Bonpocel ¢ BappaHTAMH OTBETOB 10 CNIENHAILHOCTH
«I'enernka» (Il kaTeropus) AJist aTTeCTAUA

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

MonesHble cCcbiNKMU:

1) TecTtbl ans akkpeauTaumm «feHetnka» (3600 Bonpocos)
https://medik-akkreditacia.ru/product/genetika/

2) TecTbl 4na akkpeamTauum «JlabopatopHana reHeTnka» (2400 Bonpocos)
https://medik-akkreditacia.ru/product/lab_genetika/

3) Tectbl «KnnHmnyeckas nabopaTtopHaa anarHoctuka» (4000 Bonpocos)
https://medik-akkreditacia.ru/product/klinicheskaya

Mpwu HacnhepCTBEHHOM paKe OMNyxo0/lb BO3HMKAET Yy Pa3HbIX Y1€eHOB CeMbM B pe3y/ibTaTe:
A.TepMUHANbHOM MyTaLUMK B TEHE;

6. ComaTnyeckom myTtaunm B reHe;

B. HakonneHuA B KNeTKe NOBPEKAEHUN B Pa3/INYHbIX FEHAX, PETYINPYHOLWMX KNETOYHbIN
LUKA;

. AnnenbHon geneuun NOKyca;

[. Tvnepsakcnpeccunun reHa.

Mb6puaunsauma in situ c noKyc cneymnpuyeckumm npobamm nossonser:

6. Monyuntb MHPOpPMaLMIO O NEPECTPOMNKaX UCCIeayEMOTO N0Kyca Y 60NbHOrO;
A. M13yunTb Kapmnotmn 60/1bHOTO;

B. Monyuntb nHpopmaumto 0 MyTaumax B reHe;

. Onpegenntb MNAP®;

[. OnpeaennTtb HYKNEOTUAHbIN COCTAaB UCCeQyeEMOro N0OKyca.

Peanusauua HacnepcTBeHHOM MHGOPMALIUKM B KNETKE 3YKapMOT NPOUCXOAMUT B
HanpaBNeHUu:

6. PHK = OHK = 6enok;

. benok - PHK - [OHK;

A. benok - AHK - PHK;

B. AHK = PHK - 6enok;

A. PHK— 6enok - OHK


https://medik-akkreditacia.ru/product/genetika_test/
https://medik-akkreditacia.ru/product/genetika/
https://medik-akkreditacia.ru/product/lab_genetika/
https://medik-akkreditacia.ru/product/klinicheskaya/

KnoHunposaHue AAHK npegnonaraer:

A. BctpanBaHue pparmeHTa JHK B BEKTOPHYHO KOHCTPYKLMUIO;
6. NAP®D;

B. NUP;

. BAOTUHT-r1Mbpuan3ayms;

A. Tnbpuamnsayms in situ.

BHOBb BO3HMKLUAA HEUTPAJIbHAA MYTaLMA UMEET BbICOKYIO BEPOATHOCTb 6biTb
yTpauyeHHOM B NoCNeAyloLMX NOKONAEHUAX, YTO, BO3MOXKHO, 06ycnoBa€eHO:

. 9ddeKkToMm poaoHaYaIbHUKA;

A. lenctBuem otbopa;

6. YTpaTon B cnny CTaTUCTUYECKUX NPUYNH;

B. U3ameHeHnemM reHHbIX 4acToT;

A. Opendom reHos.

OCHOBHOI 0CO6EHHOCTbIO reHETUYECKOM CTPYKTYPbl U301ATOB ABNAETCA:
b. YBennyeHmne nonm OMMUHAHTHbIX FOMO3UTOT;

. CHMXKeHne 4oun peueccMBHbIX FOMO3UTOT;

A. YBenunyeHune Jonuv reteposuror;

B. YBennyeHune fonm peueccuBHbIX FOMO3UIOT;

[. NpnmepHO 0gMHAKOBOE COOTHOLWEHME TOMO- U reTepOo3nUror.

CTtaaua KNeTouyHoro aeneHus Hanbonee ygobHaa gna nsydeHMs Xpomocom:
. UHTepda3sa;

A. Mpoda3sa;

b. MeTadasa;

B. AHada3sa;

. Tenodasa.

Hykneotung coctout us:

AMUHOKNCNOTbI M @a30TUCTOTO OCHOBAHMUSA;
Caxapa u dochaTa;

docdaTa 1 a30TMCTOro OCHOBAHMUS;
Caxapa, ¢ocdaTa 1 a30TUCTOrO OCHOBAHMUA;
Caxapa 1 a30TUCTOro OCHOBAHMUA.

Penaukauua AHK — 310 npouecc:

MNepenaum nupopmaumu ¢ PHK Ha noamnenTuanyto uens;
YpaBoeHna monekynbl JHK;

YasoeHuna monekynbol PHK;

MNepegaum nupopmaymm ¢ AHK Ha PHK;

Bbipe3aHune MHTPOHOB.

Kakoit pepmeHT yuacTByeT B npouecce penimkauuu:
Tenomepasa;



PHK-nonnmepasa;
AHK-nonnmepasa;
Hykneasa;
docpopunnasa.

CUMHaNTOHEMHbI KOMMNJ1eKC — 3TO:

Komnnekc pubocom B ooumTe NepBOro NnopaaKa, B KOTOPbIX MAET AKTUBHbINA CUHTE3
benka;

BenkoBas cTpyKTypa, 6/1arogapsa KOTOPOW ABa rOMOI0ra yAEPKUBAOTCA BMeCTe B
AnakuHese-meTadase 1-ro MEMOTUYECKOTO AENIEHUS;

PeuenTopbl CNOXKHOM CYyObEAUHUYHOM CTPYKTYPbI, KOTOpble POPMUPYIOTCA Ha
uMTONNa3MaTUYECcCKon membpaHe;

BenkoBas CTpyKTypa, BO3HMKAOWAA B Npodase NepBoro MemoTUYeCKoro geneHnsa mexay
ABYMA FOMOJIOTMYHbIMU XPOMOCOMaMU;

Komnnekc lonbaxKu.

CekBeHupoBaHue A HK npeacrasnsaer cobou:
OnpeaeneHne nocnenoBaTeibHOCTM HyKNeoTnaos AHK;
OnpeaeneHne nocneaoBaTebHOCTU aMUHOKUCNOT B 6eke;
MeTtoa “copTUPOBKN” XPOMOCOM;

NccnepoBaHume Bsaumogeictema AHK c benkamu;
NccnhepoBaHne naeHtnomnKaumm 6enkos.

MN3BeCTHO, 4TO COOTHOLLUEHUE pPe3yC—MNONO0XKUTENIbHbIX U pe3yc—oTpULLATENbHbIX AUL,
paBHO 84% n 16% (pe3yc-oTpuuatenbHasa NPUHAANEXKHOCTb HacneayeTca no
peueccMBHOMY TUNY). YacToTa peueccMBHOro aniens r- B Nonyasauum COCTaBaser:
A. 60%;

B. 40%;

6. 50%;

. 25%;

. 10%.

UmnpuHT — 370!

. CTPYKTYpPHbIe U3MEHEHWA OTLLOBCKOM UM MAaTEPUHCKOM XPOMOCOM;

A. MNoTeps XxPOMOCOMHOTO MaTepmnana Ha OTLOBCKON UM MAaTEPUHCKOM XPOMOCOME;
b. Cneundunyeckas mMapKMpoBKa poaNTENbCKUX anneneu;

B. HykneotngHble 3ameHbl B JHK pogutenbckux annenen;

A. NAP® oTUOBCKOM MAM MAaTEPUHCKOM XPOMOCOM.

MrmnepmetnanpoBaHme UMTO3NHOB B CG-ANHYKNEOTUAAX PETYNIATOPHDbIX PaliOHOB reHa
NPUBOAMT K:

A. NMopaBneHuto TPaHCKPUNLNMOHHON aKTUBHOCTU reHa;

6. YcnneHuto TpaHCKPUNLMOHHOW aKTUBHOCTU reHa;

B. YcuneHuto TpaHCKPUNLMOHHOM aKTUBHOCTM FreHOB COCeHEro I0KyCa;

. He BAMAeT Ha aKTUBHOCTb reHa;



. He3HaqMTeanomy CHMXeHWnto TpaHCKpVII'ILI,MOHHOVI dKTUBHOCTH.

HapyweHue paBHoBecHa mexay CTUMYIUPYIOLLMM AEeUCTBUEM OHKOreHOB U
610KMpYyOWMM AeACTBUEM FeHOB-CYNPecCoOpPOB Ha KNIETOUYHbIU LMK MOXKET NPUBECTU K:
b. Pazsutunio onyxonu;

A. XpOMOCMHbIM NepecTponKam;

B. [NoAaBneHUIO MmyTauuu B reHe;

. MHaKTMBaLUWM FrEHOB, PACMNOJIOXEHHbIX B UMNPUHTUPOBAHHbIX palioHax;

. CHUXKEHUI0 TEHHOW 3KCNPeccum.

lFeHbl TP53 n RBloTHOCATCA K:

b. leHam-cynpeccopam onyxosieBOro pocTa;
A. OHKOreHam;

B. leHam «gOMalLHEro Xxo3ancTeay;

. UMNPUHTUPOBAHHbIM FreHam;

[. MUTOXOHAPWANBbHBIM reHaMm.

Mo ayToCOMHO-A0MUHAHTHOMY TUNY HacneayeTcaA:
. Bone3Hn HumaHa—-l1uKa;

A. PeHUNKeTOHYpPUK;

b. CuHapoma MapdaHa;

B. AnkanTtoHypuu;

[. Flanakrtozemun.

Mo aytocomHOo-peueccMBHOMY TUNY HacneayeTca:
XoHapoauctpoduu;

deHnnKeToHYpUY;

Henpodunbpomatosa;

XopeA [eHTUHITOHA;

CuHpgpoma dnepca—[aHnoca.

Ecnu 300p0BbIii MY}KUMHA }KEHAT Ha YKeHLUHEe C ayTOCOMHO-PeLL,ecCUBHOMN popmoii
BPOXXAEHHOM rNyX0Tbl, U 3TOT 6paK He ABNAETCA POACTBEHHbIM, TO PUCK YHAC/e[0BaHUA
rNyxoTbl ANA UX AeTeid COCTaBAAEeT:

B.1/2;

r.3/4;

b5.1/8;

A. OuyeHb HMU3KYI0 BeNNYNHY (BIN3KYIO K HYAIO);

. BennuunHy, 61n3kyto K 100%.

My}KuMHa, rOMO3UrOTHbIN MO reHy Ta/lacCeEMUM, XKEHMUICA HA HOCUTENIbHULLE TOTO XKe
NaToO/NIOrMYECKOro reHa. BepoAaTHOCTb poXKAaeHuA 34,0PO0BbIX AeTeil B 3Tom bpake
coCTaBNAeT:

b. 25%;

B. 33%;



A. okono 0;
. 50%;
. 100%.

*eHwumHa, ctpapgatowan pocparamaberom, obpatunacb B MeAUKO-TEHETUYECKYIO
KOHCY/N1bTaLMIO NO NOBOAY NPOrHo3a NnoTomcTea. My KOHCyAbTUpYylOLLLeicA 34,0PO0B.
Puck yHacnepoBatb pocpatauaber ana ee aeten cocTaBNfAeT:

B. Bce manbumkm 6yayT 340p0BbIMY;

. Bce 4eBoYKkM byayT 340p0BbI;

A. Bce neBoukn byayt 601bHbI;

6. 50% He3aBuUCMMO OT NON3;

. Bce manbumkm 6yayT 60/1bHbI.

CoueTtaHue Y-06pa3HOro HesapallieHUA TBepaoro Heba, MMKPOreHMn U rNocconTosa
(aHomanuio Nbepa-PobeHa) cnegyet pacueHUTb, Kak:

b. CekBeHUMIO (NOCNea0BaTENBHOCTL MW CIeACTBUE);

A. CuHapoOm;

B. Accoynauuio;

I «JedpeKT egnHOoro nonas pasBuTnA»;

A. Anspynuuto.

«CMHAPOM reHHbIX NOCNe[0BaTe/IbHOCTEN) - 3TO HAa3BaHUe ANA:
B. MukpogeneuMoHHbIX CUHAPOMOB;

A. 3ab6oneBaHUN UMNPUHTUHTA;

6. MOHOreHHbIX CMHAPOMOB;

. MUTOXOHAPMANbHbIX 6OoNe3Hen;

[. HacnepactBeHHbIx 6one3He obmeHa.

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU NO3UUMAMU. Ina KaXaoro
NPOHYMEpPOBaHHOr0 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
Tunbl xpomocom: A. MeTaueHTpuueckue; b. CybmetaueHTpuueckue; B.
AkpoueHTpuyeckme. Xpomocombi: 1. Xpomocoma 1; 2. Xpomocoma 5; 3. Xpomocoma 13;
4. Xpomocoma 16; 5. Xpomocoma 7; 6. Xpomocoma X; 7. Xpomocoma 21; 8. Xpomocoma
19.

