Bonpocel ¢ BappaHTAMH OTBETOB 10 CNIENHAILHOCTH
«JlabopaTopHas reHeTuka» (I kareropusi) 1Js arrecTanu

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

MonesHble ccbiNKu:

1) TecTtbl ans akkpeauTaumm «J1labopatopHas reHeTuka» (2500 Bonpocos)
https://medik-akkreditacia.ru/product/lab_genetika/

2) TecTbl Ana akkpeamTauum «FeHetnka» (3600 Bonpocos)
https://medik-akkreditacia.ru/product/genetika

OnAa poKasatenbcrBa MynbTU¢daKTOPUaNbHOM NpUpoabl 601e3HU CNoNb3YIOT BCe
nepeyuncsieHHble MeToabl, Kpome:

6/11M3HEeL0BbIN;

LMTOreHeTUYEeCKni;

nccnefoBaHMe accoumaLnmm reHeTUYeCKMX MapKepoB ¢ 601e3HbIo;
KNMHUKO-TeHeaNorM4eckuii;

NONYAALNOHHO-CTAaTUCTUYECKUIN

Kputepuamu gna BKAOYEHUA NATO/I0MMK B NPOrpamMmmy MaccoBoro 6MoXxmmumueckoro
CKPUHUHIA HOBOPOXXAEHHbIX ABNAIOTCA BCE NepevyucseHHble, Kpome O4HOro:
BbIPa*KEHHbIN KINHUYECKUI noanmopdmnam 6onesHu.

BbICOKaA YacToTa BCTpeYaeMocCTn B nonynaummn (He meHee 1:20 000);

TAMECTb NOPAXKEHMNA C HEOOPATMMbIMM NOCNEACTBUAMN B BUAE MHBAANAMU3ALUU UK
pPaHHEN cmepTy;

BO3MOHOCTb MPOCTOM, HaAeXHOM (4yBCTBUTENbHOM, cneumdpumyHoi, bes
JNIOXHOOTPULLATE/IbHbIX PE3YNbTAaTOB) M SKOHOMUYECKM ONpPaBAAHHOM AMArHOCTUKMU B
NOKAMHUNYECKOM cTaanmn 3aboneBaHus;

BO3MOHOCTb NAaTOreHeTU4YEeCKOM AN MHON 3PPEKTUBHOM KOPPEKLMN BbISBEHHOTO
HapyLIeHUs;

Ha monekynsapHom ypoBHe Teaiomepa COCTOUT U3:
CTPYKTYPHbIX FEHOB;
nosTopsaowenca nocnegosatenbHoctn -TTAGGG-.
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anbda-caTeNNIUTHbIX NOCNeA0BaTEIbHOCTEN;
GC-boraTbix nocnenoBaTe/IbHOCTEM;
pacceAHHbIX NOBTOPOB;

CpepHAA ANMHA 3K30HA B GEHOK-KOAMPYIOLU,MX reHax yeaoBeka B Napax HykK/sieotTunaax

coCTaBnfeT:
37;

525;

170;

200;

1587.

B ocHOBe KNeToO4YHOro OHKOreHesa MoryT 1eXXaTtb ciegylowme UsmeHeHuA:

CTPYKTYPHbIE XPOMOCOMHbIE NEPECTPONKY;

BEpHO BCe.

yBeNMYEHME KOMNMUN OHKOTeHa;

n3meHeHue nocneposatenbHoctn [AHK B OHKOreHe;
n3meHeHune nocnegosatenbHoctTn JHK B npoTOOHKOreHe;

YTo U3 NnpeaCcTaBNEHHOrO ABAAETCA OHKOCynpeccopom?
ADD1;

BRCA1;

IL28B;

CFTR;

AZF.

Y70 M3 NpeacTaBNEeHHOro ABNAAETCA 1IeiAeHOBCKOW myTaumuein?
F2:20210 G>A;

F5:1691 G>A;

ITGA2: 807 C>T;

FTO: IVS1 A>ST;

Nokyc 8g24 RI.

Ona BO3HMKHOBEHUA PO6epTCOHOBCKOMTPAHC/IOKaLMM Heobxoamum:
He MeHee TPEX XPOMOCOMHbIX Pa3pblBOB;

XPOMOCOMHbIE Pa3PbIBbl HE HY}KHbI;

OZMH XPOMOCOMHbI Pa3pbiB;

1Ba XPOMOCOMHbIX pa3pbiBa;

MHOEeCTBEHHbIE XPOMOCOMHbIE Pa3pbiBbl

Honumopdmsm KaKoro reHa MoXeT CAYyXKUTb an‘-IMHOﬁ npeapacnosioxXeHHOCTU K

rMNepToHnn?
AGT;
UGT1A1;
Chek2;



NOD;
VDR.

BONbWMHCTBO HacNeaCcTBEHHbIX HapyweHuit meTabonunsma obycnosneHo:
AOMUHAHTHBIMW FeHaMK;

peueccMBHbIMU reHamu;

LMTONIa3MaTUYECKOM HacneaCTBEHHOCTbIO;

XPOMOCOMHbIMU TPUCOMUAMMU;

TepaToreHHbIMM BO3AENCTBUAMM.

K areHTam, Bbi3blBalOLWMM FreHHble MyTaLun, OTHOCUTCA BCe, KpOMe:
Kpaxmanrn.

a30TUCTaA KUCNOTa;

aKpUAMHOBbIE KpacuUTenu;

aNKMANpYIOLLIME COeANHEHUS;

JIYYN PEHTIEHa;

CuenneHo ¢ X-xpomocomoii HacneaylTca 3aboneBaHua:
bEeHUNKETOHYPMUS;

6onesHb [ayHa;

remodunus;

AANbTOHU3M;

CMHApOMm 3aBapaca.

MpuunHoii BO3HUKHOBEHUA HacNeACTBEeHHbIX AedeKToB 06MeHa ABAAKOTCA:
cbanaHcMpoBaHHble TPAHC/OKALMY;

reHOMHbIe MyTaLWK;

M3MEHEHME YNCNa XPOMOCOM;

reHHble MyTaLuu;

TepaToreHHble BO34ENCTBUA.

Mo>KHo rosoputb 06 onpeaensiowem 3Ha4yeHUM reHeTM4ecKnxXx GakTopoB B pa3BUTUM
NpuU3HaKa Npu 3HauYeHnn KoddpPurumeHTa HacneayemocTu, paBHOM:

0,2-0,3;

0,8-1,0.

0,4-0,5;

0,5-0,6;

0,7-0,8;

MaccoBblit 6BMOXMMHUUYECKUU CKPUHUHT Npeanonaraer:

obcnepoBaHue aeten c cyaopOXKHbIM CUHAPOMOM, OTCTaBaHUEM B MCUXOMOTOPHOM
pa3BUTUM, Napanneruen;

obcnepoBaHme geTen n3 yuypexageHnii ana cnabosmnaawmx;

obcnenoBaHMe HOBOPOXKAEHHbIX C LLE/Ibi0 BbIABAEHUA onpeaeieHHbIX dopm
HacneACTBEHHOW NAaTONOMMM B AOK/IMHUYECKOM CTaamu;



nccnepgoBaHME KPOBU M MOYM HOBOPOKAEHHbIX Ha coAepKaHUe FMKO3aMUHOT/IMKAHOB
(MyKononuncaxapuaos);
BCE NepeyncneHHoe.

Ona aMarHocTuKu 6onesHen, AnA KOTOPbIX MYTaHTHbI reH HEU3BECTEH U He
NIOKaNIM30BaH, NPUMEHAEeTCA:

CeMeNHbIN aHaAn3 rpynn cuenneHuns;

npaAmMana AeTeKuma C MICNoAb30BaHMEM creuMdrUUeCcKUX MONEKYNAPHbIX 30HA0B;
MeToA cneunduyeckmnx pecTpuKkTas;

NPAMOM CUKBEHC;

NDA.

XpomocomHblit Habop xapaKTepHbI ana cuHapoma KnanHdenbrepa cooTBeTcTeyer
BCEMY, Kpome:

45, X;

47, XXY;

46, XY/47, XXY;

48, XXXY;

48, XXVYY.

BepHble Bce nepeyncneHHble YTBEPKAEHNA OTHOCUTEIbHO annenbcneynduruuHomn
rmépuamnsaymnm c OIMroHYKNeoTUAHbIMU 30HAAMU, KPOME OAHOrO:

MO ET NCMO0/1b30BaThCA ANA ANATHOCTUKN CEPNOBUAHO-KNETOYHOM aHEMUN;

ANA ANAarHOCTUKM AocTaTouHO AHK HeCKONbKMX YN1eHOB CeMbMU;

HeobxoAMMO 3HaHMe MyTauuun, obycnoBaMBatloLLEN AaHHOe 3aboneBaHue;

nepea Havyanom AHK-gmMarHoctMkm Heob6xoa4MMO 3HaHUE NOC/IeA0BaATENbHOCTY;
3TOT ANATHOCTUYECKMIM MeTo 4 MPUMEHMM ANA HEOONbLIOTO YMCNa FeHHbIX bonesHeln.

MaccoBomy 6MoOXumunueckomy CKpPUHUHIY NoANEeXUT 3aboneBaHue:
HenpodubpomaTos;

beHnnKeToHypus;

remoxpomaTos;

MYKOMO/INCaxapunaosbl;

MblweYyHana auctpodua [oweHHa.

CuHapom [layHa BO3HMKAET U3-3a HapyLleHuA B:
5 xpomocome;

NONOBbIX XPOMOCOMAX;

21 xpomocome;

15 xpomocome;

18 xpomocome.

PUCK poXKaeHua y Hemosogoi matepu pebéHka c cuHgpomom flayHa, obycnosneH
0CO6EeHHOCTAMMU rameToreHesa y KeHLUH:
BO3pacTaHMeM YacToTbl HEPABHOIO KPOCCMHIOBEPA B raMeToreHese y HEMON0AbIX



YKEHLMH;
06wWMm BO3pacTaHMEM YaCTOTbl TOYKOBbIX MyTaLUMMN Y }KeHLWKUH cTapwe 35 nerT;

BbICOKOM NpoandepaTMBHON aKTUBHOCTbIO OOFOHUEB, CONPOBOXKAaOWeNca owmnbKkamu B
pabote AHK-nonnmepassi;

601bLWON ANNTENBHOCTBIO CTAANN ANKTUOTEHDI Y HEMOJIOAbIX KEHLLMH,
CONPOBOXKAAOLLENCA POCTOM BEPOATHOCTU HApPYLUEHMI annapaTa BepeTeHa AeNeHuns;
HapyweHnem cuctembl penapaunun AHK.

B nepBom 6paKe y KeHWwuHbI 33 neT poaunca pebeHoK ¢ TpaHCNOKauMoHHOU dopmoii
6onesHun flayHa. Kapmotun KeHwuHbl 6e3 natonorum. Mpmu BTopom 6pake co 340poBbIM
MYXXUYMHOW B cnydyae 6epemMeHHOCTH el cneayeT NpoBecTU uccnepoBaHue:

ypoBHSA anbdpa-beTonpoTenHa;

KapuoTuna nnoaa;

C MOMOLLbIO MOIEKYIAPHbIX 30HA0B;

MYTaLUN B reHe AnNcTpoduHa;

CNeKTpa aMMHOKUCNOT

Mpu aHanuse metadasHbIX NIACTUHOK HAMAEHO 9 KNEeTOK C HOPMaabHbIM KapuoTUNOM
46, XX, a TaK)Ke aBe ¢ Tpucomuen 21 xpomocombl. TAaKTUKa Bpava LUTOreHETUKaA:
AMArHo3 YyCTAaHOB/EH - Tpucomua no 21 xpomocome;

AVarHo3 yCTaHOB/IEH - HOPMa/IbHbIA KapMOTUn;

HeobXxo4MMO YBENNYUTL YNCNO aHAAN3MPYEMbIX MeTadasHbIX NJIACTUHOK, a TaKKe
npueaeYb MeToabl aHaNM3a nHTepdasHbIX A4epP C NOMOLWbLO cneunduryHbix 30Ha08 JHK.
AMArHo3 YyCTaHOB/IEH - MO3aULU3M;

HeobxoaMMO NPOBECTN OHTOreHeTUYeCcKoe obcneaoBaHue poanTenen;

CekBeHupoBaHueMm cneayowero nokoneHua (NGS) moxKHo uccneposatb Bce
nepe4ynucneHHoe, Kpome OAHOrO:

AHann3 NpoTeoMa;

AHann3 reHoma;

AHanu3 sk3oma;

AHanuns 6aKktepmoma;

AHanus reHa.

Ana ranakrozemun 1 TMNna xapakrtepHo:
MHOeCTBEeHHble MOPOKMU;

pa3BuUTMe cencuca; u

KaTapakKTa; u

renaToMeranusa c HapyweHuem GyHKLUUM NeYeHun; n
NOBbIWEHNE KOHLLEeHTPALMKN raNaKTUTO A

ONnA pMarHoCTUKN reHOMHbIX MyTauUid NPUMEHSAIOT:
meTo, G-OKpacKuy;

PYTUHHYIO OKPACKY;

meTon, C-OKpacKu;



MeTo C UCnosib3oBaHNeEM d)J'II-OOpeCLI,eHTHbIX Kp&CVITGJ’IEVI;
BCe nepe4vyncineHHoe.

MpumeHeHWe NeBOKAapPHUTUHA C Le/1bl0 BbiBeAEeHUA TOKCUYECKUX meTabonutos
Hamnbonee 3pPeKTUBHO NPU OpPraHUYECKUX auuaypuax:

NPONMOHOBAaA auMaypus;

6onesHb Mowe;

6one3Hb KaHaBaHa;

n3oBasiepMaHoOBan auMaypms;

6onesHb Pabpu.

[AnarHos cMHApPOMa YMCTBEHHOM OTCTA/IOCTU C IOMKOM X-XPOMOCOMOIA OKOHYATE/IbHO
NoATBEpPXKAAeTcA Ha OCHOBaHUM:

pPe3yNbTaTOB NCMXONOMMYECKOTO TECTUPOBAHMUS;

pe3ynbTaToB BUOXMMUYECKUX UCCNeA0BaHMNM MOYM N KPOBY;
MONEKYNAPHO-TEHETUYECKOTO aHaNN3a;

AaHHbIX 3neKTpoaHuedanorpadpuu;

AAHHbIX CEMENHOIO aHaMHe3a.

FeHoMm, accouuMnpoBaHHbIM € pa3BuTuem 6onesHu Anburermepa, ABNAETCA:
MGMT;

APOE;

BRCA;

IRF6;

PTEN.

Knaccnueckan popma peHUNKeTOHYpUM NeumnTtca gUeTom ¢ HU3KUM CcogeprKaHuem:
dbeHnnrmapasmnHa;

GEeHUNTANLUNHA;

deHnnanaHuHa;

2-4-pMHUTPOPEHUNTNAPA3UHA;

METUOHMHA.

Ons npoBeaeHUA LUTOreHEeTUYECKOro aHa/iM3a UCNONb3YIOT BCE NepevymnucneHHoe,
Kpome:

ammboumnTtbl nepndepundeckon Kposu;

6uonTaT CEMEeHHMKa;

KNETKN KOCTHOro MO3ra;

KNEeTKM NeYeHu;

6uonTat XOpMnoHa.

B reHeTUUYECKYI0 KOHCY/IbTaLuio 06paTUaach XKeHWmHa, MyXX KoTopou 6oneH
remodunmeii. Kakom puck ana agetem oxxupaertca B 3Tom 6paKe, eCnm U3BECTHO, UTO
pPOAOCNOBHAA CAMOM }KEHLWMUHDbI N0 remoPuUanmn He oTArow,eHa?

BCE Ma/ibiMKM ByayT 60NbHbI;
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BCe aeTn byayT 340p0Bbl HE3aBUCUMMO OT NONA, HO AEBOYKM BYAYT HOCUTENBHULAMM reHa
remodunnm;

NONOBUHA MaibiMKOB ByayT 60/1bHbIMU;

BCe AeBOYKM byayT 6ONbHbI;

NONI0BMHA AEeBOYEK ByaAyT HOCUTENbHMLAMM NAaTONOTMYECKOTO reHa.

Mpwu wnsoppeHnn KOHKOPAAHTHOCTb MOHO3UrOTHbIX 61n3Hel0B (MB) coctaBsnser 80%, a
AM3UroTHbix 6aunsHeyos (AB) - 13%. 3To cBA3aHO C TeM, UTO AaHHOe 3aboneBaHue
obycnosneHo:

daKTOpamM BHELWLHEN cpeapbl;

aNUreHeTU4YeCKMMM GpaKkTopamu;

reHeTUYeCKMMM paKTopamu;

dbaKTOpamm BHELHeN cpeabl Npu onpeaeseHHOM reHeTUYeCKOM NpeapacnoNoXKeHUK;
HEeNOMIHOM NeHEeTPaHTHOCTbIO ONpeaeNeHHOro reHa.

B MmeAMKO-reHeTUYEeCKY0 KOHCYIbTaLuIo 06paTuaach }KeHLWMHA, MyX KoTopoii 6oneH
docparamnaberom (runodocdaremueit). Puck yHacnegosartb pocpatguaber gna ee
AeTeu cocTaBnserT:

BCE Ma/IbiMKK B6yayT 60NbHbI;

BCE AeBOYKM 6yayT 60/1bHbI, @ BCE MaNbYMKM 340POBbI.

BCE AE€BOYKM ByayT 340POBbI;

puUCK 3aboneBaHMA gnAa manbumka paseH 50%;

PUCK 3ab60n1eBaHNA ANA AeBOYKN paBeH 50%;

MoparkeHne MbiEeYHOro BOJIOKHA XapaKTepHo Ann:
CnNUHanbHOM ammnoTpodun Bepanura-fropdmaHna;
nporpeccmpytowen mbilie4yHon anctpodum JoweHHa;
OEeTCKoro uepebpanbHOro napanunya;

cuHagpoma Jloy;

cnHgpoma [ayHa.

