31ech mocJjIe10BATEIbHO MPEACTABJIEHbI BONPOCHI M0 CIENUATILHOCTH
"I'eneTuka''.
CunepBa naér nepBasi KaTeropus, 0TOM BTOPasi, IOTOM BbICIIAA.
Caestano 310 17151 OBICTPOro MOUCKA HY?KHOT'0 BAM BOIIPOCA U OTBETA.

Kynutb 6a3y Bonpocos c 0TBETaMM MOKHO 34eCb:
https://medik-akkreditacia.ru/product/genetika test

Mone3Hble ccbinku:

1) TecTbl Ana akKkpeautaumm «FeHeTnka» (3600 Bonpocos)
https://medik-akkreditacia.ru/product/genetika

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

3) Tectbl «KnnHnyeckas nabopaTtopHana anarHoctuka» (4000 sonpocos)
https://medik-akkreditacia.ru/product/klinicheskaya

C X-XpomMoOCOMOM CLUEeN/IEeH reH:
ALpeHOreHUTaNbHOro CUHAPOMA;

femodunnm A;

CunHapoma KnaHdenbtepa;

CuHapoma LepewescKkoro-TepHepa;
CMHAOPOMaA remopparMyeckom TeleaHrMaKTasnm.

Ecnu 300p0BbIii MY}KUMHA }KEHAT Ha YKeHLUHEe C ayTOCOMHO-PELLeCCUBHOMN popmoii
BPOXXAEHHOM rNyXOTbl, U 3TOT 6paK He ABAAETCA POACTBEHHbIM, TO PUCK YHAc/l1eA0BaHMUA
rNyxoTbl ANA UX AeTeid COCTaBAAEeT:

1/2;

3/4;

1/8;

OueHb HU3KYI0 BENNYUHY (BIM3KYIO K HYAIO);

Bennunny, 6am3skyto kK 100%.

"dabpukamu 6enKka" B Knetke ABNAKOTCA:
LUntonnasma;

NepoKkcncomel;

MwuToxoHapUNY;

Pubocombil;

Jlnzocomol.


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/

B cocTtaB HyKneocom BXOAAT:

PHK 1 HernctoHoBble benku;

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

OHK v ructoHosble 6enkn H2A, H2B, H3 n H4;
OHK v ructoHoBbIM 6enok H1.

B uHtepdase mexay ABYMA MUTOTUHYECKUMU Ae/1IeHUAMMU NPOUCXOAUT:
O6MeH roMO/IOMMYHbIMM Y4aCTKaMM MeK Ay FOMOJIOTMYHbIMU XPOMOCOMaMU;
Pennnkauua AHK;

AMnHyums (notepa onpeaenéHHOM YacTu) XPOMaTUHA;

PennnKauma LEHTPOMEPHbIX 061acTeN XPOMOCOM;

YKOpoYyeHne Tenomepbl .

CekBeHupoBaHue AHK npeacraBnsaer cobou:
NccnepgoaHune B3aumogenctemna AHK c 6benkamu;
OnpeaeneHne NnocnefoBaTeIbHOCTU aMUHOKUCNOT B Henke;
OnpepgeneHue nocnefoBaTenbHOCTU HyKNeotnaos [HK;
MeTtoa “copTUPOBKN” XPOMOCOM;

NccnepoBaHne nageHtnomnKkaumm 6enkos.

KapTbl, eguHuuen nusmepeHusa KOTopbixX ABNSETCA YacTOTa peKoMmbuHaumu:
dunsnyeckme;

XpOMOCOMHDbIE;

HykneoTtugHole;

[eHeTU4ecKue;

PeCTpUKUMOHHDbIE.

Mo aytocomHo-peLieccMBHOMY TUNY HacneayeTca:
CuHapoma MapdaHa;

AApPEeHO-TeHUTANIbHbIA CUHAPOM.
Helpodpubpomaros;

XopeA [eHTUHITOHA;

AxoHaponnasus;

MpoueccuHr - ato:

CBs3biBaHWE penpeccopa ¢ benkom;

Co3pesaHue npe—PHK B agpe;

YasoeHune JHK;

Accounaumsa 6o0nblwion n manok cybbveanHuy, pnbocombl;
CBs3blBaHWE TPAHCKPUMNLMOHHOTO PpaKTopa C NPOMOTOPOM.

Mpouecc TpaHCcAALUM OcyLLLecTBAALTCA:
B agpe knetku;



B pnbocomax;

B nnsocomax;

B yntonnasme;

Ha knetouyHo membpaHe.

B uHtepdasze mexagy 1-m n 2-m geneHnamu meimosa, NPOUCXOLUT:
PennuKauma xpomocom;

Pennnkauma He nmeeT mecTa;

MponcxoanT AMMUHYLMA (NOTepAa onpeaenéHHOM YacTU) XPOMATHHA;
MpouncxogmuT KPOCCUHIOBEP;

Mpouncxogmt cnmpanmsauma XpoOMoCOM.

CoxpaHeHMue reHeTU4ecKo MHpopmauum B pAAY KNEeTOUYHbIX NOKOZIEHUU NPOUCXoauT B
pe3synbTraTte:

Pennnkauuu;

CnnavcuHra;

TpaHcKpunuyuu;

TpaHchauuu;

MNpoueccuHra.

BONbLIMHCTBO HacNeACcTBEHHbIX HapyLweHnit metabonansma obycnosneHo:
LinTonnasmatnyeckoi HacneaCcTBEHHOCTDIO;

XpOMOCOMHbIMU TPUCOMUAMMU;

[JOMUHAHTHBIMU reHamu;

PeL.eccCMBHbIMW reHamu;

TepaToreHHbIMWN BO34EMCTBUAMM.

Xpomocomocneuudpuueckue soHabl JHK - ato:

OHK XpoMOCOMHbIX GparmeHTOB pa3HOW A/IMHbI;

KnoHunpoBaHHble pparmeHTbl AHK, xapaKkTepHble ana onpeaeneHHbIX XPOMOCOM;
®parmeHTbl JHK, cogeprKawme TONbKO CTPYKTYPHbIE FeHbl;

KnoHnpoBaHHble nocneaoBaTebHOCTU caTennmtHon JHK;

®parmeHTbl JHK, cogeprKawme pacceaHHble NOBTOPbI.

MyKoBMCcUMA03 HacnegyeTca No ayTOCOMHO-peLecCMBHOMY Tuny. BepoAaTHOCTb
poxaeHua 6onbHOro pebeHKa y 340p0BbIX poauTeneii, eCan OHU YXKe UMEIOT Tpex
AeTeii (3go0poBylo A04Yb, 0AHOI0 340POBOro CbiHa M 04HOro 60/1bHOrO CbiHA),
COCTaBNAET:

Bce aetn 6yayT 340p0BbI;

25%;

50%;

Puck gna manbunkoB 50%, a 4eBOYKM ByayT 340pP0BbI;

Bce aetn 6yayT 60/1bHbI.

BepoATHOCTb poXKAeHUA elle 0aHOro 601bHOro pebeHka y 340p0oBbIX poautenei,



KOTOpble MMeloT TpeX 60/1bHbIX MYKOBUCLMA030M AeTeil, COCTaBAAET:
50%;

Puck gna manbunkos 50%, aeBoykm 6yayT 340Pp0BbI;

Bce netn 6yayTt 601bHbI;

25%;

Bce netn 6yayTt 340p0BbI.

B He6onbLLOW NONYAALUM C BbICOKOM YaCTOTOM ayTOCOMHO—pPEL,eCCUBHOro anbbuHnsma
601bHOM MY}KUMHA BCTynaeT B 6paK co 340Pp0BOM }KEHLWMUHON, MaTb KOTOPOIA NOpaXKeHa
Tem Xe 3abonesaHuem, a otey, 300p0B. PUCK poxaeHua 60nbHOro pebeHKa B aTom
6pake cocrtaBnser:

Bce aetn 6yayT 60/1bHbI;

50%;

25%;

10%;

Bce aetn 6yayT 340p0BbI.

O6a cynpyra 340p0Bbl, HO KaXXAblii U3 HUX UMeeT cCMbCcoB, NOPaXKeHHbIX OAUHAKOBOM
ayTOCOMHO-peLeccMBHOU GOPMOM NUrMEHTHOro peTuHuTa (y my»Ka 6oabHbl 6paTt u
cecTpa, a y XXeHbl 60a1bHa cecTpa). PUcK poxaeHusa 6onbHoro pebeHKka coctaBaser:
Bce netn 6yayTt 601bHbI;

1/9.

3/4;

2/3;

4/9;

fmnepmetnanpoBaHue UMTo3nNHOB B CG-ANHYKNEOTUAAX PETYIATOPHDbIX PaliOHOB reHa
NPUBOAMT K:

YCrMNeHunto TPaHCKPUNUMOHHOM aKTUBHOCTM FEHOB COCeAHEro N0KYCa;

He BanAeT Ha aKTUBHOCTb reHa;

YCMNeHunto TPaHCKPUNULMOHHOM aKTUBHOCTU FeHa;

MofaBNeHMIO TPAHCKPUNUMOHHOM aKTUBHOCTM FeHa;

He3HauntenbHOMY CHUXKEHUIO TPAHCKPUMUMOHHOW aKTUBHOCTW.

BeKTOpHYIO eMKOCTb onpegenser:

KonnyecTtBo Konui BEKTOpa, KOTOPOE NOAYYUTCA NPU MHKyBauum BeKTopa B TeveHue 1
Yyaca;

CyMMmapHbI pa3mep Noc/ieaoBaTeNbHOCTN BEKTOPA U KIOHMPYEMOro pparmeHTa;
Hanbonblwnii paamep KnoHMpyemoro ¢pparmeHTa, C KOTopbiM BeKTOp byaeT
Pa3MHOMKaTbCA.

Pa3mep camoi BEKTOPHOM NOC/NeA0BaTENbHOCTY;

HanmeHbwunin pazmep pparmeHTa, C KOTOPbIM BEKTOP ByAET pa3sMHOXKaTbCS;

MoKHo roBoputb 06 onpegensaiowem 3HaueHUU reHeTuYecknx GaKkTopos B pa3BUTUU
NpuU3HaKa Npu 3HaueHun KoapduumeHTa HacneayemocTu, paBHOM:



0,4-0,5;
0,5-0,6;
0,2-0,3;
0,8-1,0.
0,7-0,8;

B ABYX TPYAHOAO0CTYNHbIX FOPHbIX CE/IEHUAX OAHOTO HaLMOHA/IbHOTO PermoHa 4acToTbl
rpynn KPOBM Yy XKUTeNel pe3Ko OTINYAKTCA. ITO, N0-BUAUMOMY, BbI3BaHO:

Opendpom reHos;

Pa3HbIM ypoBHEM 0TOOPa;

Pa3HbIM ypOBHEM MYyTaLlMOHHOIO NpoLecca;

CHUXEHNEM YPOBHSA reTepo3unroT;

YpoBHem oTbopa.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBIeHHbIMM NO3MUMAMU. Ana KaXKaoro
NPOHYMEepPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH o4MH pa3, 6onee ogHOro pasa uam He BbibpaH BoBcCe.
HoBopoxaeHHbi: A. loHoweHHbIN; b. HeaoHoweHHbIN. CpOKMU 3abopa KpoBu ansa
HEeOHaTa/ZIbHOro CKpuMHUHra: 1. Cpasy nocne poxkgeHusa; 2. B nepsblit AeHb XuU3HKU; 3. Ha
yeTBepTbin AeHb }Xu3Hu; 4. NMNocne 10 gHe }KU3HN.

A2; b1

A3; b4

Al; B3

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUMAMU. [Ina KaXAao0ro
NPOHYMEpPOBaHHOrO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMNOHEHT MOXeT 6bITb BbiIbpaH 04UH pa3, 60nee ogHOro pasa uam He BblibpaH BoBce.
Tun HacnepoBaHuA: A. AYTOCOMHO-A0MMUHATHDbIN ; B. AYyTOCOMHO-peLeccuBHbIi; B. X-
cuenseHHbln peueccuBHbin; . MuToXxoHApUuanbHbin. 3abonesaHue: 1. Atpodusa
3puTenbHOro HepBa Jlebepa; 2. PeHnnketoHypusn; 3. Xopeu FleHTUHITOHA; 4.
Muoguctpodua [ioweHa; 5. AapeHO-reHUTanbHbIN CUHAPOM.

A2; b4; B5; T3

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

A5; b1; B3; 12

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/IeHHbIMUY No3UuMamMun. Ana Kaxkaoro
NPOHYMEpPOBaHHOIO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIOpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
NMocneposatenbHOCTb: A. 9K30H; b. UHTPOH. OnpeaenenHue: 1. KogoH mPHK; 2. EanHuua
TPaHCKpunuumu; 3. YYaCTOK reHa, KogupyloLwmii 4acTb Nocne[0BaTe/IbHOCTU 3pesnioin
mMPHK; 4. MocnepoBaTeNbHOCTb, PaCNOI0XKEHHAA A0 CTAPTOBOM TOUKU TPAHCKpUNLUUK; 5.
Y4acToK reHa, He KOAMPYOLWKUN NocneaoBaTeIbHOCTb 3penont MPHK.

A3, b5

Al; b2

A5; b4



Mpob6aHp (6onbHan KaTapaKToM KeHLWwuHa) umeeT 3g0poBoro 6parta. Otey, 6oneH
KaTapaKToi, maTb U ee POACTBEHHUKU 340p0BbI. Mo AMHUK oTua 6abyluKa 340p0Ba,
AeAaywKa 6oneH, npagea (otey AeAyLWwKU) CTpaAan KaTapaKToii. BepoAaTHOCTb TOro, Uto y
npobaHpa moryt poauTbca 60abHbIE AEeTHU, eCIN OHA BblAET 3aMy3K 3a reTepo3uroTHoro
No KaTapaKTe 3TOro e TUNa My>KUYMUHY, COCTaBAAeT:

Bce netn 6yayTt 601bHbI;

75%;

50%;

25%;

Okono 0%.

YcTaHOBUTE COOTBETCTBUE MEXAY NpeAcTaBeHHbIMU No3uumMamu. ina Kaxxaoro
NPOHYMEpPOBaHHOrO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIOpaH oa4MH pa3, 60nee ogHOro pasa uam He BbibpaH BoBcCe.
Tunbl nepectpoek: A. FTeHomHble; b. XpomocomHble. NMepectpoiiku: 1. UHBepcum; 2.
Monunnougum; 3. TpaHcnokauuum; 4. Aeneuun; 5. Tpucomuum; 6. NMNonncomuu; 7.
Aynankauum.

Al1,4,5,7;62,4,5

A3,6,7;62,5,6

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3MuMaMun. Ana KaxKaoro
NPOHYMEpPOBAHHOIO 31eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIbpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
3aboneBaHue: A. CuHpom Bunbamca; b. Cunpom Ou-Oxopaxu; B. CuHpom Cmuta-
MareHuca; . Cungpom Mpapgepa-Bunnun. leneumns: 1. 22q11; 2. 17p11.2; 3. 7q11.2; 4.
15q11; 5. 11p15.

Al; b4;B2;T5

A5;Bb3;B4;TI1

A3,b1,B2, T4

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBeHHbIMU No3UuMaMU. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0A4UH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
XpomocomHbiit Habop: A. FannougHbiif; b. AunaongHoin; B. TpunaoungHbin. Yucno
Xpomocom: 1. 22; 2. 23; 3. 46; 4. 47; 5. 69.

A2; B3; B5

Al,2; b3; B4,5

A2; B3; B4,5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU NO3UuMaMU. A Kaxkaoro
NPOHYMEPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
BeKTtopHasa emKocTb: A. Hanbonblian; b. HaumeHbluasn. BeKTopHble KOHCTpyKuuum: 1.


https://medik-akkreditacia.ru/product/genetika_test/

PetpoBupycHbie ; 2. darosbie; 3. Ha 0CHOBE UCKYCCTBEHHbIX XPOMOCOM APOXKKeWn; 4.
MnasmupgHbie; 5. KocmugHole.

A4; bl

A2; b5

A3, b4

B AHK BcTpeyaloTca KomnaemeHTapHble napbl:
A-Twul-L;

T-I'v A-T;

r-u v A-L;

A-Un U-A;

U-AwnT-T.

Monekyna pPHK:

ABNAeTcAa KOMNOHEHTOM PNUBOCOMBI;

CnyXuT 3aTpaBKon npu penamkaummn AHK;

NmeeT popmy “TpuanctHmnka”;

He nepemeltaeTca 3a npenensl A4pa;

ABnAeTcA 3aNUCbIO CTPYKTYPbI NOAMNENTUAHOM LEeNW.

OCHOBHbIe XMMUYECKUe CBA3MU, yHacTBylowme B popmuposaHumM B3aMmo[encTemsa
mexay KomnaemeHTapHbimu yenamm OHK:

[JOHOPHO-aKUEeNTOPHbIE CBA3Y;

dochoagmadpumpHble cBA3Y;

BoaopoaHblie cBA3u;

NMNonnnenTtngHblie CBA3YU;

MNoHHble B3anmoaencTems.

TenomepHble paiioHbl XPOMOCOM OBbIYHO COCTOAT U3:

TaHAEMHO OpraHM30BaHHbIX BbICOKOMOBTOPAIOWMXCA NOC/IeA0BaTENbHOCTEN;
PacceAHHbIX MOBTOPAIOLWMXCA NOC/IeA0BaTENbHOCTEN;

YHUKabHbIX NOCNeA0BaTe/IbHOCTEN;

G/C-6oraTbix nocneaoBaTe/IbHOCTEN;

A-T-6oraTbix NOCnea0BaTE/IbHOCTEN.

OCHOBHbIe XMMUYECKUe CBA3MU, yHacTBylowme B popmuposaHumM B3aMmoaencTems
mexay Hykneotngamm B uenu 1HK ato:

BopopogHbie;

dochoagmadupHoble;

NMonnnenTtngHble;

JJOHOPHO-aKUEeNTOpPHbIE;

KoBaneHTHble.

MonoBbIMM XPOMOCOMaMM Ha3bIBaKOTCA XPOMOCOMbI:
CoaepxKallime TONbKO reHbl, 4eTEPMUHUPYIOLWME Pa3BUTMA NONA;



MoNoBbIX KNETOK;

Hannune KOTOpbIX B KAapuoTmne onpeaensaeT Nosa OpraHM3ma;
YyacTBytoLLMe B KPOCCUHIOBEPE;

fpynnbl A.

Monekyna OHK npeacraBnsaer coboiu:
[ByXuUeno4YyeyHyo MONEKYY;
OpgHouenoYevyHyo MOJIEKYNY;
TPUNNCTHUK;

CoeanHeHne 6eH30/1bHbIX KoNel,
MNonnnenTtua,

Kakoit pepmeHT yuactByeT B npouecce penimkauum:
OHK-nonanmepasa;

PHK-nonnmepasa;

Hykneasa;

Tenomepasa;

docdopunasa.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMU No3uumamun. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04KH pa3, 60onee ogHOro pasa unam He BblbpaH BoBce.
Tun 3abonesaHua: A. MoHoreHHoe 3abonesaHue; b. MukpogeneyunoHHbl cuHapom; B.
Bone3Hb 3KcnaHcuu. 3abonesanue: 1. Mykosucumpaos; 2. CuHapom Bunbamca; 3.
CuHapom ¢pparunbHou X- xpomocombl; 4. PetTuHobnactoma; 5. Cungpom Aun-AKopaxKu.
A2,4; B5; B1,3

A3,5;61,2; B4

Al,4;B62,5; B3

MNepBuUyHan cTpyKTypa 6€n1K0BOIA MONEKYAbI - 3TO:

MpOoCTpaHCTBEHHOE PACNO/IOKEHME OTAE/bHbIX YH4aCTKOB NOAMNENTUAHOM LEenu;
MpocTpaHCTBEHHOE B3aMMOPACNON0XKEHNE NONMNENTUAHDBIX LLenew;

CTpYKTypa OTAE/IbHON aMUHOKUCNOTbI;

MopAAOK aMUHOKUCNIOT B NOANNENTUAHON LeNu, onpeaenaembii reHeTUYECKMM KoAoM;
MopAaoK PacnoNoXKeHUA HYKNeOTUA0B B LEnu.

B npouecce cnaaidicMHra NPouUcXoauT:

YasoeHune [JHK;

Bbipe3aHue MHTPOHOB M3 NEPBUYHOIO TPAHCKPUNLUMOHHOIO NPOAYKTA;
CuHtes PHK;

CuHTe3 benKa;

CuHTe3 ATO.

Yucno xuasm, BbiiBAAEMbIX B HOpMe B AMaKuHe3se, metadase 1-ro MeioTM4YecKkoro
AeNleHUA Yy UeNoBeKa, COCTaBAAEeT NPUMEPHO:



5-6 Ha KneTKy;

Okono 200 Ha KneTKy;
1-2 Ha KneTky;

Okono 50 Ha KneTky;
bonee 1000 Ha KneTKy.

BTopuyHOe HepacxoXKaeHue XpOMOCOM — 3TO:

HepacxoxaeHue XxpoMmocom BO BTOPOM AeNeHUN Meino3a;

HepacxorKaeHMe XpoOMOCOM B MEM03€e B NOJIOBbIX KNETKaX MHAMBUAYYMA, YIKE MMEIOLLETO
XPOMOCOMHYO NaTONOTUIO;

[lBa cneayoWwmx Apyr 3a APYrom HEPACXOXKAEHUSA XPOMOCOM, CHayana - B NePBOM, a
3aTeM — BO BTOPOM AE/IEHUM Meli03a;

HepacxorKaeHre XpoMOCOM BO BTOPOM AeNeHUN Ap06aeHMA 3UTroThl;

HepacxoxaeHue XxpomoCcom B meinose y Hocutena pobepTCOHOBCKOM TpaHC/I0KaLUuu,
KOTOpPas BO3HUKAET NPU LLEHTPUUYECKOM CAUAHUM ABYX XPOMOCOM.

MNocTtpoeHue pusnyeckoim KapTbl 3TO:

N3mepeHne ganHbl XPpOMOCOMbI NOL MUKPOCKOMNOM;

MocTpoeHme nepeKkpbIBaOLLErOCA KOHTUIA KIOHOB;

OnpepneneHue Bcex reHOB UCC/IeQyeMOro I0KYCa;

NMNomeweHne nocnegosBatenbHoctTn [AHK B BEKTOP A4NA pa3MHOXEHUS;
N3mepeHmne 4acToTbl KPOCCUHIOBEPA MeX Ay reHamMmMu.

Opend reHoB cBA3aH C:

HapylweHnem naHMUKcuu;

YpoBHEM MYTaLMOHHOIO NPOLLECCa;

Cny4yaliHbIM pacnpegeneHMem YacToT asfienen B NoNyaaumMm maaoro pasmepa;
YpoBHem 0T60pa3;

CHUMKEHMEM YPOBHA reTeposunror.

OCHOBHOI 0CO6EHHOCTbIO reHETUUECKOM CTPYKTYPbl U301ATOB ABNAETCA:
YBenmyeHune A0aM AOMUHAHTHbIX TOMO3MIOT;

CHUXEeHWe A0NU PEeLLeECCUBHbBIX TOMO3UTOT;

YBenmyeHune A0 reTeposnroT;

YBennyeHne AoNU PeLeCcCUBHbBIX TOMO3UTOT;

MpuMepHO OANHAKOBOE COOTHOLIEHNE TOMO- U TETEPO3UrOT.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3ULMAMU. [lNa KaxK[oro
NPOHYMEpPOBaHHOIO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIbpaH oAMH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
Tunbl xpomocom: A. MeTtaueHTpuueckue; b. CybmeTtaueHTpuueckue; 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.

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



A2,5,7;53,4;B1,5,8
A3,6,8; 51,7,8; B2,4,6

NocnepoBaTtenbHOCTb aMUHOKUCIOT B NONMNENTULAHOM Lenu onpeaenserca:
KoHdopmaumen pnbocomHbix 6e1KoB;

NMocnepoBaTenbHOCTbIO HYKNeoTnao8 MPHK;

NocnepoBaTenbHOCTbO HYKNeoTna08 TPHK;

AKTUBHOCTbIO GepMEHTOB NOCTTPAHCAALMOHHON MOANPUKaLMK;
NocnepoBaTenbHOCTbIO HYKNeoTMA0B PPHK.

MMnNpUHT — 3TO:

MoTepAa XPOMOCOMHOIO MaTepmana Ha OTLLOBCKOM MAM MAaTEPUHCKOM XPOMOCOME;
Cneunduryeckaa MapKMPOBKa POAUTENLCKUX aNNenen;

HykneoTnaHble 3ameHbl B JHK poautenscknux annenen;

CTPYKTYPHbI€ U3MEHEHMUSA OTLOBCKON UM MAaTEPUHCKOM XPOMOCOM;

NAP® OoTLOBCKOM MAM MATEPUHCKOM XPOMOCOM.

YacTtoTa HacneACTBEHHbIX U BPOXKAEHHbIX 3a601eBaHNIA Y HOBOPOXKAEHHbIX COCTAaBAAET:
5%;

10%;

1%;

25%;

50%.

Y 300p0OBbIX poguTenei, He COCTOALLUX B KPOBHOM POACTBE, POAUCA CblH C
aXOHAPON/IaCTUYECKOM Kap/IMKOBOCTbIO. B pogocnoBHOM apyrux cnyyaes 3aboneBaHus
He BbifiB/IeHO. BepoATHOCTb pokaeHua 6onbHOro pebeHka y npobaHpa B ero 6yaywiem
6paKe cO 340P0OBOI XKEHLWMNHOM COCTaBANAET:

50%;

Okono 0%;

10%;

25%;

100%.

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/ieHHbIMU NO3UUMAMU. Ina KaXKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIX KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0A4UH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
3abonesaHue: A. MonHaa TectTukynapHaa pemuHusauma; b. HenonHaa TectTukynapHas
demuHmnzauuma. Bospactr maHndecrauun: 1. NMNepmnoa HoBopoXKAeHHOCTY; 2. MepBbiii rog
*Xu3Hu; 3. NMepsoe gecatunetue; 4. Nepuoa nonosoro cospesaHus; 5. 3penbin BO3pacT
(nocne 30 ner).

Al; B2

A3; b5

A4; b1



YCcTaHOBUTE COOTBETCTBUE MEXAY NPeACTaB/leHHbIMU NO3NLMAMKU. [INA KaxKAaoro
NPOHYMEepPOBaHHOIO 3/1eMeHTa Bblbepute 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOKeT 6bITb BbiI6paH 0AKH pa3, 60n1ee ogHOro pasa uau He BbibpaH BoBce.
3aboneBaHue: A. MNonHana TectukynsapHana pemuHusauma; b. HenonHaa TectukynsapHas
demuHmnsauyuma. Bospactr maHudecrauuu: 1. Nepmoa HOBOpPOXKAEHHOCTY; 2. NepBbii rog,
*u3Hu; 3. Nepsoe aecatunetue; 4. Nepuoa nonosoro cospesaHun; 5. 3penbiv BO3pact
(nocne 30 ner).

A2; B3

A4, b1

Al; b5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3MumMamMmun. Ana Kaxkaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIX KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiIbpaH 04UH pa3, 60nee ogHOro pasa unam He BbibpaH BoBce.
Mepectpoiika y Hocutena: A. CbanaHcupoBaHHasA peuunpokHan; b. Po6bepTcoHOBCKOM
TpaHcnokauuun. Konnuecrso ramer: 1. 6; 2.4; 3. 8; 4. 2; 5. 1.

Al; b4

A3; b5

A2; b1

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaB/eHHbIMM NO3MuMaAMU. A KaXKaoro
NPOHYMEPOBAHHOIO 31eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
3aboneBaHue: A. PeHunketoHypua; b. AapeHoreHuTanbHblA CMHAPOM; B. BporXKAeHHbIM
runotupeos; I. Mykosucungos; [l. lanakrosemuma. JlabopatopHo-anarHocTMyeckui
Kputepuin: 1. UMMyHOpPEaKTUBHDbIA TPUNCUHOrEH; 2. 17-ruapoKcunporectepon; 3.
deHunanaHuH; 4. TupeoTponHblii ropMoH; 5. O6wan ranakrosa.

A4; b1; B5;13; 42

A3;b62;B4;I1; A5

A2;Bb3;B1;15; A4

KoHcynbTupylowascs xeHuwmHa ctpagaet ¢pocparamaberom. Y Hee ecTb ABe 60/1bHbIX
dochatguabetom cectpbl u gBa 380p0BbIX 6paTa. MaTb npobaHaa 3aoposa. Otey, u ero
popaHan cectpa cTpagatoT pocpatgmnabetom, a ewwe aBa ux 6para 350poBbl.
dochatgnaberom ctpagana 6abywika no oTLOBCKOM IMHUM, ee cecTpa U oTel, a ABa
6paTta 6abyLiKK U nx aetn 6b11K 340pOBbI. BepoATHOCTL poXKaeHUa 60nbHOro pebeHKa y
npobaHpa cocTtaBaser:

25%;

Bce manbumkm 6yayTt 60/1bHbI, 4E€BOYKM 340POBbI;

100%;

50%;

Bce aeBoykn 6yayT 601bHbI, MaAbYMKK 340POBbI.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU NO3nLMAMU. [INA KaXKa0ro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN



KOMMNOHEHT MOKeT 6bITb BbiI6paH 0AKH pa3, 60on1ee ogHOro pasa uau He BbibpaH BoBce.
Tunbl xpomocom: A. MeTtaueHTpuueckue; 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.

A2,3,5; 64,6,8; B1,2

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

A6,7,8; 63,5,7; B4,6,8

Kak nepekBannduumnpoBatb BapuaHT HyYKA€OTUAHOM NOCNe[0BaTe/IbHOCTU HEACHOTO
3HayeHuna?

GYHKLMOHANbHbBIM aHaNn3 in vivo;

BCe BEpHO.

npoBeAeHMe cerperaymMoHHOro aHanmM3a B CEMbE;

OYHKUMOHANbHbIN aHanu3 in vitro;

npoBeAeHMe AONONHUTENbHbIX CNeuMPUIecKUX A 4aHHOMO BAapMaHTa KIMHUYECKUX
nccnenoBaHUM;

Ha ponto xpomocombl X yenoseka npuxoauTca:

MpnbansntensHo 5 % Bcero reHeTUYECKOro maTepmana, CoAepPKaLLeroca B KNeTke;
MeHee 1 % BCcero reHeTUYECKOro maTepmana, CoaepKalleroca B KNeTKe;

bonee 20 % Bcero reHeTU4YECKOro maTepuana, CoaeprKaLLeroca B KNeTKe;

bonee 50 % Bcero reHeTUYECKOro maTepmana;

Konnyectso reHeTMYECKOro maTtepurasa, KOTopoe CUAbHO KonebneTtca B KneTkax 04HOro
OpraHM3ma B 3aBMCMMOCTM OT CTaANMN OHTOreHe3a 1 TUMa KNeToK.

DnAa pecTpUKLUMOHHDbIX SHAOHYK/1€a3 XapaKTepHO BCe NepeyncieHHoe, Kpome:
Perynauum skcnpeccmmn CTPYKTYPHbIX FEHOB.

“3awnTbl” GaKTEPMANbHOM KNETKU OT YyKepoaHom AHK;

Pacwennenna AHK B cneundunyecknx camrtax;

MpumeHeHUA Ana noayyeHna pekomburHaHTHbIX AHK;

Mcnonb3oBaHmA ana naeHTMGUKaLumMm n aHannsa reHos;

Mo>KHO nn peKomeHA[,0BaTb ceMbe NpoBeaeHne A0PO0A0BOMN AUAarHOCTUKU HA BapUaHT
HYKN€eO0TUAHOM Nocnea0BaTe/IbHOCTU HEACHOrO 3HaYeHUA?

Mo pelweHMto Bpaya;

TonbKo B cnydanx TaxKenbix 3aboneBaHum;

MOXHO Ha paHHUX CPOKaXx;

Hukorga Henb3s;

MoXHO B KOHUe | TpumecTpa.

MpuueHTpOMEpPHbIN reTepoOXPOMATUH YeN10BEKA 0ObIYHO COCTOUT U3:
YHMKaNbHbIX NOC/IeA0BATE/IbHOCTEN;

MONNMHAPOMHbBIX NOCNeA0BaTENbHOCTEN;

PaccesHHbIX MOBTOPAIOLIMXCA NOCAeA0BaATE/IbHOCTEN;



TaHAEMHO OpraHM30BaHHbIX BbICOKOMOBTOPSAIOWMXCA NOC/NeA0BaTE/IbHOCTEN;
TpunaeTHbIX NOBTOPOB.

B metadasze mmuTo3a XpOMOCOMbI:

MocTeneHHO CTAaHOBATCA MeHee KOMMNAKTHbIMU U HEBUANMbBIMU;
CTpemunTenbHO ABUKYTCA K NOKOCAM AENEHUA KNETKY;
Pacnonaratotca B 9KBaTOPMANbHOM NNOCKOCTU KNIETKU;

O6pa3yloT ABe KOMNAKTHbIE FPynnbl B palOHe NOCOB AeNeHUs;
O6pa3ytoT xMa3mbl.

Ecan MMNPUHTUPOBAHHbIN FreH 3KCNpPeccUpyeTca C OTLLOBCKO XPOMOCOMbI, TO Ha
MaTepPUHCKOI XpOMOCMe 3TOT reH:

He sakcnpeccupyeTcs;

MMmeeT NOBbIWEHHY 3KCNPECCUIo;

Toxe aKkcnpecupyeTcs;

Ero akcnpeccma HECKOIbKO CHUMKEHA;

XapaKTepunsyeTca OTCPOYEHHOM IKCNPEeCcCHen.

leH, 0OTBETCTBEHHDbIN 32 UHAKTUBALMIO OAHOM U3 XPOMOCOM X YKeHCKOro am6bpuoHa,
NOKaNnn3oBaH:

B o iMHHOM nneye xpomocomebl X;

B reHome MUTOXOHAPWUN;

B KopoTKOM nneye xpomocombl 15;

B KOpOTKOM Nneye XpoOMoCcombl 1;

B oaHoOM 13 xpomocom rpynnbi G.

Hanbonee nsyueHHoi anureHeTuueckon mogudukaumen apnaerca:
AuetTnnampoBaHue rmcToHOB;

dochopunmpoBaHme TMCTOHOB;

CTPYKTYPHbI€ U3MEHEHMSA OTLOBCKON UM MAaTEPUHCKOM XPOMOCOM;

Cneyndunyeckoe meTuanposaHue umtTosnHos B CG-guHyKneoTnaax;

OAHOHYKNEOTUAHbIN NOMMOPOU3IM POAUTENBCKMUX XPOMOCOM.

Knactep vMnpuHTUPOBaAHHbIX FEHOB B HOpMe:

He skcnpeccupyeTcs;

[MnepakcnpeccupyeTcs;

dKcnpeccmpyeTca c 06enx Xxpomocom;

AnddepeHumanbHO 3KCNPECCUPYETCA TONIbKO C 04HOM XPOMOCOMbI;
XapaKTepusyeTca OTCPOYEHHOM 3KCNpeccuen.

MNpobaHp cTpapaer aedpeKTOM HOrTEN U KOJIEHHOM YalleyKu, ero 6part 3gopos. 1o
3aboneBaHue 66110 y OTUA NpobaHAa 1 AeayWwKN No oTuy. BepoATHOCTb TOro, UTO Y
npobaHaa MoXeT poaUTbCA pebeHOK ¢ AedeKTOM HOFTEN U KOZIEHHOM YallueyKu, ecnm
OH BCTynaet B 6paK co 340p0BOM XKEeHLWMNHOMN, COCTaBNAET:

75%;



25%;

Bce netn 6yayTt 601bHbI;
50%;

Okono 0%.

MpuunHOM BO3HMKHOBEHUA HAaCNeaCcTBEHHbIX aedeKToB 0bmeHa yalle BCero ABAAITCA:
[eHHble myTauuu;

N3meHeHne yncna Xxpomocom;

CbanaHcmMpoBaHHble TPAHCIOKaLUMK;

F[eHOMHbIe MyTauuu;

TepaToreHHble BO34ENCTBUA.