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

Al,2,4;62,4,7;B3,7

A4,8; 62,5,6; B7

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UumMAMU. lna KaXaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH o4MH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
BeKTtopHasa emKocTb: A. Hanbonblian; b. HaumeHbluan. BeKTopHble KOHCTpyKuuum: 1.
PeTtpoBupycHbie; 2. darosbie; 3. Ha 0CHOBe UCKYCCTBEHHbIX XPOMOCOM ApPOXKKei; 4.
MnasmupgHoble; 5. KocmugHole.



A2; b4
Al; B5
A3; b4

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/ieHHbIMU No3uumamMmu. lna Kaxaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOKeT 6bITb BbiI6paH 0AMH pa3, 60n1ee ogHOro pa3a uau He BbibpaH BoBce.
Tunbl xpomocom: A. MeTtaueHTpuueckue; b. CybmetaueHTpuueckue; B.
AkpoueHTpuyeckue. Fpynnbl xpomocom: 1. Fpynna F; 2. Fpynna B; 3. l'pynna D; 4. 'pynna
G; 5.Tpynna C; 6. 'pynna A ; 7. F'pynna E.

Al1,6;62; B3,4

Al,5; 63;B1,2

A2,6;61,2;B2,4

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/eHHbIMU NO3UUUAMU. lna KaXKAaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH o4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
Mon uenoBeka: A. FleteporameTtHbin; 6. FTomorameTHblii. XapaKTepeH ansa: 1. my»cKoro
nona; 2. }KeHCKOro nosa; 3. My>XCKOro U YXeHCKOro nona; 4. nuy, c Kapuotunom 47, XXy;
5. any, c Kapuotunom 45, XO0.

Al; b2

A2; b1

Al,4; B2

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMM No3MumMamMmun. Ana Kaxkaoro
NPOHYMEpPOBaHHOr0 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04MH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
Xpomocombi: A. X; B. Y. Tunbl xpomocom: 1. CybmeTaueHTPUK cpegHero pasmepa; 2.
Manbiit meTaueHTpuK; 3. KpynHbiv akpoueHTpUK; 4. KpynHblii MeTaueHTpUK; 5.
CybmeTaueHTpPUK cpeaHero pasmepa.

A5; b1

A1, b5

A2; b4

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaB/IeHHbIMU NO3ULMAMU. [Ina KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIX KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0A4UH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
Tun HacnepoBaHuA: A. AYyTOCOMHO-peLeccuBHbIv TMN; b. AYyTOCOMHO-A0MMUHAHTHbIW TUN;
B. X-cuenneHHbi Tun; . MynbtudgaktopmanbHbiif; Ai. Tun HacheaoBaHuA He
ycTtaHoBaeH. CuHgpombl: 1. Paccena-Cunbsepa; 2. MukpoaHodptanbma JleHua; 3.
Aapckora; 4. Onutya-dpuaca.

b4;B3; 41

b4, B2,3; A1

b1;B2,3; A4



FeHom yenoBekKa 3T10:

A. benKoBbIM annapaT KEeTKKU, COAEPXKALLNUN COBOKYMHOCTb BCEX MOJIEKYN CTPYKTYPHbIX
6enkoB N pepMeHTOB;

b. HacnheactBeHHbIM annapaT KNeTKKU, coaeprkalwmin Becb 06bem nHpopmauymu,
HeobxoaMMomn AnA Pa3BUTUA OPraHM3Ma;

B. SHepreTnyecknun annaparT KNeTKu;

. COBOKYMHOCTb BCEX IKCMPECCUPYIOLLLUXCA MONEKYN B KNETKE;

1. COBOKYNHOCTb BCEX METU/IMPOBAHHbIX NOC/1e40BaTENIbHOCTEMN B K/NETKE.

KapTbl, eguHuuen nusmepeHusa KOTopbixX ABAAETCA YacTOTa peKoMbUuHauuu:
B. ®nsunueckue;

. XpoMOCOMHbIE;

A. HykneotngHbole;

b. leHeTnyecKkue;

[. PecTpuKyMoOHHbIE.

Mo>KHo rosoputb 06 onpeaenslowem 3Ha4yeHUn reHeTM4ecknx GakTopos B pa3sBUTUM
NpuU3HaKa Npu 3HauyeHnn KoddpPpurumeHTa HacneayemocTu, paBHOM:

A.0,2-0,3;

A.0,8-1,0.

6.0,4-0,5;

B.0,5-0,6;

r.o,7-0,8;

B ABYX TPYAHOAOCTYMHbIX FOPHbIX CE/IEHUAX OAHOTO HAaLMOHA/IbHOIO PerMoHa 4acToTbl
rpynn KPOBM Y XXUTeNeN pe3Ko OTINYAIOTCA. 3TO, N0-BUAMMOMY, Bbi3BaHO:

b. Apendom reHos;

A. Pa3HbiMm ypoBHEM 0TOOPa;

B. Pa3HbIM ypOBHEM MYTaLMOHHOIO NPOLLECC];

. CHUXKEeHMEeM ypPOBHA reTepo3unroT;

. YpoBHem oTbopa.

BeKTopHaAa cuctema — 3T0:

NMosTOpAOwWaaca nocnegosatenbHocTb [AHK;

Cucrtema 6aKTepmnA-xo3amH;

Cuctema Habopa yHUKanbHbIX nocnegoBaTenbHocten AHK;
Cuctema gna nepegaym reHeTUHECKOro maTepumana BHYTPb KNETKU
MonnnentTnaHaa nocnefoBaTeNbHOCTb.

CTpYKTYypbl, cOeaguHAIOLWME CECTPUHCKUE XPOMaTHUADbI U coaepKalme cneumndpuryecKyio
nocneposartenbHocTb HK, Heobxoaumylo ana cerperauum XpoMoCcom, Ha3biBalOTCA:
b. KnHetoxopol;

B. LleHTpomepbil;

A. Hutn BepeTeHa;

. Catennntsl;



[. Xpomomepbil.

leH, 0OTBeTCTBEHHbIW 32 MHAKTUBALMIO OA4HO U3 XPOMOCOM X }KEHCKOro ambpuoHa,
NOKaNn3oBaH:

B KopoTKOM naeve xpomocomsl 1;

B reHOme MUTOXOHAPWUIA;

B 4/IMHHOM nneye Xpomocombl X;

B KopoTKOM nneve xpomocomsbl 15;

B oaHoOM 13 xpomocom rpynnbi G.

N3 84000 pgeten, poaAMBLLUUXCA B TeueHUe 5 neT B NaHMUKCHOM nonynauuu, y 210
0b6Hapy)XeH NaToNornyeckn peLeccuBHblii NpU3HaK. Yacrora retepo3uror Aa B 4aHHOMU
nonynauum coctaBnner:

B. 22,5%;

A. 95,5%;

r.9,5%;

b. 60,5%;

A. 2,5%.

OcCHOBHble XMMUYECKUe CBA3MU, yyacTByowme B opmMmuposaHum B3aMmoaencTema
mexay Hykneotnaamu B uenu [1HK sto:

NonunenTtngHoble;

JJOHOPHO-aKUEenToOpHbIE;

BopopogHble;

dochoanaPpupHbie;

KoBaneHTHble.

FeHbl TP53 n RB1 oTHOCATCA K:

b. leHam-cynpeccopam onyxoneBoro pocTa;
A. OHKOreHam;

B. leHam «goMalLHEero Xxo3smcTea»;

. UMNPUHTUPOBAHHbIM FreHam;

. MUTOXOHAPWANBbHBIM reHaMm.

MpoueccuHr - ato:

Cs3blBaHWE penpeccopa ¢ benkom;

Co3pesaHune npe—PHK B agpe;

YasoeHune [JHK;

Accounaumsa 6onblwion n manok cybbveanHuy, pnbocombl;
CBs3blBaHWE TPAHCKPUMNLMOHHOTO PpaKTopa C NPOMOTOPOM.

LeHTp perynauum MMNpUHTUHIA NpeacTasanet coboi:
B. AnddepeHunanbHO meTuanmpoBaHHbIM panoH OHK;
A. CTPYKTYPHbIN reH;

6. MoOBTOPAOWMNINCA 31IEMEHT;



. [eTepOXpOMaTUHOBbLIN PANOH;
[. dyXpOMaTMHOBbIN PaNOH.

Mo ayToCOMHO-A0MUHAHTHOMY TUNY HacneayeTca:
B. HempodubpomaTtos;

A.Temopunnuna A;

b. PeHnnketoHypus;

. MvonaTtma [ioweHHa;

A. WnsodppeHus.

YKasatb 3aboneBaHue, NPUUNHOI KOTOPOTO ABNAAETCA XPOMOCOMHANA aHOMaNUA:
B. CuHapom TepHepa;

A. AnKanToHypwus;

b. Bupunusupytowaa runepnnaasma Haano4YeYHUKOB;

. TMnoxpomHaa aHemMus;

[. PeHnnkeToHypuUA.

AHOManuIo pa3BUTUA, He TpebyloLLLyIO IedyeHuns, chneayeT onpeaenuTb, Kak:
b. Ancnnasuio;

. ATpe3uio;

A. Manbdopmauuto;

B. Manyto aHomanuto pasemtua (MMKponpusHak);

. TvnepTtpoduto.

Hanbonee nHpopmaTuBHa B OTHOLUEHMUM HACTOTbl MaNbiX aHOMA/IMMA Pa3BUTUA OAHA U3
nepe4YymnciieHHbIX YacTeu Tena:

b. Ctona;

B. Tynosue;

A. KoXa;

I. Jinyo;

[. bplowHaA cTeHKa.

MexaHM3MOM BO3HUKHOBEHUA CTAaHAAPTHbIX MUKpOAEeNeuuin aBnaerca:
6. HeannenbHaa romonornyHan pekombuHaums;

A. HeromonornyHoe KoHueBoe npucoegmHeHue;

B. lNepekntoyeHne maTpuLbl B npoLecce penamkayum;

. DKCNAHCUA TPUHYKNEOTUAHbBIX NOBTOPOB;

. ChnaHune tenomep.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM NO3MuMaAMU. A KaxKaoro
NPOHYMEPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBcCe.
3aboneBaHue: A. CuHpoma Bunbamca; 6. Cunpoma OAu-Oxopaxu; B. CuHpoma Cmura-
MareHuca; . Cungpom Mpagepa-Bunnun. feneunsn: 1. 22q11; 2. 17p11.2; 3. 7q11.2; 4.
15q11; 5. 11p15.



A2;B1;T5
Al;B63;B2; 14
A3;b61;B2; 114

YcTaHOBUTE COOTBETCTBUE MeXAY npeacTaB/eHHbIMU No3UumuaAMU. lna Kaxaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa Bblbepute 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOKeT 6biTb BbiI6paH 0AKH pa3, 601ee ogHOro pasa uau He BbibpaH BoBce.
Tunbl xpomocom: A. MeTaueHTpuueckue; b. CybmetaueHTpuueckue; B.
AKkpoueHTpuyeckme. Xpomocombi: 1. Xpomocoma 1; 2. Xpomocoma 5; 3. Xpomocoma 13;
4. Xpomocoma 16; 5. Xpomocoma 7; 6. Xpomocoma X; 7. Xpomocoma 21; 8. Xpomocoma
19.

A3,4;b62,7;B 3,6

A2,4,8;b51,2; B3,7

Al1,4,8; b62,5,6; B3,7

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumMamun. Ana KaxXaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIX KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pa3, 60nee ogHOro pasa unm He BblibpaH BoBce.
OnpepeneHune: A. DparmeHT 04HOU XPOMOCOMbI NPUCOEANHAETCA K NOBPEXKAEHHOMY
KOHUy apyro#; b. Pa3pbiB XpomocoMbl B ABYX MecCTax U nocneayloLiee coeguHeHue
aToro ¢pparmeHTa, Ho c nosopoTtom Ha 180 rpapycos. ABneHue: 1. lannongus; 2.
Tetpannougua; 3. leneuunsn; 4. Uusepcua; 5. TpaHcnoKaums.

A5, b4

A4; b5

Al; b4

HasoBuTte Bce XapaKTepUCTUKU reHeTUYeCKoro Koaga:

A. Cneundunyeckmn, TPMNAETHbIN, YHUBEPCANbHbIA, NEePEKPbIBAOLMICS;

B. TpunneTHbIN, yHUBEPCANbHbIN, HE NEPEKPbIBAOWMUICA, BbIPOKAEHHbIN;

6. He cneyndunyecknin, yHnBepcanbHbin, HE NEPEKPbLIBAOLLMNCA, BbIPOXKAEHHbIN;
. YHUBepcanbHbIK, cneumnduyeckmnii, TPUNIETHbLIN;

[. BbIpOXXAeHHbIN, TPUNNETHbIN, NePeKpPbiBaoLWMNIACS.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaB/IeHHbIMUY NO3UuMaAMU. ANna KaXKaoro
NPOHYMEpPOBaHHOrO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIOpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
Tunbl neyenusn: A. Cumntomatnueckoe; b. NatoreHeTnueckoe; B. 3Tnonormnyeckoe.
NeyeHune: 1. lopmoHanbHoe neyeHue npu cuHapome TepHepa; 2. Xupypruyeckoe
Nle4yeHune paclienuHbl ryébol n Heba; 3. luetoTepanua npu HeNepeHOCMMOCTU N1aKTO3bl; 4.
3amecTuTenbHaA Tepanua Npu caxapHom guaberte.

