TecTbl ¢ BOpocamMu 1o CneuruajabHOCTH
«JIabopaTopHasi reHeTHKA» IJISl ATTeCTALUN
1 kareropusi

Kynutb 6a3y C OTBETAMU MOKHO 34€ecCb:

— _medik-otvet.ru/product/genetik lab/ «

NMonesHble CCbiINKU

1) Tectbl «J/labopaTopHaA reHeTUKa» ANA aKKpeguUTauum U gpyrux sksameHos (2500 sonpocos)

=» medik-otvet.ru/product/lab_genetika/

2) TecTbl gnA akkpeauTaumm «FeHetuka» (3600 Bonpocos)

=» medik-otvet.ru/product/genetika/

O6parTuTe BHUMaHMUE: BONPOCbI MOTYT NEepemMeLLaTbCa MeXay KaTeropuamm n noBTOPATLCA B Pa3HbIX
pa3genax. [Ana NONHOLEHHOW NOATOTOBKU PEKOMEHAYEM U3YYUTb BCE KaTEFOPUM.

BbICTPbIA NOUCK: HaxkmuTe Ctrl + F U1 BBeAWUTE HECKOJIbKO NepBbiX CN10B BoMnpoca noapasd. He
KONMpyWTe BONPOC LLe/IMKOM — MNepeHoChbl CTPOK, NLWHME Npobenbl Uau CKpbITble CUMBOJIbI MOTYT
nomewaTb NoucKy. Ecnm Bonpoc He HaxoguTcs, NonpobyiiTe BBECTM YacTb BapMaHTa OTBETa, a 3aTeM
CPaBHUTE HaWAEHHbIN BONPOC C UCXOLHbIM.

1 KaTeropwma

BepHyTbcA B HaYano
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YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamu. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1eEMEHT MOXKeT bbiTb BbIbpaH oguH pas, 6onee ogHOro pasa uau He
BblOpaH HM pa3y. 3aboneBaHue

A. MNMonHaa TecTMKyNApHaa peMrHU3aLMA

b. HenonHasa TecTukynapHaa pemmnHmnsauma Bospact maHudecrayum

1. Nepuoa HOBOPOKAEHHOCTU

2. MNepsblit rog, }XU3HU

3. NepBoe pgecatunetmne

4. Nepuopg NoNoBOro cospeBaHUA

5. 3penbiv Bo3pact (nocne 30 ner)

A.A-1;B6-5

6.A-1;6-3

B.A-4;b6-1

r.A-1;6-2

O.A-3;6-1

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU NO3ULMAMU. Ona Kaxkpaoro
NPOHYMePOBaHHOrO 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT
MOXKeT bbITb BbI6paH 0auH pa3, 6onee ogHOro pasa nau He BbibpaH BoBce. CUHAPOM:
A. Cungpom KnaitHpenbTepa;

b. Cungpom TepHepa. HapyweHue nonoBoro passuUTuA:

1. Hepopassutne MONOYHbIX Kenes;

2. AHOManbHOe pPa3BUTUE MATKU U BNaraauLLa;

3. AMYHKKM He onpeaenatoTcs;

4. AmeHopes.

A A-1;6-4

b.A-5;6-3

B.A-4;65-2,3

r.A-1,2; 6-3

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



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3numamu. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1IeEMEHT MOXKeT bbiTb BbIbpaH oguH pa3s, 6onee ogHOro pasa uau He
Bbl6paH HK pa3y. leHbl

A. I'eHbl U NPOTOOHKOreHbI

b. MeHbI-cynpeccopbl onyxonei XapakrepucTmka

. MoryTt akTnBMpoBartbca amnanduKaymuei, TpaHCAOKaLmeim MM mytauumen reHa

. Notepa pyHKLUUM BegeT K pa3BUTUIO ONYXONU

. MpucyTcTBYIOT B KNETKaX 340pOBbIX Nl0Ae

. AABNAIOTCA ayTOCOMHO-A0MMUHAHTHBIMMU

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

.A-1;6-3,4

.A-3;b6-1

A-1; 6-2

N.A-1:6-2,4

ST WO A WNR

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [ina Kaxaoro 6yKBeHHOro
KOMMOHEHTA BblbepuTe COOTBETCTBYIOLWMNIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT b6biTb BbIbpaH 0a4uH pa3, 6onee 0gHOro pasa UaAn He
Bbl6paH HK pa3y. 340pOBbIA YeNoBeK

A. MyXuunHa

b. eHwMHa XpomocomHbIi Habop

1. AiBe xpomocombi X

2. [iBe xpomocombl X U aBe xpomocombl Y

3. AiBe xpomocombi Y

4. OpHa xpomocoma X n ogHa xpomocoma Y

5. Tpu xpomocombl X

A A-1;6-4

b.A-4;b5-3

B.A-4;b-1

r.A-1; 6-2

O.A-3; 6-5

MpumeHeHUe MONEeKYNAPHO—LUTOreHeTUYECKUX MeTOA0B ANArHOCTUKU C NOMOLLLbIO
xpomocomocneundpuuecknx npod AHK nossonsaer caenartb Bce, Kpome:

A. BbIIBUTb NPOUCXOXKAEHNE A0D0AaBOYHbBIX MAPKEPHbIX XPOMOCOM AN MUHUXPOMOCOM;

b. onpeaennTtb CNOMKHbIA XPOMOCOMHbI MO3aULM3M MPU HEBbICOKOM COAEPHKAHNUN aHOMANbHbIX
KNETOK B KapnoTune;

B. ceKkBeHMPOBaTb 3K30M,;

. MAEHTUOMUMPOBATL XPOMOCOMbI, BOB/IEYEHHbIE B C/IOXHbIE NEPECTPOMKY;

[. yTOUHUTb TOUYKM Pa3PbIBOB aHOMA/IbHbIX XPOMOCOM.



K OCHOBHbIM 3TUYECKMM NPUHLUNAM NPEHaTa/IbHOM AUArHOCTUKMU OTHOCUTCA BCe, Kpome:
A. no6poBO/ILHOCTb;

B. ncnonb3oBaHMe TONIbKO A1 NOAYYEHUA MHPOPMALIMN O COCTOAHUM 340P0OBbA N10A3;

B. npuHyautenbHoe npepbiBaHMe 6epeMeHHOCTH, B CyYae BbIABAEHUA COLMANbHO-3HAYMMbIX
NaToONOINI;

. MEeAMKO-TeHETUYECKOE KOHCY/IbTUPOBaHME A0 M Nocae npoueaypbl;

[. yBarkeHue BbIbOpa Cynpyros, OTCYTCTBUE NPUHYKAEHMUA.

BepHble BCe NepeuncnieHHble YTBEPXKAEHUA OTHOCUTENbHO annenbcneunduyHomn
rmépuansauum ¢ OIMroHyKN1eoTUAHbIMU 30HAAMMU, KPOME OLHOrOo:

A. Heob6xo4MMO 3HaHKEe MyTaumn, obycnosamBatoLWen AaHHoe 3aboneBaHue;

b. nepeg, Havyanom JHK-anarHoctmkmn HeobxoaMmo 3HaHWE NOC/IeA0BaTENbHOCTH;

B. MoXeT ncnonb3oBaTbCa AN AMATHOCTUKU CEPMNOBUAHO-KNETOUYHOM aHEMUM;

. oNA [MarHoCcTUKkM aoctatodHo JHK HECKONbKUX YNeHOB CemMbM;

[. 3TOT AMarHOCTUYECKNA MeTOA, NPUMEHUM ANA HEBONbLLIOrO YMCNA FeHHbIX BonesHeln.

MeToabl nabopaTopHOM ANArHOCTUKU HeObXoauMbIe ANA UCKNOYEHUA HApYyLUEeHUA obmeHa
OpPraHMYEeCcKUX KUCNOT:

A. aneKktpodopes;

b. cekBeHnposaHue [1HK;

B. TOHKOC/NOMHaA xpomaTorpadpus;

I. TaHAEMHan Macc-CNeKTPOMETpUs;

[. onpeaeneHve akTMBHOCTU GEPMEHTOB B 3PUTPOLMUTAX

OnAa ranakrosemun 1 TMna xapakrepHo:

A. pa3BuTHe Cencuca;

b. KaTapakTa;

B. MHOKecTBeHHbIe NOPOKK;

[. renaTomeranuna c HapyweHnem GpyHKUUM NeYeHu;
[. noBblWeHne KOHUEHTPaUUM raflakTUToNa

Hanbonee nsyuyeHHo anureHeTuYecKon mogudukaumein asnsetca:
A. CTPYKTYpPHbIE U3MEHEHWNA OTLLOBCKOM UM MATEPUHCKON XPOMOCOM;
b. cneundunyeckoe metnnmpoBaHme UMTo3nHOB B CG-gMHYKNeoTUAAX;
B. auetunamnpoBaHue rmcTOHOB;

I. dochopunmpoBaHmne rmcTOHOB;

[. 0A4HOHYKNEOTUAHbIA NOANMOPPU3M POAUTENBCKMX XPOMOCOM.



Mo>KHO roBopuTb 06 onpegensaloLwem 3HAYEHUU reHeTUYeCKUX PaKTOpPOB B pa3BUTUM NPU3HAKa
npu 3Ha4YeHUU KoapdpuumeHTa HacneayeMoCTU, PaBHOM:

A.0,2-0,3;

6.0,4-0,5;

B.0,5-0,6;

r.o,7-0,8;

4.0,8-1,0.

MpumeHeHne NeBOKAPHUTUHA C Lie/Iblo BbiBeAEHUA TOKCUUYECKUX meTabonntos Hanbonee
3¢pPeKTUBHO NPU OpPraHUYEeCKUX auuaypuax:

A. 6onesHb lNowe;

b. 6one3Hb KaHaBaHa;

B. nponnoHoBasa aumaypus;

I. 130BasiepMaHOBasa aumaypus;

[. 6onesHb Pabpw.

EAVHMUEN reHeTUYECKOM KapTbl FeHOMa ABNAETCA:
A. caHTUMOpraHuaa;

b. Hykneotng;

B. xpomocomHble beHapl;

I. KNoHMpOoBaHHble pparmeHTbl AHK;

[.. 9K30HbI U UHTPOHBbI.

Kputepuamm gna BKAOYEHUA NATON0MMMU B NPOrpammy MaccoBOro 6MOXMMMUUYECKOro CKPUHUHrA
HOBOPOKAEHHbIX ABNAKTCA BCE Nepeynuc/eHHble, Kpome O4HOro:

A. BbICOKadA 4acToTa BCTpeyaeMocTu B nonynaumm (He meHee 1:20 000);

B. TAXKeCTb NopaXkeHns ¢ HeobpaTUMbIMU NOCNEACTBUAMM B BUAE MHBANMAN3ALMM NN PaHHEN
cMepTH;

B. BO3MOYHOCTb NPOCTON, HAAEXKHOM (4yBCTBUTENbHOM, CNeumMdrUYHON, 6e3 N0XKHOOTPULIATENbHbIX
PEe3yNbTaTOB) M SKOHOMMYECKM ONPaBAAHHON ANArHOCTUKUN B AOKNUHUYECKOM CTaaum
3aboneBaHus;

. BOSMOHOCTb MAaTOreHETUYECKOM UNU MHOW 3PPEKTUBHOM KOPPEKLIMM BbIABAEHHOTO
HapyLleHuns;

[. BblpaXKeHHbIA KNANHUYECKUIM nonmopdunsam 6ose3Hu.

MoHATHe KapTMpOBaHUA reHOMa YesloBEeKa BK/IOYaeT B cebA Bce, Kpome:
A. n3yyeHmne TOHKOM CTPYKTYpbl reHa

b. onpeneneHue rpynn cuenneHus;

B. M3yyeHue aKkcnpeccumn reHa;

I. noCTpoeHne AeTanbHbIX XPOMOCOMHbIX KapT;

[. BbIACHEHWEe NONHOro reHeTUYEeCKOro COCTaBa BCEX XPOMOCOM Ye/I0BeKa.



BeKTopHble KOHCTPYKL MM 6bIBalOT:

A. BCe BEPHO;

b. parosbie;

B. Ha OCHOBE UCKYCCTBEHHbIX XPOMOCOM APOXKKEN;
. nhasmumaHble;

L. KocmugHble.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTA Bblbepute COOTBETCTBYIOLWMIA MPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT bbiTb BbIbpaH 0auH pa3, 6onee 0gHOro pasa UaAn He
Bbl6paH HM pa3y. MocnepoBateNbHOCTb

A. OK30H

b. UHTpOoH OnpeaeneHune

1. KogoH mPHK

2. EpuHnua TpaHcKpUnuuun

3. Y4YacToK reHa, KogupyloLimii 4acTb NocsieaoBaTesbHOCTH 3peno MPHK

4. NocnepoBaTeNbHOCTb, PAaCNO/I0XKEHHAsA 40 CTAPTOBOM TOYKU TPAHCKPUNLUMK

5. Y4YacToK reHa, He Kogupylowimii nocaeposaresibHOCTb 3peno MPHK

A A-3;6-4

b.A-4;b6-5

B.A-4;b6-1

r.A-3;6-2

O.A-3; 6-5

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numMamMmn. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMNIA MPOHYMEPOBaHHbIM 3n1emeHT. Kaxabiii
NPOHYMepPOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbIbpaH oauH pas, 6onee ogHoOro pasa uam He
Bbl6paH HM pa3y. bonesHb

A. bonesHb «KNEeHOBOro cupona»

b. AnkantoHypua OedeKTHbi pepmeHT

1. Tnoko30-6-pocdarasa

2. B6-3aBucMman KMHypeHuHasa

3. TuposmnHasa

4. OKcnpasa romoreHTU3MHOBOW KUCNOTbI

5. flekapboKcKia3a aMMHOKUCNOT C Pa3BETBIEHHOM Lienbio

A.A-5;b6-4

6.A-1;6-4

B.A-4;b6-2

r.A-3; 6-5

4.A-1;6-5



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1eEMEHT MOXKeT bbITb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
Bbl6paH HM pa3y. TepmuH

A. leTeposurora

b. lomo3urora

B. 3urora OnpepeneHune

1. AunnounpgHas ocobb, umetoLas ABa PasHbIX annensa no AaHHOMY reHy

2. AunnonpgHas ocobb, umeloLw,an ABa OAMHAKOBbIX aNieNns No AAHHOMY reHy

3. KneTouHas CTpyKTypa, o6ecneumBaloLL,an pacxoXaeHue XpoMmocom BO Bpems MUTO3a MU
meiio3a

4. NpeobnagaHue B peHOTUNE OQHOrO annensa Hag Apyrum

5. KneTtKka c aunnongHbim HA6OPOM XPOMOCOM, BO3HUKAIOLLLAA NPU CAMAHUM ABYX rameT
A.A-1;6-2;B-4

6.A-1;6-4;B-5

B.A-4;6-5;B-1

r.A-1;6-2;B-5

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

Ha moneKynapHom ypoBHe Teiomepa COCTOUT U3:
A. CTPYKTYpPHbIX F€HOB;

b. anbda-caTtennmTtHbIX Nocnen0BaTeIbHOCTEN;

B. GC-6oraTbix nocnenoBaTenbHOCTEN;

l. pacceAHHbIX MOBTOPOB;

[. nosTopatowencsa nocnegosatenbHocTm -TTAGGG-.

Ona AMarHOCTUKU reHOMHbIX MyTauui NPUMEHSAIOT:

A. meTog, G-OKpacku;

b. meTog C-oKpackuy;

B. pyTUHHYO OKpacKy;

. MeToA C MCnosib30BaHNEM GNOOPECLIEHTHBIX KpacuTenen;
L. BCce nepeyncneHHoe.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numMamMmn.Ana Kaxaoro 6yKBeHHOro

KOMMNOHEeHTa Bblbepute NPOHYMepoBaHHbIN 3neMeHT. Kaxkablii NPOHYMepPOBaHHbI 3/1eMeHT

MoXKeT 6biTb BbibpaH 0aUH pa3. KAMHUYecKaa cutyauma

A. [nvTenbHana OCTaHOBKA AbIXaHUA Y MaZibiuMKa BO BpemA HapKo3a

b. Bo3HMKHOBEHME NPUCTYNA OCTPbIX 60n1ei B XKMBOTE € MbilLeyHOU cnabocTbio U

nompayeHMeMm CO3HAHUA Y NOAPOCTKA nocae npuema ¢peHobapbutana

B. OtcyTcTBUe adpdeKTa OT CTaHAAPTHBIX 403 rMAPaNA3uHA Y MYXKUMHbI C apTepPUaNbHOMN

runepToHmneit ®epmeHTHbIe HapyLUeHUA

1. AHOManbHaA XoNNHACTEpPa3a

2. HepocTtatouHoCTb NoppobuAnMHoreHAEaMmUHa3sbl

3. MNoBbllWEeHHaA aKTUBHOCTb aueTUnTpaHcdepasbl

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

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

B.A-3;6-2;B-

NA-2;6-1;B-
B -

1
1
3
[0.A3;5-1;B-2

Ana puarHocTukm 6onesHei, ANA KOTOPbIX MYTaHTHbIA reH HEUM3BECTEH U HE IOKA/IN30BaH,
npumeHseTca:

A. npAMas geTeKkuma C UCNONb30BaHNEM CrneunudUUecKmMx MONEKYNAPHbIX 30HA0B;

b. cemelHbI aHanu3 rpynn cuenieHuns;

B. meTop, cneumduryecknx pecTpukTas,;

. NPAMOW CUKBEHC;

0. DA,

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeAcTaBNeHHbIMU NOo3nLUaMU. Ana Kaxkaoro 6yKBeHHOro
KOMMNOHEeHTa Bblbepute COOTBETCTBYIOLLMIA MPOHYMEPOBaHHbIN anemeHT. Kaxkablii
NPOHYMEPOBaHHbIN 3/1eMEHT MOXKeT bbiTb BbIbpaH oguH pas, 6onee ogHOro pasa uaum He
Bbl6paH HM pa3y. Monekynbl

A. PHK

b. OHK CpeaHAas macca B OgHOM KneTke

1.10-30 nr
2.5Hr
3.3nr
4.10r

A A-1;b6-2
6.A-1;6-4
B.A-3;6-4
rNA-1;,6-3
0.A-2;,6-4



DOna anektpodopesa ucnonblyercs:

A. KNOHMpOBaHHbIN PpparmeHT AHK;

B. akpunamuaHbIA AN arapo3HbIN reb;
B. TepmocTOMKan nonnmepasa;

I. bepMeHTbl pecTpUKLmm;

[. BEKTOpHas nocnenoBaTelbHOCTb

Ona npambix metogos [JHK-anarHocTMKM Heob6xoaMMO 3HaTb BCe, Kpome:
A. CMUCOK reHoB, aCCOUMMPOBAHHDBIX C 3aboneBaHneMm;

b. nocnepnoBaTtenbHOCTU reHa;

B. nonnmopdHbix JHK-mapkepos;

I'. AMarHo3a 3aboneBaHus;

[. Tvna HacnepoBaHMA 3abosieBaHuA.

Mpu romoumncTUHYpUK, BbiI3BaHHOM AedeKTOM LUCTaTUOHUH 6eTa-CUHTa3bl, NOBbILWEH YPOBEHDb
cnepyowmMx amMHOKUCAOT B Moye:

A. rMUMHA U LUCTUHA;

B. METMOHMHA N FOMOUMUCTUHA;

B. UMCTMHA M aprUHKHA;

. METMOHMHA U aPTUHUHA;

. raMupHa n romoumcTmHa.

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3numMamMmn. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLMNIA NPOHYMEPOBaHHbIM 3n1emeHT. Kaxabiii
NPOHYMepPOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbibpaH oauH pas, 6onee ogHOro pasa uam He
Bbl6paH HM pasy. Kateropus

A. K KaTteropuu nsonarta OTHOCATCA COBOKYNHOCTU ocobeid npu KoappuumeHte umbpuauHra:
B. K KaTeropum NnaHMMUKCMMN OTHOCAT COBOKYNHOCTM ocobeit npu KoapdpuumneHte umbpuauHra:
KoagppuumeHt umbpupgmHra

1.0,1-0,02

2.0,3-0,001

3. 0,0001 -0,00001

A.A-1;B6-3

b.A-3;b6-2

B.A-3;6-3

rrA-2;b6-3

O.A-2;6-4



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1IeEMEHT MOXKeT bbiTb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
Bbl6paH HM pa3y. Ipynna xpomocom

A. LUutoreHeTnyecku B rpynny D BXOAAT XpOMOCOMbI:

b. LlutoreHeTnyecku B rpynny E BxoaaT xpomocombi: Xpomocombli

1.10-12

2.13-15

3.16-18

4.19-22

5.1-3

A.A-2;B6-1

6.A-3;6-5

B.A-3;6-4

rrA-2;6-3

O.A-2;6-5

B 3agauuM uuTOreHeTMYECKOI NabopaTopmumn permoHaNnbHO MeaUKO-TeHeTUYECKOA
KOHCY/NbTaLuu BXOAUT:

A. yTOYHeHMe AnarHo3a HacneacTBeHHOro 3abonesaHna obmeHa BelLecTs;

B. npoBeaeHune upuToreHeTnYeckoro obcnenosaHma cemer n 6OAbHBIX C NOA403PEHNEM HA
XPOMOCOMHYO NaTo/Iormio;

B. o6bAcHeHNe pe3ynbTaToB 06CNeA0BaHNA KOHCYNbTUPYIOLLMMCA B AOCTYNHOM ANA HUX opme;
I. npoBeaeHue cekBeHnpoBaHuAa JHK;

[. npoBeaeHue nevyeHna NauMeHTOB C reHeTUYECKUMUM OTK/IOHEHUAMMN.

Mpu KynbTUBUPOBaHMM B NpUcyTcTBUM PIA AENATCA KNEeTKU KPOBMU:
A. MOHOUUTDI;

b. aputpoumnTbl;

B. HelTpodunbl;

. numooumnTsl;

[. MbileYyHble KNeTku



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numMamMmn. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1eEMEHT MOXKeT bbITb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
BblOpaH HM pa3y. bonesHb

A. Cungpom Jlewa-HansaHa

b. BonesHb «KneHoBOro cupona» flepeKrHbin pepmeHT

1. Noko30-6-pocdarasa

2. Fnoko30-6-pochargernagporeHasa

3. M'MNoKcaHTUH-ryaHnH-pochopnbosnnTpaHcdepasa

4. CykuuHatamasa

5. [lekapboKcKiaza aMMHOKUCNOT C Pa3BETB/IEHHOM Lienbio

A.A-5;6-4

6.A-1;6-2

B.A-4;b6-2

r.A-3;6-5

O.A-1; 6-5

Mbpuamnsauma in situ c meyeHbIMM 30HAAMU NO3BONAET:

A. noKann3oBaTb NOC/AEeA0BaTENIbHOCTb 30HAA HA XPOMOCOME UM B €€ IOKYCE;
B. U3yunTb PECTPUKTHYIO KapTy 30HA3;

B. nccnenoBath HYKNEOTUAHbIN COCTAB 30HA3;

[. nccnepoBaTh PAcCTOSHUE MEXAY 30HAAMM;

[. onpeaennTb NOCAeA0BaTe/IbHOCTb PACMNONOMKEHNA FEHOB B XPOMOCOME.