B ocHoBe rubpugusaumm nexxart casomctsa monekynol AHK:
Amnandukauyms;

Pectpunkums;

fmaponns HK;

KomnnemeHTtapHocTtb uenen AHK;

JeHaTypauusa.

B nonynauumn 3a 8 net poagunocb 500 000 HOBOPOXKAEHHDbIX, CpeAn KOTOPbIX
obHapyKeHo 45 60nbHbIX ¢ PeHUNKeToHYypuei. HacToTa retepo3uroTHbIX HocuTeneu
cocraBnser:

4%;

10%,;

1,9%.

5%;

2,5%;

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU 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.
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.

A2,3; 64,7;B6,7

A5,7; B3,6; B1,5

Al,6; 62; B3,4.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMU No3uumMamMun. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AMH pa3, 60nee ogHOro pasa unam He BbibpaH BoBce.
BekTopHaa emKocTb: A. Hanbonbwan; 6. HaumeHbluan. BeKTopHble KOHCTPYKUMK: 1.
PetpoBupycHble; 2. Parosbie; 3. Ha 0CHOBE UCKYCCTBEHHbIX XPOMOCOM ApPOXKiKei; 4.
NMnasmugHoble; 5. KocmuaHble.

A5; b2



A3; b4
Al; B3

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/IeHHbIMU NO3UUMAMU. [lna KaxK[oro
NPOHYMEPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIH KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BblbpaH BoBce.
3aboneBaHua: A. Mporpeccupyowan mbileyHaa guctpoous; b. dakomaros. OCHOBHOM
npuUHUMN neyeHua: 1. dTnonormnueckui; 2. NMaroreHeTuecKn; 3. 3amecTUTeNbHbI; 4.
CumnTomaTtnueckuif; 5. He noaaatotca neveHuio.

A4, b4

A4; B2

A5; b4

dochatgmnaber nepegaerca no X-cuenneHHOMY AOMUHAHTHOMY TUny. BepoAaTHOCTb
poxaeHna 6onbHOro pebeHka y 601bHOro My»KUMHbI COCTaBAAET:

25%;

100%;

Bce neBoukn byayT 601bHbI, Ma/Ib4MKK 340POBbI.

50%;

Bce manbumkm 6yayt 601bHbI, 4EBOYKMN 340P0BbI;

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumMamu. Ana Kaxkaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. BYKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AMH pa3, 60nee ogHOro pasa unam He BblbpaH BoBce.
Kputepumn oueHKn BapMHTOB HYKN1€0TUAHOM nocnepoBaTenbHOCTU: A. Kputepuii
naToreHHoOCTU BapuHTa; b.Kputepumii sobpokauecTtBeHHOCTU BapuHTa . Kputepui:
1.BapuaHT de novo 2. MonynAaunoHHan yacTtoTta Bbiwe 3% 3. BapnaHT Haxo4UTCA B TPAHC
NON0XKeHUU C paHee onucaHHbIM; 4. He cerperupytot c 3aboneBaHuem B cembe. 5.
®PYHKLUMOHANbHbIA aHAaNANU3 HE NPOBOAUACA.

A1,3;64,5

A1,3;64,5

Al1,3;624

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3UuMaMU. Ana Kaxkaoro
NPOHYMEpPOBaHHOrO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIOpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
Mon uenoBeka: A. FleteporameTtHbii; 6. FTomorameTHblA. XapaKTepeH ansa: 1. my»cKoro
nona; 2. }KeHCKOro nosaa; 3. My>XCKOro U YXeHCKoro nona; 4. nuy, c Kapmorunom 47, XXy;
5. avy, c kKapuotunom 45, XO0.

Al; b2

A5; b3

A2; b4

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3nLMaAMU. [INA KaXKao0ro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN



KOMMNOHEHT MOXeT 6bITb BbiIbpaH 0AKH pa3, 60nee ogHOro pasa unm He BblbpaH BoBce.
OnpepgeneHune: A. DparmeHT 04HOU XPOMOCOMbI NPUCOEANHAETCA K NOBpPEXKAEHHOMY
KOHUY Apyrou; b. PaspbiB Xpomocombl B ABYX MecCTax 1 nocaeaylouiee coeguHeHme
aToro ¢pparmeHTa, Ho c nosopoTom Ha 180 rpapycos. ABneHue: 1. lannongus; 2.
Tetpannougusa; 3. leneuunsn; 4. Uusepcua; 5. TpaHcnoKaums.

A3; b2

A5, b4

Al; b5

Monekyna AHK cocTtouT us:

AMMNHOKMNCNOT;

Caxapa (ae3okcmpunb03bl), pochaTHbIX FPYNN M a30TUCTbIX OCHOBAHWUI;
Caxapa (pn60o3bl), pochaTHbIX rPYNM 1 a30TUCTbIX OCHOBAHWUI;
AMUHOKNCNOT, ocdaTHbIX TPYNN U a30TUCTOrO OCHOBAHMUS;

Caxapa (pnb603bl), aMMHOKUCAIOT.

Ha monekynsapHom ypoBHe Tesiomepa COCTOUT U3:
GC-6oraTbix NocnefoBaTe/IbHOCTEN;

CTPYKTYpPHbIX FTEHOB;

MosTopAatowenca nocnegosatenbHoctn -TTAGGG-;
Anbda-caTenINTHbIX NOCNeA0BaTENbHOCTEN;
PacceAHHbIX NOBTOPOB.

BonbHoOI c cuHapomom KnaiiHdpenbTepa oKasanca Mo3amKom C KapuoTUNOM
46,XY/47,XXY/48,XXYY. B KnetKkax aToro 60/1bHOro Mo>KHoO 06Hapy»KuUTb TeNbLa
Nos10BOro XxpomaTuHa:

OaHo;

YacTb KNETOK MOXEeT MUMEeTb 0HO TesblLie, YacTb — Ba;

Hu oaHoro;

YacTb KNETOK MOET UMeTb OAHO Te/blLe, YaCTb — HWU OZIHOTO;

YacTb KNETOK MOXEeT UMeTb O4HO Te/blLe, YacTb — ABa.

Habop xpomocom B 3urote u B COMaTU4ECKOM K/1eTKe YeNoBeKa Ha3blBaeTca:
AunnnonaHsim;

AHeynnongHboim;

fannonaHbim;

NMonnnnongHoim;

TeTpanaougHbim.

CUHaNTOHEMHbIi KOMNJ1eKc — 3TO:

BenkoBas cTpyKTypa, 6/1arogapsa KOTOPOM ABa roMo10ra yaepKMBatoTca BMecTe B
AnaknHese-meTadase 1-ro MemoTUYecKoro AeneHuns;

PeuenTopbl CIOXKHOM Cy6beANHUYHOM CTPYKTYPbI, KOTOpble OpMUPYIOTCA Ha
LMTONAa3MaTUYECKON meMbpaHe;

BenkoBas CTpyKTypa, BO3HUKAOWanA B Npodase NepBoro MemoTUYeCcKoro AgeneHnsa mexay



ABYMA FOMOJOTMYHBbIMN XPOMOCOMaMMU;
Komnnekc pnbocom B ooLMTE NEPBOro NopsAAKa, B KOTOPbIX UAET aKTUBHbINA CUHTE3
benka;

Komnnekc Nonbaxu.

PuUck poxaeHusa y Hemonopaou matepu pebéHka c cuHgpomom [layHa, obycnoBneH
0CO06EeHHOCTAMM rameToreHesa y XKeHLUH:

O6wmMm BO3pacCTaHMEM YAaCTOTbl TOYKOBbIX MyTaLMM Y XKeHLWMWH cTapwe 35 nerT;

BbicoKol nponndepaTMBHON aKTUBHOCTbIO OOTOHMEB, CONPOBOXKAatoLLenca owmbkamm B
pabote AHK-nonmmepassi;

Bonblwon ANNTENbHOCTLIO CTaAUN OUKTUOTEHbI Y HEMONOAbIX *KEHLMH,
CONPOBOXKAAtoLLENCcA POCTOM BEPOATHOCTU HApYLUEHMI annapaTa BepeTeHa AeNeHuns;
Bo3pacTaHMem 4acToTbl HEPABHOIO KPOCCMHIOBEPA B rameToreHese y HEMON04blX
YKEHLMH;

HapyweHnem cuctembl penapauuun AHK.

MpomoTop pacnonaraerca:

B KOHUe reHa;

B Hayane reHa;

B cepeguHe reHa;

Cpasy nocae MHULMMPYIOLWEro KOAOHa;
MNepen TEPMUHNPYIOWMM KOLOHOM.

KonxuuymHoBana MHaKTMBaLUA BepeTeHa OCTaHAB/IMBAaeT MUTO3 Ha CTaAUM:
AHada3sbl;

MeTada3sbl;

Tenodaswbl;

NHTepdasbl;

Mpoda3sbl.

Peannsauua HacheacTtBeHHOU MHPOPMALUUN B KNETKE 3YKapUOT NPOUCXOAMUT B
HanpaB/AeHUM:

benok - PHK - OHK;

benok - AHK - PHK;

AHK = PHK - 6enok;

PHK = OHK - 6enok;

PHK = 6enok - AHK

MN3BecTHO, UTO COOTHOLLUEHUE Pe3yC—NOJI0KUTE/IbHbIX U pe3yCc—oTpULLaTe/IbHbIX UL,
paBHO 84% n 16% (pe3yc-oTpuuatenbHasa NPUHAANEKHOCTb HacneayeTca no
peueccMBHOMY TUNY). YacToTa peueccMBHOro aniens r- B Nonyaauum COCTaBaser:
25%;

60%;

40%;

50%;



10%.

OnAa PYHKUMOHNPOBAHUA UMNPUHTUPOBAHHbIX PAUOHOB B HOPME XapaKTepHO:
OTcyTcTBME 3KCNpeccum;

[MoBblWEeHHaA aKcnpeccus;

BuannenbHasa akcnpeccus;

Annenbcneunduyeckan skcnpeccums;

CHUXKeHue sKcnpeccun.

LleHTp perynsaumMm MMNPUHTUHIa NpeacTaBaneT cobou:
AnddepeHumanbHO METUANPOBAHHbIN parioH OHK;
CTPYKTYPHbIN FeH;

MOBTOPALOWMNCA INEMEHT;

[eTepoXpOMaTUHOBbLIN PANOH;

DYXPOMaTUHOBbIN PaNOH.

FeHbl TP53 n RB1loTHOCATCA K:
MMNPUHTMPOBAHHbIM reHaMm;
OHKoOreHam;

feHam-cynpeccopam ONyxoneBoro pocTa;
feHam «J0MalLHEero xo3samcTea;
MUTOXOHAPWNANBHBIM FrEHaM.

B reHeTUUYECKYIO0 KOHCY/IbTaLMIO 06paTUNAch KeHLMHA, MYX KOTopoii 6oneH
remodpunmeit A. Onpegenutb PUCK ANA AeTeun OXKugaertca B 3STom 6pake, ecim U3BeCTHO,
4YTO POAOC/NIOBHAA CAMOM YKEeHLUHbI N0 reMopUanmN He OTAroLLLeHa:

Bce neBoykn 6yayT 60/1bHbI.

Bce manbumkm 6yayT 60bHbI;

Bce aetn 6yayT 340p0OBbI HE3aBMCMMO OT N0J1a, HO AEBOYKM BYyAYyT HOCUTENbHULLAMU FreHa
remopumnunu;

MonoBMHA ManbyMKoB B6yayT 601bHbIMU;

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaBleHHbIMU NO3ULMAMU. [INA KaXKA0ro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AUH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
Xpomocombi: A. X; B. Y. Tunbl xpomocom: 1. CybmeTaueHTPUK cpeaHero pasmepa; 2.
Manbi meTaueHTpUK; 3. KpynHbiii akpoueHTpUK; 4. KpynHbIA meTaueHTPUK; 5.
CybmeTtauLeHTpUK cpeaHero pasmepa.

A3; b4

Al, b5

A2; b1

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3uLMaAMU. [INA KaXKaoro
NPOHYMEPOBAHHOr0 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AuH pas, 60nee ogHOro pasa unam He BblbpaH BoBce.



YpoBeHb maccoBoro o6cneaoBaHua 6epemeHHbIX }KeHwuH: A. NMepsbiit; b. Bropoi.
Cnyxb6a, ocywecrenaowan obcnepgosaHme: 1. AKyepCcKo-ruHeKonornyecKas; 2.
Mepauko-reHeTnueckas; 3. Tepanestuueckas; 4. Xupypruueckas; 5. lNeguatpuyeckas.
A3; b5

Al; b2

A4; b1

M3 84000 pgeten, poaAMBLLUUXCA B TeueHUe 5 neT B NaHMUKCHOM nonynauuu, y 210
obHapyKeH NnaToNornyecknii peLeccuBHbIv NprU3HakK. Yactota HOpmanbHOro annena A s
OAHHOM NoNynALUMMN COCTaBNAET:

9,5%;

85%;

95%;

50%;

5%.

B notomcTBe OT 6paKa AByX retepo3uroT (Npu ayToCOMHO-A0MUHAHTHOM
HacneA0BaHUK) aHOMAJIbHbIM reHoTUN 6yayT UMmeTb:

HWKTO M3 3IMOBPUOHOB;

1/4 3M6pPUOHOB;

Bce ambpUnOHbI;

3/4 asmbpunoHOB.

1/2 smbpurOHOB;

MmMnNpUHT — 3TO:

Cneunduryeckaa MapKMPOBKa POAUTENLCKUX aNnenen;

MoTepa XxpOMOCOMHOTO MaTepmnana Ha OTLOBCKOW UM MAaTEPUHCKOMN XPOMOCOME;
HykneoTnaHble 3ameHbl B JHK poautensckux annenen;

CTPYKTYPHbIe N3MEHEHMA OTL,OBCKOM MAN MAaTEPUHCKON XPOMOCOM;

MNAP® oTUOBCKOM AN MAaTEPUHCKOM XPOMOCOM.

MaTonorua KMHeTOXoOpa OAHOM MUTOTUYECKON XPOMOCOMbI MOXKET NPUBECTU K
BO3HUKHOBEHMUIO:

[BYysaepHOM KNETKU;

Tpéx NnoNCoB y BepeTeHa AeNeHus;

MonMnAoONAHOMN KNEeTKK;

AHeynioMaHON KNeTKK;

SHAOMUTO3A.

[ONnA ayxpomaTuHa XapaKTepHbl:
Cnupanmnsauma B MHTepdase;

CopepkaHue CTPYKTYPHbIX FEHOB;
NHTEHCMBHOE OKpalwmBaHMe no G-MeToauKe;
HeakTMBHaA KOHPOpMaUus;

bBonblwoe KoM4ecTBo TaHAEMHbIX MOBTOPOB.



frbpugusaums in situ c 1oKkyc cneymnpuueckmumm npobamm nossonser:
N3yunTb Kapnotmn 601bHOTO;

Mony4yntb MHPOPMaALMIO O NEPECTPOMNKAX UCCIeQyEMOTO N0Kyca Y 60NbHOrO;
Monyuntb MHPOPMALMIO O MYyTaLUAX B FEHE;

Onpepgenutb NAPD;

Onpenenntb HYKNEOTUAHbIA COCTAaB UCC/IeAYyEMOro N0KYCa.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaB/leHHbIMU NO3ULMAMK. [INA Kaxaoro
NPOHYMEpPOBaHHOIO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIbpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
Monekynbi: A. OHK; b. PHK. ®yHKkuun: 1. CoxpaHeHue HacneaACTBEHHOU MHpopmauum B
Knetke; 2. Nepeaaya HacnepcTBeHHOM uHPopmauuu; 3. TpaHCNOPT aMUHOKUCAOT; 4.
CTpoutenbHbIN MaTepuan, Heob6XxoAMMbIN ANA XKU3HU KNEeTKK; 5. JHepreTnueckas
CUCTEMA K/IETKM.

Al;b61,2,3

A2,3; b4

A2,4,5; 63,1,5

YCcTaHOBUTE COOTBETCTBUE MEXAY NPeACTaB/eHHbIMU NO3NLMAMU. [INA KaxKA0ro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AuH pa3, 60nee oaHOro pasa unam He BblibpaH BoBce.
CuHapombli: A. CuHgpom KnainHdenbtepa; b. CuHapom TepHepa. XapaKTepHble
KAHUYecKue cumntombl: 1. Huskopocnoctb; 2. EBHyxomaHoe cTpoeHue Tena; 3.
Bbicokui pocT; 4. KpblnoBuaHbIe CKNaAKU KOXXU B 06nacTu wen; 5. HapyweHue
NoONOBOro pasBuUTUA.

A2,3,4;62,4,5

Al1,3,5;b61,3,4

A2,3,5;61,4,5

340pOBbIi IOHOLIA, UMEKLLLMW YeTblipeX 340p0BbiX 6paTbeB, KOHCYIbTUPYETCA MO
noBoAy NPOrHo3a notomcrtea. Ero matb 1 oTey, 340poBbl. Y maTepu ecTb ABe 340P0Bble
cecTpbl, 04UH 340pOBbIi 6paT, a Ba ee 6paTa ymepau oT mbleyHOU anuctpodum
[ioweHHa. BepoATHOCTb poXKAeHUA 601bHbIX AeTei Y KOHCYAbTUpyloLerocs
coCTaBnAerT:

50%;

Bce manbumkm 6yayTt 60/1bHbI, 4E€BOYKM 340POBbI;

Puck npeHebpexkumo man (obuwenonynaumMoHHbIN).

Bce peBoukn byayT 601bHbI, MaIb4MKKN 300P0BbI;

25%;

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU NO3nLMAMU. [INA KaXKao0ro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oa4MH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
Tun HacnepoBaHUA: A. AYTOCOMHO-pPeLecCMBHbIN TUN; b. AYyTOCOMHO-A0MWHAHTHDbIN TUN;



B. X-cuenneHHbiy TMN; I. MynbtudakropuanoHsbii; Al. Tun HacheaoBaHua He
ycTtaHoBneH. CuHapombl: 1. Paccena-CunbBepa; 2. MukpoaHodptanbma JleHua; 3.
Aapckora; 4. Onutya-dpumaca.

b4, B23, 1

A4;B61,2; 13

A2,3;B1; 4

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBleHHbIMU NO3UumMAMU. lna KaXaoro
NPOHYMEepPOBaHHOIO 3/1eMeHTa Bblbepute 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOXeT 6bITb BbiIbpaH 0A4UH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
Tun HacnepoBaHUA:A. AYTOCOMHO AOMUHAHTHbIN ; b. AYyTOCOMHO peueccuBHbii; B. X-
cuenneHHbl TMn. 3abonesaHue: 1. CuHgpom daBaparca; 2. Heitfpopubpomaros; 3.
Xopeun N'eHTUHrTOHa; 4. Muoguctpodua AioweHa; 5. AApeHO-reHUTaZIbHbIA CUHAPOM.
A2; b4; B5;

A2,3; b5; B4

A5; b1; B3;

Monekyna PHK cocTouT U3 cneayowmx XuMmuyecKux coeguHeHuit:
AMMNHOKUCNOT;

Caxapa (pnb60o3bl), pochaTHbIX rPYNM M a30TUCTbIX OCHOBAHWUI;

Caxapa (ae3okcMpunbo3bl), pocdaTHbIX FPYNMN MU a30TUCTbIX OCHOBAHUN;
AMWHOKKCNOT, pochaTHbIX FPYNN M a30TUCTOrO OCHOBAHMUSA;

Caxapa (pnb603bl), aMUMHOKUCIOT.

Mo aytocomHOo-peueccMBHOMY TUNY HacneayeTca:
XoHapoauctpoduu;

deHnnKeToHYpUY;

Henpodunbpomatosa;

XopeA [eHTUHITOHA;

CuHppoma dnepca—[aHnoca.

BenoKk-KoaMpyHOLUIA FreH 3YyKapuoT COCTOUT U3:

MpomMoTOp, NHULUMNPYIOLWMN KOAOH, 3K30HbI, UHTPOHbI, TEPMUHUPYIOLWMIA KOOOH;
JK30HbI;

MpomoTOop, NHULUUNPYIOLWMN KOAOH, SK30HbI, TEPMUHUPYIOLWMN KOAOH;
MpomoTOop, UHTPOHDI;

MpomoTop, NHULUUNPYIOLWMIN KOAOH, MHTPOHbI, TEPMUHUPYIOLWMIMA KOAOH.

KonuuectBo reHoB, Kogupywouwmx 6enku B xpomocomax X u Y:
B xpomocome X HamHoro 6osblue, 4em B Xpomocome Y;
Mpnban3nTenbHO O4MHAKOBO;

B xpomocome Y HamHoOro 6osblie, 4em B XPOMOCOME X;

B xpomocome Y nONHOCTbIO OTCYTCTBYIOT;

B xpomocome X MONHOCTbIO OTCYTCTBYHOT.



EanHMLE reHeTUYeCKOM KapTbl reHOMa ABAAETCA:
CaHTMMOpraHuaa;

HykneoTtunpg;

XpOMOCMHble 6eHabl;

KnoHnposaHHble pparmeHTbl AHK;

DK30Hbl U MHTPOHBI.

Mrbpuamsaums in situ c meueHbIMM 30HAaMUN NO3BONAET:

NccnepoBaTbh HYKIEOTUAHbIM COCTaB 30HA3;

NccnepoBaTth pacCcTosHUE MeXKAY 30HAAMMU;

N3yunTb PECTPUKTHYIO KapTy 30HA3;

JlokannsoBaTb NOCNeA0BATE/IbHOCTb 30HAA HAa XPOMOCOME UM B €€ NIOKYCE;
Onpeaenntb NOCNeA0BaTe/IbHOCTb PACNONI0KEHUA TEHOB B XPOMOCOME.

BekTopHaAa cuctema — aT0:

Cuctema Habopa yHMKaNbHbIX NnocnegoBatenbHocTen AHK;
Cuctema gna nepegaym reHETUYECKOro maTepmana BHYTPb KNETKK;
MosTopAtowanaca nocnegosatenbHoctb AHK;

Cuctema 6aKTepmsa-X038uH;

MonannentnaHaa nocnefoBaTeNbHOCT.

K npoToOHKOreHam KneTku oTHOCATCA:
PocToBble paKTOpbl M X peLenTopbl;
FeHbl «A0MaLLHEro X035MCTBAY;

[eHbl- XpaHUTENU K/IETOYHOTO LUUKAA;
MwuToXoHApPWasIbHbIE TeHbl;
MMNPUHTUPOBAHHbIE FEHbI.

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/eHHbIMU NO3ULMAMU. [INA KaxKAaoro
NPOHYMEPOBAHHOIO 31eMeHTa BblbepuTte 6yKBeHHbIH 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.
NMonunnoungum; 3. TpaHcnokauuwm; 4. Neneuum; 5. Tpucomum; 6. NMNonucomum; 7.
Aynankauun.

Al,6;b62,6,7

A3,4,7;61,2,5

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

MpobaHp ctpapaer rnyxotoid. Ero cectpa, matb M oTew, C HOpMaZibHbIM CYXOM. Y maTepu
npo6aHpa Tpu cecTpbl C HOPMaANbHbIM CIYXOM U OAUH rnyxou 6pat. CecTpbl maTtepu
3aMy’KeMm 3a 340POBbIMU MYXKUMHAMMU. Y OAHOM U3 HUX TaKXKe eCTb FNYXOW CbiH.
babywkKa npobaHga No IMHMKM MaTepu 340P0BA, ee MyX 340p0B. Y 3Tou 6abyLKu Tpu
340pPOBbIX CECTpbl, OAUH 340POBbIA U OAUH rnyxoi 6paT. }KeHa npobaHpa 3p0p0oBa, HO
MmeeT rnyxoro 6pata 1 AByX 340pOBbIX cectep. Pogutenu }KeHbl 340p0Bbl, HO MaTb
umena rayxoro 6pata. Cynpyru ns ogHoro nocesika. BepostTHocTb TOro, 4to B cembe



npobaHaa MoXeT poAUTbCA rNyXxoii pebeHOoK, cocTaBnfer:
Bce manbymkm 60nbHbI, AEBOYKN 340PO0BbI;

100% He3aBMCMMO OT NONa;

50% He3aBMCUMO OT NONa;

75% He3aBMCMMO OT NONa;

Bce neBoYKM 60NbHbI, MaNbYMKN 340POBbI.

Penaunkauua AHK - 3to npouecc:

YasoeHuna monekynbl AHK;

MNepepaun nupopmaumm ¢ PHK Ha noamnentuaHyto Lenb;
YasoeHuna monekynbol PHK;

MNepenaum nupopmaymm ¢ AHK Ha PHK;

Bbipe3aHune MHTPOHOB.

CeAa3n, yaep:kusarwwme uenm B aosonHoi cnupanu AHK obpa3soBaHbi:
Mapamu docdaTos;

Mapamu a30TUCTbIX OCHOBAHMWUIA;

MNapamu HUTPATOB;

dochaTtom 1 caxapom;

Caxapom 1 a30TUCTbIM OCHOBAHUEM.

PuUcK poxkaeHusa y Hemonogoi matepu pebéHka ¢ cuHapomom [layHa, obycnosneH
0CO6EHHOCTAMM rameToreHesa y XKeHLUH:

Bo3pacTtaHMem 4acToTbl HEPAaBHOIO KPOCCUHIOBEPaA B rameToreHese y Hemo104bIX
KEeHLWMH;

O6wmm BO3pacCTaHMEM YaCTOTbl TOYKOBbIX MyTaLMMN Y XKEHLWWUH cTape 35 nerT;

Bbicokon nponndepaTMBHOM aKTUBHOCTbIO OOTOHMEB, CONPOBOXKAAOLWENCA OLWNOKaMM B
pabote AHK-nonnmepassi;

bonbwon ANNTeNbHOCTLIO CTaANM OUKTUOTEHBI Y HEMOJIOABIX }KEHLLMH,
CONPOBOXAAOLLENCA POCTOM BEPOATHOCTU HAPYLUEHMIN annapaTa BepeTeHa AeNleHuns;
HapyweHnem cuctembl penapaunu AHK.

OnTuManbHbIN pa3mep nonynaumm ana GyHKULMOHUPOBAHUA OAHOU MeXKperuoHabHOM
MeAMUKO-TeHeTUYECKOWU KOHCYIbTalumn COCTaBAAET:

1-1,5 mnnH.;

8-10 mnH.;

2-3 M/H.;

4-6 MNH.;

bonee 10 mnH.

FeTeporameTHbIM Ha3blBaeTcA:

OpraHusm ¢ GeHOTUNNYECKMMM NPU3HAKAMM }KEHCKOTO NOAa;

Mon, B ANNNOUAHOM KNEeTKe KOTOPOro MMETCA ABE OAMHAKOBbIE NOJ/I0BbIE XPOMOCOMbI;
Mon, B AUNNOUAHOM KNETKe KOTOPOro MMEIDTCA ABE Pa3Hble NOJIOBbIE XPOMOCOMbI;
OpraHnsm ¢ eHOTUNUYECKMMM MPU3HAKAMU MYKCKOTO Noa;



OpraHM3m C XpOMOCOMHbIMU NEPECTPOKammu MO0BbIX XPOMOCOM.

C ncuxonornyecKkom TO4KU 3peHusa nposeaeHne meauKo-reHeTU4eCcKoro
KOHCY/IbTUPOBAHMUA B CBA3M C POXKAEeHUEeM pebeHKa C BpOXKAeHHOWU HacneaCcTBEHHOMU
natonorueu uenecoobpasHo:

Yepes wectb mecAaues;

Cpasy nocne poXxxaeHus;

Yepes Tpu roga;

K cemun rogam;

K BocemHaguaTtu rogam.

YacTtota XpoMOCOMHbIX 60/1€3Heil y HOBOPOKAEHHbIX COCTaBAAET:
10%;

0,1%;

0,8%;

5%;

25%.

YacTtoTta MOHOreHHbIXx 60n1e3Hel B pacueTe Ha HOBOPOXKAEHHbIX:
1%;

3%;

0,1%;

5%;

10%.

Ffremodpunua Hacnepgyetca no X cuenneHHomy peueccusHomy Tuny. Mpo6aHa (6onbHoOM
MYXXUMHA) KeHaT Ha CBOeil poACcTBEHHULE, OTEL, KOTOPOI TaKKe 60neH remodpunmen.
BepoATHOCTb poXKaeHua 60bHbIX geTeit B 3Tom bpaKe coctaBaserT:

100% pna coiHoBer n 0% ana povepen;

50% He3aBMCMMO OT NONa;

50% ana coiHoBen n 0% gna povepen;

25% He3aBMCMMO OT NONa;

0% He3aBMCMMO OT Nona.

MN3BecTHO, UTO COOTHOLLUEHUE Pe3yC—NOI0KUTE/IbHDbIX U pe3yCc—oTpULLaTe/IbHbIX UL,
paBHO 84% n 16% (pe3yc-oTpuuaTenbHasa NPUHAANEKHOCTb HacneayeTca no
peueccuBHOMY TMNY). YacToTa AOMMHAHTHOro annena R+ B nonynauuu coctaBnser:
40%.

75%;

70%;

60%;

50%;

Doub 60nbHOro remodpunneit meer ABYX 340POBbIX CbIHOBEN U O4HY 340POBYIO A0Ub.
Puck 3aboneBaHuA gnn ee BHyKa OT A04epyU COCTaBAAET:



25%;

100%;

50%;

12,5%;

PUCK onAa BHyKa OTCyTCTBYeT.

My>KumMHa, CTpagaloLMii MOTOPHO-CEHCOPHOI NoauHelponaTueii Llapko-Mapu-TyTa,
KOHCY/IbTUPYETCA NO NOBOAY NPOrHo3a NOoToMcTBa. OH XKeHaT Ha 34,0P0BOM }KEHLUHE,
MmeeT ABYX 340p0OBbIX U 04HY 60/1bHYIO cecTpy, a TaKKe 6onbHOro 6parta. OTtew,
npobaHaa v Bce poACTBEHHUKM OTLA 340p0Bbl. MaTb 60/1bHA, UMeeT Tpex 60bHbIX
cecTep u Tpex 340poBbiX bpaTtbes. [eaylwKa N0 MaTeEPUHCKON NMHUK 6oneH, 6abywKa
3ao0poBa. bonbHOM 6paT Nnpob6aHAa XKeHaT Ha 340P0OBOM KEHLMUHE U UMEEeT ABYX
60nbHbIX gouepeir. BepoAaTHOCTb poXKaeHua 6onbHoro pebeHka y npobaHaa
COCTaBNAET:

0%;

100%;

Bce aeBoykn 6yayT 601bHbI, MaabYMKK 340POBbI.

25%;

Bce manbumkm 6yayT 601bHbI, 4EBOYKM 340POBbI;

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMU NO3MuMaMU. ANna KaXKaoro
NPOHYMEPOBAHHOIO 31eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
Kputepumn oueHKU BapMHTOB HYKNE€OTUAHOM nocneaoBartenbHocTu: A. Kputepum
NnaToreHHoCTu BapuHTta; b. Kputepun pobpoKauecTtBeHHOCTU BapuHTa . Kputepwuii:
1.BapuaHT 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 QaHANNU3 He NPOBOAWICA.

A1l,3; b4,5

A2,3,4; 64,5

Al,3; 62,4

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU NO3UuMAMU. lna KaXaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AUH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
leHbl: A. MpoTooHKoreHbl; b. FeHbl-cynpeccopbl onyxonesoro pocra. OnpeaenexHue: 1.
Mo3nTuBHbIE perynaTopbl, CTUMYAUpPYIOLWUE AeNeHne KNeTku; 2. HeratusHble
perynatopbl, NpenATCTBYIOWME AeNeHUI0 KNeTKU; 3. He umetoT OTHOLLEHUA K AeNeHUI0
Knetku; 4. Monekynbl, ycunusaiowme geicrteme apyrnx 6enkos; 5. o3MTuBHbIE
perynatopbl, CTUMYAUpPYIOLWUE AeNeHUe KNEeTKU.

Al, b2

A3; b5

A4; b1

Monekyna TPHK:



CnyxuT 3aTpaBKon npu penamkaummn AHK;

NmeeT popmy “TpuancrtHmnka”;

ABnAeTcA KOMNOHEHTOM PNUBOCOMBI;

He nepemewaetcs 3a npegensl A4pa;

ABnAeTCcA 3aNUCbIO CTPYKTYPbI NOAMNENTUAHOM LEenu.

OnAa PYHKUMOHNPOBAHUA UMNPUHTUPOBAHHbIX PAUOHOB B HOPME XapaKTepHO:
MoBblWeHHAA IKcnpeccus;

bnannenbHaa skcnpeccus;

Annenbcneunduryeckan skcnpeccus;

OTcyTCcTBME 3KCNpEeccuu;

CHMXKeHUne aKcnpeccum.

Hykneotupg coctomt us:

Caxapa, ¢ocdaTa 1 a30TUCTOrO OCHOBAHMUSA;
docdaTa 1 a30TMCTOrO OCHOBAHMUS;
AMMHOKMCNOTbI M @30TUCTOIO OCHOBAHMUA;
Caxapa u ¢ocdaTa;

Caxapa 1 a30TUCTOro OCHOBAHMA.

Kaxkpaa xpomocoma nocne penamkaumm COCTOUMT U3 ABYX KOMMNOHEHTOB, Ha3biBaeMblIX:
LeHTpomepbl;

LeHTpuonu;

Xpomomepbl;

Xpomatunabl;

CnyTHUKMN.

OHK-anarHoctuka 6onesHeit UMNPUHTUHIA CBOAUTCA K ONpeaeieHulo:
Pa3ninunii B anneslbHOM METUIMPOBAHUM OTLLOBCKOM M MAaTEPUHCKOM XPOMOCOM;
CTPYKTYPHbIX MyTaL Ui B reHaXx;

Pa3nnunin B reHHOM 3KCNpeccuu;

KpynHbIX XPOMOCOMHbIX NEPECTPOEK;

OAHOHYKNEOTUAHbIX NOAMMOPPUN3IMOB.

Mpwu npoBeaeHUM NpeHaTa/IbHOrO0 CKPUHUHIA NO MAaTEPUHCKMM CbIBOPOTOYHbIM
dpakTopam y 6epemeHHOMN }KeHLMHbI 06HapyKeHbl cnepytouime nokasatenu: AP —
HU)Ke Hopmbl, XI'Y — Bbiie Hopmbl, H3 — HUXKe HopMmbl. [TpU TaKUX pe3yabTaTaX MOXHO
NpeAnosIoXUTb, YTO Y N1I0AA UMEETCA NATONOr1A:

MHOKeCTBEHHbIE BPOXKAEHHbIE MOPOKM Pa3BUTUA;

[NedeKT HepBHOM TPYOKM (aH3HUedanums, spina bifida n1.n.);

XpomocomHoe 3aboneBaHue;

PacuwenunHa rybbl u/mnm Heba;

CuHapom MapdaHa.

Mpwu 06HapyKeHUu "NoXKHOro" OTLOBCTBA, YTO NPUHLUNUANIbBHO U3SMEHUT NPOrHO3



NOTOMCTBA, TAKTUKA Bpaya-reHeTUKa B MeAUKO-reHeTUYEeCKOMU KOHCY1bTauuu:
My nonyyaet uHbopmaumio 6e3 yyeTta

NHbOopMaLMIO O pUCKE NONYYAET MYK;

FeHeTUYeCKMN PUCK COOOLLLAETCA TONbKO KEHLLUHE;

Becega npoBogMTCa C ABYMA Cynpyramu;

NHbopmaLmio 0 pUCKe NOyYatoT POACTBEHHUKM.

KnoHnuposaHue [JHK npeanonaraert:

NAP®D;

BctpanBaHue ¢parmeHTa HK B BEKTOPHYIO KOHCTPYKLMUIO;
MLP;

BAOTUHr-rMG6puan3aums;

Mbpuansaums in situ.

M3 84000 peten, poaAMBLLUUXCA B TeueHUe 5 neT B NaHMUKCHOM nonynauuu, y 210
0b6Hapy)XeH NaToNornyeckui peLeccuBHbI NpPU3HaK. Yacrtota retepo3uror Aa B faHHOMU
nonynauum cocTtaBnneT:

22,5%;

95,5%;

9,5%;

60,5%;

2,5%.

