TecTbl ¢ BOpocamMu 1o CneuruajabHOCTH
«JlabopaTopHasi reHeTHKA» ISl ATTeCTALMHA
BbICHIASI KATET OPHUS

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.

BbiCLUaA KaTeropua

BepHyTbcA B HaYano


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

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
Bbl6paH HM pa3y. PeuenTop:

A. ¢paKropa pocra pubpobnacrtos 3-ro TMNa

b. aHaOTEAManbHOro cocyaucroro ¢pakropa pocra 1-ro tuna

B. ¢akropa pocTta renatouuToB

l. aHaporeHoBbI peuenTop leH:

1. AR

2.FLT1

3. FGFR3

4. MET

KaKoi4 reH U3 npeacTaBneHHOro CNUCKa ABNAETCA reHOM - Cynpeccopom OnyXoneBoro pocra?
A. BRCAL;

b. EGFR;

B. IL28B;

. CFTR;

L. AR.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeAcTaBNeHHbIMU NOo3nLUaMU. Ana Kaxkaoro 6yKBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMNIA MPOHYMEPOBaHHbIN 3n1emMeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT bbiTb BbIbpaH oauH pa3. Tun oCHOBaHUM:

A. TNypuHbI;

b. MupumnauHbl. Ha3zBaHMe OCHOBaHMIA:

1. ApeHuH;

2. TumuH;

3. l'yaHuH;

4. Unto3uH

A.A-13;6-2,4

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

B.A-23;b6-1,4

rrA-34;6-1,2
0.A-1,2,3;6-4



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. OHKOreHbl

b. MeHbI-cynpeccopbl onyxonei XapakrepucTmka

1. MoryT akTMBMPOBaTbCA amninduKaumei, TpaHCNAOKaLMEN UM TOUKOBOU MyTaLMen
2. NoTtepa pyHKUUM BeJeT K Pa3BUTUIO ONYXONU

3. NpuUcyTCTBYIOT B KNETKaX 340P0BbIX Atloaei

4. MoryTt nHaktuBuposaTtbca metunuposaHmem AHK

A.A-3;b-1,2
b.
B.
r
A.

4
2,34
3

>>J>J>

-3,
; B-
-2,
-4

-2;
-1,
- 4;
-3;

YcTaHOBUTE COOTBETCTBUE MEKAY NPeACcTaBAeHHbIMU NO3ULMAMU. s KaXKaoro 6yKBeHHOro
KOMMNOHEHTa BblbepuTe COOTBETCTBYIOLLMA NPOHYMEPOBaHHbI anemeHT. Kaxkablit
NPOHYMEPOBaHHbIi INeMEeHT MOXKeT 6biTb BbIbpaH 0auH pa3, 6onee oaHOro pasa uam He
Bbl6paH HU pa3y. Kapuotun

A. HopmanbHbIii My>XCKOMU

b. HopmanbHbIi XkeHCKnii KonnmuyecTBo NosioBbIX XPOMOCOM

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;b6-5

B.A-1;b6-3

B.A-4;b-1

rNA-5;b-1

O.A-556-3

CTaHpapTHaA AUTENIbHOCTb KyIbTUBUPOBAHUA NTMMEOLUTOB NnepudepuyecKkoin Kposu ana
LUTOreHeTUYeCKOro uccneaoBaHUA COCTaBNAeT:

A. 54 yaca;

b. 48 yacos;

B. 24 yaca;

. 72 vyaca;

[. 96 yacos.



MonoBbiMn Xpomocomamu Ha3blBalOTCA XPOMOCOMbI:

A. NMonoBbIX KNETOK;

b. YuacTeyrowme B KPOCCUHIOBEPE;

B. Hannume KoTopbix B KapuoTune onpegenaeTt N0/ OpPraHNM3ma;

I. CoaeprKalime TONbKO reHbl, AeTepMUHUPYIOLLME Pa3BUTUE NONQ;
A. Tpynnbl A.

YcTaHOBUTE COOTBETCTBUE MEKAY NpeAcTaBAeHHbIMU NO3ULMAMU. s Kaxkaoro 6yKBeHHOro
KOMMOHEHTA Bblbepute COOTBETCTBYIOLWMNIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMEPOBaHHbI 3N1eMeHT MOKeT 6biTb BbIbpaH 0auH pa3, 6onee ogHOro pasa uam He
Bblb6paH HM pa3y. Mpouecc

A. TpaHcKpunums

b. TpaHcnaumua OnpepeneHune

1. CuntbiBaHME reHeTUYECKOU uHpopmaumm c monekynbl AHK

2. YpaneHune nHTpoHoB 13 nepsuyHoro PHK-TpaHckpunTa

3. CoeanHeHMe 3K30HOB B KOHLe co3peBaHna MPHK

4. CuHte3 6enka c MPHK

AA-4,b-3

6.A-1;b6-4

B.A-2;b6-3

rrA-1;6-3

O.A-3;b6-2

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numMaAMU. [na Kaxaoro 6yKBeHHOro
KOMMOHEHTA BblbepuTe COOTBETCTBYIOLWMNIA NPOHYMEPOBaHHbIM 3n1emeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT 6biTb BbIbpaH oauH pa3. MaroreHe3 60ne3HU Ha
MO/IEKY/IAPHOM YPOBHE B 3aBUCUMOCTU OT KOHTPO/IMPYEMOro KOHKPETHbIM reHOM NPOAYKTa U
OT XapaKTepa ero HapyLeHUsa Npu MyTaLMm COOTBETCTBYIOLLMM 0bpasom:
. CMHTE3 aHOManbHOro 6enka
. BbipaboTKa yMeHbLUEHHOro KOInYecTBa HOPMa/ibHOro NepPBUYHOTO NPOAYKTA
. OTcyTcTBME BbIpaboTKM NnepBuUYHOro npoaykra MNpumep:
. PeHUNKeTOHYpUA
. ANb6UHU3M
. CepnoBuAaHO-KNeTOYHas aHeMuUA
. B-tanaccemus
. AnKanToHypuA
. BpoXKpaeHHan HeJ0CTaTOYHOCTb TMUPOKCUHA
.A-2;b6-1;B-3,4,5,6
A-4;6-1,3;B-2,5,6
5

hDomo>o0oun b WNR®O D>

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



CekseHuposaHue AHK - aro:

A. pecTpmKuMoHHOe KapTuposaHue [HK;

b. rmgponuns AHK c nomouwbto pecTpuKTasbl;

B. onpegeneHue nocnenoBaTenbHOCTM HyKneotnaos AHK;

I. no3nynoHHoe KnoHnposaHue AHK;

[. BbICTpaMBaHWe KNOHMPOBAHHbIX MOC/NeA0BaTe/IbHOCTEN B ONpeae/ieHHOM NopaakKe

«Punagenbduiickas Xxpomocoma» ABNAETCA LLUTOreHETUUECKMM MApPKEPOM
A. cuHapoma [layHa

b. XpOHWMYECKOro MmMenonaHoro emkosa

B. cmHgpoma lMNatay

. cuHpgpoma daBapaca

A. cuHgpoma Audopaxu

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numamu. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTA BblbepuTe COOTBETCTBYIOLWMNIA MPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT b6bITb BbIbpaH 0auH pa3, 6onee 0gHOro pasa Uan He
Bbl6paH HU pa3y. TUNbl XPOMOCOMHbIX aHOMaNUMN

A. Tetpannongus

b. MoHocomusa

B. TpaHcnokauua OnpeaeneHue

1. FleHOMHasa myTauuMA, NPU KOTOPOI OTCYTCTBYET OAHA U3 TOMO/IOTMYHbIX XPOMOCOM

2. TeHOMHas myTauums, NPU KOTOPOWU B KApUOTUIE MMEETCA YeTbipe raniongHbix Habopa
Xpomocom

3. XpomocomHas myTauus, Npu KOTOPOU NPOUCXOAUT NEePEHOC YHaCTKa O4HOU XPOMOCOMbI Ha
OpYyryto Xpomocomy

4. [eHOMHaA MyTaL1A, NPU KOTOPOWU NPUCYTCTBYET A0NO/IHUTE/IbHAA FOMOJIOTMYHAA XPOMOCOMA
A.A-2;6-1;B-3



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamu. [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. Knacc 6onesHeit

A. MepokcucomHble 6onesHn

b. /lIusocomHbie 60ne3HM MeToabl NOATBEPKAECHUA ANUarHo3a

1. KonnyectseHHOe onpeaesieHUe O4YeHb AIMHHOLENOYEYHbIX XKUPHbIX Kucnot. [ HK-
AWNarHocTuKa

2. KonnuyectBeHHOe onpeaenieHne KarexolaMMHOB, aMMHOKUCAOT (KPOBb, MOYa,
CMUHHOMO3roBas }XUAKOCTb)

3. dH3umopguarHoctuka, AHK-anarHocTMKa

4. KonnyecTBeHHOe onpeaeneHne OpraHn4eckMx KUCN0T MOUU, NIa3Mbl

A.A-1;b6-3

6.A-1,6-4

B.A-1;b6-2

rrA-2;6-4

O.A-3;6-4

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numuamn. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTA BblbepuTe COOTBETCTBYIOLWMNIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMePOBaHHbIN 3/1IEMEHT MOXKeT bbiTb BbIbpaH oauH pa3. ButamuH unm kodpakrop npm
leYeHUn HacneacTBeHHbIX 6one3Hel HapyweHna obmeHa

A. KobanamuH

b. TuamuH

B. bBuotuH

. BuontepuH Aedekr — bonesHb

1. HapyweHHoe cBA3biBaHUe — JIeULMHO3

2. HapyweHHoe cBA3biBaHue — MeTuaAManoHoBas auugeMmusa

3. HapyLwieHHbI TpaHcnopT — MeTuamanoHoBas aumMaeMus, roMoLUCTUHYPUA
4. HapyweHHbIU npoueccuHr — MeTunmanoHoBasa auuaeMmsa, roMoLUCTUHYpPUSA
5. HapyweHHbI npoueccuHr — MHoXecTBeHHaA KapboKcunasHaa HeA0CTaTOYHOCTb
6. HapyweHHbI cuHTe3 — N'MnepdeHnnanaHnHemusa
A.A-2,3,4,b-1;,B-5,T-6

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

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

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

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

[ns yTOUHEeHUA ToYeK paspbiBa NPU UHTPAXPOMOCOMHON MHCEPLUM MOXKET 6bITb NPUMEHEH
meToa,

A. pnyopecueHTHOM rmbpuansaumm in situ (FISH) c cy6bTrenomepHbimmn IHK-30HAaMU;

B. mynbTUUBETHOM PayopecLeHTHOM in situ rnbpuamsaumen (mFISH)

B. MHOrouseTHOro cermeHTMpoBaHUA xpomocom(mBAND)

I. dnyopecueHTHOM rmbpmamsauum in situ (FISH) ¢ ueHTpomepo-cneumdmnyHbimmn JHK-30HaaMK;
[. cpaBHUTENBHOM reHOMHOM rmbpuansaumm (array- CGH)



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamu. na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1IeEMEHT MOXKeT bbiTb BbibpaH oguH pa3. OcobeHHoCTU:

A. BO3MOXXHOCTb OLLeHKMK ucxogHoro Konmuectsa konuit [1HK B obpasue

b. MoBblweHNe A0CTOBEPHOCTU UCCNeA0BaHUA 3a cyeT cneundPUUHOCTU NPobbl K LLleneBomy
amnandumkary

B. BoamokHOCTb yBuAeTb pesyabtar NMUP B BUAE NON0OCKU Ha resie, OL,eHUTb KOANYEeCTBO U
KauyecTBo amnanduKata no HECKONbKMM napameTtpam. Metoapl aeTeKuuun pesynbratos MLUP:
1. dnekrtpodopes

2. l'mMbpmnansaumoHHo-pepMeHTHbIN aHanus (MTnMdPA)

3. Cuctema «FLASH» u dnyopumeTtp «IXKUH»

4. Cuctema geteKuuu pesynbraros MNLUP B pexkxume peanbHoro spemeHu (RealTimePCR)
A.A-1;b6-2,3;B-4

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

[na naumneHToB C CMHAPOMOM Bonbda-XupLLuXopHa XapaKkTepHa c/leayloLLan 3anucb
KapuoTtuna:

A. 47 ,XXY;

B. 46,XY,del(22)(q11.2)

B. 45,X/46,XY;

. 46,XX,del(4)(p16.3);

[ 47 XX,+21.

bAn3sHeu0BbIA MeToa, B MeAULMHCKON reHeTUKe UCNOo/b3yeTca ans:
A. onAa pacyeta KOHKOPAAHTHOCTY;

b. onpegeneHna 4acToTbl NATONOMMYECKOro ansena B NoNynaLumu;

B. AnA n3yyeHmAa NpUYnHbI BO3HUKHOBEHMA MyTaLMIA;

I. OLLeHKM YaCcTOTbl BOSHUKHOBEHUA MyTaLUuiA;

[. Ans n3yyeHua «monyalmx» nocnegosatenoHocTen AHK.

Ona npambix metogos [JHK-guarHoctTMkn Heob6xognmo 3HaTb BCce, Kpome:
A. CNUCOK reHoB, acCoUMMPOBaHHbIX ¢ 3aboneBaHnem

b. nochepoBaTeNbHOCTU FEHa;

B. nonmmopdHbix AHK-mapKepos;

. AMarHo3a 3aboneBaHus;

[. TMna HacnhepoBaHMA 3aboneBaHuA.



K metopam audpdepeHumanbHOro oKpawmBaHUA XPOMOCOM, BbIABAAIOWMM NONEpPEYHYIO
MCYEPUYEHHOCTb, cneundPUUHYIO ANA KaXKA0M XPOMOCOMbI, OTHOCUTCA:

A. H-oKpawmBaHue;

b. C-okpawmnBaHue;

B. R-oKpalwmnBaHue;

. AOP-oKpawmnBaHue;

L. FOS- okpawuBaHue.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numuamnu. [na Kaxaoro 6yKBeHHOro
KOMMOHEHTA Bblbepute COOTBETCTBYIOLWMIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMEPOBaHHbI 3N1eMeHT MOKeT 6biTb BbIbpaH 0auH pa3, 6onee ogHOro pasa uam He
Bbl6paH HM pa3y. MeToa onpeaeneHna COMaTMYeCKUX MyTaLuuii B ONyXonu:

A. Annenb-cneyundpuyHas MNMUP B peanbHOM BpemeHHU

b. CekBeHMnpoBaHue no CaHrepy

B. BbicokonpoussogutenbHoe CeKBEHUPOBaHUE

I. FISH Xapakrepuctuka:

1. He moXkeT fOCTOBEPHO OnpeaennuTb MyTaLuIo NPU HECKOIbKUX NPOLLEHTAX MYTAHTHbIX
anneneii B obpasue;

2. MNo3BonaeT ceKBeHUpPOBaTb 0AHOBPEMEHHO 0K0M0 400 reHOB;

3. O6bnapaet 601bLUON YYBCTBUTENbHOCTbIO B ONpeAe/ieHUU TOYKOBbIX MyTaLuii B
reTeporeHHbIX onyxosiesbix obpasuax;

4. "3onotoi cTaHAAPT" Npu onpeaeneHUU TPAHCIOKaLM ¢ 06pa3oBaHMEM XMMEPHbIX
OHKOreHoB.