3Tan Ko/AIXMHU3aLMKU NpyU NPUroToBAEHUM NpenapaToB meTadasHbIX XPOMOCOM UCNO/Ib3yeTCA
ans:

A. HaKOMN/IEHWA KNETOK, HAXO4ALMXCA Ha CTagumn meTadasbl MUTOTUYECKOTO AeNeHMs;

B. NyyLLero okpalwmMBaHMA XPOMOCOMHbIX NPEenapaTos;

B. nony4yeHua xopoluero pasbpoca XpoMOCOM Ha NPEAMETHOM CTEK/E;

[. yBENUYEHMA ONUHBI CMYTHUYHBIX HUTEN;

[. yMeHbLUEHUA OINHBI FETEPOXPOMATUHOBOIO CErMeHTa



YcTaHOBUTE COOTBETCTBUE MEXAY NPeACTaBNeHHbIMU NO3nLUaAMU. A Kaxkaoro 6yKBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1IeEMEHT MOXKeT bbiTb BbIbpaH oguH pas, 6onee ogHOro pasa uau He
BblO6paH HM pa3y. Tun Hacneao0BaHUA

. AYyTOCOMHO-A0MWHAHTHbIN

. AyTOCOMHO-peL,eCCUBHbIN

. PeueccuBHbIN, CBA3aHHDbIN € reHamu X-xpomocomamm OTAnuUTENbHbIE YepPTbl

. 3aboneBaHne NPOABNAETCA B KAXKAOM NOKO/IEHUMU

. 3aboneBaHue NPoABNAETCA HE B KAXKA0M NOKONEHUU

. boneT MU NpenMmyLLLEeCTBEHHO }KEHCKOro nosa

. bonelT AMUa NpenmyLLLEeCTBEHHO MYXCKOro nona

. CooTHOLWweHMe 340poBbIX U 60/1bHbIX cMbCcoB cocTaBnsaeT 1:1

. CooTHOLWeHMe 340p0BbIX U 60/1bHBbIX cMbCOB cocTaBnsaer 3:1

. boneT ML }KEHCKOro U My»KCKOro nona

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

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

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

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

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

WO >INOUDWNERDON D

AnarHo3 cMHAPOMaA YMCTBEHHOM OTCTaZIOCTU C NOMKOI X-XPOMOCOMOM OKOHYaTE/IbHO
NOATBEPKAAETCA HA OCHOBAHUM:

A. pe3ynbTaToB BUOXMMNYECKUX UCCIeA0BaHUIA MOUYM U KPOBY;

b. AaHHbIX aneKkTposHuedpanorpadpuu;

B. MONEKyNApHO-reHeTUYeCKOro aHan3a;

I. pe3ynbTaToB NCUXO/IOrMYECKOro TECTUPOBAHMS;

[. AaHHbIX ceEMeMHOro aHamHe3sa.

BporkaeHHasa meTremornobMHonaTtna moxKeT bbiTb Bbi3BaHa:
A. He4OCTaTOYHOCTbIO PpepmeHTa gmadopasbl;

b. HeEAOCTAaTOYHOCTBIO KaTanasbl;

B. HanM4YMem aHOManbHOTO remornobuHa S;

. HaAMYMem aHomanbHOro remornobuHa E;

[. HaKonsieHMem rMnKoreHa B K1eTkax

B Kakom reHe He06XxoaMMO NPoOaHaNM3NpPOBaTb MyTaLUK ANA NOATBEPXKAEHUA AUarHo3a
MyKoBMucumMao3a?

A. GJB2;

b. HFE;

B. BRCA;

. CFTR;

[l. MTHFR.



Mpu ncnonb3oBaHUM aBTOMATUYECKOro aHanmnsaropa Hykneotugbl A, T, I, L} Ha
aneKTpodoperpamme npepcTaBAeHbl KaK:

A. pasHoUBeTHble NATHA;

b. NnuKn ogHoro uBeTa;

B. NnKM pasHbIX LUBETOB;

. NONOCbl PA3NYHON ONINHBI;

[. undpbl Ha U3MepUTENbHOM LLIKaNe.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3uumamu. [na Kaxaoro 6yKBeHHOro
KOMMOHEHTA Bblbepute COOTBETCTBYIOLMIA MPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMEPOBaHHbI 3N1eMeHT MOXKeT 6biTb BbibpaH 0auH pa3, 6onee ogHOro pasa uam He
Bbl6paH HM pa3y. Cpok ana nposeaeHun (Heaena 6epemeHHOCTH)

A.11-12-a

b. 16-20-a Bua metoaa NnpeHaTabHOW AUArHOCTUKMU

1. OnpepeneHune B CbIBOPOTKE KpoBu 6epemeHHoin AP
2. HeKOHBIOTMPOBAHHbINA 3CTPUON
3. PAPP-A
4. XT9

5. XopuoHbuoncua
A.A-3;6-1,4
b.A-1;6-2
B.A-3;6-1,2,4
A5 6-1,24
N.A3;6-5

MaccoBbii 6BUOXMMUYECKUIA CKPUHUHT NpeanonaraeT:

A. obcnepoBaHue AeTen U3 yupexaeHuit Ansa cnabosmnaawmx;

B. uccnepoBaHne KPOBU M MOYM HOBOPOKAEHHbBIX Ha COAEPKAHNE TMKO3aMUHOIIMKAHOB
(MyKononucaxapuaos);

B. 06cnenoBaHne HOBOPOXKAEHHbIX C LE/bIo BbIIBNEHMA onpeaeneHHbIX opm HaceacTBEHHOM
NaTo/IOrMn B AOK/IMHUYECKOWN CTaanu;

. obcnenoBaHue AeTen ¢ CyA0POXKHbIM CUHAPOMOM, OTCTaBaHUMEM B NCUXOMOTOPHOM Pa3BUTUM,
napanneruemn;

L. BCce nepeuncneHHoe.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numMamMmn.Ana Kaxaoro 6yKBeHHOro
KOMMNOHEHTa Bblbepute NPOHYMepoBaHHbIN 3neMeHT. Kaxkablii NPOHYMepPOBaHHbI 3/1eMeHT
MoKeT 6biTb BbibpaH 0auH pa3. KAMHUYecKaa cutyauma

A. MossneHne reMoAUTUYECKOI aHEMUM NOCAE NpUema NpMMaxmHa

b. Bo3HMKHOBeHUMe npuctyna peskux 6oneii B | natocHedanaHrosom cycrase cnpasa y
MYXX4YMHDbI Nocae Npuema acnMpuHa

B. NMoaBneHne nepudepuyeckoit HeMpPonNaTUM y XKeHLUHbI C TYy6epKyne3om Nerkux,
NpPUHUMaAIOLW,EN U30HMA3UA PepMmeHTHble HapyLleHUsA

1. HepoctaTtouHocTb pochopubosmnnupodocharcuHTeTasbl

2. HepgocTtaTouHOCTDb INIOK030-6-pocataerngporeHasbl

3. CHM)KeHHaA aKTUBHOCTb aueTunTpaHcdepasbl

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

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

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

rrA-2;6-1;B-3

O.A-3;6-1;B-2

7

AneKTpodopes ABNAETCA METOAO0M:

A. onpegeneHna HykKneotnaos B nocnegosatesnbHocTn [HK;

b. pasaenenuns ¢pparmeHtos JHK no pasmepy nosa AencTBUEM 3NEKTPUYECKOTO TOKa;
B. onpeaeneHna KonmyecTsa BUPYCHbIX YacTuL;

. onpeaeneHna akTMBHOCTU GEPMEHTOB;

[. nccnepgosaHuna KapmoTtuna.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU No3nLUaMU. Ana Kaxkaoro 6yKBeHHOro
KOMMNOHEeHTa Bblbepute COOTBETCTBYIOLLUIA MPOHYMEPOBaHHbIN anemeHT. Kaxkablii
NPOHYMepPOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbIbpaH oauH pas, 6onee ogHOro pasa uam He
Bbl6paH HM pasy. MyTtauus:

A. l'eHHasn

b. leHOmHasa

B. XpomocomHasa OnpeaeneHue

1. MyTtauus, obycnoBneHHaa BO34eMCTBUEM XMMMUUYECKOTO Uan pusnyeckoro ¢pakropa

2. Mytauums, npy KOTOPOiA M3MEHAETCA YNC1I0 XPOMOCOM NMPU COXPAHHOCTU UX CTPYKTYpPbI

3. MyTtauums, npy KOTOPOi M3MEHAETCA KOIMYECTBO U NOCNeA0BaTe/IbHOCTb HYK1eOoTUA0B B
npepenax oaHOro reHa

4. MyTauus, Npy KOTOPOU U3MEHSAETCA CTPYKTYpa XPOMOCOM MPU COXPAHHOCTU UX KOIMYeCTBa
A.A-2;6-1;B-4



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTA /1IeBOM KO/IOHKU Bbibepute COOTBETCTBYIOLME NPOHYMEPOBaHHbIE 3/1eMEHTbI
NpPaBoi KONOHKK. KaXKabl NPpOHYMepPOBaHHbIA 31€ MEHT NPABOA KOJIOHKU MOXKeT bbiTb Bbl6paH
OAMH pa3, bonee ogHoro pasa Uau He BblbpaH HU pasy. [iuarHos

A. MykoBucunaos

b. Auctpoduma [iloweHHa OcHOBaHME ANA NOCTaHOBKU AMArHo3a

1. Pe3ynbTaTbl rMCTONOrMYECKOro nccnepoBaHuA

2. KnnHnuyeckne cumnTombl, onpeaeneHrue KOHLEeHTPaLumM MOHOB HAaTPUA U XJIopa B NOTOBOWM
HUAKOCTU

3. Hesponornyeckaa cMMNTOMATMKa, BpeMA Hayala U XapaKTepa Te4eHUA, U3MepeHune ypoBHA
KpeaTuHMH}POCPOKMHA3bI B CbIBOPOTKE KPOBU

4. TUNUYHBIX BHELWHUW BUA, AaHHbIe 31eKTPOoPU3N0N0rMYEeCKUX UCCNeA0BaHUN U
MOIEKYNAPHO-TeHETUYECKUX METOA0B

A.A-1;b6-2,4

6.A-2;b6-3,4

B.A-4;b6-2,3

rrA-1;b6-1,2

O.A-2,4,6-3,4

B pe3ynbrate npamoin [JHK-AMarHOCTMKM MOHOreHHbIX 3aboneBaHuin onpepenalTca:
A. 6onbluMe XxPOMOCOMHbIE NePecTPOIKY;

b. myTauma, npuBogALWwan K HacneacTBeHHoMy 3aboneBaHuIo;

B. nHBepcun 1 TpaHcaoKauuu;

. O4HOHYKNEOTUAHbIE NONNMOPOU3MbI;

[. rpynnbl cuenneHuma.

OnAa npoBepeHNA ceKkBeHMpoBaHMA No CaHrepy Heobxoanmo:

A. HecneundUyeckumii nparmep;

b. nonnmepasa;

B. pecTpuKTasa;

[. cneumanbHble HYK1eoTUAbI, TEPMUHUPYIOLLME NOIMMEPU3ALNIO;
L. nonnmep.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3uuMaAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT
MmoKeT 6bITb BbibpaH 0aUH pa3, 6onee ogHOro pasa Uau He BblbpaH BoBce. Kputepumn oueHKU
BAapPUHTOB HYK/N1€OTUAHOM NOC/NeA0BaTE/IbHOCTU:

A. Kputepui natoreHHOCTU BapUHTa;

b.Kputepuu pobpokauecTBeHHOCTU BapuHTa . Kputepwmii:

1.BapumaHTt de novo

2. NonynAauunoHHan YacroTa Bbiwe 3%

3. BapuaHT HaxoAUTCA B TPAHC NONIOXKEHUU C PaHee ONUCAHHbIM;

4. He cerperyloT c 3a6onesaHMem B cemMbe.

5. ®YHKLUNOHANbHbIA aHaIN3 He NPOBOAUNOCD.

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

b.A-1,5;6-2,4

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

rrA-1,2;6-3,4

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

AHK-pauarHoctnka 6onesHeit UMNPUHTUHIA CBOAUTCA K ONpeAesieHuUIo:

A. pasnnuumii B annenbHOM METUINPOBAHUN OTLLOBCKOW M MAaTEPUHCKON XPOMOCOM;
B. CTPYKTYpPHbIX MyTaLMi B reHax;

B. pa3nuunin B reHHOM aKcnpeccuy;

I. KPYMHbIX XPOMOCOMHbIX MEPECTPOEK;

. ogHOHYKNeoTUAHbIX NoANMopPdU3MOoB

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACcTaBNeHHbIMU NO3nLUaAMU. nA Kaxkaoro 6yKBeHHOro
KOMMNOHEeHTa Bblbepute COOTBETCTBYIOLLUIA MPOHYMEPOBaHHbIN anemeHT. Kaxkablii
NPOHYMepPOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbIbpaH oauH pas, 6onee ogHOro pasa uam He
Bbl6paH HM pasy. MeHbl

A. Onucratuyeckue

b. N'Mnocratnyeckme OnpeaeneHune

1. FeHbl, He 3aBUcAWME OT GPYHKLMNOHANBHOIO COCTOAHUA APYroro annesibHoro reHa

2. FeHbl, NposABAAIOLLME CBOKO aKTUBHOCTb B OA4UHAKOBOW CTENEeHU

3. l'eHbl, aKTUBHOCTb KOTOPbIX NOAABAAETCA HeaNeIbHbIMU FreHaMu

4. F'eHbl, 3aBUcAWME OT PYHKLMOHANBHOIO COCTOAHUA APYrOro anseibHOro reHa

5. FeHbl, oKa3sbiBaloWwMe NnogaBnArWwmnin 3pPeKT Ha HeannesibHble reHbl

A . A-1;B6-5

b.A-3;6-3

B.A-5;6-4

rrA-5;6-3

0.A-1;6-4



Mpaiimepnbl 370:

A. meyeHble pparmeHTbl AHK, onpeaeneHHOM N10Kann3aumm Ha XpOMOCOME;
b. pparmeHTtol AHK anmHon 500- 1000 HyKNeoTNAOB;

B. KopoTkue 20-25 Hykneotnaos cneyndudeckme pparmenTtobl AHK;

I. ¢parmeHTbl HK, BCTPOEHHbIE B BEKTOPHYIO CUCTEMY A1 PA3MHOMEHUA;
[. KopoTKKe nonmnentuabl.

Ecnu y npobaHaa usBecTtHa myTauumsa, NPUBOAALLLAA K HacneACTBEHHOMY 3a601eBaHUI0, KaK
onpeAaenuTb HaiMume 3Toi MyTaL MM Y POACTBEHHUKOB:

A. NpOBECTN CEKBEHNPOBAHME 3K30HA C MyTaLMeN y pOACTBEHHUKOB;

b. onpeaenntb nonnMMopdHble MapKepbl, CLIENIEHHbIE C NAaTOOTMUYECKUM aNNeNnem;

B. nposectu MUP-NAPP y poacTBEHHMKOB;

. NPOBECTU NONHbIA CKPUHUHT MyTaLMI B FreHe HacnenCcTBeHHOro 3aboneBanHus;

[. npoBecTy KapmMoTUNMpPoOBaHUE Y POACTBEHHUKOB.

YcTaHOBUTE COOTBETCTBUE MEKAY NpPeAcTaBAeHHbIMU NO3ULMAMU. [na KaXKAoro 6yKBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLMIA NPOHYMEPOBaHHbI anemeHT. Kaxkapblit
NPOHYMEPOBaHHbIi IN1eMEHT MOXKeT 6biTb BbIbpaH 0auH pa3, 6onee ogHOro pasa uam He
Bbl6paH HK pa3y. bonesHb

A. T'mnepaunonporenHemusa | Tuna

b. l'mnepaunonpotenHemus Il Tuna Tun HacnhepgoBaHuA

1. AyTOCOMHO-peL,eCCUBHbIMN

2. AyTOCOMHO-A,0MMWHAHTHbI1

3. CuenneHHbli ¢ X-XxpomMmocomoun

4. CuenneHHbli ¢ Y-Xxpomocomoi

5. MynbTudaKTopranbHbin

A.A-5,6-4

b.A-1;6-2

B.A-3;6-2

r.A-3; 6-5

A.A-1;6-3

[ns ranaktozeMmumn XxapaKTepHo:

A. 3a60n1€BaHUsA CLENIEHO C NOJIOM;

B. B KpoBM U ApYrMxX BMONOTMYECKMX HKUAKOCTAX OTCYTCTBYET ra/lakTO3a;

B. npeHaTanbHaA ANArHOCTMKA Ha reHbl raakTo3eMnn Npu nocneaytoller 6epemeHHOCTUN He
NOKa3aHa;

[. CMbIC/1 IeYEHUNA — UCKIOYEHME MULLLEBbIX MPOAYKTOB, COAEPKALLMUX FaIaKTo3Y;

[. pebeHka cnefyet KOPMUTb TOJIbKO TPy AHbIM MOTOKOM.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1eEMEHT MOXKeT bbITb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
BblOpaH HM pa3y. 3aboneBaHue

A. CnHapom Bunbamca

b. Cungpom Aun-AkopaXu

B. Cungpom Cmuta-MareHuca

. Cunapom lMpapepa-Bunnn eneuunsn

1.22q11

2.17p11.2

3.7q11.2

4.15q11

5.11p15

Bnorruur AHK no Cay3epHy npepcrtaBnseTt coboi:

A. nnasnenune [HK;

b. nepeHoc geHatypuposaHHoM IHK Ha HUTPOLENON03HbIN GUALTP AN NOoCAeAyoLLen
rmbpuansaumm;

B. npucoeanHeHune nonn-A-nocnenoBaTtenbHOCTU K 3'-KOHLY 3yKapuoTmuyeckor PHK;

I. ynbTpaueHTpudyrmpoBaHue B rpagueHTe nNaoTHOCTY;

[. cekseHnpoBaHue [HK.

DOnA ANAarHOCTUKU XPOMOCOMHbIX 60/1e3Heid OCHOBHbIM METOA0M ABNAETCA:
A. UMMYHONOTMYECKUIA;

B. uMToreHeTUYECKUIA;

B. ceponormyeckuis;

. MOJIEKYNSAPHO-TEHETUYECKUIA;

[. brnoxmmmueckuin.

CpepgHAA ANIMHA 3K30Ha B 6eN10K-KogMPYOLWKUX reHax YeioBeKa B Napax HyK1eoTuaax
cocTaBAser:

A.525;

b. 200;

B. 170;

r.37;

. 1587.



CpepgHAs AAMHA UHTPOHA B 6e/10K-KOAUPYIOLLMX reHaxX YesioBeKa B Napax HyK1eoTupaax
COCTaBNfAET:

A. 5419;

b. 8433;

B. 2444;

. 12434;

. 6745.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numMamMmn. Ana Kaxaoro 6yKBeHHOro
KOMMOHEHTa Bblbepute NPpOHYMepOBaHHbIii anemeHT. Kaxkabli NpOHYMepOBaHHbIN 31eMeHT
MoXKeT 6biTb BbibpaH 0auH pa3. Tunbl NnepecTpoek

A. TeHOMHbIe

Bb. XpomocomHble MNepecTpoiiku

1. UHBepcum

2. NMonunnonauu
3. TpaHcnoKauuu
4. fleneunn

5. Tpucomuun

6. Monncomun

7. Aynankauyum
A.A-3,4,6,7;6-1,2
6.A-3,5,7;6-1, 2,4,
B.A-1,2,3,4,5;,6-6,
r.A-1,2,4,5,6;6-3,
O.A-2,5,6;6-1,3,4,

YCcTaHOBUTE COOTBETCTBUE MEXKAY NpeACcTaBNeHHbIMU No3nuuamm.Ana Kaxaoro 6yKBeHHOro
KOMMNOHEeHTa Bblbepute NpoOHYyMepoBaHHbIN 3nemeHT. Kaxkablii NPOHYMepPOBaHHbIN 3/1eMeHT
MmoKeT 6bITb BbibpaH 0auH pa3. Knacc 6onesHeit

A. bone3Hu yrnesogHoro obmeHa

b. MutoxoHgpuanbHble 60ne3Hn

B. bonesHu HapyLweHUa MUTOXOHAPUANBHOTO B-OKUCIEHUA YKUPHDbIX KUCNOT

l. NepokcucomHbie 6one3Hn MeToabl NOATBEPKAEHUA AUArHO3a

1. Harpy3ouHble TecTbl (FNOKO3HAA KpMBasa). IH3MMOAUArHOCTUKA KOMNMNIEKCa AbiXaTeIbHOM
uenu. AHK-anarHoctuka

2. KonnyecteeHHOe onpeaeneHne o4eHb AJIMHHOLLEeNOYEYHbIX XXUPHbIX Kucnot. AHK-
ANArHoCcTuKa

3. KonnuectBeHHOe onpeaeneHne MOHO- U AUCaXapuAaoB U UX MeTabonnTos B KPOBU, MoYe.
dH3umopgmarHoctuka. JHK-anarHocTtuKa

4. KonnyectBeHHOe onpeaeneHue KapHUTUHA, ero 3¢pupoB, XXUPHbIX KUCNOT.
SH3nmoamarHoctuka. IHK-anarHocTuka

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

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



B nepBom 6paKe y }KeHWMUHbI 33 neT pogunca pebeHoK ¢ TpaHCNoKauMoHHOU popmoi bonesHun
DayHa. Kapuotun »eHwuHbl 6e3 naronornu. Mpu BTopom 6paKe co 340Pp0BbIM MYXKUMHOMK B
cnyyae 6epemMeHHOCTM el cnegyeT NPoBeCTU UCCAeAOBaHMUeE:

A. KapuoTuna naoaa;

B. ypoBHAa anbda-dpetonpoTenHa;

B. c noMOLLbl0 MONEKYNAPHbBIX 30HAOB;

. MyTauun B reHe AUCTPOPUHa;

[. cnekTpa amMHOKUC/OT

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcCTaBAeHHbIMU No3uumamu. [na Kaxaoro 6yKBeHHOro
KOMMOHEHTA Bblbepute COOTBETCTBYIOLMIA MPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMEPOBAHHDbIN 3/1IEMEHT MOXET bbiTb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
Bbl6paH HM pa3y. MeHbl

A. KogoMHWHaHTHbIe

b. JoMUHaHTHbIE

B. PeuyeccuBHble OnpepenexHue

1. F'eHbl, He 3aBUcALLME OT PYHKLMNOHANbHOIO COCTOAHMUA APYrOro afNeNIbHOro reHa

2. FeHbl, NpoABAAIOLLME CBOKO AaKTUBHOCTb B O4UHAKOBOM CTENeHU

3. FeHbl, aKTUBHOCTb KOTOPbIX NOAABNAETCA HeaNe/ibHbIMU FreHaMK

4. TeHbl, 3aBUCALLME OT PYHKLMOHANIbHOIO COCTOAHUA APYIOro afiIe/IbHOro reHa

5. leHbl, oKasbiBaoWwMe nogasnarwmnin 3¢PeKT Ha HeannenbHble reHbl
A.A-2;6-1;,B-4

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

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

A5 6-2;,B-4

O.A-3;6-2;B-5

B cocTaB peakTMBHOI cmecu ana amnanduKaumum BXoguT Bce, Kpome:
A. HyKneotTuapocTPaTos;

b. AHK-nonnmepasbl;

B. noHOB marHus;

I AHK maTpuubi;

A. AHK-nwurasbl.

CekBeHupoBaHue [1HK ocyuwiecTensercs ¢ NOMOLYbIO:
A. aBTOMATMY€ECKOro aHan3aTopa;

b. MmMKpocKona;

B. MUP B peanbHOM BpemeHu;

. annapaTta 41 BEPTUKANbHOIO 3/1eKTpodopesa;

. buoxmmmyeckoro aHanm3aTopa



BonbHoI 28 net cpegHero pocra, rMnepcTeHNYECKOro TeNocNoXeHus. B aetTcTtee onepupoBaH
no NoBoAy CTBO/0BOI PpopMbl runocnagun. FreHUTannmM pasBuUTbl N0 MyXKCKoMy Tuny. MoOLLOHKa
pa3BuTa yAOBNETBOPUTENIbHO, 06a ANUKA 06bIYHbIX pasmepos, ApAb6aoBaTbl. BbipaXkeHa
NUrMeHTauuA reHUTannin. PocT BON0OC Ha 106Ke APKO BbiparKeH, TUM OBO/IOCEHUA MY>KCKOM.
PocT Bonoc Ha anue Havyanca B 17-18 net, BONOCAHOM NOKPOB Ha inue pa3suT. XeHar ¢ 25 ner.
*eHa ob6cnepoBaHa, 3a0poBa, 6epemeHHOCTEN He Bbino. A yTouHeHUA guarHosa 6on1bHoOMy B
nepBylo o4yepeab HeobXoaMMo NpoBecTy:

A. peHTreHo/I0rM4Yeckoe UcciesoBaHuE;

B. uMToreHeTMYeCKoe UccnesoBaHME;

B. onpeaeneHune ypoBHA NONOBbLIX TOPMOHOB;

I. yNbTpa3ByKoBOe McCnen0BaHMe OPraHOB Masioro Tasa;

[. cnepmorpammy.