A2,3;b62,4

Al,2;B3

Al,2; 63,4

YcTaHOBUTE COOTBETCTBUE meXay npeactaBNeHHbIMU No3uuUamun. ina Kaxkaoro



NPOHYMEpPOBaHHOr0 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pa3, 60nee ogHOro pasa uam He BblibpaH BoBce.
Kputepumn oueHKM BapMHTOB HYKNE€OTUAHOM nocneaoBatenbHocTu: A. Kputepumn
NaToreHHOCTU BapuHTa; b. Kputepun pobpokauectBeHHOCTU BapuHTa . Kputepum:
1.BapuaHTt de novo; 2. MonynAaunMoHHana YactoTa Bbiwe 3%; 3. BapuaHT HaxoauTtca B
TPaHC NO/I0}KEHUMU C paHee onucaHHbIM; 4. He cerperupyert c 3a6oneBaHnem B cembe; 5.
®PYHKLMOHANbHbIA aHANNU3 He NPOBOAWICA.

A1l,3; b4,5

Al,3; 62,4

A2,3,4; 64,5

BONbLWMHCTBO HAcNeACTBEHHbIX HAapyLWweHuit meTabonusma obycnosneHo:
b. PeueccnmBHbIMU reHamu;

A. JOMWUHAHTHbIMU FreHaMu;

B. LMTonnasmaTuyeckom HacneacTBeHHOCTbIO;

. XpOMOCOMHbBIMWN TPUCOMUAMMU;

[. TepaToreHHbIMM BO34ENCTBUAMM.

BeKTOpHYI0 eMKOCTb onpepenser:

6. Paamep camoit BEKTOPHOM NOCNeA0BaTENbHOCTY;

B. KonnyectBo KON BEKTOpaA, KOTOPOE NOYYMTCSA NPU MHKYDBaLMKM BEKTOpa B TeyeHue 1
Yaca;

A. CymmapHbIN pasmep nocnenoBaTeNlbHOCTM BEKTOPA U KNOHUpYyeMoro ¢pparmeHTa;

. Hanbonbwmnint pasmep KNOHNMpyemoro ¢pparmeHTa, C KOTOpPbIM BEKTOpP byaeT
Pa3MHOMKaTbCA.

. HaumeHblimnit paamep pparmeHTa, C KOTOPbIM BEKTOP ByaeT pa3sMHOXKaTbCA;

Cpeau nepecTpoek yKaXKute Ty, 41A KOTOPOil HE06X04MMO MaKCMMaAZIbHOE KONNYECTBO
pa3pbiBOB:

MNepuueHTprUYeckana HBepPCHUS;

NHTepcTMUManbHaA aeneyms;

NUHcepums;

TepmunHanbHaa geneuuns;

TenomepHasa geneuma.

Pa3smep reHoma 4yenoBeKa COCTaBAAET NPUMEPHO:
30,000,000,000 n.H.

4,639,221 n.H.

6,000,000,000 n.H.

3,000,000,000 n.H.

6,000,000 n.H.

Monekyna PHK cocTouT U3 cneayowmx XuMmuyecKkmux coeguHeHuit:
Caxapa (pn6o3bl), pochaTHbIX rPYNM 1 a30TUCTbIX OCHOBAHWUI;
AMNHOKNCNOT;



Caxapa (ae3okcmpunb03bl), pochaTHbIX FPYNN U a30TUCTbIX OCHOBAHWUI;
AMUHOKNCNOT, docdaTHbIX rPYMNn U a30TUCTOrO OCHOBAHMUS;
Caxapa (pnb603bl), aMUHOKUCNOT.

CBA3u, yaepkuBarwwme uenu B asonHoi cnupanu AHK o6pasoBaHbi:
Mapamn HUTPATOB;

dochaTom 1 caxapom;

Mapamu docdaTos;

Mapamu a30TUCTbIX OCHOBAHWUA;

Caxapom 1 a30TUCTbIM OCHOBAHMEM.

YKaxKute Kaaccbl NOBTOPAIOLWMUXCA NOC/Ie[0BaTe/IbHOCTEN, K KOTOPbIM OTHOCATCA
MO6UNbHbIE 3/1IeMEHTbI:

[MpocTbie NOBTOPbI;

PacceAHHble NOBTOPbI;

TaHAeMHble NOBTOPbI;

MannHgpomel;

YHUKaNbHble nocneoBaTeIbHOCTU.

B AHK BcTpe4yaloTca KomniemeHTapHble napbi:
A-LUn U-A;

T-I'v A-T;

A-Twul-U;

r-UwnA-L;

U-AwnT-T.

Tpunner - 310!

Tpu pagom pacnonoxXeHHble HyKneotnga AHK, kogmpyrowme ogHY aMUHOKUCOTY;
Tpn aMUHOKMCAOTbI B NOIMNENTUAHON LENU;

KanupoBaHue 5'-koHua mPHK;

Tpn ageHUHOBbIX HYKNeoTUaAa B N0NIN—A—XBOCTE;

AHOManNbHaA TpexHuTesaa CTpykTypa AHK.

OnAa PYHKUMOHNPOBAHUA MMNPUHTUPOBAHHbIX PAUOHOB B HOPME XapaKTepHO:
BuannenbHan akcnpeccus;

Annenbcneunduyeckan skcnpeccums;

OTcyTCcTBME 3KCNpeccuu;

[MoBblWEHHAA aKcnpeccus;

CHMXeHune sKcnpeccun.

O6pa3oBaHMe KXMMEPHbIX» reHOB YacTO NPUBOAMUT K:
b. AKTMBaUWNN OHKOreHOB;

A. AKTMBaLMM OHKOCYNpeccopos;

Ob6pa3oBaHME XMMEPHbIX TEHOB HE BO3MOKHO

. HacheactBeHHbIM MOHOTEHHbIM 3a60/1€BaHNAM;



[. Annenbcneumdpunyeckom skcnpeccun.

Yro TaKkoe reteponsasmua?

ObLee KONNMYECTBO MUTOXOHAPUN OTLLA B KNEeTKe pebeHKa
COBOKYMHOCTb BCEX MYTaLMN B COMATUUYECKMX KIETKAX

Hannume pasHbIX KTIOHOB MUTOXOHAPWIN B O4HOM KNeTKe UAn OpraHnusme
Obuiee KONYECTBO MUTOXOHAPUI B KNETKe

OAHOTUMHOCTb MUTOXOHAPWANbHON AHK

Tun Hacheao0BaHUA TMNEPTOHUYECKOU 6onesHu:
B. CuenneHHbIM ¢ X-XpOMOCOMOM;

A. AYyTOCOMHO-peL,eCcCMBHbIN;

. MynbTudaKTOpUanbHbIn;

6. AyTOCOMHO-AOMUWHAHTHbIN;

. HeHacneactBeHHOe 3aboneBaHue.

Y HOBOpOXAeHHOro Habalaaerca Taxkenoe obuwee cocroaHue: yrHeteHue LLHC,
MuKpouedpanus, Cyaoporu, }eatyxa, renatocnjieHomeranusa, remopparmieckuim
CUMHAPOM, NHeBMOHMA. MoBbilweH ypoBeHb UMMYHOTrNno6ynnHa M. 3ToT KOMmnaeKc
CMMNTOMOB XapaKTepeH ansa:

. bBynne3Horo annaepmonnsa;

A. TOKCcona1asamo3HOM MHPEeKLUN;

B. BpoXKaeHHOW uutomeranunm;

6. Fepnetnyeckomn nHpeKkumu;

. MOHOreHHOM NaTo/I0TnMN.

Y }KeHLWMHbI BO BTOPOM TpumecTpe 6epemeHHOCTM oTMe4vanacb cybdpebpunbHasn
Temneparypa, Cbinb, PapUHIruT, WenHbIn NMmdpaaeHUT. Pe6eHOK poanaca c HU3KOM
maccoii Tena (2100 r), mukpouedanuei, KaTapaKToM, FNMyXOTO, BPOXKAEHHbIM NOPOKOM
cepAua, renatocnjieHomeranuei, pombouuToneHnYecKoim aHemmen. IToT KOMNAEKC
CMMMNTOMOB XapaKTepeH ann:

A. Tepnetnyeckon ambpuonatuu;

b. KpacHywHon detonatmu;

B. Tokconnaamosa;

[. XpOMOCOMHOM naTonorum;

A. UntomeranosmpycHom nHbekuun.

Mpwu wnsoppeHnn KOHKOPAAHTHOCTb MOHO3UrOTHbIX 61n3HeloB (MB) coctaBsnser 80%, a
AMN3UroTHbix 6aunsHeuyos (AB) - 13%. 3To cBA3aHO C TeM, UTO AaHHOe 3aboneBaHue
obycnosneHo:

. AnureHeTn4eckMmm PpakTopamu;

A. TeHeTnyecknmm paKkTopamu;

B. ®akTOpamu BHELLHEN cpeabl NPy onpeaeneHHOM reHeTUMYEeCKOM NPeapacnosioXeHnu;
B. ®akTopamu BHelHEN cpeapl;

. HenonHon neHeTpaHTHOCTbIO ONpeseneHHOro rexHa.



Bo Bpema nnogHoro nepuoaa popmupyertca:
. AHopTanbmus;

A. HesapauieHue rybbi;

B. 3agHee He3apalweHue TBepaoro Heba;

b. CuHAaKTUANA;

. AHaHUedanms.

KomnneKkc usmeHeHuii B BUAE KOCONANOCTU HUXKHUX KOHEYHOCTE U HapyLleHuUA
$YHKLMM OpraHOB Manoro Tasa y pebeHka co CMMHHO-MO3roBOM FpbiXKei cneayeT
PacueHuUTb, Kak:

. Manbbopmauumtio;

A. Accoumnauyuto;

B. CekBeHLMIO (NOCNen0BaTENbHOCTb UM CNEACTBUE);

6. CnHgpom;

[. Anspynuyuio.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumMamMmun. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb Bbi6paH 04KH pa3, 60nee ogHOro pasa unam He BbibpaH BoBce.
Tun ocHoBaHwuii: A. MypuHbl; b. MnpumuguHbl. Ha3BaHue ocHoBaHUM: 1. AgeHuH; 2.
TumuH; 3. N'yaHuH; 4. LiITO3MUH.

Al,3; 62,4

A2,3;b1,2

Al;B62,3,4

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUMAMU. lna KaXKaoro
NPOHYMEepPOBaHHOr0 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
3aboneBaHua: A. CuHapom KnaHdpenbtepa; 6. Cungpom MNartay; B. CuHgpom daBappaca;
. CuHpgpom TepHepa; A. CuHapom [layHa. XpomMmoOCOMHbIe HapyweHua: 1. Tpucomua 21;
2. Tpucomusa 13; 3. Tpucomusa 18; 4. MoHocomuma X.

62;B3;I1; A4

A2;b1;14;43

62;B3;4; A1

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3MumMamMmun. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04MH pa3, 60nee ogHOro pasa unam He BbibpaH BoBce.
Mepectpoiika y Hocutensa: A. CbanaHcupoBaHHaA peuMNPoKHanA TpaHcaoKaums; b.
PobepTcoHoBCKOM TpaHcnoKauuu. Konnuecrso ramert: 1. 6; 2. 4; 3. 8;4.2; 5. 1.

A5; b1

Al; b2

A2; b1



B nonynauuun 3a 8 net pogunocb 500 000 HOBOPOXKAEHHDbIX, CpeAn KOTOPbIX
o06HapykeHo 45 60nbHbIX ¢ peHnNKeToOHYypUueid. HacToTa reTreposnroTHbIX HocuTenemu
cocraBnfer:

. 1,9%.

A. 10%;

b. 5%;

B. 4%;

. 2,5%;

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaBleHHbIMU NO3ULMAMU. [INA KaXKA0ro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
Kputepumn oueHKu BapMaHTOB HYKNE€OTUAHOM nocneaoBartenbHocTu: A. Kputepumn
naToreHHocTu BapuaHTa; b. Kputepuit aobpokauectBeHHOCTM BapuaHTa . Kpurtepuii:
1.BapumaHt de novo; 2. MonynsayuMoHHanA YacToTa Bbiwe 3%; 3. BapMaHT Haxoautca B
TPaHC NONI0}KEHUU C paHee oNUCcaHHbIM; 4. He cerperupyert c 3aboneBaHmnem B cembe; 5.
®PYHKLUMOHANbHbIA aHAaNNU3 HE NPOBOAUICA.

