3aboneBaHnem B cembe.

5. ®YyHKLUMNOHANbHbIA aHaIN3 He NPOBOAUIICA.

A.A13;64,5

6.A1,3;624

B.A13;64,5



Ona 6one3Hn BunobcoHa-KoHoBanoBsa npu HeiipoBU3yann3aumMmn XapaKTepeH cieAyIoLWnii NpUsHak:
A. Thas Turpa;

b. MopaoyKa ruraHTCKOM NaHAabl;

B. Ywu pbicy;

. CMMNTOM roa10BaCcTUKa;

. Kpblnba netyyen mbilu.

Ha npuem K Bpauy-reHeTUKy obpatunach keHwmHa 40 net ¢ }kanobamu Ha onyuieHMe BepXHUX
BeK. B HeBponormueckom cratyce ABYCTOPOHHUIT NTO3, ABYXCTOPOHHAN Hapy»KHasn
opranomonnerusa. Kakoe 3abonesaHne Mo>KHO 3ano[03puUTb?

A. CuHapom MELAS (muTOoXxoHApUWanbHaa sHUedbanonaTmsa, nakTaTaumaos, MHCY1bTonogo0Hble
COCTOAHMA);

B. CuHapom CPEO (xpoHWuecKas nporpeccupytow,an HapyKHaa optanbmonnerns);

B. CuHapom MERRF (M1oKnoHyc-anunencus, "pBaHble" KpacHble BOIOKHA);

. ATpodusa 3puTenbHbIx HepBoB Jlebepa;

. CuHgpom SANDO (ceHcopHas aTakcuyeckana HelponaTtus, AuM3apTpusa 1 odTasibmonapes).

Y pebeHKa oTmevaeTcA NoTeMHeHMe MOYM Ha Bo3ayxe. Hanbonee nogxopAwmm agmMarHo3om
fABnAeTca:

A. TomounCcTnHypus;

6. AnkanToHypwus;

B. Tupo3snHemua 1 tuna;

. deHnnKeToHYypUS;

4. UnctmHos.

Monekyna AHK coctouT us:

A. AMMHOKMCNOT;

B. Caxapa (pnb03bl), pocdaTHbIX rpynn 1 a3oTUCTbIX OCHOBAHWIA;

B. Caxapa (ae3okcnpnbosbl), pocdaTHbIX rpynn U a3oTUCTbIX OCHOBAHWI;
. AMUHOKMCAOT, docdaTHbIX FPyNn 1 a30TUCTOrO OCHOBAHMS;

. Caxapa (pnb603bl), aMUHOKUCNOT.

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

A. AULL;

b. IYY;

B. YYA;

r. uur;

4. YALL.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMamMmn. [na Kaxaoro
NPOHYMEPOBAHHOIO 3/1eEMEHTA Bblbepute 6yKBEHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXKeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa unm He BblbpaH Bosce. MNpuunHa 3aboneBaHus:
A. NaToreHHbIN BapUaHT B MUTOXOHAPUAIbHOM FreHOME;

b. MaToreHHbIX BapuaHT B AAePHOM reHOME;

B. O6pa3oBaHMe NaToreHHbIX KOHroMmepaToB 6enkKa. 3abonesaHue :

1. CuHapom MELAS;

2. CuHapom MupcoHa;

3. Heitipopmbpomaros | Tuna;

4. CuHapom AHreibMaHa;

5. deHnnkeTOHYpPUA

A.A1,2;64,5;B3

6.A1,2;63,4,5

B.A1,5;61,3,4;,B2,4

TenomepHble panoHblI XPOMOCOM O6bIYHO COCTOAT U3:

A. PaccesiHHbIX NOBTOPAOLWLMXCA NOCNeA0BaATENIbHOCTEN;

B. YHMKanbHbIX nocneaoBaTe/ibHOCTEWN;

B. TaHAEMHO OpraHM30BaHHbIX BbICOKOMOBTOPSAOLLMXCA NOC/1eA0BaTeIbHOCTEN;
. G/C-6oraTbix nocseaoBaTeNbHOCTEN;

[. A-T-6oraTbix Nnocaen0BaTeNbHOCTEN.

Benok-Koaupylowmn reH — 31o:

A. YyacTtok JHK, Koaupytowmii nonMnentTuaHyo Uenb;

b. ®parmeHT nonmnenTnaHoOM Lenu;

B. Anbda-catennntHaa nocnegosatenbHoctb JHK;

I. NosTOpAtoWaAca nocnegosatenbHocTb AHK;

[. NocnepoBaTenbHOCTb, PACNON0OXKEHHAA 40 CTAPTOBOM TOUYKM TPAHCKPUMLNN.

Ha npueme y reHeTuKa poautenu c pebeHKom 5 neT c }kanobamm Ha 3aaepXKKy pocTa,
TYronoABu}KHOCTb cycTaBoB. Mpu ob6cnepoBaHMm 6b1aun BbiABAEHDbI renaTocn/ieHoOMeraama u
nomyTHeHue porosuubl. NepeuncnaeHHble NPU3HAKKU XapaKTepHbl ANA:

A. CuHApOoMa rpuma KabyKu;

b. Mykononucaxapungosa | Tmna;

B. CvuHapoma Ctuknepa;

. ApTporpmnnosa;

L. Mykonmnmnaosa.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMamn. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eEMEHTA Bblbepute 6yKBEHHbIA KOMNOHEHT. BYKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa unm He BblbpaH BoBce. 34,0POBbINA YeI0BEK:
A. MyKuunHa;

b. eHwwmHa. XpomocomHbiit Habop:

1. AiBe xpomocombl X;

2. [iBe xpomocombl X U aBe Xxpomocombl Y;

3. ABe xpomocombl Y;

4. OaHa xpomocoma X U ogHa xpomocoma Y;

5. Tpu xpomocombl

X.

A.A2;Bb3

6.A4;b61

B.A5;64

YcTaHOBUTE COOTBETCTBUE MEXAY NpeAcTaBNeHHbIMU No3uumuamu. [ina Kaxaoro
NPOHYMePOBaHHOr0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BblOpaH 0gUH pa3, 6onee oagHOro pasa uam He BbibpaH BoBce. 3aboneBaHus:
A. CuHapom [layHa;

b. Mykononucaxapuaos;

B. ®eHUNKeTOHYpHUS;

. Cunapom Cmuta-J/lemnu-Onuua. Metoa AMArHOCTUKM:

1. KapuounuposaHue;

2. OnpepeneHne cnekTpa aMmMHOKUCNOT KPOBU;

3. OnpepgeneHne rMUMKO3aMUHOIIMKaHOB mouum (FAT);

4. AHann3 meabonnToB xonecrtepuHa (rasosas xpomarorpadpus).
A.A1;64,B2;T3

B.A1;63;B2;T4

B.A1;,62;B4;T3

YcTaHOBUTE COOTBETCTBUE MEXKAY NPpeACTaBNeHHbIMU NO3ULMAMU. [iNA KaxKaoro
NPOHYMePOBaHHOIO 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT MOXeT
6bITb BbI6paH 0AUH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce. 3aboneBaHue:
A. PeHUNKeTOHYpPUSA;

b. AgpeHoreHUTaNbHbIN CUHAPOM;

B. BpoKAeHHbIA rMnoTUpeos;

. Mykosucumnpaos;

. Fanakto3emus. J/1abopaTopHO-ANArHOCTUYECKUIA KpUTEpUid:

1. UMMmyHOpeaKTUBHbIN TPUNCUHOTEH;

2. 17-rmapokcunporecTepoH;

3. deHnNanaHuH;

4. TupeoTpoNnHbIN rOPMOH;

5. O6wian ranakrosa.

A.A3; b2; B4;I1; A5

6. A4; b1; B5; I3; A2

B. A2; B3; B1; I5; A4



Mpu npoBeaeHMMN NpeHaTaNbHOrO CKPUHUHIA B CPOKe rectauum 12 Hegenb N0 MaTe PUHCKUM
CbIBOPOTOYHbIM MapKepam y 6epeMeHHOM XKeHLMHbl 06HapyKeHbl cneaylowme nokasarenm: Xry
— Bbilwe HOpMmbl, PAPP-A — HU}Ke HOpMbI, rMNONaa3ua HOCOBOM KocTu. Mpu Taknx pesynbratax
MOXKHO Y N/10A43a MMeeTCA NOBbILWEHHbIA PUCK:

A. Cungpoma [ayHa;

B. ledeKkTa HepBHOM TPYyOKK (aH3HUEedanma, spina bifida n T.n.);

B. PacwenuHbl rybbl n/unu Heba;

. MHO»KeCTBEHHbIX BPOMKAEHHbIX MOPOKOB Pa3BUTUSA;

[. CnHapoma MapdaHa.

BeKTtopHasa cuctema — 3T10:

A. Cuctema gna nepenaydum reHeTUHECKOro matepuana BHYTPb KNEeTKY;
b. Cuctema Habopa yHMKanbHbIX nocnegosatenbHocten JHK;

B. NosTopAtowaaca nocnegosatenbHocTb AHK;

. Cuctema BaKTEpPUA-XO3AMH;

L. MonnnentnaHaa nocneaoBaTeNnbHOCTb.

Ha npuem obpatnnacb cembs ¢ pebeHKomM 1,5 neT ¢ Bbipa’KeHHOW 3aAePXKKO NCUXOMOTOPHOIO
pa3BuTUA. Mpu ocmoTpe 06HapyKeHbl cneaylowme KAMHUYEeCKUe NPU3HAKKU: HU3KUIA poCT,
KOPOTKas LWeA U rpyAHanA KNeTKa, KOHTPAKTypbl CYyCTaBoB, rpybbie YepTbl KLa, rMnepnaasus
AeceH, naxoBas rpbixa. Mpu nposeaeHun Y3U opraHoB 6poLLIHOM NONOCTU NATO/IOTUU He
BbiABNeHO. Hanbonee BepoATHbIN AUarHos:

A. Mykononucaxapugos | Tuna;

6. Mykonnnunaos Il Tuna;

B. a-maHHO31,03;

. CUHAPOM MHOXECTBEHHbIX NTepUrnymoB (dckobapa);

[. Mykononucaxapmgos Il Tmna.

Mpob6aHa, (6onbHaA KaTapaKToOM XKeHLMHA) uMeeT 340poBoro 6parta. Otel, 601eH KaTapaKTon, MaTb
U ee poACTBEHHUKM 380poBbl. Mo AMHuKM oTua 6abyliKa 340p0Ba, AeAyLiKa 6oneH, npaaep, (otey,
AeAyLKU) CTpapan KatapakToid. BepoaTHOCTb Toro, uto y npob6aHaa moryT poguTtbea 60onbHble
AeTH, eC/I1 OHa BbIMAET 3aMYy3K 3a reTePO3UTrOTHOrO NO KaTapaKTe 3TOr0 XKe TUMNA MYXXYUHY,
cocTaBnser:

A. Bce petn 6yayT 601bHbI;

6. 75%;

B. 50%;

. 25%;

4. Okono 0%.



Ha npuem K reHeTUKy 06patnaca my>KumHa 32 ner ¢ }Kanobamu Ha BbICTPYIO YTOMAAEMOCTD,
aHrMoKepaTtombl Ha 6eapax u B NaxoBbix 061aCcTAX, NOKaNbIBaHUE U XKEHUE NafoHein u cron,
CHUXXeHHoe notooTtaeneHue. C 16 net nauueHT Habaogaerca y Hedpposora B CBA3U C
nporeMHypuen. [laHHble CMMNTOMbI XapaKTepHbl ANA:

A. PeBMaTomMaHOro apTpuTa;

B. HachenctBeHHOM remopparMyeckoi TeneaHrmakasmm PeHato-Ocnepa-Bebepa;

B. bone3Hun KpoHa

. bonesxu ®abpu

L. bone3Hu Nomne

CuHte3s HoBoM uenu AHK Ha anaupylowen HUTU B Npouecce penMKaLmMm ocyLLecTBAAeTCA:
A. HenpepbliBHO;

b. AnckpeTHo;

B. OTcpoyeHo;

. C nomoupto pparmeHToB OKacaku;

[. YckopeHHo.

Ha npueme cemba ¢ pebeHKkom 1,5 net. }anobbl — 3aaepKKa MOTOPHOro Pa3BUTUA, NOBbILLIEHHbIN
anneTuT c roaa. Pe6eHOK poaunca B cpok ¢ poctom 50 cm, Becom 2400 r, B nepBble MecALbl
OTMEYaNacb BbipParKeHHasA rMNOTOHUA. Kakou AnarHo3 MoXXHO NpeanoioKUTb?

A. CnnHanbHaa MbiweyHas aTpodus;

b. CuHnapom lMpagepa-Bunny;

B. CvuHapom bapae-buans;

. MnotoHua TomceHa;

[. XpomocomHaA natonoruns.

K nposasneHuam X-cuenneHHOro sommHaHTHoro runogpocdaremmyeckoro paxurta HE otHocuTca:
A. Husknin yposeHb ¢pocdhaToB B KPOBY;

6. H13Kkui pocr;

B. UckpuBneHue begpeHHoM, 6onbliebepLoBOn M Ma0bepLOBON KOCTEN;

. HU3KKUIA YpOBEHb Ka/ibLMA B KPOBY;

[. Octeomanaums.

Monekyna OHK npeactasnset coboii:
A. OgHoueno4yeyHyo MOJIEKYNY;

b. [lByXueno4yeyHyo MONEKYNyY;

B. TPMAUCTHUK;

. CoeanHeHne 6eH30/1bHbIX KoneL,;

L. Monnnentna,



fMnepmeTunnposaHne UUTO3MHOB B CG-AUHYKNEOTUAAX PEryNATOPHbIX PaMOHOB reHa NnpuBoguT
K:

A. MNopaBAeHUIO TPAHCKPUNMLMOHHON aKTUBHOCTU FeHa;

B. YcuneHuo TpaHCKPMNUMOHHOM aKTUBHOCTU FeHa;

B. YcuneHnuo TpaHCKPMNUMOHHOM aKTUBHOCTM FreHOB COCEAHEro JIOKYCa;

I. He BAnAET Ha aKTUBHOCTb FeHa;

[. HeaHaunuTeNnbHOMY CHUXKEHWNIO TPAHCKPUNLMOHHOW aKTUBHOCTW.

MoXKHO I peKOMeHA0BaTb CeMbe NpoBeAeHMne MHBAa3UBHOM NpPeHaTa/IbHOM ANArHOCTUKMU Ha
BAPUaHT HYKNEOTUAHOM NOCNeA0BaTe/IbHOCTU HEACHOrO 3HaYeHua?

A. MOXHO Ha paHHMX CPOKaXx;

b. Mo peweHunto Bpaya;

B. Hukorpa Henb3s;

. TONbKO B CNyyaax TAXKeNblx 3aboneBaHui;

[. MoxHo B KoHue | TpumecTpa.

MapdaHonoao6Hbiii peHOTUN, IKTONUA XPYCTaZInKaA, OCTEONOPO3, TPOM603bl U YMCTBEHHaA
OTCTANOCTb XapaKTepHbI ANA:

A. CuHgpoma dnepca-LaHno;

b. CuHgpoma MapdaHa;

B. lomoumctuHypup;

. CuHgpoma CTtuknepa;

. Cutis laxa.

Ha npuem K Bpauy - reHeTUKy obpatunacb cembsa ¢ pebeHkom 4 mecaues. Y npobaHaa
Bblpa)X€HHAA MblLLUEYHAsA NMNOTOHUA, HECNOCOBHOCTb YA epKUBaTb r0/I0BY B BEPTUKA/IbHOM
NONOXKEeHUMU, Nporpeccupytow,as makpouedanus, 3agepka passutus. Mo pesynbratam rasaosoum
Xpomarorpadpumu moum BbiABNEHO NOBbIWEHUE KOHUeHTpauumn N-auetunacnaprara. Kakoe
3aboneBaHne MOXHO 3anoA03pUTb?

A. MeTunmanoHoBasa aunaypus;

b. bone3Hb KaHaBaH;

B. MI3oBanepuaHoBaAa aumaypus;

I. MponuoHoBaa auuaypus;

L. bonesHb AnekcaHaepa.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMamn. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEHTa Bblbepute 6yKBEHHbIA KOMNOHEHT. BYKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa unm He BblbpaH Bosce. MeToabl AUarHOCTUKMK:
A. CeKBeHMpOBaHUE IK30MQ;

B. XpOMOCOMHbBI MUKPOMATPUUHDbIA aHANU3;

B. CeKkBeHMpOBaHWe reHOMa NO3BO/IAIOT BbIABUTb:

1. ToukoBble MyTaLUKM B KOAUPYIOLMX YHACTKAX (3K30HaxX);

2. KpynHble peneuun;

3. TouKoBble MyTaLMKN B HEKOAUPYIOLLMX yYacTKax (MHTpOHax).

A.A1;62;B1,2,3

6.A1;,62;B2,3

B.A3;61;B1,3

Y 340p0BbIX poaUTENEN, HEe COCTOALLLMX B KPOBHOM POACTBE, POAWNJICA CbIH C axoHAponiasueit. B
POAOCNOBHOM APYrvMX ciyyaeB 3a6oneBaHUA He BbIABNAEHO. BepoATHOCTb NOBTOPHOrO POXAEeHUA
6onbHOro pebeHKa B A;aHHOM b6pake cocTaBaserT:

A. O6LenonyNALMOHHBIN PUCK;

B. MoxeT 6bITb Bbile 06LwenonynaumoHHOTO PUCKa B CBA3U C BO3MOXHbIM repMUHANbHbBIM
MO3aNLM3MOM.

B. 25%;

. 50%.

CBs3u, yaepxusawwme uenu B gsoitHou cnupanmn AHK obpasoBaHbi:
A. Mapamu pocdaTos;

b. Mapamu a30TUCTbIX OCHOBAHWIA;

B. Napamu HUTpaToB;

. ®ochaTtom 1 caxapom;

[. Caxapom 1 a30TUCTbIM OCHOBaHUEM.

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3ULMAMU. N8 KaxKa0ro
NPOHYMePOBaHHOIO 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT MOXeT
6bITb BbI6paH 0AUH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce. 3aboneBaHue:
A. MonHaA TecTUKynApHaa peMnHU3aLmn;

b. HenonHas TecTukynapHaa pemuHunsauma. Bospactr maHundecraumm:

1. Nepuroa HOBOPOXKAEHHOCTH;

2. MepBbli1 rog, XU3Hu;

3. NepBoe paecatunetne;

4. Nepunop NONOBOro co3peBaHUA;

5. 3penbiit Bo3pacT (nocne 30 ner).

A. A3; b5

b. A4; b1

B. Al; b2



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMamn. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eEMEHTA Bblbepute 6yKBEHHbIA KOMNOHEHT. BYKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa unm He BblbpaH Bosce. TUMNbl XPOMOCOM:

A. MeTaueHTpuyeckue;

b. CybmeTaueHTpuueckue;

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.A5,7; B3,6; B1,5

6. Al,6; 62; B3,4.

B. A2,3; b4,7; B6,7

FeHOM yenoBekKa 310:

A. BenkoBbIV annapaT KNeTKM, CoAep KalllMii COBOKYMHOCTb BCEX MONEKY/1 CTPYKTYPHbIX 6e1KoB n
dbepmeHTOB;

6. HachepncTBeHHbIM annapaT KAeTKM, CoAep KaLLMn BeCb 06bem MHPopmMaLmmn, Heobxoamumon ana
pa3BUTUS OPraHM3Ma;

B. dHepreTnyeckuin annapat KNeTku;

. COBOKYMHOCTb BCEX IKCMPECCUPYIOLLMXCA MONEKYN B KNETKE;

. COBOKYNHOCTb BCEX METUIMPOBAHHbIX NOC/IEA0BATE/NbHOCTEN B KNETKE.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU NO3ULMAMU. [nA KaxKAaoro
NPOHYMePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BblbpaH BoBce. TUMbl XPOMOCOM:
A. MeTtaueHTpuyeckue;

b. CybmeTaueHTpuyeckue;

. AKpoueHTpuyeckue. Xpomocombl:

. Xpomocoma 1;

. Xpomocoma 5;

. Xpomocoma 13;

. Xpomocoma 16;

. Xpomocoma 7;

. Xpomocoma X;

. Xpomocoma 21;

. Xpomocoma

19.

A.A2,5,7;63,4;,B1,5,8

b. A3,6,8; b1,7,8; B2,4,6

B. Al1,4,8; b2,5,6; B3,7

cLONOUV A, WNE®



Peanusauua HacneacTBeHHOM MHGOPMALMU B KNETKE 3YKapuoT NPOUCXOAUT B HaNpaBAEHUM:
A. Benok - AHK - PHK;
6. PHK - OHK = 6enok;
B. AHK = PHK - 6enok;
. benok - PHK - OHK;
. PHK = 6enok - AHK

OCHOBHOI 0CO6EHHOCTbIO FeHETUYECKOM CTPYKTYpPbl U30NATOB ABNAETCA:
A. YBennyeHue gonm reteposunror;

b. YBennyeHve fonn 4OMUHAHTHbIX TOMO3MIOT;

B. YBennueHue nonum peueccmMBHbIX rOMO3UroT;

. CHUXKeHWe [,01UN peLecCUBHbIX TOMO3MIOT;

. MpumepHO 0gMHaKoBOE COOTHOLLEHWE FTOMO- U reTepo3unrorT.

YHUKanbHble nocnegosartenbHoctn [1HK coctaBaatoT 60abLuyio YacTb:
A. CTPYKTYpHbIX reHOB;

6. BAOKOB HNU3KOKOMUHBIX NOBTOPOB;

B. MuKpocaTennmTHbIx NocneaoBaTeNbHOCTeN;

. Anbda-caTennTHbIX NOC/eA0BaTENbHOCTEN;

. MoAMHAPOMHbBIX NOBTOPOB.

Ha npuem K reHeTUKy 06paTunca myumHa 32 net ¢ Xanobamm Ha CHUXKeHMe CyXa, LIATKOCTb
npu xoapbe, CHUXKEeHUe YyBCTBUTENbHOCTU B CTONAX M NoTepio 06oHAHMA. MyXXunHa HabaoagaeTca
C ANArH030M NUrMeHTHaA AereHepaumna ceTyaTku. B KpoBu BbiABNEHO NOBbileHUe GpUTAHOBOM
Kucnotbl. Kakoe 3a6oneBaHne MOXKHO NPeANoON0KUTL?

A. CuHgpom KanbmaHa;

6. CuHgpom Pedcyma;

B. CuHgpom KepHca-Celipa;

. CuHgpom Lienbserepa;

. Atakcua Opuapenxa.

OnTMManbHbIA pasmep nonyaauumn ana GyHKLMOHUMPOBAHUA OAHON MeXKPermoHaAbHOU MeaUKo-
reHeTUYECKOM KOHCY/IbTaL UM COCTaBAAELT:

A.1-1,5 mnH.;

B. 2-3 mnH.;

B. 4-6 mnH.;

. 8-10 mnH.;

[. bonee 10 mnH.



B nonynauuu 3a 8 net pogmunocb 500 000 HOBOPOXKAEHHbIX, Cpean KOTOpbIX 06HapyKeHo 45
60nbHbIX ¢ peHUNKeTOHypuein. YacToTa reTepo3nroTHbiX HocuTene coctTaBnnAeT:

A. 10%;

b. 5%;

B. 4%;

r.2,5%;

4. 1,9%.

UmnpuHT — 3710:

A. MNoTepAa XpPOMOCOMHOTIO MaTepuana Ha OTLLOBCKOM MM MAaTEPUHCKOM XPOMOCOME;
b. Cneunduryeckas MmapKMpPOBKa POAUTENLCKUX aNNenen;

B. HykneotugHble 3ameHbl B JHK pogutenbckux annenen;

I. CTPYKTYpHble U3MEHEHMA OTLLOBCKOM UM MAaTEPUHCKOM XPOMOCOM;

O. NAP® oTUO0BCKOM MAM MATEPUHCKOM XPOMOCOM.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU No3ULMAMU. Ona Kaxkpaoro
NPOHYMePOBaHHOI0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BblOpaH 0gUH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce. 3aboneBaHus:
A. MyKononucaxapupgos;

b. bone3sHb BunbcoHa-KoHoBanoBa;

B. TuposmHemua 1 tTuna. Ucchepyemble bUOXxMmmnyeckme mapkepbi:

1. 3KcKpeuuma megm ¢ MOYOM;

2. YpoBeHb CYyKLMHUNAL,ETOHA MO4U;

3. YpoBeHb rnmMKko3amuHornmkaHos (FAlN) moum;

4. YpoBeHb LepynoniasmmHa Mmouu;

5. YpoBeHb TMPO3UHA KPOBMU.

A.A3;b61,4;B25

6.A3;62,4;B5

B.A2;61;,B4

MoparkeHue rnas (KOHbIOHKTUBUT, YBEUT, SNUCKNEPUT), apTO3HbIA cTOMATUT, inmdageHonaTms,
602K B rpyAHOM KNeTKe U }KUBOTe, Nepuoamnyeckas KoXKHas Cbinb, HEMPOCEHCOPHasA TYroyxocTb
BCTPEYAlOTCA Npu:

A. MNeprogmnyeckoi bonesnuy;

b. CuHapome Makna-Yanbca;

B. CuHapome Ctuknepa;

. BonesHu Pabpuy;

A. CuHgpome Mapanna.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMamn. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eEMEHTA Bblbepute 6yKBEHHbIA KOMNOHEHT. BYKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BblbpaH Bosce. Tun 3abonesaHuA:

A. MoHoreHHoe 3abonesaHue;

b. MuKpoaeneunoHHbIA CUHAPOM;

B. Bone3Hb 3KCNAaHCUU TPUHYKNEOTUAHbIX NOBTOPOB. 3abonesaHue:
1. MykoBucunpaos;

2. CuHapom Bunbamca;

3. CuHpgpom MaptuHa-benn;

4. PetuHobnacToma;

5. CuHnpgpom OukopaXku.

A.A35,61,2;B4

6.A2,4;65;B1,3

B.A1,4;62,5;B3

B notomcTBe OT 6paka ABYX rerepo3uroT (Mpyu ayToCOMHO-A0OMMUHAHTHOM Hac/le[0BaHUM)
QHOMa/IbHbIii reHOTUN ByAayT UMeTb:

A. Bce ambpuOHbI;

6. HMKTO 13 aM6pPMOHOB;

B. 1/4 s3mb6pnoHOB;

. 1/2 ambpuoHoB;

[. 3/4 amb6puroHoB.

CuHApPOM, OAHUM U3 CUMNTOMOB KOTOPOTO AIBAAETCA HU3KUW POCT:
A. ToMOUNCTUHYPUA;

6. CuHgpom MapdaHa;

B. CuHgpom CumncoHa-fonabu-bemens;

. CuHgpom Yumeepa;

A. CvuHapom HyHaH.

MNocnepoBaTteNnbHOCTb AMMHOKUCIOT B NOIMNENTUAHOWN Lienu onpeaenseTca:
A. KoHdopmauuen pnbocomHbix 6enKkos;

b. MocnepnosaTenbHOCTLIO HYKNeOoTNUA0B MPHK;

B. MNocnepnosatenbHOCTbIO HYKNeoTnA0B TPHK;

. AKTMUBHOCTbIO GEPMEHTOB NOCTTPAHCAALUMOHHOM MoANPUKALMN;

L. MocneposatenbHOCTbIO HYKNeoTnaos pPHK.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMamn. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEHTa Bblbepute 6yKBEHHbIA KOMNOHEHT. BYKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa uam He BblbpaH BoBce. Mon yenosekKa:

A. leTeporameTHbI;

b. lTomorameTHblii. XapakTepeH ana:

1. myKcKoro nona;

2. YXeHCKoro nona;

3. MY}KCKOrO U }KeHCKOro nona;

4. nvy, c kKapunotunom 47, XXY;
5. any c kKapuotunom 45, XO0.
A.Al;Bb2
6.A5;63
B.A2;64

YCTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3ULUAMU. ONA KaXKA0ro
NPOHYMepPOBaHHOr0 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BblOpaH 0guH pa3, 6onee ogHOro pasa uam He BblibpaH BoBce. MoneKynbl:
A. OHK;

b. PHK. ®yHKUMMK:

1. CoxpaHeHue HacneACTBEHHOM MHPOPMALLMU B KNETKE;

2. Nepepayva HacneacTBEHHOU MHPOpMauum;

3. TpaHCNOPT aMUHOKUCAOT;

4. CtpouTeNbHbI MaTepuan, HeobXoaUMbIN ANA }KU3HU KNETKMU;

5. DHepreTMyecKana cucTema KNeTKu.

A.A2,3; b4

b.A2,4,5; B3,1,5

B. Al; B2,3

YcTaHOBUTE COOTBETCTBME MeXKAYy NpeacTaBNeHHbIMU No3uumamu. ina Kaxkporo
NPOHYMEePOBaHHOIO 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT MOXeT
6bITb BbI6paH 0aMH pas, 6onee oaHOro pasa unm He BbibpaH BoBce. CooTHecuTe 3aboneBaHna u
reHeTMYeCKYyH0 ANArHOCTUKY nepBou AMHMK. 3aboneBaHuns:

A. CuHapom [layHa;

b. MyKosucuunaos;

B. MbiweyHasa auctpodpua [loweHHa;

. Cunapom Mpagepa-Bunnun. marHoctuka:

1. OnpeaeneHne aHOMaNbHOrO METUIMPOBAHUA KPUTUUECKOTO paifoHa Xxpomocombl 15q11.2;
2. CraHaapTHOE KapuoTUnupoBaHue;

3. Mowuck yactbix mytauuit B reHe CFTR;

4. Nouck aeneyunin u aynankauuim B reHe DMD.

A.A2;61;B4;T3

B.A2;63;B4;T1

B.A2;63;,B1;T4



frbpuamnsaums in situ c meuyeHbIMU 30HAAMM NO3BONSAET:

A. JlTokan13oBaTb NOC/eA0BaTENbHOCTb 30HAa Ha XPOMOCOME WU B €€ JIOKYCE;
B. M3yunTb PECTPUKTHYIO KapTy 30HA3;

B. MccnepoBaTb HYKNEOTUAHbIN COCTaB 30HAQ;

. UccnepoBaTb pacCTOSHUE MEXKAY 30HAAMU;

[. Onpenenutb NocnenoBaTeIbHOCTb PACNO/I0XKEHUA FEHOB B XPOMOCOME.

MpoueccuHr - ato:

A. CBA3bIBaHKWeE penpeccopa ¢ benkom;

b. YasoeHnue [IHK;

B. Co3peBaHue npe—PHK B Aape;

I'. Accoupnaums 6onbLion n manon cybbeanHuL, pubocombl;
[. CBA3bIBaHME TPAHCKPUMNUMOHHOIO GpaKTopa C MPOMOTOPOM.

MepBuUHan cTpyKTypa 6€/1KOBOM MOIEKY/bI - 3TO:

A. CTpyKTypa oTAe1bHOM aMUHOKUCNOTbI;

B. NMopAaa0K aMMHOKUCAOT B NOAUNENTUAHOM Lenn, onpeaenaemblil FreHeTUYECKUMM KOA,0M;
B. MpocTpaHCTBEHHOE PACMO/IOKEHWNE OTAENbHbIX YH4aCTKOB NOAMNENTUAHON Lienw;

I. MpocTpaHCTBEHHOE B3aMMOPACNO/I0KEHWE NOAMNENTUAHbIX Lenewn;

. NopAaaoK pacnonoxeHnsa HYKNeoTUa,0B B Lenu.

Ona cuHgpoma Jln (nogocTpoit HeKpoTusupytowei sHuedpanommenonatum) HE xapaKkrepHo:
A. YTpaTa paHee NnpuobpeTeHHbIX HAaBbIKOB;

b. MbIlweYyHaA rmnoToHUS;

B. l'MnepTpunxos;

. CumnTOM rnas Turpa;

. Mo3e4yKoBble pacCTPOMNCTBA.

B reHeTMYECKyIO0 KOHCY/IbTaLMIO 06paTUAach XKeHLWMHa, otel, Kotopou 6oneH remodpunnei
A. Onpeaenutb pUCK HacnepoBaHUA remopunnmn ansa ee peTen:

A. Bce manbumkm byayT 340p0BbI;

b. Bce manbuymku 6yayT 601bHbI;

B. B cpegHem, NoNoBMHA MasibYnKoB byayT 601bHbIMY;

I'. Bce aeBoykn byayT 601bHbI;

. Bce netn 6yayT 340p0BbI.

YacTota XpOMOCOMHbBIX 60/1€3Hel Y HOBOPOXKAEHHbIX COCTAaBNAAET:
A. 0,1%;

b. 0,6-1,0%;

B. 5%;

. 10%;

0. 25%.



De6ioT cyaopor Ha 1 roay »Xu3Hu, anoneuyus, aTonMYeckuii AepmaTuT, HeMPOCeHCOpPHasn
TYrOyXOCTb XapaKTepHbl AnA:

A. MI30BanepraHoOBOM aumaypum;

b. MponnoHoBoOM aumaypum;

B. HepgoctatouHocTM GUOTUHMAA3DI;

I. TMnodochaTeMnyeckoro paxmTa;

. T'vnodocdartasum.

YKaxKuTe Knaccbl NOBTOPAKOLLMUXCA NOC/E[0BaTeIbHOCTEN, K KOTOPbIM OTHOCATCA MOBU/IbHbIE
3IeMeHTbI:

A. lpocTble NOBTOPbI;

b. TaHoemHble NOBTOPbI;

B. PacceAHHble noBTOpPSLI;

. MannHapomsl;

L. YHUKanbHble nocienoBaTeIbHOCTH.

B ABYX TPYAHOAOCTYMHbIX FOPHbIX CENIEHUAX OAHONO HALLMOHANIbHOIO PErMoHa YacToTbl rpynn
KPOBM Y YKUTeNIeiA pe3KOo OT/IMYAIOTCA. ITO, NO-BUANMOMY, BbI3BaHO:

A. Pa3Hbim ypoBHEM 0THOPa;

6. [ipeiidom reHos;

B. PasHbim ypoBHEM MYTAaLlMOHHOIO NPOLECCa;

I'. CHMXKEeHMEeM YPOBHA reTepo3nror;

. YpoBHem oTb0pa.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU NO3ULMAMU. [nA KaxKAaoro
NPOHYMEepPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbI6paH 0AUH pa3, 6onee ogHOro pasa unm He BblbpaH BoBce. CUHAPOMDI:
A. beksuta-Bnpgemana;

b. Paccena-CunbBepa;

B. Cotoca;

. CeKKena xapaKre pusyroTca:

1. OnepexXeHnem pocra;

2. 3aaeprKKou pocra.

A.A1;,62;B1;,T2

6.A1;61;B2;I1

B.A2;61;,B1;I2



Ana cnHapoma Bunbamca HE xapakrepHo:
A. "Inuo anbda";

b. MakpocTtomus;

B. DKTpONUOH;

. HeppoKanbumnHos;

L. FeTepoxpomma pagyKKu.

Y nayueHTa c 6one3Hbio BunbcoHa-KoHOBanoBa Npu HelipoBU3yannsauum MoXKHO OBHaPYKUTb
CnenyloLWmnii XapaKTepHbIU NPU3HaK:

A. "Tnhas turpa"

b. "MopaouKa ruraHTcKom naHgbl"

B. "Ywwu pbicn"

I. "KopeHHown 3y6"

. "Kpbinba netyyen moiwn”

Hykneotnp, coctout ms:

A. ®ocdaTta 1 a30TUCTOro OCHOBAHMUS;

b. Caxapa, pocdaTta n a30TUCTOro OCHOBAHMUS;
B. AMMHOKMCNOTbI M a30TUCTOrO OCHOBAHUSA;
I'. Caxapa u pocoara;

[. Caxapa » a30TUCTOro OCHOBaHMA.

Kak nepekBanu¢uumpoBaTb BapuaHT HyKAe€OTUAHOW NOCneA0BaTe/IbHOCTU HEACHOTO 3HAYEeHUA?
A. GYHKLMOHANbHbIN aHaNM3 in Vivo;

b. npoBeaeHne cerperauMoOHHOrO aHan3a B CEMbE;

B. dyHKUMOHANbHbIM aHaNm3 in vitro;

. npoBeaeHne A0NONHUTENbBHbIX CNeUMPUIECKUX ANA AaHHOTO BapMaHTa KAMHUYECKMX
nccneaoBaHui;

L. Bce BepHoO.

AHK-30HA, — 370!

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

b. EAVHMYHbIE pacCeAaHHble HYKNeoTuabl;

B. NocnenoBatenbHOCTb HYKNEOTUA0B, KOTOPYHO Y3HAET PECTPUKLMOHHAA SHAOHYKNEa3a;
I'. MocnepoBatenbHocTb AHK ANMHON HECKONBKO M/H. Nap HYK/1e0TUAOB;

. ®parmeHT HK ¢ dnyopoxpomHON METKOIA.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMamn. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEHTa Bblbepute 6yKBEHHbIA KOMNOHEHT. BYKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa uam He BblbpaH BoBce. eHbl:

A. MNNpOTOOHKOreHbl;

b. leHbI-cynpeccopbl onyxonesoro pocta. OnpegeneHue:

1. No3uTUBHbIE pPErynaTopbl, CTUMYAUPYIOLLUE AeNeHUE KNEeTKN;
2. HeratuBHble perynaTopbl, NPenATCTBYIOWME Ae/IeHUIO KNETKY;
3. He meloT OTHOLLEHUA K AENIEHUIO KNeTKW;
4. KogupytoT 6enKu LUTOCKeNneTa;
5. Koaupyiot pPHK.
A.A3; B5

6. A4; b1

B. Al, B2

PUCK poXKpeHua y Hemonoaoii matepu peb6éHka ¢ cuHapomom [layHa, obycnosneH
0COBEHHOCTAMM rameToreHe3a y KeHLMH:

A. Bbicokol nponndepaTMBHON aKTMBHOCTbIO OOrOHWEB, CONPOBOXKAAOLWENnca owmnbKkamm B pabote
AHK-nonnmepasbl;

B. BonbLON ANUTENBHOCTBIO CTaAUM OUKTUOTEHDI Y HEMOOAbIX XKEHLLMH, CONPOBOXKAAtOLWEenca
POCTOM BEPOATHOCTU HAPYLLEHUI annapaTa BepeTeHa Ae/eHus;

B. Bo3pacTaHMem 4acToTbl HEPAaBHOIrO KPOCCMHIOBEPA B FAMETOrEHE3€e Y HEMOJIOAbIX KEHLLMH;

. O6LWMMm BO3paCTaHMEM YAaCTOTbl TOYKOBbIX MyTaLUMIA Y XKeHLWMH cTapwe 35 neT;

[. HapyweHunem cuctembl penapaummn JHK.