B 6paKe COCTOAT MY>XUMHA U KEHLLMHA C aXOHA4PON1aCTUYECKO KapIMKOBOCTbIO. Y
MYy>Ka eCTb 340pOBbIN 6paT 1 cecTpa c Tem XKe 3aboneBaHuem. Ux oteuy 6oneH, a matb
3A0poBa. Y }KeHbl 06a poaHbIx 6paTa 1 cecTpa 340p0OBbI, KaK U UX poauTenu.
BepoATHOCTb poXKaeHusa 6o0nbHOro pebeHka y 60nbHOM cecTpbl B 6paKe co 340p0BbiM
MYXX4YMHOM COCTaBNAET:

50%;

100%;

75%;

25%;

Okono 0%.

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBIeHHbIMU NO3UUMAMU. NA KaXKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0A4UH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
Tunbl xpomocom: A. MeTtaueHTpuueckue; b. CybmeTtaueHTpuueckue; B.
AkpoueHTpuyeckue. Npynnol xpomocom: 1. Frpynna F; 2. F'pynna B; 3. 'pynna D; 4. Fpynna
G; 5.Tpynna C; 6. 'pynna A; 7. F'pynna E.

A 3,5;b61,4;B5,7

A7;b1,5;B2,6

Al,6;b62;B3,4

YKaXKute Knaccbl NOBTOPAIOLMUXCA HOCHEAOBaTEHbHOCTEﬁ, K KOTOPbIM OTHOCATCA



MO6UNbHbIE 31eMEHTbI:

MpocTbie NOBTOPbI;

PacceAaHHble NOBTOPbI;

TaHAeMHble NOBTOPbI;
MNannHgpomel;

YHUKabHble NOCne0BaTeIbHOCTH.

AyTOCOMHO-AOMMUHAHTHOE Hac/eA0BaHMWe XapaKTepHo ansa:
NlenuunHo3a;

Xopeun [eHTUHITOHA;

Cunpgpoma loypeHca—MyHa—bapge—-bunans;
deHnnKkeToHYpUY;

CepnoBUAHO-KNETOYHOM aHEMUMN.

Tenomepa — 370!

Y4acToK, Urpatownii raBHYIO PO/ib B AENEHUN KNETKN;
MNepeTAaxKa, pa3genarowan XpoMoCoOMy Ha ABa naeya;
KoHueBble y4aCTKM XpOMOCOM,;

Y4yacToK NpUKpenieHna BepeTeHa geNeHuns;

Y4YacTKM XpOMOCOMHBbIX Nieu.

Ona BO3HMKHOBEHUA PO6EpPTCOHOBCKOM TPAHCOKauumM Heobxoanum:
He meHee TpEX XpOMOCOMHbIX Pa3pbiBOB;

XpPOMOCOMHbIE Pa3pbIBbl HE HY}KHbI;

OANH XPOMOCOMHbI Pa3pbIB;

[1Ba XpOMOCOMHbIX pa3pbiBa;

MHOXecTBeHHble XPOMOCOMHbIE pa3pbiBbl.

Cpeau nepecTpoek yKaXKute Ty, 418 KOTOPOi HE06X04MMO MaKCMMA/ZIbHOE KONMYEeCTBO
pa3pbIiBOB:

MNepuueHTprYeckana UHBepPCHUS;

NHTepcTMUManbHaA aeneuyms;

NHcepuwus;

TepmuHanbHaAa geneuus;

TenomepHaa geneumsa.

AHK-30HA — 370!

NocnepoBatenbHoctn AHK, coctoAwan ns 20-25 HyKneoTMaos;

®parmenT JHK c dryopoxpomHo meTKon.

EAMHWYHbIE pacceAaHHble HYKNeoTUabl;

NocnenoBaTeNbHOCTb HYK€OTNA0B, KOTOPYIO Y3HAEeT PeCTPUKLMOHHAA SHAOHYKNea3a;
MocnepoBatenbHocTb AHK ANMHOM HECKONBKO MAIH. Nap HYKNEoTUAOB;

BHOBb BO3HMKLUAA HEUTPA/IbHAA MyTaLMA UMeEET BbICOKYHO BEPOATHOCTb 6biTb
YyTpauyeHHOM B NOoCNeAyIoWMUX NOKONAEHUAX, YTO, BO3MOXKHO, 06yCN0BNEHO:



dpPeKToM poaoHaAYaIbHUKA;
[enctBnem otbopa;

YTpaToi B cuay CTaTUCTUYECKUX MPUYNH;
MN3meHeHMEM reHHbIX 4acToT;

Opendom reHos.

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

MmeeT NOBbIWEHHYHO 3KCNPeccuto;

He skcnpeccupyeTcs;

Toxe aKkcnpeccupyeTcs;

Ero akcnpeccusa HECKOJIbKO CHUMKEHA;

XapaKTepunsyeTca OTCPOYEHHOM IKCNPEeCCHEN.

Knactep MMNpUHTUPOBAHHbIX FEHOB B HOpMe:

He akcnpeccupyerTcs;

[MnepaKkcnpeccupyeTcs;

dKcnpeccmpyeTca c 0benx Xxpomocom;

AnddepeHumanbHO 3KCNPECCUPYETCA TONbKO C 04HON XPOMOCOMbI;
XapaKkTepu3yeTca OTCPOYEHHOM IKCNpeccuen.

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.
Tun ocHoBaHwuii: A. MypuHbl; b. MnpumuguHbl. Ha3BaHue ocHoBaHUM: 1. AaeHuH; 2.
TumuH; 3. N'yaHuH; 4. LiIMTO3MH.

Al,2; 63,4

A2,3;61,4

Al,3; 62,4

B 6paKe COCTOAT MyXXUYMHA U XKEHLLMHA C aXOHAPONIACTUYECKOI Kap/IMKOBOCTbIO.
Ffomo3uroTHble 3M6pPUOHbI N0 AaHHOMY 3a60/1€BaHUIO /1IeTa/ibHbI. Y My»Ka ecTb
340pOBbIN BpaT U cecTpa ¢ Tem e 3aboneBaHnem. Ux otey, 6oneH, a maTb 3g0poBa. Y
»KeHbl 06a poaHbIX 6paTa u cecTpa 340p0BbI, Kak U UX poautTenu. BepoatHocTb
poxaeHua 6onbHoro pebeHKa B 6paKe gByX NnOpa*KeHHbIX poauUTeNen COCTaBNAET:
100%;

66%;

50%;

75%;

Okono 0%.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU No3nuMaMU. [INA KaXKao0ro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
3aboneBaHus: A. NMporpeccupyrow,aa mbiwevyHasa guctpodus; b. Pakomaros. OcHOBHOMU



NpUHUMN neyeHus: 1. dTuonorndeckum; 2. NaroreHetnueckui; 3. 3amecTuTenbHblid; 4.
CumnTomaTnuecKkuis; 5. He nogaarorca neyeHuio.

A3; b1

A2; b5

A4; b4

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU NO3UumMAMU. lna Kaxaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AKH pas, 60nee oaHOro pasa uam He BbibpaH BoBce.
HacneactBeHHble 60ne3Hu: A. bonesHb MNowe; b. bonesHb HUmaHa-Muka Tun A/B; B.
BonesHb Tea-CaKca. B HepBHbIX KneTKax Hakanausaertca: 1. ChuHromuenuH; 2.
FaHramnosmng GM1; 3. laHramosmng GM2; 4. MaHH030-6-pocar; 5. FnoKkouepebposung.
Al; b5; B4

A2; b4; B1

A5, b1, B3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaBNeHHbIMU NO3ULMAMU. [na KaxK[oro
NPOHYMEPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH o4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
MpuunHa 3ab6onesaHus: A. NaToreHHbIN BAPUAHT B MUTOXOHAPUaNbHOM reHome; b.
MaTtoreHHbI BapuaHT B AaepHOM reHome; B. O6pa3oBaHue NnaToreHHbIX KOHFI0OMepaToB
6enka. 3abonesaHue : 1. Cungpom MELAS; 2. ATpodua 3putenbHoro Hepsa Jlebepa; 3.
CuHppom PeknuHrxayseHa; 4. CuHgpom AHrenbmaHa ; 5. PeHunKeTtoHypusa

Al,2;B63,4,5

Al,2; B4,5; B3

Al,5;61,3,4;B2,4

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTtaB/eHHbIMU No3uumamu. lna Kaxaoro
NPOHYMEepPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOKeT 6bITb BbiI6paH 0AUH pa3, 60n1ee ogHOro pa3a uau He BbibpaH BoBce.
Tunbl neyenusn: A. Cumntomatnyeckoe; b. NatoreHeTnyeckoe; B. 3Tnonormnyeckoe.
NeyeHune: 1. lopmoHanbHoe nevyeHue npu cuHapome TepHepa; 2. Xupypruyeckoe
NledyeHume paclenuHbl rybbl n Heba; 3. lneToTepanuma NpmM HENepPEeHOCUMOCTU NaKTO3bl; 4.
3amecTuTenbHaA Tepanua Npu caxapHom guaberte

Al,2;63,4

A2,4;B1,3

A3;b62;B1,4

Cunrtes HoBoi uenu AHK Ha anpgupyloweit HUTU B NpoLecce peninkauum
ocyuiecTBnseTca:

AnckpeTHo;

HenpepbiBHO;

OTCcpoyeHo;

C nomoubto pparmeHToB OKacaky;

YCKOpEeHHO.



Tpunner - 310!

Tp¥ aMUHOKKUCIOTbI B NOIMNENTUAHOMN LLenu;

Tpn pagom pacnonoxeHHble HyKkneotnaa AHK, koanpyouwme ogHy aMMHOKUCAOTY;
KanupoBaHue 5'-koHua mPHK;

Tpn ageHUHOBbIX HYKNeoTUAa B NOIN—A—XBOCTE;

AHOManNbHaA TpexHuTesaa CTpykTypa AHK.

O6pa3oBaHMeE KXMMEPHDbIX» reHOB YacTO NPUBOAMUT K:
AKTMBaLKMK Cynpeccopos;

AKTMBaALUMN OHKOTEeHOB;

O6pa3oBaHME XMMEPHbIX FTEHOB HE BO3MOXHO;
HacnencreBeHHbIM MOHOTEHHbIM 3ab601€BaHNAM;
Annenbcneundunyeckomn skcnpeccum.

CTpYKTypbl, coeaAuHAIOLWME CECTPUHCKME XPOMATUADbI U coaeprKalyme cneundpuyeckyro
nocnepoBartenbHoctb AHK, Heob6xoaumylo ana cerperaymm Xpomocom, Ha3biBalOTCA:
Huntn BepeTeHa;

LleHTpomepbl;

KnHetoxopbl;

Catennutsl;

Xpomomepbl.

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU No3uumamu. lna kaxaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. BYKBEeHHbI
KOMMOHEHT MOKeT 6bITb BbiI6paH 0AKH pa3, 60n1ee ogHOro pa3a uau He BbibpaH BoBce.
Kputepumn oueHKU BApMHTOB HYKNE€OTUAHOM nocneaoBartenbHocTh: A. Kputepum
naToreHHOCTU BapuHTa; b. Kputepun obpoKauectBeHHOCTM BapuHTa . Kputepwmii:
1.BapuaHT de novo; 2. MonynsayMoHHanA YacToTa Bbiwe 3%; 3. BapMaHT Haxogutca B
TPaHC NON0}KEeHUU C paHee onNUCcaHHbIM; 4. He cerperupyert c 3aboneBaHmnem B cembe; 5.
®PYHKLUMOHANbHbIA aHAaNNU3 HE NPOBOAUACA.

Al,3;b62,4

Al,3; 64,5

A2,3,4; 64,5

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3ULMAMU. [lNa KaxK[oro
NPOHYMEpPOBaHHOIO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIbpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
Tun HacnhepoBaHuA: A. AYyTOCOMHO-PELLeCCOBHbIN TUMN; b. AyTOCOMHO-A40MMWHAHTHbI TUN;
B. X-cuenneHHbii Tun; I. MutoxoHapuanbHbin; A. TUNn Hachep0BaHUA He YCTAHOB/IEH.
CuHppombl: 1. Paccena-Cunbsepa; 2. MukpoaHodptanbma JleHuya; 3. Aapckora; 4.
Onutua-dpuaca.

b4, B2,3, A1

A2,4;B3;T1

63;14; 41,2



YHuKanbHble nocnegosatenbHoctn [JHK cocraBnAaot 60abluylo 4acTb:
MuKpoOcaTenINTHbIX NOC/Ief0BaTENbHOCTEN;

Anbda-caTenINTHbIX NOCNe0BaTENIbHOCTEN;

BNOKOB HU3KOKOMUIMHbBIX MOBTOPOB;

CTPYKTYPHbIX FEHOB;

MNoAMHAPOMHbIX NOBTOPOB.

MnepmeTunmMposaHue UMTo3nHOB B CG-AUHYKIEOTUAAX PEryIATOPHbIX PAiAOHOB reHa
NPUBOAMUT K:

He BAMsEeT Ha aKTUBHOCTb reHa;

YCUNEHWNIO TPaHCKPUNLIMOHHOW aKTUBHOCTU reHa;

MoaaBAEHUIO TPAHCKPUNLUMOHHOM aKTUBHOCTM reHa;

YCUNEHWNIO TPaHCKPUNLMOHHOM aKTUBHOCTM reHOB COCeZIHEro I0KYCa;
He3HaunTenbHOMY CHUMKEHUIO TPAHCKPUMUMOHHOM aKTUBHOCTY.

®PaKyNbTaTUBHbIN reTepoOXpoOMaTUH XapaKTepusyertca:

MoBCceMeCcTHOM pacnNpPOCTPaHEHHOCTbIO MO BCEM XPOMOCOMAM;
[leKoHAEeHCUPOBAHHbIM COCTOAHMEM B MHTEpPda3e.

PaHHUM BpeMeHeM penanKkaunm B S—-neproae KNeToYHOro UUKAa;

BbICOKOM TPAHCKPUNUMOHHOM aKTUBHOCTbIO;

dopmmnpoBaHMem NnLLb Ha onpeaeneHHbIX CTaaMAX }KU3HM OpraHnu3ma B npeaenax
TONbKO OZAHOM M3 Napbl FOMOIOTMYHbIX XPOMOCOM;

Hanbonee usyuyeHHou anureHeTnueckoim mogudukaumen apnaerca:
docpopnnmpoBaHue rMCTOHOB;

CTPYKTYPHbIe N3MEHEHMA OTL,OBCKOM MAN MAaTEPUHCKON XPOMOCOM;

Cneunduryeckoe metTuanpoBaHme umto3mHos B CG-aAnHyKneoTnaax;

AUEeTMNNNPOBaHUE TMCTOHOB;

OAHOHYKNEOTUAHbIN NONMOPPU3M POAUTENBCKUX XPOMOCOM.

OnTumanbHbIN pasmep nonynauum ana GyHKLUOHUPOBAHMA MeAUNKO- FTeHeTUYEeCKOoMn
KOHCY/1bTalUMM COCTaBNAET:

1-1,5 mnH.;

2-3 MNH.;

3-4 MNH.;

5-6 MAH.;

bonee 10 mnH.

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUUAMU. lna KaXAaoro
NPOHYMEPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBcCe.
Cungpom: A. Cungpom KnaitHdenbrepa; b. CuHapom TepHepa. HapyweHune nonosoro
passutua: 1. Hepopassutue MonoUYHDbIX Kenes; 2. AHOMasibHOe pa3BUTUE MATKU U
Bnaranmuwa; 3. AMYHMKKM He onpepenaloTca; 4. AMeHopes.



61,2,3,4
A2,3; 61,4
Al,3,4; b2

benoKk-KoaAMpYHOLLUA FeH — 3TO:

NMoBTOpAowWwaaca nocnegosatenbHocTb AHK;

®dparmeHT noaMNenTUAHOM Lenw;

Yyactok HK, kognpyowmn nonmnenTMAHYH Lenb;

Anbda-caTtennntHaa nocnegosatenbHocTb AHK;

MocnenoBaTeNbHOCTb, PACNONOMKEHHAA A0 CTAPTOBOM TOUKM TPAHCKPUNLUN.

Mo ayToCOMHO-AO0OMMHAHTHOMY TUNY HacneayeTca:
deHnnKeToHypuu;

CnHapoma MapdaHa;

ANnKanToHypuu;

bone3sHn HumaHa—-Iunka;

[anakTo3emuu.

B He6onbLIOK NONYAALUM C BbICOKOM YAaCTOTOM ayTOCOMHO-PELLeCCUBHOTO aZibbuHU3Ma
60nbHaA }KeHWMHa BCTynaeT B 6paK co 340p0BbIM MYXXUYUHOMK, POAUTENN KOTOPOTO
TaK)Ke 340p0Bbl, a AeA, No OTLOBCKOM IMHMM 6bin anbbuHOCcOM. PUCK poXXaeHUn
6onbHOro pebeHka B aTom 6pake cocrtaBnsaer:

10%;

Bce netn 6yayTt 601bHbI;

25%;

50%;

Bce aetn 6yayT 340p0BbI.

Y 340p0OBbIX poauTenei, He COCTOALLUX B KPOBHOM pPOACTBE, POAUACA CbiH C
axoHgponnasueil. B poaocnoBHoM gpyrux cnyyaes 3a60n1eBaHMA He BbIAB/EHO.
BepoATHOCTb NOBTOPHOTO POXAeHMA 6oabHOro pebeHka B 4aHHOM 6paKe cocTaBAasAeT:
25%;

50%.

10%;

O6wenonynAUMOHHbIN PUCK;

PaccrosHue mexay reHamu gna pusnueckom KapTbl onpeaenserca no:
KonnyectBy Apyrux reHoB MeXay HUMu;

YacToTe KpoccuHroBepa mexay HUmu;

KonmyecTBy HYKN€OTUAHbIX Nap MeXay HUMK;

KonmyecTsy XpOMOCOMHbIX 63HA0B MeX Ay UX IOKYyCamu;

Konnyectsy NOBTOPSAOWMXCA eANHUL,.

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3nuMaMU. [INA KaxKao0ro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN



KOMMNOHEHT MOXeT 6bITb BbiIbpaH 0AKH pa3, 60nee ogHOro pasa unm He BblbpaH BoBce.
HacneactBeHHble 60ne3Hu: A. bonesHb MNowe; b. bonesHb HUMmaHa-Muka Tun A/B; B.
BonesHb Tea-CaKkca. B HepBHbIX KneTKax Hakanausaertca: 1. ChuHromuenuH; 2.
FaHramnosmng GM2; 3. NaHramosng GM1; 4. MaHH030-6-pocar; 5. FnoKkouepebposung.
A5; b1; B3

A2; b3; B4

Al; b4; B5

Mo ayToCOMHO-A0OMMHAHTHOMY TUNY HacNeAyeTCA:
Helpodpubpomaros;

femodpununa A;

deHnnKeToHYpUS;

Mwvonatua JioweHHa;

LnsodppeHmns.

Ecnau B AHK amuHOKUCAOTa neAumH KogupyeTca Tpunaetom LAA, To
KomnaemeHTapHbiMm KogoHom mPHK 6yaer:

LT

ALLL;

ryy;

YVYA;

YAL.

Mpu HacnepcTBEHHOM paKe ONyXo/ib BO3HMKAET Yy Pa3HbIX Y41EHOB CEMbM B pe3y/bTaTte:
FepMUHANBbHOMN MyTaLWUKN B TEHE;

ComaTHyeCcKon MyTaLum B reHe;

HakonneHuA B KNeTKe NOBPEKAEHUN B Pa3/INYHbIX FEHAX, PErY/INPYHOLWMNX KNETOYHbIN
LUMKA;

AnnenbHoOM geneunmn NOKyca;

[MnepaKkcnpeccuun reHa.

FeHom yenoBeka 3T10:

HacneactBeHHbIM annapaT KNeTKKU, coaeprkalmnin Becb 06bem nMHpopmauymu,
HeobxoAuMoOM AnA Pa3BUTUA OPraHM3Ma;

BenkoBbIli annapaT KNeTKU, CoAep KalMn COBOKYNHOCTb BCEX MOJIEKY/1 CTPYKTYPHbIX
6enKkoB N pepMeHTOB;

JHepreTMYeCcKUii annapaT KNeTKK;

COBOKYMHOCTb BCEX IKCNPECCUPYIOLLUXCA MOSIEKYN B KNETKE;

COBOKYMHOCTb BCEX METUIMPOBAHHbIX NOCNEA0BaTE/IbHOCTEN B K/IETKE.

YnbTpadpuonetosblie Ny4yn MOryT Bbi3biBaTb:
[eHHble myTauuu;

XpomocomHble abeppauymu;

[eHOMHble myTaumm;

[eHHble U TeHOMHble MyTaLuu;



[eHOMHble K XPOMOCOMHbIE MYTaLUN.

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTtaB/eHHbIMU No3uumamMmu. lna Kaxaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa Bblbepute 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOKeT 6biTb BbiI6paH 0AUH pa3, 60n1ee ogHOro pa3sa uau He BbibpaH BoBce.
3aboneBaHusa: A. Cunagpom KnanHdenotepa; 6. Cungpom MNartay; B. Cungpom daBappaca;
. Cunppom TepHepa; A. CuHapom [layHa. XpomocomHble HapyweHusa: 1. Tpucomus 21;
2. Tpucomusa 13; 3. Tpucomusa 18; 4. MoHocomuma X.

Al;b64;13; 42

A3;B2;I1; A4

62;B3;14; A1

CtaguAa KNeToyHoro geneHus Hambonee yaobHaa gnAa nsyyeHMs XpomMoCoOM:
NHTepdasa;

Mpodasa;

MeTadasa;

AHada3za;

Tenodasa.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMU No3uumamun. Ana KaxKaoro
NPOHYMEPOBAHHOrO 31eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. BYKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AuH pa3, 60nee oaHOro pasa unam He BblibpaH BoBce.
Tun HacnepoBaHuA: A. AYyTOCOMHO-peueccuBHbIv TuN; b. AYyTOCOMHO-A0MMWHAHTHbIN TUN.
3aboneBaHue: 1. BpoxxageHHble NOPOKU cepaua; 2. Muoguctpodusa [iioweHHa; 3.
MunopocTteHos; 4. PeHunketoHypusa. 5. Heipopubpamoros.

A3; b1

A4, b5

A2; b4

MepBUYHOE HEpPACXOXKAEHME XPOMOCOM — 3TO:

HepacxorKaeHne XpoMOCOM B NepBOM Ae/ieHUN ApobieHns 3UroThl;

HepacxorKaeHrMe XpoMOCOM BO BTOPOM MENOTUYECKOM AENEHUU;

HepacxoXKgeHne XpoMoCcoM B NepPBOM AeeHUN Meno3a;

HepacxorKaeHMe XpoOMOCOM B MEM03€e Y KapUOJIOTMYECKM HOPMaJIbHOTO MHANBUAYYMA;
OAHOKpaTHOE HEPACXOXKAEHME XPOMOCOM B Meno3e (B 1-M, U1 BO 2-M MENOTUYECKOM
neneHnn).

Mpu KynbTMBUPOBaAHUM B NnpucytcTtBun A aenartca KNeTkmu Kposu:
MoHOoUUTbI;

NumoounTsl;

dpUTPOLMTI;

Hentpodunesi;

MbiWweyHble KNeTKW.

Aoub 60nbHOro remopunmneit UMeeT AByX 340POBbIX CbIHOBEM U O4HY 34,0POBYIO A,04b.



PuUck poxXaeHua 601bHOro cbiHa Y KOHCY/1bTUPYIOLL,ENCA COCTAaBAAET:
50%;

100%;

25%;

12.5%;

PUCK anA cbiHa OTCYTCTBYET.

BonbHOI anbbuHU3IMOM BCTynaeTt B 6paK co 340p0BOM XKeHLWUHON, bpaT KoTopoii
cTpagaet Toii XKe popmoi anbbuHU3Mma. PUck gna ux pebeHka cocraBnaer:

1/3;

Bce netn 6yayTt 601bHbI;

3/4;

2/3;

1/6.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumamun. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIX KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiIbpaH 0AUH pa3, 60nee ogHOro pasa unam He BbibpaH BoBce.
3abonesaHue: A. Femodpunusa; b. bonesHb PeknuHrayseHa; B. TmneptoHnuyecKkas
6onesHb. Tun HacneaoBaHua: 1. PeueccnBHbIN, CLENAeHHbIN ¢ X Xpomocomoi; 2.

D OMMUHAHTHDBIN, cuenieHHbI ¢ X Xpomocomoid; 3. AYyTOCOMHO-pPeLEecCUBHbIN; 4.
AYyTOCOMHO-40MMUHAHTHbIN. 5. MUTOXOHAPUANbHDIN .

Al, B4.

A3; b5; B4

A4; b1; B3

Mpu onpeaeneHnm 3urotHoctn 6aM3HeL,0B Hanbonee ToueH:
AHanus BbICOKO BapuabenbHbix mapkepos AHK;
MoAncMmnToMaTUYECKUN METOL;

AHanun3 rpynn KpoBw;

AHanus gepmatornmounKu;

TecT no nepecaake KOXMW.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3UuMaMU. Ana Kaxkaoro
NPOHYMEpPOBaHHOrO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIOpaH oa4MH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
Tunbl neyenusn: A. Cumntomatmnueckoe; b. NatoreHeTnyeckoe; B. 3Tnonormnyeckoe.
NeyeHune: 1. lopmoHanbHoe neyeHue npu cuHapome TepHepa; 2. Xupypruyeckoe
Nle4yeHune paclienuHbl ryébol n Heba; 3. luetoTepanua npu HeNnepeHOCMMOCTU N1aKTO3bl; 4.
3amecTuTenbHaA Tepanua Npu caxapHom guaberte.

A2,3;b61,4;B1,3,4

Al,2; 63,4

A3,4;B1,3

Al; B3,4



PenanumnpoBaHHble XPOMOCOMbI MPUKPENNAIOTCA K MUTOTUYECKOMY BepeTeHy
nocpeacTBOM CTPYKTYp, KOTOpble Ha3blBalOTCA:

KnHetoxopbl.

Tenomepesl;

CnNyTHUKYK;

LleHTpomepbl;

CNyTHWYHbIE HUTW;

B cembe, rae y oTua BTopasn, pe3yc—noI0XK1Te/ibHaA rpynna Kposwu, a y MaTepu TpeTbs,
pe3yc-nonoxKutenbHas, poaunca pebeHoK ¢ NepBoii pe3yc—oTpuL,aTeIbHOM rpynnou
KpoBu. BepoATHOCTb TOro, UTo Yy cnegylowero pebeHka 6yget uersepran pesyc—
NONIOXUTeNbHaA rpynna KpoBu, COCTaBAAET:

3/16;

4/9;

1/9;

1/16;

1/11.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM NO3UuMaMU. A KaxKaoro
NPOHYMEPOBAaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIA KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIbpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
3aboneBaHue: A. CuHpoma Bunbamca; b. Cunpoma Ou-Oxopaxu; B. CuHpoma Cmura-
MareHuca; . Cungpom Mpagepa-Bunnun. feneuymnsa: 1. 22q11; 2. 17p11.2; 3. 7q11.2; 4.
15q11; 5. 11p15.

A3; b1;B2;I4

A2; b4; B5; 1

A4; B3;B2; 5

Mpo6aHa (60n1bHaA MO3XKEUKOBOM aTaKCHel }KeHLWuHa) umeeT 4BYX 340p0BbIX 6paTbes,
oaHoro 6onbHoro 6pata u Asyx 300poBbix cectep. OTey, Npob6aHAa U ero poACTBEHHUKHU
340pO0BbI, MaTb 60abHa. [leaylwKa N0 maTepUHCKOU AnHUK 6oneH, a 6abywiKka 3goposa.
BepoATHOCTb poXKaeHua 60nbHbIX geTeit y npobaHaa, ecnv oHa BbIAET 3aMyK 3a
34,0POBOro MyXUMHY, COCTaBAAET:

50%;

Okono 0%;

25%;

75%;

100%.

eHwmHa umeet aBYX CbiIHOBEW, 60NIbHBIX MbilieyHOU guctpodpuen [loweHHa n
3A40pOBYIO A04b. PUCK poXKAaeHus ewe oaHOro 601bHOro cbiHa COCTaBAAET:
100%;

50%;

25%;

12,5%;



Bce manbunKu 6yayT 340pO0OBbI.

B reHeTUUYECKYIO0 KOHCY/IbTaLMIO 06paTunach KeHuuHa, otel, Kotopon 6oneH
remodpunueii A. Onpeaenntb pUCK Hacnefo0BaHUA remopuaum ansa ee AeTen:
Bce manbumkm byayT 340p0BbI;

B cpeagHem, NoN0BMHA MasIbiMKOB B6yayT 60NbHbIMY;

Bce manbumkm 6yayT 60bHbI;

Bce neBoukn 6yayT 601bHbI;

Bce netn 6yayTt 340p0BbI.

Mpyn KOHCYNbTaLUMM XKEHLWMHbI C NONINAAKTUIMEN BbIIBEHO, YTO €e MaTb 340pP0Ba, a 'y
oTua umeetca nonampgakTuaua. Co CTOpoHbl maTepu BCe poaCTBEHHUKU 300PO0BbI, a NO
NIMHMKM oTUA Yy 6abyLIKKM noAanpaKTMAUA, AeAyLWKa U BCe ero poacTBEHHUKU 340pPOBbI.
BepoATHOCTb pOXKAEHUA AeTel C NONUAAKTUINEN Y XKEHLLMHbI B 6paKe co 340p0BbiM
MY>XUYMHOM COCTaBAAET:

10%.

100%;

50%;

25%;

HapylweHue paBHOBecUA MeXay CTUMYIMPYIOLWUM O,eACTBUEM OHKOTeHOB U
610KUpyOLWMUM AeiiCTBUEM reHOB-CYNPEecCopPOB Ha KNETOUHbDIM LMK MOXKET NPUBECTU K:
MHaKTUBaLMKU FEHOB, PACNOJIOKEHHbIX B UMMPUHTUPOBAHHbIX PalioOHaXx;

XpPOMOCMHbIM NepPecTpoiKam;

Pa3BUTUIO ONYXONK;

MosBNEHUIO MyTaLUK B TEHE;

CHUMKEHUIO TeHHOW 3KCNpPeccum.

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACcTaB/eHHbIMU NO3NLMAMU. [inAa KaxKaoro
NPOHYMEpPOBaHHOr0 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
Onpepenexue: A. OTpaKatoLime pacCTOAHUA MeXXAay reHamu U 1oKkycamu; b.
NMo3sonawowme NOKaNNU30BaTb reH Ha XPOMOCOME UIN B ee N0Kyce; B. Umetlowme
Haubonblwee paspeweHue. Tun KapTol: 1. HykneotugHole; 2. leHeTUyecKue; 3.
dusnueckue; 4. XpomocomHble; 5. PeCTpuKLUMOHHDbIe.

A5; b1; B4

A2, b4, B3

A3; 62; B5

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/NIeHHbIMU NO3ULMAMU. [Na KaxK[oro
NPOHYMEPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBcCe.
3a0poBbiii yenosek: A. MyKuunHa; b. eHwmnHa. XpomocomHbii Habop: 1. Be
Xxpomocombl X; 2. [1Be xpomocombl X U ase xpomocombl Y; 3. [lBe xpomocombl Y; 4.
OpHa xpomocoma X u ogHa xpomocoma Y; 5. Tpu xpomocombl X.



A4; b1
A2; b3
A5; b4

Ol'paHM‘-IEHMe NaHMUKCHUU B nonyaauun npnsBoaunT K:
YCTaHOBAEHMIO NOCTOAHCTBA YacToT anneneﬁ;
CHUXKeHuto 40/ JOMNHAHTHbLIX TOMO3UTOT;
CHUXeHnto gonun reTeposunroT,

CHUXKeHuto 401 peueCCMBHbIX TOMO3UTOT,
YCTaHOBAEHUIO MNOCTOAHCTBA YaCTOT rEHOTUNOB.

BTropuMuyHOEe HepacxoXaeHue XpoOMOCOM — 3TO:

[lBa cnepyowmnx Apyr 3a APYroM HEPACXOXKAEHMA XPOMOCOM, CHayaa - B NepBOM, a
3aTeM — BO BTOPOM Ae/NIEHUM Me03a;

HepacxoxaeHne XxpoOMOCOM BO BTOPOM AefieHUM Apob1eHUsA 3UroThl;

HepacxoxaeHne XxpoOMOCOM BO BTOPOM Ae/IEHUM MENO3a;

HepacxoxaeHne XxpOMOCOM B Me03€e B MONOBbIX KNETKAaX UHAMBUAYYMA, YIKE MMEIOLLLErO
XPOMOCOMHYO NaTONOIUI0;

HepacxoxkaeHne xpomocom B meio3e y Hocutensa pobepTCoOHOBCKOM TpaHCAOKaUUm
(KoTopan BO3HUKAET NPU LEHTPUYECKOM CAUAHUM ABYX XPOMOCOM).

Mpu HachepcTBEHHOM paKe ONyX0J/lb BO3HUKAET Y Pa3HbIX Y1€HOB CeMbM B pe3y/ibTaTe:
A. TepMUHANbHOM MyTaLUMK B TEHE;

B. ComaTnyeckom myTtauum B reHe;

B. HakonneHusa B KNeTKe NOBPEeXAEHUN B PA3/INYHbBIX reHaX, PEryaUpYHOLWNX KNETOYHbIN
LUKA;

. AnnenbHoOW geneummn NoKyca;

[. T'mnepakcnpeccuun reHa.

frbpugusaums in situ c 1oKyc cneymnpuueckumm npobamm nossonser:

b. Monyuntb HPoOpMaLMIOo O NepecTponKax nccaeayemoro noKyca y 601bHOro;
A. N3yunTb KapmoTtnun 601bHOrO;

B. Monyuntb nHpopmaumto 0 MyTaumax B reHe;

. Onpegenntb MNAP®D;

. Onpenenntb HYKNEOTUAHbIN COCTaB NCCNeAyeMOro I0Kyca.

Peannsauua HacheacTBeHHOM MHPOPMaALMUU B KNEeTKe 3YKapuoT NPOUCXOAMUT B
HanpasB/aeHUu:

6. PHK - OHK = 6enok;

. benok - PHK - OHK;

A. benok - AIHK - PHK;

B. AHK = PHK — 6enok;

A. PHK— 6enok - OHK



KnoHnuposaHue AHK npeanonaraert:

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

B. NUP;

. BAOTUHT-r1Mbpuansayms;

A. Tnbpuamnsayms in situ.

BHOBb BO3HMKLUAA HEUTPAJIbHAA MyTaLMA UMEET BbICOKYIO BEPOATHOCTb 6biTb
yTpauyeHHOM B NOoC/eAyloWMX NOKONEHUAX, YTO, BO3MOXKHO, 06ycnoBa€eHO:

. 3ddeKkToM poaoHaYaIbHUKA;

A. lencteuem otbopa;

6. YTpaTon B cnay CTaTUCTUYECKUX NPUYNH;

B. U3ameHeHneMmM reHHbIX 4acToT;

A. Opendom reHos.

OCHOBHOM 0COH6EHHOCTbIO FEHETUUYECKOW CTPYKTYPbl U30NAITOB IBNAETCA:
b. YBennyeHmne nonm oOMMUHAHTHbIX FOMO3UTIOT;

. CHUXKeHune 0on peueccuBHbIX TOMO3UIOT;

A. YBenunyeHune Jonuv reteposuror;

B. YBennueHune nonu peL,ecCMBHbIX FTOMO3UrOT;

[. NpnmepHO 0gMHAKOBOE COOTHOLWEHME TOMO- U reTepOoO3Uror.

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

A. Mpoda3sa;

b. MeTtadasa;

B. AHada3sa;

. Tenodasa.

