Bonpocel ¢ BappaHTAMH OTBETOB 10 CNIENHAILHOCTH
«I'enernka» (I kaTeropus) AJas aTrecTanuu

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

MonesHble CCbINKK:

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

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

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

C X-XpOMOCOMOW CLLeNn/IeH FeH:
AJpeHOoreHUTaNIbHOro CUMHAPOMA;

femodunnunm A;

CuHapoma KnaliHpenbtepa;

CuHpgpoma LepewesBckoro-TepHepa;
CnHapoma remopparnyeckom TeNeaHrmaIKTasum.

Ecav 3040p0BbIN MYXXUYMHA YKEHAT Ha KEeHLWUHe C ayTOCOMHO-peLeccuBHo popmom
BPOXXAEHHOM FNyX0Tbl, U 3TOT 6paK He ABNAETCA POACTBEHHbIM, TO PUCK YHAC/1e[,0BaHUA
rn1yxoTbl ANA UX AeTeil COCTaBAAET:

1/2;

3/4;

1/8;

OueHb HU3KYI0 BENNYUNHY (6N3KYIO K HYAIO);

BennuunHy, 61mskyto Kk 100%.

"Pabpukamu 6enka" B Knetke ABNAOTCA:
LnTonnasma;

NepoKcmncomel;

MwuToxoHapwuu;

Pubocomsl;

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 HyKN1€oCcOM BXOAAT:

PHK 1 HernctoHoBble benku;

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

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

B nHtepdase mexay ABYMA MUTOTUYECKUMMU Ae/IeHUAMU NPOUCKXOAUT:
O6MeH roMONIOTMYHbBIMM YH4ACTKaMMN MEXKAY rOMOJIOTMYHBIMU XPOMOCOMaMU;
Penankauua JHK;

OVMUHYums (noTepa onpeaenéHHOM YacTu) XPOMaTUHA;

PenanKauma LeHTPOMEpPHbIX 06/1aCTEN XPOMOCOM;

YKOpOYeHue Tenomepsbl .

CekBeHupoBaHue O HK npeacrasnsaer cobou:
NccneposaHume Bsaumoeiictema IHK c benkamu;
OnpeaeneHne nocnenoBaTe/IbHOCTM aMUHOKUCIOT B besiKe;
OnpeaeneHne nocnenoBaTeibHOCTM HyKNeoTnaos AHK;
MeTopa “copTMpoBKKU” XpoMocom;

NcchepoBaHne naeHtnomnKaumm 6enkos.

KapTbl, eguHuuei uamepeHusa KOTopbiX ABAAETCA YacTOTa peKoMbuHauum:
dunsnyeckme;

XpOMOCOMHbIE;

HykneoTtuaHeole;

[eHeTU4ecKue;

PecTpUKUMNOHHbIE.

Mo aytocomHo-peL,eccMBHOMY TUMY HacneayeTca:
CnHapoma MapdaHa;

AQpeHO-reHUTaNbHbIA CUHOPOM.
HenpodmnbpomaTos;

XopeA [eHTUHITOHA;

AxoHpponnasus;

lNMpoueccuHr - 370:

CeA3blBaHMeE penpeccopa ¢ benkom;

Co3pesaHue npe—PHK B agpe;

YpasoeHune [JHK;

Accounaums 60nbLLOM U Manon cybbeamnHuL, pubocomsi;
CBA3bIBaHME TPAHCKPUNULNOHHOTO paKTopa C MPOMOTOPOM.

Mpouecc TpaHCcAALUM OcyLLecTBNAETCA:
B agpe Knetku;
B pubocomax;



B nnsocomax;
B yntonnasme;
Ha knetouHon membpaHe.

B uHTepdase mexay 1-m n 2-m geneHuamm meinosa, NPOUCXOAUT:
PennnKkauma xpomocom;

Pennnkauma He nmeeT MecCTa;

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

NMpouncxogmT cnnpanmnsauma XpoOMOCOM.

CoxpaHeHuMe reHeTM4ecKon MHPopmaLum B PAAY KNETOYHbIX NOKONIE€HUI NPOUCXOAUT B
pesynbraTe:

Pennnkaumnu;

CnnancuHra;

TpaHckpunumu;

TpaHchauuu;

MNpoueccuHra.

BONbLWMHCTBO HAcNeACTBEHHbIX HapyLweHuit meTabonusma obycnosneHo:
LiInTonnasamaTnyeckom HacneaCcTBEHHOCTbIO;

XpOMOCOMHbIMU TPUCOMUAMMU;

JOMUHAHTHBIMU FreHaMK;

PeueccMBHbIMM reHamu;

TepaToreHHbIMW BO3AENCTBUAMMN.

Xpomocomocneuudpuueckue 3oHabl AAHK — aTo:

AHK XxpomMOoCOMHbIX GparMeHTOB pa3HOM AIUHbI;

KnoHnpoBaHHble pparmeHTbl AHK, xapaKkTepHble gna onpeaeneHHbIX XPOMOCOM;
®parmeHTbl AHK, cogeprkawme TONbKO CTPYKTYPHbIE FeHbl;

KnoHupoBaHHble nocneaoBaTenbHoCcTH catennmutHon AHK;

®parmeHTbl AHK, cogeprKawme pacceaHHble NOBTOPbI.

MykoBucLMAa,03 HacneayeTca N0 ayTOCOMHO-peL,ecCMBHOMY Tuny. BepoATHOCTb
poxaeHua 60nbHOro pebeHKa y 340p0BbIX poauTeniei, eCAn OHU YXKe UMEIOT Tpex
Aeteu (340pOBYIO A,04Yb, OAHOI0 340P0OBOro CbiHa M 0AHOro 60/1bHOrO CbiHA),
coCTaBAferT:

Bce netn 6yayTt 340p0BbI;

25%;

50%;

Puck ana manbumkos 50%, a 4eBOYKM ByaAyT 340pPOBbLI;

Bce aetn 6yayTt 601bHbI.

BepoATHOCTb POXKAEHMUA eLle oaHOro 6oabHOro pebeHka y 340p0BbiX pogautenen,
KoTopble UMeloT TpeX 601bHbIX MYKOBUCLUA030M AeTeN, COCTaBNALT:



50%;

Puck gna manbunkoB 50%, neBoykn 6yayT 340Pp0BbI;
Bce netn 6yayTt 601bHbI;

25%;

Bce netn 6yayTt 340p0BbI.

B He6onbLIOW NONYAALUM C BbICOKOM YAaCTOTOM ayTOCOMHO—pPEeLeCCUMBHOro anbbuMHM3ma
60n1bHOM MY}KUMHA BCTynaeT B 6paK co 340p0BOM }KEHLWMUHOK, MaTb KOTOPOI NOpPaXKeHa
Tem Xe 3abonesaHuem, a otel, 380p0B. PUCK poxKaeHUAa 601bHOro pebeHKa B aTOM
6pakKe cocraBaser:

Bce netn 6yayTt 601bHbI;

50%;

25%;

10%;

Bce netn 6yayT 340p0BbI.

O6a cynpyra 340p0Bbl, HO KaXX4biX U3 HUX UMeeT cM6CcoB, NOpPaXKeHHbIX 0AUHAKOBOM
ayTOCOMHO-peLeccMBHOU GOPMON NUFrMEHTHOro peTuHuTa (y mya 6oabHbl 6paTt u
cecTpa, a Yy XXeHbl 60/1bHa cecTpa). PUcK poxxpeHua 6onbHOro pebeHka coctasnsaer:
Bce aetn 6yayT 60/1bHbI;

1/9.

3/4;

2/3;

4/9;

MnepmetunmposaHue UMTo3nHOB B CG-A4UHYKNIEOTUAAX PEryATOPHbIX PAiAiOHOB reHa
NPUBOAMUT K:

YCUNEHUIO TPAHCKPUNUMOHHOM aKTUBHOCTM FrEHOB COCEZHErO JIOKYCa;

He BAMAET Ha aKTUBHOCTb reHa;

YCUNEHUIO TPAHCKPUNUMNOHHOM aKTUBHOCTU reHa;

MoaaBAEHUIO TPAHCKPUNLUMOHHOM aKTUBHOCTM reHa;

He3HaunTenbHOMY CHUMNKEHUIO TPAHCKPUMUMOHHOM aKTUBHOCTY.

BeKTOpHYI0 eMKOCTb onpepenser:

Konnuyectso Konuii BEKTOpPa, KOTOPOE NOAYYUTCA NPU MHKYOBaLMmM BEKTOpa B TeyeHue 1
Yyaca;

CyMMapHbI pa3mep Noc/ieaoBaTe/IbHOCTU BEKTOPA U KIOHUPYEMOTro ¢parmMeHTa;
Hanbonblunii paamep KNoHMpyemoro ¢parmeHTa, C KOTOpbIM BEKTOpP byaeT
PAa3MHOaTbCA.

Pa3mep camoli BEKTOPHOM NocieaoBaTeIbHOCTY;

HavmeHbwKn pasmep ¢pparmeHTa, C KOTOpPbIM BEKTOP ByAeT pa3sMHOXKaATbCS;

Mo>XHO roBoputb 06 onpeaenalLEemM 3HAUEHUU FreHETUYECKMX GAKTOPOB B Pa3BUTUM
Npu3HaKa Npu 3HaYyeHun KoapPpuumeHTa HacneayemocCcTy, paBHOM:
0,4-0,5;



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

B ABYX TPYAHOA0CTYNHbIX FOPHbIX CE/IEHMAX OAHOIr0 HALMOHA/IbHOTO PermoHa 4acroTbl
rpynn KPOBM y }KUTeNeu pe3Ko OTINYakTCcA. 3To, N0-BUAUMOMY, BbI3BaHO:

Opendom reHos;

Pa3HbiMm ypoBHEM 0THOPa;

Pa3HbIM ypOBHEM MYTALLMOHHOIO NPOLLECCa;

CHUXEeHNEeM YPOBHSA reTepo3unroT;

YpoBHem oTHOpa.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3MuMamMmun. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pa3, 60nee ogHOro pasa unm He BblibpaH BoBce.
HoBopoxaeHHbi: A. loHOoweHHbIN; b. HegoHoweHHbIW. CpoKM 3abopa Kposu gns
HeOoHaTaNbHOro CKpUHUHra: 1. Cpasy nocne poxkgeHus; 2. B nepsbiv geHb u3Hu; 3. Ha
yeTBepTbii AeHb XU3HU; 4. Mocne 10 aHel XKU3HW.

A2; b1

A3; b4

Al; B3

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU No3UumuaAMU. lna Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOKeT 6bITb BbiI6paH 0AKH pa3, 60on1ee ogHOro pasa uau He BbibpaH BoBce.
Tun HacnepoBaHuA: A. AYTOCOMHO-A40MMUHATHDBIN ; B. AyToCOMHO-peueccuBHbIN; B. X-
cuenieHHbli peueccuBHbin; . MutoxoHapuanbHbin. 3aboneBaHue: 1. ATpodpus
3putenbHoOro HepBa Jlebepa; 2. deHnnketoHypus; 3. Xopeu NTeHTUHITOHA; 4.
Muoguctpodua JioweHa; 5. AapeHO-reHUTaNbHbIN CUHAPOM.

A2; b4; B5; T3

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

A5; b1;B3; T2

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUMAMU. Ina KaXKa0ro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIX KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
NMocneposatenbHOCTb: A. 9K30H; b. UHTpPOH. OnpeaenenHue: 1. KogoH mPHK; 2. EanHuya
TpaHCKpunuumu; 3. YYaCTOK reHa, KogUpPYIoLWMiA 4acTb NOCNe[0BaTe/IbHOCTU 3penoin
MPHK; 4. MocneaoBaTeNbHOCTb, PaCNO/IOXKEHHAA A0 CTAPTOBOM TOUKU TPAHCKpPUNLUUK; 5.
YUacToK reHa, He KOgUpylLWMii nocnepoBaTeNbHOCTb 3penont MPHK.

A3, b5

Al; b2

A5; b4



Mpo6aHa (6onbHaA KaTapaKToM XKeHLWMUHa) umeeT 3g40poBoro 6parta. OTtey, 6oneH
KaTapaKTou, maTb U ee pOACTBEHHUKM 340po0Bbl. Mo AnHumu oTua 6abywka 3goposa,
Aeaywka 6oneH, npages (otey AeAyLKK) CTpaaan KaTapaKToil. BepoATHOCTb TOro, UTO Y
npobaHaa moryT poauTtbca 60sbHbIE AEeTHU, eCn OHA BblAAET 3aMYyXK 32 reTepo3uroTHoro
No KaTapakKTe 3TOro e TUNna My»X4uHy, COCTaBAAEeT:

Bce netn 6yayTt 601bHbI;

75%;

50%;

25%;

Okono 0%.