M3BEeCTHO, YTO COOTHOLLEHUE Pe3yCc—NONOKUTE/bHbIX U pe3yc—oTpuLaTe/IbHbIX N, paBHO 84% m
16% (pe3yc-oTpuuatenibHaA NPUHAANEKHOCTb HacleAyeTca No peLeccuBHOMy TMny). Yactorta
AOMWHAHTHOro annensa R+ B nonyaauMmu coctaBnser:

A. 75%;

b. 70%;

B. 60%;

. 50%;

4. 40%.

B He60bLIOW NONYAALMM C BbICOKOW YaCTOTOM ayTOCOMHO—PeL,eCCUBHOIo anbbuHM3ama 6oabHOM
MY>X4YMHa BCTynaeT B 6pak co 340pOBOM KEHLLLMHOW, MaTb KOTOPOWU NOPAXKEHA TEM Xe
3aboneBaHunem, a orel, 340p0oB. PUCK poxkaeHua 6onbHoro pebeHka B aTom 6pake cocraBnser:

A. Bce petn 6yayT 60nbHbI;

B. 50%;

B. 25%;

M. 10%;

. Bce aetn 6yayT 340pOBbI.



MykoBuCcLMA03 HacneAyeTcAa N0 ayTOCOMHO-PeLLeCCUBHOMY TUNY. BepoATHOCTb poXKaeHUA
60nbHOro pebeHKa y 340pOBbIX POAUTENIEN, ECIU OHU YXKe UMEIOT TpeX AeTei (340poByio A0ub,
OAHOro 340POBOro CbiHA U 0AHOro 60/1bHOrO CbiHa), COCTaBAAET:

A. Bce petn 6yayT 340p0BbI;

6. 50%;

B. 25%;

. PUck ana manbumkos 50%, a AeBOYKM ByAyT 340PpO0OBbI;

. Bce netn 6yayt 60/bHbI.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3UuMAMU. [Na Kaxaoro
NPOHYMepPOBaHHOI0 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oagHOro pasa Uam He BblbpaH BoBce. 3aboneBaHue:
A. CnHpom Bunbamca;

b. CuHpom Aun-Akopaxu;

B. CuHpom CmuTta-MareHuca;

. Cunapom Mpagepa-Bunnun. feneuunsn:

1. 22q11;

2. 17p11.2;

3.7q11.2;

4. 15q11;

5. 11p15.

A.A3;b61;,B2;T4

6B.A5;63;B4;T1

B.A1;64;B2;T5

MonoBbiMn XpoOMOCOMaMM Ha3bIBaOTCA XPOMOCOMDbI:

A. lMonoBbIX KNETOK;

b. YuacTByowme B KpOCCUHIOBEPE;

B. Hannumne KoTopbix B KapmoTune onpeaensaeTt Nosa OpraHnM3ma;

I. Coaeprkalime TONbKO reHbl, 4eTEPMUHUPYIOLLME PA3BUTUA NONQ;
A. Fpynnbl A.

[oub 60nbHOro remopuanen umeeT AByX 340pPOBbIX CbIHOBE U OAHY 3A40POBYIO A0Yb. PUCK
3aboneBaHunA ANn ee BHyKa OT AO4YEpPU COCTaBASAET:

A. 100%;

b. 50%;

B. 25%;

r.12,5%;

L. PUCK ana BHyKa OTCyTCTBYET.



Hanbonee nsyueHHoi anureHeTuYecKon mogudukaumei asnaerca:
A. CTPYKTYpPHblE MU3MEHEHMA OTLLOBCKOM UM MAaTEPUHCKOM XPOMOCOM;
b. Cneupdurueckoe metnnmpoBaHme umto3mHos B CG-ANHYKNIEOTMAAX;
B. AueTmannposaHme rmcTOHOB;

. PochopunmpoBaHne rmMCTOHOB;

[. OAHOHYKNEeOTUAHbIN NOANMOPOU3M POANUTENIBCKUX XPOMOCOM.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMaAMU. [Na KaxKaoro
NPOHYMepPOBaHHOIO 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXKeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BblbpaH Bosce. TUN HacneaoBaHUA:A.
AYTOCOMHO AOMMWHAHTHbIW ;

b. AYyTOCOMHO peL,eCcCUBHDIIA;
B. X-cuenneHHbIit TUN. 3aboneBaHue:
1. CuHapom dpaBapAaca;

2. Heipopubpomaros;

3. Xopeu [eHTUHITOHA];

4. Muopguctpodpua [lloWeHHa;
5. AApeHOreHUTaNbHbIN CUHAPOM.
A. A2; b4; B5;

b. A2,3; b5; B4

B. A5; B1; B3;

Mpu ocmoTtpe pebeHKa B Bo3pacTe 6 mecsaueB BbiABNEH CUHAPOM "Banoro pebeHka",
MaKPOri0ccusa, oTcTaBaHue B Bece. 1o 1abopaTopHbiM nokasatensam — nosbiweHue KOK go 5
Hopm, ACT — go 5 Hopm n AJIT — go 3 Hopm. B nepByto oyepeab CTOUT UCKNIOUUTD:

A. MbiweyHyto guctpoduto [olweHHa;

B. OnyxoneBbIv NpoLecc B OpraHn3me;

B. bone3Hb [Nomne;

. CNUHANbHYO MblWEYHYO aTPODUIO;

. MporpeccupyoLLyo MbillevyHyo aucTpoduto dImepu-Lpendyca.

Peungusupyiowme NnpucTynbl IMXOPaAKNU, CONPOBOXKAAOLLLMECA NEPUTOHUTOM, CHHOBUTOM MU
NNAeBPUTOM, XapaKTepHbl ANA:

A. OcTpoii nepemerkatowencs noppupuu;

b. Mepuoaunyeckon 6onesHu;

B. CuHapoma Mapwanna;

I. BonesHn KpoHa;

L. PeBmaTongHoro aptpura.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMamn. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEHTa Bblbepute 6yKBEHHbIA KOMNOHEHT. BYKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa unm He BblbpaH Bosce. TUNUYHBIMU NPU3HAKaMM
XPOMOCOMHbIX 3aboneBaHuii:

A. Cungpoma QlayHa;

b. Cungpoma MNatay npu nposeaeHUM NpeHaTaIbHOro CKPUHUHrIA | TpMmecTpa ABNAIOTCA:

1. Bbicokuit yposeHb X' npu Hu3kom PAPP-A;

2. Huskui yposeHb X' n PAPP-A;

3. YBenmyeHue ToNLwMHbI BOPOTHUKOBOIO NPOCTPAHCTBA;

4. PacwenunHa Heba;

5. f’Mnonnasusa HOCOBOI KOCTU.

A.A2,35;61,45

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

B.A15;624

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU No3uLmMaAMU. Ona Kaxkporo
NPOHYMepPOBaHHOr0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BblIOpaH 0gMH pa3, 6onee oaHOro pasa Uam He BbibpaH BoBce. K HacneaCcTBEHHbIM
3aboneBaHnAM 13 rpynnbi

A. lnsocomHble 60n1e3HM HaKonNeHus;

b. MepoKcucomHbie 3a601eBaHNA OTTHOCAT:

1. CuHapom XaHTepa;

2. CuHppom Lienbserepa;

3. Pusomenunuyeckan To4e4yHasas XOHAPOAUCNNA3URA;

4. bone3Hb HUmaHa-Muka. TMn

C.

A.Al14;623

6.A1,3;B2,4

B.A1;62,3,4

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU NO3ULMAMU. [nA KaxKaoro
NPOHYMEePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce. TUMbl NepecTpoek:
A. TeHOMHbIE;

b. XpomocomHble. MNepecTpoiku:

1. UHBepcuu;

2. Monunnonpguw;

3. TpaHcnoKauum;

4. Neneuunn;

5. Tpucomuu;

6. Monucomuu;

7. Qynankauun.

A.A3,4,7; 61,2,5

6. A2,5,6; b1,3,4,7

B. Al,6; 62,6,7



Opend reHOB cBA3aH C:

A. YpoBHEM MyTaUMOHHOrO Npouecca;

B. YpoBHem oT60pa3;

B. Cny4yaliHbiMm pacnpeseneHmMem 4acToT ansnenen B NonyaaumMmM Masioro pasmepa;
I. HapyweHuem NnaHMUKCUUY;

L. CHMKeHMem YyPOBHA reTepo3unror.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMamMmn. na Kaxaoro
NPOHYMepPOBaHHOIO 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbIGpaH 0aAUH pa3, 6onee oagHOro pasa Uam He BblbpaH Bosce. TUN HacneAOBaHUA:

A. AYyTOCOMHO-peL,eCcCUBHbIA TUN;

b. AYyTOCOMHO-A0OMMWUHAHTHbIN TUN;

B. X-cuenneHHbIi TMN. CUHAPOMDI:
1. Ko3Ha;

2. MukpodTtanbmuu JleHua;
3. AapckKora;

4. Onuya-Ppuaca.
A.Al1;64;B23
6.A2;63;B1
B.A3;61;B2,4

BeNoK-KoAUPYIOLWUNA reH 3yKapuoT COCTOUT U3:

A. MpomoTop, MHULMUPYIOLLNI KOAO0H, 3K30HbI, MHTPOHbI, TEPMUHUPYOLLUA KOAOH;
B. 9K30HbI;

B. MpomoTop, UHULMMPYOLWMIA KOAOH, 3K30HbI, TEPMUHUPYIOLLNI KOO,0H;

I. MpomoTOop, UHTPOHDI;

. MpomoTop, MHULMUPYIOLWNIA KOAOH, UHTPOHbI, TEPMUHUPYOLWMIA KOAOH.

Ha npueme y reHeTuKa poautenm c pebeHKom 5 neT c }kanobamm Ha 3aaepXKKy pocTa,
TYronoABu}KHOCTb cycTaBoB. Mpu ob6cnepoBaHMm 6binun BbiABAEHDbI renaTocn/ieHoOMeraama u
nomyTHeHue porosuubl. NepeuncnaeHHble NPU3HAKKU XapaKTepHbl ANA:

A. CuHApOMa rpuma Kabykm

b. Mykononuncaxapungosa | Tmna

B. CuHapoma Ctuknepa

I. ApTporpunosa

L. Mykosucumaosa



OrpaHMYyeHMe NAHMUKCUK B NONYAALUUN NPUBOAMT K:
A. CHMXKEeHMIO 40NN AOMUHAHTHbLIX FOMO3UrOT;

B. CHMXKEeHUI0 40NN pelecCMBHbBIX TOMO3UIOT;

B. CHU}KEHUIO 40NN FeTepo3nroT;

I. YCTaHOBNEHMIO MOCTOAHCTBA YacToT aNnenewy;

[. YcTaHOBNEHMIO NOCTOAHCTBA YAaCTOT reHOTUMOB.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMaAMU. [Na KaxKaoro
NPOHYMepPOBaHHOIO 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXKeT
6bITb BbIGpaH 0aAUH pa3, 6onee oagHOro pasa Uam He BblbpaH Bosce. CooTHecUTe TUN
HacneAoBaHUA U 3aboneBaHuA. Tun HacneA0BaHUA:

A. AYyTOCOMHO-peLLeCCUBHDIIA;

b. AYyTOCOMHO-A,0OMMWUHAHTHbIIA;

B. X-cuenneHHbli. 3aboneBaHus:

1. MbiweyHasa auctpodua [iloweHHa;

2. Cunppom MaptuHa-benn;

3. Uennakus;

4. deHUNKeTOHYpUR;

5. Heiipopubpomaros Il Tuna.

A.A2,4;,651;B3,5

6.A4;65;B1,2

B.A45;61,2;B3

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU NO3ULMAMU. Ona KaxKpaoro
NPOHYMEePOBAHHOrO 3/1eMeHTa Bbibepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa unm He BblbpaH BoBce. 3aboneBaHus:
A. Mykononucaxapupgos |, Il , IV Tunos;

b. Cungpom [layHa. JleyeHue:

1. 3TMonoruueckKoe;

2. NaToreHeTU4eCKoe;

3. CumnTomaTmnyecKkoe;

4. He nogpaeTca nevyeHuto.

A.A23;b63

b.A2;64

B.A3;b1

Mo ayToCOMHO-AOMMHAHTHOMY TUNY HacneAyeTca:
A. Temodpunus A,

b. ®eHnnkeToHypuUs;

B. HeltpodmnbpomaTos;

. Mnonatmna JoweHHa;

. WnsodppeHuns.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMamn. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEHTa Bblbepute 6yKBEHHbIA KOMNOHEHT. BYKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0aAUH pa3, 6onee oaHOro pasa uam He BblbpaH BoBce. K nccneposaHmnam:
A. CKpyHUpYOLWLUM;

b. MNoareepKaaroWMM ANArHO3 OTHOCAT:

1. HenHBa3unBHbI NpeHaTa/IbHbIA TECT;

2. NpeHaTtanbHblii CKpUHUHT | TpumecTpa (Y3U, onpegenenne X' n PAPP-A B KpoBu);
3. OnpepeneHue Kapuortuna nnoaa;

4. AHK-aHanu3 cemeiHbix myTtauuin (QHK BOpcMH XOp1OHa).

A.Al1,2;63,4

6.A3;652,3

B.A4;b61,3

fMnouHTeHcUBHbIE oYaru B 61eaHOM Liape, C LeHTPaNbHbIM O4aroM rMMNepPUHTEHCUBHOCTU — TaK
Ha3biBaemble «r/1a3a TUrpa» Npu HelpoBU3yasn3aLum roIOBHOTO MO3ra XapaKTepPHbl ANA:

A. bonesHn AneKkcaHaepa;

b. bone3Hun KaHaBaH;

B. MeTaxpomaTunyeckon nemnkoauctpoduu;

I. HeMpoaereHepaunm ¢ HaKOMNJEHMEM XKenesa;

. TnyTaposoy aupaypun.

YcTaHOBUTE COOTBETCTBUE MEKAY NpeAcTaBNeHHbIMU No3uuMamu. s Kaxxporo
NPOHYMepPOBaHHOr0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BblbpaH BoBce. Tun OCHOBaHUA:
A. MNMypuHbI;

b. MupumunauHbl. HazBaHMe OcHOBaHUM:

1. ApeHuH;

2. TumuH;

3. 'yaHuH;

4. UMTOo3MH.

A.Al1,3;B62,4

6. A2,3; 61,4

B. A1,2; 63,4

Tenomepa — 3to:

A. lNepeTAaxKa, pa3genamrLw,aa XxpoOMOCOMY Ha ABa Naeya;
b. YyacToK npuKpenneHna sepeTeHa AeneHus;

B. YyacToK, urpatoLiunii rnaBHyto ponb B AENEHUUN KNETKMY;
I. KOHLEBbIE YY4ACTKM XPOMOCOM;

L. YY4acTKM XpOMOCOMHBIX ey,



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMamn. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEHTa Bblbepute 6yKBEHHbIA KOMNOHEHT. BYKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BblbpaH Bosce. CooTHecuTe 3aboneBaHnA n
XapaKTepHble A1A HAX CUMNTOTMbI NPU HeMpoBu3lyanusaumuun. 3abonesaHns:

A. bone3sHb BunbcoHa-KoHoBanosa;

b. CuHgpom Hybep;

B. bone3Hb NannepsopaeHa-LLUnatua. Cumntombi:

1. "KopeHHoro 3y6a";

2. "rnasa turpa";

3. "N1L,0 rMraHTcKom naHabl”

A.A2;b1;B3

6b.A1;63;B2

B.A3;651;B2

Mnepypukemus, noaarpuyeckmii apTpuT, yMCTBEHHAA OTCTA/IOCTb, XOPeoaTeTos, 3aAeprKKa
MOTOPHOrO pa3BUTUA, ayToarpeccus (KycaHue ry6, Horrei, nanbL,eB) ABAAIOTCA OTINUUTE/IbHbIMU
NPU3HaKamu:

A. CuHapoma Jlewa-HanaHa;

b. CuHapoma TypeTTa;

B. FnyTtaposo aumaypum 1 tmna;

. CuHapoma KopHenuu pe JlaHre;

. TybynouHTepctuumanoHomn 6one3Hn noyek 1 tmna.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBeHHbIMU No3uLmMaAMU. Ona Kaxkporo
NPOHYMEePOBAHHOrO 3/1eMeHTa Bbibepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BblbpaH BoBce. CUHAPOMDI:
A. MapdaHa;

b. AxoHAaponnasua. XapakrepHble CUMNTTOMbI:

1. BbICOKMIA pocT;

2. Huskuu pocr;

3. ApaxHoAaKTUAus;

4. bpaxupaakTtunus;

5. PaclumpeHue KopHa aopTbl.

A.Al135;624

6.A13;62,4

B.A15;62,3,5

Ha aonto xpomocombl X yenoseKa NpuUXoaunTCA:

A. MeHee 1 % BCero reHeTU4ECKOro maTtepmana, CoAepHalLeroca B KNeTKe;

B. MpnbaunsuntenbHo 5% BCero reHeTUYECKOro MaTepuraa, COAEPKALLErOCA B KNETKE;

B. bonee 20 % Bcero reHEeTUYECKOro MaTepuana, CoaepKallleroca B KNETKe;

. bonee 50 % Bcero reHeTU4YECKOro matepuana;

[. KonnyectBo reHeTU4YeCcKoro maTepumana, KOTopoe CUNbHO KOiebneTca B KeTKax 04HOro
OpraHM3ma B 3aBUCMMOCTW OT CTagMN OHTOreHe3a M TMNa KAEToK.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMaMU. [na Kaxaoro
NPOHYMEPOBAHHOIO 3/1eMEHTA Bblbepute 6yKBEHHbIA KOMMNOHEHT. BYKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BblbpaH BoBce. MocnepoBaTeNbHOCTD:
A. DK30H;

b. UHTpOH. OnpepenexHue:

1. KogoH mPHK;

2. EAMHMUA TPAHCKpUNUUK;

3. YUacToOK reHa, Koaupyow,mii 4acTb nocaegosaresibHOCTH 3penon mPHK;

4. NMocnepoBaTeIbHOCTb, PACMNONI0XKEHHAA A0 CTaPTOBOI TOUKU TPAHCKPUNLIUY;

5. YUacToK reHa, He KogupyloLu1ii nocienoBaTebHOCTb 3penoit MPHK.

A.Al1;B2

6.A5;b64

B.A3,b65

B cocTaB HyK/1€0COM BXOAAT:

A. AHK v ructoHoBble 6enkun H2A, H2B, H3 u H4;
6. AHK n puboHykneonpoTtenapl;

B. PHK 1 HeructoHoBbIe 6enku;

I'. PHK v ructoHoBble 6enkn H2A, H2B, H3 n H4;
O. AHK n ructoHoBbIn 6enok H1.

Monekyna PHK coctouT u3 cnegylowmx XMMU4YecKkux coeguHeHUN:

A. AMMHOKMCNOT;

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

B. Caxapa (ae3okcnpnbosbl), pocdaTHbIX rpynn U a3oTUCTbIX OCHOBAHWI;
. AMMHOKKCNOT, pocdaTHbIX rpynn 1 a30TUCTOro OCHOBAHMS;

. Caxapa (pnb603bl), aMUHOKUCNOT.

K X-cuenneHHOM NaToNorMm OTHOCUTCA:

A. AapeHoreHUTabHbI CUHAPOM;

b. Femodunus A,

B. CuHgpom KnaiHpenbTepa;

. CuHgpom Lepelwesckoro-TepHepa;

L. HacnheacteeHHasa remopparmyeckan TeneaHrnakTasma

KapTbl, eguHuLeit U3amepeHUs KOTopbIX AIBASIETCA YacTOTa peKoMbuHauuu:
A. HykneotnaHsble;

b. leHeTn4yeckue;

B. ®usunyeckue;

. XpoMOCOMHbIE;

L. PecTpuKUMOHHbIe.



Mpu onpeaeneHnu 3urotHocTM 6an3He,0B Hanbonee ToueH:
A. MoAncMmMnToMaTMYECKUN METOA,;

b. AHanu3 rpynn KpoBsy;

B. AHanu3 gepmatornndukm;

I'. AHanm3 BbICOKO BapmnabenbHbix mapkepos AHK;

L. TecT no nepecagke KOXM.

Y pebeHKa oTmevaeTcAa NOTeMHeHMe MOYM Ha Bo3ayxe. Hanbonee nogxopAawmm agMarHosom
aBnaeTca:

A. fTomouncTuHypma

b. AAKanToHypuA

B. TuposuHemua 1 tnuna

. deHnnKeToHYypuA

4. UnctmHos

Knactep MMNpuUHTUPOBaHHbIX reHOB B HOpMe:

A. DKcnpeccupyetca ¢ obemx Xpomocom;

b. He akcnpeccupyertcs;

B. N'mMnepakcnpeccupyertcs;

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

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU NO3ULMAMU. Ona Kaxkpaoro
NPOHYMePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXKeT
6bITb BbIBpaH 0auH pas, 6onee oagHOro pasa uam He BbibpaH BoBce. K HacnheaCTBEHHbIM
3aboneBaHnAm u3 rpynnbl

. JlInsocomHble 60ne3HM HaKoNNEeHUS;

. MutoxoHgpuanbHble 3a60neBaHUA OTHOCAT:

. bone3Hb Pabpu;

. CuHapom lMupcoHa;

. Cunapom lypnep;

. Cunapom MELAS;

. CuHapom lNowe;

. Cungpom KepHca-Ceiipa.

.A35;b61,24,6

.A3,45;b61,2,6

B.A13,5 6246
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Kakoit pepmeHT yyacTByeT B npouecce penimKaumm:
A. PHK-noanmepasa;

b. AHK-nonnmepasa;

B. Hykneasa;

. Tenomepasa;

. Pochopunasa.

Ana GyHKUMOHMPOBAHNA MMNPUHTUPOBAHHbIX PaiiOHOB B HOPME XapaKTepHO:
A. BrannenbHaa aKkcnpeccus;

b. OTcyTCcTBME 3KCNpeccuu;

B. Annenbcneumdunyeckas akcnpeccms;

I. MNoBblWweHHaA aKcnpeccus;

[. CHMXKeHue aKkcnpeccun.

Ha npuem obpatnnacb cembsA ¢ CbIHOM 15-Tn neT ¢ }kanobamu Ha onyLieHMe BeK U LIATKOCTb
noxoaku. MpobaHa Habnogaetca y opranbmonora ¢ AMarHO3om "MUrMeHTHaA gereHepauuma
cetyatkn" (no TMny “conb ¢ nepuem”) u Kapanonorom c AV-6nokagoii Il cteneHun. B kposu
BbIABAEHO NOBbILIEeHNe yPoBHA NaKTata. Kakoe 3aboneBaHne MoXKHO 3anoA03pUThb?

A. CuHgpom MERRF (MHoKAOHYyc-anunaencus, "peaHble" KpacHble BOSIOKHA);

6. CuHgpom KepHca-Celipa;

B. ATpodusa 3putensHbix Hepeos Jlebepa;

. Cunapom SANDO (ceHcopHas aTakcuuyeckan HelponaTtus, Au3apTpusa u odTasibmonapes);

A. CuHgpom MELAS (MutoxoHapuanbHana sHuedanonaTma, nakTaTaumaos, MHCY1bToNnoAo6HbIe
COCTOSHMA).

Mpu noaBneHMny pebeHKa B NepBble YaCbl }KU3HU KENTYLUHOCTU CKIEpP U KOXKHbIX NOKPOBOB,
CYAOpOr, NOBbILEHUN YPOBHA 6uAnpybuHa B Kposm Bbiwe 200 MKMOb/A (3a cueT HenpAamoii
$paKunm) MoXKHO 3aN0A03pUTDb:

A. CuHagpom Kpurnepa-Haiapa;

b. CuHgpom HKnnbbepa;

B. Nl'enaTtut A;

I. KapoTuHemuio;

A. F'enaTtut B.

CekBeHupoBaHue JHK npeacrasnset coboii:

A. OnpeaeneHne nocnenoBaTe/IbHOCTU aMUHOKUCNOT B beske;
6. OnpepeneHne nocnepoBaTenbHOCTU HyKNeoTnaos AHK;

B. MeTtog, “copTnpoBku” xpomocom;

I'. UccnepoBaHue B3anmopgencteunsa AHK ¢ benkamu;

. UccnepoBaHue naeHtMdpuKkaumm 6enkos.



M3 84000 geTeil, poaMBLUMXCA B TeYeHUE 5 neT B naHMUKCHOM nonyasauum, y 210 obHapyxeH
NaToONI0rMuYeCcK1U peLecCcUBHbBIM NpU3HaK. YactoTta retepo3urot Aa B 4aHHOW NoNyaauum
COCTaBNfAET:

A. 95,5%;

b. 60,5%;

B. 22,5%;

I.9,5%;

[.2,5%.

Ha npueme y reHeTHKa cembs ¢ pebeHKoM 7 neT ¢ }anobamm Ha nepuoguyecKyto pebpunbHyo
NNXopaaKy, apTosHbIA cTOMATUT, GapUHIUT U WenHbli ainmdaaeHuT. Hanbonee BepoATHbIM
OWarHos:

A. CuHgpom TRAPS;

b. CuHapom Mapwanna;

B. Nepnogmnyeckas 6onesHb;

. BUM-nHdpekums;

[. CuctemMHaA KpacHaA BONYaAHKa.

YcTaHOBUTE COOTBETCTBUE MEXAY NpeAcTaBNeHHbIMU No3uuuamu. [ina Kaxaoro
NPOHYMEPOBaHHOTO 31eMeHTa BbibepuTe 6yKBEHHbI# KOMMNOHEHT. ByKBEHHbIA KOMMNOHEHT MOXKeT
6bITb BbIOpaH 0AuH pa3, 60nee 0AHOro pa3a uau He BbibpaH BoBce. TN Hacne AO0BAHUSA:
A. AYyTOCOMHO-peLLeCCUBHbIN TUN;

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

1. BpoxxaeHHble NOPOKU cepAaua;

2. Muoauctpodpua [iioweHHa;

3. NunopocteHo3;

4. deHUNKeTOHYpUA.

5. Henpodpubpamoros.

A.A3;b1

6.A4,B5

B.A2;b4

Ha meauKo-reHeTUYECKOE KOHCYIbTUPOBaHUe obpaTuaca monoaoii yenosek 19 ner c xkanobamu
Ha BblpakeHHyI0 Aedopmanmio rpyaHoM Knetku. MaymneHT HabaopaeTtca y opranbmonora ¢
AVNarHo3om ABYCTOPOHHAA 3KTONUA XpycTtanuka. Ha Y3U cepaua sbiaBneHa aHeBpM3ma aopTbl. B
ocmoTpe aonmxocreHomenua. Kakoit CMHAPOM MOXKHO 3anoA03pUTb?

A. CuHgpom MapdaHa;

6. CuHapom dnepca-AaHno;

B. TomouucTnHypus;

I. Cutis laxa;

. CuHpgpom Ctuknepa.



"®Pabpukamm 6enKa" B Knetke ABNAIOTCA:
A. Pubocombl;

b. MutoxoHgpuu;

B. Llnutonnasma;

I. NepoKkcncomel;

L. Inzocomsl.

B 6pake COCTOAT MyXXUMHA U KEHLLMHA C axoHAponaasuei. Y myrKa ecTb 340poBbiiA 6paTt 1 cecTpa
c Tem Xe 3aboneBaHnem. Ux otel 6oneH, a maTb 340poBa. Y }KeHbl 06a poaHbiX 6paTa U cecTpa
340pPO0BbI, KaK U UX pogutenun. BepoatHocTb poxaeHua 6o0nbHoro pebeHka y 60a1bHOM cecTpbl B
6paKe co 340pOBbIM MYXXYUHOW COCTaBNAET:

A. 100%;

b. 75%;

B. 50%;

. 25%;

. Okono 0%.

Ecnv MMNPUHTUPOBAHHDBIU reH 3KCNPECCUPYETCA C OTL,0OBCKOU XPOMOCOMbI, TO HA MaTe pUHCKOMN
XpOMOCOMe 3TOT FeH:

A. He akcnpeccupyeTtcs;

b. UmeeT noBblIWEHHYIO 3KCNPEeCccuto;

B. Toxe akcnpecupyeTcs;

I'. Ero aKcnpeccua HECKONbKO CHUXEHQ;

[. XapakTepusyeTtcsa 0TCPOYEHHOM 3KCMPeccuen.

YacToTa HacneaCcTBEHHbIX U BPOXKAEHHDbIX 3a60/1€BaHUN Y HOBOPOXKAEHHDbIX COCTAaBNAET:
A. 10%;

b. 1%;

B. 5%;

I.25%;

. 50%.

Monekyna TPHK:

A. Cny»KuT 3aTpaBKkon npu penankauumn QHK;

B. UmeeT popmy “TpUAUCTHMKA”;

B. AABnaeTca KOMNoHeHTOM pMbocombl;

I. He nepemelaeTca 3a npeaensl 44pa;

[. ABnAeTcs 3anUCbio CTPYKTYPbl NOAMNENTUAHON LENW.



Tpunner - 3710:

A. Tp¥ aMMHOKMCIOTbI B NOAMMNENTUAHON Lenu;

B. KanupoBaHue 5'-koHua MPHK;

B. Tpu pagom pacnonoeHHble HyKkneotnga AHK, Kogupytowme ogHy aMUHOKUCNOTY;
. Tpn ageHNHOBbIX HYKeoTuaa B Nonn—A—xBoCTe;

L. AHOManbHaa TpexHuTeBana CTpykTypa AHK.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMaAMU. [Na KaxKaoro
NPOHYMepPOBaHHOIO 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXKeT
6bITb BbIGpaH 0aAUH pa3, 6onee ogHOro pasa UaU He BblbpaH BoBce. BeKTOpHaA eMKOCTb:
. Hanbonblas;

. HaumeHbluas. BeKTOpHble KOHCTPYKLUN:

. PeTpoBupycHbie;

. darosble;

. Ha ocHOBe UCKYCCTBEHHbIX XPOMOCOM APONIKei;

. MnasmugHbie;

. KocmugHoie.

.A5; B2

.Al; B3

B. A3; b4

o> 0N bH WNEFE DD

*eHwMHa nmeet AByxX CbiHOBEN, 60/IbHbIX MbiLLeYHOi anctpodueit [lloweHHa U 340POBYIO A0Ub.
Puck poxkpeHus ewe ogHoro 601bHOro CbiHa COCTaBNSAET:

A. 100%;

b. 50%;

B. 25%;

r.12,5%;

[. Bce manbuunkm byayT 340p0BbI.

BHOBb BO3HMKLUAA HEUTPA/IbHAA MyTaLMA UMEET BbICOKYIO BePOATHOCTb 6biTb yTPaueHHOM B
nocaeayrLWwmnX NOKONEHUAX, YTO, BO3MOXKHO, 06ycnoBeHO:

A. JeiictBuem oTH0pa;

B. YTpaToi B My CTAaTUCTUYECKUX MPUYMH;

B. U3meHeHnem reHHbIX YacToT;

. 9pdeKToM poaoHaYaNbHUKA;

. Opendpom reHos.

MpuueHTpoOMepPHbIA reTepoXpPoMaTUH Yesl0BEKA 06bIYHO COCTOUT U3:

A. PaccesiHHbIX NOBTOPSAOLWMXCA NOCNEeA0BaTEIbHOCTEN;

B. YHUKanbHbIX nocneaoBaTe/ibHOCTEWN;

B. TaHAEMHO OpraHM30BaHHbIX BbICOKOMOBTOPSIOLLMXCSA NOC/eA0BaTe/IbHOCTEN;
I. MOAMHAPOMHBIX NOC/IeA0BaTENbHOCTEN;

L. TpunneTHbIX NOBTOPOB.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMaMU. [na Kaxaoro
NPOHYMEPOBAHHOIO 3/1eMEHTA Bblbepute 6yKBEHHbIA KOMMNOHEHT. BYKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oagHOro pasa Uam He BblbpaH BoBce. 3aboneBaHue:

A. CuHpoma Bunbamca;

b. CuHpoma Au-Akopaxu;

B. CuHpoma Cmuta-MareHuca;

. Cunapom Mpapepa-Bunnu. feneuumsa:

1. 22q11;
2.17p11.2;
3.7q11.2;
4.15q11;

5. 11p15.

A.A2; b4; B5; Il
6. A4; 63; B2; I'5
B. A3; b1; B2; 4

Haubonee yacTo nepBbiMm CUMNTOMOM PeTUHO61aCTOMbI ABNAETCA:
A. Noteps 3peHuns;

b. leTepoxpomma pagyrkek;

B. JlekoKkopwus;

I'. Kocornaswue;

[. Bone3HeHHOCTb 1 NOKpacHeHWe rnasa.

MporepuA c paHHero AeTCKoro Bo3pacra, NMIMEHTHaA AereHepauusa CeT4aTku, ryxora, rnyboKo
nocakeHHble rnasa, porogepmaros, Mukpouedanusa, ymcTBeHHaA OTCTaZIOCTb XapaKTepPHbl ANA:
A. CuHapoma KoKKelHa;

B. Cutis laxa;

B. CuHgpoma XaTumHcoHa-Imndpopaa;

I'. BpoXKAEeHHOM 3puUTPOoNoaTMYecKom nopdpupuu;

. bone3nu Nennuyeyca-Mepubaxepa.

K npAambim HeMHBa3MBHbIM MmeTogam obcnenoBaHMA NNOAA OTHOCUTCA:
A. Acnmnpauma BOPCUH XOPUOHa;

b. AMHMoueHTES;

B. KopgoueHTes;

I. YnbTpa3ByKoOBOE UCC/ief0BaHUE;

[. UccnepoBaHWe CbiIBOPOTOUHbIX BelkoB bepemeHHON.



HapyweHune paBHOBeCUMA MeXAy CTUMYIUPYIOLLUM AEUCTBUEM OHKOreHOB U 610KMupyowmm
AeicTBMEM reHOB-CYNPeCcCcopoB Ha KNETOUHbINA LMK MOXKET NPUBECTU K:

A. XpOMOCMHbIM NepPEeCTPOMKaM;

b. Pa3sutuio onyxonu;

B. NoasneHunio myTauum B reHe;

. MIHaKTMBaLMM reHOB, PACNONO0XKEHHbIX B UMNPUHTUPOBAHHbIX PAaNOHaX;

. CHUXKEHUIO reHHOW 3KCNPeccumn.

FeHbl TP53 n RBloTHocATCA K:

A. OHKOoreHam;

b. leHam-cynpeccopam onyxoaeBoro pocTa;
B. leHam «a40oMalUHero xo3ancrea;

. IMNPUHTUPOBAHHbIM reHam;

[. MUTOXOHAPWANbHBbIM reHaMm.

Mpu KynbTUBUPOBaHMM B NpUcyTcTBUU PIA AENATCA KNEeTKU KPOBMU:
A. MoHOUMTDI;

b. SputpounTsl;

B. Hentpodunebl;

. TumdouunTtsl;

[. MblweyHble KNeTKu.

Ona 6one3nn HumaHHa-NMuka tTuna C HE xapaKkrepHo:
A. OKyNnOMOTOpHbIe HapyLLeHus;

b. lenatomeranus;

B. Katannekcus;

. THe3aHaA anoneuus;

. CHUXKeHNEe KOTHUTUBHbIX QYHKLIMNA.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBNeHHbIMU No3uLmMaMmn. Ona Kaxkporo
NPOHYMEePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce. 3aboneBaHun
A. XpoMmOCOMHOI4 3TUONOTUY;

b. MoHOreHHoM 3TMONOIUMN.

1. CuHapom MMaray;

2. CuHapom KoKkeiiHa;

3. Nanakrosemus;

4. CuHapom Bunbamca;

5. Mykosucuunaos.

A.Al1,2;6345

b.A1;62,3,4,5

B.A1,4;5b.2,3,5



B reHeTMYECKYI0 KOHCY/IbTauuio 06paTnaach XKeHLMHa, MYXX KoTopou 6oneH remopunueit
A. Onpeaenutb pUCK aNA AeTeil oXkngaetca B 3Tom 6pake, ecnm U3BeCTHO, YTO POAOC/I0BHaA
CaMOW XKeHLWMHbI N0 reModpUAnK He OTAroLLeHa:

A. Bce manbumnkm byayT 601bHbI;

6. MonoBnHa manbunkos byayT 601bHbIMY;

B. Bce aetn byayT 340p0BbI HE3AaBMCMMO OT M0/1a, HO AEBOYKKN ByayT HOCUTENbHMLAMM reHa
remopunmu;

I'. Bce neBouKkn 6yayT 60/1bHbI.

PaccTosiHue mexKay reHamu ana GU3MUYeCcKon KapTbl onpegenserca no:
A. YacToTe KpOCCUHroBEpPa MeXKAY HUMM;

B. KonnyecTBy HyKNeoTUAHbIX Nap MeXay HUMMU;

B. KonnuyecTBy XpOMOCOMHbIX 63HA0B MeXAy UX NOKyCamu;

I. KonnyecTsy Apyrux reHoB mMexay HUMM;

. Konnuectsy NOBTOPAIOLLNXCA €ANHNLL,

OnTMManbHbIA pasmep nonyasauumn ana GyHKLMOHUPOBAHUA MeAUKO- FeHETUYECKOMN
KOHCYNbTaLUU COCTaBNALT:

A.1-1,5 maH,;

b. 2-3 mAH.;

B. 3-4 mnH.;

. 5-6 maH.;

[. bonee 10 mnH.

M3 84000 peten, poaMBLUMXCA B TEYEHUE 5 1eT B NAaHMUKCHOMK nonynsauuu, y 210 obHapyxeH
NaToNornyecKkunii peL,ecCMBHbIN NpU3HaK. Yactota HOpManbHOro annena A B AaHHOK nonynaunm
cocrasnser:

A. 95%;

b. 85%;

B. 50%;

lr.9,5%;

4. 5%.

Ha npuem K Bpauy-reHeTMKy 06paTuiacb cembsi C MaibiyMKOM 3 mecaLeB C }Kanobamu Ha HU3KYIO
nNpubaBKy maccbl Tena u creatopeto (M36bITOK Kupa B Kane). NMpu 06cnepoBaHnM 06HapyKeHO
CHUXXEHMEe aKTUBHOCTU KUCNOI IMNnasbl B NATHAX BbICYLLEHHOW KpoBU. Kakoe 3aboneBaHne MOXKHO
3ano0403pUTb?

A. MyKosucunaos;

b. bone3Hb BonbmaHa;

B. CuHgpom LLiBaxmaHa-danmoHAaa;

I. CemelHas rmnepxonecTepmHeMms;

[. HepoctaTtouHOCTb anbda-1-aHTUTPUNCHHA.



