3nech mocJie10BaTeJIbHO NMPeICTABJICHbI BONPOCHI M0 CIIENHATBLHOCTH
""JlabopaTopHasi reHeTHKaA"'.

CunepBa naér nepBasi KaTeropus, 0TOM BTOPasi, IOTOM BbICIIAA.

Caestano 310 17151 OBICTPOro MOUCKA HY?KHOT'0 BAM BOIIPOCA U OTBETA.

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

Mone3Hble ccbinku:

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

2) TecTbl ana akkpeamTtaumm «freHetnka» (3600 Bonpocos)
https://medik-akkreditacia.ru/product/genetika

ONnAa poKasatenbcrsa MynbTu¢aKTOpMaibHOM NpUpoabl 601e3HU UCNONDb3YIOT BCe
nepeyuncsieHHble MeToAabl, Kpome:

6/1M3HEeL0BbIN;

LNTOreHEeTUYECKUN;

nccneoBaHMe accoumaLnMm reHeTUY4eCKMX MapKepoB € 601e3HbIo;
KNMHUKO-TeHeanormM4yeckuii;

NONYAALNOHHO-CTAaTUCTUYECKUIN

Kputepuamwm gna BKAOYEHUA NATO/I0rMK B NPOrpamMmmy MaccoBoro 6Moxmmumueckoro
CKPUHWHIA HOBOPOXXAEHHDbIX ABNAIOTCA BCe NepeynceHHble, Kpome O4HOro:
Bblpa*KeHHbIN KANHNYECKNI noanmopdusm 6onesHu.

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

TAXKECTb NOPaAXKeHUA C HeoHpPaTUMbIMK NOCNEACTBUAMM B BUAE UHBANNAM3ALUN UIN
pPaHHEN cmepTy;

BO3MOHOCTb MPOCTOM, HaAeXHOW (4yBCTBUTENbHOM, cneumdpuryHoi, bes
NIOXKHOOTPMULATENbHbIX PE3Y/IbTaTOB) M SIKOHOMUYECKN ONpPaBAAHHOM ANArHOCTUKN B
OOKNINHMYECKoM cTagmm 3aboneBanus;

BO3MOHOCTb NAaTOreHeTUYeCKOM AN MHON 3PHEKTUBHOM KOPPEKLIMN BbISBAEHHOTO
HapyLlleHus;

Ha monekynapHom ypoBHe TeaAoMepa COCTOUT U3:
CTPYKTYPHbIX FEHOB;


https://medik-akkreditacia.ru/product/genetik_lab/
https://medik-akkreditacia.ru/product/lab_genetika/
https://medik-akkreditacia.ru/product/genetika/

nosTopsaowenca nocnegosatenbHoctn -TTAGGG-.
anbda-caTeN/INTHbIX NOC/1eA0BaTE/IbHOCTEN;
GC-6oraTbix nocneaoBaTe/IbHOCTEMN;

pacceAHHbIX NOBTOPOB;

CpeaHAA ANnHA 3K30HA B 6e/10K-KOAUPYIOLWMX reHaxX YeN0BeKa B Napax HyKaeoTnaax
cocTaBnfer:

37;

525;

170;

200;

1587.

B ocHOBe KN1eToO4YHOro oHKOoreHesa MoryT 1eXKaTb cneaylowme usmeHeHuA:
CTPYKTYPHbIE XPOMOCOMHbIE NePEeCTPOMKHU;

BEpPHO Bce.

yBe/IMYeHMEe KOMUIM OHKOTeHa;

n3meHeHune nocnegosatensHoctn JHK B OHKOreHe;

n3meHeHue nocnepgosBatenbHoctTn [AHK B NpOTOOHKOreHe;

Y10 M3 NpeacTaBNeHHOro ABAAETCA OHKOCynpeccopom?
ADD1;

BRCA1;

IL28B;

CFTR;

AZF.

Y10 M3 NpeacTaBNeHHOro ABAAETCA 1eiAEeHOBCKOW MmyTaumuein?
F2:20210 G>A;

F5:1691 G>A;

ITGA2: 807 C>T;

FTO: IVS1 A>T;

NNokyc 8g24_Rl.

Ons BO3SHUKHOBEHUA po6epTCOHOBCKOUTPAHC/I0KaLMn Heobxoamum:
He MeHee TPEX XPOMOCOMHbIX Pa3pbiBOB;

XPOMOCOMHbIE Pa3pbiBbl HE HYXKHbI;

OAMH XPOMOCOMHbIWN pa3pbiB;

ABa XPOMOCOMHbIX Pa3pbIBa;

MHOX€eCTBEHHbIE XPOMOCOMHbIE Pa3pbiBbl

Monvumopdunam KaKoro reHa MoKeT CIYXKUTb NPUUMHOM NPEeSPACNON0KEHHOCTU K
rmnepToHun?

AGT;

UGT1A1;



Chek2;
NOD;
VDR.

BoNbLWKWHCTBO HAacNeACTBEHHbIX HapyLl.IEHI/Iﬁ meTabonunsma 06YCIIOBIIEHOZ
AOMUNHAHTHbIMU T€HaMW,

peuecCuBHbIMUN reHaMMU,

LI,MTOI'Iﬂa3MaTl/I‘-IeCKOl‘/1 HacneaCcrBeHHOCTbIO;

XPOMOCOMHbIMU TOPNCOMUAMMU,

TepaTOreHHbIMU BO3LI,el‘/JICTBMFIMM.

K areHTam, Bbi3blBalOLWMM FreHHble MyTaLunu, OTHOCUTCA BCe, KpOMe:
Kpaxmann.

a30TMCTan KUCNOTa;

aKpUAMHOBbIE KpacuUTenu;

aNKUAMpPYoLIME COeANHEHMUS;

JIYYN PEHTTEHa;

CuenneHo ¢ X-xpomocomoun Hacneaytotca 3abonesaHua:
beHnNKeToHYpUS;

6onesHb [layHa;

remodunms;

OANBTOHU3M;

CMHApPOM DaBapAca.

I'Ipuqm-loﬁ BO3HUKHOBEHUA HaCcNeACTBEHHbIX AE¢EKTOB obmeHa aBaaAloTCA:
C6aflaHCVIpOBaHHbIe TPaAHCNOKaUuunn,

reHoOMHblIeé MyTaLUnNK;

M3IMEHEHUNE YNC/1a XPOMOCOM;

reHHble myTtauunu,

TepaTtoreHHble BO3,D,€VICTBMFI.

Mo>KHo roBopuTb 06 onpeaensaiowem 3HaueHUU reHeTuYeckux GaKkTopos B pa3BUTUU
nNpuU3HaKa Nnpu 3HaueHun KoapdpuumeHTa HacneayemocTu, paBHOM:

0,2-0,3;

0,8-1,0.

0,4-0,5;

0,5-0,6;

0,7-0,8;

MaccoBblit 6BUOXMMUYECKUIA CKPUHUHT Npeanoaaraer:

obcnepoBaHue getemn ¢ Cya0pPOXKHbIM CUHAPOMOM, OTCTaBaHUEM B MCUXOMOTOPHOM
Pa3BUTMK, Napannerven;

obcnepnoBaHue geten n3 yuperxkaeHni gna cnabosuaawimx;

obcnepoBaHMe HOBOPOXKAEHHbIX C LLe/1blo BblABAEHMA onpeaeneHHbIXx Gopm



HacneACcTBEHHOW NaTONOTMU B AOKAUHUYECKOW CTaanu;

nccnegoBaHMe KPOBU M MOUYM HOBOPOIKAEHHbIX Ha coaep¥aHue rMMKO3aMUHOTMIMKAHOB
(Mykononuncaxapunaos);

BCE NepeyncieHHoe.

Ona pnarHocTukmn 6onesHen, oNA KOTOPbIX MYTaHTHbIU FreH HEU3BECTEH U He
NIOKaNN30BaH, NpUMeHAeTcA:

CeMelHbI aHaAn3 rpynn cuenneHus;

npAMan AeTekumna ¢ UICNob30BaHNEM CneUndUYEeCcKUX MONEKYNAPHbIX 30HAOB;
MeToA cneunduyeckmnx pecTpuKkras;

NPSAMOM CUKBEHC;

NDA.

XpoMoOCOMHbIN HAbop XapaKTepHbIi ana cuHapoma KnaHdenbTepa cooTBeTcTBYET
BCEMY, Kpome:

45, X;

47, XXY;

46, XY/47, XXY;

48, XXXY;

48, XXYY.

BepHble Bce Nnepeuymnc/ieHHble yTBEPXKAEHUA OTHOCUTENbHO annenbcneynduuHom
rmépuansaumnm c OIMroHYKNEeoTUAHbIMU 30HAaMU, KPOME O4HOrO:

MOXET UCM0/1Ib30BaTbCA AN ANATHOCTUKM CEPNOBUAHO-KNETOYHOMN aHEMUU;

ONA ANArHOCTUKM aocTaTouyHo JHK HEeCKO/IbKUX YNeHOB CEMbMU;

HeobxoaAnMMOo 3HaHMe MyTaunun, obycnosamBaroLwen gaHHoe 3aboneBaHue;

nepepn Hayanom AHK-aMarHOCTMKM HEOBXOAMMO 3HaHME NOCNeA0BaTENbHOCTY;
3TOT ANATHOCTUYECKMIM MeTo 4 MPUMEHMM ANA HEOObLIOTO YMCNa FeHHbIX bonesHen.

MaccoBomy 6MOXMMHUUYECKOMY CKPMHUHTY NOANEeXUT 3aboneBaHue:
HenpodubpomaTos;

beHNNKeTOHYpPUS;

remoxpomaTos;

MyKOnoancaxapuaosbl;

MblLlIeYHana auctpodusa JoweHHa.

CuHapom [layHa BO3HMKaeT u3-3a HapyLleHusa B:
5 xpomocome;

NONOBbIX XPOMOCOMAX;

21 xpomocome;

15 xpomocome;

18 xpomocome.

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



BO3paCTaHMEeM YacCTOTbl HEPABHOMO KPOCCUHIOBEpa B rameToreHese y Hemo104blx
XEHLWNH;

06w mnm BO3pacTaHMEM YaCTOTbl TOYKOBbIX MyTaLMM Y KEHLWWH cTapuwe 35 neT;

BbICOKOM NPONPEPaTUBHOM aKTMBHOCTbIO OOTOHUEB, CONPOBOXKAAMOWeEeNcA owmnbKrkamm B
pabote AHK-nonnmepassl;

601bWON ANNTENBHOCTBIO CTaAUW ANKTUOTEHBI Y HEMONOAbIX XKEHLLWH,
COMPOBOXKAAOLLENCA POCTOM BEPOATHOCTM HapyLUEHUIM annapaTa BepeTeHa AeNeHuns;
HapyweHnem cuctemol penapauun AHK.

B nepBom 6paKe y }eHwuHbl 33 neT pogunca pebeHoK ¢ TpaHCAOKaLMOHHOU dopmou
6one3Hn flayHa. KapuoTtun xeHwmHbl 6e3 natonoruun. NMpu BTopom 6paKe co 340p0BbIM
MYXXUYMHOM B cnydyae bepemeHHOCTH el cheayeT NpoOBecTU uccaepoBaHue:

YpOBHS anbdpa-beTonpoTenHa;

KapuMoTuna nnoaa;

C MOMOLLbIO MONIEKYIAPHbIX 30HA0B;

MyTaLUN B reHe AncTpodunHa;

CNeKTpa aMMHOKMKCAOT

Mpu aHanuse metagpasHbIX NJIACTUHOK HAUAEHO 9 KNIeTOK C HOPMaaibHbIM KapuoOTUNOM
46, XX, a TaKKe gBe c Tpucommeit 21 xpomocombl. TaKTUKA Bpaya LLUTOreHeTUKa:
ANArHo3 YyCTaHOB/IEH - TPUCOMMUA MO 21 XpOMOCOoMe;

OVNArHO3 yCTAaHOB/IEH - HOPMa/IbHbIM KapMoTUn;

HeobXxo4MMO YBENNYUTb YNCI0 aHANN3MPYEMbIX MeTada3HbIX NIACTUHOK, a TaKKe
npuBAEYb METOAbl aHaNM3a MHTepda3HbIX A4ep C NOMOLLbIO cneymdmyHbiX 30HA0B JHK.
OMArHO3 YCTAaHOBEH - MO3anLU3M;

Heobxo4MMO NPOBECTU OHTOreHeTUYeCcKoe 0b6cneaoBaHue poamTenen;

CekBeHupoBaHuem cneayouiero nokoneHma (NGS) moxxHo nccnegosartb Bce
nepeymcnaeHHoe, Kpome O4HOrO:

AHann3 npoTteoma;

AHanu3 reHoma;

AHanun3 sKk3oma;

AHanun3 6akrepnoma;

AHanus reHa.

Ana ranakrosemuun 1 TMNna xapakTepHo:
MHOXeCTBEHHble MNOPOKMK;

pasBuUTME Ccencuca; u

KaTapaKTta; u

renaTomeranua c HapyweHnem GyHKUMN NeYeHu; 1
NOBbIWEHMNE KOHLUEHTPALMM rAaNaKTUTONA

ONnA pMarHoCTUKN reHOMHbIX MyTaLUii NPUMEHSAIOT:
meTon G-OKpacKu;
PYTUHHYIO OKPACKY;



meTon, C-OKpacKu;
MeTOoA, C UICNONb30BaHMEM PIIOOPECLEHTHDBIX KpacuTenen;
BCE NepeyvyncneHHoe.

MpumeHeHUe NeBOKapPHUTUHA C Le/1bl0 BbiBEA,EeHUA TOKCUYECKUX MeTabonutos
Hanbonee 3apPeKTMBHO NPU OpraHUYECKUX auuaypuax:

NPONMOHOBAan auMaypus;

6onesHb Mowe;

6one3Hb KaHaBaHa;

n3oBasiepMaHoOBan aumMaypms;

6onesHb Pabpu.

[OMarHo3 cMHAPOMa YMCTBEHHO OTCTa/I0CTU C IOMKOU X-XPOMOCOMOM OKOHYATE/NIbHO
NoATBEpPXKAAeTca Ha OCHOBaHUM:

pe3yNbTaTOB MNCUXOI0TMYECKOTO TECTUPOBAHUS;

pe3yNbTaToB BUOXMMMUYECKUX NCCNeA0BaAHUIA MOYM U KPOBMY;
MOJIEKY/IAPHO-TEHETUYECKOrO aHan3a;

AAHHbIX 3NeKTposHuedanorpaduu;

JAHHbIX CEMeMHOro aHamHesa.

FeHOMm, accounMmnpoBaHHbIM C pa3BuTem 6one3Hu Anburemmepa, ABNAETCA:
MGMT;

APOE;

BRCA;

IRF6;

PTEN.

Knaccnueckan popma peHUNKeTOHYpUM NeumnTca AUeToim C HUSKUM coaeprKaHuem:
dbeHnnrnMapasuHa;

dbeHnATINUNHA;

deHnnNanaHuHa;

2-4-pNHNTPOEHUNTNAPAZNHA;

METUOHMHaA.

OnAa nposBeaeHUA LUTOreHEeTUYECKOro aHa/1In3a UCNO/b3YIOT BCE NepeymncneHHoe,
Kpome:

nmmooumntbl nepudepmnyeckon Kposu;

buonTaT ceMeHHUKa;

KNEeTKM KOCTHOTO MO3ra;

KNETKN NeyeHw;

6uonTaT XopMoHa.

B reHeTUUYECKYIO0 KOHCY/IbTaLMIO 06paTUNach }KeHLMHA, MyXX KoTopoi 6oneH
remodpunmein. Kakoit puck gna geten oxxmaaertca B 3Tom 6paKe, ecnm U3BeCTHO, UTO
pPOAO0CNOBHAA CAMOM }KEHLLMHDbI N0 reMoPUINKU He OTATOLW,EHA?


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

BCE Ma/IbiMKK B6yayT 60NbHbI;

BCe AeTn byayT 340p0Bbl HE3aBUCUMMO OT MONA, HO AEBOYKM BYAYT HOCUTENBHULAMM reHa
remopumnunu;

NOJIOBMHA MaJIb4MKOB B6yayT 60NbHbIMY;

BCe AeBOYKM byayT 6ONbHbI;

No/IOBUHA AeBOYeK byayT HOCUTEIbHMLAMM NATONOMMYECKOrO reHa.

Mpwu WwunsoppeHnn KOHKOPAAHTHOCTb MOHO3UTOTHbIX 61n3Helo0B (MB) coctaBnsert 80%, a
An3urotHbix 6aunsHeunos (AB) - 13%. 3To cBA3aHO C TeM, YTO AaHHOe 3aboneBaHue
obycnosneHo:

dbaKTOpamm BHELLHEN cpeapbl;

anureHeTM4YeckMmMmm GaktTopamu;

reHeTU4YeCKMMM paKTopamu;

daKTOpamm BHELWLHEN cpeabl Npu onpeaeneHHOM reHeTUYEeCKOM NpeapacnoNoKeHuu;
HEeNnoNHOM NeHeTPAHTHOCTbIO ONpPeaeNneHHOro reHa.

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

BCE Ma/ibiMKM BbyayT 60NbHbI;

BCE AE€BOYKM ByayT 60/1bHbI, @ BCE MafIb4MKM 340POBbI.

BCE AEeBOYKM ByayT 340Pp0BbI;

PUCK 3ab60n1eBaHUA A41a ManbyinKa paseH 50%;

pUCK 3aboneBaHnA onAa AeBoYKKU paBeH 50%;

MoparkeHne MbieYHOro BOJIOKHA XapaKTepHo AnA:
CMUHaNbHOM amuoTpodpuum BepaHura-fodpdpmaHa;
Nporpeccnpytowem mboilieyHom auctpodpum JoWeHHa;
AeTcKkoro uepebpanbHOro napanunya;

cuHppoma Jloy;

cnHgpoma [dayHa.

B KaKom reHe He06X0AMMO NPOaAHAIM3UPOBATb MYTaLUM ANA NOATBEPXKAEHUA
AWarHosa MmyKoBucumaosa?

CFTR;

GJB2;

HFE;

BRCA;

MTHEFR.

MpoBepeHua cneymanbHbIX BUOXMMUYECKUX UCCea0BaHUN TpebyioT:

MbILIEYHAA TMNOTOHMA, PBOTA, OTCTaBaHWE B MCUXOMOTOPHOM Pa3BUTUU;

BCE MepeyncneHHoe.

XPOHUYECKME MHEBMOHUM, HapyLUEHWNE BCACbIBAaHUA B KULLIEYHUKE, TMNOTPpOdUSA;
PaCTOPMOKEHHOCTb, HapyLUeHMe NoBeAeHNA, UMBeUnAbHOCTb, HEOBbIYHbIM 3anax MoYw;



CHUXeHune 3peHuns, KVId)OCKO}'IVIOB, renatocnsieHomeraanAa, yMmCcrBeHHaA OTCTa/10CTb,

B 3a4auu uuToreHeTMYecKoii nabopatopumn permoHasibHOM MegUKO-reHeTU4YecKom
KOHCY/1IbTallMn BXOAMT:

YTOYHEHME ANarHo3a HacneacTBeHHOro 3aboneBaHmMa obmeHa BeLLECTB;

npoBeAeHMe LnuToreHeTM4eckoro obcnenoBaHuna cemei n 60bHbIX C NOA03PEHMEM Ha
XPOMOCOMHY0 NaTO/IOTUIO;

0b6bACHeHMe pe3ynbTaToB 06Cef0BaHMA KOHCYNbTUPYIOWMMCA B 4OCTYNHOM ANA HUX
dopme;

nposegeHue cekBeHnposaHuna AHK;

nposegeHue fIe4eHnA NALMEHTOB C reHeTUYECKMMU OTKIOHEHUAMM.

B 3apaumn nabopatopuii HEOHATaNbHOTO U BUOXMMUUYECKOTrO Ce/IeKTUBHOIO CKPUHUHIA
Ha HacneAacCTBeHHble 60n1e3HM 06MeHa MeAUKO-TeHeTUYECKOWU KOHCY/IbTaLumu BXOAUT
BCe, Kpome:

pa3paboTKa HOBbIX METO40B aHANM3a HACNeACTBEHHbIX bonesHel;

CEeNEKTUBHbI BUOXMMUMUYECKNI CKPUHUHT (NpocenBaHmne) Ha HBO B cembsx;
opraHusayma u npoBegeHmne MaccoBoro CKpUHUHra Ha HBO;

noaTsepXaeHne guarHosa GeHUAKETOHYPUM U BPOXKAEHHOTO TMNOTUPEOD3a y AETEN,
BbIAAIBNIEHHbIX MPU HEOHATa/IbHOM CKPUHUHTE;

BUNOXUMUNYECKNIA KOHTPONb 33 NeYeHnem 60NbHbIX GEHUNKETOHYPUEN.

HasoBuTe yupexaeHus, B KOTOpble MOryT 6biTb HanpaBaeHbl 601bHbIe U3
permoHanbHOM MeaUKO-reHeTUYeCKOMU KoHcynbTauum ana AHK-guarHoctmkum
HacneacTBeHHOro 3aboneBaHua:

cenbCKkne 60NbHULbI;

YKEHCKas KOHCY/IbTaLMs MO MECTY XKUTENbCTBA;

TEPpPUTOPUANIbHbIE MEANLMHCKUNE YUpeXaeHna obuwero npoouns;
MEMKPErMoHanbHas MeANKO-reHeTUYecKas KOHCYbTauums;

AOMa MHBANUAOB.

YKaxKute TeppuUTOpmUanbHYIO0 MeAULMHCKYIO CNYXK6yY, KoTopas yyactByeT B obecneuyeHumn
maccoBoro o6cnepgosaHua 6epemeHHbIX XKeHWUH ana popmMmupoBaHUA rPynn pUcKa no
BIMP 1 XxpomocomHbim 60ne3HAM:

TepaneBTUYECKasn CNyKba;

nabopaTtopHas cnyxba;

MeaMKO-reHeTn4eckas cnyxba;

neguaTpuyeckas cnyxba;

CTOMATONIOrNYecKan cnyKba.

OcHoOBHas 3aZ,a4a NepBOro ypoBHA MaccoBoro o6cneaoBaHua 6epemeHHbIX }KeHLLUH:
dopmMmupoBaHUeE rpynnbl PUCKa NO BHYTPUYTPOOHOM NaTonornm nnoaa;

npeHaTaNbHaA AMArHOCTMKA XPOMOCOMHbIX 6onesHel;

npeHaTaNbHaA AMArHOCTMKA KOHKPETHbIX Hac/NeACTBEHHbIX 60n1e3HeN;

npeHaTaNbHan AMarHOCTMKA BPOXKAEHHbIX MOPOKOB Pa3BUTUS;



YyTOYHEHMe CpoKa bepemMeHHOCTH.

OCHOBHbIMM 3a,a4aMM BTOPOro YpOBHA MaccoBoro o6cneaoBaHna 6epemeHHbIX
YKEHLUH ABNAIOTCA BCE, KpOMe:

HanpaB/JeHWe Ha NpepbiBaHMe BepeMeHHOCTH;

dopmMmnpoBaHMe rpynnbl pUCKa NO BHYTPUYTPOBHOM NaToNorMm Naoaa;
ANArHOCTMKA KOHKPETHbIX GOPM NopaKeHua naoaa;

OLLEHKa TAXKEeCTM NaTo/I0rMK, BbIABAEHHOM Y NN0A3;

NPOrHO3 A/1A XXM3HWN U 340P0BbA pebeHkKa.

MNoHATMe KapTUpOBaHUA reHOMA Ye/I0BeKa BKAoYaeT B ceba Bce, Kpome:
N3y4YeHUe IKCNPECCUn reHa;

N3y4YeHMe TOHKOM CTPYKTYpbl reHa

onpegeneHune rpynn cueneHus;

NOCTPOEHUE AeTa/IbHbIX XPOMOCOMHbIX KapT;

BblIACHEHWE NOJIHOTO FrEHEeTUYECKOro COCTaBa BCEX XPOMOCOM Ye0BeKa.

KapTbl, eguHuuen uamepeHusa KOTopbiX ABNAETCA YaCTOTa peKoMOUHauuu:
dun3nyeckme;

XPOMOCOMHbIE;

HYKNeoTUAHble;

reHeTU4YecKue;

PEeCTPUKLNOHHbIE.

EAMHMUEN reHeTUYeCKOM KapTbl reHOMa ABAAETCA:
HYKNneoTnzg,;

CaHTMMOPraHuaa;

XPOMOCOMHble 6eHabl;

KJIOHMPOBaHHbIe dparmeHTbl HK;

3K30Hbl M UHTPOHDI.

Xpomocomocneuudpuueckue soHabl JHK - ato:

OHK XxpomocomHbIX pparmeHTOB pa3HOM AJINHbI;

KNOHUpOBaHHble pparmeHTbl AAHK, xapaKkTepHble A4na onpeaesieHHbIX XPOMOCOM;
¢dparmenTol JHK, cogepKalime TONbKO CTPYKTYPHbIE FeHbl;

KJIOHUPOBaHHbIe NocneaoBaTeIbHOCTU caTennmutHon JHK;

¢parmenTol JHK, cogepxKauime pacceaHHble NOBTOPbI.

frbpugusauums in situ c meyeHbIMM 30HAAMU NO3BONAET:

N3Yy4YNTb PECTPUKTHYIO KapTy 30HA3;

JIOKaNn30BaTb NOC/AeA0BaATENIbHOCTb 30HA4A HA XPOMOCOME U/IN B €€ JIOKYCE;
nccnefoBaTb HYKNEOTUAHbIN COCTaB 30HAQ;

nccnenoBaTb PAacCTOAHME MeX Ay 30HOAMMU;

onpeaennTb NOCNe[0BaTeNIbHOCTb PACMO/IOXKEHNA TEHOB B XPOMOCOME.



Mb6puaunsauma in situ c 1oKyc cneymnpudyeckumm npobamm nossonser:
onpeaennts NAPD;

N3y4nUTb KapmMoTun 60NbHOTO;

NONY4YNTb MHPOPMALMIO O NepecTpPOomKax nccaegyemoro nokyca y 60nbHOro;
NONY4YNTb UHPOPMALUIO O MYTALUAX B TEHE;

onpeaennTb HYKNEOTUAHbIA COCTaB UCC/IeAYEMOTO NOKYCa.

BeKTopHaAa cucrtema — 3T0:

cuctema baKTepua-xo3auH;

cuctema Habopa YHUKanbHbIX nocnegoBaTensHocte AHK;
cucTema anda nepegadun reHeTMYeCKoro matepuana BHYTPb KNeTKuU;;
noBTopAKOWAAcA nocnegosaTenbHoOCcTb JHK;

noavnenTUMAHasA NnocaefoBaTeIbHOCTb

MpumeHeHne MoNeKyNAPHO—LUUTOreHeTUYECKUX MeTOA0B ANArHOCTUKU C NOMOLLbIO
Xxpomocomocneuyudpudecknx npob AHK nossonser caenartb Bce, Kpome:
CEeKBEHUPOBATb IK30M;

BbISABUTb NPOUCXOXKAEHME A006aBOYHBIX MAaPKEPHbBIX XPOMOCOM UIN MUHUXPOMOCOM;
onpeaennTb CNOMKHbIN XPOMOCOMHbI MO3anLM3M NPUN HEBBICOKOM COAEPKAHNU
AHOMaA/IbHbIX KNETOK B KApUoTune;

NAEHTUOULNPOBATb XPOMOCOMbI, BOB/IEYEHHbIE B C/IOXKHblE NEPECTPONKY;

YTOUYHUTb TOYKM PA3PbIBOB aHOMAJIbHbIX XPOMOCOM.

BeKTOpHble KOHCTPYKLMK BbiBalOT:

Ha OCHOBE MCKYCCTBEHHbIX XPOMOCOM APOXKKEN;
nnasmugHble;

darosble;

BCE BEPHO;

KOCMWUAHDbIE.

BAn3HeuoBbIN MeToA B MeAULIMHCKOM reHeTUKe UCNO/Ib3yeTca ANA:
ANA N3YYEHUA NPUYMHbI BOSHUKHOBEHUA MyTaUW;

OL,EHKM YaCTOTbl BOSHMKHOBEHWNA MyTaLWiA;

onpeaeneHmnAa 4YactoTbl NATO/IOMMYECKOro annena B Nonynayum;

ON1A pacyeTa KOHKOPOAHTHOCTH;

ANA N3y4eHua «MoYawmx» nocnegosatenbHocten AHK.

OHK-anarHocTuka 6one3Het MUMNPUHTUHIA CBOAUTCA K ONpPeaeneHuio:
Pa3/INYNI B TeHHOM 3KCNpeccuu;

KPYMHbIX XPOMOCOMHbIX NEPECTPOEK;

CTPYKTYPHbIX MyTaLMA B reHax;

Pa3INYNI B aNIeENbHOM METUANPOBAHNM OTLLOBCKOM M MAaTEPUHCKOM XPOMOCOM;
OAHOHYK/NEOTUAHbIX NOIMMOPPU3IMOB

K MPOTOOHKOreHam K/ieTKn OTHOCATCA:



pocToBble GpaKTOPbl U UX PELLEeNTOPbI;
FeHbl «40MaLIHEro X03aMCcTBa;
FeHbl- XpaHUTENN KNETOYHOTO LUKAa;
MUTOXOHZPWNA/IbHbIE FeHbl;
MMMNPUHTUPOBAHHbIE FeHbI.

K metogam npamoin JHK-AMarHOCTUKM He OTHOCUTCA:
cekBeHunpoBaHue [HK;

annenbcneundunyeckas MUP;

bparmeHTHbIN aHaNU3;

MNUP-NAP®;

MLLP B peanbHOM BpemeHu;

K metogam KocseHHoM [JHK-gnarHoCcTMKM oTHOCATCA:
anekTpodopes;

MeTo4, OAHOHUTEBOrO KOHPOPMALMOHHOTO NOANMOPPU3MA;
XpomaTtorpadus;

aHa/IN3 MUKPOCATENNUTHOTO NOAMMOPPU3MA;
cekBeHupoBaHune AHK.

Dna ocywecrBneHma kocseHHo AHK-anarHoctmku Heobxogmmo Hanmuue AHK:
npobaHaa, oTua, MaTepu;

oTUQ, MaTepu;

npobaHaa;

npobaHaa, oTua, MaTepu, UX 6ONbHbIX U 340POBbIX POACTBEHHUKOB;

300POBbIX POACTBEHHUKOB.

Ecnuy npobaHpa ussectHa mytaumsa, NpuBoaaALLan K HacieacTBeHHOMY 3a6oneBaHuio,
KaK onpeaenutb Ha/imume 3TOM MyTauum y pOACTBEHHUKOB:

onpeaennTb NOAMMOpPPHbIe MapKepbl, CLLENNEHHbIE C NAaTONIOTMYECKUM aNNenem;
NPOBECTN CEKBEHUPOBAHME 3K30HA C MyTaLMen y pOACTBEHHUKOB; U

nposectu MUP-NAP® y poaCTBEHHUKOB;

NMPOBECTU MONHbIA CKPUMHMHT MyTaLMi B reHe HacneacTBeHHOro 3aboneBaHus;

NPOBECTN KAPUOTUNMUPOBAHME Y POACTBEHHMKOB.

Ana ocywecteneHna AHK-agnarHoctTMkn mmkpogeneyuoHHbIX CUHAPOMOB UCNO1b3YIOT:
CeKBeHUpoBaHwUe;

SSCP-anekTpodopes;

XPOMOCOMHbIM MUKPOMATPUYHbINA aHANU3;

annenbcneundunyeckas MUP;

nupP-NAP®.

Mpu romounucTMHYpUK, Bbi3BaHHOMK AedeKTOM LUCTAaTUOHUH 6eTa-CMHTAa3bl, NOBbILWEH
YPOBEHb CneaylLmuxX aMMHOKUCAOT B MoYe:
FMULUMHA U LUCTUHA;



MeTUOHWUHA U TOMOLUUNCTUHAQ,
ULNCTUHA N apTUHUNHAQ,;
METUOHUHA N apPTUHWNHA;
rmmMumHa M romouncCTtmnHa.

MoBbiWeHHbIN YpOoBeHb aMMUaKa B KpOBM HabatlogaeTtca npu:
6one3Hn KaHaBaHa;

rmnepnpoanHeMnK;

APrMHUH-AHTAPHOM aUNAYPUN U LUTPYNTNHEMUU;
KCaHTypeHOoBOMaLNAYpPUK;

Npwn BCEM NEPEYNCIEHHOM.

bone3Hb «KAE€HOBOro cupona» 06bI4HO conposoXpaaerca:
HapyweHWneM 3aKN1aaKkn roHaa;

OCTEONOPO30M,

XapPaKTEPHbIM 3aMaxoMm MOYMH;

HaKonneHnem rnmKoreHa B KneTkax,

HaNMYMEM aHOMANbHOTO remornobuHa S

[ONnA BbIABNEHUA HapYyLLEHMA aMUHOKUCIOTHOro ob6meHa Hanbonee nHpopmaTuseH
meTtoga;:

LMTOreHeTU4YecKoe nccnegoBaHue;

nccnenoBaHME MOUYM N KPOBU Ha cBOHOAHbIE AaMUHOKUCAOTHI;

nccnepgoBaHue 6eNKOBOro cnekTpa Naasmbl KPOBY;

KIMHUKO-TeHeanormyeckne AaHHble: HaInune B CeEMbe ABYX CMHCOB CO CXOAHOM
CUMNTOMATUKOM;

rmbpuamnsayms insitu.

Mpu nporpeccupyiowieir mbieyHo auctpodpum JoweHHa ypoBeHb KpeaTUHKUHA3bI:
0co6eHHO 3aMeTHO YBEeNMYEH B Nepnoa, HapacTaHUA KAMHUYECKMX CUMNTOMOB;
Hanbonee BbICOK B KOHEYHOM cTaamn 3aboneBaHus;

B Nt060M cTaanm 3aboneBaHUA yBeIMYNMBAETCS;

Hanbonee NoBbIWEH B AOKANHUYECKON cTaanmn 3aboneBaHus;

NoCTeNeHHO NOBbILAETCA C MOMEHTa NPOABAEHUA NEPBbIX NPU3HAKOB A0 KOHEYHOM
cTagmu 3abonesaHuA.

BpoxXaeHHaa meTremornobuHonatua moX<eT 6biTb Bbi3BaHa:
Ha/IMYMEeM aHOMaA/IbHOTO remMornobuHa S;

Ha/M4YMem aHOMaNbHOTo remornobuHa E;

HeA0CTaTOYHOCTbIO KaTalasbl;

HeA0CTaTOYHOCTbIO pepmeHTa Anadopassbl;

HaKOM/IEHUEM [IUKOTeHa B KNeTKax

K OCHOBHbIM 3TU4ECKMM NPUHLUNAM NPEeHaTa/IbHO ANAarHOCTUKMU OTHOCUTCA BCe,
Kpome:



MCNONb30BaHME TONbKO ANA NoAyYeHUA MHGOPMaLMKN O COCTOAHMUKU 340POBbA N10A3;
MeANKO-TeHeTUYEeCKoe KOHCY/IbTUPOBaHWeE A0 M Noc/e NpoLleaypbl;
n06pPOBOILHOCTD;

NPUHYANTENbHOE NpepbiBaHNE BepeMeHHOCTH, B C/TyYae BbiIBNIEHUA COLMANbHO-
3HAYMMbIX NAaTONOTUM;

yBa)KeHue Bbibopa cynpyros, OTCYTCTBUE MPUHYKAEHUS.

Mpu KynbTBMpPOBaHUK B NPpUCYTCTBUU PTA fenatca KNeTKU Kposu:
HEeNnTpodunbI;

MOHOULMUTbI;

nmmeoumnTbl;

3PUTPOLUTDI;

MbILIEYHbIE KNETKU

B ocHoBe rubpugusaumm nexkart cesomctsa moaekynol AHK:
pecTpukums;

rmgponuns JHK;

KoMnaemeHTapHoCTb uenen JHK;

amnandukayms;

AeHaTypauma.

AHK-30HA — 370!

€AMHUYHbIE pacCeAHHble HYKNeoTnabl;

nocaenoBaTeNIbHOCTb HYK/IEOTUA0B, KOTOPbIe Y3HaeT PeCTPUKLMOHHAAIHA0HYK1eas3a;
nocnegosatenoHoctn [IHK, cocroawan ns 20-25;

¢dparmeHT HK c pryopoxpomHOM meTKoN.

nocneposBatenbHocTb AHK ANMHOM HECKONBKO MAIH. NAP HYKNeoTUA0B;

KnoHnuposaHue [JHK npeanonaraert:

MLup;

6N10TUHT-TMBpPUAN3aLMS;

NAPD;

BCTpanBaHue pparmeHTa AJHK B BEKTOPHYHO KOHCTPYKLMUIO;
rmbpuamnsayms insitu.

Hanbonee nsyyeHHou anureHeTnyeckoi mogudukaumen apnaerca:
dochopmnmpoBaHmne rMCTOHOB;

CTPYKTYPHbIE U3MEHEHMA OTLLOBCKON MAU MAaTEPUHCKON XPOMOCOM;
cneunduryeckoe MeTuanpoBaHme uMTosnHoB B CG-gMHyKneoTmaax;
aueTUNINPOBaAHME TMCTOHOB;

OAHOHYKNEOTUAHbI NOAMMOPPU3M POANTENBCKUX XPOMOCOM.

MnepmetTnnnposaHue UUMTo3MHOB B CG-AUMHYKNEOTUAAX PETYNIATOPHbIX PaliOHOB reHa
NPUBOAMT K:
He B/IMAET Ha aKTUBHOCTb reHa;



YCUNEHMUIO TPAHCKPUNLUMOHHOM aKTUBHOCTU FreHa;

NoAaB/IEHUIO TPAHCKPUNUMOHHOM aKTUBHOCTU reHa;

YCUNEHUIO TPAHCKPUMNLMOHHOM aKTUBHOCTU FrEHOB COCEAHEro I0KYCa;
HE3HAYUTE/IbHOMY CHUXKEHUIO TPAHCKPUNLMOHHOMN aKTUBHOCTH.

KAnHnyeckumu nokasaHMaAMU A NpPeHaTaZibHOro KApuoTMNMPOBaHMA NAo04a
ABNAIOTCA:

HanuMume anabeTta y 0o4HOTO U3 poauTenei Haanuue;

nepeHeceHHble MHOEKLUMOHHbIe 3aboneBaHNA maTepu;

BbIAIBNIE€HHbIE NMPU YNbTPAa3BYKOBOM MCCAeA0BaHMN aHOMAIMM NA0A3;
rmnepToHnYyeckas 601e3Hb y pOACTBEHHUKOB;

¥KeflaHue Bpava.

MNokasaHnem gna npoBeaeHUA MONEKYNAPHO-LUTOreHeTUYeCcKo aguarHoctnkm (FISH-
meTop) ABnAeTca:

noAo3peHne Ha Mo3auum3m No onpesesieHHOMy XpOMOCOMHOMY CUHAPOMY;

Ha/nyme MyKOBUCLMA03A B CEMbE;

Ha/inyme remoxXpomaTo3a B CEMbE;

BO3pacT matepu ao 35 ner;

noao3peHne Ha cuHapom [layHa.

Ona npeHTMpuKaumm Xpomocom He UCNOoNb3yeTcAa:

Ha/IMune CTPYKTYPHOM NepecTponku;

BE/IMYMHA XPOMOCOM;

PacnofoXKeHne LeHTPOMEpbI;

Ha/nYMe NonepeyYHoOm NCYEPUYEHHOCTU XPOMOCOM MPU OKpaLUMBaAHWK;
bnyopecueHTHbIe 30HAbI.

[ONnA pMarHoCTUKN XPOMOCOMHbIX 601€3Heit OCHOBHbIM METOA0M fIBNAETCA:
CEepPOoNIOTNYECKNIA;

MONEKYNAPHO-TEHETUUYECKUN;

MMMYHOJIOTUYECKUN;

LMTOreHeTUYeCKuit;

BMOXMMUYECKNIA.

JTan KOAXMHU3aLMUU NPU NPUroTOBIEHUM NpenapaTos meTadasHbIX XpOMOCOM
Mcnonb3yeTca gNAa:

No/ly4eHuna xopoluero pa3bpoca XpOMOCOM Ha NPeAMETHOM CTEK/E;

yBeANYEHWA ANHbI CMYTHUYHbIX HUTEN;

NyYLIero oKpaluMBaHUA XPOMOCOMHbIX NpenapaTos;

HaKOM/IEHWNA KNETOK, HaXoAALLMXCA Ha CTaauM MeTadpasbl MUTOTUYECKOTO AeNeHuUs;
YMEHbLUEHMA AIMHbI FeTePOXPOMATUHOBOIO CErMEHTA

3aKno4YeHue LUTOreHeTUYeCKoro uccaneaoBaH1A A0XKHO BKAOYATb BCe, Kpome:
bopmyny KapmoTmnna, 3anmncaHHyto B cootsetctamm ¢ ISCN;



[AaHHble O NaUMeHTe;
NOJIHbIN NepeYeHb reHOB, BbIABJIEHHOIO HapyLIEHMUS;
NPUYMHY HanpaBAeHUA Ha UCCnes0BaHUE;
Ha3BaHME UCCNeA0BaHHOM TKaHW.

B AHK-guarHocTMKe HacneAacCTBEHHbIX 3a601eBaHMUI He UCNO/Ib3yeTcA:
6NOTTUHI-TMOpPMAnN3aLUS;

MUP;

ABYMEPHbIN 3neKTpodopes;

NAPo®;

CeKBeHunpoBaHue.

Ona AMarHoCTUKK HacnepcTBeHHbIX 3abonesaHunint AHK moXKHO Bbigenutb U3 BCero,
Kpome:

BONIOCAHbIX IYKOBULL;

nmmooumntos nepmndepunyeckomn Kposu;

naa3mbl KPOBU;

TKaHeBbIX bMONTaTOB;

C/TtOHBbI.

Yt0 TaKoe cpepHAA rnybuHa NOKPbITUA AaHHbIX BbICOKONPOU3BOAUTE/IbHOTO
cekBeHuposaHua [ HK:

cpegHee YNCNo NPOYTEHUN, COAEPKALLNX TOT AU UHOW HYKNEeOoTU A FreHOMA;
KOJINYEeCTBO HYKNEOTUAOB B O4HOM NPOYTEHUM;

YMCNO NPOYTEHUN, COAEPHKALLNX TOT NN UHOW HYKNEOTU A FEHOMA;

cpegHee KONM4YecTBO HYK/1IeOTUA0B B O4HOM NPOYTEHUMU;

cpeaHee YNCNO NPOYTEHMIN HYKNEOTMAO0B BCEX IK30OHOB UCCNEAYEMbIX FEHOB;

CpeaHAA ANVHA UHTPOHA B 6e10K-KOAUPYIOLWMX FreHaX YeNl0BeKa B Napax HYKAeoTuaax
cOCTaBNAET:

12434;

8433;

5419;

2444;

6745.

YcnoBuem coxpaHeHus nepudepuryeckoit Kposu Ana ucnonb3osaHus ee B AHK-
AWarHoCcTuKe ABnaAeTcA:

XpaHeHue B Xxos10aunbHUKe Ha +40C;

3aMOpO3Ka Ha -20C 1 xpaHeHne B MOPO3nabHUKE Heobxoammoe Bpems;
XpaHeHWe Heaent NP KOMHATHOW TemnepaType;

XpaHeHue B TepmocTtaTte npu +37C;

CBEXXYI0 KPOBb HeNb3A UCMOb30BaTh.

dneKTpodopes ABNAAETCA METOL,0M:



ornpeaeneHnsa HyYKNeoTnaoB B nocnegosatenbHoctn [HK;

pa3aeneHua pparmeHToB AHK no pasmepy noa AencTBUEM 31EKTPUYECKOTO TOKA;
onpeaeneHna Koan4yecTsa BUPYCHbIX YaCcTUL,;

onpeaeneHna akTMBHOCTU GPEePMEHTOB;

nccnegoBaHUA KapmoTuna.

Ona anektpodopesa Mcnonb3yerca:
TEPMOCTOMKAA NO/IMMEpPa3sa;
dbepmMeHTbl pecTpuKumu;
KNOHMPOBaHHbIN pparmeHT AHK;
aKPUNAMUAHbIA NNU arapO3HbINA Fenb;
BEKTOPHaA Nocae[0BaTeNlbHOCTb

Mpu ncnonb3oBaHUM aBTOMATUYECKOro aHanmusatopa Hykneotuabl A, T, T, L Ha
aneKtpodoperpamme npeacraBaeHbl Kak:

MUKW O4HOrO UBeTa;

NONOCbI PA3/IM4HOM ANNHbI;

pa3HoOLUBETHble NATHA;

MUKW Pa3HbIX LLBETOB;

UMdpbl HA USMEPUTENBHOM LLKaNe.

Ona nabopaTopHOIi AUAarHOCTUKU MyKOBUCLMA03a NPUMEHAETCA BCE NepevymnceHHoe,
Kpome:

TecTa ¢ UeTUANUPUANHXIOPUAOM;

onpeaeneHns UMMYHOPEAKTUBHOIO TPUMNCUHA;

onpeaeneHns aNeKTPOINTOB NOTa;

BbIABMIEHUA XKMNpPa B Kafe;

onpeAeneHnsa akTMBHOCTU NULLLEBAPUTE/IbHbIX GEePMEHTOB B Kane;

OmarHoctyeckum nabopatopHbiMm Kputepuem peHUNKETOHYPUU ABNAETCA:
runepdeHnnanaHnHeMmus;

noabem ypoBHA peHUnrnapasnHa;

NenKkounTos,;

NOBbILWEHNE YPOBHA TUPO3UHA;

noAbeM YPOBHA FOMOreHTU3MHOBOMW KUCNOTbI.

Mpo6a ®PenunHra BbiIABAAET HAIMUME B MOYeE:
KETOHOBbIX TEN,;

GEHNNKETOKUCIOT;

deHnnanaHuHa;

beHnnrnapasuHa;

rOMOTreHTU3MHOBOM KMCNOTbI

MUP ncnonb3yror gna:
N3y4eHUA XPOMOCOMHbIX NOJIOMOK;



amnandumkaumm yyactka AHK;
nccneaoBaHUA XpPOMOCOMHOTO 63HAMHTa;
N3MepeHMa akTMBHOCTU GEPMEHTOB;
BMOXMMMNYECKOTO CKPUHUHIA BepeMeHHbIX.

Mpaiimepbl 3T0:

KopoTkue 20-25 HykneoTnaos cneumdpunyeckmne pparmeHTol AHK;
MeyeHble pparmeHTbl AHK, onpeaeneHHOM NO0KanM3ayumMm Ha XPOMOCOME;
dparmenTbl AHK annHom 500- 1000 HyKNeoTMaos;

¢dparmeHTbl JHK, BCTpOEHHble B BEKTOPHYHO CUCTEMY ANA PA3MHOXKEHMUS;
KOPOTKME NoAnNenTuapl.

Ona nposeaeHus MUP ncnoab3yoT napy npaimepos:
NPAMOWN N NHBEPTUPOBAHHDIN;

AYNMUNMPOBAHHbIA U UHBEPTUPOBAHHbIN;

NPAMON N cNeLnUYHbIN;

NpPsMOi N 0bpaTHbIN;

06paTHbIN N BbIPOXAEHHbIN.

MUP BKAOYaeT cnepgyowme ctagumn:
OTXXWUT, 9/IOHraUULo;

obpasoBaHME UMMYHHOTO KOMMEKC];
AEeHaTypauMUIo, OTHKUT;

AeHaTypaumto, OTHKUT, S/IOHTALNIO;
IN3UC UMMYHHOTO KOMMJIEKCa.

Ona nonyyeHua AHK Ha ocHoBe BbigeneHHou PHK ucnonb3syerca:
nnrasa;

pPeCcTpMKTa3a;

AHK-nonnmepasa;

obpaTHaA TpaHCKPMNTa3a;

npoTenHasa.

NonnmopPpumam ANUH peCTPUKLMOHHBIX PparmeHTOB — 3TO:

nHcepumnm bonbwnx pparmentos AHK;

rmaponns [JHK c nomoLbio pecTpuKTasbl;

aeneuunn 6onbwmnx pparmenTtos AHK;

3ameHa Hykneotnaos B [AHK, npuBoaswan K USMEHEHMIO caliTa Y3HaBaHMA ANs
pecTpuKTasbl;

rmbpunansaums AHK.

CekBeHupoBaHue AAHK — aTo:

pecTpuKUuMoHHOe KapTuposaHue AHK;

onpeaeneHue nocnegoBatenbHOCTM HyKkneotngos AHK ;
rmaponan3 JHK c nomoLbio pecTpuKTasbl;



NO3MUMOHHOE KnoHnposaHue [HK;
BbICTPaMBaHWE KNOHUPOBAHHbIX NOC/IeA0BaTE/IbHOCTEN B ONpeae/ieHHOM nopsaKke

CekBeHupoBaHue [1HK ocyuwiectenfaeTca ¢ NOMOLLbIO:
MUP B peanbHOM BpemeHu;

annapaTa gnA BepTUKANbHOro anekTpodopesa;
MUKPOCKONQ;

ABTOMAaTUYEeCKOro aHaM3aTopa;

HMOXMMNYECKOTO aHaM3aTopa

Ons npoBeaeHns ceKkBeHMpoBaHUA No CaHrepy Heobxogumo:
PEeCcTPUKTA3a;

Hecneunduyeckumn npammep;

cneumranbHble HYKNeoTUabl, TEPMUHUPYIOLLME NONMMEPU3aLMIO;
noaMmepasa;

noanmep.