Al,3; 62,4

A1l,3; b4,5

A2,3,4; 64,5

MpuunHoOIt BO3HMKHOBEHUA HacNeACTBEHHbIX AedeKToB 06meHa ABAAKOTCA:
b. leHHble myTauuu;

A. '3meHeHune Yncia XpoMmocom;

B. C6banaHcMpoBaHHbIe TPAHC/IOKaLUuK;

. TeHOMHble myTauum;

. TepaToreHHble BO34ENCTBUA.

MNocTpoeHue pusnyecKkom KapTbl 3TO:

B. [NocTpoeHue nepeKpbiBatoOLLEeroca KOHTUra KJIOHOB;

A. U3mepeHune ganHbl XPpOMOCOMbI NO4 MUKPOCKOMNOM;

b. OnpepeneHne Bcex reHOB UCCeAyeMOro N0KYCa;

. NMomeweHne nocnegosatenbHocTn JHK B BEKTOP 419 pa3MHOXKEeHUA;
[. U3mepeHune 4acToTbl KPOCCUHIOBEPA MEXKAY reHamu.

M3 84000 pgeten, poaMBLLUUXCA B TeueHUe 5 neT B NaHMUKCHOM nonynauuu, y 210
0b6bHapy}XeH NaToNoruyecKku peLeccuBHblii NpU3HaK. Yactota HopmanbHoOro annensa A B
OAHHOI NnoNynALUMMN COCTaBNAET:

B. 85%;

A. 95%;

B. 50%;

. 9,5%;

. 5%.

Monekyna OHK npepgcrasnser coboit:



CoeanHeHne 6eH301bHbIX KoJleu,;
OaHOoUEnoYeyYHYIO MOIEKYNY;
[ByXxuenoyeyHyo MONeKyny;
TPUNNCTHUK;

MNonnnenTupa,

MO>KXHO 1 peKomeH[,0BaTb ceMbe NpoBeaeHne A0PO0A0BOMN AUAarHOCTUKU HA BapUaHT
HYKN€0TUAHOM Nocnen0BaTe/IbHOCTU HEACHOrO 3HaYeHUA?

Mo pelweHMto Bpaya;

TonbKo B ciyyvanx TAxKenbix 3aboneBaHum;

MOXHO Ha paHHUX CPOKaX;

Hukoraa Henb3s;

MoXHO B KOHUe | TpumecTpa.

B uHtepdase mexay ABYMA MUTOTUYECKUMU Ae/IeHUAMMU NPOUCXOAUT:
O6MeH roMOo/IOMMYHbIMM Y4aCTKaMM MeXK Ay FOMOJIOTMYHbIMU XPOMOCOMaMU;
PennuKauma xpomocom;

AVMnHyums (notepa onpeaenéHHOM YacTu) XPOMaTUHA;

PennnKauma LEHTPOMEPHbIX 061acTeN XPOMOCOM;

YKOpOoYeHMe TeNOMEpbI .

BenoK-KoaupyoLwmii reH — 31o:

. MoBTOpAOWaAcA nocnegosatenbHoCTb [AHK;

6. ®PparmeHT nonnnentTMAHOM Uenu;

A. Yyactok AHK, Kogupyrowmnin noANNenTUAHYIO LEenb;

B. Anbda-catennutHas nocnegosatenbHoctb AHK;

. NocnepoBaTenbHOCTb, PACNONOXKEHHAA A0 CTAPTOBOM TOUKU TPAHCKPUMNLUN.

B cocTaB reHa 3yKapu1oT, Kak eauHULbl HacneaCcTBEHHOM MHPOPMaLMK, BXOAMUT:

B. 9K30HbI;

A. NMpomoTop, UHULUMPYIOLWMIN KOAOH, SK30HbI, UHTPOHbI, TEPMUHUPYIOLLUA KOOO0H;
B. UHTpOHDI;

. MpomoTOp, MHTPOHDI;

A. MpomoTOop, MHULUMPYIOLWNIA KOAOH, MUHTPOHbI, TEPMUHUPYIOLLUIA KOLOH.

Ha ponto xpomocombl X yenoseka npuxo[uTca:

MeHee 1 % Bcero reHeTU4ECKOro maTepuana, CoaeprKalleroca B KeTKe;
MpnbansntenosHo 5 % Bcero reHeTUYECKOro MaTepmana, CoAepKaLlerocs B KNeTke;
bonee 20 % Bcero reHeTU4ECKOro maTepuana, CoaeprKalleroca B KeTKe;

bonee 50 % Bcero reHeTUYECKOro maTepuana;

KonnyecTBo reHeTUYECKOro maTepurasia, KOTOpoe CUAbHO KonebneTca B KNeTKkax 0gHOro
OpraHM3ma B 3aBMCMMOCTM OT CTaANMN OHTOreHe3a U TUMa KNeToK.

K npoTooHKOreHam KneTku OTHOCATCA:
. MuTOXOHAPUANbHbIE FeHbl;



A. TeHbl «JOMALLHEro Xo38MCcTBaY;

b. PocToBble paKTOpPbI M UX peLLenToOpPbI;
B. [eHbl- XpaHUTENN KNEeTOYHOTO UMKNA;
0. UMNPpUHTUPOBAHHbBIE reHbl.

O6pa3oBaHME KXMMEPHbIX» reHOB YacTO NPUBOAMUT K:
AKTMBALMN OHKOCYNPECCOPOB;

AKTMBaLMWN OHKOTEHOB;

O6pa3oBaHNE XMMEPHbIX FTEHOB HE BO3MOXHO
HacneactBeHHbIM MOHOreHHbIM 3a60/1€BaHUAM;
AnnenbcneundurUYHOM SKCNpeccum.

MepBuYHaA CTpyKTypa 6€1K0BOI MONEKY /bl - 3TO:

MopAaoK aMUHOKUC/IOT B NONNNENTUAHON Lenu, onpeaenaembii reHeTUYECKMM KOA0M;
CTPYKTypa OTAE/IbHO aMUHOKUCOTbI;

MpOoCTpaHCTBEHHOE PACNO/IOMKEHME OTAE/bHbIX YH4AaCTKOB NONMNENTUAHOM Lenu;
MpocCTpaHCTBEHHOE B3aMMOPACMNON0XKEHNE NOAUNENTUAHbIX Lienewn;

MopAaoK PacnoNoKEeHUA HYKNEOTUAOB B LLENU.

Mpouecc TpaHCAALMM OCYLLLEeCTBNAETCA:
B agpe Knetku;

B pnbocomax;

B nnsocomax;

B umtonnasme;

Ha knetouyHo membpaHe.

UmnpuHT — 370!

HykneoTnaHble 3ameHbl B JHK poautensckux annenen;

CTPYKTYPHbIe N3MEHEHMA OTL,OBCKOM MAN MAaTEPUHCKON XPOMOCOM;

MoTepAa XpOMOCOMHOTO MaTepurana Ha OTLOBCKOMN UM MAaTEPUHCKOM XPOMOCOME;
Cneundunyeckana MapKUPOBKa POANTE/IbCKUX aNnenemn;

MNAP®P oTUOBCKOM AN MAaTEPUHCKOM XPOMOCOM.

EcAn MMNPUHTUPOBAHHbIN FreH 3KCNpPeccupyeTca C OTLLOBCKO XPOMOCOMbI, TO Ha
MaTepPUHCKOI XpOMOCOME 3TOT reH:

Ero akcnpeccmnsa HECKOJIbKO CHUMKEHA;

MMmeeT NOBbIWEHHY 3KCNPECCUIo;

He sakcnpeccupyeTcs;

TorKe akcnpecupyeTcs;

XapaKTepunsyeTca OTCPOYEHHOM IKCNpeccHen.

K npoTooHKOreHam KneTku OTHOCATCA:
6. PocTtoBble paKTOpbI M NX peLenTopbl;
A. [eHbl «JOMALLHEro Xo3saMcTBay;

B. [eHbl- XpaHUTEIN KNeTOYHOIO0 UMKNA;



. MuTOXOHApPWaNbHbIE TeHbl;
0. UMNPpUHTUPOBAHHbIE reHbl.

AyTOCOMHO-AOMMUHAHTHOE Hac/leA0BaHMWe XapaKTepHo ansa:
. DeHnNKeToHYpUM;

A. JleMunHo3a;

b. Xopeun leHTUHITOHa;

B. CuHapoma JloypeHca—MyHa—-bapae—-buans;

. CepnoBNAHO-KNETOYHON aHEMUMN.

Y 340p0BOM CYNpyKecKkoi napbl poaunca pebeHokK c xoHapoaucrtpodpmeit. BepoatHoctb
TOro, YTo y BTOporo pebeHka 6yaer xoHgpoaucrpodpumsa, coctaBaser:
O6uwenonynALNOHHbBINA PUCK.

50% He3aBMCMMO OT NONa;

25% He3aBMCUMO OT MNoNa;

Bce neBoukm 6yayT 60/1bHbI;

Bce manbumkm 6yayT 601bHbI;

«Jluueson peHOTUN» ABNAETCA ANArHOCTUHECKUM NMPU3HAKOM NPU CUHAPOME:
. MvonaTtum [iloweHHa;

A. Tesa-Cakca;

b. KopHenuu ge NlaHre;

B. ®eHunkeToHYpUU;

[. Mykosucumgosa.

Haunbonee yacto couetaercs C MHOXKeCTBEHHbIMU BPOXKAEHHbIMU AedeKTamu pa3BuTUA:
. PeTuHOBNacTOMa;

B. Flenatobnacrtoma;

A. Onyxonb Bunbmca;

B. Hempobnactoma;

[. Onyxonu roHaga.

Pexke Bcero couetaercs C MHOXXeCTBEHHbIMU BPOXKAEHHbIMU AedeKTaMU pa3BUTUA:
B. PeTnHoBNacTOMa;

A.lenatobnactoma;

. Onyxonu roHaa;

b. Hepobnactoma;

. Heppobnactoma.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU NO3MuMaMU. Ana KaxKaoro
NPOHYMEPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBcCe.
Tunbl neyeHunsa: A. Cumntomatuueckoe; b. NaroreHeTnueckoe; B. 9Tnonornyeckoe.
NeyeHune: 1. lopmoHanbHoe nevyeHue npu cuHapome TepHepa; 2. Xupypruyeckoe
NledyeHue paclenmHbl rybbl n Heba; 3. lneToTepanuma NpyM HENEePEeHOCUMOCTU NaKTO3bl; 4.



3amecTuTeNbHaA TepanuA NPU UHCY/IMH-3aBUCUMOM CaxapHOMm aunabere.
Al,2; B3

Al,2;63,4

A3,4; b1

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/IeHHbIMU NO3ULMAMN. [na KaxK[oro
NPOHYMEepPOBaHHOr0 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIbpaH oAMH pa3, 6onee ogHOro pasa uam He BblbpaH BoBce.
Kputepumn oueHKu BapMaHTOB HYKNE€OTUAHOM nocneaoBartenbHocTu: A. Kputepumn
naToreHHoOCTU BapuaHTa; b. Kputepuit aobpokauectBeHHOCTM BapuaHTa . Kpurtepuii:
1.BapumaHT de novo; 2. MonynsauMoHHanA YacToTa Bbiwe 3%; 3. BapMaHT Haxoautca B
TPaHC NOI0}KEHUM C paHee onucaHHbIM; 4. He cerperupyert c 3a6onesaHnem B cembe; 5.
®PYHKLUMOHANbHbIA aHANNU3 He NPOBOAUACA.

Al,3;62,4

Al,3; 64,5

A2,3,4; 64,5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumMamMmun. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb Bbi6paH 04KH pa3, 60nee ogHOro pasa unam He BbibpaH BoBce.
leHbl: A. MpoTooHKoreHbl; b. FeHbl-cynpeccopbl onyxonesoro pocra. OnpeaenexHue: 1.
Mo3uTtusHbIE perynaropbl, CTUMyAUpPYOLWME geneHue Knetku; 2. HeratusHble
perynatopbl, NpenaATcTBYOLWME AeNEHUIO KNeTKU; 3. He umeloT OTHOLWEHUA K AeNeHno
Knetku; 4. Monekynbl, ycunusalowme geictsme apyrnx 6enkos; 5. o3uTUBHbIE
perynatopbl, CTUMyAUpYIOLWME AeNleHUe KNEeTKU.