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

A. CnnaMicuHra;

b. Pennukaumu;

B. TpaHcKpunuum;

I. TpaHchAuum;

L. MpoueccuHra.

Knonuposanue AHK npeanonaraer:

A. BctpaunBaHue pparmeHTa [JHK B BEKTOPHYHO KOHCTPYKLMIO;
b. N4OP®;

B. MUP;

. BAOTUHT-rIMbpngm3aums;

. Twbpuamsauus in situ.

Ha moneKynapHom ypoBHe Teiomepa COCTOUT U3:
A. CTpPYKTYpPHbIX reHOB;

b. Anbda-caTennntHbIx Nocnen0BaTe/IbHOCTEN;

B. MoBTOpsatowenca nocnegosatenbHocTn -TTAGGG-;
. GC-6oraTbix NOC/Nea0BaTENbHOCTEN;

[. PacceAHHbIX NOBTOPOB.

B npouecce cnnaiicCMHra NPOUCXOAMT:

A. YgBoeHune JHK

B. CnHTes PHK

B. Bbipe3aHne MHTPOHOB 13 NEPBUYHONO TPAHCKPUMNLMOHHOIO NPOAYKTa
I'. CuHTe3 benka

. CuHTe3 ATO

Pennukauua JHK —3to npouecc:

A. Nepeaaun nHepopmauum ¢ PHK Ha noannentuaHyto uens;
b. YaBoeHna monekynbl PHK;

B. YaBoeHuna monekynbl AHK;

I. Nepegaum nupopmaumm ¢ AHK Ha PHK;

L. Bbipe3aHne MHTPOHOB.



Yucno xmasm, BbiSBAseMbIX B HOpMe B AMUaKkuHese, metagase 1-ro MeMoTuYeCcKoro AeneHus y
YyeNnoBeKa, COCTaBNAET NPUMEPHO:

A. 1-2 Ha KneTky;

b. 5-6 Ha KNeTKy;

B. Okono 50 Ha KNeTKy;

. OKono 200 Ha KneTKy;

[. bonee 1000 Ha KneTKy.

Cpepaum nepecTpoek yKaXKuTe Ty, A1 KOTOPOi He06X0AMMO MAKCMMAIbHOE KO/IMYECTBO Pa3pbiBOB:
A. IHTepcTuumanbHaa geneums;

b. TepmnHanbHaa geneums;

B. NHcepums;

I. NepuueHTpUYECcKana NHBepPCUA;

[. TenomepHaa geneups.

Mpu BbiABNAEHUM Y CbiHA MbillevyHoU guctpodumn [loweHHa HeuenecoobpasHo:

A. Obcneposatb NpobaHAaa;

B. O6cnepoBatb MaTb NpobaHAa Nocne BblIABAEHUN MONEKYNAPHO-TEHETUYECKOM NPUYUHDI
3aboneBaHusA y CbiHa;

B. O6cnepoBath 340pOBbLIX cecTep NpobaHaa;

. NMpoBOAUTb NPEHATaNIbHYO ANArHOCTMKY B CEMbE MPWU OTCYTCTBMM MyTaUUKU Y MaTepy;
[. ObcnepoBatb oTUA.

Y pebeHka c 3agep:KKon GpU3n4eCcKoro pasButua, MuKkpouedanmei, NTo3om,
runoxosectepuHemmei, cMHAaKTUAMe 3-4 nanbueB KUCTE U CTON MOXKHO NPeano/ioKUTb
CUHAPOM:

A. Paccena-CunbBepa;

b.3M;

B. Cmuta-Slemnn-Onunuga;

. Ay6osuua;

L. HyHaH.

Mo ayTocOMHO-AOMWHAHTHOMY TUNY HacneayeTca:
A. deHnnKeToHypUA;

b. Cunapom MapdaHa;

B. AnKanToHypus;

. Bone3Hb HumaHa—-T1nkKa;

L. Fanaktosemus.



BbibepuTe 3abonesaHne, He BXoaAw,ee B HEOHATANbHbIA CKPUHUHT:
A. BpoXKAeHHbIN TMNOTUPEO03;

b. lanakrolemus;

B. bone3Hb Nomne;

. MykoBuncungos;

0. AopeHoreHuUTabHbIN CUHAPOM.

YnbrpaduonetoBbie y4n MOryT Bbi3biBaTb:
A. leHHble myTauuu;

6. XpomocomHble abeppaunu;

B. leHOMHble myTaumw;

I. TeHHble ¥ reHOMHble MyTaLuuu;

[. TeHOMHble N XPOMOCOMHble MyTaLmu.

Ona remodpunum tuna A HE xapakrepHo:
A. HopmanbHoe Konmn4ecTBo TPOMbBOLMTOB;
6. Nedunumnt dpakTopa ceepTbiBaHmAa VII;

B. 9Kxnmo3bl;

. Jedunumnt pakTopa ceepTbiBaHMA IX;

[. JereHepaTBHble N3MEHEHMA CYCTaBOB.

CeHCUTUBHAA aTaKCUA, HelponaTus, Au3apTpua, opTanbmonsierna CeTYaTku ABAAIOTCA OCHOBHbIMM
npu3HaKamu CUHAPOMaA:

A. KepHca-Celipa;

6. SANDO (ceHcopHas aTakcu4yecKkan HerponaTtusa, An3apTpua n odtanbmonapes);

B. NARP (HelponaTua ¢ aTakCuen U NUrMEeHTHbIM PETUHUTOM;

. ATpodun 3puTenbHbIX HepBoB Jlebepa;

O. MELAS (MmutoxoHapuanbHas sHuedanonaTtus, Nakrtataumaos, MHCY/IbTONOA00HbIE COCTOSHMA).

KonxunuyuHoBas MHaKTUBaLUA BepeTeHa OCTaHaB/AMBAaeT MUTO3 Ha CTagun:
A. AHada3sbl;

6. MeTtadasbi;

B. Tenodasbi;

I. UHTepdasbl;

4. Mpododasbl.

B AHK BcTpeyaloTca KomnaemeHTapHble napbl:
A T-T nA-T;
. A-Turl-L;
B.-L n A-L;
r. A-U v U-A;
0. U-AnT-T.



FeTeporameTHbIM Ha3biBaeTCA:

A. MNon, B ANNNOUAHOWM KNETKE KOTOPOro MMETCA A,BE OAUHAKOBbIE MNOI0BbIE XPOMOCOMbI;
B. Mon, B 4MNNONAHOM KNETKE KOTOPOro MMEIOTCA ABe Pa3Hble N0JI0Bble XPOMOCOMbI;

B. OpraHusm ¢ peHOTUNNYECKUMM MPU3HAKAMM MYKCKOTO Noa;

I. OpraHuam ¢ GeHOTUNNYECKUMM MPU3HAKAMM KEHCKOTO NONa;

. OpraHn3am ¢ XpOMOCOMHbIMU NEPECTPOMKAMM NONOBbIX XPOMOCOM.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMaAMU. [Na KaxKaoro
NPOHYMepPOBaHHOIO 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa uam He BblibpaH BoBce. XpOMOCOMHbI Habop:
A. TannounaHblif;

b. AunnounaHbli;

B. TpunaougHbiid. YHucno xpomocom:

1. 22;

2.23;

3. 46;

4.47;

5.

69.

A.A1,2;63;B4,5

6. A2;63;B4,5

B.A2;63;B5

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU NO3ULMAMU. Ona Kaxkaoro
NPOHYMePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIBpaH 0aMH pas, 6onee ogHOro pasa uam He BbibpaH BoBce. COOTHecUTE TUNDI
HacnepoBaHUA ¢ 3aboneBaHMamMU. TUNbl HacneA0BAHUA:

A. AYyTOCOMHO-peLLeCCUBHbIA;

B. AYyTOCOMHO-A,0OMMWHAHTHbI;

B. X-cuenneHHbIi. 3abonesaHus:

1. MbiweyHas guctpodusn [loweHHa;

2. CnMHanbHaa mblilweyvHan atpodus 5q;

3. Xopea [eHTUHITOHa;

4. MunotoHun4yecKasa guctpodpumsa 1 tuna.

A.A23;64,B1

6.A2;63,4;B1

B.A3,4,61;B2



Y pebeHKa 1 mecAua C KALWWEYHbIM CUHAPOMOM B BUAE BUAUMOM cTeaTopen, nonndekanuu,
nAoxoi NnpubaBKK B Bece, peCcnMpPaTopHOro CUHAPOMa B BUAE NOBTOPHbIX 06CTPYKTUBHDIX
6pPOHXUTOB, HAaBA3YMBOrO KalliA C TPYAHOOTAENAE MO MOKPOTOM B NepBylo ovyepeab CTOUT
3ano[03puUTb:

A. MyKosucunaos;

B. CuHgpom manbabcopbumm;

B. CouHronmnmnaos;

. Cungpom KapTareHepa;

. MepBHYHbIN UMMyHOA4EDULUT.

Kaxkpgaa xpomocoma nocne peninkaumm COCTOUT U3 ABYX KOMNOHEHTOB, Ha3blBaeMbIX:
A. Xpomomepbl;

b. Xpomatngpi;

B. UeHTpomepbl;

I. LleHTpuonu;

A. CnyTHUKMW.

MpuunHON BOSHMKHOBEHUA HAacNeACTBEHHDIX AedeKTOB 06MeHa Yalle BCcero ABNAAIOTCA:
A. VI3ameHeHMe 4ncna XpoMoCoM;

b. leHHble myTauuu;

B. C6banaHcupoBaHHbIE TPAHC/OKALMM;

. TeHOMHble myTauuu;

[. TepaToreHHble BO34EMCTBUA.

B meTadase MnTO3a XpOMOCOMDI:

A. CTpemuTeNbHO ABMXKYTCA K NOMKOCAM AENEHUA KNETKY;

B. Pacnonaratotcs B 3KBaTOPMANbHOM NJOCKOCTU KNETKM;

B. O6pa3ytoT ABe KOMNAKTHbIE FPYMMbl B palioHe NOOCOB AeNeHUs;
I. MocTeneHHo CTaHOBATCA MeHee KOMMAKTHbIMU U HEBUAMMbIMU;
. ObpasytoT xnasmbl.

MbiweyHas rMNOTOHMA, 3a4ePXKKa Pa3BUTUA, HUCTArm, NOJIMKUCTO3 NOYEK, HAPYLLUEHUA AbIXaHUA,
CMMNTOM “KopeHHoro 3y6a” npu HeiipoBu3yannsaumm XxapakrepHbl gas:

A. CnHgpoma Mekkens;

b. CuHgpoma HKybep;

B. CuHapoma 3-M;

. CuHgpoma bappe-buponsa;

. CuHgpoma Cmuta-Slemnan-Onuua.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEHTa Bblbepute 6yKBEHHbIA KOMNOHEHT. BYKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oagHOro pasa Uam He BblbpaH BoBce. 3aboneBaHue:

A. Temodunua, Tun A;

b. Heiipopmubpomartos | TMna;

B. Cungpom MERRF. Tun HacnepoBaHuA:

1. PeueccuBHbIN, cLeNNEHHbIN ¢ X XpOMOCOMOi;

2. JOMNHAHTHbIM, cLeneHHbI ¢ X XpoOMOCOMOoi;

3. AYTOCOMHO-peL,eCcCUBHbIN;

4. AYyTOCOMHO-A,0MMUHAHTHbIN.
5. MUTOXOHAPUANBHDIN .
A.A3;b65;B4
6b.A1;64;B5
B.A4;651;B3

Fremopununa Hacneayetca no X cuenneHHomy peueccusHomy Tuny. MpobaHa (60nbHOM MyXKUMHA)
YKEHaT Ha CBOEeW pPoACTBEHHULe, OTel, KOTOPOoi TaKKe 6oneH remodunmeii. BepoatHocTb
poxxaeHuAa 60nbHbIX AeTeil B 3TOM bpaKe coCTaBAsAeT:

A. 100% pns cbiHoBen 1 0% ana povepen;

6. 50% He3aBMCUMO OT NONa;

B. 50% gna coiHoBen n 0% gna goyepent;

. 25% He3aBMCUMO OT NON3;

. 0% He3aBMcMMO OT nona.

BepoATHOCTb poXKAeHUA ewwe ogHOro 601bHOro pebeHKa y 340poBbIX poguTenei, Kotopble UMeEKT
Tpex 60/bHbIX MYKOBUCLUA030M AEeTeN, COCTABAAET:

A. Bce petn 6yayT 601bHbI

6.0.5

B.0.25

I. Puck gna manbumkos 50%, aesoykn byayT 340p0BbI

. Bce aetn 6yayT 340p0Bbl

K Hanbonee pacnpocTpaHeHHbIM ayTOCOMHO-peL,ecCMBHbIM 3aboneBaHnam HE oTHocuTcs:
A. MyKosucunaos;

b. bone3Hb BunbcoHa-KoHoBanoBa;

B. HecuHapOManbHaa ayTOTCOMHO-peLLeCCUBHAA TYrOyXocCTb;

. DeHUNKeTOHY KA,

[. CnuHanbHaA mblwevHasa aTpoduA.



M'6punagmsauums in situ c 1oKyc cneympuyeckumm npobamm nosponserT:

A. N3yunTb KapmoTun 601bHOrO;

6. Nonyuntb MHPopMaumio 0 NepecTpomKax UCCAeayeMOro 0Kyca y 601bHOro;
B. Monyuntb MHGOPMAUMIO O MyTaLMAX B FEHE;

. Onpepenutb NAP®D;

. Onpenenntb HyKNeoTUAHbIN COCTAaB UCCeLyEeMOro JIOKyCa.

K npoToOHKOreHam K/1€TKM OTHOCATCA:
A. TeHbl « AOMALLHEro X03AnCcTea;

b. PocTtoBble paKTOpbl M UX peLenTopsbl;
B. ['eHbl- XpaHUTENN KNETOYHOro LUMKNa;
. MUTOXOHAPWAIbHbIE FeHbl;

[. IMNpUHTUPOBAHHbIE reHbl.

AYTOCOMHO-AO0MMUHaAHTHOE Hacnea0BaHUE XapaKTepHO ANA:
A. leiiunHo3a;

b. Xopen NeHTUHITOHa;

B. CuHapoma JloypeHca—MyHa—bapae-bunans;

. deHnnKeToHYpUu;

. CepnoBnaHO-KNIETOYHON aHEMUN.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU No3ULMAMU. Ona Kaxkpaoro
NPOHYMEePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT MOXKeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa unm He BblbpaH BoBce. TUMNbl XPOMOCOM:
A. MeTaueHTpUuyeckue;

b. CybmeTaueHTpuyeckue;

. AKpoueHTpuyeckue. Xpomocombl:

. Xpomocoma 1;

. Xpomocoma 5;

. Xpomocoma 13;

. Xpomocoma 16;

. Xpomocoma 7;

. Xpomocoma X;

. Xpomocoma 21;

. Xpomocoma

19.

A.A1,4,8; B2,5,6; B3,7

6. A2,3,5; b4,6,8; B1,2

B. A6,7,8; b3,5,7; B4,6,8

cONOTUV A, WNE®



*ecTKkue KypuaBble JOMKUe BONOCbI, HA/IMYME BOPMUEBDLIX KOCTE, AUBEPTUKY/Ibl MOYEBOrO
TPAKTa, a TaK}Ke U3BUTOCTb apTepUii ABNAIOTCA OTIMUUTE/IbHbIMU NPU3HAKAMMU:

A. CuHgpoma dnepca-LaHno;

b. 9KTOoAEpPManbHOM AMcnnasuuy;

B. Cutis laxa;

. HepoctaToyHOCTTM BUOTUHMAA3I;

[. bone3Hn MeHkKeca.

®aKyNbTaTUBHDbIA reTePOXPOMATUH XapaKTe pU3yeTca:

A. MoBcemecTHOM PacnpoCTPAHEHHOCTbIO MO BCEM XPOMOCOMaM;

B. PaHHMM BpemeHeMm pennuKaumm B S—Nepmuoae KNETOYHOro LMKNa;

B. BbICOKOM TPAHCKPUNUMOHHOM aKTUBHOCTbIO;

. ®opmMpoBaHMEM NNLLb Ha ONpeaeneHHbIX CTaAMAX XKN3HM OpraHn3ma B Npeaenax To/IbKO O4HOM
M3 Napbl FOMOJIOFMYHbIX XPOMOCOM;

. leKoHAEHCUPOBAHHbIM COCTOAHNEM B MHTepdase.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU NO3ULMAMU. Ona Kaxkaoro
NPOHYMePOBaHHOI0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BblOpaH 0gUH pa3, 6onee oagHOro pasa uam He BbibpaH BoBce. 3aboneBaHus:
A. Cungpom KnsaitHpenbTepa;

b. CuHapom MNaray;

B. Cunpgpom daBapAaca;

. CuHapom LlepeweBcKkoro-TepHepa;

A. Cnuppom [layHa. XpOMOCOMHbIe HapyLleHuUA:

1. Tpucomma 21;

2. Tpucomua 13;

3. Tpucomus 18;

4. MoHocomus X.

A.A3;B2;I1; A4

b.B2; B3; I4; A1

B.Al; B4;T13; A2



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3uuMaMU. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEHTa Bblbepute 6yKBEHHbIA KOMNOHEHT. BYKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BblbpaH Bosce. OnpeaeneHue:

A. ®parmeHT 04HOI XPOMOCOMbI NPUCOEANHAETCA K NOBPEXKAEHHOMY KOHLY APYroi;

b. Pa3pbiB XpOMOCOMbDI B ABYX MeCTax U nocaegytowiee coeguHeHue 3Toro ¢pparmeHTa, Ho C
nosopotom Ha 180 rpaaycos. ABneHue:

1. Ffannonpgus;

2. TeTpanaonaus;

3. fQeneuyus;

4. UHBepcus;

5. TpaHcnoKaums.

A.A3;b62

6.A5,64

B.A1;B65

Mo ayTtocomHo-peL,eccMBHOMY TUNY HacneayeTca:
A. Cungpom MapodaHa;

b. CuHapom PybuHwTelHa-Tenbu;

B. Xopea [eHTUHITOHa;

. AxoHgponnasus;

[. CvuHapom KosHa.

Ha npueme cembs ¢ pebeHkom 1,5 net. Xanobbl Ha 3a4epPKKYy MOTOPHOrO Pa3BUTHSA,
NOBbILIEHHbIA anNNeTUT ¢ roga. Peb6eHoOK poauaca B CPoK ¢ gmHou tena 50 cm, maccoit 2400 r. B
nepsble MecCALbl }KU3HM OTMEeYaiaCb BbipaXXeHHaA TMNOTOHUA, 30HA0BOE KOpMieHne A0 mecAua.
KaKkoW anarHo3 moKHO NpeanonoXutb?

A. CNnHanbHaA mMblweYyHasa aTpodpus

6. CuHgpom lMpagepa-Bunnn

B. CvuHapom bapae-bnana

. MuoToHuAa TomceHa

. CuHgpom beksuta-BnagemaHHa

MNpwu HacheaCTBEHHOM OHKO/IOFTMYECKOM CUHAPOME OMNYyXO0/1b BO3HUKAET Y pa3HbIX Y/1€eHOB CeMbU B
pesynbrare:

A. lepmMMHaNbHON MyTauuUM B FeHe;

B. ComaTnyeckon myTaumm B reHe;

B. HakonneHua B KNeTKe NOBpeXKAEHUN B reHax $onaTHOro UMKNa;

. AnnenbHon aeneumn reHa CFTR;

L. T'vnepakcnpeccuu reHa PAH.



Xpomocomocneumndpuueckune 3o4abl AHK — ato:

A. AHK XpoMOCOMHbIX PpparMeHTOB pa3HOM A/1MHbI;

b. ®parmenTbl HK, cogeprkalime TONbKO CTPYKTYPHbIE reHbl;

B. KnoHnpoBaHHble nocnenoBaTenbHOCTM catennntHom AHK;

I'. KnoHmpoBaHHble ¢pparmeHTbl HK, xapaKkTtepHble 4N onpeaeneHHbIX XPOMOCOM;
L. ®parmeHTbl AHK, cogeprkalme paccesiHHble NOBTOPbI.

[OHK-anarHocTuka 6one3Heit MMNPUHTUHIA CBOAUTCA K ONpeaeeHUIo:

A. Paznnuunii B annenbHOM METUAMPOBAHUMN OTLLOBCKOM M MAaTEPUHCKON XPOMOCOM;
6. CTPYKTYpHbIX MyTaLMI B FeHax;

B. Paznununin B reHHOM aKcnpeccuuy;

[. KpynHbIX XPOMOCOMHbIX NepecTpoek;

. OgHOHYKNEeoTUAHbIX NONMOPU3MOB.

OCHOBHbIe XMMUYECKUE CBA3U, y4acTByloLMe B POPMUPOBAHNM B3aAaUMOLENCTBUA MEXKAY
Hykneotnpamum B uenu AHK sto:

A. BogopoaHble;

b. ®dochoanadpupHbie;

B. MonunentugHole;

I [JOHOPHO-aKLEeNnTopHbIE;

[. KoBaneHTHble.

30,0p0BbIi FOHOLLA, UMEIOLLUIA YeTbipeX 340pPOBbIX 6paTbeB, KOHCY/IbTUPYETCA NO NOBOAY
nporHo3a noromcrea. Ero matb 1 oteu, 340p0Bbl. Y maTepu ecTb ABe 34,0Pp0Bble CecTpbl, 0 AUH
340p0oBbli bparT, a aBa ee 6paTta ymepau oT MbilieyHoU guctpodumn [oweHHa. BepoAaTHOCTb
poXaeHnA 60NbHbIX AeTeN Y KOHCY/IbTUPYIOLLLETOCA COCTABAAET:

A. Bce manbumkm byayT 60/1bHbI, 4EBOYKN 340P0BbI;

b. Bce gesouku byayTt 601bHbI, MaNibYMKM 340P0BbI;

B. 50%;

I.25%;

. PucK obuienonynaumoHHbIN.

Mo ayTtocomHo-peL,eccMBHOMY TUMNY HacneayeTca:
A. TunoxoHgponnasus;

b. ®eHnnkeToHypUs;

B. HeltpodmnbpomaTos;

I. XopeA eHTUHITOHaQ;

[. CuHpgpom Tpmnuepa KonnunHza 1 tmna.

2 KaTteropwus

BepHyTbCﬂ B Ha4ano



Konuuyectso reHos, Kogupyrowmx 6enkm B xpomocomax X u Y:
A. MNpubnnsntTenbHO 0AMHaAKOBO;

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 OTCYTCTBYIOT;

[. B xpomocome X NOAHOCTbIO OTCYTCTBYIOT.

B nHTepdasze mexay ABYMA MUTOTUUECKUMU AENEHUAMU NPOUCXOAMUT:

A. Pennuvkauma xpomocom;

6. ObMeH roMoNOrMYHbIMM Y4aCTKAaMMN MEXLY FOMOJIOTMYHbBIMU XPOMOCOMAMM;
B. AnmunHyuma (noTeps onpenenéHHOM YacTu) XpoOMaTHHa;

. PenavKauma ueHTpomepHbIX 061acTelt XpOMOoCom;

[. YKopouyeHue Tenomepesl .

Hykneotnp, coctout ms:

A. ®ocdaTta 1 a30TUCTOro OCHOBAHMUS;

b. Caxapa, pocdaTta n a30TMCTOro OCHOBAHMUS;
B. AMMHOKMNCANOTbI M a30TUCTOrO OCHOBAHUSA;
I. Caxapa u pocodara;

[. Caxapa » a30TUCTOro OCHOBaHMA.

BHOBb BO3HMKLUAA HeTpaNAbHaA MyTaLMA MMEET BbICOKYIO BEPOATHOCTb 6biTb yTpaueHHOU B
nocneAylowWwmX NOKONEHUAX, YTO, BO3MOXKHO, 06yCn0oBNEHO:

A. JerictBuem oTH0pa;

B. YTpaToi B cuny CTaTUCTUYECKUX NPUYNH;

B. M3meHeHneMm reHHbIX 4acToT;

. 9pdeKToM poaoHaYaNbHUKA;

. Apenndom reHos.

MNepBUYHOE HepacxoKaeHUe XpoMmocom — 3TO:

A. HepacxoxaeHne XxpoMoCcom B NEPBOM AENEHUN MENO33;

b. HepacxoxaeHne XpoMoCcoM B MeNo3e y Kapuoaormyeckm HopMasibHOro UHAMBUAYYMA;

B. HepacxoxxaeHne XxpoMmocom B NepBomM geneHnn apobieHma surotsl;

I'. HepacxoxaeHne XpoMoCoOM BO BTOPOM MENOTUYECKOM AeNeHUM;

[. OaHOKpaTHOE HePaACXOXKAEHNE XPOMOCOM B Meno3e (B 1-m, nan Bo 2-M MENOTUYECKOM AeNEHNN).



BonbHOM ¢ cuHapomom KnaitHdpenbrepa oKasanca MO3aMKOM C KapUOTUNOM
46,XY/47,XXY/48,XXYY. B KneTkax 3Toro 60/1bHOro MoXHo 06Hapy»XuTb TesbL,a NON0BOro
XpoOMaTuHa:

A. Hn oaHoro;

b. OaHo;

B. HYacTb KNETOK MOXKET MMETb OA4HO TeNble, YacTb — A,Ba;

I. HYacTb KNETOK MOXKET MMETb OA4HO TeNbLe, YaCTb — HXU OAHOTrO;

[.4acTb KNETOK MOXKEeT MMETb OA4HO TeNble, YacTb — ABa.

Mpomotop pacnonaraerca:

A. B KOHUg reHa;

b. B cepeaviHe reHa;

B. B Hauane reHa;

I. Cpa3y nocsie MHUUMMPYIOLLEro KOA0Ha;
. Mepen TepMUHUPYIOLWMM KOAOHOM.

FMnepmeTtunnpoBaHne UUTO3MHOB B CG-AUHYKNEOTUAAX PEryNATOPHbIX PaMOHOB reHa NpuBoaUT
K:

A. MNogaBneHno TPAHCKPUNLUMOHHOM aKTUBHOCTM reHa;

b. YcuneHuo TpaHCKPUNUMOHHOM aKTUBHOCTU reHa;

B. YcmneHumo TpaHCKPMNUMOHHOM aKTUBHOCTM reHOB COCeAHEro /I0KYCa;

. He BAnAET Ha aKTUBHOCTb FeHa;

[. HesHaunTenbHOMY CHUMKEHWUIO TPAHCKPUMNLMOHHON aKTUBHOCTW.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaBNeHHbIMU NO3ULUAMU. [inA KaxKaoro
NPOHYMEepPOBAHHOIO 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT MOXeT
6bITb BbI6paH 0AUH pa3, 6onee ogHOro pasa uam He BblbpaH BoBCe.

A. Cungpom MapdaHa

B. CuHgpom dnepca-Aanno tun 3 (FfMnepnoaBUMKHOCTD)

B. Cungpom dnepca AaHno tmn 4 (Cocyauctbiia)

1. T'mMnepmobuabHOCTb CYCTaBOB

2. AHeBpM3Ma Ayru aopTbl

3. Mponanc MUTPaNbHOro KnanaHa

4. BbiCOKuMit poct

5. YacTtble cuHAKHU

A.A1,2,3,4b.1,3B.3,5

6.A.4,5b.2,4B.1

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



UmnpuHT — 3T0:

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

B. HykneotnaHble 3ameHbl B IHK poauTtenbckux annenew;

I. CTPYKTYpHble U3MEHEHMA OTLLOBCKOM UM MAaTEPUHCKOM XPOMOCOM;

A. NOP® oTUOBCKOM UM MAaTEPUHCKOM XPOMOCOM.

OnAa peCTPUKLMOHHDBIX SHAOHYK/1Iea3 XapaKTepHO BCe nepeyncieHHoe, Kpome:
A. 3awmTbl” BakTeprManbHOM KNETKKU oT YykepoaHon AHK;

b. Pacwennenua JHK B cneunduyeckunx camrax;

B. MpumeHeHuns ansa nonyyeHmna pekombumHaHTHbIx AHK;

I. Ucnonb3oBaHmA Ana MaAeHTUOUKALMM M aHAIN3a TeHOB;

[. Perynauum akcnpeccumn CTPYKTYPHbIX reHOB.

l'eH, OTBETCTBEHHbIN 32 MUHAKTUBALUIO OAHOMU U3 XPOMOCOM X YKEHCKOro aMm6proHa, NOKaIN30BaH:
A. B AAvHHOM Naeyve XpOMOCOMblI X;

6. B reHome MUTOXOHA,PUIA;

B. B KOpoTKOM nneye xpomocombl 15;

. B KOPOTKOM naeve XpoOMocombl 1;

. B oaHoM 13 xpomocom rpynnbl G.

Yro Takoe reteponnasmua?

A. COBOKYMHOCTb BCEX MYTaLMN B COMATUYECKMX K/1ETKaX

B. Obuiee KONMYECTBO MUTOXOHAPUM B K/IETKE

B. Hannuune pasHbix KNOHOB MUTOXOHAPWUI B O4HOM K/IETKE UK OPraHU3Me
. Obuiee KONNYECTBO MUTOXOHAPUIM OTUA B KNeTKe pebeHKa

. OgHOTMNHOCTL MUTOXOHAPWanbHOM AHK

YcTaHOBUTE COOTBETCTBME MeXKAy NpeacTaBieHHbIMU No3uumamu. ina Kaxkporo
NPOHYMePOBaHHOIO 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT MOXeT
6bITb BbiI6paH 0aMH pas, 6onee ogHOro pasa unam He BbibpaH BoBce. CUHAPOMDI:
A. Cungpom KnsaitHpenbTepa;

b. CuHapom TepHepa. XapaKTepHble KIMHUYECKUEe CUMNTOMDI:

1. HusKopocnoctb;

2. EBHyxonaHoe cTpoeHue Tena;

3. BbicoKuit pocT;

4. KpbinoBuaHble CKAaAKN KOXu B 0bnactu wewm;

5. HapyweHune nonoBoro pa3suTuA.

A.A2,3,5; B1,4,5

b. A3,5; b4,5

B. A2,3,5; 62,4,5



Y nayueHTa My»KCKOro nosia, BO3pacTtom 3 roga ¢ MbilLeyHO c1aboCcTbio U pe3KUM NOoBbILEeHUEM
ypoBHA KPK cneayet B nepsylo ouepeab UCKIIOUUTD:

A. ncnnasmio coeaNHUTENbHOM TKaHN

b. Atakcuio ®peapeiixa

B. bone3sHb KeHHeau

. Muoguctpoduto [oweHHa/bekkepa

A. Tunoguctpoduto

MNocTpoeHune pusnueckoit KapTbl 3TO:

A. NI3amepeHune aNnHbl XPOMOCOMbI NOL MUKPOCKOMNOM;

b. OnpegeneHne Bcex reHOB UCCIEeAYEeMOro SIOKYCa;

B. MNocTpoeHne nepekpbIBaOLWErocA KOHTUIA KNOHOB;

I. NomeweHne nocneposatenbHoCcTM HK B BEKTOP AN1A Pa3MHOMXKEHUS;
[. N3mepeHune 4acToTbl KPOCCUHIOBEPA MeXKAyY reHamu.

K npoTooHKOreHam K/1eTKU OTHOCATCA:
A. l'eHbl «4OMALUHEro X03AnCTBaY;

6. PocToBble paKTOpbl M UX peuenTopbl;
B. leHbI- XpaHUTENU KNETOYHOIO UMKAQ;
. MUTOXOHApPWANbHbIE FeHbl;

[. IMNPUHTUPOBAHHbIE reHbl.

My>KuMHa, rOMO3UTOTHDbIM NO FEeHY TaZlaCCEMUM, XKEHWUJICA HA HOCUTEIbHULLE TOTO XKe
NaToO/1I0rM4YeCcKoro reHa. BeposaTHOCTb poXKAeHUA 340P0BbIX AeTel B 3TOM bpaKe cocTaBnseT:
A. okono 0;

b. 25%;

B. 33%;

. 50%;

4. 100%.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBNeHHbIMU NO3ULUAMU. [inA KaxKaoro
NPOHYMePOBaHHOIO 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BbibpaH BoBCe.

A. lNanakrozemusna

b. bone3Hb ®abpu

1. AHrMOKepaTOMblI

2. Karapakra

3. TyroyxocTtb

4. Uuppos

5. Tmneptpodun neBoro KenyaouKka

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

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

B.A.2,45b.1,2,3,5



Y 60/1bHOrO CO CHUXXEHHbIM C/TYXOM UMEKTCA MHOXXECTBEHHbIE TeMHble MUIMEHTHbIE NATHA Ha
BCEW NOBepXHOCTU Tena (neHTUuruHo3). Takoe coyeTaHMe BO3MOXKHO NpU CUHAPOME:

A. LEOPARD

B. LLUTypre-Bebepa

B. Heltpodmnbpomatose

. MapdaHa

[. WepeweBcKkoro-TepHepa

MpoueccuHr - ato:

A. CBA3blBaHWe penpeccopa ¢ benkom;

b. YasoeHnune [HK;

B. Co3peBaHue npe—PHK B agpe;

I'. Accoupnaums 6onblion n manon cybbeanHuL, pubocombl;
[. CBA3bIBaHME TPAHCKPUMNLUMOHHOIO GpaKTopa C MPOMOTOPOM.

K manbpopmaymam oTHOCUTCA:

A. «Jlnuo MNotrep»;

b. KunesmngHasa rpygHan KneTka;

B. Koconanocts;

I. NMapaTecTMKynApHaa I0KaNn3aLUnAa CeNeseHKu;
[. 3apeprkka BHyTPUYTPOOHOro pa3sButMA naoaa.

Mpu KynbTMBMPOBAHMU B NnpucytTcTeumn ®rA aenarca KNeTkn Kposu:
A. MoHOUMTDI;

b. SputpouuTsl;

B. HelrTpodunbi;

. umooumnTbl;

L. MblweYyHble KNeTKM.

Y rpyaHoro pebeHKa B Bo3pacte 2 mecaueB 06Hapy»KeH PUHUT C THOMHO-KPOBAHUCTbIMM
BblAE/IeHUAMM, NOPANKEHA KOXKa Ha Naf0HAX, NOAOLUBAX, BOKPYr pTa, B 061acTn reHUTanum.
Otmevatotca nopaxkeHus LHC, cya0poXHbIA cuHAPOM. B fanbHelleM BO3HUKAU KepaTmT,
rNyXoTa U nopaxkeHue 3ybHoM amanun. ITOT KOMMNJIEKC CUMNTOMOB XapaKTepeH ANA:

A. ToKconnasmosHom nHbeKkunu;

B. lepnetnyeckoi nHpekLmu;

B. BpoxaeHHoro cnpunmca;

. SHAOKpPUHHON aMbpronaTuy;

. ®eTanbHOro afIKOrosIbHOro CUHAPOMa.



frbpuamnsauums in situ c meyeHbIMM 30HAAMM NO3BONSAET:

A. JlTokan13oBaTb NOC/eA0BaTENbHOCTb 30HAa Ha XPOMOCOME WU B €€ JIOKYCE;
B. M3yunTb PECTPUKTHYIO KapTy 30HA3;

B. MccnepoBaTb HYKNEOTUAHbIN COCTaB 30HAQ;

. UccnepoBaTb pacCTOSHUE MEXKAY 30HAAMU;

[. Onpenenutb NocnenoBaTeIbHOCTb PACNO/I0XKEHUA FEHOB B XPOMOCOME.

Mpouecc TpaHCNALUM OCYLLeCTBNACTCA:
A. B agpe Knetkuy;

b. B nnsocomax;

B. B pubocomax;

l. B yMTonnasme;

. Ha knetouHon membpaHe.

Kapuotun 47, XY,+18 moxkeT 6biTb 06Hapy»eH y naumeHTa
A. eHcKoro nosa ¢ cuHapomom daBapAaca

b. MycKoro nona ¢ cmHgpomom [layHa

B. MycKoro nona ¢ cmHgpomom daBapaca

. My»KCcKoro nona c cMHgpomom Bonbda-XmpLixopHa

[. MycKoro nona ¢ cmHapomom Bunbamca

TenomepHble PanoHbl XPOMOCOM O6bIYHO COCTOAT U3:

A. PaccesiHHbIX NOBTOPAIOLWMXCS NOCAEA0BATENIbHOCTEN;

B. YHUKanbHbIX Noc/ieaoBaTeNbHOCTEN;

B. TaHAEMHO OpraHM30BaHHbIX BbICOKOMNOBTOPSAIOLWMXCA NOCNeA0BaTeNbHOCTEN;
. G/C-6oraTbix nocseaoBaTeNbHOCTEN;

[. A-T-6oraTbix nocnenoBaTeNbHOCTEN.

Xpomocomocneuyudpuyeckue 3oHabl HK — ato:

A. JHK XpoMOCOMHbIX GparmeHTOB Pa3HOM A/INHbI;

b. ®parmeHTbl AHK, cogepalimne ToNbKO CTPYKTYPHbIE MeHbl;

B. KnoHupoBaHHble nocnenoBaTenbHOCTU catennmtHoi AHK;

I'. KnoHnpoBaHHble ¢pparmeHTbl JHK, xapakTepHble ana onpeaeneHHbIX XpOMOCOM;
. ®parmeHTol AHK, coaepalime pacceaHHble NOBTOPbI.



BbibepuTte npaBuabHbie OTBETbI (MOXKeT 6bITb 60n1ee ogHoro). U3BecTHO, uTo 6epemeHHan
YKEHLLMHA ABNAETCA HOCUTEIbHUL,EN MyaL UM B reHe, acCOLLMMPOBAHHOM ¢ remoduaunei. Itoi
YKeHLMUHe MoryT 6biTb peKOMeHA0BaHbI ceaylolume MeToabl NPeHaTalbHOM AUAarHOCTUKMK:
1) ynbTpa3sByKoBOe uccnegoBaHue,

2) onpepeneHne anbda-peTonporemHa B KPOBU Y maTepw,

3) onpepenexHue nona nnoaa,

4) BbifsBNEHME Yy NN0AA U3BECTHO MyTaLuuum,

5) deTockonus.

A.2,3n4

6.3n4

B.1n5

<html>leHbI<i> TP53 </i>u<i> RB1 </i> otHocATCcA K:</html>
A. OHKoreHam;

b. leHam-cynpeccopam onyxoaesoro pocTa;

B. leHam «a4o0MallHero xo3ancrea;

. IMNPUHTUPOBAHHbIM reHam;

[. MUTOXOHAPWANbHBIM reHaMm.

Hanbonee nsyyeHHoI anureHeTMYeCKON moguduKkaumen asnserca:
A. CTpYKTYypHbIe U3MEHEHUA OTLLOBCKOM UM MATEPUHCKON XPOMOCOM;
b. Cneundumyeckoe metnanposaHme uuto3nHoB B CG-ANHYKNEOTUAAX;
B. AueTunnmposaHue rucCTOHOB;

. docpopunmpoBaHne rMCTOHOB;

. O4HOHYKNEOTUAHDBIN NOAUMOPOU3M POAUTENBCKUX XPOMOCOM.