B pe3synbtarte npamou JHK-guarHocTMKu MoHoOreHHbIXx 3abonesaHuit onpegenatoTca:
MHBEPCUUN N TPAHC/IOKaLLUUK;

OAHOHYKNEOTUAHbIE NOANMOPPU3MbI;

H6onblUME XPOMOCOMHbIE NEPECTPONKN;

MyTaLMA, NPUBOAALLAA K HACcNeaCTBEHHOMY 3a60/1€BaHUIO;

rpynnbl cuenneHms.

B pe3ynbraTte KocBeHHOM AHK-aunarHoctukm onpegenaorca:

rpynnbl cuenieHuns.

H6onblUME XPOMOCOMHbIE NEPECTPONKY;

MyTauuA, NPUBOAALLAA K HacNeACTBEHHOMY 3aboneBaHuIo;

MHBEPCUN N TPAHCNOKALWNK;

NaTONOrMYECKUM annenb, onpeaenatowmn NpoaBaeHne HacneaCTBEHHOro 3a6on1eBaHmsA B
cembe;

KAnHnyeckumu nokasaHMaMu s NnpoBegeHnss XpoOMOCOMHOI0 aHaAMn3a ABAAIOTCA:
BPOAEHHbIE NOPOKU PaA3BUTUSA;

6/1M30PYKOCTb;

Bblpa*KE€HHbIN CKOINO3;

XPOHMYECKMEe BOCMaNTEeNbHble 3a601eBaHUA;

BUPYCHble 3aboneBaHmA

BaotruHr AHK no CaysepHy npeacrasnaer cobou:

npucoegmMHeHne Nnoan-A-nocneaoBaTenbHOCTU K 3'-KOHLY ayKapuoTmyeckoi PHK;
YyAbTPaLEHTPUPYrMpoBaHUe B rpagmMeHTe NAOTHOCTY;

nnasneHue AHK;

nepeHoc geHaTtypupoBaHHoM AHK Ha HUTpoUEeNNtoN03HbINM GUNLTP ANA NocaeayolWen
rmbpunamnsaymu;



cekBeHupoBaHune AHK.

Ona npambix metogos AHK-anMarHoctmku Heob6xoamumo 3HaTb Bce, Kpome:
nonnmopdHbix JHK-mapkepos,;

CMUCOK reHOB, aCCOLUMMNPOBAHHbIX C 3aboneBaHnEM;

nocnenoBaTeNIbHOCTU reHa;

AnarHosa 3aboneBaHus;

TMMNa Hacneao0BaHUA 3aboneBaHus.

O6paboTKa KynbTypbl KNETOK rMNOTOHMYECKUM pacTBOpPOM Heobxoauma:
ANA NONYy4YeHUna Xopoluero pasbpoca XpoMocom;

ANA YBENUYEHUA YMCNa MUTO30B;

ANA 3a4ePXKKN AeNALMXCA KNEeTOK Ha cTaamn meTadasbl;

[AN1A NyYLIEero OKpaliMBaHMA XPOMOCOMHbIX NPenapaTos;

[na paspylieHne n3bbITOUYHbIX KNETOK.

B coctaB peaKTMBHOM cmecu ana amnanduKaumm BXogUT Bce, Kpome:
AHK-nurasel.

HyKneotnadoctPpaTos;

OHK-nonnmepassbl;

MOHOB MarHus;

OHK maTtpuupbl;

KonAXuumuH npu npurotToBNeHMMN XPOMOCOMHDbIX NPenapaToB UCNOb3yeTcAa:
ANA yNydleHua Kayectsa aguddepeHumabHON OKPaCKU XPOMOCOM;

ANA YBENMYEHUA YMCNA MUTO30B;

ANA HAaKONNIEHMA KNeTOK, HaxoAAWMXCA B cTaamumn metadasbl;

ANA NONyYeHuUna XxopolLuero pasbpoca XpoMmocom;

ANA pa3pylleHne n3bbITOUYHbIX KNeTOoK

ONnA KynbTUBUPOBAHUA KyAbTypbl AnmeoumntoB nepudepudeckon Kposu Heobxoaumbl
BCe NepeyncneHHble UHrpeaneHTbl, KPOMe O4HOrOo:

duToremarrntoTMHUHA;

cpenpl Nrna;

pacTBOpa MMOKOHATa KanbLus;

CbIBOPOTKN KPOBMU;

aHTUOUNOTUKOB.

Ha nepBom ypoBHe maccoBoro o6cneaoBaHma 6epemeHHbIX }KEeHLWUH He NPOBOAATCA
cnepyrowme uccnepoBaHuA:

yNbTPa3BYKOBOE UccnegoBaHne nnoaa;

UMTOreHeTu4yecKoe nccaegoBaHmne ob6pasLos, NOMyYEHHbIX NPU BMONCUN XOPUOHa;
onpegeneHune ypoBHA CbIBOPOTOYHbIX MAapPKEpPOB BO 2-M TPUMECTpE;

onpegeneHune ypoBHA CbIBOPOTOYHbIX MapKepoB B 1-m TpumecTpe;

onpepeneHune X4 B Kposwu



CTtaHAapTHAA 4AUTENBHOCTb KYAbTUBUPOBaHUA NMMdouUTOB Nepudeprueckomn Kposu
ANA UUTOreHeTUM4YeCcKoro nccnenoBaHuA CoCTaBafAeT:

54 yaca;

72 vaca;

48 yacos;

24 vaca;

96 yacos.

K metoaam auddpepeHuManbHOro oKpawmMBaHMA XPOMOCOM, BbIABNAIOLLLUM
nonepe4yHyl UCYHEePUYEHHOCTb, cneunuPUUHYIO ANA KaXK[0M XpOMOCOMbI OTHOCUTCA:
R-oKpawwnBaHue;

H-okpawwneaHue;

C-oKpalwmBaHue;

AOP-oKpawmnBaHue;

FOS- okpawmnsaHue.

Y 6onbHOro ¢ cuHapomom Jlewa-HuxeHa B 6MONOrMYECKUX }KUAKOCTAX HAKAN/IMBAETCA:
MOY€eBaA KNCNOTa;

MOY€EBUHaQ;

TMNOKCAHTUH;

dbymapoBan KNCNOTa;

beHNAMONOYHAA KNCAOoTa.

B Kakom Bo3pacTe Haunbonee 4YacTo AebTUPYIOT TAXKENble HapyweHUAa obmeHa
OpraHUYecKux KUCNor:

C MepBbIX YAaCOB KU3HMU;

B paHHEM AeTCTBE;

HeoHaTa/bHbIN Nepuoa,;

B NOAPOCTKOBOM BO3PacCTe;

BO B3pOC/IOM BO3PacTe;

MeToabl nabopaTopHOM AMAarHOCTUKU HEOBXoAMMbIe ANA UCKNIOUYEHUA HapyLUeHUMN
obmeHa opraHUYeCcKUX KUCNOoT:

anekTpodopes;

TaHAEMHAA MacCc-CNeKTPoOMeTpUs;

cekBeHunpoBaHue [HK;

TOHKOC/IOMHaA xpomaTorpadus;

onpeaeneHne akTMBHOCTU PepPMEHTOB B 3pUTPOLIUTAX

AKTUBHOCTb 1M30COMHbIX GepMEeHTOB He U3MEPAIOT B:
NenkKouuTax;

CNlOHe.

BOPCUHAX XOPUOHA;

K/IeTKaX aMHMOTUYECKOM KNIKOCTY;



naa3me Kposu;

Ana nccneposaHusa F-teney Heob6xoanmbl:
CBETOBOW MUKPOCKONM;

JIIOMWHECLLeHTHbIN MUKPOCKONM;
H6MHOKyNApHaA nyna;

3N1EKTPOHHbIN MUKPOCKONM;
$a30B0O-KOHTPACTHbLIN MUKPOCKON

[ONnA BpOXKAEHHOro rMNOTUPEO03a XapaKTepHoO:

601e3Hb HEU31eYNMa;

3ab6oneBaHMA CLENNEHO C NONOM;

HEeOHaTa/IbHbIM CKPMHWUHT OCHOBAH Ha onpeaenenHnn TTI B KpoBU pebeHkKa;

B KPOBM U APYIMX BUONOTMYECKUX }KMUAKOCTAX OTCYTCTBYET TupeoTponuH (TTT);
6e3 neyeHnA pa3BMBALOTCA TMFAHTU3M M 3HUedanonaTuA.

[Ona ranakrozemuu xapaKTepHo:

3aboneBaHUA CLUENNEHO C NOJIOM;

CMbIC/1 NeYEHUS — UCKAOYEHNE NULLEBLIX MPOAYKTOB, COAEPKALLUX raTaKTO3Y;

B KPOBU U APYTrUX BMONOTMUYECKMX XKUOAKOCTAX OTCYTCTBYET rasakTo3a;

npeHaTasibHan ANArHOCTMKA Ha reHbl ralakTo3eMum Npu nocaeaytoulen bepemeHHOCTH
He NoKas3aHa;

pebeHKa cneayet KOPMUTb TONIbKO MPYAHbLIM MOJIOKOM.

Ecam 06a cynpyra, umeloT rpynny Kposu AB, To y HUX He MOXKeT bbITb AeTei ¢ rpynnou
KpoBu:

B;

AB;

A;

0;

apyras.

bonbHO 28 neT cpegHero pocra, rMNepCcTeHUYECKOro TeN0CN0XKeHUA. B gerctee
onepupoBaH No NOBoAY CTBO/10BOU popMbl runocnaguun. FeHnTanmMm passuTbl No
MY} CKOMy Tuny. MoLLIOHKa pa3BuUTa ya0B/eTBOPUTE/ZIbHO, 06a ANUKA 06bIUHbIX
pa3mepos, ApAabnosaTbl. BbiparkeHa NUrmeHTauua reHuTanmnii. Poct Bonoc Ha no6ke
APKO BblpaXXeH, TUN 0BOJIOCEHUA MYXKCKOM. POCT BON10OC Ha Anue Havanca B 17-18 ner,
BOJIOCAHOM NOKPOB Ha auue pa3sut. XeHar c 25 nert. XeHa o6cnepoBaHa, 340poBa,
6epemeHHOCTEN He BbIN0. AnA yTOUHeHUA guarHosa 60nbHOMY B NepBylo ouepeb
HeobxoAMMO NpoBecTu:

cnepmorpammy.

PEHTFEHONOrNYEeCcKoe uccneaoBaHme;

LMTOreHeTUYeCKoe uccnegoBaHue;

onpeaeneHne ypoBHA NON0OBbLIX FOPMOHOB;

YyNbTPa3BYKOBOE MccnefoBaHMe OpraHoOB Maaoro Tasa;



YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/eHHbIMU NO3MUUAMU.ANA KaXK[0ro
6yKBEHHOro KOMMNOHEHTa BbibepuTe NPOHYMEpPOBaHHbIN 31eMeHT. Kaxkabii
NPOHYMEPOBAHHbIN 3/1IeMEHT MOXKeT 6biTb BbibpaH 0guH pa3. Tun ocCHOBaHUIA
A. NypuHbl

b. MupumuaunHbl

HasBaHue ocHoBaHuUit

1. AgeHuH

2. TumuH

3. l'yaHuH

4. Uuto3uH

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 NpeAcTaBNeHHbIMU No3MUMAMU.[NA KaXxK[o0ro
6yKBEHHOro KOMNOHEHTA Bblbepute NPOHyMepoBaHHbIN 31emeHT. Kaxkabii
NPOHYMEpPOBaHHbIN 3/1eMeHT MoXKeT 6biTb BbiIbpaH oauH pas.
HacneactBeHHaa 6one3Hb 06meHa BeliecTs

A. bone3Hb Tea-Cakca

b. deHunKeToHypuAa

B. bonesHb lowe

. TuposmHemua tuna 1

A. UnuctuHypuma

Buoxumuueckum gedekr

1. TnwoKo3upasa

2. fledeKT TpaHCNopTa aMUHOKUCAOT B MOYKaX

3. B-rekco3amuHupasa

4. PeHUNaNnaHUHINAPOKCUNA3A

5. dypamunaueroayertat U maneunnayertoauerar

A-3;6-2;B-4;I-540-1

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

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

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

HacneactBeHHaa 6one3Hb o6meHa BeliecTs

A. BpoXXaeHHbl rMnoTupeos

b. deHUnKeToHYypUAa

B. AApeHOoreHuTaNbHbl CUHAPOM



. Mykosucumaos

A. Fanakrosemumsa

AHanuT, KOTOpbIi onpeaensaeTca NPU MacCOBOM CKPUHUHIe HOBOPOXKAEHHbIX
1. Flanakrto3a

2. TupeoTponHbIi FOPMOH

3. 17-rnppokcunporectepoH

4. AMMYHOpPEaKTUBHbIU TPUNCUH

5. ®eHnnanaHuH B KPOBMU

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

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

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

U ’ ’

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaB/eHHbIMU NO3ULMAMU.ONA KaXK[0ro

6yKBEHHOro KOMNOHEHTa BblbepuTe NPOHyMepOoBaHHbI anemeHT. Kaxkabin

NPOHYMEPOBAHHbIN 3/1IeMeHT MOXKeT 6biTb BbiI6paH 0gUH pa3

O6nactb megULUHDI

A. TeopeTnyeckan

b. KnmHnueckan

B. Mpodunakrnueckan

Pewaemble BONpOChHI

1. AnarHocTuKa HacnepncTBeHHbIX U MHPEKUMOHHbIX 3aboneBaHuii. pousBoaCcTBO

JIeKapCTB HA OCHOBE reHHOM UHXXeHepuu

2. PaclundppoBKa natoreHesa 6onesHen. PapmaKoreHeTuKa

3. leHeTUKO-rurneHM4YecKkoe HopmmupoBaHue GaKTopoOB OKpyrKatowei cpeapl. Co3pgaHue

HOBbIX BaKLUMH

A-2;6-1;B-3

A-3;6-2;B-1

A-1;6-2;B-3

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

YcTaHOBUTE COOTBETCTBUE MEXAY NpeAcCTaBeHHbIMU NO3ULMAMU.ANA KaXK[0ro

6yKBEHHOro KOMNOHEHTa BbibepuTe NPOHyMepOoBaHHbI anemeHT. Kaxkabin

NPOHYMEPOBAHHbI 3/1IeMeHT MOXKeT 6biTb BbiI6paH 0gUH pas.

Tunbl nepectpoek

A.leHOMHbIe

b. XpomocomHble

MepecTpoiiku

1. UuBepcumn

2. Moamnnonpguu

3. TpaHcnhoKauuu

4. leneunn

5. Tpucomuun



6. Monucomum

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 MEXKAY NpeAcTaB/IeHHbIMU NO3ULMaAMN.ANA Kaxaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe NPOHyMepOBaHHbI anemeHT. Kaxkabin
NPOHYMEPOBAHHbI 3/1IeMeHT MOXKeT 6biTb BbiI6paH 0gUH pas.
Tunbl xpomocom

A. MeTtaueHTpuyeckme

b. CybmeTaueHTpuueckue

B. AKpoueHTpuyeckue

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 MeXAY NpeacTaBieHHbIMU NO3UUMAMU. Ina KaXa0ro
NPOHYMEepPOBaHHOr0 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
MNpuuunHa 3a6oneBaHusn: A. MaToreHHbI BapuaHT B MUTOXOHAPUaAbHOM reHome; b.
MaToreHHbl BapuaHT B AaepHOM reHome; B. O6pa3oBaHue NaToreHHbIX KOHII0MepaToB
6enka. 3abonesaHue : 1. Cungpom MELAS; 2. Atpodusa 3putenbHoro Hepsa Jlebepa; 3.
CuHapom PeknuHrxayseHa; 4. CuHgpom AHrenbmaHa ; 5. PeHUnKeToHypusa
A-1,2;6-3,4,5;

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

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

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

’

YcTaHOBUTE COOTBETCTBUE MeXAY NpeAcTaBAeHHbIMU NO3nUMaMU.NA KaXKa0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe NPOHYMepPOBaHHbI anemeHT. Kaxkabin



NPOHYMEPOBAHHbIA 3/1IEMEHT MOXeT 6bITb BbiIGpaH 04UH pas.
Tun HacneacTBeHHOro 3aboneBaHuA

A. MoHoreHHoe 3aboneBaHue

b. MukpoaeneumMoHHbI CUHAPOM

B. bone3sHb aKcnaHcum

3aboneBaHue

1. MykosBucumao3s

2. CuHapom Bunbamca

3. Cungpom pparnnbHoi X- Xpomocombl
4. PetuHO6nacTOMa

5. CuHgpom Au-AKopaxu
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 MEXKAY NpeAcTaBAeHHbIMU NO3ULMAMKU.ONA KaXKA0ro
6yKBEHHOro KOMNOHEHTA Bblbepute NPOHyMepoBaHHbIN 31emeHT. Kaxkabii
NPOHYMEpPOBaHHbIN 3/1eMeHT MoXKeT 6biTb BbiIbpaH oauH pas.

Bua mytauuu

A.lTeHOMHbIe

b. XpomocomHblie

XapakTtep mytauum

1. Tpucomma no ayrocomam

2. PeumnpokHas cbanaHcMpoBaHHaA TPAHC0OKaLMs

3. leneuun, HcepuUmn

4. Nonncomma No NONOBbIM XPOMOCOMAM

5. Aybnaukauua

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

NMoka3saHuA K AUarHoCTuKe

A. MNpeHaTanbHON LUUTOreHEeTUYECKOM

b. MocTHaTanbHOro KapuoTuna

FeHeTUuecKoe nnm peHoTUNUUECKOE HapyLUeHue

1. XpomocomHasa aHomanuaA y npeabiaywero pebeHka

2. Haanume y naumeHTa nepBMYHON aMeHOpPEN UN paHHei MeHoNnay3bl

3. AHOManbHasa cnepmorpamma (asoocnepmus, BbipaxKeHHas oaurocnepmus)



4. AHOManbHble reHUuTannum

5. BbiABNA€HMe NpU yNIbTPA3BYKOBOM UCCEA0BaHMM aHOMAIUK NN0AA
A-1,5;6-2,3,4

A-1,4;,b6-2,3,5

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

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaB/eHHbIMU NO3ULMAMU.ONA KaXK[0ro
6yKBEHHOro KOMNOHEHTa BbibepuTe NPOHyMepOBaHHbI anemeHT. Kaxkabin
NPOHYMEPOBAHHbI 3/1IeMeHT MOXKeT 6biTb BbiI6paH 0gUH pas.

MokasaHua K nucchegoBaHuio

A. LiutoreHeTnyeckomy

b. FISH-meTtog0M

MpoaBneHne reHeTUYECKOM NATONOMUN

1. KnMHuMuyecKkue npusHaKku, no3poasiowme npesnonoKMTb Mo3amumusm no
onpepeneHHOMy XpOMOCOMHOMY CUHAPOMY

2. YMCTBEHHAA OTCTaNIOCTb poaUuTens, NpeanosioX1UTelbHO XpOMOCOMHOro
NPOUCXOXKAEHUA

3. B aHamHe3e MepTBOPOKAEHHbIE AEeTU UIN AETU C BPOXKAEHHbIMU NOPOKaMM
pa3sutua

4. Moao3peHune Ha CKPbITYI0O XPOMOCOMHYIO NepPecTPOiiKy

5. CocTosiHMe noc/e TPaHCM/IaHTaLUMM KOCTHOrO MO3ra, Koraa AO0HOP U peuunueHT
pasHoro nona

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

A-1,2,3,4;,b6-5

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 NO3ULMAMN.ONA KaXKaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe NPOHyMepOoBaHHbI anemeHT. Kaxkabin
NPOHYMEPOBAHHbIN 3/1IeMeHT MOXKeT 6biTb BbiIbpaH 0gUH pas.

TepmuH

A. AnnenbHasa reTeporeHHoOCTb

b. MnetoTponHoOCTbL

B. BapnabenbHasa sKCNpeccMBHOCTb

. AHTUUUMNAUUA

. KpoBHOpoACTBEHHbIE bpakun

E. J/lokycHasa reteporeHHOCTb

Cutyauusa

1. 25-neTHAA foub c atpodpuren U cnabocTblo CKeNEeTHbIX MbILL, 65-1eTHEero My>X4mnHbl €
KaTapaKToi 6e3 cumnToMOB MMOTOHUYECKOM AUCTpodumu poauna pebeHka c Taxkenom
MbILLEYHOM cnabocTblo U 3a4epPXKKOoU pa3BUTUA

2. MNpu nectpou nopdpumpum (ayToCOMHO-AOMMUHAHTHOM HapyLUeHUU BUOCHUHTE3a



nop¢upuHa) BO3MOXKHbl GOTOUYBCTBUTENIbHOCTb KOXU, 60211 B XKUBOTE,
nepudepuryeckas HeMponaT1a U 3ANU3oa4bl NCUXMUYECKUX HapyLLeHUM (Nncuxosbl).

3. Y cecTpbl MY>XUYMHbI C TAXKE/IbiIM CKO/IMO30M U MHOXXeCTBEHHbIMU NOAKOXHbIMU
Heupopubpomamm umerotca nnekcupopmHbie Hepopubpombl, a y ee 30-neTHero cbiHa
o0b6HapyKeHbl y3ea1Ku J/Iuwa u BeCHYLIYaToCTb B NOAMbILWEYHbIX 0banacTax

4. PepgKkaa ¢opma ayTOCOMHO-pPELLeCCUBHOM HEA0CTaTOYHOCTU COMATOTPONHOIO
ropmoHa o6Hapy»Xu1BaeTcA TO/IbKO B HEKOTOPbIX MaseHbKUX AepeBHAX B LLBeliuapcknx
Anbnax

5. Kak HOHCEHC-MyTaLuK, TaK U Aeneuum reHa OpHUTUHTPaAHCKap6amunasbl
06ycnoBAMBalOT pa3BUTUE 1I€Ta/IbHOW HEOHATAa/IbHO rMNepaMMOHMEMUU BCIeACTBUE
OTCYTCTBUA OPHUTUHTPAHCKap6ammnasbl - BaXKHOro ne4yeHo4YHoro ¢pepmeHTa UmuKna
MOYEBUHDI

6. Cyw,ecTBylOT KaK ayTOCOMHbIE, TaK U X-cuenneHHble GOpMbl MTUTMEHTHOrO PEeTUHUTA
A-5,6-2;B-3;I-1;1-4,E-6

A-5,6-2;B-3;T-6;4-1,E-4
A-1;6-2;B-3;I-51-6;E-4
A-4;6-2;B-3;T-5;0-6;E-1
A-4,6-2;B-3;I-1;4-6;E-5

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaB/IeHHbIMU No3ULmMaMn.ina Kaxaoro
6yKBEHHOro KOMNOHEHTA BblbeputTe NPOHYyMepoBaHHbIN 3emeHT. Kaxkabiii
NPOHYMEpPOBaHHbII 3/1eMeHT MOXKeT 6biTb BbiIbpaH oauH pas.

TepmuH

A. NMpemyTtauyun

B. [eHOMHbI UMNPUHTUHT

B. OaHOpoaUuTenbCcKaa AUcomusA

Cutyauusa

1.Y 7-netHero manb4ymKa ¢ yYMCTBEHHOM OTCTaN0CTbO, HU3KUM POCTOM, MaJ1IeHbKUMMU
KUCTAMU U ctonamm, nonudarueit (cuigpom MNpaaepa-Bunnum) npu monekynsipHo-
reHeTU4eCKOM UCCe0BaHUN 06HapPYKMUAK 2 MaTepUHCKUE Xpomocombi 15 n Hu ogHoM
OTLLOBCKOM

2. MNpu yutoreHeTMueckom obcnepnoBaHun 6-N1eTHE A€BOUYKM C TAXKENON YMCTBEHHOM
OTCTaNOCTbIO, CYyAOpPOramm, aTakcmen, nporeHmen (cMHApom AHrenbmaHa) o6Hapyxunm
MHTEPCTULMANBbHYIO MUKPOAENEeLMI0 MaTePUHCKO XpoMmocombl 15

3. NMNpu AHK-uccnepgoaHuu reHa FMR-l y 32-neTtHeu }KeHLWUHbI, UMelOLLLEM CbiHa C
CUHAPOMOM NIOMKOM X-Xpomocombl, 06Hapyxunm 1 annenb ¢ 21 CGG- nosTopom un 1
annenb ¢ 92 CGG-noBTOopamu

A-2;6-3;B-1
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YcTaHOBUTE COOTBETCTBUE MeXAY NpeAcTaBAeHHbIMU NO3nUMaMU.NA KaXKa0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe NPOHYMepPOBaHHbI anemeHT. Kaxkabin



NPOHYMEepPOBaHHbI 3/1eMeHT MoXKeT 6biTb BbiIbpaH oauH pas.

9Tan u3y4yeHuA HacnepcTBeHHoM 6onesHum

A. Perucrtpauyma 6one3Hu KaK HacnepcTBeHHO Gopmbl

b. Jlokanusauua reHa B Xpomocome

B. BbigpeneHue reHa

. OnpepeneHue pedeKra reHa

[. ObHapy)XeHune NnepBUYHOro NPOAYKTA reHa

KnuHuyeckoe npunoxxeHume

1. leHOoTepanua

2. OnarHocTtuka (QHK-cneyndurueckasn)

3. MeauKo-reHeTU4ECKOE KOHCY/N1bTUPOBaHUe

4. AndPpepeHumanbHaa AUarHOCTUKA HAa OCHOBE aHA/1M3a CLUeneHUs reHos
5. lnarHocTuKka (6uoxmmmueckas). YaydweHume neyeHuA Ha OCHoBe NOHUMaHUA
naroreHesa

YcTaHOBUTE COOTBETCTBUE MEeXKAY NpeACcTaB/NeHHbIMU NO3ULMAMN.ANA KaXKaoro
6yKBEHHOro KOMMNOHEHTa BbibepuTe NPOHYMEpPOBaHHbIN 3n1emMeHT. Kaxkabii
NPOHYMEPOBAHHbIN 3/1IeMeHT MOXKeT 6biTb BbiI6paH 0gUH pas.

KaTteropua no reHomHomy pasmepy, TbiC. N.H.

A. Manbie

b. CpegHue

B. boabwue

. FTuraHTcKkue

A. CynepruraHtckue

Ha3BaHue nepBMUYHOro NpoAyKTa

1. AucTtpodpuH

2. TupeornobynuH

3. Katanasa

4. deHUNaNAHUHTUAPOKCKMNA3ZA

5. UHcynuH

YCTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU NO3ULMAMU.NA KaXK[0ro
6yKBEHHOro KOMNOHEHTa BbibepuTe NPOHyMepOBaHHbI anemeHT. Kaxkabin
NPOHYMEPOBAHHbIN 3/1IeMeHT MOXKeT 6biTb BbiIbpaH 0gUH pas.

BbisBneHUe accoumaumm mynbTudaKkroprasibHON 601€3HU C reHeTUYECKMMMU



MapKepamu ocyuwectenserca no popmyneX=(axd) (bxc), rge:
A.a

b.b

B.c

r.d

n. X

Noka3artenb

1. YacTtoTa nepBOro reHeTUYECKOro mapkepa y 60bHbIX
2. YacToTa BTOPOro reHeTU4eCcKoro mapkepa y 60sbHbIx
3. MoKasaTenb OTHOCUTE/IbHOM YaCcTOTbl PUCKA

4. Y4actoTa nepBOro reHeTU4ECKOro mapkKepa y 340p0oBbIxX
5.4actoTta BTOpOro reHeTU4e€CKOro mapKepa y 340p0oBbix
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;4-1
A-1;6-2;B-4;T-5;4-3
A-4;6-2;B-3;I-5;4-1

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM NO3UuMaMU. A 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.

A-3;b6-4;

A-4;b-2;

A-4;,b-3;

A-4;,b-5;

A-3;6-2;

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaB/IeHHbIMU NO3ULMAMN.ONA KaXKaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe NPOHyMepOoBaHHbI anemeHT. Kaxkabin
NPOHYMEPOBAHHbIN 3/1IeMeHT MOXKeT 6biTb BbiIbpaH 0gUH pas.

KnnHunueckan cutyauma

A. MoaBneHMne reMmoaUTUHECKON aHEMUM NOCAE NpUema NPUMaXmHa

b. Bo3HMKHOBEHME npuctyna peskux 6oneut 8 | nntocHedpanaHroBom cycrase cnpasa 'y
MY>KUYMHDbI NOC/1Ie NpUemMa acnupuHa

B. MosBneHune nepudepunueckon HeMponaTUM y XKEHLLMHbI C TYbepKyne3om nerkux,
NPUHUMALIOLLLEA U3OHMA3UL,

depmeHTHbIe HapyLUeHUA

1. HegoctaTtouHocTb pochopubosmnnupodocdartcuHreTasbl

2. HepocTaToOuHOCTb rNOK030-6-pochaTaernaporeHasnbl

3. CHM}KeHHaA aKTUBHOCTb aueTunTpaHcdepasbl

A-3;6-2;B-1

A-1;6-2;B-3
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YcTaHOBUTE COOTBETCTBUE MEXAY NpeAcCTaB/eHHbIMU NO3UUMAMU.ONA KaXKA[0ro
6yKBEHHOro KOMMNOHEHTa Bbibepute NPOHYMepOBaHHbIN 3n1emeHT. Kaxkabii
NPOHYMEepPOBaHHbI 3/1eMeHT MoXKeT 6biTb BbiIOBpaH oauH pas.

KnuHunyeckasa cutyauymsa

A. AnuTenbHana OCTAaHOBKA AbIXaHUA Y MasibiMKa BO Bpemsa HapKo3a

b. Bo3sHUKHOBEHME NpUCTyna ocTpbix 60neil B XKMBOTE C MbiLie4yHOo cnabocTbio u
nompadyeHuem CO3HaHUA y NOAPOCTKA nocne npuema peHobapbutana

B. OtcytcTBUe 3P PeKTa OT CTaHAAPTHDbIX 403 TMAPaANAa3UHA Y MY}KUYUHbI C apTepUasbHOM
runepToHunen

depmeHTHble HapyLeHUA

1. AHOmanbHaa X0NMHICTEepasa

2. HepocTtatouHocTb NnopdobunuHoreHaeamuHasbl

3. MoBbiWeHHanA aKTUBHOCTb aueTunTpaHcdepasbl
A-2;,6-1;B-3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU NO3MUMAMU.NA KaXK[0ro
6yKBEHHOro KOMNOHEHTA Bblbepute NPOHYyMepoBaHHbIN 31emeHT. Kaxkabii
NPOHYMEepPOBaHHbI 3/1eMeHT MoXKeT 6biTb BbiIbpaH oauH pas.

HasBaHue cuHgpoma (unm 6onesHu)

A. CuHgpom AHrenbmaHa

b. Cungpom Munnepa-filukepa

B. Cunapom Ou OxopAarKu

. Cunppom bekButa-BuaemaHa

OCHOBHbIe NPOABAEHUA

1. Arnpusa (nuccaHuedanusa), mukpouedanua, NOpoKu cepaua, MOPOKU NMOYEK,
Aansmopdun AnuesBoro yepena, rMNOTOHUA, CYAO0POKHbIE NPUNAAKU

2. HeobbluHOE NNLO, aTaKcuA, TMNOTOHMA, 3NUENCcUaA, NAPOKCU3Mbl CMEXA,
MuKpouedanumsa, oTCyTcTBUe peuu

3. Fpbixka Nyno4YHOro KaHaTUKA, MAaKPOra0CcCcUA, TMraHTU3M, FTMNOr/INKeMuUs,
MuKpouedanumsa, BpoXKAeHHbIe NOPOKU BHYTPEHHUX OPraHOB

4. Cygoporu (runokanbumemuuyeckue), anaasma u runonaasma Tumyca, ausmopodus
IMLEBOro Yepena, NOPOKK cepaua

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

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



YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaB/eHHbIMU NO3ULMAMN. [na KaxK[oro
NPOHYMEepPOBaHHOrO 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIbpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
Kputepumn oueHKu BaApMHTOB HYKNE€OTUAHOM nocneaoBatenbHocTu: A. Kputepumn
naToreHHoCTu BapuHTa; b.Kputepuii 4obpoKayecTtBeHHOCTU BapUHTA .
Kputepmii:

1.BapuaHT de novo

2. MNonynaynMoHHaA YacTtoTa Bbiwe 3%

3. BapuaHT HaxoAUTCA B TPAHC NOJIOXKEHUU C paHee ONUCAHHDbIM;

4. He cerperylot ¢ 3a6oneBaHuem B cembe.

5. DyHKUMOHaNbHDbIA 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 MEXAY NpeAcTaB/leHHbIMU No3nuMamn.Ana KaxKaoro
6yKBEHHOro KOMMNOHEHTa BbibepuTe NPOHYMEpPOBaHHbIN 3n1eMeHT. Kaxkabii
NPOHYMEPOBAHHbIN 3/1IeMeHT MOXKeT 6biTb BbiIbpaH 0gUH pas.

Knacc 6onesHein

A. AMnHoaumaonaTum

b. OpraHuuyeckue aunmaypum

B. Bone3Hn HEMPOTPaHCMUTTEPHOro o6 meHa

I. Iusocomubie 60ne3HU

MeTtoabl noaTBEPXKAEHUA AMArHO3a

1. KonanuectBeHHOe onpeaeneHne aMmMHOKUCIOT KPOBU, MOYU, CMMHHOMO3roBOM1
*)ugkoctn, AHK-amnarHocTuka

2. dH3umoamarHoctuka, AHK-auarHoctuka

3. KonnuecrBeHHOe onpeaeneHne opraHN4Yeckux KUCAoT MoUYun, naasmbl

4. KonnuectBeHHOe onpeaeneHne KaTexoNaMMHOB, aMUHOKUCAOT (KpOBb, Moua,
CMUHHOMO3roBan XUAKOCTb)

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaB/eHHbIMU NO3ULMAMU.ONA KaXK[o0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe NPOHyMepoBaHHbI anemeHT. Kaxkabin
NPOHYMEPOBAHHbIN 3/1IeMeHT MOXKeT 6biTb BbiIbpaH 0gUH pas.

Knacc 6onesHen

A. bone3Hun yrnesogHoro obmeHa

B. MutoxoHapuanbHble 60ne3HU



B. Bone3Hu HapyLeHUA MUTOXOHAPUANIBHOTO B-OKMUCNEHUA XKUPHbIX KUCNOT

I. MepokcucomHble 6onesHu

MeTtoabl noaTBepKAEeHUA AMArHosa

1. Harpy3ouHble TecTbl (rN1HOKO3HAA KpUBaA). IH3IUMOAMNArHOCTUKA KOMNIEKca
AbixatenoHou uenu. AHK-amnarHoctuka

2. KonnyecteBeHHOe onpeaeneHune oYeHb AJIMHHOLENOYeYHbIX XXUPHbIX Kucnot. HK-
AWarHocTuka

3. KonanuectBeHHOe onpeaeneHmMe MOHO- U AUCaXxapuaoB U UX MeTaboNnToB B KPOBMW,
movye. dH3umoguardHoctuka. AHK-gnarHocTuka

4. Konn4yectBeHHoOe onpepaeneHne KapHUTUHA, ero apupoBs, }KUPHbIX KUCNOT.
H3umopgunarHoctuka. AAHK-anarHocTuka

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

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

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

MeTop,

A. SSCP (Single Strand Conformation Polymorphism)

b. HA (Heteroduplex Analysis)

B. CCM (Chemical Cleavage of Mismatch)

. CekBeHupoBaHue no CaHrepy

Pasmep npoaykTa, n.H.

1.180- 250

2.1700

3.600

4.200- 250

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBNeHHbIMU No3MumMamMmun. Ana Kaxkaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04MH pa3, 60nee ogHOro pasa unam He BbibpaH BoBce.
BeKkTOpHaa eMKOCTb:

A. Haubonblias;

b. HaumeHbLas.

BeKTOpHble KOHCTPYKLMM:

1. PeTpoBUpYyCHbIE ;

2. Parosble;



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

5. KocmugHboie.

A-3; b -4;

A-2;6-4;

A-5; b -4;

A-1; b6 -4;

A-3;b6-1;

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU NO3MUMAMU.JNA KaXK[oro
6yKBEHHOro KOMNOHEHTA Bblbepute NPOHyMepoBaHHbINA 31emeHT. Kaxkabii
NPOHYMEpPOBaHHbIN 3/1eMeHT MoXeT 6biTb BbiIbpaH oauH pas.

MeTop,

A. SSCP (Single Strand Conformation Polymorphism)

b. DGGE (Denaturating Gradient Gel Electrophoresis)

B. CCM (Chemical Cleavage of Mismatch)

. CeKkBeHUpoBaHUue

3¢ PeKTUBHOCTb, % onpegeneHua mytauum

1.>95

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU NO3ULUAMU.[ANA KaXK[0ro
6yKBEHHOro KOMNOHEHTa BbibepuTe NpoOHyMepOoBaHHbI anemeHT. Kaxkabin
NPOHYMEPOBAHHbIN 3/1IeMeHT MOXKeT 6biTb BbiIbpaH 0gUH pas.

MeToabl geTeKuuu pesynbtatos lNLP

A. dneKkTtpodopes

b. TM6puagusaunoHHo-pepmeHTHbIN aHanus (TMdPA)

B. Cuctrema «FLASH» n pnyopumetp «KUH»

. Cuctema gertekuum pesynbratos MLP B pexkxume peanbHoro spemeHu (RealTimePCR)
MpubnnsurenbHoe Bpema aeTeKumm

1. 0 MuH.

2. 3 MUH.

3. 60 MmuH.

4.40 muH.



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

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU NO3ULUAMU.[ANA KaXK[0ro
6yKBEHHOro KOMMNOHEHTa Bbibepute NPOHYMepOBaHHbIN 31emMeHT. Kaxkabii
NPOHYMEepPOBaHHbI 3/1eMeHT MoXKeT 6biTb BbiIbpaH oauH pas.

OcobeHHOCTH

A. BO3MOXHOCTb OL,eHKU UCXOAHOro Konudectsa konuii 1HK B o6pasue

b. MoBblWweHWe JOCTOBEPHOCTU UCCNeA0BaHMA 3a cueT cneundruuHocTn Npobbl K
uenesomy amnanpuKkary

B. BoamorKHOCTb yBuaeTb pesynbtart [LUP B BuAe NnoN0CKKU Ha rene, oLeHUTb KOJIMYECTBO
M KayecTBo amnamndpuKaTta no HECKOIbKMM nNapameTpam

MeTtopabl getekuum pesynbtatos lNLP:

1. dnekTpodopes

2. TmnbpugunsaunoHHo-pepmeHTHbIN aHanus (TMdPA)

3. Cucrema «FLASH» n pnyopumetp «AKUH»

4. Cucrema getekuum pesynbtartos MLUP B pexxume peanbHoro sBpemeHnu (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 NpeACcTaBNeHHbIMU NO3ULMAMN. [na KaxK[oro
NPOHYMEpPOBaHHOIO 31eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBEeHHbIN
KOMMOHEHT MOXeT bbITb BbiIbpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
OnpepeneHue:

A. OTparkaroLwme paccToAHMUA MeXKay reHaMu U 1I0KyCcamu;

b. Mo3BonsaowWwme NOKaNU308aTb reH HA XPOMOCOME UM B ee 10KYyCe;

B. Umelowme Hanbonbliee paspeLleHme.

Tun KapTbl:

1. HykneotugHole;

2. FleHeTHuecKue;

3. dusnueckue;

4. XpoMmoCOMHbIE;

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

YCcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU NO3ULMAMU.NA KaXK[0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe NPOHyMepOoBaHHbI anemeHT. Kaxkabin
NPOHYMEPOBAHHbIN 3/1IeMeHT MOXKeT 6biTb BbiIbpaH 0gUH pas.

Metoga (maTepuan) uHBa3uBHOM NpeHaTa/IbHOW AUArHOCTUKMU



A. LlutoreHeTnueckoe uccnepoBaHue (KNeTKU XOPUOHA, KyIbTUBUPOBAHHbIE
aMHMUOTUYECKUE KNeTKNU unu ammeouuTtbl Nn1oaa)

B. MonekynapHo-reHeTU4YecKoe, bMoOXMmuyeckoe U MMMyHOIOrMYecKoe
uccnepoBaHue (XOPMOH, aMHMOTUYECKUE KNETKU, KPOBb)

B. Matomopgonornueckoe uccnepgoBaHue (Koxxa u MmbiwwLbl N10A[a)

. detockonua

Noka3saHua

1. BbICOKMIA PUCK pOXKAaeHUA pebeHKa ¢ HacneaCcTBeHHbIMU 3a601€BaHUAMM KOXKMU
(nxTMO3bI, aNNgEepmonunsbl), c MbileyHo auctpoduei [iloweHHa

2. YTouHeHue auarHo3a BpoXKAeHHbIX NOPOKOB pa3BUTUA

3. Bo3pacT KeHLMHbI K MOMEHTY poaoB 35 neT 1 ctaplie; XpOMOCOMHAA MyTauua y
O4HOrO0 13 poauTenen; poxaeHue npegbiayuiero pebeHka c XpoMmocomHou 60n1e3HbIo;
HU3Kuii yposeHb ADI B cbiBOpPOTKe KpoBU 6epemeHHOI; pe3yabTaTthl Y3U,
npepnonaralolimMe XxpoMOCOMHYI0 60n1e3Hb y n1oaa

4. BbICOKMM PUCK pOXKAeHUA pebeHKa c reHHOM 6one3Hblo No pe3ynbTaTam MeanKo-
reHeTU4eCKoro KOHCy/IbTUPOBaHUA (PeTPOo- UK NPOCNEKTUBHOI0) UM NPOCENBAIOLLUX
Nporpamm BbifiBJIEHUA FeTePO3UrOTHOrO HOCUTE/NIbCTBA; AUArHOCTUKA MHPEKLMKN NN0AQ,
MMMYHOA4ePULMTOB, UMMYHHOW HECOBMECTUMOCTU MaTepPU U Naoaa
A-2;,6-4,B-1;T-3

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

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUUMAMU. [INa KaXaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih npOHYMepOBaHHbIN 3/1eMEeHT MOXeT 6biTb BbiI6paH 0AMH pas.

OcHOBHbIe HacneaCcTBeHHble 3aboneBaHuA, NpeHaTaNbHaA AUArHOCTUKA KOTOPbIX
BO3MOXHa 6MOXMMHUYECKMMU UCCNeA0BaHMAMM aMHUOTUYECKOW X KUAKOCTU

A. bonesHu HakonaeHUA NPoU3BOAHbIX XONecTepuHa

b. HapyweHua o6meHa myKonoaucaxapuaos

B. HapyweHua o6meHa aMMHOKUCAOT U opraHuMyeckux Kucnot . HapyweHua obmeHa
yrnesopaos unu rnnkonportenHos [l. NMpoune HapyweHua bonesHb

1. lfomouyunctuHypua (BuTamuH B12-uyBcTBUTENbHDbIA U BUTAaMUH B12-pe3ncTeHTHbIN
TUNDbI)

2. Aedunumt anbda-rnioKypoHnaasbl

3. bonesHb ®abpum

4. dyko3unpo3

5. CuHapom Jlewa-HuxaHa

A-3;b-2; B—l; M—4;,0-5

~

U'IU'IU'IU'I

-3,
-5;
-2;
-3



YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU No3UumuaAMU. lna Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kaxkabl NpOHYMepOBaHHbIA 31eMEHT MOXKeT 6biTb BbiI6paH OAUH pas.
CKpUHMpYOLLME NPOorpaMmmbl B NpeHaTa/ibHOW AUArHOCTUKE

A. Y3 CKPpUHUHT

B. BUOXMMHUUYECKUIN CKPUHUHT

B. LluToreHeTM4ECKUN CKPUHUHT

. MoneKkynspHbliA CKPUHUHT

O. AMMyHONOrnyecknii CKpUHUHT

UcchepoBaHue

1. XopuanbHbIii rOHaAOTPONUH YenoBeKa

2. TonuwmHa BOPOTHUKOBOIO NPOCTPAHCTBA

3. Uutomeranosupyc IgG, aBUAHOCTb

4. QHK-anarHocTuka

5. KapuotunuposaHue nnopga 6. CeobogHan B-cybveanHuLa XopuoHMYECKOro
roHaAo0TPONMUHA Yenoseka

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

2;b-1;,B-5,I—-4;40-3,6

2;6-1,6;B-5;I-4;,40-3

2;6b-3;B-5I-4;0-1,6

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

A-—
A-—
A-—
A-3;

YCTaHOBUTE COOTBETCTBUE MEXAY NpeAcTaB/eHHbIMU NoO3nuMamun. [ina Kaxkaoro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLWUIA NPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoOHYyMepOoBaHHbI 3/iIeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pas3y.

Bupg Tepanumn

A. AuneTtoTepanua Npu HenepeHOCUMOCTU N1AKTO3bl

B. 3amecTutenbHan Tepanua NPu MHCY/IMH-3aBUCUMOM CaXxapHom aguabete

JleyeHune

1. CumnToMmaTUUECKNIA meToa NeyeHunn

2. 3TMONOrn4YyecKoe nevyeHume

3. MaToreHeTHU4YecKoe neyeHune

A-3;6-2

A-1;6-2

A-3;6-3

A-2;b6-2

A-3;6-1

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMUY NO3MuMaAMU. A KaXKaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kakablit npoHyMepOoBaHHbI 3/iIeMeHT MOXeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unun He Bbl6bpaH HU pasy.

CuHpgpom:

A. CuHapom LLlepelwseBckoro-TepHepa cpean HOBOPOXKAEHHbDIX AEBOYEK



b. CuHapom Tpucomumn-X
PacnpocrtpaHeHHOCTb
1.1:500

2.1:700

3.1:12000

4.1:3000

5.1:15000

A-3;b6-2

A-5;65-3

A-4; b -2

A-1; b -2

A-4;b6-5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBNeHHbIMU No3MumMamMmun. Ana KaxKaoro
6yKBEHHOro KOMNOHEHTa Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kabliht npOHYMepOBaHHbIN 3/1eMEeHT MOXeT 6biTb BbiI6paH 0auH pa3, 6onee ogHoro
pa3a unu He Bbi6paH HU pa3y.

Tun HacnhepoBaHUA

A. AYyTOCOMHO-AOMWHAHTHbIN

B. AYyTOCOMHO-peLecCUBHbIN

B. PeueccuBHbIN, CBA3aHHbINA C reHaMKU X-XpOMOCOMaMMm

OTAnumnTEeNbHbDbIE YEepPTbI

1. 3a6oneBaHMe NPOABAAETCA B KAXKA0M NOKONEHUN

2. 3abonesaHune NPoABAAETCA HE B KaXKA0M NOKO/IEHUU

3. boneloT AMUa NnpeMmMyLLLEeCTBEHHO }KEHCKOro nosa

4. boneloT LA NPEUMYLLLECTBEHHO MYXCKOro nosa

5. CooTHOLWEHUe 340p0BbIX M 60bHDbIX cMbCoB coctaBnser 1:1

6. CooTHOLLEHMe 340pOBbIX U 60/1bHbIX CMB6COB cocTaBaseT 3:1

7. bonerT nuUa XXEeHCKOro M MyXCKOro 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 MEXAY NpeACTaBeHHbIMM No3UuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIU 3/1IeMEHT.
KaAablit npoOHYyMepOoBaHHbI 3/iIeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, 6bonee ogHoro
pa3a unu He BbibpaH HU pa3y. CuHApPOM

A. Cungpom Jlewa-HansaHa

b. Cunppom CaHdununno

B. CuHapom KHanna-Komposepa

Tun HacnhepoBaHUA

1. AyTOCOMHO-peLecCcCuBHbIN

2. AYyTOCOMHO-A0MMUHAHTHbIN



3. X-cuenneHHbI peLeccUBHbIN
4. X-cuenneHHbl AOMUHAHTHDbIN
5. MonaureHHbIN
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 MEXKAY NpeACcTaBleHHbIMU NO3ULMAMU. [INA KaXKA0ro
6yKBEHHOr0 KOMNOHEHTa Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabI NpOHYMepOBaHHbIA 3/1IeMeHT MoXKeT bbiTb BbiIbpaH oaMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. bonesHb

A. CuHapom Jlewa-HansHa

b. bone3Hb «KNeHOBOro cupona»

DedeKTHblii pepmeHT

1. F'nwoKo30-6-pocdarasa

2. Fnoko30-6-pochartgernpgporeHasa

3. I'MNoKcaHTUH-ryaHuH-pocpopubosuntTpaHcdepasa

4. CyKumHaTtaunasa

5. Jekapb6oKcmMnasza aMMHOKUCAOT C pa3BeTB/IEHHOM Lenbio

A-4;b -2

A-5;b -4

A-3; b -5

A-1;b -2

A-1;B6-5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBIeHHbIMU NO3UuMaAMU. A KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kaxkabii NpOHYMepOBaHHbIW 31IeEMEHT MOXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHOro
pasa unu He Bbl6bpaH HU pa3y. bonesHb

A. bonesHb «KNeHOBOro cmpona»

b. AnkanTtoHypua

DedeKTHbi pepmeHT

1. FnoKo30-6-pocdarasa

2. B6-3aBMCMManA KMHYpPEeHUHa3a

3. Tupo3suHasa

4. OKcuaasa romoreHTU3MHOBOM KMCNOTDI

5. NekapboKcunasa aMMHOKUCAOT C pa3BeTB/IEHHOM Lenbio

A-3;B6-5

A-1;b6 -4

A-5;b -4

A-4; b -2

A-1;b6-5



YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaB/leHHbIMU NO3nLMaMU. [INA KaXao0ro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kakabii NpOHYMepOoBaHHbIA 3/1IEMEHT MOXKeT 6biTb BbiIGpaH 0aMH pa3, 6onee ogHoOro
pa3a unu He BbibpaH HU pa3y. bonesHb

A. T'unepaunonpotenHemumsa | Tuna

b. 'mnepaunonpotenHemus Il Tuna

Twvn HacnepoBaHuA

1. AYyTOCOMHO-peLecCUBHbIN

2. AYyTOCOMHO-A0OMMUHAHTHbIN

3. CuenneHHbI ¢ X-xpomocomom

4. CuenneHHbI ¢ Y-XpOMOCOMOM

5. MynbtudakropmanbHbin

A-3;B6-2

A-3;6-5

A-5;b -4

A-1;b -2

A-1;b6-3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaB/NeHHbIMU NO3ULMAMU. [na KaXK[oro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kaablit npoOHYyMepOoBaHHbI 3/iIeMeHT MOXeT 6biTb BbiIbpaH 0guH pa3, 6onee ogHoro
pa3a unu He BblbpaH HU pasy.

bonesHb:

A.TenatouepebpanbHana gucrpodpusn

b. CuHgpom yannHeHHoro uHtepsana QT

PacnpocTpaHeHHOCTb:

1.1:7000

2.1:15000

3. 1:25000

4. 1:50000

5.1:100000

A-5;b6-1

A-5;6-4

A-5; b -2

A-4;b -1

A-3;6-5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU NO3UuMAMU. ONna KaXKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IeMEHT.
Kakablit npoOHYyMepOoBaHHbI 3/ieMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unun He BblI6bpaH HU pasy.