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUMAMU. Ina KaXKa0ro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIX KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiIbpaH 04UH pa3, 60nee ogHOro pasa unam He BbibpaH BoBce.
Tunbl nepectpoek: A. FeHomHble; B. XpomocomHble. Mepectponku: 1. UHBepcuu; 2.
Monunnounpgum; 3. Tpancnokauuwm; 4. leneuyun; 5. Tpucomumm; 6. NMonncomuu; 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 NpeAcTaBeHHbIMU No3uumMamu. Ana Kaxkaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04KH pa3, 60nee ogHOro pasa unam He BblbpaH BoBce.
3aboneBaHue: A. CuHpom Bunbamca; 6. Cunpom Au-Axkopaxu; B. CuHpom Cmuta-
MareHuca; . Cungpom Mpapgepa-Bunnun. fleneuymns: 1. 22q11; 2. 17p11.2; 3. 7q11.2; 4.
15q11; 5. 11p15.

Al; b4;B2;I5

A5; b3;B4;T1

A3,b1,B2,T4

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBIeHHbIMM NO3UuMAMU. Ana KaXKaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIbpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
XpomocomHbiii Habop: A. FananoungHbiif; 6. AunaongHsbiii; B. TpunaougHoii. 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 No3uumMamun. Ana KaxKaoro
NPOHYMEPOBAHHOrO 321eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiIbpaH 04UH pa3, 60nee ogHOro pasa unm He BblbpaH BoBce.
BekTopHaa emKocTb: A. Hanbonbwan; 6. HaumeHbluan. BeKTopHble KOHCTPYKUMK: 1.
PetpoBupycHble ; 2. darosble; 3. Ha 0CHOBe UCKYCCTBEHHbIX XPOMOCOM ApPOXKKeu; 4.


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

NMnasmupgHble; 5. KocmugHole.
A4; b1
A2; b5
A3, b4

B AHK BcTpeuyaloTca KomniemeHTapHble napbi:
A-Twul-L;

T-I'v A-T;

r-u v A-L;

A-LUn U-A;

U-AwnT-T.

Monekyna pPHK:

ABnAeTca KOMMNOHEHTOM pMHOCOMBI;

CNnyXuT 3aTpaBKon npu penamkaumm AHK;

NmeeT dopmy “TPUANUCTHMKA”;

He nepemeltaeTca 3a npegensl A4pa;

ABnAeTcA 3aNUCbIO CTPYKTYPbI NOAMNENTUAHOM LEenu.

OCHOBHbIe XMMU4YEeCKUe CBA3U, ydacTBylowme B popmmMpoBaHUM B3aUMOAENCTBUA
meXay KomnsaemeHtapHbimu uenamu A HK:

JJOHOpPHO-aKLEeNnTOpHble CBA3MU;

dochoanaPpumpHbie cBA3Y;

BooopoaHble cBA3w;

NMonnnenTuaHble CBA3N;

MNOHHble B3anmoaencTems.

TenomepHble paioHbl XPOMOCOM 06bIYHO COCTOAT U3:

TaHAEMHO OpraHM30BaHHbIX BbICOKONOBTOPAOWMXCA NOC/IeA0BaTE/IbHOCTEN;
PaccesiHHbIX NOBTOPAOLWMXCA NOCNeA0BaTENbHOCTEN;

YHUKaNbHbIX NOCNeA0BaTENbHOCTEN;

G/C-6boraTbix nocneaoBaTeibHOCTEN;

A-T-60raTbix nocneno0BaTeNbHOCTEN.

OcCHOBHble XMMUYECKUe CBA3MU, yyacTByowme B opmMmuposaHumM B3aMmogencTemusa
meXxay Hykneotnaamum B uenu [1HK sto:

BogopogHble;

dochoamadpupHble;

NonnnentnaHoble;

JOHOPHO-aKUEeNTOpPHbIE;

KoBaneHTHble.

MonosbiMmn Xxpomocomamm Ha3bIBAKOTCA XPOMOCOMblI:
Copeprkawme TONbKO reHbl, AeTeEPMUHUPYIOLLME PA3BUTUA NONQ;
MoN0BbIX KNETOK;



Hanunuune KOoTopbIX B KapnoTune onpeenseT noa opraHn3ma;
YyacTeylouiMe B KPOCCUHIOBEpPE;
fpynnbl A.

Monekyna OHK npepgcrasnser coboit:
[ByXUenoyeyHyo MONEKyNy;
OaHoUEenoYeyYHyo MOIEKYNY;
TPUNNCTHUK;

CoeanHeHne 6eH301bHbIX KONew,;
MNonnnentuna,

Kakoit pepmeHT yuactByeT B npouecce peninkauum:
AHK-nonnmepasa;

PHK-nonnmepasa;

Hykneasa;

Tenomepasa;

dochopunnasa.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3ULMAMU. [lna KaXK[oro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
Tun 3a6oneBaHuna: A. MoHoreHHoe 3abonesaHue; b. MukpogeneunoHHblii cMHApoMm; B.
Bones3Hb 3KcnaHcuu. 3abonesanue: 1. Mykosucumaos; 2. CuHgpom Bunbamca; 3.
CuHpgpom pparunbHom X- xpomocombl; 4. PetuHobnactoma; 5. Cungpom Au-Axoppxu.
A2,4;B5; B1,3

A3,5;b61,2; B4

Al,4;B2,5; B3

MepBuuHan cTpyKTypa 6€1K0OBOM MONEKyYAbI - 3TO:

MpocTpaHCTBEHHOE PAaCNO/IOXKEeHME OTAE/NbHbIX Y4aCTKOB NOAMNENTUAHOM Lenu;
MpocTpaHCTBEHHOE B3aMMOPACNONOXKEHNE NONMNENTUAHbBIX LEenew;

CTpYyKTypa OTAE/NIbHON aMUHOKUCNOTbI;

MopAaaoK aMUHOKUCNOT B NOAMNENTUAHOM Lenu, onpeaensiemMbin FeHETUYECKMM KOLOM;
MopAAOK PacnoNoKeHNA HYKNEOTUAOB B LEnu.

B npouecce cnaaiCUMHra NpouUCXoauT:

YasoeHune JHK;

Bblpe3aHne MHTPOHOB U3 NEPBUYHOTO TPAHCKPUNMLMOHHOTO NPOAYKTA;
CuHTtes PHK;

CuHTe3 benKa;

CuHTe3 ATO.

Yucno xmasm, BbiABAAEMbIX B HOPMe B AUaKuHe3e, meTadase 1-ro meioTMyeckoro
DeNneHun y YenoBeKa, COCTaBAAeT NPUMEpPHO:
5-6 Ha KneTKy;



Okono 200 Ha KneTky;
1-2 Ha KneTky;

Okono 50 Ha KneTKy;
bonee 1000 Ha KneTky.

BropuuyHOe HepacxoXaeHue XpoOMOCOM — 3TO:

HepacxoxaeHne XxpOMOCOM BO BTOPOM Ae/IEHUM MeN0o3a;

HepacxoxaeHne XpoMoCOM B MENO3€e B MOJIOBbIX KNETKAaX MUHAMBUAYYMA, YKe MMEIOLEro
XPOMOCOMHYO NaTONOIUIO;

[lBa cnepyowmnx apyr 3a 4PYromM HEPACXOXKAEHMA XPOMOCOM, CHava1a - B NepBOM, a
3aTemM — BO BTOPOM AeNIeHUN Meii03a;

HepacxoxaeHne XpoMocom BO BTOPOM AeneHnun apobneHns auroTbl;

HepacxoxkaeHne xpomocom B meo3e y Hocutensa pobepTcoOHOBCKOM TPaHCIOKALUK,
KOTOpPasA BO3HMKAET NPU LLEHTPUYECKOM CAMAHMUMN ABYX XPOMOCOM.

MNocTpoeHue pusnyecKoi KapTbl 3T0:

N3mepeHune ANnHbI XPOMOCOMbI NOJ MUKPOCKOMOM;

MocTpoeHne NnepeKpbIBaOLLErOCA KOHTUIA K/IOHOB;

OnpeaeneHue BCex reHOB UCC/IelyEMOTO JIOKYCa;

MomelteHne nocnenosatenbHocTn HK B BEKTOP A5 Pa3MHOMKEHUSA;
M3mepeHune 4acToTbl KPOCCUHTOBEPA MeX Iy reHamu.

DOpend reHoB cBA3aH C:

HapylweHnem naHMUKCUK;

YpoBHEM MYTaLMOHHOIO NPOLLECCa;

CnyyaHbIM pacnpegeneHmMem 4acToT ansenei B NonyasumnMmM Maaoro pasmepa;
YpoBHem oTb60pa;

CHUXEeHNEeM YPOBHS reTepo3nroT.

OCHOBHOI1 0CO6EHHOCTbIO FreHEeTUYECKOM CTPYKTYPbI U3OZTATOB ABAAETCA:
YBenunyeHue gonnm OMUHAHTHbIX FOMO3UTOT;

CHUXKeHne ponun peuecCUBHbIX TOMO3UTOT;

YBenunyeHue gonm retTeposunror,

YBenunyeHue Joan peueccuBHbIX TOMO3UIOT;

I'IpmmepHo OANUHaKOBOE COOTHOWEHNE TOMO- U TETEPO3UTOT.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/IeHHbIMU NO3ULMAMN. [na KaxK[oro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04MH pa3, 60nee ogHOro pasa unam He BbibpaH BoBce.
Tunbl xpomocom: A. MeTtaueHTpuueckue; b. CybmeTtaueHTpuueckue; 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

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



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

MNocnepoBaTtenbHOCTb aMUHOKUCIOT B NONIMNENTUAHOM Lenu onpeaenserca:
KoHdopmaumein pnbocomHbix 6€nKoB;

NocnepoBaTenbHOCTbIO HYKNeoTna08 MPHK;

NMocnepoBaTenbHOCTbO HYKNeoTnaos TPHK;

AKTUBHOCTbIO GepPMEHTOB NOCTTPAHCAALMOHHON MoaAnPUKaLUK;
NocneposaTtenbHOCTbIO HYKNeoTnaos pPHK.

UMmnpuHT — 310!

MoTepa XPOMOCOMHOIO MaTepmMana Ha OTLLOBCKOM MAM MAaTEPUHCKOM XPOMOCOME;
Cneunduryeckaa MapKMPOBKa POANUTENLCKUX aNnenen;

HykneoTnaHblie 3ameHbl B JHK poauTenbckux annenem;

CTPYKTYPHbIE USMEHEHMSA OTLLOBCKON MM MAaTEPUHCKOM XPOMOCOM;

MNAP® oTUOBCKOM AN MAaTEPUHCKOM XPOMOCOM.

YacToTa HacneaCcTBEHHbIX U BPOXAEHHbIX 3a60n1eBaHMii Y HOBOPOXKAEHHDbIX COCTaBAAET:
5%;

10%;

1%;

25%;

50%.

Y 300p0BbIX poguTenei, He COCTOALLMUX B KPOBHOM POACTBE, POAMUANCA CbiH C
aXOHAPONIAaCTUYECKOM KapZIMKOBOCTbIO. B poaocnoBHOM apyrux cnydyaes 3aboneBaHusn
He BbiiB1IeHO. BepoATHOCTb poXXaeHua 6onbHOro pebeHka y npobaHga B ero byaywem
6pake co 340p0OBOM }KEHLLMHOMN COCTAaBAAET:

50%;

Okono 0%;

10%,;

25%;

100%.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3ULMAMU. [lna KaxK[oro
NPOHYMEpPOBaHHOrO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIOpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
3aboneBaHue: A. MonHaa TecTuKynsipHaa ¢emuHusaums; b. HenonHana TectukynapHas
demunHunsauua. Bospact maHudecrauun: 1. Nepmopg HoBopoxKaeHHOCTH; 2. MepBbiv roa
*KusHu; 3. Nepsoe gecatunetume; 4. Nepmoa nonoBoro co3peBaHus; 5. 3penblit Bo3pacr
(nocne 30 ner).

Al; b2

A3; b5

A4; b1

YcTaHOBUTE COOTBETCTBUE meXay npeactaBNeHHbIMU No3uuUamun. ina Kaxkaoro



NPOHYMEPOBAHHOIO 3/1eMeHTa BblbepuTe 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pa3, 60nee ogHOro pasa uam He BblibpaH BoBce.
3aboneBaHue: A. MonHaa TecTuKynspHaa ¢emuHusauymsa; b. HenonHana TectukynapHas
demunHunsauuma. Bospactr maHudecrauun: 1. Nepmog HoBopoKaeHHOCTYU; 2. MepBbiK roa
*usHu; 3. NMepsoe aecatunetme; 4. Nepmoa nonosoro cospeBaHus; 5. 3penbiit Bo3pact
(nocne 30 ner).

A2; B3

A4, b1

Al; b5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaB/IeHHbIMM NO3MuMaMU. Ana Kaxkaoro
NPOHYMEpPOBaHHOIO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIbpaH oa4uH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
NepecTpoitka y Hocutensa: A. C6anaHcupoBaHHaA peuunpokHan; b. PobepTcoHoBCKOM
TpaHcnokauuun. Konnuecrso ramer: 1. 6; 2.4; 3.8; 4. 2; 5. 1.