Y HOBOPOXAEHHOro 0OTMEYaloTCA NPU3HAKN MEeHUHrosHuedanuTa: peora, 6ecnoKomMcTBo, BANOCTb,
COHNINBOCTb, CYAA0POr1, PUrMAHOCTb MbILLL, 3aTbI/IKA, rMneppednekcus, rmgpouedanms,
XOPUOPETUHUT. ITOT KOMIMNJIEKC CUMMNTOMOB XapaKTepeH Ana:

A. bynnesHoro snnaepmonmnsa;

b. Tokconnasmosa;

B. BporkaeHHoro cnpunmca;

. XpoMOCOMHOM naTosiornu;

. ®eTanbHOro anKkorosbHOro CUHAPOMA.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEHTa Bblbepute 6yKBEHHbIA KOMNOHEHT. BYKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa Uam He BblbpaH BoBce. HacneacTBeHHble 60ne3HU:
A. bone3Hb lNowe;

b. bone3Hb HUmaHa-Nuka Tvn A/B;
B. bone3Hb Tea-Cakca. B HepBHbIX KNeTKaxX HaKan1nMBaeTca:
1. CouHrommenwmH;

2. NaHrnnosng GM1;
3. NaHrnanosng GM2;
4. MaHH030-6-¢pocdar;
5. FnoKouepebposuna.
A. A5; B3; B1

6. Al; 63: B5

B. A5, b1, B3

Hanbonee nsyyeHHoit anureHeTMYECKOM moguduKaumeii ABnaeTca:
A. CTpYKTYypHbIe U3MEHEHUA OTLLOBCKOM UM MAaTEPUHCKON XPOMOCOM;
b. Cneundunyeckoe metn-nmpoBaHue UMTo3nHoB B CG-gUHYKNeoTMaaX;
B. AueTunnmposaHue rucCTOHOB;

. dochopnnmpoBaHue rmcToHOB;

. OAHOHYKNEeoTUAHbIN NONNMOPGU3IM POAUTENBCKUX XPOMOCOM.

Monekyna pPHK:

A. Cny»xuT 3aTpaBkon npu penankaumm AHK;

6. UmeeT popmy “TpunmnctHmka”;

B. ABnaetcA KOMNOHEHTOM pnbocombl;

I He nepemelyaeTca 3a npeaenbl A4pa;

[. ABnAeTca 3annCcblo CTPYKTYpbl NOAUNENTULAHOM Lenu.

Monekyna PHK cocTtouT U3 cnegylowmx XMMUUYeCKUX coeANHEHUN:

A. AMMHOKNCNOT;

B. Caxapa (pnb03bl), pocdaTHbIX rpynn 1 a3oTUCTbIX OCHOBAHWIA;

B. Caxapa (ae3okcnpnbosbl), pocdaTHbIX rpynn U a3oTUCTbIX OCHOBAHWI;
. AMMHOKMCAOT, pochaTHbIX rPYNN 1 a30TUCTOr0 OCHOBAHUS;

. Caxapa (pnb03bl), aMMHOKMCIOT.



PUCK poxaeHna y Hemonopon matepu pebéHka c cuHapomom [layHa, obycnosneH
0C06€eHHOCTAMM raMmeToreHesa y KeHLUH:

A. BbicoKkol nponndepaTBHON aKTUBHOCTbIO OOrOHWEB, CONPOBOXKAAOLWENCA OWNMOKaMm B paboTe
OHK-nonnmepasbi;

6. BoNbLWOWN ANNUTENBHOCTBIO CTaAUM ANKTUOTEHDI Y HEMOJIOAbIX XEHLLMH, CONPOBOXKAAOLWENCA
POCTOM BEPOATHOCTM HAPYLUEHMIM annapaTa BepeTeHa Ae/leHuns;

B. Bo3pacTtaHmem 4acToTbl HEPAaBHOrO KPOCCUHIOBEPA B raMeToreHese y HEMOJIOAbIX KEHLMUH;

. O6wmMm BO3pacTaHMEM YacTOTbl TOYKOBbIX MyTaUMI Y MKEHLNH cTapLue 35 nerT;

[. HapyweHuem cuctembl penapaumm AHK.

MpuunHON BOSHMKHOBEHUA HAaCNeACTBEHHbIX AedeKToB 0bMmeHa ABNAIOTCA:
A. VI3ameHeHMe 4ncia XpoOMOCOM;

b. l'eHHble myTauuu;

B. CbanaHcnpoBaHHbIe TPAHCNOKaLMK;

. TeHOMHble myTauuu;

[. TepaToreHHble BO34EMCTBUA.

Y HOBOPOXAEHHOro HabagalTca cnegyrowme NpUsHaku: 6onblias macca Tena (5500 r),
M36bITOYHOE OT/IOXKEHME XKUPa B NOAKOXKHOM KneTyaTke, BUCLLlepomeranma (yBeanyeHbl NeyYeHb,
cepAaue, ceneseHka), rmnopedaeKkcus, Tpemop KOHeYHoCTe, Cya0poru. 3ToT KOMNJIEKC
CMMNTOMOB XapaKTepeH ANA:

A. TokCconNNa3mo3HOM UHPEKLMMY;

b. XpomocomHown natonoruuy;

B. BporkaeHHOro cnpunmca;

. SHAOKpPUHHOM ambpuonaTtuu;

[. BpOXKAEHHOW KpaCcHYXMW.

MaTonorna KMHeTOXopa 04HOM MUTOTUYECKON XPOMOCOMbI MOKET NPUBECTU K BOSHUKHOBEHUIO:
A. NMonnnnonaHom KNeTku;

b. AHeynnongHom KNeTku;

B. [1BysaepHOM KNEeTKK;

I. Tpéx NontoCcoB y BepeTeHa AeNeHuns;

[. 9HpomuTo3a.

Paamep reHOMa 4YenoBeKa CocTaBafAeT NPUMepHO:
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.



<htmI>B meauKo-reHeTUYECKYIO KOHCYNbTaLUIO 06paTUAACh KeHLWUHA, MY}K KOTopoii 6oneH
dochatamabetom (naToreHHbI BapuaHT B reHe <i>PHEX</i>) Puck yHacnhegosatb pocdatamaber
AnAa ee petei cocrasnset:</html>

A. Bce manbumnkm byayT 601bHbI;

B. Bce neBoukn byayT 340p0BbI;

B. Puck 3aboneBaHus ana manbumnka paseH 50%;

I'. PucK 3aboneBaHuAa ana AeBoYKKU paBeH 50%;

L. Bce peBoukm byayT 601bHbI, @ BCE MaJIbYUKK 34,0P0BbI.

CekBeHupoBanue AHK npeacrasnset coboit:

A. OnpegeneHne nocnenoBaTe/IbHOCTU AMUHOKUCAOT B benke;
b. OnpepeneHne nocnepoBaTenbHOCTU HyKAeoTnaos AHK;

B. MeTog, “copTnpoBKku” xpomocom;

I'. UccnepoBaHue B3anmogencteuna AHK ¢ benkamu;

[. UccnepoBaHue naeHtMduKkaumm 6enkos.

YKasaTtb 3a6oneBaHue, NPUUNHOI KOTOPOro ABNAETCA aHeynaonams:
A. AnkanTtoHypwus;

6. Bupunusupytowaa runepnsiasma Haa4no4Ye4yHUKOB;

B. CvuHapom TepHepa;

. TMnoxpomHaa aHemus;

. ®eHnnkeToHypumA.

MpuueHTpoOMepPHbIA reTepoXpPOMaTUH YesloBeKa 06bIYHO COCTOUT U3:

A. PaccesiHHbIX NOBTOPAOLWMXCA NOCNeA0BaTEIbHOCTEN;

b. YHMKanbHbIX NnocnenoBaTenibHOCTEN;

B. TaHAEMHO OpraHM30BaHHbIX BbICOKOMOBTOPSAIOLLMXCA NOC/1eA0BaTe/IbHOCTEN;
I'. MoNMHAPOMHBIX NOC/eA0BaTeIbHOCTEN;

L. TpunneTHbIX NOBTOPOB.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeacTaBieHHbIMU No3uumamu. ina Kaxkporo
NPOHYMePOBaHHOIO 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT MOXeT
6bITb BbI6paH 0aMH pas, 6onee ogHOro pasa unam He BbibpaH BoBce. MocneoBaTeNbHOCTD:
A. DK30H;

b. UHTpOH. OnpepeneHue:

1. KogoH mPHK;

2. EAMHMUA TpaHCKpUNUuK;

3. YYacTOK reHa, KoagupyoLw,mii 4acTb nocaegosartesibHOCTH 3penon mPHK;

4. NMocnepoBaTeNbHOCTb, PACMONI0XKEHHAA A0 CTaPTOBOI TOYKU TPAHCKPUNLUY;

5. YuyacToK reHa, He KOgUpPYOLWUiA NocieaoBaTeNbHOCTb 3penoit MPHK.

A. A3, B5

b. A5; B3

B. Al; b5



AHOManuIo pasBuTUA, He TpebyloLLLyIo NeueHns, cneayeTt onpesennTtb, Kak:
A. Manbdopmaumtio;

b. Ancnnasuio;

B. Manyto aHomanuto pa3sutma (MMKPONpPU3HaK);

I. ATpesuio;

[. Tvneptpodutio.

MN3BEeCTHO, YTO COOTHOLLEHUE Pe3yC—NO/I0KUTE/bHbIX U pe3yCc—oTpuLaTe/IbHbIX nL, paBHO 84% m
16% (pe3yc-oTpuuatenbHan NPUHAANEKHOCTb HacleayeTca No peLeccuBHOMy Tuny). YactoTta
DOMWHAHTHOro annensa R+ B nonynauumn coctaBnser:

A. 75%;

6. 70%;

B. 60%;

. 50%;

. 40%.

KnonuposaHue AHK npeanonaraer:

A. BctpamBaHue ¢parmeHTa [IHK B BEKTOPHYHO KOHCTPYKLMIO;
b. NOP®;

B. MUP;

. BAOTUHr-rIMbpngm3saums;

. Twbpuamsauus in situ.

NGS ceKBeHMpoOBaHUE MOJIHOIO 3K30Ma NO3BONAET UCK/IOUYUTD HacNeACTBEHHble 3aboneBaHuna ns
rpynnoil...

A. CKeneTHble gucnaasmm

b. HacnepacTtBeHHble aTakcmm

B. [nKoreHossbl

. AHK-AMarHocTruKka He UMEeeT UCKNIoUYAKoLWEN CUAbI

A. Aucannngemmnmn

O6pa3oBaHMe «XMMEPHbIX» FeHOB YacTO NPUBOAMT K:
A. AKTMBaUUM OHKOCYNPeccopos;

b. AKTMBaLWNM OHKOreHoBs;

B. O6bpasoBaHMe XMMEPHbIX FTEHOB HE BO3MOMHO

. HacneactBeHHbIM MOHOTEeHHbIM 3a601EBaHUAM;

[. Annenbcneundunyeckor akcnpeccuu.



BblcOKaA cTeneHb pa3sBUTUA KaPLMHOM CyLL,eCTBYET NPU CUHApPOME
A. WepewescKkoro-TepHepa

b. Knanndenbtepa

B. JloypeHca-MyHa-bapae-bungna

I. Nyn-bap

L. Bunbamca

YHUKanbHble nocnegoBartenbHoctn [1HK coctaBasioT 60abLuyio YacTb:
A. CTPYKTYpHbIX reHOB;

6. BNOKOB HNU3KOKOMMUIHbIX NOBTOPOB;

B. MuKpocaTenanTHbIX NOCneL0BaTeIbHOCTEN;

. Anbda-caTennmTHbIX Nocaen0BaTe/IbHOCTEN;

A. NonnHapomHbIX NOBTOPOB

BpoxkaeHHble NOPOKU Hanbonee yacto popmupytoTca B:
A. DMbpMOHanbHOM Nepuoae PasBuTKSA;

b. NnoaHom;

B. MNepuHaTtanbHOMm;

I. MocTHaTaNbHOM;

. Nepuoa rameTtoreHesa.

Ona GyHKLMOHMPOBAHUA UMNPUHTUPOBAHHbIX PAUOHOB B HOPME XapaKTepPHO:
A. BrannenbHaa aKkcnpeccus;

b. OTcyTcTBME 3KCNpeccuu;

B. Annenbcneumduyeckas akcnpeccus;

I. NMoBblWweHHan sKcnpeccus;

[. CH/KeHue aKkcnpeccun.

BeKTOpHYI0 eMKOCTb onpegenser:

A. CymMapHbIi1 pa3mep Nocaea0BaTeIbHOCTU BEKTOPA U KIOHMpPYEeMOro GpparmeHTa;

b. Paamep camoi BEKTOPHOM NOCNea0BaTeNIbHOCTH;

B. KoninyecTBo Konuii BEKTOPa, KOTOPOE MOYYMTCA NPU MHKYbaLmMKM BEKTOpa B TedeHme 1 Yaca;
. HaumeHbLlni pa3mep GparmeHTa, C KOTOPbIM BEKTOP ByAeT pa3mMHOKaTbCSH;

[. Hanbonblumii pasmep KNOHUpPYeMOoro ¢pparmeHTa, C KOTOPbIM BEKTOP OyAeT pa3MHOXKaTbCA.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3uuMaMU. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEHTa Bblbepute 6yKBEHHbIA KOMNOHEHT. BYKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa uam He BblibpaH BoBce. 3aboneBaHue:
A. CuHpoma Bunbamca;

b. CuHpoma Aun-AKoparxu;

B. CuHpoma Cmuta-MareHuca;

. Cunapom lMpapepa-Bunnun. feneuus:

1. 22q11;

2.17p11.2;

3.7q11.2;

4.15q11;

5. 11p15.

A.Al; B3; B2; T4

6. A2; B1; I'5

B. A3; b1; B2; 4

MNpu HachepcTBEHHOM paKe ONyxX0/ib BO3HUKAET Y pa3HbIX Y1eHOB CeMbM B pe3y/bTaTe:

A. FlepMMHANbHOM MyTauuK B reHe;

6. Comatnyeckor myTaumm B reHe;

B. HakonneHua B KNeTKe NOBPEKAEHMIM B PA3/INYHbBIX FeHaX, PEryNUPYIOLWLMX KETOUHbIN LIMKA;
. AnnenbHOM aeneumm nN0Kyca;

[. T'vnepakcnpeccum rexHa.

Knactep mMnpuHUPOBaHHbIX rEHOB B HOpMme:

A. dKcnpeccupyetca ¢ obenx Xpomocom;

b. He akcnpeccupyertcs;

B. 'MnepakcnpeccupyeTcs;

. AnddepeHumanbHO sKcnpeccupyeTca TONbKO € O4HOM XPOMOCOMbI;
[. XapakTepusyeTtcsa OTCPOYEHHOM SKCMPECcCcHen.

Mo>kHO roBopuTb 06 onpeaenAloLWEM 3HaYeHUU reHeTUYECKUX (GAKTOPOB B PasBUTUM NPU3HaKa
npu 3HauyeHUU KoapPpuumeHTa HacneayeMocTn, 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.



PennanumpoBaHHble XpOMOCOMbI NPUKPENAAIOTCA K MUTOTUYECKOMY BepeTeHy nocpeacTBoOM
CTPYKTYp, KOTOpble Ha3bIBAIOTCA:

A. Tenomepesl;

b. CnyTHUKW;

B. LleHTpOomepbl;

. CNyTHWUYHbIE HUTK;

[. KnHetoxopeol.

MonekKyna TPHK:

A. Cny»KuT 3aTpaBKon Npu penamkauumn QHK;

b. UmeeT popmy “TpuanctHmka”;

B. AABnaeTcA KomnoHeHTOM pMbocombl;

. He nepemeltaetca 3a npegensl A4pPa;

[. ABnAeTca 3anUCbio CTPYKTYpPbl NOAMNENTUAHON LEenw.

Monekyna AHK coctouT us:

A. AMMHOKMCNOT;

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

B. Caxapa (ae3okcnpnbosbl), pocdaTHbIX rpynn U asoTUCTbIX OCHOBAHWI;
. AMUHOKMCAOT, docdaTHbIX FPynn 1 a30TUCTOrO OCHOBAHMS;

. Caxapa (pn603bl), aMMHOKUCAOT.

Yucno xuasm, BbiABAAEMbIX B HOpMe B AUaKuHe3e, meTadase 1-ro memoTuyecKoro gesneHusa y
YyeNIoBEeKa, COCTaBNAAET NPUMEPHO:

A. 1-2 Ha KneTky;

b. 5-6 Ha KneTKy;

B. Okono 50 Ha Knetky;

. Okono 200 Ha KneTky;

[. bonee 1000 Ha KneTky.

B cocTaB HYKN€0COM BXOAAT:

A. AHK v ructoHoBble 6enkun H2A, H2B, H3 u H4;
6. AHK 1 pnboHyKkneonpoTtenabi;

B. PHK 1 HernctoHoBble 6enku;

. PHK v ructoHoBble 6enku H2A, H2B, H3 n H4;
A. AHK v ructoHoBbIn 6enok H1.



OCHOBHble XMMUUYECKUe CBA3M, y4acTBylowmMe B OPpMUPOBAHMU B3AaUMOAENCTBUA MeXKAY
Hykneotnpgamu B uenu AHK sto:

A. BogopoaHble;

b. ®ocdoanadupHsble;

B. MonnnenTtuaHble;

. JOHOpPHO-aKLENTOPHbIE;

[. KoBaneHTHble.

Ecnv MMNPUHTMPOBAHHDIN reH 3KCNPEeccUpyeTca € OTLO0BCKOW XPOMOCOMbI, TO HA MaTe pUHCKOMN
XpOMOCOME 3TOT reH:

A. He akcnpeccupyeTtcs;

B. imeeT NoBbILWEHHYIO 3KCMPECCUIO;

B. Toxe akcnpecupyeTcs;

I. Ero akcnpeccua HeCKONbKO CHUXKEHQ;

[. XapaKTepunayeTca 0TCPOYEHHOM 3KCNpeccuen.

B MmeAUKO-reHeTUUYECKYH0 KOHCY/IbTaLMI0 06paTUAach XKeHLWMHA, MYK KOoTopoi 6oneH
docparamaberom (natoreHHbIN BapuaHT B reHe PHEX) Puck yHacnhepoBatb pocpatamnaber gna ee
AeTel cocTaBnserT:

A. Bce manbunkm byayT 601bHbI;

6. Bce neBoukn byayT 340p0BbI;

B. Puck 3abonesaHna ansa manbumka paseH 50%;

I'. PucKk 3aboneBaHua gna aeso4ykun paseH 50%;

. Bce aeBoukn byayT 601bHbI, @ BCE Ma/IbYUKM 340P0BbI.

Cpepaun nepecTpoeK yKaXuTe Ty, 4151 KOTOPOU He06X0ANMO MaKCMMA/IbHOE KO/IMYeCTBO Pa3pbiBOB:
A. IHTepcTuumManbHaa geneums;

b. TepmnHanbHaa geneuus;

B. UHcepums;

I. NepuueHTpHYeCcKana NHBePCUA;

L. TenomepHaa geneumsa.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMamn. na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa uam He BblbpaH BoBce. Kputepumn oueHKU BapnaHToB
HYKN1e0TUAHOM NoCneA0BaTe/IbHOCTU:

A. Kputepuit naTtoreHHOCTU BapUaHTa;

b. Kputepuit pobpoKauyecTseHHOCTU BapuaHTa . Kputepuia:

1.BapwuaHTt de novo;

2. NonynAayMoHHanA YacToTa Bbiwe 3%;

3. BapMaHT HaxoAUTCA B TPAHC NOJIO}KEHUU C paHEE ONMUCAHHbIM;

4. He cerperupyer c 3aboneBaHnem B cemMbe;

5. ®YHKLUNOHANbHbIA aHA/IN3 He NPOBOAUICA.

A.Al1,3; B4,5

b.Al1,3; 62,4

B. A2,3,4; B4,5

YCcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3ULUAMU. ONA KaXKa0ro
NPOHYMepPOBaHHOr0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbIOpaH 0guH pa3, 6onee ogHOro pasa uam He BblbpaH BoBce. 3aboneBaHue:
A. PeHUNKeTOHYpPUSA;

b. AgpeHoreHUTaNbHbIN CUHAPOM;

B. BpoKAEeHHbI TrMNOTUPEODS;

. MykoBucumnao3;

. Fanakto3emus. J/1abopaTopHO-ANArHOCTUHECKUIA KpUTEPUIA:

1. AMMyHOpeaKTUBHbIV TPUNCUHOTEH;

2. 17-rmapokcunporecTepoH;

3. ®eHnnanaHuH;

4. TupeoTponHbIN rOPMOH;

5. O6wian ranakrosa.

A.A3; b4; B2; 11,45

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

B. A5; B2; B4; I'1; A3

CumnTom "KopeHHoro 3y6a"/"monapa" Ha MPT ronoBHOro mosra ABASeTCA XapaKTepHbIMU
NPU3HaKOM Ans:

A. CnHgpoma Acneprepa

b. CuHapoma [pase

B. CuHgpoma HKybep

. CADASIL

. Tybepo3Horo ckneposa



PaccTtosiHMe mexxay reHamu gna GusndecKon KapTbl onpegensaeTcs no:
A. YacToTe KpOCCMHIoBepa Mexay HUMK;

B. KoninyecTBy HyKNeoTUAHbIX Nap MeXAy HAMMU;

B. KoinuecTBy XpOMOCOMHbIX 63HA0B MeKAY UX IOKYyCamMu;

I. Konnyectsy Apyrux reHoB Mexay HUMMK;

[. Konnuyectsy NOBTOPAIOLLMXCA €ANHNLL.

®daKyNbTaTUBHbIN reTePOXPOMAaTUH XapaKTepusyeTca:

A. NoBcemecTHOM pacnpoCTPaHEHHOCTbIO N0 BCEM XPOMOCOMaM;

B. PaHHMM BpemeHeMm pennuvKaumm B S—Nepmuoae KNeTOYHOro LMKNa;

B. BbICOKOM TPAHCKPUNUMOHHON aKTUBHOCTbIO;

. ®opMMpPOBAHMEM WL Ha ONPEAE/IEHHbIX CTAaAMAX *KMU3HM OpraHM3Ma B Npeaeniax To/IbKo O4HOM
M3 Napbl FOMOJIOFMYHbIX XPOMOCOM;

. leKoHAEeHCUMPOBAHHbIM COCTOAHNEM B UHTepdase.

Peanusauua HacnepCcTBeHHOM MHPOPMaLUK B KNEeTKe 3yKapuMoT NPOUCXOAUT B HaNpaBieHUN:
A. Benok - AHK - PHK;

6. PHK = OHK - 6enok;

B. AHK = PHK = 6enok;

. benok - PHK - OHK;

. PHK- 6enok - AHK

Y naumeHTa XXeHCKOro nosia 0TMevaeTca BPOXKAEeHHbIM NOPOK cepaua, pacliesiMHa BepxHero Heba
¥ runonnasua tTumyca. Cneayet 3anoao03puUThb:

A. CuHgpom Anaxkunnsa

b. TMnepTpoduyeckyto KapgmommonaTuio

B. CuHaopom geneunmn 22q11.2

. boneHb ®abpu

[. bonesHb owe

OrpaHM4yeHMe NAHMUKCUK B NONYAALUN NPUBOAMT K:
A. CHUXKEeHMIO A,0NU AOMUHAHTHbLIX FOMO3UIOT;

B. CHMXKEeHUIO 0NM pelecCMBHbBIX TOMO3UIOT;

B. CHMXXEeHUIO 40NN reTepO3UroT;

. YcTaHOBNEHMIO MOCTOAHCTBA YaCcTOT anneneiu;

L. YcTaHOBNEHUIO MOCTOAHCTBA YaCTOT FreHOTMMNOB.



Y 601bHOro MMETCA: 3a4epPXKKa POCTa, KOPOTKanA LWes, MaKpPOKPaHUA, aHTUMOHIO/IOUAHbIN
pa3pes rnas, gepopmauuma rpyaHon KNeTKU, KNanaHHbIA CTeHO3 1eroyHoi aptepuun. Hanbonee
BEPOATHbIA AMUArHO3 - 3TO CUHAPOM:

A. HyHaH

b. Onutua

B. HenonHom TectnkynapHomn pemmnHmlaumm

. MapTtnHa-benna

[. dayHa

MepBuuHan cTpyKTypa 6€1K0BOIA MONEKY /bl - 3TO:

A. CTpyKTypa oTAeNbHOM aMUHOKUCOTbI;

6. NopaaoK aMMHOKUCAOT B NOAUMNENTUAHOM LEenn, onpeaenaemblil reHETUYECKMM KOA0M;
B. MpocTpaHCTBEHHOE PACMO/IOKEHWNE OTAENbHbIX Y4AaCTKOB NOAMNENTUAHON Lenw;

I. MpocTpaHCTBEHHOE B3aMMOPACMNONIOKEHNE NOAMNENTUAHBIX LEenewn;

. MopsaaoK pacnonoXKeHUa HYK1eoTUA0B B Lenu.

LieHTp perynsumm MMNpUHTUHIA NpeAacTaBaseT cobou:
A. CTPYKTYpHbI reH;

b. NMoBTOpPAOWMIACA INEMEHT;

B. AnddepeHupanbHO MeTUANMPOBaHHbIA panoH AHK;
I. [eTepoXpOMaTUHOBbIN PAIOH;

. DyXpomMaTMHOBbIM PaMOH.

KapTtbl, eguHULEN U3MepPEeHUA KOTOPbIX ABAAETCA YacToTa peKOMbUHauum:
A. HykneotngHble;

b. leHeTnyecKue;

B. ®usmnueckue;

. XpOoMOCOMHbIE;

L. PecTpUKUMOHHbIe.

C X-XpoMOCOMOM CLLeN/IeH reH:

A. AapeHoreHnTaaAbHOro CUHAPOMaQ;

B. Femopunum A;

B. CuHgpoma KnaHdenbTepa;

. CuHgpoma LLepewesckoro-TepHepa;

. CuHapoMa remopparMyeckon TeneaHrmaKTasmm.



PaHHUI MHCYNbT MOXKeT 6bITb NPOABAEHUEM:
A. Cungpom OayHa

b. CuHgpom HyHaH

B. TuposnHemua 1 tmna

. CuHgpom Bunbamca

. BonesHb ®abpun

Opend reHoB cBA3aH C:

A. YpoBHeM MyTaLMOHHOIO Npouecca;

b. YpoBHem oT60pa;

B. ChyyaliHbiMm pacnpeaeneHnem reHoB B NONyALMM MO0 Pasmepa;
. HapyweHnem naHmumkcmu;

[. CHUeHnem ypoBHA retepo3unror.

CuHrtes HoBouM uenu AiHK Ha aingupylowein HUTK B Npouecce peniMKauum ocyLLLecTBaAeTCA:
A. HenpepblBHO;

b. nckpeTHo;

B. OTcpoyeHo;

. C nomoupbto pparmeHToB OKacaku;

[. YckopeHHo.

MoOXXHO 1M peKoMmeHA0BaTb CeMbe NPoBeAEHUE A0POAOBON ANArHOCTUKU HAa BapUaHT
HYKN€0TUAHOW NOC/eA0BaTeNbHOCTU HEAACHOTO 3HaYeHun?

A. MOHO Ha paHHWUX CPOKax;

b. Mo peweHuto Bpaya;

B. HuKkoraa Henb3s;

. TONbKO B CNyYasx TAXKeNblx 3aboneBaHuis;

[. Mo»XHO B KOHLe | TpumecTpa.

B notomcTBe OT 6paKa ABYX reTepo3urot (Npu ayToCOMHO-40MMUHAHTHOM Hacne[0BaHUK)
aHOMa/bHbIM reHoTUN ByayT UMmeTb:

A. Bce ambpuoHbI;

6. HMKTO 13 3M6pPMOHOB;

B. 1/4 amb6pnoHOB;

. 1/2 asmbpuoHosB;

. 3/4 smb6proHoB.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEHTa Bblbepute 6yKBEHHbIA KOMNOHEHT. BYKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa unm He BblbpaH BoBCe.

A. MyTauuu B mutoxoHgpuanoHou HK

b. Mytauuu B agepHoii AHK

1.ATtaKkcua TeneaHrnaKrasums

2. Cunppom MELAS

3. Cuupgpom Jin

4. Cunapom bayma

5. CuHpgpom Anaxkuns

6. Heitiponatusa Jlebepa

A.A2,3,6b6.1,4,5

6.A.1,2,66.2,4,5

B.A.2,5,6b6.1,3,4

M6pugnsauums in situ c n1oKyc cneymnpuyeckumm npobamm nosponnerT:

A. N3yunTb Kapuotmn 601bHOrO;

6. Monyuntb MHGOPMALUMIO O NEPECTPOMKax UcCcaegyemoro NoKyca y 601bHOro;
B. Monyuntb MHGOPMALMIO O MyTaLMAX B FEHE;

. Onpepenutb MOPD;

. Onpenenntb HYKNeoTUAHbIN COCTaB UCCeLyeMOoro JIoKyca.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMaAMU. [Na Kaxaoro
NPOHYMePOBaHHOI0 3/1IeEMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbI6paH 0AUH pa3, 6onee ogHOro pasa unm He BblbpaH BoBCe.

A. MoucK TouKoBOI Myauum

b. AHanu3 KonnyecTsa TPUHYKNEOTUAHbBIX NOBTOPOB.

. Neprnopunuekan 6onesHb

. BonesHb Pabpum

. Atakcua Ppegpeinxa

. CemeiiHana runepxonecrepuHemumsa

. bone3Hb NeHTUHITOHa

. Cunapom MapTtuHa-benn

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

6.A.1,2,45b.3,5,6

B.A.1,2,565b.1,3,4,6

AUV A WNER

O6pa3oBaHMeE «XMMEPHbIX» FeHOB YacTO NPUBOAMT K:
A. AKTMBaUUM OHKOCYNPeccopos;

b. AKTMBaLWMM OHKOreHoBs;

B. O6bpasoBaHMe XMMEPHbIX FTEHOB HE BO3MOXHO

. HacneactBeHHbIM MOHOTEeHHbIM 3a601EeBaHUAM;

0. AnnenbcneumduUyHom akcnpeccmu.



HasoBute Bce XapaKTepUCTUKU FEHETUUYECKOro Koaa:

A. Cneumduyeckmin, TPUNNETHbIN, YHUBEPCA/IbHbIN, MEPEKPbIBAOLLNIACS;

b. He cneundunyecknin, yHMBepcanbHbIi, HE NEPEKPbIBAIOLLMIACA, BbIPOXKAEHHDIN;
B. TpunneTHbIN, YyHUBEPCANbHbIM, HE NEPEKPbIBAIOLLNINCA, BbIPOMXKAEHHbIN;

I'. YHUBepcanbHbIN, cneunpuyeckmnin, TOMNAETHbIN;

L. BbIpoXXAEHHbIN, TOUNAETHbIN, MEPEKPbIBAOLLLUIACA.

BTOopMUYHOE HEepPaCXoXKAEeHUe XPOMOCOM — 3TO:

A. HepacxoxaeHne XpoMoCOM BO BTOPOM A€/IEHUN MEN03a;

b. [Ba cnegyowmx Apyr 3a APYroM HEPACXOXKAEHMA XPOMOCOM, CHa4yasia - B MepBOM, a 3aTem — BO
BTOPOM Zl€/1eHUM MEeN03a;

B. HepacxoxaeHue XpoMOCOM B Meio3e Y MHANBUAYYMA, YIKE MMEIOLLLETO XPOMOCOMHYHO
naToNoruio;

I. HepacxoskaeHne Xpomocom BO BTOPOM Ae/1eHUU APOBAEHUA 3UrOTbI;

[. HepacxoKaeHne XpoMoCcom B Meio3e Y Hocutena pobepTCOHOBCKOM TpaHC/I0Kaumum (KoTopas
BO3HWKAET NPU LEHTPUYECKOM CAUSHUMU ABYX XPOMOCOM).

Kaxpana xpomocoma nocne penanKaumm COCTOMT U3 ABYX KOMMNOHEHTOB, Ha3blBaeMbIX:
A. Xpomomepbl;

b. Xpomatngpi;

B. UeHTpomepbl;

I. LleHTpronu;

[. CnyTHUKMW.

Benok-Koaupylowmm reH — 31o:

A. Yuactok OHK, koaupytowmin nonmnentmaHyo uenb;

6. ®parmeHT NnonmnenTuaHoOM Lenw;

B. Anbda-catennntHaa nocnegosatenbHoctb AHK;

I. NosTOpAtOWAAca nocnegosatenoHocTb AHK;

. NocnepoBaTenbHOCTb, PACNON0XKEHHAA A0 CTAPTOBOM TOUKM TPAHCKPUMLUN.

Ha aonto xpomocombl X yenoBeKa NpUXoAUTCA:

A. MeHee 1 % BCero reHeTU4ECKOro matepmana, CoaepHalLeroca B KNeTKe;

B. MpnbnunsutenbHo 5 % BCero reHETUYECKOro MaTepmana, CoAEpPKaLLEroca B KNETKE;

B. bonee 20 % Bcero reHeTUYECKOro MaTepuana, CoaepKallleroca B KNeTKe;

. bonee 50 % Bcero reHeTU4YECKOro matepunana;

[. KonnyectBo reHeTM4YeCcKoro maTepumana, KOTopoe CUNbHO KosliebneTca B K/eTKax 04HOro
OpraHM3ma B 3aBUCMMOCTU OT CTagMM OHTOreHe3a M TMNa KAEeToK.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEHTa Bblbepute 6yKBEHHbIA KOMNOHEHT. BYKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0aAUH pa3, 6onee oaHOro pasa uam He BblbpaH Bosce. CUHApPOM:

A. Cungpom KnaitHdpenbtepa;

b. CuHgpom TepHepa. HapyweHMe NONOBOro pasBUTUA:

1. Hepopassute MONOYHbIX Kenes;

2. AHOMmanbHoe pasBUTME MATKU U BNaraiuLLa;

3. AAMYHUKM He onpeaenalTcs;

4. AmeHopes.

A.A1,4;,623

6. A3; 61,2,4

B.B1,2,3,4

B uHtepdase mexkay 1-m u 2-m geneHnammn meinosa, NPOUCXOAMUT:

A. Pennukauma Xxpomocom;

b. Pennnkauna He umeeT mecTa;

B. MponcxoauT AMMUHYLMA (noTepa onpeaenéHHoM YacTh) XpOMaTHHa;
I. NMpouncxoanT KPOCCUHIOBED;

. Mpouncxoaut cnupannsauya XPOMOCOM.

Hanbonee yacToit NPMUMHOI BOSHUKHOBEHUA BPOXKAEHHbIX AePopmauuii ABNAIOTCA:
A. MexaHn4yecKkune NpuYmHbI;

b. BpoxkaeHHble NOPOKM pa3BuTmA;

B. ®yHKUMOHANbHbIE HAPYLUEHUS;

I'. TepaToreHHble BO34ENCTBUA;

L. TeHHble myTaumu.

Ona HeltpodpmnbpomaTosa 1 TMNa xapaKTepHO Hanuuue:

A. TeneaHrmaKTasuim

6. Cegon npsam Bonoc

B. l3meHeHWn HOrTeBOM NACTMHbI NO TUMY "4acoBble cTekna"
I. entyxu

[. BecHyweK B noaAMbIWEeYHbIX obnacTax

HapyweHue paBHOBeCUA MeXAy CTUMY/IUPYIOLLUM AEeACTBUEM OHKOFeHOB U 610KMpyowmm
AeicTBMEM FeHOB-CYNPEeCcCOPOB Ha KNETOUYHbINA LMK MOXKET NPUBECTU K:

A. XpOMOCMHbIM NepecTpoiikam

b. Pa3sutuio onyxonu

B. lMoAsneHUto myTaumn B reHe

. MHaKTMBaLMM reHOB, PACMO/IOKEHHbIX B UMMPUHTMPOBAHHbIX PAaNOHaX

. CHUXKEHWUIO reHHOM 3Kcnpeccum



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMamn. na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BblibpaH BoBce. YpoBeHb MacCOBOro
o6cnepoBaHuA bepeMeHHbIX KeHLWWH:

A. Nepsbliis;

b. Bropoii. Chy»x6a, ocywectensaiow,an obcnegosaHue:

1. AKyLLUepCKO-TMHEeKONornyecKas;
2. Meauko-reHeTU4YeCKas;
3. TepaneBTHyeckKas;
4. Xvpypruyeckas,
5. Nepuartpuueckas.
A.A2; b4

b. Al; B2

B. A2; B3

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

6. KomnnemeHTtapHocTtb uenen OHK;

B. AMnanduKaums;

I. Pectpukums;

[. JeHaTtypauma.

Bapuauma uncna Konmia (CNV) - aTo HasBaHue gnA:

A. 3ab6oneBaHUM UMNPUHTUHT3;

b. MOHOreHHbIX CUHAPOMOB;

B. MUKpoaeneumoHHbIX/MUKPOAY NINKALMOHbIX CUHAPOMOB;
. MUTOXOHAPWANbHbIX BoNesHewn;

[. HacneacrtBeHHbIX 60one3Hen obmeHa.

CoxpaHeHue reHeTU4YeCcKo MHPOpMaLMK B PAAY KNETOUYHbIX NOKONIEHUU NMPOUCXOLUT B
pe3ynbrare:

A. CnnalicuHra;

b. Pennukauyuu;

B. TpaHCcKpunuum;

I. TpaHCchAuum;

L. MpoueccuHra.



PUCK poxaeHna y Hemonopon matepu pebéHka c cuHapomom [layHa, obycnosneH
0Cc06eHHOCTAMM rameToreHesa y KeHwuH: b

A. BbicoKkol nponnepaTBHON aKTUBHOCTbIO OOFOHWEB, CONPOBOXKAAOLWENCA OWNMOKaMK B paboTe
OHK-nonnmepasbi;

6. BoNbLWOWN ANNUTENBHOCTBIO CTaAUM ANKTUOTEHDI Y HEMOJIOAbIX XEHLLMH, CONPOBOXKAAOLWENCA
POCTOM BEPOATHOCTM HAPYLUEHMIM annapaTa BepeTeHa Ae/leHuns;

B. Bo3pacTtaHmem 4acToTbl HEPAaBHOrO KPOCCUHIOBEPA B raMeToreHese y HEMOJIOAbIX KEHLMUH;

. O6wmMm BO3pacTaHMEM YacTOTbl TOYKOBbIX MyTaUMI Y MKEHLNH cTapLue 35 nerT;

[. HapyweHuem cuctembl penapaumm AHK.