B KaKOM reHe He06xo0AMMO NPOaHANU3NPOBATL MYTaLlMK ANA NOATBEPXKAEHUA
AWarHosa mykosmcumpaosa?

CFTR;

GJB2;

HFE;

BRCA;

MTHFR.

MpoBeaeHuA cneunanbHbiX 6UOXMMUUYECKUX UCCIea0BaHMI TPebyIoT:

MbILLIEYHaA IMNOTOHMA, PBOTA, OTCTaBaHWE B MCUXOMOTOPHOM Pa3BUTUU;

BCE MepeyYnUcneHHoe.

XPOHUYECKNE NMHEBMOHWU, HapyLUEHNE BCAaCbiBaHUA B KMLLEYHUKE, TMNOTpoduUA;
PaCTOPMOKEHHOCTb, HapyLUeHMe NoBeAeHUs, UMBeUUNbHOCTb, HEOBbIYHbIN 3anax MoYu;
CHUXKEHMe 3peHns, KNGOCKONNO3, renaToCcnIeHoOMeraans, YMCTBEHHan OTCTanoCTb;



B 3apaum uuTtoreHeTM4eCcKoi nabopatopum permoHaAbHO MegUKO-TEHETUYECKOM
KOHCY/1IbTaLlMn BXOAMUT:

YyTOYHEHME AnarHo3a HacneacTBeHHoro 3aboneBaHmMa obmMeHa BeLLECTB;

npoBeaeHue UMTOreHeTM4eckoro obcnegoBaHmnA cemen M 60bHbIX C NOA03PEHNEM Ha
XPOMOCOMHYO NaTON0rMIO;

ob6bsACHEeHMe pe3ynbTaToB 06cnea0BaHMA KOHCYNAbTUPYIOWMMCA B AOCTYMHOM ANA HUX
dopme;

nposeaeHue cekseHnposaHma [HK;

npoBeAeHMe NeYeHna NaunMeHTOB C FreHEeTUYECKMMMN OTKNIOHEHUAMM.

B 3apauun nabopatopumii HEOHaTaZIbHOTO U BUOXMMUYECKOr0o Ce/IEKTUBHOIO CKPUHMUHIA
Ha HacneAcCTBeHHble 60n1e3HN 06MmeHa megUuKo-reHeTUYeCKOU KOHCYIbTauun BXOAUT
BCe, Kpome:

pa3paboTKa HOBbIX METOA0B aHa/IM3a HacNeACTBEHHbIX bonesHen;

CENEKTUBHbI BUOXMMUYECKUIN CKPUHUHT (NpocenBaHme) Ha HBO B cembsix;
OopraHusayma u NnpoBegeHmne MaccoBoro CKpUHMHra Ha HBO;

noaTeepXaeHne guarHosa GeHUAKETOHYPUM U BPOXKAEHHOTO TMNOTUPEO3a y AeTen,
BbIABNEHHbIX MPU HEOHATa/IbHOM CKPUHUHTE;

HMOXMMMYECKMA KOHTPO/Ib 3@ Ie4eHNEM B0IbHbIX PEHUNKETOHYPUEN.

HasoBute yupexkaeHus, B KOTOpble MOTyT 6biTb HanpaBaeHbl 60abHble U3
perMoHanbHO MeAUKO-reHeTUYecKou KoHcyabTauum gna QHK-guarHoctmkmn
HacneAacTBeHHOro 3abonesaHuma:

cenbckne 6oNbHULbI;

YKEHCKaA KOHCYNbTalMA NO MECTY }KUTEebCTBa;

TeppPUTOpPUabHbIE MEANLMHCKUE yupeaeHna obuiero npoduns;
MeXpermoHanbHaA MeguKo-reHeTUYeCKaa KOHCYbTaums;

AOMa UHBAaNMAOOB.

YKaXKuTte TeppuUTOpUaNbHYIO MeAULMHCKYIO CnyXKby, KoTopas ydyacTsyeT B obecneueHum
maccoBoro o6cneaoBaHuA 6epemMeHHbIX XKeHLWUH ana GopMUPOBaHUA FPynn pUCKa No
BMP u xpomocomHbIm 60n1€3HAM:

TepaneBTUYECKaA CNyKba;

nabopatopHas cnyKba;

MeAUKOo-TeHeTuYecKas cnyxba;

neanaTpuyeckan cnyxba;

cTomaTonornyecKkas cny»xba.

OcHoOBHas 3a,a4a NepBOro ypoBHA MaccoBOro o6cneaoBaHuA 6epemMeHHbIX }KEeHLLUH:
dbopmmnpoBaHMe rpynnbl pUCKa No BHYTPUYTPOOHOM NaTONOrMKM NN0AR;

npeHaTasibHas ANArHOCTMKA XPOMOCOMHbIX 6one3Hen;

npeHaTasibHaA AMArHOCTMKA KOHKPETHbIX HacNeACTBEHHbIX 60n1e3Hel;

npeHaTaNbHaA ANArHOCTMKA BPOXKAEHHbIX MOPOKOB Pa3BUTUS;

YTOYHEHME CpOoKa bepemeHHOoCTH.



OCHOBHbIMM 33a4a4aMM BTOPOro ypOBHA MaccoBoro obcnepgosaHua 6epemeHHbIX
YKEHLUH ABNAIOTCA BCE, KpOMe:

HanpaB/ieHWe Ha NpepbiBaHMe bepeMeHHOCTY;

dopmupoBaHUe rpynnbl PUCKa NO BHYTPUYTPOOHOM NaToNnornm nnoaa;
ANATHOCTMKA KOHKPETHbIX GOpM NoparkeHnsa nnoaa;

OLLeHKa TAXKEeCTM NaTo/I0T1K, BbIABAEHHOM Y NN0A3;

MPOrHO3 ANA XU3HWU N 300p0BbA pebeHkKa.

MoHATHe KapTUpPOBaHMA reHOMa YeioBeKa BKlOYaeT B ceba Bce, Kpome:
N3y4yeHMe SKCNPECCUU reHa;

N3y4yeHne TOHKOM CTPYKTYpbl reHa

onpeaeneHune rpynn cueneHus;

NOCTPOEHMUE AEeTaNIbHbIX XPOMOCOMHbIX KapT;

BbIACHEHWE NOZIHOTO FrEHEeTUYECKOro COCTaBa BCEX XPOMOCOM Ye0BeKa.

KapTbl, eauHuuein usmepeHma KOTOpbiX ABAAETCA YaCcTOTa peKombuHaumu:
dusnyeckue;

XPOMOCOMHbIE;

HYKNeoTUAHbIE;

reHeTU4YecKue;

PECTPUKLMNOHHDIE.

EauHULEeNn reHeTUYEeCcKo KapTbl reHOMA ABNAETCA:
HYKneoTtng;

CaHTUMOpPraHnaa;

XPOMOCOMHble BeHapl;

KNOHUpOBaHHble pparmeHTbl AHK;

9K30HbI U MUHTPOHDI.

Xpomocomocneuudpuueckue 3oHabl AAHK - aTo:

AHK XxpomocomMHbIXx GparMeHTOB pa3HOM AIUHbI;

KNOHMpOBaHHble pparmeHTbl AHK, xapaKkTepHble 4na onpeaesieHHbIX XPOMOCOM;
dparmenTbl JHK, coaeprKalime ToNbKO CTPYKTYPHbIE FeHbl;

KNIOHUPOBAHHbIE NOCNeA0BaTENbHOCTU caTennmTtHon JHK;

dparmenTbl JHK, coaepKalime pacceaHHble NOBTOPbLI.

Mb6puamnsauma in situ c MeueHbIMU 30HAAMMU NO3BONAET:

N3YUYNTb PECTPUKTHYIO KapTy 30HA3;

JIOKaNn30BaTb NOC/eA0BATENbHOCTb 30Ha Ha XPOMOCOME U/ B ee IOKYCE;
nccnenoBaTb HYKNEOTUAHbIN COCTaB 30HAa;

nccnenoBaThb PacCTOAHME MEXKAY 30HAaMU;

onpeaennTb NOCNeA0BaTE/IbHOCTb PACNONOXKEHUA FTEHOB B XPOMOCOME.

frbpugusauums in situ c noKyc cneymnpuueckumm npobamm nossonser:



onpegenuts NAPD;

M3y4nUTb KapMoTun 601bHOTO;

NoNy4YnTb MHPOPMaLMIO O NEePeCTPONKAX NCCeayeMoro NoKyca y 601bHOrO;
NONY4YNTb UHPOPMALIUIO O MYTALIUAX B TEHE;

onpeaennTb HyKNeoTUAHbIN COCTaB NCCNeLyemMoro IoKyca.

BeKTOopHasA cuctema — aTo:

cuctema 6aKTepuA-xo3auH;

cuctema Habopa YHUKanbHbIX nocnegosaTenbHocten AHK;
cucTema gnsa nepefaym reHeTMY4eCcKoro maTepuana BHYTPb KNETKU;;
nosTopArowWaAca nocnegosatenbHocTb [AHK;

noaunenTuMaHaA nocneaoBaTeNbHOCTb

NMpumeHeHUe MONEKYNAPHO—LUTOreHETUYECKUX MEeTOA0B ANArHOCTUKM C NOMOLLbIO
Xxpomocomocneuudpuuecknx npob AHK no3sonser cgenartb Bce, Kpome:
CEeKBEHMPOBATb 3K30M;

BbIAAIBUTb MPOUCXOXKAEHME A0D6aBOYHbIX MapPKePHbIX XPOMOCOM U/ MUHUXPOMOCOM;
onpeaennTb CNOKHbIN XPOMOCOMHbIM MO3anLM3M NPU HEBBICOKOM COAEPKAHNM
AQHOMaA/IbHbIX KNETOK B KapuoTune;

NAEHTUOULMPOBATL XPOMOCOMbI, BOB/IEYEHHbIE B C/IOXKHblE NEePECTPONKY;

YTOUYHUTb TOYKM PA3PbIBOB AaHOMAJIbHbIX XPOMOCOM.

BeKTOpHble KOHCTPYKL MU BbIBaIOT:

Ha OCHOBE UCKYCCTBEHHbIX XPOMOCOM APOXKKEN;
nnasMuaHble;

¢darosble;

BCE BEPHO;

KOCMUAHbIE.

BaunsHeLo0Bbl MeToA B MeAULMHCKOW reHeTUKe UCNOob3yeTca ANA:
ONA N3YYEHUA NPUYMHBI BOSHUKHOBEHWA MyTaLUI;

OLLEHKM 4YaCTOTbl BO3HUKHOBEHMA MyTaL i,

onpeaeneHmnAa 4YactoTbl NATO/IOMMYECKOro annena B nonynayum;

ON1A pacyeTa KOHKOPAAHTHOCTY;

ONA N3y4eHUa «MoYawmx» nocnegosatenbHocten AHK.

OHK-pgunarHoctuka 6one3Heit MUMNPUHTUHIA CBOAUTCA K ONpeaeneHuio:
Pa3/INYNIN B TeHHOM 3KCNpeccuu;

KPYMHbIX XPOMOCOMHbIX NepecTpoek;

CTPYKTYPHbIX MyTaLMN B reHax;

Pa3INYNN B aNIeNbHOM METUIMPOBAHNM OTLOBCKOM M MAaTEPUHCKOM XPOMOCOM;
OAHOHYKNEOTUAHbIX NOIMMOPHU3IMOB

K NpOTOOHKOreHam KneTku oTHOCATCA:
pocToBble GpaKTOPbI U UX PELLENTOPbI;



reHbl «10MaLLUHEro Xxo03ancTea;
FeHbl- XpaHUTENN KNeTOYHOTO LUKN3;
MUTOXOHAPUANbHbIE FEHBbI;
MMMNPUHTUPOBAHHbIE FreHbl.

K metogam npamou JHK-AMarHoCTUKM He OTHOCUTCA:
cekBeHupoBaHue [JHK;

annenbcneundunyeckas MUP;

dparMmeHTHbIN aHaNu3;

NUP-NAP®;

MUP B peanbHOM BpemeHU;

K metogam KocseHHoM [ HK-anarHocTMKn oTtHOCATCA:
anekTpodopes;

MeToA OAHOHUTEBOrO KOHPOPMALMOHHOTO NOANMOPPU3MA;
XxpomaTorpadwus;

aHa/IN3 MUKPOCATENIUTHOTO NOAMMOPPU3MA;
cekseHupoBaHue JHK.

Ona ocywecreneHna koceeHHou JHK-guarHoctukmn Heobxoammo Hanuume OHK:
npobaHaa, oTua, MaTepu;

oTua, MaTepu;

npobaHaa;

npobaHaa, oTua, matepu, nx 6ONbHbIX U 340P0BbIX POACTBEHHMKOB;

300POBbIX POACTBEHHUKOB.

Echny npobaHpa nssectHa mytauumsa, NpMBoaALL,an K HacneacTBeHHoMyY 3a6oneBaHuIo,
KaK onpeaenutb Hasimume 3TOM MyTauum y pOACTBEHHUKOB:

onpeaenuTb NoAMMOpPPHbIe MapKepbl, CLENNEHHbIE C MAaTONOTMYECKUM aNNenem;
NPOBECTN CEKBEHUPOBAHME IK30HA C MyTaLMen y poACTBEHHUKOB; U

nposectu MNUP-MAP® y poACTBEHHMKOB,;

NPOBECTM NOIHbIN CKPUHUHT MyTaLMN B FeHe HaceAcTBEHHOro 3aboneBaHus;

NPOBECTU KAPUOTUNUPOBAHNE Yy POACTBEHHUKOB.

Ana ocywecrenenmna AHK-guarHoctmku mmkpoaeneynoHHbIX CUHAPOMOB UCMNO/Ib3YIOT:
CEeKBEHUpPOBaHMeE;

SSCP-aneKktpodopes;

XPOMOCOMHbIM MUKPOMATPUYHbINA aHANU3;

annenscneundunyeckas MNMuUp;

NUP-NAPD.

Mpu romounucTMHYpUK, Bbi3BaHHO1 AePEeKTOM LUCTAaTUOHUH 6eTa-CMHTa3bl, NOBbILWEH
YPOBEHDb CNeAYIOLWMX AaMUHOKUCIOT B MOYUE:

FAUUMHA U LNCTUHA;

METMOHMHA U TOMOLMUCTUHA;



UNCTUHA N aPTUHWNHA,
MEeTNOHUHA U apPTrMHUHAQ,
rmunHa "h romoumncCTmHa.

MNoBbiWweHHbIN YypOoBEHb aMMUaKa B KpoBM HabatoaaeTtca npu:
6one3Hn KaHaBaHa;

rMnepnpoMHEMUY;

APrMHUH-AHTAPHOM aUNAYPUN U LUTPYNNINHEMUNMU;
KCaHTypeHoBOMauMaypum;

Npu BCEM NEPEUYNCNIEHHOM.

BonesHb «KNEHOBOro cupona» obbIYHO CONPOBOXKAaEeTCA:
HapyLlleHNeM 3aKNaaKu roHaa;

OCTEONOPO30M;

XapaKTepPHbIM 3aMNaxoM MOYMK;

HaKoM/JIeHNEM rMNKOreHa B KneTKax;

Ha/MYyMem aHoOMaibHOro remornobuHa S

OnA BbiIABAEHUA HApyLLEHNII aMUHOKUCNIOTHOrO 06meHa Hanbonee nHpopmaTBeH
meTop;:

LMTOreHeTUYyecKoe nccaenoBaHue;

nccnefoBaHME MOYN U KPOBM Ha CBOHOAHbIE aMUHOKUCNOTbI;

nccnepgoBaHue 6e1KOBOro cnekTpa Naasmbl KPOBY;

KNMHUKO-TeHeaNorMyeckne AaHHble: Haamuyme B cembe ABYX CMH6COB CO CXOAHOM
CUMNTOMATUKOM;

rmbpuamnsayms insitu.

Mpu nporpeccupyiouieit mbieyHo auctpodpum JoweHHa ypoBeHb KpeaTUHKUHAa3bl:
0COBEHHO 3aMeTHO yBeMYeH B Nepmno HapacTaHUA KAMHNUYECKUX CUMNTOMOB;
Hanbonee BbICOK B KOHEYHOM cTaamun 3aboneBaHus;

B Ntobon cTaanm 3abonesaHnA yBeMUnMBaeTCs;

Hanbonee NoBblWEH B AOKINHUYECKOM cTaammn 3aboneBaHus;

NOCTENeHHO NOBbIWAETCA C MOMEHTa NPOABAEHUA NepPBbIX MPU3HAKOB A0 KOHEYHOM
cTaaun 3abonesaHms.

BpoxkpeHHaa meTremornobuMHonatua mox<et 6biTb Bbi3BaHa:
HaMYMEM aHOMAIbHOTO remornobumHa S;

Ha/IMYMeM aHOMaIbHOro remorno6uHa E;

HeAO0CTaTOYHOCTbIO KaTanasbl;

HeA0CTaTOYHOCTbIO dbepmeHTa Anadopasbl;

HaKOM/JIEHMEM [/IMKOTeHa B KNeTKax

K OCHOBHbIM 3TUUECKMM NPUHLMNAM NPeHaTa/IbHOi ANarHOoCTUKKM OTHOCUTCA Bce,
Kpome:
MCMONb30BaHME TONbKO ANS MOAYyYEeHUA MHGOPMALMM O COCTOAHMM 300P0BbA NN0AA;



MeANKO-TeEHETUYECKOE KOHCYNbTUPOBAHME 40 U Nocae Npoueaypbl;
N06pPOBONBHOCTD;

NPUHYAUTENBHOE NpepbiBaHMe 6BepeMeHHOCTH, B C/ly4ae BbIABNEHMA COLMANbHO-
3HaYMMbIX MATONOTUIA;

yBaxeHue BblIbopa cynpyros, OTCYTCTBME NPUHYKAEHUS.