Al; b4

A3; b5

A2; b1

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMU No3uumamun. Ana KaxKaoro
NPOHYMEPOBAHHOr0 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. BYKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04KH pa3, 60onee ogHOro pasa unam He BblbpaH BoBce.
3aboneBaHue: A. PeHnnketoHypuna; b. AgpeHoreHUTasbHbl CMHAPOM; B. BpoXKAeHHbI
runotupeos; I. MykoBucuupo3s; . Nanakrosemums. JlabopaTopHO-ANarHoCTUYECKUA
Kputepuii: 1. UMmMyHOpeaKTUBHbIN TPUNCUHOTEH; 2. 17-rugpoKcunporectepoH; 3.
deHunanaHuH; 4. TUpeOTPONHbIA FOPMOH; 5. O6wan ranakrosa.

A4;b1;B5;13; A2

A3;b62;B4;I1; A5

A2;b3;B1;I5; 44

KoHcynbTupylowanca }KeHwuHa ctpagaet pocparamabetom. Y Hee ecTb gBe 60abHbIX
dochatamnaberom cectpbl 1 gBa 340p0BbIX 6paTa. MaTb npobaHaa 3p0poBa. Otey u ero
poaHas cectpa cTpagatoT pocdartgmnabetom, a ewe asa ux 6para 340poB.bI.
docparamnaberom ctpagana 6abywKka no oTLOBCKOM IMHUMN, ee cecTpa U oTew, a ABaA
6paTta 6abywwikun n nx aetn 6oi1an 340poBbl. BepoATHOCTL poXKaeHna 60nbHOro pebeHka y
npobaHaa cocrtaBnsert:

25%;

Bce manbumkm 6yayT 60/1bHbI, A4€BOYKM 340PO0BbI;

100%;

50%;

Bce aeBoukn 6yayT 601bHbI, MaNbYMKM 340POBbI.

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.



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.

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 nepekBanndpuumpoBatb BApMaHT HYKNE€OTUAHOM NOCNe[0BaTeNIbHOCTU HEACHOTO
3HayeHuA?

GYHKUMOHANbHBIA aHaM3 in Vivo;

BCe BEpHO.

npoBeAeHMe cerperayMoOHHOrO aHanM3a B CEMbE;

GYHKLMOHANbHbBIM aHann3 in vitro;

npoBeAeHne A0NONHUTENbHbIX CneuMpUYecknx ana AaHHOrO BapuaHTa KIMHUYECKUX
nccnenoBaHUm;

Ha gonto xpomocombl X yenoseka NpUXoanUTCA:

MNpnbansntenoHo 5 % Bcero reHeTUYECKOro MaTepmana, CoAepKallerocs B KNeTke;
MeHee 1 % Bcero reHeTU4ECKOro maTepuana, CoaeprKalleroca B KNeTKe;

bonee 20 % Bcero reHeTUYECKOro MaTepuana, CoaepKalleroca B KNeTKe;

bonee 50 % Bcero reHeTUYECKOro MaTepmana;

KonnyectBo reHeTMYECKOro maTtepurasia, KOTopoe CUAbHO KonebeTca B KneTkax 04HOro
OpraHM3ma B 3aBMCUMOCTM OT CTaANMN OHTOreHe3a U TUMa KNeToK.

Ona peCTPUKLUUNOHHBbIX SHAOHYK/1ea3 XapaKTepHO BCe NepevynucieHHoe, Kpome:
Perynaumm skcnpeccum CTPYKTYPHbIX FreHOB.

“3awnTbl” GaKkTEpManbHOM KNETKU OT YyKepoaHon AHK;

Pacwennenna JHK B cneundpumnyecknx cantax;

MpumeHeHUA gna noayyeHna pekomburHaHTHbIX AHK;

Mcnonb3oBaHMA gna naeHTUPUKALMN U aHAN3a TEHOB;

Mo>XHO 1n peKomeH[0BaTb ceMbe NpoBeaeHNe A0PO0A0BOM AUArHOCTUKU HA BapUaHT
HYKNE€OTUAHOMN NoCNe[0BaTe/IbHOCTU HEACHOrO 3HaYeHuA?

Mo peweHMIo Bpaya;

TonbKO B C/ly4asx TAXKeNbix 3a601eBaHU;

MOXHO Ha paHHUX CPOKaX;

HuKorpa Henb3s;

MOHO B KOHLe | TpumecTpa.

MpuueHTPOMeEpPHDbI reTepoXPoOMaTUH YeoBeKa 06bIYHO COCTOMUT U3:
YHUKabHbIX NOCNeA0BaTEe/IbHOCTEN;

MONMHAPOMHbBIX NOCNeA0BaTENIbHOCTEN;

PacceAaHHbIX NOBTOPAIOLWMXCA NOC/IeA0BaTENbHOCTEN;

TaHAEeMHO OpraHM30BaHHbIX BbICOKOMOBTOPAIOLLMXCA NOCAeA0BaTe/IbHOCTEN;



TpunneTHbIX NOBTOPOB.

B meTtadaze MMTO3a XpOMOCOMDI:

MocTeneHHO CTaHOBATCA MEHEEe KOMMNAaKTHbIMU U HEBUAMMbIMMU;
CTpeMnTeNbHO ABUKYTCA K NOJIIOCAaM AeNEeHUA KNETKY;
PacnonaratoTca B 3KBAaTOPMaIbHON NIOCKOCTU KNIETKU;

O6pa3ytoT ABe KOMMNAKTHbIE rPYNMbl B PaMOHE NONOCOB AeNeHUs;
O6pasytoT xMa3mbl.

ECNM MUMNPUHTUPOBAHHDIN reH 3KCNPeccupyeTca ¢ OTLLOBCKOM XPOMOCOMDbI, TO Ha
MaTEepPUHCKOM XPOMOCME 3TOT FreH:

He akcnpeccupyeTcs;

MimeeT NoBbILEHHYIO SKCNPECCUio;

Toxe aKkcnpecupyeTcs;

Ero akcnpeccma HEeCKONbKO CHUXKEHA;

XapaKTepusyeTcs OTCPOYEHHOM 3KCnpeccue.

leH, 0OTBETCTBEHHbIW 32 MHAKTUBALMIO OAHOM U3 XPOMOCOM X }KEHCKOro ambpuoHa,
NOKaNnn3oBaH:

B 4MHHOM Nieye XpOMOoCOoMbl X;

B reHomMe MUTOXOHAPWUIA;

B KOpoTKOM nsieye xpomocombl 15;

B KopoTKOM nneye xpomocomsl 1;

B ogHOM n3 xpomocom rpynnol G.

Hanbonee usyueHHoi anureHeTuueckon mogudukaymen apnaerca:
AUeTMnnMpoBaHUe TMCTOHOB;

dochopunmpoBaHue rMCTOHOB;

CTPYKTYpPHble N3MEHEHMA OTL,OBCKOM MAN MAaTEPUHCKON XPOMOCOM;

Cneunduryeckoe metTuanpoBaHme uMTo3mHoB B CG-ANHYKNeoTnaax;

OAHOHYKNEOTUAHBIN NOMMOPOU3M POANTE/IBCKUX XPOMOCOM.

Knacrep mMnpuUHTUPOBAHHbIX FEHOB B HOpMe:

He sakcnpeccupyeTcs;

fMnepakcnpeccupyeTcs;

dKcnpeccrpyeTca c 06enx XpoMoCcom;

OnddepeHumnanbHO aKCNpeccnpyeTca TO/IbKO C 04HOM XPOMOCOMbI;
XapaKTepunsyeTca OTCPOYEHHOM IKCNPeccHen.

MpobaHa cTpapaeT aedeKTom HOrTel U KONEHHOM YalleyvyKu, ero bpar 3gopos. 310
3aboneBaHue 6b110 y 0TUA NpobaHAa U geayLWwKK No oTuy. BeposaTHOCTb TOro, UTO Y
npobaHaa moxKeT poauTbeca pebeHoK ¢ gedpeKTomM HOrTei n KoJIEHHOM Yalleyku, ecnum
OH BCTynaert B 6paK co 340p0OBOM }KEHLUHOM’, COCTaBASAET:

75%;

25%;



Bce netn 6yayTt 601bHbI;
50%;
Okono 0%.

MpuunHoii BO3HMKHOBEHUA HacNeACTBEHHbIX AedeKToB 06MeHa Yallye BCcero ABNAIOTCA:
[eHHble myTauuu;

N3meHeHne yncna Xxpomocom;

CbanaHcmMpoBaHHbIe TPAHCOKaLUMy;

[eHOMHble myTaumm;

TepaToreHHble BO34ENCTBUA.

B ocHOoBe rubpuamnsaumm nexart ceoncrea monekynbl JHK:
AmnanounKkayms;

PecTpukuums;

fmaponuns HK;

KomnnemeHTtapHocTb uenen HK;

JeHaTypauusa.

B nonynauumn 3a 8 net poaunocb 500 000 HOBOPOXKAEHHDbIX, CpeAn KOTOPbIX
06HapyeHo 45 60nbHbIX ¢ peHUNKeToHYypUueit. HacToTa reTrepo3nroTHbIX Hocutenemu
cocraBnfer:

4%;

10%;

1,9%.

5%;

2,5%;

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTtaB/eHHbIMU No3uumamu. lna Kaxaoro
NPOHYMEepPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOKeT 6bITb BbiI6paH 0AUH pa3, 60n1ee ogHOro pasa uau He BbibpaH BoBce.
Tunbl xpomocom: A. MeTtaueHTpuueckue; b. CybmetaueHTpuueckue; B.
AkpoueHTpuyeckue. Fpynnbl xpomocom: 1. Fpynna F; 2. Fpynna B; 3. l'pynna D; 4. 'pynna
G; 5.Tpynna C; 6. pynna A; 7. F'pynna E.

A2,3; 64,7; B6,7

A5,7;B63,6; B1,5

Al,6; 62; B3,4.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaBNeHHbIMU NO3ULMAMU. [lna KaxK[oro
NPOHYMEpPOBaHHOIO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 60onee ogHOro pasa uam He BbibpaH BoBcCe.
BeKTtopHasa emKocTb: A. Hanbonbliasn; b. HaumeHblan. BeKTopHble KOHCTpyKuuum: 1.
PeTtpoBupycHbie; 2. darosbie; 3. Ha 0CHOBe UCKYCCTBEHHbIX XPOMOCOM ApPOXKKei; 4.
MnasmupgHble; 5. KocmugHole.

A5; B2

A3; b4



Al; B3

YCcTaHOBUTE COOTBETCTBUE MEXAY NpPeACTaB/leHHbIMU NO3NLMAMKU. [INA KaxKaoro
NPOHYMEepPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AUH pas, 60nee ogHOro pasa uam He BblbpaH BoBce.
3aboneBaHua: A. Mporpeccupytowian mbiweyHasa auctpodus; b. Pakomaros. OcHoBHOM
npuHUMN neyeHua: 1. dTmonormueckui; 2. NMaroreHeTMyecKMn; 3. 3amecTuTeNbHbIif; 4.
CumnTomaTunueckum; 5. He noppatortca neveHuio.

A4, b4

A4; B2

AS5; b4

docpatamnaber nepegaerca no X-cuenneHHOMY 4OMUHAHTHOMY TUNy. BepoATHOCTb
poxaeHuna 6onbHoOro pebeHKka y 601bHOro My>4mHbl COCTaBAAET:

25%;

100%;

Bce aeBoykn 6yayT 601bHbI, MaabYMKK 340POBbI.

50%;

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMU NO3MuMaMU. ANna KaXKaoro
NPOHYMEPOBAHHOIO 31eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIbpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
Kputepumn oueHKU BapMHTOB HYKNE€OTUAHOM nocneaoBartenbHocTu: A. Kputepum
naTtoreHHocTu BapuHTta; b.Kputepuit aobpokauecteeHHOCTU BapuHTa . Kputepui:
1.BapuaHT de novo 2. MonynsaymoHHaA YactoTa Bbiwe 3% 3. BapuaHT HaxoAuUTCA B TPAHC
NON0XEeHUU C paHee ONUCaHHbIM; 4. He cerperunpylot c 3aboneBaHnem B cembe. 5.
®PYHKLMOHANbHbIA QaHANNU3 He NPOBOAWICA.

A1,3;64,5

A1,3;64,5

A1,3;624

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3MuMaMU. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AUH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
Mon yenoBeka: A. l'eteporameTHbin; b. TomorameTtHbii. XapakTepeH ana: 1. my»XcKkoro
nona; 2. }KeHCKOro Nosa; 3. My>XCKOro U YXeHCKOro nona; 4. nuy, c Kapuorunom 47, XXy;
5. auy, c kKapuotunom 45, XO0.