YcTaHOBUTE COOTBETCTBUE MEKAY NPeACTaBAeHHbIMU NO3ULMAMU. [na KaxKaoro 6yKBeHHOro
KOMMNOHEHTa BblbepuTe COOTBETCTBYIOLLMIA NPOHYMEPOBaHHbIM anemeHT. Kaxapblit
NPOHYMEPOBaHHbIi 3N1eMeHT MOXKeT 6biTb BbIbpaH oauH pa3. Bug uccnepoBaHus:

A. Buoxnmunueckoe uccnegosaHme

b. CneuyunanbHblie BUoOXxMMmuyeckue Tectbl MokasaHums:

1. 3apgeprKKa NCMXMYECKOro PasBUTUA B COYETAHUM C MPU3HAKAMMU MOYEKUCIOro auatesa
2. OnurodppeHns B codeTaHnm ¢ obuiein AMCNNaCTUYHOCTbIO

3. OtcraBaHue B pU3NYECKOM PasBUTUM, FeNATOCN/IEHOMETAINA, HENEPEHOCUMOCTb KaKUX-
nmMbo NULEeBbIX NPOAYKTOB

4. PacTOpMOXKEHHOCTb, HapyLueHne NoBeaeHUsA, MMb6eLUAbHOCTb, HEOObIYHbI 3anax Moum
5. MoBTOpHbIE CAYy4Yan XPOMOCOMHbIX NEPECTPOEK B CEMbe

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

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

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

rrA-2,3;6-1,5

O.A-4,6-1,2,3

Mpu aHanuse metadasHbIX NIACTUHOK HANAEHO 9 KNETOK C HOPpMa/ZibHbIM Kapuotunom 46, XX, a
TaKXKe ABe ¢ Tpucomuen 21 xpomocombl. TaKTUKa Bpaya LUTOreHeTUKa:

A. AMarHo3 yCTaHOB/IEH - HOPMA/bHbIA KapmuoTun;

b. AnarHo3 yCcTaHOB/EH - MO3anNLUM3M;

B. AnarHo3 ycTaHoBEH - TpUcoMUA No 21 xpomocome;

. HeOH6XOAMMO NPOBECTU OHTOreHeTUYEeCKoe obcnenoBaHue poguTenei;

[. HeoH6X0ANMO YBENMUYUTL YUC/IO aHANU3UPYEMbIX MeTada3HbIX NAACTUHOK, a TaKXKe NpuBAeYb
MeTOAbl aHan3a NHTepdasHbIX AA4EP C NOMOLWbIO cneundmyHbix 3oHa08 AHK.



Ha nepsom ypoBHe maccoBoro o6cneaoBaHuA 6epeMeHHbIX KEeHLUH He NPOBOAATCA
cnepylowime uccneaoBaHUA:

A. yNbTpa3ByKoBOe UccnenoBaHme nnoaa;

b. onpeaeneHne ypoBHA CbIBOPOTOUYHbLIX MAapPKEPOB BO 2-M TPUMECTPE;

B. onpeaeneHne ypoBHA CbIBOPOTOYHbIX MAapKepoB B 1-m TpumecTtpe;

I. yuTOreHeTMYECKoe uccnesoBaHne ob6pasLLOB, NONYYEHHbIX MPU BUONCUM XOPUOHA;
[. onpegenenune XM'4 B Kposu

YTo 13 NnpeAcCTaBNEHHOrO ABNAETCA NeAAeHOBCKOM MyTaumuein?
A. F5: 1691 G>A;

b. F2: 20210 G>A;

B. ITGA2: 807 C>T,;

. FTO: IVS1 A>T;

. Nokyc 8924 _RI.

MLP ucnonb3ytot ana:

A. n3yyeHna XpOMOCOMHbIX NOJIOMOK;

b. uccnepoBaHnAa XpOMOCOMHOTO 63HAWHTa;
B. amnandukaumm yyactka AHK;

. 3MepeHUA aKTUBHOCTU GEPMEHTOB;

. BoxmMmmyeckoro CKpMHUHra 6epemeHHbIX.

K metogam npamoit JHK-AMarHoCTMKK He OTHOCUTCA:
A. annenbcneunduyeckasn MNup;

6. NUP-NAPD;

B. cekseHnpoBaHune [1HK;

I. MLP B peanbHOM BpemMeHU;

[. dparmeHTHbIN aHaNus;

B pe3ynbrate KocBeHHOM [IHK-AnMarHocTMKKM onpegenatorca:

A. 601bLUIME XPOMOCOMHbIE NEPECTPONKMY;

b. MyTaums, npuBoasaL,an K HacneaCcTBeHHOMY 3a60/1eBaHNIO;

B. MHBEpCcKMU 1 TpaHCAOKauum;

I. naToNornM4eckmii annenb, onpeaenaownin NPoaBIeHMe HacneaCcTBEHHOrO 3aboneBaHus B
CeMbe;

L. rpynnbl cuenaeHma.



KnnMHMuecKMMm nokasaHUAMMU A8 NPOBEAEHUA XPOMOCOMHOIO aHa/In3a ABNAIOTCA:
A. 611M30pYKOCTD;

B. BblpasKeHHbI CKONO3;

B. BPpOXKAEHHbIE MOPOKU Pa3BUTUS;

[. XpOHMYECKUe BOCNanuTeibHble 3aboneBaHus;

[. BUpycCHble 3aboneBaHus

YKaXuTe TeppuTopranbHY0 MeAULMHCKYIO CNY»KOy, KOTopas yyactByeT B obecneueHmUm
maccoBoro o6cnenoBaHMA 6epeMeHHbIX }KeHWUH ana GopMUpPoBaHUA rpynn pucka no BMP u
XPOMOCOMHbIM 6one3HAM:

A. nabopaTopHas cnyxba;

b. negmnaTtpuyeckas cnyxoba;

B. meguKo-reHeTU4eCKana cyXba;

I. TepaneBTMYECKan cnyxba;

[. cTomatonornyeckas cnyxba.

Yro TaKoe cpeaHnan rnybruHa NOKPbLITUA AaHHbIX BbICOKONPOWU3BOAUTENbHOrO CEKBEHUPOBAHUA
OHK:

A. KOIMYECTBO HYKIE0TMA0B B OA4HOM MPOUTEHUM;

B. Yncno npouTeHU, cogepKaLlmx TOT UAN MHON HYKNeOoTUA reHOMa;

B. cpeiHee YMCNOo NPOYUTEHUI, COAEPKALLMX TOT AN UHOWN HYKIeOTUA reHOMa;

[. cpefHee KOIMYeCcTBO HYK/IeOTUA0B B O4HOM NPOYTEHUN;

[l. cpeaHee YnCI0 NPOUTEHMI HYK/IEOTUA0B BCEX IK30HOB MCC/eAyeMblX reHOB;

DOna ocywecreneHna AHK-4UarHoCTMKN MUKpPOAENELMOHHbIX CUHAPOMOB UCNONb3YIOT:
A. SSCP-anekTpodopes;

B. XpOMOCOMHbI MUKPOMATPUYHbIA aHaNN3;

B. annenbcneuynduyeckan MLUP;

I. CEKBEHNPOBAHWE;

4. NupP-napPod.



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamn. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1eEMEHT MOXKeT bbiTb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
BblOpaH HM pa3y. HacneacTBeHHble 60n1e3HU

. bonesHb Nowe

. Bone3Hb HumaHa-Nuka tun A/B

. bonesHb Tea-Cakca B HepBHbIX KNeTKax Hakan/iuBaeTca

. ChnHrommenuH

. MaHrnnosng GM1

. MaHrnnosng GM2

. MaHHO030-6-¢pocdar

. FnoKouepebposupg,

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

WoO>UNhAhWNERERDO D>

[Nna KyNbTUBMPOBAHUA KyNbTypbl NIMMPOLUTOB Nepudepudeckon Kposu Heobxoaumbl Bce
nepeyYmncsieHHble UHIrpPeaueHTbl, KpoMme OA4HOro:

A. cpegbl Urna;

b. pacTBOpa rntoKoHaTa KanbLms;

B. CbIBOPOTKM KpoBY;

I. puTOremarrntoTUHUHA;

. aHTMBMOTHKOB.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numMamMmn.Ana Kaxaoro 6yKBeHHOro
KOMMNOHEHTa Bblbepute NPOHYMepoBaHHbIN 3neMeHT. Kaxkablii NPOHYMepPOBaHHbI 3/1eMeHT
MoXKeT 6bITb BbibpaH 0guH pa3. MeToa (MaTepuan) MHBa3MBHOM NPeHATaIbHOW ANArHOCTUKM
A. LlutoreHeTnuyecKoe nccnegoBaHme (KNeTKU XOPUOHA, KyIbTUBUPOBaAHHbIE aMHUOTUYECKUE
KNeTk1u nnm ammeouuTbl nnoga)

b. MoneKynapHo-reHeTUYeCKoe, BUMoOXumunyeckoe UamM MMMYHONOTMYECKoe uccnesoBaHune
(xopuoH, aMHMOTUYECKME KNIETKU, KPOBb)

B. MaTtomopdonornueckoe nccnegosaHme (Koxka 1 Mmbilwubl N104A3)

. ®etockonua NMoKasaHuA

1. BbICOKMI PUCK pOXKAEeHUA pebeHKa C HacneACTBEHHbIMU 32601€BaHUAMM KOXKU (MXTUO3bI,
anuaepmonmsbl), ¢ MbilieyHo gucrpodpumeit JioweHHa

2. YTOYHeHue anarHo3a BpoXKAeHHbIX MOPOKOB pa3sBUTUA

3. Bo3pacT }KeHLWMHbl K MOMEHTY poaoB 35 net u ctapLue; XpoMOCOMHasA MyTauusa y O4HOro U3
poauteneit; poxaeHue npeapiayuiero pebeHka ¢ XpoMoCOMHOM 601e3HbI0; HU3KUI1 YPOBEHD
AO®I B cbiBOPOTKE KPpOBU BepemeHHOM; pe3ynbTaTtbl Y3U, npegnonaratowime XpoMOCOMHYHO
6onesHb y nnoga

4. BbICOKMiIA PUCK poXKAaeHUA pebeHKa ¢ reHHOU 60n1e3Hblo NO pe3yibTaTaMm MeaUuKo-
reHeTMYeCKOro KOHCY/IbTUPOBaHUA (peTpo- MM NPOCNEKTUBHOIO) MU NPOCEUBAIOLLLUX
Nporpamm BbiSIBIEHUA reTePO3UTrOTHOrO HOCUTEIbCTBA; AMArHOCTUKA MHPEKL MU NNoAaa,
UMMyHoAePULUTOB, UMMYHHOU HECOBMECTMMOCTU MaTepu U naoaa

A.A-2;6-4;,B-1;T -
b.A-3;6-4;B-
B.A-3;6-1;B-
A3;,6-2;B-
N.A-3;5-2;B-

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBieHHbIMU No3uLmMaMn. Ona Kaxkporo
NPOHYMEePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT
MOXKeT bbITb BbIbpaH oauH pas, 6onee ogHoOro pasa nam He BbibpaH Bosce. TuN HacneA0BaHUSA:
A. AYyTOCOMHO-peLLeCCUBHbIN TUN;

b. AYyTOCOMHO-A,0MMHaHTHbI TUN. 3abonesaHue:

1. BpoxkaeHHble NOPOKU cepaua;
2. Muopguctpoodpua [loweHHa;
3. NMunopocreHo3;

4. deHUNKETOHYpHUA.
5. Hepodpubpamoros.
A.A4;B-5

b.A-4;5-6

B.A-2;6-5
r.A-4;6-2,5
A.A-3;6-5



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1eEMEHT MOXKeT bbITb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
BblbpaH HM pa3y. OnpepenexHune

. OTparkaloLme pacCTOAHUA MeXAy reHaMU U 1I0Kycamm

. No3BonAwLWwMe NOKaNU30BaTb reH HA XPOMOCOME U/IN B ee JIOKyce

. Umeowme Hanbonbliee paspeweHne Tun KapTtbi

. HykneotnaHobie

. leHeTnYeckue

. dusnyeckue

. XpoMOCOMHbIe

. PecTpukynoHHble

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

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

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

WO >UA,WNERE®OND>

KnnHnyeckmumun nokasaHMAMM gNAa NpeHaTasibHOro KAapMoTUNMPOBAHUA NN0AA ABNAIOTCA:
A. nepeHeceHHble MUHPEKLUMOHHbIE 3aboneBaHnA matepw;

B. runepToHnyeckaa 60n1e3Hb Y PpOACTBEHHUKOB;

B. BbiAB/IeHHbIE NPW YNIbTPA3BYKOBOM UCCNEA0BAaHUN aHOMAJIUN NNOA3;

. HannuKne gmnabeta y OAHOrO U3 POAUTENEN HAaNNYNE;

L. *kenaHuve Bpaya.

YCcTaHOBUTE COOTBETCTBUE MEXKAY NPeAcTaBNeHHbIMU No3nLUamu. Ana Kaxkaoro 6yKkBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMNIA MPOHYMEPOBaHHbIM 3n1emMeHT. Kaxabiii
NPOHYMepPOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbibpaH oauH pas, 6onee ogHOro pasa uam He
Bbl6paH HM pa3sy. OnpeaeneHue

A. ®parmeHT 04HOI XPOMOCOMbI NPUCOEANHAETCA K NOBPEXAEHHOMY KOHLLY Apyroi

b. Pa3pbiB XpoMmOCOMbI B ABYX MeCTaxX U nocaeaytouiee coeguHeHne 3Toro ¢pparmeHTa, Ho €
nosopotom Ha 180 rpaaycos fiBneHue

1. Ffannongua

2. TeTrpannonpgusa

3. Aeneuyun

4. UHBepcua

5. TpaHcnoKauua

A.A-5,6-4

b.A-5;6-3

B.A-4;b5-1

A-1;6-4

0.A-2;6-4



Ona pMarHocTMKM HacnepacTBeHHbIX 3abonesannini JHK moxHo BblgenuTb U3 BCcero, Kpome:
A. numdoumToB Nnepudepmnyeckomn Kposu;

b. TKaHeBbIx 6MoONTaTOB;

B. BONOCAHbIX NyKOBULY;

l. n1asmbl KpoBWY;

L. CntoHbL.

MpoBeaeHUa cneuuranbHbIX 6BUOXMMUYECKUX UCCNeA0BaHUIA TPebyloT:

A. MbllLEYHasA TMNOTOHNA, PBOTA, OTCTaBaHWE B MCUXOMOTOPHOM Pa3BUTUU;

B. XpoHWYecKMe NHEBMOHWUK, HapyLLEHWE BCACbIBaHMA B KULIEYHUKE, TMNOTPODUS;

B. pacTOpMOKEHHOCTb, HapyLleHne NoBeAEeHUA, UMOELMIbHOCTb, HEODbIYHbIM 3aMax MoYu;
I'. CHUXKEeHWe 3peHnna, KNPOCKONMO3, renaTocnIeHOMerannsa, YyMCTBEHHasa OTCTa1I0CTb;

[. BCe nepeyncieHHoe.

DOna nccneposaHua F-teneuy, Heobxogumbl:
A. CBETOBOW MMKPOCKOT;

b. NtOMUHECLLEHTHbI MUKPOCKOM;

B. 6BuHOKyNsipHaA nyna;

[. 3NEeKTPOHHbIN MUKPOCKON;

[. $a30B0O-KOHTPACTHbI MUKPOCKON

Mpo6a ®enunHra BbiABAAET HAAUYME B MOYeE:
A. KEeTOHOBbIX Ten;

b. deHnnanaHuHa;

B. deHunketokmncnor;

. deHnunrnapasmnHa;

L. roMOreHTU3MHOBOM KUCNOTbI



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLMIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkabli
NPOHYMEPOBAHHDbIN 3/1eEMEHT MOXKeT bbITb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
Bbl6paH HM pa3y. Cpok ana nposeaeHun (Heaena 6epemeHHOCTH)

A.9-11-a

b. 11-18-a Bua meTtoga npeHaTaNbHOW ANArHOCTUKM:

1. XopuoH6buoncusa

2. NnaueHTobUONCUA

3. AMHMOUEeHTEe3

4. KopaoueHres

5. ®eTocKkonua

A.A-1;b-2

b.A-1;6-5

B.A-3; 6-2

NNA-56-2

N.A-1;6-4

YcTaHOBUTE COOTBETCTBUE MEKAY NPeACcTaBAeHHbIMU NO3ULMAMMU. [na KaXKAoro 6yKBeHHOro
KOMMNOHEHTa BblbepuTe COOTBETCTBYIOLLMIA NPOHYMEPOBaHHbI anemMeHT. Kaxkablit
NPOHYMEPOBaHHbIi IN1eMeHT MOXKeT 6biTb BbIbpaH 0auH pa3, 6onee oaHOro pasa uam He
Bbl6paH HKU pa3y. CUHApOM:

A. CuHapom LllepeweBcKoro-TepHepa cpean HOBOPOXKAEHHbIX AeBOYEK

b. CuHgpom Tpucomuun-X PacnpocTpaHeHHOCTb

1. 1:500

2. 1:700

3.1:12000

4.1:3000

5. 1:15000

A.A-5;b6-3

b.A-1; 6-2

B.A-4;b-2

r.A-3;6-2

A.A-4; 6-5

bonesHb «KNeHOBOro cupona» 06bIYHO CONPOBOXKAAETCA:
A. 0CTEonopo3om;

b. HaKONeHWemM rnMKoreHa B KNeTkax;

B. HapyweHnem 3aKnaaKu roHaa;

[. XapaKTepHbIM 3aMaxom MouK;

[. Hann4ymem aHOMaNbHOro remornobuHa S



XpomocomHbI Habop xapaKTepHbIN ana cuHgpoma KnaiHdenbTepa coOTBETCTBYET BCEMY,
Kpome:

A. 47, XXY;

B. 46, XY/47, XXY;

B. 48, XXXY;

.45, X;

[1. 48, XXYY.

CuenneHo ¢ X-xpoMoCOMOWM HacneayTca 3aboneBaHus:
A. remopunus;

6. 6onesHb JayHa;

B. nanbToOHU3M;

. GeHUNKeToHypuUSA;

[. cuHgpom daBapaca.

YcTaHOBUTE COOTBETCTBUE MEKAY NPeACcTaBAeHHbIMU NO3ULMAMU. [na KaXKAoro 6yKBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLMIA NPOHYMEPOBaHHbI anemeHT. Kaxkapblit
NPOHYMEPOBaHHbI IN1eMeHT MOXKeT 6biTb BbibpaH 0auH pa3, 6onee oaHOro pasa uam He
Bbl6paH HU pa3y. NepecTpoiika y HocuTens

A. C6anaHcMpoBaHHaA peuUunpoKHas TPAHC/I0KaLMA

b. PobepTcOHOBCKOMUTPaAHCNOKaUuMmu Koamuectso ramer

PUWNR
N o & O

A.A-1;6-4
b.A-2;6-3
B.A-2;6-1
r.A-1;,6-2
O.A3;6-1



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numMamMmn.Ana Kaxaoro 6yKBeHHOro
KOMMNOHEHTa Bblbepute NPOHYMepoBaHHbIN 3neMeHT. Kaxkablii NPOHYMepPOBaHHbI 3/1eMeHT
MmoKeT 6biTb BbibpaH oauH pa3. MeTtopa

A. SSCP (Single Strand Conformation Polymorphism)

b. DGGE (Denaturating Gradient Gel Electrophoresis)

B. CCM (Chemical Cleavage of Mismatch)

. CekBeHnpoBaHue IPPeKTUBHOCTb, % onpepeneHUs MyTauum

1.>95

2.>99

3. 80-85

YcTaHOBUTE COOTBETCTBUE MEKAY NPeACcTaBAeHHbIMU NO3ULMAMMU. [na KaXKAoro 6yKBeHHOro
KOMMNOHEHTa BblbepuTe COOTBETCTBYIOLLMIA NPOHYMEPOBaHHbI anemeHT. Kaxkablit
NPOHYMEPOBaHHbIi IN1eMEHT MOXKeT 6biTb BbIbpaH 0auH pa3. CKpMHUPpYLOLWMe NpPorpaMmbl B
NpeHaTasIbHOW AUArHOCTUKE

A. Y3 CKpUHUHI

B. BUOXMMHNYECKMIA CKPUHUHT

B. LiIMTOreHeTM4eCKNIA CKPUHUHT

. MoneKynapHbliA CKPUHUHT

A. UmmyHonornyeckuin ckpuHuHr UccnepoBaHme

1. XopuanbHblii FOHaAZOTPONUH YeN0BEKA

2. TonwmHa BOPOTHMKOBOrO NPOCTPAHCTBA

3. Uuromeranosupyc IgG, aBuaHocTb
4. QHK-aunarHocTuka

5. KapuotunuposaHue nnopa

6. CBo6oaHan B-cybbeanHMLLA XOPMOHUYECKOro rOHaA0TPOMNNHA YeNoBeKa
A.A-2;6-1;B-5;T-4;40-3,6

b ,6;,B=5T-4;,0-
B
.
.