Al, B2

A2; b1

A5; B2

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/leHHbIMU No3UumuaAMU. lna Kaxkaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOKeT 6bITb BbiI6paH 0AKH pa3, 60n1ee ogHOro pa3a uaum He BbibpaH BoBce.
MpuunHa 3ab6onesaHus: A. MNaToreHHbIU BAPUAHT B MUTOXOHAPUANbHOM reHome; b.
MaTtoreHHbl BapuaHT B AaepHOM reHome; B. O6pa3oBaHue NnaToreHHbIX KOHF1I0MepaToB
6enka. 3aboneBaHue : 1. Cunapom MELAS; 2. Atpodus 3putenbHoro Hepsa Jlebepa; 3.
CuHppom PeknuHrxayseHa; 4. CuHgpom AHrenbmaHa ; 5. PeHunKetoHypusa

Al,5;62,3,4

Al,2,3; B5; B5

Al,2; 63,4; B5

PacctoaHue mexay reHamu gna GpusnuecKoim KapTbl onpegensaerca no:
b. Konnuectsy HYKNeOTUAHbIX Nap MexXay HUMU;

A. HacToTe KpocCcMHrosepa mexay HUMu;

B. KoinyectBy XpOMOCOMHbIX 63HA0B MeX Ay UX NOKyCamu;

. KonnyecTtBy ApYyrmx reHOB MmeXay HUMK;



[. Konnyectsy NOBTOPAOLWMXCA e ANHUL,.

MaTonorna KMHeTOXOpPa O4HOU MUTOTUHECKOU XPOMOCOMbI MOXKET NPUBECTU K
BO3HUKHOBEHMUIO:

AHeyniiouaHOMN KNeTKu;

NMonMnaonaHom KNeTku;

[BYysaepHOM KNETKU;

Tpéx nonocoB y BepeTeHa AeNeHus;

SHAOMUTO3A.

BonbHoWM ¢ cuHapomom KnaiiHpenbrepa okasanca Mo3anKom C KapuoTunom
46,XY/47,XXY/48,XXYY. B Knetkax 3toro 60/1bHOro Mo>Ho 06Hapy*Ku1Tb TenbLa
Nos0BOro XpomaTuHa:

YacTb KNETOK MOXEeT MMeTb OZIHO TeNblle, YaCTb — ABa;

Hu oaHoro;

YacTb KNETOK MOXEeT MMeTb OZIHO TeNblle, YaCTb — HWU OAHOTO;

OpHo;

YacTb KNETOK MOXET UMeTb OZIHO TeNble, YaCTb — ABa.

B meTtadase mnTo3a XpOMOCOMbI:

PacnonaratoTca B 3KBAaTOPMaIbHON NNOCKOCTU KNETKU;
CTpeMUTeNIbHO ABUNKYTCA K NOJIIOCaM AeNeHUA KNETKY;

O6pa3yloT ABE KOMMaKTHbIE rpynmnbl B paloHe NONKCOB AeNeHUs;
MocTeneHHOo CTaHOBATCA MeHee KOMMNaKTHbIMU U HEBUAMMbIMMU;
O6pa3yoT XMasmbl.

NMonosbimu xpomocomamm Ha3bIBalOTCA XPOMOCOMblI:

b. YuacTBylowime B KPOCCUHIOBEpPE;

. CogeprKalLme TONbKO reHbl, 4eTepMUHUPYIOLWME PA3BUTMUA NONA;
A. T1oN0BbIX KNETOK;

B. Hannume KoTopbix B KAapuoTMne onpeaensaet Nnoa OpraHU3ma;

A. T'pynnbl A.

B uHtepdase mexagy 1-m 1 2-m geneHnammn meimosa, NPoOUCXOAUT:
Penankauma xpomocom;

Penankauma He umeeT mecTa;

Mpoucxoant AMMUHyumMA (noTepsa onpeaenéHHOM YacTn) XpOMaATUHA;
MponcxognT KPOCCMHIoOBED;

NMpouncxogmT cnnpanmnsauma XpoOMOCOM.

FeTeporameTHbIM Ha3blBaeTcA:

Mon, B AMNNONAHOM KNEeTKe KOTOPOro MMetoTCA ABE OANHAKOBbIE MON0BbIE XPOMOCOMbI;
Mon, B ANNNOUAHOM KNEeTKe KOTOPOro MMEITCS ABE Pa3Hble N0JIOBbIe XPOMOCOMbI;
OpraHnsm ¢ EHOTUNNYECKMMM NPU3HAKAMM MYKCKOFO NOoNa;

OpraHnsm ¢ EHOTUNNYECKMMU NPU3HAKAMM KEHCKOTO Nona;



OpraHM3m C XpOMOCOMHbIMU NEePEeCcTPOKammn MOO0BbIX XPOMOCOM.

Kak nepekBanndpuumpoBatb BAPMaHT HYKNE€OTUAHOM NOCNe[0BaTeNIbHOCTU HEACHOTO
3Ha4YeHuA.

npoBeAeHne 40NONHUTENbHbIX CneuMPUyecKnx gna 4aHHOTO BapuaHTa KIMHUYECKUX
nccnegoBaHumn;

GYHKUMOHANbHBIN aHaM3 in vivo;

OYHKUMOHANbHbIN aHaNu3 in vitro;

npoBeAeHMe cerperayMoOHHOrO aHaM3a B CEMbE;

BCE BEPHO.

Kakue metoabl OTHOCATCA K OAHOMO/IEKYNAPHOMY CEKBEHUPOBAHUIO?
ABTOMaTMYecKoe cekBeHMpoBaHue no CaHrepy;

HaHonopoBoe ceKBEHUPOBAHMUE;

MonynpoBOoAHWUKOBOE CEKBEHUPOBAHME;

MupocekBeHNPOBAHUE;

dnekTpodopes

B megUuKO-reHeTU4YeCKyo KOHCYbTaluuio 06 paTtunach XKeHuWmHa, My Kotopoi 6oneH
docparamaberom (runopocdaremueit). Puck yHacnegosartb pocpatguaber gns ee
peTeu coctaBnfer:

6. Bce peBoukn 6yayT 340p0BbI;

B. Puck 3aboneBaHusa ana manbumka paseH 50%;

A. Bce manbunkm byayt 601bHbI;

[. Bce neBoukn 6yayTt 601bHbI, @ BCE MAaNbY4MKM 340POBbI.

I. Puck 3aboneBaHna ana aesBoYkun paseH 50%;

YCcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/leHHbIMU NO3NLMAMU. [NA KaxKAaoro
NPOHYMEepPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AUH pas, 60nee ogHOro pasa uam He BblbpaH BoBce.
CuHapombli: A. CuHgpom KnanHdenbtepa; b. CuHapom TepHepa. XapaKTepHble
KAMHUYecKue cumntombl: 1. Hu3kopocnocrtb; 2. EBHyxomaHoe cTpoeHue Tena; 3.
Bbicokui pocT; 4. KpblnoBUAaHbIe CKNaAKU KOXXU B 06n1acTu wewn; 5. HapyweHue
NnoN0BOro pa3BUTUA.

A3,5; 64,5

A2,3,5;61,4,5

A2,3,5;b62,4,5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3UuMaMU. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIX KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pa3, 60nee ogHOro pasa unm He BblbpaH BoBce.
Onpepgenenune: A. OTpaKalowue pacCToOAHUA MeXAY reHamu u noKkycamu; b.
MNo3Bonsawme N10Kann3oBaTb reH Ha XPOMOCOME UAU B ee NI0Kyce; B. Umetowme
Haubonblwee paspeweHue. Tun KapTol: 1. HykneotugHeole; 2. leHeTuuecKue; 3.
dusunueckue; 4. XpomocomHble; 5. PecCTpMKUMOHHbIe.



A3; b4; B2
A4; B2; B3
A2, b4, B3

OCHOBHbIe XMMHU4ecKue CBA3M, y4yacteyowme B opmmposaHumn B3aMmoaencTemsa
meXxAay KomnaemeHtapHbimu uenamm A1HK:

dochoamadpumpHble cBA3Y;

BogopoaHbie cBA3w;

MonnnentngHblie CBA3YU;

JJOHOPHO-aKLUeNTOpPHbIE CBA3MY;

MNOHHbIe B3aMmoaencTeums.

Xpomocomocneuudpuueckue soHabl JHK - ato:

B. KnoHnpoBaHHble nocneaoBaTenbHOCTU caTennmtHon JHK;

A. AHK XpoMOCOMHbIX pparmeHTOB pa3HOW A/INHbI;

. KnoHnpoBaHHble pparmeHTbl JHK, XxapaKkTepHbie 414 onpesesieHHbIX XpOMOCOM;
b. ®parmeHTbl HK, cogepKauwme ToNbKO CTPYKTYPHbIE reHbl;

. PparmeHTbl HK, cogepxKawme pacceaHHble NOBTOPbI.

MNepBUYHOE HepacxoXXaeHne XpoMoCoM — 3TO:

HepacxoxaeHne XpoMoCcom B NepBOM AeNeHUU Melo3a;

HepacxoxaeHne XpoMoCOM B MENO3€E Y KapPUONOrMYECKM HOPMA/IbHOTO MHANBUAYYMA;
HepacxoxaeHne XpoMoCcoMm B NepBOM AeneHnun ApobneHns 3auroTbl;

HepacxoxaeHne XpoMoCcom BO BTOPOM MENOTUUYECKOM AENEHUU;

OAHOKpPaTHOE HEPACXOXKAEeHNE XPOMOCOM B meio3e (B 1-m, Ui BO 2-M MENOTUYECKOM
aeneHumn).

OrpaHuyeHue NaHMUKCUU B NONYNALUN NPUBOAMT K:
A. CHMXEeHMIo 40NN AOMMUHAHTHbBIX TOMO3UTOT;

B. CHMXXeHUIo JoNn reTepo3unroT;

b. CHMXXeHUo goNn peuecCUBHbIX TOMO3UTOT;

. YcTaHOBAEHMIO NOCTOAHCTBA YaCTOT annenen;
[.YcTaHOBNEHMIO NOCTOAHCTBA YaCTOT reHOTUMOB.

AnAa pecTPUKLUMOHHbIX 3HAOHYK/1€a3 XapaKTepPHO BCe NepevyncieHHoe, Kpome:
MpumeHeHUa gna noayyeHna pekomburHaHTHbIX AHK;

3awmTbl” 6aKTEPUANBHOM KNETKM OT UyKepoaHoi AHK;

Perynaumm skcnpeccum CTPYKTYPHbIX FreHOB.

Pacwennenna AHK B cneundunyecknx camrax;

Mcnonb3oBaHmA a4na naeHTMGMKauuMm n aHannsa reHos;

EcAn MMNPUHTUPOBAHHbIN FreH 3KCNPeccUpyeTca C OTLLOBCKO XPOMOCOMbI, TO Ha
MaTepPUHCKOI XpOMOCMe 3TOT reH:

I. Ero aKkcnpeccma HeCKONIbKO CHUXKEHQ;

6. UmeeT NOBbILWEHHYIO 3KCNPeccuto;



A. He aKkcnpeccupyetcs;
B. Toxe aKkcnpeccmpyeTcs;
[. XapaKkTepunayetca OTCPOYEHHOM 3KCNpeccuen.

C X-xpomocomoi cuenneH reH:

B. CuHapoma KnanHdenbtepa;

. CnHagpoma LWepelweBckoro-TepHepa;

A. AgpeHoreHUTasibHOro CMHAPOMA;

B. Ffemopunnuum A;

. CuHApOMa reMopparm4yeckom TeNeaHrmaIKTasnu.

No ayrocomHo-peueccMuBHOMY TUNY HacneayeTca:
6. HempodubpomaTtos;

B. Xopea [@eHTUHITOHA;

A. CuHagpoma MapdaHa;

[. AopeHo-reHUTanbHbIN CUHAPOM.

. AxoHaponnasus;

B notomcTBe OT 6paKa AByX rerepo3uroT (NpyM ayToCOMHO-A40MUHAHTHOM
HacneA0BaHUM) aHOMA/IbHbIM reHoTUN 6yayT UMmeTb:

[. 3/4 3mbpUOHOB.

A. Bce ambpuoHbl;

B. HMKTO M3 9aMBPUOHOB;

B. 1/4 smbpunOHOB;

. 1/2 sm6pnoHoB;

Y HOBOpPOXKAEHHOro HabaAalTCA cnegylowme npusHaku: 6onbluas macca tena (5500
r), U36bITOYHOE OTNOXKEHME }KUPA B NOAKOXKHOW KNeTyaTke, BUCLlepomeranus
(yBennueHbl neyeHb, cepaue, ceneseHka), runopednexkcus, Tpemop KOHEUYHOCTel,
CyAoporun. 3TotT KOMMNJIeKC CUMNTOMOB XapaKTepeH anA:

A. ToKconnaamo3HOW MHPEKUUN;

. DHAOKPUHHOM 3MbpMonaTnm;

b. XpomocomHoM natonormu;

B. BporkaeHHoOro cupmanca;

[. BpoXXaeHHOM KpaCHyXu.