Hykneotmng coctout us:

AMUHOKNCNOTbI M @a30TUCTOTO OCHOBAHMUSA;
Caxapa u docdaTa;

docdaTta n a30TUCTOro OCHOBAHMUS;
Caxapa, ¢ochaTa 1 a30TUCTOrO OCHOBAHMUA;
Caxapa 1 a30TUCTOro OCHOBAHMA.

Penaukauua AHK — 310 npouecc:

MNepepaum nupopmaumm ¢ PHK Ha noamnenTuanyto uens;
YasoeHna monekynbl JHK;

YasoeHuna monekynbol PHK;

MNepegaum nupopmaymm ¢ AHK Ha PHK;

Bbipe3aHune MHTPOHOB.

Kakoit pepmeHT yuacTByeT B npouecce penimkauum:
Tenomepasa;



PHK-nonnmepasa;
AHK-nonnmepasa;
Hykneasa;
docpopunasa.

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
AVakuHese-meTadase 1-ro MEMOTUYECKOTO AENIEHUS;

PeuenTopbl CAOXKHOM CYyObEAUHUYHOM CTPYKTYPbI, KOTOpble POPMUPYIOTCA Ha
uMTONNa3MaTUYECKON membpaHe;

BenkoBas CTpyKTypa, BO3HMKAOWaA B Nnpodase NepBoro MemoTUYeCKOro geneHnsa mexay
ABYMA FOMOJIOTMYHbIMU XPOMOCOMaMU;

Komnnekc lonbaxu.

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

NccnepoBaHune Bzaumoaenctema AHK c 6benkamu;
NccnhepoBaHne naeHtTnomnKaumm 6enkos.

MN3BeCTHO, 4TO COOTHOLLUEHME Pe3yC—NONO0XKUTE/NIbHbIX U pe3yCc—oTpULLATENbHbIX AUL,
paBHO 84% u 16% (pe3yc-oTpuuatenbHasa NPUHAANEXKHOCTb HacneayeTca no
peueccMBHOMY TUNY). YacToTa peueccMBHOro aniens r- B Nonyaauum COCTaBaserT:
A. 60%;

B. 40%;

6. 50%;

. 25%;

. 10%.

UmnpuHT — 370!

. CTPYKTYpPHbIe U3MEHEHWSA OTLLOBCKOM UM MAaTEPUHCKOM XPOMOCOM;

A. MNoTeps XPOMOCOMHOIO MaTepmnana Ha OTLOBCKON UM MAaTEPUHCKOM XPOMOCOME;
b. Cneundunyeckas mapKMpoBKa poanTENbCKUX anneneu;

B. HykneotngHble 3ameHbl B JHK pogutenbckux annenen;

A. NAP® oTUOBCKOM MM MAaTEPUHCKOM XPOMOCOM.

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

A. MopaBneHuto TPaHCKPUNLNMOHHON aKTUBHOCTU reHa;

b. 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 CTUMYIMPYIOLLLMM AEeUCTBUEM OHKOreHOB U
610KMpyOWMM AeACTBMEM FeHOB-CYNPecCoOpPOB Ha KNETOUYHbIU LMK MOXKET NPUBECTU K:
b. Pazsutunio onyxonu;

A. XpOMOCMHbIM NepecTponKam;

B. [NoAaBneHUIO myTauuu B reHe;

. MHaKTMBaLUWM FEHOB, 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 HacneayeTcA:
. bone3aHun HumaHa—-l1uKa;

A. PeHUNKeTOHYpPUK;

b. CuHapoma MapdaHa;

B. AnkanTtoHypuu;

[. Flanakrtozemun.

Mo ayTocomHO-peueccMBHOMY TUNY HacneayeTca:
XoHapoauctpoduu;

deHnnKeToHYpUY;

Henpodunbpomatosa;

XopeA [eHTUHITOHA;

CuHppoma dnepca—[aHnoca.

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

B.1/2;

r.3/4;

b5.1/8;

A. OuyeHb HMU3KYI0 BENNYNHY (BN3KYIO K HYAIO);

. BennuunHy, 61n3skyo K 100%.

My}KUMHa, rOMO3UrOTHbIN MO reHy TaJ1acCCEMUM, XKEHWUICA HA HOCUTENIbHULLE TOTO XKe
NaToONI0rMYEcKoro reHa. BepoAaTHOCTb poXKaeHnA 300pOBbIX AeTen B 3TOm bpakKe
cocTaBaferT:

b. 25%;

B. 33%;



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

*eHwumHa, ctpapatowan pocparamaberom, obpatunacb B MeAUKO-TEHETUYECKYIO
KOHCY/NbTaLMIO NO NOBOAY NPOrHo3a NoTomcTea. My KOHCyAbTUpPYIOLLLeiiCcA 34,0PO0B.
Puck yHacnepoBatb pocpatamaber 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 (NOCea0BaTENBHOCTL MW CIeACTBUE);

A. CuHapoOm;

B. Accoymnauuio;

I «JedpeKT egnHOoro nonas pasBuTnA»;

A. Anspynuuto.

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

A. 3ab6oneBaHUN UMNPUHTUHTA;

6. MOHOreHHbIX CUHAPOMOB;

. MUTOXOHAPMANbHbIX 6OoNe3HeN;

[. HacnepactBeHHbIx 6bonesHen obmeHa.

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBleHHbIMU NO3UUMAMU. INA KaXA0ro
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 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBcCe.
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/eHHbIMU NO3UumuaAMU. lna Kaxaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOKeT 6bITb BbiI6paH 0AMH pa3, 601ee ogHOro pasa uau He BbibpaH BoBce.
Tunbl xpomocom: A. MeTaueHTpuueckue; 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 NO3UuUMAMU. lna KaXaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH o4MH pa3, 6onee ogHOro pasa uam He BbibpaH BoBcCe.
Mon uenoBeka: A. FleteporameTtHbii; 6. FTomorameTHbli. XapaKTepeH ana: 1. my»cKoro
nona; 2. }KeHCKOro Nosa; 3. My>XCKOro U YXeHCKoro nona; 4. nuy, c Kapuorunom 47, XXy;
5. any, c Kapuotunom 45, XO0.

Al; B2

A2; b1

Al,4; B2

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3MuMaMun. Ana Kaxkaoro
NPOHYMEPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0A4UH pa3, 60nee ogHOro pasa uam He BblibpaH BoBce.
Xpomocombl: A. X; B. Y. Tunbl xpomocom: 1. CybmeTaueHTPUK cpeaHero pasmepa; 2.
Manbiit meTaueHTpuK; 3. KpynHbiv akpoueHTpUK; 4. KpynHblii MeTaueHTpUK; 5.
CybmeTaueHTpPUK cpeaHero pasmepa.

A5; b1

Al, b5

A2; b4

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaB/IeHHbIMU NO3ULMAMU. [lna Kaxkaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04MH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
Tun HacnepoBaHuA: A. AYTOCOMHO-peLeccuBHbIv TMN; b. AYyTOCOMHO-A0MMUHAHTHbIW TUN;
B. X-cuenneHHbi Tun; . MynbtudgaktopmanbHbiif; AI. Tun HacheaoBaHuA He
ycTtaHoBneH. CuHgpombl: 1. Paccena-Cunbsepa; 2. MukpoaHodptanbma JleHua; 3.
Aapckora; 4. Onutya-dpuaca.

b4;B3; 41

b4, B2,3; A1

b1;B2,3; A4



FfeHOM yenosekKa 3T1o0:

A. benKoBbIM annapaT KNEeTKKU, COAEPMKALLUN COBOKYMHOCTb BCEX MOJIEKYN CTPYKTYPHbIX
6enkoB N pepMeHTOB;

b. HacnheactBeHHbIM annapaT KNeTKKU, coaeprkalmnin Becb 06vbem nHpopmauymu,
HeobxoAMMOM AnA Pa3BUTUA OPraHM3Ma;

B. SHepreTnyeckum annapart KNeTKu;

. COBOKYNHOCTb BCEX IKCMPECCUPYIOLLLUXCA MONEKYN B KNETKE;

1. COBOKYNHOCTb BCEX METU/IMPOBAHHbIX NOC/Ee40BaTENIbHOCTEMN B K/ETKE.

KapTbl, eguHuuen nusmepeHusa KOTopbiX ABAAETCA YaCTOTa peKoMOUHauuu:
B. ®nsunueckue;

. XpOMOCOMHbIE;

A. HykneotngHbole;

b. leHeTnyecKkue;

[. PecTpuKyMOHHbIe.

Mo>KHo rosoputb 06 onpeaenslowem 3Ha4yeHUn reHeTM4ecknx GakTopos B pa3sBUTUM
NpuU3HaKa Npu 3HauyeHnn KoddpPpuumeHTa HacneayemoCcTu, 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 FTOPHbIX CE/IEHUAX OAHOTO HAaLLMOHA/IbHOIO PperMoHa 4acToTbl
rpynn KPOBM Yy }KUTeNeN pe3Ko OTInYakTcA. 3To, N0-BUAUMOMY, BbI3BaHO:

b. Apendom reHos;

A. Pa3HbiMm ypoBHEM 0TOOPa;

B. Pa3HbIM ypOBHEM MYTAaLMOHHOIO NPOLLECCa;

. CHUKEeHMEeM ypOBHA reTepo3unroT;

. YpoBHem oTbopa.

BeKTopHaAa cucrtema — 3T0:

NMosTOpAOwWaaca nocnegosatenbHocTb AHK;

Cuctema 6aKTepmnA-xo3amH;

Cuctema Habopa yHUKanbHbIX nocnegoBaTenbHocten AHK;
Cuctema gna nepenayum reHeTUYECKOro matepmana BHYTPb KNETKU
NMonnnentTnaHaa nocnefoBaTeNIbHOCTb.

CTpYKTYypbl, cOeauHAIOLWME CECTPUHCKUE XPOMaTHADbI U coaepKalme cneumndpuruyecKkyio
nocneposartenbHocTb HK, Heobxoaumylo ana cerperauum XpoMoCcom, Ha3biBalOTCA:
b. KnHetoxopsl;

B. LleHTpomepbl;

A. Hutn BepeTeHa;

. Catennntsl;



[. Xpomomepbl.

leH, 0OTBeTCTBEHHbIW 32 MHAKTUBALMIO OAHOM U3 XPOMOCOM X }KEHCKOro ambpuoHa,
NOKaNnn3o0BaH:

B KopoTKOM naeve xpomocomsl 1;

B reHome MUTOXOHAPWUIA;

B 4/IMHHOM neye XpoMoCcombl X;

B KopoTKOM nnede xpomocomsl 15;

B oaHoOM 13 xpomocom rpynnbi G.

N3 84000 pgeten, poaAMBLLUUXCA B TeueHUe 5 neT B NaHMUKCHOM nonynauuu, y 210
0bHapy)KeH NaToNornyecKku peLeccuBHblii NpuU3HaK. Yacrora retepo3urot Aa B faHHOMU
nonynauum coctaBnneT:

B. 22,5%;

A. 95,5%;

. 9,5%;

b. 60,5%;

A. 2,5%.

OcCHOBHble XMMUYECKUe CBA3MU, yyacTByowme B opmMmuposBaHUM B3aMmogencremsa
meXxay Hykneotnaamu B uenu A1HK sto:

NonunenTtngHble;

JJOHOPHO-aKUenToOpHblE;

BopopogHbie;

dochoanaPpupHbie;

KoBasneHTHble.

FeHbl TP53 n RB1 oTHOCATCA K:

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

B. leHam «goMalLHero Xo3smcTea»;

. UMNPUHTUPOBAHHbIM FreHam;

. MUTOXOHAPWANBbHBIM reHaMm.

MpoueccuHr - ato:

CBs3blBaHWE penpeccopa ¢ benkom;

Co3peBaHune npe—PHK B agpe;

YasoeHune [JHK;

Accoumnaumsa 6onblwon n manok cybbveanHuy, pnbocomol;
CBs3blBaHWE TPAHCKPUMNLMOHHOTO PpaKkTopa C NPOMOTOPOM.

LeHTp perynauum MMNpUHTUHIA NpeacTasanet coboit:
B. AnddepeHunanbHO mMeTuanMpoBaHHbIM panoH HK;
A. CTPYKTYPHbIN reH;

6. MoOBTOPAOWWINCA 31IEMEHT;



. [eTepOXpOMaTUHOBbLIN PANOH;
. 9yXpOMaTMHOBbIN PaNOH.

Mo ayToCOMHO-A0MUHAHTHOMY TUNY HacneayeTca:
B. HempodubpomaTtos;

A.Temopunnmna A;

b. PeHnnketToHypus;

. Munonatuma [oweHHa;

A. WnsodppeHus.

YKasatb 3aboneBaHue, NPUUNHOI KOTOPOrO ABAAETCA XPOMOCOMHANA aHOMaNUA:
B. Cunapom TepHepa;

A. AnKanToHypwus;

b. Bupunusupytowaa runepnaasma Haano4YeYHUKOB;

. TMnoxpomHaa aHemMus;

[. PeHnnkeToHypuUA.

AHOManuIo pa3BUTUA, He TpebyloLLLyIO IedeHunsn, cneayeT onpeaenuTb, Kak:
b. Ancnnasuio;

[. ATpe3uio;

A. Manbdopmauuto;

B. Manyto aHomanuto pa3eutua (MMKponpusHak);

. TunepTtpoduto.

Hanbonee nHpopmaTuBHa B OTHOLUEHMUM HACTOTbl MaNbiX aHOMA/IMA Pa3BUTUA OAHA U3
nepeymncieHHbIX YacTei Tena:

b. Ctona;

B. Tynosuue;

A. KoXa;

I. Jinyo;

[. bplowHaA cTeHKa.

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

A. HeromonornyHoe KoHuUeBoe npucoegmHeHue;

B. NepekntoyeHne maTpuLbl B npoLecce penamkaynm;

. DKCNAHCUA TPUHYKNEOTUAHbBIX NOBTOPOB;

. ChnaHune tenomep.

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBIeHHbIMU NO3MuMaMU. A KaxKaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
3aboneBaHue: A. CuHpoma Bunbamca; 6. Cunpoma OAu-Oxopaxu; B. CuHpoma Cmura-
MareHuca; . Cungpom Mpapgepa-Bunnun. feneumnsn: 1. 22q11; 2. 17p11.2; 3. 7q11.2; 4.
15q11; 5. 11p15.



A2;B1;T5
Al;B63;B2;I4
A3;b61;B2; 114

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU NO3UumuaAMU. lna Kaxaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOKeT 6biTb BbiI6paH 0AKH pa3, 60n1ee ogHOro pa3a 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 NpeAcTaBNeHHbIMU No3uumamun. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIX KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0A4UH 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 nocneaylouiee coeguHeHue
aToro ¢pparmeHTa, Ho c nosopoTtom Ha 180 rpaaycos. AABneHue: 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 NEPEKPbIBAOWMUIACA, BbIPOKAEHHbIN;

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

[. BblpoXXAEHHbIN, TPUNNETHbIN, NePeKpPbiBaOLWMNIACS.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3UuMaMU. Ana Kaxkaoro
NPOHYMEpPOBaHHOIO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIOpaH oa4MH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
Tunbl nedyenusn: A. Cumntomatnueckoe; b. NatoreHeTnyeckoe; B. 3Tnonormnyeckoe.
NeyeHune: 1. lopmoHanbHoe nevyeHue npu cuHapome TepHepa; 2. Xupypruyeckoe
Nle4yeHune paclienuHbl ryébol n Heba; 3. luetoTepanua npu HeNnepeHOCMMOCTU N1aKTO3bl; 4.
3amecTuTenbHaA Tepanua Npu caxapHom guaberte.

A2,3; 62,4

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 BbibpaH BoBce.
Kputepumn oueHKM BaApMHTOB 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 aHAaNNU3 He NPOBOAUICA.

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 KONuii BEKTOpaA, KOTOPOE NOJIYY4MTCA NPU MHKYBaLMKM BEKTOpa B TeyeHue 1
Yyaca;

A. CymmapHbIN pasmep nocnenoBaTeNlbHOCTM BEKTOPA U KNOHUpYyeMoro ¢pparmeHTa;

[. Hanbonbwmnin pasmep KNoOHNMpyemoro ¢pparmeHTa, C KOTOpPbIM BEKTOpP byaeT
Pa3sMHOMKaTbCA.

. HaumeHblmnit paamep pparmeHTa, C KOTOPbIM BEKTOP ByaeT pa3sMHOXKaTbCA;

Cpeau nepecTpoek yKaXKute Ty, 418 KOTOPOi He06X04MMO MaKCMMaA/ZIbHOE KONNYEeCTBO
pa3pbiBOB:

MNepuueHTpUYeckana HBEpPCHUS;

NHTepcTMUManbHaA aeneyms;

NUHcepums;

TepmunHanbHaa geneuus;

TenomepHasa geneuma.

Pa3smep reHoma 4yenoBeKka 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 XuMmuyecKux coeguHeHWit:
Caxapa (pn60o3bl), pochaTHbIX rPYNM 1 a30TUCTbIX OCHOBAHWUI;
AMNHOKNCNOT;



Caxapa (ae3okcmpunb0o3bl), pochaTHbIX FPYNN U a30TUCTbIX OCHOBAHWUI;
AMUHOKNCNOT, docdaTHbIX rPYMNn U a30TUCTOrO OCHOBAHMUS;
Caxapa (pnb603bl), aMUHOKUCNOT.

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

dochaTom 1 caxapom;

Mapamu docdaTos;

Mapamu a30TUCTbIX OCHOBAHWUIA;

Caxapom 1 a30TUCTbIM OCHOBAHUEM.

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

[MpocTbie NOBTOPbI;

PacceAaHHble NOBTOPbI;

TaHaeMHble NOBTOPbI;

MannHgpomel;

YHUKaNbHble nocneoBaTeIbHOCTU.

B AHK BcTpeyaloTca KomniemeHTapHble napbi:
A-Un U-A;

T-I'v A-T;

A-Twul-L;

r-UwnA-L;

U-AwnT-T.

Tpunner - 310!

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

KanupoBaHue 5'-koHua mPHK;

Tpn ageHUHOBbIX HYKNeoTUaAa B N0NIN—A—XBOCTE;

AHOMaNbHaA TpexHuTesaa CTpykTypa AHK.

OnAa PYHKUMOHNPOBAHUA UMNPUHTUPOBAHHbIX PAUOHOB B HOPME XapaKTepHO:
BuannenbHan skcnpeccus;

Annenbcneundunyeckan skcnpeccums;

OTcyTCcTBME 3KCNpeccuu;

[MoBblWEHHAA aKcnpeccus;

CHMXeHune sKcnpeccun.

O6pa3oBaHMeE KXMMEPHbIX» reHOB YacTO NPUBOAMUT K:
b. AKTMBaUWNN OHKOreHOB;

A. AKTMBaLMM OHKOCYNpeccopos;

Ob6pa3oBaHME XMMEPHbIX TEHOB HE BO3MOKHO

. HacheactBeHHbIM MOHOTEHHbIM 3a60/1€BaHNAM;



[. AnnenbcneumdpuyecKkom skcnpeccun.

Yro TaKkoe reteponsasmua?

ObLee KONNMYECTBO MUTOXOHAPUN OTLA B KNeTKe pebeHKa
COBOKYMHOCTb BCEX MYTaLMN B COMATUUYECKMX KIETKAX

Hannume pasHbIX KTIOHOB MUTOXOHAPWIN B O4HOM KNeTKe UAn OpraHnusme
Obuiee KONMYECTBO MUTOXOHAPWI B KNETKe

OA4HOTUMHOCTb MUTOXOHAPWANbHON AHK

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

A. AYyTOCOMHO-peL,eCcCMBHbIN;

. MynbTudaKTOpUanbHbIn;

6. AyTOCOMHO-AOMUWHAHTHbIN;

[. HeHacneactBeHHOe 3aboneBaHue.

Y HOBOpOXAeHHOro Habalaaerca Taxkenoe obuwee cocroaHue: yrHeteHue LLHC,
MuUKpouedpanusa, Cyaoporu, }eaTtyxa, renatocnjieHomeranusa, remopparmieckuim
CUMHAPOM, NHeBMOHMA. MoBbiweH ypoBeHb UMMYHOrnobynnHa M. 3ToT Komnaekc
CMMNTOMOB XapaKTepeH ansa:

. BynnesHoro annaepmonnsa;

A. TOKcona1asamo3sHOM MHPeKLUN;

B. BpoXKAeHHOW uuTtomeranum;

6. Fepnetnyeckon nHpekumu;

. MOHOreHHOM NaTo/0TnMN.

Y }KeHLWMHbI BO BTOPOM TpumecTpe 6epemeHHOCTM oTMe4vanacb cybdpebpunbHasn
Temneparypa, Cbinb, PapUHIruT, WenHbIn NMmdpaaeHUT. Pe6eHOK poanaca c HU3KOM
maccoi Tena (2100 r), mukpouedanumein, KaTapaKkTon, rNyXoToi, BPOXKAEHHBIM MOPOKOM
cepAua, renatocnjieHomeranueii, pombouuToneHnYecKoim aHemmen. IToT KOMNAEKC
CMMMNTOMOB XapaKTepeH ann:

A. Tepnetnyeckon ambpuonatmu;

b. KpacHywHou deTonatuu;

B. Tokconnaamosa;

[. XpOMOCOMHOM naTonorum;

A. UntomeranosmpycHom nHbekuun.

Mpwu wnsoppeHnn KOHKOPAAHTHOCTb MOHO3UroTHbIX 61n3HeloB (MB) coctaBsnser 80%, a
AUN3UroTHbix 6aunsHeyos (AB) - 13%. 3To cBA3aHO C TeM, UTO AaHHOe 3aboneBaHue
obycnosneHo:

. AnureHeTn4eckMmmn PpakTopamu;

A. TeHeTnyecknmm paKkTopamu;

B. ®akTOpamu BHELLHEN cpeabl NpU onpeaeneHHOM reHeTUMYECKOM NPeapacno/ioXeHnu;
b. ®akTopamu BHelHEN cpeapl;

. HenonHon neHeTpaHTHOCTbIO ONpeseneHHOro rexHa.



Bo Bpema nnogHoro nepuoaa popmupyertca:
. AHopTanbmus;

A. HesapauieHue rybbi;

B. 3agHee He3apaweHue TBepaoro Heba;

b. CuHAQKTUANA;

. AHaHUedanms.

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

. Manbbopmauumtio;

A. Accoumnauyuto;

B. CekBeHLMIO (NOCNen0BaTENbHOCTb UM CNEACTBUE);

b. CnHgpom;

[. Anspynuyuio.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumMamMmun. Ana Kaxkaoro
NPOHYMEPOBAHHOrO 31eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04uH pas, 60nee ogHOro pasa unm He BblbpaH BoBce.
Tun ocHoBaHwmii: A. MypuHbl; b. MnpumuguHbl. HazBaHue 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 NpeAacTaB/leHHbIMU NO3UUMAMU. lNa KaXaoro
NPOHYMEepPOBaHHOr0 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
3aboneBaHua: A. CuHapom KnaHdpenotepa; b. Cungpom MNartay; B. CuHgpom daBappaca;
. Cunppom TepHepa; A. CuHapom [layHa. XpomocomHble HapyweHusa: 1. Tpucomus 21;
2. Tpucomusa 13; 3. Tpucomusa 18; 4. MoHocomuma X.

62;B3;11; 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.
MNepectpoiika y Hocutensa: A. CbanaHcupoBaHHaA peuMnpPoKHana TpaHcaoKaums; b.
PobepTcoHoBCKOM TpaHcnoKauuu. Konnuecreso ramer: 1. 6; 2. 4; 3. 8;4.2; 5. 1.

A5; b1

Al; b2

A2; b1



B nonynauumn 3a 8 net poaunocb 500 000 HOBOPOXKAEHHDbIX, CpeAn KOTOPbIX
o6HapykeHo 45 60nbHbIX ¢ peHnNKeToOHYypUueid. HacToTa reteposnroTHbIX HocuTenemu
cocraBnser:

. 1,9%.

A. 10%;

b. 5%;

B. 4%;

. 2,5%;

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3ULMAMU. [INA KaXKA0ro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIX KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
Kputepumn oueHKu BapMaHTOB HYKNE€OTUAHOM nocneaoBartenibHoCcTU: A. Kputepumn
naToreHHoOCTU BapuaHTa; b. Kputepuit aobpokauectBeHHOCTM BapuaHTa . Kputepuii:
1.BapuaHT de novo; 2. MonynsauMoHHanA YacToTa Bbiwe 3%; 3. BapMaHT Haxoautca B
TPaHC NONI0}KEHUU C paHee oNUCcaHHbIM; 4. He cerperupyert c 3aboneBaHmnem B cembe; 5.
®PYHKUMOHANbHbIA aHANN3 HE NPOBOAUICA.

Al,3; 62,4

A1l,3; b4,5

A2,3,4; b4,5

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

A. l3meHeHune Yncia XpoMmoCcom;

B. C6banaHcMpoOBaHHbIe TPAHC/IOKaLUuK;

. feHOMHble myTauum;

. TepaToreHHble BO34eNCTBUA.

NocTtpoeHue pusnyeckom KapTbl 3T0:

B. lNocTpoeHue nepeKpbiBatoOLLEroca KOHTUra KJIOHOB;

A. U3mepeHune gamHbl XPOMOCOMbI NO4 MUKPOCKOMNOM;

b. OnpepeneHne Bcex reHOB UCCeAyeEMOTrO NOKYCa;

. NMomeweHne nocnegosatenbHocTn JHK B BEKTOP 419 pa3MHOXKeHUA;
[. U3mepeHune 4acToTbl KPOCCUHIOBEPA MEXAY reHamu.

M3 84000 pgeten, poaMBLLUUXCA B TeueHUe 5 neT B NaHMUKCHOM nonynauuu, y 210
0b6bHapy}KXeH NaToNornyecKku peLeccuBHblii NpU3HaK. Yactota HOpmanbHOro annensa A B
OAHHOI NnoNynALMKN COCTaBNAET:

b. 85%;

A. 95%;

B. 50%;

. 9,5%;

. 5%.

Monekyna OHK npegcrasnser coboit:



CoeanHeHne 6eH301bHbIX KoJel,;
OAaHOUENnoYeYHYIO MOIEKYNY;
[ByXxuenoyeyHyo MONEKyny;
TPUNNCTHUK;

MNonnnenTua,

Mo>KHO 1 peKomeHA[,0BaTb ceMbe NpoBeaeHne A0P0A0BOMN AUAarHOCTUKU HA BapUaHT
HYKN€0TUAHOM Nocnea0BaTe/IbHOCTU HEACHOrO 3HAYeHUA?

Mo pelweHMto Bpaya;

TonbKo B ciyvanx TaxKenbix 3ab6oneBaHum;

MOXHO Ha paHHUX CPOKaXx;

Hukoraa Henb3s;

MoXHO B KOHUe | TpumecTpa.

B uHtepdase mexay ABYMA MUTOTUHYECKUMU Ae/1IeHUAMMU NPOUCXOAUT:
O6MeH roMOo/IOMMYHbIMM Y4aCTKaMM MeXKAY FOMOJIOTMYHbIMU XPOMOCOMaMU;
PennuKauma xpomocom;

AMnHyums (notepa onpeaenéHHOM YacTu) XpOMaTUHA;

PennnKauma LEHTPOMEPHbIX 061acTeN XPOMOCOM;

YKOpOoYeHMe TeNoMepbl .

BenoK-KoaupylLwmii reH — 31o:

. MoBTOpAOWaAcA nocnegosatenbHOCTb [AHK;

6. ®PparmeHT nonnnentTMAHOM Uenu;

A. Yyactok AHK, Kogupyrowmin NoOANNENTUAHYIO LEenb;

B. Anbda-catennutHas nocnegosatenbHoctb AHK;

. NocnepoBaTenbHOCTb, PACNONOXKEHHAA A0 CTAPTOBOM TOYKU TPAHCKPUMNLUN.

B cocTtaB reHa 3yKapuoT, Kak eAUHULbI HacneACcTBEHHOMU MHPOpMaLMK, BXOAUT:

b. 9K30HbI;

A. MpomoTop, UHULUUPYIOWNIA KOLAOH, 3K30HbI, MHTPOHbI, TEPMUHUPYHOLLNA KOAOH;
B. UHTpPOHDI;

. [MpomoTOp, UHTPOHDI;

. MpomMmoTop, NHNLUUPYIOLWMIA KOAOH, NHTPOHbI, TEPMUHUPYIOLLMA KOLOH.

Ha aonto xpomocombl X yenoseka npuxoauTca:

MeHee 1 % Bcero reHeTU4ECKOro maTepuana, CoaeprKalleroca B KeTKe;
MpnbansntenoHo 5 % Bcero reHeTUYECKOro MaTepmana, CoAepKaLlLeroca B KNeTke;
bonee 20 % Bcero reHeTU4ECKOro maTepuana, CoaeprKalleroca B KNeTKe;

bonee 50 % Bcero reHeTUYECKOro maTepuana;

KonnyecTtBo reHeTUYECKOro matepurasia, KOTOpoe CUAbHO KonebneTca B KNeTKkax 0gHOro
OpraHM3ma B 3aBMCUMOCTM OT CTaANMN OHTOreHe3a U TUMa KNeToK.

K npoTooHKOreHam KneTku OTHOCATCA:
. MuTOXOHAPWUANbHbIE FeHbl;



A. [eHbl «JOMALLHEro Xo3s8MCcTBaY;

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

O6pa3zoBaHME KXMMEPHbIX» reHOB YacTO NPUBOAMUT K:
AKTMBALMN OHKOCYNPECCOPOB;

AKTMBaLMWN OHKOTEHOB;

O6pa3oBaHNE XMMEPHbIX FTEHOB HE BO3MOXHO
HacneactBeHHbIM MOHOTeHHbIM 3a60/1€BaHUAM;
AnnenbcneundurUYHOMN SKCNpeccum.

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

MopAaOK aMUHOKUC/IOT B NOAINNENTUAHON Lenu, onpeaenaembii reHeTUYECKMM KOA0M;
CTPYKTypa OTAE/IbHOM aMUHOKUCOTbI;

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

MopAaoK PacnoNoKEHUA HYKNEOTUAOB B LLENU.

Mpouecc TpaHCAALUM OCYLLLEeCTBNACTCA:
B agpe Knetku;

B pnbocomax;

B nnsocomax;

B umtonnasme;

Ha knetouyHo membpaHe.

UmnpuHT — 370!

HykneoTnaHble 3ameHbl B JHK poautensckux annenen;

CTPYKTYPHble N3MEHEHMA OTL,OBCKOM MAN MAaTEPUHCKON XPOMOCOM;

MoTepAa XpOMOCOMHOTO MaTepurana Ha OTLOBCKOMN UM MAaTEPUHCKOM XPOMOCOME;
Cneundunyeckana MapKUPOBKaA POANTENIbCKUX aNnenemn;

MNAP® oTUOBCKOM AN MAaTEPUHCKOM XPOMOCOM.

EcAn MMNPUHTUPOBAHHbIN FeH 3KCNPeccUpyeTca C OTLLOBCKO XPOMOCOMbI, TO Ha
MaTepPUHCKOI XpOMOCOME 3TOT reH:

Ero akcnpeccmnsa HECKOJIbKO CHUMKEHA;

MMmeeT NOBbIWEHHY 3KCNPECCUI;

He akcnpeccupyeTcs;

Toke akcnpecupyeTcs;

XapaKTepunsyeTca OTCPOYEHHOM IKCNPeCcCHen.

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

B. [eHbl- XpaHUTEIN KNETOYHOIO UMKNA;



. MuTOXOHApPWANbHbIE FeHbl;
0. UMNPUHTUPOBAHHbIE reHbl.

AyTOCOMHO-AOMMUHAHTHOE Hac/neA0BaHMe XapaKTepHo ansa:
. DeHnNKeToHYpUM;

A. JleMunHo3a;

b. Xopeun leHTUHITOHa;

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

. CepnoBNAHO-KNETOYHON aHEMUMN.

Y 340p0BOM CYNpyKecKkoi napbl poaunca pebeHokK c xoHapoaucrtpodpueit. BepoatHoctb
TOro, YTo y BTOporo pebeHka 6yaer xoHgpoaucrpodpusa, coctaBaser:
O6uwenonynALNOHHbINA PUCK.

50% He3aBMCMMO OT NONa;

25% He3aBMCUMO OT MNoNa;

Bce aeBoukm 6yayTt 60/1bHbI;

Bce manbumkm 6yayT 601bHbI;

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

A. Tesa-Cakca;

b. KopHenuu ge /laHre;

B. ®eHunkeToHYpUU;

[. Mykosucumgosa.

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

B. Flenatobnacrtoma;

A. Onyxonb Bunbmca;

B. Hempobnactoma;

[. Onyxonu roHaga.

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

A.lenatobnactoma;

. Onyxonu roHaa;

b. Hepobnactoma;

. Heppobnactoma.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM NO3UuMaMU. Ana KaxKaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 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 neyeHue npu cuHapome TepHepa; 2. Xupypruyeckoe
NledyeHue paclenmHbl rybbl n Heba; 3. lneToTepanuma NpyM HENEePEeHOCUMOCTU NaKTO3bl; 4.



3amecTuTenbHaA Tepanua NPU UHCYIMH-3aBUCMMOM CaxapHom guabere.
Al,2; B3

Al,2;63,4

A3,4; b1

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACcTaB/IeHHbIMU NO3ULMAMN. [na KaxK[oro
NPOHYMEpPOBaHHOr0 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
naToreHHoOCcTU 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 3aboneBsaHnem B cembe; 5.
®PYHKLUMOHANbHbIA aHANNU3 HE NPOBOAUICA.

Al,3;62,4

Al,3; b4,5

A2,3,4; 64,5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumMamMmun. Ana Kaxkaoro
NPOHYMEPOBAHHOrO 31eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04MH pa3, 60nee ogHOro pasa unm He BblbpaH BoBce.
leHbl: A. MpoTooHKoreHbl; b. FeHbl-cynpeccopbl onyxonesoro pocra. OnpeaenexHue: 1.
Mo3uTtusHbIE perynaropbl, CTUMyAUpPYOLWME geneHue Knetku; 2. HeratusHble
perynatopbl, NpenaTcTBYOLWME AeNEHUIO KNeTKU; 3. He umeloT OTHOLWEHUA K AeNeHno
Knetku; 4. Monekynbl, ycunusalowme geiictsme apyrux 6enkos; 5. o3MTuBHbIE
perynatopbl, CTUMyAUpYIOLWME AeNleHUe KNEeTKU.

Al, B2

A2; b1

A5; B2

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU NO3UumMaAMU. lna Kaxaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOKeT 6biTb BbiI6paH 0AUH pa3, 60n1ee ogHOro pasa uau He BbibpaH BoBce.
MpuunHa 3ab6onesaHus: A. MaToreHHbIN BAPUAHT B MUTOXOHAPUaNbHOM reHome; b.
MaToreHHbI BapuaHT B AaepHOM reHome; B. O6pa3oBaHue NnaTtoreHHbIX 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 GpusnuecKkom KapTbl onpegenserca no:
b. Konnuectsy HYKNeOTUAHbIX Nap MexXay HUMU;

A. HacToTe KpocCcMHroBepa mexay HUMu;

B. KoninyectBy XpOMOCOMHbIX 63HA0B MeX Ay UX NOKyCamu;

. KonnyecTtBy ApYyrmx reHOB MmeXay HUMK;



[. Konnyectsy NOBTOPAOLWMXCA e ANHUL,.

MaTonorna KMHeTOXOpPa O4HOU MUTOTUYECKOU XPOMOCOMbI MOXKET NPUBECTU K
BO3HUKHOBEHMUIO:

AHeyniiouaHOMN KNeTKu;

NMonMnaonaHom KNeTku;

[BYysOaepHOM 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*K1Tb TenbLa
Nos10BOro XxpomaTuHa:

YacTb KNETOK MOXEeT MMeTb OZIHO TeNblle, YaCTb — ABa;

Hu oaHoro;

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

OaHo;

YacTb KNETOK MOXEeT UMeTb OZIHO TeNblie, YaCTb — ABa.