A.A-3;b6-1;,B-2;T-4
b.A-3;b6-1;B-4;,T-2
B.A-1;b6-2;B-3;T-4
NA-4;,6-2;B-3;I-1
O.A-2;6-3;B-1;T-4



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamu. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT bbiTb BbIbpaH oauH pa3. Popmat npeacTaBAeHUA JAHHDBIX
NGS:

A. VCF

b. FASTQ

B. BAM

. FAM OnucaHue:

1. CopgepuT "cbipyto" MHPOMALMUIO - HYKNEOTUAHYIO NOC/IeA0BaTe/IbHOCTb B TEKCTOBOM
dopmare

2. CopepKuUT AaHHble Nocne NepBUYHOro BbipaBHUBAHUA Ha FTEHOM

3. [laHHbIA popMmaT OTCYTCTBYET

4. CoaepKUT aHHOTUPOBAHHbIE BapUaHTbI

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

b.A-1;b6-2;B-4;T-3
B.A-2;b-1,B-4;T-3
NA-1;,6-3;,B-4;1-2
O.A-4,6-1;,B-2;T-3

Mpu ncnonb3oBaHUU KAaNUANAPHOIO ceKBeHaTtopa Hykneotuapl A, T, T, L Ha
anekTpodoperpamme npeactaB/ieHbl KaK:

A. pa3HouBeTHble NATHa;

b. NnMKK ogHoOro uBeTa;

B. NnKK pa3HbIX UBETOB;

. NoNoCbl PA3ANYHON ANINHBI;

O. undpbl Ha n3MepUTENBHON LWIKaNe.

[OnA BbiIABNEHUA HapyLLeHUI aMUHOKUCNIOTHOrO 06meHa Hanbonee MHopmaTMBEH meToa;
A. UMTOreHeTUYecKoe nccnenoBaHue;

B. uccnepoBaHne 6e1KOBOro CNekTpa naasmbl KPOBY;

B. uccnepoBaHne Moum 1 KPoBM Ha cBOHOAHbIE AMUHOKUC/IOTBI;

I'. KNIMHUKO-TEHEeaNorM4yeckme AaHHble: Haan4mne B CeEMbe ABYX CMOCOB CO CXOAHOM
CMMMNTOMATUKOWM;

. rmbpuamnsaums in situ.

Mpo6a PenuHra BbiABAAET HAAUYME B MOYeE:
A. KETOHOBbIX Ten;

b. peHnnanaHuHa;

B. peHnnketokucnor,

. deHnnrnapasmvHa;

[. roMoreHTU3MHOBOM KUC/IOTbI.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1IeMEHT MOXKeT bbiTb BbIbpaH oguH pas. Mnhardpopma
BbICOKONPOU3BOAUTENIbHOIO CEKBEHUPOBAHUA:

A. lllumina

b. lonTorrent

B. 454 MeToa;

1. NonynpoBoaHMKOBOE CEKBEHMPOBaHUEe
2. CekBeHupoBaHue no CaHrepy
3. NnpocekBeHnpoBaHue

4. CeKBeHUpOBaHUE CUHTE3OM
A.A-4;6-1;B-3

B.

B.

r

A.

-2;
-1,
-3;
-1;

YcTaHOBUTE COOTBETCTBUE MEKAY NPeACcTaBAeHHbIMU NO3ULMAMMU. [na KaXKAoro 6yKBeHHOro
KOMMNOHEHTa BblbepuTe COOTBETCTBYIOLLMA NPOHYMEPOBaHHbI anemeHT. Kaxaplit
NPOHYMEPOBaHHbIi IN1eMeHT MOXKeT 6biTb BbIbpaH 0auH pa3, 6onee oaHOro pasa uam He
Bbl6paH HU pa3y. Popmyna KapuoTuna

A. 47 XXY

b. 45,X/46,XX

B. 45,X

r. 47,XX,+21 BapuaHTbl MHTEpPRpeTaLum

1. HopmanbHbIiA MYXCKOW KapuoTun
2. Mo3aunyHasa ¢popma cuHgpoma KnanHpenbrepa
3. Mo3aunyHasa ¢popma cuHgpoma Lllepewesckoro — TepHepa
4. NonHasa popma cuHapoma KnanHpenbrepa
5. Mo3aunyHasa ¢opma cuHapoma [layHa
6. MonHaa popma cuHapoma LLepewsesckoro-TepHepa
7. NonHaa dpopma cuHapoma [layHa
AA-1;6-3;B-2;T-4

b.

B.

r.

A.

-2;
- 4;
5



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numMamMmn. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1IEMEHT MOXKeT bbiTb BbIbpaH oguH pas. MNoHATue:

A. TeHOM

b. 9k3om

B. KnnHunueckuit aksom. OnpepeneHue:

1. CoBOKYNHOCTb BCEX KOAUPYIOLWMUX nocnegoBatenbHoctei [HK,

2. CoBOKYMHOCTb KOAUpYOLWKUX nocnegosarenbHocteii IHK reHoB, BoBAeUYeHHbIX B NaToreHes
3aboneBaHnii

3. CoBokynHocTb Bceit HK opraHusma

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

YcTaHOBUTE COOTBETCTBUE MEKAY NpPeACcTaBAeHHbIMU NO3ULMAMU. [na KaxKAoro 6yKBeHHOro
KOMMNOHEHTa BblbepuTe COOTBETCTBYIOLLMA NPOHYMEPOBaHHbI anemeHT. Kaxkablit
NPOHYMEPOBaHHbI 3N1eMEHT MOXKeT 6biTb BbibpaH 0auH pa3, 6onee oaHOro pasa uam He
Bbl6paH HU pa3y. YpoBeHb MaccoBoro o6cneaoBaHnA 6epeMeHHbIX KeHLWUH

A. NepBbIN

b. Bropoit OcHOBHbIe 33pauun

1. dopmupoBaHme rpynnbl pUcKa No BHYTPUYTpPob6HOM natonornu nnoaa

2. MporHo3 anA }U3HU 1 380poBbA pebeHKa

3. [iMarHoCTUKa KOHKpeTHbIX popm nopaxkeHusa nnoaa

4. OueHKa TAXXeCTU NaToN0rMm, BbiIBIGHHOM Yy NN1I0AA

AA-2,4,b-1,3

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

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

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

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

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLMNIA MPOHYMEPOBaHHbIM 3n1emeHT. Kaxabiii
NPOHYMEpPOBaHHbI 3/1IeMeHT MOXKeT bbITb BbibpaH oguH pas. Mpubop:

A. KanunnsapHbIiii reHeTUYECKUIA aHann3aTop

b. feTeKTupyowmuin amnanpuKatop

B. Mukpoauccekrop. ina 4yero npumMeHsaIoT:

1. NUP B peanbHOM BpemeHHU

2. CekBeHupoBaHue no CaHrepy

3. BoigeneHue rpynnbl KNETOK Ha cpese .

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

B.A-2;b6-3;B-1
B.A-1;6-2;B-3
NA-3;6-1;B-2
O.A-2;6-1;B-3



YCcTaHOBUTE 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. TN MUKpPOCATENIMTHOM HeCcTabuabHOCTU

A. MSI-L

. MSI-H

. MSS

. EMAST Xapakrepucrtuka:

. MMKpPOCaTEeNNIUTHAA HeCTabUNIbHOCTb BbICOKOW CTeNneHu

. CTabunbHOE COCTOAHME MUKPOCATEN/IUTOB

. MMKpPOCaTEeNNIMTHAA HeCTabUNbHOCTb HU3KOM CTeneHn

. HeCTabUNBLHOCTb TETPAHYKNEOUTAHDBIX NOBTOPOB

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

-4; -2;
-3; -2;
-4;
-1;
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YcTaHOBUTE COOTBETCTBUE MEKAY NPeACcTaBAeHHbIMU NO3ULMAMU. s KaXKAoro 6yKBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMNIA MPOHYMEPOBAHHbIN 3n1eMeHT. Kaxabiii
NPOHYMEPOBaHHbIi IN1eMeHT MOXKeT 6biTb BbibpaH 0auH pa3, 6onee oaHOro pasa uam He
Bbl6paH HU pa3y. CpoK ana npoBeaeHUA (Hepens 6epemMeHHOCTH)

A.11-12-a

b. 16-20-1 Bua metoga npeHaTaNbHOW ANUArHOCTUKU

1. OnpepeneHune B CbiBOPOTKE KpoBu 6epemeHHon ADI

2. HeKOHBIOTMPOBAHHBIAICTPUON

3. PAPP-A

4. f-B-Xr4

5. O6bwuia XY

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

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

O.A-3,6-4,5



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
Bbl6paH HU pa3y. HoBOPOXKAEHHDbIN

A. [loHOLWEHHbIN

b. HepoHoleHHbli CpoKu 3a6opa KPoBU ANA CKPUHUHIA

Cpasy nocne poxaeHus

B nepsBbiit AeHb }XU3HU

Ha uyeTBepTblii A€HDb XKU3HU

MNocne 10 aHe }XU3HM

1.
2.
3.
4.
A.A-1;
b.A-1;
B.A-2;
r. 3
A.
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YcTaHOBUTE COOTBETCTBUE MEKAY NpPeACcTaBAeHHbIMU NO3ULMAMU. [na KaxKAoro 6yKBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLMA NPOHYMEPOBaHHbI anemeHT. Kaxablit
NPOHYMEPOBaHHbIi 3N1eMEHT MOXKeT 6biTb BbIbpaH 0auH pa3, 6onee oaHOro pasa uam He
Bbl6paH HU pa3y. iBneHune

A. TpaHcBepcuA

b. TpaH3uuua OnpepeneHune

1. CTpyKTypHOE M3MeHeHne XpOMOCOM B pe3y/ibTaTe NnepemeLLLeHUA reHeTU4eCKoro martepmana
2. NepeHoC y4yacTKa XpOMOCOMbI B APYTYHO YaCTb TOM Ke XPOMOCOMbI

3. 3ameHa 04HOro NypMHOBOro OCHOBAHUA Ha Apyroe Uav o4HOro NMPMMMUANHOBOIO OCHOBAHUA
Ha apyroe

4. 3ameHa o4HOro NypMHOBOro OCHOBaHMA Ha NUPUMUANHOBOE MU OAHOr0 NMPUMULAUHOBOIO
OCHOBaHUA Ha NYpUHOBOE

AA-4;,b-3

b.A-3;6-4

B.A-2;b6-3

rrA-2;b-1

O.A-3;b6-2



YcTaHOBUTE COOTBETCTBUE MEKAY NpeAcTaBAeHHbIMU NO3ULMAMU. [na KaxKaoro 6yKBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1eEMEHT MOXKeT bbITb BblIbpaH oguH pa3. Knaccbl mytaumuii peuentopa
JINHN (NNHAP) (cemeitHaa runepxonecrepuHemms)

A. | Knacc
b. Il Knacc
B. Ill Knacc

I. IV knacc AiBneHue:

1. MyTauuu aenaloT COOTBETCTBYIOLME alIeNIn KHeAeNCTBUTE/IbHbIMUY, UTO BblparKaeTcs B
NONIHOM OTCYTCTBUM MMMYHOJIOTMYECKU 06HApYXMBaeMbIX peL,enTopos

2. HapyweHue TpaHcnopTa ntobbix cMHTe3upyembix peuentopos JINMHMN

3.06pa3oBaHne PpyHKLUNOHANBHO AedeKTHbIX peLenTopos, He cnocobHbIX cBA3biBaTb JIMHIM
4. dopmupoBaHME HOPMaA/IbHbIX PeL,EeNTOPOB, HO KOTOpble He MOryT cobupaTbea B rpynnbl
(knacTepur3oBaTbCcA) B OKAMMAEHHDbIX AMKaX, YTO NPEnATCTBYEeT UX BTATMBAHUIO B KNETKY
(vHTEepHanusauuun) nocne ceasbiBaHuaA JIMHMN

A.A-1;b6-2;B-3;T-4

b.A-1;b6-3;B-2;T-4
B.A-4;b6-3;B-2;T-1
NA-2;6-3;,B-4,T-1
O.A-1;,6-4;,B-3;I-2

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3nLUAMU. [nA Kaxkaoro 6yKBeHHOro
KOMMNOHEHTa Bblbepute COOTBETCTBYIOLLMIA MPOHYMEPOBaHHbIN anemeHT. Kaxkablii
NPOHYMepPOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbIbpaH oguH pas, 6onee ogHoOro pasa uam He
Bbl6paH HM pa3y. TepmuH

A. Tetepo3surora

b. Tomo3urora

B. 3urota OnpepgenexHue

1. AunnounpgHas ocobb, nmetoLwas ABa pasHbIX annensa no AaHHOMY reHy

2. AunnonpHas ocobb, umeloLw,asa ABa OAMHAKOBbIX aNieNs No AAHHOMY reHy

3. KneTouHas cTpyKTypa, obecneumBaloL,an pacxoxaeHMe XpoMmocom BO Bpems MUTO3a Uam
menosa

4. NpeobnagaHue B peHOTUNE OAHOIO annensa Hag Apyrum

5. KneTKka c aunnongHbim HA6OpoM XpOMOCOM, BO3HUKAIOLLLAA NPU CAMAHUM ABYX rameT
A.A-1,b-2;B-5



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1IEMEHT MOXKET bbiTb BbIbpaH oguH pa3. KnnHnueckas cutyauus
A. MossneHne reMoAUTUYECKOI aHEMUM NOCAEe 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 pochopnbosmnnupodocharcuHTeTasbl

2. HepocTtaTouHOCTb INIOK030-6-pocataerngporeHasbl

3. CHMXKeHHaA aKTUBHOCTb aueTunTpaHcdepasbl

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

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

KnnHnyeckMmm noKasaHuamm gns nposeaeHus XpoOMOCOMHOIO aHain3a ABAAKTCA:
A. 611M30pYKOCTD;

b. HapyLweHna pa3BuTUS;

B. BpoXaeHHble MOPOKM Pa3BUTUA;

I. XPOHUYECKMe BOoCNanuTenbHble 3aboneBaHus;

[. BupycHble 3aboneBaHus.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU No3nLUaMU. Ana Kaxkaoro 6yKBeHHOro
KOMMNOHEeHTa Bblbepute COOTBETCTBYIOLLMIA MPOHYMEPOBaHHbIN anemeHT. Kaxkablii
NPOHYMEPOBaHHbIN 3/1IeMEHT MOXKeT bbiTb BbibpaH oguH pas. 3aboneBaHue:

. cuHgpom KepHca-Ceiipa

. bonesHb NoOwe

. Cungpom LienbBerepa OTHOCUTCA K rpynne 60ne3Heit KNeTOYHbIX OpraHenn:

. MutoxoHapuanbHble

. JInsocomHble

. MepoKcucomHblie

.A-1;6-2;B-3
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YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numMamMmnu. [ns Kaxaoro 6yKBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1IeEMEHT MOXKET bbiTb BbIbpaH oguH pas. Pasza
6uorpaHcpopmaLMMKCEHOBMOTUKOB:

A. 1-a dpa3a

B. 2-a ¢pa3a AKTUBHbI PpepmeHT:

1. TnytatMoH-S-TpaHcdepasa

2. CYP2C19

3. CYP2D6

4. N-auetuntpaHcdepasa

5. AnkoronbgerngporeHasa

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

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

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

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

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

YcTaHOBUTE COOTBETCTBUE MEKAY NPeACcTaBAeHHbIMU NO3ULMAMMU. [na KaXKAoro 6yKBeHHOro
KOMMNOHEHTa BblbepuTe COOTBETCTBYIOLLMA NPOHYMEPOBaHHbI anemeHT. Kaxaplit
NPOHYMEPOBaHHbIi INeMEHT MOXKeT 6biTb BbIbpaH 0auH pa3, 6onee oaHOro pasa uam He
Bbl6paH HU pa3y. Tunbl XPOMOCOMHbIX aHOMaNUi

A. Tpucomusa

b. UHTepxpomocomHasa nHcepLumsa

B. UHTpaxpomocomHana uHcepuua OnpeageneHune

1. leHOMHaa myTaumsA, NPU KOTOPOIA NPUCYTCTBYET AONO/IHATE/IbHAA FOMO/IOTMYHAA XPOMOCOMA
2. FleHOMHas myTauus, NPMU KOTOPOM B KApUOTUNE MMEETCA TPU ranioMaHbiX Habopa xpomocom
3. XpomocomHasa MyTaumsa, NpU KOTOPOIA NPOUCXOAUT BCTaBKa pparMeHTa 04HOI XpPOMOCOMbI B
paiAiOH HEFOMOJIOTUYHOM XPOMOCOMDbI

4. XpoMOCOMHas MyTaLuA, NPU KOTOPOU NPOUCXOAUT BCTaBKa pparmeHTa ogHOM XPOMOCOMbI B
OPYroi paiioH TOM e cCaMo XPOMOCOMbI

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



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numMamMmnu. [ns Kaxaoro 6yKBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1eEMEHT MOXKeT bbiTb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
Bbl6paH HM pa3y. HacneacTBeHHbIN OHKONOrMYECKUI CUHAPOM

A. CuHgpom JinHua

b. CuHapom Jin-dpaymeHu

B. Cungpom MIH2b

r. Cunapom MOH2A

A. Cunpgpom Xunnena-J/inHpgay CnekTp acCOLMMPOBaAHHbIX ONyXO/en:

1. MeaynnapHbiii paK WUTOBUAHOIM Kene3bl, PeoXpoMoLUTOMa, aA€HOMbI NapPaLLUTOBUAHDBIX
Xenes

2. PaK TONCTOM KULWIKK, PaK ANYHUKOB, PaK SHAOMETPUA

3. CBETNOKNETOUHbIN paK NoYKK, peoxpomoumToma, remaHrmobnactoma

4. MeaynnsapHblii paK WUTOBUAHOM XKene3bl, $eoXpoMoLUTOMa, HEBPMHOMbI CIN3UCTbIX
obonouek

5. Pak MONI0YHOM }Kenesbl, ONyX0/u r0I0BHOrO MO3ra, aAPeHOKOPTUKA/IbHbIM paK

A.A-2;b6-5B-4,T-1;4-3
B.A-3;b6-5B-4;,I-1;,4-2
B.A-2;b6-3;B-4;T-1;,4-5
rrA-2;6-5B-1;r-4,4-3
O.A-2;6-1;B-4,T-5;,40-3

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBeHHbIMU No3numMamMmnu. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLMIA MPOHYMEPOBaHHbIN anemeHT. Kaxkablii
NPOHYMEPOBaHHbIM 3/1IEMEHT MOXKeT bbiTb BbibpaH oguH pas.KoHTamunHauma npogyktamum MLP:
A. Bbicokas

b. Huskaa MeTtopabl aeTekuuun pesynbratos MLP:

1. dneKrtpodopes

2. TmbpuansaumnoHHo-pepmeHTHbIN aHanus (TndPA)

3. Cuctema «FLASH» u pnyopumetp «HKUH»

4. Cucrtema pgetekuuu pesynbratos MLUP B pexkxume peanbHoro BpemeHu (RealTimePCR)
AA-1,2;6-3,4

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

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

Y10 U3 NpeACTaBNEHHOrIO ABNAAETCA IEUAEHOBCKOU MyTaumein?
A. F5: 1691 G>A;

B. F2: 20210 G>A;

B. ITGA2: 807 C>T,;

. FTO: IVS1 A>T;

. Nokyc 8g24 _RI.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3uuMamn. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBEHHbIA KOMNOHEHT. ByKBEHHbIV KOMNOHEHT
MmoKeT 6biTb BbibpaH 0auH pa3, 6onee ogHoOro pasa uam He BbibpaH BoBce. MpuunHa
3aboneBaHuA:

. NaToreHHbI BApMaHT B MUTOXOHAPUA/IBHOM FeHOME;

. MaToreHHbIV BapuaHT B AAePHOM reHOMe;

. ObpasoBaHue NaToreHHbIX KOHrI0MepaToB 6enka. 3aboneBaHue :

. Cunapom MELAS;

. ATpodusa 3putenbHoro Hepsa Jlebepa;

. CuHaApoMm PeKnuHrxayseHa;

. CuHapom AHrenbmaHa ;

. DeHUNKeTOHYpUA

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

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

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

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

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

WO >UA,WNERE®OND>

Xpomocomo-cneumndpuueckumn AHK-30HA ana payopecueHTHOM in situ rmbpugusaumm
npeAacrasneH

A. KNOHMPOBAHHbIMK NocNenoBaTelbHOCTAMM caTenantHon AHK, cneyndumyHbiMmn onpeaeneHHon
nape roMosIorMYHbIX XPOMOCOM B KapuoTtune

b. muKkpoanccekumoHHom AHK-6M6AMOTEKOM M3 aKPOLLEHTPUYECKUX XPOMOCOM

B. KNOHMpPOBAHHbBIMM YHUKANbHbIMK NocnegoBaTenbHocTaMKn JHK, cneumndmnyHbimmn gna
onpeaeneHHo’ Napbl FOMOOrMYHbIX XPOMOCOM B KapuoTune

. HAbopom KNOHMPOBaHHbIX NocnegoBaTenbHocten AHK pasnnuHon annHbl

[. HabopOM KNOHMPOBAHHbIX NOCNEA0BaTENIbHOCTEN FEHOB OAHOIO CEMENCTBa

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3numamn. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMNIA NPOHYMEPOBAHHbIM 3n1emMeHT. Kaxabiii
NPOHYMePOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbIbpaH oauH pas, 6onee ogHOro pasa uam He
Bbl6paH HM pa3y. Onyxonb NOYKK:

. CBET/ZIOKNEeTOYHaA KapuuHoma

. XxpomodobHas KapumMHOMa

. lANUANAPHaA KapumMHoma 1-ro Tuna

NanUANAPHAA KapuuHoma 2-ro Tuna CuHapom:

. HacnepcrBeHHaa nanuanapHaa KapuuHoma tmn |

. CuHapom Xunnensa-Jinspay

. HacnepactBeHHbI 1€ AOMMOMATO3 U NOYEYHO-KNETOUHbIN paK

. Cungpom bepra-Xorra-[063

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

]:—|Uup'|:(>-l>wNH,—lu:lu1>

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



B Kakom reHe He06Xx0AMMO NPOAHANIN3UPOBATb MyTaLUU ANA NOATBEPXKAEHMA ANArHO3a
MyKoBMCLMA03a?

A. GJB2;

B. HFE;

B. BRCA;

. CFTR;

. MTHFR.

MpoueccuHr - ato:

A. co3peBaHue npe—PHK B aape;

b. yasoeHue JHK;

B. cBsA3bIiBaHMe penpeccopa c benkom;

I'. accoupauma 60nbLON N Manon cybbeanHuL, pubocombl;
[. cBA3bIBaHME TPAHCKPMMNUMOHHOIO GaKTopa C NPOMOTOPOM.

MHaKkTMBauuA BepeTeHa KNETOYHOTO Ae/IeHUA KONXULMHOM OCTaHAB/IMBaeT MUTO3 Ha CTaauM:
A. meTadasbl;

b. aHadasbl;

B. uHTepdasbi;

. npodasbl;

. Tenodasbl.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACcTaBNeHHbIMU NO3nLUaAMU. nAa Kaxkaoro 6yKBeHHOro
KOMMNOHEeHTa Bblbepute COOTBETCTBYIOLLUIA MPOHYMEPOBaHHbIN anemeHT. Kaxkabliii
NPOHYMEpPOBaHHbIM 3/1IeMEHT MOXKeT bbiTb BbIbpaH oguH pas, 6onee ogHOro pasa uaum He
Bbl6paH HM pa3y. BeKTopHaA eMKOCTb

A. Hanbonblan

b. HaumeHbLuasa BeKTOpHble KOHCTPYKLUU

1. PeTpoBupycHblie

2. daroBble

3. Ha ocHOBe MCKYCCTBEHHbIX XPOMOCOM APOXKKe

4. NnasmupHble

5. KocmuagHble

A.A-1;b-4

bB.A-1;b6-2

B.A-2;b6-1

rNA-2;6-4

0.A-3;6-4



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numMamMmnu. [ns Kaxaoro 6yKBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIM 3/1IEMEHT MOXKeT bbITb BbIbpaH oguH pa3. Tunbl Xpomocom:

A. MeTaueHTpuyeckue,

b. CybmeTaueHTpuueckue

B. AKkpoueHTpuyeckue. Xpomocombil :

1. Xpomocomni 1,3,19;

2. Xpomocombl 21,22;

3. Xpomocomnbi 4,5,11;

4.Xpomocoma X

5. Xpomocoma Y.

YcTaHOBUTE COOTBETCTBUE MEKAY NPeACcTaBAeHHbIMU NO3ULMAMU. s KaXKaoro 6yKBeHHOro
KOMMNOHEHTa BblbepuTe COOTBETCTBYIOLLMIA NPOHYMEPOBaHHbI anemeHT. Kaxkablit
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXET 6bITb BbIbpaH oauH pa3. Tunbl myTaumii:

A. TeHOMHbIe,

b. XpomocomHble. XapaKTep myTauui:

1. Tpucomusa no ayrocomam,

2. PeumnpokHasa TpaHCNOKauma

3. Aeneuyus,

4. MNonncommsa No NONOBbIM XPOMOCOMaM

5. Aynaukauyus
A.A-1,5;b6-2,3,



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3uuMamn. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBEHHbIA KOMNOHEHT. ByKBEHHbIV KOMNOHEHT
MmoKeT 6bITb BbibpaH 0aUH pa3, 6onee ogHoOro pasa Uau He BblbpaH BoBce. Kputepumn oueHKU
BAapWAHTOB HYKN€OTUAHOW NOCNAEe[0BaTeIbHOCT!:

A. Kputepuit naTtoreHHOCTU BapuaHTa;

b. Kputepuit pobpoKayecTBeHHOCTU BapuaHTa . Kputepmii:

1.BapmaHTt de novo;

2. NonynAayMoHHaA YacToTa Bbiwe 3%;

3. Bap1aHT HaxoAUTCA B TPAHC NMONIOXKEHUU C PaHee ONUCAHHbIM;

4. He cerperupyer c 3aboneBaHnem B cemMbe;

5. ®YHKLMNOHANbHbIA aHA/IN3 He NPOBOAUICA.

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

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

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

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumMamMmnu. [na Kaxaoro 6yKkBeHHOro
KOMMOHEHTA BblbepuTe COOTBETCTBYIOLWMNIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMEPOBaHHbIi INeMEHT MOXKeT 6biTb BbIbpaH 0auH pa3, 6onee ogHOro pasa uam He
Bbl6paH HK pa3y. eHbl

A. MpOTOOHKOreHbl

b. leHbI-cynpeccopbl onyxonesoro pocra OnpeaeneHue

1. Mo31UTHUBHDbIE PErynaTopbl, CTUMYAUPYIOLWLUE AeNleHUe KNeTKU

2. HeratuBHble perynatopbl, NPenATCTBYOLWME ANEHUIO KNEeTKU

3. He umetoT OTHOLLEHUA K ACNIEHUIO KNEeTKU

4. KoaupyoT nuwiesaputesibHble GpepmMeHTbl

A A-1,b-4

B.A-1;b6-3

B.A-4;b6-1

rNA-3;6-1

O.A-1;,b6-2

MoBbiWweHHbIA ypoOBEHb aMMMaKa B KPOBM HabatopgaeTtca npu:
A. rmnepnposinHemum;

B. KcaHTypeHoBOM aunaypuu;

B. aprMHMH-AHTapPHOM auMAypPUM U UUTPYNSIMHEMUN;

. 6one3Hn KaHaBaHa;

L. npu Bcem nepeyncieHHOM.

Monnmopduram KaKoro reHa MOXKeT CAYXUTb NPUUUHON NPeApPacnoNIOXKEHHOCTU K TMNepToHUn?
A. UGT1A1;

B. Chek2;

B. AGT;

. NOD;

1. VDR.



MeTog, reHeTUUECKOro KapTUpoBaHMA MyAbTU(dAKTOPUanbHbIX 3a60oneBaHMit:
A. aHanu3 cuenneHus;

B. cekBeHupoBaHWe reHoB;

B. uccnepgoBaHme accoumaumii B NoNyasumMax U CEMbAX;

. MeToq, OEHTUYHbIX MO MPOUCXOXKAEHWNIO annenen;

[. reHeTUYECKNN aHaNIN3 CKPEeLLMBaHNIA MOAENbHbIX OPraHM3MOB.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numMamMn. [na Kaxaoro 6yKkBeHHOro

KOMMOHEHTA Bblbepute COOTBETCTBYIOLMIA MPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii

NPOHYMEPOBAHHDbIN 3/1IEMEHT MOXET bbiTb BbIbpaH oguH pas. Tun HacnenCTBEHHOIO

3aboneBaHuA:

. MoHoreHHoe 3aboneBaHue

. MuKpopgeneunoHHbIN CMHAPOM

. bonesHb 3kcnaHcuu 3aboneBaHue:

. MykoBucumnpo3

. Cunpgpom Bunbamca

. CuHgpom nomkoi X- Xpomocombli

. PeTnHobnactoma

5. CuHpgpom Ou-[KopaKu

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

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

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

A WNR®mOD

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

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numMamMmn. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMNIA NPOHYMEPOBAHHbIM 3n1emeHT. Kaxabiii
NPOHYMepPOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbibpaH 0auH pas, 6onee ogHOro pasa uam He
Bbl6paH HM pa3y. bonesHb

A. bonesHb «KNEeHOBOro cupona»

b. AnkantoHypua OedeKTHbi pepmeHT

1. Tnoko30-6-Ppocdarasa

2. B6-3aBucMman KMHypeHuHasa

3. TuposuHasa

4. OKcnpasa romoreHTU3MHOBOM KUCNOTbI

5. flekapboKcKnaza aMMHOKUCNOT C Pa3BETB/IEHHOM Lienbio

A.A-2;b6-4

6.A-5,b6-4

B.A-5;b-3

rNrA-4;6-1

O.A-2;6-3,4



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1eEMEHT MOXKeT bbiTb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
BblO6paH HM pa3y. Monekynbl