CeKBeHupoBaHuem cnegytouiero nokoneHna (NGS) moxKHO uccnenoBatb Bce nepevyncaeHHoe,
Kpome oAHOoro:

A. AHann3 npoTeoma;

B. AHann3 reHoma;

B. AHanmn3 sk3oma;

. AHanmn3 6aKkTepruoma;

L. AHanus reHa.



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numamu. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1IeEMEHT MOXKeET bbiTb BbIbpaH oguH pas, 6onee ogHOro pasa uau He
BblOpaH HM pa3y. Cutyauma

A. 30-neTHAA XKeHLWMHA, B aHaMHe3e poXKaeHne MepTBoro pebeHKa ¢ MHOXeCTBEHHbIMU
nopoKamu pas3BuTUA (NOANAAKTUANA, pacLieiMHA HEBA, NOPOK cepaua) U HOPMaJIbHbIM
Kapuotunom

b. B cemeitHOom aHamHe3e muogucTpodpma AioweHHa, 6epemMeHHan - HOCUTeIbHUL,A CEMEIHOMN
Aeneuuu B reHe aAUCTpodpurHa

B. Y nnopga Ha 9-i1 Heaene rectaumu npu Y3U o6HapyXuam yBeanyeHue To/LWUHbI LeiiHOU
CKNaAiKu1, aTPe3unio UK CTeHO3 ABEHAAL,ATUNEPCTHON KULLKK

l. 25-neTHAA XeHLMHA oYeHb 06eCNOKOeHa BO3MOXKHOCTbIO POXKAeHUA pebeHKa ¢ CMHAPOMOM
DayHa. UHanBuAayanbHbIK U cemeiiHblii aHamHe3 6e3 ocobeHHocTe

L. 36-neTHAA }XeHWMHa Ha 14-i Hepene 6epemeHHOCTM MeToa NpeHaTasibHOMN AUArHOCTUKMU
1. buoncua BOPCUH XOPUOHA

2. OnpepeneHune KoHueHTpauuu API B cbIBOPOTKE maTepu

3. AMHMOUEeHTe3

4. fetanbHoe Y3U

5. KoppgoueHres

A.A4;6-1,2;B-1,3,5;I-2,4;,4-1

b.A4;6-1,3,5;B-1,3,5;-2,4,4-3

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

YCcTaHOBUTE COOTBETCTBUE MEXKAY NPeACcTaBNeHHbIMU No3nuuamm.Ana Kaxaoro 6ykBeHHOro
KOMMNOHEeHTa Bblbepute NpoOHYyMepoBaHHbIN 3nemeHT. Kaxkablii NPOHYMepPOBaHHbIN 3/1eMEeHT
MoKeT 6biTb Bbl6paH 0aUH pa3. ITan n3yyeHUA HacneACTBEHHOU 6onesHn

A. Peructpauma 6one3HM Kak HacneaCcTBEHHOU GpopMbl

b. J/lokanusauusa reHa B Xxpomocome

B. BbigeneHue reHa

. OnpepeneHune pedekra reHa

. O6bHapykeHMe NepBUYHOro NPoAyKTa reHa KaMHuyeckoe npunoxxeHue

1. TeHoTepanus

2. AvnarHocTtuka (QHK-cneuundunyeckasn)

3. MepguKo-reHeTU4ECKOE KOHCY/NIbTUPOBaHUE

4. AvddepeHumanbHana ANarHoCTUKA Ha OCHOBE aHa/IM3a CLEenIeHUA reHoB

5. AAnarHocTuKa (buoxmmmueckas). YayuweHue neyeHUA Ha OCHOBE NOHUMAHUA NaToreHesa
A.A5b6-2;B-3;I-4;,4-1

b.A-3;6-4;B-1;T-2; 4-5
B.A-1;6-2;B-3;I-5;4-4
rNA4,6-2;B-3;r-5;4-1
O.A-4;,6-2;B-3;I-1;,4-5



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1eEMEHT MOXKeT bbITb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
BblOpaH HU pa3y. iBneHue

. Moaunnounausa

. Monncommsa

. TpaHcnhokauua OnpepeneHue

. KpatHoe yBennueHue uncna xpomocom

. Hannumne nuwHeit xpomocombl B KapuoTtune

. NepemeweHmne reHeTMYECKOro MmaTepuana U3 04HON XPOMOCOMbI B APYrytO

. MoTepsa yyacTka XpoOMOCOMbBI UK XPOMaTUADI

. YABOEHMe y4yacTKa XpoMOCOMbI

. BHYyTpMXpomoCcoOMHanA nepecTpoiKa, Npu KOTopon ee ¢pparmeHT noBopaumMBaeTca Ha 180
rpagycos
A.A-1;6-2;B
6.A-1;6-4; B
B.A-4;6-2; B
rrA-1;6-2;B
O.A-4;6-5;B

OV A WNERERmOND

-3
-6
-6
-5
-3

MokasaHuem pgnA NnpoBegeHUA MONEKYNAPHO-LUTOreHeTUYeCKoi anarHoctuku (FISH-meTopa)
ABnAeTca:

A. Hann4yne MyKoBUCLMA03a B CEMbE;

b. Hannumne remoxpomaTosa B CeEMbe;

B. Bo3pacT matepun oo 35 ner;

. nogo3peHue Ha Mo3anuu3m No onpegeneHHOMy XpOMOCOMHOMY CUHAPOMY;

L. nogo3speHne Ha cnHgpom [ayHa.

K metogam KocBeHHOM AHK-anMarHoCTUKM OTHOCATCA:

A. xpomaTorpadus;

b. anekTpodopes;

B. aHann3 MMKpocaTenIMTHOro NoAMMoOpPPU3IMa;

. MmeTo4 04HOHUTEBOrO KOHPOPMALMOHHOIO NOMMOPPU3IMA;
L. cekBeHnpoBaHue [JHK.



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3nuMAMNU.ONA KaxKaoro 6yKBeHHOro
KOMMNOHEHTa Bblbepute NPOHYMepoBaHHbIN 3nemeHT. Kaxkablii NPOHYMepPOoBaHHbI 3/1eMeHT
MoXKeT 6bITb Bbi6paH 0guH pa3. TepmuH

A. AnnenbHas reTeporeHHoOCTb

b. MneitoTponHoCcTb

B. BapnabenbHana sKcNpecCUBHOCTb

. AHTMUMNaAUKUA

. KpoBHOpoAacTBeHHble 6paku

E. JloKycHaa reteporeHHoCcTb Cutyaumsa

1. 25-neTHAA Aoub ¢ aTpodueit U cNabocTbio CKeNEeTHbIX MbILL, 65-1eTHero My»KUYmHbI €
KaTapaKToi 6e3 cMuMNTOMOB MUOTOHUYECKOU auctpodpumn poguna pebeHkKa c Taxenom
MbILLEYHOM CNaboCTblo U 3a4ePXKKON pa3sBUTUA

2. Npu nectpoit nopdpupum (ayToCOMHO-AOMUHAHTHOM HapyLleHMn buocnuHTesa noppupuHa)
BO3MOXHbl POTOUYBCTBUTE/IbHOCTb KOXKU, 60211 B }KuBOTe, Nnepudepudeckas HemponaTma u
aNM304bl NCUXMYECKUX HapyLUeHUi (Ncruxosbl).

3. Y cecTpbl MYXXUMHbI C TAXKE/IbIM CKO/IMO30M U MHOXKECTBEHHbIMU NOAKOMKHbIMU
Helipodrbpomamm nmetrorca naekcupopmHbie Heiipodpubpombl, a y ee 30-neTHero CbiHa
06Hapy»KeHbl y3e1Ku1 J/Inwia U BeCHYLUYATOCTb B NOAMbILLIEYHbIX 061acTax

4. PepKana ¢popma ayTOCOMHO-peL,eCCMBHOW HEAOCTaTOYHOCTU COMATOTPONHOIO rOPMOHa
06HapyKnBaeTCcA TONbKO B HEKOTOPbIX MaNieHbKUX AepeBHAX B LUBeiyapckux Anbnax

5. Kak HOHCeHC-MyTaumm, Tak U AeNeuun reHa OPHUTUHTPAHCKap6amuaasbl 06ycnosnmsaoT
pa3BuUTHE NeTanbHOW HeOHaTa/IbHOI rMNepaMmMOHUEMUU BCAeACTBUE OTCYTCTBUA
OPHUTUHTPAHCKap6aMMIasbl - BaXKHOTO NeYeHOYHOro ¢pepmMeHTa LMKAa MOYEBUHbI

6. CyLLLecTBYIOT KaK ayTOCOMHbIE, TaK U X-cuenneHHble ¢opMbl MUFMEHTHOIO PeTUHUTA

A.A5;5-2;B-3;T-6;1-1,E-4
5.A5;5-2;B-3;T-1;0-4,E-6
B.A-1;5-2;B-3;7-5/-6;E-4
MA4;5-2;B-3;7-5/0-6,E-1
N.A4;5-2;B-3;T-1;1-6,E-5

DOna ocywecrBneHna KocseHHoi A HK-guarHoctukn Heobxogumo Hanmume OHK:
A. npobaHpaa;

b. npobaHaa, oTua, maTtepu;

B. npobaHAaa, oTua, maTepu, X BONbHbLIX 1 340PO0BbIX POACTBEHHUKOB;

l. oTua, maTepu;

L. 300p0BbIX POACTBEHHUKOB.

KonxuuuH npu npuroTosnieHUM XpOMOCOMHbBIX NpenapaToB UCNONb3yeTcA:
A. AnA yBeNIMYEHUs YUCNa MUTO30B;

B. oA HaKoN/IeHNa KNEeTOK, HaXOAALLMXCS B CTaaun meTadasbl;

B. oA nonyyeHus xopoluero pazbpoca XpomMocom;

I. oNA ynydweHus Kavectsa anddepeHumanbHOM OKPacKkmM XPOMOCOM;

. ons paspylueHme U3bbITOYHbIX KNETOK



B AHK-auarHocTuKe HacneacTBeHHbIX 3aboneBaHnit He UCNONb3yeTcsA:
A. MUP;

6. NAPD;

B. 6NOTTUHI-rMBpMAM3aUUS;

I. ABYMEpPHbIN 3n1eKkTpodopes;

[. cekBeHMpOBaHMe.

Monumopdunsm gAnH pecTpUKLMOHHDBIX pparmeHTOB — 3TO:

A. peneupnn 6onblunx pparmeHTos AHK;

b. nHcepumm 6onbwmnx pparmerHtos AHK;

B. 3ameHa Hykneotuaos B AHK, npnBoasLL,as K U3SMeHeHUIO CanTa Y3HAaBaHWA ANA PECTPUKTa3bI;
. rmaponus HK c nomoLLbio pecTpuKTasbl;

4. mbpuamnsauma AHK.

MLP BknlovaeT cneaylowme ctagum:

A. feHaTypaunio, OTXKWT;

B. oTXKur, anoHraymio;

B. AeHaTypaumio, OTXKUI, SN0HraLMIo;

. obpa3oBaHME UMMYHHOIO KOMNEKCA;
L. "M3nc MUMMYHHOIO KOMNAeKca.

AHK-30HA, - 370:

A. nocnepgoBatenoHoct AHK, coctoawana ns 20-25;

b. eAnHMYHbIE paccesHHble HYKNeoTuabl;

B. nochenoBaTenbHOCTb HYK/1E0TMAOB, KOTOPbIE Y3HAET PECTPUKLMOHHAAIHAOHYK1Eea3a;
. nocnegoBatenbHocTb AHK ANMHOM HECKONBKO MIH. Map HYKNeoTUA0B;

. dparmeHT AHK ¢ dnyopoxpomHON METKOMA.

Knaccuueckasa ¢popma peHUNKETOHYPUU N1eYUTCA AUETON C HU3KUM COAEPKaHMEM:
A. eHnNrnnumHa;

b. 2-4-AnHUTPOdEHNNTNAPa3nHa;

B. deHnunrmapasuHa;

. deHnnanaHuHa;

[. METUOHMHaA.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numMamMmn.Ana Kaxaoro 6yKBeHHOro
KOMMNOHEHTa Bblbepute NPOHYMepoBaHHbIN 3neMeHT. Kaxkablii NPOHYMepPOBaHHbI 3/1eMeHT
MmoeT 6bITb BbibpaH oguH pa3. HacneacrBeHHasa 6one3Hb o6meHa BelyecTs

A. BpoXXAaeHHbIA runotupeos

b. deHnnKeToHYpUA

B. AapeHoreHUTanbHbIN CUHAPOM

. Mykosucuunaos

. Fanakto3emua AHanuUT, KOTOPbIA onpeaenaeTca NP MacCOBOM CKPUHUHIE HOBOPOXKAEHHbIX
1. Nanakrosa

2. TupeoTpOonHbIN rOPMOH

3. 17-rmapokcunporectepoH

4. AMMYHOPEaKTUBHbIA TPUNCUH

5. ®eHnnanaHuH B KpoBuU

A.A1;5-2;B-4;T-5 /-3
5.A-3;5-2;B-1;T-5; -4
B.A5;5-4;B-1;T-3; -2
A2;5-5B-3;T-4 /-1
0.AS5;5-3;B-1;T-2;1-4

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numuamMmn. [na Kaxaoro 6yKBeHHOro
KOMMOHEHTA BblbepuTe COOTBETCTBYIOLMNIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMePOBaHHbIN 3/1IEMEHT MOXKeT 6bITb BbIbpaH 0auH pa3, 6on1ee 0gHOro pasa UaAn He
BblbpaH HM pa3y. Bupg tepanuu

A. AnetoTtepanua npy HeNepeHOCMMOCTH NAKTO3bl

b. 3amecTutenbHaa Tepanua NPU MHCYIMH-3aBUCMMOM CaxapHOM auabete JleueHue

1. CumnTOMaTUUYECKMIU METOoA IeYeHUs

2. OTMONOrMYeCcKoe nevyeHune

3. MaToreHeTUYeECKOe NneyeHue

A.A-3;6-3

b.A-1; 6-2

B.A-2; 6-2

r.A-3;6-2

O.A-3;6-1

O6paboTKa KynbTypbl KNETOK TMNOTOHUYECKUM PacTBOPOM Heobxoauma:
A. onAa yBenn4yeHmna 4Yncna MUTo30B;

b. ANA 3a4epKKN OeNAWMXCA KNEeTOK Ha CTaaum meTadasbl;

B. Ana nonyyeHuns xopoluero pasbpoca xpomocom;

. ANA nyywero oKpawmnBaHMA XPOMOCOMHbIX MpenapaTos;

[. Ans paspyleHne n3bbITOYHbIX KNETOK.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1eEMEHT MOXKeT bbITb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
BblOpaH HU pa3y. bonesHb:

A. lenatouepebpanbHasa gucrpodpuma

b. Cungpom yanmHeHHoro uHtepsana QT PacnpocTpaHeHHOCTb:

1. 1:7000

2. 1:15000

3. 1:25000

4. 1:50000

5.1:100000

A.A-564

b. A-5; 6-2

B.A-4;6-1

r.A-3;6-5

[.A5;B-1

MoBbiWweHHbI YpOBEHb aMMMaKa B KpoBU HabntopaeTtca npu:
A. runepnpoavHemuu;

B. KcaHTypeHoBOMaALMAY PUN;

B. aprMHUH-AHTapPHOW auuaypun U UUTPYINUHEMUMY;

I. 6onesHn KaHaBaHa;

[. npu BCeEM nepeyncaeHHOM.

B Kakom Bo3pacTe Hanbonee YacTo Ae6IOTUPYIOT TAXKEIble HapyLueHUa 0bMmeHa opraHnyYecKux
KUCNOT:

A. HeoHaTaNbHbIN Nepuos;

b. B paHHem peTcTBe;

B. B n0oApOCTKOBOM BO3pacTe;

l. C NepBbIX 4YaCOB XXU3HWY;

[. BO B3pOC/IOM BO3pacTe;



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamn. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1eEMEHT MOXKeT bbiTb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
Bbl6paH HM pa3y. UccnepoBaHue

A. B KneTKax BarmHa/ibHOro 3NUTe/INA 340p0BOI KEHLUHbI UMeeTCA:

b. B comatnyecKkux Knetkax 3go0poBoro My»K4nmHbl umeeTtca: Pesynbrar

1. OgHo Tenbue bappa

2. ABa Tenbua bappa

3. Tpu Tenbua bappa

4. YeTtbipe Tenbua bappa

5. Hu ogHoro Tenbua bappa

A.A-1;B6-2

6.A-1;6-5

B.A-4;6-5

rNrA-3;b6-1

O.A-1;6-3

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU No3ULMAMU. Ona Kaxkpaoro
NPOHYMEePOBaHHOrO 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT
MOXKeT bbITb BbI6paH 0auH pa3, 6onee ogHOro pasa nam He BbibpaH Bosce. MpuunHa
3aboneBaHuA:

A. NaToreHHbIV BapMaHT B MUTOXOHA,PUAIbHOM FeHOME;

b. MaToreHHbIX BapuaHT B A4 PHOM reHOME;

B. O6pa3oBaHMe naTtoreHHbIX KOHrNomepartoB 6enka. 3abonesaHue :

1. Cunppom MELAS;

2. ATpodusn 3puTtenbHoro Hepsa Jlebepa;

3. CuHApOM PeKknunHrxayseHa;

4. CuHapom AHrenbmaHa ;

5. ®deHunkeToHypus

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

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

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

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

O.A3;6-1,2;B-4,5



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLMIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkabli
NPOHYMEPOBAHHDbIN 3/1eEMEHT MOXKeT bbITb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
BblO6paH HM pa3y. Mo yenoseKa

A. leTeporameTHbIN

b. TomorameTHbIX [nA KOro XxapaKrepeH

1. My»kckoro nona

2. ¥eHckoro nona

3. My>XCKOro u »eHCKOoro nona

4. C Kapunotunom 47, XXy

5. C kapuotunom 45, X0

A.A-1;6-4

6.A-1;6-2,4

B.A-2; 6-3,5

r.A-1;6-2

O.A-2;6-5

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numuamm. [na Kaxaoro 6yKBeHHOro
KOMMOHEHTA BblbepuTe COOTBETCTBYIOLWMIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT 6bITb BbIbpaH 0auH pa3, 6onee 0gHOro pasa UaAn He
Bbl6paH HK pa3y. HOBOPOXKAEHHDI

A. loOHOLUEHHbI

b. HepoHolweHHbli CpoKu 3a6opa KpoBU ANA CKPUHUHIA

1. Cpasy nocne poxpeHus

2. B nepBbiit A€Hb }KU3HU

3. Ha ueTBepTbiN AEHDb }KU3HU

4. Nocne 10 gHel KU3HU

A.A-2;6-4

b.A-1;6-4

B.A-4;b6-1

r.A-3;6-2

O.A-3;6-4



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMaAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eEMEHTA Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbIN KOMNOHEHT
MoXKeT 6bITb BbibpaH 0auH pa3, 6onee ogHoOro pasa uam He BbibpaH BoBce. TuN HacheAOBaHUA:
. AYyTOCOMHO-peL,ecCUBHbIN TUN;

. AYyTOCOMHO-A0MMHAHTHbIN TUN. 3abonesaHune:

. BpoxkpgeHHble NOPOKU cepaua;

. Munogucrpodpua [iioweHHa;

. MunopocteHos;

. DeHUNKeTOHYypHA.

. Heiipopubpamoros.

A-4;b6-3;

A-3;6-4;

>V AWNRGOD

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3nuMaMn. AnAa Kaxaoro 6yKBeHHOro
KOMMNOHEHTa BblbepuTe NPOHYMepPOBaHHbIA 3neMeHT. Kaxkablii NPOHYMe pOBaHHbIN 3/1eMEHT
MOXKeT 6bITb BbI6paH oauH pa3. Ha3BaHue cuHapoma (Mam 6onesHu)

A. CuHgpom AHrenbmaHa

b. Cungpom Munnepa-fiukepa

B. Cungpom [in [xKopaxKu

. CuHapom beksuta-BugemaHa OCHOBHble NPOABAEHUA

1. Arupua (nmccaHuyedanua), mukpouedanus, NOPOKU cepaua, NOPOKU nouek, ansmopdpumn
IMLLEBOro Yepena, FIMNOTOHUA, CYA0POXHbIE NPUNAAKU

2. HeobbluHOE NNL0, aTaKCUA, TMNOTOHUA, INUNENCUA, MAPOKCU3Mbl CMEXa, MUKpouedanus,
OTCYTCTBUE peuun

3. pbIXKa NYNOYHOro KaHaTMKa, MaKPOr/N10CCUA, TMFAHTU3M, TMNOIIMKEMUA, MUKpouedanus,
BPOXKAEHHbIE NOPOKU BHYTPEHHUX OPraHoB

4. Cypoporu (rMnoKkanbumemmuyeckue), aniasma u runonnasma Tmmyca, ansmopous AmueBoro
Yyepena, NOPOKK cepaua

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

b.A-2;6-1;B-4;T-3
B.A-3;6-2;B-1;T-4
NNA-2;6-1;B-3;I-4
O.A-3;6-1;B-2;T-4

CekBeHuposaHue AIHK - ato:

A. pecTpmKuMoHHOe KapTuposaHue [JHK;

b. rmgponuns AHK c nomowbo pecTpuKTasbl;

B. onpegeneHue nocnenoBaTenbHOCTM HyKneotnaos AHK ;

I. NO3nyMoHHoe KnoHnposaHue JHK;

[. BbICTpanBaHME KNOHMPOBAHHbIX NOCNe[0BaTeNbHOCTEN B ONpeaeieHHOM NopAaKe



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3nuMAMNU.ONA KaxKaoro 6yKBeHHOro
KOMMNOHEHTa Bblbepute NPOHYMepoBaHHbIN 3nemeHT. Kaxkablii NPOHYMepPOoBaHHbI 3/1eMeHT
MoXKeT 6biTb BbibpaH 0aUH pa3. MoKa3aHUA K AUarHocTuKe

A. MNpeHaTanbHOMI LUTOreHeTUYECKOM

b. MocTHaTanbHOro KapmnoTtuna NeHeTUYecKkoe nnu peHOTUNUYEeCKoe HapyLueHne

1. XpomocomHaa aHomanua y npeabiayuiero pebeHka

2. Hannume y naumeHTa nepBUYHON aMeHOPEN UNN paHHei meHonay3bl

3. AHOManbHaA cnepmorpamma (asoocnepmus, BbipaXKeHHaa onmnrocnepmus)

4. AHOMaNbHbIE reHUTaNnmn

5. BbisiBNeHUe Npu yAbTpa3ByKOBOM UCCeA0BaHUM aHOMANIUKU NI0AA

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

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

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

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

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

OCHOBHas 3ag,a4a NepPBOro ypoBHA MaccoBOro 06cnenoBaHNA 6epeMeHHbIX MKEeHLLUH:
A. dopmmpoBaHMe rpynnbl PUCKa No BHYTPUYTPOOHOM NaTonormm naoaa;

b. npeHaTanbHaA AMArHOCTMKA XPOMOCOMHbIX bonesHen;

B. npeHaTanbHan AMarHOCTUKA KOHKPETHbIX HAaCNeACTBEHHbIX bone3Hel;

I. NpeHaTaNbHan AMAarHOCTUKA BPOXKAEHHbIX MOPOKOB Pa3BUTUS;

[. yTOuHeHMe cpoka bepeMeHHOCTW.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACcTaBNeHHbIMU No3nLUamu. na Kaxkaoro 6yKBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA MPOHYMEPOBaHHbIN anemeHT. Kaxkabliii
NPOHYMEpPOBaHHbIM 3/1eMEHT MOXeT bbiTb BbIbpaH oguH pas, 6onee ogHOro pasa uaum He
BblbpaH HM pa3y. UccnepoBaHue

A. MNpu nccnepoBaHnnM MHAUBUAYYMOB C Kapuotunamm 46, XX; 47, XXY; 48, XXYY moxeT 6bITb
NosyyYyeH cneayrLmmn pesynbrar:

b. Mpu nccnepoBaHnn MHAMBUAYYMOB C Kapuotunamm 46, XY; 45, X0; 47, XYY moxeT 6biTb
nosyyYeH cneaywowumn pesynbrar: Pesyabrar

1. OaHo Tenbue N0N0BOro XpoOMaTMHaA

2. [iBa Tenbla NONOBOro XpomMaTmHa

3. Tpu TenbL,a NONIOBOro XpoMaTuHa

4. YeTtbipe TenbLa NOJI0BOro XpoMmaTuHa

5. Tenbua N0ONOBOro XpoOMaTMHA OTCYTCTBYIOT

A A-1;b-2

b.A-1;6-5

B.A-4;b-5

rrA-3;b6-1

A.A-1; -3



Ecam 06a cynpyra, umeloT rpynny Kposu AB, To y HUX He MoXKeT bbITb geTeil C rpynnoii KpoBsu:
A.O;

b. A;

B. B;

I. AB;

L. apyras.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numuamu. [na Kaxaoro 6yKBeHHOro
KOMMOHEHTA Bblbepute COOTBETCTBYIOLMUIA MPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMePOBaHHbIN 3/1IEMEHT MOXKeT bbITb BbIbpaH 0a4uH pa3, 6onee 0gHOro pasa UaAn He
Bbl6paH HM pa3y. UccnepoBaHume:

A. NMpu guddpepeHUMaNnbHOM OKpalMBaAHUM MeTadasHbIX XPOMOCOM MOXKHO O6HAPYKUTDb:

b. NMpu guddepeHLNaNnbHOM OKpalMBaHMKN NpomeTadasHbIX XPOMOCOM MOXKHO OOHAPYKUTb:
Pe3synbrar:

1. 200 G-cermeHTOB

2. 350 G-cermeHTOB

3. 600 G-cermeHTOB

4. 800 G-cermeHTOB

5. 1200 G-cermeHTOB

A.A-2;6-3

b.A-1;6-5

B.A-4;b6-1

rrA-1;,6-4

O.A-2;6-4

3aKkno4eHne LMToreHeTUYeCKOro NccnenoBaHUA AONKHO BKAKOYATb BCe, KpOoMe:
A. faHHble O NnauueHTe;

b. NnpMyMHYy HanpaBaeHWA HA UcCneaoBaHME;

B. dopmyny Kapunotmna, 3anmncaHHyw B cootseTcTBuM C ISCN;

I. NONHbIN NepeyYeHb reHOB, BbIABIEHHOIO HapyLUEHWS;

[. Ha3BaHWe Uccneno0BaHHOM TKAHM.



YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3ULUAMU. [NA KaXxKa0ro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT
MmoKeT 6biTb BbibpaH 0aUH pa3, 6onee ogHoro pasa uau He BblbpaH BoBce. OnpeaeneHue:
A. Otpaxalouwme pacCToOAHMA MeXKAY reHaMU U I0OKyCcamMmu;

b. Mo3Bonstowme N0KaNN30BaTb FeH HA XPOMOCOME WUJIU B ee NIOKYCe;
B. Umertowme Hanbonbluee paspelneHune. Tun KapTbl:

1. HykneotnaHbie;

2. leHeTHYecKue;

3. ®usunyeckue;

4. XpOMOCOMHbIE;

5. PecTpuKLUMOHHDbIE.

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

6.A-1;6-4;B-3

B

rA3;5-2;B-1
[.A-2;5-4,3;B-3

YcTaHOBUTE COOTBETCTBUE MEKAY NPeACcTaBAeHHbIMU NO3ULMAMMU. [na KaXKAoro 6yKBeHHOro
KOMMNOHEHTa BblbepuTe COOTBETCTBYIOLLMIA NPOHYMEPOBaHHbI anemMeHT. Kaxkablit
NPOHYMEPOBaHHbI IN1€MEHT MOKeT 6biTb BbibpaH 0AuH pa3. OCHOBHble HacneACTBEHHbIe
3a601eBaHMA, NpeHaTaZIbHaA AUAarHOCTUKA KOTOPbIX BO3MOXHA 6MOXMMMUUYECKUMU
MUCcCNe0BaHUAMMU aMHUOTUYECKOM }KULKOCTU

A. bone3Hu HaKonNeHUA NPOU3BOAHbIX XONecTepuHa

b. HapyweHuna obmeHa myKonoamcaxapuaos

B. HapyweHna obmeHa aMMHOKUCIOT U OPraHUYECKUX KUCNOT

. HapyweHua obmeHa yrnesoaos Uau rMMKoNpoTeMHOB

A. Npouune HapyweHua bonesHb

1. FTomouucTUHypua (BUTaMuH B12-4yyBCTBUTENbHBIN U BUTaMUH B12-pe3ncTeHTHbIN TUNbI)
2. NedmumnTt anbda-rnoKypoHmnaasbl

3. bonesHb Pabpum

4. dyKo3npaos

5. CuHppom Jlewa-HuxaHa

A.A-3;b6-5B-1;T—-4;0-2

B.A-56-2;,B-1;I-4,40-3
B.A-2;6-3;B-1;T-4;40-5
rrA-3;6-2;B-1;I-4;,4-5
O.A-3;6-2;B-4;I-1;, -5

CuHapom [layHa BO3HMKaeT U3-3a HapyLueHuA B:
A. NONOBbIX XPOMOCOMaX;

b. 15 xpomocome;

B. 21 xpomocome;

I. 5 xpomocome;

[. 18 xpomocome.



B ocHoBe rubpuausaumm nexkart cBomcTsa moneKkynol AHK:
A. rmgponuns HK;

b. komnnemeHTapHoCcTb Lenen AHK;

B. amnandukauus;

I. pecTpuKkums;

L. aeHaTypauma.

OCHOBHbIMM 3aa4aMM BTOPOro YPOBHA MaccoBOro o6cnenoBaHna 6epeMeHHbIX KeHLUH
ABNAIOTCA BCe, KpOMeE:

A. bopmMmuMpoBaHMe rpynmnbl pUcKa No BHYTPUYTPOBHOKM NaToNorMm nioaa;

B. HanpaB/eHWe Ha NpepbiBaHNe BepeMeHHOCTY;

B. A4MarHOCTMKa KOHKPETHbIX GOpPM NopaxKeHus nnoaa;

[. OLLEeHKa TAMKeCTN NaToN0rMK, BbiABAEHHOMW Y NN04a;

[1. NpOrHO3 AN1A }KU3HWU 1 300P0BbA pebeHKa.

K areHTam, Bbi3bIBalOWMUM FreHHble MyTaLM1, OTHOCUTCA BCe, KpOome:
A. 230TMCTaA KNCNOTa;

b. akpnauHoBsble Kpacutenu;

B. ankununpyowme coeanHeHus;

[. Ny4n peHTreHa;

[. kpaxman.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3ULUAMMN.ONA Kaxkaoro 6yKBeHHOro
KOMMNOHEHTa BblbepuTe NPOHYMepPOBaHHbINA 3n1eMeHT. Kaxabii NPOHYMepOBaHHbIN 3/1eMeHT
MoXKeT 6bITb BbI6paH oauH pa3. MeTtog,

A. SSCP (Single Strand Conformation Polymorphism)

b. HA (Heteroduplex Analysis)

B. CCM (Chemical Cleavage of Mismatch)

I. CekBeHnpoBaHue no CaHrepy Pasmep nNpoayKra, n.H.
1.180-250
2.1700

3. 600
4.200-250
A

b

B

r

A-2;6-1;B-4;T-3
A-3;6-2;B-1;T-4
A-1;6-4,B-2;T-3
O0.A3;,6-1;,B-4;T-2



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3nuMAMNU.ONA KaxKaoro 6yKBeHHOro
KOMMNOHEHTa Bblbepute NPOHYMepoBaHHbIN 3neMeHT. Kaxkablii NPOHYMepPOBaHHbI 3/1eMeHT
MoXKeT 6bITb BbibpaH 0auH pa3. MeToabl geTeKkuuu pesynbratos MNLUP

A. dnektpodopes

b. Tm6pmnaunsaunoHHo-pepmeHTHbIN aHanu3 (TM®PA)

B. Cuctema «FLASH» n dnyopumetp «XKUH»

. Cuctema getekuumn pesynpratos MNLUP B pexkume peanbHoro BpemeHu (RealTimePCR)
MpubnnsutenbHoe Bpems geTeKkuumn

1. 0 MmuH.

2. 3 MUH.

3. 60 muH.

4. 40 MmuH.

[Ona npoBefeHUA LUTOreHEeTUYECKOro aHaziM3a UCNONb3YIOT BCE NepevyncieHHoe, Kpome:
A. KNeTKM KOCTHOro Mo3ra;

B. KneTku neyeHy;

B. cumdounTbl nepudpepmnyeckon Kposwu;

. 6MoNTaT CEMEHHUKa;

[. buonTaT XopuoHa.

Y70 U3 NpeacTaB/NIeHHOro ABNAETCA OHKOCYNPEeccopom?
A. BRCA1;

5. ADD1;

B. IL28B;

. CFTR;

L. AZF.



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamn. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1eEMEHT MOXKeT bbiTb BbIBpaH oguH pas, 6onee ogHOro pasa Uau He
Bbl6paH HK pasy. leHbl

A. MNMpOTOOHKOreHbl

b. F'eHbI-cynpeccopbl onyxonesoro pocta OnpeaeneHue

1. No3uTUBHbIE perynaTopbl, CTUMYAUPYIOLLUE AeNleHUE KNEeTKU

2. HeraTuBHble perynfaTopbl, NPenaTcTByoWMe Ae/1IeHUI0 KNeTKU

. He umeloT OTHOLLIEHUA K AENEHUIO KNETKU

. Monekynbl, ycunusarwwme geucreue apyrux 6enxkos

.A-1;64

.A-1;6-3

.A4;b-1

A-1;6-2

0.A3;6-4

o>~ W

o

YcTaHOBUTE COOTBETCTBUE MEKAY NPeACTaBAeHHbIMU NO3ULMAMU. s KaXKAoro 6yKBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLMA NPOHYMEPOBaHHbI anemeHT. Kaxablit
NPOHYMEPOBaHHbIi IN1eMeHT MOXKeT 6biTb BbibpaH 0auH pa3, 6onee ogHOro pasa uam He
Bbl6paH HM pasy. Mpouecc

A. TpaHcKpunumus

b. TpaHcnauua OnpepeneHune

1. CunHte3s mPHK Ha matpuuye AHK

2. YpaaneHune nHTpoHoB 13 nepBuyHoro PHK-TpaHckpunTa

3. CoeanHeHUe 3K30HOB B KOHLe co3peBaHna MPHK

4. CuHte3 6enka Ha matpuue MPHK Ha pubocomax

A . A-1;b6-2

b.A-3; 6-2

B.A-3;6-4

rNA-1;,6-3

O.A-1;6-4

OnAa poKasaTtenbcTBa My/ibTUdaAKTOPUaNbLHOU NpUpoAbl 601e3HN UCNONb3YIOT BCe
nepeyncieHHble MeToabl, Kpome:

A. 6113HeLOBbIN;

B. uccnepoBaHmne accoumaumm reHeTUYECKUX MapPKepoB ¢ 601e3HbI;

B. uutoreHeTU4eCKUiA;

I'. KNMHUKO-TEHEeaNorMYeCcKui;

[. nonynauMOHHO-CTaTUCTUYECKUIA



FeHoM, accoLMMpPOBaHHbIM C pa3BuTUEM 601e3HU Anburemepa, ABNAETCA:
A. MGMT;

b. APOE;

B. BRCA;

I. IRF6;

1. PTEN.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3nuMaAMnU. OnA Kaxaoro 6yKBeHHOro
KOMMOHEHTa Bblbepute NpoOHYyMepOoBaHHbIii anemeHT. Kaxkabli NpOHYMepOBaHHbIN 31eMeHT
MOXKeT 6bITb BbI6paH oauH pa3. Tunbl Xpomocom

. MeTtaueHTpuyeckue

. CybmeTtaueHTpuyeckme

. AKpoueHTpuyeckue Xpomocombl

. Xpomocoma 1

. Xpomocoma 5

. Xpomocoma 13

. Xpomocoma 16

. Xpomocoma 7

. Xpomocoma X

. Xpomocoma 21

. Xpomocoma 19

TPOP>ONOUSAWNR®DOND>

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numamu. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMIA MPOHYMEPOBaHHbIN 3n1emeHT. Kaxabiii
NPOHYMePOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbibpaH oauH pas, 6onee ogHOro pasa uam He
Bbl6paH HM pa3y. TUNbl KNETOK:

A. B KyNIbTUBMPOBAHHDbIX KNE€TKaX aMHUOTUYECKOM }KUAKOCTU, NOly4EHHOU NPU aMHUOLLEeHTe3e
MOXKHO:

b. B HEKY/IbTUBUPOBAHHbIX KNE€TKAaX aMHUOTUYECKOM KUAKOCTU, NONTYy4EHHOM NpuU
aMHMoLeHTe3e MOXHO: UccnepoBaHue:

1. Onpeaenutb X- n Y-nonoBoi XxpomaTuH

2. UccnepoBatb akTUBHOCTb pepMeHTOB

3. Onpeaenntb KapuoTun

4. Onpepenutb YpoBeHb anbda-PpeTonporemHa

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

6.A-1;6-2 4

B.A4;6-2,4

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

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



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamn. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1eEMEHT MOXKeT bbiTb BbIBpaH oguH pas, 6onee ogHOro pasa Uau He
Bbl6paH HM pa3y. UccnepoBaHue

A. O6paboTKa KyNbTypbl KNETOK NrMNOTOHMYECKMM PacTBOPOM Heobxoauma:

b. KonxMumH npu NpuroToBNeHMU XPOMOCOMHbBIX NPenapaToB ucnonblyertca: Pesynbrar
1. Ana yBennyeHna MMTO308B

2. ina 3a4epKKU JenalmnXca KNeToK Ha ctaguu meTtadasbl

3. Ana HaKoNeHUA KNeTOK, HaXoAALWMXcA B cTagumn metadasbl

4. Ona nonyyeHusa XxopoLuero pa3bpoca xpomocom

5. [ilna ny4ywero oKpawmMBaHMUA XPOMOCOMHbBIX NpenapaTos

A.A4;65-2,3

b.A-1;6-3,4

B.A-4;6-3

rNA-2;6-3

N.A-4;5-3,5

B OCHOBe KNeTOYHOro OHKOreHe3a MOryT JieXXaTb cneaylowme nsmeHeHUs:
A. CTPYKTYpPHbIE XPOMOCOMHbIE NEepPecTPOKu;

b. yBennyeHme Konmin OHKOreHa;

B. uameHeHue nocneposatenbHocTn [1HK B OHKOreHe;

I. n3smeHeHne nocnegosatenbHoct [JHK B NpOoTOOHKOreHe;

[. BepHo BCe.

K npoToOHKOreHam KNeTKU OTHOCATCA:
A. reHbl « 4OMaLLHEero X03sMcTea;

B. pocToBble GaKTOpbI M UX peLLenTopbl;
B. reHbl- XpaHUTENIN KNETOYHOTO LIMKNA;
. MUTOXOHAPWA/bHbIE FeHbl;

. UMNPUHTUPOBAHHbIE FeHbl.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3nuUAMKU. ONA KaxKaoro 6yKBeHHOro
KOMMNOHEHTa Bblbepute NPOHYMepoBaHHbIN 3neMeHT. Kaxkablii NPOHYMepPOBaHHbI 3/1eMeHT
MmoKeT 6bITb BbibpaH oauH pa3. Knacc 6onesHeit

A. AMMHOauuaonaTum

b. OpraHnyeckue aunagypum

B. Bone3Hu HelipoTPaHCMUTTEPHOro obmeHa

I. lIn3ocomHble 60ne3Hn MeToapl NOATBEPKAEHUA AUarHo3a

1. KonnuectBeHHOe onpegeneHne aMMHOKUCAOT KPOBU, MOYU, CTMHHOMO3IOBOM }KUAKOCTH,
OHK-puarHoctuka

2. dH3umopguarHoctuka, AHK-anarHocTMKa

3. KonnuectBeHHOe onpeaeneHne opraHMYeCKUX KUCNOT MOYM, NAa3Mbl

4. KonnyecTBeHHOe onpeaeneHne KatTexoN1aMUHOB, aMUHOKUCAOT (KpOBb, MOYa,
CMUHHOMO3roBas }XUAKOCTb)

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

b.A-2;6-1;B-4;T-3
B.A-3;6-2;B-1;T-4
rNA-2;,6-1;B-3;I-4
O.A-3;6-1;B-2;-4

MoparkeHne MbILEeYHOro BO/IOKHA XapaKTepHO ANA:

A. nporpeccupytoLLeit MbllleYHOM ANCTPOPUM [IOWEHH];
b. cnuHanbHOM amnoTpodum BepaHura-ropdpmana;

B. petckoro uepebpanbHOro napannya;

. cuHgpoma Jloy;

L. cnupgpoma ayHa.

YcTaHOBUTE COOTBETCTBME MeXKAY NpeAcTaBAeHHbIMU NO3ULMAMU. [nA KaxKAaoro
NPOHYMEePOBAHHOrO 3/1eMeHTa Bblbepute 6yKBeHHbIA KOMMNOHEHT. ByKBEHHbI KOMNOHEHT
MoKeT 6bITb Bbi6paH 0aUH pa3, 6onee ogHOro pasa uam He BbibpaH BoBce. BeKTOpHaA eMKOCTb:
. Hanbonbluias;

. HaumeHbLuan. BeKTOpHble KOHCTPYKLUN:

. PeTpoBupycHble ;

. ®aroBble;

. Ha ocHOBe UCKyCCTBEHHbIX XPOMOCOM APOXKKe;

. MnasmuaHble;

. KocmugHble.

.A-1;64

.A-1;6-3

LA-2;6-1

rA-1;,6-2

0.A-3;6-4

WO >0V SAWNRLROID>



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3nuMAMNU.ONA KaxKaoro 6yKBeHHOro
KOMMNOHEHTa Bblbepute NPOHYMepoBaHHbIN 3neMeHT. Kaxkablii NPOHYMepPOBaHHbI 3/1eMeHT
MmoKeT 6bITb BblbpaH 0auH pa3. OcobeHHOCTH

A. BO3MOXXHOCTb OLLeHKK ucxogHoro Konmuecrsa konuit [1HK B obpasue

b. MoBblweHWe A0CTOBEPHOCTU UCCNEeA0BAHUA 3a cyeT cneundPUUHOCTU Npobbl K LLleneBomy
amnandukary

B. BoamoKHOCTb yBuAeTb pe3syabtar NMUP B BUAE NON0OCKU Ha resie, OL,eHUTb KONYEeCTBO U
KauyecTBo amnanduKata no HECKONbKMM NapameTpam MeTtoabl aeTeKuuu pesynbratos lMLP:
1. dnekrtpodopes

2. lmMbpmnansaumoHHo-pepMeHTHbIN aHanus (TMdPA)

3. Cuctema «FLASH» u dnyopumeTtp «IXKUH»

4. Cucrema pgetekuuu pesynbratos MLP B pexkxume peanbHoro BpemeHu (RealTimePCR)
A.A-1;6-2,3;B-4

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

B.A-3;b6-1,2;B-4
rNA-3;6-2;B-1,4
O.A-4;,6-2,3;B-1

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numuamMmn. [ina Kaxaoro 6ykBeHHOro
KOMMOHEHTA BblbepuTe COOTBETCTBYIOLWMNIA MPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMePOBaHHbIN 3/1IEMEHT MOXKeT 6bITb BbIbpaH 0auH pa3, 6onee 0gHOro pasa Uan He
Bbl6paH HU pa3y. 3abonesaHue

A. Mporpeccupytowan mbilueyHasa auctpodpusn

b. ®akomaros MpuHUMNbI NeyeHusn

1. 3Tmonornueckmii

2. MaTtoreHeTUYECKNIA

3. 3amecTUTeNbHbIN

4. CumnTOMaTUUYECKUMN

5. He noppalotca neyeHmio

A A-1;B6-5

b.A-4;b6-4

B.A-4;b-1

r.A-1;6-2

0.A-2;6-3

HasoBuTe yupexaeHus, B KOTopble MOryT 6biTb HanpaBaeHbl 60/1bHble U3 perMoHabHOM
MeAUKo-reHeTUYeCKou KoHcynbTauum ana AHK-anarHoctmku HacheacTseHHoro 3aboneBaHua:
A. MeXXpermMoHanbHan MeAnKO-TeHETUYECKas KOHCYIbTaums;

B. TeppuTOpManbHbie MeaANUMHCKUE yYpexaeHma obuiero npodpuns;

B. cenbckue 60nbHULbI;

I'. }KEHCKaA KOHCY/IbTalMA N0 MECTY KUTENbCTBA;

L. noma nHBanugos.



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3nuMAMNU.ONA KaxKaoro 6yKBeHHOro
KOMMNOHEHTa Bblbepute NPOHYMepoBaHHbIN 3neMeHT. Kaxkablii NPOHYMepPOBaHHbI 3/1eMeHT
MmoeT 6bITb BbibpaH oguH pa3. HacneacrBeHHasa 6one3Hb o6meHa BelyecTs

A. bone3Hb Tea-Cakca

b. deHnnKeToHYypUA

B. bone3Hb lNowWwe

. TuposmHemusa tmna 1

A. UnctnHypma buoxumunueckuin gedekr

1. FnoKko3unpasa

2. fNedeKT TpaHCnopTa aMUHOKMUCAOT B NOYKaX

3. B-rekcozamuHmnaasa

4. ®eHMNaNAHUHIMAPOKCUNA3A

5. dypamunauyeroauerar U manemnaueroayetar

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

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

Ona nonyyenna AHK Ha ocHoBe BbigeneHHon PHK ncnonbsyerca:
A. AHK-nonnmepasa;

b. nvrasa;

B. pecTpuKTasa;

. obpaTHaA TPAHCKPMNTa3a;

[. npotenHasa.

CTaHpapTHaA AUTENIbHOCTb KyIbTUBUPOBAHUA NIMMPOLUTOB NepudepruyecKkoin Kposu ana
LUTOreHeTUYeCKOro uccneaoBaHMUA COCTaBNALT:

A. 54 yaca;

b. 48 yacos;

B. 24 yaca;

. 72 vyaca;

.96 vacos.