Mpu KynbTMBUPOBaHUMK B NnpucytcTBun @A AenaTca KNETKN KPoBHU:
HenTpoodunbl;

MOHOULMTbI;

nmmooumnThl;

3PUTPOLMUTDI;

MbILWEYHbIE KNETKM

B ocHoBe rubpuamnsaumm nexart ceoncrea monekynbl JHK:
pecTpUKUMA;

rmaponns JHK;

KoMmnaemeHTapHocTb uenen JHK;

amnanduKaums;

AeHaTypauyma.

AHK-30HA — 3TO0:

e4MHUYHbIe pacCeAHHble HYKNeoTnabl;

nocnefoBaTeNIbHOCTb HYKIEOTUAO0B, KOTOPbIE Y3HAaeT PECTPUKLUMOHHAAIHA0HYKea3a;
nocnegosatenoHoctn AAHK, coctoawan ns 20-25;

dparmeHT AHK c payopoxpomHOI METKON.

nocnepoBatenbHOCTb AHK ANMHOM HECKONBKO MAIH. Nap HYKNeoTUAOB;

KnoHunposaHue AAHK npegnonaraer:

MLP;

6N10TUHT-TMBpUNAN3aums;

NAaPo;

BCTpamBaHune pparmeHTa IHK B BEKTOPHYO KOHCTPYKLMIO;
rmbpugmsauymsa insitu.

Hanbonee nsyueHHoi anureHeTuueckon mogudukaymen apnaerca:
dochopunmpoBaHme rMCTOHOB;

CTPYKTYPHbIE N3MEHEHMUA OTLOBCKON MAMU MAaTEPUHCKOM XPOMOCOM;
cneunduyeckoe meTuanpoBaHme UMTo3nHOB B CG-AMHYKNeoTMAaX;
aueTUNINPOBaHMNE TMCTOHOB;

OAHOHYKNEOTUAHbIN NONUMOPOU3IM POAUTENBCKUX XPOMOCOM.

MnepmetnnmpoBaHue UUTo3MHOB B CG-AUHYKNEOTUAAX PETYNIATOPHbIX PaliOHOB reHa
NPUBOAMT K:

He BMAET HAa aKTUBHOCTb FeHa;

YCUNEHMUIO TPAHCKPUNLUMOHHOM aKTUBHOCTU FreHa;



nogaBneHuto TpaHCKpMHLLMOHHOﬁ dKTUBHOCTU lFeHa,
YCUNEHUIO TpaHCKpMﬂLI,MOHHOﬁ dKTUBHOCTU reHOB CcoCceaHero 10KycCa,
HEe3HaA4YnNTENbHOMY CHUXKEHUIO Tp3HCKpI/II'ILI,MOHHOI7I dKTUBHOCTW.

KAnHnueckumu nokasaHMaAMU aNA NpeHaTaZibHOro KapuoTMNMpPoBaHMA Naoaa
ABNAIOTCA:

Hannune anabeta y 04HOro U3 poauTeNen HaAnuue;

nepeHeceHHble MHPEKUMOHHbIe 3aboneBaHMsa maTepy;

BbIIBJIEHHbIE NMPU YIbTPAa3BYKOBOM MUCCAEA0BaHUN aHOMAIMU NN0A3;
rmnepToHU4Yeckaa 6one3Hb y poACTBEHHUKOB;

¥KeflaHue Bpava.

MokasaHuem gna npoBeaeHUA MONEKYNAPHO-LUTOreHeTUYeCcKoi auarHocTnku (FISH-
MeToA) ABNAeTcA:

noAo3peHmne Ha Mo3auum3m No onpesesieHHOMY XPOMOCOMHOMY CUHAPOMY;

Han4Yne MyKOBUCLNA03a B CEMbE;

Ha/nyme reMmoOXpomaTo3a B CEMbE;

BO3pacT maTtepu o 35 ner;

noaospeHmne Ha cuHapom [ayHa.

Ona npeHTMPMKaLmMm XpoMoCoOM He UCMO/Ib3YeTCA:

HanMume CTPYKTYPHOWN NepecTpomnKm;

BEJINYMHA XPOMOCOM;

PacnoNoXeHne LLeHTpoMepbl;

Ha/IMuMe NonepeyvyHom NCYePUYEHHOCTU XPOMOCOM NPU OKPALIMBAHWUY;
bnyopecueHTHbIe 30HAbI.

ONnA [NarHoCTUKN XPOMOCOMHbIX 601e3Heil OCHOBHbIM METOA0M ABNAETCA:
CepoNOrnYeckum;

MOJIEKYNIAPHO-TEHETUYECKUN;

MMMYHOIOTUYECKUIA;

LNTOreHEeTUYECKUN;

BUNOXUMUNYECKUNIA.

3Tan KOAXUHU3ALMU NPU NPUTOTOBAEHUM NPenapaToB meTagdasHbIX XPOMOCOM
Mcnoab3yeTca Ana:

Noay4YeHUs xopoLlero pa3bpoca XxPpOMOCOM Ha NPegMETHOM CTEKNE;

yBE/IMYEHUS ANUHbI CNYTHUYHbIX HUTEN;

JlYYLLIEro OKpaLwmnBaHMA XPOMOCOMHbIX NPenapaTos;

HAaKOMNNEHMA KNEeTOK, HaXOAALLMXCA Ha CTaaMn meTadasbl MUTOTUYECKOTO AEeNEeHUs;
YMEHbLIEHUA AJINHbI FETEPOXPOMATUHOBOTO CEFMEHTA

3aKno4yeHue UMToreHeTU4eCKoro uccieaoBaHuA A0NXKHO BK/IOYATb BCe, Kpome:
dopmyny KapmoTuna, 3anmucaHHyto B cootseTcTBum ¢ ISCN;
OaHHble O NauueHTe;



MO/HbIN nepevyeHb reHoB, BbIABJIEHHOIO HAapPyLlEHWNA,
NPUYNHY HanpasaeHNA Ha UCCneaoBaHUE,
Ha3BaHUe MCCﬂe,ﬂ,OBaHHOVI TKaHMW.

B AHK-guarHocTuke HacneAacTBEHHbIX 3a601eBaHU He UCNONb3YeTCcA:
6NOTTUHT-TMOPUAN3aLUA;

MUP;

ABYMEPHbIN d3neKTpodopes;

NAPo®;

CeKkBeHUpoBaHue.

[ONnAa pnarHoCcTUKM HacnepacTBeHHbIX 3abonesanHnii AHK moXKHO BblaenuTb U3 BCEro,
Kpome:

BO/IOCAHbIX JIYKOBULL;

ammdoumToB Nnepudepruyeckon KpoBu;

naa3mbl KPOBY;

TKaHeBbIX OMONTaTOB;

C/IFOHbI.

Y10 TaKoe cpegHAA rnybuHa NOKPbITUA AaHHbIX BbICOKONPOU3BOAUTE/IbHOTO
cekBeHunposaHua AHK:

cpeaHee YNCN0 NPOYUTEHUN, coAePKALLUUX TOT AU MHOM HYKNEeOoTUA reHOMa;
KONMYeCTBO HYK/1eOTUA0B B O4HOM NPOYTEHUMU;

YUC/I0 MPOYTEHUM, COAEPHKALMX TOT UM MHOWN HYKIEOTUA, FTEHOMA;

cpegHee KONMYecTBO HYKeoTUA0B B O4HOM NPOYTEHUMN;

cpegHee Yncno NPOYTEHUN HYKNEOTMA0B BCEX IK30OHOB UCCNEeAYEMbIX TEHOB;

Cpep,Hﬂﬂ ANNHA UHTPOHAa B GEHOK-KOAMPYIOI.UMX reHax yeaoBeka B Napax HykK/sieotuaax
coctaBnsaer:

12434;

8433;

5419;

2444;

6745.

Ycnosuem coxpaHeHusa nepudepuyeckon KpoBu anA ucnonb3oBaHus ee B A HK-
AWarHoCTuKe ABNAETCA:

XpaHeHue B xonoannbHuke Ha +40C;

3aMOopo03Ka Ha -20C 1 xpaHeHne B MOPO3UAbHUKE Heobxoammoe Bpems;
XpaHeHWe Heaeno NP KOMHATHOM TemnepaType;

XpaHeHUue B TepmocTaTte npu +37C;

CBEXXYI0 KPOBb HeNb3A NCMONb30BaTh.

dnekTpodopes ABAAETCA METOAOM:
onpeaeneHnsa HYKNeoTuaoB B nocneaosatenbHoctn [HK;



pa3aeneHuns pparmentos AHK no pasmepy noa AenMCTBUEM SNEKTPUUYECKOTO TOKA;
onpeaeneHnsa KOANYecTsa BUPYCHbIX HYacTUL;

onpeaeneHns akTMBHOCTU GePMEHTOB;

nccnegoBaHUA KapuoTmna.

Ona anektpodopesa Mcnonb3yerca:
TEPMOCTOMKasA N0IMMepPasa;
bepMeHTbl pecTpuUKLnK;
KNOHUpPOBaHHbIN dparmeHT JHK;
aKpUAAMUAHbINA N arapO3HbIl renb;
BEKTOpPHaA nocienoBaTeNIbHOCTb

Mpu ncnonb3oBaHMM aBTOMATUYECKOro aHanusaTopa Hykneotuabl A, T, I, L} Ha
aneKkTpodoperpamme npeacraBaeHbl Kak:

NMMKWU OL4HOTO UBETa;

NONOCbI PA3IMYHOMN ANNHbI;

pa3HoOLUBETHbIE NATHA;

NMUKN Pa3HbIX LLBETOB;

uMdpbl HA USMEPUTENBHOWN LLKaNe.

Ona nabopaTopHOIi AMarHOCTUKU MyKOBMUCLMUA,03a NPUMEHAETCA BCE NepevymncieHHoe,
Kpome:

TecTta c ULeTUANUPUANHXI0OPUAOM;

onpeaeneHns MUMMyHOPEaKTUBHOIO TPUNCKHA;

onpeaeneHuns 3sNeKTPoANTOB NOTa;

BbISAB/IEHMA XNPaA B Kae;

onpeaeneHnsa akTMBHOCTU NULLEBAPUTENbHbIX PEPMEHTOB B Kane;

[OnarHoctyeckum nabopatopHbim Kputepuem peHUNKETOHYPUU ABNAETCA:
rmnepdeHnnanaHnHeMus;

noAbemM yPOBHS GeHUNTNAPasnHa;

NenKouunTos;

NOBbIWEHNE YPOBHA TUPO3UNHA;

NoAbeM YPOBHS FTOMOFeHTU3MHOBOM KUCIOThI.

MNpo6a ®PenunHra BbiABAAET HANAMUME B MOYeE:
KETOHOBbIX TeN;

GEHUNKETOKUCNOT;

deHnNanaHuHa;

dbeHnnrmapasmnHa;

rOMOreHTU3MHOBOM KUCNOTbI

MUP ncnonb3ylot gna:
N3y4yeHUA XPOMOCOMHbIX MONOMOK;
amnandumkaumm yyactka AHK;



nccnepnoBaHUA XPOMOCOMHOTO 63HAMHTA;
N3MepeHns aKTUBHOCTU pepPMEHTOB;
BNOXMMNYECKOTO CKPUHUHTA BepeMeHHbIX.

Mpaiimepbl 3T10:

KopoTKue 20-25 HykneoTnaos cneumndunyeckme pparmeHTtbl AHK;
MeyeHble pparmeHTbl JHK, onpeaeneHHON NOKann3aUnMmM Ha XPOMOCOME;
¢parmenTol AHK annHom 500- 1000 HyKneoTMaos;

dparmenTbl HK, BCTPOEHHbIE B BEKTOPHYIO CUCTEMY A1A PA3MHOMXKEHUS;
KOpPOTKMe noamnenTtuabl.

Ona nposegeHuns MNLUP ucnonb3yloT napy npanmepos:
NPAMON N UHBEPTUPOBAHHbIN;

AyNANUMPOBAHHbINA U UHBEPTUPOBAHHDLIN;

npPsAMoi 1 cneunduyHbli;

npAMOI U 06paTHbIN;

06paTHbIN N BbIPOXKAEHHbIN.

MLUP sknovaeT cneagyouime cragum:
OTXMUI, 3/1I0HFAUMIO;

obpasoBaHME UMMYHHOTO KOMMIEKCa;
AeHaTypaumto, OTHKUT;

AEeHaTypauuto, OTKUT, SNI0HTALUIO;
IN3UC UMMYHHOTO KOMMJIEKca.

DOna nonyyenna OHK Ha ocHoBe BbigeneHHou PHK ncnonb3syerca:
nnrasa;

pecTpuKTasa;

AHK-nonnmepasa;

obpaTHaA TpaHCKPUNTa3a;

npoTenHasa.

NMonumopdPpunsam agnnH peCcTpUKLUOHHDBIX PparmeHTOB — 3TO:

nHcepummn 6onblumnx pparmerHTos AHK;

rmgponus JHK c nomoLLbio pecTpuKTasbl;

aeneunn 6onbwinx pparmeHtos JHK;

3ameHa Hykneotugos B [AHK, npuBoasLw,an K USMEHEHMIO CalTa Y3HAaBaHMA ANA
peCcTpUKTasbl;

rmbpugmsauma JHK.

CekBeHupoBaHue AiHK — aTo0:

pecTpuMKUMOHHOE KapTupoBaHue [HK;

onpegeneHne nocnenoBaTeNIbHOCTM HyKneotngos AHK ;
rmaponns JHK c nomoLbio pecTpuKTassl;

NO3UUMOHHOE KNoHnpoBaHue [IHK;



BbICTPanBaHNE KNOHNPOBAHHDbIX I'IOCJ'Ie,CI,OBaTEJ'IbHOCTeVI B onpeaeneHHoOm nopaake

CekBeHupoBaHue AIHK ocyuwecrTeBnfaeTca ¢ NOMOLLbIO:
MNUP B peanbHOM BpemeHu;

annapaTa gna BepTUKANbHOro anekTpodopesa;
MWKPOCKONa;

ABTOMATUYECKOro aHaM3aTopa;

HBMOXMMMYECKOTO aHaIM3aTopa

Ona nposeaeHna cekBeHMpoBaHuUA No CaHrepy Heobxoammo:
peCcTpuKTasa;

Hecneundmyeckni npamep;

crieuranbHble HYKNeoTUapl, TepMUHUPYOLWME NOIMMEPUN3aALMIO;
nonnmmepasa;

nonmmep.

B pe3ynbtate npamon JHK-anarHocTMkn moHoreHHbix 3aboneBaHunii onpeaenatoTca:
MHBEPCUUN N TPAHCNOKALNK;

OAHOHYKNeoTUAHbIE NOANMOPPU3MbI;

60/1blUMEe XPOMOCOMHbIE NEPECTPONKY;

MyTauuA, NPUBOAALLAA K HAcheACTBEHHOMY 3a60/1eBaHUIO;

rpynnbl cLUenneHus.

B pe3synbtate KocBeHHoM [JHK-guarHocTMku onpeaenaioTca:

rpynnbl cuenieHuns.

6onblIME XPOMOCOMHbIE NEPECTPONKN;

MyTaums, NPUBOAALLAA K HAacNeaACTBEHHOMY 3ab01eBaHMIo;

WHBEPCUN N TPAHCNOKALWNK;

NaTONOrMYECKMIN annenb, onpeaenatowmnii NpoaBaeHne HacneaAcTBeHHOro 3aboneBaHms B
cembe;

KnuHnuyeckumm nokasaHmamm ana npoBeAeHUa XpOMOCOMHOr0O aHaAM3a ABAAIOTCA:
BPOAEHHbIE MOPOKM PA3BUTUSA;

6/1M30pPYKOCTD;

Bblpa*KeHHbIN CKONNO3;

XPOHUYECKMe BOCNanuTenbHble 3aboneBaHus;

BUPYCHble 3ab60s1eBaHUA

Bnotrnur AHK no CaysepHy npeacrasnser coboit:

npucoeauHeHue nonn-A-nocnenoBaTenbHOCTU K 3'-KoHLUY ayKapuoTuyeckon PHK;
YAbTPaUEHTPUPYrMpoBaHUe B rpagmMeHTe NA0THOCTY;

nnasneHue AHK;

nepeHoc geHaTtypmpoBaHHon AHK Ha HUTpouennton03HbIM GUNLTP ANA NoCAeayowen
rmbpunaunsaymu;

cekBeHupoBaHue HK.



Ona npambix metogos AHK-anMarHoctmku Heob6xoamumo 3HaTb Bce, Kpome:
nonmmopoHbix AHK-mapKepos;

CMUCOK FreHOB, aCCOUMMPOBAHHbIX C 3aboneBaHunem;

nocneno0BaTeIbHOCTU reHa;

AnarHosa 3aboneBaHus;

TMNa HacnenoBaHMA 3aboneBaHmA.

O6paboTKa KynbTypbl KNETOK rMNOTOHMYECKUM pacTBOpoM Heobxoauma:
ANA NoNy4YeHumna xopoluero pasbpoca Xxpomocom;

ANA YBENMYEHUA YMCNA MUTO30B;

ANA 3a4ePXKKN AeNALLUXCA KNEeTOK Ha cTaamMn meTadasbl;

AR NYYLIEero OKpalMBaHMA XPOMOCOMHbIX NPENapaTos;

[ns paspylieHme U3bbITOUYHbIX KNETOK.