Y HOBOPOXAEHHOr0 OTMEYaoTCA NPU3HAKU MeHUHTo3HUedanuTa: psorTa,
6ecnoKoicTBO, BANOCTb, COHIMBOCTb, CYA0POr, PUrMAHOCTb MblLULL, 3aTbI/IKa,
runeppednekcus, rugpouedanma, XopmopeTUHUT. ITOT KOMNIEKC CUMNTOMOB
XapaKTepeH gnsa:

b. Tokconnasmosa;

A. bynnesHoro annaepmonmnsa;

B. BporkaeHHOro cudpumanca;

. XpOMOCOMHOM NaToNOrnu;

. PeTanbHOro aNKOroNbHOro CMHAPOMaA.



YcTaHOBUTE COOTBETCTBUE MeXAY NpeAacTaB/leHHbIMU NO3UumMAMU. lna KaXaoro
NPOHYMEepPOBaHHOrO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIbpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
Tunbl xpomocom: A. MeTaueHTpuueckue; b. CybmetaueHTpuueckue; B.
AkpoueHTpuyeckue. Npynnbl xpomocom: 1. Fpynna F; 2. Fpynna B; 3. l'pynna D; 4. 'pynna
G; 5.Tpynna C; 6. 'pynna A; 7. F'pynna E.

A6; b2; B3,4

Al,6;b62;B3,4

A2,3;b61,2; B4

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU NO3UumMAMU. Ina KaXKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIX KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04uH pas, 60nee ogHOro pasa uam He BblbpaH
BoBce.Tun HacnepoBaHUA: A. AYTOCOMHO AOMMHATHbLIN ; B. AYyTOCOMHO peueccusHbIN; B.
X-cuenneHHbi TUN. 3a6oneBaHue: 1. CuHgpom aBaparca; 2. Hempodpubpomartos; 3.
Xopeun N'eHTUHrToHa; 4. Muoguctpodusa AioweHa; 5. AApeHO-reHUTaZIbHbIA CUHAPOM.
A2,3; b5; B4;

A4, B3; B5

A2,3; 64; B4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumMamun. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0A4KH pa3, 60nee ogHOro pasa unam He BblbpaH BoBce.
HoBopoxaeHHbi: A. loHoweHHbIN; b. HegoHoweHHbIW. CpoKu 3abopa Kposu gns
HEeOHaTaNbHOro CKpUHUHra: 1. Cpasy nocne poxkgeHus; 2. B nepsbiyt geHb Ku3Hu; 3. Ha
yeTBepTbi AeHb XU3HU; 4. Mocne 10 aHel KU3HWU.

Al; B3

A3; b4

A2; b1

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU NO3UumMAMU. lna Kaxaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa Bblbepute 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOXeT 6bITb BbiIGpaH 0AUH pas, 60nee ogHOro pasa uam He BblbpaH BoBce.
HacneactBeHHble 60ne3Hu: A. bonesHb MNowe; b. bonesHb HUmaHa-MNMuka Tun A/B; B.
BonesHb Tea-CaKca. B HepBHbIX KneTKax Hakanausaertca: 1. CpuHromuenuH; 2.
FaHrnanosng GM1; 3. FaHrnmosung GM2; 4. MaHH030-6-¢pocdar; 5. Mnokouepebposung.
Al; B3: B5

A5; B3; Bl

A5, b1, B3

frbpuamsaums in situ c meyeHbIMM 30HZaMUN NO3BONAET:

JlokannsoBaTb NOCNEA0BATE/IbHOCTb 30HAA Ha XPOMOCOME UK B €€ NIOKYCE;
N3yunTb PECTPUKTHYIO KapTy 30HA3;

NccnepoBaTbh HYKIEOTUAHbIM COCTaB 30HAQ;



MccnepoBaTb paccToaHME MeXKAY 30HAaMU;
OnpeaennTb NOC/NeA0BaTENIbHOCTb PACMNO/I0KEHMA reHOB B XPOMOCOME.

Mpu onpeaeneHun 3aMrotHoCcTH 6An3HeL,0B Hanbonee ToueH:
. AHanun3 BbiCOKO BapuabenbHbix mapKkepos JHK;

A. MonncumnTomaTU4eCcKUn meton;

6. AHann3 rpynn KpoBwy;

B. AHanu3 gepmatornnduKu;

[. Tect no nepecagke KOXMu.

®daKynbTaTUBHbI reTepoXpoMaTUH XapaKTepusyertca:

6. PaHHUM BpemeHeM penankaummn B S—nepmoae KNeTo4yHoro UmKna;

B. BbICOKOM TPaHCKPUNUNOHHOW aKTUBHOCTbIO;

A. NoBcemecTHOM pacnpoOCTPaHEHHOCTbIO MO BCEM XPOMOCOMAM;

[. JeKoHAeHCUPOBaHHbIM COCTOSIHMEM B MHTepda3e.

. dopmunpoBaHMEM NNLWb HA ONpeaeneHHbIX CTaaAUAX X KU3HM OpraHM3Ma B npegenax
TOJIbKO OZHOM N3 Napbl TOMONOTMYHbBIX XPOMOCOM;

NMpomoTop pacnonaraerca:

. Cpa3y nocne MHMUUKUPYIOLWLEero KOA0Ha;
A. B KOHUE reHa;

B. B Hauane reHa;

b. B cepegunHe reHa;

[. Nepen TepMUHUPYIOWLMM KOLOHOM.

Yucno xmasm, sbifiBAseMbiX B HOpMme B ANaKUHe3e, meTadase 1-ro menotTMyeckoro
AeNneHunna y 4yenoBeKa, coctaBafaetr npumepHo:

1-2 Ha KneTky;

Okono 50 Ha KneTky;

5-6 Ha KneTKy;

Okono 200 Ha KneTKy;

bonee 1000 Ha KneTKy.

Ha monekynapHOM ypoBHe Tesiomepa COCTOUT U3:
MosTopAatowenca nocnegosatenbHoctn -TTAGGG-;
CTPYKTYPHbIX FEHOB;

Anbda-caTenINTHbIX NOCNe0BaTENIbHOCTEN;
GC-boraTbix nocneao0BaTe/IbHOCTEMN;

PacceAHHbIX NOBTOPOB.

fmnepmetTnanpoBaHue UMTo3nHOB B CG-AUHYKNEOTUAAX PETYIATOPHDbIX PaliOHOB reHa
NPUBOAMT K:

He BanAeT Ha aKTUBHOCTb reHa;

YcuneHuto TPaHCKPUNLMOHHOM aKTUBHOCTM reHa;

MopaBNeHMIO TPAHCKPUNUMOHHOM aKTUBHOCTM FeHa;



YCUNEHUIO TPAHCKPUMUNOHHOM aKTUBHOCTU FEHOB COCeAHEro I0KyCa;
He3HauMTeNbHOMY CHUMEHMUIO TPAHCKPUMUMOHHOMN aKTUBHOCTHU.

«Jlnueson peHOTUN» ABNAETCA BbICOKOMHPOPMATUBHBIM NPU3HAKOM NMPU CUHAPOME:
. TopnnHa-fonbTua;

A. TAR;

b. Bunbamca;

B. AnxopoKu;

[. HepgeprkaHuAa nurmeHTa.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3ULMAMU. [iNa KaxK[oro
NPOHYMEpPOBaHHOIO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIbpaH oa4uH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
3aboneBaHue: A. MonHaa TecTuKynspHaa ¢emuHusaumsa; b. HenonHasa TectukynapHas
demunHunsauua. Bospact maHudecrauun: 1. Nepmnopg HoBopoKaeHHOCTH; 2. MepBbin roa
*usHu; 3. Nepsoe gecatunertume; 4. Nepmoa nonoBoro co3peBaHus; 5. 3penbiit Bo3pacr
(nocne 30 ner).

A4; B3

Al; b4

A4, b1

Onpeaenute npMmepHoOe KONMYECTBO 6e10K-KoaUPYOLWMNX reHOB B reHOME Ye/l0BeKa:
20 000;

1000;

5 000;

10 000;

60 000 n 6onee.

AHK-30HA — 370!

A. PparmeHT AHK ¢ dyopoxXxpoMHOM METKOMN.

A. NMocneposatenbHoctn JHK, coctoawan ns 20-25 HykKneotnaos,;

b. EAMHWYHbIE pacceAHHble HYKNeoTuabl;

B. MocnepnoBaTeibHOCTb HYKNEOTUAOB, KOTOPbIE Y3HAeT PeCTPUKUMOHHAA IHA0HYK1eas3a;
. MocneposaTtenbHocTb AHK ANMHOM HECKONBKO M/TH. NAap HYKNEeOoTUAOB;

KonxuuyuHoBasa MHaKTMBaLUA BepeTeHa OCTaHaB/IMBaeT MMTO3 Ha CTaguu:
B. Tenodasbi;

. UHTepda3sbi;

A. AHada3sbl;

6. MeTtadasbl;

. NMpodasbl.

HapyweHue paBHOBeCUA MeXKAY CTUMYIMPYIOLLUM A,EUCTBUEM OHKOT€HOB U
610KMpYOWMUM AEeNCTBMEM FEHOB-CYNPECCOPOB Ha KETOUHbIN LUK MOXKET NPUBECTMU K:
A. XpOMOCMHbIM NepecTponKam;



b. Pazsutunio onyxonu;

B. NoAaBneHUIO MmyTauuu B reHe;

. MHAaKTMBAaLWM FreHOB, PACMNOJIOXEHHbIX B UMNPUHTUPOBAHHbIX PaliOHaX;
. CHNXKEeHUI0 reHHOM 3KCMpPEeccuu.

"®abpukamu 6enka" B Knetke ABNAIOTCA:
MwuToxoHapUNK;

Pubocombil;

LluTonnasma;

Nepokcncomel;

Jlnzocomoil.

B npouecce cnaaiCUMHra NnpouUCXoauT:

Bblpe3aHne MHTPOHOB U3 NEPBUYHOTO TPAHCKPUNUMOHHOIO NPOAYKTa;
YasoeHune [JHK;

CuHTtes PHK;

CuHTe3 benKa;

CuHTe3 ATO.

B cocTtaB HyKNn1eocom BXOAAT:

PHK 1 HerctoHoBble benku;

PHK u ructoHoBble 6enkn H2A, H2B, H3 n H4;
OHK v puboHykneonpotenapl;

OHK v ructoHoBble 6enkun H2A, H2B, H3 u H4;
OHK v ructoHoBbin 6enok H1.

FeTepo3nroTHblA HOCUTE/Ib AaHOMAJ/IbHOTO ayTOCOMHO-PELLeCCUBHOTO reHa }XeHU/CA Ha
HOCUTENbHULE TAaKOTO e reHa. BepoaTHoOCTb 3a6oneBaHuA Ana UX geTeit cocTaBNAeT:
. 50%;

A.0O;

b.25%;

B. 33%;

. 100%.

BpokpaeHHble NOpoKu Hanbonee yacto popmupyroTca B:
b. NMNnhogHoMm;

A. 9MbpnoHaNbHOM Nepuoae pasBuTUS;

B. lNepuHaTanbHOM;

. NMocTHaTanbHOM;

. Nepuog rameTtoreHesa.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3MuMaMU. Ana KaxKaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oa4MH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
3a0poBbiii yenosekK: A. MyKuunHa; b. eHwmnHa. XpomocomHbin Habop: 1. iBe



Xxpomocombl X; 2. [1Be xpomocombl X U aBe xpomocombl Y; 3. lBe xpomocombl Y; 4.
OpHa xpomocoma X un ogHa xpomocoma Y; 5. Tpu xpomocombi X.

Al; b4

A4; b1

A2; b3

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU NO3UumMAMU. lna Kaxaoro
NPOHYMEepPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AKH pas, 60nee oaHOro pasa uam He BblbpaH BoBce.
NMocneposatenbHOCTb: A. DK30H; b. UHTPOH. Onpeaenenue: 1. KogoH mPHK; 2. EanHuya
TPaHCKpunuum; 3. YYaCTOK reHa, Kogupylowmid 4acTb Nocne[0BaTe/IbHOCTU 3penioin
mPHK; 4. MocnepoBaTeNnbHOCTb, PaCNOI0}KEHHAA A0 CTAPTOBOM TOUKU TPAHCKpUNLUUK; 5.
Y4acToK reHa, He KOAUPYIOLWKUN NocnenoBaTeIbHOCTb 3penont MPHK.

Al; b5

A5; B3

A3, b5

PuUck poxXaeHua y Hemonopaou matepu pebéHka c cuHgpomom [layHa, obycnoBneH
0CO6EHHOCTAMM rameToreHesa y XKeHLUH:

O6wmMMm BO3paCTaHMEM YAaCTOTbl TOYKOBbIX MyTaLMM Y XKeHLWWH cTapwe 35 nerT;

BbicoKol nponndepaTMBHON aKTUBHOCTbIO OOTOHMEB, CONPOBOXKAatoLencs owmbkamm B
pabote AHK-nonnmepassi;

BonblwoM ANNTENbHOCTbIO CTaAUN AUKTUOTEHbI Y HEMONOAbIX }KEHLMH,
CONPOBOKAAOLWENCA POCTOM BEPOATHOCTM HAapYLUEHNI annapaTa BepeTeHa AeNeHus;
Bo3pacTaHMem 4acToTbl HEPABHOMO KPOCCMHIOBEPA B rameToreHese y HEMON04blX
KEHLWMNH;

HapyweHnem cuctembl penapaunu AHK.