Al; b2

A5; b3

A2; b4

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



OnpeaenexHue: A. PparmeHT 0g4HOU XPOMOCOMbI NPUCOEAUHACTCA K NOBPEXAEHHOMY
KOHUy Apyrou; b. Pa3pbiB Xpomocombl B ABYX MeCTax U nocneayouiee coeguHeHue
aToro ¢pparmeHTa, HO ¢ nosopoTom Ha 180 rpapycos. ABneHue: 1. Fannonagus; 2.
Terpannoupgus; 3. Neneuun; 4. UuBepcua; 5. TpaHcnOKaumA.

A3; b2

A5, b4

Al; b5

Monekyna AHK coctout ms:

AMWHOKHNCNOT;

Caxapa (ae3okcmpunb03bl), pochaTHbIX FPYNM U a30TUCTbIX OCHOBAHWUI;
Caxapa (pnb60o3bl), pochaTHbIX rPYNN 1 a30TUCTbIX OCHOBAHWUI;
AMWHOKKCAOT, pochaTHbIX FPYNN M a30TUCTONO OCHOBAHMUS;

Caxapa (pnb603bl), aMMHOKKUCNOT.

Ha monekynsapHom ypoBHe Tenomepa COCTOUT uU3:
GC-boraTbix NnocnenoBaTe/IbHOCTEM;

CTPYKTYPHDbIX FEHOB;

MoBTopsAatowenca nocnegosatenbHoctn -TTAGGG-;
Anbda-caTenINTHbIX NOCNeA0BaTENIbHOCTEN;
PacceAHHbIX NOBTOPOB.

BonbHoM ¢ cuHapomom KnaiiHdenbrepa okazanca Mo3anKom C KapuoTMnom
46,XY/47,XXY/48,XXYY. B Knetkax 3toro 601bHOro Mo>Ho 06Hapy>Ku1Tb Tenbua
Nos0BOro XpomaTuHa:

OaHo;

YacTb KNETOK MOXEeT MUMeTb 0HO Te/blLe, YacTb — ABa;

Hu oaHoro;

YacTb KNETOK MOXEeT UMeTb 0AHO Te/bLe, YacTb — HWU OZHOTO;

YacTb KNETOK MOKET UMeTb 04HO TesblLe, YacTb — ABa.

Habop xpomocom B 3urote u B COMaTU4ECKOM KNeTKe YeNoBeKa Ha3blBaeTca:
AnnnongHoim;

AHeynnaongHbIm;

fannonaHbIm;

MNonnnaongHbim;

TeTpannonaHbIM.

CUHaNTOHEMHbI KOMNJ1eKC — 3TO:

BenkoBasnA CTpyKTypa, 61arogapa KOTOpPOM ABa rOMO/I0ra YAEPKUBAOTCA BMECTe B
ANaKnHese-meTadase 1-ro MenoTUYECKOrO AeNeHUS;

PeuenTopbl CAOXKHOM CYObEAUHUYHOMN CTPYKTYPbI, KOTOpble POPMUPYIOTCA Ha
uMTONNa3mMaTUYECKO membpaHe;

BenkoBasA CTPYyKTypa, BO3HUKatOWan B Npodase nepBoro MEMOTUYECKOTO AeNeHUA MeXayY
ABYMA FOMOJIOTMYHbIMU XPOMOCOMaMU;



Komnnekc pnbocom B ooumMTe NepBOro NnopaaKa, B KOTOPbIX UAET aKTUBHbINA CUHTE3
benka;
Komnnekc lonbaxKu.

PUCK poxkaeHua y Hemonogoi matepu pebéHka c cuHapomom [layHa, obycnosneH
0CO6EHHOCTAMM rameToreHesa y XKeHLUH:

O6wWwmm BO3pacCTaHMEM YAaCTOTbl TOYKOBbIX MyTaLMM Y XKEHLWWH cTapwe 35 nerT;

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

bonbwon ANNTeNbHOCTLIO CTaANM AUKTUOTEHBI Y HEMOJIOAbIX }KEHLMH,
CONPOBOKAAOLLENCA POCTOM BEPOATHOCTU HAPYLUEHMIX annapaTa BepeTeHa AeNleHuns;
Bo3pacTtaHMem 4acToTbl HEPaBHOIO KPOCCUHIOBEPA B rameToreHese y Hemo104blX
KEeHLWMH;

HapyweHnem cuctembl penapauuun HK.

NMpomoTop pacnonaraerca:

B KOHUe reHa;

B Hayane reHa;

B cepeguHe reHa;

Cpasy nocie UHUUMUPYIOLLErO KOAOHA;
MNepen TEPMUHNPYIOWMM KOAOHOM.

KonxnuymHoBan MHaKTUBaUUA BepeTeHa OCTaHaB/IMBAaeT MUTO3 Ha CTaauUu:
AHada3sbl;

MeTadasbi;

Tenodasbi;

NHTepdasbi;

Mpodasbl.

Peanusauua HacnepcTBeHHOM MHGOPMALUK B KNETKE 3YKapMUoT NPOUCX0AUT B
HanpaB/aeHUu:

benok - PHK - OHK;

benok - OHK - PHK;

OHK = PHK = 6enok;

PHK - OHK - 6enok;

PHK - 6enok - AHK

MN3BeCTHO, 4TO COOTHOLUEHME Pe3yC—NON0KUTENIbHbIX U pe3yc—oTPpULLATENbHbIX UL,
paBHO 84% n 16% (pe3yc-oTpuuaTenbHaa NPUHAANEKHOCTb HacneayeTca no
peueccMBHOMY TUNY). YacToTa peueccMBHOro aniens r- B Nonyasauum cCoOCcTaBaser:
25%;

60%;

40%;

50%;

10%.



OnAa pyHKUMOHNPOBAHUA MMNPUHTUPOBAHHbIX PAUOHOB B HOPME XapaKTepHO:
OTcyTCTBME 3KCNpEeccuu;

MoBblWeHHaA IKcnpeccus;

buannenbHaa skcnpeccus;

Annenbcneunduryeckan skcnpeccus;

CHUXKeHne aKcnpeccun.

LleHTp perynaumMm MMNpUHTMHIA NpeacTaBaseT cobou:
OnddepeHunanbHO meTuanMpoBaHHbIM panoH OHK;
CTPYKTYPHbIN FeH;

[MOBTOPAIOWMNCA STIEMEHT;

feTepoXpOMaTUHOBLIN PaloH;

DYXPOMaTUHOBbIN PANOH.

FeHbl TP53 n RBloTtHOCATCA K:
MMNPUHTUPOBAHHbIM FreHam;
OHKoreHam;

feHam-cynpeccopam OnNyxo/aeBOro pocTa;
feHam «40MalLUHEero Xo3AncTea;
MunToXxoHAPWUANbHbIM FreHaM.

B reHeTUUYECKYI0 KOHCY/IbTaLuIo 06paTUaach XKeHWmHa, MyXX KoTopou 6oneH
remodunumeii A. Onpeaenntb pUCK ANA AeTeN OXKUaaeTca B 3Tom 6paKe, ecim U3BeCTHO,
YTO POAOC/IOBHAA CAMOM KEHLMHbI N0 remopuanm He OTAroLLEeHa:

Bce neBoukn 6yayT 601bHbI.

Bce manbumkm 6yayT 601bHbI;

Bce petn 6yayT 340p0OBbI HE3ABUCMMO OT NONA, HO AEBOYKM ByAYyT HOCUTENBHULLAMM reHa
remodunnm;

MonoBnHa ManbunkoB byayT 60NbHbIMY;

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBIeHHbIMM NO3UuMAMU. Ana KaXKaoro
NPOHYMEepPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIbpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
Xpomocombi: A. X; B. Y. Tunbl xpomocom: 1. CybmeTaLeHTPUK cpeaHero pasmepa; 2.
Manbii meTaueHTpUK; 3. KpynHbiv aKkpoueHTpUK; 4. KpynHbIA MeTaueHTPUK; 5.
CybmeTaueHTpPUK cpeaHero pasmepa.

A3; b4

Al, b5

A2; b1

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU No3nuMaMU. [INA KaXKao0ro
NPOHYMEPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
YpoBeHb maccoBoro o6cneaoBaHua 6epemeHHbIX }KeHWwuH: A. NMepsbiit; b. Bropoi.



Cnyx6a, ocywectenaiowan obcnegosaHme: 1. AKyLepCcKO-TMHEKO0rMYecKas; 2.
Mepauko-reHeTuueckas; 3. Tepanestuueckas; 4. Xupypruueckas; 5. lNeguatpuyeckas.
A3; b5

Al; B2

A4; b1

N3 84000 pgeten, poaAMBLLUUXCA B TedeHUe 5 neT B NaHMUKCHOM nonynauuu, y 210
0b6bHapy}KeH NaToNornyecKkmum peLeccuBHblii NpU3HaK. Yactota HopmanbHoOro annensa A B
OAHHOI NnoNynALMKN COCTaBNAET:

9,5%;

85%;

95%;

50%;

5%.

B notomcTBe OT 6paKa AByX reTeposuroT (Npu ayToCOMHO-40MUHaHTHOM
Hacnep0BaHUM) aHOMAJIbHbIA reHoTUn 6yayT UmeThb:

HWUKTO N3 aMO6PUOHOB;

1/4 smbpUOHOB;

Bce ambpUnOHbI;

3/4 smbpnoHOoB.

1/2 smbpurOHOB;

UMnpuHT — 310!

Cneymdunyeckas MapKMPOBKa POAUTENBCKUX annenen;

MoTepa XPOMOCOMHOIO MaTepmMana Ha OTLLOBCKOM MAM MAaTEPUHCKOM XPOMOCOME;
HykneotnaHbie 3ameHnbl B IHK poautenbckmnx annenemn;

CTPYKTYPHbI€ U3MEHEHMSA OTLOBCKON UM MAaTEPUHCKOM XPOMOCOM;

MNAP®D oTUOBCKOM NI MAaTEPUHCKOM XPOMOCOM.

MaTtonorua KMHeTOXOpPa OAHOM MUTOTUYECKOM XPOMOCOMbI MOXKET NPUBECTU K
BO3HUKHOBEHMIO:

[ByanepHOM KNeTKu;

Tpéx NoNtoCoB y BEpeTeHa AeneHus;

MonnnnonaHom KNeTku;

AHeynioMaHoOMN KNeTKu;

SDHOOMUTO3A.

Ona sayxpomaTuHa XapaKTepHbl:
Cnupanmsauma B UHTepdase;

CopeprkaHue CTPYKTYPHbIX FTeHOB;
NHTeHCMBHOE OKpalwmBaHme No G-meToauKe;
HeaktTnBHasa KOHPOpMaLms;

bBonblwoe Koan4ecTso TaHAEMHbIX MOBTOPOB.



Mb6puaunsaumsa in situ c noKyc cneymnpudyeckumm npobamm nossonser:
N3yunTb Kapuotmn 601bHOrO;

MonyunTb MHPOPMaLMIO O NEPECTPOMNKAX NCCeayeMOro oKyca y 601bHOrO;
Mony4yntb MHPOPMaALUIO O MyTaLMUAX B FEHE;

Onpegenutb NAPO;

OnpeaennTb HYKNEOTUAHbIN COCTaB UCC/IeAyEMOro N0Kyca.

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaB/IeHHbIMU NO3ULMAMU. [lna Kaxkaoro
NPOHYMEepPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AuH pa3, 60nee ogHOro pasa uam He BblibpaH BoBce.
Monekynbi: A. AHK; B. PHK. ®yHKuuu: 1. CoxpaHeHue HacneacTBeHHOU MHGOpMaL UK B
Knetke; 2. Nepeaaya HacnepcTBeHHOM MHPopmauumn; 3. TpaHCNOPT aMUHOKUCAOT; 4.
CTpouTenbHbI MaTepuan, HeobxoaMMbIN ANA XKU3HU KNETKK; 5. DHepreTnyeckan
CUCTEMA KNETKMWU.

Al;b61,2,3

A2,3; b4

A2,4,5;B63,1,5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaB/NeHHbIMU NO3ULMAMN. [na KaXK[oro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
Cungpombi: A. CuHapom KnaHdpenbtepa; b. CuHgpom TepHepa. XapaKTepHble
KAMHU4YecKue cumntombl: 1. Huskopocnocrb; 2. EBHyxomaHoe cTpoeHue Tena; 3.
Bbicokuii pocT; 4. KpblnoBugHbie CKNaAKKU KOXKU B 06n1actu wewn; 5. HapyweHue
NoON0BOro pa3BUTUA.

A2,3,4;62,4,5

Al1,3,5;61,3,4

A2,3,5;61,4,5

340pOBbIN IOHOLIA, MMEKLLUIA YeTbipeX 340P0BbIX 6paTbeB, KOHCYIbTUPYETCA NO
noBoAy NPOrHo3a notomcrtea. Ero maTb n otey, 340p0oBbl. Y maTepu ecTb ABe 340p0OBble
cecTpbl, 04UH 340P0BbIN 6paT, a ABa ee 6paTta ymepan OoT Mbllle4yHOU AUCTpoPumn
[oweHHa. BepoATHOCTb poXKaeHUA 60NbHbIX AeTel y KOHCY/IbTUpYloLeroca
coCTaBNAeT:

50%;

Bce manbumkm 6yayT 601bHbI, A4EBOYKM 340PO0BbI;

Puck npeHebperkumo man (obwenonynaymMoHHbIN).