B coctaB peakKTMBHOM cmecu ana amnandukaumm BXoguT Bce, Kpome:
AHK-nurasel.

HyKneotTnadocThaTos;

AHK-nonnmepassbl;

MOHOB MarHus;

AHK maTtpuupl;

KoaXxuumuH npu npurotoBAeHUM XpOMOCOMHbIX NpPenapaToB UCMNO/b3yeTcA:
ANA ynydweHuna Kavyectsa andpdepeHumnanbHOM OKPaCKM XPOMOCOM;

ANA yBENNYEHUA YNCNA MUTO30B;

AN HAKOMNNEHMA KNeTOK, HaXo4ALWMXCA B CTagum meTadasbl;

ANA NONlYYEeHMA XopoLlero pa3bpoca XpoMoCcom;

ONA paspylleHme U3bbITOYHbIX KNeTOK

ONna KynbTMBUPOBAHUA KYNAbTypbl AMMGOLMTOB Nepudepuyeckoin KpoBu Heobxoaumbil
BCe NepeyncneHHble UHFpeaneHTbl, KpOMe O4HOrO:

duToremarrntoTMHUHA;

cpeapl Urna;

pacTBOpa MMOKOHATa KanbLuA;

CbIBOPOTKN KPOBMU;

aHTMOMOTMKOB.

Ha nepBom ypoBHe maccoBoro o6cneaoBaHmna 6epemeHHbIX }KEeHLMUH He NPOBOAATCA
cneaylouime uccneaoBaHmA:

YNbTPa3BYKOBOE UCCAef0BaHNE NN0A3;

UMTOreHeTU4yecKoe nccaegoBaHmne 06pasLoB, NONYyYEHHbIX NPU BMONCUN XOPUOHa;
onpegenieHne ypoBHA CbIBOPOTOUYHbIX MAaPKepPOoB BO 2-M TPUMECTPE;

onpepjesieHne ypoBHA CbIBOPOTOUYHbIX MAapKepoB B 1-m TpumecTtpe;

onpeaeneHune XMY B Kposu



CraHAaQpTHaAA 4AUTENBHOCTb KYN1bTUBUPOBaHUA NinMmdouunToB nepudepuruueckon Kposu
ANA UUTOreHeTU4YeCcKoro nccnenoBaHua CocTaBnfer:

54 vaca;

72 vaca;

48 yacos;

24 vaca;

96 yacos.

K metopaam audpdpepeHunManbHOro oKpaiMBaHMA XPOMOCOM, BbIABAAIOLWMUM
nonepe4yHyo UCHEPUYEHHOCTb, cneuuPUUHYIO ANA KaXK[0M XpOMOCOMbI OTHOCUTCA:
R-OoKpawwnBaHue;

H-okpawwusaHue;

C-oKkpawmnBaHue;

AOP-oKpawmnBaHue;

FOS- okpawmnsaHue.

Y 6onbHOro c cuHgpomom Jlewa-HuxeHa B 6uonornyeckmnx }XMAKoCcTax HakaniMBaeTca:
MO4YeBaA KNCNOTA;

MOYEBUHA;

FTMNOKCAHTUH;

dymapoBas KUCNOTA;

beHNIMON0YHAA KMUCNoTa.

B kKakom Bo3pacTte Hanbonee yacTo Ae6OTUPYIOT TAXKENble HapyweHua obmeHa
OpraHUYecKuX KUCNoT:

C NepBbIX YAaCOB XKU3HMU;

B paHHEeM AEeTCTBE;

HeoHaTa/ibHbIM Nepuoa;

B NOAPOCTKOBOM BO3PacCTe;

BO B3pOC/IOM BO3PacTe;

MeTtopabl nabopaTopHOIt AUArHOCTUKU HeobXxoaMmMble ANA UCKNOYEHUA HapyLUeHUH
obmeHa opraHUYeCcKUX KUCNOoT:

anekTpodopes;

TaHAEMHaA MacCc-CNeKTPOMETPUSA;

cekBeHupoBaHue [JHK;

TOHKOC/NIOMHAA XxpomaTorpadus;

onpegeneHne akTMBHOCTN PepPMEHTOB B 3pUTPOLUTAX

AKTUBHOCTb IM30COMHbIX PepPMEHTOB HE U3MEPAIOT B:
NenkoumTax;

C/IOHE.

BOPCMHAX XOPUOHaQ;

KNeTKax aMHMUOTUYECKOM }KUAKOCTY;

nnasme KpoBW;



Dna uccneposaHusa F-teney Heobxoammbl:
CBETOBOM MUKPOCKOM;

JNIOMUHECLUEHTHbIN MUKPOCKON;
BUHOKyNApHana nyna;

3/IEKTPOHHbIN MUKPOCKON;
$»a30BO-KOHTPACTHbIA MUKPOCKON

Ona BpoOXKAEHHOro runoTupeosa XxapaKkTepHo:

601e3Hb HEN3NEUNMA;

3a60neBaHMA CLLENNEHO C NONOM;

HeOHaTa/IbHbIN CKPUHUHT OCHOBAH Ha onpeaeneHun TTI B KpoBu pebeHKa;

B KPOBW N APYIMX OBUONOTMYECKUX }KUAKOCTAX OTCYTCTBYET TupeoTponuH (TTT);
6e3 neyeHnA pa3BUBAOTCA TMraHTU3M U aHUedanonaTms.

[ONnA ranakto3emum XapaKTepHo:

3aboneBaHMA cUEen/IeHO C MON0OM;

CMbICN IeYEHUNA — UCKOYEHME NULLEBBIX MPOAYKTOB, COAEPKALLMX raNaKTO3Y;

B KPOBW N APYTMX OBUONOTMYECKUX }KUAKOCTAX OTCYTCTBYET ras1akTo3a;

npeHaTaNibHan AMarHOCTMKA Ha reHbl ralakTo3eMun Npu nocneayoweinn bepemeHHOCTH
He NoKa3aHa;

pebeHKa cnesyeT KOPMUTb TONIbKO FPYAHbIM MOJIOKOM.

Ecan ob6a cynpyra, umeloT rpynny Kposu AB, To y HUX He MOXKeT bbITb aeTei ¢ rpynnou
KpOBM:

B;

AB;

A;

0;

apyras.

BonbHOI 28 net cpepHero pocra, rMNepPCcTeHUYECKOro TeNocNoXKeHus. B aertcree
onepupoBaH No NOBOAY CTBON0BOM popMbl runocnagmu. FleHuTanum passuTbl No
MYXCKOMy Tuny. MoLOHKa pa3BuUTa ya0BAeTBOPUTENIbHO, 06a ANUKA 06bIUHbIX
pa3mepos, apAabnoBaTbl. BbiparkeHa NUrMmeHTauua reHuTanmnii. Poct Bonoc Ha no6ke
APKO Bbipa)eH, TUMN 0BOJIOCEHUA MY}KCKOU. PocT Boa0oC Ha anue Havanca B 17-18 ner,
BOJIOCAAHOM NOKPOB Ha inue pa3sBut. XeHart ¢ 25 net. XeHa o6cneaoBaHa, 340p0Ba,
6epemeHHOCTel He 6biN10. ANA yTOUHEeHUA gnarHosa 6oabHOMY B NepBylo ouepeab
Heobxoaumo npoBecTu:

cnepmorpammy.

PEHTreHO/I0rNMYecKoe nccnegoBaHue;

LMTOreHeTU4YecKoe nccaenoBaHue;

onpeaeneHne ypoBHSA NOJIOBbIX TOPMOHOB;

YyAbTPa3BYKOBOE UCCnea0BaHNE OPraHOB Manoro Tasa;



YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACcTaB/IeHHbIMU NO3UUMAMNU.ANA KaXKAaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute NPOHYMepOBaHHbIN 3n1emeHT. Kaxkabii
NPOHYMEpPOBaHHbI 3/1eMeHT MOXeT 6biTb BbiIbpaH oauH pas3. TMn ocHoOBaHUI
A. NypuHbl

b. MupumuaunHbl

Ha3sBaHue ocHOBaHuM

1. ApeHuH

2. TumuH

3. l'yaHuH

4. Unto3uH

A-1,3;6-2,4

A-1,2;6-3,4

A-1;6-2,3,4

A-3;6-1,2,4

A-1,4;6-2,3

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaB/eHHbIMU NO3ULMAMNU.ONA KaXKAaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute NPOHYMepPOBaHHbIN 3n1emMeHT. Kaxkabii
NPOHYMEPOBAHHbIN 3/1IeMeHT MOXKeT 6biTb BbiIbpaH 0gUH pas.
HacnepcrBeHHaa 6one3Hb 06meHa BelecTs

A. bonesHb Tea-Cakca

b. deHUnKeToHYypUuAa

B. bonesHb loOwe

. TuposmHemua tmna 1

A. UuctuHypuma

Buoxumuueckum gedpekr

1. TnoKo3unpasa

2. ledpeKT TpaHCNOPTA aMUHOKUCNOT B NOYKaX

3. B-rekcozammnHmnaasa

4. deHUNaNAHUHTUAPOKCUNA3ZA

5. dypamunauyeroauerat u manenmnaueroayerar

A-3;6-2;B-4;I-50-1

A-3;6-4;,B-1;I-54-2

A-56-4;,B-1;Ir-3;4-2
A-5,6-3;B-1;I-4;,1-2
A-56-3;B-1;I-2;,4-1

YcTaHOBUTE COOTBETCTBUE MEXAY NpeAcCTaB/eHHbIMU NO3UUMAMU.ONA KaXK[0ro
6yKBEHHOro KOMNOHEHTa BbibepuTe NPOHyMepOBaHHbI anemeHT. Kaxkabin
NPOHYMEPOBAHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH 0gUH pas.

HacneacrBeHHas 6on1e3Hb 06MeHa Bew,ecTs

A. BpoKaeHHbIV rmnoTupeos

b. deHunKeToHYpUA

B. AgpeHOoreHUTasIbHblA CUHAPOM

r. Mykosucumpos



A. lanakrosemwun

AHanuT, KOTOpbIi onpeaensaeTca NpPU MacCOBOM CKPUHUHIe HOBOPOXKAEHHbIX
1. FanakKrosa

2. TupeoTponHbIii rOPMOH

3. 17-rnapokcunporectepoH

4. UMMYHOpPEaKTUBHbIN TPUNCUH

5. deHMnanaHuH B KpoBMU

A-1;6-2;B-4;I-54-3

A-2;6-5,B-3;T-4,4-1

A-3;6-2;B-1;,T-5;4-4
A-5;6-4;B-1;I-3; -2
A-5;b6-3;B-1;I-2; -4

U ’ ’

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaBAeHHbIMU NO3ULMAMKU.ONA KaXKA0ro
6yKBEHHOro KOMNOHEHTA Bblbepute NPOHyMepoBaHHbIN 31emeHT. Kaxkabii
NPOHYMEepPOBaHHbI 3/1eMeHT MOXKeT 6bITb BbIbpaH 04UH pa3

O6nactb meanUUUHDI

A. TeopeTnyeckan

b. KnmHnyeckan

B. Mpodunaktnyeckan

Pewaemble BONpocCbl

1. AnarHoCTUKa HacneaCcTBeHHbIX U MHPEKLMOHHbIX 3a6oneBaHumid. MpoussoacTBO
IeKapCcTB Ha OCHOBE FreHHOW UHXKEeHepun

2. PacwndpoBKa natoreHesa 6onesHeit. PapmaKoreHeTMKa

3. FleHeTUKO-rurneHn4YecKkoe HopmupoBaHue PaKTOPOB OKpyXKatwwen cpeapl. CozgaHue
HOBbIX BaKLMH

A-2;6-1;B-3

A-3;6-2;B-1

A-1;6-2;B-3
-3;B-1
-1;B-2
YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBNeHHbIMU NO3UUMAMU.JNA KaXK[o0ro
6yKBEHHOro KOMNOHEHTa BbibepuTe NPOHyMepOoBaHHbI anemeHT. Kaxkabin
NPOHYMEpPOBaHHbIN 3/1eMeHT MoXeT 6biTb BbiIbpaH oauH pas.

Tunbl nepecTpoek

A.lTeHOMHbIe

b. XpomocomHble

MNepectpoitkn

1. UHBepcum

2. MNonaunnonauun

3. TpaHcnoKauuu

4. Neneunn

5. Tpucomuun

6. Monncomun



7. Aynaukauum

A-1,2,3,4,5;6-6,7
A-3,4,6,7;6-1,2,5
A-2,5,6;6-1,3,4,7
A-3,5,7;6-1,2,4,6
A-1,2,4,5,6;6-3,7

YcTaHOBUTE COOTBETCTBUE MeXK Ay NpeAcTaB/IeHHbIMU NO3UumMaMmn. ina Kaxaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe NPOHyMepOoBaHHbI anemeHT. Kaxkabin
NPOHYMEpPOBaHHbIN 3/1eMeHT MoXKeT 6biTb BbiIbpaH oauH pas.
Tunbl Xxpomocom

A. MeTaueHTpuyecKkue

b. CybmeTaueHTpuueckue

B. AKpoueHTpuyeckKkume

Xpomocombl

. Xpomocoma 1

. Xpomocoma 5

. Xpomocoma 13

. Xpomocoma 16

. Xpomocoma 7

. Xpomocoma X

. Xpomocoma 21

8. Xpomocoma 19

A-2,3,7;,6-1,5,8;B-4,6

A-1,4,8;6-2,5,6;B-3,7

A-3,4,7,8;,6-2,5;B-1,6

A-2,3,5;6-1,7;B-4,6,8

A-6,7,8,6-1,2,3;B-4,5

NOU s WNER

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU NO3UumMaAMU. lna Kaxaoro
NPOHYMEepPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOKeT 6bITb BbiI6paH 0AKH pa3, 60n1ee ogHOro pa3a uaum He BbibpaH BoBce.
MpuunHa 3ab6onesaHus: A. MaToreHHbIN BAPUAHT B MUTOXOHAPUaNbHOM reHome; b.
MaTtoreHHbl BapuaHT B AaepHOM reHome; B. O6pa3oBaHue naTtoreHHbIX KOHF1I0MepaToB
6enka. 3aboneBaHue : 1. Cunapom MELAS; 2. Atpodus 3putenbHoro Hepsa Jlebepa; 3.
CuHppom PeknuHrxayseHa; 4. CuHgpom AHrenbmaHa ; 5. PeHunKetoHypusa
A-1,2;6-3,4,5;

A-3,4;,6-5;B-1,2

A-1,2;6-3,
A-2,3,5;b -
A-3;b6-1,2;

5B-4
1;B-4
B-4,5

) ’

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU NO3ULMAMKU.ONA KaXKA0ro
6yKBEHHOro KOMNOHEHTA BblbeputTe NPOHyMepoBaHHbIN 3nemeHT. Kaxkabii
NPOHYMEpPOBaHHbIN 3/1eMeHT MoXKeT 6biTb BbiIbpaH oauH pas.



Tun HacneacTBeHHOro 3abonesaHus
A. MoHoreHHoe 3aboneBaHue

B. MukpogeneumMoHHbIA CUHAPOM
B. bone3Hb 3KcnaHcum
3aboneBaHue

1. MykoBucumnpo3

2. CuHapom Bunbamca

3. CuHapom PpparmnbHoi X- XxpomMmocombl
4. PetnHobnactoma

5. Cungpom Au-AKopaxKu
A-1,2;6-5;B-3,4
A-3,4;,6-1,5;B-2
A-1,4;6-2,5;B-3
A-1;6-2;B-3,4,5
A-3;6-1,2;B-4,5

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUUAMU.AANA KaXK[0ro
6yKBEHHOro KOMNOHEHTa BbibepuTe NPOHyMepoBaHHbI anemeHT. Kaxkabin
NPOHYMEPOBAHHbIN 3/1IeMeHT MOXKeT 6biTb BbiI6paH 0gUH pas.

Bua mytauuu

A.lTeHOMHbIe

b. XpomocomHble

Xapakrep mytauuum

1. Tpucomuna no ayrocomam

2. PeuunpokHana cbanaHcMpoBaHHan TPaHC/AOKaLma

3. leneuuun, nHcepuum

4. Monncomma no NONOBbIM XPOMOCOMaM

5. Ay6nukauusn

A-2;6-1,3,4,5

A-1,4;,6-2,3,5

A-1,2;6-3,4,5

A-2,3,5;6-1,4

A-3;6-1,2,4,5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaBAeHHbIMU NO3ULMAMU.ONA KaXKA0ro
6yKBEHHOr0o KOMNOHEHTA Bblbepute NPOHyMmepoBaHHbINA 31emeHT. Kaxkabii
NPOHYMEpPOBaHHbIN 3/1eMeHT MoXeT 6biTb BbiIbpaH oauH pas.

Moka3aHuA K guarHocTuke

A. NpeHaTanbHOM LUTOreHETUYECKOM

b. MocTtHaTanbHOro KapuoTuna

FeHeTMuecKkoe unu peHoTUNMYEeCcKoe HapyleHme

1. XpomocomHasa aHOManua y npegbiayuwero pebeHka

2. Hannume y naumneHTa nepBUYHOI ameHOpeun UAn paHHeUn MeHonaysbl

3. AHOManbHasa cnepmorpamma (asoocnepmus, BbipaxKeHHana oaurocnepmus)
4. AHOMaNbHbIE FTeHUTaNUU



5. BbiABNeHMe NpU yNbTPa3BYKOBOM UCC/IEA0BaHMMN aHOMAIUK NN0AA
A-1,5;6-2,3,4
A-1,4,6-2,3,5
A-1,2,3;6-4,5
A-1,2,b6-3,4,5
A-2,3;6-1,4,5

YcTaHOBUTE COOTBETCTBUE MeXK Ay NpeAcTaB/IeHHbIMU NO3UumMaMmn. ina Kaxaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe NPOHyMepOoBaHHbI anemeHT. Kaxkabin
NPOHYMEpPOBaHHbIN 3/1eMeHT MOXeT 6biTb BbiIbpaH oauH pas.