B meTtadase muTo3a XpOMOCOMbI:

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

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

MonosbiMmu xpomocomamm Ha3biBAlOTCA XPOMOCOMblI:

b. YuacTBylowime B KPOCCUHIOBEpPE;

. CogeprKalLme TONbKO reHbl, AeTepMUHUPYIOLWME PA3BUTUA NONA;
A. T1oN0BbIX KNETOK;

B. Haanume KoTopbix B KAapuoTMne onpeaenset Nnoa OpraHU3ma;

A. T'pynnbl A.

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

Penankauma He umeeT mecTa;

Mpoucxoant AMMUHYyuUmUA (noTepsa onpeaenéHHOM YacTn) XpOMaTUHA;
MponcxognT KPOCCMHIOBED;

NMpouncxogmT cnnpanmnsauma XpoOMOCOM.

FeTeporameTHbIM Ha3blBaeTcA:

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

OpraHnsm ¢ eHOTUNNYECKMMU NPU3HAKAMM KEHCKOTO Nona;



OpraHn3m ¢ XpOMOCOMHbIMU NEPECTPOMKaMM NOJIOBbIX XPOMOCOM.

Kak nepekBanndpuumpoBatb BApMaHT HYKNEOTUAHOM NOCNe[0BaTeNIbHOCTU HEACHOTO
3Ha4YeHuA.

npoBeAeHne 40NONHUTENbHbIX CneuMPrUYecKnx gna 4aHHOTO BapuaHTa KIMHUYECKUX
nccnegoBaHumM;

OYHKUMOHANbHbIN aHaAun3 in vivo;

OYHKUMOHANbHbIN aHaNu3 in vitro;

npoBefeHne cerperayMoOHHOrO aHanM3a B CEMbE;

BCE BEPHO.

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

HaHonopoBoe ceKBEHUPOBAHMUE;

MonynpoBOoAHNUKOBOE CEKBEHUPOBAHME;

MupocekBeHNPOBAHUE;

dnekTpodopes

B megUuKO-reHeTU4YeCKyo KOHCYbTauuio 06 paTtunach XKeHuWwmHa, My Kotopoi 6oneH
docparamaberom (runopocharemueit). Puck yHacnegosartb pocpatguaber gna ee
peTeu coctaBnfer:

6. Bce peBoukn 6yayT 340p0BbI;

B. Puck 3aboneBaHusa ana manbumka paseH 50%;

A. Bce manbunkm byayt 601bHbI;

M. Bce neBoukn 6yayTt 601bHbI, @ BCE MAabY4MKM 340POBbI.

I. Puck 3aboneBaHnAa gna AeBoYkun paseH 50%;

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.
CuHapombli: A. CuHgpom KnainHdenbTepa; b. CuHapom TepHepa. XapaKTepHble
KAHU4YecKue cumntombl: 1. Huskopocnocrtb; 2. EBHyxomaHoe cTpoeHue Tena; 3.
Bbicokui pocT; 4. KpblnoBUAHbIE 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 NpeAcCTaBeHHbIMU No3uumMamMun. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiIbpaH 04UH pa3, 60nee ogHOro pasa unam He BbibpaH BoBce.
OnpeaeneHue: A. OTpakaloLime pacCTOAHUA MeXay reHaMmu U oKycamu; b.
MNo3BonsawLwme N10Kann3oBaTb reH HAa XPOMOCOMeE MU B ee 1I0Kyce; B. Umetowue
Haubonblwee paspeweHue. Tun KapTol: 1. HykneotugHbole; 2. leHeTnuecKue; 3.
dusunueckune; 4. XpomocomHble; 5. PeCTpMKUMOHHbIe.



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

OcCHOBHbIe XMMUYECKUe CBA3MU, yyacTBylowme B popmuposaHum B3aMmoaencTems
mexAay KomnaemeHtapHbimu uenamm A1HK:

dochoamadpumpHble cBA3Y;

BogopoaHbie cBA3w;

MNonnnentngHblie CBA3YU;

JJOHOPHO-aKLENTOPHbIE CBA3MU;

MNOHHbIe B3anmoaencTeums.

Xpomocomocneuudpunueckue soHabl JHK - ato:

B. KnoHnpoBaHHble nocneaoBaTenbHOCTU caTennmtHon JHK;

A. AHK XpoMoCOMHbIX pparmeHTOB pa3HOW A/INHbI;

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

. PparmeHTbl HK, cogepKawme pacceaHHble NOBTOPbI.

MNepBUYHOE HepacxoXaeHne XpoMoCoOM — 3TO:

HepacxoxaeHne XpoMoCoM B MepBOM AeNeHUN Melo3a;

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

HepacxoxaeHne XpoMoCcom BO BTOPOM MENOTUUYECKOM AENEHUU;

OAHOKpPaTHOE HEePACXOXKAeHNEe XPOMOCOM B meno3e (B 1-m, U1 BO 2-M MENOTUUYECKOM
aeneHun).

OrpaHuyeHue NaHMUKCUU B NONYNALUN NPUBOAMT K:
A. CHUXEeHMI0 40NN AOMMUHAHTHbIX TOMO3UTOT;

B. CHMXKeHUIo JONn reTepo3unroT;

b. CHM»XeHUo goNn peuecCUBHbIX TOMO3UTOT;

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

AnAa pecTPUKLUMOHHbBIX S3HAOHYK/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 ana naeHTMGMKaLuuMm n aHannsa reHos;

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

I. Ero aKkcnpeccma HeCKOIbKO CHUXKEHQ;

6. MmeeT NOBbIWEHHYIO 3KCNpeccuto;



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

C X-xpomocomoi cuensieH reH:

B. CuHapoma KnanHdenbtepa;

. CnHagpoma LWepeweBckoro-TepHepa;

A. AgpeHOoreHMTaNAbHOro CMHAPOMa;

b. Ffemopunum A;

[. CuHapOoMa remopparnyeckom TeneaHrmaKTasnm.

MNo ayrocomHo-peueccMBHOMY TUNY HacneayeTca:
6. HempodubpomaTtos;

B. Xopea [@eHTUHITOHa;

A. CuHagpoma MapdaHa;

[. AopeHo-reHUTanbHbIN CUHAPOM.

. AxoHaponnasusg;

B notomcTBe OT 6paKa ABYyX rerepo3uroT (NP1 ayToCOMHO-40MUHAHTHOM
HacneA0BaHUM) aHOMA/bHbIM reHoTUN byayT UMmeTb:

[. 3/4 3mbpUOHOB.

A. Bce ambpuoHbl;

6. HMKTO M3 aMBPUOHOB;

B.1/4 smbpunOHOB;

. 1/2 sm6pnoHoB;

Y HOBOpPOXKAEHHOro HabaAalTCA cnegylowme npusHaku: 6onbluas macca tena (5500
r), u36bITOYHOE OTNOXKEHME }KUPA B NOAKOXKHOW KNeTyaTke, BUCLlepomMmeranus
(yBenuueHbl neueHb, cepaue, cenes3eHKka), runopedaeKkcus, Tpemop KOHEYHOCTEN,
CYAOPOrn. 3TOT KOMNJIEKC CUMNTOMOB XapaKTepeH ana:

A. ToKconnasamo3HOW MHPEeKUUY;

. DHAOKPUHHOM 3MbpMonaTum;

6. XpomocomHoM natonoruu;

B. BporkaeHHoOro cupumaunca;

[. BpoxXaeHHOM KpacCHyxXu.

Y HOBOPOXAEHHOr0 OTMEYaTCA NPU3HAKU MeHUHTo3HUedanuTa: psorTa,
6ecnoKoicTBO, BANOCTb, COHIMBOCTb, CYA0POrn, pPUrMAHOCTb MblLUL, 3aTbI/IKa,
runeppednekcus, rugpouedanma, XopmopeTUHUT. ITOT KOMMNIEKC CUMNTOMOB
XapaKTepeH gnsa:

b. Tokconnasmosa;

A. bynnesHoro annaepmonmnsa;

B. BporkaeHHOro cudpumanca;

. XpOMOCOMHOM NaToNOrnu;

. PeTanbHOro aNKOroNIbHOro CMHAPOMaA.



YcTaHOBUTE COOTBETCTBUE MeXAY NpeAacTaB/leHHbIMU NO3UumMAMU. lna KaXaoro
NPOHYMEepPOBaHHOr0 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.
AkpoueHTpuyeckue. Fpynnbl xpomocom: 1. Fpynna F; 2. Fpynna B; 3. l'pynna D; 4. 'pynna
G; 5.Tpynna C; 6. T'pynna A; 7. F'pynna E.

A6; b2; B3,4

Al,6;b62;B3,4

A2,3;b61,2; B4

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU NO3UuMAMU. 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. AyTOCOMHO peueccusHbIn; B.
X-cuenneHHbi TUN. 3a6oneBaHue: 1. CuHgpom aBaparca; 2. Hempodpubpomartos; 3.
Xopeun NeHTUHrToHa; 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 04KH pas, 60nee ogHOro pasa uam He BblbpaH BoBce.
HoBopoxaeHHbi: A. loHoweHHbIN; b. HegoHoweHHbIW. CpoKu 3abopa Kposu gns
HEeOHaTaNbHOro CKpUHUHra: 1. Cpasy nocne poxxgeHus; 2. B nepsbiyt geHb u3Hu; 3. Ha
yeTBepTbi AeHb XU3HU; 4. Mocne 10 aHel KU3HWU.

Al; B3

A3; b4

A2; b1

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM No3UuMaMU. A KaxKaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa Bblbepute 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIbpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
HacneactBeHHble 60ne3Hu: A. bonesHb MNowe; b. bonesHb HUmaHa-Muka Tun A/B; B.
BonesHb Tea-CaKca. B HepBHbIX KneTKax Hakanausaertca: 1. CpuHromuenuH; 2.
FaHrnanosng GM1; 3. FaHrnmosung GM2; 4. MaHH030-6-¢pocdar; 5. Tnokouepebposung.
Al; B3: B5

A5; B3; Bl

A5, b1, B3

Mrbpuamsauums in situ c meyeHbIMM 30HAAMUN NO3BONAET:

JlokannsoBaTb NOCNeA0BaATE/IbHOCTb 30HAA Ha XPOMOCOME UM B €€ NIOKYCE;
N3yunTb PECTPUKTHYIO KapTy 30HA3;

NccnepoBaTbh HYKIEOTUAHbIM COCTaB 30HAQ;



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

Mpu onpeaeneHnn 3aMrotHocTH 6a1M3HeL,0B Hanbonee ToueH:
. AHanun3 BbiCOKO BapuabenbHbix mapKkepos JHK;

A. MonncumnTomaTU4eCcKUn meton;

b. AHanun3 rpynn KpoBwy;

B. AHanu3 gepmatornnduKu;

[. Tect no nepecagke KOXMu.

®daKynbTaTUBHbI reTepoXpoMaTUH XapaKTepusyertca:

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

B. BbICOKOM TPaHCKPUNUMNOHHOW aKTUBHOCTbIO;

A. NoBcemecTHOM pacnpoOCTPaHEHHOCTbIO MO BCEM XPOMOCOMAM;

[. JeKoHAeHCUPOBaHHbIM COCTOSIHMEM B MHTepda3se.

. dopmunpoBaHMEM NNLWb HA ONpeaeneHHbIX CTaaAUAX XKU3HM 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;

[. MNepen TepMUHUPYIOLWLMM KOLOHOM.

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

1-2 Ha KneTky;

Okono 50 Ha KneTky;

5-6 Ha KneTKy;

Okono 200 Ha KneTKy;

bonee 1000 Ha KneTKy.

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

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

PacceAHHbIX NOBTOPOB.

frmnepmetTnanpoBaHue UMTo3nHOB B CG-AUHYKNEOTUAAX PErYIATOPHDbIX PaliOHOB reHa
NPUBOAMT K:

He BanMAeT Ha aKTUBHOCTb reHa;

YcuneHuto TPaHCKPUNLMOHHOM aKTUBHOCTM reHa;

MopaBNeHMIO TPAHCKPUNUMOHHOM aKTUBHOCTM FeHa;



YCUNEHUIO TPAHCKPUMUNOHHOM aKTMBHOCTU FEHOB COCeAHEro /IOKYCa;
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 oa4MH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
3aboneBaHue: A. MonHaa TecTuKynspHaa ¢emuHusaumsa; b. HenonHasa TectukynapHas
demunHunsauua. Bospactr 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. EAMHMYHbIE 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;

. UHTepda3sbl;

A. AHada3sbl;

b. MeTtadasbi;

A. 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 MyTauuu B reHe;

. MHaKTUBAaLWM FEHOB, PACMNOJIOXEHHbIX B UMNPUHTUPOBAHHbIX PaliOHax;
. CHNXKEeHUI0 reHHOM 3KCMpPEeccumn.

"®abpukamu 6enKka" B Knetke ABNAKOTCA:
MwuToxoHapUNK;

Pubocomsl;

LluTonnasma;

Nepokcmncomel;

Jlnzocomoil.

B npouecce cnaaiCMHra NnpouCXoauT:

Bblpe3aHne MHTPOHOB U3 NEPBUYHOTO TPAHCKPUNLMOHHOIO NPOAYKTa;
YasoeHune JHK;

CuHTtes PHK;

CuHTe3 benKa;

CuHTe3 ATO.

B cocTaB HyK/n1€0COM BXOAAT:

PHK 1 HernctoHoBble 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.

FeTepo3UroTHbIN HOCUTE/Ib aHOMAJIbHOIO aYyTOCOMHO-PELLECCUBHOrO reHa XXeHUCA Ha
HOCUTENbHULE TAKOTO e reHa. BepoaTHOCTb 3a6oneBaHuA ANa UX geTeit coCTaBNAET:
. 50%;

A.0O;

b.25%;

B. 33%;

. 100%.

BpoxKaeHHble NOPOKM Haunbonee 4yacto GopmMmupyroTCa B:
b. NMNnhogHoMm;

A. 9mbpuroHanbHOM Nepunoae pa3BuTUS;

B. [NepuHaTanbHOM;

. NMocTHaTanbHOM;

. Nepuog rameTtoreHesa.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM NO3UuMaMun. Ana Kaxkaoro
NPOHYMEPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oA4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
3a0poBbiii yenosekK: A. MyKuunHa; b. eHwmnHa. XpomocomHbin Habop: 1. Be



xpomocombl X; 2. [1Be xpomocombl X U ase 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 MeXAY npeacTaB/eHHbIMU NO3UumMAMU. lna Kaxaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOKeT 6biTb BbiI6paH 0AKH pa3, 601ee ogHOro pa3a uau He BbibpaH BoBce.
NMocnepoBsatenbHOCTb: A. DK30H; b. UHTPOH. Onpeaenenue: 1. KogoH mPHK; 2. EanHuya
TPaHCKpunuum; 3. YYaCTOK reHa, Kogupylowmid 4acTb Nocne[0BaTe/IbHOCTU 3penioin
mPHK; 4. MocnepoBaTeNbHOCTb, PaCNOI0}KEHHAA A0 CTAPTOBOM TOUKU TPAHCKpUNUUK; 5.
Y4acToK reHa, He KOAMPYOLWKUN NocneaoBaTeIbHOCTb 3penon MPHK.

Al; b5

A5; B3

A3, b5

PuUcK poxXaeHusa y Hemonopaou matepu pebéHka c cuHgpomom [layHa, obycnoBneH
0CO6EHHOCTAMM rameToreHesa y XKeHLUH:

O6wmMMm BO3paCTaHMEM YAaCTOTbl TOYKOBbIX MyTaLMM Y KeHLWWH cTapwe 35 nerT;

Bbicokol nponndepaTUBHON aKTUBHOCTbIO OOTOHMEB, CONPOBOXKAatoLenca ownbkamm B
pabote AHK-nonnmepasbi;

BonblwoM ANNTENbHOCTLIO CTaAUN AUKTUOTEHbI Y HEMONOAbIX *KEHLMH,
CONPOBOXKAAOLWENCA POCTOM BEPOATHOCTM HAapYLUEHWNI annapaTa BepeTeHa AeNeHus;
Bo3pacTaHMem 4acToTbl HEPABHOMO KPOCCMHIOBEPA B rameToreHese y HEMON04blX
YKEHLMH;

HapyweHnem cuctembl penapaunun AHK.

Kaxkpaa xpomocoma nocne penamkayum COCTOMT U3 ABYX KOMMOHEHTOB, Ha3biBaeMbIX:
. UeHTpuonu;

A. Xpomomepbl;

b. Xpomatnabl;

B. LleHTpomepbl;

[. CnyTHUKK.

«AByxyaapHana teopua KHaaceHa» npegnoXKeHa gnsa:
feHOB «4OMALUHEro X038MCTBaAY;

[eHOB-CynpeccopoB ONyX0/E€BOro pocCTa;

OHKOreHos;

MMNPUHTMPOBAHHbIX FTEHOB;

JTtobbIX CTPYKTYPHbIX FreHOB.

KonunuectBo reHoB, Kogupyowmux 6enkmn B xpomocomax X u Y:
B xpomocome X HamHoro 6osblie, 4em B Xpomocome Y;
MNpnbAn3nTENBHO OANHAKOBO;



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

Hanbonee usyueHHoi anureHeTuueckon mogudukauymen apnaerca:
B. AueTMnampoBaHue rmcToHOB;

. dochopmnmpoBaHue rMCTOHOB;

A. CTPYKTYpPHbIe MU3MEHEHUNA OTLLOBCKOM NI MAaTEPUHCKON XPOMOCOM,;
b. Cneundunyeckoe metmuanpoBaHme UMTo3MHoB B CG-ANHYKNeOTNaAAX;
[. O4HOHYKNEOTUAHbIN NONMMOPPU3M POAUTENBCKUX XPOMOCOM.

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU NO3UUMAMU. Ina KaXKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIX KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
Tunbl nepectpoek: A. FleHomHble; B. XpomocomHble. MepecTtponku: 1. UHBepcuu; 2.
Monunnounpgum; 3. Tpancnokauuwm; 4. leneuyun; 5. Tpucomuum; 6. Monncomuu; 7.
Aynankauumn.

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

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumamun. Ana Kaxkaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0A4KH pa3, 60nee ogHOro pasa unam He BblbpaH BoBce.
Monekynbi: A. AHK; b. PHK. ®yHKuun: 1. CoxpaHeHue HacneacTBeHHOU MHGOpMaL UK B
KnetKe; 2. Nepepaya HacneacTBeHHO MHPopmauum; 3. TpaHCNOPT aMUHOKUCAOT; 4.
CTpouTenbHbIN MaTepuan, Heo6XoAMMbINA ANA XKU3HU KNEeTKK; 5. JHepreTnueckan
CUCTEMA K/IETKM.

Al;b1,2,3

Al;b2,3

Al;b62,3,4

[ONA 3yxpomaTuHa XapaKTepHbl:

HeakTtnsHas KoHpopmauus;

Cnupanusauuna B uHTepdase;

CoaepraHue CTPYKTYPHbIX FTeHOB;
MNHTeHCMBHOE OKpalwmBaHne Nno G-MeToAnKe;
Bonbloe KoAMYecTBo TaHAEMHbIX MOBTOPOB.

CoxpaHeHue reHeTu4eCcKon nHpopmauum B pAAY KNETOUYHbIX NOKOJIEHUU NPOUCXOAUT B
pesynbraTte:

Pennnkauuu;

CnnancuHra;

TpaHcKpunuyuu;

TpaHcnaunu;



MNpoueccuHra.

Haunbonee nsyueHHoOM anureHeTM4eCcKon moauduKaumein asnaerca:
docpopnnmpoBaHmne rMCTOHOB;

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

OAHOHYKNEOTUAHbIN NOIMMOPPU3M POAUTENBCKMUX XPOMOCOM.

K Hanbonee yactbim XpoMoCOMHbIM abeppauuam B maTtepuane us CamonpomusBoJIbHbIX
BbIKMAbILIEN NEPBOro TpumecTpa 6epemeHHOCTU OTHOCATCA:

. Tpncomma 15 xpomocombil;

A. Tpunnonans;

B. Tpucomuna 21 xpomocombl;

b. Tetpannounaus;

. CTpyKTypHble abeppaymu.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMU No3uumMamMmu. Ana KaxKaoro
NPOHYMEPOBAHHOrO 31eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04MH pa3, 60nee ogHOro pasa unm 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. lNeguartpuyeckas.
A2; b3

A2; b4

Al; B2

YCcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/eHHbIMU NO3NLMAMKU. [INA KaxKaoro
NPOHYMEpPOBaHHOIO 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 MoNoOUYHDbIX }Kenes; 2. AHOMa/sibHOe pa3BUTUE MATKU U
BAaranuuwa; 3. AMYHMKU He onpeaenaroTca; 4. AmeHopes.

A3;b61,2,4

Al,4;6 2,3

61,2,3,4

BTopuuHOe HepacxoXaeHne XpoMmoCcom — 3TO:

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

Hepacxo»aeHMe XpoOMOCOM BO BTOPOM AeNeHUn Ap0obaeHMA 3UroThl;

HepacxoaeHne XpoMoCOM BO BTOPOM AeNeHUN Meino3a;

HepacxoxaeHue XxpoOMOCOM B MeN03e y UHAMBUAYYMA, Y3KE UMEIOLLETNO XPOMOCOMHYHO
naTo0runio;

HepacxoxaeHue XxpoMoCcoM B Meio3se y Hocutena pobepTCOHOBCKOM TpaHC/I0KaLUuuy,



KOTOpPaA BO3HUKaET Npun LEHTPUYECKOM CTNAHUN OBYX XPOMOCOM.

MpuueHTpoMepHbIN FreTepOXPOMATUH YeNI0BEKA 06bIYHO COCTOUT U3:
YHUWKaNbHbIX NOCNeA0BaTENbHOCTEN;

MOANMHAPOMHbBIX NOCNeA0BaTENbHOCTEN;

PacceaHHbIX MOBTOPAOLWMXCA NOCNEeA0BATENbHOCTEN;

TaHAEMHO OpraHM30BaHHbIX BbICOKOMOBTOPAOLWMXCA NOCNEeA0BaATENbHOCTEN;
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;

NocnepoBaTeNnbHOCTbIO 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 rnaBHYo pPoJib B Ae/IEHUN KNETKU;
Y4YaCTKN XPOMOCOMHbIX N1ey.

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/eHHbIMU NO3NLMAMU. [NA KaxKAaoro
NPOHYMEPOBAHHOIO 31eMeHTa BblbepuTte 6yKBeHHbIH 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.
Monunnoupgum; 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, NOPaXKeHa KoXKa Ha NaA0HAX, NoA0LWBaX, BOKPYr pTa, B o6nactu
reHuTanuii. Otmeyatorca nopaxkeHusa LLHC, cyaopoXKHbiii cuHApoM. B ganbHeliwem
BO3HUK/IU KepaTUT, INyXoTa U nopakeHue 3yb6HOIi amann. 3ToT KOMNEKC CUMNTOMOB
XapaKTepeH ans:



B. BporkaeHHoOro cudpumaunca;

A. TOKCONNa3MO3HOM MHPeKUUU;

b. lepneTnyeckon nHpekuum;

. DHAOKPUHHOM aMbpMonaTum;

[. ®eTanbHOro aNKOrosIbHOro CUHAPOMA.

PennnuupoBaHHble XPOMOCOMBbI MPUKPENNAIOTCA K MUTOTUYECKOMY BepeTeHy
nocpeacTtsoM CTPYKTYp, KOTOpble Ha3blBalOTCA:

[. KnHetoxopol.

A. Tenomepbl;

b. CnyTHUKYK;

B. LleHTpomepbl;

. CNYTHUYHbIE HUTWY;

[ONnA BO3HUKHOBEHUA po6epTCOHOBCKOM TPaHCNIOKauumn Heobxoaum:
XpOMOCOMHbIE pa3pblBbl HE HYXHbl;

OANH XPOMOCOMHbIM Pa3pbiB;

[1Ba XpOMOCOMHbIX pa3pblBa;

He meHee TPEX XPOMOCOMHbIX Pa3pblBOB;

MHoOXecTBeHHble XPOMOCOMHbIE Pa3pbiBbl.

K manbpopmaumam oTHOCUTCA:

A. «Jlnuo lMNoTtTep»;

I. MapaTecTMKynAapHaa 10KanM3aLuUma cesie3eHKu;
b. KnunesnaHaA rpyaHaA KNeTka;

B. KoconanocTtb;

[. 3apepKKa BHYTPUYTPOOHOro pa3BmTMA Naoaa.

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUMAMU. Ina KaXaoro
NPOHYMEpPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi 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 Hakanamsaetca: 1. CuHromuenuH; 2.
FaHrnnosupg GM2; 3. NaHramosug GM1; 4. MaHH030-6-dpocdar; 5. TnoKkouepebposua.
A5; b1; B3

A4; B2; Bl

Al; b1; BS

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACcTaB/IeHHbIMU NO3ULMAMU. [na KaxK[oro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AUH pa3, 60nee ogHOro pasa unam He BbibpaH BoBce.
3abonesaHua: A. Mporpeccupylowana mbileyHaa guctpodpua; b. Pakomaros. MpuHUUNbI
neyeHus: 1. dTmonornyeckmis; 2. NMaroreHeTuyecKkuid; 3. 3amecTutenbHbIi; 4.
CumntomaTtunueckum; 5. He nogpatotca neyeHuio.

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 BblbpaH BoBce.
BeKTopHaa emKocTb: A. Haubonbwan; b. HaumeHbluan. BeKTopHble KOHCTpyKuuu: 1.
PeTtpoBupycHbie; 2. darosbie; 3. Ha 0CHOBe UCKYCCTBEHHbIX XPOMOCOM ApPOXKKei; 4.
NMnasmugHoble; 5. KocmuaHble.

A3, b4

A4; B3

Al; B4

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

A.Twpponns JHK;

6. KomnnemeHTtapHocTb uenen JHK;

B. AMnandukayms;

[. NeHaTypauyuma.

Kak nepekBanndpuumpoBatb BApUaHT HYKN€OTUAHOM NOC/1e[0BaTeNIbHOCTU HEACHOTO
3Ha4yeHuA.

nposeaeHne AONONAHUTENbHbIX CNneunbUiecKknx ana SAaHHONO BapMaHTa KIMHUYECKUX
nccnenoBaHUm;

GYHKUMOHANbHBIA aHaM3 in Vivo;

GYHKLMOHANbHDBIM aHaNn3 in vitro;

npoBeaeHMe cerperauMoHHOro aHaAM3a B CEMbE;

BCe BEPHO.

PUCK poxkaeHua y Hemonogoi matepu pebéHka c cuHapomom [layHa, obycnosneH
0CO6EeHHOCTAMM rameToreHesa y }KeHwmH: b

Bo3pacTtaHMem 4acToTbl HEPAaBHOIO KPOCCUHIOBEPaA B rameToreHese y Hemo104blX
KEHLWMH;

O6wmm BO3pacCTaHMEM HYaCTOTbl TOYKOBbIX MyTaLMM Y XKEHLWWH cTape 35 nerT;

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

bonbwon ANNTENbHOCTLIO CTaANN AUKTUOTEHBI Y HEMOJIOAbIX }KEHLMH,
CONPOBOKAAOLLENCA POCTOM BEPOATHOCTU HAPYLUEHMIN annapaTa BepeTeHa AeNleHuns;
HapyweHnem cuctembl penapauuun HK.

TenomepHble paoHbl XPOMOCOM 06bIYHO COCTOAT U3:

TaHAEMHO OpraHMU30BaHHbIX BbICOKOMOBTOPAOLWMXCSA NOC/eA0BaTENbHOCTEN;
PaccesiHHbIX NOBTOPAOLWMXCA NOCNeA0BaTENIbHOCTEN;

YHWKaNbHbIX NOC/NEeA0BATENBHOCTEN;

G/C-6oraTbix nocneaoBaTe/IbHOCTEM;



A-T-6oraTbix nocneaoBaTeIbHOCTEN.

Monekyna TPHK:

NmeeT popmy “TpuancrtHmnka”;

CnyxuT 3aTpaBKon npu penamkaumm AHK;

ABNAeTca KOMNOHEHTOM PNUBOCOMBI;

He nepemeltaeTca 3a npeaensl A4pa;

ABnAeTcA 3aNMCbo CTPYKTYPbl NOAMNENTUAHOM Lenw.

OHK-pgmnarHocTtuka 6one3Heit MMNPUHTUHIA CBOAUTCA K ONpeaeneHuio:

. KpynHbIX XpOMOCOMHbIX NepecTpoek;

b. CTPYKTYPHbIX MyTaLUIM B reHax;

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

. OQHOHYKNEOTUAHbIX MOIMMOPPU3MOB.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaB/eHHbIMM No3MuMaMun. Ana Kaxkaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIbpaH o4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
3aboneBaHusa: A. Mporpeccupyowian moilieyHaa guctpooumsa; b. ®akomaros. MpuHUUNbI
neyeHuna: 1. dtmonornyeckum; 2. NaroreHeTnueckui; 3. 3amectTutenbHbii; 4.
CumnTomaTuuecKkuis; 5. He nogaatorca neueHuio.

A4, b4

A3; b4

A4; B3

CuHte3 HoBoM uenu AHK Ha angupyowen HUTU B Npouecce pennkauum
ocyuiecTsnaerca:

ANCKpeTHO;

HenpepbiBHO;

OTCcpoyeHo;

C nomouwbto pparmeHToB OKacaku;

YCKOpeHHoO.

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU NO3UUMAMU. lna KaXaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0A4UH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
3abonesaHue: A. MNonHaa TectTukynapHaa pemuHusauma; b. HenonHaa TectTukynapHas
demuHmnzauuma. Bospactr maHndecrauun: 1. NMNepmnoa HoBopoKAeHHOCTY; 2. MepBbiii rog
*usHu; 3. NMepsoe gecatunetue; 4. Nepuoa NnonoBoro cospesaHus; 5. 3penbiv BO3pact
(nocne 30 ner).

AS5; b1

A4; b1

A5; B3



YHuKanbHble nocnegosatenbHoctn 1HK coctaBnalot 60nbLuylo 4acTb:
BNOKOB HU3KOKOMUIMHbBIX MOBTOPOB;

CTPYKTYPHbIX FEHOB;

MuKpocaTenINTHbIX NOC/ie40BaTENbHOCTEN;

Anbda-caTenINTHbIX NOCNeA0BaTENbHOCTEN;

MoNNHAPOMHbBIX NOBTOPOB

Monekyna pPHK:

He nepemewaeTca 3a npegensl A4pa;

Cny»XuT 3aTpaBkon npu penankaummn JHK;

ABnAeTcAa KOMMNOHEHTOM pnHOCOMBI;

NmeeT dopmy “TpUANUCTHMKA”;

ABnAeTcA 3aNUCbIO CTPYKTYPbI NOIMNENTUAHON LLEeNMN.

Echm B AHK amuHoKucnota neyuH Kkogupyetca tpunaetom LLAA, 1o
KomMn/jieMeHTapHbiMm KogoHom mPHK 6yaer:

ryy;

AULL;

YYA;

LT

YAL.

Knacrtep MMNpUHMPOBAHHbIX FreHOB B HOpMe:

B. [MnepakcnpeccmnpyeTcs;

A. dKcnpeccupyeTca c 06emx xpomocom;

. AnddepeHumanbHO sKCNpeccupyeTca TONbKO C O4HOM XPOMOCOMbI;
b. He akcnpeccupyeTcs;

[. XapaKkTepunayetca OTCPOYEHHOM 3KCNpeccuen.

Habop xpomocom B 3urote u B COMaTUUECKOM KNeTKe YeNoBeKa Ha3blBaeTca:
A. AHeynnouaHbIMm;

B. lunnonaHsim;

b. lannongHbim;

. MonunnonaHbim;

[. TeTpannongHbim.

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

A. bnannenbHas akcnpeccus;

B. Annenbcneymdpuyeckan skcnpeccus;

b. OTcyTcTBME 3KCNpeccum;

[. CHMuXXeHue aKkcnpeccun.

BropuuHoe HepacxoXaeHne XpoMmoCcom — 3T0:
HepacxoxaeHue XxpoMOCOM B MeNo3e y MUHAMBUAYYMA, Y3Ke UMEIOLLETO XPOMOCOMHYHO



naTonoruio;
HepacxorKaeHrMe XpoMOCOM BO BTOPOM Zle/IeHUN Meio3a;

[Ba cneayoWwmx Apyr 3a APYrom HEPACXOXKAEHUSA XPOMOCOM, CHayana - B NepBOM, a
3aTeM — BO BTOPOM Ae/IeHUM Me03a;

HepacxorKaeHre XpoMoCOM BO BTOPOM AeNeHUU Ap06aeHMA 3UroThl;
HepacxorKaeHMe XpoMOCOM B Melio3e Yy HocuTeNAa pobepTCOHOBCKOM TpaHC/I0KaUmmn
(KoTopasA BO3HMKAET NPU LLEHTPUYECKOM C/IUAHUU ABYX XPOMOCOM).

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/ieHHbIMU NO3UUUAMU. lna KaXaoro
NPOHYMEpPOBaHHOIO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIOpaH oa4MH pa3, 60nee ogHOro pasa uam He BbibpaH BoBcCe.
3aboneBaHue: A. PeHunketoHypusa; b. AapeHoreHuTanbHbl CMHAPOM; B. BporXKAeHHbIN
runotupeos; I. Mykosucungos; [l. lanakrosemumsa. JlabopatopHoO-AMarHocTM4ecKni
Kputepui: 1. UMMyHOpPeaKTUBHbIN TPUNCUHOTEH; 2. 17-ruapoKcunporectepoH; 3.
deHunanaHuH; 4. TUpeoTponHbIi ropMmoH; 5. 06wan ranakrosa.

A5;b62;B4;I1; A3

A3; b4;B2; 11,45

A3;b62;B4;I1; A5

YnbTpadumonertosbie Ny4yn MOryT Bbi3biBaTb:
B. XpomocomHble abeppaunu;

A. TeHHble myTauum;

B. l[eHOMHble myTaumnm;

. [eHHble M reHOMHble MyTauun;

[. TeHOMHbIe U XPOMOCOMHbIe MyTaLUN.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/IeHHbIMU NO3ULUMAMU. [lna KaxK[oro
NPOHYMEPOBAHHOIO 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/ib BO3HUKAET Y pa3HbIX Y1€HOB CeMbU B pe3y/ibTaTe:
B. HakonneHuA B KNeTKe NOBPEKAEHUN B PA3/INYHbBIX FEHAX, PEryINPYIOLWMX KNETOYHbIN
LUKA;

. AnnenbHon geneumun N0KycCa;

6. ComaTnyeckom myTtauum B reHe;

A. FlepMMHANbHON MyTaumK B FreHe;

[. Tvnepsakcnpeccnun reHa.

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



peueccMBHOMY TMNy). YacTota AOMUHAHTHOrO annena R+ B nonynaumum cocrasnser:
6. 70%;
B. 60%;
A. 75%;
[. 40%.
. 50%,;

Hanbonee yacToit NPUUNHOIN BOSHUKHOBEHUA BPOXKAEHHbIX Aedopmaunii ABNAIOTCA:
6. BpoXKaeHHble NOPOKM pa3BUTUA;

A. MexaHun4yeckmne npuymnHbl;

B. dyHKUMOHANbHbIE HAapYLWEHUS,;

. TepaToreHHble BO3AENCTBUSA;

[. FeHHble myTauuun.

DOpend reHOB cBA3aH C:

. HapyweHnem naHMmKcuu;

A. YpoBHEM MYTaUMOHHOTO nNpouecca;

B. ChyyarHbIM pacnpegenieHnem reHoB B NONYyAALUM MAJIOro pa3mepa;
b. YpoBHEM 0TOOPa3;

. CHUXKeHuem ypoBHA reTeposmnror.

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

. KnoHnpoBaHHble ¢pparmeHTbl AHK;

b. Hykneotug;

A. CaHTMMOpraHmnaa;

L. DK30HbI U UHTPOHDI.

Knactep vmnpuHUpPOBaHHbIX FEHOB B HOPMe:

AnddepeHumanbHO 3KCNPECCUPYETCA TONIbKO C 04HOM XPOMOCOMbI;
dKcnpeccupyeTca ¢ 06enx XpoOMoCom;

He akcnpeccupyeTcs;

MnepakcnpeccupyeTcs;

XapaKrepunsyeTca OTCPOYEHHOM 3KCNPeccHen.