Bce neBoykn 6yayT 60/1bHbI, MaIbuUKK 340POBbI;

25%;

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumMamun. Ana Kaxkaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIX KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pa3, 60nee ogHOro pasa unam He BblibpaH BoBce.
Tun HacnepoBaHuA: A. AYTOCOMHO-peLeccuBHbIv TMN; b. AYyTOCOMHO-A0MMUHAHTHDbIW TUN;
B. X-cuenneHHbiyt TMN; I. MynbtudakropuanbHbii; Al. Tun HachegoBaHUA He



ycTtaHoBneH. CuHgpombl: 1. Paccena-Cunbsepa; 2. MukpoaHodptanbma JleHua; 3.
Aapckora; 4. Onutuya-dpumaca.

b4, B23, A1

A4;b1,2;13

A2,3;B1; 14

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBIeHHbIMUY No3UuMaMU. A KaxKaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AKH pas, 60nee oaHOro pasa uam He BblbpaH BoBce.
Tun HachepoBaHuA:A. AYTOCOMHO AOMMUHAHTHBIN ; B. AyTOCOMHO peueccuBHbIi; B. X-
cuenneHHbii TUN. 3aboneBaHue: 1. CuHapom daBaparca; 2. Henpodpmubpomaros; 3.
Xopewu leHTUHITOHA; 4. Muoguctpodua iioweHa; 5. AapeHO-reHUTaNIbHbI CUHAPOM.
A2; b4, B5;

A2,3; b5; B4

A5; b1; B3;

Monekyna PHK cocTtouT ns cneayowmx XuMmn4yecknux coeanHeHuim:
AMNHOKNCNOT;

Caxapa (pn6o3bl), pochaTHbIX rPYNM 1 a30TUCTbIX OCHOBAHWUI;

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

Caxapa (pnb603bl), aMUHOKUCAOT.

Mo ayrocomHoO-peueccMBHOMY TUMNY HacneayeTca:
XoHpgpoguctpoduu;

deHnnKeToHYypUu;

Helpodunbpomatosa;

XopeA [eHTUHITOHa;

CuHapoma dnepca—LaHnoca.

BenoK-KoaAnpyroLWwmun reH 3yKapuoT COCTOUT U3:

MpomoTOop, NHULMNPYIOLWMN KOAOH, 3K30HbI, UHTPOHbI, TEPMUHUPYIOLW NI KOOOH;
DK30HbI;

MpomoTop, NHULUUNPYIOLWMK KOAOH, IK30HbI, TEPMUHUPYIOLWMN KOAOH;
NMpomoTOp, UHTPOHDI;

MpomoTop, NHULUMUNPYIOLWMIK KOAOH, UHTPOHbI, TEPMUHUPYIOLW MM KOAOH.

Konunuectso reHoB, Kogupytowmux 6enkm B xpomocomax X u Y:
B xpomocome X HamHoro 60blue, 4em B Xpomocome Y;
Mpnban3nTenbHO OANHAKOBO;

B xpomocome Y HamHoro 60/blue, 4em B XPpOMOCOME X;

B xpomocome Y MNONIHOCTbIO OTCYTCTBYIOT;

B xpomocome X NOSIHOCTbIO OTCYTCTBYIOT.

EauHULUeE reHeTUYeCKOM KapTbl reHOMA ABAAETCA:



CaHTMMOpraHnaa;

HykneoTtung;

XpOoMoOCMHble 6eHAapl;
KnoHupoBaHHble pparmeHTbl AHK;
DK30Hbl U MUHTPOHDI.

Mb6puamnsauma in situ c MeueHbIMU 30HAAMMU NO3BONAET:

NccnepoBaTb HYKNEOTUAHbBIN COCTaB 30HA3;

NccnepoBaTh paccToaHME MeXK Ay 30HAaMU;

M3y4nTb PECTPUKTHYIO KapTy 30HA3;

JloKannsoBaTb NocneaoBaTeNIbHOCTb 30HAa Ha XPOMOCOME UM B €€ JIOKYCE;
OnpeaennTb NOC/NeA0BaTENIbHOCTb PACMOI0XKEHMA FeHOB B XPOMOCOME.

BeKkTopHasa cucrema — 3T0:

Cuctema Habopa yHUKanbHbIX NocnegoBaTenbHocTen AHK;
Cuctema gna nepenaym reHeTUYEeCKOro matepumana BHYTPb KNETKU;
NMosTOopAOwWwaaca nocnegosatenbHocTb [AHK;

Cuctema 6aKTepUA-X03AnH;

MonnnentTnaHaa nocnefoBaTeNbHOCTb.

K NnpoToOHKOreHam KneTku OTHOCATCA:
PocToBble paKTopbl U UX PeLEenTopbl;
FeHbl «AOMaLUHEro X03ancTBa;

FeHbl- XpaHUTENWN KNETOUYHOTO LUUKNa;
MWUTOXOHAPUA/bHbBIE TEHbI;
MMNPUHTUPOBAHHbIE FeHbl.

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTtaB/eHHbIMU No3uumamu. lna Kaxaoro
NPOHYMEepPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOKeT 6biTb BbiI6paH 0AKH pa3, 60n1ee ogHOro pasa uau He BbibpaH BoBce.
Tunbl nepectpoek: A. FleHomHble; B. XpomocomHble. Mepectpoitku: 1. UHBepcuum; 2.
Monunnoupgum; 3. TpaHcnokauuwm; 4. Aeneuyun; 5. Tpucomuu; 6. NMonncomuun; 7.
Aynavkauum.

Al1,6;b62,6,7

A3,4,7;b61,2,5

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

Mpob6aHp cTpagaer rnyxotoii. Ero cectpa, matb M oTew, C HOPpMasbHbIM CAyXoM. Y maTepu
npob6aHaa Tpu cecTpbl C HOPMaJIbHbIM CIYXOM U OAUH rAyxoi 6par. CecTpbl matepu
3aMyXXeMm 3a 340P0BbIMU MYXXUUMHAMMU. Y O4HOM U3 HUX TaKKe eCTb FNyXOii CbiH.
babywkKa npo6aHaa No AIMHUM MaTepu 340P0OBaA, ee MyXK 340p0B. Y 3Toi 6abyLwiKkn Tpn
34,0pPOBbIX CECTPbI, 0A4UH 340POBbIA U OAUH rayxoi 6paT. eHa npobaHaa 340poBa, HO
umeert rayxoro 6para u AByx 34,0pOBbIX cecTep. Pogurenu KeHbl 340p0Bbl, HO MaTb
umena rayxoro 6parta. Cynpyru ns ogHoro nocesnka. BepoatHocTb Toro, 4to B cembe
npob6aHAa MOXKeT poauUTbCa rnyxon pebeHoK, cocTaBaAeT:



Bce manbumkm 60NbHbI, AEBOYKN 340P0BbI;
100% He3aBMCUMO OT NOAa;

50% He3aBMCMMO OT N0ONa;

75% HEe3aBMCUMO OT NONa;

Bce aeBoukn 601bHbI, MaNbYMKN 340POBbI.

Penaunkauyua AAHK - 3To npouecc:

YaBoeHna monekynbl JHK;

MNepenaum nupopmaumu ¢ PHK Ha noamnenTuanyto uenb;
YasoeHua monekynbl PHK;

MNepepaum nupopmaymm ¢ AHK Ha PHK;

Bbipe3aHune MHTPOHOB.

CeAa3n, yaepxusawwme uenu B aosonHoi cnupanu AHK obpasoBaHbi:
Mapamu dochaTos;

Mapamun a30TUCTbIX OCHOBAHWUI;

MNapamu HUTPATOB;

dochaTom 1 caxapom;

Caxapom 1 a30TUCTbIM OCHOBAHUEM.

Puck poxaeHua y Hemonopgoi matepu pebéHka c cuHgpomom [layHa, obycnosneH
0CO6EeHHOCTAMM rameToreHesa y XeHLUH:

Bo3pacTtaHMem 4acToTbl HEPABHOMO KPOCCMHIOBEPA B rameToreHese y HEMON04blX
YKEHLLNH;

O6wmMm BO3pacCTaHMEM YAaCTOTbl TOYKOBbIX MyTaLMM Y XKEeHLWWH cTapwe 35 nerT;

Bbicokon nponndepaTtMBHOM aKTUBHOCTbIO OOTOHMEB, CONPOBOXKAAOLWENCA OLWMOKaMM B
paboTte AHK-nonnmepassi;

Bonblwon 4NNTENbHOCTLIO CTaAUN OUKTUOTEHbI Y HEMONOObIX *KEHLLMH,
CONPOBOXAAOLLENCA POCTOM BEPOATHOCTU HApPYLUEHMI annapaTa BepeTeHa AeNeHuns;
HapyweHnem cuctembl penapaunun AHK.

OnTumanbHbIN pasmep nonynauum ana GyHKLMOHUPOBAHUA OA4HOU MeXKperunoHaibHOM
MeAMUKO-TeHeTUYECKOW KOHCY/1bTalun COCTaBAAET:

1-1,5 mnH,;

8-10 MnH.;

2-3 MNH.;

4-6 MNH.;

bonee 10 mnH.

feTeporameTHbIM Ha3blBaeTcA:

OpraHnsm ¢ EHOTUNNYECKMMU NPU3HAKAMMU KEHCKOTO NoNa;

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

OpraHM3m ¢ XpOMOCOMHbIMW NePECTPOMKaMM NOJIOBbIX XPOMOCOM.



C ncMXxonornyeckoim TOUKU 3peHnA NpoBegeHne MmeguKo-reHeTU4ecKkoro
KOHCY/IbTUPOBAHUA B CBA3M C POXKAeHUEM pebeHKa C BpOXKAeHHOWU HacneaCcTBEHHOMU
naronorueu uenecoobpasHo:

Yepes wectb mecAues;

Cpa3y nocne poXxaeHus;

Yepes Tpun roga;

K cemun rogam;

K BocemHaguaTtu rogam.

YacTtota XpOMOCOMHDbIX 601€3HEN Y HOBOPOXKAEHHbIX COCTaBNAET:
10%;

0,1%;

0,8%;

5%;

25%.

Yactota MOHOreHHbix 60ne3Hel B pacyeTe Ha HOBOPOXKAEHHbIX:
1%;

3%;

0,1%;

5%;

10%.

Fremodpunua Hacnepgyetca no X cuenneHHomy peueccusHomy Tuny. Mpo6aHa (6onbHOM
MYXXUMHA) YKeHaT Ha CBOei pOACTBEHHULE, OTel, KOTOPOW TaKKe boneH remopunuein.
BepoATHOCTb poXKaeHna 60nbHbIX geTei B 3Tom bpaKe coctaBaserT:

100% pons coiHoBen n 0% ans govepen;

50% He3aBMCUMO OT NONa;

50% pna coiHoBen 1 0% anAa poyepen;

25% He3aBMCUMO OT NONa;

0% He3aBMCMMO OT nona.

MN3BeCTHO, 4TO COOTHOLLUEHUE Pe3yC—MNONO0XKUTENIbHbIX U pe3yc—oTPpULLATENbHbIX AUL,
paBHO 84% n 16% (pe3yc-oTpuuaTtenbHaAa NPUHAANEKHOCTb HacneayeTca no
peueccMBHOMy TUNY). YacToTa AOMUHAHTHOrO aanens R+ B nonynsuum coctaBaser:
40%.

75%;

70%;

60%;

50%;

[oub 60nbHOro remodpunmen umeer aByX 340POBbIX CbIHOBEW U OAHY 340POBYIO A0Ub.
Puck 3aboneBaHua ana ee BHyKa OT A04epu COCTaBNAET:
25%;



100%;

50%;

12,5%;

PUCK ANnA BHYKa OTCYTCTBYeET.

My»KuuHa, cTpagalowmin MOTOPHO-CEHCOPHOM NnoaunHeponaTuei Llapko-Mapu-TyTa,
KOHCYAbTUPYETCA NO NOBOAY NPOrHo3a NnoTomcTBa. OH }KeHaT Ha 340POBOM }KEHLUHe,
MMmeeT ABYX 340pO0BbIX U 0AHY 60/1bHYIO cecTpy, a TaKXKe 6oabHOro 6para. Otel,
npob6aHpa 1 BCe pOoACTBEHHUKM OTLA 340p0oBbl. MaTtb 60a1bHa, UMeeT Tpex 60bHbIX
cecTtep M Tpex 340p0BbiX bpaTbes. [legywKka No MaTepUHCKO inHum 6oneH, 6abywka
3popoBa. bonbHOM 6paT NnpobaHAa XKeHaT Ha 34,0P0BOM KEHLWUHE U UMeeT ABYX
60nbHbIX govepen. BepoaTHOCTb poXaeHna 6onbHOro pebeHka y npobaHga
COCTaBAAET:

0%;

100%;

Bce aeBoukn 6yayT 601bHbI, MaNbYMKK 340POBbI.