NMokasaHuAa K uccnenoBaHuUIo

A. LilutToreHeTyeckomy

b. FISH-meTtoaom

MNposBneHne reHeTU4ECKOWN NATONOTUN

1. KnnHnyeckmne npusHaku, no3sonaowme npeanonoXmMtb mo3amuymusm no
onpeaeneHHOMY XpOMOCOMHOMY CUHAPOMY

2. YMCTBEHHaA OTCTaNOCTb poauTena, npeanosoKUTeIbHO XpOMOCOMHOro
NpoucCxXoXxaeHua

3. B aHamHe3e MmepTBOPOXKAEHHbIE AEeTU UK AETU C BPOXKAEHHbIMU NOPOKaAMU
pa3BuTuA

4. Mopo3peHne Ha CKPbITYD XPOMOCOMHYIO NepPecTpoiKy

5. CocToAAHUe nocne TpaHCNAaHTALMM KOCTHOrO MO3ra, Koraa AOHOP U peuunumeHT
pa3Horo nona

A-2,3;6-1,4,5

A-1,2,3,4;,6-5

A-1,2,3;6-4,5

A-2;6-1,3,4,5

A-1,5;6-2,3,4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaB/IeHHbIMU NO3ULMAMNU.[ANA Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute NPOHYMepOBaHHbIN 3n1emMeHT. Kaxkabii
NPOHYMEepPOBaHHbI 3/1eMeHT MoXKeT 6biTb BbiIOGpaH oauH pas.

TepmuH

A. AnnenbHaa reTeporeHHOCTb

b. MnenoTponHocTb

B. BapnabenbHana 3KcNnpeccMBHOCTb

. AHTUUMNaAUumA

L. KpoBHOpoOACTBEeHHble bpaKu

E. JlokycHasa reteporeHHOCTb

Cutyauumsa

1. 25-neTHAA f04Yb C aTpodmet u cnabocTbio CKeNeTHbIX MbiLUL, 65-1€THEero MyX4uHbl €
KaTapakTtoi 6e3 cumntTomoB MMOTOHMUYECKOU aucTpodumn poguna pebeHKa c TaxKenoun
MbILLEeYHOM cNabocTbio U 3a4epXKKOU pa3BUTUA

2. NMpwu nectpoit noppupum (ayToCOMHO-40MUHAHTHOM HapyLUeHMN 6UOCUHTE3]
nop¢$upuHa) BO3MOXKHbl POTOUYBCTBUTE/NIBHOCTb KOXKMK, 60211 B }KUBOTE,



nepudepuryeckas HeMponaTua U ANn30a4bl NCUXMUYECKUX HapyLLeHUM (Ncuxosbil).

3. Y cecTpbl MyXXUYMHbI C TAXKENbIM CKOJIMO30M YU MHOXXECTBEHHbIMU NOAKOXKHbIMU
Heiipopnbpomamm numetrotca nnekcupopmHblie HelipoPpubpombl, a y ee 30-neTHero cbiHa
o06Hapy:KeHbl y3ea1Ku J/Inwa u BeCHyLIYaToCTb B NOAMbILWEYHbIX 061acTax

4. Peakaa ¢opma ayTOCOMHO-peLLeCCUBHOM HeA0CTaTOMHOCTU COMATOTPOMNHOIO
ropmoHa o6Hapy»Xu1BaeTca TO/IbKO B HEKOTOPbIX MaseHbKUX AepeBHaAX B LLBeiuapcknx
Anbnax

5. Kak HOHCEHC-MyTauuK, TaK U Aeneuum reHa OpHUTUHTPaHCKap6amunasbl
obycnoBnMBalOT pa3BUTUE N1IeTa/IbHOU HEOHATA/IbHO rMNEepaMMOHMEMUN BCieACTBUE
OTCYTCTBUA OPHUTUHTPAHCKap6ammnasbl - BaXKHOro Nne4eHo4YHoro ¢pepmeHTa UuKna
MOYEBUHbI

6. CyLLecTBYIOT KaK ayTOCOMHbIe, TaK U X-cuenneHHble ¢opMbl MUITMEHTHOTO PpeTUHUTA
A-5;6-2;B-3;I-1;4-4;,E-6

A-5,6-2;B-3;T-6;4-1,E-4
A-1;6-2;B-3;T-5;1-6,E-4
A-4;,6-2;B-3;T-51-6,E-1
A-4;6-2;B-3;I-1;,1-6;E-5

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUUAMU.[ANA KaXK[0ro
6yKBEHHOro KOMMNOHEHTa BbibepuTe NPOHYMEpPOBaHHbIN 3n1eMeHT. Kaxkabii
NPOHYMEPOBAHHbIN 3/1IeMeHT MOXKeT 6biTb BbiIbpaH 0gUH pas.

TepmuH

A. NpemyTtauus

B. TeHOMHDbIA UMNPUHTUHT

B. OgHOopoauTenbcKkaa agucomums

Cutyauumsa

1. Y 7-netHero masnb4ymKa c yYMCTBEHHOM OTCTAaN10CTbO, HU3KUM POCTOM, MaJ1IeHbKUMMU
KUCTAMM U ctonamu, nonudarumei (cuigpom MNMpagepa-Bunnu) npu monekynsapHo-
reHeTM4EeCKOM UccneaoBaHUM 06HapyKnam 2 maTepuHCKMe Xpomocombl 15 n HM ogHOMU
OTLLOBCKOM

2. Mpun uuToreHeTuueckom ob6cneno0BaHUM 6-1eTHEN AEBOUYKMU C TAXKE/IOU YMCTBEHHOM
OTCTANOCTblO, CYyA0pPOramm, atakcmen, nporeHmnen (cuHgpom AHrenbmaHa) obHapyxunm
MHTEPCTULMANIbHYIO MUKPOAENELUI0 MAaTEPUHCKON XpOoMoCcOMbl 15

3. Npu AHK-uccnepgosaHum reHa FMR-l y 32-neTHeit }KeHLWMUHbI, MMEIOLLLEN CbIHA C
CUHAPOMOM JIOMKOU X-XpOMOCOMbI, 06Hapyxunu 1 annenb ¢ 21 CGG- nosTopom n 1
annenb ¢ 92 CGG-nosTOpamm

A-2;6-3;B-1
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU NO3ULMAMKU.ONA KaXKA0ro
6yKBEHHOro KOMNOHEHTA BblbeputTe NPOHyMepoBaHHbIN 3nemeHT. Kaxkabii
NPOHYMEpPOBaHHbIN 3/1eMeHT MoXKeT 6biTb BbiIbpaH oauH pas.



3Tan usyyeHuA HacneaCcTBeHHOM 6one3Hun

A. Pernctpauma 6one3Hu Kak HacneacTrBeHHOM popmbl

b. Jlokanusauua reHa B Xpomocome

B. BbiaeneHue reHa

. OnpeaeneHue aedeKra reHa

. ObHapy)XeHune NnepBUYHOro NPOAYKTA reHa

KnnHunueckoe npunoxkeHue

1. FeHoTepanua

2. OmnarHocTtuka (QHK-cneyndurueckasn)

3. MeauKo-reHeTU4ECKOE KOHCYN1bTUPOBaHUE

4. AnddepeHumnanbHaa AUArHOCTUKA HAa OCHOBE aHANM3a CLen/IeHUA reHoB
5. AmnarHocTuKa (buoxmmmueckas). yaydyweHue ne4yeHusa Ha OCHOBEe NOHMMAHUA
naTtoreHesa

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3MuMAMU.NA KaxK[oro
6yKBEHHOro KOMNOHEHTA BblbeputTe NPOHYyMepoBaHHbIN 3emeHT. Kaxkabiii
NPOHYMEepPOBaHHbI 3/1eMeHT MOXeT 6biTb BbiIbpaH oauH pas.

Kareropusa no reHomHomy pasmepy, TbiC. N.H.

A. Manbie

b. CpegHue

B. bonbuue

. TuraHTckue

. CynepruraHtckme

Ha3ssaHue nepBUYHOro NPoAyKTa

1. AuctpoduH

2. TupeornobynuHx

3. Katanasa

4. PeHUNaNaHUHINAPOKCUNA3A

5. UHcynuH

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaB/leHHbIMU NO3ULUAMU.JNA KaXKA0r0
6yKBEHHOro KOMNOHEHTA Bblbepute NPOHyMepoBaHHbIN 31emeHT. Kaxkabii
NPOHYMEpPOBaHHbIN 3/1eMeHT MOXeT 6biTb BbiIbpaH oauH pas.

BbisBneHUe accoumaumm mynbtTudaKkropraibHOU 601€3HU C reHeTUYECKMMMU
MapKepamu ocyuwectenserca no popmyneX=(axd) (bxc), rge:



A.a

B.b

B.c

r.d

A. X

NMokasartenb

1. YacTtoTa nepBOro reHeTUYECKOro mapkepa y 60sbHbIX
2. YacTtoTa BTOpPOro reHeTUYeCcKoro mapkepa y 60sbHbIx
3. NoKa3saTtenb OTHOCUTE/IbHOM YaCTOTbl PUCKA
4.YacToTta nepBOro reHeTM4ECKOro mapkepa y 3goposbix
5.4acToTta BTOpPOro reHeTM4eCKoro mapKepa y 3a40poBbix
A-3;6-4;B-1;T-2;4-5

A-1;6-2;B-3;T-5;4-4
A-5;6-2;B-3;I-4;,-1
A-1;6-2;B-4;I-5;4-3
A-4;6-2;B-3;T-51-1

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.
Tun HacnepoBaHuA: A. AYyTOCOMHO-peueccuBHbIN TMN; b. AYyTOCOMHO-A0MUWHAHTHbIN TUN.
3aboneBaHue: 1. BpoxxgeHHble NOPOKU cepaua; 2. Muoguctpodusa [iioweHHa; 3.
MunopocTteHos; 4. PDeHunketoHypua. 5. Hepopubpamoros.

A-3;b-4;

A-4;b6-2;

A-4;,b-3;

A-4;,b6-5;

A-3;6-2;

YcTaHOBUTE COOTBETCTBUE MEXAY NpeAcCTaB/eHHbIMU NO3ULMAMU.ONA KaXK[0ro
6yKBEHHOro KOMMNOHEHTa Bbibepute NPOHYMepOBaHHbIN 3n1emMeHT. Kaxkabii
NPOHYMEepPOBaHHbI 3/1eMeHT MoXKeT 6biTb BbiIOGpaH oauH pas.

KnuHunyeckasa cutyauymsa

A. MoaBneHMne reMmoNUTUH4ECKON aHEMUM NOCNE NpUema NPUMaxXmHa

b. Bo3HMKHOBEHME npuctyna pe3kux 6oneiut B | natocHedpanaHroBom cycrtase cnpaBa 'y
MYXXYMHbI NOC/e NpMemMa acnMpu1Ha

B. MoaBneHue nepudepudecKkoir HEMPONaTUM Y }KEHLUHbI C TY6epKyane3om nerkux,
NPUHUMaLIOLLEN N3OHUA3ZUL,

depmeHTHble HapyLeHUA

1. HepaoctaTtouHocTb pocpopubosnnnupodocdartcuHTeTasbl

2. HepocTaTouHOCTb rNtoK030-6-pocataernaporeHasnbi

3. CHMXKeHHaa aKTUBHOCTb aueTunTpaHcdepasbl

A-3;6-2;B-1

A-1;6-2;B-3

A-2;6-1;B-3



YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU NO3UUMAMU.JNA KaXK[oro
6yKBEHHOro KOMMNOHEHTa BbibepuTe NPOHYMEpPOBaHHbIN 3n1eMeHT. Kaxkabii
NPOHYMEPOBAHHbIN 3/1IeMeHT MOXKeT 6biTb BbiIbpaH 0gUH pas.

KnuHuueckana cutyauuna

A. AnutenbHana OCTAaHOBKA AbIXaHUA Y MasibiMKa BO Bpems HapKo3a

b. Bo3HMKHOBEHME NpUCTYNa OCTPbIX 601eit B 3 KMBOTE C MblLeYHOM cnabocTbio u
nompadyeHuem CO3HaHUA Y NOAPOCTKA nocne npuema peHobapbutana

B. OtcytctBUue adpPeKTa oT CTaHA4APTHDLIX J03 rMApanasuHa Y MyXXUYMHbI C apTepuasbHOMU
rmnepToHuei

depmeHTHbIe HapyLeHna

1. AHOManbHaA XONUHICTEpPasa

2. HepgocTtatouHocTb nopdpobunmnHoreHgeammnHasbl

3. MNoBbilWweHHAA aKTUBHOCTb aueTunTpaHcdepasbl

A-2;,6-1;B-3

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUUAMU.[ANA KaXK[0ro
6yKBEHHOro KOMMNOHEHTa BbibepuTe NPOHYMEpPOBaHHbIN 3neMeHT. Kaxkabii
NPOHYMEPOBAHHbIN 3/1IeMeHT MOXKeT 6biTb BbiIbpaH 0gUH pas.

HassaHue cuHgpoma (unm 6onesHu)

A. CuHpgpom AHrenbmaHa

b. Cunapom Munnepa-Aimkepa

B. Cunapom [u OxopAarku

. Cunppom bekButa-BngemaHa

OcHOBHble NpoABAEHUA

1. Arupuma (nuccaHuedanua), mukpouedanms, NOPoKK cepaLa, NOPOKU NOYEK,
ansmopdumn nMuesoro Yepena, rMNOTOHUA, CYAOPOKHbIE NPUNAAKHU

2. HeobbluHOE N0, aTaKCUA, TMNOTOHUA, ANUIENCcUA, NAPOKCU3Mbl CMEXaA,
MUKpouedanua, oTCyTCTBUE peum

3. FpbIXKa NyNOYHOro KaHaTUKa, MAaKpPOrnoccua, rMraHTu3Im, rMNoriMKemus,
MUKpouedanua, BpoXKAEHHbIe NOPOKU BHYTPEHHUX OPraHoOB

4. Cypoporu (runokanbumMemuyeckue), annasma u runonnasma Tumyca, gusmopousn
NnueBoro Yyepena, NOpoOKMU cepaua

A-3;6-2;B-1;T-4

A-2;6-1;B-3;T-4
A-1;6-3;B-4;,T-2
A-2;6-1;B-4;T-3
A-3;6-1;B-2;T-4



YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBIeHHbIMU No3UuMaMU. Ana Kaxkaoro
NPOHYMEepPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOKeT 6bITb BbiI6paH 0AKH pa3, 60n1ee ogHOro pasa uaum He BbibpaH BoBce.
Kputepumn oueHKn BapMHTOB HYKN1€0TUAHOM nocnepoBaTtenbHoOCcTU: A. Kputepuii
naToreHHOCTU BapuHTa; b.Kputepmii ,o06poKauecTBEHHOCTU BapUHTa .
Kpurtepuia:

1.BapuaHT de novo

2. MonynaynoHHaA yacroTa Bbiwe 3%

3. BapuaHT HaxoAUTCA B TPAHC NOJIOXKEHUU C paHee ONUCAHHbIM;

4. He cerperyioT c 3aboneBaHMem B cembe.

5. DyHKUMOHaNbHbIA aHAaNN3 He NPOBOAUNOCD.

A-1,3;6-2,4

A-1,5;6-2,3,4

A-1,5;6-2,4

A-1,2;6-3,4

A-1,4;6-2,3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3MUMAMU.[NA KaXxK[o0ro
6yKBEHHOro KOMNOHEHTA Bblbepute NPOHyMepoBaHHbIN 31emeHT. Kaxkabii
NPOHYMEepPOBaHHbI 3/1eMeHT MOoXeT 6biTb BbiIbpaH oauH pas.

Knacc 6onesHeit

A. AMMHOauMaonaTum

b. OpraHuyeckue auuaypum

B. Bone3Hu HeMpOoTPaHCMUTTEPHOro obmeHa

I. Insocomubie 60ne3Hn

MeTtoabl NOATBEPKAEHUA AUArHO3a

1. KonnuecteseHHoOe onpegeneHne aMmMHOKUCIOT KPOBU, MOYU, CMTMHHOMO3roBOM
Kupgkoctn, AHK-gnarHoctmnka

2. dH3umopamarHoctuka, AHK-auarHoctuka

3. KoanuectBeHHOe onpeaeneHne opraHMY4ecKkuxXx KUCA0T MOUM, NNa3Mbl

4. KonnuectBeHHOe onpeaeneHue Katexo1aMMHOB, aMUHOKUCAOT (KPOBb, MOua,
CNMHHOMO3roBas }XUAKOCTb)

A-2;6-1;B-4;T-3

A-1;6-3;B-4;I-2
A-3;6-2;B-1;I-4
A-2;,6-1;B-3;T-4
A-3;6-1;,B-2;I-4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU NO3MUMAMU.NA KaXK[o0ro
6yKBEHHOr0o KOMNOHEHTA Bblbepute NPOHyMepoBaHHbIN 31emeHT. Kaxkabii
NPOHYMEPOBaAHHbIA 3/1IEMEHT MOXKeT 6bITb BbiI6paH 04UH pas.