BropuMuyHOe HepacxoXaeHue XpoOMOCOM — 3TO:

A. HepacxoxaeHne XpoOMoCcoOM BO BTOPOM AeNeHUN Meno3a;

B. HepacxoxaeHne XpoMoCOM B MENO3€E Y MHANBUAYYMA, YKE MMEIOLLET0o XPOMOCOMHYIO
NaToONOrUIO;

6. [1Ba cnepyowmx Apyr 3a ApYroM HEPACXOXKAEHMA XPOMOCOM, CHaYvana - B NepBOM, a
3aTem — BO BTOPOM Ae/IEHUN MEeN03a;

. HepacxorkaeHne XpoMmoCcom BO BTOPOM AenleHUn ApobaeHuna 3uroThbl;

[. HepacxoxaeHne XxpoMoCcoOM B MENO3e Y HocuTena pobepTCOHOBCKOM TpaHCAOKaLUum
(KoTopan BO3HUKAET NPU LEHTPUYECKOM CAUAHUM ABYX XPOMOCOM).



MepBuuHan cTpyKTypa 6€1K0BOM MONEKYAbI - 3TO:

I. MpocTpaHCTBEHHOE B3aMMOPACNON0XKEHWE NOANNENTUAHDBIX Liene;

A. CTpyKTypa OTAE/IbHOM aMUHOKUCNOTI;

B. MopAaoK aMMHOKUCNOT B NOANNENTUAHOM LLenu, onpeaeniemblii reHeTUYeCKUM
KOOOM;

B. MpocTpaHCTBEHHOE PaCcnoNOKEHME OTAENbHbIX Y4aCTKOB NOAMNENTUAHOM Luenu;
. MopAagoK pacnonoKeHs HYKNeoTUa0B B LEnW.

MpoueccuHr - ato:

A. CBA3bIBaHMe penpeccopa ¢ benkom;

B. Co3peBaHune npe—PHK B Agpe;

b. YasoeHune [HK;

. Accounauma 60bLOM U Manon cybbeanHUL, pU60COMbI;

[. CBA3bIBaHME TPAHCKPUNUMOHHOIO paKTopa C NPOMOTOPOM.

Ha ponto xpomocombl X yenoseka npuxoauTca:

. bonee 50 % Bcero reHeTUYECKOro MmaTepmnana;

A. MeHee 1 % Bcero reHeTMYECKOro maTepuana, CogepralLeroca B KNeTke;

6. MpnbansntensHo 5 % Bcero reHeTUYECKOro maTepmana, CoAepKaLLeroca B KNeTke;

B. bonee 20 % Bcero reHeTMY4ECKOro maTepuana, cogeprKaleroca B KneTke;

. Konnyectso reHeTMYECKOro maTtepurasia, KOTopoe CUAbHO KonebieTtca B KneTkax 04HOro
OpraHM3ma B 3aBMCMMOCTM OT CTaANMN OHTOreHe3a 1 TUMa KNeToK.

B AHK BcTpeyaroTca KomnaemeHTapHble napbl:
B. I-U v A-L;
M. A-Uwn L-A;
A.T-T u A-T;
6. A-Tnrl-U;
O. U-AnT-T.

Knactep mmnpuHUpOBaHHbIX FreHOB B HOpMe:

b. He akcnpeccupyeTcs;

B. TMnepakcnpeccmpyeTcs;

A. dKcnpeccupyeTca c 06emx xpomocom;

r. AndpdepeHumnanbHO IKCNPECCUPYETCA TONIbKO C OAHOM XPOMOCOMbI;
[. XapakTepunayetca oTCPOUYEHHOM 3KCnpeccuen.

EcAn MMNPUHTUPOBAHHbIN reH 3KCNPeccupyeTcsa C OTLOBCKOM XPOMOCOMbI, TO Ha
MaTepPUHCKO XpOMOCMe 3TOT FeH:

B. Toxke akcnpecupyeTcs;

. Ero aKkcnpeccma HeCKONIbKO CHUXKEHAQ;

b. MmeeT NOBbILWEHHYIO 3KCNPeccuto;

A. He aKkcnpeccupyeTcs;

[. XapakTepunayetca oTCPOYEHHOM 3KCNpeccuen.



Hanbonee usyuyeHHo anureHeTnuyeckoim mogudukaumen apnaerca:
dochopunmpoBaHue rMCTOHOB;

CTPYKTYPHble N3MEHEHMA OTL,OBCKOM NN MAaTEPUHCKON XPOMOCOM;

Cneunduryeckoe metuanpoBaHme UMTo3mHoB B CG-ANHYKNeoTnaax;

AUeTMNNMpoBaHUE TMCTOHOB;

OAHOHYKNEOTUAHbIN NONMOPPU3M POAUTENBCKMUX XPOMOCOM.

BONbLINHCTBO HAacNeACTBEHHbIX HapyLweHuit meTaboanama obycnoBneHo:
A. JOMWUHAHTHbIMU FreHaMu;

b. PeueccnBHbIMKU reHamu;

B. LMTonnasmaTnyeckom HacneaCcTBEHHOCTbIO;

. XpOMOCOMHbIMU TPUCOMUAMMN;

[. TepaTOreHHbIMM BO34ENCTBUAMM.

Monekyna PHK coctouT U3 cnegyowmx XuMmm4yeckmux coeguHeHui:

A. AMUHOKUCNOT;

B. Caxapa (pn603bi), pocdaTHbIX FPynn U a30TUCTbIX OCHOBAHWIA;

B. Caxapa (ae3okcupunbo3bi), pocdaTHbIX Fpynn U a30TUCTbIX OCHOBAHWIA;
. AMMHOKUKCAOT, dochaTHbIX rPYNn 1 a30TUCTOrO OCHOBAHMUSA;

[. Caxapa (pnb03bl), aMMHOKNCNOT.

TenomepHble paiioOHbl XPOMOCOM OBbIYHO COCTOAT U3:

A. PacceaHHbIX NOBTOPAKOLWMNXCA NOCNeA0BaTE/IbHOCTEMN;

B. TaHAEMHO OpraHM30BaHHbIX BbICOKONOBTOPAOLWMXCA NOCEeA0BaATENBHOCTEN;
b. YHMKanbHbIX NOCNEeA0BATENBHOCTEN;

. G/C-6oraTbix nocnefoBaTe/IbHOCTEN;

[. A-T-6oraTbix nocneaoBaTeNbHOCTEN.

HykneoTtup cocrout us:

b. Caxapa, ¢pocdata 1 a30TUCTOro OCHOBAHMUA;
A. docdaTa 1 a30TUCTOrO OCHOBAHMUA;

B. AMMHOKMCNOTbI M A30TUCTOrO OCHOBAHMUSA;
. Caxapa un pocdarTa;

[. Caxapa 1 a30TUCTOro OCHOBAHMA.

CoxpaHeHue reHeTUYeCKon HpopmMmaLum B pAAY KNETOUYHbIX NOKOJIEHMU NPOUCXOAUT B
pesynbraTe:

b. Penankauuu;

A. CnnacuHra;

B. TpaHcKpunuuu;

. TpaHcnaumm;

[. MpoueccuHra.

Tpunner - ato:



. Tpn afeHNHOBbLIX HYKNeoTnaAa B N0AN—A—XBOCTE;

A. Tp¥ aMMHOKNCNOTbI B NOAMNENTUAHOM LLeNw;

B. Tpu pagom pacnosoxeHHble Hykneotnga AHK, kogpyrowme ogHY aMUHOKUCOTY;
b. KannposaHue 5'-koHua MPHK,;

[. AHOManbHaa TpexHutesaa cTpyktypa AHK.

Mb6puamnsaums in situ c meyeHbIMKM 30HAAMM NO3BONAET:

B. UcchepoBaTb HYKNEOTUAHbIN COCTAaB 30HAQ;

. UccnepoBaTb pacCToaHME MeXKay 30HOaAMU;

b. U3yunTb pecTpuKTHYIO KapTy 30HAQ;

A. JlokannsosaTb NOC/ef0BaTENbHOCTb 30HAa HA XPOMOCOME U/IN B €€ JIOKYCE;
[. Onpenenntb Nocneno0BaTe/IbHOCTb PACNOJIOXKEHUA TEHOB B XPOMOCOME.

N3BecCTHO, 4TO COOTHOLLUEHUE pPe3yC—MNONOXKUTE/IbHbIX U pe3yc—oTpULLaTeNbHbIX AUL,
paBHO 84% n 16% (pe3yc-oTpuuatenbHasa NPUHAANEKHOCTb HacneayeTca no
peueccuBHOMy TMNY). YacToTa AOMMHAHTHOro annena R+ B nonynauumn coctaBnser:
B. 60%;

A.75%;

. 40%.

6. 70%;

. 50%;

Ona PyHKUMOHUPOBAHUA UMNPUHTUPOBAHHbIX PaiOHOB B HOPME XapaKTepHOo:
A. bnannenbHas aKkcnpeccus;

B. Annenscneynduryeckas skcnpeccus;

b. OTcyTcTBME 3KCNpeccum;

I. MoBbiWweHHaA aKcnpeccus;

[. CHUXKeHue aKcnpeccuu.

Mpyu KOHCYNbTaLMM XKEHLWUHbI C NONINAAKTUIMEN BbIIBEHO, YTO €e MaTb 340pP0Ba, a 'y
oTUa umeeTtca noanaakTunua. Co CTOpoHbl MaTepu BCe poaCTBEHHUKU 340P0BbI, A NO
NIMHUM OTUA Yy 6a6YLIKKM noAnaaKTUAUA, AepyLllKa U Bce ero poacTBeHHUKU 340p0BbI.
BepoATHOCTb POXKAEHUA AeTel C NONUAAKTUINEN Y XKEHLLUHDbI B 6paKe CO 340p0BbIM
MY>XUMHOM COCTaBAAELT:

B. 25%;

. 10%.

A. 100%;

b. 50%;

BepoATHOCTb poXKAaeHUA ewe oaHoro 6onbHOro pebeHka y 340poBbiX poauTtenen,
KoTopble UMeloT TpeX 601bHbIX MYKOBUCLUA030M AeTeN, COCTaBNALT:

A. Bce petn 6yayT 601bHbI;

B. 25%;

b. 50%;

I. Puck ans manbumnkos 50%, oesoYkum byayTt 340p0BbI;



[. Bce petn 6yayt 340p0BbI.

My>KuMHa, CTpaaatoWwmuii MOTOPHO-CEHCOPHOM NoanHeiponaTtuei Lapko-Mapu-Tyra,
KOHCY/IbTUPYETCA NO NOBOAY NPOrHo3a NOoTomMmcTBa. OH XKeHaT Ha 34,0P0BOM }KEHLUHE,
MMeeT ABYX 34,0PO0BbIX U 04HY 60/NbHYIO cecTpy, a Tak}Ke 6oabHOro 6para. OTtey,
npobaHaa v Bce poACTBEHHUKM OTLA 340p0Bbl. MaTb 60/1bHA, MMeeT Tpex 60bHbIX
cecTep U Tpex 340p0BbiX bpaTbes. [legywKka No MaTepPUHCKO inHun 6oneH, 6abywKa
3popoBa. bonbHOM 6paT NnpobaHAa XKeHaT Ha 34,0P0BOM KEHLWUHE U UMeEeT ABYX
60nbHbIX gouvepeit. BepoAaTHOCTb poXKaeHna 6onbHOro pebeHka y npobaHga
CcoCTaBNAeT:

B. 0%;

A. 100%;

. Bce aeBoukun 6yayt 60abHbI, ManbYymMKnN 340PO0BbI.

b. 25%;

. Bce manbumkm 6yayT 601bHbI, AEBOYKU 340P0BbI;

340pOBbIi IOHOLIA, UMEKLLLMW YeTblipeX 340pO0BbiX 6paTbeB, KOHCY/IbTUPYETCA MO
noBoAy NPOrHo3a notomcTea. Ero maTb 1 oTey, 340poBbl. Y maTepu ecTb ABe 340P0Bble
cecTpbl, 0AMH 340p0BbIN 6paT, a ABa ee 6paTa ymepaun oT MbllieyHoM aucTtpodumn
[loweHHa. BepoATHOCTb poXKAeHUA 601bHbIX AeTeil Yy KOHCYbTUpyloLerocs
cocTaBnserT:

. Puck npeHebperknumo man (o6wenonynaumMoHHbIN).

A. Bce manbunku 6yayt 601bHbI, 4€BOYKM 340PO0BbI;

6. Bce peBoukn 6yayT 601bHbI, Masb4MKK 340POBbI;

B. 50%;

. 25%;

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU No3uumamMmun. lna Kaxkaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOKeT 6bITb BbiI6paH 0AKH pa3, 601ee ogHOro pasa uau He BbibpaH BoBce.
Tunbl nepectpoek: A. FeHomHble; B. XpomocomHble. Mepectpoitku: 1. UHBepcuum; 2.
NMonunnoungum; 3. TpaHcnokauuwm; 4. Aeneuyun; 5. Tpucomuum; 6. Monncomuu; 7.
Aynavkauum.

A5,6; 63,47

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

A2,5,6;61,2,3

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/NeHHbIMU NO3ULMAMU. [iNa KaXK[oro
NPOHYMEpPOBaHHOrO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIbpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
Tunbl xpomocom: A. MeTaueHTpuueckue; b. CybmeTtaueHTpuueckue; B.
AkpoueHTpuyeckue. Fpynnbl xpomocom: 1. Fpynna F; 2. Fpynna B; 3. l'pynna D; 4. 'pynna
G; 5.Tpynna C; 6. T'pynna A; 7. F'pynna E.

Al,4;62; B4

Al,6;62;B3,4



A3,4;B62;B1,6

YCcTaHOBUTE COOTBETCTBUE MEXAY NpPeACTaB/leHHbIMU NO3NLMAMKU. [INA KaxKAaoro
NPOHYMEepPOBaHHOIO 3/1eMeHTa Bblbepute 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04KH pas, 60nee ogHOro pasa unam He BblbpaH BoBce.
CuHapom: A. CuHapom KnanHdenbrepa; 6. Cunapom TepHepa. HapyweHne nonosoro
passutua: 1. Hepgopassutue MonoUYHDbIX }Kenes; 2. AHOMa/sibHOe pPa3BUTUE MATKU U
Bnaranuuwa; 3. AMYHMKU He onpeaenarTca; 4. AmeHopes.

A-1;b6-2,3,4

b-1,2,3,4

A-1,3;b6-2,4

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMU No3UuMaMun. Ana Kaxkaoro
NPOHYMEpPOBaHHOIO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIbpaH oa4MH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
NepecTtpoitka y Hocutensa: A. C6anaHcupoBaHHaA peuunpoKHasa TpaHcioKauus; b.
Pob6epTcoHoBCKOM TpaHcnoKauun. Konmuecrso ramer: 1.6; 2. 4; 3.8;4.2; 5. 1.

Al; b2

A2; b5

A2; b1

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.
3aboneBaHue: A. CuHpom Bunbamca; 6. Cunpom Au-Axkopaxu; B. CuHpom Cmuta-
MareHuca; I. Cungpom Mpagepa-Bunnun. fleneumns: 1. 22q11; 2. 17p11.2; 3. 7q11.2; 4.
15q11; 5. 11p15.

A3,bB1,B2,T4

A4,bB1,B2,13

A3, b1, B3,I2

Mo>KHO rosopuTtb 06 onpegenaow,em 3HaUeHUN reHeTUYeCKUX GpaKTopoB B Pa3BUTUM
npu3HaKa nNpu 3HauyeHun KoappuumneHTa HacnegyemocTn, 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;

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBIeHHbIMU NO3MuMaMU. A KaxKaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
Tun HacnepoBaHuA: A. AYTOCOMHO AOMUHATHDBIN ; B. AYyTOCOMHO peueccuBHbIN; B. X-
cuenneHHbii TUN. 3abonesaHue: 1. CuHapom daBaparca; 2. Henpodpmubpomaros; 3.
Xopewu eHTUHrTOHA; 4. Muoguctpodua [lioweHa; 5. AapeHO-reHUTaNIbHbI CUHAPOM.



A-2,3; b5; B4
A5; b2,3; B4
A4,5;b4;B2,3

Mpu npoBeaeHUM NpeHaTabHOro CKPMHUHIA NO MaTEePUHCKMM CbIBOPOTOYHbIM
daKTopam y 6epemeHHOM }KeHWMHbI 06HapYXKeHbl cneaylowme nokasartenu: AP -
HUXXe HopMmbl, XI'Y — Bbiwe HopMbl, H3 — HUXKe HopMmbl. IMpU TaKUX pesynbTaTax MOXXHO
npeAnoJIoXKUTb, YTO Y N104a UMeeTCA NAaTONOoruA:

6. NedeKT HepBHOM TPYOKM (aHaHUEedanuns, spina bifida n 1.n.);

A. XpomocomHoe 3aboneBaHue;

B. PacwennHa rybbl u/mnun Heba;

. MHOecTBeHHble BPOXKAEeHHbIe MOPOKN PA3BUTUA;

A. CuHgpom MapdaHa.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM NO3UuMaAMU. A KaXKaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
Kputepumn oueHKu BapMaHTOB HYKNE€OTUAHOM nocneaoBartenbHocTh: A. Kputepum
NnaToreHHoCTU BapuaHTta; b. Kputepun gobpokauecTtBeHHOCTM BapuaHTa . Kputepun:
1.BapuaHTt de novo; 2. MonynAaunMoHHana YactoTa Bbiwe 3%; 3. BapuaHT HaxoauTca B
TPaHC NONI0XKEHUU C paHee onucaHHbIM; 4. He cerperupyet c 3aboneBaHnem B cembe; 5.
®YHKUMOHANbHbIW aHANU3 He NPOBOAUACA.

A1l,3; b4,5

Al,3; 62,4

A2,3,4; 64,5

®aKy/NbTaTUBHbIN reTepoOXpoOMaTUH XapaKTepusyertca:

b. PAaHHUM BpeMeHeM peninkauum B S—nepmnoae KNeToYHOro LMKAa;

B. BbICOKOW TPAHCKPUMLUMUOHHOM aKTUBHOCTbIO;

A. MoBcemecTHOM pacnpoCTPaHEHHOCTbO N0 BCEM XPOMOCOMaM;

. lekoHaeHCMPOBaHHbIM COCTOAHMEM B MHTEpda3e.

. dopMupoBaHMEM NNLLb Ha ONpPeaesieHHbIX CTaauAX XKU3HM OpraHM3ma B npegenax
TONIbKO OZIHOM M3 Napbl FOMOIOTMYHbIX XPOMOCOM;

NMpomoTop pacnonaraerca:

A. B KOHUge reHa;

B. B Hayane reHa;

b. B cepegunHe reHa;

. Cpasy nocne nHMuUUmnpytow,ero KoOAoHa;
[. MNepen TepMUHUPYIOWMM KOLOHOM.

YcTaHOBUTE COOTBETCTBUE MeEXKAY NpeAcTaBAeHHbIMU No3nuMaMU. [INA Kaxaoro
NPOHYMEPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oa4MH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
FeHbl: A. MpoTtooHKoreHbl; b. FeHbI-cynpeccopbl onyxoneBoro pocra. OnpeaeneHue: 1.



Mo3uTuBHbIE perynaTopbl, CTUMYAUpPYIOLWME AeneHune KneTku; 2. HeratuBHble
perynatopbl, NPENATCTBYIOWMUE Ae/IEHUIO KNeTKU; 3. He MMeloT OTHOLUEHUA K AeNeHUI0
KneTtku; 4. Monekynbl, ycunusatiowme geuctsue apyrux 6enkos; 5. MosutusHble
perynaropbl, CTUMyAUPYIOLWUE Ae/IeHUe KNETKMN.

A2, b1

Al, b2

Al, b4

Ha monekynsapHom ypoBHe Tesiomepa COCTOUT U3:
A. CTPYKTYPHbIX FEHOB;

B. MosTOopsatoweinca nocnegosatenbHoctn -TTAGGG-;
b. Anbda-catennnTHbIX NOCAeA0BaTENbHOCTEN;

. GC-6oraTbix NocnenoBaTeIbHOCTEN;

[. PacceAHHbIX NOBTOPOB.

[ONnA BO3HUKHOBeHUA pobepTCOHOBCKOM TpaHCNOKaUuMmn Heobxoaum:
A. OANH XPOMOCOMHbIM Pa3pbiB;

b. [lBa XpOMOCOMHbIX pa3pbiBa;

B. He meHee TPEX XpOMOCOMHbIX Pa3pbIiBOB;

. XpOMOCOMHbIe pa3pblBbl HE HYXHbI;

[. MHOXeCTBeHHble XPOMOCOMHbIe Pa3pbIBbl.

Mo>XHO 1n peKomeH[,0BaTb ceMbe NpoBeaeHne A0PO0A0BOM AUAarHOCTUKU HA BapUaHT
HYKNEeOTUAHOM NoCcNen0BaTe/IbHOCTU HEACHOrO 3HAYeHUA?

MOHO Ha paHHUX CPOKaX;

HuKorpa Henb3s;

Mo pelwweHunto Bpaya;

TonbKO B C/ly4asx TAXKeNbix 3a601eBaHU;

MoXHO B KOHUe | TpumecTpa.

B notomcTBe OT 6paKa AByX rerepo3uroT (Npu ayToCOMHO-A40MUHAHTHOM
Hacnea0BaHUM) aHOMaA/bHbIW FeHOTUN 6yAyT UMeTb:

b. HUKTO N3 aM6pPUOHOB;

B. 1/4 smbpunoOHOB;

A. Bce ambpu1OHbI;

[. 3/4 3MmbpUOHOB.

r.1/2 sm6bpnoHOB;

CeAa3n, yaep:kusawuwme uenm B aosonHoi cnupanu AHK obpasosaHbi:
A. Mapamun pocdaTos;

6. Mapamm a30TUCTbIX OCHOBAHUI;

B. Napamu HUTpPaATOB;

. dochaTom 1 caxapom;

[. Caxapom 1 a30TUCTbIM OCHOBaHMEM.



Monekyna OHK npepgcrasnser coboit:
B. TpUANUCTHUK;

. CoegnHeHne 6eH30/1bHbIX KoNew,;

A. OgHouEenoYeYHYIO MONEKYNY;

b. [lByxuenoyeyHyo MoneKkyny;

. NMonvnenTtna,

YKaxKuTe Knaccbl NOBTOPAIOLWMXCA NOC/eA0BaTe/IbHOCTEM, K KOTOPbIM OTHOCATCA
MO6UNbHbIE 3N1eMEeHTbI:

b. TaHaeMHble NOBTOPbLI;

. MannHapombl;

A. lMpocTble NOBTOPbLI;

B. PacceAHHble NOBTOpPbLI;

[. YHNUKanbHble NocneaoBaTeNbHOCTW.

"®abpukamu 6enKka" B Knetke ABNAIOTCA:
6. MutoxoHapwuu;

A. Pubocomsi;

B. Untonnasma;

I. MNepoKkcmncomsl;

. ln3ocomol.

Peannsauua HacheacTtBeHHOW MHPOPMALUU B KNETKE 3YKapUoT NPOUCXOAMUT B
Hanpas/ieHuu:

6. PHK - OHK - 6enok;

. benok - PHK - OHK;

A. benok - AHK - PHK;

B. AHK = PHK - 6enok;

A. PHK = 6enok - AHK

EAMHMUEN reHeTUYeCKOM KapTbl reHOMa ABAAETCA:
B. XpomocMHble 6eHAbl;

. KnoHnpoBaHHble pparmeHTbl AHK;

b. Hykneotug;

A. CaHTMMOpraHnaa;

[. DK30HbI U UHTPOHBI.

MNocTtpoeHune pusnyeckoi KapTbl 3TO:

A. U3amepeHune ganHbl XPpOMOCOMbI NOL MUKPOCKOMNOM;

B. lNocTpoeHue nepeKpbiBatOLLEeroca KOHTUra KJIOHOB;

b. OnpeneneHue Bcex reHOB UCC/IeQyeMOro OKYCa;

. MomeweHne nocnegosatesnibHOCTU [IHK B BEKTOP 4/19 PAa3MHOXKEHUSA;
[. 3mepeHune 4acToTbl KPOCCUHIOBEPA MEXKAY reHaMM.

OCHOBHOI1 0CO6EHHOCTbIO reHEeTUYECKOM CTPYKTYPbI U3OZTATOB ABAAETCA:



A.YBennyeHue 4onu reteposunror;

B. YBennueHune gonun peL,ecCMBHbIX FTOMO3UrOT;

b. YBennyeHmne nonm oOMUHAHTHbIX FOMO3UIOT;

. CHUXKeHune f0nn peueccMBHbIX TOMO3UIOT;

. NpnmepHO 0gMHAKOBOE COOTHOLWEHME TOMO- U reTepOo3nror.

N3 84000 peten, poaAMBLLUUXCA B TedeHUe 5 neT B NaHMUKCHOM nonynauuu, y 210
06bHapy}KXeH NaToNornyeckmu peLeccuBHblii NpU3HaK. Yactota HOpmanbHOro annensa A B
OAHHOI NnoNynALMMN COCTaBNAET:

b. 85%;

A. 95%;

B. 50%;

. 9,5%;

. 5%.

C ncuxonornyeckom TOUKU 3peHuna nposeaeHne meauKo-reHeTU4ecKoro
KOHCY/1IbTUPOBAHMUA B CBA3U C POXKAeHnem pebeHKa c BpoXKAeHHO HacneaCcTBEHHOM
natonorueun uenecoobpasHo:

. K cemun rogam;

A. Cpasy nocne poxaeHus;

b. Yepes wecTtb mecaues;

B. Yepe3 Tpu roaa;

[. K BocemHaguatn rogam.

YacTtoTta MOHOreHHbIX 60n1e3Hel B pacueTe Ha HOBOPOXKAEHHbIX:
b. 0,1%;

. 5%;

A. 3%;

B. 1%;

A. 10%.

Y 34,0p0BbIX poauTenei, He COCTOALLUX B KPOBHOM POACTBE, POAUCA CbiH C
axoHgponnaasueit. B poaocnoBHoM gpyrux cnydyaes 3a6oneBaHUA He BbIIB/IEHO.
BepoATHOCTb NOBTOPHOTO poXKAeHua 6oabHOro pebeHka B aHHOM b6pake cocTaBnsert:
b.10%;

Ob6uwenonynALNOHHbBINA PUCK;

B. 25%;

. 50%.

B 6paKe cOCTOAT MY>KUMHA U YKEHLLMHA C aXOHAPON/IaCTUYECKOM Kap/IMKOBOCTbIO.
Ffomo3urotTHblie 3SM6pPUOHDBI NO AaHHOMY 3a601€BaHUI0 NIeTa/ibHbI. Y My3Ka ecTb
340pOBbIN 6paT U cecTpa ¢ Tem Ke 3aboneBaHnem. Ux otey 6oneH, a maTtb 3g0poBa. Y
»KeHbl 06a poaHbIx 6paTa 1 cecTpa 340pP0BbI, KaK U UX poagutenn. BepoatHocTb
poxaeHna 6onbHOro pebeHka B 6paKke AByX NopaXKeHHbIX poauTenen coctaBnfer:

b. 66%;



A. 100%;

B. 50%;

. 75%;

. Okono 0%.

MyKoBuMcUMAa03 HacnegyeTca No ayTOCOMHO-peLLecCMBHOMY Tuny. BepoAaTtHoCTb
poxaeHua 6onbHOro pebeHKa y 340p0BbIX poauTeneii, eCan OHU YXKe UMEIOT Tpex
peteu (3a0poBylo A04Yb, 04HOrO 340POBOro CbiHa M 0AHOT0 60/1bHOTO CbiHA),
COCTaBNAET:

b. 50%;

I'. Puck ans manbumkos 50%, a AeBouKkun 6yayT 340p0BbI;

A. Bce petn 6yayT 340p0BbI;

B. 25%;

[. Bce netn 6yayT 60/1bHbI.

Ffremopunua Hacnegyetca no X cuenneHHOMY AOMUHAHTHOMY Tuny. NMpob6aHa (6onbHOM
MY)XUYMHA) YKeHaT Ha CBOei poACTBEHHMLE, OTel, KOTOpPOoW TaK»Ke 6oneH remodunuei.
BeposaTHOCTb poXKAeHUA 60bHbIX AeTeid B 3TOM 6pake cocTaBaserT:

6. 50% He3aBuUCMMO OT NON3;

A. 100% pgna coiHoBer 1 0% ana goyepen;

B. 50% ans coiHoBen u 0% ans aodepen;

. 25% He3aBMCMMO OT NONa;

. 0% He3aBMCcMMO OT nona.

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUMAMU. INa KaXKa0ro
NPOHYMEPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0A4UH pa3, 60nee ogHOro pasa uam He BblibpaH BoBce.
HoBopoxaeHHbii: A. loHoweHHbIN; b. HeaoHoweHHbIN. CpoKKu 3abopa KpoBu ansa
HeOHaTaNbHOro CKpuHUHra: 1. Cpasy nocne poxkgeHus; 2. B nepsbi geHb Ku3Hu; 3. Ha
yeTBepTbIN AeHb }Xn3Hu; 4. NMocne 10 gHEN }KU3HN.

A2; b4

A4; B3

A3; b4

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/IeHHbIMU NO3ULMAMU. [na KaxK[oro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
CuHapombli: A. CuHgpom KnainHdenbtepa; 6. CuHapom TepHepa. XapaKTepHble
KAHU4YecKue cumntombl: 1. Huskopocnoctb; 2. EBHyxomaHoe cTpoeHue Tena; 3.
Bbicokui pocT; 4. KpbinoBuaHble CKNagKu KoXXu B 06nactu wen; 5. HapyweHue
NoON0BOro Pa3sBUTUA.

A1,4,5;b62,3,5

A2,3,561,4

A2,3,5;61,4,5



YCcTaHOBUTE COOTBETCTBUE MEXAY NpPeACTaB/leHHbIMU NO3NLMAMKU. [INA KaxKAaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBeHHbI
KOMMNOHEHT MOKeT 6bITb BbiI6paH 0AUH pa3, 60n1ee ogHOro pasa uau He BbiIbpaH BoBce.
3aboneBaHue: A. PeHunketoHypusa; b. AapeHoreHuTanbHbl CMHAPOM; B. BpoXKAeHHbIN
runotupeos; I. MykoBucuupos; . Nanakrosemus. JlabopaTopHO-gNarHoCTUYECKUA
Kputepui: 1. UMMyHOpeaKTUBHbIA TPUNCUHOrEH; 2. 17-rnapoKcunporectepon; 3.
deHnnanaHuH; 4. TupeoTponHblit ropmoH; 5. O6bw,an ranakrosa.

A3;b62;B4;I1; A5

A3;b62;B4;15; 41

A5;62; B4;11; A3

FeHom yenoseka 3To0:

6. HacneactBeHHbIM annapaT KNETKU, coAeprKalimMn Becb 06bem nHbopmauum,
HeobxoaMMoOI Ans pa3BUTUS OPraHM3Ma;

A. BenkoBbIi annapaT KNeTKU, COAEPKALLUNIA COBOKYNMHOCTb BCEX MOJIEKYN CTPYKTYPHbIX
6enkoB M GepMeHTOB;

B. DHepreTnyecKkunit annapart KNeTku;

. COBOKYMHOCTb BCEX SKCNPECCUPYIOLLUXCA MONEKY B KNETKE;

[1. COBOKYNHOCTb BCEX METUIMPOBAHHbIX NOC/eA0BaTeNIbHOCTEN B KNETKE.

Mpouecc TpaHcAALMM OCyLLeCTBNAETCA:
b. B cm3ocomayx;

. Buutonnasme;

A. B agpe KneTku;

B. B pubocomax;

. Ha kneTtouHon membpaHe.

B npouecce cnaaicMHra NnpouUCXoauT:

B. Bbipe3aHue MHTPOHOB M3 NEPBUYHOIO TPAHCKPUMNLMOHHOIO NPOAYKTa;
A.Ypsoenune [HK;

b. Cunte3 PHK;

. CuHTE3 benka;

[. CuHTe3 ATO.

Ona pecCTPUKLUNOHHbDbIX 3HAOHYK/1€a3 XapaKTepPHO BCe NepevynucieHHoe, Kpome:
A. “3awunTbl” 6akTEPMANBHOM KNEeTKM OT uyxKepoaHoi AHK;

[. Perynaunm skcnpeccmnm CTPYKTYPHbIX FEHOB.

b. Pacwennenna AHK B cneunduryeckmx cantax;

B. MpumeHeHUA ana nonyyeHma pekombuHaHTHbIX AHK;

. Ucnonb3oBaHMA Ans naeHTMGUKaLMM U aHan3a FeHOB;

MmMnpUHT — 3TO:

6. Cneundunyeckana MapKMpPOBKa POAUTENbCKUX aNNeNen;

A. lNoTepsa XxpOMOCOMHOTO MaTepmuana Ha OTLOBCKON UM MAaTEPUHCKOM XPOMOCOME;
B. HykneotngHble 3ameHbl B AHK poautenbckux annenen;



. CTPYKTYpPHbIe U3MEHEHWA OTLLOBCKOM UM MAaTEPUHCKOMN XPOMOCOM;
A. NAP® oTUOBCKOM MAM MAaTEPUHCKO XPOMOCOM.

B nHTepdase mexay ABYMA MUTOTUYECKUMU AeNE€HUAMMU NMPOUCXOAUT:

B. AMMUHYyums (notepa onpeaenéHHOM YacTu) XPOMaTUHA;

I. PennnKkauua ueHTpoMepHbIX 06.1acTet XpoOMOCoM;

5. O6bMeH roMmoNOrMYHBIMM YHACTKAMU MeX LY TOMONOTMYHBIMU XPOMOCOMAMMU;
A. PenanKauma xpomocom;

[. YKopouyeHune Tenomepsbl .

Monekyna AHK coctouT us:

A. AMUHOKUCNOT;

B. Caxapa (ae3okcupurbo3bi), pocdaTHbIX FPynn U a30TUCTbIX OCHOBAHWIA;
b. Caxapa (pn603bi), pocdaTHbIX FPynn M a30TUCTbIX OCHOBAHWIA;

. AMMHOKKCAOT, pocdaTHbIX FPYMNN 1 a30TUCTOINO OCHOBAHMUSA;

. Caxapa (pn603bl), aMMHOKMCNOT.

OcCHOBHble XMMUYECKUe CBA3MU, yyacTByowme B opmMmuposaHuUM B3aMmogencremusa
meXay KomnaemeHtapHbimu yenamu A HK:

. JOHOPHO-aKUenTOpHble CBA3N;

b. docdoanadpupHbie cBA3Y;

A. BogopogaHble cBA3w;

B. MonnnentnaHble cBA3M;

. NOHHble B3anmoaencTaus.

BONbLWMHCTBO HAcNeACTBEHHbIX HapyLweHuit meTabonusma obycnosneHo:
b. PeueccnBHbIMU reHamu;

A. JOMWHAHTHbIMN FTEHaMWN;

B. LMTonnasamaTnyeckom HacneaCcTBEHHOCTbIO;

. XpOMOCOMHbIMU TPUCOMUAMMN;

. TepaToreHHbIMM BO34ENCTBUAMM.

AHK-30HA — 370!

b. EAMHWYHbIE pacceAHHble HYKNeoTuabl;

B. MocnepnoBaTeibHOCTb HYKNEOTUAOB, KOTOPbIE Y3HAET PeCTPUKUMOHHAA SIHA0HYK1eas3a;
A. NocneposatenbHoctn AHK, coctoawan ns 20-25 HykneotTnaos,;

. ®parmeHT AHK ¢ dnryopoxpomHoI meTKon.