25%;

Bce manbumkm 6yayT 60/1bHbI, 4EBOYKM 340POBbI;

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.
Kputepumn oueHKn BapMHTOB HYKN1€0TUAHOM nocnegoBaTenbHOCTU: A. Kputepuii
NaToreHHOCTU BapuHTa; b. Kputepuit nobpokauecTtBeHHOCTU BapuHTa . Kputepui:
1.BapuaHt de novo; 2. MonynsayMoHHanA YacToTa Bbiwe 3%; 3. BapMaHT Haxogutca B
TPaHC NON0}KEHUU C paHee onNUcaHHbIM; 4. He cerperupyert c 3aboneBaHmnem B cembe; 5.
®PYHKLUMOHANbHbIA aHANN3 HE NPOBOAUACA.

A1l,3; b4,5

A2,3,4; 64,5

Al,3; 62,4

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/eHHbIMU NO3UuMaAMU. ANna KaxKaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIbpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
leHbl: A. MpoTooHKoreHbl; b. FeHbl-cynpeccopbl onyxosesoro pocra. OnpeaenexHue: 1.
Mo3utusHbIE perynatopbl, CTUMyAUpYlOLWMe aeneHue Knetku; 2. HeratusHble
perynaropbl, NPEenATCTBYIOLWME AeNEHUI0 KNEeTKU; 3. He MMeloT OTHOLLEeHUA K AeN1eHUI0
Knetkn; 4. Monekynol, ycunmsaruwme geucreue apyrux 6enkos; 5. Mo3utueBHbIe
perynaropbl, CTUMYIMpPYIOLLUE AeNeHUE KNETKMU.

Al, b2

A3; b5

A4; b1

Monekyna TPHK:
CnyXuT 3aTpaBKon npu penamkauymm AHK;



NmeeT dopmy “TPUANCTHUKA”;

ABnAeTcA KOMMNOHEHTOM pnHOCOMBI;

He nepemewaeTca 3a npeaenbl A4pa;

AlBnAeTCcA 3aNUCbiO CTPYKTYPbI NOIMNENTUAHON LLENMN.

OnAa pyHKUMOHUPOBAHUA UMNPUHTUPOBAHHbIX PAMOHOB B HOPME XapaKTepHO:
lMoBblWEeHHAA aKcnpeccus;

buannenbHan akcnpeccus;

Annenbcneunduyeckan skcnpeccums;

OTcyTCTBME 3KCNpEeccuu;

CHUXKeHMe sKcnpeccun.

HykneoTtunpg coctout us:

Caxapa, ¢ocdaTa 1 a30TUCTOrO OCHOBAHMUA;
docdaTta n a30TUCTOro OCHOBAHMS;
AMMHOKMCNOTbI M @30TUCTOIO OCHOBAHMUA;
Caxapa u dochaTa;

Caxapa 1 a30TMCTOro OCHOBAHMA.

Kaxkpaa xpomocoma nocne penamkaumm COCTOUT U3 ABYX KOMNOHEHTOB, Ha3blBaeMblIX:
LleHTpomepbl;

UeHTpnonu;

Xpomomephi;

XpomaTtuabl;

CnyTHUKMN.

OHK-pmnarHocTtuka 6one3Heit MUMNPUHTUHIA CBOAUTCA K ONpeaeneHuIo:
Pa3nnyumn B aNNeNbHOM METUAUPOBAHUM OTLOBCKOM M MAaTEPUHCKOM XPOMOCOM;
CTPYKTYPHbIX MyTaL Ui B reHaXx;

Pa3ninumMn B reHHOM 3KCNpeccuu;

KpynHbIX XPOMOCOMHbIX NEPECTPOEK;

OAHOHYKNEOTUAHbIX NOAMMOPPM3MOB.

MNpu npoBeaeHUM NpeHaTaZIbHOrO0 CKPUHUHIA N0 MAaTEPUHCKMM CbIBOPOTOUYHbIM
daKTopam y 6epemeHHOM }KeHWMHbI 06HapYXKeHbl cneaylowme nokasartenu: AP -
HUXXe HopMmbl, XI'Y — Bbiwe HopMbl, H3 — HUXKe HopMmbl. IMpU TaKUX pesyibTaTax MOXXHO
NpeAnoa0XUTb, YTO Y 1043 UMeeTCA NaToNorua:

MHOeCcTBEHHble BPOMKAEHHbIE MOPOKM Pa3BUTHUSA;

[OedeKT HepBHOM TPybKM (aH3HUedanums, spina bifida n 1.n.);

XpomocomHoe 3aboneBaHue;

PacuienmHa rybbl n/vnu Heba;

CunHapom MapdaHa.

Mpu o6HapyKeHnu "NoXKHOro" oTYUOBCTBA, YTO NPUHLUNNANIBHO U3SMEHUT NPOTrHO3
NOTOMCTBA, TAKTUKA Bpaya-reHeTUKa B MeAUKO-TeHETUYECKOI KOHCY1IbTaLuu:



My nony4daet uHbopmauuto b6e3 yyeTa
NHPpopMaLmio 0 pUCKe NoNyYaeT MyXK;
FeHeTUYeCKMMN PUCK cO0bLaeTCA TONIbKO KEHLWMNHE;
Becepa npoBoanTcA ¢ ABYMSA Cynpyramu;
NHpopmaumio o pucke NonyyatoT poaACTBEHHUKN.

KnoHunposaHue AAHK npegnonaraer:

NAaPo;

BctpanBaHue dparmeHTa JHK B BEKTOPHYIO KOHCTPYKLUMUIO;
MUP;

BAOTUHI-TIMB6puan3aums;

Mmbpuamnsauma in situ.

M3 84000 geTteir, poaAUBLLUUXCA B TeUeHUe 5 n1eT B NaHMUKCHOM nonyasauum, y 210
obHapyKeH NaToNornyecknii peLeccuBHbIv NpusHak. Yacrtota retepo3uror Aa B aHHOM
nonynauum cCocTaBnnaeT:

22,5%;

95,5%;

9,5%;

60,5%;

2,5%.

B 6paKe cOCTOAT MYXKUMHA U KEHLLMHA C aXOHA4PON/IaCTUYECKOMN KapZIMKOBOCTbIO. Y
MY)Ka ecTb 340pO0BbIV 6paT U cectTpa ¢ Tem e 3abonesaHnem. Ux otey, 6oneH, a maTb
340poBa. Y }KeHbl 06a poaHbIX 6paTa u cecTpa 340p0Bbl, KaK U UX POAUTENMN.
BeposaTHOCTb poXKAaeHua 6oabHOro pebeHka y 60nbHOM cecTpbl B 6pake co 340p0BbIM
MYXX4YMHOM COCTaBNAET:

50%;

100%;

75%;

25%;

Okono 0%.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU NO3UuMaAMU. A KaXKaoro
NPOHYMEpPOBaHHOrO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIOpaH oa4MH pa3, 60nee 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. Fpynna A; 7. Tpynna E.

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

A7;b61,5;B2,6

Al1,6;62; B3,4

YKaXKute Knaccbl NOBTOPAIOLLUXCA HOCIIep,OBaTEI'IbHOCTEVI, K KOTOpPbIM OTHOCATCA
MO6UNDbHbIE 3/1IEMEHTbI:



[pocTble NOBTOpPbI;

PacceAaHHble NOBTOPbI;

TaHOeMHble NOBTOPbI;
MNannHgpomel;

YHUKaNbHble nocneoBaTeIbHOCTU.

AYyTOCOMHO-AO0MMUHAHTHOE HacneA0BaHWe XapaKTepHOo AnsA:
JlenuunHosa;

Xopeun [eHTUHITOHQ;

CuHapoma JloypeHca—MyHa—-bapae—-buans;
deHnnKeToHypuu;

CepnoBUAHO-KNETOYHOMN aHEMUMN.

Tenomepa - 370:

Y4acToK, Urpatowmm rnaBHyo poJib B Ae/IEHUN KNETKU;
MepeTaXKa, pa3genaowan XpOMoOCoOMY Ha ABa NaeYa;
KOHLEBbIE YH4ACTKN XPOMOCOM;

Y4yacToK npuKpenneHna sepeteHa geneHus;

Y4acTKM XpPOMOCOMHbIX Naeu.

Ona BOSHMKHOBEHUA po6epTCOHOBCKOM TPaHC/OKaLum Heobxogum:
He meHee TPEX XPOMOCOMHbIX Pa3pblBOB;

XpOMOCOMHbIE Pa3pbiBbl HE HYKHbI;

OANH XPOMOCOMHbIM Pa3pbiB;

[1Ba XpOMOCOMHbIX Pa3pbIBa;

MHOeCTBEHHbIE XPOMOCOMHbIE Pa3pPbIBbI.

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

MNepuueHTprUYeckana HBepPCHUS;

NHTepcTMUManbHaA aeneyms;

NUHcepums;

TepmunHanbHaa geneuus;

TenomepHasa geneuma.

AHK-30HA - 370!

NocneposatenbHoctn AHK, coctoAawan ns 20-25 HyKneoTMaos;

®parmenT JHK c pryopoxpomHO meTKon.

EaMHWYHbIE pacceaHHble HYKNeoTuabl;

NocnenoBaTeIbHOCTb HYKNEOTUA0B, KOTOPYHO Y3HAET PECTPUKLUMOHHAA SHAOHYKea3a;
MocnepoBaTtenbHocTb AHK ANMHOM HECKONBKO MAIH. Nap HYKNeOoTUAOB;

BHOBb BO3HMKLUAA HEUTPAJIbHAA MYTaLMA UMEET BbICOKYIO BEPOATHOCTb 6biTb
YyTpaueHHOM B NoC/eayoLWmX NOKONEeHUAX, YTO, BO3MOXKHO, 06ycnoBneHo:
dpPeKToM poaoHaAYAIbHUKA;



Hdenctesnem otbopa;

YTpaTo B cuny CTaTUCTUYECKUX MPUYNH;
MN3meHeHMeM reHHbIX 4acToT;

Opendom reHos.

EcAn MMNPUHTUPOBAHHbIN FreH 3KCNPecCcUpyeTcsa C OTLLOBCKOM XPOMOCOMbI, TO Ha
MaTepPUHCKO XpOMOCMe 3TOT FeH:

MmeeT NOBbILLEHHYH 3KCNPECCUIo;

He sakcnpeccupyeTcs;

Toxke akcnpeccupyeTcs;

Ero akcnpeccna HeCKOIbKO CHUMXEHa;

XapakTepusyeTca OTCPOYEHHOM IKCNpeccuen.

Knactep vMnpuUHTUPOBaAHHbIX FeHOB B HOpMe:

He sakcnpeccupyeTcs;

fMnepakcnpeccupyeTcs;

dKcnpeccupyeTca c 06enx XpoMoCom;

OnddepeHumnanbHO aKCNpeccnpyeTca TO/IbKO C 04HOM XPOMOCOMbI;
XapaKTepunsyeTca OTCPOYEHHOM IKCNPEeCcCHen.

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.
Tun ocHoBaHui: A. NMypuHbl; B. MupumnguHbl. HasBaHue ocHoBaHwMid: 1. AaeHuH; 2.
TumuH; 3. N'yaHuH; 4. LUMTO3MUH.

Al,2; 63,4

A2,3;b61,4

Al,3; 62,4

B 6paKe cOCTOAT My)XXUYMHA U XKEHLLMHA C aXOHAPONIACTUYECKOI Kap/IMKOBOCTbIHO.
Ffomo3uroTHble 3M6pMOHbI N0 AaHHOMY 3a60/1€BaHUIO N1IeTa/IbHbI. Y MyXKa ecTb
340pOBbIN BpaT K cecTpa c Tem e 3aboneBaHnem. Ux otey, 6oneH, a maTb 3a0poBa. Y
*KeHbl 06a poaHbIX 6paTa u cecTpa 340pOBbI, KaK U UX poauTenun. BepoaTHocTb
poxaeHua 6onbHOro pebeHka B 6paKke AByx NOpaXKeHHbIX poauTenen coctasnfer:
100%;

66%;

50%;

75%;

Okono 0%.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/IeHHbIMU NO3ULMAMU. [na KaxK[oro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pa3, 60nee ogHOro pasa unam He BblibpaH BoBce.
3aboneBaHua: A. Mporpeccupytowan mbiweyHasa guctpodus; b. Pakomaros. OcHoBHOM
NpUHUMN nedyeHua: 1. dTMonorndeckum; 2. NaroreHetnueckui; 3. 3amecTuTenbHblid; 4.