Knacc 6onesHei

A. BonesHu yrneBogHoro obmeHa

B. MutoxoHapuanbHbie 60n1e3HU

B. Boae3Hu HapyweHUa MUTOXOHAPUANIbHOTO B-OKUC/IEHUA Y KUPHbIX KUCNOT



I. MepoKkcucomHble 6onesHu

MeTtoabl noaTBEpPXKAEHUA AMarHosa

1. Harpy3ouHble TecTbl (rN1HOKO3HAA KpUBaA). IH3IMMOAMNATHOCTUKA KOMMJIEKca
AbixatenoHou uenu. AHK-guarHoctuka

2. KonnyecteeHHOe onpepaeneHue o4eHb AJIMHHOLENOYeYHbIX }KUPHbIX Kucnot. AHK-
AVarHocTuka

3. KonnuectBeHHOe onpeaeneHne MOHO- U AUCaxapuaoB U UXx MeTabosnntos B KPOBM,
moue. dH3nmoamarHoctuka. IHK-guarHocrtuka

4. KonnyectBeHHOe onpeaeneHnue KapHUTUHA, ero 3puUpoB, }) KUPHbIX KUCNOT.
dH3umoauarHoctuka. fIHK-guarHocTtuka

A-1;6-3;B-4;,T-2

A-3;6-1;,B-4;I-2
A-2;,6-1;B-4;,T-3
A-3;6-2;B-1;I-4
A-2;,6-1;B-3;T-4

YCcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU NO3ULMAMU.NA KaXK[0ro
6yKBEHHOro KOMMNOHEHTa Bbibepute NPOHYMepPOBaHHbIN 3n1emMeHT. Kaxkabii
NPOHYMEPOBAHHbIN 3/1IeMeHT MOXKeT 6biTb BbiIbpaH 0gUH pas.

MeTop,

A. SSCP (Single Strand Conformation Polymorphism)

b. HA (Heteroduplex Analysis)

B. CCM (Chemical Cleavage of Mismatch)

. CekBeHupoBaHue no CaHrepy

Pasmep npoaykKTa, n.H.

1.180-250

2.1700

3.600

4.200-250

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMM No3UuMaMun. Ana Kaxkaoro
NPOHYMEpPOBaHHOIO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIOpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
BeKkTOopHaa eMKOCTb:

A. Hanbonbluas;

b. HaumeHbLasa.

BeKTOpHbIe KOHCTPYKLMM:

1. PeTpoBUpYyCHbIE ;

2. Parosble;

3. Ha ocHOBe UCKYCCTBEHHDbIX XPOMOCOM APOXKKEW;



4. NMnasmupgHble;
5. KocmugHboie.
A-3; b6 -4;
A-2;6-4;

A-5; b -4;

A-1; b6 -4;
A-3;b6-1;

YcTaHOBUTE COOTBETCTBUE MEXAY NpeAcCTaB/eHHbIMU NO3ULMAMU.ANA KaXK[0ro
6yKBEHHOro KOMNOHEHTa BbibepuTe NPOHyMepOBaHHbI anemeHT. Kaxkabin
NPOHYMEPOBAHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH 0gUH pas.

MeTop

A. SSCP (Single Strand Conformation Polymorphism)

b. DGGE (Denaturating Gradient Gel Electrophoresis)

B. CCM (Chemical Cleavage of Mismatch)

. CekBeHUpoBaHUue

3¢ PeKTUBHOCTb, % onpepeneHua mytauum

1.>95

2.>99

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaB/IeHHbIMU No3uumMamn.ina Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute NPOHYMepOBaHHbIN 31emMeHT. Kaxkabii
NPOHYMEepPOBaHHbI 3/1eMeHT MoXKeT 6biTb BbiIbpaH oauH pas.

MeTtopabl getekuum pesynbtaTtos lNLP

A. 9nektpodopes

b. TM6bpngusaunoHHo-pepmeHTHbIN aHanus (TMdPA)

B. Cuctema «FLASH» n dnyopumetp «KUH»

. Cuctema getekuum pesynbratos MNLP B pexxume peanbHoro spemeHu (RealTimePCR)
NMpubnnsurenbHoe Bpema AeTeKumm

1. 0 MuH.

2. 3 MuUH.

3. 60 MmuH.

4. 40 muH.



YCTaHOBUTE COOTBETCTBUE MEXAY NpeAcTaBleHHbIMU No3numMamun.Ana Kaxaoro
6yKBEHHOro KOMMNOHEHTa BbibepuTe NPOHYMEpPOBaHHbIN 31eMeHT. Kaxkabii
NPOHYMEPOBAHHbIN 3/1IeMeHT MOXKeT 6biTb BbiIbpaH 0gUH pas.

OcobeHHOCTH

A. BO3MOXXHOCTb OLeHKM UcxoaHoro Koamndecrsa konun [JHK B o6pasue

b. MosbilweHue A0CTOBEPHOCTU UCCe[0BaHUA 3a cueT cneunduiHoOCTM NpPobbl K
uenesomy amnamndpukarty

B. Bo3amoXXHOCTb yBuaeTb pesynbrtat [1LLP B BUAe NONOCKU Ha resie, OLEeHUTb KOIMYeCcTBO
M KayecTBO amniMdpurKaTa N0 HECKOJZIbKMM NapameTpam

MeTopabl geteKuuu pesynbtatos lNLP:

1. dnekTpodopes

2. TmbpupusaunoHHo-pepmeHTHbIN aHanus (MTMdPA)

3. Cuctema «FLASH» n pnyopumetp «AXKUH»

4. Cucrema agetekuum pesynbtartos MLUP B pexxume peanbHoro sBpemenu (RealTimePCR)
A-1;6-2,3;B-4

A-4;,6-2,3;B-1

A-1;6-2,4;B-3

A-3;6-1,2;B-4

A-3;6-2;B-1,4

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/IeHHbIMU NO3ULMAMU. A KaXK[oro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0A4KH pa3, 60nee ogHOro pasa unam He BblbpaH BoBce.
OnpepeneHue:

A. OTpaXKalowme pacCTOAHMUA MeX Ay reHaMu U 1I0Kycamu;

b. Mo3BonsLWMe N10KaNN30BaTb FeH Ha XPOMOCOME MU/IN B ee JIOKYCE;

B. Umetowme Hanbonbluee paspelueHume.

Twvn KapTbli:

1. HykneotugHole;

2. l[eHeTUYeCKMeE;

3. dusunueckue;

4. XpoMOCOMHbIE;

5. PecTpUKUMOHHDbIE.

A-3;6-2;B-1

A-1;6-2;B-4,

A-2;:6-4;,B-3

A-1;6-4,B-3

A-2;,6-4,3;B-3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaB/leHHbIMU NO3ULUAMWU.ONA KaXKA0r0
6yKBEHHOro KOMNOHEHTA Bblbepute NPOHyMmepoBaHHbIN 31emeHT. Kaxkabii
NPOHYMEpPOBaHHbIN 3/1eMeHT MoXeT 6biTb BbiIbpaH oauH pas.

Mertopa (maTepuan) uHBa3uBHOM NpeHaTaZIbHOM AUArHOCTUKMU

A. LlutoreHeTMuyecKoe uccneaoBaHue (KNeTKU XOpUMOHaA, KYyIbTUBUPOBAHHbIE



AMHUOTUYECKUE KNETKU Uan anmeouutbl Nnoaa)

B. MoneKkynapHo-reHeTU4eCKoe, 6UoOXMMMYecKkoe UM UMMYHO10rM4ecKkoe
uccnepoBaHue (XOPMOH, AMHUOTUYECKUE KNETKU, KPOBb)

B. Matomopdonoruueckoe nccnegosaHue (Koxka v mbiwiybl nnoaa)

. Petockonua

NMokasaHua

1. BblCOKUIA pUCK poXKaeHUA pebeHKa ¢ HacneaCcTBeHHbIMU 3a601€BaHUAMU KOXKMU
(vxTno3bl, annaepmonusbl), c MbieyHou auctpopuen JioweHHa

2. YTOuUHEeHMe AMarHo3a BpoXKAeHHbIX MOPOKOB Pa3BUTUA

3. Bo3pacT }KeHLMHbI K MOMEHTY poAaoB 35 neT u ctaplie; XpOMOCOMHAA MyTauusa y
O4HOro U3 poautenen; poxKaeHume npeabigywero pebeHka c XxpomocomHou 6one3HbIo;
HU3KUM ypoBeHb ADI1 B cbiIBOPOTKe KpoBU bepemeHHOMU; pe3ynbTatbl Y3U,
npeanonaararoLlme XpoMoCOMHYIo 60one3Hb y nnoga

4. BbICOKUI PUCK pOXKAeHUA pebeHKa c reHHOM 601e3HbI0 NO pe3ybTaTam MeauKo-
reHeTUYeCcKoro KOHCY/IbTUPOBaHUA (PeTPo- UK NPOCNEKTUBHOI0) UK NPOCENBAIOLLUX
Nporpamm BbifiBJIeHUA reTepPO3UroTHOro HOCUTENbCTBA; AUAarHOCTUKA MHPEKLMUN NN0AQ,
MMMyHoAedUUMTOB, UMMYHHOW HECOBMECTUMOCTU MAaTeEPU U N1oaa
A-2;6-4;,B-1;I-3

A-3;6-4,B-1;,T-2

A-3;6-1;B-4;I-2

A-3;6-2;B-4;T -

A-3;6-2;B-1;T-

1
;-4
YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU No3UumMaAMU. lna Kaxaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabl NpOHYMepOBaHHbIA 31eMEHT MOXKeT 6biTb BbiI6paH OAUH pas.

OcHOBHbIe HacnepacTBeHHble 3a601eBaHuA, NpeHaTa/ibHAaA AUArHOCTUKA KOTOPbIX
BO3MOXHA 6MOXMMHUUYECKMMM uccnes0BaHUAMM AMHUOTUUYECKOM XUAKOCTU

A. bone3Hu HakoNeHUA NPOU3BOAHbIX XONecTepuHa

b. HapyweHua ob6meHa myKkonoauncaxapuaos

B. HapyweHua ob6meHa aMMHOKMUCNOT U opraHudyeckmnx Kkucnot . HapyweHua obmeHa
yrnesonoB unu rnukonpotenHos [l. Npoumne HapyweHusa bonesHb

1. lTomouuncTHypusa (BUTaMmmH B12-yyBcTBUTENBHDbIA U BUTaMUH B12-pe3ncTeHTHbIN
TUNDbI)

2. Aedunumt anbda-rnoKypoHnaasbl

3. bonesHb ®abpu

4. dyko3npos

5. CuHgpom Jlewa-HuxaHa

A-3;6-2;B-1;I-4; -5

YcTaHOBUTE COOTBETCTBUE meXay npeactaBNeHHbIMU No3uuUamun. ina Kaxkaoro



6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih NpOHYMepOBaHHbIN 3/1eMEeHT MOXeT 6bITb BbiI6BpaH 0AMH pas.
CKpUHMpYOLLMe NPOorpaMmmbl B NpeHaTaZibHOW AUArHOCTUKE

A. Y3 CKPpUHUHT

B. BUOXMMUYECKUIA CKPUHUHT

B. LiutoreHeTM4YE€CKNN CKPUHUHT

. MoneKkynapHbI CKPUHUHT

O. AMMYHONOrMYeCcKnii CKPUHUHT

UccnepoBaHue

1. Xop1anbHbIX TOHAA0TPOMNUH Ye/I0BEKa

2. TonwmHa BOPOTHUKOBOrO NPOCTPAHCTBA

3. Uutomeranosupyc IgG, aBUAHOCTb

4. AHK-pgnarHocTuka

5. KapuotunmupoBaHue nnoga 6. Ceob6ogHan B-cybbegnHuLa XopMOHMYECKOrO
roHaAo0TPONMUHA YenoBseka

A-2;6-4;B-5;T-6;4-1,3

1;,B-5T-4,0-3,6

1,6;,B-51—-4;40-3

3;B-5;I-4;,0-1,6

1,6;,B-5I-4;0-2

2;
2;
2.
3

A-2;b-
A-2;b-
A-2;b-
A-3;b-

)

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumMamun. Ana KaxKaoro
6yKBEHHOr0 KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kablit nNpOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biTb BbiIOpaH 0auH pa3, 6onee ogHoro
pa3a unu He Bbi6paH HU pa3y.

Bua tepanuu

A. filnetoTepanua npu HenepeHOCUMOCTU NAKTO3bl

b. 3amecTutenbHanA TepanuA NpPU UHCYIMH-3aBUCMMOM CaxapHoOM guaberte

NeyeHne

1. CumnTOoMaTUYECKUIA MeTo A, 1eYeHnn

2. 3TMONOrn4yecKoe nevyeHue

3. MaToreHeTU4ecKoe neyeHne

A-3;b -2

A-1;6-2

A-3;6-3

A-2;B6-2

A-3;b6-1

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3ULMaAMU. [INA KaXKa0ro
6yKBEHHOr0o KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KakabI NpOHYMepOBaHHbIN 3/1IEMEHT MoXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHOro
pa3a unu He Bbi6paH HU pa3y.

CuHpapom:

A. CuHgpom LllepewescKkoro-TepHepa cpean HOBOPOXKAEHHbIX AeBoYeK

b. CuHgpom Tpucomumn-X



PacnpocTpaHeHHOCTb
1.1:500
2.1:700
3.1:12000
4.1:3000
5.1:15000
A-3;6-2
A-5;b6-3
A-4;b -2
A-1; 6 -2
A-4; b -5

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMU No3UuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
Kakablit npoOHYyMepOoBaHHbI 3/ieMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unun He Bbl6paH HU pasy.

Tun HachepoBaHUA

A. AyTOCOMHO-40MMWHAHTHbIN

B. AYyTOCOMHO-peLeccCMBHbIN

B. PeueccuBHbIi, CBA3aHHbIN C reHamu X-Xxpomocomamm

OTAnumnTeNnbHbIE YepTbl

1. 3a6oneBaHMe NPOABAAETCA B KaXK40M NOKONAEHUN

2.3aboneBaHue NPOABAAETCA HE B KaXKA0M NOKOJIeHUN

3. boneloT Anuya npeMmMyLLLeCTBEHHO }KEHCKOro nosa

4. boneroT Anua NnpeMmMmyLLEeCcTBEHHO MYXCKOro nona

5. CooTHOLWEeHUe 340p0oBbIX U 60/1bHbIX cMbCcoB cocTtaBnsert 1:1

6. CooTHOLIEHMe 340pOBbIX M 60/1bHbIX cMb6COB cocTaBaseT 3:1

7. boneloT AnLUa XKEHCKOro n My»KCKoro nosa

A-3,5,7;6-2,5;B-1,4,7

A-1;6-2,4;B-3,5,6

A-1,5,7;6-2,6,7;B-2,4

A-1,4;,6-2,3;B-5,7

A-1,5;6-2,3;B-1,5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaBleHHbIMU NO3nuMaMU. [INA KaXa0ro
6yKBEHHOr0 KOMNOHEHTa Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabI NpOHYMepOBaHHbIA 3/1IeMeHT MoXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. CUHApOM

A. CuHapom Jlewa-HansHa

b. Cunpgpom Canpununno

B. CuHapom KHanna-Komposepa

Tun HachepoBaHUA

1. AYyTOCOMHO-peLecCUBHbIN

2. AYTOCOMHO-A0MWHAHTHbIN

3. X-cuenneHHbI peLeccuBHbIN



4. X-cuenneHHbI AOMUHAHTHbIN
5. MoaureHHbIN
A-1,2,3;6-5;B-1, 2
A-3;6-5;B-1

A-3;6-1;B-1

A-3;6-5;B-1,2

A-3;6-1,5;B-1

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/IeHHbIMU No3uuMamMun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIU 3/1IeMEHT.
Kakablit npoOHyMepOoBaHHbI 3iIeMeHT MoXKeT 6biTb BbiIbpaH oguH pa3, bonee ogHoro
pa3a unun He BblI6bpaH HU pa3y. bonesHb

A. Cungpom Jlewa-HasaHa

b. bonesHb «KNEHOBOro cMpona»

DedeKTHbi pepmeHT

1. FnoKo30-6-pocdarasa

2. FnoKko30-6-pochartgernpgporeHasa

3. 'MnoKcaHTUH-ryaHuH-pocpopubosnntpaHcdepasa

4. CyKumHaTtauasa

5. leKapb6oKcunasa aMMHOKUCAOT C pa3BeTB/IEHHOM Lenbio

A-4;b -2

A-5;6-4

A-3;b6-5

A-1;b6-2

A-1;b6-5

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUMAMU. Ina KaXKaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
Ka)kgblih npOHYMepOBaHHbIW 3/1eMeHT MOXeT 6biITb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. bonesHb

A. bonesHb «KNeHOBOro cmpona»

b. AAKanToHypwus

DedekTHbii pepmeHT

1. F'nwKo30-6-pocdarasa

2. B6-3aBucMMan KMHYpeHuHas3a

3. Tupo3sunHasa

4. OKcuaa3a romoreHTU3MHOBOM KUCNOTbI

5. AekapboKcunasa aMMHOKUCAOT C pa3BeTB/IEHHOM Lenblo

A-3;B6-5

A-1;6-4

A-5;6-4

A-4; b -2

A-1;6-5

YcTaHOBUTE COOTBETCTBUE meXay npeactaBNeHHbIMU No3uuUamun. ina Kaxkaoro



6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih NpOHYMepOBaHHbIW 3/1eMeHT MOXKeT 6biTb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unu He BblbpaH HU pa3y. bonesHb

A. 'vmnepaunonpotenHemusa | Tuna

b. TmnepaunnonportenHemumsa Il Tuna

Tun HacnhepoBaHuUA

1. AYyTOCOMHO-peLecCUBHbIN

2. AYyTOCOMHO-A0OMMWHAHTHbIN

3. CuenneHHbIN ¢ X-XpOMOCOMOM

4. CuenneHHbIN ¢ Y-XpOMOCOMOM

5. MynbtudaKkTtopranbHbIN

A-3;b -2

A-3;B6-5

A-5;b -4

A-1;b-2

A-1;b6-3

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACcTaB/IeHHbIMU NO3ULMAMU. [na KaxK[oro
6yKBEHHOro KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KakabI NpOHYMepOBaHHbIA 3/1IeEMEHT MoXKeT bbiTb BbiIGpaH oaMH pas, 6onee ogHOro
pa3a unu He Bbi6paH HU pa3y.

bonesHb:

A.TenatouepebpanbHana guctpodpusn

b. CuHapOM yannHEHHOro nHtepsana QT

PacnpocTpaHeHHOCTb:

1.1:7000

2.1:15000

3.1:25000

4.1:50000

5.1:100000

A-5;b6-1

A-5;b -4

A-5; b6 -2

A-4;b6-1

A-3;b6-5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3ULMAMU. [INA KaXKA0ro
6yKBEHHOr0 KOMNOHEHTA Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkabI NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiIbpaH oaMH pas, 6onee ogHoOro
pa3a unu He BblbpaH HU pas3y.