FeTepo3uroTHbI HOCUTE/Ib aHOMA/IbHOrO ayTOCOMHO-PEL,ECCUBHOIO reHa KeHUJ/ICA Ha
HOCUTE/IbHULE TAaKOro e reHa. BepoaTHoCTb 3a6oneBaHUA ANa UX AeTel COCTaBNAeT:
A. O;

b. 25%;

B. 33%;

. 50%;

. 100%.

HapywieHune paBHOBeCUA MeXAy CTUMY/IUPYIOLLUM AEAUCTBUEM OHKOFeHOB U 610KMpyowmm
AeicTBMEM FeHOB-CYNPEeCCOPOB Ha KIETOYHbINA LUK MOXET NPUBECTU K:

A. XpOMOCMHbIM NepecTponKam,;

b. PassuTtuio onyxonu;

B. NoasneHntio myTauum B reHe;

I MHaKTMBaLMM reHOB, PACMO/IOKEHHbIX B UMMPUHTMPOBAHHbIX PAaNOHaXx;

. CHUXKEHWUIO TeHHOM 3KCnpeccum.

OCHOBHbIe XMMUYECKUe CBA3U, y4acTByloLMe B POPMUPOBAHNM B3aUMOLENCTBUA MeEXKAY
KomnaemeHtapHbimu uenamu AHK:

A. BogopoaHble cBA3y;

b. ®PochoanadpupHblie cBaA3y;

B. MNonnnenTtuaHbIe CBA3Y;

I. loHOpHO-aKLEeNToOpPHble CBA3Y;

. VloHHble B3anmoaencTeums.

B ABYX TPYAHOAOCTYMHbIX FOPHbIX CENEHUAX OAHOr0 HALLMOHANIbHOIO PerMoHa 4acToTbl rpynn
KPOBM Yy YUTeNei pe3Ko 0TIMYalTca. 3To, N0-BUANMOMY, BbI3BaHO:

A. Pa3HbiM ypoBHEM 0TOOPa;

6. Apeindom reHos;

B. Pa3Hbim ypoBHEM MYTaUMOHHOIO NPoOLLEecca;

I. CHUKEHMEM YPOBHSA reTepo3urorT;

. YpoBHem oTb60pa.



Mpu onpeaeneHnu 3urotHocT 6an3He,0B Hanbonee ToueH:
A. MoAncMMNTOMaTMYECKUN METO.,;

b. AHanu3 rpynn KpoBsy;

B. AHanu3 gepmatornndukm;

. AHanm3 BbICOKO BapmnabenbHbix mapkepos [AHK;

L. TecT no nepecagke KOXM.

CMHANTOHEMHbIA KOMNAEKC — 3TO:

A. PeuenTopbl CIOXKHOM CyObEeANHUYHOWN CTPYKTYPbI, KOTOpble GOPMUPYHOTCS Ha
UMTONa3mMaTMYeckon membpaHe;

6. Komnnekc pubocom B ooumTe NepBOro NopaaKa, B KOTOPbIX MAET aKTUBHbIN CMHTE3 BenkKa;

B. benkoBas CTpyKTypa, BO3HUKAlOLWAsA B Npodase NepBOro MeEMOTUYECKOTO AeNEHUA MEXAY O,BYMA
rOMOIOTMYHbBIMM XPOMOCOMAMMU;

I'. benkoBas CTpyKTypa, baarogapa KOTOPOW 4Ba rOMO/OrA YAEPMKMBAKOTCA BMECTE B AMAKUHE3e-
meTadase 1-ro MermoTUYEeCcKoro aeneHus;

[. Komnnekc Nronbgxu.

FeTeporameTHbIM Ha3biBaeTCA:

A. MNon, B ANNNOMAHOM KNETKE KOTOPOro MMEOTCA A,Be OAUHAKOBbIE NO0BblE XPOMOCOMbI;
B. Mon, B AMNAoONAHOM KNETKe KOTOPOro MMELDTCA ABE Pa3Hble N0J/1I0Bble XPOMOCOMbI;

B. OpraHu3am ¢ $peHOTUNNYECKMMM MPU3HAKAMM MYKCKOTo Nona;

. OpraHn3m ¢ GeHOTUNNYECKMMU NPU3HAKAMM }KEHCKOIO NoNa;

. OpraHn3m ¢ XpOMOCOMHbIMW NEPECTPONKAMM NONOBbLIX XPOMOCOM.

OnA BOSHMKHOBEHUA pobepTCOHOBCKOM TPaHCI0Kauum Heobxogmm:
A. OaMH XPOMOCOMHbIM Pa3pbiB;

b. [1Ba XpOMOCOMHbIX pa3pblBa;

B. He meHee Tpéx XpOMOCOMHbIX pa3pblBOB;

. XpOMOCOMHbIe pa3pbiBbl HE HYXHbI;

[. MHoeCTBeHHble XPOMOCOMHbIE Pa3pbIBbl.

MNocnepoBaTeNnbHOCTb AMUMHOKUCAOT B NOIMNENTUAHOM Lenu onpeaenseTca:
A. KoHpopmauuen pnbocomHbix 6enKkos;

b. MocneposaTenbHOCTbIO HYKNeoTUA0B MPHK;

B. NMocnepnosatenbHOCTbIO HYKNeoTNA0B TPHK;

. AKTUBHOCTbIO GEPMEHTOB NOCTTPAHCAALUMOHHOM MoANPUKALMN;

L. MocneposatenbHOCTbIO HYKNeoTnaos pPHK.



AHK-30HA, - 370!

A. NocnepgosatenbHoctn AHK, coctoawan ns 20-25 HyKneotnaos;

b. EAMHMYHbIE pacceaHHble HYKNeoTuabl;

B. MocnepoBaTeNbHOCTb HYKNE0TUA,0B, KOTOPbIE Y3HAET PECTPUKLMOHHAA SHAOHYKNEea3a;
I'. MocnhepgoBaTtenbHocTb AHK ANMHOM HECKONBKO M/TH. Nap HYKNEeoTUAOB;

. PparmeHT AHK ¢ $1yopoXpoOMHOIM METKOM.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMaAMU. [Na KaxKaoro
NPOHYMepPOBaHHOI0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BblbpaH Bosce. TUNbl NepecTpoek:
A. TeHOMHbI€e;

B. XpomocomHble. MepecTpoiiku:

1. UuBepcuum;

2. Nonunnongum;

3. TpaHcnoKauum;

4. feneuunn;

5. Tpucomuuu;

6. Nonncomuu;

7. Aynankauyum.

A.A5,6,7; 61,3,4,7

6.Al1,2,5; 61,2,3,4

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

K 60n1e3HAM 3KCnaHCMM TPUHYKNeoTUAHbIX nosTopoB HE oTHOCAT:
A. Atakcua @puapeiixa

b. CnuHouepebennApHana atakcua

B. bonesHb M'vnnena-J/inHaay

I. XopeAa eHTUHITOHa

A. CuHgpom MapTtuHa benn

BTropuyHoe HepacxoXaeHue XpoMmocom — 3TO:

A. HepacxoxaeHne XpoMoCcoM BO BTOPOM AEeNE€HUM MeN03a;

b. [lBa cnegyrowmx apyr 3a 4pyrom HepacxoXxKaeHMAa XpOMOCOM, CHayana - B NepBom, a 3aTem — BO
BTOPOM A€eNeHnn Meio3a;

B. HepacxoxxaeHne XpoMocom B Meno3se y MHAMBUAYYMA, YHKE MMEIOLLETO XPOMOCOMHYHO
NaToNoruIo;

I'. HepacxoxaeHmne XpomMoCcoM BO BTOPOM AeneHumn apobieHuns 3urotbl;

[. HepacxorKaeHne XxpoMocomM B Meno3e y Hocutena pobepTCOHOBCKOM TPaHCI0KaLUMK, KoTopan
BO3HMKAET NPU LLEHTPUYECKOM C/IMAHUUN ABYX XPOMOCOM.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEHTa Bblbepute 6yKBEHHbIA KOMNOHEHT. BYKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa unm He BblbpaH BoBCe.

A. CuHgpom Yuwepa

b. HacnepctBeHHaA HeMPOCEHCOPHAA TYroyxocCTb
B. CuHpgpom BaapaeHbypra
1. FeTepoxpomua pagyKKu
2. Mytauuu B reHe GJB2
3. TyroyxocTtb

4. bone3Hb NMpwnpyHra
5. Cnenora

6. Cepasa npaab BONOC
A.A.2,4,55b.1,3,B.3,5,6
6.A.1,3,6b6.3,4,5B.2,3,5
B.A.3,5b6.2,3B.1,3,4,6

Mpu wnsodppeHn KOHKOPAAHTHOCTb MOHO3UTOTHbIX 6113HeL0B (MB) coctaBnsaeT 80%, a
AU3UroTHbiX 6amnsHenos (AB) - 13%. 3To cBA3aHO C TeM, YTO AaHHOe 3aboneBaHue 06ycnoBneHo:
A. F'eHeTnYecKUMM paKkTopamu;

B. ®akTopamu BHelUHel cpeabl;

B. ®aKkTOopamu BHeLLHeN cpeabl NpU onpeaeneHHOM reHeTUYECKOM NPeapPacnoioKeHU;

I. AnureHeTMYECKMMM DaKTOpaMK;

[. HenonHow neHeTpaHTHOCTbIO ONpeaeneHHOro reHa.

Mpu HacnheaCTBEHHOM OHKOI0TMYECKOM CUMHAPOME ONyX0J/1b BO3HUKAET Y pPa3HbIX Y1eHOB CeEMbU B
pe3synbrare:

A. lepmMMHaNbHON MyTauuMM B FeHe;

B. ComaTnyeckon myTaumm B reHe;

B. HakonneHua B KNeTKe NoBpeXKAeHUIM B reHax ¢onaTHOro UUKNa;

I. Jeneunmn B meXreHHOM y4acTKe;

L. Tvinepakcnpeccnu reHoB LUTOCKeseTa.

Y 34,0p0BOM Cynpy»KecKon napbl poauaca pebeHoK ¢ axoHaponiasueil. BepoAaTHOCTb TOro, YTo y
BTOpOro pebeHKa byaet axoH4poNiasus, COCTaBAsAET:

A. 50% He3aBMCMMO OT NoANa;

B. 25% He3aBucMmo OT Nona;

B. Bce neBouku byayTt 60nbHbI;

I'. Bce manbymkun 6yayTt 601bHbI;

[. O6uwenonynAauMOHHbIA PUCK.



Y nayueHTa XKeHCKOro nosa OTMe4YaeTCcA BPOXKAEHHbIN NOPOK CepALa, paclennHa BepxHero Heba
u +F3:L10runonnasua tumyca. Cneayet npeano/ioXuUTb:

A. Cungpom Anaxkunns

b. T'MnepTpoduyeckyto KapgmommonaTuio

B. CuHgpom peneumnn 22q11.2

. BoneHb ®abpwn

L. bonesHb MNowe

YCTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMaAMU. [Na KaxKaoro
NPOHYMePOBaHHOr0 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa unm He BblbpaH Bosce. OnpeaeneHue:

A. ®parmeHT 04HOI XpPOMOCOMbI NPUCOEANHAETCA K NOBPEXAEHHOMY KOHLY APYroi;

b. Pa3pbiB XpOMOCOMbDI B ABYX MeCTax U nocaegylouiee coeguHeHue 3Toro ¢pparmeHTa, Ho C
nosopotom Ha 180 rpaaycos. ABneHue:

1. Fannompus;

2. Tetpannoungus;

3. fJeneuus;

4. UuBepcus;

5. TpaHcnoKaums.

A. Ad; b5

b. A5, b4

B. Al; B4

Ecnu 340p0OBbIA MY>KUMHA XKEHAT Ha XKeHLMHE C ayTOCOMHO-peL,eccuBHO GOpMOin BPOXKAEHHOM
FNYXOTbl, U 3TOT 6paK He ABNAETCA POACTBEHHBIM, TO PUCK YHAc/1e40BaHUA INYyXOTbl ANA UX AeTen
COCTaBAfAET:

A. OueHb HU3KYI BeNNUYMHY (6N3KYIO K HYN1O);

b.1/8;

B.1/2;

r.3/4;

. BennumHy, 6aun3Kkyto K 100%.

Kak nepekBanndmumnposatb BapuaHT HYKN1€O0TUAHOK NOCNeA0BaTe/IbHOCTU HEACHOTO 3HAYEHUA.
A. PYHKLMOHANbHbIN aHaNuU3 in vivo;

b. npoBeneHune cerperayMoOHHOrO aHaIn3a B CEMbE;

B. dyHKUMOHANbHbIM aHanms3 in vitro;

. npoBeaeHne A0NONHUTENbHbIX CNeUMPUIECKUX ANA AaHHOTO BapMaHTa KAMHUYECKMX
nccnenoBaHui;

L. BCe BepHoO.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEHTa Bblbepute 6yKBEHHbIA KOMNOHEHT. BYKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa unm He BblbpaH BoBCe.

. CuHgpom JInHua

. CemeiHbIV aaeHOMaTO3HbI NOAUMNO3

. Cunapom MeiiTua-Erepca XapaKktepuctuku:

. XapaKrepHa MMKpOCaTeNUTHaA HecTaunabHOCcTb (MSI)

. lTunepnurmeHTtaumsa B paoHe ry6

. Hannumne mHoXKeCTBEHHbIX NOMNOB B KALLUEYHUKE

. FamapTomHble noaunbl

. BbICOKMI pUCK paKa NPAMOIA KULLKK

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

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

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

>

o>, WNEON

K Hanbonee yactbim XxpomocoOMHbIM abeppauunam B matepuane U3 CamonpousBoJ/IbHbIX
BbIKMAbiLIe nepBoro Tpumectpa 6epemMeHHOCTU OTHOCATCA:

A. Tpunnonaums;

b. Terpannonaus;

B. Tpncommna 21 xpomocomsl;

. Tpucomma 15 xpomocombl;

. CTpyKTypHble abeppaumm.

MonoBbiMKU XPOMOCOMaMM Ha3bIBAKOTCA XPOMOCOMDI:

A. lTonoBbIX KNETOK;

b. YuacTeyowime B KpOCCUHIoBepe;

B. Hannume KoTopebix B KapnoTune onpeaenaeT noa opraHM3ma;

I. CopeprKalme TONbKO reHbl, 4eTepMUHUPYIOLLIME PA3BUTUA NOAQ;
A. Fpynnbl A.

MexaHM3MOoM BO3HMKHOBEHUA CTAaHAAPTHbIX MUKpPOAENeLunil ABNAeTCA:
A. HeromonornyHoe KoHUeBoe npucoeamHeHue;

b. HeannenbHasa romonorMyHana pekomouHaums;

B. lMepeKkntovyeHmne maTpuupl B NpoLecce penamkauym;

I. DKCNaHCKA TPUHYKNEOTUAHbIX MOBTOPOB;

. Chnanue Tenomep.



B nonynauuu 3a 8 net pogmunocb 500 000 HOBOPOXKAEHHDIX, CpeaUn KOTOpbIX 06HapyKeHo 45
60nbHbIX ¢ peHUNKeTOHypuein. YacToTa reTepo3nroTHbiX HocuTene coctTaBnnAeT:

A. 10%;

b. 5%;

B. 4%;

r.2,5%;

4. 1,9%.

Cepan npaab BONOC, reTepoXpomMua PaayKKU U TYroyxocCTb ABAAIOTCA NPU3HaKaMu:
A. Cungpoma M'vmnnena-SlaHpgay

b. CuHapoma BaapaeHbypra

B. CuHapoma [pase

I. BenokapanodaumanbHOro cMHApoma

A. CuHgpoma TepHep

Tenomepa — 370:

A. lMepeTaxKa, pasgenatowan XxpoOMoOCOMYy Ha 4Ba N/eya;
b. YyacToK npukpenneHua sepetTeHa AeneHuns;

B. YuacToK, UrpatoLuii rnaBHyto poab B AENEHUUN KNETKMY;
I. KoHUeBbIe Yy4aCTKM XpPOMOCOM;

[. Y4aCTKM XpOMOCOMHbIX Naeu.

Mpu Nnogo3peHnn Ha aHIYNNOMAMUIO Y NALMEHTa, NS YTOYHEHUA ANarHo3a, Heobxoaumo
Ha3HAYUTDb

A. AHaNKn3 cNekTpa aMMHOKUCNOT U aUUNKAPHUTUHOB KPOBM

b. NunToreHeTMueckoe nccnenoBaHne KapmoTmna

B. CekBeHunpoBaHue no CeHrepy

. NGS-cekBeHMpOBaHME NO NaHeNn reHOB

[. OnpegeneHne ypoBHA MUKO3aMUHOI/TMKAHOB MOYM

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

b. Anbda-caTennnTHbIX NocnenoBaTe/IbHOCTEN;

B. MoBTopstoweiica nocnegosatenbHocTn -TTAGGG-;
. GC-6oraTbIx NocnenoBaTebHOCTEN;

L. PacceaHHbIX NOBTOPOB.



B npouecce cnaaiicMHra NPOUCXOAMT:

A. YasoeHue AHK;

b. CnHtes PHK;

B. Bblpe3aHune MHTPOHOB M3 NEPBUYHOIrO TPAHCKPUMNLMOHHOIO NPOAYKTA;
I. CuHTe3 6enka;

. CuHTes ATO.

YCTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMAMU. [Na KaxKaoro
NPOHYMepPOBaHHOr0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa unm He BblbpaH BoBCe.

. Hetipodpubpomaros 1 Tmna

. Ty6epo3HbIii cKnepo3 KnnHnueckne npoasneHus

. [nnoma 3putenbHbIX HePBOB.

. AHrMONMNOMBbI NOYEK

. Pabgomuoma cepgua

. MHOXecTBeHHble MEHUHIMOMDI

. AHrModUbpPOMbI KOXKM LA

. YUacTKu runepnmMrmeHTanmMm "BecHyLWKK" B NoAMbILLIEYHbIX 06nacTax
.A.2,3,5,6b6.1,3,4

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

B.A.1,4,65b.1,2,3,5

>OUVUNAWNERGADD

Onpepgenute NnpMMepHOEe KOAMYECTBO 6e10K-KoaupyoLWmMxX reHoB B reHoMe YeNi0BeKa:
A. 1000;

6. 5 000;

B. 10 000;

r. 20 000;

[. 60 000 n 6onee.

KomnneKkc usmeHeHuit B BUAE KOCONANOCTU HUMKHUX KOHEYHOCTEN U HapyLueHUA GyHKLUU
OpPraHoOB Ma/ioro Tasa y pebeHKa co CMMHHO-MO3roBOM rpbiXKeii cneayeT pacueHUTb, Kak:

A. Accoumaumio;

b. CuHapom;

B. CekBeHuUMio (mocnenoBaTenbHOCTb AU CNeacTBUE);

. Manbdpopmaumtio;

L. Anspynuymio.



Ecav MMNPUHTUPOBAHHDIN reH 3KCNPeccUpyeTca C OTL,0BCKOM XPOMOCOMbI, TO HA MaTEPUHCKOM
XpOMOCMe 3TOT reH:

A. He akcnpeccupyeTcs;

B. MimeeT NoBbILWEHHYIO 3KCMPECCUIO;

B. Torke aKcnpeccupyeTcs;

I. Ero akcnpeccma HECKONbKO CHUXKEHa;

L. XapaKTepunayeTca OTCPOYEHHOM 3KCNpPeccuen.

FeHbl TP53 n RBloTHocATCA K:

A. OHKoreHam;

b. leHam-cynpeccopam onyxoaeBoro pocTa;
B. leHam «a40oMalUHero xo3ancrea;

. UMNPUHTUPOBAHHbIM reHam;

[. MUTOXOHAPWANbHBIM reHaMm.

OCHOBHbIM METO40M ANArHOCTUKU HapyLUEeHUA 06MeHa aMUHOKUCIOT ABNAETCA:

A. UccnepoBaHne 6enKOBOro cnekTpa niasmbl KPOBU

b. OnpegeneHne KOHUEHTPALMM AaMUHOKUC/IOT KPOBU U MOYM

B. KnMHWKO-reHeanornyeckme gaHHble: Haiinmyme B ceMbe ABYX CMOCOB CO CXOA4HOM CMMNTOMATUKOM
. MonekynapHo-reHeTMYecKoe uccnenosaHue

[. UuToreHeTnyeckoe uccnegosaHue

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU NO3ULMAMU. Ona Kaxkpaoro
NPOHYMEePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT MOXKeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce. HacnheacTBeHHble 60ne3HU:
A. bonesHb lNowe;

b. bone3Hb HumaHa-Nuka Tun A/B;

B. bone3Hb Tea-CaKkca. B HepBHbIX KNeTKaxX HaKan/MBaeTca:

1. CpuHrommenwuH;

2. NaHrnnosng, GM2;

3. NaHrnnosng GM1;

4. MaHH030-6-dpocdar;

5. TnoKouepebposung.

A. A5; B1; B3

b. A4; B2; B1

B. Al; b1; BS

AHK-auarHoctnka 6onesHe MMNPUHTUHIA CBOAUTCA K ONpeAeNeHuIo:

A. Paznnuuii B annenbHOM METUAMPOBAHUMN OTLLOBCKOM M MAaTEPUHCKON XPOMOCOM;
B. CTPYKTYpPHbIX MyTaLuMi B reHax;

B. 3D opraHusauum xpomaTmHa

I. KpynHbIX XpOMOCOMHbIX NepecTpoek;

. O4HOHYKNEeOTUAHbIX NONNMOPGU3IMOB.



Tpunner - 370:

A. Tp¥ aMMHOKMCIOTbI B NOAMMNENTUAHON Lenu;

B. KanupoBaHue 5'-koHua MPHK;

B. Tpu pagom pacnonoeHHble HyKkneotnga AHK, Kogupytowme ogHy aMUHOKUCNOTY;
. Tpn ageHNHOBbIX HYKeoTnaa B Nonn—A—xBoCTe;

L. AHOManbHaa TpexHuTeBana CTpykTypa AHK.

YKaxKuTe Knaccbl NOBTOPAKOLLMUXCA NOC/E[0BaTeIbHOCTEN, K KOTOPbIM OTHOCATCA MOBU/IbHbIE
31IeMeHTbI:

A. lpocTble NOBTOpPbI;

b. TaHaemHble NOBTOPbI;

B. PacceAHHble noBTOpPSLI;

. MannHapomsl;

L. YHMKanbHble nocienoBaTeIbHOCTH.

Kakne meToabl OTHOCATCA K O4HOMOJIEKY/IAPHOMY CEKBEHUPOBAHUIO?
A. ABTOMaTmnyeckoe cekBeHnpoBaHue no CaHrepy;

b. MonynpoBogHMKOBOE CEKBEHUPOBAHME;

B. NMupocekseHnpoBaHue;

. HaHOnopoBoOe ceKBeHNPOBaHUE;

. dnekTpodopes

B cocTaB reHa 3yKapuoT, KaK e AMHULbI HacneACTBEHHOM MHPOPMALLMKM, BXOAMT:
A. MpomoTop, MHULUUPYIOLLNI KOAOH, 3K30HbI, MHTPOHbI, TEPMUHUPYOLLMA KOAOH;
B. 9K30HbI;

B. UHTPOHbI;

I. MpomoTOop, UHTPOHDI;

. NMpomoTop, MHUUMUPYIOLWMIA KOAOH, MHTPOHbI, TEPMUHUPYIOLLNIA KOAOH.

CTpYKTYpbl, coeguHatowme CeCTPMHCKUE XpomMaTuapl U coaeprkawime cneumndpuyecKkyro
nocneposatenbHocTb AHK, Heobxogumyto gnsa cerperaumMm Xpomocom, Ha3biBalOTCA:
A. Hutn BepeTeHa;

b. KnHetoxopesl;

B. LleHTpOomepbl;

. Catennutsl;

L. Xpomomepesl.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEHTa Bblbepute 6yKBEHHbIA KOMNOHEHT. BYKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa unm He BblbpaH Bosce. MNpuunHa 3aboneBaHus:

A. NaToreHHbIV BapMaHT B MUTOXOHAPUANIbHOM FreHOME;

b. MaToreHHbIW BapuaHT B AaepHOM reHome. 3abonesaHue :

1. CuHapom MELAS;
2. Atpodusn 3putenbHoro Hepsa Jlebepa;
3. CuHApOM PeKnnHrxayseHa;
4. CuHapom AHrenibMmaHa ;
5. deHnnkeTOHYpPUA
A.Al1,2,3; B5
6.Al1,2; 63,4, 5
B.Al1,5; 62,3,4

CsAa3u, yaepusawwme uenu B gsoitHou cnupanu AHK obpasoBaHbi:
A. Mapamu pocdaTos;

b. Mapamu a30TUCTbIX OCHOBAHWI;

B. Mapamu HUTpaTOB;

. docpatom n caxapom;

[. Caxapom 1 a30TUCTbIM OCHOBaHUEM.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU NO3ULMAMU. [nA KaxKAaoro
NPOHYMePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BblIbpaH BoBce. TUMbl NepecTpoek:
A. leHOMHDbIE;

B. XpomocomHblie. MepecTpoitku:

1. UHBepcuu;

2. Monunnonpguw;

3. TpaHcnoKauum;

4. Neneuunn;

5. Tpucomuu;

6. Monucomuu;

7. Qynankauun.

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

6.A1,4,6;61,34

B.A2,5,7;61,2,3

Y 34,0p0BOM Cynpy»KecKou napbl poauaca pebeHoK ¢ xoHapoauctpopuen. BeposaTHOCTb TOro, UTO Y
BTOpOro pebeHka byaert xoHapogucrpodpus, coctaBnser:

A. 50% He3aBUCMMO OT NOAa;

B. 25% He3aBMCKMMO OT Nona;

B. Bce neBouku byayT 60nbHbI;

I'. Bce manbymkun 6yayTt 601bHbI;

. ObwenonynAUMOHHbIN PUCK.



FeHOm yenoBseKa 3T0:

A. BenkoBbIV annapaT KNETKM, COAEPKALLUA COBOKYMHOCTb BCEX MONEKYT CTPYKTYPHbIX 6eNKoB 1
dbepmeHTOB;

b. HacnencTtBeHHbI annapaT KNETKM, COAEPKaLLMIA BeCb 06bemM MHDOPMaLMKM, Heobxoanmon ana
Pa3BUTMA OPraHM3Ma;

B. DHepreTnyeckuit annapat KNeTky;

. COBOKYMNHOCTb BCEX IKCNPECCUPYIOLLMXCA MONEKY N B KNETKE;

. COBOKYNHOCTb BCEX METUIMPOBAHHbIX NOC/IeA0BaTE/IbHOCTEN B KNETKE.

"®abpukamu 6enKa" B Knetke ABNAIOTCA:
A. Pubocombi;

6. MutoxoHapuu;

B. UmMTonnasma;

I'. Nepokcmcombl;

. lnzocombl.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3ULMAMU. [NA KaxKa0ro
NPOHYMEPOBaHHOTIO 31eéMeHTa BbibepuTe 6yKBEHHbII KOMMNOHEHT. ByKBEHHbIA KOMMNOHEHT MOXKeT
6bITb BbIOpaH 0AMH pa3, 60nee oaHOro pasa uam He BbibpaH BoBce.TUN HacNe[0BaHUA:
A. AyTOCOMHO AOMUWHATHbIW ;

b. AYyTOCOMHO peL,eCcCUBHbIA;

B. X-cuenneHHbi TMN. 3aboneBaHue:

1. CuHapom 3aBapAaTCa;

2. Henpodpunbpomaros;

3. Xopeun FeHTUHITOHa;

4. Muopguctpodpus [iioweHa;

5. AApeHO-TeHUTa/IbHbIU CUHAPOM.

A. A2,3; B5; B4;

6. A4, B3; B5

B. A2,3; b4; B4

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

b. AHK-nonnmepasa;

B. Hykneasa;

. Tenomepasa;

. Pocdopunasa.



Monekyna OHK npeactasnset coboii:
A. OgHoUEno4YeYHY0 MONEKYNY;

b. [1ByXueno4yeuyHyo MONEKYNY;

B. TPUNUCTHUK;

. CoegmHeHne 6eH301bHbIX Konel;

[. Monnnentna,.

TaK Ha3biBaemoe "nunuo anbda" xapakrepHo ANA CUHAPOMA:
A. Bunbamca

b. AHrenbmaHa

B. Bonbga-XmpLuxopHa

I. PoTopa

A. Anaxkunna

Y nauuMeHTa My»CKOro nona 3-x IeT ¢ MbILIeYHOM cNaboCcTbio M Pe3KMM NOBbILLEHNEM YPOBHA
K®K cnepyet B nepsyio ouepeab NpeanoNoXuTb:

A. Jncnnasunio coeanHUTENbHOM TKaHN

b. Atakcuto ®peaperixa

B. bone3Hb KeHHeaun

. Muoauctpoduio ioweHHa/bekkepa

4. Nunoguctpoduto

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU NO3ULMAMU. [Na KaxKaoro
NPOHYMepPOBaHHOrO 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbI6paH 0AUH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce. HOBOPOXKAEHHDIN:
A. 1OHOLUEHHDbIA;

b. HepoHoweHHbI. CpokKu 3abopa KpoBU 419 HEOHATA/IbHOTO CKPUHUHTA:

1. Cpasy nocne poxpeHus;

2. B nepBblii AeHb }XU3HWY;

3. Ha yeTBepTbIA AEHb }KU3HMU;

4. Nocne 7 paHeM XKNU3HMW.

A.A3; b4

b. Al; B3

B. A2; b1

B metadaze m1MTO3a XpPOMOCOMbI:

A. CTpeMUTENbHO ABUNKYTCA K NOMOCAM AENEHUA KNETKU;

b. Pacnonaratotcs B 3KBaTOPUANbHOM NIOCKOCTU KNETKMU;

B. O6pasytoT ABe KOMNAKTHbIE rPYnMbl B PalAOHE NONOCOB AENEHUS;
I. NMocTeneHHO CTAHOBATCSA MeHEEe KOMMNAKTHbIMU U HEBUAMMbIMMU;
. O6pasytoT xnmasmbl.



Ynbrpaduonetosbie y4n MOryT Bbi3biBaTb:
A. l'eHHble myTauuu;

B. XpomocomHblie abeppaunu;

B. leHOMHble myTaumu;

I. F[eHHble ¥ reHOMHble MyTaLuuu;

L. FTeHOMHbIe 1 XpPOMOCOMHbIE MyTaUMMN.

YCTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMaAMU. [Na KaxKaoro
NPOHYMepPOBaHHOr0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa Uam He BblbpaH BoBce. Mon yenoseka:
A. leTeporameTHbIi;

b. lomorameTHbIA. XapaKkTepeH ana:

1. myXKcKoro nona;

2. YXeHCKoro nona;

3. MYXCKOrO U YXeHCKOro nona;

4. nvy, c kKapunotunom 47, XXY;

5. any c Kapuotunom 45, XO0.

A.Al; B2

b. A2; b1

B.Al,4; b2

YcTaHOBUTE COOTBETCTBUE MEKAY NPeAcTaBAeHHbIMU No3uLMamMU. [na Kaxxporo
NPOHYMEpPOBaHHOIO 31eMeHTa BbibepuTe 6yKBEHHbII KOMMNOHEHT. ByKBEHHbIA KOMMNOHEHT MOXKeT
6bITb BbI6paH 0AUH pa3, 6onee ogHOro pasa uam He BblbpaH BoBCe.

. bonesHb ®abpu

. bonesHb XaHTepa

. PeHUnKeToOHYpPUA

. CKPMHUHr-TecT mouun F'Al

. AHanus reHa PAH

. AHanU3 aKTMBHOCTU IN30COMHbIX pepMmeHTOB

. PopmunpoBaHue aHrMoKepaTom

. OnpepeneHne KOHUEHTPALUMU aMUHOKUCNOT B KPOBU

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

6.A.1,36.4,5B.2,3

B.A.1,26.3,5B.4,5

U HWNERONDD>



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa unm He BblbpaH BoBCe.

A. CTaHAapTHbIA aHaNUM3 KapuoTuna

b. MoKncK TOUKOBbIX CyTaL Uit

1. CuHgpom [pase

2. Cunpgpom MapdaHa

3. CuHapom [ayHa

4. bone3Hb [eHTUHITOHA

5. Mo3aunuHaa ¢popma cmHapoma daBapaca

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

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

B.A3,5b6.1,2

BONbLIMHCTBO HacNeACTBEHHbIX HapyLeHUt meTabonnMsma obycnosneHo:
A. JOMWUHAHTHbIMW reHaMu;

b. PeueccmBHbIMU reHamu;

B. LluTonnasamaTnyeckom HacnenCcTBEHHOCTbIO;

. XpOMOCOMHbIMW TPUCOMUAMMN;

[. TepaTtoreHHbIMM BO34EACTBUAMM.

DOnA a3yXpomaTMHa XapaKTepHbl:

A. Cnupanusauma B MHTepdase;

B. CoaepkaHue CTPYKTYpPHbIX reHOB;

B. MHTeHcMBHOE OKpalmBaHMe No G-MeToAMKe;
. HeakTnBHan KoHdopmaums;

[. Bonblioe KoNMYecTBO TaHAEMHbIX NOBTOPOB.

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

A. AULE

b. IYy;

B. YYA;

r.uur;

4. YALL.

EAVHMUEN reHeTUYECKOM KapTbl reHOMa ABAsieTCA:
A. CaHTUMOpraHunAaa;

b. HykneoTtnpg;

B. XpomocmHble 6eHAapl;

. KnoHnpoBsaHHble ¢pparmeHTbl HK;

[. DK30HbI U MHTPOHDI.



OCHOBHOI41 0COH6EHHOCTbIO reHeTUYECKOW CTPYKTYPbl U30NATOB ABNAETCA:
A. YBennyeHue gonm reteposunror;

b. YBennueHnune gonvm AOMUHAHTHbIX FOMO3UIOT;

B. YBennueHune gonm peueccuBHbIX FOMO3UIOT;

I. CHUXKEeHMe A0NUN PeLecCUMBHbBIX TOMO3UIOT;

. NpumepHO 04MHAKOBOE COOTHOLLEHWE FOMO- U FETEPO3UIOT.

YCTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMaAMU. [Na KaxKaoro
NPOHYMePOBaHHOr0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa unm He BblbpaH BoBCe.

A.bone3Hb BunbcoHa-KoHoBanosa

b. HachepacTseHHble aTakcumn

1. Tpemop

2.CHM)KeHMe ypoBHSA LepynonaiasmMmmHa Kposu

3. ®opmuposaHua Konbua Kansepa-PneiiwHepa

4. Nucdarna

5. Uuppos

A.A.2,3,4556.1,3

6.A1,2,3,4,56.1,4

B.A.2,4,5b6.1,2,5

Penankauma AHK —aTo npouecc:

A. MNepepaun nHpopmauum ¢ PHK Ha noannentuaHyto uens;
b. YasoeHnuna monekynbl PHK;

B. YasoeHua monekynbl HK;

. Nepegaun nudopmaumm ¢ JHK Ha PHK;

[. Bbipe3aHue MHTPOHOB.

Mo ayTocoMmHO-peL,ecCCUBHOMY TUMNY HacneAyeTcAa:
A. CuHgpoma MapdaHa;

b. HeltpodmnbpomaTos;

B. XopeAa eHTUHITOHa;

I. AxoHAponnasus;

[. AnpeHo-reHUTaNbHbIN CUHAPOM.

Y 60/1bHOro MMEITCA: 3a4ePXKKa POCTa, KOPOTKAA Wes, MaKPOKPaAHUA, aHTUMOHIO/IOUAHbIN
pa3pes rnas, aepopmauua rpyaHOM KNeTKU, K1anaHHbIA CTeHO3 IKrouHOM apTepuun. Hanbonee
BEPOATHbIA AWArHO3 CUHAPOM:

A. HyHaH

b. OnuTua

B. HenonHon TecTUKynApHO deMnHU3aumm

. MapTtnHa-benna

L. dayHa



BbibepuTte npaBuabHble O0TBETbI (MOXKeT b6biTb 601ee ogHOro). CUMNTOMOKOMNIEKCY CUHAPOMA
MapdaHa npucywm:

1) nopa)keHue NapeHXMMbl NOYEK,

2) naTtonorua opraHa 3peHus,

3) cKeneTHble gUcnNnasum,

4) cepaeyHO-coCyaUCTan NaTonorus,

5) 3apeprKKa NCUXOMOTOPHOrO Pa3BUTUA.

A.1,2n3

6.1,4un5

B.2,3u4

BeKtopHasa cuctema — 3T10:

A. Cuctema gna nepenayvm reHETUHECKOro matepuana BHYTPb KNETKU
b. Cuctema Habopa yHMKanbHbIX nocnegosatenbHocten JHK;

B. NosTopAatowaaca nocnegosatenbHocTb AHK;

. Cuctema BaKTEpPUA-XO3AMH;

[. MonnnentnaHaa nocneaoBaTeNnbHOCTb.

Crapgua KNeTouyHoro aeneHus Hambonee yaobHas pnsa M3ydeHUA XPOMOCOM:
A. MNpodasa;

b. MeTtagasa;

B. AHadasa;

. UHTepdasa;

. Tenodasa.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU NO3ULMAMU. [nA KaxKaoro
NPOHYMePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbI6paH 0AUH pa3. BeKTopHasa eMKOCTb:

A. Haunbonbluas;

b. HammeHbluan. BeKTOpHble KOHCTPYKL UK

1. PeTpoBupycHbie;

2. darosbie;

3. Ha ocHOBe MCKYCCTBEHHDbIX XPOMOCOM APOXKIKe;

4. NnasmupHble;

5. KocmugHbie.

A. Al; B5

6. A2; b4

B. A3; b4



YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3ULMUAMU. [NA KaxKa0ro
NPOHYMEPOBAHHOIO 3/1eMEHTA Bblbepute 6yKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa unm He BblbpaH BoBCe.