CumnTomaTtunueckuif; 5. He noaaatorca neueHuio.
A3; b1
A2; b5
A4; b4

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU NO3UumMAMU. lna KaXaoro
NPOHYMEpPOBAHHOIO 31eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIbpaH oAMH pa3, 6onee ogHOro pasa uam He BblbpaH BoBce.
HacneacteeHHble 60ne3Hu: A. bonesHb MNowe; 6. bonesHb HUmaHa-lNMuka Tun A/B; B.
Bbone3Hb Tea-Cakca. B HepBHbIX KNeTKax HakanausBaetca: 1. CpuHrommenun; 2.
FaHrnnosupg GM1; 3. NaHranosug GM2; 4. MaHH030-6-pocdar; 5. TnoKkouepebposua.
Al; b5; B4

A2; b4; Bl

A5, b1, B3

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.
MpuumnHa 3ab6oneBaHua: A. NaToreHHbI BapUaHT B MUTOXOHAPUaAbHOM reHome; b.
MaToreHHbl BapuaHT B AaepHOM reHome; B. O6pa3soBaHue NaToreHHbIX KOHFA0MepaToB
6enka. 3abonesaHue : 1. Cungpom MELAS; 2. Atpoduna 3putenbHoro Hepsa Jlebepa; 3.
CuHppom PeknuHrxayseHa; 4. CuHgpom AHrenbmaHa ; 5. PeHunKetoHypusa

Al,2; 63,4,5

Al,2; B4,5; B3

Al,5;b61,3,4;B2,4

YCTaHOBUTE COOTBETCTBUE MEXAY NpeAcTaBleHHbIMU No3nuMamun. [ina Kaxkaoro
NPOHYMEpPOBAHHOIO 31eMeHTa BblbepuTte 6yKBeHHbIH KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
Tunbl neyeHuna: A. Cumntomatnueckoe; b. NatoreHeTnyeckoe; B. dTmonorunyeckoe.
NleueHue: 1. lTopmoHanbHOe nevyeHue npu cuHgpome TepHepa; 2. Xupypruueckoe
NleyeHue pacwenuHbl rybol u Heba; 3. Anetotepanmna Npu HeNepeHOCUMOCTU N1aKTO3bl; 4.
3amecTuTtenbHaa Tepanua Npu caxapHom guaberte

Al,2;63,4

A2,4;B1,3

A3;b62;B1,4

CuHTe3s HoBoM uenu AHK Ha anaupylowein HUTU B Npouecce peninKaumm
ocyLLecTBAAETCA:

ANCKpeTHO;

HenpepbiBHO;

OTcpo4eHo;

C nomowbto pparmeHToB OKacaku;

YCKOopeHHo.



Tpunner - at0:

Tp¥ aMUHOKMCAOTbI B NOIMNENTUAHON LENMU;

Tpu pagom pacnonoxeHHble HyKneotnga AHK, kogmpyrowme ogHY aMUHOKUCOTY;
KanunpoBaHue 5'-koHua mPHK;

Tpu ageHNHOBbIX HYK/IeoTUAa B NOAN—A—XBOCTE;

AHOManNbHaA TpexHutesaa cTpyktypa AHK.

O6pa3oBaHME «KXMMEPHbIX» reHOB YacTO NPUBOAMUT K:
AKTMBaUMM Cynpeccopos;

AKTMBaALMN OHKOTEHOB;

Ob6pa3oBaHNE XMMEPHbIX TEHOB HE BO3MOXHO;
HacneactBeHHbIM MOHOreHHbIM 3a60/1€BaHUAM;
Annenbcneunduryeckom skcnpeccum.

CTpYKTYypbl, cOeaguHAIOWMNE CECTPUHCKUE XPOMaTHUADbI U coaepKalme cneumndpuryecKkyio
nocnepgosBartenbHoctb AHK, Heob6xoaumyto gna cerperayum XpoOMoCcom, Ha3blBaOTCA:
Hutn BepeTeHa;

LleHTpomepbl;

KnHetoxopsl;

Catennutsl;

Xpomomephl.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU NO3UuMaMU. Ana Kaxkaoro
NPOHYMEpPOBaHHOIO 31eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBEeHHbIN
KOMMOHEHT MOXeT bbITb BbiIbpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
Kputepum oueHKM BapUHTOB HYKNE€OTUAHOM nocnegoBaTtenbHocTu: A. Kputepwuii
NnaToreHHOCTU BapuHTa; b. Kputepun pobpokauectBeHHOCTU BapuHTa . Kputepum:
1.BapuaHT de novo; 2. MonynAaunMoHHana YactoTa Bbiwe 3%; 3. BapuaHT HaxoauTtca B
TPaHC NOJI0}KEHUMU C paHee onucaHHbIM; 4. He cerperupyert c 3a6oneBaHnem B cembe; 5.
®PYHKLMOHANbHbIA aHANNU3 He NPOBOAWICA.

Al,3; 62,4

A1,3; 64,5

A2,3,4; 64,5

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU NO3UUMAMU. Ina KaXaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0A4UH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
Tun HacnepoBaHuA: A. AYTOCOMHO-peLeccoBHbIN TMN; b. AyTOCOMHO-A0MMHAHTHbIW TUN;
B. X-cuenneHHbit TMN; . MutoxoHApuanbHbin; Q. Tun HacheaoBaHUA He YCTAaHOB/IEH.
Cunpgpombi: 1. Paccena-Cunbsepa; 2. MukpoaHodptanbma JleHuya; 3. Aapckora; 4.
Onutua-®dpuaca.

b4, B2,3, A1

A2,4;B3;T1

63;14; 01,2



YHuKanbHble nocnegosatenbHoctn 1HK coctaBnalot 60nbLuylo 4acTb:
MuKpocaTennTHbIX NOC/ea0BaTENbHOCTEN;

Anbda-caTenINTHbIX NOCNeA0BaTENIbHOCTEN;

BNOKOB HU3KOKOMUIHbBIX MOBTOPOB;

CTPYKTYPHbIX FEHOB;

MoNNHAPOMHbBIX NOBTOPOB.

MnepmetnnmpoBaHue UMTo3MHOB B CG-AUMHYKNEOTUAAX PETYNIATOPHbIX PaliOHOB reHa
NPUBOAMT K:

He BAnAeT Ha aKTUBHOCTb reHa;

YCcUneHuo TPaHCKPUNLMOHHOM aKTUBHOCTU FeHa;

MoaaBneHNIO TPAHCKPUNLUMOHHOM aKTUBHOCTU reHa;

YcuneHuto TpaHCKPUNLMOHHOM aKTUBHOCTU FEHOB COCEAHEero 10Kyca;
He3HauynTeNnbHOMY CHUMKEHUIO TPAHCKPUMNLUMOHHOM aKTUBHOCTU.

®aKyNbTaTUBHbIN reTepoXpoOMaTUH XapaKTepusyeTca:

MoBCeEMEeCTHOM pacnpoOCTPaHEHHOCTbIO MO BCEM XPOMOCOMaM;
[leKOHAEHCUMPOBAHHbIM COCTOSSHUEM B MHTEPdaA3e.

PaHHUM BpeMeHeM penMKkaunm B S—nepmnoae KNeToYHOoro UUKa;

BbICOKOM TPAHCKPUMNLMOHHOM aKTUBHOCTbIO;

dopmMnpoBaHMEM INLLbL HA ONpeaeneHHbIX CTaANAX }KU3HM OpraHM3ma B npeaenax
TONIbKO OA4HOW U3 Napbl FOMONOTUYHbIX XPOMOCOM;

Hanbonee usyueHHoi anureHeTuueckon mogudukaumen apnaerca:
dochopunmpoBaHume rMcToHOB;

CTPYKTYpPHble U3MEHEHMSA OTLLOBCKOW MM MAaTEPUHCKOM XPOMOCOM;

Cneundunyeckoe meTMAMpoBaHme LNTo3nHoB B CG-gMHYKNeoTnaaX;

AuetTnnampoBaHue rmcToHOB;

OAHOHYKNEOTUAHbIN NONMMOPOUIM POAUTENBCKUX XPOMOCOM.

OnTMManbHbIN pasmep nonynaumm ana GyHKULMOHUPOBAHUA MeAUNKO- FTeHeTUYEeCKoMn
KOHCY/1IbTallMM COCTaBNAET:

1-1,5 mnnH.;

2-3 M/H.;

3-4 MNH.;

5-6 MAH.;

bonee 10 mnH.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMU No3uumMamMun. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pa3, 60nee ogHOro pasa unm He BblbpaH BoBce.
CuHapom: A. CuHapom KnanHdenbrepa; 6. CuHapom TepHepa. HapyweHune nonosoro
pa3ssutua: 1. Heaopassute MonoUYHDbIX Kenes; 2. AHOMasibHOe Pa3BUTUE MATKU U
Bnaranmuwa; 3. AMYHMKKM He onpepgenaloTca; 4. AMeHopes.

61,2,3,4



A2,3;61,4
Al,3,4; B2

BenoKk-KoanpyrLmm reH — 310:

NosTOpAOwWaaca nocnegosatenbHocTb [AHK;

®dparmeHT noAMNENTUAHON LeNK;

YyactoKk AHK, kognpyowmn nonmnenTUAHYH Lenb;

Anbda-catennntHaa nocnegosatenbHocTb AHK;

MocnenoBaTeNbHOCTb, PACMOJIOXKEHHAA 40 CTAPTOBOM TOYKM TRAHCKPUNLUM.

Mo ayTocOMHO-AO0OMMHAHTHOMY TUNY HacneayeTca:
deHnNKeToHYypUu;

CunHapoma MapdaHa;

ANnKanToHYpUu;

bone3sHn HumaHa—-I1nka;

[anakTo3zemuu.

B He60nbLLO NONYAALUM C BbICOKOM YaCTOTOM ayTOCOMHO-PELLeCCUBHOTO anbbuHU3Ima
60/nbHanA }KeHLWMHA BCTynaeT B 6paK co 340p0BbIM MYXXUYNHOMN, pOAUTENN KOTOPOTO
TaK)Xe 340pPO0Bbl, a Ael N0 OTLOBCKO NNMHUM 6bln anbbUHOCOM. PUCK poXKaeHUA
6onbHOro pebeHKa B aTom 6pake cocraBnsert:

10%;

Bce netn 6yayTt 601bHbI;

25%;

50%;

Bce aetn 6yayT 340p0BbI.

Y 34,0p0BbIX poauTenei, He COCTOALLUX B KPOBHOM POACTBE, POAUACA CbiH C
axoHgponaasuei. B poaocnoBHoM gpyrux cnydyaes 3a6oneBaHUA He BbiSIB/IEHO.
BepoATHOCTb NOBTOPHOTO poXKAeHua 6oabHOro pebeHka B aHHOM bpaKe cocTaBnsert:
25%;

50%.

10%,;

Ob6uwenonynALMOHHbBINA PUCK;

PacctoAHue mexay reHamu ana pusnuecKkom KapTtbl onpegenserca no:
Konnuectsy Apyrux reHoB MeXay HUMU;

YacToTe KpOCCUHIOBEpPa MeXay HUMK;

KonnuecTBy HYKNEOTUAHbIX Nap MeXay HUMU;

KonnyecTsy XpOMOCOMHbIX 63HA0B MeXK Ay UX IOKycamMu;

KonnyecTsy NOBTOPSAIOWMXCA €ANHULL,.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3nLMaAMU. [NA KaXKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0A4uH pa3, 60nee ogHOro pasa unam He BblibpaH BoBce.



HacneactBeHHble 60ne3Hu: A. bonesHb MNowe; b. bonesHb HUmaHa-Muka Tun A/B; B.
bonesHb Tea-CaKkca. B HepBHbIX KneTKax Hakanamusaetca: 1. CuHromuenuH; 2.
FaHranosung GM2; 3. NlaHramnosung GM1; 4. MaHH030-6-pocdar; 5. FnoKkouepebposung.
A5; b1; B3

A2; B3; B4

Al; b4; B5

Mo ayToCOMHO-A0MMUHAHTHOMY TUNY HacneayeTca:
HelpodmnbpomaTtos;

femodununa A;

deHnnKeToHypUS;

MwuonaTtua [loweHHa;

LLnsodppeHuns.

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

LU

AL,

rvy;

YYA;

YAL.

Mpu HacheacTBEHHOM paKe ONyXoJ/ib BO3HUKAET Yy Pa3HbIX Y/IeHOB CeMbU B pe3y/ibTaTe:
FepMUHANbHOM MYyTaLMN B reHe;

ComaTMyecKol MyTaLun B reHe;

HakonneHua B KNeTKe NOBPEXKAEHUIN B PAa3/INYHbIX FeHaX, PEryINPYIOWMX KNETOUYHbIN
LKA,

AnnenbHol geneuunm n0Kyca;

MnepaKcnpeccun reHa.