A. OHK

b. PHK ®yHKuuun

1. CoxpaHeHue HacneacTBeHHOM UHPOPMALUM B KNETKe

2. Nepepaya HacneacTBeHHOM MHPoOpMaumum Ha pubocomy ana cuHTesa 6enka
3. TpaHCNOPT aMUHOKUCAOT

4. CTpouTeNbHbIA MaTepuan, HeobxoauMbIii ANA XKU3HU KNEeTKU

5. DHepreTnuecKana cuctema KneTku

A.A-1;b6-2,5
b
B
r.
A.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numuamm. [na Kaxaoro 6yKBeHHOro
KOMMOHEHTA BblbepuTe COOTBETCTBYIOLWMNIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMEPOBaHHbIi IN1eMeHT MOXKeT 6biTb BbIbpaH 0auH pa3, 6onee oaHOro pasa uam He
Bbl6paH HK pa3y. CuHApPOM

A.CuHpgpom JInHya

b. BRCA-accouMMpOBaHHbIA pak MOJIOYHOM Kene3bl

B. CemeiiHbIV afeHOMATO3HbI NOANNO3

. Cunapom Xunnensa-Jinspgay PacnpoctpaHeHHOCTb

1. 1:36 000

2.1:600

3. 1:400

4.1:8500



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. bonesHb

A. T'mnepaunonporenHemuma | TMNa

b. l'mnepaunonpotenHemusa V tTuna Tun HachepgoBaHuaA

1. AyTOCOMHO-peLecCUBHbIN

2. AYyTOCOMHO-A0OMMUHAHTHbIN

3. CuenneHHbIN ¢ X-Xxpomocomoi
4. CuenneHHbli ¢ Y-Xxpomocomoii
5. MynbTudaKTopmuanbHbiit
AA-1;6-4
b
B
.
A.

Kak pacwudposbiBaeTca abbpesuatypa NGS
A. next generation sequencing

b. new generation sequencing

B. narrow generation sequencing

I'. nuclear genes sequencing

[. HeT BepHOro oTeeTa

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACcTaBNeHHbIMU No3nLUamu. Ana Kaxkaoro 6yKkBeHHOro
KOMMNOHEeHTa Bblbepute COOTBETCTBYIOLLUIA MPOHYMEPOBaHHbIN anemeHT. Kaxkablii
NPOHYMePOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbIbpaH 0guH pas, 6onee ogHOro pasa uam He
Bbl6paH HM pa3y. Mon yenoseka

A. FeTeporameTHbIN

b. lTomorameTHbIi1 A KOro xapakrepeH

1. My:Kckoro nona

2. XeHckoro nona

3. My>»KCKOro U »eHCKOoro nona

4. C kapunotunom 47, XXy

5. C Kapuotunom 45, X0

A A-1;b-2

6.A-2;b6-3

B.A-2;b-5

rNrA-5;6-1

O.A-1;,6-3



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3uuMamn. [na Kaxaoro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbI KOMNOHEHT
MoXKeT 6biTb BbibpaH 0auH pa3, 6onee ogHoro pasa uau He BblbpaH BoBce. TUMNbl XPOMOCOM:
A. MeTtaueHTpuyeckue;

b. CybmeTaueHTpuyeckue;

B. AKkpoueHTpuyeckue. pynnbl XpOMOCOM:
1. Fpynna F;

2. lpynna B;

3. lpynna D;

4. Tpynna G;

5. Fpynna C;

6. Flpynna A ;

7.Tpynna E

A.A-16;6-25,7,B-3,4
6.A-1,5;6-3,4;B-2,6,7
B.A-2,6;6-1,2;B-24
rrA-2,6;6-3,4;,B-1,5,7
O.A-3,4;,6-1,5;B-2,6,7

Y 6onbHOro ¢ cuHgpomom Jlewa-HaitAaHa B 6M0ON0rMYeCKUX }KUAKOCTAX HAaKan/InBaeTca:
A. MOYeBUHa;

b. mo4yeBaAa KNMcnoTa;

B. rMNOKCaHTUH;

. dymapoBasa KMCNOTa;

[. beHnnAmono4Hana KMcnoTa.

YcTaHOBUTE COOTBETCTBUE MEKAY NPeACcTaBAeHHbIMU NO3ULUAMU. [Na KaXKAoro 6yKBeHHOro
KOMMNOHEHTa BblbepuTe COOTBETCTBYIOLLMIA NPOHYMEPOBaHHbIM anemeHT. Kaxaplit
NPOHYMEPOBaHHbIi IN1eMEeHT MOXKeT 6biTb BbiIbpaH oauH pa3, 6onee ogHOro pasa uam He
Bbl6paH HU pa3y. OnucaHue:

A. dnyopodop B peaKLUOHHON CMEeCU AN HUBE/IMPOBAHMA OLIMOBOK NMNEeTUPOBAHUA;

b. obpasew, ¢ TecCTMpyeMoOit MULLEHbIO;

B. obpasey, 6e3 AHK (6ydep/Boaa);

I'. NOKyC, KOTOpbIN A0MKEH NPUCYTCTOBATb BO BCEX aHANAN3MpyeMbiX 06pasuax . KoHTponb B
MNnuP-PB c TagMan-3oHpamu:

1. NONOXUTENbHDIA

2. oTpuuaTeNnbHbIA

3. BHYTpPeHHui

4. NacCUBHbIA

AA-1,b-2;B-3;T-4
b.A-4;b6-1;B-3;T-2
B.A-4;b-1;B-2;T-3
NA-2;,6-3;B-4;T-1
O.A-3;6-4;,B-1;T-2



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1IeMEHT MOXKeT bbiTb BbibpaH oguH pas. Knacc 6onesHen

A. bonesHu yrnesogHoro obmeHa

b. MutoxoHgpuanbHble 60one3Hn

B. BonesHu HapyleHUA MUTOXOHAPUANIbHOIO B-OKUCEHUA }KUPHDbIX KUCNOT

. BonesHu xonectepuHoBoro ob6meHa MeTtoabl NOATBEPKAEHUA AMUarHo3a

1. Harpy3ouHble TecTbl (FNOKO3HaA KpMBas). JH3MMOAMUArHOCTUKA KOMMJIEKCa AbiXaTeIbHOMI
uenu. AHK-guarHoctuka

2. KonnyecteeHHOe onpeaeneHne xonectepuHa U ero npoms3BoaHbIX B KPOBU

3. KonnuectBeHHOe onpeaeneHne MOHO- U AUCAXapuAaoB U UX MeTaboMTOB B KPOBU, MoYe.
dH3nmoamuarHoctuka. AHK-anarHocTuKka

4. KonnyecteseHHOe onpeaeneHue KapHUTUHA, ero 3pupoB, XUPHbIX KUCNOT.
dH3nmoamuarHoctuka. AIHK-anarHocTuKka

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

b.A-1;b6-2;B-4;T-3
B.A-2;b-1,B-4;T-3
NNA-1;,6-3;,B-4;1-2
O.A-4,6-3;B-2;T-1

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU No3numuamn. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLMNIA MPOHYMEPOBaHHbIN 3n1eMeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT bbITb BbibpaH oauH pa3. Tun moandukauum
depmeHTaTMBHOM aKTMBHOCTU NPU Ie4EHUUN HACNeACTBEHHbIX 60one3Hen

A. NopasneHune

b. MNoBblWeHVe HAYKLUU

B. MNogasneHue obpartHoi cBA3u Moaudukatop — PepmeHTbl — bonesHb

1. AnnonypuHon — KcaHTuHOKcuaasa — MNopaarpa

2. AnnonypuHon — KcaHTMHOKcupaasa — CuHgpom Jlewa-HuxeHa

3. lematuH — AMUHONEBYIMHATCUHTETa3a — Mopoupus

4. faHazon — UHrMbutop npoTteas — HeaoctaTouHOCTb MHIMBUTOPA NpoTteas
5.A4aHa3on — MHrMbutop actepasbl C — AHTMOHEBPOTUYECKUI OTEK

6.Knopunbpar — depmeHTbl CMHTE3a Amnnaos — lmnepaunonporengemumslll Tuna
A.A-3,4,b-2;B-1,5,6

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



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. bonesHb

A. CnHapom Jlewa-HuxeHa

b. BonesHb «KneHoBOro cupona» flepeKrHbin pepmeHT

1. Noko30-6-pocdarasa

2. Fnoko30-6-pochargernagporeHasa

3. TMnoKcaHTUH-ryaHuH-pocPopurbosuntpaHcdepasa

4. CykuuHatamasa

5. [lekapb0oKcKia3a aMMHOKUCOT C Pa3BETB/IEHHOM Lienbio
A.A-3;b6-5
b
B
r
1l

2

mmU'lU'l

-1
-1,
-1
-2,

'>>'>'>
N-bu-nu-n

3,4

MLP ncnonb3ytot ana:

A. MOHOMONIEKYNAPHOIO CEKBEHNPOBAHWUA;

b. uccnepoBaHnAa XPOMOCOMHOTO 63HAWHTa;
B. amnandukaumm yuyactka AHK;

. 3MepeHUA aKTUBHOCTU GEPMEHTOB;

. Boxmmmyeckoro CKpMHUHra 6epemeHHbIX.

K BpoXKAeHHbIM NOPOKam COrnacHo Knaccudpukaumm no BpemeHu noasieHUA OTHOCATCA BCe,
Kpome:

A. mynbTUdaKTOPUANBHBIX

6. rameTtonaTtuit

B. ambpuronaTni

I. 6hacTonatum

. detonaTtni



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
BblbpaH HM pa3y. MeToa onpeaeneHMa MUKPOCaTEN/IUTHOU HeCcTabuabHOCTH

A. nup

b. UI'X BepHble NON0OXKeHUA ANA KaXKA0ro meroaa:

1. Heobxoaum onyxonesbid maTepuan ana UccnepoBaHmA

2. BO3MOKHOCTb OLLeHUTb 3KCNPECcCUI0 KOHKPeTHOro reHa cuctembl MVIR

3. Tpebyert BbigenexHna AHK

4. NMopxoauT He ToNbKo ana onyxoneii KT

5. B KauecTBe KOHTPOAbHOro 06pasua - uesibHasa KpoBb

A.A-1,25;6-13,4

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

B.A-1,3,45;6-1,4

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

O.A-135;6-1,2,4

YcTaHOBUTE COOTBETCTBUE MEKAY NPeACcTaBAeHHbIMU NO3ULMAMMU. [na KaXKAoro 6yKBeHHOro

KOMMNOHEHTa BblbepuTe COOTBETCTBYIOLLMIA NPOHYMEPOBaHHbI anemMeHT. Kaxkablit

NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT 6bITb BbIbpaH 0auH pa3. Buabl NpopUNaKkTUKu

HacneACTBEHHOWM NATONOTUK:

. MepBuyHan

. BropuyHas

. TpeTuyHaa OCHOBHbIE NONOXKEHUA:

. MnaHupoBaHune petTopoxkaeHUn

. Koppekuua npossneH1s naronormyecKnx reHoOTMNoB (HOPMOKONUPOBaHMKE)

. MpepbiBaHMe 6epemeHHOCTH

. YnyuyweHue cpeabl 06uTaHMA Yenoseka

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

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

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

B WNRmONDD>

rA-1,4;6-3;B-

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



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
BblO6paH HM pa3y. MepecTpoiiKka y Hocutena

A. C6anaHcMpoBaHHaA peuUunpPoKHan TPaHCN0KaLMA

b. PobepTcOHOBCKaA TpaHCAOKauma Konnuectso ramer
1.6

2.4

3.8

4.2

5.1

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

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

A. Y nnoga Ha 9-# Hepene rectauum npu Y3U obHapyKunam ysennyeHue TONLWMHbI WeiiHOK
CKNagKu, aTpesuio Uan CTeHO3 ABEHAALATUNEPCTHOU KULLKK

b. 25-neTHAA }KeHLWMHa o4eHb 06eCNoOKOeHa BO3MOXHOCTbIO POXKAEHUA pebeHKa ¢ CMHAPOMOM
DayHa. UHauBUAyanbHbIN U ceMeiiHbliA aHamHe3 6e3 ocobeHHoCcTeN

B. 36-neTHAA }KeHLWMUHA Ha 16-i1 Hepene 6epeMeHHOCTU U KBbICOKMM» PUCKOM MO pe3y/ibTaTam
CKPUHUHIa NepBoro Tpumectpa. MeTtoa npeHaTasibHOW ANArHOCTUKM

1. buoncma BOPCUH XOPUOHA

2.CKpUHUHT NepBOro TpumecTpa

3. AMHMOUEeHTe3

4. KopaoueHres

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

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

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



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1EMEHT MOXKeET bbiTb BbibpaH oguH pas. MoKa3aHUA K uccneA0BaHUIO:
A. UutoreHeTnueckomy

b. FISH-meTogom MpoasneHne reHeTUUYECKOM NATONOIUN:

1. KnnHnyeckme npusHaku, No3BoAsAKOLWME NPeAN0N0KUTbD MO3auLU3M No onpeaeneHHOMY
XPOMOCOMHOMY CUHAPOMY

2. YMcTBEHHaA OTCTanocTb

3. B aHamHe3e MepTBOPOXKAEHHbIE AEeTU UIN AEeTU C BPOXKAEHHbIMU NOPOKaMM Pa3BUTUA

4. Noao3peHne Ha CKPbITYIO XPOMOCOMHYIO NepecTPoiiKy

5. CocTosAHMe nocne TPAHCM/IAHTAL MU KOCTHOTO MO3ra, KOraa AOHOP U peLMnUeHT pa3Horo nona
A.A-2,5;6-1,3,4

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

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

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

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

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

A. lemaHrnobnactoma mo3syKeuKa

b. KonopeKranbHbi pak

B. Thnoma

. MeaynnapHbIi paK WUTOBUAHOM Kenesbl ACCOLLMMPOBAHHbIA HAcNeACTBEHHbIA CUHAPOM:
M3H2A

CuHapom Xunnensa-Jinupay

CuHapom JInHuya

7] o¢u6poma1'03
2; -4;
1; -4;
2; -3;
2;
3;

-1"
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YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamn. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDIN 3/1eEMEHT MOXKeT bbITb BbIBpaH 0gMH pas. 3Tan usyyeHUsa HacneaCcTBeHHOM
6onesHu:

A. Peructpauma 6one3HuU Kak HacneacTBeHHOM ¢popmbl

b. Jlokanusaumsa reHa B Xpomocome

B. BbiaeneHue reHa

. OnpepgeneHue paedekra reHa

. O6Hapy»XeHMe NnepBUYHOro NPoAyKTa reHa KaMHuyecKkoe npunoxxeHue:

1. TeHoTepanus

2. AvnarHocTtuka (QHK-cneuundunyeckasn)

3. Mepuko-reHeTU4ECKOE KOHCY/NIbTUPOBaHUE

4. AHanu3 cuensieHUA reHoB

5. AnarHocTuKa (buoxmmmueckas). YayuweHue neyeHnA Ha OCHOBE NOHUMAHUA NaToreHesa
A.A-3;b6-4;B-1,T-2; LI, 5
b
B
.
A.

r-
, -
r-
r-

OHK-aunarHoctuka 6one3Het MMNPUHTUHIA CBOAUTCA K ONpeAeNeHUIo:

A. pasnnuunii B aNNeNbHOM METUNIMPOBAHMM OTLLOBCKOM U MAaTEPUHCKON XPOMOCOM;
B. CTPYKTYpPHbIX MyTaLMi B reHax;

B. pa3nuunin B reHHOM aKcnpeccuy;

[. KPYNMHbIX XPOMOCOMHbIX NepecTpoek;

. 0a4HOHYKNEOTUAHbIX NOAUMOPPU3MOB.