Tunbl KNeTok:

A. B KyNbTMBMPOBAHHDbIX KNIETKaX aMHMUOTUYECKOM }KUAKOCTH, NOJIY4EHHOM NpU
AMHMOLEHTE3e MOXHO:

b. B HEKy1bTUBMPOBAHHDbIX K1€TKaX aMHUOTUUYECKOM }KUAKOCTU, MOSYYEHHOM NpuU



AMHMOLLEHTE3€e MOXKHO:

UccnepoBaHue:

1. Onpegenutb X- n Y-non0BO XpOMATUH
2. UccnepoBaTb aKTUBHOCTb pepmeHTOB
3. Onpepgennutb KapuoTun

4. Onpepenntb ypoBeHb anbda-petonporTenHa
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 NpeACTaBeHHbIMM No3UuMamMmun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kakablit npoOHYyMepOoBaHHbI 3/iIeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. UccnepoBaHue

A. MNMpu nccheposaHnmn UHAUBUAYYMOB € Kapuotunamm 46, XX; 47, XXY; 48, XXYY moxert
6bITb NONY4YEH cnegyoWwuin pesynbrar:

b. Mpu uccheposaHun MHANBNAYYMOB € Kapunotunamu 46, XY; 45, X0; 47, XYY moxkeTt
6bITb NONyYeH cnegylowuin pesynbrat: Pesynbrar

1. OaHO TenbLe NON0OBOro XpoMaTHHa

2. 1Ba Tenbua NONI0BOro XpomaTuHa

3. Tpu Tenbua N0/1I0BOro XpOMaTUHaA

4. Yetbipe TeNbuUa NOZI0BOro XpomMaTuHa

5. Tenbuya NOoNOBOro XxpomaTuHa OTCYTCTBYIOT

A-1;B6-5

A-1;b -2

A-4;b -5

A-3;b6-1

A-1;6-3

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMM No3MumMamMmun. Ana Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabiit npoOHyMepOoBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He BblI6bpaH HU pa3y. UccnepgoBaHue

A. B KneTtkax BarMHaNbHOrO 3NUTENUA 340POBOM XEHLMUHbI UMeeTCA:

B. B comaTuecKux KneTkax 340p0BOro My>X4uHbl UMeeTCA:

PesynbTtar

1. OpHo Tenbue bappa

2. ABa tenbua bappa

3. Tpu tenbua bappa

4. Yetbipe Tenbua bappa

5. Hn ogHoro Tenbua bappa

A-1;b6-5

A-1;b -2



A-4; b -5
A-3;6-1
A-1;6-3

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/eHHbIMU NO3ULMAMK. [lNA KaxK[oro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabii NpOHYMepOBaHHbIW 31IeMeHT MOXKeT 6biTb BbiIGpaH oaMH pa3, 6onee ogHOro
pa3a unu He BblbpaH HU pasy. UccnepgoBaHue

A. O6pab0TKa Ky/bTypbl K1€TOK rMNOTOHUYECKMM PacTBOpOM Heobxoguma:

b. KoaxuuuH npu npurotoBaeHUMN XpOMOCOMHbIX NpenapaToB UCNO/Ib3yeTcA:
PesynbTtar

1. Ana ysennyeHma mmto3oB

2. ina 3apeprKKuN fenalmxca KNeToK Ha ctagum metadasbl

3. lna HaKon/1eHUA KNeToK, HaXoAALWMUXCA B cTaaumn metadasbl

4. Ona nonyyeHna xopowero pasbpoca xpomocom

5. inAa nyyuwero oKpawMBaHUA XPOMOCOMHbIX NpenapaTos

A-2;6-3

A-4;6-2,3

A-4;b -3

A-1;6-3,4

A-4;6-3,5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU NO3UuMaMU. Ana Kaxkaoro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoOHYyMepOoBaHHbI 3/iIeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unun He BblIbpaH HU pasy.

UccnepoBaHue:

A. NMpu anddepeHumanbHOM OKpaLwMBaHUU MeTadasHbIX XPOMOCOM MOXKHO
06HapyXuTb:

b. Npu guddpepeHunanbHOM oKpawmsaHuM npometTadasHbIX 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;6-3

A-2;6-4

A-1;b6-4

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



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

b. AHK

CpepgHAa macca B 04HOMN KNeTKe

1.10-30 nr

2.5Hr

3.3nr

4.10r

A-1;,6-3

A-1;6-2

A-1;6-4

A-3;6-4

A-2;6-4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumMamMmun. Ana Kaxkaoro
6yKBEHHOr0o KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kabliht NpOHYMEepOBaHHbIN 3/1eMEHT MOXeT 6biTb BbI6paH 0AUH pas.

Bup nccnepoBaHuA:

A. Buoxmmumueckoe uccnegoBaHue

b. CneuynanbHble boXumunueckume Tecrbl

NoKasaHua:

1. 3aaepKKa NCUXMYECKOro pa3BUTUA B COMETAaHUM C NPU3HAKAMM MOYEKUCNOro amnartesa
2. OnurodppeHma B coueTaHUM ¢ obLeit AMCNNACTUYHOCTBIO

3. OTcTraBaHue B PU3MHECKOM Pa3BUTUM, renaTocnjieHomeranausa, HenepeHoCMMoCTb
KaKux-nMbo nuiLeBbIX NPOAYKTOB

4. PacTOpMOXKXEHHOCTb, HapyLUeHMe NnoBeaeHusa, UMbeunnbHOCTb, HeObbIYHbINM 3anax
mouu 5. MMoBTOpHbIE C/ly4an XPOMOCOMHbIX NEepPecTpoeK B CeEMbe

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

A-2,3;b-1,5

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

A-1,2,3;6-4

A-4;6-1,2,3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumMamMmun. Ana Kaxaoro
6yKBEHHOr0 KOMNOHEHTa Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabI NpOHYMepOBaHHbIW 3/1IeMeHT MoXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHoOro
pa3a unu He Bbl6bpaH HU pas3y.

Cpok ana npoBegeHusn (Heaena 6epemeHHOCTH)

A.9-11-a

b.11-18-a

Bup metoaa npeHaTasibHOW AUArHOCTUKM:

1. XopuoH6buoncua

2. NnhauyeHTOo6MONCUA

3. AMHUOUeHTe3



4. KopaoueHTtes
5. ®etockonua
A-3;6-2
A-56-2
A-1;6-5
A-1;6-2
A-1;6-4

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/IeHHbIMU No3uuMamMun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIU 3/1IEMEHT.
Kakablit npoOHyMepOoBaHHbI 3iIeMeHT MoXKeT 6biTb BbiIbpaH oguH pa3, bonee ogHoro
pa3a unun He BblI6bpaH HU pas3y. Mpouecc

A. TpaHcKkpunuua

b. TpaHchauua

OnpepeneHune

1. CuHTe3 mPHK Ha matpuue AHK

2. YpaneHue MHTPOHOB u3 nepsudyHoro PHK-TpaHckpunrta

3. CoeamMHeHuMe 3K30HOB B KOHLUe co3peBaHua mMPHK

4. CuHTe3 6enka Ha matpuue mPHK Ha pubocomax

A-3; b -2

A-3;b6 -4

A-1;6 -2

A-1;6-4

A-1;6-3

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/eHHbIMU No3UuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMMNOHEHTa /1IeBOI KOJIOHKU Bblbepute cooTBeTCTBYIOLWME
NPOHYMepPOBaHHbIE 3/1eMeHTbl NPaBOU KONOHKU. Kaxkablii NpOHYMepPOBaHHbIN 3/1eMEeHT
NpaBoii KONOHKU MOXeT bbiTb BbiIOpaH o4uH pa3, 60n1ee 0a4HOro pa3a Uaun He BbiI6paH HU
pa3sy. [lnarHos

A. MykoBucumgos

b. Auctpoduma AoweHHa

OcHOBaHMe gNA NOCTAaHOBKMU AMarHo3sa

1. Pe3ynbTaTbl TMCTONIONMYECKOrO UCCNea0BaHUA

2. KnMHnueckue cumntombl, onpeaenieHne KOHUEHTPaUUM MOHOB HAaTPUA U XA0pa B
NOTOBOM XXUAKOCTU

3. HeBponoruueckaa cuMNToMaTMKa, BpEMA Hava/sia U XapaKTepa Te4eHUus, usmepeHue
YPOBHA KpeaTMHUHPOCPOKUHA3DbI B CbIBOPOTKE KPOBU

4. TUNWUYHDbIA BHELWHWIA BUA, AaHHbIE 31eKTPOPU3INO0IOTMUECKUX UCCIef0BaHUN U
MOIEKYNAAPHO-TeHEeTUYECKUX MEeTO[,0B

A-1;6-1,2

A-1;b6-2,4

A-2;6-3,4

A-4;6-2,3

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



YcTaHOBUTE COOTBETCTBUE MeXAY NpeAacTaB/leHHbIMU NO3UumMAMU. lna KaXaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih npOHYMepOBaHHbIW 3/1eMeHT MOXKeT 6biTb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unu He BblbpaH HU pasy. FeHbl

A. KoaOMUHaHTHbIE

b. JOMMUHAHTHbIE

B. PeueccusHble

OnpepenexHune

1. FeHbl, He 3aBucALMe OT PYHKLMOHANIbHOIO COCTOAHUA APYroro annenbHOro reHa
2. FeHbl, npoaBAAlOWMe CBOIO aKTUBHOCTb B O4UHAKOBOM CTENeHun

3. FeHbl, aKTUBHOCTb KOTOPbIX NOAABAAETCA HeaNNe/IbHbIMU reHaMU

4. leHbl, 3aBucAWMe OoT PYHKLMOHANbHOIO COCTOAHMUA APYroro annenbHOro reHa

5. leHbl, OKa3biBawLwWme nogasnawwmii 3pPeKT Ha HeannenbHbIe reHbl

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

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaB/NeHHbIMU NO3ULMAMU. [na KaxK[oro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoOHYyMepOoBaHHbI 3/1IeMeHT MOXeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pas3y.

leHbl

A. dnucrtatmyeckue

b. 'mMnocraTuueckumne

OnpepenexHune

1. FeHbl, He 3aBucALMe OT PYHKLMOHANbHOIO COCTOAHUA APYroro annesbHoro reHa
2. FeHbl, npoaBAAlOLWME CBOIO aKTUBHOCTb B O4UHAKOBOWM CTENeHun

3. FeHbl, aKTUBHOCTb KOTOPbIX NOAABAAETCA HeaNNe/IbHbIMU reHaMU

4. leHbl, 3aBucAWME OT PYHKLLMOHANbHOIO COCTOAHMUA APYroro annenbHOro reHa

5. leHbl, OKa3biBawLwWme nogasnawowmii 3pPeKT Ha HeannenbHbIe reHbl

A-5;,6-3

A-1;b6-5

A-3;6-3

A-5;b6-4

A-1;6-4

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBIeHHbIMU NO3MuMaMU. A KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoHyMepOoBaHHbI 3/iIeMeHT MOXeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unun He BblI6paH HU pasy.

MyTtauus:

A.TleHHan



b. leHOMHan

B. XpomocomHasa

OnpepeneHune

1. Mytauusa, obycnhoBneHHasa BO3aeMACTBUEM XMMUUECKOTO Unu pusmndeckoro pakropa

2. MyTtauums, npu KOTOPOIA USMEHAETCA YNC/I0 XPOMOCOM NPU COXPAHHOCTU UX CTPYKTYPbI
3. MyTtauumsa, npu KOTOPOI U3IMEHAETCA KOIMYeCTBO U N0oC/1e40BaTe/IbHOCTb
HYKN1e0oTUA0B B Npeaenax oaHOro reHa

4. MyTtauusa, npu KOTOPO U3MEHSAETCA CTPYKTYpa XPOMOCOM NMPU COXPAHHOCTU UX
Koaunyecrea

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3nLMaAMU. [INA KaXKa0ro
6yKBEHHOr0o KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabi NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiI6paH 0AMH pas, 6onee ogHOro
pa3a unu He Bbi6paH HU pa3y.

KaTteropusa

A. K KaTteropum n3onnta oTHOCATCA COBOKYNHOCTH ocobeit npu KoapdpuumeHte
umbpugunra:

b. K KaTteropum naHMMUKCUA OTHOCAT COBOKYNHOCTU 0cobeit npu KoappuumneHTte
umbpugunra:

KoappuumeHT umbpuguHra

1.0,1-0,02

2.0,3-0,001

3.0,0001 - 0,00001

A-1;b6-3

A-2;6-3

A-3;b -2

A-3; b6 -3

A-2;6-4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3ULMAMU. [INA KaXKA0ro
6yKBEHHOr0 KOMNOHEHTa Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkabI NpOHYMepOBaHHbIN 3/1IEMEHT MoXKeT 6biTb BbiIGpaH oaMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. pynna xpomocom

A. UutoreHeTtnuyecKku B rpynny D BXOoAAT XpOMOCOMDI:

b. LutoreHetnyecku B rpynny E BxogAaT xpomocombl: XpoMmocombl

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

5.1-3



b.A-3;b6-5
B.A-3;b6-4
A.A-2;b-1
rNrA-2;6-3

A.A-2;6-5

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 Bbl6bpaH HU pa3y. TepmuH

A.Tetepo3uroTa

b. lomo3uroTta

B. 3uroTa

OnpepenexHune

1. AvnnoungHaa ocobb, umeroLwan ABa pPa3HbIX aanena No AaHHOMY reHy

2. AvnnouaHasa ocobb, Mmelowwan ABa OA4UHAKOBbIX aNs1eNA No AaHHOMY reHy

3. KnetouHas cTpyKTypa, o6ecneumBaloLLan pacxoxaeHne Xxpomocom BO Bpems MUTO3a
WAK Meno3a

4. NpeobnapgaHue B peHOTMNE OAHOrO annena Hag gpyrum

5. Knetka c gunnongHbim Habopom XpoMmocom, BO3HUKAKOLW,AA NPU CINAHUM ABYX rameT
A-1;6-2;B-5

A-1;6-2;B-4

YcTaHOBUTE COOTBETCTBUE MeXAY NpeAacTaB/leHHbIMU NO3UUMAMU. lNa KaXaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih npOHYMepOBaHHbIN 3/1eMeHT MOXKeT 6biITb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. ABneHune

A. fleneuun

b. Aynaunkauua

B. UHBepcua

OnpepenexHune

1. KpaTtHoe yBennueHmne xpomocom

2. Haanume nnwHen xpomocombl B Kapuotune

3. MepemeweHne reHeTUYECKOro maTtepmuana us 0g4HOM XpOMOCOMbI B APYrylo

4. MNoTtepA y4acTKa XpOMOCOMbI U1 XpOMaTUAbI

5. YaBOEeHue yyacTKka XpomoOCOMblI

6. BHyTpMXpomocomMmHasn nepecTtpounKa, Npu KOTopoi ee pparmeHT NOBOpaYnBaeTca Ha
180 rpapgycos

A-1;6-2;B-5

A-4;6-2;B-4

A-4;6-5;B-6

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



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

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTtaB/eHHbIMU No3UumuaAMU. lna Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabii NpOHYMepOBaHHbIW 3/1IeMeHT MOXKeT bbiTb BbiI6paH oaMH pa3, 6onee ogHoOro
pasa unu He BbibpaH HU pasy. ABneHune

A. NMonunnongus

b. Moaucomusn

B. TpaHcnoKauuma

OnpepenexHune

1. KpaTtHoe yBennyeHune 4yncna Xxpomocom

2. Hannume nuwiHet Xxpomocombl B KapuoTtune

3. MNepemeweHne reHeTUUECKOro maTepuasa nu3 og4HOM XpOMOCOMbI B APYrytO

4. MNoTepAa y4acTKa XpOMOCOMbI 1N XpOMaTUAbI

5. YpBOEeHMe y4acTKa XpomMmoCOMbl

6. BHyTPMXpOMOCOMHasn nepecTpoiika, Npu KOTopoii ee pparmeHT NOBOPAYNBAELTCA HA
180 rpapgycos

A-1;6-2;B-3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaB/leHHbIMU NO3nLMaMU. INA KaXao0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kaxkabi NpOHYMepOBaHHbIW 3/1IeEMEHT MOXKeT 6biTb BbiI6paH 0aMH pas, 6onee ogHoOro
pa3a unu He BbibpaH HU pasy.

Monekynbl

A. OHK

b. PHK

dOYHKUUMU

1. CoxpaHeHue HacneaACTBEHHOMU MHPOPMaLMK B KNeTKe

2. Nepepaua HacneacTBEHHOM MHPOpPMaL UK

3. TpaHCNOPT aMUHOKUCNOT

4. CTpoutenbHbl maTepuan, Heo6xo4UMbINA ANA }KU3HU KNETKN

5. DHepreTUyeckasa cucTema KNeTKu

A-1;b6-5

A-1;6-1,2,3

A-2;b6-1,3

A-1;6-2,3

A-1,3;b6-5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3nLMaMU. [INA KaXKa0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabi NpOHYMepOBaHHbIW 3/1IeEMEHT MOXKeT bbiTb BbiIGpaH oaMH pas, 6onee ogHOro



pa3a unu He BblbpaH HU pa3y. NocnesoBaTenbHOCTb

A. OK30H

b. UHTpOH

OnpepeneHune

1. KogoH mPHK

2. EAMHMUA TpaHCKpUNLUUK

3. YUacToK reHa, KogmMpylowm1m YacTtb nocaegosatesbHocT 3penovt MPHK
4. NocnepoBaTeNIbHOCTb, PACMNO/IOXKEHHAA A0 CTAPTOBOM TOUKM TPAHCKPUNLUK
5. Y4acToK reHa, He KoaupyloLwm1i nocneanoBateNbHOCTb 3penoit MPHK
A-4;b6-5

A-4;b-1

A-3;6-4

A-3;B5-5

A-3;b6-2

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumamun. Ana KaxKaoro
6yKBEHHOr0o KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kaxkabi NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHoOro
pa3a unam He BbibpaH HU pa3y. XpOMOCOMHbIN Habop

A.TannougHbIA

b. AunaounaHbIN

B. TpunnongHbiit

Yucno xpomocom

1.22

2.23

3.46

4.47

5.69

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaB/leHHbIMU NO3nLMaAMU. [INA KaXKa0ro
6yKBEHHOr0 KOMNOHEHTa Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabI NpOHYMepOBaHHbIW 3/1IeMeHT MoXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHoOro
pa3a unu He BbibpaH HU pa3y. NMon yenoseka

A.leTeporameTHblif

B. fomorametHbIit

Ana Koro xapakrepeH

1. My»kckoro nona

2. XXeHcKkoro nona

3. My»CKOro u XXeHCKoro 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;6-3,5

A-2;b6-5

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UumMAMU. lna KaXaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
KaxkabI NpOHYMepOBaHHbIW 3/1IeMeHT MoXKeT bbiTb BbiI6paH oAMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. 340P0BbIN YENOBEK

A. My»uuHa

b. }XeHWwMHa

XpomocomHbI¥ Habop

1. iBe Xxpomocombl X

2. iBe xpomocombl X un aBe xpomocombl Y

3. ABe xpomocombi Y

4. 0aHa xpomocoma X M1 ogHa xpomocoma Y

5. Tpu xpomocombli X

A-4;b -1

A-1;6-4

A-4;b -3

A-1;6-2

A-3;6-5

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/eHHbIMU No3UuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabi NpoOHYMepOoBaHHbIW 3/1IeEMEHT MOXKeT bbiTb BbiI6paH 0aMH pa3, 6onee ogHOro
pa3a uam He BbibpaH HU pa3y. XpOoMOCOMbI

A.X

B.Y

Tunbl Xxpomocom

1. CybmeTaueHTPUK cpeaHero pasmepa

2. Manbiit meTaueHTpUK

3. KpynHbli1 akpoUEeHTPUK

4. KpynHblA MeTaueHTPUK

5. Manblii aKpOLLeHTPUK

A-1;b6-5

A-1;b6 -4

A-1;b6-3

A-4;b -1

A-1;b6-2

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



KaxkAabi NpOHYMepOBaHHbIW 3/1IeEMeHT MOXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. MeHbl

A. NMpOTOOHKOreHbl

b. leHbI-cynpeccopbl ONyxonesoro pocra

OnpepenexHune

1. Mo3uTUBHbIE perynatopbl, CTUMYAUpPYIOLUE Ae/IeHUEe KNEeTKU
2. HeratuBHble perynatopbl, NPenATCTBYIOWMUE AeNEHUI0 KNETKU
3. He meloT OTHOLLEHMUA K AEeNEeHUI0 KNeTKU

4. MoneKkynbl, ycunusatloLue geuctsme gpyrux 6enkos

A-4;b-1

A-1;6-4

A-1;b-2

A-1;6-3

A-3;6-4

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU NO3UumMAMU. lna KaXaoro
6yKBEHHOr0o KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabi NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiI6paH 0AMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. OnpegeneHue

A. ®parmeHT 04HO XPOMOCOMbI NPUCOEAUHAETCA K NOBPEXAEHHOMY KOHLY ApYyrou
b. Pa3pbiB Xxpomocombl B ABYX MeCTaxX U nocaeayiouiee coeguHeHue aToro pparmeHra,
HO c noBopoTtom Ha 180 rpaaycos fiBneHune

1. lannoupua

2. Tetpannongua

3. Jeneuun

4. UuBepcua

5. TpaHcnokauua

A-1;6-4

A-5; b6 -3

A-5;6-4

A-4;b -1

A-2;6-4

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
pa3a unu He BbibpaH HU pa3y. HacnheacTBeHHble 601€3HU

A. bone3Hb lNowe

b. bone3Hb HUmaHa-lNMuka Tun A B

B. bone3Hb Tesa-Cakca

B HepBHbIX K/1eTKaX HaKan/iuBaeTca

1. CpuHromumenuH

2. MaHranosng GM1

3. NaHranosng GM2

4. MaHHO030-6-pochar



5. FnoKouepebposup,
A-4;65-3;B-2

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaB/leHHbIMU NO3ULMAMU. [INA KaXKA0ro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
KaxkabI NpOHYMepOBaHHbIW 3/1IeMeHT MoXKeT bbiTb BbiI6paH oAMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. HoBOpOXKAEeHHbIN

A. [lOHOLWEHHDbIN

b. HepoHOLWEHHbIN

Cpoku 3a60pa KpoBU ANA CKPUHUHIA

1. Cpasy nocne poxapeHus

2. B nepBblii A€Hb }KU3HU

3. Ha ueTtBepTbiit A€HDb }XU3HU

4. Nocne 10 gHeM }KU3HMU

A-3;6-4

A-2;6-4

A-1;6-4

A-4;b-1

A-3;b6-2

YcTaHOBUTE COOTBETCTBUE MEeXKAY NpeACcTaB/IeHHbIMU NO3ULMAMU. [na KaxK[oro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Ka)kablih npOHYMepOBaHHbIW 3/1eMeHT MOXKeT 6bITb BbiI6paH 0auH pa3, 6onee ogHoro
pa3a unu He BblbpaH HU pa3y. OnpepeneHue

A. OTparkarouwme pacCToAHUA MeXAay reHaMmu n 1I0Kycamu

b. Mo3BonasaowWmMe NOKaNU30BaTb FeH HA XPOMOCOME U/IU B ee I0Kyce

B. Umelowme Hanbonbllee paspeLieHne

Tun KapThbl

1. HykneotngHble

2. leHeTU4YeCKMue

3. dusunyeckue

4. XpoMmocOMHbIe

5. PeCTpUKUMOHHbIE

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

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



KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AMH pa3, 60onee ogHOro pasa uam He BblbpaH BoBce.
BeKTOpHaA eMKOCTb:

A. Haubonbluas;

b. HammeHblian.

BeKTOpHbIe KOHCTPYKLUK:

1. PeTpoBUpYCHbIE ;

2. Parosble;

3. Ha ocHOBe UCKYCCTBEHHbIX XPOMOCOM APOXKIKEWN;
4. MnasmupaHoble;

5. KocmugHble.

A-1;B6-3

A-2;B6-1

A-1;6-4

A-3;6-4

A-1;B6 -2

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU No3nuMaMU. [1nAa Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bblbepute COOTBETCTBYIOLLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoOHyMepOoBaHHbI 3iIeMeHT MOXeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. MepecTpoiiKa y HocuTena

A. C6anaHcMpoBaHHaA peuMnpoKHana TPaHCN0Kauma

b. Po6epTcOHOBCKOMUTPAHCNOKALUN

Konunyectso ramet

1.6

2.4

3.8

4.2

5.1

A-2; B -3

A-1;6-2

A-1;6-4

A-2;b6-1

A-3;6-1

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBNeHHbIMU No3MumMamMmun. Ana KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04UH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
Tun HacnhepoBaHUA:

A. AyTOCOMHO-peL,ecCUBHbI1 TUN;

Bb. AYyTOCOMHO-A0MMWHAHTHbIN TUN.

3aboneBaHue:

1. BpoXxXaeHHble NOPOKMU cepaLua;

2. Munopguctpodpua [lloweHHa;

3. NMunopocreHos;

4. PeHUNKeTOHYpUA.



5. Heiipopubpamoros.
A-4;b6-2,5

A-4;6 -6

A-4; b -5

A-2;b6-5

A-3;b6-5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3MumMamMmun. Ana KaxKaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
KaxkabI NpOHYMepOBaHHbIW 3/1IeMeHT MoXKeT bbiTb BbiI6paH oAMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. 3aboneBaHue

A.Temodpunus

b. bone3sHb PeKnnHrayseHa

B. 'MnepToHu4ecKas 6onesHb

Tun HacnhepoBaHUA

1. PeueccmMBHbIN, cuenAeHHbI ¢ X-XpoMmocomou

2. LJOMUMHaHTHbINI, cuenieHHbI ¢ X-XpoMmocomon

3. AYyTOCOMHO-peL,EeCcCUBHbIN

4. AYyTOCOMHO-A0MMUHAHTHbIN

5. MonureHHbIN

A-2;6-5;B-2

A-3;6-5;B-2

A-1; b6 -4;
A-1; 6 -4;
A-3;b6-5;

B-3
B-5
B-4
YcTaHOBUTE COOTBETCTBUE MeXAY NpeAacTaB/leHHbIMU NO3UUMAMU. lNa KaXaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih npOHYMepOBaHHbIN 3/1eMeHT MOXKeT 6biITb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. 3aboneBaHue

A. NonHan tecTMKynapHaa pemuHnsauma

b. HenonHasa TectMKynapHaa pemumHmnsauma

Bo3pact maHudecrauum

1. NMNepuog HOBOPOIXKAEHHOCTU

2. MepBbli rog XU3HU

3. NepBoe pecatunertmne

4. Nepuoa NoNOBOro co3peBaHUA

5. 3penblii Bo3pact (nocne 30 ner)

A-4;b-1

A-1;B5-5

A-1;65-3

A-1; b -2

A-3;6-1

YcTaHOBUTE COOTBETCTBUE meXay npeactaBNeHHbIMU No3uuuamun. ina Kaxkaoro



6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLWUIA NPOHYMEPOBAHHbIN 31€MEHT.
Ka)kablih NpOHYMepOBaHHbIW 3/1eMeHT MOXKeT 6biTb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. 3aboneBaHue

A. Mporpeccupyrowian moilweyHana auctpodua

b. ®akomaTto3

MpuHUMNbI NneyeHUA

1. 3TMonoruyeckumn

2. NaToreHeTUUeCKn

3. 3amecTuTenbHbIN

4. CAMNTOMaTUYECKUA

5. He nopgpatotca neyeHumio

A-4;b -1

A-1;b-2

A-1;b6-5

A-4;b -4

A-2;b6-3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumMamMmun. Ana Kaxkaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 04uH pas, 60nee ogHOro pasa unm He BblbpaH BoBce.
CuHpgpom:

A. CuHgpom KnaitHdenbrepa;

b. Cungpom TepHepa.

HapyweHue nonoBoro pa3surtua:

1. Hegopa3Butne MONIOYHbIX XKenes;

2. AHOManbHOeE pa3BUTUE MATKU U BAaranuLa;

3. AMYHUKM He onpeaenaloTca;

4. AmeHopes.

A-4;6-2,3

A-1;6 -4

6-1,2,3,4;

A-5;6 -3

A-1,2;6-3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3ULMAMU. [INA KaXKA0ro
6yKBEHHOr0o KOMNOHEHTa Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkabI NpOHYMepOBaHHbIN 3/1IEMEHT MoXKeT 6biTb BbiIGpaH oaMH pas, 6onee ogHOro
pa3a unun He Bbl6bpaH HU pasy. FeHbl

A. leHbl ¥ NPOTOOHKOreHbl

B. FeHbl-cynpeccopbl onyxoneun

XapaKrepuctuka

1. MoryTt akTuBMpoBaTbCAa amnanpuKkaumen, TpaHCA0KauMen UamM mytTauuen reHa

2. NMotepa pyHKUMM BeAeT K pa3BUTUIO ONYXOU

3. MpuUCcyTCTBYIOT B KNETKaxX 34,0pOBbIX N04€eMN

4. ABNAKOTCA ayTOCOMHO-A0MUHAHTHbIMU



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

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. 3aboneBaHue

A. CuHgpom Bunbamca

b. Cunapom Aun-xopaxu

B. Cunapom Cmuta-MareHuca

. Cunpgpom Mpapepa-Bunnu

Aeneuus

1.22q11

2.17p11.2

YcTaHOBUTE COOTBETCTBUE MeXAY NpeAacTaB/leHHbIMU NO3UUMAMU. lNa KaXaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
Ka)kgblih npOHYMepOBaHHbIW 3/1eMeHT MOXeT 6biITb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unun He BblbpaH HU pa3y. CpoK ansa nposeaeHun (Hegena 6epemeHHOCTH)
A.11-12-a

b. 16-20-a

Bupg metopa npeHaTtasibHOM AUArHOCTUKM

1. OnpepeneHune B CbiIBOPOTKE KpoBU bepemeHHOI APT

2. HeKOHBIOIrMPOBaAHHbDI 3CTPUON

3. PAPP-A

4. Xr4

5. XopnoHbuoncus

A-5;6-1,2,4

A-3;6-1,4

A-3;6-1,2,4

A-1;b6-2

A-3;6-5

YcTaHOBUTE COOTBETCTBUE meXay npeactaBNeHHbIMU No3uuUamun. ina Kaxkaoro



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

A. 30-neTHAA XKEeHLWMUHA, B aHAMHe3e poXA4eHne MepTBoro pebeHka ¢ MHOXeCTBEHHbIMMU
nopokamm pa3Butua (NOANMAAKTUAKUA, pacliennHa HEGA, NOPOK cepAaLa) M HOPMaAZIbHbIM
KapuoTMnom

b. B cemeiiHOM aHamHe3e muoguctpodpusa iloweHHa, 6epemeHHan - HOCUTENbHULA
cemeuHOU aeneuum B reHe gUCTpodpmHa

B. Y nnoaa Ha 9-v Hegene rectauum npu Y3U o6HapyX1unm ysenimdueHne ToNLMUHDI
LWeiHOM CKNaAKM, aTPe3uio UM CTEHO3 ABEHaALATUNEPCTHOMN KULLKKU

l. 25-neTHAA }KeHWwMnHa o4ueHb 06ecNOKoeHa BO3MOXKHOCTbIO POXKAeHMA pebeHKa ¢
cuHapomom [layHa. MHAMBUAYaNbHbIA U ceMmelHblii aHamHe3 6e3 ocobeHHoCTel

L. 36-neTHAA }KeHLWMHa Ha 14-1 Heaene 6epemeHHOCTH

MeTtoa npeHaTanbHOM ANArHOCTUKMU

1. buoncua BOpCHUH XOpUOHa

2. OnpeaeneHue KoHUeHTpauun ADI1 B CbIBOPOTKE maTepu

3. AMHUOUeEeHTEe3

4. NetanbHoe Y3U

5. KopaoueHTes

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

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

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

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

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

Kputepuamwm gna BKAOYEHUA NATO/I0MMM B NPOrpamMmmy MaccoBoro 6Moxmmumueckoro
CKPUHWHIA HOBOPOXAEHHbIX ABNAIOTCA BCe NepeynceHHble, Kpome O4HOro:
BO3MOHOCTb NPOCTOM, HaZeKHOMW (4yBCTBUTENbHOMN, cneunduyHon, 6es
NIOXKHOOTPMUATENbHbIX PE3Y/bTAaTOB) M SKOHOMUYECKU ONpPaBAAHHOM ANArHOCTUKN B
OOKNMHUYECKOM cTagumn 3aboneBaHus;

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

Bblpa*KeHHbIN KANHNYECKNI noanmopdusm 6onesHu.

TAKECTb NOPaAXKeHUA C HEOOBPATUMbIMM NOCNEACTBUAMM B BUAE MHBANUAM3ALMN NN
pPaHHEN cmepTy;

BO3MOHOCTb NAaTOreHeTU4YeCcKom AN MHON 3PpHEKTUBHOM KOPPEKLIMN BbISBAEHHOTO
HapyLeHus;

BepHble Bce Nnepeuymnc/ieHHble yTBEPXKAEeHUA OTHOCUTENbHO annenbcneynduuHom
rmépunansaumnm ¢ 0OIMroHYKNeoTUAHbIMU 30HAAMU, KPOME OAHOrO:

ANA ANAarHOCTUKM AocTaTOYHO AHK HEeCKONbKMX Y1IeHOB CEMbMU;

HeobxoAMMO 3HaHMe MyTauuun, obycnoBamBatoLLEen AgaHHoe 3aboneBaHue;

nepea Havyanom AHK-gMarHocTMkm Heob6xoa4MMO 3HaHUE NOC/Ief0BATENbHOCTU;BCETO
reHa, BKAYaa GpNaHKMpyowme perynatopHble Noc/iea0BaTeNIbHOCTH;

MO ET NCMO0/1b30BaTbCA ANA ANATHOCTUKU CEPNOBUAHO-KNETOUYHON aHEMUN;



3TOT ANATHOCTUYECKMIM MeTo 4, MPUMEHMM ANA HEDBOIbLIOTO YMCNa FeHHbIX bonesHen.

MaccoBomy 6MOXMMMUUYECKOMY CKPUHUHTY NOANEeXUT 3aboneBaHue:
HenpodubpomaTos;

bEHNNKETOHYPUS;

remoxpomaTos;

MYKONoancaxapumaosbl;

MblleYHana auctpodums JoweHHa.

MaccoBbii 6uoXumun4ecKknii CKPUHUHI Npeanoaaraer:

obcnepoBaHMe HOBOPOXKAEHHbIX C LLE/Ibio BbiABAEHUA onpeaeneHHbiXx Gopm
HacneACTBEHHOW NATONOMMM B AOK/IMHUYECKOM CTaamu;

obcnepgoBaHue geten n3 yupexaeHuin gna cnabosuaawimx;

nccnefoBaHME KPOBM M MOYM HOBOPOKAEHHbIX Ha COAepKaHUe MUKO3aMUHOTIMKaHOB
(Mykononuncaxapunaos);

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

BCE NepeyncneHHoe.

XpomocomHbie 60ne3Hu — 3T10:

CTPYKTYPHbIE XPOMOCOMHbIE NEepPEecTPOKu;

3a601eBaHMA, NPUN KOTOPbIX UMEET MECTO NOIMMOPU3M FEHOB;

rpynna KAMHUYECKN MHOTO0OPa3HbIX COCTOAHUIN, XapaKTepU3yeMbIX MHOMXKECTBEHHbIMM
NOPOKaMM Pa3BUTUSA;

COCTOSIHUA BCNeACTBME TPUCOMUU XPOMOCOM;

HecbanaHCMPOBAHHbIN XPOMOCOMHbIN Habop.

MoKa3saHuA anAa nposeaeHUA 6MOXMMUUYECKOro Uccneso0BaHUA:
MHOECTBEHHbIE BPOX/AEHHbIE MOPOKU Pa3BUTUS;

nerkan onurodppeHns, 3a4epKKa Nos0BOro Co3peBaHmus;
onnroppeHma B coyeTaHmm ¢ 0buein ANCnAacTMYHOCTbIO;
MOBTOPHbIE C/Iy4an XPOMOCOMHbIX NePecTpoeK B CEMbE;
NMOBTOPHbIE CNOHTaHHbIe abopTbl.

FeHoMm, accounMmnpoBaHHbIM C pa3BuTuem 6onesHu Anburermmepa, ABnAeTCA:
BRCA;

IRF6;

MGMT,;

APOE;

PTEN.

[OwnarHos cMHAPOMA YMCTBEHHOM OTCTAaN0CTU C IOMKOM X-XPOMOCOMOM OKOHYATE/IbHO
noATBepXAaeTcA Ha OCHOBAHUM:

OAHHbIX 31eKTposHUedanorpaduu;

pPe3yNbTaTOB NCMXONOMMYECKOTO TECTUPOBAHMUS;



pe3yNbTaToB BUOXMMMUYECKUX NCCNeA0BAHNIA MOYM U KPOBMY;
MOJIEKY/IAPHO-TEHETUYECKOro aHan3a;
JAHHbIX CEMEeNHOro aHamHesa.

B KaKkOM reHe He06xo0AMMO NPOaHANU3NPOBATb MyTaLlMK ANA NOATBEPIKAEHUA
AWarHosa mykosmcumpaosa?

HFE;

BRCA;

GJB2;

CFTR;

MTHEFR.

Moka3aHua ana npoBeaeHna cneymanbHbiX 6UOXMMUYECKUX TECTOB:

pPBOTA, AervapaTtauna, HapyleHune abixaHua, acunT y pebeHka 1-ro roga *KMU3HU Npu
UCKNOYEHUU NOPOKOB pa3sButma HRKT;

YMCTBEHHAA OTCTA/NI0CTb, BPOXKAEHHbIE MOPOKU PA3BUTUA PA3/IMYHBIX OPTaHOB U CUCTEM;
NPMBbIYHOE HEBbIHALLIMBAHME;

KOMNIEKCbl BPOXKAEHHbIX MOPOKOB Pa3BUTUA U MUKPOAHOMA/INIA Pa3BUTMA Ha POHe npe-
M NOCTHATA/IbHOM 3a4€ePKKN GMU3NYECKOTO Pa3BUTHUS;

BCe NepeyncsieHHoe.

CpeaHan ANNHA 3K30HA B 6e/10K-KOAUPYIOLWMX FreHaX Ye/loBeKa B Napax HyKneotuaax
cocTaBnfer:

200;

37;

525;

170;

1587;

BepoATHOCTb poXXaeHua pebeHka c cuHgpomom MapdaHa, echm 1-i peb6eHOK umeert
3TOT CUHAPOM, @ POAUTENU 340POBbI, COCTaBAAET NPUMEPHO:

50%;

75%;

25%;

OKO/10 HYNA;

100%.

ONnAa poKasatenbcrBa MynbTU¢daKTOPUaibHO NpUpoabl 601e3HU UCNONb3YIOT BCe
nepe4yuncsieHHble MeToAabl, Kpome:

6/1M3HEeL0BbIN;

LUTOreHEeTUYECKUI;

nccnefoBaHme accoumaLnmm reHeTUY4eCKUX MapKepoB ¢ 601e3HbIO;
KIMHUKO-TeHeanornyeckui;

NONYyAALNOHHO-CTAaTUCTUYECKUN.



Ha monekynapHOM ypoBHe Tesiomepa COCTOUT U3:
anbda-caTeN/INTHbIX NOC/IeA0BaTE/IbHOCTEN;
GC-6oraTbix nocneao0BaTe/IbHOCTEMN;

CTPYKTYPHbIX FTEHOB;

nosTopsaowenca nocnegosatenbHoctn -TTAGGG-
pacceAaHHbIX NOBTOPOB;

feTeporameTHbIM Ha3blBaeTcA:

non, B AUNJIONAHOMN KNETKE KOTOPOTo MMEIOTCS ABE Pa3Hble NOJI0BbIE XPOMOCOMbI;

non, B AUNNIONAHON KNETKe KOTOPOro MMETCA ABe OMHAKOBbIE MO/I0BbIe XPOMOCOMbI;
opraHmn3m c GeHOTUMUYECKUMM NPU3HAKAMMN MYKCKOTO NoNa;

opraHn3am c GeHOTUMNYECKUMM NPU3HAKAMM KEHCKOTOo NoNa;

OpraHM3M C XPOMOCOMHbIMM NEPECTPOIKaMM NOJIOBbIX XPOMOCOM.

HacnepctBeHHas npeapacnoioXXeHHOCTb Npu MynbTudaKTopuanbHbix 60ne3HAX 6onee
BCEro cBA3aHa:

c reorpaduyecKMMM Pas3NNYMAMM YaCTOTbI;

C CEMEeNHbIM HaKON/IeHMEeM B 3aBMCMMOCTM OT CTEMEHM POACTBA C NPobaHAOM;

C COLMANBbHO-3KOHOMMYECKMMW Pa3/TMYNAMM YaCTOTbl;

C Ce30HHOCTbIO 3a60/1€BAaEMOCTM U POXKAEHUA BONbHbIX;

C U3MEHEHMAMM YacToTbl 3a601eBaHMA MO roAam.

MeToAa reHeTMYeCKOro KapTMpoBaHUA MybTUdaKTOpUasbHbIX 3a601eBaHUiA:
nccnepgoBaHme accoumaunii B NoNyasaumax n CEMbAX;

aHanu3 cueneHus;

CEKBEHMPOBaHWE reHoB;

MeTOoA NAEHTUYHbIX MO NPOUCXOXKAEHUIO annenem;

reHeTUYeCKMN aHaNU3 CKpeLLMBaHNI MOAENbHbIX OPraHN3MOB.

Ecamn B AHK amuHoKucnota neyuH Kogupyertca tpunaetom LAA, 1o
Komn/sieMeHTapHbiMm KogoHom mPHK 6yaer:

YYA;

LT

ALLL;

rvy;

YALL.

CekBeHupoBaHuem cneayowero nokoneHusa (NGS) moxkHo uccneposatb Bce
nepeymcaeHHoe, Kpome O4HOrO:

AHann3 NnpoTteoma;

AHann3 reHoOma;

AHanun3 sKk3oma;

AHanus 6akrepnoma;

AHanus reHa.



CTeneHb reHeTUYECKOM AeTepMUHALMN MyNbTUPAKTOPMANIbHO 06YCNOBAEHHOTO
npu3HaKa oTpaXKaer:

noKasaTeNb NeHETPaHTHOCTH;

OO0 KNETOK C MyTaLMeN XpOMOCOM NPU MO3aNUYHOM KapuoTune;

KO3pdUUMEHT MHOPUAMHTA;

KO3 PUUMEHT HaCNeayYEMOCTH;

OLLEHKA YPOBHA MyTaLLMOHHOIO Npouecca.

Bone3sHaMMU ¢ mynbTudaKkTopManbHO 06ycnoBAEHHOW NPEAPACNONI0KEHHOCTbIO
ABNAIOTCA BCE NepeyncaeHHble, Kpome O4HOM:

A3BeHHan 6one3Hb ABEeHaAUaTUNEPCTHOM KULLKK;

wusodpeHus;

rasakTo3emus;

nwemmnyeckaa bonesHb cepaua;

aNKOroNN3M.

Y10 TaKoe cpepHAA rnybuHa NOKPbITUA AaHHbIX BbICOKONPOU3BOAUTE/IbHOTO
cekBeHuposaHua [ HK:

KONMYeCTBO HYK/1eOTUA0B B O4HOM NPOYTEHUMU;

cpeaHee YNCN0 NPOYUTEHUN, coAePKALLUUX TOT AU MHOM HYKNEOTUA reHOMa;
YMCNO NPOYTEHUN, COAEPHKALLNX TOT NN UHOWN HYKNEOTU A, FeHOMA;

cpegHee KONM4YecTBO HYK/1eOTUA0B B O4HOM NPOYTEHUMN;

cpegHee YNCNo NPOYTEHUN HYKNEOTUA0B BCEX 9K30OHOB UCCNEAYEMbIX TEHOB;

CUMHaNTOHEeMHbI KOMNJ1eKC — 3TO:

6enkoBan CTPyKTypa, 6rarogaps KOTOPOM ABa FOMOIOra YAEPKMBAOTCA BMECTE B
OVakuHese-meTadase 1-ro MEMOTUYECKOTO AE/IEHUSA;

peuenTopbl CIOXHOM cybbeANHUYHOM CTPYKTYpPbI, KOTOPblie GOPMMPYIOTCA Ha
uMTONNa3MaTUYEeCcCKon membpaHe;

6enKkoBaA CTPYKTypa, BO3HUKalOLWas B Npoda3e NnepBoro MEMOTUYECKOTO AeNEHNA MeXay
ABYMA FOMOJIOTMYHbIMU XPOMOCOMaMU;

KOMMNAeKC pubocom B oouMTe NEPBOro NOPAAKA, B KOTOPbIX MAET aKTUBHbINA CUHTE3
benka;

Komnnekc FlonbaxKu.

Ons BO3HUKHOBEHUA po6epPTCOHOBCKOI TPaHCAOKaLun Heobxoaum:
XPOMOCOMHbIE Pa3pbiBbl HE HYXHblI;

OAMH XPOMOCOMHbIW pa3pbiB;

ABa XPOMOCOMHbIX Pa3pbIBa;

He meHee TPEX XPOMOCOMHbIX Pa3pblBOB;

MHOX€ECTBEHHbIE XPOMOCOMHbIE Pa3pbiBbl.

Y10 M3 NpeacTaBNeHHOro ABAAETCA OHKOCynpeccopom?
BRCA1,;
ADD1;



IL28B;
CFTR;
AZF.

Ha aonto xpomocombl X yenoseka NpUXoauTcaA:

meHee 1 % Bcero reHeTMYeCKOro maTepuana, CoaeprKalleroca B KNeTke;
npnbansnTenbHo 5 % BCero reHeTUYECKOro MaTepmuana, Coaep Kalllerocsa B KNETKe;
6onee 20 % BCero reHeTUYECKOro MaTepunasa, Coaep Kalleroca B KNeTKe;

6onee 50 % Bcero reHeTUYECKOro MaTepuana;

KO/ZIMYEeCTBO reHeTMYEeCKOro maTepmana, KOTOpoe CUIbHO KonebneTtca B KNeTKax 0AHOro
OpraHM3ama B 3aBMCMMOCTM OT CTaAMM OHTOreHe3a 1 TMNa KNETOK.

OCHOBOMNOMOXXHUK KIMHUYECKOU reHeTUKn B Poccum:
H.K. Konbuos;

C.H. laBuaeHKoB;

A.C. CepebpoBckuis;

H.B. TumodeeB-PecoBckui;

H.M. Oy6uHunH.

Y10 U3 NnpeacTaBNEeHHOro ABNAETCA 1eNAEeHOBCKOU MmyTaumuein?
ITGA2: 807 C>T;

FTO: IVS1 A>T;

F2:20210 G>A;

F5:1691 G>A;

Nokyc 8g24 RI.

Monnmopdunam Kakoro reHa MOXKeT CYKUTb NPUUMHOM NPeaPaACNONIOKEHHOCTU K
rMNepToHnn?

AGT,;

UGT1A1;

Chek2;

NOD;

VDR.

Mpu BbIABNEHUM HacNeACTBEHHOTO 3a601eBaHUA Y pa3BUBAIOLWEroca Ni04a Cyabby
aToro nnopa (npoaonkeHne 6epemeHHOCTM UnM abopT) B NpaBe pewwaTb:

TONbKO MaTb;

PennrmosHble 0b6beanHeHUS;

TONIbKO Bpauu;

TONIbKO POAUTENN;

rocyaapcTBeHHble OpraHbl 3jpaBoOOXpPaHEHMA.

BONbLMHCTBO HacNeACTBEHHbIX HapyLeHuii meTaboaunsma o6ycnosneHo:
PEeLLeCCUBHbIMU reHamu;
AOMWHAHTHbIMU reHaMu;



LI,I/ITOI'IJ'Ia3MaTVI'-IECKOl‘/JI HacneaCrBeHHOCTbIO;
XPOMOCOMHbIMU TOPUCOMUAMMU;
TepaTOoreHHbIMu BO3,CI,€I\/'ICTBI/IFIMI/I.