A. CnuHanbHaa mbiweYyHan atpodpumna

B. MbiweyHas guctpodpuna AroweHHa/beKKepa XapaKTepucTmka

1. NosbiweHUe neyeHoUHbIX pepmeHToB

2. Pa3HO06pa3Hblii BO3pacT Havyana

3. PeKoe nosbiweHue ypoBHA KOK

4. AYyTOCOMHO-peL,eCCMBHDbIA TUN HAC/eA0BaHUA
5. Apednekcua

A.A.1,56.2,3,4,5

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

B.A.3,5b.2,3,5

B AHK BcTpeyaloTca KOMmniemeHTapHble napbi:
A. T-Tn AT,
. A-Twnr-L;
B. I-U n A-LL;
r. A-L v U-A;
O.U-AunT-T.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3NLUAMU. OnA KaXKaoro
NPOHYMepPOBaHHOI0 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa unm He BblbpaH Bosce. 3aboneBaHus:
A. Cungpom KnsaitHpenbTepa;

b. Cunpgpom Maray;

B. Cungpom daBapAca;

. CuHapom TepHepa;

A. CuHpgpom [layHa. XpOMOCOMHbIE HapyLUeHUA:

1. Tpucomma 21;

2. Tpucomua 13;

3. Tpucomusa 18;

4. MoHocom#MA X.

A.bB2; B3; T4; A1

b.A2; b1;14;43

B.B2; B3;1; A4



Y }eHLWK Hbl BO BTOPOM TpumMmecTpe 6epemMeHHOCTU oTMmeYanacb cybdpebpunbHaa Temnepartypa,
Cbinb, GapUHrUT, WenHbIM "nmdageHnT. PebeHOK poaunca c Hu3Koit maccou tena (2100 r),
MmuKpouedanmei, KaTapaKkToun, ryxoToin, BpoXKaeHHbIM NOPOKOM cepaua,
renatocnnieHomeraanen, TPoMboLUTOoNneHNMYECKOM aHeMUen. ITOT KOMMNIEKC CUMNTOMOB
XapaKTepeH ansn:

A. l'epneTtunyeckon ambpuonaTunu;

b. KpacHywHon petonaTtuu;

B. Tokconnasmosa;

. XpOMOCOMHOWM NaToNornm;

[. UntomeranosupycHom nHdeKumu.

Tun Hacnepo0BaHMA IMNEPTOHUYECKOM 60n1e3Hu:
A. AyTOCOMHO-PELLECCUBHbIN;

b. AyTOCOMHO-4,0MMHAHTHbIN;

B. CuenneHHbIN ¢ X-XpOMOCOMOlA;

. MynbTUPAKTOPHbIN;

[. HeHacneactBeHHoe 3aboneBaHue.

KonxmumHoBaA MHaKTUBALMA BepeTeHa OCTaHaB/IMBAaeT MUTO3 Ha CTaguK:
A. AHadasbl;

6. MeTtadasbi;

B. Tenodasbi;

. UHTepdasbi;

4. Npodasbl.

M3 84000 peten, poaMBLUMXCA B TEYEHUE 5 1eT B NAaHMUKCHOMK nonynsauuu, y 210 obHapyxeH
naTonornyecKkunii peu,ecCMBHbIN NpU3HaK. Yacrtora retepo3uror Aa B JaHHOM NONyAALMUMU
cocrasnser:

A. 95,5%;

b. 60,5%;

B. 22,5%;

lr.9,5%;

4. 2,5%.

CoueTtaHue Y-06pa3HOro HesapallieH1A TBEpAOro Heba, MMKpPOreHUu U rnocconTtosa (aHomanuio
Mbepa-PobeHa) cneayeT pacueHUTb, Kak:

A. CnHapom;

B. CekBeHUMIO (Nocneao0BaTENbHOCTDL UM CNeacTBUE);

B. Accounauumtio;

I. «JedeKT eanHoro nons pasBuUTUA»;

[. Anspynuymio.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa unm He BblbpaH Bosce. Tun oCHOBaHUA:
A. MNypuHbI;

b. MupumnauHbl. HaszBaHMe OCHOBaHMIA:

1. AgeHuH;

2. Tumun;

3. 'yaHuH;

4. Linto3unH.

A.Al1,3; 62,4

6. A2,3; b1,2

B.Al; 62,3,4

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMaAMU. [Na Kaxaoro
NPOHYMepPOBaHHOr0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BblOpaH 0guH pa3, 6onee ogHOro pasa unm He BblbpaH BoBce. eHbl:

A. MNpOTOOHKOreHbI;

b. F'eHbl-cynpeccopbl onyxonesoro pocta. OnpeaeneHue:

1. No3uTUBHbIE pPerynaTopbl, CTUMYAUPYIOLLME AENEeHUE KNETKN;

2. HeraTuBHble perynaTopbl, NPenATCTBYOWME Ae/IeHUI0 KNETKY;

3. He umelOT OTHOLLEHUA K AENEeHUIO KNEeTKW;

4. MoneKynbl, ycunuBsatowme geicteme gpyrmx 6enkos;

A.Al, B2

6. A2; b1

B. A5; B2

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaBeHHbIMU NO3ULMAMU. N8 KaxKa0ro
NPOHYMePOBaHHOIO 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa unam He BblbpaH BoBCe.

A. CuHapom JlexkeHa (CuHAapom 5p-)

b. CuHapom Bonbda-XupLixopHa

1. deHOTMNMYECKME 0COBEHHOCTU NOo TUNY "'Waem rpevyeckoro BOMHa"

2. feneuun yyactka 41 XpoMmocombl

3. Oeneuunsn yyactka 54 xpomocombl

4. 3aapexKa pa3Butusa

5. Ha nepsom roay *MU3HU - XapaKTepHbli "Kowaunii" Kpuk

A.A.2,3,46.1,4,5

6.A3,4,5b.1,2,4

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



lFeHbl TP53 u RB1 oTHOCATCA K:

A. OHKOreHam;

b. leHam-cynpeccopam onyxoaeBoro pocTa;
B. leHam «0MalLHEro Xo3amncTeay;

. UMNPUHTUPOBAHHbLIM reHam;

L. MUTOXOHAPUANbHbIM FreHaM.

«/1ByxyaapHaa Teopua KHaaceHa» npeanoXeHa gns:
A. TeHOB «A0MaLUHEro Xo3ancTea;

b. OHKOreHos;

B. l'eHOB-cynpeccopoB OnNyxoneBoro pocTa;

. MIMNPUHTUPOBAHHbIX FEeHOB;

. Nob6bIX CTPYKTYPHbIX FEHOB.

YCcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBAeHHbIMU No3uuMAMU. [Na KaxKaoro
NPOHYMEePOBAHHOrO 3/1eMeHTa BbibepuTe 6yKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT MOXET
6bITb BblOpaH 0gMH pa3, 6onee ogHOro pasa unm He BblibpaH BoBce. TUNbI NeYeHUs:
A. CumnTomartuuyeckoe;

b. MaToreHeTHU4YeCKoOe;

B. 3TMonornyeckoe. JleueHue:

1. TopmoHanbHOe neyeHue npu cuHapome TepHepa;

2. Xupypruuyeckoe sieyeHue pacluesimHbl rybbl U Heba;

3. [iveToTepanua NpyM HeNepeHOCUMMOCTU NaKTO3bl;

4. 3amecTuTeIbHaA Tepanua Npu caxapHom guabere.

A.Al1,2;B3

6.A2,3; 62,4

B.Al1,2; B3,4

BbICLUAA KaTeropua

BepHyTbcA B HaYano

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMaMU. [Na Kaxaoro
NPOHYMEpPOBAHHOIO 3/1IeMeHTa Bbibepute 6yKBeHHbI KOMMNOHEHT. BYKBEHHbIA KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa unm He BblbpaH Bosce. CUHAPOMDI:
A. Cungpom KnanHdenbrepa;

b. Cungpom TepHepa. XapaKkTepHble KIMHUYECKME CUMMNTOMbDI:

1. HusKopocnocTb;

2. EBHyxouaHOe cTpoeHue Tena;

3. BbICOKMi4 pocT;

4. KpbinoBuAHble CKNaAKN KOXK B 061aCcTu Wwewm;

5. HapyweHue nonosoro passuTus.

A.A2,3,5; 61,4

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

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



Opend reHOB cBA3aH C:

A. YpoBHEM MyTaUMOHHOIO NpoLecca;

B. YpoBHem oT60pa3;

B. Cny4yaliHbiMm pacnpeseneHMem reHoB B MONyJ/IALMM MANoro pasmepa;
I. HapyweHuem NnaHMUKCUUY;

L. CHU}KeHMeMm YyPOBHA reTepo3unror.

OCHOBHOI 0CO6EHHOCTbIO FeHEeTUYECKOM CTPYKTYpPbl U30NATOB ABNAETCA:
A. YBennyeHue gonm reteposunror;

b. YBennueHuve gonn 4OMUHAHTHbIX TOMO3MIOT;

B. YBennueHue nonum peueccmMBHbIX rOMO3UroT;

. CHUXKeHne [,01Kn peLecCUBHbIX TOMO3UIOT;

4. MpumepHO 0gMHaKoBOE COOTHOLLEHWE FTOMO- U reTepo3unrorT.

Mpo6aHpa my>KcKoro nona B Bo3apcre

3.5 neT ¢ }kanobamm Ha nosbiweHne KOK go 10 000 Ea/n, TpyaHOCTAMM Npy nogbeme No
NnectHuue, 6biCcTpoit yTomasemocTb Npu xoabbe. O6cnepoBaHMe CTOUT HAYUHATD C:

A. Nowucka aenunin/gynnvkaumin B reHe DMD

B. Moucka geneuunin 7-8 ak3oHoB reHa SMIN1

B. TaHaemHow macc - cnektpomeTtpun (MC/MC)

I. Mownck YacTbix MmyTaumin B reHe HINT1

. NGS-cekBeHMpPOBaHUSA NO NaHenn reHoB "HeBpHO-MbllweYHble 3aboneBaHnA"

YcTaHOBUTE COOTBETCTBME MeXKAY NpeACcTaBAeHHbIMU NO3ULMAMU. [nA KaxKAaoro
NPOHYMEePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BblbpaH Bosce. TUMNbl XPOMOCOM:
A. MeTtaueHTpuyeckue;

b. CybmeTaueHTpuyeckue;

. AKpoueHTpuyeckue. Xpomocombl:

. Xpomocoma 1;

. Xpomocoma 5;

. Xpomocoma 13;

. Xpomocoma 16;

. Xpomocoma 7;

. Xpomocoma X;

. Xpomocoma 21;

. Xpomocoma

19.

A. Al1,8; B5,6; B3,7

b.Al1,4,8; 62,5,6; B3,7

B. Al1,3,7; b5,6; B4,8

coONOUV A, WNE®



B cocTaB reHa 3yKapuoT, Kak eUHULLbI HacneACTBEHHOU MHPOPMaLLMKN, BXOAMT:
A. MpomoTop, MHULUMUPYIOLLNI KOA0H, 3K30Hbl, MHTPOHbI, TEPMUHUPYOLLLUMA KOAOH;
B. 3K30HbI;

B. IHTPOHBI;

I. MpomoTop, UHTPOHDI;

. NMpomoTop, MHUUMMPYIOLWMIA KOLOH, MHTPOHbI, TEPMUHUPYIOLLLUI KOA,0H.

B He60nbLIO NONYAALMM C BbICOKOW YAaCTOTOM ayTOCOMHO-pPeLLeCCUBHOrIO aibbuHU3ma 6onbHasn
YKeHLMHA BCTynaeT B 6paK Co 340PpOBbIM MYXKUMHOU, POAUTENN KOTOPOTO TaKXKe 34,0P0Bbl, A Ae4,
No OTLLOBCKOM NMHUM Bbin anbbuHocom. PUCK porxkaeHua 6onbHOro pebeHKa B aTom 6pake
COCTaBANAET:

A. Bce petn 6yayT 601bHbI;

b. 50%;

B. 25%;

. 10%;

[. Bce petn 6yayT 340pO0OBbI.

Ecnmn B AHK amunHOKKCNOTa NeiumH KogupyeTca Tpunaetom LLAA, To KOMnaemeHTapHbIM
KoaoHom MPHK 6ypger:

A. AULL;

b. I'YYy;

B. YYA;

r. uur;

4. YAL.

KoHcynbTupylowasnca }XeHwmrHa ctpagaet pocparamabetom. Y Hee ecTb ABe 60NbHbIX
docparanabetrom cectpbl M ABa 380p0oBbIX 6pata. MaTb npobaHaa 3aoposa. Otew, U ero pogHas
cectpa cTpagatot pocparanabetom, a ewte aBa ux bpara 3goposbl. Pocparamaberom cTpagana
6abyLuKa No OTL,0BCKOI IMHUK, ee cecTpa M oTel, a ABa bpaTta 6abywKku n ux getn 6binn
340p0Bbl. BepoAaTHOCTb poXkaeHUa 6onbHOro pebeHKa y npobaHaa coctasaser:

A. 100%;

b. 50%;

B. 25%;

. Bce manbymKkun 6yayT 601bHbI, AEBOYKM 340POBbI;

. Bce aeBoukn byayT 601bHbI, Manb4yMKK 340POBbI.

BeKTopHasa cucrema — 370:

A. Cuctema ana nepefaym reHeTUYECKOro matepmana BHyTPb KNETKY;
B. Cuctema Habopa yHWKanbHbIX nocnegosatenbHocten AHK;

B. MosTOpAatowanaca nocnegosatesibHocTb [HK;

I. Cuctema BaKTepUsa-X0351H;

L. MonnnentngHaa nocnenoBaTeNnbHOCTb.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa uam He BblbpaH BoBce. K HacneacTBEHHbIM
3abonesaHnam u3 rpynnoi:

A. JlInusocomHble 60n1e3HU HaKON/IeHUA;

b. NMepoKkcucomHbie 3aboneBaHna. OTHoOCAT:

1. CuHapom XaHTepa;

2. LUenbBerepa cMHApOM;

3. AapeHo-neiikoauctpodus;
4. bone3Hb HumaHa-MNuka tTuna
C.

A.A1,4;62,3

6.A2,4;63,1

B.Al1,2,4; B3

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU No3uLmMaAMU. Ona Kaxkporo
NPOHYMepPOBaHHOr0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BblIOpaH 0gUH pa3, 6onee oaHOro pasa Uam He BbibpaH BoBce. TUN HacneAOBaHUA:
A. AYyTOCOMHO-peL,ecCUBHbIA TUN;

b. AYyTOCOMHO-A0MMWHAHTHDbIN TUN;

B. X-cuenneHHbIit TUN. 3aboneBaHus:

1. MbiweyHasa auctpodpua [iloweHa;

2. CnMHanbHaa mblilweyvHan atpodua 5q;

3. Xopen [eTUHITOHa;

4. MuotoHu4yecKasa guctpodpua 1-ro tuna.

A.A2; B3,4; B1

b.Al,2; b3; B4

B. A3; 62; B1,4

Hanbonee BepoATHbIM ANArHO30OM Yy NaLMeHTa C U3IMeHeHnAMMU Ha MPT, HanoMUHalOWMMK «rnas
TUrpa» ABNAETCA

A. Mporpeccupytowan Hapy»KHaa opTasbMonaerus

b. HepogaereHepauma c HakonJieHMem meam B Mo3sre

B. HeMpopaereHepaupelt ¢ HAaKOMNIEHWEM »Kene3a B Mo3re

I'. Mporpeccupyrowmii HeKpo3 6a3anbHbIX raHrINEB

A. CuHgpoma Jln



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMAMU. [Na KaxKaoro
NPOHYMEPOBAHHOIO 3/1eMEHTA Bblbepute 6yKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa unm He BblbpaH Bosce. Tun oCHOBaHUA:
A. MNypuHbI;

b. MupumuauHbl. HazBaHMe OCHOBaHUM:

1. AgeHuH;

2. Tumun;

3. 'yaHuH;

4. Linto3unH.

A.Al1,3; 62,4

6. A3; 62,4

B. Al,3; b4

Cragma KNeTovyHoro aeneHua Hambonee yaobHaa gna nsyyeHns Xpomocom:
A. MNpodasa;

b. MeTtagasa;

B. AHadasa;

. UHTepdasa;

. Tenodasa.

Y pebeHka ¢ gepopmaumeii TpybuaTbix KOCTEN, HUSKUM YPOBHEM LLeNoYHOU PocdaTasbl KpOBU
HeobxoanMo 3anNo[03pPUTb:

A. TusoHemuto 1 Tnna

6. F'mnodocdartasuio

B. Mykononucaxapugosa 1 tmna

. Bone3Hb BonbmaHa;

. BUTamuH - [1 - pe3ncTeHTHbI runodocpaTtemMmyecknin paxmrta

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBeHHbIMU NO3ULMAMU. N8 KaxKa0ro
NPOHYMePOBaHHOIO 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa unm He BbibpaH BoBce. Mpu 3aboneBaHuAX:
A. deHUnKeTOHYpUS;

b. TuposuHemua 1 Tuna.

B. BonesHb "Moum c 3anaxom KneHoBoro cupona'. buonoruueckue }Knakoctm 6oabHoro
npuobpertator:

1. "MbiwmHbIK" 3anax;

2. 3anax "BapeHoit KanycTbl";

3. 3anax "kneHoBoro cupona".

A.Al; B2; B3

b. Al; B3; B2

B. A2; B1; B3



Mpu Nnogo3peHnM Ha HapyLUEHUE CUHTE3A YKeNUHbIX KUCI0T HeobXoaAuMo NpoBeaeHne aHann3a:
A. enyHbix KNCNoT mouu;

b. CneKTpa aunMAKapTUHUHOB;

B. CneKTpa aMMHOKMCNOT MOUMU;

. CneKkTpa aMMHOKUCNOT N1a3Mbl;

L. TAT moun.

MopoK pa3BMTUA KAaKOro opraHa J1eX1T B OCHOBe ceKBeHuuu Motrepa?
A. NOpOK pa3BUTUA FONOBHOIO MO3ra;

b. MMopoK pa3BTMA NoYeEK,;

B. Nopok pa3sutuAa cepaua ;

I. NopoK pa3BuUTUA rnasa;

[. NopoK pa3sutHA yxa.

Komnnekc cumnTtomos, BKIKOYAOLWMIA MUKpoL.edanunio, NTo3, SMUKAHT, TMNocnaauio,
QHTUMOHTIOIOUAHbIM pa3pes r/1a3, MMKPOreHu1to, paclyeinHy Heba, BbiBepHYTbie HO3APM,
LUMPOKNIA aNbBEONAIPHBIA KPau BepxHen Yyentoctn, cuHgaktuaumio ll-1ll nanbues Ha ctonax,
NOCTAaKCUANbHYIO NONUAAKTUINIO, BbIPAXKEHHYIO YMCTBEHHYIO U PU3MUYECKYIO OTCTaNOCTD,
COOTBETCTBYeT CUHAPOMY:

A. Dnnuca BaH Kpesenbpaa;

b. ®paHyeckeTTy;

B. HyHaH;

. Cmuta-Jlemnn-Onutua;

A. JayHa.

OrpaHunyeHMe NAaHMUKCUKU B NONYNALUN NPUBOAUT K:
A. CHUXKEHUIO 40N AOMUHAHTHbLIX TOMO3UrOT;

B. CHMXKEeHUIo 40Nn pelecCMBHbBIX TOMO3UIOT;

B. CHMXXeHUIo f,0NM reTepO3uror;

. YcTaHOBNEHMIO MOCTOAHCTBA YaCTOT annenein;

[. YcTaHOBNEHMIO NOCTOAHCTBA YAcTOT reHOTUMOB.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BblbpaH BoBce. TUNbl NepecTpoek:

A. TeHOMHbIE;

b. XpomocomHble. MNepecTpoiku:
1. UHuBepcum;

2. Monunnonpguw;

3. TpaHcnokauuu;

4. feneunn;

5. Tpucomum;

6. NMonucomuu;

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

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

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

MopoK pa3BUTUA KAaKOro OpraHa JIeXuT B OCHOBe ceKBeHuuu Motrepa?
A. NopOoK pa3BMUTUA FONIOBHOIO MO3ra

b. Mopok pa3BsTua noyek

B. Mopok pa3sutna cepaua

I. NMopoK pa3suTHA rnasa

[. Mopok pa3sutma yxa

B cembe ¢ 60/1bHbIM MYKOBUCLLMA030M pebeHKa npu nocneayoweit 6epemeHHOCTU y maTepu B
BAHHOM 6paKe npeHaTazibHasA ANArHOCTUKA:

A. He nokasaHa B BUAY HU3KOro pMCKa NOBTOPHOIO poXaeHMA pebeHKa ¢ MyKoOBMUCLMA030M;

6. Bo3morKHa npu n3BecTHOM reHotune 601bHOro;

B. lNokasaHa npwu BbiaBAEHUM Y3-MapKepoB MyKOBUCLMAO03A Y NN0A3;

. BO3MOXHa 1 Npn HEM3BECTHOM reHoTune 60/1bHOro pebeHkKa;

. He nHpopmaTtmBHa.

ATakcua xapakTepHa gna

A. bone3Hn HumaHHa-lNuka tmna C;
b. CuHapoma Jlyn-bap;

B. CuHapoma AHrenbmaHa;

I. CnnHouepebennspHomn aTakcuu;
L. [lna Bcex BblwenepeymncaeHHbIx.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3uuMamu. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa unm He BblbpaH Bosce. 3aboneBaHus:

A. Mykononucaxapuaos;

b. bone3Hb BunbcoHa-KoHOBanoBa;

B. TuposnHemua 1 tTuna. Ucchepyemble bUOXMMMUYecKue MmapKepbi:

1. dKcKpeuuma megm ¢ MoYO;

2. YpoBeHb CYKLMHUAL,EeTOHA MO4U;

3. YpoBeHb rnMko3amuHornmkaHos (FAlN) moum;

4. YpoBeHb LepynonnasMmmHa Kposu;
5. YpoBeHb TUPO3MHA KPOBMU.
A.A3; b1,4;B2,5
6. A5; 62,4; B1,3
B. Al; 62,3; B4,5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaB/eHHbIMU NO3ULMAMU. [NA KaxKa0ro
NPOHYMepPOBaHHOr0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BblOpaH 0guH pa3, 6onee oagHOro pasa unm He BblbpaH BoBce. OnpegeneHue:

A. ®parmeHT 04HOI XPOMOCOMbI NPUCOEANHAETCA K NOBPEXAEHHOMY KOHLLY APYroi;

B. Pa3pbiB XpOMOCOMbDI B ABYX MeCTax U nocaegytowiee coeguHeHUe 3Toro ¢pparmeHTa, Ho ¢
nosopotom Ha 180 rpaaycos. AiBneHue:

1. Tannomnpus;

2. Tetpannounaus;

3. Qeneuus;

4. UuBepcus;

5. TpaHcnokauus.

A. Al; b5

b. A5; B4

B. A5; B3

Fremodunua Hacneayetca no X cuenneHHomy tuny. MpobaHpg, (60nbHOI MyXXUMHA) KeHAT Ha CBOeM
pPOACTBEHHULE, OTEL, KOTOPOU TaKKe 6oneH remopunmneit. BepoaTHOCTb poXKAeHUA 60bHbIX
AeTtei B 3Tom 6bpaKe cocTaBnsert:

A. 100% pans cbiHoBen 1 0% ana podepen;

B. 50% He3aBUCUMMO OT NONa;

B. 50% gna cbiHoBen n 0% ana goyepen;

. 25% He3aBMCMMO OT N0Aa;

[. 0% He3aBucMmo OT nona.



M3BEeCTHO, YTO COOTHOLLEHUE Pe3yC—NONOKUTENbHbIX U pe3yc—oTpuLaTe/ibHbIX nL, paBHO 84% m
16% (pe3yc-oTpuuatenbHaa NPUHAANEXKHOCTb HaceayeTca No peLeccuBHOMy Tuny). Yactorta
peLeccuBHOro annens r- B NONyAALUMU COCTaBNALT:

A. 60%;

6. 50%;

B. 40%;

. 25%;

4. 10%.

K npoTooHKOreHam K/1€TKM OTHOCATCA:
A. l'eHbl « LOMALLHEro X03sAMCcTBa»

b. PocToBble paKTOpbl M X peLenTopbl
B. ['eHbl- XpaHUTENN KNETOYHOro UMKANa
. MuToXoHApUanbHble reHbl

[. IMApUHTUPOBAHHbIE reHbl

XpomocomHas HeCTabuAbHOCTb XapaKTepHa ANA CUHAPOMA:
A. KnanHdenbTepa;

b. Jlyn-bap;

B. Mpagepa-Bunnu;

I. bekBUTa-BnaemaHa;

. Wepewesckoro-TepHepa.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU NO3ULMAMU. [nA KaxKAaoro
NPOHYMEePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT MOXKeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce. TuMbl NepecTpoek:
A. leHOMHbIe;

b. XpomocomHble. MNepecTpoiku:

1. UHBepcuu;

2. Monunnonpguw;

3. TpaHcnoKauum;

4. Neneuunn;

5. Tpucomuum;

6. Monucomuu;

7. Qynankauun.

A. A5,6; 63,47

b.A2,5,6; b1,2,3

B. A2,5,6; b1,3,4,7



AHK-30HA, - 370!

A. NocnepgosatenbHocTn AHK, coctoawan ns 20-25 HyKneotnaos;

b. EAMHMYHbIE pacceaHHble HYKNeoTuabl;

B. MocnepoBaTeNbHOCTb HYKNE0TUA,0B, KOTOPbIE Y3HAET PECTPUKLMOHHAA SHAOHYKNea3a;
I'. MocnhepgoBaTtenbHocTb AHK ANMHOM HECKONBKO M/IH. Nap HYKNEeoTUAOB;

. PparmeHT AHK ¢ $1yopoxpoOMHOIM METKOMN.

B cembe, rge y oTUa BTOpasn, pe3yc—NoN0XKUTe/IbHaA rPynna KPoBu, a y matepu TpeTbs, pesyc-
NONOXUTEeNbHaA, poaunca pebeHoK ¢ nepBoii pe3yc—oTpuLaTeIbHOM rpynnoi Kposu. BepoaTHoCTb
TOro, UTo y cneaylouwero pebeHKa byger uetsepran pe3yc—nooXKUTE/IbHAA rPynna KpPoBw,
cocTaBnsAerT:

A.4/9;

b.1/9;

B. 3/16;

r.1/1e;

n.1/11.

Mpo6anp, cTpagaeT gedeKTom HorTen U KONEHHOM YalleyKku, ero 6par 3gopos. 3T1o 3aboneBaHue
6b110 y oTUA NpobaHAa M AeAyLWIKKU NO OTLY. BepoATHOCTb TOro, 4To Y Npo6aHaa MoXKeT poaUuTbCA
pebeHOoK ¢ aedeKToM HOITed U KONEHHOM YalleyKn, ecim OH BCTynaeTt B 6pak co 340poBoit
YKEHLMHOMN, CoCTaBNAET:

A. Bce petn 6yayT 601bHbI;

b. 75%;

B. 50%;

. 25%;

. Okono 0%.

MN3BeCTHO, YTO COOTHOLLEHUE pPe3yCc—NON0KUTE/NbHbIX U pe3yc—oTpuLaTe/IbHbIX N, paBHO 84% m
16% (pe3yc-oTpuuatenbHan NPUHAANEKHOCTb HacleayeTca No peLeccuBHOMy TMny). Yactorta
AOMWHAHTHOro annensa R+ B nonynauMmu coctaBnsert:

A. 75%;

b. 70%;

B. 60%;

. 50%;

4. 40%.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa unm He BblbpaH Bosce. 3aboneBaHus:
A. Cungpom KnsaitHdenbtepa;

b. Cungpom laray;

B. CuHgpom daBapAaca;

. Cungpom TepHepa;

O. Cuuppom [layHa. XpOMOCOMHbIe HapyLUeHUA:

1. Tpucomua 21;

2. Tpucomua 13;

3. Tpucomus 18;

4. MoHocomuA

X.

A.B2; B3; 4; A1

6.B3; B2; I'4; A1

B.B1; B3; I'4; A2

Penaunkauma AHK — 310 npouecc:

A. MNepeaaun nHpopmauum ¢ PHK Ha noannentuaHyto uens;
b. YasoeHnuna monekynbl PHK;

B. YasoeHua monekynbl HK;

. Nepepaun nudopmaumm ¢ JHK Ha PHK;

[. BbipesaHue MHTPOHOB.

ONA HapyLWeHUU CUHTE3a XKeNUYHbIX KUC/I0T Hasmuume 3yaa:
A. XapakTepHo;

6. He xapakTtepHo;

B. XapaKTepHo y AeTel cTapLle Tpex Ner;

. XapaKTepHO y B3pOCAbIX ;

[. XapaKTepHo y aeten nocne 1 roaa .

leH, OTBETCTBEHHDbI 32 UHAKTUBALUIO OAHOI N3 XPOMOCOM X YKEHCKOro aMm6pMoHa, NOKaIN30BaH:
A. B AnnHHOM nneye Xxpomocombl X;

b. B reHOMe MUTOXOHAPUIA;

B. B KopoTkom nneve xpomocombl 15;

I. B KOPOTKOM nsieye XpoOMoCoMbl 1;

. B ogHo# u3 xpomocom rpynnbl G.



B 6pake COCTOAT MyXX4YMHA U KEHLLMHA C aXOHAPONAACTUYECKOM Kap/IMKOBOCTbIO. Y MyXKa eCTb
340p0BbIi BpaT U cecTpa ¢ Tem Ke 3aboneBaHnem. Ux otel, 6oneH, a maTb 380p0Ba. Y KeHbl 06a
poAHbIX 6paTa K cecTpa 340p0BbI, KaK U UX poauTenu. BepoaTHocTb poxKaeHna 6oabHoro pebeHka
y 60nbHOI4 cecTpbl B BpaKe co 340p0OBbIM MY>KUYMHOWU COCTABAAET:

A. A.100%;

b. 75%;

B. 50%;

. 25%;

. Okono 0%.

Y pebeHka ¢ aedopmauymein TpybUuaTbiXx KOCTEN, HU3KMM YPOBHEM LLeNnoYdHoi ¢ocdartasbl Kposu
Heobxoaumo obcnenoBaHMe B OTHOLLUEHUMN:

A. TusoHemuu 1 T1na;

b. Tmnogpocdatasmuy;

B. Mykononucaxapugosa 1 tmna;

. bone3Hn BonbmaHa;

. ButamuH - [1 - pe3ancteHTHoro runodocpateMmyeckoro paxmra .

EcnvM MMNPUHTMPOBAHHDBIN reH 3KCNPEeCcCUpPyeTCca € OTL,0OBCKOU XPOMOCOMbI, TO HA MaTe pUHCKOMN
XpPOMOCMe 3TOT reH:

A. He akcnpeccupyeTtcs;

b. UmeeT noBblIWEHHYIO 3KCNPEeCcCcuto;

B. Toxe akcnpecupyeTcs;

I'. Ero aKcnpeccua HECKONIbKO CHUXEHQ;

[. XapakTepusyeTtcsa OTCPOYEHHOM 3KCMpPeccuen.

Habop xpomocom B 3urote n B COMaTUUECKOM KNneTKe YeloBeKa Ha3biBaeTcA:
A. AHeynnougHbIm;

b. MannongHsim;

B. AunnonaHbim;

I. MoannaongHbIm;

L. TetpannongHbim.

MNocnepoBateNbHOCTb aMUHOKUCIOT B NOIMNENTUAHOM Lenu onpeaenseTca:
A. KoHdopmauuen pnbocomHbix 6enKkos;

b. MocnenoBaTenbHOCTbIO HYKNeOoTNUA0B MPHK;

B. MNocnenosatenbHOCTbIO HYKNeoTUA0B MPHK;

. AKTMUBHOCTbIO GEPMEHTOB NOCTTPAHCAALUNOHHOM MoANPUKALMN;

L. MocneposatenbHOCTbIO HYKNeoTnaos pPHK.



f'MnepmeTunnposaHne UUTO3MHOB B CG-AMHYKNEOTUAAX PEryNATOPHbIX PalOHOB reHa NnpuBoauT
K:

A. NopaBAeHUIO TPAHCKPUNLMOHHON aKTUBHOCTU FeHa;

B. YcuneHnuo TpaHCKPMNUMOHHOM aKTUBHOCTU MeHa;

B. YcuneHuo TpaHCKPMNUMOHHOM aKTUBHOCTM FreHOB COCEAHErO JIOKYCa;

. He BAnAET Ha aKTUBHOCTb FeHa;

[. HeaHaunuTeNnbHOMY CHUXKEHWUIO TPAHCKPUNLMOHHOW aKTUBHOCTW.

B 6paKe COCTOAT MY>KUMHA U }KEHLLMHA C aXOHAPONIAaCTUUYECKOM Kap/IMKOBOCTbIO. FTOMO3UIOTHbIE
3MBpPUOHDbI N0 AaHHOMY 3a60a1eBaHMIO IeTabHbl. Y My»Ka eCTb 340pP0Bblii BpaT U cecTpa C Tem e
3abonesaHnem. Ux otel, 6oneH, a maTb 340p0oBa. Y KeHbl 06a poaHbIX 6paTa u cecTpa 340p0BbI,
KaK M UX pogutenn. BepoatHocTb poxkaeHna 60nbHOro pebeHKa B 6pake AByX NOpPaXKeHHbIX
poautenei coctaBnser:

A. 100%;

b. 66%;

B. 50%;

. 75%;

. Okono 0%.

FeTeporameTHbIM Ha3blBaeTCA:

A. Mon, B AUNNONAHOMN KNETKE KOTOPOro MMeIoTCA ABe OANHAKOBbIE MNO/I0BblE XPOMOCOMbI;
B. Mon, B ANNAOMAHOW KNETKE KOTOPOro MMEIOTCA ABE Pa3Hble N00Bble XPOMOCOMbI;

B. OpraHuam ¢ GeHOTUNMNYECKMMM MPU3HAKAMMN MYKCKOrO Noa;

. OpraHu3m ¢ GEeHOTUMNYECKMMM MPU3HAKAMM KEHCKOro nona;

[1. OpraHM3m ¢ XpPOMOCOMHbIMM NEPECTPONKAMM NOTOBbLIX XPOMOCOM.

Mpu onpeaeneHnu uncna Konui reHos SMN1 n SMN2 nonyueH pesynbrar SMNL1 - 1 konua, SMN2
- 0 Konuii. UHTepnpeTupyiiTe pesyabTaTt aHann3a:

A. JnarHo3 cnMHanbHOM MbileYyHoM aTpodumm 1 TMNa NoATBEPIKAEH;

B. HocutensctBo aeneuymn reHa SMIN1 n SMIN2

B. ZlnarHo3 cnnMHaNbHOM MblLIEYHOM aTpoduM 2 TMNa NOATBEPIKAEH;

. HocutenbctBo geneunm reHa SMN2

[. AnarHo3 cnnHanbHOM MblleYHOM aTpodun 3 TMNa NOATBEPHKAEH.

MpyY KOHCYAbTAL UM }KEHLUHDbI C NOINAAKTUAKEN BbIAB/IEHO, YTO €e MaTb 340pPOBa, a y OTLA
umeeTtca NonnMpakTuaua. Co CTOpoHbl maTepu BCe pOACTBEHHUKU 34,0P0BbI, a MO JIMHUM OTUA Y
6abyLUKM NOAMABAKTUANA, AeAyLUKA U BCe ero POACTBEHHUKU 340p0OBbl. BepoATHOCTb poXKaeHUA
AeTel ¢ NONNAAKTUAKEN Y KeHLWMHbI B 6pake o 340pOBbIM MYXXYMHOWU COCTaBAAET:

A. 100%;

B. 50%;

B. 25%;

. 10%.



Y 340p0BbIX poauTenien, He COCTOALLMX B KPOBHOM POACTBE, POAUICA CbiH C
AXOHAPONIAaCTUYECKOW Kap/IMKOBOCTbIO. B poaocnoBHoi apyrux cnyyaes 3aboneBaHnA He
BblfiBNAeHO. BepoATHOCTb poxkaeHua 6onbHOro pebeHka y npobaHga B ero 6yayuwiem 6pake co
340POBOIA }KEHLUHON COCTaBNALT:

A. Okono 0%;

6. 10%;

B. 25%;

. 50%;

1. 100%.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMaMU. [Na Kaxaoro
NPOHYMepPOBaHHOI0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa unm He BblbpaH Bosce. TUNbl IeueHUA:
A. CumnTomaTuyeckoe;

b. NaroreHeTnyeckoe;

B. 3Tnonornyeckoe. J/leueHue:

1. NpumeHeHmne canponTepuHa npu runepdpeHnNaNaHUHEMUY;

2. Xupypruuyeckoe neyeHue pacuienmnHol ryébol un Heba;

3. OuneTtoTtepanusa npu GeHUNKETOHYPUH;

4. depmeHT-3aMecTUTeIbHaA Tepanua NP MyKonosamMcaxapupaose.

A.A2; 63,4

b.A2; b1,3,4

B. Al,2; b4

MpuunHOI BO3HMKHOBEHUA HacneaCcTBEHHbIX AedeKToB obmeHa asasoTcA:
A. VI3ameHeHMe Ynmcia XpomMmoCcom;

b. leHHble myTauuu;

B. C6banaHcupoBaHHbIE TPAHCOKALMK;

. FTeHOMHble myTauuu;

[. TepaToreHHble BO34EMCTBMUA.

CoueTtaHue Y-06pa3HOro HesapallieHUA TBEPAOro Heb6a, MMKpPOreHUu U rnoccontosa (aHomanuio
MNbepa-PobeHa) cneayeT pacueHUTb, Kak:

A. CnHapom;

b. Accounauumtio;

B. «JedeKT eAnHOro nona passutmA»;

I. Avspynuymio;

. CekBeHuuMto (NnocneaoBaTeNbHOCTb UK CNeacTBme) .



Y 601bHOro: BbICOKMW POCT, AJIMHHbIE TOHKMUE Na/blibl, TMNePMO6UNAbHOCTb CYCTaBOB, yBe/IMYEeHUEe
KPYNHbIX CYCTaBOB C ABIeHUAMM 3nudU3apHOI Ancnaasmm, NAOCKoe L0 C rMnonaasmem
cpeaHen 4acTu, rMnoniasma HAXKHEN YeTIloCTU U AaHOMAJIbHbINM POCT 3y60B, BbICOKAAs Muonus,
KaTapaKTa, AereHepauus U OTC/IONKA CeTYyaTKU. ITa KAIMHUYECKas KapTUHa COOTBETCTBYeT
CUHApPOMY:

A. AxoHgponnasuu;

b. KnanndenbTtepa;

B. Ctnknepa;

. FomounCTUNHYpUK;

L. 9nepca - AaHno.

BenoKk-Koaupyowmm reH — 31o:

A. Yuactok [HK, kogupytowmin nonmnentmaHyo uenb;

6. ®parmeHT noamnenTMaHOM Lenw;

B. Anbda-catennntHaa nocnegosatenbHoctb JHK;

I. NosTOpAOWaAca nocnegosatenbHocTb AHK;

[. NocnenoBaTenbHOCTb, PACNON0KEHHAA 40 CTAPTOBOM TOUKM TPAHCKPUMLUN.