FeHom yenoseka 370:

HacneactBeHHbIM annapaT KNEeTKKU, coaepKallunim Becb o6bem nHbopmauymm,
HeobxoaMMoM ANs Ppa3BUTUS OPraHM3Ma;

BenkoBbIM annapaT KNeTKU, COAePKALLMN COBOKYMHOCTb BCEX MOJIEKYJT CTPYKTYPHbIX
6enkoB M GepMeHTOB;

JHepreTMYeCKNIM annapaT KNeTKK;

COBOKYMHOCTb BCEX 3KCNPECCUPYIOLLUXCA MONIEKYN B KNETKE;

COBOKYMHOCTb BCEX METUIMPOBAHHbIX NOCNE40BATE/IbHOCTEN B K/IETKE.

YnbTpaduoneroBbie 1y4nu MOryT Bbi3blBaTb:
FeHHble MyTauuu;

XpomocomHble abeppayunu;

FeHOMHble MyTauuu;

[eHHble U TeHOMHble MyTauuu;

FEHOMHbIE N XPOMOCOMHbIEe MyTaL MW,



YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUUMAMU. lna KaXKaoro
NPOHYMEepPOBaHHOr0 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIbpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
3aboneBaHua: A. CuHapom KnaHdpenotepa; 6. Cungpom MNartay; B. CuHgpom daBappaca;
. Cunpgpom TepHepa; A. CuHagpom [layHa. XpoMmoCOMHbIe HapyweHua: 1. Tpucomua 21;
2. Tpucomusa 13; 3. Tpucomusa 18; 4. MoHocomuma X.

Al;b64;T13; 42

A3;B2;11; A4

62;B3;4; A1

CTaaua KNeTouyHoro aeneHus Hanbonee ygobHaa gna nsydeHMsa Xpomocom:
NHTepdasa;

Mpodasa;

MeTadasa;

AHada3za;

Tenodasa.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU NO3UuMaMU. Ana KaXkaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIbpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
Tun HacnepoBaHuA: A. AYyTOCOMHO-pPeL,ecCMBHbIN TUN; b. AYyTOCOMHO-40MWHAHTHbINU TUN.
3aboneBaHue: 1. BpoxkgeHHble NOPOKU cepaua; 2. Muoguctpodua [ioweHHa; 3.
MunopocrteHos; 4. PeHnnkeToHypua. 5. Heitpopubpamoros.

A3; b1

A4, b5

A2; b4

MepBUYHOE HepacxoXaeHne XpoOMoCoOM — 3TO:

HepacxoxaeHne XxpoMocom B NepBOM AeNeHun ApobaeHuna 3uroThbl;

HepacxoxaeHne XxpOMOCOM BO BTOPOM MEMNOTUUYECKOM AeNeHUN;

HepacxoxaeHne XxpoOMoOCOM B NePBOM AENIEHUM Mei03a;

HepacxoxaeHne XpoMoOCOM B MENO3€E Y KapUONOrMYECKM HOPMAJIbHOTO MHANBUAYYMA;
OpHOKpaTHOE HEPACXOXKAEHME XPOMOCOM B Meno3e (B 1-M, Ui BO 2-M MENOTUYECKOM
aeneHnn).

Mpu KynbTMBUpPOBAHUU B NpucyTcTtBun ®IrA aenaTca KNeTKn KpoBu:
MoHouuUTbI;

NumdounTsl;

dpUTPOLUTDI;

Hentpoduneoi;

MbiweyHble KNeTKu.

Doub 60nbHOro remodunmeit meer AByX 340POBbIX CbIHOBEM U O4HY 340POBYIO A0Ub.
PUcK poxkaeHuna 601bHOro CbiHA Y KOHCY/IbTUPYIOLLEACA COCTaBNAET:



50%;

100%;

25%;

12.5%;

PUCK onAa cbiHa OTCYyTCTBYET.

BonbHO anbbMHM3MOM BCTynaeT B 6paK co 340p0BOM }KEHLWMUHOM, 6paT KOTopou
CTpapaer Toi e popmoi anbbuHuama. PUck gna ux pebeHka cocraBnaer:

1/3;

Bce aetn 6yayT 60/1bHbI;

3/4;

2/3;

1/6.

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMM NO3MuMaMun. Ana Kaxkaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH o4MH pa3, 6onee ogHOro pasa uam He BbibpaH BoBcCe.
3aboneBaHue: A. Femopunus; b. bonesHb PeknuHrayseHa; B. lmneptoHunyeckas
6one3Hb. Tun HacnepgoBaHuA: 1. PeueccusHbIN, cuensieHHbIW ¢ X Xxpomocomou; 2.

[ OMMWHaHTHDBIN, cuenieHHbIN ¢ X Xpomocomoid; 3. AYyTOCOMHO-peLLecCuBHbIN; 4.
AYyTOCOMHO-A40MMUHAHTHbIN. 5. MUTOXOHAPUANbHDbIN .

Al, b4.

A3; b5; B4

A4; b1; B3

MNpwu onpeaeneHnmn 3urotHocTu 61M3HeLOB Hanbonee ToueH:
AHanus BbICOKO BapuabenbHbix mapkepos AHK;
MonMcMmnToOMaTUYECKUN MeTOoS;

AHanun3 rpynn Kposwu;

AHanus gepmatornmouKu;

TecT no nepecaake KoXxXu.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBNeHHbIMU No3MuMaMmun. Ana Kaxkaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AUH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
Tunbl neyeHuna: A. Cumntomatnueckoe; b. NatoreHeTnueckoe; B. dTmonoruyeckoe.
NeueHue: 1. lTopmoHanbHoOe neyeHue npu cuHapome TepHepa; 2. Xupypruyeckoe
NledyeHume pacwenuHbl rybbl n Heba; 3. lvetoTepanuma NnpmM HeNepPeHOCUMOCTU NaKTO3bl; 4.
3amecTuTenbHaA Tepanua Npu caxapHom guaberte.

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

Al,2; 63,4

A3,4;B1,3

Al; 63,4

Penn NMUMNPOBAHHbIE XPOMOCOMbDI NPUKPENNAIOTCA K MUTOTUYECKOMY BepeTeHy



nocpeacTBOM CTPYKTYp, KOTOpble Ha3bIBalOTCA:
KnHetoxopsil.

Tenomepol;

CnyTHUKNY;

LleHTpomepbl;

CNyTHWYHbIE HUTW;

B cembe, rae y oTua BTopas, pe3yc—noaoXKuUTenbHasa rpynna KpoBu, a Y maTepu TpeTbA,
pe3yc-nonoxKutenbHasn, poaunca pebeHoK c NnepBoii pe3yc—oTpuLaTenbHOMU rpynnomn
KpoBu. BepoATHOCTb TOro, YTO Yy ciegyilowero pebeHka 6yger uersepran pesyc—
NONOXUTEeNbHaA rpynna KPoBu, COCTaBAAET:

3/16;

4/9;

1/9;

1/16;

1/11.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumMamMmun. Ana KaxKaoro
NPOHYMEPOBAHHOrO 31eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiIbpaH 04uH pa3, 60nee ogHOro pasa unam He BblbpaH BoBce.
3abonesaHue: A. CuHpoma Bunbamca; 6. CuHpoma Aun-Axxopaxu; B. CuHpoma Cmura-
MareHuca; . Cungpom Mpapgepa-Bunnun. leneumns: 1. 22q11; 2. 17p11.2; 3. 7q11.2; 4.
15q11; 5. 11p15.

A3;b61;B2; 14

A2; b4;B5; 1

A4; B3;B2; 5

Mpo6aHa (6onbHaA MO3XKEUKOBOM aTaKCUel XKeHLWUHa) uMmeeT ABYX 340pP0BbIX 6paTbes,
oaHoro 6onbHOro 6pata 1 ABYX 340p0BbIX cectep. OTey, Npo6aHAa U ero poACTBEHHUKU
340pOBbl, MaTb 60abHa. [leaylwKa Nno maTepUHCKOM inHumn 6oneH, a 6abyluka 3goposa.
BepoATHOCTb poXKAaeHnA 60nbHbIX geTten y npobaHaa, ecnv OHa BbIMAET 3aMYXK 33
340POBOro My}X4YMHY, COCTaBNAET:

50%;

Okono 0%;

25%;

75%;

100%.

*eHuwmHa umeet ABYX CbIHOBEM, 60NbHDbIX MbilleYHOU auctpodueit [loweHHa n
340pOBYI0 A04b. PUCK poXKAeHUA elle 0A4HOro 601bHOrO CbiHA COCTaBAALT:
100%;

50%;

25%;

12,5%;

Bce manbumkm 6yayT 340p0BbI.



B reHeTMUYECKYIO KOHCY/IbTaLUIo 06paTunach KeHuWmMHa, otel, KoTopon 6oneH
remodunumeii A. Onpeaenntb pUCK HacnegoBaHUA remopuaum ana ee aeTen:
Bce manbumnkm byayT 300p0BbI;

B cpegHem, nonoBMHA ManbunMKoB byayT 601bHbIMY;

Bce manbumkm 6yayT 601bHbI;

Bce neBoukn 6yayT 60/1bHbI;

Bce petn 6yayT 340pOBbI.

Mpwu KOHCYNbTaLMM }KEHLLMHDbI C NONUAAKTUANEN BbIAB/IEHO, YTO €e MaTb 340P0Ba, a 'y
oTua umeetca nonupakTunma. Co CTOpoHbl maTepu Bce poACTBEHHUKU 340P0BbI, a N0
NIMHUM OTUA Y 6abyLIKM NnoAnpaKTUAKA, AeAyLUKA U BCe ero POACTBEHHUKU 34,0pPOBbI.
BepoATHOCTb pOXKAEHMA AeTei C NONINAAKTUIMEN Y XEHLWMHDbI B BpaKe €O 340p0BbIM
MY>XUYUHOM COCTaBANAET:

10%.

100%;

50%;

25%;

HapyweHue paBHOBeCUA MeXKAY CTUMYIMPYIOLLUM A,EUCTBUEM OHKOT€HOB U
610KMpYOWMUM AEeNCTBMEM FrEHOB-CYNPECCOPOB Ha KNETOUHbIN LUK MOXKET NPUBECTMU K:
MHaKTMBaLWKM reHOB, PACNONOXKEHHbIX B UMNPUHTUPOBAHHbIX palioHaXx;

XPOMOCMHbIM NEepecTpomKam;

Pa3sutuio onyxonu;

MoABNEHUIO MyTaLUK B FEHE;

CHUXEHWIO TeHHOM 3KCnpeccuu.

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTtaB/eHHbIMU No3uumamu. lna Kaxaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOKeT 6biTb BbiI6paH 0AKH pa3, 60n1ee ogHOro pasa uau He BbibpaH BoBce.
Onpepenenue: A. OTparkarowme pacCTOAHNA MmeX Ay reHamu U NoKycamum; b.
No3sonstowme nokannsosaTb reH HaA XpoOMocome Unu B ee NoKyce; B. Umerowme
Haubonblwee paspeweHue. Tun KapTol: 1. HykneotugHeole; 2. leHeTuuecKue; 3.
dusunueckune; 4. XpomocomHble; 5. PeCTpMKUMOHHbIE.

A5; b1; B4

A2, b4, B3

A3; b2; BS

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMU No3uumMamMun. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIX KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pa3, 60nee ogHOro pasa unm He BblbpaH BoBce.
3p0posbiii yenosek: A. My»KuuHa; b. }eHwmHa. XpomocomHbin Habop: 1. Be
xpomocombl X; 2. [1Be xpomocombl X U aBe xpomocombl Y; 3. [lBe xpomocombl Y; 4.
OpHa xpomocoma X un ogHa xpomocoma Y; 5. Tpu xpomocombi X.

A4; b1



A2; b3
A5; b4

Ol'paHVI‘-IEHVIe NaHMUKCUU B noNyaauun npmnsBoaunT K:
YCTaHOBEHMUIO MNOCTOAHCTBA YacToT annenel}i;
CHUXeHNo 0NN AOMUHAHTHbIX TOMO3UTOT;
CHUXKeHuto AOJZIN TETEPO3UTOT,

CHUXeHnto gonun peuecCCUBHbIX TOMO3UTOT,
YCTaHOB/IEHMIO MOCTOAHCTBA YaCTOT rEHOTUMNOB.

BTopuuHOe HepacxoXaeHne XpoMmoCcom — 3TO:

[lBa cneayrowmx apyr 3a APYrom HEPaCXoXKAEHUA XPOMOCOM, CHayana - B NepBOM, a
3aTeM — BO BTOPOM Ae/IeHUM Meli03a;

HepacxoxaeHue XxpoMoCcom BO BTOPOM AeNeHUN APOBNEHUA 3UTOTbl;

HepacxoaeHne XpoMOCOM BO BTOPOM ZeeHNN Meio3a;

HepacxoXaeHMe XpOMOCOM B Meli03€e B NOJIOBbIX KNETKaX MHAMBUAYYMA, Y3Ke MMEoLLEro
XPOMOCOMHYIO NaTONOTUIO;

HepacxoxaeHue XxpoMoCcoM B Meio3se y Hocutena pobepTCOHOBCKOM TpaHC/I0KaLum
(KOTOpas BO3HMKAET NPU LLEEHTPUUYECKOM CAUAHUKN ABYX XPOMOCOM).
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