NoHatuio « MyTauua» cCOOTBETCTBYET BCE, KpOMe:

M3MEHEeHMe NocnenoBaTeIbHOCTU HYKNEOTUAOB BHYTPU reHa (reHoB);

eANHUYHbIe C/ly4an ayTOCOMHO-PEeLEeCcCMBHbIX 3aboneBaHMN B NOTOMCTBE OT 6paka ABYyX
3[10POBbIX CYNpYyros;

M3MEHEHME Yncaa XpOMOCOM;

M3MeHeHMe CTPYKTYPbl XPOMOCOMbI (XpOMocom);

Aeneuma y4acTka XxpoOMOCOMbI.

K areHTam, Bbi3blBalOLWMM FreHHble MyTaLiun, OTHOCUTCA BCe, KpOMe:
aKPUANHOBbIE KpacuTenu;

aNKMANPYIOLLIME COeANHEHUS;

a30TMCTan KUCNOTa;

Kpaxman.

JlY4M PEHTreHa;

CuenneHo ¢ X-xpomocomoii HacneaylTca 3aboneBaHua:
remodunus;

6onesHb [ayHa;

OANBTOHU3M;

beHnNKeToHYpUA;

CMHApOMm 3aBapaca.

MpuunHoii BO3HUKHOBEHUA HacNeACTBEeHHbIX AedeKToB 06MeHa ABAAKOTCA:
reHOMHbIe MyTaLuK;

M3MEHEHME YNCNa XPOMOCOM;

FeHHble MyTaLuu;

cbanaHcMpoBaHHble TPAHC/IOKALUMUY;

TepaToreHHble BO34eNCTBUA.

Mo>KHo rosoputb 06 onpeaensiowem sHa4yeHUN reHeTMYecKnx GakTopos B pa3BUTUMU
NpuU3HaKa Npu 3HauyeHnn KoddpPpurumeHTa HacneayemocTu, paBHOM:

0,2-0,3;

0,8-1,0.

0,4-0,5;

0,5-0,6;

0,7-0,8;

JoKa3aTtenbCTBOM TOro, YTO pa3BUTMUE pPaKa CBA3AHO C NOBpeXAeHNnemM reHOMa KNeTKu
ABNAETCA:

KaHueporeHHoe ,u,eﬁcname Pa3/IM4YHbIX MUTOIeHOB,

Haan4yme MHOroYyncineHHbIX I'IOBpe)K,EI,EHVIl‘/JI HacneacCcrBeHHOro annapaTta KJ1IeTKN B



onyXxonsx; u

OHKOreHHOEe AelcTBue BUPYCoB, CNOCObHbIX BCTpauBaTbes B AHK; n
CyL,ecTBOBaHME HacneaCcTBEHHbIX GOpPM paKa;

KpOCCUHroBep.

TpaHCKpUNUUOHHbIN PaKTop-6en0K p53 BbiNOAHAET cneayowme GyHKUUN:
AKTUBMPYET reHbl, 3anycKatoLwme anonTos;

penpeccmpyeT reHbl, CA4epPKMBaKOWMe anonTos;

AKTUBMPYET reHbl, OTBeYatowme 3a OCTAaHOBKY KNETOYHOIO Ae/IeHUS;

BCe rnepeyncsieHHoe BepHo.

ABNAETCA ONYXONEBbIM CYyNpPeccopom;

XpomocomHbIit Habop xapaKTepHbIA gna cuHapoma KnanHdenbrepa cooTBeTcTeyer
BCEMY, Kpome:

46, XY/47, XXY;

48, XXXY;

47, XXY;

45, X;

48, XXYYV.

Ana cuHgpoma LLlepeweBcKoro-TepHepa He XapaKTepHO:
NONHOE OTCYTCTBME BOOC;

nepsBuYHasA ameHopes;

MOHOcOoMMUA 45, X;

HU3KWUIA POCT;

KPblIOBMAHbIE KOXHbIE CKNaAKM B 061aCTu Wwen.

C X-xpomocomoi cuenneH reH:

cmHapoma KnanHdenbTepa;

cnHgpoma Lepewesckoro-TepHepa;
aApeHoreHnTaIbHOro CUMHAPOMA;

remopmnumm A;

CMHAOPOMA reMopparM4yeckom TeNleaHrMaKTasmu.

Ona pnarHocTukmn 6onesHen, oNA KOTOPbIX MYTaHTHbIU FreH HEU3BECTEH U He
NNOKaNM30BaH, NPUMEHAETCA:

NPAMOMN CUKBEHC;

npAMaA AeTeKUMA C UICNOAb30BaHMEM CrieuMPUUEeCcKUX MONEKYNAPHbIX 30HA0B;
CeMEMHbIM aHaNN3 rpynn cuenneHus;

MeToA cneunduyeckmnx pecTpuKkTas;

NDA.

CuHapom [layHa BO3HMKAET u3-3a HapyLleHua B:
5 xpomocome;
NONOBbIX XPOMOCOMAX;



21 xpomocome;
15 xpomocome;
18 xpomocome.

dopmyna KapuoTuna, XxapakTepHasa gna cMHgpoma flayHa:
47, XX, +18;

47, XXY;

46, XY, der (14;21);

47, XX, +13;

47, XVYY.

YKaKute, KTO U3 60/1bHbIX OLLMO6OUYHO HanpaB/eH K Bpavy-LUTOreHeTUKy Ann
uccnepoBaHUA KapuoTtuna:

YKEHLWMHa, poamBLuan pebeHKa c perynapHoi Tpucommen 21 xpomocombl;
¥KEeHLWMHa, MeBLLAsA 3 CNOHTaHHbIX abopTa;

pebeHOoK c ncopmasom;

XPOMATUH-MONOKUTENbHbIA MaNbYuK;

MY}KYMHa, Y KOTOPOro POAUACA CblH C TPAHCNOKAUMOHHOM dopmoit bonesHn JayHa.

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

60NbLWON ANNUTENBHOCTBIO CTaAUN AUKTUOTEHbI Y HEMONOAbIX XKEHLWMWH,
CONPOBOXKAAOLLENCA POCTOM BEPOATHOCTU HApPYLUEHMIN annapaTa BepeTeHa AeNeHuns;
BbICOKOW NpoandepaTMBHOM aKTUBHOCTbIO OOFOHUEB, CONPOBOXKAAOWeNCcAa owmnbKkamu B
pabote AHK-nonnmepassl;

BO3paCTaHMEM YacTOTbl HEPABHOIO KPOCCUHIOBEPA B raMeTOreHese y HeMOo104bIX
YKEHLUMH;

06wWMm BO3pacTaHMEM YaCTOTbl TOYKOBbIX MyTaLMN Y }KEHLWNH cTape 35 nerT;
HapyweHnem cuctembl penapauuun AHK.

B nepsom 6pake y }KeHWwMUHbI 33 neT poaunca pebeHoK ¢ TpaHCN0KauMoHHOU dopmoit
6one3Hn fayHa. Kapuotun xeHwmHbl 6e3 natonoruun. NMpu BTopom 6paKe co 340p0BbIM
MYXXYMHOM B cyvyae bepemeHHOCTU eid cnepyeT NpoOBeCcTU UccaeaoBaHue:

C MOMOLLbIO MONEKYNAPHbIX 30HAOB;

MYTaLUN B reHe AncTpoduHa;

KapuoTuna nnoaa;

ypOBHA anbdpa-beTonpoTenHa;

CNeKTpa aMUHOKUCNOT.

ONnA pMarHoCTUKN reHOMHbIX MyTaLUid NPUMEHSAIOT:
meTon, C-OKpacKku;

MeTOo/, C UICNONb30BaHMEM PIIOOPECLEHTHbBIX KpacuTenewn;
meTo, G-OKpacKu;

PYTUHHYIO OKpacky;

BCE NepevYncneHHoe.



MpuunHamu BO3HUKHOBEHUA TPUCOMUI ABNAIOTCA:
TOYKOBbIE MyTaLUK;

HepacxoXaeHne XPOMOCOM;

oAHOpOANTENIbCKAA AUCOMMUS;

OTCTaBaHMeE XpOMOCOM B aHada3se;
MHTEepPCTMUMaNbHaA geneuns.

BonbHoO ¢ cuHapomom KnanHdenbrepa okasanca mMo3ankom ¢ Kapmotunom 46, XY
47,XXY 48,XXYY. B Knetkax 3atoro 60/1bHOro MoXHo 06HapyXXu1Tb TeNblia NONOBOro
XpOMaTHHa:

OaHo;

YacTb KNeTOK MOXKeT UMeTb OAHO Tesible, YaCTb — HU O4HOTO;

Hwn ogHoro;

YacTb KNeTOK MOXKeT UMeTb OA4HO Tesble, YacTb — ABa;

Pa3pblBOB B OAHOWN MM HaCTb KNETOK MOXET MMEeTb OAHO Te/bLEe, YaCTb — ABa.HECKO/IbKUX
XPOMOCOMaX.

B rameToreHese }KeHLWMUHbI C CUHAPOMOM Tpucommm X moryt o6pasoBaTbCa rameTbl C
aHOMa/IbHbIM YUC/IOM XPOMOCOM. ITOT BAPUAHT HEPACXOXKAEHUA MOXKHO 0603HAUUTD
KakK:

ABOMHOE HepacxoXKaeHue;

nepBUYHOE HEPACXOXKAEHUE;

BTOPUYHOE HEpPaCXOXKAEeHME;

TPETUYHOE HEePACXOXKAeHNE;

nocnefoBaTelbHOE HEPACXOXKAeHMUeE.

Mpu aHanunsze metadasHbIX NNACTUHOK HANAEHO 9 KN1eTOK C HOPMAJIbHbIM KapMoOTUNOM
46, XX, a TaK)Ke aBe ¢ Tpucomuen 21 xpomocombl. TAaKTUKa Bpava LUTOreHETUKaA:
AMNArHO3 YCTAHOB/EH - TpUcomua no 21 xpomocome;

AMATrHO3 YCTAHOB/IEH - HOPMAJIbHbIN KapuoTun;

HEeobXxoAMMO YBENNYUTb YNCI0 aHANN3NPYEMbIX MeTada3HbIX MNACTUHOK, a TaKXKe
NpuBAEYb METOAbl aHaNM3a MHTepda3HbIX A4ep C nomoLLbto Nnpob cneunduyeckon AHK.
AMNArHO3 YCTAHOBJ/IEH - MO3aULMU3M;

HeobxoaMMO NPOBECTN OHTOreHeTUYeckoe obcneaoBaHue poanTenen;

MnenoTponHoe AeicTBME reHa He NPOABAAETCA NPu:
bEHNNKETOHYPUY;

deTaNlbHOM aNKOTONIbHOM CUHAPOME;

raflakTo3emuu;

cMHgpome MapdaHa;

apaxHOAaKTUINMN.

Ana ranakrozemuun Tmn 1 xapakrepHo:
MHOXeCTBEHHble MNOPOKMK;



pa3BuTUE cencuca; u
KaTapakTa; u

renaTomeranua c HapyweHnem GyHKLUMN NeYeHun; 1
NOBbILWEHNE KOHLUEHTPALWK raNakTuToNa.

Ana ranakrozemuun Tmn 3 He XapaKTepHo:

NOBbILWEHNE KOHLLEHTPALUM rAaNAKTUTON];

NOBbIWEHNE KOHLLEHTPALWM raNaKTo3bl;

renaTomeranuma c HapyweHunem GyHKLUMN NeYeHu;

KaTapaKTa;

AedeKT reHa, Kogupywuwero ypuamn-gnoncdat-raHakto3o-4-anmmepasbi.

MpoBeaeHuA cneunanbHbiX 6UOXMMUUYECKUX UCCIea0BaHMI TPebyIoT:

XPOHUYECKNE NHEBMOHWU, HapyLUEHNE BCAaCbIBAHUA B KMLLEYHUKE, TMNOTpoduUA;
PaCTOPMOKEHHOCTb, HapYyLUEeHME NoBeAeHNs, UMBEeLUNbHOCTb, HEOBbIYHbIN 3anax MoYu;
MbILLIEYHaA IMNOTOHMA, PBOTA, OTCTaBaHWE B MCUXOMOTOPHOM Pa3BUTUU;

BCE MepeyYnucneHHoe.

CHUXKeHMe 3peHuna, KUPOCKOANO3, renaTocneHOMeraima, yMcTBEHHaA OTCTaNoCTb;

MpumeHeHUe NeBOKapPHUTUHA C Lie/1bl0 BbiBEA,EHUA TOKCUYECKUX MeTabonutos
Haubonee 3pPeKTUBHO NPU OpPraHUYECKUX auuaypUax:

6one3Hb KaHaBaHa;

n3oBasiepMaHOBan aumMaypms;

6onesHb Mowe;

NPONMOHOBAN auMaypus;

6onesHb Pabpu.

Cpeau HaceneHua EBponbl amaBpoTHyecKasa cemeiHaa ngnotmua Tea-Cakca BcTpeyaeTca
c yacrtotou 0,04 Ha 1000 HOBOpOXAEHHbIX. YacToTa retepo3uror Aa B AaHHOM
nonynAaumun COCTaBuUT:

10%;

1,2%;

5%;

3%;

0,8%.

K nusocomubim 60ne3HAM HaKoN/1IeHUA OTHOCATCA Bce 3aboneBaHus, Kpome:
LMCTUHO3;

dyKo3na03;

6onesHb Pedpcyma;

6onesHb Tea-Cakca;

6onesHb Pabpwu.

Knaccnueckana popma peHUNAKEeTOHYPUU NeUnTCa ANETO C HUSKUM coaeprKaHuem:
beHnnanaHuHa;



beHunrnnunHa;
2-4-pMHUTPOPEHNNTNAPA3UHA;
dbeHnnrmapasmnHa;
METUOHMHA.

Mo ayTocomHO-peLeccMBHOMY TUNY HAaCNeAYHTCA:
anunencum;

MUNOPOCTEHO3;

BPOXAEHHble NOPOKU cepaLa;

bEHUNKETOHYpUS.

cemenHas ampumsema Nerkux;

Auetotepanus c orpaHnyeHnem 6esKa He NpUMeHsAeTca AnA cnepylowmnx 3aboneBaHuit:
beHnnKkeToHYpUA;

HeA0CTaTOYHOCTb NMMPYBATAEMMAPOreHa3HOro KOMMJIEKca.

TUPO3UHEMMUS;

MeTUIMANIOHOBAA aLnaypUs;

601e3Hb C 3aNaXOM K/IEHOBOTO CMpPOMNa MOYMU;

K 3a6oneBaHnam, cBA3aHHbIM C 3KCNAHCUE TPUHYKNEOTUAHbIX NOBTOPOB OTHOCUTCA:
bEeHUNKETOHYPUS;

NenynHos;

Xxopeun [eHTUHITOHA;

cnHgpoma JloypeHca-MyHa-bapae-bunns;

CepnoBUAHO-KNETOYHAA aHEMMUA.

Mo ayToCOMHO-A0MMHAHTHOMY TUNY HAaCNEeAYIOTCA BCE NepevyncaeHHble 3a6oneBaHus,
Kpome:

xopewn FeHTUHITOHa;

cMHapoma MapdaHa;

aApPEHOreHNTaNIbHOro CUHAPOMA.

HenpodubpomaTosa;

axoHAponnasuu;

HemeHpenupylouiee HacnegoBaHue oTMevaeTcs y:
MUTOXOHAPMANbHbIX 3aboneBaHN;
MYKOBMCLMA033;

CMHApoma Bunbamca;

beHnnKeToHypuu;

6one3Hb Tea-Cakca.

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

BCe AeBOYKM BbyayT 6ONbHbI;



BCE Ma/ibiMKM B6yayT 60NbHbI;

BCe AeTn byayT 340p0Bbl HE3aBUCUMMO OT MONA, HO AEBOYKM BYAYT HOCUTENBHULAMM reHa
remopumnunu;

NOJIOBMHA MaJIb4MKOB B6yayT 60NbHbIMY;

NONOBWHA AeBoYeK byayT HOCUTENbHMLAMM NATONOMMYECKOrO reHa.

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

reHeTUYeCKMMM paKTopamu;

dbaKTOpamm BHeELHeN cpeabl Npu onpeaeeHHOM reHeTUYeCKOM NpeapacnonoXKeHUu;
daKTOpaMM BHELLHEN cpeapbl;

anNuUreHeTU4YeCcKMMn GpaKkTopamu;

HEeNONIHOM NeHEeTPaHTHOCTbIO ONpeaeNneHHOro reHa.

B MmeAMKO-reHeTUYEeCKyo KOHCY/IbTaLuIio 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 340PO0OBbI;

puCK 3aboneBaHMa gna manbumka paseH 50%;

PUCK 3ab60n1eBaHUA ANA AeBOYKN paBeH 50%;

MoparkeHne MbiLEeYHOro BOJIOKHA XapaKTepHo Ann:
nporpeccnpytowemn mboileyHom auctpodum JoWeHHa;
CMUHaNbHOM amuoTpodpuum BepaHura-fobdpmaHa;
OEeTCKoro uepebpanbHOro napanunya;

cuHagpoma Jloy;

cnHgpoma [ayHa.

Tun HacnepoBaHuAa 6one3Hn BunbcoHa-KoHoBanosa:
PEeLEeCCMBHbIN, CLLENIEHHbIN C X-XPOMOCOMOW;
aYTOCOMHO-PELLEeCCUBHbIN;

OOMMWHAHTHDBIN, CLENNIEHHbIN C X-XPOMOCOMOM;
aYTOCOMHO-A0OMUHAHTHbIN;

NOJINTEHHDbIN.

OnAa nposBeaeHUA LUTOreHEeTUYECKOro aHa/1In3a UCNO/b3YIOT BCE NepeymncneHHoe,
Kpome:

KNEeTKM KOCTHOTO MO3ra;

KNETKN NeyeHw;

nmmooumntbl nepudepmnyeckon Kposu;

buonTaT ceMeHHUKa;

6uonTaT XopMoOHa.



CpegHAA ANNHA UHTPOHA B 6€10K-KOAUPYIOLWKUX reHax Ye/ioBeKa B Napax HyKa1eoTuaax
COCTaBAfAET:

5419;

8433;

2444;

12434;

6745.

YKaXKuTe nogpasaeneHue, KOTOpoe He BXOAAT B CTPYKTYPY permoHasibHOM
(mexxpernoHanbHO) MeaUKO-reHeTUYEeCKOMU KOHCYIbTauuu:

nabopaTtopunun HEOHATANBHOIO N BUOXMMUNYECKOTO CEIEKTUBHOTO CKPUHUHTA Ha
HacneAcTBeHHble 601e3HN 0OMeHa;

nabopatopusa LUTOreHeTUYECKOM ANArHOCTUKN;

oTaeneHne MmeamKo-reHeTUYECKOro KOHCY/IbTUPOBAHUS;

oTAeNeHue pa3paboTKM MHHOBALMOHHLIX NpenapaTos;

nabopaTtopua npeHaTaNbHOW ANATHOCTUKMN.

B 3aaauun yutoreHeTMYECKOM NabopaTopum permoHasibHOM MeANKO-reHeTUYEeCKoM
KOHCYNbTaLn BXOAMUT:

A. yTOYHEeHUWe gmMarHo3a HacneacTBeHHOro 3abonesaHna obmeHa BeLWecTs;

b. npoBeaeHue umMToreHeTMYeckoro ob6cnegoBaHmMA cemen M 60NbHbIX C NOAO3PEHNEM Ha
XPOMOCOMHYO NaTONOIMIO;

B. 06bACHeHMe pe3ynbTaToB 06C/1eA0BaHMA KOHCYNbTUPYHOLWMMCA B 4OCTYNHOM A1A HUX
dopme;

. npoBepeHue cekseHnposaHua [HK;

[. npoBeaeHne ne4yeHna NaLNEeHTOB C FeHEeTUYECKMMMN OTKNOHEHUAMM.

B 3apgaumn nabopatopuii HEOHATaNbHOTO U BUOXMMHUUECKOTr0o Ce/IEKTUBHOIO CKPUHUHIA
Ha HacneAacCTBeHHble 60n1e3HM 06MeHa MeAUKO-reHeTUYECKOWU KOHCY/IbTaLuu BXOAUT
BCe, Kpome:

noaTeepXaeHne guarHosa GeHUAKETOHYPUM U BPOXKAEHHOTO TMNOTUPEO3a Y AETeN,
BbIAABNE€HHbIX MPU HEOHATa/IbHOM CKPUHUHTE;

CEeNEKTUBHbI BUOXMMUMUYECKNI CKPUHUHT (NnpocenBaHmne) Ha HBO B cembsx;
pa3paboTKa HOBbIX METOA40B aHANM3a HACNeACTBEHHbIX bonesHel;

OpraHM3aymAa u NnpoBegeHmne MaccoBoro CKpUHUHra Ha HBO;

BMOXMMUYECKNI KOHTPOb 33 iedeHneM 60/1bHbIX GEHUKETOHYpPUEIA.

YKaXKuTe yupekaeHua 34paBooXpaHeHUs, KOTopblie He y4acTBYHOT BO B3aMMO4ENCTBUMN
ONA OCYLLEeCTB/IEHUA MOHUTOPUHIA BPOXKAEHHbBIX MOPOKOB Pa3BUTUA:

NpPO3eKTypa;

POANNBHBIA AOM;

B3pOCaan NONMKANHUKA (CTaunoHap).

AEeTCKana NONUKANHUKA;

MeAMKO-TeHeTUYeCKas KOHCYNbTaums;



HasoBuTte yupexkaeHus, B KOTopblie MOryT 6biTb HanpasBaeHbl 60abHble U3
peruoHanbHO MeaUnKo-reHeTuYecKom KoHcyabTauumn ana AHK-amMarHoctmku
HacneacTBeHHOro 3abonesaHusn:

cenbckme 60bHULbI;

YKEHCKaa KOHCY/IbTalUMA NO MECTY }KUTeNbCTBa;

TEPPUTOPUA/IbHbIE MEANLUHCKUE YyUpEKAEHUA obuero npoduns;
MeXPEernoHanbHaa MeAUKO-rTeHeTUYEeCKasa KOHCYbTauus;

AOMa UHBAIMAOB.

YKaXKute TeppuUTOpUanbHyO0 MeaULMHCKYIO CNYXK6y, KoTopas yyacTByeT B obecneuyeHumn
maccoBoro ob6cneaoBaHuA 6epemeHHbIX XKeHLWUH ana GopMUPOBaAHUA FPynn pUCKa no
BIMP 1 XxpomocomHbim 60ne3HAM:

nabopaTtopHas cnyKba;

MeAUKOo-TeHeTuYecKasa cnyxba;

neanaTpuyeckan cnyxba;

TepaneBTMYECKaA CNyKOa;

CTOMATONIOrNYecKan cnyKba.

OcHoOBHas 3aZ,a4a NepBOro ypoBHA MaccoBoro o6cneaoBaHua 6epemeHHbIX }KeHLLUH:
npeHaTaNibHan AMArHOCTMKA BPOXKAEHHbIX MOPOKOB Pa3BUTUS;

npeHaTasibHas ANAarHOCTMKA XPOMOCOMHbIX 6onesHen;

dbopmmMpoBaHMeE rpynnbl PUCKA NO BHYTPUYTPOOHOM NaToorMm naoaa;

npeHaTasibHas ANArHOCTMKA KOHKPETHbIX HacneaCcTBeHHbIX bonesHewn;

YTOYHEHME CpOKa BepemeHHOCTH.

OCHOBHbIMM 334a4aMM BTOPOro YPOBHA MAaccoBOro o6cnenosaHna 6epemeHHbIX
YKEHLLUH ABNAIOTCA BCE, KpOMe:

OLLEHKa TAXKEeCTM NaTo/I0MMK, BbIABNEHHOM Y NN0A3;

dopmMmuMpoBaHUeE rpynnbl PUCKa NO BHYTPUYTPOOHOM NaTonornm nnoaa;
HanpaB/ieHWe Ha NpepbiBaHME bepeMeHHOCTY;

ANATHOCTMKA KOHKPETHbIX GOopM NopaXkeHna Nnnoaa;

NPOrHO3 ANA XU3HU 1 300p0BbA pebeHkKa.

Mpu npoBeaeHUN BTOPOro ypoBHA MaccoBoro ob6cnenosaHua 6epemeHHbIX }KeHLWWH B
MeAUKO-reHeTUYeCKOM KOHCYbTauum NpoBOAUTCA BCe, KpOMe:

reHeTMYECKOE KOHCY/IbTUPOBaHME CeEMEN NPU NOATBEPKAEHUN NATONOMMM NN0Aa;
reHeTUYeCKOoe KOHCY/IbTUPOBaHME bepeMeHHbIX }KEeHLLWUH C PUCKOM NaToN0rMKN NI0Aa;
JleyeHune BbiABNEHHbIX NAaTON0MM NioAaa.

KOMMIEKCHOEe npeHaTasnbHoe obcnenoBaHue nnoaa;

KOHCUAMYM 1A BbIpabOTKM TaKTUKKN BeaeHMA 6BepeMeHHOCTM NpU NOATBEPKAEHUM
naToNoOrMn y NNoaa;

MoHATMe KapTUpOBaHUA reHOMA Ye/loBeKa BKAoYaeT B ceba Bce, Kpome:
N3y4YeHMe TOHKOM CTPYKTYpPbl reHa



n3yvyeHune sKCnpeccnum reHa,

onpeaeneHune rpynn cuenneHuma,

NnocTpoeHune AeTabHbIX XPOMOCOMHDbIX KapT,

BblACHEHWE MNOJ/IHOIO reHeTU4YEeCKOro CoOCTtaBa BCEX XPOMOCOM HeE/10BEKa.

KapTbl, eguHuuen nusmepeHusa KOTopbixX ABASETCA YaCTOTa peKoMObUuHauuu:
reHeTU4YecKume;

HYKNeoTUAHblEe;

dusnyeckue;

XPOMOCOMHbIE;

PECTPUKUMOHHbIE.

EAnHULEN reHeTUYeCKOM KapTbl FeHOMA ABNAETCA:
KNOHMpPOBaHHble ¢parmeHTbl JHK;

HYK/ieoTus;

CAaHTUMOPraHnaa;

XPOMOCOMHble 6eHabl;

9K30Hbl U UHTPOHDI.

Xpomocomocneuudpuueckme 3oHabl IHK — aTo:

dparmeHTbl AHK, cogeprawme TONbKO CTPYKTYPHbIE TeHbI;

OHK XxpomocomHbIX pparmeHTOB pa3HOM 4JINHbI;

KNOHMpOBaHHble ¢parmeHTbl JHK, XxapaKkTepHble ana onpeaeneHHbIX XPOMOCOM;
dparmeHTbl JHK, copepKalume ToNbKO CTPYKTYPHbIE reHbl;

dparmeHTbl JHK, copepxalme pacceaHHble NOBTOPbI.

Mrbpuamsaums in situ c meyeHbIMM 30HAaMUN NO3BONAET:

N3y4YnTb PECTPUKTHYIO KapTy 30HAa;

JIOKann30BaTb NOC/eA0BATENbHOCTb 30HAa HA XPOMOCOME U/IN B €€ JIOKYCE;
nccnenoBaTb HYKNEOTUAHbIM COCTaB 30HAa;

nccnenoBaTb PAacCTOAHME MeXKAY 30HAAMMU;

onpeaennTb Nocaef0BaTeIbHOCTb PACMNO/IOXKEHUA FEHOB B XPOMOCOME.

Mbpugusaums in situ c nokyc cneymnpuueckumm npobamm nossonser:
onpegenuts NAPD;

M3y4nUTb KapMoTUn 60NbHOTO;

NONY4YUTb MHPOPMALMIO O NEPECTPOMKAX UCCNeaYEMOTO IOKyca y 601bHOTO;
NONY4YNTb NHPOPMALUIO O MYTALLUAX B TEHE;

onpeaennTb HyKNeOTUAHbIM COCTaB UCCNesyemoro IoKyca.

BeKTOpHaA cucrema — 3T10:

cuctema baKTepua-xo3auH;

cuctema Habopa YHUKanbHbIX nocnegoBaTenbHoctelt AHK;
cMcTema anAa nepeaadun reHeTMYecKoro maTepuana BHYTPb KNETKY;
nosTopArWanaca nocnegosatenbHocTb JHK;



noannenTnaHaAa nocnenoBate/ibHOCTb.

MpumeHeHne MoNeKynApHO—LUUTOreHeTUYEeCKUX MEeTOA0B AUAarHOCTUKU C NOMOLLbIO
Xxpomocomocneuymudpuueckmnx npob AHK nossonser caenartb Bce, Kpome:

BbIABUTb NPOUCXOXKAEHME A0D0aBOYHbIX MapPKePHbIX XPOMOCOM UM MUHUXPOMOCOM;
CEKBEHMPOBATb 3K30M;

onpeaennTb CNOXKHbIN XPOMOCOMHbIM MO3anLM3M NPU HEBLICOKOM COAEPKAHNM
AQHOMa/IbHbIX KNETOK B KapunoTune;

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

YTOYHUTb TOYKUN Pa3pbiBOB aHOMAJIbHbIX XPOMOCOM.

BeKTOpHble KOHCTPYKLMK BbIBalOT:
nnasmuaHble;

¢darosble;

BCE BEPHO;

Ha OCHOBE UCKYCCTBEHHbIX XPOMOCOM APOXKKEN;
KOCMWUJHbIE.

BAn3HeuoBbIA MeToA B MeAULMHCKOMN reHeTUKe UCNOo/Ib3yeTca ANA:
ONA N3YYEHUA NPUYMHBI BOSHUKHOBEHUA MyTaLUI;

OLEHKM YaCcTOTbl BOSHUKHOBEHWA MyTaLWiA;

onpegeneHmna 4YactoTbl NATO/IOMMYECKOro annena B Nonynayum;

ANA pacyeTa KOHKOPAAHTHOCTY;

ONA N3y4eHUa «MoYawmx» nocnegosatenbHocten AHK.

OHK-punarHoctuka 6one3Heit MUMNPUHTUHIA CBOAUTCA K ONpeaeneHuio:
CTPYKTYPHbIX MyTaLMN B reHax;

Pa3INYNI B aNIeNIbHOM METUANPOBAHNM OTLLOBCKOM M MAaTEPUHCKOM XPOMOCOM;
pPa3/IM4niA B TEHHOW 3KCNpeccuu;

KPYMHbIX XPOMOCOMHbIX NEPECTPOEK;

OAHOHYK/NEOTUAHbIX NOIMMOPPU3MOB.

K npoToOHKOreHam K/i1eTKu OTHOCATCA:
pocToBble GaKTOpPbl N UX peLenTopbl;
reHbl «A0MaLUHEero X03ancTea;

FeHbl- XPaHUTENN KNEeTOYHOTO LUMKN3;
MWTOXOHAPWANbHbIE FEHbI;
MMNPUHTUPOBAHHbDIE TEHbI.

K metogam npamoin JHK-AMarHOCTUKM He OTHOCUTCA:
bparmeHTHbIN aHaNKU3;

annenbcneundunyeckas MLUP;

MNUP-NAP®;

cekBeHupoBaHue [HK;

MUP B peanbHOM BpeMeHU;



K metogam KocBeHHoM [JHK-anarHocTMkn oTtHoCATCA:
anekTpodopes;

MeTo4, OAHOHUTEBOrO KOHPOPMALMOHHOTO NOANMOPPU3IMA;
XpomaTtorpadus;

aHa M3 MUKPOCATENIMTHOTO NOANMOPPU3MA;
cekBeHupoBaHune AHK.

Ona ocywecrBneHma kocseHHo AHK-anarHoctMku Heobxogmmo Hanmuue AHK:
npobaHaa;

npobaHaa, oTua, matepu, nx 60NbHbIX U 340POBbIX POACTBEHHMKOB;

npobaHaa, oTua, MaTepu;

oTua, MmaTepu;

340P0BbIX POACTBEHHMKOB.

Ecnuy npobaHpa ussectHa mytauums, NpMBoAALLAaN K HacnieaCcTBeHHOMY 3a6oaeBaHumio,
KaK onpeaenutb Hainume 3TOM MyTauum y pOACTBEHHUKOB:

NPOBECTU NOJIHbIN CKPUHUHT MyTaL MM B reHe HacneaCTBEHHOro 3aboneBaHus;

NpPOBEeCTU KAPMOTUNNPOBAHMNE Y POACTBEHHUKOB.

onpeaennTb NOAMMOpPPHbIe MapKepbl, CLLeNAEHHbIE C NAaTONIOTMYECKUM annenem;
NPOBECTN CEKBEHUPOBAHME IK30HA C MyTaLMen y poACTBEHHUKOB; U

nposectu MUP-NAP® y poaCTBEHHUKOB;

Ona ocywecrBneHmna AHK-4MarHoCTMKM MUKpPOA4eneuMoOHHbIX CUHAPOMOB UCNOJb3YIOT:
annenocneundunyeckas MLUp;

CEKBEHMpPOBaAHME;

SSCP-aneKktpodopes;

XPOMOCOMHbIM MUKPOMATPUYHbINA aHANU3;

nuP-nApP®.

Mpu romoyncTUHYpUMK, Bbi3BaHHOM AedeKTOM LUCTaTUOHUH 6eTa-CUHTa3bl, NOBbILEH
YPOBEHb cneayowmx amMHOKMUCIOT B MOYe:

METUOHUHA N TOMOLIMCTUHA;

rMULUUHA U LUCTUHA;

LUCTUHA U apPTUHUHA;

METUOHWUHA N aPTUHUHA;

MUUUHA U TOMOLMCTUHA.

MoBblWweHHbIV ypoBeHb aMMMaKa B KPOBU Habatogaerca npu:
KCaHTYypeHOBOW auuaypuu;

6one3Hn KaHaBaHa;

rMnepnpoMHeEMUY;

APrMHUH-AHTAPHOM aUNaYPUN N LUTPYISIUHEMUU;

NpY BCEM NEPEYNCIEHHOM.



bones3Hb «KNEHOBOro cupona» 06bI4HO conpoBoXKpaaeTrca.
HaKoN/1eHNeM rMmkKoreHa B KN1eTKax;

HapyweHnem 3aKnaakm roHa;

OCTEONOPO30OM;

XapPaKTePHbIM 3aMaxXoOM MOYMH;

Ha/IMYMEM aHOMaANIbHOTO remornobuHa S.

[ONnA BbIABNEHUA HAapYyLLEHUMN aMUHOKUCIOTHOro o6meHa Hanbonee nHpopmaTuseH
meTop;:

LMTOreHeTU4YecKoe nccaenoBaHue;

nccnegoBaHMe MOYN U KPOBM Ha cBOHOAHbIE AMUHOKMUCNOTDI;

nccnegoBaHue 6€N1KoBOro cnekTpa naasmbl KPOBY;

KNMHUKO-TeHeaNorMyeckne gaHHble: Haamume B cembe ABYX cMHCOB CO CXOAHOM
CUMNTOMATUKOM;

rmbpunansaums in situ.

Mpu nporpeccupyiowieit mbiweyHo auctpodpum JioweHHa ypoBeHb KpeaTUHKUHAa3bI:
Hanbonee NoBbIWEH B AOKANHUYECKON cTaanm 3aboneBaHus;

B NIt060M cTaanm 3aboneBaHUA yBeIMYMBAETCA;

0COB6EHHO 3aMeTHO yBeIMYEH B Nepmno HapacTaHUA KAMHUYECKUX CUMNTOMOB;
Hanbonee BbICOK B KOHEYHOM cTagmMun 3abonesBaHus;

NOCTENEeHHO NOBbILAETCA C MOMEHTa NPOABAEHNA NEePBbIX MPU3HAKOB A0 KOHEYHOM
cTagumn 3abonesaHuA.

BpoxkgeHHaa meTremornobmMHonatua mox<et 6biTb Bbi3BaHa:
HeA0CTaTOYHOCTbIO KaTanasbl;

HeA0CTaToOYHOCTbIO pepmeHTa Anadopassbl;

Ha/IMYMeM aHOMabHOTO remornobmHa S;

Ha/IMYMeM aHOMabHOro remornobuHa E;

HaKOMNEHMEM IMIMKOTEHA B KNETKax.

Mpu KynbTMBUPOBaHUM B NpucytctBun ®rA aenatca KNeTku KpoBHu:
MOHOUMUTDI;

nmmeoumnTbl;

3pUTPOLUTI;

HEeNnTpodunbI;

MbILLEYHbIE KNETKN.

B ocHoBe rubpuamnsaumm nexart ceoncrea monekynbl JHK:
amnanduKaums;

pecTpukums;

rmgponuns JHK;

KoMnaemeHTapHoCTb uenen JHK;

AeHaTypauma.



AHK-30HA - 370!

€AMHUYHbIe pacCesHHble HYKNeoTnabl;

nocaefo0BaTeIbHOCTb HYKIEOTUA0B, KOTOPbIe y3HaeT PEeCTPUKLMOHHAA SHAOHYKNeas3a;
nocnegosatenoHoctn [IHK, cocroawan ns 20-25;

dparmeHT AHK c pryopoxpomHOM MeTKoN.

nocnepoBatenbHocTb AHK ANMHOM HECKONBKO M/IH. NAP HYKNEeoTUAOB;

KnoHnuposaHue [JHK npeanonaraert:

NAoPD;

BCTpanBaHue pparmeHTa JHK B BEKTOPHYIO KOHCTPYKLMUIO;
MLuP;

610TUHT-TMBpHAan3ayms;

rmbpunansaums in situ.

Hanbonee usyuyeHHou anureHeTnyeckoi mogudukaumen apnaerca:
aUeTUNNINPOBaAHME TMCTOHOB;

dochopunmpoBaHme rMCTOHOB;

CTPYKTYPHbIE NU3MEHEHMUA OTLOBCKON UAM MAaTEPUHCKOM XPOMOCOM;
cneunduyeckoe meTuanpoBaHme UMTo3nHoB B CG-AMHYKNEOoTMAAX;
OAHOHYK/NEOTUAHbI NOAMMOPPU3M POANTENBCKUX XPOMOCOM.

MnepmetTnnmuposaHue UMTo3MHOB B CG-AUHYKNEOTUAAX PETYNIATOPHbIX PAaliOHOB reHa
NPUBOAMT K:

YCUIEHWIO TPAHCKPUMNLMOHHOM aKTUBHOCTM FrEHOB COCEZHErO JI0KYCa;

He B/IMAET Ha aKTUBHOCTb reHa;

YCUNEHUIO TPAHCKPUMNLMOHHOM aKTUBHOCTU FEHa;

NoAaB/IEHNIO TPAHCKPUNUMOHHOM aKTUBHOCTU reHa;

HEe3HAYNTENIbHOMY CHUXKEHUIO TPAHCKPUNLMOHHOMN aKTUBHOCTH

KAnHnueckumu nokasaHUaAMU aNA NpeHaTaZibHOro KapuoTMNMpPoBaHMA Naoaa
ABNAIOTCA:

Hannuune anabeta y 04HOro U3 poauTeNien Haanuue;

nepeHeceHHble MHPEKLUMOHHbIe 3aboneBaHMa maTepy;

BbIIBJIEHHbIE NMPU YIbTPA3BYKOBOM MUCCAEA0BaHUN aHOMAIMU NN0A3;
rmnepToHU4Yeckaa 6onesHb y poACTBEHHUKOB;

¥KeflaHue Bpava.

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

noAo3peHmne Ha Mo3auum3m No onpesesieHHOMY XPOMOCOMHOMY CUHAPOMY;

HaAn4Yne MyKOBMUCLNL03a B CEMbE;

Ha/nyme remoOXpomaTo3a B CEMbE;

BO3pacT maTtepu o 35 ner;

noaospeHmne Ha cuHapom [ayHa.



Ona npeHTMPUKaLuMm XpoMoCOM He UCMONb3yeTcA:

BE/INYMHA XPOMOCOM;

Ha/IN4Yne CTPYKTYPHOM NepecTpPomKy;

PAcnoioXeHne LeHTPOMEpbI;

Ha/InuMe NnonepeyvHom NCYepPUYEHHOCTU XPOMOCOM NPU OKPALLIMBAHWUY;
bnyopecueHTHbIe 30HAbI.

[ONnA pMarHoCTUKN XPOMOCOMHbIX 601e3Heit OCHOBHbIM METOA0M fIBNAETCA:
MOIEKYNAPHO-TEHETUYECKUIA;

MMMYHOI0TUYECKUIA;

LNTOreHEeTUYECKUN;

CEepPOoIOTNYECKNIA;

BNOXUMUNYECKUNIA.

JTan KOAXMHU3aLMU NPU NPUroTOBIEHUM NpenapaTos meTadasHbIX XpOMOCOM
Mcnonb3yeTca gNAa:

yBeNANYEHUA AIMHbI CNYTHUYHbIX HUTEN;

NIYYLLEro oKpalMBaHUA XPOMOCOMHbIX NpenapaTos;

HaKOMNMEHWA KNETOK, HaXxoAAWMXCA Ha CTaanmn meTadasbl MUTOTUYECKOTO Ae/leHUs;
Moly4eHuna XxopoLuero pasbpoca XpOMOCOM Ha NPeaMETHOM CTEK/E;

YMEHbLLUIEHMA A/IMHbI FeTePOXPOMATUHOBOrO CErMEHTa.

3aKno4YeHue LMTOreHeTUYEeCKOro uccieaoBaHnA A0NXKHO BKIOYATb BCe, KpOMme:
OaHHble O NauueHTe;

NONHbIN NepeyYeHb reHOB, BbIABNEHHOIO HapYyLEeHUS;

NPUYNHY HaNpaBAeHMA HA uccnegoBaHue;

dopmyny KapmoTuna, 3anucaHHyto B cootesetcTBum ¢ ISCN;

Ha3BaHWE UCCNeA0BAHHOM TKaHMU.

B AHK-guarHocTuke HacneAacTBEeHHbIX 3a601eBaHU He UCNONb3YeTcA:
6NOTTUHT-TMOPUAMN3aLUA;

MUP;

ABYMEPHbIN d3neKTpodopes;

NAPo;

CeKkBeHupoBaHue.

OnAa pnarHocTUKM HacnepacTBeHHbIX 3abonesanniit AHK moXKHO BblaenuTb U3 BCEro,
Kpome:

TKaHeBbIx 6MONTATOB;

BOJIOCAHbIX IYKOBUL,;

nmmooumntos nepndepunyeckomn Kposu;

Nniasmbl KPOBWY;

C/IFOHbI.

Pasmep reHoMma yenoBeKa coctaBnfaeT NpUMepHO:



6,000,000,000 n.H.;
3,000,000,000 n.H.;
30,000,000,000 r.H.;
4,639,221 n.H.;
6,000,000 n.H.;

MNMpoueccuHr - 370:

accoumauma 6onbLIOK U Manoi cydbeanHUL, pUboCcoMbl;
yaBoeHue [HK;

co3pesBaHue npe—PHK B agpe;

cBA3bIBaHME penpeccopa ¢ 6benkom;

CBA3bIBaHME TPAHCKPUNUMOHHOIO paKTopa C NPOMOTOPOM.

YcnoBuem coxpaHeHUs nepudepuruyeckoit Kposu ana ucnonb3osaHus ee B AHK-
OAWNArHOCTUKE ABNAETCA:

XpaHeHue B TepmocTaTte npu +37C;

XpaHeHue B xonogmnbHuke Ha +40C;

3aMOopoO3Ka Ha -20C 1 xpaHeHne B MOPO3UAbHUKe HeobxoamMmoe Bpems;
XpaHeHWe Heaen NP KOMHATHOM TemnepaType;

CBEKYI0 KPOBb Heb3A UCMO0/1b30BaTb.

Ucnonb3oBaHue napadUHOBDLIX NpenapaToB TKaHel ana noarsepxaatowei AHK-
AVNarHoCTUKM:

HeT, HeNb3A;

[1a, BO3MOMHO;

BO3MOMHO, TO/IbKO ONpefeneHHON TKaHu;

BO3MOXHO, TO/IbKO A1 CBEXKEro MaTepuana;

HeNb3A U3-3a A/IMTE/IbHOTO XPaHEHUA TKaHW.

dneKTpodopes ABnAeTCA MeTo40M:

pa3aeneHua pparmeHToB AHK no pasmepy noa AenNcTBUEM 31EKTPUYECKOTO TOKA;
onpeaeneHnsa HyYKNeoTnaoB B nocnegosatenbHoctn [HK;

onpeaeneHna KoAn4YecTsa BUPYCHbIX YacTumL,;

onpeaeneHna akTMBHOCTU pepPMEHTOB;

nccnenoBaHUA KapmoTuna.

Ons anektpodopesa ncnonb3lyercs:
aKPUNAMUAHbIA NNU arapO3HbINA Fenb;
KNOHMpPOBaHHbIN pparmeHT AHK;
TEPMOCTONKAA NOIMMEpPa3a;
bepMeHTbl peCTPUKLNY;

BEKTOPHAA NnocneAoBaTeNbHOCTb.

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



NONOCbI PAa3/IMYHOWN A/INHbI;
pa3HOLBETHbIE NATHA;

MUKM Pa3HbIX LBETOB;

MUKM OQHOTO LBETA;

UMdpbl HA USMEPUTENBHOM LWIKaNe.

Onsa nabopaTopHOU ANArHOCTUKU MYKOBUCLMA03a NPUMEHSAETCA BCe NepevyucsieHHoe,
Kpome:

BbIABAIEHUA KNP B Kafe;

onpeaeneHns UMMYHOPEAKTUBHOTO TPUMNCUHA;

TecTa C LeTUANMPUANHXI0OPUAOM.

onpeaeneHns 3N1eKTPoINTOB NOTa;

onpeaeneHna akTMBHOCTU NULLLEBAPUTE/IbHbIX GEePMEHTOB B Kane;

OnarHoctyeckum nabopatopHbiMm Kputepuem peHUNKETOHYPUU ABNAECTCA:
runepdeHmnnanaHMHemms;

noabem ypoBHA GEHUATUAPA3UHA;

NenKouunTos;

NOBbILIEHNE YPOBHA TUPO3UHA;

noAbEM YPOBHA rOMOTreHTU3UHOBOM KUCNOTbI.

Npo6a ®enunHra BbiIABAAET HANAMUME B MOYeE:
KETOHOBbIX TEN;

GEHNNKETOKUCNIOT;

deHnnanaHuHa;

beHnnrnapasmnHa;

rOMOTreHTU3MHOBOM KMCNOTbI.

MUP ucnonb3yiot gna:

N3yyeHUA XPOMOCOMHbIX MONOMOK;
amnandukaumm yyactka AHK;
nccnefoBaHUA XPOMOCOMHOTO B63HAMHTa;
N3MepPEHUA aKTUBHOCTN GEPMEHTOB;
BNOXMMNYECKOTO CKPUHUHTA BepeMeHHbIX.

MLP ctrana BO3MOXXHOM 61arogapa OTKPbITUIO:
OHK-nonnmepassbl;

Tenomepasbl;

PHK-nonnmepasbi;

TepmocTtabunbHon JHK-nonnmepassl;
pecTpukTasbl EcoRl.

Mpaimepsbl 370:
dparmenTbl AHK annHom 500- 1000 HyKNeoTMaos;
dparmeHTbl JHK, BCTpOEHHbIE B BEKTOPHYHO CUCTEMY ANA PA3MHOXKEHMUS;



MeyeHble pparmeHTbl JHK, onpeaeneHHON NOKann3aLUnMmM Ha XPOMOCOME;
KopoTKue 20-25 HykneoTnaos cneumnduyeckme pparmeHTtbl AHK;
KOpPOTKME noamnenTuabl.

Ona nposeaeHus MUP ncnonb3yoT napy npaimepos:
NPAMOWN U NHBEPTUPOBAHHbIN;

AYNIMUNPOBAHHbIA U UHBEPTUPOBAHHbIN;

NpPAMON 1 cneundudHbIN;

NpPsMOM N 06paTHbIN;

06paTHbLIN N BbIPOXAEHHbIN.

MUP BkAo4yaeT cneagyouwme ctagumn:
OEHATYPaUMIO, OTXKUT;

AeHaTypauuio, OTXHUI, SN0HraUUIO;
OT}KUT, 9/IOHTAUMIO;

obpasoBaHME MMMYHHOTO KOMMJ/IEKC];
NIN3UC UMMYHHOTO KOMMAEKCca.

Dna nonyyeHna OHK Ha ocHoBe BbigeneHHou PHK ncnonbsyerca:
nnrasa;

pPeCcTpuKTasa;

OHK-noanmepasa;

obpaTHaA TpaHCKPUNTa3a;

npoTenHasa.

NonumopdPunsam gnnH pecTpUKLUOHHDBIX GpParmMeHTOB — 3TO:

aeneunn 6onbinx pparmeHtos AHK;

3ameHa Hykneotngos B [AHK, npuBoaswan K USMEHEHMIO caliTa Y3HaBaHMA ANS
pPeCTPMKTa3bl;

nHcepummn 6onbwmnx pparmeHTos AHK;

rmaponn3 [JHK c nomoLublo pecTpuKTassbl;

rmbpunansaums AHK.