CuHapom Cmuta-Slemnn-OnuTua AaBAAETCA HacNeACTBEHHbIM 3aboneBaHMeM, 06yCN0BAEHHbIM
HapyweHuem metabonumsma:

A. Inoko3bl;

6. Bunnpy6buHa;

B. XonectepuHa;

I. LLenoyHot ¢pocdaTasbl;

L. TnukoreHa.

B He60bLIOW NONYAALMM C BbICOKOW YaCTOTOM ayTOCOMHO—PeL,eCCUBHOIo aNbbuHMama 6oabHoOM
MY>X4YMHa BCTynaeT B 6pak co 340pOBOM KEHLLLMHOW, MaTb KOTOPOWU NOPAXKeHa TEM Xe
3aboneBaHunem, a orey, 340poB. PUCK poxkaeHua 6onbHOro pebeHka B aTom bpake cocraBnser:

A. Bce petn 6yayT 60nbHbI;

b. 50%;

B. 25%;

. 10%;

. Bce aetn 6yayT 340pOBbI.

Fononpo3aHuedanms —3To NOPOK Pa3BUTUA FOJIOBHOrO MO3ra, XapaKTepusyLwmiics:

A. MaToNOrM4YecKMmmM KUCTO3HbIMM MOIOCTAMM Pa3HON GOPMbI U BETMUYMHDI, PACNONAraloLLMMNCA B
6enom BeLLecTBe roJIOBHOro MO3ra

6. MoAHbIM MAM NOYTU NONHBIM OTCYTCTBMEM BONBLUNX MONYLLAPUA KOTOPbIE MOJOCTbIO 3aMELLLEHDI,
3aMn0J/IHEHHOM CMMHHOMO3rOBOM UAKOCTbIO;

B. HenonHbim pasgeneHmem roIoBHOro Mo3ra Ha NoayLwapuu;

. AHOMA/IbHbIMM LLENAMM B 6ONbLUNX MNONYLLAPUAX FOJIOBHOTO MO3ra;

. CrnaxnsaHne U3BUAMH KOpbl 601bLUMX NONYLIAPWIA TOJIOBHOIMO MO3Ta.



K 3aboneBaHunam, CBA3aHHbIM C 3KCMAHCUE TPUHYKNEOTUAHbBIX NOBTOPOB OTHOCUTCA:
A. Cungpom JloypeHca—MyHa—-bapae-buans;

b. CuHgpom lNeppo;

B. Cungpom flym - bap;

. CuHgpom NepmaHcKku - Nygnaka ;

L. Xopea [eHTUrToHa.

Monekyna pPHK:

A. CnyuT 3aTpaBkoi npu pennmkauum AHK;

b. UmeeT popmy “TpuanctHmka”;

B. ABnaeTcA KomnoHeHTOM pMboCcoMbl;

. He nepemeltaetca 3a npegensl A4pPa;

[. ABnAeTca 3anUCbio CTPYKTYpPbl NOAMNENTUAHON LEenw.

Kakou ¢pepmeHT yyacTByeT B npouecce penimKayuu:
A. PHK-nonumepasa;

b. AHK-nonnmepasa;

B. Hykneasa;

. Tenomepasa;

. docdopunasa.

OnAa sayxpomaTmMHa XapaKTepHbl:

A. Cnupanusaumsa B MHTepdase;

6. CogeprkaHune CTPYKTYPHbIX FeHOB;

B. MHTeHCcMBHOE OKpawuBaHue no G-meToguKe;
I HeakTnBHaa KoHboOpmaums;

[. bonblioe KoAnM4yecTBo TaHAEMHbIX NOBTOPOB.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeACcTaBAeHHbIMU NO3ULMAMU. [nA KaxKaoro
NPOHYMEePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce. MeHbl:

A. MpOTOOHKOreHbl;

b. l'eHbl-cynpeccopbl onyxonesoro pocta. OnpeaeneHue:

1. No3uTnUBHbIE perynaTopbl, CTUMYAUpPYIOLME AeNeHNe KNeTKu;
2. HeraTuBHble perynaropbl, NPenATCTBYIOWME AeNeHUIO KNETKHU;
3. He UmelOT OTHOLLEHUA K ANEeHUIO KNeTKU;
4. KogupyoT pepmeHTbl $onaTtHOro obmeHa;
5. Kogupyiot pPHK.
A.Al, B2

6. A2, bl

B.Al, b4



YcTaHOBUTE COOTBETCTBUE MEXKAY NpeacTaBleHHbIMU No3uLMaAMU. Ona Kaxxporo
NPOHYMEPOBAHHOIO 3/1eMEHTA Bblbepute 6yKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa unm He BblbpaH Bosce. 3aboneBaHus:

A. BunbcoHa-KoHoBanosa 60one3Hb;

b. Cungpom Hyb6ep;

B. HeipoaereHepauma ¢ HaKonieHneMm Xenesa B mo3re (6onesHb FannepsopaeHa — Lnartya).
XapaKTepHblii CMMNTOM NPU HEMPOBU3YyaNU3ALUK:

1. CumnTtom "KopeHHoro 3y6a";

2. CumnTtom "rnasa turpa";

3. CumnTOoM "NULLO0 rMTAHTCKOM NaHAbI"

A.Al; b2; B3

b. A3; b1; B2

B. A3; B2; B1

LleHTp perynauum MUMNPUHTUHIa NnpeactasnseT coboii:
A. CTPYKTYypHbIM reH;

b. NMoBTOPAOWMIACA INEMEHT;

B. AnddepeHupanbHO MeTUANMpPOoBaHHbIA panoH AHK;
I. [eTepOoXpPOMaTUHOBbIN PAIOH;

. DyXpomMaTMHOBbI PaMOH.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3UuMAMU. [Na Kaxaoro
NPOHYMepPOBaHHOr0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce. 3aboneBaHue:

A. Temodpunus;

b. Heitipopmnbpomaros;

B. TmnepToHnuyeckas 6onesHb. TN Hacnea0BaHUA:

1. PeueccuBHbIN, cLENNEHHbIN ¢ X XpOMOCOMOIA;

2. JOMWHAHTHbIN, CUEeNeHHbIN ¢ X XpOMOCOMOM;

3. AYTOCOMHO-peL,eCcCUBHbIN;

4. AYyTOCOMHO-A0MMUHAHTHDIN.
5. MynbTudaKkropHas.
A. A2; B5; B2
6. Al; 63; B5
B. Al; b4; B5

Mpu npoBeaeHNM NpPeHaTaNIbHOrO CKPMHUHIA NO MAaTEPUHCKUM CbIBOPOTOYHbIM paKTopam y
6epemeHHOM XeHLUHbl 06HapYy»KeHbl cneayowme nokasarenu: AP — Huke Hopmbl, XY -
Bbilwe HOopMbl, HD — HuKe Hopmbl. Mpu TakuxX pesynbTaTax MOXHO NPEANON0XUTb, YTO Y NA0AA
MmeeTcA NnaTtonorusa:

A. XpomocomHoe 3aboneBaHue;

b. AedeKT HepBHOM TPybKM (aH3HUEedanus, spina bifida n 1.n.);

B. PacwenuHa rybbl n/unn Heba;

. MHOKeCTBEHHbIE BPOXAEHHbIE MOPOKU PA3BUTUSA;

. Cnhapom MapdaHa.



FeHOm yenoBseKa 3T0:

A. BenkoBbIV annapaT KNETKM, COAEPMKALLUA COBOKYMHOCTb BCEX MONEKYT CTPYKTYPHbIX 6eNKoB 1
dbepmeHTOB;

b. HacnencTtBeHHbI annapaT KNETKM, COAEPKaLLMIA BeCb 06bemM MHDOPMaLMKM, Heobxoanmon ana
Pa3BUTMA OPraHM3Ma;

B. DHepreTnyeckuit annapat KNeTky;

. COBOKYMNHOCTb BCEX IKCNPECCUPYIOLLMXCA MONEKY N B KNETKE;

. COBOKYNHOCTb BCEX METUIMPOBAHHbIX MNOC/1IeA0BAaTE/IbHOCTEN B KNETKE.

B reHeTHMUYECKYI0 KOHCY/IbTauuio 06paTnaach XKeHLMHa, oTel, KoTopou 6oneH remopunuei
A. Onpeaenutb pUCK HacnepoBaHUA remodpunnumn ana ee geten:

A. Bce manbumkm byayT 340p0BbI

B. Bce manbumkm byayt 60nbHbI

B. B cpegHem, NoN0BMHA Manb4ynkoB byayT 601bHbIMM

I'. Bce geBoukm byayT 601bHbI

[. Bce petn 6yayT 340p0BbI

HenmmmyHHas BoAgAHKA NN0Aa MOXKeT 6biTb NPOABNEHUEM:
A. CuHpgpoma HyHaH;

b. bonesnu lNowe;

B. Mykononucaxapunaosa;

. CuHgpoma Llenbserepa ;

[. BepHo BCe BbllenepeyncneHHoe .

AnddepumanbHbivi anarHos cuHgpoma KopopuH - Cupuca snepsyto odyepesb NPOBOSUTCA C :
A. CnHgpomom CoToca;

b. CuHgpomom Hukonangeca - bapanuepa;

B. CuHgpomom bapaiieyepa - BuHTepa ;

. CuHgpomom beksuTa - BugemaHa;

L. Bce Bbile nepevyncaeHHoe.

YacTota XpOMOCOMHbBIX 60/1e3HEe Y HOBOPOXKAEHHDbIX COCTAaBAAET:
A. 0,1%;

b. 0,8%;

B. 5%;

r.10%;

. 25%.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa unm He BblbpaH Bosce. CUHAPOMDI:

. MapdaHa;

. AxoHaponnasua. XapaktepHblie CUMMNTOMbI:

. BbicoKkuit pocr;

. Husknia pocr;

. ApaxHopaKkTunums,

. bpaxuaaktunus;

. PaclumpeHue KopHa aopTbl.

.A2,3;61,4,5

6. Al1,2,3; b4,5

B.Al1,3,5; 62,4

>0V SH,WNEOND

*eHwMHa nmeet AByxX CbiHOBEN, 60/IbHbIX MbiLLeYHOi auctpodpueit [lloweHHa U 340POBYIO A0uUb.
Puck poxkpeHus ewe ogHoro 601bHOro CbiHa COCTABAAET:

A. 100%;

B. 50%;

B. 25%;

r.12,5%;

[. Bce manbuunkm byayT 340p0BbI.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU No3uLmMaAMU. Ona Kaxkporo
NPOHYMEePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BblbpaH Bosce. 3aboneBaHus:
A. CuHapom [layHa;

b.MyKononucaxapunpaos;

B. PeHUKeTOHYpUS;

. Cunapom Cmuta-J/lemnun-OnuTua;

[. OnarHocTMkumn mertop,:

1. KapuotunuposaHue;

2. OnpepeneHune CNeKTpa aMMHOKUCIOT KPOBU;

3. OnpepgeneHne rMMKO3aMUHOIIMKaHOB mouum (FAT);

4. AHann3 metabonuToB xonecrepuHa (rasoBas xpomarorpadus).

A.A2; B3; B4; 1

b. Al; B3; B2; T4

B. A3; b4; B2; I'1

KakoBa npumepHas paspeluarow,as cnocobHOCTb CTaHAAPTHOIO LUTOreHeTUYECKOro
KapuoTunuposaHua?

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 ocyLecTBnaeTca:
A. HenpepbIBHO;

b. AncKpeTHO;

B. OTcpoueHo;

. C nomowbto pparmeHToB OKacaky;

L. YcKopeHHo.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMaAMU. [Na KaxKaoro
NPOHYMePOBaHHOr0 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa Uan He BblIbpaH BoBce. XPOMOCOMHbIE CUHAPOMDbI:
A. fayHa;

b. Maray;

B. OaBapAaca;

I. 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 - auetTnnacnaprata B MOUYM XapaKTepHO:
A. bonesHun Kpabbe;

b. bone3Hu KaHaBaHa;

B. bone3Hn BonbmaHa;

. bone3Hu MNomne;

[. bone3Hu BunbcoHa - KoHoBanosa.

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3ULMAMU. N8 KaxKa0ro
NPOHYMePOBaHHOIO 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce. Tun 3abonesaHuA:
. MoHoreHHoe 3aboneBaHue;

. MukpopgeneunoHHbIN CUHAPOM;

. bonesHb akcnaHcuu. 3abonesaHue:

. MyKkosucuunpaos;

. CuHapom Bunbamca;

. CuHapOoMm ¢PparunbHoI X- XpOMOCOMbI;

. PeTMHOGNAcTOMa;

. CuHapom Au-[xopaxu.

.A3; B2,5; B1,4

.Al1,4; B2,5; B3

B. Al,4; b2; B5

>0V HWNEO D



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMaMU. [Na Kaxaoro
NPOHYMEPOBAHHOIO 3/1eEMEHTA Bblbepute 6yKBEHHbIA KOMNOHEHT. ByKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0aAUH pa3, 6onee oaHOro pasa uam He BblbpaH BoBce. Mpu3Hak:

A. Makpouedanus;

b. Mukpouedanusa; XapakrepeH gna:

1. CuHapoma HyHaH;

2. CeKkkens;

3. Cungpom Coroca;

4. HuimereH cuHApoOM.

A.Al1,3; 62,4

b.Al,2; 63,4

B.A2,4; b1,3

IKTPOAAKTUNINA, IKTOAEPMA/IbHAA AUCNNA3UA, pacLLeinHa rybbl u Heba, xapaKTepHbl AN
cuHApoma:

A. Aapckoro;

b. EEC;

B. MapdaHa;

. QayHa;

[. MporTes.

MNaToreHeTUYecKana Tepanna BO3MOXHA Npu:
A. bonesnu ®abpu;

b. bonesnu lNowe 1 tmna ;

B. CnuHanbHOM ammnotpodum 5q;

. bone3Hu NMomne ;

L. Bce BbiLwe nepevyncaeHHoe.

Monekyna AHK coctouT us:

A. AMUHOKNCNOT;

B. Caxapa (pnb03bl), pocdaTHbIX rpynn 1 a3oTUCTbIX OCHOBAHWIA;

B. Caxapa (ae3okcnpnbosbl), pocdaTHbIX rpynn U a3oTUCTbIX OCHOBAHWI;
. AMMHOKMCAOT, pochaTHbIX rPYNN 1 a30TUCTOr0 OCHOBAHUS;

. Caxapa (pnb03bl), aMMHOKMCIOT.

OCHOBHbIe XMMUYECKUe CBA3M, y4acTByloLMe B OPMUPOBAHMU B3AaUMOAEICTBUA MeXAyY
Hykneotnpaamu B yenu AHK sto:

A. BogopoaHble;

b. ®ocdoanadupHble;

B. NonnnenTtuaHble;

I. JOHOPHO-aKLENTOPHbIE;

[. KoBaneHTHble.



[OnarHocTMKa KaKkoro U3 nepeymncsieHHblX 3abonesaHnii He NPOBOAUTCA NPU HEOHATA/IbHOM
CKPUHUHre:

A. BporkaeHHasa gUCcPYHKUMA KOPbl HAANOYEYHUKOB;

b. lanakrozemus;

B. ®eHnnKeToHypus;

. MykoBuncungo3a;

[. bone3Hb KaHaBaHa.

MpobaHa, cTpagaeT rayxotoi. Ero cectpa, matb 1 oTew, ¢ HOPMAJIbHbIM CIlYXOM. Y maTepu
npob6aHAa Tpu cecTpbl C HOPMaJIbHbIM C/IYXOM U OAUH rnyxoi 6pat. CecTpbl MaTepu 3amyKem 3a
340POBbIMU MY>KUMHaMU. Y OA4HOM U3 HUX TaKXKe eCTb rNyXoi cbiH. babywka npobaHaa No AMHUM
MaTepu 340p0Ba, ee MyX 340pOB. Y 3Toi 6abyLLIKK TpU 340POBbIX CECTPbI, OAUH 34,0PO0BbIN U
OAMH rnyxoi 6par. ¥eHa npobaHga 340poBa, HO UMEET IyXoro 6parta U ABYX 340pPOBbIX cecTep.
Pogutenu keHbl 340p0Bbl, HO MaTb UMeNa rnyxoro 6para. Cynpyru us ogHoro noceska.
BepoATHOCTb TOro, UTO B cEMbe NpobaHaa MOXKET POAUTLCA IyXoW pebeHOK, cocTaBnserT:

A. 100% He3aBMCUMMO OT NONQ;

b. 75% He3aBncumo oT Nona;

B. 50% He3aBMcUMO OT NoNa;

I'. Bce MmanbymKu 601bHbI, 4EBOYKM 340P0BbI;

[. Bce neBoukmM 60/1bHbI, MasIb4MKKN 340PO0BbI.

Mpob6anp, (6onbHaA MO3}KEeUKOBOM aTaKCUel KeHLMHA) MMeeT ABYX 340pP0BbiXx 6paTbes, 0A4HOro
6onbHOro 6parta u aByx 340p0oBbix cectep. OTewl, NnpobaHAa M ero poACTBEHHUKU 34,0pPOBbI, MaTb
6onbHa. [legylwKa No maTepUHCKOM inHMK 6oneH, a 6abywKa 340poBa. BepoATHOCTb poXKaeHUA
60nbHbIX AeTel y npobaHAaa, eciv OHa BbIMAET 3aMyXK 32 340POBOI0 MY}KUMHY, COCTaBAAET:

A. Okono 0%;

b. 25%;

B. 50%;

. 75%;

4. 100%.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa unm He BblbpaH Bosce. TUMNbl XPOMOCOM:

A. MeTaueHTpuyeckue;

b. CybmeTaueHTpuyeckue;

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

2. lpynna B;

3. Fpynna D;

4. Tpynna G;

5. Fpynna C;

6. Flpynna A;

7. pynna E.

A.Al1,4;B62; B4

6. A3,4; B62; B1,6

B. Al,6; 62; B3,4

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

B. AKTUBaLMKM OHKOreHoB;

B. O6pa3oBaHME XMMEPHbIX FEHOB HE BO3MOXHO

. HacnepctBeHHbIM MOHOTEHHbIM 3ab01eBaHMAM,;

[. Annenbcneunduryeckom akcnpeccmm.

[ONna BPOXKAEHHOro rMNOTUPE03a XapaKTepHO

A. Tunornnkemms;

b. HenepeHocMmMOCTb *KMPOB;

B. "KnaKuii, HeyCcTonumBbIN CTYN;

I. OTcTaBaHWe KOCTHOro BO3pacTa OT NacCnopTHOrO;
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.



Mpu3Hakn 3aboneBaHuA: pesKas 4UCNPONOPLUA CTPOEHUA TeNa, KOPOTKME KOHEYHOCTU Npu
HOPMa/IbHOI A/IMHE TYN0BULL,A; POCT B3POC/biX NpumepHo 110-130 cm; BapycHas AU BanbrycHas
Aedopmaumua HUXKHUX KOHEeYHOCTe, MOABUMKHOCTb B CYCTaBaxX COXpPaHeHa, bpaxnaaktunms,
LUMPOKHNE KUCTU, CTOMbI, NOACHUYHBIA N10pA03, GOPMbI U pasmepbl Yepena He U3MEeHEeHbI;
HayaNbHble NPU3HaKK 3a601eBaHNA HAUMHAIOT NPOABAATLCA CO 2-3 roAa }KU3HU; UHTENIEKT,
3peHue, CNyX COXpPaHeHbl, CO CTOPOHbI BHYTPEHHUX OpPraHOB NaToaorMm Het. TuN Hacneao0BaHUA
KaK ayTOCOMHO-A0MMHAHTHbINI, TaK U ayTOCOMHO-PEL,eCCUBHbIA. ITOT CUMNTOMOKOMNNNEKC
XapaKTtepeH ans:

A. AxoHgponnasuu;

b. Mykononuncaxapmnaosa;

B. MceBpoaxoHgponnasunu;

I. TMno¢unsapHOro HaHM3Ma;

. Anactpodumyeckorn aucnnasmm.

UmnpuHT — 370!

A. MNoTepAa XpOMOCOMHOrO MaTepuana Ha OTLLOBCKOWM MM MAaTEPUHCKOM XPOMOCOME;
b. Cneundunyeckas MapKMpPOBKa POAUTENLCKUX aNNenen;

B. HykneotuaHble 3ameHbl B JHK pogutenbckux annenen;

I. CTPYKTYpHble MU3MEHEHMA OTLLOBCKOM UM MAaTEPUHCKOM XPOMOCOM;

O. NAP® oTU0BCKOM MAM MATEPUHCKOM XPOMOCOM.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU NO3ULMAMU. [nA KaxKAoro
NPOHYMePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbI6paH 0AUH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce. Mon yenosekKa:
A. leTeporameTHbIN;

b. lomorameTHbIii. XapaKkTepeH ansa:

1. my»KcKoro nona;

2. XXeHCKoro nona;

3. MYXXCKOrO U YXeHCKOro nona;

4. nuy, c kKapmnotunom 47, XXY;

5. any c Kapuotunom 45, XO0.

A.A2; b1

b. Al; B3

B. Al; b2

Ana PyHKUMOHMPOBAHUA MMNPUHTUPOBAHHbIX PaiiOHOB B HOPMeE XapaKTepHo:
A. bnannenbHaa aKcnpeccus;

b. OTcyTcTBME 3KCNpeccuu;

B. Annenbcneundurueckan skcnpeccus;

I. MoBblWeHHaA sKcnpeccus;

[. CH/KeHue aKcnpeccun.



K npoToOHKOreHam K/1eTKU OTHOCATCA:
A. F'eHbl « 40OMALLHEro X03AMCTBaY;

b. PocTtoBbie ¢paKTOpbI 1 UX PELLENTOPbI;
B. ['eHbl- XpaHUTENN KNETOYHOIO LUMKAQ;
. MnToxoH4pUanbHbIE reHbl;

L. UMNPUHTUPOBAHHbIE FEeHbI.

MyKoBuCLMA03 HacneayeTcA N0 ayTOCOMHO-PeL,eCCUBHOMY TUNY. BepoaTHOCTb poXkaeHua
60nbHOro pebeHKa y 340pOBbIX POAUTENIEN, ECZIN OHU YXKe UMEIOT TpeX AeTei (340poByio A0ub,
OAHOro 340pPOBOro CbiHa U O4HOro 60/1bHOro CbiHa), COCTaBAAET:

A. Bce aetn 6yayT 340p0BbI;

b. 50%;

B. 25%;

I. Puck gna manbumkos 50%, a 4eBo4YKu byayT 340p0BbI;

[. Bce petn 6yayt 60nbHbI.

OCHOBHbIe XMMUYECKUeE CBA3U, y4acTByloLLMe B POPMUPOBAHUM B3aAaUMOLENCTBUA MEXKAY
KomnaemeHtapHbimu uenamu AHK:

A. BogopoaHble cBA3Y;

b. ®PochoanadpupHbie cBA3Y;

B. NonunentngHoble cBA3w;

I [JOHOpHO-aKuenTopHble CBA3W;

. 'oHHble B3anmoaencTams.

K nproHHbIM 6onesHam:

A. CnHgpom lMNeppo;

6. SANDO - cnHapom;

B. CvHapom epTcmaHa - WTtpayccnepa;
. CuHgpom 'epmaHcKu - Myanaka;

4. CuHgpom Jin.

Mpo6aHaa my»XcKoro nona B Bo3apcre

3.5 nert c kano6amu Ha nosbiweHne KOK go 10 000 Ea/n, TpyaHOCTAMM NpU nogbeme No
NectHuue, bbicTPoOM yTOMAAEMOCTb Npu xoabbe. Ob6cneaoBaHMe CTOUT HAYUHATD C:

A. Nowucka aenupin/aynavkaumin 8 reHe DMD;

B. Moucka geneumnin 7-8 sk3oHoB reHa SMIN1;

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

I'. Mounck YacTbix MyTaumin B reHe HINT1;

[. NGS-cekBeHMpPOBaHWUSA Mo NaHenn reHos "HeBpHO-MbILLEeYHble 3aboneBaHua".



HapyweHune paBHOBeCUA MeXAy CTUMYIUPYIOLLUM AEUCTBUEM OHKOTeHOB U 610KMupyowmm
AeiicTBMEeM reHOB-CYNpPeCcCcopoB Ha KNETOUHbINA LMK MOXKET NPUBECTU K:

A. XpOMOCMHbIM NepPEeCTPOMKaM;

b. Pa3sutuio onyxonu;

B. NoasneHunio myTauum B reHe;

. MIHaKTMBaLMM reHOB, PACNONO0XKEHHbIX B UMNPUHTUPOBAHHbIX PAaNOHaX;

. CHUXKEHUIO reHHOW 3KCNPeccumn.

KnnHuyeckme npusHaku: MaKpoKpaHUA; TMNepTeIopyu3M; Te/IeKaHT, NTO3; KOPOTKaA Les, LWeWHbIA
nNTepurnym; 6paxnaaktuamna (MHoraa ¢ NnepenoHKaMu y OCHOBHbIX anaHr), LUMpoKue cTonbl;
«lWanesuaHaA» MOLIOHKA XapaKTepHbl ANA CUHAPOMA:

A. Aapckora;

b. Cmuta-Jlemnn-Onutua.;

B. HyHaH;

. OnuTua-Kaseayxua;

[. AopeHoreHnTanbHoro.

B ABYyX TPYAHOAOCTYNHbIX FOPHbIX CE/IEHUAX OAHOrO HALLMOHANbHOrO PEerMoHa 4acToTbl rpynn
KPOBM Y YUTENeiA Pe3KOo OT/IMYAIOTCA. ITO, NO-BUANMOMY, BbI3BaHO:

A. Pa3Hbim ypoBHEM 0TOOPa;

6. [ipeiidom reHos;

B. PasHbim ypoBHEM MYTAaLIMOHHOIO NPOLECCa;

I. CHMXKeHnemM ypoBHA reteposuror;

. YpoBHem oTb0pa.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU NO3ULMAMU. [nA KaxKAaoro
NPOHYMEePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbI6paH 0AUH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce. HacnheacTBeHHble 60ne3HK:
A. bonesHb lNowe;

b. bone3Hb HumaHa-Nuka tun A/B;

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

1. CopuHrommnenwuH;

2. NaHrnnosng, GM2;

3. NaHrnanosng 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/IbHOCTU AMUHOKUCAOT B BesKe;
b. OnpepgeneHuve nocnenosaTenbHOCTU HyKAeotnaos AHK;

B. MeTtog, “copTnpoBKu” xpomocom;

I'. UccnepoBaHue Bzanmopgeincteusa IHK ¢ benkamu;

. UccnepoBaHne naeHtuomKaumm 6enKkos.

Monekyna OHK npeacrasnset coboii:
A. OgHoUENoYEeYHY0 MONEKYNY;

b. [1ByXUeno4YeuyHyo MONEKYNY;

B. TPMNUCTHUK;

. CoegnHeHMe 6eH30/1bHbIX KoneL,;

A. Nonunentug,

Knactep mMnpuHUPOBaHHbIX rEHOB B HOpMe:

A. dKcnpeccupyetca ¢ obemx Xxpomocom;

b. He akcnpeccupyertcs;

B. N'mnepakcnpeccupyetcs;

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

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

6. HoHceHc-myTaumm B reHe SMIN1;

B. Aeneuun reHa SMIN1;

. CAHOHMMWMYHbIE 3ameHbl B reHe SMIN1;

A. deneuyn reHa SMIN2.

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

b. Xpomatnapl;

B. LleHTpOomepbl;

I. UeHTpuronu;

[. CNnyTHUKMW.

MpomoTtop pacnonaraetca:

A. B KOHUge reHa;

b. B cepeaviHe reHa;

B. B Hayane reHa;

I. Cpasy nocne MHMUMNPYIOLLEro KOA0H3;
L. Mepen TepMUHUPYIOWMM KO4OHOM.



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

A. TnposmHemma 1 Tnna

b. HempoaereHepaumel ¢ HAQKONAEHMEM Kefie3a B Mo3re

B. lnytapoBas aumaypua 1 tmna

I. BonesHb BuabcoHa-KoHoBanosa

. BonesHu Kpabbe

Monekyna TPHK:

A. Cny»KuT 3aTpaBKom Npu penavkauumn OHK;

b. UmeeT popmy “TpuanctHmka”;

B. AABnaeTcA KoMnoHeHTOM pMbocombl;

. He nepemeltaetca 3a npegensl A4pPa;

[. ABnAeTca 3anUCbio CTPYKTYpPbl NOAMNENTUAHON LEenw.

MpoueccuHr - ato:

A. CBA3blBaHWe penpeccopa ¢ benkom;

b. YasoeHnune OHK,;

B. Co3peBaHue npe—PHK B agpe;

I'. Accoupnaums 6onblion n manon cybbeanHuL, pubocombl;
[. CBA3bIBaHME TPAHCKPUMNLUMOHHOIO GpaKTopa C MPOMOTOPOM.

[ouyb 60n1bHOrO remopuanen umeeT AByX 340pPOBbIX CbIHOBE U OAHY 340POBYIO A0Yb. PUCK
poXxXaeHUA 60/1bHOro0 CbiHA Y KOHCY/IbTUPYIOLLLEACA COCTABNAET:

A. 100%;

b. 50%;

B. 25%;

r.12.5%;

L. PUCK ana cblHa OTCYTCTBYET.

B reHeTMYECKyIO0 KOHCY/IbTaLMIO 06paTUNACh XKEeHLWMHA, MY} KOoTopou 6oneH remodpunuei

A. Onpeaenutb pUCK aNA aetei B 3Tom bpake, ecnm U3BeCTHO, YTO POAOC/IOBHAA CAaMOM
YKEHLMUHbI N0 reMopUIMmN He OTAroLLEeHa:

A. Bce manbumnkm byayT 601bHbI;

b. MonoBmMHa manb4mkoB byayT 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 No3uuMamu. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa unm He BblbpaH Bosce. TUNbl XPOMOCOM:

A. MeTaueHTpuyeckue;

b. CybmeTaueHTpuyeckue;

B. AKpoueHTpuuecKkue. Fpynnbl XpoMocom:
1. Fpynna F;

2. lpynna B;

3. Fpynna D;

4. Tpynna G;

5. Fpynna C;

6. Flpynna A;

7. pynna E.

A.Al,6; 62;B3,4

6. Al,6; B3,4; B2

B. A3,4; b2; B1,6

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

b. XpomocomHble abeppaunu;

B. leHOMHble myTaumu;

I. TeHHble ¥ reHOMHble MyTaLnu;

[. FeHOMHble 1 XPOMOCOMHbIE MyTauUUK.

Hykneotupg, coctout us:

A. ®ocdaTa 1 a30TUCTOr0 OCHOBAHMS;

B. Caxapa, pocdaTta 1 a30TUCTOro OCHOBAHUSA;
B. AMMHOKWUC/IOTbI M @a30TUCTOrO OCHOBAHUSA;
I'. Caxapa u ¢pocoara;

[. Caxapa 1 a30TUCTOro OCHOBaHMS.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeacTaBieHHbIMU No3uumamu. ina Kaxkporo
NPOHYMePOBaHHOIO 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT MOXeT
6bITb BbI6paH 0aMH pas, 6onee oaHOro pasa uam He BbibpaH BoBce. K nccnepgoBaHmam:

A. CKpMHUHUPYIOWUM MeToAaM;

b. Moareepxpgaowmm anarHos. OTHOCAT:

1. HeMHBa3MBHbIA NpPeHaTa/IbHbIN TECT;

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

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

A.A2,3,4; b1

b.Al, 2; 63,4

B.Al1,2,4; b2



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oagHOro pasa Uam He BblibpaH BoBce. TuN HacheAOBaHUA:

A. AYyTOCOMHO-peLLeCCUBHbIM TUN;

b. AYyTOCOMHO-A0MUHAHTHbIA TUN. 3aboneBaHue:

1. Cunppom MapdaHa;
2. Muopguctpodpua [lioweHHa;
3. Fanakrozemus;

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 COODLLLAETCA TONIbKO KEHLLUHE;

b. UHbOpMaLMIO O pUCKE MONYYAET MYK;

B. becega npoBoAuUTCA C ABYMA Cynpyramu;

. My nony4yaet nHpopmaumto 6e3 yyeta oTLOBCTBA;

4. NHpopmauuio o prcke NonyyatoT poaCTBEHHUKM.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU No3uLmMaAMU. Ona Kaxkporo
NPOHYMePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT MOXKeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BblbpaH Bosce. 3aboneBaHus:

A. CuHApOoM dpaBapAaca;

b. MyKosucuunaos;

B. MbiweyHaa Auctpoduma AloweHa;

. Cungpom Mpagepa-Bunnu. FreHeTnUcKoe nccneposaHmne nepBoi INHNK:

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

3. Mowuck yactbix mytauuit B reHe CFTR;

4. Nouck aeneyunin u aynankauui B reHe DMD.

A.Al; b2; B3; T4

b. A4; B3; B1; I2

B.A2; B3;B4; 1



340pOBbIN IOHOLIA, MUMEIOLUNA YeTbipex 340pOBbIX 6paTbeB, KOHCY/IbTUPYETCA NO NOBOAY
nporHo3a notomcTtsa. Ero matb 1 otey, 340p0oBbl. Y MaTepu ecTb ABe 340p0Bble CecTpbl, 0 AUH
340p0Bbli bparT, a aBa ee 6paTa ymepaun oT mbieyHo guctpoduu [oweHHa. BepoAaTHOCTb
poXKaeHUA 60NbHbIX AeTel Y KOHCY/IbTUPYIOLLErocs COCTaBNAET:

A. Bce Manb4ymKku byayT 601bHbI, AEBOYKMN 340PO0BbI;

B. Bce neBoukmM 6yayT 60/1bHbI, Ma/Ib4UKK 340P0BbI;

B. 50%;

. 25%;

[. PUcK npeHebpexxnmo man (0bwenonynsaumMoHHbIN).

YcTaHOBUTE COOTBETCTBUE MEKAY NPeAcTaBleHHbIMU No3uLMaMU. s Kaxporo
NPOHYMepPOBaHHOI0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb Bbl6paH 0gUH pa3, 6onee oagHOro pasa uam He BblibpaH BoBce. MoneKynbl:
A. OHK;

b. PHK. ®yHKUMMK:

1. CoxpaHeHue HacneACTBEHHOW MHPOPMALUK B KNETKE;

2. Nepepaya HacneacTBEHHOU MHPOPMaLMK;

3. TpaHCNOPT aMUHOKUCNOT;

4. CTpouTenbHblii maTepuan, Heo6XoAUMbINA ANA XKU3HU KNETKHK;

5. DHepreTMyecKkaa cucTema KNeTKu.

A.Al; B2,3

6.A1,2,3; B2

B.Al; 61,2,3

B reHeTUUYECKYIO KOHCYIbTaLMIO 06paTUiach XKeHLWMHa, oTel, KoTopoi 6oneH remodpunuei
A. Onpeaenutb pUCK HacnepoBaHUA remodpunnumn ansa ee pgeTen:

A. Bce manbumkm 6yayT 340p0BbI;

b. Bce manbumku 6yayT 60/1bHbI;

B. B cpegHem, NON0OBUHA MasibiMKOB ByayT 601bHbIMY;

I'. Bce neBoykn byayT 601bHbI;

. Bce aetn 6yayT 340pOBbI.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeacTaBAeHHbIMU No3uumamu. ina Kaxkporo
NPOHYMePOBaHHOrO 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT MOXeT
6bITb BbI6paH 0aMH pas, 6onee ogHOro pasa uam He BbibpaH BoBce. Tun HacneAOBaHUA:
A. AYyTOCOMHO-peLLeCcCUBHbIN TUN;

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

1. MbiweyHas guctpodpus AioweHa;

2. CuHppom MaptuHa-benn;

3. Uenunakus;

4. deHnnketoHypua; 5 Henpopnbpomaros.

A. A3; b1

b. A4, B5

B. A2; b4



Y naumeHTa c cuHgpomom "Banoro pebeHKa" n 30HAO0BbIM KOPMZIEHNEM B HEOHATA/IbHOM
nepuoae HeobxoamMmo npoBoaUTbL 06cnef0BaHUMN B OTHOLUEHUM:

A. CuHgpoma KopouH - Cnpunca;

b. CnHgpoma HyHaH;

B. CuHapoma MapdaHa;

I. Cungpoma Mpagepa - Bunnu;

[. CnHgpoma Ctuknepa.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMamMmn. [na Kaxaoro
NPOHYMePOBaHHOr0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa Uam He BblbpaH Bosce. K HacneacTBEHHbIM
3aboneBaHnAM U3 rpynnbi:

A. lnsocomHble 60n1e3HM HaKoNNeHuUs;

B. MutoxoHapunabHble 3abonesaHuna. OTHOCAT:
1. bone3sHb Pabpu;

2. CuHppom MNMupcoHa;

3. Cunpgpom lypnep;

4. MELAS cuHapom;

5. bonesHb lNowe;

6. Cunapom KepHca-Cenpa.

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

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

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

BepoATHOCTb poXKAeHUA ewe ogHOro 601bHOro pebeHKa y 340poBbIX poguTenei, Kotopble UMeKT
Tpex 60/bHbIX MYKOBUCLUA030M AEeTEeN, COCTABAAET:

A. Bce petn 6yayT 601bHbI;

b. 50%;

B. 25%;

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

. Bce aetn 6yayT 340p0OBbI.

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

A. Hn oagHoro;

b. OgHo;

B. YacTb KNEeTOK MOXXET UMETb OAHO Teble, YacTb — ABa;

. YacTb KNETOK MOXKET MMETb OA4HO TenbLe, YacTb — HXU O4HOTO;

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



PUCK poxaeHna y Hemonopon matepu pebéHka c cuHapomom [layHa, obycnosneH
0C06€eHHOCTAMM rameToreHes3a y YKeHLUH:

A. BbicoKkol nponndepaTBHON aKTUBHOCTbIO OOrOHWEB, CONPOBOXKAAOLWENCA OWNMOKaMm B paboTe
OHK-nonnmepasbi;

6. BoNbLWOWN ANNUTENBHOCTBIO CTaAUU ANKTUOTEHDI Y HEMOJIOAbIX XEHLLMH, CONPOBOXAAOLWENCA
POCTOM BEPOATHOCTM HAPYLUEHMIM annapaTa BepeTeHa Ae/leHuns;

B. Bo3pacTtaHmem 4acToTbl HEPAaBHOrO KPOCCUHIOBEPA B raMeToreHese y HEMOJIOAbIX KEHLMUH;

. O6wmMm BO3pacTaHMEM YacTOTbl TOYKOBbIX MyTaLUMI Y KEHLWNH cTaplue 35 nerT;

[. HapyweHuem cuctembl penapaumm AHK.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3ULUAMU. ONA KaXxKa0ro
NPOHYMepPOBaHHOI0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BblIOpaH 0gMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce. 3aboneBaHus:
A. Mykononucaxapupgos |,11,IV Tunos;

b. Cungpom [layHa. MpUHLMUNbI NeYyeHUA:

1. 3TMonornyeckoe;

2. MNaTtoreHeTUYeCKoe;

3. CumnTomaTmnyeckoe;

4. TepaneBTUYECKUE NOAXOAbI OTCYTBYIOT.

A.Al1,3; b4

b. A4; b1,3

B. A2,3; b3

OnpepeneHne ypoBHA MeTaboanTOB X0neCcTeEPUHA B CbIBOPOTKE KPOBU UCNO/Ib3yeTca ANA
OWNArHOCTUKMU:

A. CuHgpoma CmuTa - Jlemnn Onunuga;

6. CuHapoma Cmut - MareHuc;

B. CuHapom CmuTa - KMHrcmopa;

. CuHgpoma Llenbserepa;

. CemelHOM runepxonectepuHemMmm.