. MocneposBaTtenbHocTb AHK ANMHOM HECKONBKO M/IH. NAap HYKNEeOoTUAOB;

lFeHbl TP53 n RBloTHOCATCA K:

[. UMNPUHTUPOBAHHbIM reHam;

A. OHKOreHam;

b. leHam-cynpeccopam onyxosesoro pocra;
B. leHam «gomallHero xo3amcrea»;

[. MuUToxoHApWasibHbIM reHam.



MpobaHp cTpapaeT aedeKTom HOrTe U KONEHHOM YalleyKu, ero bpar 3g4opoB. 310
3aboneBaHue 6b110 y 0TUA NpobaHAa U AeAyLKK No oTUy. BeposaTHOCTb TOro, UTO Y
npobaHaa MoXeT poaUTbCA pebeHOK ¢ aedeKTOM HOTTEN U KOJIEHHOM YallueyvyKH, ecnm
OH BCTynaert B 6paK co 340p0OBOM KEHLUHOMI, COCTaBAAET:

A. Bce petn 6yayT 601bHbI;

B. 50%;

b. 75%;

. 25%;

. Okono 0%.

O6a cynpyra 340p0OBbl, HO KaXXAbl¥ U3 HUX UMeeT CM6COB, NOPaXKeHHbIX OAUHAKOBOM
ayTOCOMHO-peLeccMBHOU GOpPMON NUrMEHTHOro peTuHuTa (y my»Ka 6oabHbl 6paT u
CecTpa, a y XXeHbl 601bHa cecTpa). PUcK poxxpgeHua 6onbHoro pebeHka cocrasnser:
A. Bce petn 6yayT 60/bHbI;

a.1/9.

b.3/4;

B. 2/3;

r.4/9;

docharamnaber nepepgaerca no X-cuenieHHOMY 4OMMUHAHTHOMY TUNY. BepoaTHOCTb
poxaeHua 6onbHoOro pebeHKa y 601bHOro My>4mnHbl COCTaBNAET:

A. 100%;

[. Bce peBoukun 6yayt 60abHbI, Manb4ymMKN 340PO0BbI.

6. 50%;

B. 25%;

. Bce manbyumkm 6yayT 601bHbI, AEBOYKMU 340PO0BbI;

YcTaHOBUTE COOTBETCTBME MeXKAy NpeAacTaB/NeHHbIMU no3uuyuamun. ina Kaxxaoro
NPOHYMEpPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
Tunbl neyeHuna: A. Cumntomatudeckoe; b. NatoreHeTnyeckoe; B. dTmonorunyeckoe.
NleyeHue: 1. lTopmoHanbHOe nevyeHue npu cuHgpome TepHepa; 2. Xupypruueckoe
NleyeHue pacwenuHbl rybol u Heba; 3. Anetotepanmna Npu HeNepeHOCUMOCTU N1aKTO3bl; 4.
3amecTuTeNbHaA Tepanua NPuU caxapHOM MHCY/INH-3aBUCMMOM aunabere.

Al,2;B63,4

A2; b3,4

Al,2; b4

YcTaHOBUTE COOTBETCTBUE MeXAY npeacTaB/eHHbIMU NO3UUUAMU. lna KaXaoro
NPOHYMEpPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
Tunbl nepectpoek: A. FTeHomHble; b. XpomocomHble. NMepectpoiiku: 1. UHBepcum; 2.
Monunnoupgum; 3. TpaHcnokauuwm; 4. Aeneuyun; 5. Tpucomuu; 6. NMonncomuu; 7.
Aynankauum.



A2,5,7;b1,3,4,6
A2,5,6;61,3,4,7
Al,3,4,7;B62,5,6

YCcTaHOBUTE COOTBETCTBUE MEXAY NpeACcTaB/leHHbIMU NO3nUMAMKU. [NA KaxKaoro
NPOHYMEepPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOXeT 6bITb BbiIbpaH 04KH pa3, 60nee ogHOro pasa unam He BblbpaH BoBce.
MNon uenoBeka: A. leTteporameTHbiu; b. TomorameTtHblii. XapaKTepeH ANA: . MYXCKOro
nona; 2. }KeHCKOro nosa; 3. My>XCKOro U }XeHCKoro nona; 4. nuy, c Kapuotunom 47, XXy;
5. avy, c kKapuotunom 45, XO0.

A2; b1

Al; B2

Al; B3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM NO3UuMaAMU. A KaXKaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIbpaH o4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
Xpomocombi: A. X; B. Y. Tunbl xpomocom: 1. CybmeTaueHTPUK cpegHero pasmepa; 2.
Manbii meTaueHTpUK; 3. KpynHbiv aKkpoueHTpUK; 4. KpynHbIA meTaueHTPuUK; 5.
CybmeTaueHTpUK cpeaHero pasmepa.

A2, b5

Al, b4

Al, b5

Mpo6aHa (6onbHaA KaTapaKToM XKeHLWKUHa) umeeT 3g0poBoro 6paTa. OTteu, 6oneH
KaTapaKToi, maTb U ee POACTBEHHUKU 340p0BbI. Mo AMHUK oTua 6abyluKa 340p0Ba,
AeAywKa 6oneH, npagea (otey AeAyLwKK) CTpaAan KaTapaKToil. BepoAaTHOCTb TOro, Uto y
npobaHpa moryTt poauTbca 60abHbIe AeTH, eCIN OHA BblAET 3aMy3K 3a reTepo3uroTHoro
No KaTapakKTe 3TOro e TUNa My>KUYMUHY, COCTaBAAeT:

B. 50%;

. 25%;

A. Bce getn 6yayT 60/1bHbI;

b. 75%;

[. Okono 0%.

Tenomepa — 310!

. KOHUEeBble y4aCTKMU XPOMOCOM;

A. lNepeTaxkKa, pasgenatoLlLaa XpOMOCOMY Ha ABa Naeya;
b. YyacToK npuKpenneHnAa BepeTeHa AefleHUs;

B. YyacToK, urpatowmii raBHYI pPo/ib B AeNEHUN KNETKN;
L. Y4aCTKM XpOMOCOMHDbIX Niey.

CUHaNTOHEMHbI KOMNJ1eKC — 3TO:
b. Komnnekc pubocom B ooumte nepBoro NopAaKa, B KOTOPbIX MAET aKTUBHbIN CUHTE3
6enkKa;



. benkoBasa CTPyKTypa, brarogapa KOTOPOM ABa FOMOJIOrA YAEPKMBAKOTCA BMeECTe B
AVakuHese-meTadase 1-ro MEMOTUYECKOTO AE/IEHUSA;

A. PeuenTtopbl CNOXKHOW CybbeAMHUYHOM CTPYKTYPbI, KOTOpble GOPMUPYIOTCA Ha
uMTONNa3MaTUYECKON membpaHe;

B. benkoBas CTpyKTypa, BO3HMKAlOWaA B Npodase NepBoro MemoTM4ecKoro geneHns
MeX Ay ABYMS TOMOIOTMYHbIMU XPOMOCOMaMMU;

[. Komnnekc lonbarKu.

Yucno xmasm, BbifiBIA€MbIX B HOpMme B ANaKUHe3e, meTtadase 1-ro menoTMyeckoro
OeNneHua y YenoBeKa, COCTaBAAET NPUMEPHO:

. OKono 200 Ha KNeTKy;

A. 1-2 Ha KneTKy;

B. Okono 50 Ha KneTky;

b. 5-6 Ha KneTKy;

[. bonee 1000 Ha KneTky.

Puck poxaeHua y Hemonopgoin matepu pebéHka c cuHgpomom [layHa, obycnosneH
0CO06EeHHOCTAMM rameToreHesa y XeHLUH:

. O6Wwum BO3paCTaHNUEM YaCTOTbl TOYKOBbIX MYTALMM Y }KEHLWMH cTapLe 35 nerT;

A. Bbicokon nponmdepaTtMBHON aKTUBHOCTbIO OOrOHMEB, CONPOBOXAaloLWenca owmnbKkamm
B paboTte AHK-nonnmepassbl;

b. bonblwoit ANUTENBHOCTLIO CTAaAMN AUKTUOTEHDbI Y HEMOJIOAbIX *KEHLLUH,
COMPOBOXAAOLLENCA POCTOM BEPOATHOCTM HapyLIEHUI annapaTa BepeTeHa AeNeHuns;

B. Bo3pacTaHMeMm 4acTOTbl HEPABHOTO KPOCCUHIOBEPA B ramMeToreHese y HeMo104bIxX
YKEHLLNH;

[. HapyweHunem cuctemsbl penapauunn AHK.

BTopuuyHoOe HepacxoXKaeHue Xpomocom — 3T0:

. HepacxoXKaeHne XpoOMOCOM BO BTOPOM Ae/IEHUN ApO0BIeHUA 3UTOTbl;

A. HepacxoxaeHne XpoMoCcoOM BO BTOPOM AeNeHUn Meno3a;

B. HepacxoxageHne XxpomMoCcoOM B MENO3E Y UHANBUAYYMA, YKE MMEIOLLETO XPOMOCOMHYIO
NaTONOrMUIO;

b. [1Ba cnepyrowmx Apyr 3a 4pyrom HepacxoXaeHua XpOMOCOM, CHa4vasia - B NepBOM, a
3aTem — BO BTOPOM Ae/IEHUN Meno3a;

. HepacxoxaeHne XpoOMOCOM B Meno3e y HocuTens pobepTCOHOBCKOM TPAHCA0OKaUMK,
KOTOpaA BO3HUKAET NPU LLEHTPUYECKOM CAUAHUN ABYX XPOMOCOM.

B uHtepdasze mexagy 1-m 1 2-m geneHnamun meimosa, NPoOUCXOAUT:

[. MponcxoauT KpoccmHrosep;

A. Penankauma xpomocom;

b. PenanKauuna He umeeT mecTa;

B. Mpoucxoant AuMuHyuma (noteps onpeaenéHHOM YacTn) XxpoMaTUHa;
. Nponcxogmt cnupanmnsayma XpOMOCOM.

NocnepoBatenbHOCTb aMUHOKUCAOT B I'IOHMHE"TMAHOVI uenu onpeagenaeTrca:



A. KoHdopmauymen pnbocomHbix 6enkos;

b. NocnepoBaTenbHOCTbIO HYKNeO0TMA0B MPHK;

B. lNocnepoBaTenbHOCTbIO HYKN1e0oTMA0B MPHK;

. AKTUBHOCTbIO PEPMEHTOB NOCTTPAHCAALMOHHON MoaANndUKaLNK;
[. NocneposatenbHOCTbO HYKNeoTnao0B8 pPHK.

BeKTOpHYIO eMKOCTb Oonpeaenser:

6. Paamep camoi BEKTOPHOM NOCNeA0BaTENBHOCTY;

B. KonnyectBo Konui BeKTopa, KOTOPOE NOAYYMTCA NPU MHKYbauum BeKTopa B TeyeHue 1
Yyaca;

A. CymmapHbIN pa3mep nNocieaoBaTe/lbHOCTU BEKTOPA M KNOHUPYEMOro GparmeHTa;

[. Hanbonblwnii paamep KnoHMpyemoro ¢pparmeHTa, c KOTopbiM BeKTOp byaeT
Pa3MHOaTbCA.

. HaumeHbLlwnit pazmep pparmeHTa, C KOTOPbIM BEKTOP ByAET pa3MHOXKaTbCS;

N3BeCTHO, 4TO COOTHOLLUEHUE pPe3yC—MNONO0XKUTE/IbHbIX U pe3yc—oTpULLaTENbHbIX AUL,
paBHO 84% n 16% (pe3yc-oTpuuatenbHasa NPUHAANEKHOCTb HacneayeTca no
peueccMBHOMy TUNYy). YacToTa peueccMBHOro aniens r- B nonyasauum COCTaBaser:
6. 50%;

. 25%;

A. 60%;

B. 40%;

. 10%.

MmMnpUHT — 3TO:

. CTPYKTYPHbIE U3MEHEHMNA OTLLOBCKOM MM MAaTEPUHCKOM XPOMOCOM;

A. loTepa XpOMOCOMHOIoO MaTepmana Ha OTLOBCKOM UM MATEPUHCKOM XPOMOCOME;
6. Cneundunyeckana MapKMpPOBKa POAUTENIbCKUX aNlNIeNEN;

B. HykneoTtnaHble 3ameHbl B JHK poantenbckux annenem;

A. NAP® oTUOBCKOM MM MAaTEPUHCKOM XPOMOCOM.

O6pa3oBaHMeE KXMMEPHDbIX» reHOB YacTO NPUBOAMUT K:
Ob6pa3oBaHUE XMMEPHbIX TEHOB HE BO3MOXHO

. HacneactBeHHbIM MOHOTEHHbIM 3a60n1eBaHUAM;
AKTMBaLMNMN OHKOCYNpPeccopos;

b. AKTMBaUWN OHKOreHoOB;

. Annenbcneunduryeckon skcnpeccum.

BonbHOM anbb6MHU3IMOM BCTynaeT B 6pak co 340p0BOIM XKEHLWMHOU, BpaT KOTOpOIA
CTpapaet Toi Xe popmom anbbuHnama. PUckK gna ux pebeHka cocraBnser:

r.1/3;

A. Bce petn 6yayT 601bHbI;

b.3/4;

B.2/3;

a.1/6.



YcTaHOBUTE COOTBETCTBUE MeXAY NpeAacTaB/leHHbIMU NO3UUUMAMU. lna KaXaoro
NPOHYMEepPOBaHHOr0 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
Tun ocHoBaHwmii: A. MypuHbl; B. MnpumuguHbl. HazBaHue ocHoBaHUM: 1. AgeHuH; 2.
TumuH; 3. N'yaHuH; 4. LiITO3MH.

A3; 62,4

Al,3;62,4

Al,3; b4

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/IeHHbIMM NO3UuMaAMU. A KaXKaoro
NPOHYMEpPOBaHHOIO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIbpaH oa4MH pa3, 60nee 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 nogaarorca neueHuio.

A4; b4

A3; b4

A2; B3

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/eHHbIMU NO3UUUAMU. lna KaXKaoro
NPOHYMEPOBAHHOIO 31eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
OnpepeneHune: A. OTpaXkawuwme pacCToOAHUA MeXXAay reHaMu n Nokycamum; b.
NMo3sonaowme NOKaNNU30BaTb reH Ha XPOMOCOME UU B ee NoKyce; B. Umetlowme
Haunbonbluee paspeweHue. Tun KapTbl: 1. HykneotngHole; 2. NleHeTUuecKue; 3.
dusunyeckue; 4. XpomocomHble; 5. PecCTpMKUMOHHbIe.

A2, B4, B3

A2, b3, B4

A3, b4, B2

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMM No3MumMamMmun. Ana Kaxkaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa Bblbepute 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIbpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
Tun HachepoBaHuA: A. AYyTOCOMHO-pPeLLeCCUBHbIN TUN; b. AYyTOCOMHO-40MWHAHTHbIN TUN.
3aboneBaHue: 1. BpoxkgeHHble NOPOKU cepaua; 2. Muoguctpodpua [ioweHHa; 3.
MunopocrteHos; 4. PeHnnkeToHypuma. 5. Heitpodpubpamoros.

Al, b4

A4; b5

A4, b4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM NO3UuMaMun. Ana Kaxkaoro
NPOHYMEPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oa4MH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
3aboneBaHue: A. CuHpoma Bunbamca; b. Cunpoma Ou-Oxopaxu; B. CuHpoma Cmura-



MareHuca; . Cungpom Mpapgepa-Bunnun. fleneuymns: 1. 22q11; 2. 17p11.2; 3. 7q11.2; 4.
15g11; 5. 11p15.

A3;b62;B1;4

A4;b1;B2;T13

A3;b61;B2; 114

CekBeHupoBaHue [HK npeacraBnsaer cobou:

. UcchepoBaHme B3aumoaenctemsa AHK c benkamu;

A. OnpegeneHue nocnenoBaTeNbHOCTU aMUHOKUCNOT B BenkKe;
6. OnpepeneHne nocnepgosatenbHOCTU HyYKNeotTnaos [HK;

B. MeTopa “copTUpoBKMN” XpOMOCOM;

. NcchepoBaHne naeHtnomnKaumm 6enkos.

CTtaaua KNeTouHoro aeneHus Hanbonee ygobHaa gna nsydeHmMsa Xpomocom:
A.Mpoda3za;

b. MeTadasa;

B. AHada3sa;

. UHTepda3sa;

. Tenodasa.

MNocTtpoeHune pusnyeckom KapTbl 3TO:

. NomeweHne nocnegosatenbHoctTn JHK B BEKTOP 419 pa3MHOMKEHUA;
A. U3amepeHune aNnHbI XPOMOCOMBbI MO MUKPOCKOMOM;

B. [NocTpoeHne nepeKpbiBaOLLEroca KOHTUIA KN1OHOB;

6. OnpeneneHune Bcex reHOB UCCeQYEMOrO NOKYCA;

[. U3mepeHune 4acToTbl KPOCCUHIOBEPA MeX Ay reHamu.

Kakoit pepmeHT yuacTByeT B npouecce penimkauuu:
b. AHK-nonnmepasa;

A. PHK-nonnmepasa;

B. Hykneasa;

. Tenomepasa;

. Pocdopunasa.

KonxunymHoBasa MHaKTUBaLUA BepeTeHa OCTaHAaB/IMBAaeT MUTO3 Ha CTaguUu:
B. Tenodasbi;

. UHTepdasbl;

A. AHada3sbl;

6. MeTadasbi;

A. Npodasbl.

FeHOm yenoseka 370:

b. HacnheactBeHHbIM annapaT KNeTKku, coaepralmuin Becb 06bem nHpopmauymu,
HeobxoAuMoOM AnA Pa3BUTUA OPraHM3Ma;

A. BenkoBblli annaparT KNeTKK, coaepKal il COBOKYNHOCTb BCEX MOIEKY CTPYKTYPHbIX



6enKkoB N pepMeHTOB;

B. dHepreTnyeckmii annapaT KNeTKu;

. COBOKYMHOCTb BCEX IKCMPECCUPYIOLLLUXCA MONEKYN B KNETKE;

[1. COBOKYNHOCTb BCEX METU/IMPOBAHHbIX NOC/NE40BaTENIbHOCTEN B K/ETKE.

Ynbtpadumonerosbie Ny4yn MOryT Bbi3biBaTb:
B. l[eHOMHble myTaumnm;

. FeHHble M TeHOMHble MyTaLuu;

b. XpomocomHble abeppaunu;

A.TeHHble myTauum;

[. [eHOMHble N XpOMOCOMHbIe MyTaL N,

KnoHunposanue AAHK npegnonaraer:

B. NUP;

. BAOTUHT-r1Mbpuan3ayms;

6. NAP®;

A. BctpanBaHue pparmeHTa IHK B BEKTOPHYHO KOHCTPYKLMIO;
A. Tnbpuamnsaums in situ.

Hanbonee usyueHHoi anureHeTuueckon mogudukaumen apnaerca:
b. Cneyndunyeckoe metmamposaHme untosnHos B CG-anHyKneotTmaax;
A. CTPpYKTYpHble U3MEHEHNA OTLLOBCKOM MM MAaTEPUHCKOM XPOMOCOM;
B. AueTMnampoBaHue rmcToOHOB;

. dochopmnmpoBaHue rMcTOHOB;

[. OAHOHYKNEOTUAHbIN NONMMOPPU3M POAUTENBCKUX XPOMOCOM.

OnTuMmanbHbIN pasmep nonynauum ana GyHKULMOHUPOBAHUA OAHOU MeXKpPeruoHabHOM
MeAMUKO-TeHEeTUYECKOWN KOHCY/1IbTalumn COCTaBAAET:

. 8-10 mnH.;

A.1-1,5 mnH,;

b. 2-3 MnH.;

B. 4-6 mnH.;

[. bonee 10 mnH.

Mpo6aHa (6onbHaA MO3XKEeUKOBOM aTaKCUeEM XKEeHLWUHA) UMeeT ABYX 340pPO0BbIX 6paTbes,
oaHoro 6onbHOro 6pata 1 ABYX 340p0BbIX cectep. OTey, Nnpo6aHAa U ero poACTBEHHUKU
340pO0Bbl, MaTb 60/1bHA. [legyLika No MaTepUHCKOM IMHUK 6oneH, a 6abyluKka 3g0poBa.
BepoAaTHOCTb poXKAaeHnA 60nbHbIX geTen y npobaHaa, ecniv OHA BbIMAET 3aMyXK 33
34,0pPOBOro MyXXU4MuHy, COCTaBAAET:

. 75%;

A. Okono 0%;

B. 50%;

b. 25%;

. 100%.



YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU No3UumuamMuU. lna Kaxaoro
NPOHYMEepPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOKeT 6bITb BbiI6paH 0AMH pa3, 60n1ee ogHOro pasa uau He BbibpaH BoBce.
Tunbl xpomocom: A. MeTtaueHTpuueckue; 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.

Al,8; b5,6; B3,7

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

Al,3,7; B5,6; B4,8

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU NO3UuMAMU. Ina KaXKaoro
NPOHYMEPOBAHHOro 3/1eMeHTa Bblbepute 6yKBeHHbIX KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pa3, 60nee ogHOro pasa unm He BbibpaH BoBce.
OnpeaeneHue: A. PparmeHT 04HON XPOMOCOMbI NPUCOEAUHACTCA K NOBPEXAEHHOMY
KOHUy apyrou; b. Pa3pbiB XpomoCcoMbl B ABYX MecCTax U nocneayloLiee coeguHeHue
3TOro pparmeHTa, HoO ¢ nosopoTom Ha 180 rpapycos. ABnenue: 1. Fannongus; 2.
Tetpannougua; 3. leneuunsn; 4. Uusepcua; 5. TpaHcnoKaums.

Al, b5

A5, b4

A5, B3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMU No3uumMamMmun. Ana Kaxkaoro
NPOHYMEPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
3aboneBaHue: A. NonHana TectukynapHaa pemuHusauma; b. HenonHaa TectukynapHas
demuHmnzauuma. Bospacr maHndecrauun: 1. NMNepmnoa HoBOpoOXKAeHHOCTY; 2. MepBbiii rog,
*usHu; 3. NMepsoe aecatunetme; 4. Nepmoa nonosoro cospeBaHus; 5. 3penbiit Bo3pacr
(nocne 30 ner).

A2, b1

A4, b1

Al, b4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3UuMaMU. Ana Kaxkaoro
NPOHYMEpPOBaHHOIO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIbpaH oa4MH pa3, 60nee ogHOro pasa uam He BbibpaH BoBcCe.
3aboneBaHue: A. FTemopunus; b. bonesHb PeknuHrayseHa; B. lmneptoHunyeckas
6one3Hb. Tun HacnepgoBaHuA: 1. PeueccusHbIN, cuensieHHbIU ¢ X Xxpomocomou; 2.

[ OMMWHaHTHDBIN, cuenieHHbIN ¢ X Xpomocomoit; 3. AYyTOCOMHO-peLLecCUBHbIN; 4.
AYTOCOMHO-A40MMUHAHTHbIN. 5. MynbTudaktopHas.

Al, B3, B5

A2, b5, B2

Al, b4, B5

YcTaHOBUTE COOTBETCTBUE meXay npeactaBNeHHbIMU No3uuUamun. ina Kaxkaoro



NPOHYMEPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
Tun HacnepoBaHuA: A. AyTOCOMHO-peLeccuBHbIN TMN; b. AYyTOCOMHO-A0MMHAHTHDbIW TUN;
B. X-cuenneHHbit TMN; I. MynbtudakropuanbHbin; Al. Tun HacheaoBaHUA He
ycTtaHoBneH. CuHgpombl: 1. Paccena-Cunbsepa; 2. MukpoaHodptanbma JleHua; 3.
Aapckora; 4. OnuTtua-dpuaca.

62,3, B4, A1

b1, B2; A4

b4, B2,3, A1

OnAa PYHKUMOHNPOBAHUA MMNPUHTUPOBAHHbIX PAMOHOB B HOPME XapaKTepHO:
A. BuannenbHana sKkcnpeccus;

B. Annenbcneymdpunyeckan skcnpeccus;

b. OTcyTcTBME 3KCNpeccum;

I. MoBbiWweHHaa aKkcnpeccus;

[. CHnxeHue sKkcnpeccum.

NepBuYHOE HepacxoXKaeHue XpoMmoCcom — 3TO:

B. HepacxoxaeHne XxpoMoCoOM B NEPBOM Ae/IeHUM Ap061eHNA 3UTOTbl;

. HepacxoXKaeHne XxpOMOCOM BO BTOPOM MENOTUYECKOM Ae/IEHUN;

A. HepacxoxaeHne XpOMOCOM B MEPBOM AeNeHUN Meno3a;

6. HepacxoxaeHne XpoMoCcom B MeN03€e Yy KapMONOrnM4yeCcKkM HOPMaJibHOTo
MHANBUAYYMA;M

. O4HOKpaTHOE HePACXoXKAeHME XPOMOCOM B Melo3e (B 1-m, nan BO 2-M MeNOTUYECKOM
AeneHun).

Ynbtpadumonertosbie Ny4yn MOryT Bbi3biBaTb:
. [eHHble M reHOMHble MyTauun;

B. XpomocomHble abeppaunu;

A.leHHble myTauuu;

B. l[eHOMHble myTaumnm;

[. [eHOMHble N XPpOMOCOMHbIe MyTaLmnn.

Monekyna TPHK:

B. UmeeT dopmy “TpUNUCTHMKA”;

A. Cny»KuT 3aTpaBkon npu penankaumm AHK;

B. AiBNAeTCA KOMNOHEHTOM PUBOCOMDI;

. He nepemewaeTca 3a npeaenbl 44pa;

[. ABnAaeTca 3annCbo CTPYKTYPbl NOANNENTUAHON Lenu.

PaccTtoaHue mexay reHamu gna GpusnuecKkoim KapTbl onpegensaerca no:
A. YacToTe KpOCCUHroBepa mexay HUMu;

b. KonnyecTBy HYKNEOTUOHbIX MAp MeX 4y HUMU;

B. KoninyectBy XpOMOCOMHbIX 63HA0B MeX Ay UX NOKyCamu;

. KonnyectBy gpyrux reHOB meXxay HUMuU;



[. Konnyectsy NOBTOPAKOLWMXCA e ANHUL,.

B nonynauuun 3a 8 net poaunocb 500 000 HOBOPOXKAEHHDbIX, CpeAn KOTOPbIX
06HapykeHo 45 60nbHbIX ¢ peHnNKeToOHYypUueit. HacToTa reTrepo3nroTHbIX HocuTenemu
cocraBnfer:

b. 5%;

B. 4%;

A. 10%;

A.1,9%.

. 2,5%;

EcAn MMNPUHTUPOBAHHbIN FreH 3KCNpPeccupyeTcsa C OTLOBCKOM XPOMOCOMbI, TO Ha
MaTepPUHCKOI XpOMOCMe 3TOT FeH:

6. imeeT NOBbIWEHHYIO SKCMpPeccuto;

A. He aKkcnipeccupyeTcs;

B. Toxke aKcnpeccupyeTcs;

I. Ero aKkcnpeccma HeCKONIbKO CHUXKEHAQ;

[. XapaKkTepunayetca oTCPOUYEHHOM 3KCNpeccuen.

OnTMMmanbHbIN pasmep nonyaauum ana PyHKUMOHUPOBAHUA MEeLUKO- FTeHETUYECKOMU
KOHCY/1IbTalM COCTaBNALT:

B. 3-4 mnH.;

. 5-6 MAH.;

b. 2-3 MnH.;

A.1-1,5 mnH,;

[. bonee 10 mnH.

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTtaB/eHHbIMU No3uumamu. lna Kaxaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOKeT 6biTb BbiI6paH 0AMH pa3, 60on1ee ogHOro pasa uau He BbibpaH BoBce.
BeKkTopHaa emKocTb: A. Hanbonblan; b. HammeHbluan. BeKTopHble KOHCTpyKuuu: 1.
PetpoBupycHble; 2. Parosbie; 3. Ha 0CHOBE MCKYCCTBEHHbIX XPOMOCOM ApOXKKein; 4.
MnasmungHoble; 5. KocmuaHoble.

A3; b4

A4; B3

Al; b4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU NO3UuMAMU. ONna KaXKaoro
NPOHYMEpPOBaHHOIO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIbpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
YpoBeHb maccoBoro ob6cnepgosaHua 6epemeHHbIX eHwuH: A. MNepebiit; b. Bropoi.
Cnyxb6a, ocywecrensaowan obcnepgosaHme: 1. AKyLepCcKo-ruHeKonornyecKas; 2.
MepguKko-reHeTuuecKkas; 3. TepanesTuuecKkan; 4. Xupypruueckas; 5. lNegunarpuueckas.
Al; b2

A2; b1



A5; b2

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTtaB/eHHbIMU No3UumuaAMU. lna Kaxkaoro
NPOHYMEepPOBaHHOIO 3/1eMeHTa Bblbepute 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOKeT 6bITb BbiI6paH 0AKH pa3, 60n1ee ogHOro pa3a uau He BbiIbpaH BoBce.
Tun HacnepoBaHUA: A. AYyTOCOMHO-pPeL,eccoBHbIN TUN; b. AYyTOCOMHO-A0MWHAHTHDbIN TUN;
B. X-cuenneHHbiii Tun; I. MynbtudaktopmanbHbiif; [. Tun HacnhepoBaHUA He
ycraHoBneH. CuHapombl: 1. Paccena-Cunbsepa; 2. MukpoaHodprtanbma JleHuya; 3.
Aapckora; 4. Onutya-dpumaca.

b1, B2,3, 14

b4, B1, 42,3

b4, B2,3, A1

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3UuMaMU. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiIbpaH 04uH pa3, 60nee ogHOro pasa unm He BblbpaH BoBce.
Kputepum oueHKMN BapnaHTOB HYKNeoTUAHOM nocnegoBatenbHocTu: A. Kpurtepwuii
NnaToreHHOCTU BapuaHTa; b. Kputepuin obpokauectBeHHOCTU BapuaHTa . Kputepum:
1.BapuaHT de novo; 2. MonynsauMoHHanA YacToTa Bbiwe 3%; 3. BapMaHT Haxogutca B
TPaHC NOI0}KEHUM C paHee onUcaHHbIM; 4. He cerperupyert c 3abonesaHnem B cembe; 5.
®YHKUNOHANbHbIW aHaNU3 He NPOBOAUACA.

Al,3; 62,4

Al,3; 64,5

A2,3,4; 64,5

MonoBbiMmu Xxpomocomamm Ha3bIBalOTCA XPOMOCOMbI:

B. Haanume KoTopbix B KAapnuoTMne onpeaensaet Nnoa OpraHU3ma;

A. T1oN0BbIX KNETOK;

b. YuacTBylowme B KPOCCUHIOBEpPE;

. CogeprkalLme TONbKO reHbl, AeTepMUHUPYIOLWMe Pa3BUTUA NONA;
A. T'pynnbl A.

EAMHMUEN reHeTUYEeCKOM KapTbl reHOMa ABAAETCA:
b. Hykneotug;

A. CaHTMMOpraHnaa;

B. XpomocMHble 6eHAbl;

. KnoHnpoBaHHble pparmeHTbl AHK;

[. DK30HbI U UHTPOHDI.

Penaunkauua AHK - 3to npouecc:

B. YagoeHuna monekynbl JHK;

A. Nepegaun nHdopmauum c PHK Ha noanmnenTuaHyo uens;
b. YaBoeHuna monekynbl PHK;

. Nepepaun nHpopmauum c AHK Ha PHK;

[. Bbipe3aHune MHTPOHOB.



OrpaHunyeHue NaHMMUKCUU B NONYNALUN NPUBOOMT K:
. YcTaHOBAEHMIO NOCTOAHCTBA YaCTOT annenen;

A. CHMXEeHMIo0 40NN AOMMUHAHTHbBIX TOMO3UTOT;

B. CHMXKeHUIo JONn reTepo3unroT;

b. CHMXXeHUo AoAn peuecCUBHbIX TOMO3UTOT;

[. YcTaHOBNEHMIO NOCTOAHCTBA YaCTOT reHOTUMOB.

B reHeTUUYECKYIO0 KOHCY/IbTaLMIO 06paTUaach KeHLMHa, MyXX KoTopoit 6oneH
remodunumeii A. Onpeaenntb pUCK ANA peTeit oXXnaaerca B 3Tom 6pake, ecam n3BectHo,
4YTO POAOC/NI0OBHAA CAMOM YKEHLUHbI N0 reMopUanNN He OTAroLLLeHa:

B. Bce aetn 6yayT 340p0BbI HE3aBUCUMMO OT NONA, HO AEBOYKM BYAYT HOCUTENBHULLAMMU
reHa remoounnu;

A. Bce manbunku 6yayt 601bHbI;

6. MonoBuHa manbymkos 6yayT 601bHbIMU;

. Bce AeBoYKM ByayT 60NbHbI.

B cembe, rae y oTua BTopasn, pe3yc—no/10XKuUTeibHasa rpynna KpoBM, a y MaTepu TpeTbA,
pe3yc-nonoxKutenbHas, poaunca pebeHoK c nepBoi pe3yc—oTpuL,aTeIbHOM rpynnowu
KpoBu. BepoAaTHOCTb TOro, 4Tto y cnepytouiero pebeHka byaer yuersepran pesyc—
NONOKUTeNbHaA rpynna KPoBM, COCTaBAAET:

r.1/16;

A.4/9;

B. 3/16;

B.1/9;

a.1/11.

*eHwmHa umeeT ABYX CbiHOBEN, 601bHbIX MbilLeYHO guctpoduen [loweHHa 1
340pOBYI0 A04b. PUCK poXKAaeHUA elle 0A4HOro 601bHOro CbiHA COCTaBAAET:

A. 100%;

6. 50%;

B. 25%;

r.12,5%;

. Bce manbuymku 6yayT 340p0BbI.

[oub 60nbHOro remodpunmen nmeer AByX 340POBbIX CbIHOBEW U OAHY 34,0POBYIO A0Ub.
Puck 3aboneBaHua ana ee BHyKa OT A04epu COCTaBNAET:

b. 50%;

r.12,5%;

A. 100%;

B. 25%;

[. PUCK onAa BHyKa OTCyTCTBYeT.

Puck poxaeHua y Hemonopgoin matepm pebéHka c cuHgpomom [layHa, obycnosneH
0CO6EeHHOCTAMM rameToreHesa y XKeHLUH:



6. Bonbwon AANTENBHOCTBIO CTAaANUN OUKTUOTEHDBI Y HEMONOAbIX KEHLWMWH,
CONPOBOXKAAOLLENCA POCTOM BEPOATHOCTU HApPYLUEHMI annapaTa BepeTeHa AeNeHuns;

A. Bbicokon npoandepaTMBHOM aKTUBHOCTbIO OOFTOHMEB, CONMPOBOXKAAOLWENCA OWNOKamum
B paboTte AHK-nonnmepassbl;

B. Bo3pacTtaHMem 4acToTbl HEPABHOMO KPOCCUHIOBEPA B rameToreHese y Hemos1i04plxX
KEHLWMH;

. O6wmMMm BO3pacTaHMEM YACTOTbl TOYKOBbIX MyTaLMI Y KEHLWMH cTaple 35 ner;

[. HapyweHunem cuctembl penapaunm AHK.

Habop xpomocom B 3urote n B COMaTU4ECKOM K/1eTKe YeNoBeKa Ha3blBaeTcAa:
A. AHeynnouaHbim;

B. IvnnonaHbim;

b. lannonaHbim;

. MonnnnongHoim;

[. TeTpanaougHbim.

MpuuUEeHTPOMEpPHbIA FreTePOXPOMATHH YesloBeKa 06bIYHO COCTOUT U3:

. MoNMHAPOMHbBIX NOC/IeA0BaATENBHOCTEN;

A. PacceaHHbIX NOBTOPAKOLLMNXCA NOCNeA0BaTE/IbHOCTEMN;

B. TaHAEMHO OpraHM30BaHHbIX BbICOKONOBTOPAOLWMXCA NOC/NeA0BATENBHOCTEN;
B. YHMKanbHbIX NOC/Nea0BaTEe/IbHOCTEN;

[. TpnnnetHbIX NOBTOPOB.