CekBeHupoBaHue AAHK — aTo:

NO3UUMOHHOE KNoHnpoBaHue [1HK;

pecTpuKUMOHHOE KapTupoBaHue [IHK;

onpegeneHne nocnenoBaTeNIbHOCTM HyKneotngos AHK ;

rmaponn3 JHK c nomoLbio pecTpuKTasbl;

BbICTPAMBaHWUE KNOHUPOBAHHbIX NOCNeA0BaTE/IbHOCTEN B ONpeaesieHHOM nopAake

CekBeHupoBaHue [1HK ocyuwiecTBnfaeTca ¢ NOMOLLbIO:
aBTOMATMYECKOro aHaAM3aTopa;

MMUKPOCKONQ;

MUP B peanbHOM BpemeHU;

annapaTa gnAa BePTMKANbHOro anektpodopesa;



HMOXMMMNYECKOTO aHaM3aTopa.

Ons npoBeaeHns cekBeHMpoBaHUA No CaHrepy Heobxoaumo:
HecneyundUYecKkni npammep;

cneumanbHble HYKNeoTUAbl, TEPMUHUPYIOLLME NOAMMEPU3ALMIO;
noanmepasa;

pPecTpuKTasa;

nonmmep.

B pe3synbtarte npamou JHK-guarHocTMku onpeaenaioTca:

WHBEPCUM N TPAHC/IOKALLUW;

NaTONOrMYECKMIN annenb, onpeaenatowmnii NposaBaeHne HacneacTBeHHOro 3aboneBaHms B
cembe;

60/1blUMEe XPOMOCOMHbIE NEPECTPONKY;

MyTaumsa, NPUBOAALLAA K HAaCNeaACTBEHHOMY 3ab01eBaHMIO;

rpynnbl cuenneHus.

B pe3synbrate KocBeHHoM [JHK-guarHocTMku onpeaenaroTca:

MHBEPCUN N TPAHCNOKALUK;

60/1blUME XPOMOCOMHbIE NEPECTPONKY;

rpynnbl cLenieHuns.

MyTauma, NPUBOAALLAA K HACNeACTBEHHOMY 3ab01eBaHMIo;

NaTONOrMYECKMIN annenb, onpeaenatowmnii NpoaBaeHne HacneacTBeHHOro 3aboneBaHms B
cembe;

KAnHnueckumu nokasaHuamu gna npoBegeHna XpoMoCOMHOro aHaAn3a ABAAIOTCA:
6/1M30pPYKOCTb;

BPOAEHHbIe NOPOKU Pa3BUTUSA;

HapyLeHMa Pa3BUTUS;

XPOHMYECKMe BOCManTeNbHble 3ab601eBaHUS;

BUPYCHble 3abon1eBaHUA.

BnotruHr AHK no Cay3epHy npeacraBaaer cobou:

npucoeauHeHue nonn-A-nocnenoBaTenbHOCTU K 3'-KoHLY ayKapuoTuyeckon PHK;
YyNbTpaueHTpndyrmpoBaHue B rpagmeHTe NJ0THOCTY;

nnasnenune AHK;

nepeHoc geHaTtypmpoBaHHon AHK Ha HUTpouenntono3HbIM GUNLTP ANA Nocaeayowen
rmbpunaunsaymu;

cekBeHunpoBaHue [HK.

Ona npambix metogos AHK-anMarHoctmku Heob6xoamumo 3HaTb Bce, Kpome:
nocnenoBaTeNIbHOCTU reHa;

AnarHosa 3aboneBaHus;

CMUCOK FreHOB, aCCOLMMPOBAHHbIX C 3aboneBaHNEM

nonmmop¢oHbix AHK-mapKepos;



TUNa Hacs1enoBaHUA 3aboneBaHuA.

O6paboTKa KynbTypbl KNE€TOK rMNOTOHMYECKUM pPacTBOpOM Heobxoauma:
[N1A NONy4YeHunna Xxopoluero pa3bpoca XpoMocom;

ANA YBENMYEHUA YMCNA MUTO30B;

ANA 3a4ePXKKN AeNALLUXCA KNEeTOK Ha cTaamMn meTadasbl;

ANA NyYLero OKpalmMBaHMA XPOMOCOMHbIX NPENapaTos;

[nAa paspylieHne n3bbITOUYHbIX KNETOK.

B coctaB peakKTMBHOM cmecu ana amnanduKaumm BXOgUT Bce, Kpome:
HyKneotTnadocThaTos;

AHK-nurasepl;

AHK-nonnmepassbl;

MOHOB MarHus;

AHK maTtpuupl;

KoAXUuuH npu npurotToBieHUM XPOMOCOMHbIX NPenapaToB UCNOJb3yeTcA:
ANA NoNyYeHumna xopoluero pasbpoca XpoMmocom;

ANA yNydleHua Kayectsa guddepeHumabHOM OKPaCKU XPOMOCOM;

ANA YBENUYEHUA YMCNA MUTO30B;

ANA HAKONIEHMA KNEeTOK, Haxo4AWMXCsA B cTaamm metadasbl;

ONA paspylleHme U3BbbITOUYHbIX KNETOK.

ONnA KynbTUBUPOBAHUA KyAbTypbl Aanmeountos nepudepudeckon Kposu Heobxoaumbl
BCe NepeyvyuncseHHble UHFPeaUueHTbl, Koome O4HOrO:

cpenpl Nrna;

pacTBOpa MMOKOHaTa KanbLus;

CbIBOPOTKM KPOBWY;

dUTOremarrntoTUHUHA;

aHTUOUNOTUKOB.

Ha nepsom ypoBHe maccoBoro o6cneaoBaHua 6epemeHHbIX }KeHLUH He NPOBOAATCA
cneaylouime uccneaoBaHmA:

LUMTOreHeTU4YecKoe nccnegoBaHme 06pasyoB, NONYYEHHbIX NPU BUMONCUM XOPUOHA;
YNbTpa3ByKOBOE UcciefoBaHUe Nnoaa;

onpepgenieHne ypoBHA CbIBOPOTOUYHbIX MAaPKepoB BO 2-M TPUMeECTPE;

onpegeneHne ypoBHA CbIBOPOTOYHbIX MapKepoB B 1-m TpumecTpe;

onpenenenune XY B KposMu.

CraHAapTHAA 4ANTENBHOCTb KYNbTUBUPOBaHUA NMMoLUTOB Nnepudeprnueckomn Kposu
ANA UUTOreHeTU4YeCcKoro nccnenoBaHuA COCTaBaAET:

72 vaca;

54 yaca;

48 yacos;

24 vaca;



96 yacos.

K metopaam gupdepeHunManbHOro oKpaiMBaHMA XPOMOCOM, BbIABAAIOLWMUM
nonepe4YyHyl UCHEPUYEHHOCTb, cneunuPUUHYIo ANA KaXK[0M XpOMOCOMbI OTHOCUTCA:
C-oKkpawmnBaHue;

AOP-oKpawmnBaHue;

H-okpawwnBaHue;

R-oKpawmnBaHue;

FOS- okpalwmnsaHue.

Y 6onbHOro ¢ cuHgpomom Jlewa-HanssHa B 6Monornyeckmnx X} NaKoCcTax Hakan/JimMBaeTca:
Mo4YeBanA KNCNOTA;

MOY€EBMHaQ;

TMNOKCAHTUH;

dymapoBas KUCNOTa;

beHnIMoN0YHaA KucnoTa.

B Kakom Bo3pacTte Hanbonee yacTo Ae6OTUPYIOT TAXKeNble HapyweHua obmeHa
OpraHUYecKuX KUCNoT:

B paHHEeM AeTCTBE;

HeoHaTa/ibHbI Nepuoa;

B NOAPOCTKOBOM BO3PacCTe;

C NepBbIX YAaCOB KU3HMU;

B 3penom BO3pacTe.

MeTtoabl nabopaTopHOI AMAarHOCTUKU HeobXoamMmble ANA UCKNIOUYEHUA HAaPYLUEHUN
obmeHa opraHU4YeCcKnUX KUCAoT:

anekTpodopes;

TaHAEMHaA Macc-CNeKTPOMETPUS;

cekBeHunpoBaHue [JHK;

TOHKOC/IOMHasA XxpomaTorpadus;

onpegeneHne akTMBHOCTU pepMEHTOB B 3PUTPOLUTAX.

AKTUBHOCTb N1M30COMHbIX pepMeHTOB He U3MEepPAIOT B:
K/IETKaX aMHMOTUYECKOWN KNIAKOCTY;

NenKouuTax;

CNlOHe.

BOPCUHAX XOPUOHA;

nnasme KpoBMU;

Ona nccneposaHua F-teney, Heob6xoamumbi:
CBETOBOM MUKPOCKOM;

NIOMUHECLEHTHBIN MUKPOCKOM;
BUHOKyNApHan nyna;

3N1EKTPOHHbIN MUKPOCKON;



$a30BO-KOHTPACTHbIA MUKPOCKOM.

ONnA BpOXKAEHHOro rMNOTUPEO03a XapaKTepHoO:

HeOoHaTa/IbHbI CKPUHUHT OCHOBaH Ha onpeaeneHnn TTI B KpoBU pebeHKa;
3ab60neBaHMA CLENNEHO C NONOM;

B KPOBW N APYTrMX BUONOTUYECKUX }KUAKOCTAX OTCyTCTBYET TupeoTponuH (TTT);
60/1e3Hb HEU31eYNMa;

6e3 neyeHnA pa3BMBALOTCA TMrAaHTU3M M 3HUedanonaTuA.

Ona ranakrosemuun xapakTepHo:

CMbICN IeYEHUA — UCKNOYEHME NMULLEBBIX NPOAYKTOB, COAEPHKaLUUX raNakTosy;
3aboneBaHUA CLENNEHO C NOJIOM;

B KPOBW U APYTrnX BUONOTMYECKUX KUAKOCTAX OTCYTCTBYET ralakTo3a;

npeHaTa/ibHan AMArHOCTMKA Ha reHbl raJlakTo3emMum Npu nocneanytollen bepemeHHoOCTH
He NoKas3aHa;

pebeHKa cnesyet KOPMUTb TONIbKO MPYAHbLIM MOJIOKOM.

Ecnu o6a cynpyra, umeloT rpynny Kposu AB, To y HUX He MOXKeT 6bITb geTeli c rpynnou
KpoBu:

AB;
apyras.

BonbHOI 28 net cpegHero pocra, rMNepPCcTeHUYECKOro TeNocNoXKeHus. B aercree
onepupoBaH No NoBoAy cTBO10BOM Gpopmbl runocnaguu. FeHUTanum passutbl No
MYXCKoMy Tuny. MoLLIOHKa pa3BuUTa ya0B/eTBOpUTEeIbHO, 06a ANUKA 06bIUHbIX
pa3mepoB, ApAb6aoBaTbl. BbipaXkeHa NUrmeHTauua reHuTanmii. Poct Bonoc Ha nobke
APKO BblpaXXeH, TUN 0BONIOCEHUA MY}KCKOI. POCT BON1OC Ha Anue Havanca B 17-18 ner,
BOJIOCAHOM NOKPOB Ha Auue pa3sut. XeHar ¢ 25 ner. XKeHa o6cnepoBaHa, 340p0Ba,
6epemeHHOCTEN He BbINo. [inA yTouHeHUA guarHosa 60n1bHOMY B NepBylo ouepeb
Heob6xoamumo nposecTu:

cnepmorpammy.

PEeHTreHONorn4yeckoe nccaegoBaHue;

LUMTOreHeTUYecKoe nccaegoBaHue;

onpeaeneHne ypoBHA NOJIOBbIX TOPMOHOB;

YNbTPa3BYKOBOE UCCeA0BaHNE OPraHOB MaJloro Tasa;

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM NO3UuMaMU. Ana KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
KakAablii npOHYMepOBaHHbI 3/1IeMeHT MOXKeT 6biTb Bbi6paH 0guH pa3. Tun ocHOBaHU
A. MNypuHbI

b. MupumuaunHbl

Ha3sBaHue ocHOoBaHUM



1. AaeHuH

2. TumuH

3. l'yaHuH

4. Unto3uH
A-1,2;6-3,4
A-1,3;6-2,4
A-1,4;6-2,3
A-3,4;b6-1,2
A-2,3;6-1,4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM NO3UuMaAMU. Ana KaXKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIU 3/1IeMEHT.
Kakablii npoOHYyMepOoBaHHbI 31IeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3. HacneacrtseHHan
6one3Hb 06MeHa Bew,ecTs

A. bonesHb Tea-Cakca

b. deHUnKeToHYypUA

B. bonesHb lowe

. TuposmHemua tmna 1

A. UuctuHypuma

Buoxumuueckum gedekr

1. TnoKo3unpasa

2. NedeKT TpaHCNOpTa aMUHOKUCIOT B MOYKaX

3. B-rekco3ammnHmnaasa

4. beHMNaNnaHUHrMAPOKCUNA3A

5. dypamunaueroayertat U maseunnageroauerar

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

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

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

’ 7 7

YcTaHOBUTE COOTBETCTBUE MeXAY npeacTaB/ieHHbIMU NO3UUUAMU. lna Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabl NpoOHYMepOBaHHbIA 31eMeHT MOXKeT 6biTb BbiI6paH 0AuH pa3. HacneactBeHHan
6one3Hb 06MeHa Bew,ecTs

A. BpoXKaeHHbIV runotupeos

b. deHUnKeToHYpUA

B. AgpeHOoreHUTasIbHbliA CUHAPOM

. Mykosucumaos

A. Nanakrosemuma

AHanuT, KOTOpbIi onpeaensaeTca NPU MacCOBOM CKPUMHUHIe HOBOPOXKAEHHbIX

1. Fanakrto3a

2. TupeoTponHbIii rOPMOH

3. 17-rnpapokcunporectepoH

4. UMMYHOpPEaKTUBHbI TPUNCUH



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

’ U U

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

YcTaHOBUTE COOTBETCTBUE MeKAY NpeAcTaB/IeHHbIMU NO3ULMAMU. [lna Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
Kaxkabi NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT 6biTb BbiI6paH 0AWH pas. Tunbl
nepecrpoek

A.leHOMHbIe

b. XpomocomHblie

MNepectpoitkn

1. UHBepcum

2. MNoaunnonaunun

3. TpaHcnhoKauum

4. Neneunn

5. Tpucomuun

6. Monncomun

7. Aynaukauum

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

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

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

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaB/IeHHbIMU NO3ULMAMU. [lNA KaxK[oro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kaxkabi NpOHYMepOBaHHbIW 3/1IeEMEHT MOXKeT 6biTb BbiI6paH 0AMH pa3. TUnNbl Xxpomocom
A. MeTaueHTpuyeckme

b. CybmeTaueHTpU4ecKkue

B. AKpoueHTpuyeckue

Xpomocombl

1. Xpomocoma 1

2. Xpomocoma 5

3. Xpomocoma 13

4. Xpomocoma 16

5. Xpomocoma 7

6. Xpomocoma X

7. Xpomocoma 21

8. Xpomocoma 19

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

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

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



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

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/ieHHbIMU NO3UUUAMU. INA KaXKa0ro
NPOHYMEpPOBaHHOr0 3/1IeMeHTa Bblbepute 6yKBEHHbIN KOMMNOHEHT. ByKBeHHbI
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
MNpuuunHa 3aboneBaHusn:

A. MaToreHHbI BapUaHT B MUTOXOHAPUA/IbHOM reHOMe;

b. MaToreHHblA BapuaHT B AA€PHOM reHoOMe;

B. O6pa3oBaHue NaToreHHbIX KOHr10MepaToB 6enka.

3abonesaHue :

1. Cunpgpom MELAS;

2. ATpodusa 3putenbHoro Hepsa Jlebepa;

3. CuHapom PeKNUHrxay3eHa;

4. CnHapom AHrenbmaHa ;

5. deHUnKeTOHYpUA

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

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

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

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

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

YcTaHOBUTE COOTBETCTBUE MEXAY NpeacTaB/eHHbIMUY NO3UuMAMU. [na KaXaoro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
KakAablii npOHYMepOBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3. Tun
HacneAcTBeHHOro 3abonesaHumsa

A. MoHoreHHoe 3aboneBaHue

B. MukpogeneumMoHHbIA CUHAPOM

B. bone3Hb akcnaHcuun

3aboneBaHue

1. MykoBucumnpo3

2. CuHapom Bunbamca

3. CuHapom PpparmnbHoO X- XpomMoCoMbl

4. PetuHo6nacToma

5. CuHgpom Au-AKopaXxku

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

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

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

A-1,4;b6-2,5;B-3

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

7

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM NO3UuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoOHyMepOoBaHHbI 31IeMEHT MOXKeT 6biTb BbiI6paH 0guH pa3. Bua mytauumu
A.lTeHOMHbIe



b. XpomocomHble

Xapakrep mytauuum

1. Tpucommna no ayrocomam

2. PeuunpokHana cbanaHcMpoBaHHan TpaHC/AOKaLma
3. fleneuunn, nHcepuum

4. MonucommaA No NONOBbIM XPOMOCOMaM
5. Aynaukauuma

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

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

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

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3UuMaMU. Ana KaxKaoro
6yKBEHHOr0o KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kaxkabl NpOHYMepOBaHHbIA 3/1IEMEHT MOKeT 6biTb BbiI6paH 0AUH pa3. MokasaHuA K
BWNarHocTuke

A. NpeHaTanbHOM LUTOreHEeTUYECKOM

b. lMocTHaTanbHOro KapuoTuna

FeHeTUuecKoe nnm peHoTUNUUECKOE HapyLUeHue

1. XpomocomHas aHOManua y npegbiayuwero pebeHka

2. Haanume y naumeHTa nepBMYHON aMeHOpPEU UK PaHHei MeHoNnay3bl

3. AHOManbHasa cnepmorpamma (asoocnepmus, BbipaxKeHHana oaurocnepmus)

4. AHOMaNbHbIE FTeHUTANUUN

5. BbisBNieHMe Npu yAbTPa3ByKOBOM UCCeA0BaHMN aHOMANKU NNoAa
A-1,5;6-2,3,4

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

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

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

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

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMM No3MumMamMmun. Ana Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakabiii npOHYyMepOoBaHHbI 31IeMeHT MOXKeT 6biTb BbibpaH oguH pas. [loKasaHua K
uccnepoBaHUIO

A. LutoreHeTnyeckomy

b. FISH-meTog0M

MNpoaBneHne reHeTUYECKOM NATONOIUMN

1. KnnHuyeckue npusHaKku, Nno3soaalome npeanonoXXutb Mo3amumsm no
onpepeneHHoOMy XpOMOCOMHOMY CUHAPOMY

2. YMCTBEHHaA OTCTaNOCTb poauTens, Nnpeanosioxute/ibHo XpOMOCOMHOro
NPOUCXOXKAEHUA

3. B aHamHe3e MepTBOPOKAEHHDbIE AETU UIN AETU C BPOXKAEHHBIMU NOPOKaMMU
pa3sutua

4. Nopo3peHne Ha CKPbITYIO XPOMOCOMHYIO NepecTpoimKy



5. CocTosHMe Noc/e TPaHCN/IaHTaLUUM KOCTHOrO MO3ra, KOrAaa A0HOP U peuunueHT
pa3Horo nona

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

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

A-2,3;b6-1,4,5

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/NeHHbIMU NO3ULMAMU. [ina KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bblbepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabiii npoOHymMepOoBaHHbIA 31IeMEHT MOXKeT 6biTb BbiI6paH oguH pa3. TepMuH

A. AnnenbHasa reTeporeHHoOCTb

b. MneoTponHoOCTbL

B. BapnabenbHasa sKCnpeccMBHOCTb

. AHTUUUMNAUMA

. KpoBHOpoACTBEHHbIe bpakun

E. J/lokycHasa reteporeHHOCTb

Cutyauusa

1. 25-neTHAA foYb c atpodpuren U cnabocTblo CKeNETHbIX MbiLL, 65-1eTHEro My»X4mnHbl C
KaTapaKToi 6e3 cumnToMOB MMOTOHUYECKOM AUCTpodUM poauna pebeHka c Taxkenom
MbILLEYHOM cnabocTblo U 3a4epPKKOoW pa3BUTUA

2. Npu nectpout nopdpurpum (ayToCOMHO-AOMMUHAHTHOM HapyLUeHUU BUoCHUHTE3a
nop¢$upuHa) BO3MOXKHbl GOTOUYBCTBUTENILHOCTb KOXKMK, 60211 B }KUBOTE,
nepudepuryeckas HeuponaTua U ANU30A4bl NCUXMUYECKUX HapyLLeHUM (NCuXos3bil).

3. Y ceCcTpbl MY>XUYMHbI C TAXKE/1bIM CKO/IMO3OM U MHOXXECTBEHHbIMU NOAKOXHbIMU
Hepodpubpomammu umetorca nnekcupopmHuble Helipopubpombl, a y ee 30-neTHero cbiHa
o6Hapy:KeHbl y3ea1Ku J/Inwa u BeCHYLIYaToCTb B NOAMbILWEYHbIX 06n1acTax

4. Peakaa ¢opma ayToOCOMHO-peLLeCCUBHOM HeA0CTaTOMHOCTU COMATOTPOMNHOIO
ropmoHa o6Hapy»Xu1BaeTcAa TO/IbKO B HEKOTOPbIX MaseHbKUX AepeBHaAX B LLBeiuapcknx
Anbnax

5. Kak HOHCEeHC-MmyTauuK, TaK U Aeneuum reHa OpHUTUHTPaHCKap6amunasbl
06ycnoBaAMBalOT pa3BUTUE NIeTa/IbHOW HEOHATA/IbHOM rMNepamMmmMoHUueMnmn BCrepcTeue
OTCYTCTBUA OPHUTUHTPAHCKap6ammnasbl - BaXKHOro Nne4eHo4YHoro ¢pepmeHTa UuKna
MOYEBUHDI

6. CyLecTBYIOT KaK ayTOCOMHbIe, TaK U X-cuenneHHble ¢opMbl MUITMEHTHOTO peTUHUTA
A-1;6-3;B-2;T-6;0-4;E-5

A-5,6-2;B-3;I-4,0-1,E-6
A-5;6-2;B-3;I-1;4-4;,E-6
A-1;6-3;B-2;I-5,0-4,E-6
A-1;6-5;B-2;I-6;4-4,E-3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM NO3UuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kakablit npOHYyMepOoBaHHbI 31IeMEHT MOXKeT 6biTb BbiI6paH oguH pa3. TepMuH

A. NMpemyTtauyua



B. TeHOMHDbIA UMNPUHTUHT

B. OgHOopoauTenbcKkaa aucomums

Cutyauumsa

1. Y 7-netHero manb4ymKa ¢ yYMCTBEHHOM OTCTaN0CTbO, HU3KUM POCTOM, MaJ1IeHbKUMMU
KUCTAMM U ctonamu, nonudarumei (cuigpom MNMpagepa-Bunnu) npu monekynsapHo-
reHeTU4EeCKOM UccneaoBaHUM 06HapyYKnam 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) o6Hapyxunm
MHTEPCTULMANBbHYIO MUKPOAENEeLnio MaTepPUHCKOM Xpomocombl 15

3. Npu AHK-uccnepgosaHum reHa FMR-l y 32-neTHeit }KeHLWMUHbI, MMEIOLLLEN CbIHA C
CMHAPOMOM NNIOMKOI X-Xpomocombl, 06Hapyxunu 1 annenn ¢ 21 CGG- nosTopom u 1
annenb ¢ 92 CGG-nosTOpamm

A-2;6-3;B-1

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaB/leHHbIMU NO3ULMAMU. [INA KaXKa0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabl NpOHYMepOBaHHbIA 31eMEHT MOXKeT 6biTb BbiI6paH OAUH pas.

dT1an usyyeHusa HacneacTBeHHoOU 6onesHun

A. Perucrtpauymsa 6one3Hu KaK HacnepcTBeHHoO Gopmbl

b. Jlokanusauua reHa B Xpomocome

B. BbiaeneHue reHa

. OnpepeneHue aedeKra reHa

. O6bHapy)KeHne nepBUYHOro NPOAYKTa reHa

KnuHuyeckoe npunoxxeHume

1. FleHoTepanua

2. AnarHocTtuka (AHK-cneynduueckan)

3. MeauKo-reHeTU4ECKOE KOHCY/IbTUPOBaHMe

4. AnddepeHumnanbHaa gUAarHOCTUKA HA OCHOBE aHANM3a CLEen/IeHUA reHoB

5. lnarHocTuKka (6uoxummueckas). YayuweHme neyeHuA Ha OCHOBe NOHUMAHUA
natoreHesa
A-1;6-5;B-4;T-2;4-3
A-1;6-2;B-4;T-5;4-3
A-3;6-4;B-1;T-2;4-5
A-3;6-4;B-2;I-1;4-5
A-2;6-5;B-4;I-1;4-3

YcTaHOBUTE COOTBETCTBUE MeEXKAY NpeAcTaBAeHHbIMU No3nuMaMU. [INA Kaxaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOL U NPOHYMEPOBaHHbIN 3/1IEMEHT.
KakAablit npOHYMepOBaHHbI 3/1IeMeHT MOXKeT 6biTb BbibpaH 0aUH pas. BbiaBneHue
accoumaummn mynbtudaKkTopmuanbHom 601e3HU C reHeTU4EeCKMMU MapKepamu



ocywectenaerca no popmyne X=(axd) (bxc), rae:

A.a

B.b

B.c

r.d

n. X

Noka3artenb

1. YacTtoTa nepBOro reHeTUYECKOro mapkepa y 60sbHbIX
2. YacToTa BTOPOro reHeTU4eCcKoro mapkepa y 60sbHbIx
3. MoKasarTenb OTHOCUTE/IbHOM YaCTOTbl PUCKA

4. Y4actoTa nepBOro reHeTU4ECKOro mapkKepa y 340p0oBbIxX
5. YacToTa BTOpOro reHeTM4ECKOro mapkKepa y 340p0BbIX
A-1;6-5;B-3;I-2;4-4

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

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

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3UuMamMmun. Ana Kaxkaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
Tun HacnhepoBaHUA:

A. AYyTOCOMHO-pPeLeCcCUBHbIN TUN;

B. AyTOCOMHO-A0MMUHAHTHbIN TUN.

3aboneBaHue:

1. BpoxXaeHHble NOPOKU cepaua;

2. Muopguctpoodua [lloweHHa;

3. NMunopocreHo3;

4. deHUNKETOHYpUA.

5. Helipopubpamoros.

A-3;b6-4;

A-4;6-2;

A-4;b-3;

A-4;,b-5;

A-3;b6-2;

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3MumMamMmun. Ana KaxKaoro
6yKBEHHOr0 KOMNOHEHTA Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkabI NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT 6biTb BbiI6paH oauH pas. Knacc 6onesHei
A. AMnHoaumaonaTum

b. OpraHuyeckue aunaypum

B. Bone3Hn HeMPOTPaHCMUTTEPHOTrO o6 meHa

l. IusocomHbie 60ne3HU

MeTtoabl noaTBEpPXKAEHUA AMArHO3a

1. KonnyectBeHHOe onpepaeneHne aMMHOKUCIOT KPOBU, MOYU, CMMHHOMO3IOBOIA



*)upgkoctn, AHK-anarHoctmka

2. dH3umopamarHoctuka, JHK-guarHoctmuka

3. KonnuyecteeHHOe onpeaeneHne opraHNYeCcKUxX KUCA0T MOUYU, NNa3Mbl

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumMamMmun. Ana KaxKaoro
6yKBEHHOr0 KOMNOHEHTA BblbeputTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkabI NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT 6biTb BbiI6paH oauH pas. Knacc 6onesHei
A. bone3Hun yrnesogHoro obmeHa

B. MutoxoHapuanbHble 60ne3HU

B. Bone3sHu HapyLweHUa MUTOXOHAPUANIbHOTO B-OKUC/IEHUA XKUPHbIX KUCNOT

I. MepokcucomHble 6one3Hu

MeTtoabl noaTBEpPXKAEHUA AMArHO3a

1. Harpy3ouHble TecTbl (r/1I0KO3HaA KpuBas). JH3MMOAUATHOCTUKA KOMMIEKCa
AbixatenbHou yenu. AHK-guarHoctuka

2. KonnuectBeHHOe onpeaeneHne o4eHb AJIMHHOLENOYEUYHbIX XXUPHbIX Kucnot. AHK-
OMNarHocTuKa

3. KonanuectBeHHOe onpeaeneHmMe MOHO- U AUCaXapuaoB U UX MeTabonMTOB B KPOBM,
moue. dH3umoguarHoctuka. HK-gunarHocTuka

4. KonunuectBeHHOe onpeaeneHne KapHUTUHA, ero 3pupoB, })KUPHbIX KUCNOT.
H3umopguarHoctuka. AHK-gnarHocTuka

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

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

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

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

)

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMU NO3UuMaAMU. Ana KaXKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
KaXkabiii npoHyMmepOoBaHHbI 3iIeMeHT MOXKeT 6biTb BbibpaH oguH pas3. MeTop,
A. SSCP (Single Strand Conformation Polymorphism)

b. HA (Heteroduplex Analysis)

B. CCM (Chemical Cleavage of Mismatch)

. CekBeHupoBaHue no CaHrepy

Pasmep npoayKra, n.H.

1.180-250

2.1700

3.600

4.200-250



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

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBIeHHbIMM NO3UuMaAMU. A Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakabi NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT 6biTb BbiI6paH oaMH pa3. MeToAapbl
(rpynna) npeHaTanbHOM ANArHOCTUKMU

A. Npoceusarowume

b. HeuHBa3suBHbIE

B. UHBa3uBHbIE

Bupg metopa

1. MepuKo-reHeTU4YECKOE KOHCY/IbTUpPOBaHUe

2. buoncua mbiwy,

3. AMHUOUeEeHTEe3

4. YTouHAawowee Y3U

5. OnpeaeneHue B CbiIBOPOTKe KpoBu 6epemeHHO ADIN

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

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

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

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumamu. Ana KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabi npoOHYMepOoBaHHbIW 31IeEMEHT MOXKeT 6biTb BbiIbpaH oaMH pas. MeToa
(maTepuan) vHBa3MBHOM NpPeHaTaNbHO ANArHOCTUKMU

A. LlutoreHeTnueckoe uccnepoBaHue (KNeTKU XOpUOHa, KyIbTUBUPOBAHHbIE
AaMHUOTUYECKUE KNeTKNU unu ammeouuTtbl nn1oaa)

B. MonekynapHo-reHeTU4YecKoe, bMoXMmuyeckoe UM UMMyYHOIOTMYECKoe
uccneposaHue (XOPUOH, aIMHUOTUYECKUE KNETKU, KPOBb)

B. Matomopdonormnueckoe uccnepgoBaHue (Koxxa u MmbiwwLbl N10A[a)

. detockonua

NMoka3saHua

1. BbICOKMI PUCK pOXKAEHUA pebeHKa ¢ HacneacTBeHHbIMU 3a601€BaHUAMU KOXKU
(nxTMO3bI, aNNgEepmonunsbl), c MbileyHo auctpodpuei [lloweHHa

2. YTOuUHEeHMe AMarHo3a BpOXKAEeHHbIX MOPOKOB pPa3BUTUA

3. Bo3pacT }KeHLWUHbl K MOMEHTY poAo0B 35 N1eT U cTapLue; XPOMOCOMHAA MyTauuma y
O4HOrOo U3 poauTenen; poxaeHue npegbiayliero pebeHka c XxpoMmocomHou 60n1e3Hblo;
HU3Kuit yposeHb A®I B cbiIBOPOTKe KpoBU 6epemeHHOI; pe3yabTtaTthl Y3U,
npepnonaralolimMe XxpoMOCOMHYI0 60n1e3Hb y nn1oaa

4. BbICOKMM PUCK pOXKAeHUA pebeHKa c reHHOM 60one3Hblo No pe3ynbTaTam MeanuKo-
reHeTU4eCKoro KOHCY/IbTUPOBaHUA (PeTPo- UK NPOCNEKTUBHOI0) UM NPOCENBAIOLLUX



Nporpamm BbiAB/IEHUA FeTepO3UroTHOro HOCUTENIbCTBA; AUAarHOCTUKA MHPeKumun nnopaa,
MMMYHO4ePULUTOB, UMMYHHOI HECOBMECTMMOCTU MaTepU U NN0oAa
A-1;6-2;B-4;T-3

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

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/ieHHbIMU NO3UUUAMU. lna KaXaoro
6yKBEHHOro KOMMNOHEHTa Bblbepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakabiit npOHYyMepOoBaHHbI 31IeMeHT MOXKeT 6biTb BbiI6paH 0auH pas.

OcHOBHbIe HacneacTBeHHble 3aboneBaHuA, NpeaHaTaNbHaA AUArHOCTUKA KOTOPbIX
BO3MOXHa 6MOXMMHUYECKMMU UCCNef0BaHMAMM aMHUOTUYECKON X KUAKOCTU

A. bone3Hu HakonaeHUA NPOU3BOAHbIX XONecTepuHa

b. HapyweHua obmeHa mykononmcaxapmaos

B. HapyweHua obmeHa aMMHOKUCAOT U opraHnMyeckux Kucnot . HapyweHua obmeHa
yrnesoa0B unu rnmkonportenHos [l. Npoune HapyweHna bonesHb

1. FomouucTMHypua (BUTaMmuH B12-4yyBCcTBUTENbHDbI U BUTAMUH B12-pe3ncTeHTHbIU
TUNDbI)

2. Aedunumt anbda-rnoKypoHnaasbl

3. bonesHb ®abpu

4. dyko3npos

5. Cunpgpom Jlewa-HuxaHa

A-3;6-5B-1;,I-4;,0-2

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU No3uumamMun. lna Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kaxkabi NpOHYMepOBaHHbIA 31eMEHT MOXKeT 6biTb BbiI6paH 0AUH pa3. CKpuHupylowme
nporpammbl B npeHaTasbHOM ANAarHOCTUKe

A. Y3 CKPpUHUHT

B. BUOXMMHUYECKNIN CKPUHUHT

B. LluToreHeTM4ECKUUN CKPUHUHT

. MoneKkynspHbliA CKDUHUHT

O. AMMyHONOrn4yecknii CKpUHUHT

UcchepoBaHue

1. XopuanbHbIii rOHaAOTPONUH YeNoBeKa

2. TonuwmHa BOPOTHUKOBOIO NPOCTPAHCTBA

3. Uutomeranosupyc IgG, aBUAHOCTb

4. AHK-pgnarHocTuka

5. KapnotunuposaHue nnoga 6. CBobogHana B-cybveamHmnua XopMoHMYECKOro
roHagoTPONUHA YenoBeKa



CDO\UJUJW

~

-3;
—4-
-1;
-1
-1

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3ULMAMMK. [lna KaxK[oro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabii NpOHYMepOBaHHbIW 3/1IeMEHT MOXKeT bbiTb BbiI6paH oaMH pa3, 6onee ogHoOro
pa3a unu He BbibpaH HU pa3y. 340POBbIA YENOBEK

A. MyKuunHa

b. eHwuHa

XpomocomHblit 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-1;6-4

A-4;b -1

A-1;6-3

A-1;b-2

A-3;6-5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMUY NO3MuMaMU. Ana KaXKaoro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
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. KpynHbl MeTaLueHTPUK

5. Manbii aKpoUEHTPUK

A-4;b -1

A-1;b6-4

A-1;b6-5

A-1;b6-3

A-1;b -2

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3nLMaMU. [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 ONyxonesoro pocra

OnpepeneHune

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

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

A-3;B6-2

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 NPUCOEAUHAETCA K NOBPEXAEHHOMY KOHLY ApPYyrou
b. Pa3pbiB XxpomocomMbl B ABYX MeCTax U nocneaytowiee coeguHeHue asToro pparmeHra,
HO ¢ noBopoTom Ha 180 rpaaycos fiBneHue

1. Ffannounauns

2. Tetpannongusa

3. Jeneuun

4. UuBepcua

5. TpaHcnokauus

A-1;6-2

A-1;b6-4

A-5;6-4

A-5; b -1

A-2;6-5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBNeHHbIMU No3MuMaMmun. Ana Kaxkaoro
6yKBEHHOr0 KOMNOHEHTA Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabI NpOHYMepOBaHHbIW 3/1IeEMEHT MOXKeT bbiTb BbiI6paH oaAMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. HacnheacTBeHHble 60n1€3HU

A. bonesHb lNowe

b. bone3Hb HuUmaHa-lNMuka Tun A B

B. bone3Hb Tea-Cakca

B HepBHbIX K/J1IeTKax HaKanaMBaeTca

1. CpuHrommenuH

2. lMaHrnanosng GM1

3. MaHramnosng GM2

4. MaHHO030-6-pocdar

5. FnoKouepebposup,



YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/IeHHbIMM NO3UuMaAMU. A Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€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 gHEW XU3HU

A-4;b -1

A-1;b6-4

A-3;6-4

A-1;b6-3

A-1;6 -2

YcTaHOBUTE COOTBETCTBUE MEXAY NpPeACTaB/leHHbIMU NO3NLMAMKU. [INA 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. MNo3Bonsalowme 10KaNN30BaTb reH HA XPOMOCOME UM B ee J1I0Kyce

B. Umetowme Hanbonbllee paspeLueHue

Tun KapTbl

1. HykneotngHble

2. leHeTU4YeCKMue

3. Pusunyeckue

4. XpoMOCOMHbIe

5. PecTpUKUMOHHDbIE

A-5;6-1;B-2

A-4; b
A-5; b
A-2; b
A-4; b

’

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

)

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3nLMaAMU. [NA KaXKaoro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbibpaH 04UH pa3, 60nee ogHOro pasa unam He BblbpaH BoBce.



BeKTOpHaA eMKOCTb:

A. Haubonblias;

b. HammeHblan.
BeKTOpHble KOHCTPYKLUU:
1. PeTpoBUpYyCHbIE ;

2. darosble;

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

5. KocmugHble

A-2;6-5

A-1;6-4

A-3;6-4

A-2;6-4

A-3;6-2

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumamun. Ana KaxKaoro
6yKBEHHOr0o KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kaxkabi NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHoOro
pa3a unau He BbibpaH HU pa3y. MepecTpoiKa y HocuTena

A. C6banaHcMpoBaHHaA peuunpoKHaA TPAHCA0Kauma

b. PO6epTCOHOBCKOM TPAaHCNOKaLMH

Konanuectso ramer

1.6

2.4

3.8

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

A. AYyTOCOMHO-PEeLEeCcCUBHbIN TUN;

B. AYyTOCOMHO-40MWHAHTHbIM TUN.

3aboneBaHue:

1. BpoxkaeHHble NOPOKU cepaua;

2. Muoguctpodusa [oweHHa;

3. NMunopocrteHo3s;

4. deHUNKETOHYpUA.

5. Heitpopubpamoros.



A-4; b -5
A-1;b6 -6
A-2;b-1
A-4; B -2
A-3;6-6

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/IeHHbIMM NO3UuMaAMU. A Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabii NpOHYMepOBaHHbIW 3/1IeMEHT MOXKeT bbiTb BbiI6paH oaMH pa3, 6onee ogHoOro
pa3a unun He BblibpaH HU pa3y. 3aboneBaHue

A.lFemodpunus

b. bone3sHb PeknuHrayseHa

B. lTMnepToHuuyeckana 6onesHb

Tun HachepoBaHuA

1. PeueccuBHbIi, cuenieHHblI ¢ X-XpOMOCOMOM

2. LOMUHaHTHbIN, CLuEeneHHbIN ¢ X-XpoMmocomon

3. AYyTOCOMHO-peL,eCcCUBHbIN

4. AYTOCOMHO-A0MWHAHTHDbIN

5. MyabTudaKkTtopranbHbIN

A-1;6-4;B-3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumamu. Ana KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabi NpOHYMepOBaHHbIW 3/1IeEMEHT MOXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. 3aboneBaHue

A. MonHasa TecTUKyNApHaa pemMnHmnsauma

b. HenonHasa TectTukynapHaa pemmHmnsauma

Bo3pact maHudecrauum

1. Mepuog HOBOPOXKAEHHOCTU

2. MepBbiii roa KuUsHu

3. MepBoe pecatunetmne

4. NMepnoa NonoBOro cospeBaHusA

5. 3penblit Bo3pact (nocne 30 ner)

A-1;b-2

A-1;b6-5

A-4;b -1

A-4;b -3

A-3;6-1

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumamun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa Bbl6epuUTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.



KaxkAabi NpOHYMepOBaHHbIW 3/1IeEMeHT MOXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. 3abonesaHue
A. Mporpeccupylowan mbievyHasa guctpodpus
b. ®akomaTto3

MpuHuMNbI NeyeHun

1. 3TMonoruueckunia

2. MaToreHeTUYecKkui

3. 3amecTUTeNnbHbIN

4. CumNTOMaTUYECKUIA

5. He nopgpatotca neyeHuio

A-1; b -2

A-5;b -4

A-4; b -4

A-4;B -5

A-2;B6-5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3UuMamMmu. 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. Hepopa3BuUTHe MONOYHDIX Kenes;

2. AHOManbHOeE pa3BUTUE MATKU U Baranuwa;

3. AUYHUKM He onpeaenatoTcs;

4. AmeHopes.

b-1,2,3,4;

A-1;b6 -4

A-5;6-3

A-4;b6-2,3

A-1,2; 6 -3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3UuMaMU. Ana 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

Xapakrtepuctuka

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-4;6-2,3



YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaB/NeHHbIMU NO3ULMAMU. [na KaxK[oro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih NpOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biTb BbiI6paH 0auH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. 3aboneBaHue

A. CuHgpom Bunbamca

b. Cuapom Aun-AxxopaKu

B. CuHgpom Cmuta-MareHuca

. Cunpgpom Mpapepa-Bunnu

Deneuyunsa

1.22q11

2.17p11.2

3.7q11.2

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3nLMaAMU. [INA KaXKa0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kaxkabi NpOHYMepOBaHHbIW 3/1IeEMEHT MOXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHOro
pa3a unu He BblbpaH HU pa3y. CpoK gna nposeaeHna (Hegena 6epemeHHOCTH)
A.11-12-7

b. 16-20-a

Bupa metona npeHaTasibHOW ANArHOCTUKMU

1. OnpeaeneHune B CbiIBOPOTKe KpoBUu bepemeHHo A

2. HeKOHBIOrMpPOBaHHbI 3CTPUON

3. PAPP-A

4. Xr4

5. XopuoHbuoncua

A-3;6-1,2,4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumamu. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa Bbl6epuUTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.



Ka)xablit npOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biTb BbiIOpaH 0auH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. Cutyauua

A. 30-neTHAA }KeHLWMUHa, B aHaMHe3e PoXAeHne MepTBoro pebeHka ¢ MHOXeCTBEeHHbIMU
nopokamm pa3BuTua (NONNAAKTUAMUA, paclyenHa HEGA, NOPOK cepAaLa) M HOPMAZIbHbIM
KapuoTtunom

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

B. Y nnoaa Ha 9-¥ Hegene rectauum npu Y3U o6HapyX1unm yBenimueHne ToNLMUHDI
LWeMHOMN 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. OnpeaeneHune KoHUeHTpauun ADI1 B cbIBOPOTKE maTepu

3. AMHUOUeHTe3

4. NletanbHoe Y3U

5. KopaoueHTtes

A-2;6-2;B-5;T-4;,0-1,5

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

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

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

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

Kputepuamu gna BKAOYEHUA NATONI0MMK B NPOrpamMmmy MaccoBoro 6Moxmmumueckoro
CKPUHWHIA HOBOPOXAEHHbIX ABNAIOTCA BCe NepeymncieHHble, Kpome O4HOro:
BbICOKasn YacToTa BCTpeYaeMoCTn B nonynaummn (He meHee 1:20 000);

BbIPa*KEHHbIN KANHUYECKUI noanmopdmnsm 6onesHu.

TAMECTb NOPAXKEHMNA C HEOBbpPaTMMbIMM NOCNEACTBUAMU B BUAE MHBAAUAM3ALNN UK
PaHHEN cMepTy;

BO3MOHOCTb MPOCTOM, HaAeXHOW (4yBCTBUTENbHOM, cneumdumyHoi, bes
JNIOXHOOTPULATE/IbHbIX PE3YNbTAaTOB) M SKOHOMUYECKM ONPaBAAHHOM AMArHOCTUKM B
JOKAMHUNYECKOW cTaanm 3aboneBaHus;

BO3MOHOCTb NAaTOreHeTUYECKOM AN MHOWN 3POEKTUBHOM KOPPEKLMN BbISBEHHOTO
HapyLIeHUs;

Maccosomy 6MOXMMMUUYECKOMY CKPMHUHTY NOANEXUT 3aboneBaHue:
remoxpomaTos;

MyKOnoancaxapuaosbl;

HelpodmnbpomaTos;

beHNNKeTOHYPUSA;

MbleYyHan auctpodma [oweHHa.

Mpu aHanu3se meTagasHbIX NACTUHOK HAAEHO 9 KNEeTOK C HOPMa/IbHbIM KapUOTUNOM



46, XX, a TaKKe gBe c Tpucomumeii 21 xpomocombl. TaKTUKA Bpaya LUTOreHeTUKa:
Heobxo4MMO YBENNYUTb YNCN0 aHANN3NPYEMbIX MeTada3HbIX MIACTUHOK, a TaKKe
npuBaeYb MeToabl aHaNM3a nHTepdasHbIX A4ep ¢ nomoubto Npob cneunduyeckomn AHK.
AVarHo3 yCTaHOB/IEH - HOPMa/ibHbIA KapMOTUN;

OVArHO3 yCTaHOB/IEH - MO3aULU3M;

AVarHo3 yCTaHOB/EH - TPMCOMUA NOo 21 XpOMOCOME;

HeobxoAuMO NPOBECTN OHTOreHeTU4YecKoe obcneagoBaHme poanTenen;

HaszoBuTte yupexkaeHus, B KOTopble MOTyT 6biTb HanpaBaeHbl 60abHble U3
perMoHanbHO MeAUKO-reHeTUuYecKou KoHcyabTauum ana AHK-amnarHoctukmn
HacneacTBeHHOro 3abonesaHusn:

MeXperMoHaibHaA MeguKo-reHeTUYeCKaa KOHCYbTauma;

TeppuUTOpUanbHble MeANLUHCKUE yupexaeHuna obuiero npoduna

cenbckme 60nbHULDI;

YKEHCKaA KOHCYbTauMA NO MECTY *UTeNbCTBa

AOMa UHBAaNMOB.

EAunHMLUEN reHeTUYeCKoM KapTbl reHOMa ABAAETCA:
HyKneoTna,;

CaHTUMOpPraHuAaa;

XPOMOCOMHbIe 6eHabl;

KNOHMpPOBaHHble ¢parmeHTbl JHK;

9K30Hbl U UHTPOHBDI.

Xpomocomocneuudpuueckue 3oHabl AAHK - aTo:

dparmenTbl JHK, coaeprKauime ToNbKO CTPYKTYPHbIE FeHbl;

KNOHMPOBaHHbIe NOoCneA0BaTeNbHOCTU caTennmntHon AHK;

AHK XxpomMoCoOMHbIX GparMeHTOB pa3HOM A/IUHbI;

KNOHMpOBaHHble pparmeHTbl AHK, xapaKkTepHble a4na onpeaesieHHbIX XPOMOCOM;
dparmenTbl JHK, cogepKauime pacceaHHble NOBTOPbLI.

Mb6puamnsauma in situ c MeueHbIMU 30HAAMMU NO3BONAET:

nccnenoBaTb HYKNEOTUAHbIA COCTaB 30HAA;

nccnenoBaThb PAacCTOAHME MEXKAY 30HAaMU;

N3Y4YUTb PECTPUKTHYIO KapTy 30HA3;

JIOKaNn30BaTb NOC/eA0BATE/IbHOCTb 30H1a Ha XPOMOCOME U/ B €€ NIOKYCE;
onpeaennTb NOCNeA0BaTe/IbHOCTb PACNOJIOKEHUA TEHOB B XPOMOCOME.

frbpugusaums in situ c 1oKyc cneymnpuueckumm npobamm nossonser:
NoNy4YnTb MHGOPMaLMIO O NEepecTpomKax nccaeayemoro nokKyca y 60abHOro;
M3y4nUTb KapMoTun 601bHOTO;

NoNy4YnTb MHGOPMALUIO O MyTaLUAX B FTeHE;

onpegenuts NAPD;

onpeaennTb HYKNEOTUAHbIA COCTaB UCC/IeAYEMOTO NOKYCa.



BeKTOopHaAa cucrtema — 3T10:

cucTtema Habopa YHUKanbHbIX nocnegoBatenbHoctel AHK;
cucTema anAa nepesadun reHeTMYeCKoro maTepuana BHYTPb KNeTKu;
noBTopAloWanAcA nocnegosatenbHocTb AHK;

cuctema baKkTepua-xo3auH;a;

nonmnenTMaHasa nocneaoBaTeNbHOCTD;

MpumeHeHne MONEeKYNAPHO—LUTOreHETUYECKUX METOA0B ANarHOCTUKU C MOMOLLbIO
Xxpomocomocneuudpuueckux npob AHK nossonser caenartb Bce, Kpome:
onpeaennTb CNOMKHbIA XPOMOCOMHbIA MO3anLM3M MPU HEBbICOKOM COAEPMKaHUN
aHOMa/IbHbIX K/IETOK B KAPUOTHUNE;

NAEHTUPULMPOBATb XPOMOCOMbI, BOBNIEYEHHbIE B CIOXHbIE NEepPecTPpomnKu;

BbIABUTb NPOUCXOXKAEHWNE A06aBOYHbIX MAaPKEPHbBIX XPOMOCOM UAN MUHUXPOMOCOM;
CEKBEHMPOBATb IK30M;

YTOYHUTb TOYKM Pa3pPbiBOB aHOMaJ/IbHbIX XPOMOCOM.