Kaxkpaa xpomocoma nocne penamkaumm COCTOMT U3 ABYX KOMNOHEHTOB, Ha3blBaeMbliX:
. UeHTpuonu;

A. Xpomomepbl;

b. Xpomatnabl;

B. LleHTpomepbil;

[. CnyTHUKK.

«AByxyaapHana teopua KHaaceHa» npegnoXKeHa gnsa:
[eHOB «40OMALUHEro X03AMCTBaY;

[eHOB-CynpeccopoB ONyX0/1E€BOro pocCTa;

OHKOreHos;

MMNPUHTMPOBAHHbIX FTEHOB;

JTtobbIX CTPYKTYPHbIX TeHOB.

KonunuectBo reHoB, Koaupyowmux 6enkmn B xpomocomax X u Y:
B xpomocome X HamHoro 6osblie, 4em B Xpomocome Y;
Mpnban3nTENBHO OANHAKOBO;



B xpomocome Y HamHOro 6onbLue, 4em B XpoMocome X;
B xpomocome Y NnOAHOCTbIO OTCYTCTBYIOT;
B xpomocome X MO/IHOCTbIO OTCYTCTBYHOT.

Hanbonee usyueHHoi anureHeTuueckon mogudukauymen apnaerca:
B. AueTMnampoBaHue rmcTOHOB;

. dochopmnnmpoBaHue rMCTOHOB;

A. CTpYKTYpHble U3MEHEHNA OTLLOBCKOM MM MATEPUHCKOM XPOMOCOM;
b. Cneundunyeckoe metmanpoBaHme UMTo3MHoB B CG-ANHYKNEeOTNaAAX;
[. O4HOHYKNEOTUAHbIN NONMMOPPU3M POAUTENIBCKUX XPOMOCOM.

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU NO3UumMAMU. Ina KaXKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIX KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiIbpaH 0A4UH pa3, 60nee ogHOro pasa unam He BbibpaH BoBce.
Tunbl nepectpoek: A. FeHomHble; B. XpomocomHble. Mepectponku: 1. UHBepcuu; 2.
Monunnounpgum; 3. Tpancnokauuwm; 4. leneuyun; 5. Tpucomuum; 6. Monncomuu; 7.
Aynankauun.

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

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

Al,2,5;61,2,3,4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumMamun. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AMH pa3, 60nee ogHOro pasa unam He BblbpaH BoBce.
Monekynbi: A. AHK; b. PHK. ®yHKuun: 1. CoxpaHeHue HacneacTBeHHOU MHGOpMaL UK B
KnetKe; 2. Nepepaya HacneacrseHHO MHPopmauum; 3. TpaHCNOPT aMUHOKUCAOT; 4.
CTpouTenbHbIN MaTepuan, Heo6XoAMMbINA ANA XKU3HU KNEeTKK; 5. JHepreTnueckan
CUCTEMA KNIETKM.

Al;b1,2,3

Al;b2,3

Al;b62,3,4

[ONA 3yxpomaTuHa XapaKTepHbl:

HeakTtnsHas KoHpopmaums;

Cnupanusauuna B uHTepdase;

CoaepraHue CTPYKTYPHbIX FreHOB;
MNHTeHCMBHOE OKpalwmnBaHne Nno G-MeToAUKeE;
Bonbloe KoAMYecTBoO TaHAEMHbIX MOBTOPOB.

CoxpaHeHue reHeTU4eCKon nHpopmauum B pAAY KNETOUYHbIX MOKOJIEHMU NPOUCXOAUT B
pesynbTraTte:

Pennnkauuu;

CnnancuHra;

TpaHcKpunuyuu;

TpaHcnauuu;



MNpoueccuHra.

Haunbonee nsyueHHoOM anureHeTM4eCcKon moauduKaumein asnaerca:
docpopmnmpoBaHune rMCTOHOB;

CTPYKTYPHbI€ U3MEHEHMSA OTL,OBCKON UM MAaTEPUHCKOM XPOMOCOM;
Cneunduryeckoe metm-nmpoBaHune unTo3nHos B CG-gMHYKNeoTUAAX;
AuetTnnampoBaHue rmcToHOB;

OAHOHYKNEOTUAHbIN NOIMMOPPU3M POAUTENBCKMUX XPOMOCOM.

K Hanbonee yacTbim XpoMOCOMHbIM abeppauuam B matepuane us CamonpousBoJIbHbIX
BbIKMAbILIEN NEPBOro TpumecTpa 6epemeHHOCTU OTHOCATCA:

. Tpncomma 15 xpomocombil;

A. Tpunnonans;

B. Tpucomuna 21 xpomocombl;

b. Tetpannounaus;

. CTpyKTypHble abeppaymu.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumMamMmun. Ana KaxKaoro
NPOHYMEPOBAHHOrO 31eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiIbpaH 04uH pa3, 60nee ogHOro pasa unam He BblbpaH BoBce.
YpoBeHb MmaccoBoro obcnegoBaHna 6epemeHHbIX XKeHwmH: A. Mepsbiit; b. Bropoii.
Cnyxb6a, ocywecrenawowan obcnegosaHme: 1. AKyLepcKo-ruHeKon0oruiyecKas; 2.
Mepuko-reHetnueckas; 3. Tepanestuueckas; 4. Xupypruueckas; 5. lNeguarpuyeckas.
A2; b3

A2; b4

Al; B2

YCcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/eHHbIMU NO3NLMAMKU. [INA KaxKaoro
NPOHYMEepPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04KH pa3, 60nee ogHOro pasa uam He BblbpaH BoBce.
CuHnapom: A. CuHapom KnanHdenbrepa; b. Cunapom TepHepa. HapyweHne nonosoro
passutua: 1. Hepopassute MonoUYHDbIX }Kenes; 2. AHOMa/sibHOe pa3BUTUE MATKU U
BAaranuuwa; 3. AMYHMKU He onpeaenaroTca; 4. AmeHopes.

A3;b61,2,4

Al1,4;6 2,3

61,2,3,4

BTopuuHoOe HepacxoXaeHne XpoMmoCcom — 3TO:

[lBa cneayroWmx 4pyr 3a APYrom HEPACXOXKAEHUA XPOMOCOM, CHayana - B NepBOM, a
3aTeM — BO BTOPOM AeNeHUM Meli03a;

Hepacxo»aeHMe XpoOMOCOM BO BTOPOM ZieNIeHUn Ap0obaeHMA 3UroThl;

HepacxoaeHne XpoMoCOM BO BTOPOM AeNeHUN Meino3a;

HepacxoxaeHue XxpoOMOCOM B MeN03e Yy UHAMBUAYYMA, YIKE UMEIOLLETO XPOMOCOMHYHO
naTo0runio;

HepacxoxaeHue XxpoMoCcoM B Meio3se y Hocutena pobepTCOHOBCKOM TpaHC/I0KaLUuuy,



KOTOpPaA BO3HUKaAET Npu LEHTPUYECKOM CTNAHUN OBYX XPOMOCOM.

MpuueHTpoOMepHbIN FreTepOXPOMATUH Yes10BEKA 06bIYHO COCTOUT U3:
YHUWKaNbHbIX NOCNeA0BaTENbHOCTEN;

MOANMHAPOMHbBIX NOCNeA0BaTENbHOCTEN;

PacceaHHbIX MOBTOPAOLWMXCA NOCNEA0BATENbHOCTEN;

TaHAEMHO OpraHM30BaHHbIX BbICOKOMOBTOPAOLWMXCA NOCNeA0BaATENbHOCTEN;
TpUNNEeTHbIX NOBTOPOB.

Mpu KynbTMBUpPOBaAHUM B NpucytcTtBun ®rA aenartca KNeTkmu Kposu:
dpUTPOLUTDI;

Hentpoduneol;

MoHouuUTbI;

NumdounTsl;

MbiweyHble KNeTKu.

MNocnepoBaTeNIbHOCTb aMUHOKUCAOT B NOIMNENTUAHOM Uenu onpeaenserca:
KoHpopmauuei pubocomHbix 6enkos;

NocnepoBaTenbHOCTbIO HYKNeoTna08 MPHK;

NocnepoBaTenbHOCTbIO HYKNeoTnaos TPHK;

AKTUBHOCTbIO GEePMEHTOB NOCTTPAHCAALMOHHON MoaAuPUKaLUK;
NocnenoBaTeNbHOCTbIO HYKNeoTnaos pPHK.

Tenomepa —3710:

MNepeTaxKa, pa3genarowan XpoMoCcoMy Ha ABa Naeya;
KoHueBble y4aCTKM XpOMOCOM;

Y4yacToK NpuUKpenieHna BepeTeHa geNeHuns;

Y4acToK, UrpatoLmm raBHYO POoJib B Ae/IEHUN KNETKU;
Y4YacCTKN XPOMOCOMHbIX Nieu.

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/eHHbIMU NO3ULMAMU. [INAa KaxKAaoro
NPOHYMEpPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
Tunbl nepectpoek: A. FeHomHble; B. XpomocomHble. Mepectponku: 1. UHBepcuu; 2.
Monunnounpgum; 3. Tpancnokauuwm; 4. leneuyun; 5. Tpucomum; 6. NMNonncomuu; 7.
Aynankauun.

A2,5,6;b61,3,4,7

Al1,4,6;61,3,4

A2,5,7,61,2,3

Y rpyaHoro pebeHKa B Bo3pacte 2 mecAaueB 06Hapy»KeH pUHUT C THOMHO-KPOBAHUCTbIMU
BblAeNeHUAMM, NOpParXKeHa KoXKa Ha NaA0HAX, NoAoLWBaXxX, BOKPYr pTa, B obnactu
reHuTanuii. Otmeyatorca nopaxkeHusa LLHC, cyaopoXKHbiii cuHApOoM. B ganbHeliwem
BO3HUK/IU KepaTUT, INyXoTa U nopakeHue 3yb6HOIi amann. 3ToT KOMNEKC CUMNTOMOB
XapaKTepeH ans:



B. BporkaeHHoOro cudpumanca;

A. ToKconnaamo3HOW MHPEKUUY;

b. lepneTnyeckon nHpekuum;

. DHOAOKPUHHOM aMbpronaTum;

1. PeTanbHOro aAKOro/sIbHOro CUHAPOMa.

PenanuyupoBaHHble XPOMOCOMbBI MPUKPENNAIOTCA K MUTOTUYECKOMY BepeTeHy
nocpeacTtsoM CTPYKTYp, KOTOpble Ha3biBalOTCA:

[. KnHetoxopoil.

A. Tenomepbi;

6. CnyTHUKYK;

B. LleHTpomepbil;

. CNYyTHUYHbIE HUTK;

[ONnA BO3HUKHOBEHUA po6epTCOHOBCKOM TpaHCNOKauumn Heobxoaum:
XpOMOCOMHbIE pa3pblBbl HE HYXHblI;

OANH XPOMOCOMHbIM Pa3pbiB;

[1Ba XpOMOCOMHbIX pa3pblBa;

He meHee TPEX XPOMOCOMHbIX Pa3pblBOB;

MHoOXecTBeHHble XPOMOCOMHbIE Pa3pbiBbl.

K manbpopmaumam oTHOCUTCA:

A. «Jlnuo lMNoTtrep»;

. NMapaTecTMKyNApHaA NOKANN3aLUUA CeneseHKu;
b. KnunesnaHaA rpyaHaA KNeTka;

B. KoconanocTtb;

[. 3apepKKa BHYTPUYTPOOHOro pa3BmTMA Nnoaa.

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUMAMU. Ina KaXaoro
NPOHYMEPOBAHHOIO 31eMeHTa BblbepuTte 6yKBeHHbIH KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
HacneacteeHHble 60ne3Hu: A. bonesHb MNowe; 6. bonesHb HUmaHa-NMuka Tun A/B; B.
bonesHb Tea-CaKca. B HepBHbIX KneTKax Hakanausaetca: 1. ChuHromuenuH; 2.
FaHrnuosupg GM2; 3. NaHramosug GM1; 4. MaHH030-6-pocdar; 5. TnoKkouepebposua.
A5; b1; B3

A4; B2; Bl

Al; b1; B5

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU NO3UuMAMU. lna KaXKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pa3, 60nee ogHOro pasa unm He BblbpaH BoBce.
3abonesaHua: A. Mporpeccupylowaa mbileyHaa guctpodpua; b. Pakomaros. MpuHUUNDbI
neyeHus: 1. dTmonornyeckmis; 2. NMaroreHeTuyecKkuid; 3. 3amecTutenbHbIi; 4.
CumnTomaTtunueckum; 5. He nogpatotca neveHuio.