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3nuMAMNU.ONA KaxKaoro 6yKBeHHOro
KOMMNOHEHTa Bblbepute NPOHYMepoBaHHbIN 3neMeHT. Kaxkablii NPOHYMepPOBaHHbI 3/1eMeHT
MoXKeT 6bITb BbI6paH 0gMH pa3. Bug mytauum

A. TeHOMHbIe

b. XpomocomHble XapaKkrep myTauuu

1. Tpucomua no ayrocomam

2. PeuunpoKHana c6anaHCcMpoBaHHAA TPAHCAOKALMA

3. Aeneuun, UHcepuumn

4. MNonancomuaA No NONOBbIM XPOMOCOMaM

5. Aybaukauua

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

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

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

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

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

Monnmopduram KaKoro reHa MOXKeT CAYXKUTb NPUYMHON NPeAPaCcNONOKEHHOCTU K TMNEepPTOHUn?
A. UGT1A1;

b. Chek2;

B. AGT;

. NOD;

1. VDR.

YCcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBNeHHbIMU No3nuuamm.Ana Kaxaoro 6yKBeHHOro
KOMMNOHEeHTa Bblbepute NpoOHyMepoBaHHbIN 3nemeHT. Kaxkablii NPOHYMePOBaHHbIN 3/1eMEHT
MoKeT 6bITb Bbi6paH 0aUH pa3. KaTeropmsa no reHOMHOMY pasmepy, TbiC. M.H.

A. Manble

b. CpegHue

B. boabwue

I. TuraHTckmne

O. CynepruraHtckue HassaHue nepBUYHOro NPoAyKTa

1. AnctpoduH

2. TupeornobynuH

3. Karanasa

4. deHMNaNaHNHIIM[POKCUMNA3A
5. UHcynuH
A.A-5;6-3;B-2;T-4;,4-1
6.A-5;6-3;B-4;T-2;4-1
B.A-1;,6-2;B-3;I-4;4-5
rNrA-4;6-2;B-3;Ir-5;4-1
O.A4;,6-2;B-3;T-1;,4-5



PUCK poXaeHna y Hemonopon matepu pebéHka ¢ cuHapomom [ayHa, obycnosneH
0C06€eHHOCTAMM raMeToreHes3a y KeHLUH:

A. BbICOKOW NpoindepaTMBHOM aKTUBHOCTbIO OOFOHMEB, CONPOBOXKAAOLLLENCA OLWMBKamK B
pabote AHK-nonnmepasbl;

B. 60nbLWON ANNTENBHOCTBIO CTaAMU AUKTUOTEHDI Y HEMONOAbIX MKEHLLMH, CONPOBOXKAAMOLLLENCA
POCTOM BEPOATHOCTM HAPYLUEHMIM annapaTa BepeTeHa Ae/ieHuns;

B. BO3pacTaHMem 4acToTbl HEPABHOMO KPOCCMHIOBEPA B rAMeTOreHese y HEMONOAbIX KEHLUWH;
. 06wmMm BO3pacTaHMEM YACTOTbl TOYKOBbIX MyTaLMN Y XKeHLWMH cTapwe 35 ner;

L. HapyweHuem cuctemsbl penapauum AHK.

K metogam auddepeHumnanbHOro okpalMBaHUA XPOMOCOM, BbIIBAAIOLWLMM NONepeyHyo
NCYepPUYEHHOCTb, cNeuMPUUHYIO ANA KaXKA0N XPOMOCOMbI OTHOCUTCS:

A. H-oKkpalwmBaHue;

b. C-okpawmBaHue;

B. R-okpawmBaHue;

. AOP-oKkpalwwmBaHue;

. FOS- okpawmsaHue.

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBNeHHbIMU No3uumamn. [ina Kaxaoro 6ykBeHHOro
KOMMNOHEHTa BblbepuTe COOTBETCTBYIOLLMIA NPOHYMEPOBaHHbI anemeHT. Kaxkablit
NPOHYMEPOBaHHbIi 3N1eMeHT MOXKeT 6biTb BbibpaH 0auH pa3, 6onee oaHOro pasa uam He
Bbl6paH HM pa3y. ABneHue

A. feneumnn

b. Qynaukauma

B. UHBepcua OnpepenexHue

1. KpaTtHoe yBeninueHne Xxpomocom

2. Hannume nuwHeit XpoMocombl B Kapuotune

3. MNepemeLlyeHne reHeTUHYECKOrO MmaTepuana U3 O4HOM XPOMOCOMbI B APYryiO0

4. NoTtepAa yyacTKka XpOMOCOMbI UM XpOMaTUAbl

5. YaBoeHue yyacTka XpoMOCOMbI

6. BHyTPMXpOMOCOMHanA NepecTpoiika, Npu KOTOpou ee pparmeHT noBopaumsaetca Ha 180
rpaaycos
A.A4;b6-2;B-
b.A-1;6-4;B
B.A-4;65-5;B
r.A-1;6-2; B
O.A-4;65-5;B

7’

4
-6
-6
-5
-3



B meaMKo-reHeTUUECKYI0 KOHCYbTauMio 06paTtuaach XeHLWMuHa, My KoTopoi 6oneH
docharagnaberom (runodpocharemueir). Puck yHacneposatb pocdatgmnaber ana ee geten
COCTaBAnAeT:

A. BCe ManbuuKun 6yayTt 601bHbI;

b. Bce AeBoYKM ByayT 340pOBbI;

B. puck 3aboneBaHus ana manbumnka paseH 50%;

I. puck 3aboneBaHuna ana Aesovkun paseH 50%;

[. Bce AeBoYKn ByayT 60NbHbI, @ BCE Ma/Ib4MKU 34,0P0BbI.

YcTaHOBUTE COOTBETCTBUE MEKAY NpPeAcTaBAeHHbIMU NO3ULMAMU. [na KaXKaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMEPOBaHHbI 3N1eMeHT MOXKeT 6biTb BbiIbpaH 0auH pa3, 6onee ogHOro pasa uam He
Bbl6paH HM pa3y. CuHapom

A. CuHapom Jlewa-HaiiaHa

b. Cunapom Canduamnno

B. Cungpom KHanna-Komposepa Tun HacnhegoBaHuA

1. AyTOCOMHO-peL,eCcCUBHDBIN

2. AYyTOCOMHO-AOMUHAHTHbIN

3. X-cuenneHHbIA peueccUBHbIN

4. X-cuenneHHbIA JOMUHAHTHDbIN

5. MonureHHbI

A.A-3;b6-5;B-1

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

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

A3;,6-1,505B-1
O.A-3;6-1;B-1

AKTUBHOCTb IM30COMHbIX PEPMEHTOB HE U3MEPSAIOT B:
A. neiikoumTax;

b. BOpCMHax XOpWOHa;

B. KneTkax aMmHMOTUYECKOM }KNOKOCTH;

l. nnasme Kposwy;

L. cnioHe.



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamn. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1eEMEHT MOXKeT bbiTb BbIBpaH oguH pas, 6onee ogHOro pasa Uau He
Bbl6paH HM pa3y. Monekynbl

A. OHK

Bb. PHK ®yHKuuun

1. CoxpaHeHue HacneACTBEHHOU MHPOPMALLUM B KNETKe

2. Nepepaya HacneacTBeHHOU MHPOpPMaLUK

3. TpaHCNOPT aMUHOKUCNOT

4. CTpouTeNbHbIA MaTepuan, HeobXxoaMMbI ANA XKU3HU KNEeTKU

5. DHepreTnyecKana cuctema KneTku

A.A-1;B6-5

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

B.A-2;6-1,3

r.A-1,6-2,3

O.A-1,3; 6-5

Xpomocomocneuyuodpuyeckue 3oHabl fHK — ato:

A. IHK XpOMOCOMHbIX GparMeHTOB Pa3HOWN A/INHbI;

6. ¢parmeHTbl AHK, coaeprkalime TONbKO CTPYKTYPHbIE reHbl;

B. KNOHMpPOBaHHbIE NocneaoBaTeNbHOCTM caTennntHon HK;

I. KNOHMpOBaHHbIe pparmeHTbl [AHK, xapaKkTepHble A1a onpeaeneHHbIX XPOMOCOM;
. dparmeHTbl AHK, cogeprkalume pacceaHHble NOBTOPbI.

[na nabopaTopHOM ANArHOCTUKM MYKOBUCLMAO3a NPUMEHSAETCA BCe NepeuncieHHoe, Kpome:
A. onpeaeneHns MMyHOPEAKTUBHOIO TPUMNCUHA;

B. onpeaeneHuns 31eKTPOIUTOB MOTa;

B. BbIABNEHWA KUPa B Kafe;

[. onpeneneHna akTMBHOCTU NULLLEBAPUTENbHBIX GEPMEHTOB B Kane;

[. Tecta ¢ UETUANUPUANHXIOPUAOM;

Ona naeHTMPUKaLum Xxpomocom He UCNONb3yeTCA:

A. BE/IMYMHA XPOMOCOM;

b. pacnonoXxeHune LeHTpoOMepbI;

B. Hannumne nonepevyHom NCHEPYEHHOCTM XPOMOCOM MPWU OKPALUMBAHUW;
I. HaAnYMe CTPYKTYPHOM NEepecTPoiiku;

. dnyopecuyeHTHbIe 30HAbI.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3nuUAMKU. ONA KaxKaoro 6yKBeHHOro
KOMMNOHEHTa Bblbepute NPOHYMepoBaHHbIN 3neMeHT. Kaxkablii NPOHYMepPOBaHHbI 3/1eMeHT
MmoKeT 6bITb Bbi6paH 0aUH pa3. BbiaBneHue accoymnaumnm mynbtudakropmanbHoit 6onesHu ¢
reHeTMYECKMMM MapKepamm ocyuiectenaeTca no popmyneX=(axd)/(bxc), rae:

A.a

b.b

B.c

r.d

O. X MNokasarenb

1. YacTtoTa nepBoro reHeTMYECKOro mapKkepa y 60/bHbIX

2. YacToTa BTOPOro reHeTUYECKOro mapkepa y 60/1bHbIX

3. NoKasaTtenb OTHOCUTE/IbHOM YaCTOTbl PUCKA

4. YactoTta nepBOro reHeTUYECKOro MmapKepa y 340p0BbiX

5.YacroTta BTOpOro reHeTM4ECKOro MmapKepa y 340p0OBbIX

A A5,b6-2;B-3;T-4;,4-1

MpuunHOM BO3HMKHOBEHUA HACNeACTBEHHDbIX AedeKToB 06MeHa ABNAIOTCA:
A. U3MEeHeHMe Yncia XPOMOCOM;

b. reHHble myTauuu;

B. cbanaHcnpoBaHHbIe TPAHCOKALMK;

. reHOMHbIe MyTauuu;

[. TepaToreHHble BO34eNCTBUA.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeAcTaBNeHHbIMU No3nLUamu. na Kaxkaoro 6yKBeHHOro
KOMMNOHEeHTa Bblbepute COOTBETCTBYIOLLMIA MPOHYMEPOBaHHbIN anemeHT. Kaxkabliii
NPOHYMEpPOBaHHbIM 3/1IeMEHT MOXKeT bbiTb BbIbpaH oguH pas, 6onee ogHOro pasa uaum He
BblbpaH HM pa3y. 3aboneBaHue

. Femodpunusa

. bonesHb PeknuHrayseHa

. TMneproHnyecKkana 6one3Hb Tun Hacneao0BaHUA

. PeueccuBHbIN, cuenNAeHHbIU ¢ X-XpoOMOCoOMOM

. JOMUHaAHTHbIN, CLUENNEHHbIA C X-XPOMOCOMOM

. AYyTOCOMHO-peL,eCCUBHbI

. AYyTOCOMHO-A0MMHAHTHbIN

. NonureHHbIN

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

.A-1;6-4;B-5

B.A-2;6-5;B-2

A-3;6-5;B-2

0.A-3;6-5;B-4

>0 HWNEDOD



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3nuMAMNU.ONA KaxKaoro 6yKBeHHOro
KOMMNOHEHTa Bblbepute NPOHYMepoBaHHbIN 3neMeHT. Kaxkablii NPOHYMepPOBaHHbI 3/1eMeHT
MmoKeT 6biTb BbibpaH oauH pa3. Tun HacneacTBeHHOro 3abonesaHna

A. MoHoreHHoe 3aboneBaHue

b. MuKpoaeneuuoHHblii CUHAPOM

B. bone3Hb 3KcnaHcuu 3aboneBaHue

1. MykoBucumnaos

2. CuHpgpom Bunbamca

3. CuHapom PpparmnbHoi X- XpOMOCOMbI
4. PetuHobnactoma

5. CuHpgpom Ou-[KopaKu
A.A-3,4;6-1,5;B-2
6.A-1;6-2;B-3,4,5
B.A-1,2;6-5;B-3,4
r.A-1,4;6-2,5;B-3
O.A-3;6-1,2;B-4,5

[ns BO3HMKHOBEHUA Po6epTCOHOBCKOMTPAHC/IOKAL MU Heobxoamm:
A. 04MH XPOMOCOMHbIN Pa3pbiB;

b. ABa XpOMOCOMHbIX Pa3pbIBa;

B. He meHee TPEX XPOMOCOMHbIX Pa3pblBOB;

[. XPOMOCOMHbIEe pa3pbliBbl HE HYXHbI;

[. MHOXeCTBeHHble XpOMOCOMHbIE Pa3pbiBbl

YCcTaHOBUTE COOTBETCTBUE MEXKAY NpPeACcTaBNeHHbIMU No3nuuamm.Ana Kaxaoro 6ykBeHHOro
KOMMNOHEeHTa Bblbepute NpoOHyMepoBaHHbIN 3nemeHT. Kaxkablii NPOHYMepPOBaHHbIN 3/1eMEeHT
MOXKeT bbiTb BbIbpaH oauH pa3. TepmuH

A. NMpemyTtauua

b. TeHOMHbIV MMNPUHTUHT

B. OgHopoautenbcKaa gucomma Cutyauma

1. Y 7-neTHero manb4mKa ¢ yMCTBEHHOI OTCTaZIOCTbO, HU3KUM POCTOM, MaZleHbKUMMU KUCTAMU
u ctonamu, nonudarueii (cuHgpom Mpagepa-Bunnm) npm moneKynsapHo-reHeTUYECKOM
nccneaoBaHUM 06HaPYKUAK 2 MaTePUHCKME XPOMOCOMbI 15 U HM OAHOI OTLLOBCKOMA

2. Npu uuToreHeTMYECKOM 06CNeA0BaHUMN 6-NeTHE AEeBOYKMU C TAXKENNI0M YMCTBEHHOMN
OTCTaNOCTbIO, CYAOPOramMmu, aTakcuem, nporeHuneii (cMHApPoOm AHresibMaHa) 06HapyXuam
MHTEPCTULIMA/IbHYIO MUKpPOAEeNeLnto MaTepPUHCKON XpOMOCOMbI 15

3. NMpu AHK-uccnepoBaHum reHa FMR-l y 32-neTHeit }KeHLWUHbI, UMeloLW,el CbiHa C CUHAPOMOM
NOMKOM X-Xpomocombl, 06Hapyxunm 1 annenb ¢ 21 CGG- nostopom 1 1 annenb ¢ 92 CGG-
nosTopamu



M6pugmsauums in situ c 1o0Kyc cneympuyeckumm npobamm nos3ponnerT:

A. n3yumnTb Kapmotun 601bHOrO;

B. nonyuntb nHpopmaumio o nepecTpomkax Uccaesyemoro 1oKyca y 601bHOro;
B. nonyuntb MHPOPMALMIO O MyTaLMAX B FEHE;

. onpegenntb MNAPD;

[. onpenennTtb HYKNEOTUAHbIA COCTaB MCCAEAYEMOrO JIOKyCa.

B 3agaun nabopatopmii HeOHaTaNbHOTO U 6MOXMMMUUYECKOro CeNIEKTUBHOIO CKPUHUHIA Ha
HacneAcTBeHHble 601e3HM 06MeHa MegUKO-TeHETUUECKOU KOHCYbTauumu BXOAUT BCe, KpOoMe:
A. cenekTuBHbI BUOXMMMYECKNIN CKPUHUHT (NpocenBaHune) Ha HBO B cembsax;

b. opraHmnsauma u nposegeHne MaccoBoro CKpuHuHra Ha HBO;

B. pa3paboTka HOBbIX METOA0B aHaNN3a HacneaCcTBEHHbIX bonesHew;

. noaTBeEpKAeHNEe AnarHo3a GeHUNKETOHYPUN N BPOXKAEHHOTO FTMNOTMPEOD3a Y AETEN,
BbIAB/IEHHbIX MPW HEOHATA/IbHOM CKPUHUHTE;

. BOXMMMYECKNA KOHTPONb 33 e4eHnem 601bHbIX GEHUNKETOHYPUEN.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeAcTaBNeHHbIMU NO3ULUAMU.ONA KaXKaoro 6yKBeHHOro
KOMMNOHEHTa BblbepuTe NPOHYMepPOBaHHbINA 3neMeHT. Kaxkablii NpOHYMe pOBaHHbIN 3/1eMEHT
MOXKeT 6bITb BbibpaH 0auH pas. Moka3aHMA K uccnefoBaHULO

A. LlutoreHeTyeckomy

b. FISH-meTogom MpoaBneHne reHeTUYECKOM NaTo/NIOMMN

1. KnmHnyeckune npusHaku, No3BonAOWME NPEANON0KUTbL MO3auLU3M MO onpeaeneHHoOMY
XPOMOCOMHOMY CUHAPOMY

2. YMCTBEHHasA OTCTaNoCTb poauTens, NpeanonoXUTe/ibHO XPOMOCOMHOIO NPOUCXOXKAEHUA
3. B aHamHe3e MmepTBOPOXKAEHHbIE AeTU UNU AEeTU C BPOXAEHHbIMU NOPOKaMM pPa3BUTUA

4. NMopo3peHne Ha CKPbITYI0O XPOMOCOMHYIO NepecTpPoiKy

5. CoctoAHue nocne TpaHCNAAHTaL MM KOCTHOrO MO3ra, Koraa AOHOP U peuunueHT pasHoro nona
A .A-1,2,3,4,6-5

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

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

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

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

DnA BPOXKAEHHOTO rMNOTUPEO03a XapaKTepHO:

A. 3a60neBaHMA CLENNEHO C NOJIOM;

B. B KpOBM U APYrMX BUONOrMUYECKUX KUAKOCTAX OTCYTCTBYET TUpeoTponuH (TTT);
B. 60/1€3Hb HEen3neymma;

I. HEOHATA/IbHbIM CKPUHUHT OCHOBaH Ha onpeaeneHun TTT B KpoBU pebeHKa;

[. 6e3 neyeHMA pPa3BMBaOTCA TMIAHTM3M M 3HLEedanonaTus.



Y 60nbHOro ¢ cuHapomom Jlewa-HuxeHa B 6M0N0OrMUYecKUX *KUAKOCTAX HAKAaNMBaeTCA:
A. MOYEBUHa;

b. mo4yeBasa KNcnora;

B. runoKkcaHTuH;

I. dymapoBas KMCNOTa;

. deHnnmonoyHasa KncnoTa.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uuMaMU. [Na Kaxaoro
NPOHYMepPOBaHHOI0 3/1IeMeHTa BblbepuTe GyKBEHHbIA KOMMNOHEHT. ByKBEHHbI KOMMNOHEHT
MoKeT 6biTb BbibpaH 0auH pa3, 6onee ogHoOro pasa Uau He BblbpaH BoBce. BeKTOpHaA eMKOCTb:
A. Hanbonbuas;

b. HaumeHbLluasa. BeKTOpHble KOHCTPYKLUN:

1. PeTpoBupycHble ;
2. darosble;

3. Ha ocHOBe MCKYCCTBEHHDBIX XPOMOCOM APOXKIKEN;
4. NnasmuagHble;
5. KocmupgHbie.
A.A-2;6-4;

b. A-3; b -4;

B. A-5; b -4;

I A-1; 6 -4,
O.A-3;b-1;

KnonuposaHue [HK npeanonaraer:

A. BcTpamBaHue pparmeHTa [JHK B BEKTOPHYIO KOHCTPYKLMIO;
b. NAP®;

B. NUP;

. 6NOTUHT-TMbpNnam3aums;

. rmbpuamnsaums insitu.

KapTbl, eguHuLeit u3smepeHusa KOTopbIX ABASIETCA YacTOTa peKoMbuHauuu:
A. HYKNeoTnaHble;

b. reHeTu4yeckue;

B. dpmsnueckue;

. XPOMOCOMHbIE;

L. pecTpUKUMOHHbIe.

Ona nposegexusa NUP ncnonb3yoT napy npanmepos:
A. npsimoi u 0bpaTHbIN;

B. npamoit n cneunduyHbIn;

B. npamoit U HBEPTUPOBAHHDIN;

. AYNAMUMPOBAHHbINA U MHBEPTUPOBAHHDIM;

[. 06paTHbIM U BbIPOMKAEHHbIN.



B reHeTMYECKYI0 KOHCY/IbTaLuio 06paTnaach XKeHLMHA, MYXX KOTopou 6oneH remodpunueii.
KaKoW pucKk ana pgetei oxxnaaertca B 3Tom 6paKe, ecim U3BeCTHO, UTO POAOC/I0BHAA CaMoi
YKeHLUHbI N0 reMmopUInn He oTAroweHa?

A. BCe ManbyuKun byayTt 601bHbI;

B. nonoBmMHa manbumnkoB byayT 601bHbIMY;

B. Bce aetn 6yayT 340pOBbl HE3aBUCMMO OT NONA, HO AEBOYKM OyAyT HOCUTENBHULAMM FeHa
remopunnu;

I'. BCe AeBOYKM ByayT 6ONbHbI;

[. nonoBMHa AeBoYek byayT HOCUTENBbHUL@MM NAaTONIOMMYECKOrO reHa.

fnepmeTtunnpoBaHue LUTO3NHOB B CG-AUHYKNEOTUAAX PEryNATOPHbIX PaiiOHOB reHa
NPUBOAMUT K:

A. noaaBneHUIO TPAHCKPUMNLUMOHHOM aKTUBHOCTM rEHa;

B. ycuneHuto TpaHCKPUNUUMOHHOM aKTUBHOCTU FeHa;

B. ycuneHuio TpaHCKPUNUMOHHOM aKTUBHOCTU FreHOB COCEAHEro /IOKYCa;

I. He BAUAET Ha aKTUBHOCTb lEHa;

[. HE3HAYUTENIbHOMY CHUMKEHMUIO TPAHCKPUMLUMOHHOM aKTUBHOCTMU.

Mpu nporpeccupyoweit mbievyHon guctpodpumn [loweHHa ypoBeHb KpeaTUHKUHA3bI:

A. B ntobown ctagmm 3aboneBaHns yBeNMUYNBAETCS;

B. 0cO6eHHO 3aMEeTHO YBENMYEH B NEPUOA, HapacTaHMA KIMHUYECKMX CUMITOMOB;

B. Hanbosiee NoBbILIEH B 4OKANHUYECKOM cTaaumn 3aboneBaHus;

I'. Hanbonee BbICOK B KOHEYHOM CTaaMn 3aboneBaHUA;

[. NocTeneHHO NOBbLILIAETCA C MOMEHTA NPOABAEHNA NEePBbIX NPU3HAKOB A0 KOHEYHOW CTaann
3aboneBaHuA.