BAn3HeuoBbIA MeToA B MeAULMHCKOMN reHeTUKe UCNo/Ib3yeTca ANA:
ONA pacyeTa KOHKOPOAHTHOCTY;

onpeaeneHmnA 4YacToTbl NATO/IOMMYECKOro annena B Nonynayum;

ONA N3YYEHUA NPUYMHBI BOSHUKHOBEHUA MyTaLUIA;

OLEHKWN YaCcTOTbl BOSHUKHOBEHWNA MyTaLWiA;

ONA N3y4eHUa «MoHawmx» nocnegosatenbHocten AHK.

OHK-punarHoctuka 6one3Heit MUMNPUHTUHIA CBOAUTCA K ONpeaeneHuio:
Pa3/INYNI B TEHHOM 3KCNPeccuu;

KPYMHbIX XPOMOCOMHbIX NEPECTPOEK;

CTPYKTYPHbIX MyTaLWI B reHax;

Pa3NYnii B annenbHOM MEeTUANPOBAHMUM OTLLOBCKOM M MAaTEPUHCKOM XPOMOCOM;
OAHOHYKNEOTUAHbIX NOANMOPPU3MOB.

Echny npobaHpa nssectHa mytauumsa, NpMBoAALLan K HacneacTBeHHoMyY 3a6oneBaHuIo,
KaK onpeaenutb HaZimume 3TOM MyTauum y pOACTBEHHUKOB:

NPOBECTU CEKBEHUPOBAHME 3K30HA C MyTalMen y pOoACTBEHHUKOB; U

nposectu MUP-NAP® y poaCTBEHHUKOB;

onpeaenuTb NOAMMOpPPHbIe MapKepbl, CLENNEHHbIE C MAaTONIOTMYECKUM aNNenem;
NPOBECTU NOMHbIN CKPUHUHT MyTaLMN B FeHe HacneAcTBEeHHOro 3aboneBaHus;

NPOBECTU KAPNUOTUNMUPOBAHME Y POACTBEHHMKOB.

Ana ocywectesnenmna AHK-guarHoctmkn mmkpoaeneynoHHbIX CUHAPOMOB UCNO/b3YIOT:
XPOMOCOMHbIM MUKPOMATPUYHbINA aHANU3;

SSCP-aneKkTpodopes;

annenbcneundunyeckas MLUP;

CeKBEHNpPOBaHue;

NUP-NAPD.



Mpu romoynUcTUHYpUM, Bbi3BaHHOM AedeKTOM LUCTaTUOHUH 6eTa-CUHTa3bl, NOBbILEH
YPOBEHb c/eaylowmx amMHOKMUCIOT B MoYe:

METUOHWUHA N apPTUHUHA;

MUUUHA U LUCTUHA;

METUOHUHA N TOMOLMCTUHA;

LMCTMHA W aPTUHUHA;

rMULUHA U TOMOLMCTUHA.

MoBbiWeHHbIV ypoBEHb aMMUaKa B KpoBM HabatoaaeTtca npu:
6one3Hn KaHaBaHa;

rMnepnpoIMHEMUY;

APrMHUH-AHTAPHOM auUNAYPUN N UUTPYISIUHEMWUU;
KCaHTypeHoBOMauMaypum;

Npu BCEM NEPEUYNCNEHHOM.

[ONnA BbIABNEHUA HapYyLULEHMN aMUHOKUCIOTHOro o6meHa Hanbonee nHpopmaTuseH
meTtoa;:

nccnefoBaHME MOYN U KPOBM Ha CBOHOAHbIE aMUHOKUCNOTDI;

LMTOreHeTU4YeCcKoe nccnegoBaHue;

nccnepoBaHue 6€1KoBOro cnekTpa naasmbl KPOBY;

KIMHUKO-TeHeanormyeckne AaHHble: HaInYne B CeEMbe ABYX CMOCOB CO CXOAHOM
CMMNTOMATUKOWN;

rmbpunansaums in situ.

Mpu nporpeccupyloweit mbileyHo aucTpodumn [JoweHHa YpoBEHb KPeaTUHKUHA3bI:
0co6eHHO 3aMeTHO YBEeNMYEH B Nepmnoa, HapacTaHUA KAMHUYECKMX CUMNTOMOB;
Hanbonee BbICOK B KOHEYHOM cTaammn 3aboneBaHus;

B Nt060oM cTaanm 3aboneBaHUA yBeIMUNMBAETCS;

Hanbonee NoBbILWEH B AOK/INHUYECKON CTaamMn 3aboneBaHus;

NoOCTENEeHHO NOBbILAETCA C MOMEHTa NPOABAEHUA NEPBbIX NPU3HAKOB 40 KOHEYHOM
cTaanu 3ab6oneBaHums.

BpoKaeHHaa meTremornobuHonatua moX<eT 6biTb Bbi3BaHa:
Ha/IYMEeM aHOMA/IbHOTO remMornobuHa S;

Ha/M4YMem aHOMaNbHOTO remornobuHa E;

HeA0CTaTOYHOCTbIO KaTalasbl;

HeA0CTaTOYHOCTbIO pepmeHTa Anadopasbl;

HaKOMJIEHUEM [/IMKOTeHa B KNeTKax.

Mpu KynbTMBUPOBaAHUM B NnpucyTctBun ®PrA aenartca KNeTkm Kposu:
HenTpoodunbl;

MOHOUMTbI;

nmmooumnThl;

3PUTPOLMTI;

MblLLEYHbIE KNeTKW.



FeHOMm, accounMmnpoBaHHbIM C pa3BuTem 6one3Hu Anburemmepa, ABNAETCA:
IRF6;

MGMT;

APOE;

BRCA;

PTEN.

AHK-30HA — 370!

€AMHWNYHbIE pacCeAHHbIe HYKNeoTnapl;

Noc/ea0BaTEe/IbHOCTb HYKNEOTUA0B, KOTOPbIE Y3HAET PECTPUKLUMOHHAAIHAOHYKNEa3a;
nocnegosatenoHoctn [IHK, cocroawan ns 20-25;

dparmeHT AHK c pryopoxpomHO meTKon.

nocnepoBatenbHOCTb AHK ANMHOM HECKONBKO MAIH. Nap HYKNeoTUAO0B;

KnoHnuposaHue [JHK npeanonaraert:

MLP;

6N0TUHI-TMbpUaM3auns;

NAP®D;

BCTpanBaHue pparmeHTa AHK B BEKTOPHYHO KOHCTPYKLMUIO;
rmbpuamnsayms insitu.

[OwnarHos cMHAPOMA YMCTBEHHOM OTCTaN0CTU C IOMKOM X-XPOMOCOMOM OKOHYATE/IbHO
noATBepXKAaeTcA Ha OCHOBAHUM:

MONEKYNAPHO-TEHETUYECKOTO aHaNN3a;

pe3yNbTaToB BUOXMMMUYECKUX NCCNeA0BaAHNIA MOYM U KPOBMY;

AAaHHbIX 9NeKTpoaHuedanorpadum;

pPe3yNbTaToOB NCMXONOMMYECKOTO TECTUPOBAHMUS;

AAHHbIX CEMEMHOro aHamHe3sa.

MnepmetTnnmpoBaHue UUTOo3MHOB B CG-AUHYKNEOTUAAX PETYNIATOPHbIX PaliOHOB reHa
NPUBOAMT K:

YCUNEHUIO TPAHCKPUMNLUMOHHOM aKTUBHOCTU FEHOB COCEAHEr0 /I0KYCa;

He BAMAET HAa aKTUBHOCTb FeHa;

YCUNEHMUIO TPAHCKPUMNLUMUOHHOM aKTUBHOCTU FreHa;

NoAaB/IEHUIO TPAHCKPUNUMOHHOM aKTUBHOCTU reHa;

HE3HAYUTENIbHOMY CHUXKEHUIO TPAHCKPUNLMOHHOMN aKTUBHOCTH.

MNokasaHnem gna npoBeaeHUA MONEKYNAPHO-LUTOreHeTUYeCcKoi aguarHoctnkm (FISH-
meTopn) ABnAerca:

Ha/inyme remoxXpomaTo3a B CEMbE;

BO3pacT matepu go 35 ner;

Ha/inyme MyKOBUCLMAO03a B CEMbE;

noAo3peHmne Ha Mo3auum3m No onpeseieHHOMY XPOMOCOMHOMY CUHAPOMY;
nogo3peHne Ha cuHapom [layHa.



Ona npeHTMduKaumum XpoMmoCcom He UCNONb3yeTcA:

BE/INYMHA XPOMOCOM;

Ha/IMune CTPYKTYPHOM NepecTponku;

PacnoNoXeHne LeEHTPOMEpbI;

Ha/InuMe NonepeyvHom NCYEePUYEHHOCTN XPOMOCOM NPU OKPaLLUMBAHWUY;
dnyopecueHTHble 30HAbI.

Ona npoBeaeHMA LUTOreHEeTUYECKOro aHain3a UCNOJb3yIOT BCE NepevymncneHHoe,
Kpome:

buonTaT ceMeHHUKa;

KNEeTKM KOCTHOTO MO3ra;

KNeTKN NeyeHw;

nmmooumntbl nepudepmnyeckon Kposu;

6uonTaT XOpmnOoHa.

3Tan KONIXMHU3aLUKM NPU NPUroToBaeHUM NpenapaTtosB meTadasHbIX XPOMOCOM
Mcnonb3yeTca ANA:

NIYYLLEro oKpalMBaHUA XPOMOCOMHbIX NpenapaTos;

HAaKOMNNEHUA KNETOK, HaXOAALLMXCA Ha cTaaMn meTadasbl MUTOTUYECKOTO AeNeHUs;
NoNy4YeHUs XxopoLlero pa3bpoca XxpOMOCOM Ha NPeAMETHOM CTEKNE;

yBe/IMYEHUS ANUHbI CNYTHUYHbIX HUTEN;

YMEHbLUEHUA ANMHbI FTeTePOXPOMaTUHOBOIO CErMEHTa.

3aKnoueHne LMTOreHeTUYEeCKoro UcCaef0BaHUA A0KHO BKOYaTb BCe, KpOME:
dopmyny KapnoTuna, 3anmncaHHyo B cootseTcTBuu C ISCN;

AaHHbIe 0 NaUUeHTe;

MOJIHbIV NepeyYeHb reHoB, BbISIBEHHOTO HapyLleHus;

NMPUYMHY HanpaBAEHWUS Ha UCCIe40BaHUE;

Ha3BaHWe UCCNef0BaHHOM TKaHW.

B AHK-guarHocTuke HacneAacTBEeHHbIX 3a601eBaHU He UCNONb3yeTCcA:
ABYMEPHbIN d3neKTpodopes;

MUP;

NnAoP®;

6NOTTUHI-TMOPMAN3aLUS;

CeKkBeHUpoBaHue.

[ONnAa pnarHocTUKKN HacnepacTBeHHbIX 3abonesaHnii AHK moXKHO Bblaenutb U3 BCero,
Kpome:

TKaHeBbIx 6MONTaTOB;

BOJIOCAHbIX IYKOBUL,;

nmmooumntos nepndepuryeckomn Kposu;

Nnaasmbl KPOBWU;

C/ItOHbI.



Pa3zmep reHOMa yesioBeKa COCTaBaAAET NPUMEPHO:
4,639,221 n.H.;

6,000,000,000 n.H.;

3,000,000,000 n.H.;

30,000,000,000 r.H.;

6,000,000 n.H.;

MNMpoueccuHr - 3T0:

accoumauma 601bLWON U Manon cybbeanHUL, pUboCoMbI;
yasoeHue [IHK;

co3peBaHue npe—PHK B agpe;

cBA3bIBaHME penpeccopa ¢ 6enkom;

CBA3bIBaHME TPAHCKPUMNUMOHHOIO paKTopa C NPOMOTOPOM.

YcnoBuem coxpaHeHus nepudepuruyeckoit Kposu Ana ucnonb3osaHus ee B AHK-
AVarHocTuKe ABnaeTcA:

XpaHeHWe Heaent NP KOMHATHOW TemnepaType;

XpaHeHue B TepmocTtaTte npu +37C;

XpaHeHue B Xxosn10aunbHUKe Ha +40C;

3aMOpo3Ka Ha -20C n xpaHeHME B MOPO3UIbHUKE HEOBXOAMMOE BPEMS;

CBEXXYI0 KPOBb HeNb3A UCMO1b30BaTh.

B KaKOM reHe He06xX0A4MMO NPOaHANU3NPOBATb MyTaLlMK ANA NOATBEPXKAEHUA
AWarHosa mykosmcumpaosa?

BRCA;

GJB2;

CFTR;

HFE;

MTHFR.

Mpu ncnonb3oBaHMM aBTOMATUYECKOro aHanusaTopa Hykneotuabl A, T, I, L} Ha
anekTpodoperpamme npeacraBieHbl KaK:

NONOCbI PAa3/IMYHOWN ANNHbI;

pa3HoLUBETHbIE MATHA;

MUKW Pa3HbIX LLBETOB;

MUKW O4HOTO UBeTa;

UMdpbl HA USMEPUTENBHOM LIKaNe.

Ona nabopaTopHOIi AUarHOCTUKU MyKOBMUCLMA,03a NPUMEHAETCA BCE NepevymncieHHoe,
Kpome:

onpeaeneHns UMMyHOPEaKTUBHOIO TPUMNCUHA;

TecTta ¢ LeTUANUPUANHXA0OPUAOM.

onpeaeneHuns asNeKTPoNTOB NOTa;

BbISIB/IEHUA XMpPa B Kane;



onpeaeneHnsa akTMBHOCTM NULLLEBAPUTENbHbIX GEPMEHTOB B Kasle;

Npo6a ®enunHra BbiIABAAET HANAMUME B MOYeE:
deHnnanaHuHa;

dbeHnnrmapasmnHa;

KETOHOBbIX TEN;

GEHNNKETOKUCNIOT;

FOMOreHTU3MHOBOM KUCNOTbI.

MUP ucnonb3yloT gna:

N3yyeHUA XPOMOCOMHbIX MONOMOK;
amnanduKkaumm ydyactka AHK;
nccnefoBaHUA XPOMOCOMHOTO B63HAMHTa;
N3MepeHMa akTMBHOCTU GEepPMEHTOB;
BUNOXMMNYECKOTO CKPUHUHTA BepeMeHHbIX.

MeTopg reHeTUYeCcKoro KapTupoBaHua MmynbTudaKTopuanbHbiX 3a6onesaHuid:
MEeTO, UAEHTUYHbIX MO MPOUCXOXKAEHUIO aNneneu;

aHanNu3 cuenneHus;

nccnegoBaHme accoumaLnii B NONyasaUmMax n CEMbAX;

CEeKBEeHMPOBaHWUE reHoB;

reHeTMYeCKMN aHaNN3 CKPeLLMBaHNM MOAE/bHbIX OPraHU3MOB.

NonumopdPunsam gnnH pecTpUKLUOHHDBIX GparmMeHTOB — 3TO:

aeneunn 6onbinx pparmeHtos AHK;

3ameHa Hykneotngos B [AHK, npuBoaswan K USMEHEHMIO caliTa Y3HaBaHMA ANS
pPeCTPpUKTa3bl;

nHcepummn 6onblumnx pparmeHTos AHK;

rmaponn3 [JHK c nomoLbo pecTpuKTassl;

rmbpunansaums AHK.

CekBeHupoBaHue AAHK — aTo:

rmgponus JHK c nomoLLbio pecTpuKTasbl;

NO3MUMOHHOE KnoHnposaHue [HK;

pecTpUKUMOHHOe KapTupoBaHue AHK;

ornpegeneHue nocnegoBatenbHOCTM HyKkneotngos [HK;

BbICTPAMBAHWUE KNOHUPOBAHHbIX NOCNEeA0BaTE/IbHOCTEN B ONpeaesleHHOM nopAaKe

CpeaHan ANNHA 3K30HA B 6e/10K-KO4UPYIOLWMX FreHaX Ye/loBeKa B Napax HyKneoTuaax
cocTaBnfeT:

37;

525;

170;

200;

1587;



KAnHnyeckumu nokasaHMamMu aaa npoBegeHns XpoOMOCOMHOro aHaAM3a ABAAIOTCA:
611M30pPYKOCTD;

BPOXAEHHbIE NOPOKU PA3BUTUSA;

HapyLeHMA Pa3BUTUS;

XPOHMYECKME BOCManTeNbHble 3ab0N1eBaHUS;

BUPYCHble 3aboneBaHuA.

Bnotrunr AAHK no CaysepHy npeacrasnser coboit:

npucoeamHeHne nonn-A-nocaenoBaTeslbHOCTHM K 3'-KOHUY ayKapunoTuyeckoi PHK;
yAbTPaUEeHTPUPYrnpoBaHue B rpagmMeHTe NAOTHOCTY;

nnasnexHue AHK;

nepeHoc geHaTtypupoBaHHoM AHK Ha HUTpoUennton03HbIM GUNLTP ANA Nocneayowen
rmbpuamsaumu;

cekBeHupoBaHune AHK.

Ona npambix metogos AHK-guarHoctukmn Heobxogumo 3HaTb BCe, Kpome:
nocsiefo0BaTe/IbHOCTU reHa;

AnarHosa 3aboneBaHus;

CNUCOK reHOB, aCCOLMNPOBAHHbIX C 3ab60seBaHNEM

nonmmopdHbix HK-mapKkepos,;

TMNa HacnegoBaHUA 3abonesaHms.

O6paboTKa KyNbTypbl K1€TOK FTMNOTOHMYECKMM PacTBOPOM Heobxoauma:
[ANA YBEIMYEHUA YNCa MUTO30B;

ANA NoNyYeHMA xopoulero pa3bpoca XpOMOCOM;

ANA 33 PXKKN AeNALMXCA KNEeTOK Ha CTaamn meTadasbl;

ANA NyYLIEero OKpalwmnBaHMA XpOMOCOMHbIX NPenapaTtos;

[ANA paspylueHne N3BbITOUYHbIX KNETOK.

YTo M3 NnpeacTaBNEHHOrO ABAAETCA OHKOCynpeccopom?
CFTR;

ADD1;

BRCA1;

IL28B;

AZF.

Ona aMarHocTuku 6onesHen, Ana KOTOPbIX MYTaHTHbIA reH HEU3BECTEH U He
JIOKaNN30BaH, NPUMEHSAETCA:

MeToz, cneundulecknx pecTpmuKkTas;

NPAMOMN CUKBEHC;

npAMan AeTeKuua ¢ UICNOb30BaHNEM CNeLnUYECKNX MOEKYNAPHbIX 30HA0B;
CeEMEMHbIM aHaNN3 rpynn cuenneHus;

NDA.



CTaHpapTHAA AAUTENbHOCTb KYyIbTUBUPOBaHUA AnmdouuntoB nepudepmnueckoin Kposu
ANA LUTOreHeTUYEeCKOoro uccaenoBaHUA COCTaBNAET:

72 vaca;

54 yaca;

48 yacos;

24 vaca;

96 yacos.

K metopaam audpdepeHunManbHOro oKpaMBaHMA XPOMOCOM, BbIABAAIOLWMUM
nonepe4yHyl UCYHEePUYEHHOCTb, cneuuPUUHYIo ANA KaXK[0M XpOMOCOMbI OTHOCUTCA:
R-OoKpawwnBaHue;

H-okpawusaHue;

C-oKkpawmnBaHue;

AOP-oKpawmnBaHue;

FOS- okpawmnsaHue.

Y 6onbHOro ¢ cuHgpomom Jlewa-HansaHa B 6MoON0Ornyeckmnx X} uaKoCTax HakanJimBaeTca:
Mo4YeBana KNCNOTA;

MOY€EBMHaQ;

TMNOKCAHTUH;

dymapoBas KUCNOTA;

beHNIMON0YHAA KMUCNoTa.

MeTtoabl nabopaTopHOM AUAarHOCTUKU, HEOBXoAMMbIe ANA UCKNIOUEHUA HapPYLUEHUN
obmeHa opraHU4YeCcKnUX KUCAOoT:

anekTpodopes;

TaHAEMHaA MacCc-CNeKTPOMETPUS;

cekBeHupoBaHue JHK;

TOHKOC/IOMHasA xpomaTorpadus;

onpegeneHne akTMBHOCTU pepMEHTOB B SPUTPOLUTAX.

AKTUBHOCTb IN30COMHbIX PEPMEHTOB HEe U3MEPAIOT B:
NenKkouuTax;

CNIOHeE.

BOPCMHAX XOPUOHaQ;

K/IeTKaX aMHMOTUYECKOWN XNAKOCTY;

nna3me Kposwu;

Ona nccneposaHua F-teney Heob6xoamumbi:
BUHOKyNApHanA nyna;

3N1EKTPOHHbIN MUKPOCKONM;

CBETOBOM MUKPOCKOM;

NIOMUHECLEHTHBIN MUKPOCKOM;
$a30B0O-KOHTPACTHbIN MUKPOCKONM.



Ona BpoXKAEeHHOro runoTupeosa XxapaKkTepHo:

B KPOBM U APYIMX BUONOTMYECKUX KMUAKOCTAX OTCYTCTBYET TupeoTponuH (TTT);
601e3Hb HEU3NeYNMa;

3a60neBaHMA CLLENNEHO C NONOM;

HEeOHaTa/IbHbIM CKPMHUHT OCHOBAH Ha onpeaeneHnn TTI B KpoBU pebeHkKa;
6e3 neyeHnA pa3BUBAOTCA TMraHTU3M U sHUedanonaTms.

Y70 U3 NpeacTaBNeHHOro ABNAAETCA 1IeiAEeHOBCKOW myTaumuein?
ITGA2: 807 C>T;

FTO: IVS1 A>T;

F2:20210 G>A;

F5:1691 G>A;

Nokyc 8g24 RI.

Monumopdunam KaKoro reHa MoKeT CYXKUTb NPUUMHOM NPEeAPACNONOKEHHOCTU K
rmnepToHun?

UGT1A1;

AGT;

Chek2;

NOD;

VDR.

YcTaHOBUTE COOTBETCTBUE MeXK Ay NpeAcTaB/eHHbIMU NO3ULmMAaMU. lna Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIW 3/1IEMEHT.
Kakablit npOHYMepOBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3. Tun OCHOBaHWIA:
A. NypuHbl; b. MupumuamHbl. HazsaHmne ocHoBaHwumit: 1. AgeHuH; 2. TumuH; 3. lN'yaHuH; 4.
LUuto3umH

A-13;6-2,4

A-1,2;6-3,4

A-23;6-1,4

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

A-1,2,3;6-4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3UuMaMU. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIU 3/1IEMEHT.
Kakabiii npoOHYyMepOoBaHHbI 3/1IeMeHT MOXKeT 6biTb BbibpaH oguH pas. Tunbl
nepectpoek: A. FleHomHble b. XpomocomHble Mepectpoiku: 1. UHBepcuum 2.
NMonunnougum 3. TpaHcnokaumund. Aeneuun 5. Tpucomun 6. Nonncomun 7. lynnnkauum
A-1,2,5,6-3,4,6,7

A-56;6-1,2,3,4,7

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

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

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

YcTaHOBUTE COOTBETCTBUE meXay npeactaBNeHHbIMU No3uuUamun. ina Kaxkaoro



6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
KaXAablii npOHYMepOBaHHbI 3/1IeMeHT MOXKeT 6biTb BbibpaH 0guH pa3. Tunbl Xpomocom
A. MeTtaueHTpuueckue b. CybmertaueHTpuueckue B. AKpoueHTpuueckue Ctpykrypa 1.
MmeloT 0gHO AIMHHOE 1 BTOPOEe O4YeHb KOPOTKoe nsieyo 2. UmeloT naeun HepaBHOMU
AN1HDbI 3. UmeloT nneyn paBHOM UK NOYTU PABHOU AJIUHDI

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumMamMmun. Ana KaxKaoro
6yKBEHHOr0 KOMNOHEHTA BblbeputTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kabliht NpOHYMepOBaHHbIN 3/1eMEeHT MOXeT 6biTb BbiIbpaH 0aMH pa3. Tunbl Xxpomocom:
A. MeTtaueHTpuueckue, b. CybmeTtaueHTpuueckue

B. AkpoueHTpuyeckme. Xpomocomsbl : 1. Xpomocoma 1, 2. Xpomocoma 5, 3. Xpomocoma
13, 4. Xpomocoma 16, 5. Xpomocoma 7, 6. Xpomocoma X 7. Xpomocoma 21, 8.
Xpomocoma 19

A-4,56;6-2,3,7;,B-1,8

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

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

A-1,4,8,6-2,56;B-3,7

A-1,2,38;6-4,5,6;B-7

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUMAMU. INa KaXKa0ro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Ka)kablih NpOHYMepOBaHHbIN 3/1eMEeHT MOXKeT 6bITb BbiIOpaH 0aMH pa3. Bug mytauum: A.
FeHOMmHbIe, B. XpomocomHble. XapaKTep mytauuii: 1. Tpucomua no ayrocomam, 2.
PeuunpokHasa cbanaHcMpoBaHHan TpaHCAOKaLuMA

3. Aleneuun, nicepuun, 4. Nonncomma No NOI0BbLIM XpOMOCOMaM

5. Aybaukauua

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

A-1,56-2,3,4

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

A-1,53;6-2,4

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU NO3nLMAMU. [INA KaXKa0ro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
KaXAablii npOHYMepOoBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH oguH pas. AsneHune: A. Npum
CKpeLiMBaHMM FOMO3UTOTHbIX 0cobeit Bce rmbpuabl UMeloT oguHaKoBble NPU3HaKy, b.
MoToMCcTBO reTepo3nroTHbIX ocobein npoasaseT NPU3HAKKU, KOTOpPble KOHTPOUPYIOTCA
AOMMUHAHTHbIMU U peL,ecCMBHbIMU reHamu B cooTtBeTcTBum 3:1, B. FeHeTnueckun
obycnoBneHHble NPU3HAKKU HAaCNeAYyHTCA HE3aBUCUMO APYr OT ApPYra, COYEeTanACb BO
BCEBO3MOKHbIX KO/1e6aHMAX COrnacHo Teopun BepoaTHOCTU. 3aKoH MeHpens: 1.



nepsblid, 2. BTOPOW, 3. TpeTUi
A-1;6-2;B-3
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YcTaHOBUTE COOTBETCTBUE MeKAY NpeAcTaB/IeHHbIMU NO3ULMAMU. [lna Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
Ka)kablih NpOHYMepOBaHHbIN 3/1eMEeHT MOXeT 6biTb BbiIOpaH 0auH pa3. ABneHue: A.
FeHeTMuYecKas reteporeHHOCTb b. KnnHunuecknit nonmmopopusm

B. YcnoBHbIM Tponusm. OnpegeneHue: 1. YcuneHue apdeKra npsmoro BAMAHUA Ha
opraHusm natonormnyeckoro ¢akropa appeKramm ot ApYrux HacneaCcTBEHHbIX
$paKkTOpOB, UMEloLWUX CXOAHYIO HaNnpPaBAE€HHOCTb

2. PeHOTUNUYECKMNE PA3INYMA OAUHAKOBDIX B FeHETUYECKOM NJ1aHe HO3010rn4YecKmux
dopm 3. DeHOTUNUYECKAA CXOXKECTb PA3/INYHBIX B reHETUH4ECKOM NaHe
HOo30/10rn4ecKkux popm

A-3;6-2;B-1
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaB/leHHbIMU NO3ULMaAMU. [INA KaXKa0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabl NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT 6biTb BbiI6paH oaMH pa3. O6bnacTtb
meauumnHbl: A. Teopetuyeckana b. KnnHunueckas

B. Mpodunaktnueckan. Pewnaemoie Bonpochbi: 1. lMarHOCTUKA HaCNe[CTBEHHbIX U
MHPEKLUMOHHbIX 3a6oneBaHui. MPon3BOACTBO 1IEKAPCTB HA OCHOBE FreHHOW UHXKEHepuH,
2. PacwudpoBKa natoreHe3sa 6onesHeit. PapmakoreHeTuKa 3. F[eHeTUKO-TUrMeHU4ecKoe
HopMmupoBaHUe GaKTOPOB OKpYyrKatowen cpeabl. Co3paHne HOBbIX BaKUUH
A-1;b-2;B-3
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumuamu. na Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kakabiit npoOHYyMepOoBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3. CteneHb
poactBa: A. | (pogutenu, cubcol, aetn)

b. Il (aaan-TeTM, NNeMAHHUKU-NNEeMAHHULbI, 6a6YLIKN-AeAYLWKN, BHYKU-BHYYKM,
nonycmbcoli) B. 11l (aBOtOpogHbIe cubebl, NpageaywKu-npababyLwku, npaBHYKU-
npaBHY4YKK). lona uaeHTUYHbIX reHos: 1.182.143.12

A-3;b-1;B-2
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaB/NeHHbIMU NO3ULMAMU. [na KaxK[oro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kakablii npOHYMepOBaHHbIN 3/1IeMeHT MOXKeT 6biTb BbibpaH 0guH pa3.CuHapom: A.
CuHapom MNMatay b. CuHapom daBapaca B. CUHAPOM «Kolwaubero Kpuka». OcobeHHOCTH
1. JlyHoob6pa3Hoe nuuo, mukpouedanus, sSNUKaHT, rTMNEPTENOPU3M,
AQHTMMOHTIO/I0MAHDbIN pa3pes rNasHbIX Weneun, CyKeHme Tpaxeu

2. onnxouedanusn, 3anageHme n106HOM KOCTU B 061aCTU pOAHUUKA, BbICOKOE Hebo,
MUKpocomusa, PNeKCoOpHOoe NON0XKeHUe KUCTEN, pacLue/iMHa MArKkoro Heba 3.
Mukpouedanua co ckoweHHbIM N160M 1 3aTbIZIKOM, AedeKTbl CKanbna, paclie/iMHa
N1ua, MUKpoo@dTanbMmua, KOPOTKaA LWeA, anaa3na KOCTen Hoca

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

YcTaHOBUTE COOTBETCTBUE MeXAY NpeAcTaB/leHHbIMU NO3UuMAMU. Ina KaXKa0ro
6yKBEHHOro KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)xablit npOHYMepOBaHHbIN 3/1eMEHT MOXeT 6bITb BbiIOpaH 0AUH pa3. BoisBneHue
accoumaumm mynbtudakropmanbHon 60ne3HU C reHeTUYECKMMU MapKepamu
ocywectenaerca no popmyne X=(axd) (bxc), rae:

A.a

B.b

B.c

r.d

n. X

Noka3artenb

1. YacTtoTa nepBOro reHeTUYECKOro mapkepa y 60bHbIX

2. YacToTa BTOPOro reHeTU4eCcKoro mapkepa y 60sbHbIx

3. Moka3aTenb OTHOCUTE/IbHOM YaCTOTbl PUCKA

4. Y4actoTa nepBOro reHeTUMECKOro mapKepa y 340p0oBbIxX

5. YacToTa BTOpOro reHeTM4ECKOro mapkKepa y 340p0BbIX

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU NO3nLMaAMU. [INA KaXKao0ro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN



KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AKH pa3, 60nee ogHOro pasa uam He BblbpaH BoBce.
Tun HacnhepoBaHUA:

A. AYyTOCOMHO-AOMWHAHTHbIN ;

B. AYyTOCOMHO-peL,ecCMBHbIN;

B. X-cuenneHHbI peLeccuBHbIN;

. MutoxoHgpuanbHbIN.

3aboneBaHue:

1. Atpodus 3putenbHoro HepBa Jlebepa;
2. DeHUNKeToOHYpHUSA;

3. Xopeun [eHTUHITOHA;

4. Munopguctpodua [lioweHa;

5. AApeHOo-reHUTaAbHbIA CUHAPOM.

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

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

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

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBNeHHbIMU NO3ULMAMU. [na KaXK[oro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npOHYMepOBaHHbI 3/1IeMeHT MOXKeT 6biTb BbibpaH oguH pa3. TepmuH: A.
Nonynauua b. Cyénonynauua B. Usonar. OnpeaeneHue:

1. CoBOKYynHOCTb ocobeit oaHOro Buaa uncneHHocTbio 6onee 4000, cnocobHbIX K
cB060A4HOMY CKpewmBaHUIo, obnagarowmx obwmm reHopoHAOM U coaepKalmux 6onee
2% N1y, n3 gpyrux COBOKynHocreun

2. CoBOKYNHOCTb 0cobeit oagHOro Buaa, uncneHHoctbio 1500-4000, o6n1apgatowmx o6wmm
reHopoHAOM coaepKalmx Ao 2% Nuuy u3 apyrux COBOKYNHoOCTeir, B KOTOPbIX YUCNO
BHYTPUrpynnoBbix 6pakos coctaBnseT a0 90% 3. CoBOKynHOCTb ocobeut ogHOro Buaa,
yncneHHocTtbio Ao 1500, o6napatowmx o6WMM reHopoHAOM U coaepKawmx 40 1% nuy,
M3 APYruX COBOKYNHOCTEMN, B KOTOPbIX YMUC/0 BHYTPUrPynnosbix 6pakos 6onee 90%
A-2;6-1;B-3
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3MumMamMmun. Ana KaxKaoro
6yKBEHHOr0 KOMNOHEHTA Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)xabliht npOHYMepOBaHHbIN 3/1eMEHT MOXeT 6biTb BbiIbpaH 0aMH pa3. ABneHue: A.
Naumukcusa b. NMnenotponua B. Monnmepua. OnpeageneHue:

1. CBo6oaHOe cKpewmuBaHue ocobeit B npegenax ogHoM nonynauum

2. BanaHue ogHoro reHa Ha GopmMmupoBaHMe Pa3HbIX NPU3HAKOB

3. deHOTUNUYECKOE NPOABJ/IEHME NPU3HAKA, 06yCNOBIEHHOE COBMECTHbIM AEeACTBUEM
HEeCKO/IbKUX HeanieNbHbIX FeHOB
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YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/IeHHbIMU NO3ULMAMN. [na KaxK[oro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kgblit NpOHYMepOBaHHbIN 3/1eMEHT MOXeT 6biTb BbI6paH 0AMH pas.

KaTteropua no reHomHomy pa3mepy, TbiC. N.H.:

A. Manbie

b. CpegHue

B. boabwue

I. TuraHTckue

[. CynepruraHTckue.

Ha3BaHue nepBMYHOro NpoAyKTa:

1. AuctpodpuH

2. TupeornobynuH

3. Katanasa

4. PeHUNaNAHUHTU[POKCUNA3ZA

5. UHcynuH

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

4,r-2;40-1

2,I-5;0- 3
2,1-5 /-
2,I-1;4-5
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YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/eHHbIMU NO3ULMAMU. [InA KaxKAaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLUIA NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kaxkablih npOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biTb BbiIbpaH oauH pa3.HacnheactBeHHan
6one3Hb o6meHa Bewects: A. bonesHb Tea-Cakca

b. ®eHunketroHypua B. bonesHb Nowe I TuposmHemua tuna 1

A. UnctuHypua. bBuoxumunueckum gedekr: 1. Fnokosnaasa

2. NedeKT TpaHCNOPTAa aMMUHOKUCAOT B NOYKax 3. B-rekcozammHmnaasa

4. deHnnanaHUHrMApoKcunasa 5. Pypamunauyertoauyertat u manennaueroauerar
A-1;6-2;B-4,I-5;4-3

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3MuMamMmun. Ana KaxKaoro
6yKBEHHOr0 KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kaxkabi NpOHYMepOBaHHbIA 31EMEHT MOXKeT 6biTb BbiI6paH 0AUH pa3. HacneacTBeHHan



6one3Hb 06MmeHa Bew,ecTs:

A. BpoKaeHHbIV runoTupeos

b. PeHUNKeTOHYpPUA

B. AgpeHOoreHUTasbHblA CUHAPOM
r. Mykosucumpos

. FanakTo3emusa AHaANUT, KOTOPbIX onpeaenseTca NPU MacCOBOM CKPUHUHre
HOBOPOXAEHHbIX:

1. Fanakrto3a

2. TupeoTponHbIii FOPMOH

3. 17-rnapokcunporectepoH

4. AMMYHOpPEaKTUBHbIU TPUNCUH
5. deHMnanaHvH B KPOBMU
A-3;6-4;B-1,T-5;4-2

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBIeHHbIMUM NO3UuMAMU. Ana KaXKaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
Kputepumn oueHKU BapMaHTOB HYKNE€OTUAHOM nocneaoBartenbHocTu: A. Kputepumn
NnaToreHHoCTU BapuaHTta; b. Kpurepun gobpokauecTtBeHHOCTM BapuaHTa . Kputepun:
1.BapuaHTt de novo; 2. MonynAaunMoHHana YactoTa Bbiwe 3%; 3. BapuaHT HaxoauTtca B
TPaHC NONI0XKEHUU C paHee onucaHHbIM; 4. He cerperupyer c 3aboneBaHmnem B cembe; 5.
®YHKUMOHANbHbIW aHaNU3 He NPOBOAUCA.

Al,3; 62,4

A1,3; 64,5

A2,3,4; 64,5

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/IeHHbIMU NO3ULMAMU. [na KaxK[oro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLUIA NPOHYMEPOBAHHbIN 31€MEHT.
Kaxkablit npOHYMepOoBaHHbI 3/1IeMeHT MOXeT 6biTb BbiIbpaH oguH pa3. Tun
HacneacTBeHHOro 3abonesaHusn:

A. MoHoreHHoe 3aboneBaHue

B. MukpogeneumoHHbI CUHAPOM

B. bone3Hb aKcnaHcuun

3abonesaHue:

1. MykoBucumaos

2. CuHapom Bunbamca

3. CMUHAPOM NOMKOI X- XpOMOCOMbDI

4. PetnHobnactoma

5. Cungpom Au-AKopaxu

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

A-2;,b-1;B-3,4,5
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YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU NO3UumuaAMU. lna Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
KakAabi NpOHYMepOBaHHbIW 31IeEMEHT MOXKeT 6biTb BbiI6paH 0AMH pas. 3agaum:
A. NonyyeHue nupopmaummn

b. MonyyeHune matepumn

Pasaenenune MNUP no npuHuuny pewaemon 3agaum

1. AHanu3 ypoBHA NpeACTaBNEHHOCTU TPAHCKPUNTOB

2.insitu NuUP

3. KnoHunposaHue AHK

4. in vitro mytareHes

5. AHK-auarHoctMKka B meguuuHe

6. leHoTUNUpPOBaHMUe

7. BbluuTatowaa rubpmansauyma

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

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

A-1,2,56;6-3,4,7

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumMamu. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)xgblit nNpOHYMEepOBaHHbIN 3/1eMeHT MOXKeT 6biTb BbiIbpaH 0aMH pa3. MloKasaHua K
BWNarHocTuKke:

A. MpeHaTanbHON LUTOreHEeTUYECKOM

b. lMocTHaTanbHOro KapmnoTuna

FeHeTMuecKoe nnm peHoTUNUUECKOE HapyLUeHue:

1. XpomocomHas aHOManua y npeabiayuwero pebeHka

2. Haanume y naumeHTa nepBMYHON aMmeHOpPEen UAKN paHHei MeHonay3bl

3. AHOManbHaa cnepmorpamma (asoocnepmus, BbipaXKeHHas oiMrocnepmus)

4. AHOManbHble reHUTaNnumn

5. BbisBNeHMe Npu yAbTPa3ByKOBOM UCCeA0BaHMN aHOMAIUK NNoaa
A-1,2;,6-3,4,5

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

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

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM NO3UuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOL U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kaxkablit npOHYMepOoBaHHbI 31IeMEHT MOXKeT 6biTb BbiIbpaH oguH pa3.KoHTamuHauua
npoayktamu MLP:



A. BbicoKas

b. Hu3kas

MeToabl geteKuuun pesynbtatos lNLP:

1. dneKrpodopes

2. TnbpupusaunoHHo-pepmeHTHbIN aHanus (MTMdPA)
3. Cucrtema «FLASH» n dnyopumetp «XXunH»

4. Cucrema getekuum pesynbtartos MLUP B pexxume peanbHoro spemenu (RealTimePCR)
A-1,4,6-2,3

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

A-1;6-2,3,4

A-1,2;6-3,4

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3UuMaMU. Ana KaxKaoro
6yKBEHHOr0o KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kgblit NpOHYMepOBaHHbIN 3/1eMEHT MOXeT 6biTb BbiIbpaH 0aMH pa3.duKcupoBaHue
OaHHbIX:

A. ABTOMaTHU4yecKoe

b. Bpy4yHyio

MeTtopabl getekuum pesynbtatos lNLP:

1. dneKrtpodopes

2. TmbpugunsaunoHHo-pepmeHTHbIN aHanus (MTMdPA)

3. Cuctema «FLASH» n payopumetp «AKUH»

4. Cucrema getekuum pesynbtartos MNLUP B pexxume peanbHoro sBpemeHnu (RealTimePCR)
A-3,4;,b-1,2

A-1;6-2,3,4

A-2,3,4,b-1

A-1,2;6-3,4

A-1,2,4,b6-3

YcTaHOBUTE COOTBETCTBUE MeXAY NpeAacTaBieHHbIMU NO3UUMAMU. Ina KaXaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kaxkablit npOHYyMepOoBaHHbI 31IeMEHT MOXKeT 6biTb BbiIbpaH oguH pa3. OcobeHHOCTH:
A. BO3MOXHOCTb OL,eHKU UCXOAHOTo Konudectsa konuii 1HK B o6pasue

b. MoBblWweHWe fOCTOBEPHOCTU UCCNeA0BaHMA 3a cueT cneundruuHocTn Npobbl K
uenesomy amnamdpukary

B. BoamoXKHOCTb yBuaeTb pesynbtart [1LUP B BuAe NONOCKKU Ha rene, OLeHUTb KOJIMYECTBO
M KayecTBo amnamndpuKata no HECKOIbKMM NapameTpam

. Metopabl getekuumn pesynbratos lMNLUP:

1. dnekTpodopes

2. TnbpugmnsaunoHHo-pepmeHTHbIN aHanus (TMdPA)

3. Cuctema «FLASH» n pnyopumetp «AKUH»

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

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



A-4;6-2,3;B-1
A-1,2;6-3;B-4
A-2;6-3,4,B-1
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YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU NO3UumuaAMU. lna Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabl NpOHYMepOBaHHbIA 31eMEHT MOXKeT 6biTb BbiI6paH 0AUH pa3. UCTOUHUKKU
BO36y)XAaloLWwero cBeTa B AeTeKTUPYIOLWUX amnanpuKaTopax:

A. Ha ocHoBe nasepos

b. MonynpoBoaHUKOBbIe cBEeTOAMOAbI

CsoiicTBa:

1. CunbHO NONAPU3OBAHHDbIN CBET, B pAAeE C/ly4aeB NO3BOIAIOWMA UCNO/Ib30BaTb
nonAapusaunoHHble GUNbTPbLI

2. KopoTkuii cpoK cnyxbbli

3. UckniountenbHaa A0NTOBEYHOCTb

4. BbICOKOMHTEHCUBHOE MOHOXPOMHOE KOrepeHTHoe usnydyeHue

5. Boicokuit KMA 1 manblid Harpes, YTO yNPOLWAIOT KOHCTPYKLUMIO amnanduKaTopa
A-1,56-2,3,4

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

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

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumamun. Ana Kaxkaoro
NPOHYMEPOBAHHOr0 31eMeHTa Bblbepute 6yKBeHHbI KOMNOHEHT. BYKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0AKH pa3, 60nee ogHOro pasa unam He BbibpaH BoBce.
MNpuunHa 3abonesaHums:

A. MaToreHHbI BApUaHT B MUTOXOHAPUA/IbHOM reHoMe;

b. MaToreHHbI BapuaHT B A4EePHOM reHOMEe;

B. O6pa3oBaHue NaToreHHbIX KOHFAOMepaToB 6enkKa.

3aboneBaHue :

1. Cungpom MELAS;

2. Atpodwumsa 3putenbHoro Hepsa Jlebepa;

3. CuHapom PeKNUHrxayseHa;

4. CnHapom AHrenbmaHa ;

5. PeHUNKeTOHYpUA

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

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

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

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

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

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.



MNpuunHa 3abonesaHums:

A. MaToreHHbliA BApUaHT B MUTOXOHAPUAbHOM reHOME;
b. MaToreHHblA BapuaHT B AAEPHOM FreHoOMme;

B. O6pa3oBaHue NnaToreHHbIX KOHr10MepaToB 6enka.
3aboneBaHue :

1. Cunpgpom MELAS;

2. ATpodwuma 3putenbHoro Hepsa Jlebepa;

3. CuHgpom PeKnuHrxayseHa;

4. CnHapom AHrenbmaHa ;

5. PeHUNKeTOHYpUA

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

A-1,2; b-3,5, B4

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

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

A-1,3; b6-2,4,5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU NO3MuMaAMU. A KaXKaoro
6yKBEHHOro KOMMNOHEHTa Bblbepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoHyMepOoBaHHbI 3/1IeMeHT MOXeT 6biTb BbiIbpaH 0guH pa3, 6onee ogHoro
pa3a unu He BblbpaH HU pa3y. UccnegoBaHue

A. O6paboTKa KyAbTypbl KNETOK TIMNOTOHUYECKMM PacTBOPOM Heobxoamuma:

B. KOAXUUMH Npu NPpUroToB/IEHNU XPOMOCOMHbIX NPenapaToB UCMNONb3yeTcA:
Pesynbrar

1. Ana ysennyeHmMa mmtos3os

2. Ana 3apepKKuN Aenawmxca KNeToK Ha ctaamm metadasbl

3. AnAa HaKoNeHUA KNeToK, HaxoaaLmxca B ctagum metadasbl

4. Ana nonyyeHusa xopoLuero pa3bpoca xpomocom

5. AnA nyywero oKpawmMBaHUA XPOMOCOMHDIX NpenapaTos

A-4;b -3

A-2;6-3

A-4;b6-2,3

A-1;6-3,4

A-4;6-3,5

NMonosbiMmn xpomocomamm Ha3bIBAKOTCA XPOMOCOMbI:

[MonoBbIX KNETOK;

Hannune KOTOpbIX B KapnoTmne onpeaensaeT Nos1 OPraHM3Ima;
YyacTeytouime B KPOCCUHIOBEPE;

Copeprkawme TONbKO reHbl, AeTepMUHUPYIOLLME PAa3BUTUA NONQ;
pynnbl A.

YcTaHOBUTE COOTBETCTBUE MeEXKAY NpeAcTaBAeHHbIMU No3nuMaMU. [INA Kaxaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIbpaH oa4MH pa3, 60onee ogHOro pasa uam He BbibpaH BoBce.
Tunbl xpomocom: A. MeTaueHTpuueckue; b. CybmetaueHTpuueckue; B.