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMIA MPOHYMEPOBaHHbIN 3n1emeHT. Kaxabiii
NPOHYMepPOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbibpaH oauH pa3s. Metoapl AHK-anarHocTMku
A. MNMpamble

b. KocBeHHble XapaKTtepucTUKa

1. TpebyloT 3HaHUA reHa

2. He TpebyloT 3HaHUA reHa U MyTalumn B Hem

3. He Bcerga nHpOpMaTUBHbI B HENO/IHbIX CEMbAX

4. NHpopmaTUBHbI ANA BCeX cemeit

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

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

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

rrA-2;6-1,3,4

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



YcTaHOBUTE COOTBETCTBUE MEKAY NpeAcTaBAeHHbIMU NO3ULMAMU. [na KaxKaoro 6yKBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1eEMEHT MOXKeT bbITb BbIbpaH oguH pas. Mpoueccbl Npu pa3Hbix 6one3Hsnx,
MMULLEHDbIO MNATO/I0MMYECKOro NpoLLecca KOTOPbIX C/YXKaT pasHble OpraHbl B NaTtoreHese
HacnepacTBeHHbIX 3aboneBaHunin:

A. MepBUYHDbIA Npouecc

b. BropnuHbi npouecc Mpumep:

1. OTnhoXXeHue meau B NeYeHU MU 3KCTPANUPaAMUAHOM cucTeme mosra npu
renaTo/IeHTUKyNApHOU aereHepauum (6onesHb BunbcoHa-KoHoBanoBsa)

2. lemocupepo3 NapeHXMMaTo3HbIX OPraHOB NPU NepPBUYHOM FreMOXpPomarose

3. lemocngepos3 NapeHXMMaTO3HbIX OpPraHoBs Npu Tanaccemum

4. OTnOoXKeHne romoreHTU3MHOBOM KUC/I0TbI B XPALL,AX CYCTaBHbIX NOBEPXHOCTEM U KnanaHax
cepaua

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

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

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

Ona ocywectenenma AJHK-anarHoctmkn mmkpoaeneyMoHHbIX CUHAPOMOB UCMONb3YIOT:
A. SSCP-anekTpodopes;

B. XpOMOCOMHbI MUKPOMATPUYHbIA aHaNN3;

B. annenbcneuynduyeckyto MNLP;

[. ceKkBeHMpOBaHuUe;

4. NUpP-napPod.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACcTaBNeHHbIMU No3nLUaMU. na Kaxkaoro 6yKkBeHHOro
KOMMNOHEeHTa Bblbepute COOTBETCTBYIOLLMIA MPOHYMEPOBaHHbIN anemeHT. Kaxkablii
NPOHYMEpPOBaHHbIM 3/1IeEMEHT MOXKeT bbiTb BbiIbpaH oguH pas, 6onee ogHOro pasa uaum He
Bbl6paH HK pa3y. Tunbl KNETOK

A. B KyNbTUBUPOBAHHDbIX K/1I€TKAX aMHUOTUYECKOW KUAKOCTU, NO/IYYEHHOI NPU aMHUOL,eHTe3e
BO3MOXHa:

b. B HEKy/IbTUBMPOBAHHDbIX K/IeTKaX aMHUOTUYECKOM KUAKOCTU, NOIyYEHHOU Npu
aMHuoOLeHTe3e BO3MOXHa: UccnepoBaHue

1. AnarHocTUKa BHYTPUYTPOOHDbIX MHPEKLUN

2. OHK-anarHoctnka MoHoreHHbiX 3abonesaHuni

3. LluToreHeTMYeCKaa AMAarHOCTUKA XPOMOCOMHbIX 3aboneBaHunin

A.A-3;b-1,2



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamn. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA MPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1EMEHT MOXKET bbiTb BbIbpaH oguH pa3. Tunbl Xpomocom

A. MeTaueHTpuyeckue

b. CybmeTaueHTpHUueckue

B. AKpoueHTpuyecKkue 3HayeHne LLeHTPOMEpPHOro UHAEKCca

1. npubnnsutenoHo 50%

2. meHee 25%

3. MeHee 40%

A
B
B.
r
A

YcTaHOBUTE COOTBETCTBUE MEKAY NPeACcTaBAeHHbIMU NO3ULMAMU. s Kaxkaoro 6yKBeHHOro
KOMMNOHEHTa BblbepuTe COOTBETCTBYIOLLMA NPOHYMEPOBaHHbI anemeHT. KaxKaplit
NPOHYMEPOBaHHbIi IN1eMEHT MOXKeT 6biTb BbIbpaH 0auH pa3, 6onee ogHOro pasa uam He
Bbl6paH HU pa3y. XMMepHbIii reH:

A. PML:RARA;

b. EWS:FLY1;

B. PAX3:FOXO1

. BCR:ABL AccouumnpoBaHHoe 3aboneBaHue:

1. Capkoma HOuHra

2. AnbBeonsapHana pabgomunocapkoma

3. OcTpblii NpOMUENOLUTAPHDbIN N1EMKO03

4. XpOHUYECKUiA MUEeNoneimKos

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

B.A-3;b6-2;B-1;I-4
B.A-1;b6-3;B-2;I-4
NNA-3;6-1;B-2;Ir-4
O.A-3;b6-1;B-4;T-2

O6paboTKa KyNbTypbl KN€TOK TMNOTOHMYECKMM PacTBOpOM Heobxoauma ana
A. noBbileHMA KavecTBa AnddepeHumanbHOM OKpPacKkM MmeTadasHbIX XPOMOCOM;
B. OCTaHOBKM K/NIETOYHOTO LMK/IA Ha cTaguu meTadasbl;

B. gocTmKeHUs xopoluero pasbpoca Xpomocom B meTadasHOM NIaCTUHKE;

. OCTAaHOBKM K/IETOYHOTO LIMK/Ia Ha CTagmu npomeTadasbl;

[. yBENIMYEHUA YMCNa MUTOTUYECKU AENALLNXCA K/IETOK.



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 HU pa3y. iBneHue

A. TpaHcno3uuuAa

b. TpaHcnokauua OnpegeneHuve

1. CTpyKTypHOE M3MeHeHMe XPOMOCOM B pe3y/ibTaTe NepemeLl,eHUA reHeTUYeCKoro marepuana
2. NepeHoC y4yacTKa XpPOMOCOMbI B APYTYHO YaCTb TOM }Ke XPOMOCOMbI

3. 3ameHa 04HOro NypMHOBOro OCHOBAHMA Ha Apyroe Uamu ogHOro NMPMMUAUHOBOIrO OCHOBaHUA
Ha gpyroe

4. 3ameHa 04HOro NYypMHOBOro OCHOBAHUA Ha NMPUMMUAUHOBOE U OAHOIO0 NMPUMUAUHOBOTO
OCHOBaHMA Ha NypUHOBOE

A.A-1;6-4

6.A-3;b-1

B.A-2;b6-4

rrA-2;6-1

O.A-3;6-2

JTabopaTopHbIM MeToA0M UCC/Ie A0BAHUA, NO3BONAIOWMM NOATBEPAUTD AUArHO3 CUHAPOMA
3AaBappaca, AsnAeTca

A. UMMYHONOMMYECKUI aHaNn3

b. xpomaTtorpapua ammMHOKUCAOT

B. 06wmin aHann3 KpoBwm

I. LMTOreHeTU4ecKnin aHanmn3

. BUOXMMMYECKUIA aHaNm3

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numuamn. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTA BblbepuTe COOTBETCTBYIOLWMNIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMePOBaHHbIN 3/1IEMEHT MOXKeT 6biTb BbibpaH 0auH pa3, 601ee 0gHOro pasa Uan He
Bbl6paH HK pa3y. Ha cTaguu MmnUTo3a MOXKHO BU3yanusnposatb Npu GTG-OKpalMBaHUM:

A. meTadasHble XPOMOCOMbI HA YPOBHE

b. npomeTadasHbie XpPOMOCOMbI Ha YPOBHE

1. 300 63Hp08B
2. 400 63Hp0B
3. 550 63Hp0B
4. 850 63HA0B
A.A-3;b6-1,2,4
b -3

B ,3,b-
r. -3,4
. -1,2
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YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIM 3/1IeEMEHT MOXKeT bbITb BbIbpaH oguH pas. MoKa3aHuA K AnarHocTuke:

A. MNpeHaTanbHOMi LUTOreHeTUUYECKOM

b. NocTHaTtanbHOro KapMoTunupoBaHuA NeHeTUYECKOe AN PEeHOTUNNYECKOE HapyLueHue:

1. XpomocomHaa aHoOMmanua y npeabiayuiero pebeHka

2. Hannume y naumeHTa nepBUYHON aMeHOPEN U paHHeil meHonay3bl

3. AHOManbHaA cnepmorpamma (asoocnepmus, BbiparKeHHaa oamnrocnepmus)
4. BoifABNEeHHble NPU YAbTPa3BYKOBOM UCCIe40BaHUM aHOMAIUKU NN0AA
A.A-1,2;6-23

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

B
.
A.

YcTaHOBUTE COOTBETCTBUE MEXAY NpeAcTaBNeHHbIMU No3uuuamu. [ina Kaxaoro
NPOHYMEPOBAHHOTIO 31eMeHTa BblbepuTe 6YKBEHHbII KOMMNOHEHT. ByKBEHHbIA KOMMNOHEHT
MoXKeT 6bITb BbibpaH 0auH pas, 6onee ogHOro pasa unu He BbibpaH BoBce. TN HacneAOBaHUA:
. AYyTOCOMHO-AOMUHAHTHDIN ;

. AYyTOCOMHO-peL,eCCUBHbIN;

. X-CLlen/IeHHbI peLLeCcCUBHbIA;

. MutoxoHapuanbHbii. 3abonesaHue:

. Cunppom MERRF;

. DeHUNKeTOHYpUS;

. Xopeu eHTUHITOHQ;

. Muogucrpodpuma [iioweHa;

5. AgpeHo-reHUTaNbHbI CUHAPOM.

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

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

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

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

. A-3; b-5;,B4;T-1,5

A WNRER DO D



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. NocnepoBateNnbHOCTb

A. DK30H

b. UuTpoH Onpepenexune

1. KogoH mPHK

2. EaMHMUA TpaHCKpUNLUK

3. YUYacToK reHa, KogupyloLiuii 4acTb nocnenosaTesbHOCTU 3penot MPHK

4. NMocnepoBaTeIbHOCTb, PACMO/IOXKEHHAA A0 CTAPTOBOI TOUKU TPAHCKPUNLUK

5. YuacToK reHa, He Kogupylowuii nocaeposaresibHOCTb 3penon MPHK

.A-1;b-5

A
B
B.
r
A

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numuamm. [na Kaxaoro 6yKBeHHOro
KOMMOHEHTA BblbepuTe COOTBETCTBYIOLWMNIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT bbiTb BbibpaH oauH pa3. MeTtog, (matepuan) MHBa3UBHOM
npeHaTaNbHOW ANUArHOCTUKKU

A. LluTtoreHeTnuecKoe nccnegoBaHme (KNeTKU XOPUOHA, KYIbTUBUPOBaAHHbIE aMHUOTUYECKUE
KNeTK1M unm ammeouuTbl nnoga)

b. MoneKynapHo-reHeTU4YeCKoe, BUoOXMMMUYecKkoe UM MMMYHO/IOTMYECKOE UCCIea0BaHMe
(XOpMOH, aMHMOTUYECKUE KNETKU, KpoBb Nnoaa) MokasaHusa

1. Bo3pacT }KeHLWMHbl K MOMEHTY poAoB 35 nieT u cTaplue; HoOCUTeNbCTBO cbanaHCMpPOBAHHOMK
XPOMOCOMHOM NepecTpPoiKn poautenei; poXxaeHue npeaplaywero pebeHka ¢ XxpomocoMHOM
6onesHblo;

2. BbICOKMW PUCK XPOMOCOMHOM NaTo/I0rMK Y NN0AA NO pe3y/ibTaTamM CKPUHUHTA | TpumecTpa;
Y3U-mapKepbl XpOMOCOMHOM NaTO/IOTUMU.

3. BbICOKMW PUCK poXKaeHUA pebeHKa c MOHOreHHbIM 3aboneBaHnem No pesysnbTaTam MeaUKo-
reHeTUYECKOro KOHCY/IbTUPOBAHUA UIN CKPUHTOBbIX NPOrpamMm BbIABIEHUA FreTePO3UroTHOro
HOCUTENIbCTBA; ANArHOCTUKA MHPEKL MU NNoaa, UMMYHOAe PULUTOB, UMMYHHOM
HEeCoBMeCTMMOCTU maTepu 1 naoaa"

AA-1,2;b6-3



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. Cpok ana nposeaeHun (Heaena 6epemeHHOCTH)

A.9-11-a

b. 11-18-a Bua meTtoaa npeHaTaNbHOW ANArHOCTUKKU

1. XopuoH6buoncusa

2. NnaueHTOobUONCUA

3. AMHMoueHTe3

4. KopaoueHres

A.A-1;6-2,3

b.A-1;6-4

B.A-2;b6-4

NA-4;6-3

N.A-3;B6-1

Ona coxpaHeHuA nepudepudeckon Kposu ¢ Lenbto nocneayowenn IHK-aMarHocTMku BepHo
BCE, 3a UCKNOUEHUEM:

A. xpaHeHuA npu TemnepaTtype +4+8C He bonee 3 aHewn;

b. 3amopo3ku -20 -80C gna oNTENbHOIO XPaHeHUs;

B. npnmeHeHuns npobupok ¢ renapmHoOm;

. npumeHeHnA Nnpobupok c EDTA;

[. TPaHCNOPTUPOBKM C XNagareHTaMm B TEPMOCTAaTUPYEMOM KOHTENHEpE.

Kputepuamu gna BKAOYEHUA NATON0MMU B NPOrpammy MaccoBOro 6MOXMMMUUYECKOro CKPUHUHTA
HOBOPOXAEHHDbIX ABNAIOTCA BCe NepevyncaeHHble, Kpome O4HOro:

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

B. TAXKeCTb NopaXkeHns ¢ HeobpPaTUMbIMU NOCNEACTBUAMM B BUAE MHBANMAN3ALMM MU PaHHEN
CMepTH;

B. BO3MOYHOCTb NPOCTON, HAAEXKHOM (4yBCTBUTENbHOM, CneumMdUYHON, 6e3 N0XKHOOTPULIATENbHbIX
Pe3yNbTaTOB) M SKOHOMMYECKM ONPaBAAHHON ANArHOCTUKUN B AOKIUHUYECKOM CTaaun
3aboneBaHus;

. BO3MOHOCTb MAaTOreHETUYECKOM UNU MHOW 3PPEKTUBHOM KOPPEKLIMM BbIABAEHHOTO
HapyLleHus;

[. BbipaXKeHHbIA KNANHUYECKUIM nonmopdunsam 6os1e3Hu.