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

A. NI3meHeHune Yncsia XpoMoCcom;

B. C6banaHcHMpoOBaHHbIe TPAHC/IOKaLUWK;

. TeHOMHble myTaumum;

. TepaToreHHble BO34ENCTBUA.

Mrbpugusaums in situ c 1oKkyc cneymnpuueckumm npobamm nossonser:

b. Monyuntb HPoOpMaLMIOo O NepecTponKax nccaeayemoro noKyca y 601bHOro;
A. M13yunTb Kapmnotmn 60/1bHOTO;

B. Monyuntb nHpopmaumto 0 MyTaumax B reHe;

. Onpepennte NOPD;

. Onpenenntb HYKNEOTUAHbINA COCTaB NCCNeAyeMOro I0Kyca.

BeKTOopHasa cucrema — aTo:

Cuctema Habopa yHMKaNbHbIX NnocnegoBaTtenbHocTen AHK;
Cuctema gna nepefaym reHeTUYEeCKOro matepumana BHYTPb KNETKU;
B. MosTOpAtowanaca nocnegosatenbHoctb AHK;

Cuctema 6aKTepmsa-X038UH;

A. NonnnentngHaa nocnenosaTesibHOCTb.

LleHTp perynaunm UMNpuUHTUHIa NnpeacTaBaneT coboit:



B. AnddepeHumnanbHO MeTUanpoBaHHbIM panoH OHK;
A. CTPYKTYPHbIN reH;

6. MoBTOpPAOWMIACA 31IEMEHT;

. f[eTepOXpOMATUHOBbLIN PAaNOH;

. yXpOMaTUHOBbLIN PANOH.

B reHeTUUYeECKYIO0 KOHCYIbTaLMIO 06paTunach KeHuWurHa, otel, Kotopon 6oneH
remodpunumeii A. Onpeaenntb pUCK HacnefoBaHUA remopuaum ansa ee aeTen:
6. Bce manbumnkun 6yayTt 60nbHbI;

I. Bce aeBoYku 6yayT 601bHbI;

A. Bce manbunku byayT 340p0BbI;

B. B cpeaHem, N0ON0BMHA ManbinKoB byayT 601bHbIMY;

. Bce petn 6yayT 340p0BbI.

CTpYKTYypbl, cOeauHAIOLWMNE CECTPUHCKUE XPOMaTHUADbI U coaepKalue cneumndpuryecKkyio
nocneposartenbHocTb HK, Heobxoaumylo ana cerperauum XpoMoCcom, Ha3biBalOTCA:
b. KnHetoxopol;

. Catennutbl;

A. Hutn BepeTeHa;

B. LleHTpomepbl;

[. Xpomomephl.

HapyweHue paBHOBecHa mexay CTUMYIMPYIOLLMM AEUCTBUEM OHKOTeHOB U
610KMpyOWMM AEUCTBUEM F€HOB-CYNPEecCOPOB Ha KAETOYHbIN LMK/ MOXeT NPUBECTU K:
. MHaKTMBaLWW FreHOB, PACMNOJIOXKEHHbIX B UMNPUHTUPOBAHHbIX palioHax;

A. XpOMOCMHbIM NepecTponKam;

b. PazButunio onyxonu;

B. [NoABneHUIO MmyTauuu B reHe;

. CHNXKEeHUIo reHHOM 3KCMPEeccuu.

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

A. MpomoTOp, MUHULMUNPYIOLLUIA KOAOH, 3K30HbI, MHTPOHbI, TEPMUHUPYIOLLNIA KOAOH;
b. 9K30HbI;

B. UHTpOHDI;

. MpomoTOp, MHTPOHDI;

A. MpomoTOop, MHULUMPYIOWNIA KOLOH, MHTPOHbI, TEPMUHUPYIOLLUIA KOLOH.

OCHOBHbIe XMMUYECKUe CBA3MU, yHacTBylowme B popmmnposaHuM B3aMmoaencTems
mexay Hykneotngamm B uenu 1HK ato:

B. MonnnentngHble;

. JOHOPHO-aKLENTOPHbIE;

A. BoopopoaHble;

b. PocdoanadupHsbie;

[. KoBaneHTHble.



KapTbl, eguHuueit uamepeHusa KOTOpbIX ABNAETCA YacTOTa peKoMOUuHauuu:
A. HykneotngHbole;

b. leHeTnyeckue;

B. dusnueckue;

. XpOMOCOMHbIE;

[. PecTpuKyMOHHbIE.

Mpu KynbTBMpPOBaAHUM B NPUCYTCTBUU PTA Aenatca KNeTKu Kposu:
A. MoHOUUTBI;

. TumdouymnThbl;

b. dputpounTsbl;

B. Hentpodunel;

[. MbilweyHble KNeTKu.

Ana ayxpomaTuHa XapaKTepHbl:

B. MIHTeHCMBHOe OKpalwmneBaHue no G-meToauke;
. HeakTMBHaa KOHpopMaums;

A. Cnnpanusaumsa B uHTepoase;

b. CogeprkaHune CTPYKTYPHbIX FEHOB;

[. bonbloe KoAn4YecTBO TaHAEMHbIX NOBTOPOB.

Knacrep mMnpuHMpOBaHHbIX FeHOB B HOpMe:

He sakcnpeccupyeTcs;

fMnepaKkcnpeccupyeTcs;

dKcnpeccupyeTca c 06enx XpoMoCom;

OnddepeHumnanbHO aKCNpeccnpyeTca TO/IbKO C 04HOM XPOMOCOMbI;
XapaKkTepu3yeTcs OTCPOYEHHOM IKCNpeccuen.

Mpu o6HapyKeHun "NoXxKHOro" oTLOBCTBA, YTO NPUHLMUMNNAZIBHO U3MEHUT NPOrHO3
NOTOMCTBA, TAKTUKA Bpava-reHeTUKa B MeAUKO-TeHEeTUYECKOI KOHCY/IbTaLuu:

B. becega npoBoAnTCA C ABYMSA Cynpyramu;

. My nonyyaeTt Hpopmauymio 6e3 yyeta

b. UHPOopMaLUIO O pUCKE NONYHAET MYXK;

A. TeHeTU4YeCcKnit pUCK COOBLLLAETCA TONIbKO KEHLLUHE;

A. NHpopmaumio o pucke NonyyatoT poaCcTBEHHUKM.

YacTtoTa HacneACTBEHHbIX U BPOXKAEHHbIX 3a601eBaHNIA Y HOBOPOXKAEHHbIX COCTAaBAAET:
. 25%;

A. 10%;

B. 5%;

b. 1%,;

. 50%.

B He6onbLIOK NONYAALUM C BbICOKOM YaCTOTOM ayTOCOMHO—pPEeL,eCCUBHOro anbbuMHM3ma
60nbHOM MY}KUMHA BCTynaeT B 6paK co 340p0BOM }KEHLWMUHOMU, MaTb KOTOPOI NOpaXKeHa



Tem Xe 3abonesaHuem, a otey, 380p0B. PUCK poxaeHua 60nbHOro pebeHKa B aTom
6pake cocrtaBaser:

B. 25%;

. 10%;

A. Bce getn 6yayT 60/bHbI;

b. 50%;

. Bce petn 6yayT 340p0BbI.

B He60/bLIOI NONYAALMUM C BbICOKOI 4aCTOTO ayTOCOMHO-PEeLLecCCUBHOro aabbuHmnsma
60nbHanA XeHLWMHA BCTyNaeT B 6paK co 340p0BbIM MYXKUYMHOMK, POAUTENN KOTOPOTO
TaK)Xe 340PO0Bbl, a AeA N0 OTLOBCKO NNMHUM Bbin anbbuHOCOM. PUCK poXKaeHuA
6onbHOro pebeHka B aTom 6pake cocrtaBnser:

. 10%,;

A. Bce petn 6yayT 601bHbI;

B. 25%;

B. 50%;

. Bce petn 6yayT 340p0BbI.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBNeHHbIMU NO3ULMAMU. [na KaXK[oro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
Monekyanbi: A. HK; B. PHK. ®yHKuuu: 1. CoxpaHeHue HacneacTBeHHOMU MHPopmauum B
Knetke; 2. MNepepaya HacneacTBeHHOU MHGopmauuu; 3. TpaHCNOPT aMUHOKUCAOT; 4.
CTpouTenbHbI MaTepuan, Heob6XoaMMbIN ANA XKU3HU KNETKK; 5. dHepreTnueckan
CUCTEMA KNETKWU.

Al;b61,2,3

Al,2,3; b2

Al;b62,3

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU No3uumamMun. lna Kaxkaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOKeT 6biTb BbiI6paH 0AUH pa3, 60n1ee ogHOro pasa uau He BbibpaH BoBce.
NMocnepoBatenbHoCTb: A. 9K30H; b. UHTpPOH. OnpepeneHue: 1. KogoH mPHK; 2. EauHuua
TPaHCKpunuumu; 3. YYaCTOK reHa, KogupyloLwmii 4acTb NOoCne[0BaTe/IbHOCTU 3penioin
MPHK; 4. MocneaoBaTeNbHOCTb, PaCNO/IOXKEHHAA A0 CTAPTOBOM TOUKU TPAHCKpUNLUUK; 5.
Y4acToK reHa, He KOAUPYIOLWKN NocnepoBaTeIbHOCTb 3penont MPHK.

A2, b4

A3, b4

A3, b5

KoHcynbTupylowanca }KeHwuHa ctpagaet pocpargmnabetom. Y Hee ecTb aBe 60abHbIX
dochatguabetom cectpbl n gBa 380p0BbIX 6paTa. MaTtb npobaHaa 3aoposa. Otey u ero
poaHan cecTpa cTpagatoT pocpatgmnabetom, a ewwe aBa ux 6para 350poBbI.
docparamnaberom ctpagana 6abywKka no oTUOBCKOM IMHUM, ee cecTpa U oTel, a ABaA
6paTta 6abywwikn n nx aetn 6111 340poBbl. BepoATHOCTL poXKaeHna 60nbHOro pebeHka y



npobaHpa cocTaBnser:

A. 100%;

b. 50%;

B. 25%;

. Bce manbyumkm 6yayt 601bHbI, 4EBOYKM 340P0BbI;
[. Bce neBoukn 6yayT 601bHbI, MaNb4MKM 340POBbI.

Cpeau nepecTpoeK yKaxkute Ty, AN1A KOTOPOU Heo6X0AMMO MaKCMMaibHOE KOIMYeCcTBO
pa3pbIBOB:

[. MepuueHTpUyeckan nHeepcus;

A. UHTepcTMumanbHaa geneums;

B. UHCcepums;

b. TepmuHanbHaa geneyns;

[. TenomepHasa geneuns.

B ABYX TPYAHOAO0CTYNHbIX FOPHbIX CE/IEHUAX OAHOTO HAaLLMOHA/IbHOIO PerMoHa 4acToTbl
rpynn KPoOBM Y XXUTeNEeN pe3Ko OTINYaloTcA. 3To, N0-BUAMMOMY, BbI3BaHO:

. CHMXKEeHMEM YPOBHA reTepo3urorT;

A. Pa3HbiM ypoBHEM 0TOOPa;

6. Apendom reHos;

B. Pa3HbIM ypOBHEM MYTaLLMOHHOIO NPoOLECCa;

. YpoBHem oTbopa.

M3 84000 geTteir, poaMBLUMXCA B TeueHUe 5 neT B NaHMUKCHOM nonyasauum, y 210
obHapyKeH NnaToNornyecknii peLeccuBHbIv NpuU3HakK. Yactota retrepo3uroTt Aa B gaHHOM
nonynauum cocTaBaferT:

A. 95,5%;

. 9,5%;

b. 60,5%;

B. 22,5%;

A.2,5%.

Yactota XpOMOCOMHDbIX 6021€3HEN Y HOBOPOXKAEHHbIX COCTaBAAET:
B. 5%;

M. 10%,;

A.0,1%;

b.0,8%;

. 25%.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/NIeHHbIMU NO3ULMAMU. [Na KaxK[oro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oa4MH pa3, 60onee 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;b62,5,6; B3,7
A8; b2,5,6; B7
A1,4,8;B63,7;B 2,5,6

feTeporameTHbIM Ha3blBaeTcA:

. OpraHn3m c GeHOTUNNYECKMMM MPU3HAKAMM KEHCKOTO NONa;

A.Mon, B ANNNONAHOM KNEeTKe KOTOPOro MMelTcA ABE OANHAKOBbIE MON0BbIEe
XPOMOCOMbI;

6. Mon, B AMNN0OMAHOMN KNETKE KOTOPOro MMEIOTCA ABE Pa3Hble N0N0BblIe XPOMOCOMbI;
B. OpraHu3am c peHOTUNMYECKMMU MPU3HAKAMMN MY CKOTO NoNa;

. OpraHn3m ¢ XPOMOCOMHbIMU NEPECTPONKAMM NONOBbLIX XPOMOCOM.

OHK-pgunarHoctuka 6on1e3Heit MUMNPUHTUHIA CBOAUTCA K ONpeaeneHuio:

. KpynHbIX XpOMOCOMHbIX NepecTpoekK;

b. CTPYKTYPHbIX MyTaLUIM B reHax;

A. Pa3nnunii B annenbHOM METUIMPOBAHMM OTLLOBCKOW M MAaTEPUHCKOM XPOMOCOM;
B. Pa3nnunit B reHHOM aKcnpeccum;

. O4HOHYKNEOoTUAHbIX NOANMOpPHU3IMOB.

MnepmetnnmpoBaHue UnTo3MHOB B CG-AUHYKNEOTUAAX PETYIATOPHbIX PaliOHOB reHa
NPUBOAMUT K:

B. YcuneHuto TpaHCKPUNLMOHHOM aKTUBHOCTU FEHOB COCEAHEro I0KYyCa;

. He BAnAET Ha aKTUBHOCTb reHa;

B. YcuneHuto TpaHCKPUNLUMOHHOM aKTUBHOCTU FeHa;

A. MoaaBneHUIo TPAHCKPUNLMOHHOM aKTUBHOCTM rEeHa;

. He3aHaunuTebHOMY CHUMKEHMUIO TPAHCKPUMNLMOHHOM aKTUBHOCTU.

Dpend reHoB cBA3aH C:

B. ChyyarHbIM pacnpenesieHMemM reHOB B NONYAALMKU MAJIOro pa3mepa;
A. YpoBHEM MYTAaLMOHHOIO NpoLecca;

6. YpoBHEM 0TOOPa;

. HapyweHnem naHMuKcuu;

[. CHMxeHnem ypoBHA reTeposuror.

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/eHHbIMUY No3UuMaMn. Ana Kaxkaoro
NPOHYMEpPOBaHHOIO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIbpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
3aboneBaHusa: A. Mporpeccupyowian moiliedyHaa guctpooumsa; b. Pakomaros. MpuHUUNbI
neyeHuna: 1. dtmonornyeckum; 2. NaroreHeTnueckui; 3. 3amectTutenbHbii; 4.
CumnTomaTuuecKkuis; 5. He nogaarorca neueHuio.

A3, b4

A4, b4

A4, b1



B cocTtaB HyKN1€o0CcOM BXOAAT:

6. AHK 1 puboHykneonpoTenabl;

A. IHK u ructoHoBble 6enkn H2A, H2B, H3 n H4;
B. PHK v HeructoHoBble 6enku;

. PHK 1 ructoHoBble 6enkn H2A, H2B, H3 u H4;
A. OHK v ructoHoBbIn 6enok H1.

CuHTe3 HoBoM uenu AHK Ha angupyowen HATU B Npouecce penankauum
ocyuiecTenaerca:

B. OTcpoueHo;

. C nomouwbto dparmeHToB OKacaky;

6. AnckpeTHO;

A. HenpepblBHO;

[. YcKkopeHHo.

KapTbl, eguHuuen usmepeHusa KOTopbiX ABAAETCA YacTOTa peKoMbUuHaumu:
A. HykneotngHbole;

b. leHeTnyeckue;

B. ®usnueckue;

. XpOMOCOMHbIE;

[. PecTpuKyMoHHbIE.

K npoTOOHKOreHam KneTku OTHOCATCA:
6. PocTtoBble paKTOpPbI M NX PELENTOPbI;
A. [eHbl « JOMaALLHEero Xo3samMcTea;

B. [eHbl- XpaHUTENN KNEeTOYHOTO UMKNa;
. MuTOXOHApPWANbHbIE TeHbl;

[. UMNpUHTUPOBAHHbIE reHbl.

Y 340p0OBbIX poauTeNnei, He COCTOALLUX B KPOBHOM POACTBE, POAUANCA CbIH C
aXOHAPONaCTUHECKOM Kap/IMKOBOCTbIO. B pogocnosHoM apyrux cnyvyaes 3abonesaHums
He BbiiBNIeHO. BepoATHOCTb poXKaeHua 6onbHOro pebeHka y npobaHga B ero byaywem
6pake co 340pOBOM }KEHLLMHOMN COCTAaBAAET:

B. 25%;

A. Okono 0%;

. 50%;

b.10%;

. 100%.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/NIeHHbIMU NO3ULMAMU. [Na KaxK[oro
NPOHYMEpPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
HacneacrtBeHHble 60ne3Hu: A. bonesHb MNowe; 6. bonesHb HUmaHa-MNMuka Tun A/B; B.
BonesHb Tea-CaKca. B HepBHbIX KneTKax Hakanausaertca: 1. ChuHromuenuH; 2.
FaHranosng GM2; 3. NaHramnosung GM1; 4. MaHH030-6-pocdar; 5. [noKkouepebposung.



Al; b5; B3
A5; b1; B3
A3; b1; B5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaB/IeHHbIMU NO3ULMAMU. [na KaxK[oro
NPOHYMEepPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOXeT 6bITb BbiIbpaH 04KH pa3, 60nee ogHOro pasa unam He BblbpaH BoBce.
XpomocomHbiit Habop: A. FannougHbiif; b. AunanoungHoin; B. TpunaougHbin. Yucno
xpomocom: 1. 22; 2. 23; 3. 46; 4.47; 5. 69.

Al; B3; B5

A2; B3; B5

A2; B3; B4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3UuMaMU. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pas, 60nee ogHOro pasa unm He BbibpaH BoBce.
Tunbl neyeHuna: A. Cumntomatnueckoe; b. NatoreHeTnueckoe; B. dTmonornyeckoe.
NeueHue: 1. TopmoHanbHoOe nevyeHne npu cuHapome TepHepa; 2. Xupypruyeckoe
NledyeHume paclenuHbl rybbl n Heba; 3. lveToTepanuma NnpmM HeNepPeHOCUMOCTU NaKTO3bl; 4.
3amecTutenbHanA Tepanuma Npu UHCYIMH-3aBUCMMOM CaxapHOM guaberte.

A2,4;b61

A4;B63,1

Al,2;63,4

Ecav B AHK amuHoKucnota neruuH Kkogupyertca tpunaetom LLAA, 1o
KomnsieMmeHTapHbiMm KogoHom mPHK 6yaer:

r.uur;

A. AULL;

b.TVYY;

B. YYA;

1. VAL,

BHOBb BO3HMKLUAA HEUTPAJIbHAA MyTaLMA UMeEET BbICOKYIO BEPOATHOCTb 6biTb
yTpauyeHHOM B NOoC/eAyoLMX NOKONEHUAX, YTO, BO3MOXKHO, 06ycN0BNEHO:

. 9ddeKkTom poaoHavYaIbHUKA;

A. lencteuem otbopa;

6. YTpaTton B cnny CTaTUCTUYECKUX NPUYNH;

B. U3ameHeHneMmM reHHbIX 4acToT;

A. Opendom reHos.

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

B. YcnneHuto TpaHCKPUNLMOHHOW aKTUBHOCTU reHOB COCEAHETrO JIOKYCa;

. He BansaeT Ha aKTUBHOCTb FeHa;

b. YcnneHuto TpaHCKPUNLMOHHOW aKTUBHOCTU reHa;



A. MopaBneHIo TPAHCKPUNLMOHHOM aKTUBHOCTM FEHa;
. He3HauYUTENbHOMY CHUMKEHWIO TPAHCKPUNLMOHHOM aKTUBHOCTM.

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/ieHHbIMU NO3UUUAMU. INA KaXKa0ro
NPOHYMEpPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BblbpaH BoBce.
HacneacteeHHble 60ne3Hu: A. bonesHb MNowe; 6. bonesHb HUmaHa-NMuka Tun A/B; B.
bonesHb Tea-CaKkca. B HepBHbIX KneTKax Hakanausaetca: 1. ChuHromuenuH; 2.
FaHrnnosupg GM1; 3. NaHramosug GM2; 4. MaHHo030-6-pocdar; 5. TnoKkouepebposua.
A3, b1, BS

A5, b1, B3

A5, b3, B1

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3UuMaMU. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiIbpaH 04uH pa3, 60nee ogHOro pasa unm He BblbpaH BoBce.
MpuumnHa 3ab6oneBaHua: A. NaToreHHbI BapUaHT B MUTOXOHAPUaNbHOM reHome; b.
MaToreHHbl BapuaHT B AaepHOM reHome; B. O6pa3oBaHue NaToreHHbIX KOHFI0MepaToB
6enka. 3abonesaHue : 1. Cungpom MELAS; 2. Atpodua 3putenbHoro Hepsa Jlebepa; 3.
CuHapom PeknuHrxayseHa; 4. CuHgpom AHrenbmaHa ; 5. PeHunKeToHypusa

Al,2; 63,4,5

A1l,2,3; b5; B5

Al,5;b62,3,4

MpuunHOM BO3HMKHOBEHUA HacNeaCcTBEHHbIX aedeKToB 0bmeHa ABAAIOTCA:
. feHOMHble myTauum;

A. U3meHeHMne yncna Xpomocom;

b. leHHble myTauuu;

B. CbanaHcHMpoBaHHbIE TPAHCNOKALMY;

[. TepaToreHHble BO34ENCTBUA.

Monekyna pPHK:

B. AiBNAeTCA KOMNOHEHTOM pUBOCOMDbI;

A. Cny»KuT 3aTpaBkon npu penankaumm AHK;

B. UmeeT dopmy “TpUNUCTHMKA”;

. He nepemewaeTca 3a npeaenbl 44pa;

[. ABnAaeTca 3annCbo CTPYKTYPbl NOANNENTUAHON Lenu.

Mpu onpeaeneHnm 3urotHoctTn 6aM3HeL0B Hanbonee ToueH:
. AHanun3 BbiCOKO BapuabenbHbix mapKkepos AHK;

A. MonncMmnTomaTUYeCKUM MeTo

6. AHann3 rpynn KpoBw;

B. AHanun3 gepmaTtornndukm;

[. Tect no nepecagke KOXMu.



B 6paKe cOCTOAT MY)XKUYMHA U XKEHLMHA C aXOHAPONIAaCTUYECKO Kap/IMKOBOCTbIO. Y
MYy}Ka ecTb 34,0p0BbIN 6paT u cectpa ¢ Tem XKe 3abonesaHnem. Ux otey 6oneH, a maTb
3A0poBa. Y KeHbl 06a poaHbIx 6paTa U cecTpa 340p0BbI, KakK U UX poguTenu.
BepoATHOCTb poXKaeHusa 6onbHOro pebeHka y 60nbHOM cecTpbl B 6paKke co 340p0BbiMm
MYXX4YMHOM COCTaBNAET:

A.100%;

B. 50%;

b. 75%;

. 25%;

. Okono 0%.

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU NO3UuMAMU. Ina KaXKaoro
NPOHYMEPOBAHHOro 3/1eMeHTa Bblbepute 6yKBeHHbIX KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pa3, 60nee ogHOro pasa unm He BbibpaH BoBce.
BekTopHaa emKocTb: A. Haubonbwan; 6. HaumeHbluan. BeKTopHble KOHCTPYKLUMK: 1.
PetpoBupycHble; 2. Parosbie; 3. Ha 0CHOBE MCKYCCTBEHHbIX XPOMOCOM ApPOXKiKein; 4.
MnasmugHoble; 5. KocmuaHble.

A3, b4

A3, b1

A2, B3

"YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACcTaB/IeHHbIMU NO3ULMAMU. A KaxK[oro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04KH pas, 60nee ogHOro pasa uam He BblbpaH BoBce.
Tun HacnepoBaHuA: A. AYyTOCOMHO-peueccuBHbIN TuN; b. AYyTOCOMHO-A0MUWHAHTHbIN TUN.
3aboneBaHue: 1. BpoxkaeHHble NOPOKU cepaua; 2. Inunencus; 3. NMunopocreHos; 4.
deHUNKeToOHYpHA.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaB/IeHHbIMU NO3ULMAMU. [lNA KaxK[oro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOKeT 6biTb BbiI6paH 0AMH pa3, 60on1ee ogHOro pasa uau He BbibpaH BoBce.
Tun HacnepoBaHuA: A. AYyTOCOMHO-peL,ecCMBHbIN TUN; b. AYyTOCOMHO-A0MWHAHTHbIU TUN.
3aboneBaHue: 1. BpoxxageHHble NOPOKU cepaua; 2. Muoguctpodusa ioweHHa; 3.
MunopocrteHos; 4. PeHunketroHypma. 5. Hempopubpamotos."

A2; b4

A3; b1

A4, b5

PennanuympoBaHHble XPOMOCOMbI MPUKPENAAIOTCA K MUTOTUYECKOMY BepeTeHy
nocpeacTtsoM CTPYKTYp, KOTOpble Ha3blBalOTCA:

[. KnHetoxopoil.

A. Tenomepsl;

b. CnyTHUKY;

B. LleHTpomepbl;

. CNYTHUYHbIE HUTWY;



BonbHoOU ¢ cuHgpomom KnaitHdenbrepa oKkasanca Mo3aukom € KapuoTMnom
46,XY/47,XXY/48,XXYY. B KnetKkax aToro 60/1bHOro Mo>KHoO 06Hapy»KuUTb TenbLa
NoONOBOro XpomaTuHa:

b. OaHo;

B. HacTb KNeTOK MOXeT UMeTb OAHO Tesblue, YacTb — A4Ba;

A. Hn ogHoro;

. HYacTb KNETOK MOXeT MMeTb O4HO TesbLe, YaCTb — HU OAHOTO;

[. YacTb KNEeTOK MO EeT MMeTb OA4HO Tenble, YaCTb — ABa.

PaccTtoaHue mexay reHamu gna GpusnUecKom KapTbl onpegensaerca no:
. KonnyectBy Apyrux reHOB mexay HUMK;

A. HacToTe KpoccMHrosepa mexay HUMm;

b. Konnyectsy HyKNeoTUAHbIX Nap MexXay HUMK;

B. KoinyectBy XpOMOCOMHbIX 63HA0B MeX Ay UX NOKyCaMu;

[. Konnyectsy NOBTOPAKOLWMXCA e ANHUL,.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU NO3MuMaAMU. A KaXKaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIbpaH o4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
Tunbl xpomocom: A. MeTaueHTpuueckue; 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.

Al,6;62; B3,4

A1,6; b3,4; B2

A3,4;b62;B1,6

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACcTaB/eHHbIMU NO3ULMAMU. [lnAa KaxKaoro
NPOHYMEpPOBaHHOr0 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMNOHEHT MOXeT 6bITb BbiIbpaH 04KH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
3a0poBbiii yenosekK: A. MyKuunHa; b. eHwmnHa. XpomocomHbi Habop: 1. [iBe
xpomocombl X; 2. [iBe xpomocombl X n ase xpomocombl Y; 3. [iBe xpomocombl Y; 4.
OpHa xpomocoma X n ogHa xpomocoma Y; 5. Tpu xpomocombi X.

A3; b4

A4d; b1

A2; b4

Mpo6aHa ctpagaet rnyxotoi. Ero cectpa, matb M oTew, C HOPMaAJZIbHbIM CAYXOM. Y maTepu
npobaHaa Tpu cecTpbl C HOPMAJIbHbIM CIYXOM M OAMH rayxon 6pat. Cectpbl maTtepu
3aMy’KeMm 3a 340POBbIMU MYXKUMHAMMU. Y OAHOM U3 HUX TaKXKe eCTb FNYXOM CbiH.
babywkKa npobaHga No IMHMKM MaTepu 340P0BA, ee MyX 340p0B. Y 3Tou 6abyLiKu Tpu
340pOBbIX CECTpbl, 04UH 340pPOBbIA U O4UH rAyxoi 6paT. eHa npobaHaa 340p0oBa, HO
Mmeer rayxoro 6para u a4Byx 340p0BbIX cectep. Pogurtenmn }KeHbl 340p0Bbl, HO MaTb
umena rayxoro 6para. Cynpyru us ogHoro nocesnka. BepoatHocTb T0ro, 4tTo B ceEMbe
npobaHaa MoXKeT poauUTbCA rnyxoi pebeHoK, coctaBnfer:

. Bce manbyumkm 601bHbI, 4EBOYKM 340POBbI;



A. 100% He3aBUCUMO OT NOA3;

B. 50% He3aBUCMMO OT NON3;

b. 75% He3aBMCMMO OT NOAa;

. Bce AeBoYKN BONbHBI, Ma/IbYNKKU 340PO0BbI.

Benok-KoanMpyrLmni reH — 310:

6. ®parmeHT noanMnenTMaHOM Lenu;

A. Yyactok JHK, Kogupyrowmi noannenTMaHyo uenb;

B. Anbda-catennutHas nocnegosatenbHoctb AHK;

. NMosTOpAOWanaca nocnegosatenoHocTb HK;

[. MNocnepoBaTeNbHOCTb, PACMNOJIOXKEHHAA 40 CTAPTOBOM TOYKM TPAHCKPUNLMUM.

MaTonorua KMHeTOXopa OAHOM MUTOTUYECKON XPOMOCOMbI MOXKET NPUBECTU K
BO3HUKHOBEHMUIO:

. TpéX NONKOCOB Yy BepeTeHa AeNeHUs;

A. MonnMnnonaHoOM KNeTKu;

B. AHeynAonaHOM KNeTKu;

B. iByAanepHOM KNeTKu;

[. dHapomuTOo3a.

Xpomocomocneuudpuueckue 3oHabl AAHK — aTo:

6. ®parmeHTbl AHK, coaeprKalme TONbKO CTPYKTYPHbIE reHbl;

B. KnoHnpoBaHHble nocneaoBaTenbHOCTU caTennmtHon OHK;

A. JHK XpOMOCOMHbIX GparmeHTOB pa3HOM O/IMHbI;

. KnoHnpoBaHHble pparmeHTbl JHK, xapaKkTepHble 418 onpeaesieHHbIX XPOMOCOM;
. PparmeHTbl HK, cogepKawme pacceaHHble NOBTOPbI.

leH, 0OTBeTCTBEHHbIW 32 MHAKTUBALMIO OAHO U3 XPOMOCOM X }KEHCKOro ambpuoHa,
NOKanu3oBaH:

6. B reHome MUTOXOHAPWIA;

A. B AAMHHOM nneye XpOMOCOMbI X;

B. B KOpoTKOM nneye xpomocombl 15;

. B KOPOTKOM Neye XxpOMOCOMblI 1;

[. B ogHo n3 xpomocom rpynnsbl G.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaBNeHHbIMU NO3ULMAMU. [lNa KaxK[oro
NPOHYMEpPOBaHHOIO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIbpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
Kputepum oueHKM BapMaHTOB HYKNe€0TUAHOM nocnegoBatenbHocTu: A. Kpurtepwuii
NnaToreHHOCTU BapuaHTa; b. Kputepun pobpokauectsBeHHOCTU BapuaHTa . Kputepum:
1.BapuaHTt de novo; 2. MonynaunMoHHana YactoTa Bbiwe 3%; 3. BapuaHT HaxoauTtca B
TPaHC NONI0}KEHUU C paHee onucaHHbIM; 4. He cerperupyet c 3aboneBaHnem B cembe; 5.
®YHKUMOHANbHbIW aHAaNU3 He NPOBOAUAICA.

A2,3,4; 64,5

Al,3; 64,5



Al,3;62,4

B meTagase m1UTO3a XpOMOCOMDI:

A. CTpemuTeNIbHO ABUXKYTCA K NONOCAaM Ae/IeHUA KNEeTKU;

6. PacnonaratoTcs B 3KBaTOPUaIbHOM NIOCKOCTU KNETKMU;

B. O6pa3ytoT ABe KOMMNAKTHbIE rPYMNMbl B paloHe NOJIK0COB AE/IEHUS;
. MMocTeneHHO CTaHOBATCA MeHee KOMMNAaKTHbIMU U HEBUANMbIMMU;
. O6pa3ytoT xnasmbol.

YHuKanbHble nocnegosatenbHoctn [JHK cocraBnAaoT 60abLuylo YacTb:
. Anbda-caTenIMTHbIX NOC/eA0BaTENbHOCTEN;

6. BA1OKOB HN3KOKOMMMHbIX NOBTOPOB;

A. CTPYKTYPHbIX FrEHOB;

B. MuKpocaTennnTHbIX Nocne0BaTeNbHOCTEN;

. NoAMHAPOMHbIX MOBTOPOB

B ocHoBe rubpugusaumm nexkar cesoctsa monekynbl AHK:
[. PectpuKkumus;

A. 'vgponns JHK;

b. KomnnemeHTtapHocTb uenen JHK;

B. AmMnandukauyms;

A. NeHaTypauyma.

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBleHHbIMU No3UumaMU. lna Kaxaoro
NPOHYMEPOBAHHOr0 31eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. BYKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AKH pa3, 60nee ogHOro pasa unam He BbibpaH BoBce.
Tun 3abonesaHua: A. MoHoreHHoe 3abonesaHue; b. MukpoageneyunoHHbl cuHAPOM; B.
Bone3Hb 3KcnaHcuu. 3abonesanue: 1. Mykosucumpaos; 2. CuHapom Bunbamca; 3.
CuHpgpom ¢pparunbHom X- xpomocombl; 4. PetuHobnacroma; 5. Cungpom Aun-Akoppxu.
Al,4,b62,B5

A3,62,5,B1,4

Al,4,B62,5, B3

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/IeHHbIMU NO3ULMAMU. [ina KaxK[oro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIbpaH oa4uH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
3aboneBaHue: A. MonHaa TecTuKynspHaa ¢emuHusaums; b. HenonHana TectukynapHas
demunHunsauua. Bospactr maHudecrauun: 1. Nepuopg HoBopoKaeHHOCTH; 2. MepBbiv roa
*usHu; 3. Nepsoe gecatunetume; 4. Nepmoa nonoBoro cospeBaHus; 5. 3penblit Bo3pacr
(nocne 30 ner).

A2;b1

Al; b4

A4; b1

B ocHOoBe rmbpuamnsaumum nexxar ceoiictea monekynbl AHK:



6. KomnnemeHTtapHocTb uenen JHK;
A. 'vgponns AHK;

B. AMnandukaums;

. Pectpukuus;

[. NeHaTypauyma.

[oub 60nbHOro remodunueit UmeeT AByX 340pPOBbIX CbIHOBEWU U OAHY 34,0POBYIO A0YUb.
Puck poxaeHua 601bHOro cbiHa Y KOHCY/1bTUPYIOLL,ENCA COCTAaBAAET:

b. 50%;

A. 100%;

B. 25%;

r.12.5%;

[. PUCK onA cbiHa OTCYTCTBYET.

Konunuectso reHoB, Kogupytowmnx 6enkm B xpomocomax Xu Y:
A. Mpnban3nTenbHO 0OANHAKOBO;

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

B. B xpomocome Y HamHoro 6osblue, 4em B XPOMOCOME X;

. B xpomocome Y NO/IHOCTbIO OTCYTCTBYIOT;

[ . B xpomocome X NONHOCTbIO OTCYTCTBYHOT.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumMamun. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiIbpaH 0AKH pa3, 60nee ogHOro pasa unm He BbibpaH BoBce.
3aboneBaHua: A. CuHapom KnanHdenbrtepa; 6. Cungpom Matay; B. CuHapom daBapaca;
. Cunppom TepHepa; A. CuHapom [layHa. XpomocomHble HapyweHua: 1. Tpucomus 21;
2. Tpucomusa 13; 3. Tpucomusa 18; 4. MoHocomuma X.

b1;B3;14; A2

63;B2;4; A1

62;B3;14; A1
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