AkpoueHTpuyeckue. Fpynnbl xpomocom: 1. Fpynna F; 2. Fpynna B; 3. l'pynna D; 4. 'pynna
G;5.Tpynna C; 6.pynna A; 7.fpynna E

Al,5;b63;B1,2

Al,6;62;B3,4

A2,6;b61,2;B2,4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3nLMaAMU. [INA KaXKa0ro
6yKBEHHOro KOMMNOHEHTa /1IEBOI KOJIOHKU Bblbepute npoHYMepoOBaHHbIN 3/1eMEHT
NpaBoii KONOHKU. Kaxkablii NPOHYMepOoBaHHbIW 3/1IeMeHT NPaBO KOJIOHKU MOXKeT bbiTb
Bbl6paH oauH pa3 .Metoa AHK-guarHoctukm:

A. SSCP (Single Strand Conformation Polymorphism)

b. HA (Heteroduplex Analysis)

B. CCM (Chemical Cleavage of Mismatch)

. CekBeHUpoOBaHue

Pasmep npopaykKTta, n.H.:

1.180-250

2.1700

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumamu. Ana KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Ka)xablit npOHYMepOBaHHbIN 31eMeHT MOXKeT 6biTb BbibpaH oauH pa3. Metoa AHK-
ANArHOCTUKUG

A. SSCP (Single Strand Conformation Polymorphism)

b. DGGE (Denaturating Gradient Gel Electrophoresis)

B. CCM (Chemical Cleavage of Mismatch)

. CekBeHUpoBaHue

Mpeunmywectsa HeaoOCTaTKMU:

1. Noporoe o60pyaoBaHUE U peaKTUBbLI

2. Joporue npaiimepbl

3. CNoXKHO 3KCnepumeHTasIbHO

4. Jlerko, geweso

YcTaHOBUTE COOTBETCTBUE meXay npeactaBNeHHbIMU No3uuUamun. ina Kaxkaoro



6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kabliht NpOHYMepOBaHHbIN 31eMEHT MOXeT 6biTb BbibpaH oauH pa3. Metoa AHK-
AWNarHOCTUKM:

A. SSCP (Single Strand Conformation Polymorphism)

b. DGGE (Denaturating Gradient Gel Electrophoresis)

B. CCM (Chemical Cleavage of Mismatch)

. CeKBeHMpoBaHue

3¢ PeKTUBHOCTb, % onpegeneHua myTauumn:

1.>95

2.>99

3. 80-85

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3UuMamMmun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kakablit npOHYyMepOBaHHbI 3/1IeMeHT MOXKeT 6biTb BbibpaH oguH pa3. [loKasaHuAa K
Uccnea0BaHMIO:

A. LUutoreHeTnueckomy

b. FISH-meTog0M

MpoaBneHne reHeTUYECKOM NATONIOTUN:

1. KhmHuueckue npusHaku, no3soaaowmue NpegnonoXutb Mo3amymsm no
onpepeneHHoOMy XpOMOCOMHOMY CUHAPOMY

2. YMCTBEHHAA OTCTANOCTb poauTens, NpeanonoXUte/ibHo XpOMOCOMHOro
NPOUCXOXKAEHUA

3. B aHamHe3e mepTBOPOKAEHHbIE AETU UIN AETU C BPOXKAEHHBIMM NOPOKaMM
pa3sutua

4. Nopo3peHne Ha CKPbITYI0 XPOMOCOMHYIO NepecTpomKy

5. CocTosiHMe nocae TPaHCNIaHTaLUMM KOCTHOrO MO3ra, Koraa AOHOP U peuunueHT
pa3Horo nona

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

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

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

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

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

YCTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3nLMaAMKU. [INA KaXKaoro
6yKBEHHOr0o KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kaxkabli NpOHYMepPOBaHHbIW 3/1IEMEHT MOXeT 6biTb BbiI6paH 0aUH pas. Puck
HOCUTENIbCTBA MYTAHTHOIO reHa Yy KaXX40ro U3 poAcTBeHHUKOB XEHLLUHbI C
MYKOBUCLUA030M (e4UHCTBEHHDbIN Clydyak 3aboneBaHuA B cembe):



A. 100%

b. 50%

B. 67%

r.33%
PoactBeHHUKM:
1. Otey,

2. MaTb

3. Qoub

4. BHYK

5. bpar

6. MnemAHHUKHN

’
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3MumMamMmun. Ana KaxKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkabI NpOHYMepOBaHHbIA 31IEMEHT MOXKeT 6biTb BbiI6paH 0AuH pa3. Pasa
6uotpaHchopmauUnNKceHobMOTUKOB:

A. 1-a pasa

b. 2-a ¢a3a

AKTUBHbI GpepMeHT:

1. FhyratMoH-S-TpaHcdepasa

2.CYP2C19

3. CYP2D6

4. N-auetuntpaHcdpepasa

5. AnkoronbaernaporeHasa

A.A-1,2,3,56-4

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

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

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

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

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/eHHbIMUY No3UuMaMn. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa J1IeBOU KOJIOHKU Bbibepute NpoHYyMepOBaHHbIN 31IeMeHT
NpaBoi KONOHKU. KaxKablih NPOHYMepOBaHHbIN 3/1€eMEHT NPaBoii KOJTIOHKU MOXeT bbITb
Bbl6bpaH 0AUH pa3 fiBneHue:

A. AnnenbHaa reTeporeHHoOCTb

b. MneoTponHocTb

B. BapnabenbHana 3KCcNnpeccMBHOCTb

Cutyauusa

1. Y cecTpbl MYXU4MHbI C TAXKE/IbIM CKOJIMO30M U MHOXKECTBEHHbIMU NOAKOXHbIMMU
Heupodpubpomamu umerorca nnekcupopmHbieHenpoPpurubpombl, a y ee 30-neTHero cbiHa



o6Hapy»KeHbl y3enKu Jinwa 1 BeCHyLIYaTOCTb B NOAMbILIEYHbIX 061acTax

2. NMpwu nectpoit nopdupum (ayToCOMHO-40MMUHAHTHOM HapyLueHUU BUoCUHTE3a
nop¢upmrHa) BO3MOXKHbl GOTOUYBCTBUTENILHOCTb KOXKXU, 6011 B XKUBOTE,
nepudepunueckan HeiiponaTua 1 aNU304Abl NCUXUUECKUX HapyLLUeHui (Ncuxosbl).

3. Kak HOHCEHC-MyTaLuMK, TaK U AeNeuum reHa OpHUTUHTPAHCKap6amunasbl
06ycnoBAMBalOT pa3BUTUE NIeTa/IbHOW HEOHATA/IbHOM rMNepamMmmMmoHueMnm BcnepcTemne
OTCYTCTBMA OPHUTUHTPAHCKap6amunasbl - BaXKHOro neyeHoUYHoro ¢pepmeHTa UuKna
MOYEBUHbI

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM NO3UuMaAMU. A KaXKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablii npOHYMepOBaHHbIN 3/1IeMeHT MOXKeT 6biTb BbiIbpaH 0auH pas. ABneHue:

A. AHTUUMNAUMA

b. KpoBHOpoAcCTBEHHDbIE Bpaku

B. JIoOKycHaA reTeporeHHOCTb

Cutyayums:

1. 25-neTHAA goub c aTpodueit n cnabocTbo CKENETHBIX MbILUL, 65-1€THEr0 MY*KUMUHbI C
KaTapakToi 6e3 cumnToMmoB MMOTOHMUUYECKOU aucTpodumn poguna pebeHka c TaxKenon
MbILLEeYHOM cNabocTbio U 3a4epPXKKOU Ppa3BUTUA

2. Peakana ¢popma ayToCOMHO-peL,ecCUBHOMU HEA,0CTaTOYHOCTU COMATOTPONHOrO
ropmoHa o6Hapy»Xu1BaeTcA TO/IbKO B HEKOTOPbIX MaseHbKUX AepeBHAX B LLBeiiuapckunx
Anbnax

3. CyLLeCTBYIOT KaK ayTOCOMHbIe, TaK U X-cuensieHHble opmMbl NUFMEHTHOIO PEeTUHUTA
A-3;b6-1;B-2
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaB/leHHbIMU NO3nLMaAMU. [INA KaXKa0ro
6yKBEHHOr0o KOMNOHEHTa Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kaxkabl NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT 6biTb BbiI6paH 0AUH pa3. ABneHue:

A. NpemyTtauus

B. TeHOMHDbIA UMNPUHTUHT

B. OgHOpoauTenbckaagMcomms

Cutyauuma:

1.Y 7-neTHero manbuymKa ¢ yMCTBEHHOM OTCTaNI0CTbIO, HU3KMM POCTOM, MaJIEHbKUMU
KUCTamm u ctonamm, nonudarmen (cuigpom MNMpagepa-Bunnu) npu monekynspHo-
reHeTU4eCKOM UccneaoBaHUM 06HapyKuam 2 maTepmHCKue Xpomocombl 15 n HM ogHOMU
OTLLOBCKOM



2. NMpu ynutoreHeTMueckom o6cnepgoBaHUN 6-N1€THE AEBOUYKMU C TAXKENON YMCTBEHHOM
OTCTa/NIOCTbIO, CyAOpPOramm, aTakcuewn, nporeHuei (cMHApom AHrenbmaHa) o6Hapyxunum
MHTEPCTULMANBHYIO MUKPOAENEeLMI0 MaTePUHCKO Xpomocombl 15

3. Npu AHK-uccneposaHum reHa FMR-l y 32-neTHeit }KeHLWUHbI, UMEIOLLLEN CbIHA C
CMHAPOMOM NNOMKOI X-Xpomocombl, 06Hapyxunu 1 annenb ¢ 21 CGG- nosTopom u 1
annenb ¢ 92 CGG-noBTOpaMm

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3uuMamMmun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kaxkabiii npOHYyMepOBaHHbI 31IeMEHT MOXKeT 6biTb BbiI6paH 0g4UH pa3. 9Tan usyyeHmsa
HacneacTBeHHOU 6onesHu:

A. Peructpauma 6one3Hu Kak HacnegcreeHHoOM Gpopmbl

b. Jlokanusauma reHa B Xxpomocome

B. BbipeneHue reHa

. OnpepeneHuve gedekra reHa

. ObHapy)XeHune NnepBUYHOro NPOAYKTA reHa

KnunHuyeckoe npunoxxeHume:

1. leHOTepanua

2. OmnarHocTtuka (QHK-cneynduueckasn)

3. MeauKo-reHeTU4ECKOE KOHCY/IbTUPOBaHue

4. AHanu3 cuenaeHus reHoB

5. AmnarHocTuka (buoxmmumueckasn). YayyweHue neyeHus Ha OCHOBE NOHUMAHUSA
naTtoreHesa

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaBleHHbIMU NO3ULMAMU. [INA KaXKA0ro
6yKBEHHOr0o KOMNOHEHTa Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkabI NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT 6biTb BbiI6paH 0AuH pas. Buabl
npoduUNaKTUKN HacNeaCTBEHHOM NaTON0rMUK:

A. lNepBuyHasa

b. BropuyHas

B. TpeTnyHan

OcCHOBHbIe NONI0XKEeHUA:

1. MnaHMpOBaHMe AETOPOXKAEHUA

2. KoppeKuua nposasieHua NaToN0rM4yeckmux reHoTunos (HOpMoKonupoBaHue)
3. NMpepbiBaHKe 6epemeHHOCTU



4. YnyyweHue cpeabl 06uTaHUA yenoBeKa
A-3;6-4,2;B-1
A-1,4,6-3;B-2
A-3;6-4;B-1,2
A-1,4,6-2;B-3
A-1;6-2,3;B-4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3ULMAMU. [INA KaXKA0ro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
Kaxkabi NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT 6biTb BbiI6paH 0AWH pas. Tunbl
NONYNALUOHHO-TEHETUYECKUX NPOPUNAKTUYECKMX NPOrpamm:

A. lNMpeKoHUuenuMOHHanA

b. NpeHaTanbHana

B. HeoHaTtanbHasa

. O6bwaa nonynAaunMoHHan

MNepBuyHasa uenb:

1. BoiaBneHne paKkTopoB BbICOKOro pUCKa

2. BbiaBneHue 601bHbIX ANA PAHHErO 1IeYeHus

3. BbiaBneHue 6epemeHHbIX C pPUCKOM poXKaeHna 6onbHOro pebeHka B nepuog,
BO3MOXXHOr0 NnpepbiBaHUA 6epemeHHOCTH

4. CHMKeHue pUcka 3avyaTtma 6onbHoro pebeHka

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBIeHHbIMU NO3UuMaAMU. A KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kakabl NpOHYMepOBaHHbIA 31eMEHT MOXKeT 6biTb BbiI6paH 0AUH pas. Tunbl
NONyAAUNOHHO-TeHEeTUYECKUX NPOPUNAKTUYECKMUX NPOrpamm:

A. NpeKoHUuenUUOHHaA

b. MpeHaTtanbHan

B. HeoHaTtanbHasn

. O6wan nonynAaunMoHHan

BropuyHasa uenb:

1. UHpopmMmUpoOBaHHOE peLueHne O AEeTOPOXKAEHUN

2. leueHne 60nbHbIX

3. lnarHo3 nopa*eHHoro naoaa, NpeHaTaZibHoe UM HEOHATAa/IbHOE Jie4yeHue,
npepbiBaHue 6epemMmeHHOCTH

4. PaHHAA AUArHOCTUKA U JIe4eHMe LULMPOKO PaCcnpoCcTpaHeHHbIx 6onesHeid,
0340pOBAEHUE Cpeabl 06uTaHuUA

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

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

A-4,b-3;B-2,T-1
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A-2 -3,I-4
A-2 2, -4
YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3MuMaMmun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
Ka)kgblih npOHYMepOBaHHbIN 3/1eMEHT MOXeT 6biTb BbiIbpaH 0auH pas. MaTtoreHes
60n1€3HN Ha MONEKYNIAPHOM YPOBHE B 3aBUCMMOCTU OT KOHTPOJIMPYEMOTr0 KOHKPETHbIM
reHom NPOAYKTa U OT XapaKTepa ero HapyLeHUa Npyu MyTaLMmn COOTBETCTBYHOLLLUM
obpasom:

A. CuHTe3 aHomanbHoro 6enka

b. Bbipab0TKa yMeHbLUEHHOr0 KO/IMYecTBa HOPMaJibHOrO NEePBUYHOIO NPOAYKTA

B. OTcyTcTBUE BbIPabOTKM NEepBUUHOro NpPoAyKTa

Mpumep:

1. PeHUNKeTOHYpPUA

2. AnbbMHU3M

3. CepnoBMAHO-KNETOYHAA aHeMUA

4. B-tanaccemuma

5. AnkanToHypuA

6. BpoxkaeHHaA HeA0CTaTOYHOCTb TMUPOKCHMHA

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

A-2,56;6-1;B-3,4

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

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3nLMaAMU. [INA KaXKa0ro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabl NpOHYMepOBaHHbIA 31eMEHT MOXKeT 6biTb BbiI6paH 0auH pa3. Mpoueccbl npu
pa3Hbix 601e3HAX, MULLIEHbIO NATO/IOrMYECKOro NPoLLecca KOTOPbIX C/IYXKAT pasHble
opraHbl B naToreHe3se HacneACTBEHHbIX 3a6oneBaHMmii:

A. MNepBHUHbIK Npouecc

B. BropuuHbI npouecc

Mpumep:

1. OTnoXKeHne meam B NeYeHU U IKCTPaNnupamMmmaHou cucteme mosra npm
renatoNeHTUKyNspHOU aereHepauum (6onesHb BunbcoHa-KoHoBanoBa)

2. femocnaepos NnapeHXMMaTo3HbIX OPraHOB NPU NePBUYHOM FreMoXpomaTose

3. lemocnaepo3 napeHXMMaTo3HbIX OPraHoOB NpuU Taslaccemmmn

4. OTnOXKeHue romoreHTU3MHOBOM KMCOTbl B XPALLAX CYCTaBHbIX NOBEPXHOCTEN U
KnanaHax cepaua

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

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

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

rrA-1,3,4;6-2

O.A-1,2,3;B-4



YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/leHHbIMU NO3NUMAMU. [INA KaxKAaoro
6yKBEHHOro KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)xgblit npOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biTb BbiIOpaH o0auH pa3. Knaccbl myTtauui
peuentopa JINHM (MMNHNP) (cemeitHana runepxonecrepuHemums)

A. | Knacc

b. Il knacc

B. Il knacc

. IV knacc

fiBneHue:

1. MyTauum genaloT COOTBETCTBYIOLWMUE aNNEeNN KHEAEUCTBUTE/IbHbIMUY, UTO
Bblpa)kaeTca B NO/IHOM OTCYTCTBUM MMMYHO1I0rM4yeckn obHapy>KuBaembix peuentopos
2. HapyweHue TpaHcnopTa N06bix cMHTE3upyembix peuentopos JINMHN

3.06pasoBaHue PyHKUNOHANbHO AedeKTHbIX peuenTopos, He CNOCObHbIX CBA3bIBATb
NNHN

4. PopmupoBaHue HOPpMaNbHbIX PeLenTopoB, HO KOTOpble He MOryT cobupaTtbca B
rpynnbl (KnacTepmnsoBaTbCA) B OKAaMMAEHHbIX AMKaX, YTO NPenATCTBYeT UX BTATMBAHUIO B
KNneTKy (MHTepHanusauyumn) nocne ceasbiaHua JINHN

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

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU NO3UuMAMU. Ina KaXKa0ro
6yKBEHHOr0o KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)xablit npOHYMepOBaHHbIN 3/1eMEHT MOXeT 6biTb BbiIOpaH 0auH pa3. CKpuHupylowue
nporpammbl B npeHaTasibHOMU ANAarHOCTUKe

A. Y3U CKPpUHUHT

B. BUoXMMuU4YeCcKuit CKPUHUHT

B. LluToreHeTM4ECKUUN CKPUHUHT

. MoneKkynsipHbliA CKPUHUHT

O. AMMyHONOrn4yecknii CKpUHUHT

UccnepoBaHue

1. XopuanbHbI¥ FOHAAOTPOMNUH YesoBeKa

2. TonwmMHa BOPOTHUKOBOrO NPOCTPAHCTBA

3. Uutomeranosupyc IgG, aBUAHOCTb

4. QHK-anarHocTuka

5. KapunotunuposaHue nnopga

6. CBo6ogHan B-cybbeaMHMLLA XOPMOHUYECKOrOo roHag0TPONMHA YeNoBeKa
A-2;6-1,6;B-5T—-4,40-3

A-2;6—-1;,B-5T-4;10-3,6
A-2;6-3;B-5,T—-4;40-1,6
A-2;,6-4,B-5T-6;4-1,3
A-3;b-1,6;B-5;T—-4;4-2



EcAn MMNPUHTUPOBAHHDIN FreH 3KCNPeccupyeTca C OTLOBCKOM XPOMOCOMbI, TO Ha
MaTEepPUHCKOA XPOMOCOME 3TOT FeH:

TorKe akcnpecupyeTcs;

Ero akcnpeccms HECKOIbKO CHUXKEHA;

MMmeeT NoBbIWEHHY 3KCNPEeCccuio;

He akcnpeccupyeTcs;

XapaKrepunsyeTca OTCPOYEHHOM IKCNPeccHen.

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBeHHbIMM No3UuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bblbepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabiii npoOHYyMepOoBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH 0guH pa3. ButamuH nnm
KodaKTop Npu Ie4eHnn HacneacTBeHHbIX 60ne3Heit HapyweHMa obmeHa

A. KobanamuH

b. TuamuH

B. buotuH

. buontepuH

Dedekt — bonesHb

1. HapyweHHoe cBf3biBaHUe — JleMuuHo3

2. HapyweHHoe cBA3biBaHMe — MeTMManoHoBasa aumaemus

3. HapyweHHbI¥ TpaHcnopT — MeTMManoHoBa AauMaemMus, roMOLUCTUHYPUA

4. HapywieHHblii npoueccuHr — MeTumanoHoBas aunaemma, roMmouUCTUHYpUA

5. HapyweHHbIX npoueccuHr — MHoXKecTBeHHanA KapboKcunasHaa HeA0CTaTOYHOCTb
6. HapyweHHbIi cuHTe3 — NTMnepdeHnnanaHuHemus

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

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU No3uumamMun. lna Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabi NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT 6biTb BbiI6paH 0AMH pas. Tun
moandpuKkauum pepmeHTaTUBHOM aKTUBHOCTU NPU IeUEeHUN HAaCNeACTBEHHbIX 601e3Hen
A.lMNopasneHue

b. MNosblweHe UHAYKUUUN

B. MopaBneHue obpatHOI cBA3MN

Moaudukarop — PepmeHTbl — bonesHb

1. AanonypuHon — KcaHTuHOKcunpaasa — lNoparpa

2. AnnonypuHon — KcaHTuHoKkcupaasa — CuHapom Jlewa-HuxeHa

3. FlemaTnH — AMUHoONEeBYNIMHATCUHTETa3a — Mopdupus

4. NlaHa3on — UHrmbutop npoteas — HepaocTaTOUHOCTb MHFMBUTOPA NpoTeas
5.4aHa3on — UHrMburtop actepasbl C — AHTMOHEBPOTUYECKUI OTEK

6.Knodpubpar — dPepmeHTbl CUHTE3a AMNKA[0B — M’Mnepamnonpotengemumalll Tuna
A-1,2,6;6-4,5B-3

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



A-2,3,6;6-4;,B-1,5
A-1,2,3;6-4;,B-5,6
A-5;6-2,3,4,B-1,6
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YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU NO3UumuaAMU. lna Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabi NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT 6biTb BbiI6paH 0AMH pas. Tun
moandpuKkauum pepmeHTaTUBHOM aKTUBHOCTU NPU IeUEHUN HAacNeACTBEHHbIX 60n1e3Hen
A.lMNopasneHue

b. MNosblweHne HAYKUUUN

B. MopaBneHue obpatHOI cBA3M

Moaudukarop — PepmeHTbl — bonesHb

1. AanonypuHon — KcaHTUHOKCcHMAasa — lmnepypukemus

2. MesuHonunH — HMG-CoA-pepayKtasa — lmnepamnonportengemuall tuna

3. KoptnsoH — ®epmeHTbl cMHTe3a AKTI — BpoXKaeHHaa runepnniasma Hagno4Ye4yHUKoB
4. PeHobap6butan — MoKypoHuntpaHcdpepasa — CuHgpom Kpurnepa-Haitapa

5. PeHobapbutan — MiokypoHuntpaHchepasa — CuHgpom XMunbbepa

6. laHa3on — UHrmburtop npoteas — HeaocTaTOUHOCTb MHIMOUTOPA NpoTeas
A-3,4;,6-2;B-1,5,6

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/IeHHbIMU NO3UUMAMU. [lna KaxK[oro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Ka)kablih NpOHYMepOBaHHbIN 31eMEHT MOXKeT 6bITb BbiIbpaH oaMH pa3. OpraH

A. KOCTHbIA MmO3r

b. Cene3eHka

B. NeyeHb

MpumeHeHMne annoTpaHCNNAHTALMMN ANA NATOreHEeTUYECKOro 1Ie4eHUA HacneaCcTBEeHHbIX
6onesHeit:

1. Cunppom Buckorra - Ongpunua

2.FTemodpunua A

3. Tanaccemua

4. CepnoBUAHO-KNETOYHAA aHeEMUA

5. TuposmnHemus

6. bonesHb HumaHa — lNuka

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

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

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

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

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

YcTaHOBUTE COOTBETCTBUE meXay npeactaBNeHHbIMU No3uuUMaAmMU. ina Kaxkaoro



6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakabiii npOHYMepOBaHHbI 3/1IeMeHT MOXKeT 6biTb BbibpaH 0auH pa3. OpraH

A. KOCTHbI mo3r

b. CeneseHka

B. NeyeHb

MpumeHeHue annoTpaHCNIaHTALMMU ANA NATOTEHETUYECKOro Ie4eHUA HacneACTBEHHDbIX
6onesHeit:

1. OcteoneTpos

2. CemeitHan cpean3eMHOMOPCKaAA AMXopaakKa

3. OKkcanos

4. bone3Hb BunbcoHa — KoHoBanoBa

5. bonesHb Pabpu

6. MyKkononucaxapupgosbl

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

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

A-1 b-4,
A-1,2;b-4,5
A-1 ; b-2;
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YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/IeHHbIMU NO3ULMAMU. [na KaXK[oro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)xablit NpOHYMepOBaHHbIN 3/1eMEHT MOXKeT 6biTb BbiIbpaH 0auH pa3. KnnHnueckan
cuTyaumsa

A. MoaBneHne reMmoNUTUHECKON aHEMUM NOCAE NpUemMma NPUMaXMHa

b. Bo3HMKHOBEHMe npuUcTyna pe3kux 6oneii B | nntocHepanaHrosom cycraBe cnpaBa 'y
MY}>KUYMHDbI NOC/1Ie NpUemMa acnupuHa

B. MoaBneHue nepudepuyeckon HeMpPonaTUM y }KeHLWUHbI C TY6epKyane3om Nerkux,
NPUHUMALIOLLLEN N3OHUA3UL,

depMeHTHble HapyLlleHuUA

1. HegoctaTtouHocTb pochopubosmnnupodocdartcuHreTasbl

2. HepocTtaTouyHOCTb FNIOK030-6-pochaTtaermaporeHasnol

3. CHMU}KeHHaA aKTUBHOCTb aueTunTpaHcdpepasbl

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3MumMamMmun. Ana Kaxaoro
6yKBEHHOro KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)xabliht NpOHYMepOBaHHbIN 3/1eMEHT MOXKeT 6biTb BbiIbpaH 0aMH pa3. KnnHnueckan
cuTyaums

A. AnntenbHan OCTAaHOBKA AbIXaHUA Y MaJ/ibuMKa BO Bpems HapKo3a

b. Bo3HMKHOBEHME NPUCTYNa OCTPbIX 60n1ei B X KMBOTE C MblLLeYHOM cnabocTblo
nompayeHuem CO3HaHUA y NOAPOCTKA nocne npuema ¢peHobapburtana



B. OtcyrctBUe 3¢ deKTa OT CTaHAAPTHLIX 403 rMAPaANA3ZMHA Y MYXKUUHbI C apTepuasibHOM
runepToHunen

depmeHTHbIe HapyLleHuA

1. AHOmanbHaa X0NMHICTEpasa

2. HepocTtaTouHocTb NnopdobunuHoreHaeamMmuHasbl

3. MNosBbiWeHHaA aKTUBHOCTb aueTUnTpaHcdepassbl

A-2,b-1;B-3
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3uuMamMmun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kakablii npOHYyMepOoBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3. bonesHb
A.Tenarto-uepebpanbHana gereHepauus

b. XopeAa leHTUHITOHA

KnuHuueckue npossneHus

1. HepaoctaTtouHocTb Cu2+-TpaHcnopTupyowen ATP-a3bl, LUTOXPOMOKCUAA3bI B KPOBU
2. CHMXKeHue copepiKaHua raMmmMma-aMUMHOMACNAHOM KUCNOTbI,
rnytamatgeKkapbokcunassl, sewecrsa P, 3HKkedpannMHoB B 6a3anbHbIX FaHIAUAX MO3ra
3. luppo3 neyeHun

4. BoiparkeHHble HapyweHUA NnoBeAeHUA, AeMeHLUUA

5. PoroBu4yHoe Konbuo Kaiizepa — dneiiwepa

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

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

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

rrA-2,3,4,56-1

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

YcTaHOBUTE COOTBETCTBUE MeXAY NpeAacTaBieHHbIMU NO3UUMAMU. Ina KaXaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kgblih npOHYMepOBaHHbIN 3/1eMEHT MOXeT 6bITb BbiI6paH 0AMH pas.
MuKpouutoreHeTU4eCKue CMHAPOMbI (Mnn 6onesHn)

A. CuHpgpom AHrenbmaHa

b. Cunapom Munnepa-Aimkepa

B. Cunapom Aunkopaxu

. Cunppom besuta-BugemaHa

OcHoBHble NnpoABseHuUsA

1. Arupuma (nuccaHuedanua), mukpouedanma, NOPoKK cepaLa, NOPOKU NOYEK,
ansmopdumn nMueBoro Yepena, rMNOTOHUA, CYAOPOKHbIE NPUNAAKH

2. HeobbluHOE MU0, aTaKCUA, TMNOTOHUA, ANUIENCcUsA, NAPOKCU3Mbl CMEXaA,
MuKpouedanuma, oTCyTCcTBUE peum

3. FpbiXKa NyNOYHOro KaHaTUKa, MAaKpPOrnoccua, rMraHTU3m, rMNoriMKemus,
MUKpouedanua, BpOXKAEHHbIE NOPOKU BHYTPEHHUX OPraHoB



4. Cypoporu (rmnoKanbuuemuuyeckue), annasmua M runonsasua Tumyca, ausmopdus
NNLEBOro Yyepena, NOPOKU cepaua
A-1;b-2;B-4;T-3
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaB/IeHHbIMM No3UuMaMU. Ana KaxKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIU 3/1IEMEHT.
Kakablii npOHYyMepOBaHHbI 31IeMeHT MOXKeT 6biTb BbiI6paH 0aUH pas.
MuKpoaeneynoHHbIe UIN MUKPOAYNJIMKALMOHHbIE LUTOreHeTu4eckue CUHAPOMbI (Mnun
6onesHu)

A. CuHapom TpuxopuHodaymanbHbiil 2-ro Tuna (/laHrepa-rmaeoHa)

B. Onyxonb Bunbmca B coueTaHum C aHUpuguen

B. PetnHo6nacToma

. Cunpgpom Mpapgepa — Bunnu

OcHOBHble NpoABAEHUA

1. OXKnpeHue TyN0BUL,A U MPOKCUMAIbHbIX OTAEN0B KOHEeYHocTe, anamopdpum
IMLEBOro Yepena, FTMNOTOHUA, TMMOroHaAU3M, YMCTBEHHas OTCTaZI0CTb, MasieHbKue
KUCTU U CTONDI

2. Onyxonb ceT4aTKku (04HO- U ABYCTOPOHHAA) B A,€TCKOM BO3pacTe

3. OTcyTcTBME pagyKHOM 060104KKM, HelipobaacToma, roHagob6aacToma, yMmCTBEHHanA
OTCTANOCTb

4. Auamopdumn nnuueBoro yepena, 6onblLuMe OTTONbIPEHHbIE YLUU, MHOXKECTBEHHbIe
3K30CTO3bl, HU3KUW POCT, KAMHOBPaAXNAAKTUAUA, yMepEHHAA YMCTBEHHAA OTCTaNOCTb
A-1;6-2;B-3;T-4
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBNeHHbIMU No3MuMaMmun. Ana Kaxkaoro
6yKBEHHOr0 KOMNOHEHTA Bblbepute COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kabliht npOHYMepOBaHHbIN 3/1eMEeHT MOXeT 6biTb BbiI6paH oauH pa3. Knacc 6onesHen
A. AMnHoaumaonatum

b. OpraHuyeckue aungypuu

B. Bone3Hn HeMPOTPaHCMUTTEPHOro o6 meHa

. HapyweHne o6meHa NnypMHOB U NTUPUMULNHOB

MeTtoabl noaTBEpPXKAEHUA AMArHO3a

1. KonnyectBeHHOe onpepaeneHne aMUMHOKUCIOT KPOBU, MOYU, CMMHHOMO3IOBOIA
)Kugkoctn, AHK-amnarHocTuka

2. KonnuectBeHHoe onpeaeneHne NnypuHoB, NTMPUMUAUHOB, MoYeBOM Kucnotbl, [HK-
OMNarHocTuKa

3. KonnuectBeHHOoe onpeaeneHne opraHUYecKuxXx KUCI0T MOYM, NAa3Mbl



4. KonnyectseHHOe onpeaeneHne Katexo/laMmMHOB, aMUHOKUCNOT (KpOBb, MOYa,
CMUMHHOMO3roBas XWUAKOCTb)
A-1,6-3;B-4;T-2
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YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/NeHHbIMU NO3ULMAMK. [lNa KaxK[oro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIU 3/1IEMEHT.
Kakabiii npoHyMmepoBaHHbI 31IeMeHT MOXKeT 6biTb BbiI6paH oguH pa3. Knacc 6onesHen
A. BonesHu yrnesogHoro obmeHa

B. MutoxoHapuanbHbie 60n1e3HU

B. bonesHu HapyLWeHUA MUTOXOHAPUANIBHOTO B-OKUCNEHUA }KUPHbIX KUCNOT

. Bone3Hn xonectepuHoBoro obmeHa

MeToabl noaTBEpKAECHUA AUArHO3a

1. Harpy3ouHble TecTbl (rNHOKO3HAA KpUBaA). IH3IMMOAMNArHOCTUKA KOMNIEeKca
AbixaTtenbHou uenu. AHK-gmnarHocTuka

2. KonnyectBeHHOe onpeaeneHue XxonectepmHa 1 ero NnPpomMsBoAHbIX B KPOBU

3. KonnuectBeHHOe onpegeneHne MOHO- U AUCaxapuaoB U ux Mmetabosntos B KPOBM,
moue. dH3umoamarHoctuka. JHK-guarHocrTuka

4. KonnyectseHHoOe onpeaeneHue KapHUTUHA, ero 3pupoB, ) KUPHbIX KUCNOT.
H3umopguarHoctuka. AlHK-gnarHocTuka

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

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU NO3UUUAMU. lna Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Ka)xablit npOHYMepOBaHHbIN 31eMeHT MOXKeT 6biTb BbibpaH oauH pa3. Metoabl AHK-
AVNArHOCTUKU

A. NMpambie

b. KocBeHHble

Xapaktepuctmka

1. TpebyloT 3HAHMA reHa

2. He TpebyloT 3HaHUA reHa U MyTaLMK B HEM

3. He Bceraa uHpopmaTUBHDI

4. UHdopmaTUBHbDbI ANA BCEX CEMEWN

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

rrA-2;6-1,3,4

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

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

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



BpoxkaeHHble NOpoKM Haunbonee 4yacto GopmMmupyroTCca B:
NnogHoMm;

3Amb6pMoHaNbHOM Nepuoae Pa3BuTUS;

NepuHaTanbHOM;

MocTHaTanbHOM;

Nepuog rameToreHesa.

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaB/IeHHbIMM No3UuMaMU. Ana KaxKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIU 3/1IEMEHT.
KaXXabiii npOHYMepOBaHHbI 3/1IeMeHT MOXKeT 6biTb Bbi6paH oguH pa3. UCTOUHUKM
3Heprum

A.dHeprualTo

b. be3 sHepruun

3Tanbl TPAHCAALUN

1. O6pa3oBaHuMe NenTUAHDbIX CBA3EMN

2. NpucoeguHeHmne mPHK K manoit cybveamnHuue pubocomoli

3. NpucoepguHeHune metmoHmnn-TPHK Kk MPHK u cybuactuue pnbocombi

4. NepemeweHune pubocombl Ha MPHK Ha oguH KoaoOH

5. OcBo60XXaeHue 6enka c pubocombli

6. NpucoeguHeHne ammHoaumn-TPHK K ammHoauMabHOMY y4acTKy pubocombli
A-1,3,4,6;6-2,5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBIeHHbIMU NO3UuMaAMU. A KaxKaoro
6yKBEHHOro KOMMOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakabi NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT 6biTb BbiI6paH oaMH pa3. MeToAapbl
(rpynna) npeHaTanbHOM ANArHOCTUKMU

A. Npoceusatouwme

b. HeuHBa3uBHbIE

B. UHBa3uBHbIE

Bupg metopa

1. XopnoHbuoncus

2. detockonuAa

3. X4

4. MPT

5. PAPP-A

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

A-3,5b6-1;,B-2,4



YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UumMAMU. lna KaXKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA NPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npOHYMepOBaHHbI 3/ieMeHT MOXKeT 6biTb BbibpaH oguH pa3. MeTtoabl
(rpynna) npeHaTanbHOM ANArHOCTUKMU

A. MNpoceunsatowme

b. HemHBa3uBHbIe

B. UHBa3uBHbIE

Buag metopa

1. Mepguko-reHeTU4YECKOE KOHCY/IbTUPOBaHUE

2. buoncua mbiwy,

3. AMHUOUeEeHTe3

4. YTouHawouwee Y3U

5. OnpepeneHune B CbiIBOPOTKe KpoBU 6epemeHHon ADI

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

5B-1,2,4

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

3;b
2,5
1;b
1,6
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBIeHHbIMM NO3UuMAMU. Ana KaXKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npOHYMepOBaHHbI 3/ieMeHT MOXKeT 6biTb BbibpaH oguH pa3. MeTtoabl
(rpynna) npeHaTanbHOM ANArHOCTUKMU

A. NMpoceusarowume

b. HemHBa3uBHbIE

B. UHBa3uBHbIE

Bug metopa

1. buoncua Koxxu

2. KoppoueHres

3. HeKOHDBIrMPOBaHHbIN 3CTPUON

4. NnaueHTobuoncua

5. CKpuHuHrosoe (npoceunBatouyee) Y3

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

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU NO3nLMAMU. [INA KaXKao0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIU 3/1IEMEHT.
Kakablit npoOHYyMepOoBaHHbI 3iIeMeHT MOXKeT 6biTb BbibpaH oauH pas3. MeTop,
(maTepuan) MHBa3MBHOM NpPeHaTaNIbHO AUArHOCTUKU

A. LlutoreHeTnueckoe uccnepoBaHue (KNeTKM XOpUOoHa, KyIbTUBUPOBAHHbIE
AMHUOTUYECKUE KNETKU U anmeouutbl Nnoaa)



B. MonekynapHo-reHeTU4YecKoe, 6MoXMmuyeckoe Ui MMMyHOI0rM4YecKoe
uccnepoBaHue (XOPMOH, aMHUOTUYECKUE KNIeTKU, KPOBb)

B. Matomopgonormnueckoe uccnepgoBaHue (Koxxa U MmbiwwLbl N10A[a)

. Petockonua

Noka3saHua

1. BbICOKMIA pUCK pOXKAaEeHUA pebeHKa ¢ HacneaCcTBeHHbIMU 3a601€BaHUAMU KOXKMU
(nxTMO3bI, anngEepmonunsbl), c MbileyHo auctpodpuein [lloweHHa

2. YTO4YHeHue AnarHo3a BpOXAeHHbIX MOPOKOB Pa3BUTUA

3. Bo3pacT XKeHLWMHbI K MOMEHTY poaoB 35 neT 1 ctaple; XpOMOCOMHaA MyTauua y
O4HOrO0 13 poauTenen; poxaeHue npegbiayuiero pebeHka c XxpoMmocomHoM 60n1e3HbIo;
HU3Kuii yposeHb A®I B cbiBOPOTKe KpoBU 6epemeHHOIN; pe3yabTaTtbl Y3U,
npepanonaralolimMe XxpoMOCOMHYIo 60ne3Hb y nnoaa

4. BbICOKMM PUCK pOXKAeHUA pebeHKa c reHHOM 60ne3Hblo No pe3ynbTaTam MeanKo-
reHeTU4eCKoro KOHCy/IbTUpPOBaHUA (PeTPo- UK NPOCNEKTUBHOI0) UM NPOCENBAIOLLUX
NpPoOrpamm BbifiBJIEHUA FeTePO3UrOTHOrO HOCUTE/NIbCTBA; AUArHOCTUKA UHPEKLMKN NN0AQ,
MMMyHOAePULMTOB, UMMYHHOU HECOBMECTUMOCTU MaTepU U Naoaa
A-1;6-4;B-3;I-2

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

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUUMAMU. Ina KaXaoro
NPOHYMEPOBAHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbIi KOMNOHEHT. ByKBeHHbIN
KOMMOHEHT MOXeT bbITb BbiIOpaH oAMH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce.
BeKTopHaa emKocTb: A. Hanbonblian; b. HaumeHbluan. BeKTopHble KOHCTpyKuuu: 1.
PeTtpoBupycHbie; 2. darosbie; 3. Ha 0CHOBe UCKYCCTBEHHbIX XPOMOCOM ApPOXKKei; 4.
MnasmugHoble; 5. KocmuaHsble.

Al; b5

A3; b4

A2; b4

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACcTaB/IeHHbIMU NO3ULMAMU. [na KaxK[oro
NPOHYMEPOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIM KOMNOHEHT. ByKBEeHHbI
KOMMNOHEHT MOXeT 6bITb BbiI6paH 0A4UH pa3, 60nee ogHOro pasa uam He BbibpaH BoBce.
HacneacrtBeHHble 6one3Hu: A. bonesHb lMNowe; b. bonesHb HUmaHa-Muka 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.
A5, b1, B3

A5; B3; Bl

Al; B3:B5

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaB/leHHbIMU NO3ULMAMU. [INA KaXKa0ro
6yKBEHHOro KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kaxkabi NpOHYMepOBaHHbIA 31EMEHT MOXKeT 6biTb BbiI6paH 0AUH pa3. OCHOBHbIE



HacneAcTBEHHble 3ab6oneBaHUA, NpeaHaTa/ibHaA AUArHOCTUKA KOTOPbIX BO3MOXHA
6MoXMMMYEeCcCKMMM UccnepoBaHUAMU aMHUOTUYECKOM XKNOKOCTU

A. bone3Hn HaKkonieHUA NPOU3BOAHbIX XON1eCTEPUHA

b. HapyweHua ob6meHa myKkonoaucaxapuaos

B. HapyweHua o6meHa aMMHOKUCAOT U opraHuyeckux Kucnot . HapyweHua obmeHa
yrnesopos unu rnnkonportenmHos [l. Npoune HapyweHua bonesHb

1. lfomouyunctHypua (BUTaMmuH B12-yyBCcTBUTENBHDbIA U BUTAaMUH B12-pe3ncTeHTHbIN
TUNbI)

2. Aedunumt anbda-rnioKypoHnaasbl

3. bonesHb ®abpu

4. dyko3unpo3

5. CuHapom Jlewa-HuxaHa

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

7
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-2;6-3;B-
3;6-2;B-
YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM NO3MuMaMU. Ana KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
KaAablit npoOHYyMepOoBaHHbI 3/iIeMeHT MOXeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. bonesHb
A.lanaKkrosemus
b. bone3sHb HUmaHa — lNukKa
B. bonesHb loOwe

I'. Bone3Hb Tea — Cakca
Jlokanusauua reHa naTtonorum

1.11p15

2.15q11

3.1q21

4.15q23-24

5.9p13
A-56-1;B-2;T-4
A-55-1;B-3;T-4
A-1;5-3;B-2;T-4
A-1;5-3;B-4;T-2
A-4;5-1;B-3;T-5

’ U ’

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3nuMaMU. [INA KaXa0ro
6yKBEHHOro KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkabI NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. ABneHue

A. Pennukaums

b. KpoccuHrosep

OnpepenexHune



1. O6bMmeH yyacTKamu roMmo1I0rMUYHbIX XPOMOCOM, NPUBOAALLUNA K 06pa3oBaHUIO
XpPOMOCOM C HOBbIM Habopom reHoB

2. NMpouecc o6pasoBaHua monekynbl AHK, cuHTE3MPOBaHHOW HAa MAaTPUUHOWU MONEKYNe
OHK

3. BoccTaHOBIEHUE UCXO4HOM CTPYKTYpbI NnoBpexKaeHHoro ¢parmeHta AHK

4. O6meH yyacTKamm romo/IOFMUYHbIX XPOMOCOM B Npouecce KN1eTOYHOro geneHusa
A-3;b-1

;
;

)

J>J>J>J>
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-1
-4
-4
;6-2
YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3uuMamMmun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kakablit npoOHYyMepOoBaHHbI 3/iIeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pasy. ABneHue

A. TpaHcno3uuyma

b. TpaHcnoKauus

OnpepeneHune

1. CTpyKTypHOE U3MEHEHME XPOMOCOM B pe3y/ibTaTe NepemeLl,eHUs reHeTU4ecKoro
maTtepmana

2. MepeHoc y4acTKa XpOMOCOMbI B APYryIO YacCTb TOM }Ke XpPOMOCOMbI

3.3ameHa 04HOro NypuHOBOro OCHOBaHMA Ha Apyroe Uau oA4HOro NMPMMMULAUHOBOTO
OCHOBaHMUA Ha gpyroe

4. 3ameHa 04HOro NypuHOBOro OCHOBaHMA Ha NTMPUMUANHOBOE WU OAHOTO
NMPUMUAUHOBOrO OCHOBaHMA Ha NYpUHOBOE

A.A-1;b-4

rNA-2;6-1

6.A-3;6-1

B.A-2;b6-4

O.A-3;6-2

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3nLMaAMU. [INA KaXKao0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
Ka)kabliht npOHYMepOBaHHbIW 3/1eMeHT MOXeT 6biTb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. ABneHune

A. TpaHcBepcuAa

b. TpaH3uyua

OnpepenexHune

1. CTpyKTypHOE U3MEeHEeHMe XPOMOCOM B pe3y/ibTaTe NepemeLl,eHUs reHeTU4ecKoro
maTtepuana

2. MepeHoc y4acTKa XpPOMOCOMbI B APYryIO YacCTb TO e XpPOMOCOMbI

3. 3ameHa 04HOro NYypuHOBOIrOo OCHOBaHUA Ha ApYyroe Wau oA4HOro NUPMMMUAUHOBOTIO
OCHOBAHMUA Ha gpyroe

4. 3ameHa 04HOro NYpMHOBOrO OCHOBaHUA HAa NUPUMULUHOBOE AN OAHOTO



NMMPUMUAUMHOBOrO OCHOBAHUA Ha NYPUHOBOE
A-2,b-1

YcTaHOBUTE COOTBETCTBUE MeKAY NpeAcTaB/IeHHbIMU NO3ULMAMU. [lna Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
KaxkabI NpOHYMepOBaHHbIW 3/1IeMeHT MoXKeT bbiTb BbiI6paH oAMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. Mpouyecc

A. TpaHcKpunuua

b. TpaHchauus

OnpepenexHune

1. CuutbiBaHUe reHeTUYECKOU MHPOpMauum c monekynbl JHK

2. YpaneHue nHTpoHoB u3 nepsuyHoro PHK-TpaHcKpunTta

3. CoeguHeHMe 3K30HOB B KOHUe co3peBaHna mPHK

4. CuHTe3 6enka c MPHK

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMUY NO3MuMaMU. Ana KaXKaoro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Ka)kablih npOHYMepOBaHHbIW 3/1eMeHT MOXKeT 6bITb BbiI6paH 0auH pa3, 6onee ogHoro
pa3a unu He BblbpaH HU pa3y. inarHos

A. MykoBucumgos

b. Auctpoduma AoweHHa

OcHOBaHMe gNA NOCTAaHOBKMU AMarHo3a

1. Pe3ynbTaTbl FTMCTONIOrMYECKOro UCCnen0BaHuA

2. KnMHnueckne cumntombl, onpeaenieHne KOHUEHTPaUumM MOHOB HAaTPMA U XA0pa B
NOTOBOM XXUAKOCTU

3. HeBponoruyeckaa cMMNToMaTUMKa, BpeMA Hava/la U XapaKTepa Te4eHUs, usmepeHue
YPOBHSA KpeaTMHUHPOCPOKMHA3bI B CbIBOPOTKE KPOBMU

4. TUNWUYHDbIA BHELWHWI BUA, AaHHbIE 31eKTPOPU3IN0IOTMUECKUX UCCIe[0BaHUN U
MOIEKYNAAPHO-TeHETUYECKUX MEeTO[,0B

A-1;6-1,2

A-1;b6-2,4

A-2;6-3,4

A-4;6-2,3

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

YcTaHOBUTE COOTBETCTBUE meXay npeactaBNeHHbIMU No3uuUamun. ina Kaxkaoro



6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih npOHYMepOBaHHbIW 3/1eMeHT MOXKeT 6biITb BbiI6paH 0auH pa3, 6onee ogHoro
pa3a unu He BblbpaH HU pa3y. Tun Hacnepo0BaHUA
A. AYyTOCOMHO-40MMWHAHTHbIN
B. AYyTOCOMHO-peLecCMBHbIN
B. PeueccuBHbIN, CBA3aHHbINA C reHaMKU X-XpOMOCOMaMMm
OTanuuTenbHble YepTbl
1. 3a6oneBaHne NpoABAAETCA B KaXXA40M NOKONEHUMU
2. 3abonesaHune NpoABAAETCA HE B KAaXKA0M NOKO/IEHNU
3. boneloT "ML NpeuMyLLECTBEHHO XXeHCKOro nona
4. boneloT AMLA NPEeMMYLLECTBEHHO MYXCKOro nona
5. CooTHOLWEHUe 340p0BbIX U 60bHDbIX cMbCOB coctaBnser 1:1
6. CooTHOLWweHMe 300p0BbIX U 6oNbHBIX cMbCcOB cocTaBnser 3:1
7. boneroT AMLA }KEHCKOro U MYXXCKOro nona
A-1;6-2,7;B-4
57,6-2,6,7;B-2,4
,7;6-2,7,B-2,4
57,6-2,6,7,B-2,7
7;6-2,6,7;B-1,4

A -
A -
A-1,5,
A - .