Tunbl KNeTok:

A. B KyNnbTUBMPOBAHHbIX KNETKaX aMHUOTUUYECKOM XKUAKOCTU, MONIY4EHHOM Npu
aMHMOLLEHTEe3e MOXKHO:

B. B HEKyN1bTUBMPOBAHHDbIX KNE€TKaX aMHUOTUUYECKOM }KUAKOCTU, NONYYEHHOM NpuU
aMHMOLLeHTEe3e MOXKHO:



UccnepoBaHue:

1. Onpegenutb X- n Y-non0BO XpOMaTUH

2. UccnepoBaTb aKTUBHOCTb PepMeHTOB

3. Onpepgennutb KapuoTun

4. Onpepenntb yposeHb anbda-petonpotemHa
A-1,2,3;6-4

A-1;6-2 ,4

A-1,2,3;6-2,3

A-4;65-2,4

A-4;,6-2,3

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/IeHHbIMU NO3ULMAMU. [na KaxK[oro
6yKBEHHOr0 KOMNOHEHTA Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabI NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. UccnepoBaHue

A. MNpun ucchepoBaHumn HANBNAYYMOB € Kapuotunamm 46, XX; 47, XXY; 48, XXYY moxeTt
6bITb NONYYEH CneayloWUii pe3ynbrar:

b. Mpu uccnepgosaHun nHANMBMAYYMOB € Kapnotunamm 46, XY; 45, X0; 47, XYY moxkeTt
6bITb NONYYEH cneaylowmun pesynbrat: Pesyabrar

1. OaHO Tenbue NONOBOro XpomaTmHa

2. [lBa TenbLUa N0/1I0BOro XpOMaTUHA

3. Tpu Tenbua N0N0BOro XpOMaTUHA

4. YeTblpe TenbLa NONIOBOro XxpomMmaTuHa

5. Tenbua N0N0OBOro XpOMaTUHA OTCYTCTBYIOT

A-1;b6-5

A-1;b-2

A-4;B -5

A-3;b6-1

A-1;b6-3

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/IeHHbIMU NO3ULMAMN. [na KaxK[oro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)xablih npOHYMepOBaHHbIW 3/1eMeHT MOXeT 6biTb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. UccnepoBaHue

A. B KneTtkax BarMHaaAbHOTO 3NUTE/INA 340P0BOM XEHLMUHbI UMeeTCA:

b. B comaTUYeCKMX KNeTKax 340pO0BOro My*KUYUHbl UMeeTCA:

Pesynbrar

1. OpHo Tenbue bappa

2. ABa Tenbua bappa

3. Tpu tenbua bappa

4.Yetbipe Tenbya bappa

5. Hn ogHoro Tenbua bappa

A-1;b6-5

A-1;B6-2

A-4; b -5



A-3;b-1
A-1;b6-3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3MuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
Ka)kablih npOHYMepOBaHHbIN 3/1eMEeHT MOXKeT 6biTb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. UccnepoBaHue

A. O6paboTKa Ky/IbTypbl KNETOK TIMNOTOHUYECKMM PacTBOPOM Heobxoamuma:

b. KonXUuMH npu npuroTtoBieHMN XpOMOCOMHbIX NpPenapaToB UCNO/Ib3yeTcA:
Pesynbrar

1. Ana ysennyeHmna mmto3os

2. AnA 3a4epKKU AenaWmxca KNeTok Ha ctagum metadasbl

3. AnAa HaKoN1eHUA KNEeTOK, HaXxoaAaLunxXca B cTagum metadasbl

4. na nonyyeHna xopowero pazbpoca xpomocom

5. AnA nyywero oKpalmMBaHUA XPOMOCOMHDIX NpenapaTos

A-2;6-3

A-4;b6-2,3

A-4;b -3

A-1;6-3,4

A-4;6-3,5

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBleHHbIMU NO3UumMAMU. lna KaXXaoro
6yKBEHHOr0 KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kablit nNpOHYMepOBaHHbIN 3/1eMEeHT MOXeT 6biTb BbiIOpaH 0auH pa3, 6onee ogHoro
pa3a unu He Bbi6paH HU pa3y.

UccnepoBaHue:

A. Npun puddpepeHunanbHOM OKpaIMBaHUN MmeTadasHbIX XPOMOCOM MOKHO
06HapyXuTb:

b. NMpu anddepeHumanbHOM OKpaWMBaAHUU NpomeTadPasHbIX XPOMOCOM MOXKHO
06HapyXuTb:

Pesynbrar:

1. 200 G-cermeHTOB

2. 350 G-cermeHTOB

3. 600 G-cermeHTOB

4. 800 G-cermeHTOB

5.1200 G-cermeHTOB

A-1;b6-5

A-4;b -1

A-2;b-3

A-2;6-4

A-1;,6-4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaB/leHHbIMU NO3nLMaAMU. [INA KaXKa0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kaxkabi NpOHYMepOBaHHbIN 3/1IEMEHT MOXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHOro



pa3a unu He BbibpaH HU pa3y. MoneKyAbl
A. PHK

b. AHK

CpepHAA macca B 04HOMN KNeTKe
1.10-30 nr

2.5Hr

3.3nr

4.10r

A-1;6-3

A-1;B6-2

A-1;6-4

A-3;6-4

A-2;6-4

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UuUMAMU. lna KaXaoro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakabiii npOHYMepOBaHHbI 3iIeMeHT MOXKeT 6biTb BbiI6paH 0aUH pas.

Bua uccnepoBaHua:

A. bBuoxmmmnueckoe uccnegosaHume

b. CneynanbHble bUoOXumunueckue Tecrbl

NMoka3saHua:

1. 3apeprKKa NCUXNYECKOro Ppa3BUTUA B COMETAaHUM C NPU3HAKAMM MOYEKUCNOro anartesa
2. OnurodppeHuns B coyeTaHum c obLieit ANCNNaCTUYHOCTbIO

3. OtcraBaHue B PU3NYECKOM Pa3BUTUM, FrenaTtocnieHomeraama, HenepeHoCMMocCTb
KaKuX-1Mbo nuieBbiX NPOAYKTOB

4. PacTOpMOXXEHHOCTb, HapyLleHue noBeAeHns, MMbeLnnbHOCTb, HeO6bIYHbIN 3anax
mouun 5. MoBTOpHbIE CIy4an XPOMOCOMHbIX NepecTpoeK B cembe

A-1,2;6-3,4,5

A-2,3;6-1,5

A-1,2,3;6-4,5

A-1,2,3;6-4

A-4;,6-1,2,3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU No3nuMaMu. 1na Kaxaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIU 3/1IEMEHT.
Kakablit npoOHYyMepOoBaHHbI 3/1IeMeHT MoXKeT 6biTb BbiIbpaH oguH pa3, bonee ogHoro
pa3a unun He Bbl6paH HU pasy.

Cpok ansa npoBegeHusn (Heaena 6epemeHHOCTH)

A.9-11-1

b.11-18-a

Bupa metona npeHaTasibHOW ANArHOCTUKM:

1. XopnoHbuoncus

2. NnaueHTob6Moncua

3. AMHUOUeEeHTEe3

4. KopaoueHTes



5. deTtockonua
A-3; b6 -2
A-5;,b-2

A-1; 6 -5

A-1; 6 -2
A-1;6-4

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaB/IeHHbIMU NO3ULMAMU. [lna Kaxkaoro
6yKBEHHOro KOMNOHeHTa BbibepuTe COOTBETCTBYIOLMIA MPOHYMEPOBAHHbI 3/1IEMEHT.
KaxkabI NpOHYMepOBaHHbIW 3/1IeMeHT MoXKeT bbiTb BbiI6paH oAMH pas, 6onee ogHOro
pasa unu He BblIbpaH HU pasy. Mpouecc

A. TpaHcKpunuua

b. TpaHchauus

OnpepenexHune

1. CuHTe3 mPHK Ha matpuue AHK

2. YpaneHue nHTpoHoB u3 nepsuyHoro PHK-TpaHcKpunTta

3. CoeguHeHMe 3K30HOB B KOHUe co3peBaHna mPHK

4. Cunte3s 6enka Ha maTtpuue MPHK Ha pubocomax

A-3;b6-2

A-3;6-4

A-1;b-2

A-1;6-4

A-1;6-3

YcTaHOBUTE COOTBETCTBUE MEeXKAY NpeACcTaB/IeHHbIMU NO3ULMAMU. [na KaxK[oro
6yKBEHHOro KOMNOHEHTa /1eBOW KOJIOHKU Bblbepute cCOoTBETCTBYIOLLME
NPOHYMepPOBaHHbIE 3/1eMeHTbl NPaBOM KONOHKU. KaXKablii NpOHYMepPOBaHHbIN 3/1eMeHT
NpaBoii KOJIOHKU MOXKeT 6biTb BbiI6paH 0AKH pa3, 6on1ee 0g4HOro pa3a UaKM He BbiI6paH HU
pasy. [lnarHos

A. Mykosucumngos

b. Auctpooduma AoweHHa

OcHoBaHMe ANA NOCTAaHOBKU AMArHO3a

1. Pe3ynbTaTbl FIMCTONIOrMYECKOro UccaeaoBaHuUA

2. KnnHuyeckue cuMmnTombl, onpeaesieHue KOHUEHTpaLuumM MOHOB HAaTPMA U X10pa B
NOTOBOM }KUAKOCTU

3. HeBponorunyeckaa cMMNTOMAaTUKa, BpeMA Havyaza U XapaKrtepa Te4eHusa, usmepeHue
YPOBHA KpeaTuHUMHPOCPOKUHA3bI B CbIBOPOTKE KPOBU

4. TUNUYHDbINA BHELWHWIA BUA, AaHHbIE 31eKTPOPU3INO0OTMUECKUX UCCIe[0BaHUNA U
MONIEKYNAPHO-TeHeTUYECKUX MeTo40B

A-1;b6-1,2

A-1;b6-2,4

A-2;6-3,4

A-4,6-2,3

A-2,4;,6-3,4



YCcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBleHHbIMU NO3UumMAMU. [na KaXaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kaxkabii NpOHYMepOoBaHHbIW 3/1IeEMEHT MOXKeT bbiTb BbiIBpaH oaMH pas, 6onee ogHoOro
pa3a unu He BbibpaH HU pa3y. MeHbl

A. KogomunHaHTHbIE

b. JOMUHaHTHbIE

B. PeueccusHble

OnpepeneHune

1. F'eHbl, He 3aBUcALWME OT PYHKLMUOHANBHOTO COCTOAHUA APYroro annenbHOro reHa
2. FeHbl, nposaBAAOWME CBOIO aKTUBHOCTb B O4UHAKOBOM CTENeHun

3. leHbl, aKTUBHOCTb KOTOPbIX NOAABNAETCA HEaNe/IbHbIMU FTEHaMU

4. l'eHbl, 3aBucaLme ot PyHKLUOHANIbHOTO COCTOAHUA APYroro ansesibHoro reHa

5. l'eHbl, OKa3biBalowWwme nogasnaowmii 3pPeKT Ha HeannenbHbIe reHbl

A-2;,6-1;B-3

YcTaHOBUTE COOTBETCTBUE MEXAY NPeACTaB/leHHbIMU NO3NUMAMU. [INA KaxKAaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kablit npOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biTb BbiI6paH 0auH pa3, 6onee ogHoro
pa3a unu He Bbi6paH HU pa3y.

leHbl

A. dnucratmyeckue

b. FTMnocraTnyeckue

OnpepenexHune

1. FeHbl, He 3aBucALMe OT PYHKLMUOHANIbHOTO COCTOAHUA APYroro annenbHOro reHa
2. FeHbl, npoaBaaOWMe CBOIO aKTUBHOCTb B 0A4UHAKOBOMW CTENEHMU

3. FeHbl, aKTUBHOCTb KOTOPbIX NOAABAAETCA Hean/1e/iIbHbIMU FreHaMU

4. l'eHbl, 3aBucaLme ot PyHKLUOHANbHOTO COCTOAHUA APYroro ansesibHoro reHa

5. FeHbl, OKa3biBalowme nogasnatowmii 3¢pPeKT Ha HeanneNbHbIE reHbl

A-55b5-3

A-1;b6-5

A-3;b6-3

A-5;6-4

A-1;6-4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMU No3uumMamMun. Ana KaxKaoro
6yKBEHHOr0o KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kakabl NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbiI6paH 0aMH pas, 6onee ogHoOro
pa3a unu He Bbi6paH HU pa3y.

MyTauus:

A.leHHan

b. leHOMHan



B. XpomocomHan

OnpepenexHune

1. MyTtauusa, obycnosneHHana BO3aeUCTBUEM XMMUUYECKOTO AU pU3nUecKoro ¢pakropa

2. MyTtauumsa, npu KOTOPOIA USMEHAETCA YUC/I0 XPOMOCOM NPU COXPAHHOCTU UX CTPYKTYPbI
3. MyTauums, npu KOTOPOIA USMEHAETCA KOIMYeCTBO U NoC/1eA0BaTe/IbHOCTb
HYKN1€e0TUAO0B B Npeaenax oAHOro reHa

4. MyTtaumsa, npu KOTOPO NU3MEHAETCA CTPYKTYpPa XPOMOCOM NMPU COXPAHHOCTU UX
Koaunyecrea

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM NO3UuMaAMU. A KaXKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kakablit npoHyMepOoBaHHbI 3/iIeMeHT MOXeT 6biTb BbiIbpaH 0guH pa3, 6onee ogHoro
pa3a unun He BblI6paH HU pasy.

Karteropua

A. K KaTeropuu M3onnAta OTHOCATCA COBOKYNHOCTM ocobeit npu KoappuumeHte
MMbpuaunHra:

b. K KaTeropmum naHMMKCUiA OTHOCAT COBOKYNMHOCTU 0coben npu KoapPpuumeHTe
MMbpuaunHra:

KoadppuumeHT umbpugutra

1.0,1-0,02

2.0,3-0,001

3.0,0001 - 0,00001

A-1;6-3

A-2;6-3

A-3;6-2

A-3;b6-3

A-2;6-4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3UuMaMU. A Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIU 3/1IEMEHT.
Kakablit npoOHYyMepOoBaHHbI 3/1IeMeHT MoXKeT 6biTb BbiIbpaH oguH pa3, bonee ogHoro
pa3a unu He BblIbpaH HU pa3y. lpynna xpomocom

A. UutoreHetnyecku B rpynny D BXxoaAaT Xpomocombl:

b. LiuToreHeTnuecKku B rpynny E Bxoaat Xxpomocombi: Xpomocombl

1.10-12
2.13-15
3.16-18
4.19-22
5.1-3

b6.A-3;6-5



B.A-3; 5 -4
A A-2;B-1
rA-2;6-3
0.A-2;B5-5

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/ieHHbIMU NO3UumMAMU. lna KaXaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih npOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biTb BbiI6paH 0auH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. TepmuH

A.letepo3uroTta

b. lomo3urora

B. 3uroTa

OnpepeneHune

1. AunnongHana ocobb, umelow,as ABa pa3HbIX aNzeNna no AaHHOMY reHy

2. AunnomnaHan ocobb, Mmelow,an ABa OAMHAKOBbIX annens no gaHHOMY reHy

3. KnetouHas cTpyKtypa, o6ecneumnBalowas pacxoxaeHMe XpoMmoCoOM BO Bpemsa MUTO3a
WAK Meno3a

4. NpeobnapaHue B peHOTUNE OAHOrO aniensa Hag Apyrum

5. Knetka c gunnonagHbim Habopom Xpomocom, BOSHUKAIOLW,AA NPU CIMAHUM ABYX rameT
A-1;6-2;B-5

A-1;6-2;B-4

A-1;6-4;B-5
A-4;6-5;B-1
A-1;6-5;B-3
YcTaHOBUTE COOTBETCTBUE MeXKAyY npeacTaB/eHHbIMU No3UumuaMU. lna Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabi NpOHYMepOoBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiI6paH 0aMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. ABneHue

A. Neneuun

b. Aynankauua

B. UHBepcua

OnpepeneHune

1. KpaTtHoe yBennyeHune Xxpomocom

2. Hannume nuwiHet XxpoMmocombl B KapuoTtune

3. MNepemeweHne reHeTUUECKOro MmaTepuasna n3 og4HOM XpOMOCOMbI B APYryto

4. MNoTtepAa y4acTKa XpOMOCOMbI UIU XpOMaTUAbI

5. YpBOEeHMe y4acTKa XpomMmoCOMbl

6. BHyTpMXpomocomHasn nepecTtpouKa, Nnpu KOTopoi ee pparmeHT NOBOpaYnBaeTca Ha
180 rpapgycos

A-1;6-2;B-5



YcTaHOBUTE COOTBETCTBUE MeXAY NpeAacTaB/leHHbIMU NO3UumMAMU. lna KaXaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih npOHYMepOBaHHbIW 3/1eMeHT MOXKeT 6biTb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. ABneHune

A. Nonnnnongua

b. Moaucomusn

B. TpaHcnoKauus

OnpepeneHune

1. KpaTtHoe yBennyeHue 4ymcia Xxpomocom

2. Haanume nnwHen xpomocombl B Kapuotune

3. MepemeweHne reHeTUYECKOro maTtepmuana us 04HOM XpOMOCOMbI B APYrylo

4. MNoTtepA y4acTKa XpOMOCOMbI U1 XpOMaTUAbI

5. YaBOeHUue yyacTKka XpomoOCOMblI

6. BHyTpMXpomocomHasn nepecTtpomnKa, Npu KOTopoi ee pparmeHT NOBOpaYmnBaeTca Ha
180 rpapgycos

A-1;6-2;B-3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaB/NeHHbIMU NO3ULMAMN. [na KaxK[oro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoHYyMepOoBaHHbI 3/iIeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unun He BbibpaH HU pasy.