YcTaHOBUTE COOTBETCTBUE MEXAY NPeACTaBNeHHbIMU NO3nLUaAMU. A Kaxkaoro 6yKBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLMIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkabli
NPOHYMEPOBAHHbIM 3/1IeEMEHT MOXKeT bbITb BblIbpaH oguH pa3. OpraH

A. KoCTHbIX mo3r

b. Cene3seHKa

B. NeyeHb

I. MeyeHb M NoukMn MprUmeHeHUe anNOTPAHCNNAHTALMW ANA NATOreHeTUYECKOrO JieYeHus
HacneACTBEHHbIX 6onesHemn:

1. OcTteoneTtpos

2. CemeiiHana cpean3eMHOMOPCKAA MXOopaaKa
3. OKkcanos

4. bone3Hb BunbcoHa — KoHosanosa

5. bonesHb Pabpum

6. MyKononucaxapmnao3sbl
A.A-3,4;,b-2;B-1,5,6
b.A-1,6;b6-2,5;B-4,
5-4,
-4,
5}

7

-3

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

N O O
mwwﬂ

~

A.A-1,3,

MNonumopdunsam gAnH peCcTPUKLUOHHbIX PParmeHTOoB — 3TO:

A. peneunn 6onbunx pparmeHTos AHK;

B. nHcepumm 6onbwnx dpparmentos AHK;

B. 3ameHa Hykneotnaos B AHK, npnBoaALLan K M3MEHEHUIO caliTa y3HaBaHWA ANA PECTPUKTA3bI;
. rmaponus JHK ¢ nomoLbio pecTpuKTassl;

. mbpuamnsaums AHK.

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMNIA NPOHYMEPOBaHHbIM 3n1emeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXeT bbiTb BbibpaH oauH pa3. Tunbl NONYAALNOHHO-
reHeTUYECKUX NPOPUNAKTUYECKUX NPOrpamm:

A. lNpeKoHuenuMoHHanA

b. NpeHaTanbHan

B. HeoHaTanbHan

. O6bwan nonynsunoHHasa BTopuyHasa uenb:

1. UHdopmmpoBaHHOE peLLeHUe 0 AeTOPOXKAEHUMU

2. JleueHne 60nbHbIX

3. [lnarHo3 nopaxkeHHOoro nNi1oAa, NpeHaTaNbHOe UAXU HeOHaTa/lbHOe sieyeHue, npepbiBaHue
6epemeHHOCTH

4. PaHHAA AMarHOCTUKA U IeYeHUe LUMPOKO PacnpoCcTpaHeHHbix 6one3Hei, 03aopoBaeHue
cpeabl 06utTaHna

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



Ana deHoTMNUYECKN 340pOBOro HOCUTENA POBEPTCOHOBCKOM TPaHC/IOKaLMN XapaKTepeH
KapuoTtun

A. 45 XY,der(14;21)(q10;q10)

5. 46,XY,t(2;6)(g33;q13)

B. 46,XY,der(21;21)(q10;q10)

I 47,XXX

0. 45,X/46,XY

YcTaHOBUTE COOTBETCTBUE MEKAY NpPeAcTaBAeHHbIMU NO3ULMAMU. [na KaXKaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMEPOBaHHbI 31€MEHT MOXKeT 6biTb BbIbpaH 0AuH pa3. Tunbl NONYAALUOHHO-
reHeTMYeCKUX NPoPUNaKTUYECKUX NPOorpamm:

A. MNpeKoHuenuuoHHasa

b. NpeHatanbHasn

B. HeoHaTanbHas

. O6wan nonynaunoHHaa NepBuyHan uenb:

1. BoisBneHue ¢$aKropoB BbICOKOro pUCKa

2. BoiaBneHune 60/1bHbIX ANA PaHHEro NeYyeHun

3. BoiAaBneHne 6epemeHHbIX C pPUCKOM poXKAeHUA 60nbHOro pebeHka B nepnog BO3MOXKHOro
npepbiBaHUA 6epeMeHHOCTH

4. CHUKeHMe pUCKa 3a4aTua 6onbHOro pebeHka

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

b.A-4;b6-3;B-2,I-1
B.A-2;b6-1;B-3,T-4
NNA-2;6-1;B-4,1-3
O.A-1;6-3;B-3,T-4

YcTaHOBUTE COOTBETCTBUE MEXAY NpeACcTaBNeHHbIMU NO3ULMAMU. [inA KaxKaoro
NPOHYMePOBaHHOIO 3/1IeMeHTa BblbepuTe ByKBEHHbIA KOMMNOHEHT. ByKBEHHbIN KOMMNOHEHT
MoXKeT bbITb BbIbpaH oauH pas, 6onee ogHoro pasa nam He BbibpaH Bosce. MpuunHa
3abonesaHus:

A. NaToreHHbIN BapuaHT B OHKOTeHe;

b. MaToreHHbI BapuaHT B reHe-cynpeccope; 3abonesaHue :

1. MOH2B;

2. M3H2A;

3. CuHppom Xunnensa-J/inHpay;

4. Heitpodpubpomaros 1-ro Tmna;

5. CuHppom JInHua

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

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

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

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

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



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

A. PharmGKB

b. PolyPhen2

B. Human Splicing Finder

. VarSome OnucaHue

1. BuoHpopmaTUUECKMIA NPEUKTOP BAUAHUA 3aMeHbl aMUHOKUCAOT Ha dyHKUMIO 6enka
2.ba3a AaHHbIX reHeTUYECKUX BaPUAHTOB U UX BAUAHUA Ha KIMHUYECKNI 3P deKT
NIeKapCTBEHHbIX NpenapaTos

3. BuonHpopmatmnuecKkana 6a3a faHHbIX reHeTUYECKUX BAPUAHTOB C OLLeHKOW NaTOreHHOCTU
cornacHo ACMG

4. Metop, oueHKM in silico pyHKUMOHaNbHOW 3HAUMMOCTU MYTaLLMIA, BAUAIOLLMX Ha CNAAACUHT
A.A-3;b6-1;B-4;T-2

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

YCcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/eHHbIMU NO3nLUAMU. [AnA Kaxkaoro 6yKBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA MPOHYMEPOBaHHbIN anemeHT. Kaxkabliii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXeT bbiTb BbibpaH oauH pa3. MeToapl, ucnonb3lyemble B
nNpeHaTaNbHOW ANArHOCTUKE

A. HenHBa3suBHble

b. UHBa3uBHble Bua metona

1. HUNT

2. AMHMOUEeHTe3

3. U3mepeHune KOHUEHTPaL MU CbIBOPOTOUYHbIX MapKepoB

4. bnonc1Aa BOPCUH XOPUOHa

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

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

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

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

O.A-24;,6-1,3



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamn. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1eEMEHT MOXKeT bbITb BbIbpaH oguH pas. ABneHue:

A. AHTMUMNAUUA

b. KpoBHOpoAcCTBEHHbIE BpaKku

B. JloKycHaa reteporeHHoCTb CuTyauuma:

1. 25-neTHAA Aoub ¢ aTpodpuet U cNabocTbio CKeNEeTHbIX MbILL, 65-1eTHero My»KUmHbI €
KaTapaKToi 6e3 cMMNTOMOB MMUOTOHUYECKOU auctpodpumn poaguna pebeHka c Taxenom
MbILLEYHOM CNaboCTbio U 3a4EePXKKON pa3sBUTUA

2. Pepkas ¢popma ayTOCOMHO-peLLeCCUBHOM HeA0CTaTOYHOCTU COMATOTPONHOrO FOPMOHA
06HapyXMBaeTCA TO/IbKO B HEKOTOPbIX MaZieHbKUX AepeBHAX B LLBenuapckux Anbnax
3. Cyw,ecTBYIOT KaK ayTOCOMHbIE, TaK U X-cuenneHHble GopMbl MUFMEHTHOrO PeTUHUTA
A.A-2;b6-3;B-1

Mpu romouuncTUHYpUK, BbiI3BaHHOM AedeKTOM LUCTaTUOHUH 6eTa-CUHTa3bl, NOBbILWEH YPOBEHDb
cnepyrowmMx amMHOKUCAOT B MoYe:

A. rMUMHA U LUMCTUHA;

B. MeTMOHMHA 1 TOMOUMUCTUHA;

B. UMCTMHA M aprUHKHA;

. METMOHMHA U aPTUHUHA;

. raMumMHa 1 roMmoumMcTUHA.

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numamn. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMNIA NPOHYMEPOBAHHbIM 3n1emeHT. Kaxabiii
NPOHYMePOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbIbpaH oauH pas, 6onee ogHOro pasa uam He
Bbl6paH HK pa3y. YpoBeHb MaccoBoro obcneaoBaHuA 6epeMeHHbIX KeHLUH

. NepBbINA

. Bropou Cny:kb6a, ocywecteasiow,an obcnegosaHue

. Nepgnartpuyeckan

. Xupypruyeckas

. TepaneBTUYecKas

. MepukKo-reHeTUYecKasn

. AKyLLUepCKO-TMHEKO0rMyecKas

.A-2;b6-4
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YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIM 3/1IeEMEHT MOXKeT bbITb BbIbpaH 0guH pa3. XpoMoCOMHble aHOMaUK:
A. TeHOMHbIe

b. XpomocomHble Tunbl myTauui:

1. UHBepcua

2. Monunnongua

3. TpaHcnoKkauus

4.[eneunn

5. AHeynnoupgua

6. U30xpomocoma

7.Aynnvkauma

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

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

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

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

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

Mpu KynbTUBUPOBaHMM B NpUcyTcTBUU PIA AeNATCA KNeTKU KPOBMU:
A. MOHOUMUTI;

b. sputpoumTbl;

B. HenTpodUnbI;

. iumdouunTbl;

. MbilleYHble KNeTKW.

Mpu nporpeccupyroweit mbievyHon guctpodpumn [iloweHHa ypoBeHb KpeaTUHKUHA3bI:

A. B ntobow ctagmm 3aboneBaHns yBENMYNBAETCS;

B. 0cO6eHHO 3aMeTHO YBENMYEH B NEPUOA, HapaCcTaHMUA KIMHUYECKMX CUMMTOMOB;

B. Hanbonee nosbileH B AOKAMHUYECKOM CTaamnn 3aboneBaHus;

. Hanbonee BbICOK B KOHEYHOM CTaaumn 3aboneBaHus;

[. NocTeneHHo NOBbLILIAETCA C MOMEHTA NPOABAEHNA NePBbIX NPU3HAKOB 40 KOHEYHOW CTaanm
3aboneBaHuA.



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamn. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1eEMEHT MOXKeT bbITb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
BblO6paH HM pa3y. Cutyauma

A. 30-neTHAA YeHLLMHA, B aHAMHe3e PoXKaeHne MepTBoro pebeHKa ¢ MHOXKeCTBEHHbIMMU
NOpoKamMmu pasBUTUA (NOANAAKTUANA, paclieinHa HEGA, NOPOK cepau,a) U HOpMaZibHbIM
Kapuotunom

b. B cemeitHOmM aHamHe3e muoguctpodpuallioweHHa, bepemeHHasn - HOCUTe/IbHULLA CeMeNHOM
Aeneuuu B reHe auctpopuHa Mertoa npeHaTaNbHOMU AUArHOCTUKU

1. bBuoncma BOPCUH XOPUOHA

2. OnpeaeneHue KOHUeHTpaumm A®I B CbIBOPOTKE maTepum

3. AMHMOUEeHTEe3

4. fetanbHoe Y3U

5. KoppoueHrtes

A.A-2;b6-1,3

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

B.A-1;b6-5

rrA-4;6-1,2,5

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3nLUAMU. [nA Kaxkaoro 6yKBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA MPOHYMEPOBaHHbIN anemeHT. Kaxkabliii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT bbITb BbIbpaH oauH pa3. HacnepcreeHHas 6one3Hb
obmeHa Bew,ecTB:

A. BpoXXaeHHbIA runotupeos

b. PeHUNKeTOHYpUA

B. AgpeHoreHMTaNbHbIN CUHAPOM

. Mykosucuunaos

. FTanaktozemua AHaNUT, KOTOPbIA onpeaenaeTca NPU MacCOBOM CKPUHUHIE HOBOPOXKAEHHbIX:
1. Nanakro3a

2. TupeoTpOonHbIN rOPMOH

3. 17-rmapokcunporectepoH

4. UMMyHOpPEeaKTUBHbIA TPUNCUH

5. ®eHunanaHuH B KPoBU

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

b.A-2;b-

2
0-1
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:0-5
. 0,-5



MeTopa, mynbTuuBeTHOU payopecueHTHOM in situ rubpuamnsayum (mFISH) moXHO npyumeHUTL
ANAa ngeHTuduKaumm

A. MHTPaXPOMOCOMHOM UHCEPLIUM

b. napaueHTpuyeckoi nHeepcum

B. MapKepHOI XpomMoCoMbl

[. NEPULLEHTPUYECKON MHBEPCH

[. TepMMHanbHOM aeneumm

YcTaHOBUTE COOTBETCTBUE MEKAY NpeAcTaBAeHHbIMU NO3ULMAMKU. s Kaxkaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMIA MPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMEPOBaHHbI 3N1eMeHT MOXKeT 6biTb BbibpaH 0auH pa3, 6onee ogHOro pasa uam He
Bblb6paH HM pa3y. Knacc 3abonesaHunit

. MynbTudakTopranbHblie 3aboneBaHus

. XpomocomHbie 6one3Hu

. MoHoreHHble 3a6oneBaHus Mpumepbl 3a6oneBaHui

. DeHnNKeTOHYpUA

. Cunapom Matay

. MurpeHb

. MykoBucumnpo3

. bone3Hb KpoHa

. Bone3Hb KnaitHpenbrepa

.A-3,5,6-2,6;B-14

.A-15;b6-2,6;B-3,4

B.A-3,6;6-2,5B-14

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

0.A-356;6-2;B-1,4

>0 A WNERE®OND>

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numamu. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMIA MPOHYMEPOBaHHbIN 3n1emeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT bbiTb BbibpaH oauH pa3. Metoga;

A. las3oBas xpomarorpadpma macc-cneKTpomeTpusa

b. TaHgemHaa macc-cnekTpomeTpusa

B. CneKkTpodoromeTtpus

. CekBeHupoBaHue no CeHrepy Metoa no3sonfeT NpoBecTu:

1. OnpeaeneHue HykneotngHou nocneposarenbHomTn JHK

2. U3amepeHune KoHUeHTpauumn 6e1KoB 1 aMUHOKUCNIOT

3. AHaNN3 aMUHOKUCNOT U ALUAKAPHUTUHOB B NATHAX BbICYLUEHHOW KPOBM

4. OnpepeneHne KOHLEHTPaALUKN OYEeHb AJIMHHOLLENOYEUYHbIX XXUPHbIX KUCNOT B N1a3Mme KPOBU
AA-1;b6-2;B-3;T-4

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



®dparmeHTHbIN aHanu3 MNLUP-npoayKTOB NPpUMEHSAIOT aNs:

A. onpegeneHna TOYKOBbIX MyTaLMI;

B. ycTaHoBNEHMA BUonormyeckoro poactea no STR-mapkepam;
B. onpegenenuna gnuHol CAG-nosTopa reHa AR;

I. aHaNM3a MMKPOCATENIUTHOM HECTAUIBHOCTM;

L. BCcero nepeymcaeHHoro Bblwe.

OnAa anarHocTUKK 6onesHei, ANA KOTOPbIX MYTaHTHbI reH HeM3BeCTeH, NPUMEeHAEeTCA:
A. Nnpsamas AeTekuma C UCMOb30BaHNEM CNeLnPUIYECcKUX MOEKYIAPHbIX 30HA0B;

b. cekBeHMpoOBaHMe reHoOMa UM SK30Ma;

B. meToz cneumduyeckmnx pecTpmKkTas;

I. cekBeHMpoBaHue no CaHrepy;

4. NOA.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumuamMmnu. [ina Kaxaoro 6yKkBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLMIA NPOHYMEPOBaHHbI anemeHT. Kaxkaplit
NPOHYMEPOBaHHbIi 3N1€MEHT MOXKeT 6biTb BbIbpaH 0AMH pa3, HECKONIbKO UK He BblbpaH HU
pa3y. Mnarpopma AnAa ceKBEHMPOBAHUA HOBOTFO NOKO/IEHUA:

A. 454 Roche

b. lon-Torrent

B. lllumina

. Nanopore MNpuHuMn metopa:

1.CekBeHupoBaHMe NyTem CUHTE3a

2. NonynpoBoagHMKOBOE CeKBEeHUpPOBaHUE

3. NupocekseHnpoBaHue

4. OgHOMONEeKyNApHOe CeKBeHUpPOoBaHUe

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



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. Tun HacnhepoBaHUA

A. AYyTOCOMHO-A0OMMHAHTHbIN

b. AYyTOCOMHO-peL,eCcCUBHbIN

B. PeL,eCCUBHbIiA, CBA3aHHbINA C reHaMu X-Xxpomocomamu OTanumnTenbHble YepTbl

1. 3aboneBaHue NPoOABAAETCA B KAXKAOM NOKONEHUMU

2. 3aboneBaHue NPOABNAETCA HE B KAXKA0M NOKONEHUU

3. boneloT MU NpenmMyLLLEeCTBEHHO YXEHCKOro nona

4. boneloT AMuUA NpeuMyLLeCTBEHHO MY»KCKOro nona

5. CooTHowWweHuMe 340poBbIX U 60NbHbIX cMbcoB cocTaBnseT 1:1

6. CooTHOLWeEHMe 340p0BbIX U 6oNbHbIX cMbcoB cocTaBnseT 3:1

7. boneloT AMua }KEHCKOro U My>»KCKOro nona

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

b.A-1;b6-2,7;B-4

B.A-1,7;b6-2,7;B-2,4

rrA-1,5,7,6-2,6,7;B-2,7

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeAcTaBAeHHbIMU No3numuamn. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLMNIA MPOHYMEPOBAHHbIN 3n1eMeHT. Kaxabiii
NPOHYMEPOBaHHbI IN1eMEeHT MOXKeT 6biTb BbIbpaH oauH pa3. MeToabl (rpynna) npeHaTanbHOMA
OWUarHoCTUKMU

A. HenHBa3usHble

b. UHBa3uBHble Bua metona

1. UamepeHue yposHa PAPP-A

2. KoppgoueHres

3. U3amepeHue yposHa f-B-XI'Y

4. XopuoHbuoncus

5. UamepeHue TBI

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

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

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

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

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



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMaAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbIV KOMNOHEHT
MoKeT 6bITb BbibpaH 0aUH pa3, bonee ogHoro pasa uam He BblbpaH BoBce. HacneAacTBeHHble
6onesHu:

. bonesHb lNowe;

. bone3Hub Humana-NMuka Tun A/B;

. bonesHb Tea-CaKkca. B HepBHbIX KNeTKaxX HaKanAnMBaeTca:

. ChnHromuenun;

. FaHrnnosup GM1;

. FaHrnanosung GM2;

. MaHHO030-6-¢pocdar;

. FnioKkouepebposua.

. A5; b3; B1

.Al; B3: BS

.A5, B1, B3

>
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YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamm. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa BblbepuTe COOTBETCTBYIOLWMNIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT 6bITb BbIbpaH 0aAuH pa3. KnnHuuecKana cutyauma
A. 0nvTenbHasA OCTAaHOBKA AbIXaHUA Y MaZibiuMKa BO BpeMA HapKo3a

b. Bo3HMKHOBEHMEe NpUCTyna ocTpbix 60nei B }KMBOTE C MbiLLEYHOI cNabocTbio
nompayeHMem CO3HaHUA Yy NOAPOCTKa nocne npuema peHobapbuTtana

B. OtcytcTBUe 3¢pPeKTa OT CTaHAAPTHBIX 403 rMAPaNasnHa y MyXX4uHbl C apTepuanbHoO
runeproHnein PepmeHTHble HapyLUeHUnA

1. AHOManbHaa X0NNHICTEepasa

2. HepocTtatoyHOCTb NOppobUAMHOreHAEaMUHa3bI

3. NosBbilWEeHHAA aKTUBHOCTb aLeTUATPAHCepasbl

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

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



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numamu. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1IEMEHT MOXKET bbiTb BbIbpaH oguH pa3. TepmMmuH:

A. Annenb-cneumnduyHas NUP

b. NLUP B peanbHOM BpemeHHU

B. MetuncneuududHaa NUP . OnpeaeneHue:

1. NUP Ha AHK-maTpuue, npoweaweii 06paboTKy 6ucynbpuTTOM HaTpUA, KOTOPaa NO3BONAET
BbIAB/IATb METU/INPOBAHHbIE U HEMETU/IMPOBAHHbIE annenu

2. NUP c npaiimepamu u/mam 3oHgamu, 3'-4acTb KOTOpbIX cneundpuuHa K onpegeneHHbIM
annenam

3. NUP c aeteKunen payopecueHLUN Ha KXKAO0OM LUUKae amnanduKaumum, Kotopas
NponopLMoHanbHa Konndyectsy obpasytoweroca MNLUP-npoayKra

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

b.A-2;b-

[AnarHo3 cMHAPOMa YMCTBEHHOM OTCTaZIOCTU C NOMKOIA X-XPOMOCOMOM OKOHYaTE/IbHO
NOATBEPXKAAETCA HA OCHOBAHUM:

A. pe3ynbTatoB BUOXMMUYECKUX UCCIeA0BaHMUIA MOUYM U KPOBY;

b. AaHHbIX aneKkTposHuedpanorpadpuu;

B. MONEKynApHO-reHeTUYeCKoro aHann3a;

I. pe3ynbTaToB NCUXO/IOrMYECKOro TECTUPOBAHUSA;

[. faHHbIX CEMENHOro aHaMHe3a.

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numMamMmn. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLMIA NPOHYMEPOBAHHbIM 3n1emeHT. Kaxabiii
NPOHYMepPOBaHHbIA 3/1IEMEHT MOXKeT b6biTb BbIbpaH oauH pa3. UCTOUHUKK 3Heprumn
A. dHeprua ITO

b. be3 3Hepruu 3tanbl TPAHCAALUN

1. O6pasoBaHMe NenTUAHbIX CBA3EN

2. NMpucoegnHeHne mPHK K manoi cybbeauHuue pubocombl

3. NMpucoegnHeHne metmounn-TPHK K MPHK u cybuactuuye pubocombl

4. NepemeweHne pubocombl Ha MPHK Ha oguH KOa0H

5. OcBoboxaeHue 6enka c pubocombli

6. NMpucoepgmnHeHne ammHoaumn-TPHK K ammHoaumMnbHOMY y4acTKy pubocombl
A.A-3,5;6-1,2,4,6

6.A-2,5;b6-1,3,4,6

B

r.

A.



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamn. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIM 3/1EMEHT MOXKeT bbITb BbibpaH oguH pa3. Tun moaudpukauum
depmeHTaTUBHOM aKTUBHOCTU NpPU NeYeHUN HacNeACTBEHHDbIX 6onesHel

A. NMNopasneHune

b. MoBblWeHNe MHAYKLUUN

B. MNopasneHune obpartHoit ceaA3u Moaudukatop — PepmeHTbl — bonesHb

1. AnnonypuHon — KcaHTMHOKCMaa3a — F'mnepypukemmsa

2. MesuHonnH — HMG-CoA-peayKrasa — T'mnepaunonporengemumsall Tuna

3. KoptnsoH — ®epmeHTtbl cuHTe3a AKTI — BpoxkaeHHaa runepnnasma Hapano4ye4yHUKoB
4. ®deHobapbutan — MoKypoHunTpaHcpepasa — CuHgpom Kpurnepa-Haiiapa
5. ®eHobapbuTan — MoKypoHunTpaHcdepasa — CuHapom XKunovbepa

6. laHa3on — MHrMbutop npoteas — HeaocTtaTouHOCTb MHIIMBUTOPA NpoTeas
A.A-3,4,b6-2;B-1,5,6

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

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

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

0.A-56-2,3,4,B-1,6

DOna nccneposaHua F-teneuy, Heobxoamumbi:
A. CBETOBOW MMKPOCKON;

B. NtOMWHECLLEHTHbIN MUKPOCKON;

B. 6BuHOKyNspHaAa nyna;

[. 9NEeKTPOHHbIN MUKPOCKON;

. $a30B0O-KOHTPACTHbIA MUKPOCKOM.

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numMamMmn. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLMIA NPOHYMEPOBAHHbIM 3n1emeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT bbiTb BbIbpaH oauH pa3. OCHOBHbIE HAcNeACTBEHHbIEe
3aboneBaHusA, NpeaHaTa/ibHaA AMArHOCTUKA KOTOPbIX BO3MOXKHa bBuoxmmmueckumm
nccneA0BaHUAMM AMHUOTUYECKOM KUAKOCTU

A. bone3Hu HakonNeHUA NPOMU3BOAHbIX XONecTepuHa

b. HapyweHusa obmeHa myKononmcaxapupos

B. HapyweHus obmeHa aMMHOKUCIOT U OPraHUYECKUX KUCIOT

. HapyweHua obmeHa yrneBoaoB Uau rMMKONPOTEMHOB

A. NMpouune HapyweHuna bonesHb

1. FTomouucTUHypua (BUTammH B12-4yyBCcTBUTENbLHBIN U BUTaMUH B12-pe3ncTeHTHbIA TUNbI)

2. DedmuunTt anbda-rnoKypoHmnAaasbl

3. bonesHb Pabpum

4. dyKo3mpos

5. CuHppom Jlewa-HuxaHa

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



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numamu. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMePOBaHHbIN 3/1IEMEHT MOXKeT bbITb BbIbpaH oauH pa3. MeToapl geTeKuun pe3ynbTaToB
nup

A. dnektpodopes

b. TMbpuaunsaymoHHo-pepmeHTHbIN aHanus3 (TMdA)

B. Cuctema «FLASH» n dnyopumetp «XKUH»

. Cuctema getekuumn pesynbratos MNLUP B pexkume peanbHoro BpemeHu (RealTimePCR)
MpubnunsutenbHoe Bpems getekuumn gna 30 06pas3LoB Nocse 3aBepLUeHNA OCHOBHOrO 3Tana
aHanusa:

1. 0 MmuH.

2. 3 MUH.

3. 60 muH.

4. 40 muH.

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBNAeHHbIMU No3numuamn. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLMNIA NPOHYMEPOBAHHbIN 3n1eMeHT. Kaxabiii
NPOHYMEpPOBaHHbIA 3/1IEMEHT MOXKET 6biTb BbIbpaH 0a4uH pa3. 3HAUMMOCTb MyTauuu B
OHKO/I0rMM:

A. TepaneBTHUYecKasn

b. AuarHocTtu4yeckas

B. MNporHoctnyeckan. Xapakrepucrtmka:

1. Mapkep ana audpdepeHuUnanbHOU AUArHOCTUKM 3aboneBaHun

2. Mapkep BbICOKOro pUCKa peuunamsa

3. Mapkep 3¢pPpeKTMBHOCTM TapreTHOro npenapara

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



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamn. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1eEMEHT MOXKeT bbITb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
Bbl6paH HU pa3y. CekBeHUpoBaHUe:

A. "MepBoro nokoneHusa"

b. "Broporo nokonexusa"

B. "TpeTbero nokoneuma" Metoapl:

1. CekBeHMpOBaHME C NPUMEHEHUEM TEPMUHUPYIOLUX ANAE30KCUHYKNE0TUA 0B
2. NonynpoBoAHMKOBOE CEKBEHUPOBaHUE

3. CekBHMpPOBaHUE NyTEM CUHTE3a Ha Yune

4. OpHOMONEeKyNsapHOe CeKBEHUPOBaHUE

A.A-1;b6-3;B-24

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

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

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

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numuamm. [na Kaxaoro 6yKBeHHOro
KOMMOHEHTA BblbepuTe COOTBETCTBYIOLWMNIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT b6bITb BbIbpaH 0a4uH pa3, 6onee 0gHOro pasa Uan He
Bbl6paH HU pa3y. 3n10KayecTBeHHOe HOBOOOpa3oBaHUue:

A. HemenKOKNEeTOUYHbIN paK Nerkoro

b. PaK TONCTOM KULLKK

B. MenaHoma KOXu

. TMCO MonekynsapHoe npopuanpoBaHue anA TapreTHOM Tepanum BKIKOYAET:
1. KIT, PDGFRA, SDHB

2. EGFR, ALK, ROS1, PDL1

3. KIT, BRAF, PDL1

4. KRAS, NRAS, BRAF, MSI

A A-2;b-
b
B
r
il

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

OnA BPOXKAEHHOTO rMNOTUPEO03a XapaKTepHO:

A. 3a60neBaHMA CLLENNEHO C NOJIOM;

B. B KpOBM U APYrMX BUONOrMUYECKUX KUAKOCTAX OTCYTCTBYET TUpeoTponuH (TTT);
B. 60/1€3Hb HEU3neynMma;

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

[. 6e3 neyeHnA pPa3BMBaOTCA TMIAHTM3M M 3HLEedanonaTus.



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamn. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIM 3/1EMEHT MOXKeT bbITb BbibpaH oguH pa3.HacnepcTtseHHasa 60ne3Hb obmeHa
BeLLecCTB:

A. bone3Hb Tea-Cakca

b. PeHUNKeTOHYpPUA

B. bone3Hb lNOwWwe

. TuposmHemusa tmna 1

A. UnctnHypuma. bBuoxmumuueckuin gedexr:

1. Fnoko3unpasa

2. NedeKT TpaHCNOPTa aMMUHOKUCIOT B NOYKaX
3. a-rekcozamuHmngasa

4. deHMNaNAHUHIMAPOKCUNA3A

5. dymapunauyeroauerar U manemnaueroayetar
AA-1,b-2;B-4,T-5; ,LI, 3

b 5;
B 5;
r
A

2;

~

-
-

-

.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3nLUAMU. [nA Kaxkaoro 6yKBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA MPOHYMEPOBaHHbIN anemeHT. Kaxkabliii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT 6biTb BblIbpaH oguH pa3. OpraH

A. KOCTHbIX moO3r

b. CeneseHka

B. NeyeHb MpumeHeHUE anNOTPAHCNNAHTALMM ONA NATOTEHETUYECKOro IeYeHunA
HacnepacTBeHHbIX 6onesHei:

1. CuHapom Buckorra - Ongpuua

2. Temodpunna A

3. Tanaccemua

4. CepnoBUAHO-KNETOYHAA aHeMUA
5. TuposnHemus

6. bone3Hb HumaHa — Nuka Tun A/B
A.A-3,4,b-2;B-1,5,6

b

B

r.