’

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaB/NeHHbIMU NO3ULMAMU. [na KaxK[oro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kakablit npoOHYyMepOoBaHHbI 3/1IeMeHT MOXeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He Bbi6bpaH HU pa3y. CUHAPOMDI

A. CuHgpom EEC (akTpogaKTunma, aktoaepmasibHaa gucnnasuma, pacuie/imHa rybol u
Heb6a)

B. Cungpom COFS (MeHba-LLoiikepa)

Tun HacnhepoBaHUA

1. AYyTOCOMHO-peLecCUBHbIN

2. AYyTOCOMHO-A0OMMUHAHTHbIN

3. X-cuenneHHbI

4. XpomocomHaa aHoOmanusa

5. MynbtudakropmanbHbin

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM NO3UuMaMU. Ana KaxKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIU 3/1IEMEHT.
Kakablit npoHymMepOoBaHHbI 3/ieMeHT MOXKeT 6biTb BbiIbpaH 0guH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. Bug tepanun

A. lveTtoTtepanua npu HenepeHOCUMOCTU NAKTO3bl

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



JleueHue

1. CumnTOMaTUUYECKNIA MeTo A NeYyeHus
2. 9TMonornyeckoe neyeHme

3. MNaToreHeTU4YeCKoe eyeHne

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU No3nuMaMU. INAa Kaxaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakabiit npoOHyMepOoBaHHbI 3/1IeMeHT MoXKeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pasy. CuHApPOM

A. Cunapom LLlepelwseBckoro-TepHepa cpean HOBOPOXKAEHHbBIX AEeBOYEK

b. CuHgpom Tpucomumn-X

PacnpocTtpaHeHHOCTb

1.1:500

2.1:700

3.1:12000

4.1:3000

5.1:15000
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YCcTaHOBUTE COOTBETCTBUE MEXAY NpeAcTaBleHHbIMU NO3nuMamun. [ina Kaxkaoro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLWUIA NPOHYMEPOBAHHbIN 31€MEHT.
Ka)kablih npOHYMepOBaHHbIW 3/1eMeHT MOXKeT 6biTb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. CUHApOM

A. CuHpapom daBapaca cpean HOBOPOXKAEHHbIX

b. CuHapom MNatay cpean HOBOPOXKAEHHbIX

PacnpocTpaHeHHOCTb

1.1:500

2.1:2000

3.1:5000

4.1:7000

5.1:12000

-1
-4,
-2;
-4
-5;
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMU No3MuMaMmun. Ana Kaxkaoro
6yKBEHHOro KOMMNOHEHTa BbibepuTe COOTBETCTBYIOLUIA MPOHYMEPOBAHHbIN 31€MEHT.
Ka)kablih npOHYMepOBaHHbIW 3/1eMeHT MOXKeT 6biTb BbiI6paH 0auH pa3, 6onee ogHoro
pa3a unun He BbibpaH HU pa3y. CuHApPOM

A. CuHgpom Jlewa-HansaHa

b. Cunppom CaHdununno

B. Cungpom KHanna-Komposepa

Twun HacnepoBaHuA

1. AYyTOCOMHO-peLecCUBHbIN

2. AYyTOCOMHO-A0OMMWHAHTHbIN

3. X-cuenneHHbI peLeccuBHbIN

4. X-cuenneHHbI AOMUHAHTHbIN

5. MonureHHbIN

A-1;b6-5;B-4
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM No3UuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoOHYyMepOoBaHHbI 31IeMeHT MOXKeT 6biTb BbiIbpaH 0guH pa3, 6onee ogHoro
pa3a unun He BblbpaH HU pa3y. bonesHb

A. CuHpgpom KnanHdenbrepa

b. CuHapom LLlepeweBckoro — TepHepa

OcobeHHOCTH

1. BbICOKMI pOCT, TMHEKOMACTUA, LLMPOKMUIA Ta3, CKyAHOEe 0BO/IOCEHME Ha NobKe n B
noamblleYyHbIx 06aacTaAX, rmnonnasma AMYeK

2. PaHHAA ameHopeA U KAMMaKc, ABa Tenbua bappa, o6HapyKuMBaembix B 6yKKabHOM
anutenum, 6onee yacrtaa BCTpe4aeMocCTb WN30PpPEHUN, YeM B NONYAALUN

3. 3apeprKKa pocTa M N01I0BOro CO3peBaHUA, KPbIZIOBUAHbDbIE CKNIAAKU Ha Wee,
rmnonsasua MaTKu, ameHopes, CKyaHoe 0BOJIOCeHUe Ha N06Ke, aucmopdum ckenera,
Tenbua bappa B 6yKKanbHOM anuTennmn He o6HapyKuBatroTcA

4. YMCTBEHHasA OTCTaNoCTb, 6paxuuedanmsa, ynnoweHHbIN 3aTbI/IOK, AePopMUPOBaHHbIE
YWHbIEe PAaKOBUHbI

A-4;b6-3

-1
-2;
-4;
-4
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3MuMamMmun. Ana KaxKaoro
6yKBEHHOr0 KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kaxkabi NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbiIGpaH oaMH pas, 6onee ogHoOro



pa3a unu He BblbpaH HU pa3y. bonesHb

A. Tpucomusa no X-xpomocome

b. CuHapom [layHa

OcobeHHOCTH

1. BbICOKMI pOCT, TMHEKOMACTUA, LUMPOKMUIA Ta3, CKyaHOe 0BO/IOCEHME Ha NobKe n B
noamblleyHbIx 06aacTaAX, rmnonnasma AMYeK

2. PaHHAA ameHopea U KAMMaKc, ABa Tenbua bappa, o6HapyK1MBaembix B 6yKKaibHOM
anutenum, 6onee yacraa BCTpe4aemMocTb WN30PpEeHUn, Yem B Nonynauum

3. 3apep’KKa pocta U NONI0BOrO CO3peBaHUA, KPbINOBUAHDIE CKNAAKU Ha Lee,
rmnonsasua MaTK1, ameHopes, CKyaHOoe 0BOJIOCEHUE Ha N06Ke, aucmopdum ckenera,
Tenbua bappa B 6yKKanbHOM anuTennun He o6HapyKuBatroTca

4. YMCTBEHHaA OTCTaNOoCTb, 6paxuuedanma, ynnoweHHbIA 3aTbI/IOK, AePOopMUPOBaHHDbIE
YW HbIe PaKOBUHDI

A-4;b-4

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uMumMamMmun. Ana KaxKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kablit npOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biITb BbiIOpaH 0auH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. OcobeHHOCTU

A.Tenatomeranusa, cnaeHOMerasausa, cnacTudeckme napesbl, CMeHALWMUecs BANbIMU
napesamm, cienoTa, raykoma, atakcusa, Cyaoporu, CMMNTOM « BULLHEBOWM KOCTOYKMU» HA
rnasHoOM AHe, HapyLeHUa NCUXUKHKU, KNEeHUCTble KNeTKn», onpeaenaemble npu 6uoncumn
NpPaKTUYECKU BO BCEX OpraHax

b. Chenorta, rnyxoTa, anatusa, CHUXKEHUe UHTeNeKTa, rybokune TeTpanapesbl uam
TeTpanneruu, runepecresms, Cyaoporu, geuepebpaunmoHHas pUurngHocCTb,
HAaCUNbCTBEHHDbIE NJ1a4 U CMeX, TMNepruapos, 0XXMpeHue, NOBbllEeHNe KOHUEeHTPauum
chuHronunuaoBs B AMKBOpE

1. bone3Hb Tea — Cakca

2. bonesnb lNowe

3. bonesun HumaHa — Nuka

4. anakrozemus

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 uaun He Bbl6bpaH HU pa3y. OcobeHHOCTU



A. PeTUKynfapHble KNETKU U TMCTUOLUTbI C HAKOMNEHHbIM Lepebpo3ngom B ceneseHke,
nmmdoysnax U1 KOCTHOM MO3re, renaTtomerasusa, CNIEHOMeranua, KaTapakTta, Kaxekcus,
0CTeonopo3, 0CTe0/11M3, acenTUYECKUi HEKPO3 rosIoBKKU 6egpeHHOM KOCTH,
remopparumyeckuii guares

B. FTMnornukemus, }Xentyxa, Katapa/ibHble ABJIEHUA, renatomeranusa, CnJieHOMeranus,
KaTapaKTta, reMo/IMTUYEeCKasa aHeMUA, HEUPOCEHCOPHAA TYroyXoCTb, TMNOroHagusm,
HaKon/ieHMe raslakTmona B XpycTaZiIMKe, YMCTBEHHAA OTCTA/NI0CTb, ABUraTe/ibHble
paccTpoucTBa

1. bone3Hb Tea — Cakca

2. bonesnb lNowe

3. bonesun HumaHa — Nuka

4. Fanakrozemus

A-2;6-4

_4’-
_3’
-4
4

’

> > > >
g1 O 01 01
R kY

’

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBleHHbIMU NO3UumMAMU. lna KaXaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
KaAablit npoOHYyMepOoBaHHbI 3/iIeMeHT MOXeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. YpoBeHb MaccoBoro obcnepoBaHna 6epemeHHbIX
KEeHLUH

A. MNMeps.bii

b. Bropoit

OcHoOBHble 3a4a4un

1. YTouHeHue cpoKa 6epemeHHOCTH

2. dopmupoBaHue rpynnbl PUCKa No BHYTPUYTPOOHOIA naTtonormm nnopa

3. MporHo3 ana }Xu3HU n 380poBbA pebeHKa

4. iInarHocTMKa KOHKPEeTHbIX popMm Nopa*keHna nnoaa

5. OueHKa TAXKecTn NaToN0orMm, BbiABNIEHHOW y Nnoaa

A-2,4,5b-1

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

A-4,5;b-1,2

A-3;b6-1,2

A-4;,b-1

YcTaHOBUTE COOTBETCTBUE MeEXKAY NpeAcTaBleHHbIMU No3nuMaMKU. 1NAa Kaxaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kaablit npoOHyMepOoBaHHbI 3/iIeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. YpoBeHb MaccoBoro obcnepoBaHna 6epemeHHbIX
YKEHLUH

A. MNepBbiii

b. Bropoit

Cnyx6a, ocywecreaatowan obcnegosaHme



1. NepamnaTtpuuyeckan

2. Xupypruuyeckas

3. TepaneBTU4YecKan

4. MepguKo-reHeTu4ecKan

5. AKyllepcKo-rmHeKosoru4yecKas

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3ULMaAMU. [INA KaXKa0ro
6yKBEHHOr0 KOMNOHEHTA BblbeputTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabI NpOHYMepOBaHHbIN 3/1IeMeHT MoXKeT bbiTb BbiIbpaH oaMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. bonesHb

A. CuHapom Jlewa-HansHa

b. bone3Hb «KNEeHOBOro cupona»

DedeKTHblii pepmeHT

1. F'nwoKo30-6-pocdarasa

2. FnoKko30-6-pochartgernpgporeHasa

3. 'MnoKcaHTUH-ryaHuH-pocpopubosuntTpaHcdepasa

4. CyKumHaTtaunasa

5. Jekapb6oKcmMnasza aMMHOKUCAOT C pa3BeTB/IEHHOM Lenblo

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/IeHHbIMU NO3ULMAMU. [lNA KaxK[oro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kaxkabii NpOHYMepOBaHHbIW 31IeMeHT MOXKeT 6biTb BbiI6paH oaMH pa3, 6onee ogHOro
pasa unu He Bbi6bpaH HU pa3y. bonesHb

A. bonesHb «KNeHOBOro cmpona»

b. AnkanTtoHypua

DedeKTHbi pepmeHT

1. FnoKo30-6-pocdarasa

2. B6-3aBMCMManA KMHYpPEeHUHa3a

3. Tupo3suHasa

4. OKcuaasa romoreHTU3MHOBOM KMCNOTDI

5. lekapb6oKcunasa aMMHOKUCAIOT C pa3BeTB/I€HHOM Lenbio

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/IeHHbIMU NO3ULMAMU. [iNa KaxK[oro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabii NpOHYMepOBaHHbIW 3/1IeMeHT MOXKeT bbiTb BbiI6paH oaMH pa3, 6onee ogHoOro
pa3a unu He BbibpaH HU pa3y. bonesHb

A. TunepaunonporenHemumsal Tuna

b. 'mnepaunonpotenHemusll TMna

Tun HachepoBaHUA

1. AYyTOCOMHO-peLecCUBHbI1

2. AYyTOCOMHO-A0OMMWHAHTHbIN

3. CuenneHHbI ¢ X-Xxpomocomom

4. CuenneHHbIU ¢ Y-XpOMOCOMO

5. MynbtudakropmanbHbin

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBIeHHbIMM NO3UuMAMU. Ana KaXKaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kakablit npoOHYyMepOoBaHHbI 3/1IeMeHT MOXeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unun He BblbpaH HU pa3y. bonesHb

A.TenatouepebpanbHana guctpodpusn

b. CuHapOoMm yannHeHHOro nHtepsana QT

1.1:7000

2.1:15000

3.1:25000

4. 1:50000

5.1:100000
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumuamu. na Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kaablit npoHyMepOoBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unun He Bbi6bpaH HU pa3y. Tunbl KNETOK

A. B KyNbTUBMPOBAHHbIX KNETKaX aMHUOTUYECKO }KUAKOCTU, MONYYEHHOI Npun
aMHMOLLEHTEe3e MOXKHO:

B. B HeKyNbTUBUPOBAHHbIX K/IETKaX aMHUOTUYECKOW XKUAKOCTU, NONIy4EHHOW NpHU
aMHMOLLEHTEe3e MOXKHO:



UccnepoBaHue

1. Onpepgenutb X- u Y-N0N10BOM XpOMATHH

2. UccnepoBaTb aKTUBHOCTb PepMeHTOB

3. Onpepgennutb KapuoTun

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

A-1;6-4

A-1,2;6-3,4

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

A-1,3;b6-1

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaBieHHbIMU NO3UuMAMU. Ina KaXKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KakAabI NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiI6paH oAMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. UccnepoBaHue

A. MNpun ucchepoBaHun UHANBNAYYMOB € Kapuotunamm 46, XX; 47, XXY; 48, XXYY moxeTt
6bITb NONYYEH CneayloWMi pe3ynbrar:

b. Mpu uccneposaHun nHANMBNAYYMOB € Kapnotunamm 46, XY; 45, X0; 47, XYY moxkeTt
6bITb NONYYEH cneayloWUi pe3ynbTar:

1. OaHO Tenbue NONOBOro XpomaTmHa

2. [1Ba Tenbua NONOBOro XpomaTuHa

3. Tpu Tenbua NONOBOro XpomaTuHa

4. YeTblpe TenbLa NONIOBOro XpomMmaTuHa

5. Tenbua NoN0BOro XxpomaTuHa OTCYTCTBYIOT

A-1;6-5

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

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

b. B comaTUyeCKMX KNeTKax 340pO0BOro My*XUYMHbl UMeeTCA:

1. OpHo Tenbue bappa

2. ABa Tenbua bappa

3. Tpu tenbua bappa

4. Yetbipe Tenbua bappa

5. Hn ogHoro Tenbua bappa

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

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTtaB/eHHbIMU No3UumuaAMU. lna Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabii NpOHYMepOBaHHbIW 3/1IeMeHT MOXKeT bbiTb BbiI6paH oaMH pa3, 6onee ogHoOro
pa3a unu He BbibpaH HU pa3y. Knacc 6onesHen

A. MNepoKkcucomHble 6onesHun

B. /IusocomHbie 60ne3HM

MeTtoabl noaTBepKAEeHUA AMArHosa

1. KonanyectBeHHOe onpeaeneHne o4eHb ANIMHHOLUENOYEYHbIX XXUPHbIX Kucnot. AHK-
AWarHocTuka

2. KonanuectBeHHOe onpeaeneHre KaTtexo/1aMUHOB, aMUHOKUCNOT (KpPOBb, MO,
CNMHHOMO3roBas }XUAKOCTb)

3. 3H3nmoamnarHoctuka, HK-guarHocTuka

4. KonnyectBeHHoOe onpepaenieHne opraHUYeCcKMX KUCI0T MOYU, NNa3Mbl

A-1;,b6-4
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaB/leHHbIMU NO3nLMaMU. [1NA KaXaoro
6yKBEHHOro KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kaxkabi NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiIGpaH oaMH pas, 6onee ogHOro
pa3a unu He BblbpaH HU pa3y. UccnepoBaHue

A. O6paboTKa Ky/bTypbl KJ1€TOK rMNOTOHMYECKMM PacTBOpoOM Heobxoguma:

b. KoAXUUMH Nnpu NpUroToB/1IeHMN XPOMOCOMHbIX NPenapaToB UCNO/Ib3yeTcA:

1. AnAa yBennyeHua MUTO30B

2. OnAa 3apeprKKU Aenawmxca KNeToK Ha cTagum metagasbl

3. Ana HaKoN/1eHUA KNeTOoK, HaX0A4ALMUXCA B CTaguu metagasbl

4. na nonyyeHna xopowero pasbpoca xpomocom

5. Ana nyywero oKpawmMBaHUA XPOMOCOMHbIX NpenapaToB

A-1;6-3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMU No3uumMamMun. Ana KaxKaoro
6yKBEHHOro KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KakAabI NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHoOro
pa3a unu He BblbpaH HU pa3y. UccnepoBaHue

A. NMpun aguddepeHuymanbHOM OKpawmMBaHUU meTadasHbIX XPOMOCOM MOXKHO
0bHapyXutb:

B. Npu guddepeHunanbHom oKpawmsaHuM npometagdasHbIX XPOMOCOM MOXKHO



0b6HapyXuTb:

1. 200 G-cermeHTOB
2. 350 G-cermeHTOB
3. 600 G-cermeHTOB
4. 800 G-cermeHTOB
5. 1200 G-cermeHTOB
A-1;6-4

’
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBIeHHbIMM NO3MuMaMU. A KaXKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kakablit npoOHYyMepOoBaHHbI 3/iIeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He Bbi6bpaH HU pa3y. MoneKynbl

A. PHK

b. AHK

CpeaHan macca B O4HOM KNneTKe

1.10-30 nr

2.5Hr

3.3nr

4.10r

A-1;6 -2

A-1;6-3

A-1;b6-4

A-3;b -4

A-2;6-4

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/eHHbIMM NO3UuMaAMU. A Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kaxkabii NpOHYMepOBaHHbIW 31IeMeHT MOXKeT 6biTb BbiI6paH oaMH pa3, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. MeHbl

A. KogomuHaHTHbIE

b. JOMUHaHTHbIE

B. PeueccusHble

OnpepenexHune

1. FeHbl, He 3aBUcALWME OT PYHKLNOHA/IbHOIO COCTOAAHUA APYrOro aaA/IeNbHOro reHa
2. FeHbl, NnpoaBAAOWME CBOIO aKTUBHOCTb B O4UHAKOBOM CTENeHn

3. FeHbl, aKTUBHOCTb KOTOPbIX NOAABAAETCA HeaN/leNbHbIMU FreHaMu

4. F'eHbl, 3aBucaWme oT PyHKLMOHANbHOTO COCTOAHUA APYroro afnenbHOro reHa

5. leHbl, OKa3biBalowWwme nogasnaowmii 3pPeKT Ha HeannenbHble reHbl
A-2:6-4;,B-1

A-4,b6-3;B-1

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



A-1;6-3;B-5
A-3;6-4;B-2
YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumMamMmun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
Ka)Xablih npOHYMepOBaHHbIW 3/1eMEHT MOXKeT 6biTb BbiI6paH 0auH pa3, 6onee ogHoro
pa3a unu He BblI6paH HU pasy. MeHbl

A. dnucrtatmyeckue

b. l'MnocraTuueckune

OnpepenexHune

1. FeHbl, He 3aBucALWME OT PYHKLMNOHAZIbHOIO COCTOAAHUA APYrOro aNA/IeNbHOro reHa

2. FeHbl, nposaBAAOWME CBOIO aKTUBHOCTb B O4UHAKOBOM CTENeHn

3. FeHbl, aKTUBHOCTb KOTOPbIX NOAABAAETCA HeaN/leNbHbIMU FreHaMu

4. F'eHbl, 3aBucaAWMe oT PYHKLMOHANbHOTO COCTOAHUA APYroro ainenbHoro reHa

5. leHbl, OKa3biBalowWwme nogasnaowmii 3PpPeKT Ha HeannenbHble FeHbl

A-50b-3
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumMamun. Ana KaxKaoro
6yKBEHHOr0o KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)xablit nNpOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biTb BbiIOpaH 0auH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. MyTauusa

A.leHHan

b. leHOMHaA

B. XpomocomHasna

OnpepeneHune

1. MyTtauusa, ob6ycnosneHHana BO3AeMUCTBUEM XMMUUYECKOTO AU pU3nUecKoro ¢pakropa
2. MyTtauumsa, npu KOTOPOIA U3SMEHAETCA YUC/I0 XPOMOCOM NPU COXPAHHOCTU UX CTPYKTYPbI
3. MyTtauums, npu KOTOPOIA USMEHAETCA KOIMYeCTBO U NOC/1IeA0BaTe/IbHOCTb
HYKN€e0TUA0B B Npeaenax ogHOro reHa

4. MyTtauusa, npu KOTOPO U3MEHAETCA CTPYKTYpa XPOMOCOM NMPU COXPAHHOCTU UX
KO/IMyecTBa

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3nuMaAMU. [INA KaXKa0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLWUIA NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kaablit npoHyMepOoBaHHbI 3/1IeMeHT MoXKeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He BblbpaH HU pa3y. Kateropusa



A. K KaTteropum n3onnarta oTHOCATCA COBOKYNHOCTU ocobeit npu KoapdpuumeHte
MMbpuaunHra:

B. K KaTeropmm naHMMKCUIA OTHOCAT COBOKYNHOCTU 0cobeit npu KoappuumueHre
UMbpuaunHra:

KoaddpuumeHt umbpugunra

1.0,1-0,02

2.0,3-0,001

3.0,0001 - 0,00001

A-3;b-
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMM No3uuMamMmun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kaablit npoOHyMepOoBaHHbI 3/1IeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He Bbli6bpaH HU pa3y. lpynna xpomocom

A. UutoreHetnuecku B rpynny D BXxoaAaT Xxpomocombl:

b. LiutoreHetnueckum B rpynny E Bxogat Xpomocombi:

Xpomocombl
1.10-12
2.13-15
3.16-18
4.19-22
5.1-3
A-1;6-3
A-2;b-3
A-3;b-1
A-2;b-1
A-1;b-1

YcTaHOBUTE COOTBETCTBUE MeXK Ay NpeAcTaB/eHHbIMU NO3ULMAMU. [lna Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
Ka)kabliht npOHYMepOBaHHbIW 3/1eMeHT MOXeT 6biTb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. Kapuotun

A. KapuoTtun 46XX cooTBeTcTBYeT:

b. Kapuotun 45X0 46XX cooTBeTcTBYET:

B. Kapuotun 45X0 cooTBeTcTBYeT:

CocrosiHue

1. HopmanbHOMY KapuoTUNY MYXKUYUHbI

2. HopmanbHOMY KapuOTUNY XKEHLUHbI

3. Mo3aunyHomy KapuoTtuny npu cuHapome Lllepewesckoro — TepHepa

4. Kapuotuny npu cuHgpome KnaitHpenbTtepa

5. Kapuotuny npu cuHgpome [layHa



. Kapuomny npu cuHapome LLlepeweBckoro — TepHepa
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YcTaHOBUTE COOTBETCTBUE MeXKAy npeacTtaB/eHHbiMU no3uumamu. lna kaxaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
Ka)kablih npOHYMepOBaHHbIN 3/1eMEeHT MOXeT 6biITb BbiI6paH oauH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. Kapuotun

A. KapuoTtun 46XY cooTBeTcTByer:

b. KapuoTtun 45XXY cooTtBeTtcrByerT:

B. Kapuotun 47XY+21cooTseTtcrByerT:

CocrosiHue

1. HopmanbHOMY KapuoOTUNY MYXKUYUHbI

2. HopmanbHOMY KapuoTUNY XKEHLUHbI

3. Mo3anyHomy KapuoTtuny npu cuHapome Lllepelwiesckoro — TepHepa

4. Kapuotuny npu cuHgpome KnaitHpenbTtepa

5. Kapuotuny npu cuHgpome [layHa

6. KapuoTtuny npu cuHgpome LLlepewsescKkoro — TepHepa

-6;B-1
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaB/IeHHbIMM NO3UuMAMU. A KaxKaoro
6yKBEHHOro KOMMOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakabi NpoOHYMepOoBaHHbIW 3/1IeEMEHT MOXKeT bbiTb BbiI6paH 0aMH pa3, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. TepmuH

A.lTeTtepo3uroTa

b. lomo3urora

B. 3urora

OnpepeneHune

1. AvnnoungHaa ocobb, umeroLwan ABa pPa3HbIX aanena No AaHHOMY reHy

2. AunnomnaHan ocobb, MMmelowWw,an ABa OAUHAKOBbIX annena no gaHHOMY reHy

3. KnetouHas cTpyKTypa, o6ecneumBaloLLan pacxoxaeHue Xxpomocom BO Bpems MUTO3a
WAK Meno3a

4. NpeobnagaHue B peHOTUNE OQHOrO annena Hag Apyrum

5. Knetka c gunnongHbim Habopom XpomMmocom, BO3HUKAKOLW,AA NPU CINAHUM ABYX rameT
A-1;6-2;B-5
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A-1;b-3;B-5

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTtaB/eHHbIMU No3UumuaAMU. lna Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabii NpOHYMepOBaHHbIW 3/1IeMeHT MOXKeT bbiTb BbiI6paH oaMH pa3, 6onee ogHoOro
pasa unu He BbibpaH HU pas3y. ABneHue

A. Neneuun

b. Aynankauua

B. UHBepcua

OnpepenexHune

1. KpaTtHoe yBennyeHne Xxpomocom

2. Hannume nuwiHet Xxpomocombl B KapuoTtune

3. MNepemeweHne reHeTUUECKOro maTepuana n3 og4HON XpOMOCOMbI B APYryiO

4. MNoTepAa y4acTKa XpOMOCOMbI 1N XpOMaTUAbI

5. YpBOEeHMe y4acTKa XpomMmoCOMbl

6. BHyTPMXpOMOCOMHasn nepecTpoiika, Npu KOTopoii ee pparmeHT NOBOPAYNBAELTCA HA
180 rpapgycos

YcTaHOBUTE COOTBETCTBUE MEXAY NpPeACTaB/leHHbIMU NO3NLMAMKU. [INA 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. ABneHue

A. NMonunnongus

b. Moaucomusn

B. TpaHcnoKauua

OnpepeneHune

1. KpaTtHoe yBennyeHune Xxpomocom

2. Haanume nuwHen Xxpomocombi B KapuoTtune

3. MepemeweHne reHeTUUECKOro MmaTepuasna n3 ogHOM XpoOMOCOMbI B APYryto

4. NoTepa y4acTka XpOMOCOMbI U1 XPOMATUAbI

5. YpBOeHMue y4acTKka XpomoCoMbl

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

YcTaHOBUTE COOTBETCTBUE meXay npeactaBNeHHbIMU No3uuUamun. ina Kaxkaoro



6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)kablih npOHYMepOBaHHbIW 3/1eMeHT MOXKeT 6biITb BbiI6paH 0auH pa3, 6onee ogHoro
pa3a unun He Bbi6bpaH HU pa3y. MoneKynbl

A. OHK

b. PHK

dOYHKUUMU

1. CoxpaHeHue HacneaACTBEHHOMU MHPOPMaLMK B KNeTKe

2. Nepepaua HacneacTBEHHOM MHPOpPMaL UK

3. TpaHCNOPT aMUHOKUCNOT

4. CTpouTtenbHbl maTepuan, Heo6xo4UMbINA ANA }KU3HU KNETKN

5. dHepreTUyeckasa cUcTema KNeTku

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

A-1;b6-2,5

1,2,3

,5

A-1;b-
A-2;b-1
A-4;6-5
YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcCTaBeHHbIMU No3uumMamMmu. Ana KaxKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KakabI NpOHYMepOBaHHbIA 3/1IEMEHT MOXKeT 6biTb BbiI6paH oaMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. MocneaoBaTeNnbHOCTDL

A. OK30H

b. UHTPOH

OnpepenexHune

1. KogoH mPHK

2. EauHunua TpaHcKpunuumn

3. YUacToK reHa, Kogupylowmii 4actb nocnegoBatenbHocTu 3penot MPHK

4. NocnepoBaTeNbHOCTb, PACMNO/IOXKEHHAA A0 CTAPTOBOM TOUKM TPAHCKPUNLUK

5. YYacToK reHa, He KOAUPYIOLWMUIA NocneaoBaTeNbHOCTb 3penoit MPHK

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3nLMaAMU. [INA KaXKa0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIU 3/1IeMEHT.
KaAablit npoOHYyMepOoBaHHbI 3/iIeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, 6bonee ogHoro
pa3a unu He BbibpaH HU pa3y. XpOMOCOMHbI Habop

A.FannonagHbii

b. AunnouagHbIn

B. TpunaoungHbiii

Yucno xpomocom

1.22

2.23
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3MuMaMU. Ana KaxKaoro
6yKBEHHOr0 KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)xabliht NpOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biITb BbiI6paH 0auH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. NMon yenoseka

A.leTeporameTHblif

b. fomorametHbIit

Ana Koro xapakrepeH

1. My»kckoro nona

2. XeHcKkoro nona

3. My»CKOro u XXeHCKoro nona

4. C Kapuotunom 47, XXy

5. C kapuotunom 45, X0
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YCcTaHOBUTE COOTBETCTBUE MEXAY NPeACTaB/leHHbIMU NO3NLMAMU. [INA KaxKAoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Kaxkabi NpOHYMepOoBaHHbIW 3/1IeMeHT MOXKeT bbiTb BbiIbpaH 0AMH pa3, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. 340POBbIA YENOBEK

A. My)KuunHa

b. leHWwMHa

XpomocomHbii Habop

1. iBe xpomocombl X

2. iBe xpomocombl X un aBe xpomocombl Y

3. iBe xpomocombi Y

4. OaHa xpomocoma X U ogHa xpomocoma Y

5. Tpn xpomocombi X

A-1;b6-3
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3uumMamu. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kablit npOHYMepOBaHHbIN 3/1eMEeHT MOXeT 6biTb BbiIOpaH 0auH pa3, 6onee ogHoro
pa3a uam He BbibpaH HU pa3y. XpoMoOCOMblI

A. X

B.Y

Tunbl Xxpomocom

1. CybmeTaueHTPUK cpeaHero pasmepa

2. Manbiit meTaueHTpPUK

3. KpynHblit akpoOLEHTPUK

4. KpynHblA MeTaueHTPUK

5. Manblii aKpOLLeHTPUK

A-1;6-3

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBIeHHbIMUM NO3UuMAMU. Ana KaXKaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
KaAablit npoOHYyMepOoBaHHbI 3/iIeMeHT MOXeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unun He Bbl6bpaH HU pasy. FeHbl

A. NMpOTOOHKOreHbl

B. leHbl-cynpeccopbl ONyXoaeBoro pocra

OnpepeneHune

1. Mo3uUTUBHbIE PErynAaTOpPbl, CTUMYAUPYIOLUE AeNIeHNe KNeTKH

2. HeraTuBHble perynatopbl, NPenATCTBYOLLME Ae/IEHUIO KNEeTKN

3. He meloT OTHOLLEHUA K AeNeHUIO KNeTKU

4. MoneKynbl, ycUnuBaloLme gemucteume gpyrux 6enkos

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBIeHHbIMU No3UuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW NI NPOHYMEPOBaHHbIU 3/1IEeMEHT.
Kakablit npoOHyMepOoBaHHbI 3/1IeMeHT MoXKeT 6biTb BbiIbpaH oguH pa3, bonee ogHoro
pa3a unu He BblbpaH HU pa3y. OnpepeneHue

A. ®dparmeHT 04HON XPOMOCOMbI NPUCOEAUHAECTCA K NOBPEXAEHHOMY KOHLY ApPYyrou
b. Pa3pbiB XxpoMoOCOMbI B ABYX MeCTaxX U Nnocieayloliee coeguHeHue 3Toro gpparmeHTa,
HO c noBopoTom Ha 180 rpaaycos

fiBneHue

1. lannoupua

2. Tetpannongua



3. Jeneuun
4. UuBepcua
5. TpaHcnokauus

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3MuMamMmun. Ana KaxKaoro
6yKBEHHOr0 KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KakAabI NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiI6paH oaAMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. HacnheacTBeHHble 601€3HKU

A. bone3Hb lNowe

b. bone3Hb HumaHa-lNMuka Tun A B

B. bone3Hb Tea-Cakca

B HepBHbIX K/1IeTKax HaKanaMBaeTca

1. CpuHrommenuH

2. lMaHrnanosng GM1

3. MaHramnosng GM2

4. MaHHO030-6-¢pocdar

5. FnoKouepebposup,

A-5b6-4;B-1

’ 7

’

’ 7

> > r >
W N
o1 01 01 ;1
N
O 0 W W
v b W W

’ I

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBeHHbIMU No3MuMaMun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLUIA NPOHYMEPOBaHHbIN 3/1IEMEHT.
Ka)Xablih npOHYMepOBaHHbIW 3/1eMeHT MOXeT 6biTb BbiI6paH 0auH pa3, bonee ogHoro
pa3a unu He BbibpaH HU pa3y. HOBOPOXKAEHHDbIN

A. JOHOLWEHHDbIN

b. HepoHOLWEHHbIN

CpoKu 3abopa KpoBu aNA CKPUHUHTA

1. Cpasy nocne poxapeHus

2. B nepBbli AeHb }KU3HU

3. Ha ueTBepTbiN AEHb XXU3HU

4. Nocne 10 gHeM }KU3HU
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YCcTaHOBUTE COOTBETCTBUE MEXAY NpPeACTaB/leHHbIMU NO3NLMAMKU. [INA KaxKAaoro
6yKBEHHOro KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kablit npOHYMepOBaHHbIN 3/1eMEeHT MOXeT 6biTb BbiIOpaH 0auH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. OnpegeneHue

A. OTpaKaloLime paccToOAHUA MeXXAy reHaMmu U 1I0Kycamm

b. MNo3BonsaowmMe NOKaNn3o0BaTb reH Ha XPOMOCOME U/IU B ee JIOKyce

B. Umetowme Hanbonbllee paspeLueHue

Tun KapTbl

1. HykneotngHble

2. l[eHeTH4YeCcKMue

3. dPusunyeckue

4. XpomOCOMHbIe

5. PecTpUKUMOHHDbIE

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/IeHHbIMU NO3ULMAMU. [na KaXK[oro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kablit npOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biITb BbiIOpaH 0auH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. BeKTopHaa emKoCTb

A. Haunbonban

b. HaumeHbLlan

BeKTOpHbIe KOHCTPYKLMK

1. PeTpoBUpYyCHbIE

2. darosble

3. Ha ocHOBE UCKYCCTBEHHbIX XPOMOCOM APOXKIKEN

4. MnasmupHble

5. KocmugHble
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YcTaHOBUTE COOTBETCTBUE MeEXKAY NpeAcTaBleHHbIMU No3nuMaMKU. 1NAa Kaxaoro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kaablit npoOHyMepOoBaHHbI 3/iIeMeHT MOXKeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y.llepecTpoiKa y Hocutensa

A. C6anaHcMpoBaHHaA peyMnpoKHana TpaHCA0Kauma

b. Po6epTcOHOBCKOMUTPAHCNIOKALUN

Konunyectso ramer

1.6



~

~ .

>>> > >
le;NH
U'IU'I‘U"IU'IU'I
I NN

~ .

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU NO3UuMaAMU. A KaxKaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIU 3/1IEMEHT.
Kakablit npoOHYyMepOBaHHbI 3iIeMeHT MoXKeT 6biTb BbiIbpaH oguH pa3, bonee ogHoro
pa3a unu He Bbl6bpaH HU pa3y. Tun Hacnepo0BaHUA

A. AyTOCOMHO-peLeCcCUBHbIN TUN

B. AYyTOCOMHO-A40MMWHAHTHbIN TMN

3aboneBaHue

1. BpoxkaeHHble NOPOKU cepaua

2. Hempodpubpomaros

3. NMunopocreHo3

4. deHUNKeTOHYpUA

5. AxoHgponnaasua

6. LLinsodppeHuns

A-2;6-1

A-2,4,6-4

A-1,4;,6-5

A-2,4;,b6-5

A-5b6-4

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/IeHHbIMM NO3UuMaAMU. A KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kaxkabi NpoOHYMepOoBaHHbIW 3/1IeMeHT MOXKeT 6biTb BbiI6paH 0aMH pas, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. 3aboneBaHue

A.lFemodpunusa

b. bone3Hb PeKnnHrayseHa

B. lTMnepToHnyeckana 6onesHb

Tun HachepoBaHuA

1. PeueccuBHbIi, cueneHHblI ¢ X-XpOMOCOMOM

2. LOMWHaHTHbIN, CLuEeneHHbIN ¢ X-Xpomocomon

3. AYyTOCOMHO-peL,eCcCUBHbIN

4. AyTOCOMHO-A0MMWHAHTHbI

5. MynbTUdaKTOpPHbIN

A-1;b-4;B-5

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

’ 7



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

A-2;6-4;B-1

YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/ieHHbIMU NO3UUUAMU. INA KaXKa0ro
6yKBEHHOro KOMNOHEHTa BbibepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIN 3/1IeMEHT.
Ka)Xablih npOHYMepOBaHHbIW 3/1eMEHT MOXKeT 6biTb BbiI6paH 0auH pa3, 6onee ogHoro
pa3a unun He BbibpaH HU pa3y. 3aboneBaHue

A. NonHan tecTMKynapHaa pemuHunsauma

b. HenonHasa TectMKynapHaa pemumHmnsauma

Bo3pact maHudecraymum

1. NMepuog HOBOPOXKAEHHOCTU

2. MepBbli rog XU3HU

3. NepBoe pecatuneTtme

4. Nepuoa NoNOBOro co3peBaHUA

5. 3penblii Bo3pact (nocne 30 ner)

A-4;b-
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumMamun. Ana KaxKaoro
6yKBEHHOr0o KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kablit npOHYMepOBaHHbIN 3/1eMEHT MOXeT 6biTb BbiIOpaH 0auH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. 3abonesaHue

A. Mporpeccupytowian moilweyHana guctpodusa

b. ®akomaTto3

MpuHUMNbI NeyeHnn

1. 3TMonoruueckunia

2. MNaTtoreHeTUYeCKNA

3. 3amecTUTeNbHbIN

4. CAMNTOMATUYECKUA

5. He nogpatoTca neyeHuro

A-1;6-3
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU NO3nLMAMU. [INA KaXKa0ro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kakablit npoHyMepOoBaHHbI 3/ieMeHT MOXeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. Mpumepbl BHYTPUYTPOOHOro fevyeHnsa BpOXKAEHHbIX
6onesHen

A. MpumeHeHMe aeKcameTa3oHa



b. MpumeHeHne sButammHa B12

B. KapauotponHbie npenapaTbl

bonesHb

1. AppeHOoreH1UTaZIbHbI CUHAPOM Y AEBOYEK

2. MetunmanoHosas aumaypus

3. MHOXecTBeHHas HeJ0CTaTOYHOCTb KapboKcnnasbl

4. Aputmma y nnopga

5. AAnoMMMyHHaA TpombouuToneHua u gpyrme ¢popmbl 6one3Hen Kposu

6. AnadparmanbHan rpbixka, 06CTpyKLMA MOUYEBbIX NyTeil, TepaTOMbl, KUCTbl 1€TKUX
A-1;6-2;B-4
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumamun. Ana KaxKaoro
6yKBEHHOr0o KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)xablit npOHYMepOBaHHbIN 3/1eMeHT MOXeT 6bITb BbiIOpaH 0auH pa3, 6onee ogHoro
pa3a unu He BblbpaH HU pa3y. CpoK gns nposeaeHnn (Hegena 6epemeHHOCTH)
A.9-11-1

b.11-18-a

Bug metoga npeHaTaibHOM ANArHOCTUKMU

1. XopnoHbuoncus

2. NnaueHTo6Moncua

3. AMHUoueHTe3

4. KopaoueHTes

5. ®eTtockonua

A-1;6-2
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBeHHbIMU No3UuMaMU. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLW U NPOHYMEPOBaHHbIU 3/1IEMEHT.
Kakabiit npoOHYyMepOoBaHHbI 3/1IeMeHT MoXKeT 6biTb BbiIbpaH oguH pa3, bonee ogHoro
pa3a unun He BblI6bpaH HU pa3y. CpoK ansa nposeaeHus (Hegena 6epemeHHOCTH)
A.15-17-1

b. 18-22-a

Bupg metopa npeHaTtasibHOM ANArHOCTUKM

1. XopuoH6buoncusa

2. NnhaueHTOo6MONCUA

3. AMHUOUeHTe3

4. KoppaoueHTtes

5. deTtockonua
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YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaB/IeHHbIMM NO3UuMaAMU. A Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 31€MEHT.
Kaxkabii NpOHYMepOBaHHbIW 3/1IeMEHT MOXKeT bbiTb BbiI6paH oaMH pa3, 6onee ogHoOro
pa3a unu He BbibpaH HU pa3y. Mpumepbl BHYTPUYTPOOHOro fe4yeHnA BPOXKAEHHbIX
6onesHen

A. BBegeHune 6M0OTHMHA

b. ObmeHHOe nepenuBaHmne KPOBU UAUN TPOMBOLUTAPHOI Maccbl naoAay

B. Onepauumu Ha OTKPbITOW UK 3aKPbITOU (acnupauma Urnom) matke

bonesHb

1. AppeHoreHUTaNIbHbIN CUHAPOM Y AEBOYEK

2. MetuamanoHoBasaumnaypusn

3. MHOKecTBeHHaA He[0CTaTOYHOCTb Kapbokcnnasbl

4. Apyutmma y nnopga

5. AnnouMmMmyHHasA TpombouuToneHusa u gpyrue ¢opmbl 60ne3Hent KpOBU

6. AnadparmanbHan rpbixka, 06CTpyKLMA MOUYEeBbIX NyTei, TepaTOMbl, KUCTbl 1I€TKUX
A-6;6-3;B-4

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

YcTaHOBUTE COOTBETCTBUE MeXKAY npeacTaB/eHHbIMU No3UumuaAMU. lna Kaxkaoro
NPOHYMEpPOBaHHOIO 3/1eMeHTa BblbepuTte 6yKBeHHbI1 KOMNOHEHT. ByKBeHHbIN
KOMMNOHEHT MOKeT 6bITb BbiI6paH 0AKH pa3, 601ee ogHOro pasa uau He BbibpaH BoBce.
Kputepumn oueHKn BapMaHTOB HYKN1€O0TUAHOM nocaepoBaTenbHOCTU: A. Kputepuii
naToreHHoOCTU BapuaHTa; b. Kputepuit aobpokauectBeHHOCTM BapuaHTa . Kputepuii:
1.BapuaHT de novo; 2. MonynAaunMoHHana YactoTa Bbiwe 3%; 3. BapuaHT HaxoauTca B
TPaHC NON10}KEHUU C paHee onNUcaHHbIM; 4. He cerperupyert c 3aboneBaHmem B cembe; 5.
®PYHKLUMOHANbHbIA aHAaNANU3 He NPOBOAUACA.

Al,3; 64,5

Al,3;62,4

A2,3,4; B4,5

YcTaHOBUTE COOTBETCTBUE MeXAY npeacTaB/eHHbIMU NO3UUUAMU. lna KaXaoro
6yKBEHHOro KOMNOHEHTa BblbepuUTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIN 3/1IEMEHT.
Kakablit npoHyMepOoBaHHbI 3/ieMeHT MOXeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unun He Bbl6bpaH HU pasy. FeHbl

A. TeHbl "h NPOTOOHKOreHbl

B. FeHbI-cynpeccopbl onyxonei



XapaKTepucTmka

1. Moryt akTuBMpoBaTbcA amnanduKkauuein, TpaHCAOKaLMe UM MmyTalumen reHa
2. NoTtepa pyHKUUM BeaeT K pa3BUTUIO ONYXONU

3. MpucyTcTBYIOT B KNETKAX 340pO0BbIX Nt0AeNn

4. ABNAOTCA ayTOCOMHO-A0MMUHAHTHbIMM

A-3;b6-1,2

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3ULMaMU. [INA KaXKa0ro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkAabI NpOHYMepOBaHHbIN 3/1IeMeHT MoXKeT bbiTb BbiIbpaH oaMH pas, 6onee ogHOro
pa3a unu He BblbpaH HU pa3y. CpoK ans nposeaeHun (Hegena 6epemeHHOCTH)
A.11-12-1

b. 16-20-a

Bupa metona npeHaTasibHOW ANArHOCTUKMU

1. OnpepeneHune B CbiIBOPOTKE KpoBU bepemeHHOI APT

2. HeKOHBIOrMPOBAHHDbIA3CTPUON

3. PAPP-A

4. X4

5. XopnoHbuoncus

A-3;6-1,2,4

A-3;6-1,2,5

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3ULMAMMU. [lna KaxKaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kaxkabii NpOHYMepOBaHHbIW 31IeMeHT MOXKeT 6biTb BbiI6paH oaMH pa3, 6onee ogHOro
pa3a unu He BbibpaH HU pa3y. CuTyauusn

A. Bo3pacr otua 50 ner

b. Bo3pact matepu 40 net

Hanbonee BepoATHbI BapUaHT 3TUO/IOTUM

1. MoBTOpPHbIE BbIKUADILWKU HA PAHHUX CPOKax bepemeHHOCTH

2. AYyTOCOMHO-A0OMMHAHTHOe 3aboneBaHue BCaeaCcTBUE HOBOM MyTaL MK

3. AyToCOMHO-peueccuBHoe 3aboneBaHue

4. X-cuenneHHoe 3abonesaHune

5. Tpucomuna 13

A-3;b-1
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A-3;6-4

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACTaBIeHHbIMU No3UuMaMn. Ana Kaxkaoro
6yKBEHHOro KOMMNOHEHTa Bbibepute COOTBETCTBYIOLWUIA MPOHYMEPOBAHHbIN 3/1€MEHT.
Kaxkabii NpOHYMepOBaHHbIW 3/1IeMeHT MOXKeT bbiTb BbiI6paH oaMH pa3, 6onee ogHoOro
pasa unu He BblibpaH HU pa3y. Cutyauus

A. CxogHaA KAMHMYECKAA KapTUHA OTMeYaeTca TaKXKe Yy ABYX AAaAeir N0 MaTepUHCKOMU
NIMHUMN

b. C6anaHcupoBaHHaA TpaHCAOKaumA

B. KpoBHOpOACTBEHHDIN 6pak

Hanbonee BepoATHbI BapUaHT 3TUO/IOTUM

1. MoBTOpPHbIE BbIKUADILWKU HA PAaHHUX CPOKax bepemeHHOCTH

2. AYyTOCOMHO-A0OMMHAHTHOe 3aboneBaHue BCaeACTBUE HOBOM MyTaL MK

3. AyToCOMHO-peueccuBHoe 3aboneBaHue

4. X-cuenneHHoe 3abonesaHune

5. Tpucomua 13

A-3;6-1;B-2
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YcTaHOBUTE COOTBETCTBUE MeXAY NpeacTaB/leHHbIMU NO3UUUMAMU. Ina KaXaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOL NI NPOHYMEPOBaHHbIW 3/1IEMEHT.
KakAablit npoOHYyMepOoBaHHbI 31IeMeHT MOXeT 6biTb BbiIbpaH oguH pa3, 6onee ogHoro
pa3a unun He BblbpaH HU pa3y. Cutyauus

A. 30-neTHAA }KEeHLWMUHA, B aHAMHe3e poXaeHne MepTBoro pebeHka ¢ MHOXeCTBEHHbIMMU
nopokamm pa3Butua (NONNMAAKTUAMUA, paclyennHa HEGA, NOPOK cepAaLa) M HOPMAZIbHbIM
KapuoTMnom

B. B cemeiitHOM aHamHe3e muoguctpodpusioweHHa, 6epemeHHan - HOCUTeIbHULA
cemeuHOU aeneuum B reHe gUCTpodpmHa

MeTtoa npeHaTanbHOM ANArHOCTUKMU

1. bBuoncma BOpCUH XOPUOHA

2. OnpeaeneHue KoHueHTpauum A®I B cbiIBOPOTKE maTepum

3. AMHUOUeHTe3

4. NetanbHoe Y3U

5. KopgoueHTtes

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

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



Ka)xablit npOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biTb BbiIOpaH 0auH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pa3y. Cutyauua

A.Y nnopa Ha 9-4 Hepene rectaumm npu Y3U o6HapyXunm ysenndyeHme ToNLWUHbI
LWEeMHOMN CKNaAKN, aTPE3UI0 NN CTEHO3 ABEHAALATUNEPCTHOMN KULLKK

B. 25-neTHAA }XeHLMHA oueHb 06ecnoKoeHa BO3MOXKHOCTbIO POXKAeHUA pebeHKa ¢
cuHapomom layHa. UHAMBUAYaNbHbIA U cemenHblii aHamHe3 6e3 ocobeHHOCTel
B. 36-neTHAA XeHWMHa Ha 14-1 Hegene bepemeHHOCTH

MeTtoa npeHaTanbHOM ANArHOCTUKMU

1. Buoncua BOpCHUH XOPUOHa

2. OnpepeneHne KoHUeHTpauuu ADI B CbIBOPOTKE MaTepu

3. AMHUOUeEeHTe3

4. letanbHoe Y3U

5. KopaoueHTes

A-3;b6-1,2,4,B-5
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3uumMamMmun. Ana Kaxkaoro
6yKBEHHOro KOMNOHEHTa BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
Ka)kablit npOHYMepOBaHHbIN 3/1eMeHT MOXeT 6biITb BbiIOpaH 0auH pa3, 6onee ogHoro
pa3a unu He BbibpaH HU pasy. NMpumepbl

A. MepecagKka neyeHn 60AbHOMY cEMENHOM rMnepxonectepmHeMmuen

b. HasHaueHne KapHUTUHA pebeHKy c opraHuYyeckoi auuagemmein ana obpasoBaHua
3pMpPOB KAPHUTUHA U UX BbiBEAEHUA

B. HasHaueHune ameTtbl 6€3 MO/I0OYHbIX U KUCIOMOJIOYHbIX NPOAYKTOB NPU raakTo3eMuUmn
Noaxoa B neueHUn HacneaCTBEHHbIX 3aboneBaHui

1. AAnetTnyecKkoe orpaHuyeHue

2. AnbTepHaTUBHbIE NyTM 06MeHa

3. BoamewieHue npoAayKTa

4. Hnyero U3 nepeyncneHHoro

A-4;6-2;B-1
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YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBleHHbIMU NO3nuMaMU. [INA KaXa0ro
6yKBEHHOro KOMNOHEHTA BblbepuTe COOTBETCTBYIOLLMU NPOHYMEPOBAHHbIN 3/1IEMEHT.
KaxkabI NpOHYMepOBaHHbIW 3/1IEMEHT MOXKeT bbiTb BbiI6paH oaMH pas, 6onee ogHOro
pa3a unu He BblbpaH HU pa3sy. Mpumepbl

A. HaszHaueHue cOMATOTPONHOro ropMoHa pebeHKy ¢ HacneacTBeHHoMU popmon
Kap/ZIMKOBOCTU BCeACTBME CHMXKEHHOU PYHKUMM runodusa

b. HasHaueHue peHobapbutana ana npodpunakTUKuU cyaopor y pebeHka c



rmnepamMmmoHUeMUen BCieacTBue Hef0CTaTOUuHOCTU OPHUTUHTPAHCKapbamunasbl
B. HasHaueHue 60abLUNX 4,03 BUTAMUHOB pebeHKy C yMCTBEHHOM OTCTAZ10CTbIO
BCAeACTBUE XPOMOCOMHOM aHOMANUK

. HasHayeHue D-neHUUUNNAMUHA ANA CBA3bIBAHUA BHYTPUK/IETOYHbIX MIOHOB MmeAau npu
cuHpgpome BunbcoHa-KoHoBanosa

Mopxon B NneueHUn HacneacTBeHHbIX 3a6oneBaHUM

1. AneTnyecKoe orpaHuyeHue

2. AnbTepHaTUBHbIE NYTU 06MmeHa

3. YcuneHHoe BbiBegeHue cybcrparta

4. Bo3amelweHue NnpoayKTa

5. Hnyero 13 nepeyncneHHoOro

A.A-1;b6-4;B-3;T-5

B.A-4;b6-5;B-5;I-3
b.A-4;,b6-1;,B-3;T-2
NA-3;6-1,B-2;T-2
O.A-4,6-3;B-2;,T-4



	Здесь последовательно представлены вопросы по специальности "Лабораторная генетика". Сперва идёт первая категория, потом вторая, потом высшая. Сделано это для быстрого поиска нужного вам вопроса и ответа.