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU NO3ULUAMN.ONA KaXKaoro 6yKBeHHOro
KOMMNOHEHTa Bblbepute NpoHyMepoBaHHbIii anemeHT. Kaxkabl NPOHYMepOBaHHbIN 3/1e MEeHT
MoKeT 6bITb Bbi6paH 0aMH pa3. TN OCHOBaHUM

A. MNMypuHbI

b. MupumnanHbl HazBaHMe OCHOBAHUA

1. AgeHuH

2. TumuH

3. 'yaHuH

4. Unto3uH

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

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

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

r.A-3;6-1,24

0.A-1,4,6-2,3



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamn. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1eEMEHT MOXKeT bbiTb BbIBpaH oguH pas, 6onee ogHOro pasa Uau He
BblOpaH HK pa3y. XpoMOCOMHbIN Habop

A. FannouaHbIi

b. AunnounaHbii

B. TpunnougHbit Ynucno xpomocom

1.22

2.23

3.46

4.47

5. 69

YcnoBuem coxpaHeHus nepudepudecKkoim Kposu ana ucnonb3oBaHusa ee B [IHK-anarHoctuke
ABnaeTca:

A. xpaHeHue B xonoannbHUKe Ha +40C;

6. 3amopo3Ka Ha -20C n xpaHeHMe B MOPO3UNbHUKE HeObXoAMMOE BpeMS;

B. xpaHeHWe Heaento NpyM KOMHATHOM TemnepaType;

I. XxpaHeHue B TepmocTaTe npu +37C;

[. cBeXyto KpOBb HENb3A UCNO/Ib30BaTh.

Mpu wnsodppeHn KOHKOPAAHTHOCTb MOHO3UTOTHbIX 6113He0B (MB) coctaBnsaeT 80%, a
An3uroTHbix 6amnsHeuos (4B) - 13%. 310 cBAI3aHO ¢ Tem, YTO AaHHOe 3aboneBaHue
obycnoBneHo:

A. reHeTnyecknmu pakTopamu;

b. dakTOpamm BHelLHen cpeabl;

B. pakTOpamm BHelwHeNn cpeabl Npu onpeaeneHHOM reHeTUYECKOM NpeapacnoioKeHn;

I. anureHeTMYeCKMMM PpakTopamu;

[1. HeNoNHOM NeHEeTPAHTHOCTLIO ONpPeaeNeHHOrO reHa.

AunarHoctuecknm nabopatopHbiMm Kputepuem GpeHUNKeTOHYpUmn ABNAETCA:
A. nogbem ypoBHA peHnNrnapasmnHa;

b. runepdeHnnanaHmHemms;

B. nekountos;

l. NOBbIWEHME YPOBHA TUPO3UHA;

[. nogbem ypoBHA rOMOreHTU3MHOBOW KUCNOTbI.



BeKkTOopHasa cucrema — 3T10:

A. cuctema 4NnAa nepefaym reHeTUYecKoro matepuana BHYTPb KNETKU;;
B. cuctema Habopa yHUKanbHbIX nocneaosatenbHocTen AHK;

B. noBTOpAtowanca nocnegosatenoHocTb AHK;

I. cuctema 6aKTepPUA-XO3AUH;

[. noavnentTnaHasa nocnenoBaTeNbHOCTb

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3uumamu. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTA Bblbepute COOTBETCTBYIOLMNIA MPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMePOBaHHbIN 3/1IEMEHT MOXKeT bbITb BbIbpaH 0a4uH pa3, 6onee 0gHOro pasa UaAn He
BblGpaH HU pa3y. Xpomocombl

A. X

b. Y Tunbl xpomocom

1. CybmeTaueHTpUK cpegHero pasmepa

2. Manbii meTaueHTpUK

3. KpynHbi akKpOLLEeHTPUK

4. KpynHbl MmeTaLeHTPUK

5. Manbi aKpoL,eHTpUK

A.A-1;6-4

6.A-1;6-3

B.A-4;B6-1

r.A-1;6-2

O.A-1;6-5

MaccoBomy 6MOXMMHUYECKOMY CKPUHUHIY NogJeKUT 3aboneBaHue:
A. HelpopubpomaTos;

b. remoxpomaTos;

B. mykononuncaxapmaosbi;

. GeHUNKeToHypuUS;

[. mbiweyHas auctpodus AroweHHa.

bAn3sHeu0BbIA MeToa, B MeAULMHCKOMN reHeTUKe UCNOo/b3yeTca ans:
A. anAa pacyeta KOHKOPAAHTHOCTK;

b. onpegeneHna 4acToTbl NATONOMMYECKOro ansena B NonynaLumu;

B. AnA n3yyeHmAa NpUYnHbI BO3HUKHOBEHMA MyTaLMIA;

I'. OLLeHKM YaCcTOTbl BOSHUKHOBEHUA MyTaLUuiA;

[. Ans n3yyveHua «monyalmx» nocnegosatensHocTten AHK.



BONbLWMHCTBO HAacNeACTBEHHbIX HapyLweHU metabonansma obycnosneHo:
A. LOMWUHaAHTHbIMM FEHaMW;

B. peueccuBHbIMUM reHamu;

B. uMTON/1Ia3MaTUYECKOMN HAaCNeaCTBEHHOCTbHO;

[. XPOMOCOMHbIMWU TPUCOMUAMM;

[. TepaToreHHbIMM BO34ENCTBUAMM.

OnA BbIABNEHUA HapyLLeHUN aMUHOKUCNIOTHOrO 0bmeHa Hanbonee MHOpMaTUBEH MeToA;
A. uMTOreHeTUYecKoe nccnenoBaHue;

B. uccnepoBaHue 6e1KOBOro CNeKkTpa Naasmbl KPOBY;

B. uccnepoBaHne Moum M KPoBM Ha cBOHOAHbIE AMUHOKUCOTDI;

I. KNMHUKO-TEHEeaNorMyeckme AaHHble: Hann4me B cembe AByX CMBCOB CO CXOAHOM
CMMNTOMATUKOW;

. mbpuamnsaums insitu.

CTpyKTYpHOIA popMOit 60/bLLMHCTBA MAPKEPHBIX XPOMOCOM ABNAETCA
A. NapaueHTpuyeckan nHeepcua

b. MNepuueHTpuyeckas nHeepcma

B. UHBepTMpOBaHHaA AynanKauma

. PobepTcOHOBCKAA TpaHCAOKaUmA

O6pasel AHK XOpoLUEero KauyecTBa MMeeT NoKasaTe b nornoweHuna a260/280, pasHbii
A 1,6

B.2

B.2,1

r.1,8

BepHoi nocnep0BaTe/IbHOCTbIO OCHOBHbIX 3TaNoB NpU NpoBeAeHUU GyopecL,eHTHOM in situ
rmbpuaunsauum asnaeTca

A. JeHaTtypauma; HaHeceHne JHK-30HAa; 06paboTka xpomocomHoro npenapata PHK-azon-A n
NpPOTEONINTUYECKMMUN PpepMeHTaMu; TMbpmnamn3auma; oTMbIBKa Hecneumduyeckmn cBsa3aBLIMXCA

O HK-30H40B; OKpalumBaHue; geTekuma

b. AeHaTypauua; obpaboTka xpomocomHoro npenapata PHK-a3on-A n npoteonntnyeckmmm
depmeHTamm; HaHeceHne [ HK-30HAa; rMbpmuamnsaums; oTMbIBKa Hecneunpuyeckmn ceasaBLUMXCA
O HK-30H40B; OKpalumBaHue; geTekuma

B. O6bpaboTka xpomocomHoro npenapata PHK-a3oi-A n npoteonmtnyecknmm pepmeHTamm;
HaHeceHne [IHK-30HAa; AeHaTypauus; rmbpuansauma; OTMbIiBKa Hecneumdpuyeckm cBs3aBLUMXCA
O HK-30H40B; OKpalumBaHue; geTekuma

. ObpaboTka xpomocomHoro npenapaTta PHK-a30M-A 1 npoteonntnieckumm pepmeHTamu;
AeHaTypauma; HaHeceHne [ HK-30Haa; rubpugmsauma; oTMbiBKa Hecneupdpuyeckm cBA3aBLUNXCA
O HK-30H40B; OKpalumMBaHue; geTekuma



K yHuBepcanbHbIM KOMMNOHEHTaM CUCTEMbI penapayum, pacno3HaloLWMM ABYHUTEBbIE Pa3pbiBbl
OHK, MyTaLlMK B reHaX KOTOPbIX NPUBOAAT K Pa3BUTUIO OAHOM U3 HacneACTBEHHbIX Gpopm
aTaKCUU, OTHOCAT

A. benok p53

b. ATM-KuHa3sbl

B. Tonomnsomepsl 2

. ATR-KMHa3bl

De3okcupuboHyKkneasa i B MoneKkyasapHoi 6uonornm ncnonb3yertca ana
A. YBenunyeHua cneundpuyHOCTM NOIMMEPA3HON LEMHON peakumm

b. YBennyeHua cpoka xpaHeHua AHK

B. Ounctkun obpasua PHK ot HK

I. OumcTtkm obpasua AHK ot PHK

OcobeHHblit Nnay MnageHua, HaNOMUHAOLWMKU KOWaybe MAYKaHbe, B COYETAaHUU C KAPUOTUTNIOM
46,xx, del(5)(p15.2) cBupeTenbCTBYET O CUHAPOME

A. Matay

b. /lexeHa

B. Aun xopaxu

. Bonbga — XmpLixopHa

MexaHM3MOM BO3HMKHOBEHUA CTAHAAPTHbIX MUKpoAeneLuin aBnaeTca
A. ChvaHne Tenomep

b. DKCNaHCMA TPMHYKNEOTUAHbIX MOBTOPOB

B. HeannenbHaa romonornyHaa pekombmHaums

. HeromonorMyHoe KoHLEeBOe npucoesnHeHue

MpoaonK1TeNbHOCTb AOMMMNNAHTALUMOHHOIO Nepuoaa y SM6PMOHOB YeioBeKa cocTaBnseT (B
OHAX)

A. 30

6. 10-15

B. 60

r.e-7

KnioueBbim oTiMuMeM ngs OT CEKBEHMPOBAHUA MO CEHrepy ABNAETCA BO3MOXKHOCTb
A. AHanm3a reHos, ANA KOTOPbIX CYLECTBYHOT NCEeBAOreHbI

b. OgHOBPEMEHHOIrO CEKBEHMPOBAHUA MHOXKecTBa pparmeHTos HK

B. MpoumnTaTh NPOTAXKEHHbIE Aeneummn/aynamKkaumm

. OnpepeneHns yncna Konum reHoB



Ona 0603HaUEeHMA MeTOA0B OKPaCKM NpUmeHsaeTcA TpexbyKBeHHasA cMcTema, B KOTOPOid TpeTbA
6ykBa obo3HauaeT

A. HaseaHue Kpacutensa

B. OcHoBHOM meToa, 63HANHTa

B. NepByto bykBy B dammnmm aBTopa, NpesoXUBLUEr0 METOZ OKpaLllMBaHMA

I'. BapuaHT npeasaputenbHoi 06paboTkM npenapaTa XPOMOCOM WA BU3yann3aLmm

MeTopa, no3BonAOWMUA pa3aenaTtb ¢pakumnm 6eN1KoB B 3aBUCUMOCTU OT UX MACCbl, Ha3biBaeTcA
A. CaysepH-6n10T

b. HozepH-610T

B. BectepH-6n0T

I. FISH

MpuHUMN KOMBMHATOPHOIrO MeYeHUA AHK-30HA0B A1 MHOTOLBETHOrO OKPaLUMBaHUA
XPOMOCOM OCHOBaH Ha UCNO/1Ib30BaHUMU

A. PaznnyHbIx nponopumii B KOMOMHaUMK GayopoxpomMoB A1A MeYEHNA XPOMOCOMO-
cneupounyHbix JHK-61MbnnoTtek

6. HebonbLworo yncna otaenbHblx GJYyOPOXPOMOB M UX KOMBUMHaLMI ana meveHua QHK-
6ubanoTeK 24 XpOMOCOM B KapmnoTUNE YeNoBeKa

B. 24 Pa3nunyHbix $p1yOpOXpoOMOB 418 MEYEHUA XPOMOCOMO-cneuuduyHbix JHK-6nbnmnotek Ha
BCE XPOMOCOMbI B KApUOTUNE YeNoBeKa

. KombuHauui dnayopoxpomos ana meveHuns 24 xpomocomo-cneumduynoix AHK-6ubnmotek

Y HOBOPOXAEHHOrO Ma/ZIbuMKa C TPUCOMUEn XpoMmocombl 18 B Kapuotune peHOTUNUYECKN
6ypeT NpoABNATLCA CUHAPOM

A. Matay

b. 9aBapca

B. KnaltHdenbTepa

I dayHa

dopmyna Kapuotuna 46,xx,del(5)(q13g31) ykasbiBaeT Ha Haanuue peneuun B
naeye Xpomocombi 5

A. UHTepcTUUManbHOM; AIMHHOM

B. TepmnHanbHOM; KOPOTKOM

B. MHTepCcTMUMaNnbHOM; KOPOTKOM

. TepMMHaNbHOM; ANIMHHOM

O6wurm buoxmmmueckum nokasarenem gnsa scex Gopm peHUNKETOHYpPUU ABNAETCA
A. CHUXKeHMe ypOBHA TUPO3NHA

b. CHuXeHue ypoBHA deHnnanaHuHa

B. MoBbiweHne ypoBHA deHnnanaHnHa

I. NMoBblWweHMe YPOBHA TUPO3MHA



OCHOBHbIMW MONEKYNAPHBIMU NPUYMHAMU CUHAPOMA CUNIbBEPa-paccensa ABNAIOTCA NoTepAa
MeTUINPOBaHUA OAHOPOAUTENbCKAA ANCOMUA XPOMOCOMbI 7

A. Otuosckoro annena H19 Ha xpomocome 11pl5 n matepmHcKasn

b. OTuoBcKoro annena H19 Ha xpomocome 11pl5 v oTUOBCKAA

B. MaTepuHcKkoro annena H19 Ha xpomocome 11pl5 n matepmHcKan

. MaTepuHckoro annena H19 Ha xpomocome 11p15 mn oTuoBCKaA

AHanus «npamMmbIX» npenaparos metadasHbIX XpPOMOCOM U3 BOPCUH XOPUOHA NpU NposeaeHUm
nNpeHaTaZIbHOM AUArHOCTUKMU AaéT MHPOPMaLMIO O KapuoTUNE KNeTOK

A. Uutotpodobnacta

b. 9KkcTpaambproHanbHOM 3HA0AEPMbI

B. 9KcTpaambproHanbHOM 3KTOA4EPMbI

. IKCTPaaMbpMOHaNbHOM Me304ePMbl

OAHMM U3 MeXaHM3MOB BO3HUKHOBEHUA aHeYN/I0UaUii ABNAETCA
A. DHOOMKUTO3

6. ChnaHmne onnof0TBOPEHHOM ANLEKNETKU C NONAPHbBIM TE/IbLEM
B. HapyweHwne 6n10Kka nonmncnepmmm

I. YTpaTa xpomocom B pe3ybTaTe aHapa3HOro oTcTaBaHMA

Y4acToK, pasgenaowmii aoBe HyKNeoCcoMbl, Ha3biBalOT
A. JInHkep

6. ConeHoung,

B. I'nctoH

. Cnupanb

Mpu npoBeageHuu MNUP-aHanu3a ¢ yueTom pe3ynbTaToB B «peasibHOM BpeMeHU» B
peaKkuMOHHYI0 CMeCb NMOMMUMO CTaHAAPTHbIX KOMNOHEHTOB BBOAAT

A. Mpanmepbl

b. bydep

B. AHK-30HAbI

I AHK-nonmnmepasy

OnpepgeneHne NOJIHOW AUHAMUYECKO MyTaL MK Npy 601e3HAX SKCNAHCUU BKAOYaeT
A. deHoTMNMYECKAA HECTAaBUIbHOCTb

b. MaTonornyeckoe ysennyeHune 4nmcna TPUHYKAEOTUOHbIX MOBTOPOB

B. leHOTMNMYeCcKasa HeCTabUNbHOCTb

I. NMopor npeapacnosioKeHHOCTU K SKCNAHCUK



Ona 6one3Hn BUIbCOHA-KOHOBA/I0BA XapaKTepeH TUN HacneA0BaHUA
A. AyTOCOMHO-A0MMHAHTHbIN

B. JOMMHAHTHbIN, CUENAEHHbIN C X-XPOMOCOMOWM

B. AyTOCOMHO-peLecCUBHbIN

I. MonnreHHbIN

MeTopA ceKBeHMpOBaHUA AHK pa3paboTtan
A. CaHrep

b. 9amaH

B. YotcoH

I. Kpuk

Mpu mynbTdaKTopManbHOM HacNe[0BaHUM C PObIO BHELWHEW cpeabl 6onee Bcero cBA3aHbl
A. Paznnuma B KOHKOPAAHTHOCTM MOHO- M AN3UTOTHbIX B1M3HeuLoB

6. Paznununa 3abonesaemoctn no nony

B. leorpaduueckmre Bapmaumm 4yactoTbl 3aboseBaemocTm

I. 3THMYecKuMe pa3nmuuna B 3abosesaemoctm

Jlyun peHTreHa He Bbi3biBaIOT

A. Cant-cneundunyeckme pekombuHaumm
b. leHHble myTaumm

B. leHOmMHble myTaumm

. XpomocomHble abbepaunm

XpomocomHasa HecTabunbHOCTb XapaKTepHa gaA
A. AHemnn PaHKOHM

b. CuHapoma beksuta-BnagemaHa

B. CuHgpoma KnaiHdenbtepa

. CuHgpoma Mpagepa-Bunnum

Penapaumeit ¢ yyuactmem ¢pepmMeHTaTUBHOM CUCTEMDI, KOTOPaA yAaNnseT KOPOTKYIO
OAHOHUTEBYIO NOC/1IeA0BaTENbHOCTb ABYHUTEBOW AHK, COAEepKaLL el onboyHble OCHOBAHUA, U
3ameLLaeT UX NyTem CMHTe3a KOMMJIEMEHTAPHOWU OCTaBLUENCA HATU, ABNAETCA

A. DKCUM3MOHHasA

6. SOS-penapaumnsa

B. Mpaman

. Penapauma pekombuHaumemn



ONTUManbHbIM METOA0M ANA NAEHTUPUKALUM MAZION CBEPXUYMCIEHHON MApPKePHOM
XPOMOCOMbI B KapuoTune ABNAETCA

A. FISH c Habopom ueHTpomepo-cneumdmyHbix AHK-30Ha08B

B. CISS ¢ xpomocomo-cneunduiHbimmn JHK-6ubnnorekamm

B. XpomocomHana MMKpoamcceKkLma ¢ 06paTHbIM OKpaLLMBaHUEM

I'. CpaBHUTENbHAA reHOMHasA rmMbpuansaums

benkoso-nunuAaHasa cTPyKTypa, GopmMmupyloLaa BHYTPEHHIOKO OPraHM3aLuio reHeTUYeCcKoro
maTtepuana B agpe KNeTku, Ha3blBaeTca

A. ApepHbI MATPUKC

b. letepoxpomatuH

B. dyxpomaTtuH

. XpomatuH

Tpucomua npeacrasnaeT coboi Hannume B Kapuortune

A. LonoNHUTENbHOM FTOMOIOTMYHOM ayTOCOMbI

6. OgHoro rannomgHoro Habopa XPOMOCOM MATEPUHCKOTO MPOUCXOXKAEHMA N O4HOIO
rannouaHoro Habopa XPOMOCOM OTLLOBCKOTO MPOUCXOXKAEHUA

B. AunnongHoro Habopa XpOMOCOM MATEPUHCKOTO NPOUCXOXKAEHMA

. AunnongHoro Habopa XpOMOCOM OTLLOBCKOrO NPOUCXOXKAEHUA

AKTUBUpPYIOLWME MYTaLUM B NPOTOOHKOreHe ret

A. NMpUBOAAT K MHAKTUBALLMM FreHa-Cynpeccopa OnyxoaeBoro pocTa
6. MpmnBOAAT K Pa3BUTUIO OAHOCTOPOHHEN PETUHOBNACTOMDI

B. MoryT HacnepoBaTbCA OT OAHOrO U3 poauTene

. MpoBOAAT K Pa3BUTUIO paKa TOJICTOM KULIKKM HA GOHe Noannosa

MNocnepoBatenbHOCTb U3 TPEX HYKNEOTUA0B, KOTOPas COOTBETCTBYET OA4HOU aMUHOKUCAOTE,
Ha3biBaeTcA

A. DK30HOM

b. MIHTpOHOM

B. leHOMm

. KogoHom

BaKyymHas npobupKa ¢ LuTpaToM HaTPUA MMeeT KPbILLKY uBeTa
A. KpacHoro

b. 3eneHoro

B. lonyboro

. dnonetosoro



Mpu HacneaCTBEHHOM paKe NOAKeNyAO0UYHOM XapaKTepHbl MyTaLUM B reHe
A. NRAS

b. BRCA2

B. GNA11l

. HER2

OCHOBHOI1 3aga4uel AHK-AUAarHOCTUKM MOHOreHHbIX HacneAcTBeHHbIX 3aboneBaHuit asnaeTca
A. MNpeHaTanbHan ANarHOCTUKA Hac/NeACcTBEHHbIX 3ab6oneBaHniM

B. YcTaHOBNEHUWe poacTBa, B TOM YUC/ie onpeaeneHne oTLOBCTBa

B. MoaTBep:kaeHue Nan yTo4HEeHMe AMarHo3a HacnencTBeHHoro 3abonesaHms

I'. lnarHoCTMKa reTepo3nroTHOro HOCUTENbCTBA U3BECTHbLIX MyTaLMA B reHax Y4acTbIX
HacnencTBeHHbIX bonesHen

Konuuectso nap xpomocom B rpynne «A» y yenioBeKa paBHO
A.2
6.3
B.5
r.7

MonyyeHne XpOMOCOMHDIX NPenapaToB U3 KyAbTUBUPYEMDIX in Vitro BOPCUH XOPUOHA Npu
npoBeAeHUM NPeHaTaNbHOU AUArHOCTUKM AaeT UHPOpPMaLMIO O KapuoTune KNeTok

A. Uutotpodobnacta

B. 9KcTpasmbproHanbHOM 3KTOAEPMbI

B. OKcTpasambpmoHanbHOM Mme3oaepMbl

I. IKCTPasmbpPMOHaNbHOM 3HAOAEPMbI

Mpu oTpuuatenbHOM pe3ynbTaTte CKPUHUHIOBOTO TeCTa Ha BbiIB/IEHUE YACTbIX MyTaLMi reHOB
brcal/2 y naumeHTOB C OTArow,eHHbIM OHKOJIOTMYECKUM aHAMHEe30M NPoBOAUTCA

A. Banngaums pesynbTaToB MOJIEKYNAPHO-FTEHETUYECKON AMArHOCTUKM METOAAMM
UMMYHOMUCTOXMMUN

b. YcTaHOBNEHWE HYK1IeOTUAHON NocNen0BaTeIbHOCTU KoaUpYoLWmMX ¢parmeHToB reHoB ATM,
BRCA1/2, CHEK2 metogom NGS