MoneKynbl

A. OHK

b. PHK

dyHKUUMU

1. CoxpaHeHue HacneaCTBEHHOU MHPOPMaLMK B KNeTKe

2. Nepepaua HacneacTBEHHOM MHPOpPMaL UK

3. TpaHCNOPT aMUHOKUCNOT

4. CtpoutenbHblA maTepuan, Heo6xo4UMbINA ANA }KU3HU KNETKU

5. dHepreTnyeckaa cMcTema KNeTku

A-1;6-5

A-1;6-1,2,3

A-2;6-1,3

A-1;6-2,3

A-1,3;6-5

YcTaHOBUTE COOTBETCTBUE MeEXKAY NpeAcTaBAeHHbIMU No3nuMaMU. [INA Kaxaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOL U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kaablit npoHyMepOoBaHHbI 3/1IeMeHT MoXKeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He Bbi6bpaH HU pa3y. NocnesoBaTenbHOCTb



A. DK30H

b. UHTpOH

OnpepeneHune

1. KogoH mPHK

2. EAMHMUA TpaHCKpUNUMun

3. YYacToK reHa, KogmMpylowmum 4actb nocnegosatenbHocT 3penovt MPHK
4. NMocneaoBaTeNbHOCTb, PAaCNO/IOXKEHHAA A0 CTaPTOBOIA TOUKU TPAHCKPUNL UK
5. YYacToK reHa, He KOAUPYIOLWMUIA Nocieao0BaTeNbHOCTb 3penoit MPHK
A-4; b -5

A-4;b6-1

A-3;6-4

A-3;b6-5

A-3;B6-2

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU No3nLMaAMU. [INA KaXKao0ro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoHyMepOoBaHHbI 3/iIeMeHT MOXeT 6biTb BbiIbpaH 0guH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. XpOMOCOMHbI Habop

A.FannounaHbii

b. AunnouagHbIn

B. TpunaoungHbiii

Yucno xpomocom

1.22

2.23

3.46

4.47

5.69

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3UuMaMU. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIU 3/1IEMEHT.
Kakablit npoOHYyMepOoBaHHbI 3/1IeMeHT MoXKeT 6biTb BbiIbpaH oguH pa3, bonee ogHoro
pasa unu He BblI6paH HU pasy. Mon yenoseKka

A.lTeTeporameTtHbiii

B. fomorametHbIit

Ana Koro xapakrepeH

1. My»cKoro nona

2. }eHcKoOro nona

3. My)XCKOro M }KeHCKOoro nona

4. C Kapuotunom 47, XXy

5. C kapuotunom 45, X0



A-1;6-4
A-1; b -2
A-1;6-2,4
A-2;b6-3,5
A-2;B5-5

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBIeHHbIMM NO3UuMaAMU. A Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kakabiit npoOHyMepOoBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, bonee ogHoro
pa3a unu He BbibpaH HU pa3y. 340POBbIA YENOBEK

A. MyKuunHa

b. eHwuHa

XpomocomHbIit Habop

1. iBe xpomocombi X

2. iBe xpomocombl X un ase xpomocombl Y

3. AiBe xpomocombi Y

4. 0aHa xpomocoma X U ogHa xpomocoma Y

5. Tpn xpomocombi X

A-4;b -1

A-1;b6 -4

A-4;b -3

A-1;6 -2

A-3;b6-5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3MuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih npOHYMepOBaHHbIW 3/1eMeHT MOXKeT 6bITb BbiI6paH 0auH pa3, 6onee ogHoro
pa3a unun He BblbpaH HX pa3y. Xpomocombl

A.X

B.Y

Tunbl Xxpomocom

1. CybmeTaueHTpUK cpeaHero pasmepa

2. Manbiit meTaueHTpUK

3. KpynHbli1 akpOUEHTPUK

4. KpynHbIA MeTaueHTPUK

5. Manbiv aKpoUEHTPUK

A-1;b6-5

A-1;b6-4

A-1;b6-3

A-4;b -1

A-1;b -2

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaB/leHHbIMU NO3ULMAMU. [INA KaXKA0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kaxkabi NpOHYMepOBaHHbIW 3/1IeEMeHT MOXKeT bbiTb BbiI6paH oAMH pas, 6onee ogHOro



pa3a unu He BbibpaH HU pa3y. MeHbl

A. NMpOTOOHKOreHbl

b. FeHbl-cynpeccopbl ONyxoiesoro pocra

OnpepeneHune

1. Mo3uTUBHbIE PEerynaTopbl, CTUMYAUPYIOLLUE Ae/IeHUE KNeTKU
2. HeraTuBHble perynaTtopbl, NPenATCTBYIOWMUE AE1EHUIO KNETKU
3. He MmeloT OTHOLWEHMUA K AeNIEHUIO KNEeTKU

4. MoneKynbl, ycunusatlouime aeuctsme apyrux 6enkos
A-4;b6-1

A-1;6-4

A-1;B6 -2

A-1;B6-3

A-3;6-4

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/NeHHbIMU NO3ULMAMU. [lNa KaxK[oro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kakablit npoHyMepOoBaHHbI 3/iIeMeHT MOXeT 6biTb BbiIbpaH 0guH pa3, 6onee ogHoro
pa3a unu He BblbpaH HU pa3y. OnpepeneHue

A. ®parmeHT 04HON XPOMOCOMbI NPUCOEAUHAECTCA K NOBPEXAEHHOMY KOHLY ApPYyrou
b. Pa3pbiB Xxpomocombl B ABYX MeCTaxX U nocaeayioliee coeguHeHue 3Toro pparmeHra,
HO ¢ noBopoTom Ha 180 rpaaycos fiBneHue

1. Ffannounauns

2. Tetpannongusa

3. Jeneuun

4. UuBepcua

5. TpaHcnokauus

A-1;6-4

A-5; b6 -3

A-5;6-4

A-4; b -1

A-2;6-4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBNeHHbIMU No3MuMaMmun. Ana Kaxkaoro
6yKBEHHOr0 KOMNOHEHTA Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabl NpOHYMepOBaHHbIN 3/1IeMeHT MoXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. HacnheacTBeHHble 60n1€3HU

A. bone3Hb lNowe

b. bone3Hb HuUmaHa-lNMuka Tun A B

B. bone3Hb Tea-Cakca

B HepBHbIX K/J1IeTKax HaKanaMBaeTca

1. CpuHrommenuH

2. lMaHrnanosng GM1

3. MaHranosng GM2

4. MaHHO030-6-pocdar

5. FnoKouepebposup,



YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMM NO3UuMaAMU. A KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kaxkabii NpOHYMepOBaHHbIW 3/1IeMEHT MOXKeT bbiTb BbiI6paH oaMH pa3, 6onee ogHoOro
pa3a unun He BbibpaH HU pa3y. HOBOPOXKAEHHDbIN

A. 1oHOWEeHHbIN

b. HepoHOLWEHHDbIN

Cpoku 3abopa KpoBU ANA CKPUHUHIA

1. Cpa3y nocne poxkgeHua

2. B nepBblii A€Hb XU3HU

3. Ha ueTBepTbIN AEHb XKU3HU

4. NMocne 10 gHEeW XU3HU

A-3;6-4

A-2;b -4

A-1;b6 -4

A-4;b -1

A-3;b -2

YCcTaHOBUTE COOTBETCTBUE MEXAY NPeACTaB/leHHbIMU NO3NLMAMKU. [NA KaxKA0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)xablit npOHYMepOBaHHbIN 3/1eMEeHT MOXeT 6biTb BbiIOpaH 0auH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. OnpegeneHue

A. OTparKaloLime paccToOAHUA MeXXAy reHaMmu U 1I0Kycamm

b. Mo3BonsaowWwMe NOKaNN30BaTb reH Ha XPOMOCOME U/IU B ee JIOKyce

B. Umetowme Hanbonbllee paspeLlueHne

Tun KapTbl

1. HykneotngHble

2. leHeTU4YeCKMue

3. dPusunyeckue

4. XpoMmOCOMHbIE

5. PecTpUKUMOHHDbIE

A-2;,6-1;B-3

A-2; b
A-2; b
A-4; b
A-4; b

’

-4;B-3
-1;B-4
-1;B-2
-3;B-5

)

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



BeKTOpHaA eMKOCTb:

A. Hanbonbluas;

b. HammeHblan.
BeKTOpHble KOHCTPYKLUU:
1. PeTpoBUpYyCHbIE ;

2. darosble;

3. Ha ocHOBe UCKYCCTBEHHbIX XPOMOCOM APOXKIKEMN;
4. MnasmupHoble;

5. KocmugHoie.

A-1;6-3

A-2;6-1

A-1;6-4

A-3;6-4

A-1;6-2

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3nLMaAMU. [INA KaXKa0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabi NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiI6paH 0AMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. MepecTpoiKa y HocuTena

A. C6banaHcMpoBaHHaA peuunpoKHaA TPAHCA0Kauma

b. Po6epTcOHOBCKOMUTPAHCAOKaLUn

Konanuectso ramer

1.6
2.4
3.8
4.2
5.1
A-2; b6 -3
A-1;b -2
A-1;6-4
A-2;b6-1
A-3;6-1

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3UuMaMU. A Kaxkaoro
NPOHYMEpPOBaHHOIO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIOpaH oa4MH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
Tun HachepoBaHuA:

A. AYyTOCOMHO-PEeLEeCcCUBHbIN TUN;

B. AYyTOCOMHO-40MWHAHTHbIM TUN.

3aboneBaHue:

1. BpoxkaeHHble NOPOKU cepaua;

2. Muoguctpodusa [ioweHHa;

3. NMunopocrteHo3s;

4. deHUNKETOHYpUA.

5. Heitpopubpamoros.



A-4;b6-2,5
A-4;b -6
A-4; b -5
A-2;b-5
A-3;B6-5

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMM NO3UuMaAMU. A KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kaxkabii NpOHYMepOBaHHbIW 3/1IeMEHT MOXKeT bbiTb BbiI6paH oaMH pa3, 6onee ogHoOro
pa3a unun He BblibpaH HU pa3y. 3aboneBaHue

A.lFemodpunus

b. bonesHb PeknunHrayseHa

B. lTMnepToHuyeckana 6onesHb

Tun HachepoBaHuA

1. PeueccuBHbIi, cuenieHHblI ¢ X-XpOMOCOMOM

2. LOMUHaHTHbIN, CLuEeneHHbIN ¢ X-XpoMmocomon

3. AYTOCOMHO-peLecCUBHbIN

4. AYTOCOMHO-A0MWHAHTHDbIN

5. MoaureHHbIN

A-2;6-5,B-2

A-3;6-5;B-2

A-1; b6 -4;
A-1; b6 -4;
A-3; b - 5;

B-3
B-5
B-4
YCcTaHOBUTE COOTBETCTBUE MEXAY NpPeACTaB/leHHbIMU NO3NLMAMU. [NA KaxKAaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabi NpOHYMepOoBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiI6paH 0aMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. 3aboneBaHue

A. MNonHana TecTUKynApHaa pemuHU3aLumA

b. HenonHasa TectTukynapHaa pemmHmnsauma

Bo3pact maHudecrayumn

1. Mepuog HOBOPOXKAEHHOCTU

2. MepBbiii roa }KuUsHu

3. NMepBoe pecatTunetne

4. NMepnoa NoNOBOro cospeBaHusA

5. 3penblit Bo3pact (nocne 30 ner)

A-4;b-1

A-1;6-5

A-1;6-3

A-1;b-2

A-3;6-1

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumamun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa Bbl6epuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.



Ka)xablit nNpOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biTb BbiIOpaH 0aAuH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. 3aboneBaHue
A. Mporpeccupylowan mbievyHasa guctpodpus
b. ®akomaTto3

MpuHUMNbI NeyeHnn

1. 3TMonoruueckunia

2. MaToreHeTU4ecKkui

3. 3amecTUTeNnbHbIN

4. CAMNTOMATUYECKUA

5. He nopgpatotca neyeHuio

A-4;b -1

A-1;b -2

A-1;b6-5

A-4;b -4

A-2;,6-3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaB/eHHbIMM No3MuMaMun. Ana Kaxkaoro
NPOHYMEPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIbpaH o4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
CuHpgpom:

A. Cunpgpom KnaitHdenbrepa;

b. CuHapom TepHepa.

HapyweHue nonoBoro passurua:

1. Hepopa3BuUTre MONOYHDIX Kenes;

2. AHOManbHOeE pa3BUTUE MATKU U Baranuwa;

3. AUYHUKM He onpeaenatoTcs;

4. AmeHopes.

A-4;6-2,3

A-1;b6-4

b-1,2,3,4;

A-5;6 -3

A-1,2; 6 -3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3UuMaMU. A Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIU 3/1IEMEHT.
Kakabiii npoOHYyMepOoBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, bonee ogHoro
pa3a unun He Bbl6bpaH HU pasy. FeHbl

A. TeHbl "h NPOTOOHKOreHbl

b. leHbl-cynpeccopbl onyxoneun

Xapaktepuctuka

1. MoryT akTMBMpOBaTbCA amnanduKaymen, TpaHcAoKaumuei unn mytaumein reHa

2. NoTtepa pyHKUUM BeaeT K pa3BUTUIO ONYXONU

3. MpuUCcyTCTBYIOT B KN1E€TKaX 34,0POBbIX 1I04EN

4. ABnA0TCA ayTOCOMHO-A0MMUHAHTHbIMU

A-1;b -2



A-1;6-3,4
A-1,3;6-2,3,4
A-3;b6-1
A-1;6-2,4

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACcTaB/IeHHbIMU NO3ULMAMN. [na KaxK[oro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih npOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biTb BbiI6paH 0auH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. 3aboneBaHue

A. CuHapom Bunbamca

b. Cunapom Aun-AxKopaKu

B. CuHgpom Cmuta-MareHuca

. Cunpgpom Mpapepa-Bunnu

Deneuyunsn

1.22q11

2.17p11.2

3.7q11.2

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaB/leHHbIMU No3nuMamMmu. 1na Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabi NpoOHYMepOoBaHHbIW 3/1IeEMEHT MOXKeT bbiTb BbiI6paH 0aMH pa3, 6onee ogHOro
pa3a unu He BblbpaH HU pa3y. CpoK gna nposeaeHnn (Hegena 6epemeHHOCTH)
A.11-12-7

b. 16-20-a

Bupa metona npeHaTasibHOW ANAarHOCTUKMU

1. OnpeaeneHune B CbiIBOPOTKe KpoBUu bepemeHHo AN

2. HeKOHBIOrMPOBaHHbI 3CTPUON

3. PAPP-A

4. Xr4y

5. XopuoHbuoncua

A-5;6-1,2,4

A-3;6-1,4

A-3;6-1,2,4

A-1;6-2

A-3;6-5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumamun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa Bbl6epuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbINU 3/1IEMEHT.



Ka)kablit npOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biITb BbiIOpaH 0aAuH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. CuTyauusn

A. 30-neTHAA XKeHLWMUHA, B aHAMHe3e PoXAeHne MepTBoro pebeHka ¢ MHOXeCTBEHHbIMU
nopokamm pa3Butua (NONNMAAKTUAMUA, paclLeinHa HEGA, NOPOK cepAaLa) M HOPMAZIbHbIM
KapuoTtunom

b. B cemeiiHOM aHamHe3e munoguctpodpua AoweHHa, bepemeHHasn - HOCUTENbHULA
cemeiHOM aeneuun B reHe AUCTpoduHa

B. Y nnoaa Ha 9-¥ Hegene rectauum npu Y3U o6HapyX1unm yBenimiueHne ToNLMUHbI
LeMHOMN CKNAaAKN, aTPE3UI0 MU CTEHO3 ABEHAALATUNEPCTHOMN KULLKK

l. 25-neTHAA }KeHWMUHa o4eHb 06ecnoKoeHa BO3MOXXHOCTbIO poXKaeHua pebeHKa ¢
cuHapomom AayHa. UHAMBUAYaNbHbIA U ceMmenHbIM aHamHe3 6e3 ocobeHHocTeN

L. 36-neTHAA }XeHWMHa Ha 14-1 Heaene 6epemMeHHOCTH

MeTopa npeHaTaNbHO ANArHOCTUKMU

1. Buoncua BOpCHUH XOPUOHa

2. OnpepaeneHune KoHUeHTpauuu APl B CbIBOPOTKE maTepum

3. AMHUOUeHTe3

4. NletanbHoe Y3U

5. KopaoueHTtes

A-1;6-4;B-5;I-2,4;,4-1

A-1;6-2;B-5;I-4;,4-1,5

A-4;6-1,2;B-1,3,5;T-2,4;,4-1

A-4;,6-1,3,5;B-1,3,5;T-2,4;,4-3

A-2;6-3;B-1,2;I-4;,4-1,5
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