PacctosHue mexkay reHamu ansa GU3nMUYECcKoM KapTbl onpeaenserca no:
A. HacTtoTe KpoCCUMHroBepa mexay HUMU;

b. KonnyecTtsy HyYKN€OTUAHbIX NAp MeXAy HUMU;

B. KonnyecTBy XpOMOCOMHbIX B3HA0B MEXKAY MX NOKYyCaMy;

I. KonnyectBy Apyrux reHoB mexKay HUmu;

L. Konnyectsy NOBTOPAIOLWUXCA eaNHULL.



CTpPYKTYpbl, cOeguHAIOLWME CECTPUHCKUE XPOMATUADI U coAaeprKaLlme cneumdpuyecKyro
nocneposatenbHocTb JHK, Heobxogumyto gna cerperaumum Xpomocom, Ha3biBalOTCA:
A. HuTu BepeTeHa;

b. KnHetoxopesl;

B. LleHTpomepbl;

. Catennutbl;

L. Xpomomepeol.

[OnA BOSHUKHOBEHUA pOB6epPTCOHOBCKOM TpaHCNOKauun Heobxogmum:
A. O4NH XPOMOCOMHDbIM Pa3pbIB;

b. [lBa XpOMOCOMHbIX pPa3pbIBa;

B. He meHee Tpéx XpOMOCOMHbIX Pa3pbIBOB;

. XpOMOCOMHbIE Pa3pbiBbl HE HYXKHbI;

[. MHOXeCcTBeHHble XPpOMOCOMHbIe Pa3pbiBbl.

OnpeaeneHune LUC - U TPAHC- NOJIOXKEHUA reTepo3UroTHbIX BapuaHTOB peL,eCcCCUBHOro
3aboneBaHus, BbiABAEHHbIX NGS -ceBKeHMpoBaHMEM y NpobaHaa, NPoOBAUTCA C NyTem:
A. OnpeneneHuns retepo3MroTHOro HOCUTENbCTBA BapUAHTOB Y poanuTenen

b. BoiaBneHWA BapmaHToB Yy 6onbHOro cmbca

B. BbiABNE€HMA BapnaHTOB Y 340p0oBOro cmbca

I. NoaTteep»AeHMA BapMaHTOB y NpobaHaa MeToaoM cekBeHMpoBaHUA no CeHrepy

[. OnpepenerHuve poactsa

YcTaHOBUTE COOTBETCTBUE MEKAY NPeAcTaBAeHHbIMU No3uLMAMU. s KaxKporo
NPOHYMepPOBaHHOrO 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce. 3aboneBaHue:
A. NMonHana TecTUKyNapHaa peMuHu3aums;

b. HenonHas TecTukynapHasa ¢pemmnHmnsauma. Bospact maHudecraumm:

1. NMepuropa, HOBOPOKAEHHOCTY;

2. MNepB.blii rop, }KU3HuK;

3. NepBoe pgecatunetme;

4. Nepunop NONOBOro co3peBaHUA;

5. 3penbiit Bo3pacT (nocne 30 ner).

A. Al; B4

b. A2;b1

B. A4; b1

Tenomepa — 3to:

A. lNepeTAXKKa, pa3genamLw,an XxpoMOCOMY Ha ABa Naeya;
b. YyacToK npuKpenneHna sepeTeHa AeneHus;

B. YyacToK, UrpatoLiuii rnaBHyto ponb B AENEHUU KNETKMY;
I. KOHLUEBbIE YY4ACTKM XPOMOCOM;

L. YY4acTKM XpOMOCOMHBIX Naeu.



KnoHuposaHue AHK npegnonaraer:

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

B. MUP;

. BAOTUHT-TMbpMan3aums;

. Twbpuamsauus in situ.

BHOBb BO3HMKLLAA HEUTPa/ZIbHAA MyTaLMA UMEET BbICOKYO BePOATHOCTb 6bITb yTPaueHHO B
nocaeayrLWwmnX NOKONEHUAX, YTO, BO3MOXKHO, 06yC/10BNEHO:

A. JencTtBmem oTH0pa;

6. YTpaToi B cMNy CTAaTUCTUYECKUX MPUYMH;

B. U3meHeHnem reHHbIX 4acToT;

. 9pdekToM poaoHaAYANbHUKA;

4. Opendom reHos.

O6a cynpyra 340p0Bbl, HO KaXKAblA U3 HUX MMeeT CUBCOB, NOPaXKeHHbIX O4MHAKOBOI ayTOCOMHO-
peueccuBHo GOPMOIA NUrMEHTHOro peTUHUTA (y My»Ka 60n1bHbI 6paT K cecTpa, a y KeHbl 60bHa
cecTpa). PUcK poxkaeHua 6onbHoro pe6eHka cocraBnser:

A. Bce petn 6yayT 601bHbI;

b. 3/4;

B. 2/3;

r.4/9;

[.1/9.

BONbLIMHCTBO Hac/NeACTBEHHbIX HapyLeHU meTabonansma obycnosneHo:
A. JOMWUHAHTHbIMW reHaMu;

b. PeueccmBHbIMM reHamum;

B. LluTonnasmatmyeckomn HacnencTBEHHOCTbIO;

. XpOMOCOMHbIMU TPUCOMUAMMU;

[. TepaToreHHbIMM BO34EACTBUAMM.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMAMU. [Na KaxKaoro
NPOHYMEPOBAHHOIO 3/1eMEHTA Bblbepute 6yKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BblbpaH BoBce. XpOMOCOMHbI Habop:

A. FannouaHbliif;

. AunnounaHbin;

B. TpunnongHbin. Yncno xpomocom:
1. 22;

2.23;

3. 46;
4
5

"2l

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

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

Mpu onpeaeneHnmn 3MrotHocTn 6an3HeL,0B Hanbonee ToueH:
A. MonncMmnToMaTUYeCcKMin MeToA;

6. AHanu3 rpynn Kposw;

B. AHanus gepmatornnpukm;

I'. AHanm3 BbICOKO BapmnabenbHbix mapkepos [HK;

[. TecT no nepecagKke KOXM.

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

Yactota moHOreHHbIX 601e3Hei B pacueTe Ha HOBOPOXAEHHbIX:
A. 3%;

b. 0,1%;

B. 1%;

. 5%;

4. 10%.

KaK Ha3biBaloTCA MyTauum, He NPUBOAALLUE K U3MEHeHUIo0 6eNKoBo NocaeA0BaTeIbHOCTU:
A. MyTaumm caiTa cnaancuHra;

B. CUHOHMMWMYHDIE;

B. MucceHc;

. HoHceHc;

L. MyTaumum co caBMrom pamKu CHUTbIBAHUA;



My>KuMHa, CTpaaaloLW i MOTOPHO-CEHCOPHOM NnoauHelponaTtuein Lapko-Mapu-TyTa,
KOHCY/IbTUPYETCA NO NOBOAY NPOrHOo3a NOTOMCTBA. OH YKeHaT Ha 34,0P0BOM XKeHLUHe, UMeeT ABYX
340p0BbIX U 0AHY 60/1bHYIO CecTpy, a TakXKe 6onbHOro 6parta. Otey NpobaHAaa U Bce POACTBEHHUKMU
oTua 3g80poBbl. MaTb 60/1bHa, UMeeT Tpex 6oNbHbIX cecTep U Tpex 340p0BbiX bpaTbeB. AeayLuKa
No MaTepPUHCKOMK NnHUKM 6oneH, 6abyLika 3gopoBa. bonbHOM 6paT NnpobaHAa XKeHaT Ha 340pOoBOoM
YKeHLMHe U nmeeT AByX 60/bHbIX gouyepei. BepoAaTHOCTb poXkaeHUa 60abHOro pebeHKa y
npo6aHaa cocTaBnsaerT:

A. 100%;

b. 25%;

B. 0%;

. Bce manbumnkm byayT 601bHbI, AEBOYKN 34,0POBbI;

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

Cunapom lMapgHepa (anddysHblii NOAMNO3 KULLIEYHUKA) MMeeT TUN HacneAO0BaHUA:
A. AYyTOCOMHO-PELLeCCMBHbIN;

b. X-cuenneHHbI peueccmBHbIN;

B. X-cuenneHHbI LOMUHAHTHbIN;

I. X-cuenneHHbI LOMUHAHTHBIN OFPaHUYEHHbIN }KEHCKUM MOJIOM;

. AyTOCOMHO-A0MWHAHTHbIMN.

MepBuyHan cTpykTypa 6en1KoBOI MONEKY/IbI - 3TO:

A. CTpyKTypa oTAeNbHON aMUHOKUCNOTbI;

B. MopAnoK aMMHOKMCAOT B NOAIMNENTUAHON Lienn, onpeaenaembli reHeETUYECKMM KOA,0M;
B. MpocTpaHCcTBEHHOE PACMNONOKEHNE OTAE/NbHbIX Y4aCTKOB NOAMNENTUAHOM LEeny;

I. MpocTpaHCcTBEHHOE B3aMMOPACNO/I0KEHNE NOAMNENTUAHBIX Lenel;

. Mopaaok pacnonoXKeHUa HYKAeoTUA0B B LEenu.

MonoBbiMKU XPOMOCOMaMM Ha3bIBAKOTCA XPOMOCOMDI:

A. lMonoBbIX KNETOK;

b. YuacTeyloLime B KpPOCCUHIoBepeE;

B. Hannume KoTopbIx B KapnoTune onpeaenaeT noa opraHU3ma;

I. CopeprKalme TONbKO reHbl, 4eTepMUHUPYIOLLIME PA3BUTUA NOAQ;
L. Tpynnbl A.

DedeKTbl CKanbna B cOMETaHWUM C peayKuuein AUcTanbHbIX PpanaHr nanbLes XapaKTepHbl ANs:
A. lMonaHpa cekBeHUMU;

b. l'opnunHa- Monbua cUHAPOMa;

B. Agamca- Onumsepa cMHApOMa ;

. XonT-Opama cuHapoma;

. KopduH - Cupuca cuHapom.



BonbHOM anbbMHM3MOM BCTynaeT B 6paK co 340p0BOI KEHLMHON, BpaT KOTOPOI CTpajaeT Tou XKe
dopmoit anbbuHmMama. Puck ana nx pebeHka cocrasnser:

A. Bce petn 6yayTt 601bHbI;

b. 3/4;

B. 2/3;

r.1/3;

n.1/6.

M'6pugmsauums in situ c n1oKyc cneymnpuyeckumm npobamm nosponnerT:

A. M3yuntb Kapmotnn 601bHOrO;

6. Nonyuntb MHPopMaLmio O NepecTpomKax UCCaeayemMoro 1oKyca y 601bHOro;
B. Monyuntb MHGOPMAUMIO O MyTaLMAX B FEHE;

. Onpepenutb MOPD;

. Onpenenntb HYKNeoTUAHbIN COCTAaB UCCNeLyEeMOro /IOKyCa.

KpaHWMOCMHOCTO3 C WWMPOKUM NepBbiM nanbLem 3To:
A. CuHgpom MIoHKe;

6. cuHapom Noandoepa;

B. cuHapom Anepa ;

. cuHgpom Kpy30Ha;

. cmnHapom bupa - CtueeHcoHa.

OHK-puarHoctuka 6one3Heit UMNPUHTUHIA CBOAUTCA K ONpeaeieHunIo:

A. Paznnuunii B annenbHOM METUAMPOBAHUMN OTLLOBCKOM M MAaTePUHCKON XPOMOCOM;
B. CTPYKTYpHbIX MyTaLMi B reHax;

B. Pa3nununin B reHHOM aKkcnpeccuuy;

I. KpynHbIX XPOMOCOMHbIX NEPECTPOEK;

. OgHOHYKNEeoTUAHbIX NOANMOPGU3IMOB.

HapyLwieHnA cMHTe3a YKeNUYHbIX KUCNOT XapaKTe pusyoTca:

A. PEKyppeHTHbIMM KPU3aMUM C TUXOPAAKON, CbiNbto, NTMMPaaeHonaTuen 1 renatocnieHomeraaven;
B. MHcynbTONOA06HBIMM COCTOAHMAMM, aTaKCUEN, NPOrpeccupyoLLen MMkpouedpanmnen;

B. XapakTepHbiM GEHOTMNOM C LUMPOKUM a/IbBEONSAPHbBIM OTPOCTKOM, MOPOKAMM BHYTPEHHUX
OpraHoB, CUHAAKTUAMEN 2-3 CTON, TMNOCNagMeit y MaibuMKOB;

I. FTunornukemunen c nakTaT - auua03om, nosbiweHnem KOK, renatomeranuen;

L. 3aTAXKHOM XKenTyxon, Anapeen, Nporpeccupyowmm HapyLeHnem GyHKLMU NeYEHU .



M3 84000 geTeil, poaMBLUMXCA B TeYeHUE 5 neT B naHMUKCHOM nonyasauum, y 210 obHapyxeH
NaToN0orMYecKkuii peu,eccUMBHbIN NpU3HaK. YacToTa HOPMaIbHOro annens A B A4aHHOM nonynauumn
COCTaBNfAET:

A. 95%;

b. 85%;

B. 50%;

l.9,5%;

[. 5%.

HepeaKo npu XpOMOCOMHbIX CUHAPOMAaX BO3HUKaET CYAOPOXKHbIN cMHApPOM. OT Yero 3aBUCUT €ro
BO3HMKHOBEHME:

A. OT pa3mepa NepecTpomKku;

6. OT TOro, Kak oHa bbina yHacnegoBaHa — He HblIM N poaUTeENN HoCcuTenAmm cbanaHCcMpPoOBaHHOM
TPaHCNOKaLMK;

B. OT TOro, Kakue reHbl BOWAM B 06/1aCTb Aeneuuu;

. OT TOro, ecTb I MHOYKECTBEHHbIE MOPOKU Pa3BUTKA.;

. OT HepacxoXKaeHne XpOMOCOM B MeNo3e y Hocutens pobepTCOHOBCKOM TPAHCIOKALUMK, KoTopas
BO3HWMKAET NPU LEHTPUYECKOM C/INAHUN ABYX XPOMOCOM.

Mpouecc TpaHcNALUM OCYLLEeCTBNACTCA:
A. B agpe Kknetku;

b. B cn3ocomax;

B. B pubocomax;

I. B yMTonnasme;

[. Ha kneTouyHo membpaHe.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU NO3ULMAMU. [nA KaxKaoro
NPOHYMePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbI6paH 0AUH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce. BeKTOpHasA eMKOCTb:
A. Haunbonbluas;

b. HammeHbluan. BeKTOpHble KOHCTPYKL UK

1. PeTpoBupycHbie;

2. darosbie;

3. Ha ocHOBe MCKYCCTBEHHDbIX XPOMOCOM APOXKIKe;

4. NMnasmupaHble;

5. KocmugHbie.

A. A4; B3

6. A3; b4

B.Al; b4



Accoumauma aHomanmm 60nblIO rPyAHOM MbiLLbl C NTOPOKaMU PA3BUTUA BEPXHEN KOHEYHOCTH
XapaKTepHa ans:

A. lNoTTepa cekBeHUUY;

b. NMonaHaa cekBeHUUN ;

B. XonT-Opama cuHapOMma;

I VACTREL — accouupaumu;

[. CHARGE — accoumauyun.

KonunuectBo reHoB, Kogupyowmx 6enku B xpomocomax X u Y:
A. MpnbnnsntTenbHO 0AMHaAKOBO;

6. B xpomocome X HamHoro 6onbLue, Yem B Xpomocome Y;

B. B xpomocome Y HamHOro 60/bLue, 4em B XpOMOCOME X;

. B xpomocome Y NONHOCTbIO OTCYTCTBYIOT;

4. [ . B xpomocome X MONHOCTbIO OTCYTCTBYHOT.

YcTaHOBUTE COOTBETCTBUE MEXAY NpeAcTaBNeHHbIMU No3uumuamm. [ina Kaxaoro
NPOHYMEpPOBAHHOTO 31eMeHTa BbibepuTe 6YKBEHHbII KOMMNOHEHT. ByKBEHHbIA KOMMNOHEHT MOXKeT
6bITb BbIOpaH 0AuH pa3, 60nee oAHOro pasa uau He BbibpaH BoBce. Tun HacneA0OBaHMUSA:
A. AyTOCOMHO AOMUHATHbIW ;

B. AYyTOCOMHO peLecCcCUBHbIN;

B. X-cuenneHHbIli TUN. 3aboneBaHue:

1. Cunpgpom Cmuta-Jlemnn-Onutua;

2. Heitpopunbpomaros;

3. Xopeu [eHTUHITOHa;

4. Muopguctpodpus [iloweHa;

5. AgpeHo-reHUTaNbHbI CUHAPOM.

A.A-2,3; B1,5; B4

b. A5; 62,3; B4

B. A4,5; b4; B2,3

Monekyna PHK coctouT u3 cneayowmx XuMMYeCcKUX coeuHeHnit:

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.

"Pabpukamm 6enKka" B Knetke ABNAKOTCA:
A. Pubocombl;

b. MutoxoHgpuu;

B. Llutonnasma;

I. MepoKcmncomel;

L. Inzocomsl.



B ocHoBe rubpuausaumm nexkart cBomcTsa moneKkynol AHK:
A. Tugponus HK;

b. KomnnemeHTtapHocTb uenen QHK;

B. AMnandukauus;

I. PecTpuKkums;

[. deHaTypauus.

YacToTa HacneaCcTBEHHDBIX U BPOXKAEHHDbIX 3a60/1€BaHUM Y HOBOPOXKAEHHDbIX COCTABNAET:
A. 10%;

b. 1%;

B. 5%;

. 25%;

4. 50%.

Xpomocomocneuyuodpuyeckue 3oHabl fHK — ato:

A. IHK XpOoMOCOMHbIX GparMeHTOB Pa3HOWN A/INHbI;

b. ®parmeHTbl AHK, cogepaLine ToNbKO CTPYKTYPHbIE reHbl;

B. KnoHupoBaHHble nocnenoBaTenbHOCTU catennmtHon AHK;

. KnoHnpoBaHHble ¢pparmeHTbl JHK, xapakTepHble ana onpeaeneHHbIX XpOMOCOM;
. ®parmenTbl HK, copeprkalLime pacceaHHble NOBTOPbI.

Hamnbonee nsyuyeHHoI anureHeTMYeCKOM moguduKkaumen asnserca:
A. CTpPYKTypHbl€ U3MEHEHUA OTLLOBCKOM MW MATEPUHCKON XPOMOCOM;
. Cneundunyeckoe metnnmposaHme untosnHos B CG-gMHyKneotTnaax;
B. AueTunnmposaHue rucTOHOB;

. dochopnnmpoBaHMe rmMcToHOB;

. O4HOHYKNEOTUAHbIN NOANMOPOU3IM POLUTENBCKUX XPOMOCOM.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa uam He BblibpaH BoBce. 3aboneBaHue:
A. deHUNKeTOHYpUS;

b. AgpeHoreHUTaNbHbI CUHAPOM;

B. BpoXXAaeHHbI runotTupeos;

. MykoBucunpaos;

. Fanaktozemus. J1abopaTopHO-AMaArHOCTUYECKUIA KpUTepuid:

1. MMMyHOpeaKTUBHbIN TPUNCUHOTEH;

2. 17-rmapokcmnporecTepoH;

3. deHnNanaHuH;

4. TUpeoTPONHbIA FOPMOH;

5. O6w,an ranakrosa.

A.A3; B2; B4;T5; A1

6. A5;62; B4; I'1; 43

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

Y nayueHTa c cMHAPOoMOM "BAnoro pebeHka" Heobxogumo npoBoauTb 06cnefoBaHUM B
OTHOLUEHUMU:

A. MbiweyHol auctpodun [ioweHa;

6. MuoToHmn TomceHa/Bbekkepa;

B. CnuHanbHOM mblweyHom aTpodum 5q;

I. Auctpoduyeckot MMOTOHUK 2 TUNa;

. MbiweyHol guctpodun bekkepa.

B noTomcTBe OT 6paka ABYX rerepo3unroT (NpyM ayToCOMHO-A0OMMUHAHTHOM Hac/le[0BaHUM)
QHOMa/IbHbIi reHOTUN ByAayT UMeTb:

A. Bce ambpuoHbI;

6. HMKTO 13 3M6pPMOHOB;

B. 1/4 smb6puoHOB;

. 1/2 ambpuoHoB;

. 3/4 smbproHoB.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaBNeHHbIMU NO3ULUAMU. [inA KaxKaoro
NPOHYMePOBaHHOrO 3/1IeMeHTa BblbepuTe 6yKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT MOXeT
6bITb BbI6paH 0aMH pas, 6onee ogHOro pasa unam He BbibpaH BoBce. MeToabl AUArHOCTUKK:
A. CeKBeHMpPOBaHNE IK30MQ;

B. XpOMOCOMHbIA MUKPOMATPUYHDbIA aHaNuU3;

B. CekBeHMpOBaHMe reHoma; Mo3BONAIOT BbIABAATD:

1. TouKoBble MyTaLMK B KOAUPYIOLLMUX YYACTKaxX (3K30HaXx);

2. KpynHble peneuunn;

3. TOuKOBble MyTaL MU B HEKOAUPYHOLMUX YHACTKaX (MHTPOHAX).

A.Al; B2;B1,2,3

b. Al; B3; B1,2

B. Al; B3; B3



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMaAMU. [Na KaxKaoro
NPOHYMEPOBAHHOIO 3/1eEMEHTA Bblbepute 6yKBEHHbIA KOMNOHEHT. ByKBEHHbIV KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BblbpaH BoBce. MocnepoBaTeNbHOCTD:
A. DK30H;

b. UHTpOH. OnpepeneHue:

1. KogoH mPHK;

2. EpuHnua TpaHckpunuuu;

3. YUacToOK reHa, Koaupyow,mii 4acTb nocaegosaresibHOCTH 3penon mPHK;

4. NMocnepoBaTeNIbHOCTb, PACMNONI0XKEHHAA A0 CTaPTOBOI TOUKU TPAHCKPUNLIUY;

5. YUacToK reHa, He KogupyloLu1ii NocienoBaTebHOCTb 3penoit MPHK.

A.A3; B5

6. A3; b4

B. A2; b4

MO>KHO 1M peKOMeHA0BaTb CeMbe NpPoBeAeHUEe A0pPOA0BON AUATHOCTUKUN HA BapUaHT
HYK/1€eOTUAHOM NOC/eA0BATE/IbHOCTU HEACHOTO 3HAYEHUA?

A. MOXXHO Ha paHHWUX CPOKax;

b. Mo pelweHunto Bpaya;

B. Hukorpa Henb3s;

. TONbKO B CNyyaax TAXKeNblx 3aboneBaHui;

[. MoxHo B KoHUe | TpumecTpa.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3NLUAMU. [nA KaXKaoro
NPOHYMePOBAHHOIO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BblbpaH Bosce. 3aboneBanHus:

A. XpoMmoCOMHOI1 3TUONIOTUY;

b. MoHoreHHble;

1. CuHapom [layHa;

2. CuHppom daBapAca;
3. Heitpopmnbpomaros;
4. MapdaHa cuHgpom;
5. Uenunakus.
A.Al1,3,5; 62,4

b.Al1,2; B3,4

B.A1,4,5; 62,3

Cpepgu nepecTpoeK yKaXuTe Ty, 415 KOTOPOU He06X0AMMO MaKCMMAa/IbHOE KOIMYeCTBO Pa3pbiBOB:
A. UHTepcTuumanbHaa geneums;

b. TepmnHanbHaa geneuus;

B. MHcepums;

I. MepuueHTpHMYeCcKana NHBEPCUA;

L. TenomepHaa geneumsa.



Hanbonee BepoATHbIM ANArHO30M Y NaLMEHTa C U3MeHeHuaMU Ha MPT, HanomuHalOLWMMH
«TUrPOBbIA NATTEPH»:

A. BonesHb Kpabbe;

B. X - cuenneHHan aapeHonenkoaucTpodpus;

B. MeTaxpomaTuyeckas nekogunctpoodus;

I. Nenkoguctpodua c "mcyesarowmm" 6enbim BELLECTBOM

[. HepoaereHepaumm ¢ HAKOMJIEHUEM }Kenesa B Mo3re.

Kak Ha3biBaloTCA MyTauum, npusoasawme K opmmpoBaHUIO CTON-KOAO0Ha:
A. CUHOHUMMYHDbIE;

b. MucceHc;

B. HoHceHc;

. MyTaummn co cABUTOM PaMKK CYUTbIBAHMA;

. MyTaumm calita cnaancuHra.

Mpob6aHa, (6onbHaA KaTapaKToOM KeHLMHA) uMmeeT 340poBoro 6para. Otel, 601eH KaTapaKkTon, MaTb
U ee poACTBEHHUKM 380poBbl. Mo iMHuKM oTua 6abyliKa 3a40poBa, AepyLwKa 6oneH, npaaep, (otey,
AeOyLwWwKu) cTpagan KatapakToi. BepoaTHOCTb Toro, uto y npo6aHaa moryT poguTtbea 60nbHble
AETU, eC/IN OHA BbIAET 3aMyXK 32 FeTePO3MroTHOrO N0 KaTapaKTe 3TOr0 XKe TUMa MYXKUUHY,
COCTaBNfAET:

A. Bce petn 6yayT 601bHbI;

b. 75%;

B. 50%;

. 25%;

. Okono 0%.

Hanbonee BepoATHbIM ANArHO30M y NaLMeHTa C U3MeHeHuaMmn Ha MPT, HanoMmuHaOLWMMK «rnas
TArpa»:

A. MporpeccupytoLiaa HapyKHaa opTanbmonnerus;

b. HelipoaereHepauma c HakonaeHnem megm B MO3re;

B. HelipoaereHepaumel ¢ HaKONAEeHUEM XKefie3a B MO3re ;

I'. Mporpeccupyrowmii HeKpo3 6a3anbHbIX raHrINEB;

A. CuHgpoma Jin.

[oub 60n1bHOrO remopuanen umeeT AByX 340pPOBbIX CbIHOBE U OAHY 3A40POBYIO A0Yb. PUCK
3aboneBaHunA ANn ee BHyKa OT A04YEpPU COCTaBASAET:

A. 100%;

B. 50%;

B. 25%;

r.12,5%;

L. PUCK ona BHyKa OTCyTCTBYET.



Y 340p0BbIX poauTenien, He COCTOALLMX B KOOBHOM POACTBE, POAMUIICA CbiH C aXxoHAponaasuen. B
pOAO0CNOBHOM ApYyruX cnyyaes 3a60n1eBaHMA He BbiABNEHO. BepoATHOCTb NOBTOPHOTO PoOXKAEeHUA
6onbHOro pebeHka B AaHHOM bpake cocTaBnserT:

A. O6wenonynAUNOHHbIN PUCK;

6. 10%;

B. 25%;

. 50%.

FeHbl TP53 n RBloTHocATCA K:

A. OHKoreHam;

b. leHam-cynpeccopam onyxoaeBoro pocTa;
B. leHam «a40oMalUHero xo3ancrea;

. IMNPUHTUPOBAHHbIM reHam;

[. MUTOXOHAPWANbHBIM reHaMm.

YHUKanbHble nocnegosatenbHoctn [1HK coctaBaatoT 60abLuyio YacTb:
A. CTpPYKTYpPHbIX reHOB;

6. B1IOKOB HNM3KOKOMMUIHbIX NOBTOPOB;

B. MuKpocaTennmTHbIx NocneaoBaTeNbHOCTeN;

. Anbda-caTennTHbIX NOC/eA0BaTENbHOCTEN;

. NonnHapomHbIX NOBTOPOB

OnpepeneHne ypoBHA MeTaboanTOB X0neCcTepUHA B CbIBOPOTKE KPOBU UCNO/Ib3yeTca ANA
OWNArHOCTUKMU:

A. CuHgpoma CmuTa - Jlemnmn Onumua

b. CuHapoma Cmut - MareHuc

B. CuHapom CmuTta - KuHrcmopa

. CuHgpoma LlenbBerepa

. CemeltHOM runepxonectepuHeMmnm

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU NO3ULMAMU. [nA KaxKaoro
NPOHYMePOBAHHOrO 3/1eMeHTa Bblibepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa unm He BblbpaH Bosce. CUHAPOMDI:
A. beKkButa-BuaemaHa;

b. Paccena-CunbBepa;

B. Cotoca;

. CekKena. XapakrepusyloTca:

1. OnepexeHnem pocTa;

2. 3aaeprKKoi pocra.

A.Al; B2; B1; 2

b. Al; B2; B2; 12

B.A2; B1;B2;I'1



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMamMmu. [na Kaxaoro
NPOHYMEPOBAHHOIO 3/1eMEHTA Bblbepute 6yKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee oaHOro pasa uam He BblbpaH BoBce. Kputepumn oueHKU BapuaHToB
HYKNeoTUAHOM NoCneA0BaTe/IbHOCTU:

A. KpuTepui naToreHHOCTU BapUaHTa;

b. Kputepuit obpoKauyecTBeHHOCTU BapuaHTa . Kputepmii:

1.BapuaHT de novo ans ayToCOMHO-A0MUHAHTHOro 3aboneBaHus;

2. NonynAunoHHaA YactoTa Bbiwe 3%;

3. BapMaHT HaxoAUTCA B TPAHC NOJIO}KEHUU C paHEE ONMUCAHHbIM;

4. He cerperupyer c 3aboneBaHnem B ceMbe;

5. ®YHKLUNOHANbHbIA aHaIN3 He NPOBOAUIICA.

A.Al1,3; 62,4

6.Al1,2; 63,4

B. A2,3,4; b4,5

Tpunner - 3T10:

A. Tpy aMMHOKMCNOTbI B NOAUNENTUAHOM LEenw;

b. KanuposaHue 5'-koHua mPHK;

B. Tpu pagom pacnonoxeHHble Hykneotnaa AHK, Kogupytowme ogHY aMMHOKUCNOTY;
. Tpn ageHNHOBbIX HYKN1eoTnaa B Nonn—A—XBOCTE;

[. AHOmanbHaa TpexHuTeBas cTpyKTypa JHK.

CoxpaHeHue reHeTU4YeCcKo MHPOpMaLLMK B PAAY KNETOUYHbIX NOKOJIEHUU NMPOUCXOLAUT B
pe3ynbrare:

A. CnnalicuHra;

b. Pennukauymnu;

B. TpaHcKpunuum;

I. TpaHCchAuum;

L. MpoueccuHra.

OnpeaeneHune LUC - U TPAHC- NO/IOXKEHUA reTepo3nroTHbIX BapUaHTOB peLLeCCUBHOro
3aboneBaHus, BbisBNeHHbIX NGS -ceBKeHMpoBaHMeM y npobaHaa, NpoBAUTCA NyTeMm:
A. OnpeneneHuns reTepo3MroTHOro HOCUTENbCTBA BapMAHTOB Y POAUTENEMN

b. BbiaBneHusa BapmnaHToB y 601bHOro cnbca

B. BbisBNEeHMA BapnaHTOB Y 340poBoro cmbca

I. NoaTtBep»KAeHMA BapMaHTOB y NpobaHaa MeToA0M CeKBEHMPOBaHUSA No CeHrepy

[. Onpepnenenne poacrea



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3uuMamu. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. BYKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0aAUH pa3, 6onee oagHOro pasa Uam He BblbpaH BoBce. 3aboneBaHue:
A. CnuHpoma Bunbamca;

b. CuHpoma Aun-Aoparxu;

B. CuHpoma Cmut-MareHuc;

. Cungpom MNpagepa-Bunnu. Qeneuuns:

1. 22q11;

2.17p11.2;

3.7q11.2;

4.15q11;

5. 11p15.

A.A4; B1;B2; T3

6. A3; b1; B2; 14

B.A3; 62; B1; 4

dochargmaber nepesaerca no X-cuenneHHOMY AOMUHAHTHOMY TUNY. BepoAaTHOCTb poXKaeHUA
60nbHOro peb6eHKa y 601bHOro My>»K4MHbI COCTaBAAET:

A. 100%;

B. 50%;

B. 25%;

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

[. Bce peBoykun byayT 601bHbI, ManbYnKK 340POBbI.

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

6. TuposumHemumn 1 Tmna ;

B. Nanaktozemunmnl tmna;

. ThyTapoBow aumaypum 2 Tuna;

L. Mykosucupgosa.

Makpocomua n makpouedanmna xapakrepHbl ANa CUHAPOMA:
A. Paccena-CunbBepa;

B. Bunbamca;

B. CekKkens;

I. CoToCa;

L. [lna Bcex BblwenepeyncaeHHbIx.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3uuMamu. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa unm He BblbpaH Bosce. MNpuunHa 3aboneBaHus:
A. NaToreHHbIN BapUaHT B MUTOXOHAPUANIbHOM FreHOME;

b. MaToreHHbIX BapuaHT B AAePHOM reHOME;

B. O6pa3oBaHMe naTtoreHHbIX KOHrnomepartoB 6enka. 3abonesaHue :

1. CuHapom MELAS;

2. CuHapom MunpcoHa;

3. Heitipopubpomaros 1 Tmna;

4. CvHapom [in [xXoparKu;

5. deHnnkeTOHYpUA

A. Al1,2,3; B5; B5

6. Al,2; 63,4,5

B.Al1,5; 62,3,4

CsAa3u, yaepxuBawwme uenu B gsoiiHou cnupanu AHK obpasoBaHbli:
A. Mapamu pocdaTos;

6. Mapamu a30TUCTbIX OCHOBAHWIA;

B. Mapamu HUTpaTOB;

. docdpatom n caxapom;

[. Caxapom 1 a30TUCTbIM OCHOBaHUEM.

MpeHaTanbHan 3agepKKa PU3nyecKoro passnuTUA, MuKpouedanua, CMHOPpPU3, BbICOKAA CNUHKA
HOCA, KOPOTKMU HOC C LUMPOKUMMU HO3APAMMU, O/IMHHDBIN PUANBLTP, TMNEPTPUXO03, A/IMHHDbIE PeCHULbI,
YKOpoYyeHue MU3NHL,EB, KNNHOAAKTUINA, CHUXKEHUE UHTENNIeKTa XapaKTepHbl ANA CUMHAPOMaA:

A. Bunbsamca;

b. KopHenun pe JlaHre;

B. PybuHwTenHa-Tenbu;

I. bekBUTa-BnaemaHHa;

. CoTtoca.

frmbpuamnsauums in situ c meyeHbIMM 30HAAMM NO3BONSAET:

A. JTokannsosaTb NOC/Ne[0BaTENbHOCTb 30HAA HA XPOMOCOME U/IN B ee 0Ky Ce;
b. I3yunTb peCTPUKTHYIO KapTy 30HAQ;

B. MiccnepoBaTb HYKNEOTUAHbIN COCTaB 30HAQ;

I. UccnepoBaTtb paccToaHUE MeXKay 30HOaMu;

[. Onpegenntb nocnenoBaTeNbHOCTb PACNO/IOXKEHMA FTEHOB B XPOMOCOME.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEeHTa Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa uam He BblbpaH Bosce. Tun 3abonesaHuA:
A. MoHoreHHoe 3aboneBaHue;

b. Bone3Hb 3KcnaHcuun. 3abonesBaHue:

1. deHUNKeTOHYpUSA;

2. MuoTtoHuyeckasa auctpodpus;

3. 60one3Hb NeTUHITOHQ;

4.Manakrosemus;

5.CuHapom MapdaHa.

A.A4,5; b61,2,3

6.A1,4,5; 62,3

B. A3,4; b1,2,5

YcTaHOBUTE COOTBETCTBUE MEXAY NpeAcTaBNeHHbIMU No3uumuamu. [ina Kaxaoro
NPOHYMEPOBaHHOTO 31eMeHTa BbibepuTe 6YKBEHHbI KOMMNOHEHT. ByKBEHHbIA KOMMNOHEHT MOXKeT
6bITb BblIOpaH 0gUH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce. 3aboneBaHus:
A. MbiweyHaa auctpodpua [lloweHa;

b. CnuHanbHaa mbiweyHan atpodpua 5¢. XapakrepHblie CUMNTOMbI:

1. T'MnepTpodUA UKPOHOMKHbBIX MbILLILL;

2. NosbiweHue ypoBHA KPK kposu 6onee 10 000E/n;

3. MpuU3HaKM NnepBUYHO-MbI4YEYHOro nopaxkeHna Ha SHMT;

4. XapaktepHbii "puTm Yyactokona Ha SHMI;

5. HopmanbHbIA unm cnerka nosbilweHHbIA ypoBeHb KOK Kposu.

A.Al1,2,3; B4,5

b.Al1,3,5; 62,4,

B.Al1,4,5; 62,3

AHK-auarHoctnka 6onesHe MMNPUHTUHIA CBOAUTCA K ONpeAeNeHuIo:

A. Paznnuuii B aNNeNbHOM METUNMPOBAHMM OTLLOBCKOM U MAaTEPUHCKON XPOMOCOM
B. CTPYKTYpPHbIX MyTaLMiA B reHax

B. Pa3nnunin B reHHOM aKcnpeccum

I. KpynHbIX XpOMOCOMHbIX NepecTpoek

. OAHOHYKNeoTUAHbIX NoAMMopdM3MOB

B npouecce cnaaiicMHra NPOUCXOAMT:

A. YaBsoeHue [HK;

B. CuHTe3 PHK;

B. Bbipe3aHne MHTPOHOB 13 NEPBUYHOIO TPAHCKPUMNLMOHHOIO NPOAYKTa;
. CuHTEe3 b6enka;

. CnHtes ATO.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMAMU. [Na KaxKaoro
NPOHYMEPOBAHHOIO 3/1eMEHTA Bblbepute 6yKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMNOHEHT MOXeT
6bITb BbIGpaH 0AUH pa3, 6onee ogHOro pasa unm He BblbpaH BoBce. 34,0POBbINA YEI0BEK:

A. MyKuunHa;

b. eHwWwKHa. XpOMOCOMHbI1 Habop:

1. AiBe xpomocombl X;

2. [iBe xpomocombl X U aBe xpomocombl Y;
3. ABe xpomocombl Y;

4. OaHa xpomocoma X U ogHa xpomocoma Y;
5. Tpu xpomocombl
X
A
b
B

.A3; b4
.A2; b4
.A4; Bl

BepHYTbCA B HA4ano
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