B. YcTaHOBNEHWE HYKIEOTUAHON NOoCNen0BaTeNIbHOCTU Koaupyowmx ¢parmeHToB reHa KRAS
metogom NGS

I. MOUCK XMMepPHbIX TPaHCKpMnTOB reHos BRCA1/2

BepoAaTHOCTb 3aboneBaHus ANA AETEﬁ retepo3snroTHoro Hocmutenda aHoma/ibHoOro aytToCoOMmHo-
peueccnMBHOro reHa U HOCUTe/ZIbHUL bl TAKOroO e reHa coCtasnfeT (B npou,eHTax)

A. 25

6. 100

B.33

r.50



MonynAuMoHHanA YacToTa CMHAPOMA TPMCOMMUU X COCTaBAAET OKONO
A.1:1000

b.1:2500

B. 1:7000

. 1:50000

3anucb BapuaHTa C.-5a>g 03HayaeT, YTo OA4HOHYK/N1e0TUAHaA 3aMmeHa afieHMHa Ha ryaHuH
npousoLina B

A. 3’-UTR Ha paccToAHUM 5 HYKNeoTMaoB OT NoCNefHEro HyKneoTuaa CTon- KogoHa

6. MonoxeHun 5 no reHomHon HK

B. 5’-UTR Ha paccTtoAHnn 5 HyKNeoTna,0B OT NepBOro HyKAeoTuaa MHULMNPYIOLLErO KOA0HA
I. MonoxeHuun 5 no kKogupytowen OHK

Moa apaxHopaKTUAMEN NOHUMAIOT nanbues
A. YBennyeHue yncna

b. YmMeHbLleHne yncna

B. YBenunueHne anmvHbl

I. YKopoyeHune aNuHbI

B mepMLUUNHCKOM reHeTUKe 61M3HeL0BbliA MeToa, UCNONb3YIOT ANA

A. Jna oueHKM 4YaCcToTbl BOSHUKHOBEHUA MyTaLMi

6. OnpeaeneHna 4acToTbl NAaTOIONMYECKOTO annena B Nonynaumm

B. YcTaHOBNEHMA HacneaCTBEHHOIO XapakTepa 3aboieBaHUA

. OUEHKM COOTHOCUTENBHOWM POJIU TEHETUYECKUX U CPeA0BbIX PaKTOPOB B PA3BUTUM NPU3HAKA

K KAMHMYeCcKum NoKasaHuAM 18 NPeHaTasIbHOro KApUOTUNUPOBAHUA NN0AA OTHOCAT
A. T'mnepToHMYeckyto 6onesHb y poaCTBEHHMKOB

B. XpomocomHble NepecTpomnKm, XPOMOCOMHbIN MO3auLM3M

B. Hannumne anabeta y ogHoro 13 poautenemn

. Hannume y poacTBEHHMKOB OHKO3aboneBaHUA

CKONbKO NONAPHbIX Teney, AaeT O4UH 00rOHMIA Npu 06pa3oBaHNM O4HOU ANLLEKNETKU?
A. OaHo

b. [lBa

B. YeTtblpe

. Tpu



Hanbonee 4acto c MHOXKeCTBEHHbIMU BPOXKAEHHbIMU AedeKTamu pa3BuTua
A. CoyeTaloTca onyxosun roHas,

B. CoueTtaetca petuHobnactoma

B. CoueTtaeTtca onyxoab Bunbmca

I'. CoyeTaerca HepobaacToma

MeToaom, npuMmeHsieMbiM B MONIEKYASAAPHOU Buonorum gna BbiABAeHUA onpeaenéHHON
nocnepoBaTeIbHOCTU AHK B 06pasue, aBnserca

A. HosepH-6noT

B. UcTepH-6n0T

B. Cay3epH-6n0T

I. BectepH-6n0T

HacneactBeHHOCTb NpeAacTaBaseT coboit

A. CnocobHOCTb *KMBbIX OPraHM3MOoB NpMobpeTaTb HOBbIE NPU3HAKM U CBOICTBA

B. Nepenayy 3abonesaHMit Yepes NOKOIEHUE

B. Mepepayy 3abonesaHnin B pagy NOKONEHUM

I'. Buonornyeckuit npouecc, obycnaBANBaAOLLUA CXOACTBO MEXAY POAUTENSMU U MOTOMCTBOM

He coaepXuUT cepy aMMHOKUCNOTA
A. MNponuH

b. UnctmH

B. UnctenH

. MeTUOHWH

Matpuuamu gnsa cuHTesa 6enKkoB ABAAIOTCA
A. Manoagpbiwkosble PHK

6. MatpuyHbie PHK

B. Manble Hekoaupytowme PHK

. PubocomHas PHK

HanpaBneHHas romonornyHas penapauua y BbiCLUMX 3YKapMOTOB aKTUBHA B KNeTo4YyHOoro
LMKNa

A. GO ¢dase

B. S n paHHel G2 ¢aszax

B. M ¢a3ze

. M v paHHel G1 dasax



CnyyaiiHas NOrpeLHOCTb OLLeHUBAETCA HA OCHOBaHUM
A. BHyTpucepuiHoIM BOCNPOM3BOANMOCTH

b. CmeweHuna

B. [lmanasoHa usmepeHuA

I. KoapduumeHTa Bapnayum

K martepuany, KoTopblii Henb3s UCNOAb30BaTb ANA AHK-ANArHOCTUKU, OTHOCAT
A. DputpoumnTapHyto maccy

b. BopcuHbI XOpMOHa

B. AMHMOTHNYECKYIO }NAKOCTb

I. ByKKaNbHbIN anuUTeNnumi

Mpaiimepom aBnsertca

A. KopoTtkuii cneumdumyecknin yyactok PHK

b. KopoTkui cneunduryeckmii yyactok JHK

B. CvHTETHMYEeCKUI cneunduyecknin nentung,

. CUHTETUYECKUI cneunPUIecKnin ONUroHyKNeoTns,

K pyHKLMAM XPOMOCOM OTHOCAT

A. BocnpowusBegeHue n nepesady reHeTMyeckoi MHGopmaLMm Npu pasMmHOKEHUM KNETOK U
OpPraHM3moB

B. XpaHeHue, BocnponsBeaeHue 1 nepeaady reHeTu4eckor MHGopmaLmmn npm pasMmHOKEHUN
KNETOK M OpraHM3mMoB

B. Mepepnayy reHeTUYECKON MHPOPMALMK NPU PA3MHOMKEHUWN KNETOK Y OPraHM3MOB

I. XpaHeHuWe reHeTMYecKol MHGOPMALLMKM KETOK U OPraHU3MOB

MpaKkTMyecKkoe MCNO/Ib30BaHUE AHK-30HA0B B MOJIEKY/IAPHO-LUTOreHETUYECKUX UCCNeA0BAHUAX
KapuoTuna yenoBeKa npegycmatpusaer

A. JnarHoCTMKY MOHOreHHbIX 3aboneBaHni

b. MoaTBepkaeHne mynbTudaKTOpUanbHbIX 6one3Hen

B. IMarHOCTMKY XpOMOCOMHOM NaTo/1I0rmn

I. MonHoe MoNeKkynApHOE oNncaHMe TOYKOBbIX MyTaLMiA NPU Pa3NNYHbIX HAaCNeACTBEHHbIX
nedektax

PassuTtHe rankoreHosa 2 Tuna obycnoBneHO U3MEHEHUAMU HYKNEOTUAHOMN
nocnepoBaTe/IbHOCTU B reHe

A. ARSB

B. GAA

B. GJB2

r. POMT1



HacneactseHHble onyxoneBble CUHAPOMbI 3TO —

A. 3aboneBaHusa, asnawwmeca Gopmoit He MeHAENEBCKOrO ANUreHETUYECKOro Hacne,0BaHKs,
KOTOpOe XapakTepusyetcs anddepeHumanbHOM IKCNpPeccuen reHa B 3aBUCUMOCTHM OT €ro
POAUTENBCKOTO NPOUCXOXKAEHMUSA

b. 3abonesaHuA, 06ycnOBAEHHbIE U3SMEHEHNEM YMCNA UM CTPYKTYPbl XPOMOCOM

B. lpynna 3aboneBaHuii, pa3BUTUE KOTOPbIX ONpeaensaeTcs B3auMogencTBMEM HAC/1eACTBEHHbIX
daKTOopOB (MyTaUMN NN COYETaHUM annenei) n ¢akTopos cpeabl

I. Fpynna 3aboneBaHuWii, NPOABAEHME KOTOPbIX CBA3AHO C Nepeaayen 3 NoKoIEHUA B MOKOEHME
npeApacnoNoXeHHOCTU K TOMY AU MHOMY BUAY paKa

BONbLWMHCTBO BPOXAEHHbIX 3a60n1eBaHMi1 06MmeHa BelecTB 06ycnoBneHO
A. XpOMOCOMHbIMU TPUCOMUAMM

6. MuUTOXOHAPWANBHOM HAacNeACTBEHHOCTbIO

B. PeueccmBHbIMUM reHamu

I JOMMHAHTHbIMUM reHamm

HopmanbHblii ypoBeHb aMMOHUA B KPOBU Y AeTEN A0__ MKMOAb/Auntp
A. 30

B. 50

B. 150

r.10

MuToXxoHApPUaNbHbIA FeHOM BKAOYAeT reHoB
A. 700

6. 107

B.37

. 1000

bonesHb reHTUHITOHa CBA3aHa C MyTaLUAMM B reHe
A. HBB

6. GAD1

B. HTT

. HCFC1

B 31rote n comaTM4eCcKoil KieTKe YesoBeKa Npu HOPMaJIbHOM KapuOTUNE YNCI0 XPOMOCOM
A. MonunnongHo

b. lannongHo

B. AHeynnongHo

. AvnnongHo



MapKEépom ocTporo pagnaLoHHOro NOBpeXAeHUA ABNAIOTCA
A. CecTpMHCKME XpOMaTUAHbIe 0OMEHbI

b. HecbanaHcMpoBaHHbIe TPAHCAOKALMK

B. C6banaHcMpoBaHHbIE TPAHC/IOKALMK

I. AnueHTpudeckme Xpomocombl

PeueccuBHOMN, CUENIEHHOM C X-XPOMOCOMOI, aHOMAIMEN ABNAECTCA
A. MyKosuncumaos

b. Mbiwe4Haa guctpodpuma JroweHHa

B. Cugpom LLepewesckoro TepHepa

. deHUNKeToHYypuUA

[ns HepOCTaTOYHOCTU BMOTUHUAA3LI XapaKTEPHO NOBbIEHUE aLUIKAPHUTUHOB
A.C3

B. C5 DC

B. C5 OH

r.c5

MocnepoBateNbHOCTb OCHOBAHMIA B HYKNI€OTUAHOM L,enu No3BoAAET onpeaenntb
A. CekBeHMpoOBaHUe

b. MynbTunnekcHaa amnandukauma

B. Annenb-cneumduryeckas amnamdukauma

I. Mynbcupytowmin renb-anekTpopopes

K OCHOBHbIM 3TUYECKMM NMPUHLUNAM reHeTUYECKOro TeCTUPOBAaHMA OTHOCUTCA NPaBO
A. MaupeHTa Ha coxpaHeHne KoHOUAEHLMANbHOCTH

B. Bpaya coobwmnTb reHeTMYecKyo MHPOpMaLUMio Cynpyry naumeHTa

B. Bpaya coobwmnTb reHeTUYeCcKyo MHPOPMaLMIO CTPAXOBOW KOMMAHMM

. Bpaya coobWUTL reHEeTUYECKYI0 MHPOPMALMIO KPOBHBIM POACTBEHHMKAM NaLMEHTa

Mpu HanpaBneHUU Ha AHK-AUArHOCTUKY NpeanoyTuTeneH 3abop Kposu B NpobUpKy
A. C gMoKcmaom KpemHua

6. C2A4TA

B. C renapmvHom HaTpua

I. be3 KOHCcepBaHTa



K 3aboneBaHnam, obycnosneHHbIM HapyLleHUEeM CNIaMCUHIa reHOB, NPUBOAAT U3MEHEHUSA
CTPYKTYpblI

A. Tenomep xpomocom

b. ManoagepHbix PHK

B. ManoagpbiwKosbix PHK

I. LeTpomep xpomocom

BO3HWMKHOBEHME NOJIHOrO NY3blPHOro 3aHOCa ABNAETCA pPe3y/bTaToM

A. VICKN1ounTENbHO HapyLIEeHUI cerperaumm XpomMoCcoMHbIX HabopoB B meio3e y oTua

B. IckntounTenbHO HapyLUeHUI cerperauym XPOMOCOMHbIX HAbOPOB B Meno3e y maTepu
B. lucnepmHoro onnoaoTsopeHuns, 1Mbo CAnaHUA AMNAONAHON U ran1oMaAHOM rameT ¢

nocneayoLwen yTpaTton MaTepuUHCKOro NPoHyKaeyca

. AucnepmMHOro onnoAoTBOPEHUS, MO0 CAUAHUA ANNAONAHOM U ran10UAHON ramMeT C

nocieAytoLwen yTpaTon OTLOBCKOro NPoHyKaeyca

MaxuTeHHbI KBagpuBaneHT HabnogaeTcs B cayyae
A. HepeumnpoKHOM TpaHCN0OKaLmm

6. Tpncomuu

B. PeumnpoKHOM TpaHC/0Kaumm

. Aynavkaumm

OCHOBHbIM cNOCOH6OM AieNneHUA IYKAPUOTUUYECKUX KIETOK, MPU KOTOPOM CHava/ia Nnpoucxogut
YABOEHMe, a 3aTeM paBHOMepHOe pacnpepeneHne HacneaCTBEHHOrO maTtepuana, ABnaeTca
A. Mutos

6. Meio3

B. AMuTo3

I. KpoccuHrosep

Mukpouedanua npu cMHAPOME aNKOro/IbHOrO NN0AA OTHOCUTCA K
A. Aunspynuyam

b. Aucnnasmam

B. Manbdpopmaumam

. Aepopmaumam

MuKpocaTtennut npeacrtasnseT coboii TMN caTeNIMTHOK AHK, COCTOALMI U3 TaHAEMHO
Pacnoo}KeHHbIX NOBTOPAIOLWMXCA NOBTOPOB U3 HYKNEOTUA0B

A.20-70

b.1-2

B. 2-5

. 100-300



BO3HMKHOBEHME TETPanN/I0MAHOro XPOMOCOMHOro Habopa B ambprMoHanbHOM nepuoae
pPa3BUTUA ABNAETCA NPEUMYLLLECTBEHHO pe3y/ibTaToOM

A. TpucnepmHoOro onno40TBopeHNA

b. BAoKaabl UMTOKMHE3A NPUY NEPBbIX AeNeHnax apobneHnn

B. ChnanHuna gunaonaHbIX ramer

. DHAOpeAynAMKAUMM NPOHYKIEYCOB B 3UroTe

AKTUBHOCTb ranaktoso-1-pocoar ypuaunrpaHcdepasbl npu ranakrosemmu 1 tuna onpepenaor
B

A. NerikoumnTax

b. putpouuTax

B. Moue

I. Mnha3me Kposu

Ana nsyyeHna xpomocom Hanbonee yao6Ha ctagna KNEeTOYHOTO AeIeHUA
A. MeTtadasa

b. AHada3a

B. Npoda3za

. UHTepdasa

XpomocomHasa HecTabubHOCTb XapaKTepHa A CUHAPOMA
A. KnanHdenbTepa

b. bekBuUTa-BngemaHa

B. lyu-bap

l. Bunbamca

B npouecce 06paTHOM TPAHCKPUNLUU NPOUCXOAUT
A. CnHte3 KAHK Ha maTpuue PHK

b. YcTpaHeHue nospexaeHmin AHK

B. CuHTe3 BTopoi uenn AHK Ha AHK maTpuue

I'. YcTpaHeHue nospexaeHuit PHK

PobepTcoHOBCKasA TPaHCNOKaLUA BO3HUKAET BCaeaCcTBUe

A. HepeumnpoKHOM TPaHCNOKaLMM MeXAyY NOI0BbIMM XPOMOCOMaMM

b. LeHTprnyecKkoro cnmaHmna AsyX AAMHHbBIX NAeY aKPOLLEHTPUYECKMX XPOMOCOM
B. Pa3zBopoTa ¢pparmeHTa xpomocombl Ha 180 rpagycoB € 3aXBaTOM LEEHTPOMEpPbI
I. HepaBHOro KpoccuHrosepa



OTtmeTbTe 0c06eHHOCTb 3a60/1eBaHKM, CBA3AHHDbIX C AMHAMUYECKUMU MYTaLUAMMU

A. OcTpoe BHe3anHoe Havyano 3aboneBaHus

. YepenoBaHue nepnoaoB peMmccum u peuuansos

B. Koppenauus TaxecT Te4eHUs ¢ pa3sMepoM 3KCNaHCKM

. HeobxoaMMOoCTb BO3AENCTBMA MyTareHHoro ¢akTopa A8 UHAYKUUMN AUHAMUYECKUX MyTaLuiA

HapyweHne meTMAMpPOBAHUA NPOMOTOPOB FEHOB NPOBOCMNANINTE/IbHbIX LLUTOKUMHOB BbI3bIBAOT
A. HapylweHus paboTbl HEPBHOW CUCTEMBbI

B. HapyweHua paboTbl cepae4Ho-cocyANCTON CUCTEMD

B. AyTOMMMYHHble U peBmMaTU4eckme 601e3Hu

I. HapyLweHua cuctembl CBEPTbIBAHUA KPOBM

B peakuuu o6paTHO TPAHCKPUNLUM NPOUCXOAUT CUHTES
A. KOHK Ha maTpuue PHK

6. PHK Ha matpuue AHK

B. benka Ha maTtpuyHoi PHK

I. Bropou yenn AHK Ha maTpuuye KOHK

Tun HacnepoBaHUA 601€3HN BUNbCOHA-KOHOBA/I0BA OTHOCUTCA K
A. PeueccuBHOMY, cUEMNIEHHOMY C X-XPOMOCOMOWM

6. loMMHaHTHOMY, cuenaeHHOMY C X-XpOMOCOMOM

B. AyTocOMHO-peLeccusHomy

. AyTOCOMHO-A0OMWUHAHTHOMY

Mpu NOACHO-KOHEUYHOCTHOWU MbileYHou anctpodumn 1b TMNa naTtoreHHble BapMaHTbl MOryT 6biTb
06Hapy:KeHbl B reHe

A. RYR1

B. LMNA

B. GAA

. CAV1

CTpyKTypa aapa, XapakTepHaa Ana aapa oouuTa Ha CTaauu 3apoAabliLieBoro ny3bipbKa
A. «Jlamnosble WeTKn»

b. MonHoCTbIO Aecnupanmn3oBaHHbIe XPOMOCOMbI

B. YnaKoBKa ¢ npoTammHamm

I. TUCTOH-NPOTAaMMH B3aMOAEeNCcTBNe



MNpoBeaeHue TeCTUPOBAHUA Ha HaiMuMe MyTauum B reHax brcal, brca2 y pgeteit B cembe ¢
CMHAPOMOM HaCNeACTBEHHOro paka MOIOYHOM Kee3bl U ANYHUKOB NOKa3aHo

A. o 1ropa

b. Nocne 18 net

B. MpeHaTanbHO

. C MOMeHTa OOHaApPYKEeHUA MyTaLMmM Y poanuTensa

Ocob6b ¢ pa3HbIMK annenamm ogHOro reHa HasblBaeTcs
A. TeMn3nroTHom

B. MoOHO3UroTHOWM

B. leTepo3uroToi

. Fomo3uroTon

[N HeOHaTaNbHOrO CKPUHUHIA PEeHUNKETOHYPUM UCNONb3YIOT
A. dnektpodopes remornobumHa

b. ®aoopumetpuio

B. Mpoby Pebepra

I'. MNoTtoByto npoby

FeHOMHble KOOPAUHATbI YKa3blBalOT B COOTBETCTBMU C/CO
A. C6opKoW reHomMa

b. leHom

B. TpaHcKkpunTtOom

I. Monom naumeHTa

Hanuuune cermeHTHbIX AynanKauuii B reHOMe YenoBeKa obecneunBaeT

A. CHU}KeHMe pUCKa XPOMOCOMHOTO HEPACXOXAEHMA B Melio3e

B. YBenmueHune prcka XpOMOCOMHOTO HEPACXOXKAEHMA B MeM03e N BO3HUKHOBEHUS aHeynionanm
B. BO3HMKHOBEHME XPOMOCOMHbIX TPAHCAOKALMIA

. BO3MOXHOCTb Hean/Ie/IbHOM rOMONIOTMYHON PEKOMBUHALMK

KneTouHbimu opraHennamm, B KOTOpbIX NPOMUCXOAUT b-OKMCNeHMe XKUPHBIX KUCNOT, ABNAIOTCA
A. Pubocombl

6. JInsocomel

B. lMepokcucomeil

I. Xpomocomsl



CnyyaiiHas NOrpeLHoOCTb XapaKkrepusyeT
A. BocnpounssogmnmocTtb

b. CxoammocTb

B. YUyBCTBUTENBHOCTb

I. MpaBuabHOCTL

Moa TepMMHOM MHTPAXPOMOCOMHAA MHCEPLUA NOHUMAIOT

A. LleHTpuryecKkoe cnmaHme ABYyX aKPOLEHTPUYECKUX XPOMOCOM C NOTEPEN KOPOTKUX nsiey
b. YaBOEeHMe yyacTKa XpOMOCOMbI

B. BcTaBKY PpparmeHTa 04HON XPOMOCOMbI B 4PYrOM PaMOH TOM e CaMOW XPOMOCOMb!

I. BcTaBKY pparmeHTa 04HON XPOMOCOMbI B PaliOH HETOMOJIOTMYHON XPOMOCOMbI

MexaHn3mMom BO3HUKHOBEHUA TPMCOMUU ABNAECTCA
A. [1BoiiHOe onnoA0TBOpPEHUE

6. UMNPUHTUHT

B. AHada3zHoe oTcTaBaHue

I. HepacxoxxaeHne Xpomocom

XapaKTepucTMKOU reHoOMa 3yKapuoT ABNSETCA

A. OTCyTCTBME 3HXAHCEPOB M CalIeHCEPOB

b. OTcyTcTBME MHTPOHOB

B. Hannuune noBTOPAOWMXCA U HEKOAMPYHOLMUX NOCNea0BaTeNbHOCTEN
. Hannume onepaTopoB U UHAYKTOPOB B NPOMOTOPAX reHOB

YCTOMUMBOCTb K NpenapaTtam LeTyKCMMab M naHMTymymab npu paKe TO/ICTOM KULLKK Bbi3biBalOT
MyTaL MU B reHe

A. MLH1

b. KRAS

B. MSH1

. CHEK2

LUuknuH-3aBucumasn KnHasa cdkl-ciklin b-p9 B opraHnsaumm cTpyKTypbl XpOMaHTUHA OTBeYaeT
3a

A. docdopnnnposaHme KOHAEHCMHOB M TMCTOHOB A5 KOHAEHCALUMN XPOMOCOM MPU KNETOYHOM
AeNeHnn

. Perynaumio npoLeccoB aueTUANPOBAHNA U AE3LETUNINPOBAHMA TMCTOHOB

B. AkTnBaumio 6enkoB 1 GepMeHTOB B S-KNETOYHOIO LUUKAA

I'. Perynauuio npouecca NakoHn3aumm X-XxpoMoCoMbl
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