A4; B2



A4; B4
A5; B1

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACcTaB/eHHbIMU NO3NUMAMU. [InAa KaxKAaoro
NPOHYMEpPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
BeKTopHaa emKocTb: A. Haubonbwan; b. HaumeHbluan. BeKTopHble KOHCTpyKuuu: 1.
PeTtpoBupycHbie; 2. darosbie; 3. Ha 0CHOBe UCKYCCTBEHHbIX XPOMOCOM ApPOXKKei; 4.
MnasmugHoble; 5. KocmuaHoble.

A3, b4

A4; B3

Al; B4

B ocHoBe rubpuamnsaumm nexart ceoncrea monekynbl JHK:
I. Pectpukums;

A.Twaponns JHK;

6. KomnnemeHTtapHocTb uenen JHK;

B. AMnandukayms;

[. NeHaTypauyua.

Kak nepekBanndpuumpoBatb BApUaHT HYKN€OTUAHOM NOC/1e[0BaTeNIbHOCTU HEACHOTO
3Ha4YeHuA.

nposeaeHne AONOAHUTENbHbIX CNeunbniecKknx aNna SAaHHOINo BapMaHTa KIMHUYECKUX
nccnenoBaHUm;

GYHKLUMOHANbHBIN aHaM3 in Vivo;

GYHKLMOHANbHDBIM aHaNn3 in vitro;

npoBeaeHMe CerperauMoHHOro aHanM3a B CEMbE;

BCEe BEPHO.

PuUcK poxkaeHua y Hemonogoi matepu pebéHka ¢ cuHagpomom [layHa, obycnosneH
0CO6EeHHOCTAMM rameToreHesa y }KeHwmH: b

Bo3pacTtaHMem 4acToTbl HEPAaBHOIO KPOCCUHIOBEPaA B rameToreHese y Hemo104blX
KEHLWMH;

O6wmm BO3paCTaHMEM YAaCTOTbl TOYKOBbIX MyTaLMMN Y XKEHLWWH cTapwe 35 nerT;

Bbicokon nponndepaTMBHON aKTUBHOCTbIO OOTOHMEB, CONPOBOXKAAOLWENCA OWNOKaMK B
pabote AHK-nonnmepassi;

bonbwon ANNTENbHOCTLIO CTaANM AUKTUOTEHbI Y HEMOJIOAbIX MKEHLMH,
CONPOBOKAAOLLENCA POCTOM BEPOATHOCTU HAPYLUEHMIN annapaTa BepeTeHa AeNleHuns;
HapyweHnem cuctembl penapauuun HK.

TenomepHble paoHbl XPOMOCOM 06bIYHO COCTOAT U3:

TaHAEMHO OpraHMU30BaHHbIX BbICOKOMOBTOPAOLWLMXCSA NOC/eA0BaTENbHOCTEN;
PaccesiHHbIX NOBTOPAOLWMXCA NOCNeA0BaTENIbHOCTEN;

YHWKaNbHbIX NOC/NeA0BaTENBHOCTEN;

G/C-6oraTbix nocnegoBaTe/IbHOCTEM;



A-T-6oraTbix nocneaoBaTeIbHOCTEN.

Monekyna TPHK:

NmeeT popmy “TpuancrtHmnka”;

CnyxuT 3aTpaBKon npu penamkaumm AHK;

ABNAeTca KOMNOHEHTOM PNUBOCOMBI;

He nepemeltaeTca 3a npegensl A4pa;

ABnsAeTcA 3aNMCbo CTPYKTYPbl NOAMNENTUAHOM Lenw.

OHK-pgmnarHoctuka 6one3Heit MUMNPUHTUHIA CBOAUTCA K ONpeaeneHuio:

. KpynHbIX XpOMOCOMHbIX NepecTpoek;

b. CTPYKTYPHbIX MyTaLWI B reHax;

A. Pa3nnunii B annenbHOM METUIMPOBAHMM OTLLOBCKOW M MAaTEPUHCKOM XPOMOCOM;
B. Pa3nnunii B reHHOM aKcnpeccum;

. OQHOHYKNEOTUAHbIX MOIMMOPPU3IMOB.

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBIeHHbIMUY NO3UuMaAMU. Ana KaxKaoro
NPOHYMEPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH o4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
3aboneBaHusa: A. Mporpeccupyowian moilieyHaa guctpoopumsa; b. Pakomaros. MpuHUUNbI
neyeHuna: 1. dtmonornyeckum; 2. NaroreHeTnueckui; 3. 3amectTutenbHbii; 4.
CumnTomaTuuecKkuis; 5. He nogaatorca neueHuio.

A4, b4

A3; b4

A4; B3

CuHre3 HoBOM uenu AHK Ha anaupyoweit HUTU B Npouecce penanKaumm
ocyuiecTBaserca:

ANCKpeTHO;

HenpepbiBHO;

OTCcpoyeHo;

C nomouwbto pparmeHToB OKacaku;

YCKOpeHHoO.

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU NO3UUMAMU. Ina KaXaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0A4UH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
3aboneBaHue: A. MNonHana TectTukynapHaa pemuHusauma; b. HenonHaa TectTukynapHas
demuHmnzauuma. Bospactr maHndecrauun: 1. NMNepmnoa HoBopoXKAeHHOCTY; 2. MepBbiii rog
*u3Hu; 3. NMepsoe gecatunetue; 4. Nepuoa nonosoro cospesaHus; 5. 3penbin BO3pacT
(nocne 30 ner).

AS5; b1

A4; b1

AS5; B3



YHuKanbHble nocnegosatenbHoctn 1HK coctaBnalot 60nbLuylo 4acTb:
BNOKOB HU3KOKOMUIHbBIX MOBTOPOB;

CTPYKTYPHbIX FEHOB;

MuKpocaTenNTHbIX NOC/ea0BaTENbHOCTEN;

Anbda-caTenINTHbIX NOCNeA0BaTENbHOCTEN;

MoNNHAPOMHbBIX NOBTOPOB

Monekyna pPHK:

He nepemewaetca 3a npegensl A4pa;

Cny»XuT 3aTpaBkon npu penankaummn JHK;

ABnAeTcAa KOMMNOHEHTOM pnHOCOMBI;

NmeeT dopmy “TPUANUCTHMKA”;

ABnAeTCcA 3aNUCbIO CTPYKTYPbI NOIMNENTUAHOMN LLENMN.

Echmn B AHK amuHoKucnota neryuH Kkogupyetca tpunaetom LAA, 1o
KomMn/jieMeHTapHbiMm KogoHom mPHK 6yaer:

rvy;

AL,

YYA;

LT

YAL.

Knactrep umnpuHUpoOBaHHbIX FTeHOB B HOPMe:

B. TMnepakcnpeccmpyeTcs;

A. dKcnpeccupyeTca c 06emx xpomocom;

. AndpdepeHumnanbHO 3KCNPECCUPYETCA TONIbKO C OAHOM XPOMOCOMbI;
b. He akcnpeccupyeTcs;

[. XapaKkTepunayetca OTCPOYEHHOM 3KCNpeccuen.

Habop xpomocom B 3urote n B COMaTUUECKOM KNEeTKe YeNoBeKa Ha3blBaeTca:
A. AHeynnouaHbIMm;

B. lunnounaHsim;

b. lannongHbim;

. MonunnounaHbim;

[. TeTpannongHbim.

OnAa pyHKUMOHUPOBAHUA UMNPUHTUPOBAHHbIX PAMOHOB B HOPME XapaKTepHO:
I. MoBbiWweHHaa aKkcnpeccus;

A. bnannenbHas akcnpeccus;

B. Annenbcneumdpunyeckan skcnpeccus;

b. OTcyTcTBME 3KCNpeccum;

[. CHMUXKeHue aKkcnpeccun.

BropuuHoe HepacxoXaeHne XpoMmoCcom — 3TO:
HepacxoxaeHue XxpoOMOCOM B MeN03e Yy UHAMBUAYYMA, Y3Ke UMEIOLLETO XPOMOCOMHYHO



naTonoruio;
HepacxorKaeHrMe XpoMOCOM BO BTOPOM Zle/IeHUN Meio3a;

[lBa cneayoWwmx Apyr 3a APYrom HEPACXOXKAEHUSA XPOMOCOM, CHayana - B NepBOM, a
3aTeM — BO BTOPOM AeNleHUM Mei03a;

HepacxorKaeHre XpoMoCOM BO BTOPOM AeNeHUU Ap06aeHMA 3UroThl;
HepacxorKaeHre XpoMOCOM B Meli03e Yy HocuTeAa pobepTCOHOBCKOW TpaHC/I0KaUmmn
(KoTopasA BO3HMKAET NPU LLEHTPUYECKOM C/IUAHMUU BYX XPOMOCOM).

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU NO3UumMAMU. lna Kaxaoro
NPOHYMEpPOBaHHOIO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIbpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
3aboneBaHue: A. PeHunketoHypusa; b. AapeHoreHuTanbHbl CMHAPOM; B. BporXKAeHHbIN
runotupeos; I. Mykosucungos; [l. lanaktrosemumsa. JlabopatopHO-AMarHoCTM4eCcKuin
Kputepuii: 1. UMMyHOpPeaKTUBHbIN TPUNCUHOTEH; 2. 17-ruapoKcunporecTepoH; 3.
deHunanaHuH; 4. TUpeoTponHbIi ropMmoH; 5. O6bwana ranakrosa.

A5;b62;B4;I1; A3

A3; b4;B2; 11,45

A3;b2;B4;I1; A5

Ynbtpadumonertosbie Ny4n MOryT Bbi3biBaTb:
B. XpomocomHble abeppaunu;

A. TeHHble myTauum;

B. l[eHOMHble myTaumnm;

. [eHHble N reHOMHble MyTauun;

[. TeHOMHbIe N XPOMOCOMHbIE MyTaLUN.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/IeHHbIMU NO3ULUMAMU. [lna KaxK[oro
NPOHYMEpPOBAHHOIO 31eMeHTa BblbepuTte 6yKBeHHbIH KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
XpomocomHbiii Habop: A. FannoungHsbiif; b. AunnongHsiii; B. TpunaougHoii. Yucno
xpomocom: 1. 22; 2. 23; 3.46; 4.47, 5. 69.

A2; B3; B4

A2; B3; B5

A5; B3; B2

Mpu HachepcTBEHHOM paKe ONyX0J/lb BO3HUKAET Yy pa3HbIX Y1€HOB CeMbM B pe3y/ibTaTe:
B. HakonneHuA B KNeTKe NOBPEKAEHUN B PA3/INYHbBIX FEHAX, PEryINPYHOLWMX KNETOYHbIN
LUKA;

. AnnenbHon geneummn N0Kyca;

6. ComaTnyeckom myTtauum B reHe;

A. lepMMHANbHON MyTaumu B FreHe;

[. Tunepsakcnpeccuun reHa.

MN3BeCTHO, 4TO COOTHOLUEHME Pe3yC—NON0KUTENIbHbIX U pe3yc—oTpULLATENbHbIX UL,
paBHO 84% n 16% (pe3yc-oTpuuaTenbHaa NPUHAANEKHOCTb HacneayeTca no



peueccuBHomy TMNY). YactoTa AOMUHAHTHOro annena R+ B nonynauum coctaBnfert:
6. 70%;
B. 60%;
A. 75%;
. 40%.
. 50%;

Hanbonee yacToit NPUUNHOIN BOSHUKHOBEHUA BPOXKAEHHbIX Aedopmaunii ABNAIOTCA:
b. BpoXKaeHHble NOPOKM pa3BUTUSA;

A. MexaHun4eckne npuymnHbl;

B. dyHKUMOHANbHbIE HAapYLWEHUS,;

. TepaToreHHble BO3AENCTBUSA;

[. FeHHble myTauun.

Opeiid reHOB cBA3aH C:

. HapyweHnem naHMmKcuu;

A. YpoBHEM MYTAaUMOHHOTO nNpouecca;

B. ChyyarHbIM pacnpegeneHnem reHoB B NONYAALMM MAIOro pa3mepa;
b. YpoBHEM 0TOOPa3;

[. CHMXeHnem ypoBHA reTeposunror.

EAuMHULEN reHeTUYeCKOM KapTbl reHOMA ABAAETCA:
B. XpomocMHble 6eHAbl;

. KnoHnpoBaHHble ¢pparmeHTbl AHK;

b. Hykneotug;

A. CaHTMMOpraHnaa;

L. DK30HbI U UHTPOHDI.

Knactep umnpuHUpPOBaHHbIX FeHOB B HOPMe:

AnddepeHumanbHO 3KCNPECCUPYETCA TONIbKO C 04HOM XPOMOCOMbI;
dKcnpeccrpyeTca c 06enx XpoOMoCom;

He sakcnpeccupyeTcs;

MnepakcnpeccupyeTcs;

XapaKrepunsyeTca OTCPOYEHHOM 3KCNPeccHen.
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