.

XapaKkTrepucTMKamu NoIHOreHOMHOrO CEKBEHMPOBaHUA MOXKHO Ha3BaTb BCE, 32 UCKAKOUYEHNEM
A. HWU3KOW rNyBUHbI NOKPbLITUA

B. uccnepoBaHuA Bcen Koaupytowen nocnegosatenbHoctn AHK

B. onpeaeneHua komnnekcHbix myTtaumin (indel)

I. CEeKBEHMPOBAHMSA TO/IbKO 3K30HHbIX NOC/1IeA,0BaTe/IbHOCTEN

[. nccnefoBaHMsA MeEXIeHHbIX Y4acTKOB



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numamu. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA N1eBOoii KONNIOHKU BblbepuTe NPOHYMepPOBaHHbIM 3/1eEMEHT NPaBoii KONOHKMU.
KaXKabih NpoHYMepOoBaHHbI 3/1eMEHT NPaBoii KO/IOHKMU MOXKeT bbITb BblIbpaH oguH pa3
flBneHue:

A. AnnenbHasa reTeporeHHoOCTb

b. MneoTponHOCTb

B. BapnabenbHana skcnpeccuBHOCTb CUTyauma

1. Y cecTpbl MY>X4MHDI C TAXKE/IbIM CKO/IMO30M U MHOXECTBEHHbIMU NOAKOKHbIMU
Heiipopubpomammu nmerotca nnekcupopmHbieHelipodpubpombl, a y ee 30-n1eTHero cbiHa
06Hapy»KeHbl y3e1Ku J/Inwia 1 BeCHYLUYATOCTb B NOAMbILLIEYHbIX 061acTax

2. Npu nectpoit nopdpupum (ayToCOMHO-AOMUHAHTHOM HapyLleHMU buocnHTesa nopdpupuHa)
BO3MOXHbl POTOUYBCTBUTE/IbHOCTb KOXKU, 60211 B }KMBOTe, Nnepudepudeckas HemponaTma u
aNM304bl NCUXMYECKUX HapyLUeHU (Ncruxosbl).

3. KaK HOHCeHC-MyTauMum, TaK U AeNelMu reHa OPHUTUHTPAHCKap6amunasbl 0bycnosnmnsatoT
pa3BuTMe NeTaNbHO HEOHATa/IbHOM rTMNepaMmMOHUEe MUK BCIeACTBUE OTCYTCTBUSA
OPHUTUHTPAHCKap6aMMIasbl - BaXKHOTO NeYeHOYHOro GpepmMeHTa LLMKAa MOYEeBUHbI
A.A-3;b6-1;B-2

YcTaHOBUTE COOTBETCTBUE MEKAY NPeACcTaBAeHHbIMU NO3ULMAMU. [na KaXKAaoro 6yKBeHHOro
KOMMNOHEHTa BblbepuTe COOTBETCTBYIOLLMIA NPOHYMEPOBaHHbIM anemeHT. Kaxkaplit
NPOHYMEPOBaHHbIi IN1eMEHT MOXKeT 6biTb BbIbpaH oauH pa3, 6onee ogHOro pasa uam He
Bbl6paH HM pa3y. deHoTUN

A. Ana peHOTMNUYECKM 340POBOro HOCUTENA PO6EPTCOHOBCKOM TPAHC/IOKALMM XapaKTepeH
KapuoTtun:

b. Ana ¢peHoTMNMYECKU 340P0OBOr0 HOCUTENA PELMNPOKHOMN TPAHC/IOKAL UK XapaKTepeH
KapuoTtun:

B. AnAa nauuMeHTa ¢ cMHApPoMOoM [layHa XapaKTepeH Kapuotun: ®opmyabl KapuoTtuna
1.45,XY,der(14;21)(q10;q10)

2. 46,XY,t(2;6)(g33;913)

3. 46,XY,der(21;21)(q10;q10)
4.47,XX,+21

5. 46,XY,der(21;21)(q10;q10),+21
6. 45,XY,der(13;14)(q10;q10)
A.A-1,6;6-2;B-4,5

b. ;
B.
r.
[.

’

-2;
-1,
5
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-2,B-4
b-3;,B-
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AKTUBHOCTb IN30COMHbIX PEPMEHTOB HE U3MEPSAIOT B:
A. nemkouuTax;

b. BOpCUHAX XOPUOHaQ;

B. KneTkax aMmHMOTUYECKOW KNOKOCTH;

l. nnasme KpoBy;

L. cntoHe.

YcTaHOBUTE COOTBETCTBUE MEKAY NpeAcTaBAeHHbIMU NO3ULMAMU. s Kaxkaoro 6ykBeHHOro
KOMMOHEHTA Bblbepute COOTBETCTBYIOLMNIA MPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT bbITb BbIbpaH oauH pa3. Knacc 6onesHen

A. AMuHoauuaonaTtum

b. OpraHuyecKkue aumnaypum

B. bonesHu HelipoTPaHCMUTTEPHOro obmeHa

. HapyweHune obmeHa nypuHoOB U nupMmMmuauHos MeToabl NOATBEPXKAEHUA ANArHO3a

1. KonnuectBeHHOe onpepeneHne aMmMHOKUCAOT KPOBU, MOYMU, CMTUHHOMO3IOBOM }KUAKOCTH,
OHK-puarHoctuka

2. KonnuyectBeHHOE onpeaeneHne NypmMHOB, TMPUMUAUHOB, Mo4yeBoi Kucnotbl, AHK-
AMarHOCTUKa

3. KonnyectseHHOe onpeaeneHne opraHUYECKUX KUCNAOT MOYM, NAasmbl

4. KonnuyectBeHHOe onpeaenieHne KaTexo/laMUHOB, aMUHOKUCAOT (KpoBb, MOYa,
CNMHHOMO3rOBasA XUAKOCTb)

AA-1,b-2;B-3;T-4

Ecnv MMNPUHTUPOBAHHDBIN reH 3KCNPEeCccUpyeTca C OTL,0BCKOU XPOMOCOMbI, TO HA MaTe pUHCKOMU
XpoOmMocome 3TOT reH:

A. He akcnpeccupyeTtcs;

b. MimeeT noBbILLEHHYIO 3KCNPEeccuio;

B. Torke aKcnpeccupyeTcs;

I'. Ero aKcnpeccna HECKONbKO CHUXEHa;

[. XapakTepusyeTtcsa 0TCPOYEHHOM 3KCMPECcCcHen.

FeHom, accoLMMUPOBAHHbIM C MOBbILEHHbIM PUCKOM Pa3BUTUA NPUOBPETEeHHbIX
HelPOKOrHUTUBHbBIX PACCTPOMUCTB (B T.4. 6one3Hu Anbureimepa), ABNAETCA:

A. MGMT;

6. APOE;

B. BRCA1L;

I. IRF6;

[. PTEN.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numamu. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1eEMEHT MOXKeT bbITb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
BblOpaH HU pasy. leH:

A. BRCA2

b. EGFR

B. MSH2

. CYP2D6 bnonoruyeckasa pyHKumA:

1. MeTabonn3m KceHO6MOTUKOB

2. Penapauyus paspbisos AHK

3. Penapayma HecnapeHHbIX OCHOBAHUM

4. TUpPO3NHKNHA3HDbIN peuentop (NPOTOOHKOreH)
A.A-1;6-2;B-3;T-4

b 1,
B
.
A.

MeauKo-reHeTUYECKOE KOHCYIbTUPOBAHME NMOKa3aHOo NpM NOAO03peHMM Ha Bce 3aboneBaHums, 3a
UCKNOYEHUEeMm

A. cuHgpoma Jlyun-bap;

b. cuHapoma Xunnena-fiuHpay;

B. 6one3Hu lNowe;

. cuHgpoma PetTa;

[. 6onesnHun PeiHo.

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numMamMmn. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLMIA NPOHYMEPOBAHHbIM 3n1emeHT. Kaxabiii
NPOHYMePOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbIbpaH oauH pas, 6onee ogHOro pasa uam He
Bbl6paH HM pa3y. Cuctema penapaumm

A. HenpaBWU/IbHO CNapeHHbIX OCHOBAHWU I

b. aByHUTeBbIX pa3pbisoB [JHK

B. aKcuM3MOHHaA penapauma 3abonesaHue

1.MurmeHTHaA Kcepoaepma

2. Cunppom Jlyu-bap

3. CuHapom JInHua

AA-3;b6-2;B-1



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamn. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMePOBaHHbIN 3/1IEMEHT MOXKeT bbiTb BbIbpaH oauH pa3. CKpUHMpYoLWMe NpPorpaMmmbi B
NpeHaTaZIbHOW AUArHOCTUKe

A. Y3U CKpUHUHT

b. Buoxumunueckum ckpuHuHr UccnepoBaHme

1. TonwmHa BOPOTHUKOBOrO NPOCTPAHCTBA

2. CBo60aHan B-cybbeanHMLa XOPUOHUYECKOrO rOHaAOTPONUHA YeioBeKa

3. Busyanusayuua HOCOBOM KOCTU

4. AccouMmnpoBaHHbIi ¢ 6epemeHHOCTbIO NiasmonpotenH A (PAPP-A)

A.A-1,2;6-34

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

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

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

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

YcTaHOBUTE COOTBETCTBUE MEKAY NPeACTaBAeHHbIMU NO3ULMAMU. s KaXKAoro 6yKBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLMA NPOHYMEPOBaHHbI anemeHT. Kaxablit
NPOHYMEPOBaHHbIi IN1eMEeHT MOXKeT 6biTb BbibpaH 0auH pa3, 6onee oaHOro pasa uam He
Bbl6paH HU pa3y. MoneKynapHbIA KapuoTtun (cornacHo ISCN

2020)

A. arr(8,21)x3

B. arr(X)x2,(Y)x1,(1-22)x3

B. arr(16q)x3

I. arr(X,Y)x1,(1-22)x2 BapuaHTbl MHTEpPNpeTaLUM

1. HopmanbHbliA MyXCKOW KapuoTun

2. Tpucomua no AAIMHHOMY N1Ie4y Xpomocombl 16

3. Tpucomuun no xpomocomam 8 n 21

4. Tpucomua no xpomocome 8

5.MoHocomusa no xpomocome 21

6. TpunaongHbli HA6Op Xpomocom

7. TpMcommA NO KOPOTKOMY Naeyy Xpomocombl 16

A.A-6;b6-3;B-2;T-5

6.A-45;b6-6;B-7;T-1

B.A-3;b-1;B-2;T-6
NNA-3;6-6;B-2;I-1
0.A-4,56-1;B-2;T-6

CRISPR-Cas - 3T0 TexHonorum

A. pefaKTUPOBAHUA FreHOM3;

b. oAHOMONEKYyNAPHOro CEKBEHNUPOBAHMUSA;

B. rubpungmsaumm in-situ;

. MUMMYHO(EHOTUNMPOBAHMSA,

[. XpOMOCOMHOIro MMKPOMATPMUUYHOIo aHann3a.



Tpunnaonaum cooTBeTCTBYET 3anNuUchb
A. 46,XX; 46,XY

b. 69,XXX; 69,XYY

B. 69,XXXX; 69,XXYY

. 92,XXXX; 92,XXYY

1. 48, XXVV.

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3numamm. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTA Bblbepute COOTBETCTBYIOLMNIA MPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMePOBaHHbIN 3/1IEMEHT MOXKeT bbITb BbIbpaH 0a4uH pa3, 6onee 0gHOro pasa UaAn He
Bblb6paH HM pa3y. CornacHo [leHBepcKon KnaccupuKaumm

A. B rpynny A BXOAAT XPOMOCOMbI:

. B rpynny C BXOAAT XpOMOCOMbI: XpOMOCOMbI

.6-12

.13-15

.16-18

.19-22

-3

-1;
-2;
-5;

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACcTaBNeHHbIMU No3nLUamu. Ana Kaxkaoro 6yKkBeHHOro
KOMMNOHEeHTa Bblbepute COOTBETCTBYIOLLUIA MPOHYMEPOBaHHbIN anemeHT. Kaxkablii
NPOHYMEpPOBaHHbIM 3/1IeMEHT MOXKeT bbiTb BbIbpaH oguH pas, 6onee ogHOro pasa uam 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;b-2

b.A-1;6-4

B.A-3;6-4

rNA-1;,6-3

0.A-2;,6-4



f'MnepmeTtunnposaHne UUTO3MHOB B CG-AUHYKNEOTUAAX PEryNATOPHbIX PaiOHOB reHa
NpUBOAMUT K:

A. NOAaBNEHNIO TPAHCKPUNLUMOHHON aKTUBHOCTU FeHa;

B. ycuneHunio TpaHCKPUNUMOHHOW aKTUBHOCTU FeHa;

B. peneunn reHa;

l. He BNXAET HA AaKTUBHOCTb FeHa;

[. aynavkaumm rexa.

YcTaHOBUTE COOTBETCTBUE MEKAY NpeAcTaBAeHHbIMU NO3ULMAMKU. s Kaxkaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMIA MPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMEPOBaHHbI 3N1eMeHT MOXKeT 6biTb BbibpaH 0auH pa3, 6onee ogHOro pasa uam He
Bbl6paH HU pa3y. MyTauumn/nonMmopdpusmbl B reHe:

A. DPYD

b. UGT1A1

B. CYP2D6 AccouumpoBaHHoe HapylieHue buorpaHcpopmaumm:

1. UpuHoTekaHa

2. TamokcudeHa

3. 5-¢pTopypaumna n ero aHanoros

A.A-2;b6-1;B-3

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

7

YcTaHOBUTE COOTBETCTBUE MEXKAY NpeACTaBAeHHbIMU No3numMaMmn. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMNIA NPOHYMEPOBaHHbIM 3n1emeHT. Kaxabiii
NPOHYMepPOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbIbpaH oauH pas, 6onee ogHoOro pasa uam He
Bbl6paH HM pa3y. Bug myrauum:

A. TepmuHanbHan

b. Comatnyeckana XapakTrepucTuKkm:

1. HacnhepyeTtca

2. OnpepenseTca TONbKO B ONyX0nuU

3. Onpepaensetca B uupkyaupyrowen onyxonesot JHK

4. MoxeT ABNATbCA NPeAUKTOPOM OTBETa Ha npenapar

A.A-134;,6-234

6.A-1,3;6-24

B.A-234;6-134

rrA-34;,6-24

O.A-134;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 HU pasy. leH:

A. BRCAl1

b. MET

B. BRAF

r. TP53

A. KRAS Tun comatuyeckoit mytauum:

1. AKTuBupyrowan

2. UHakTnBuMpyoLwan

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numuamm. [na Kaxaoro 6yKBeHHOro
KOMMOHEHTA BblbepuTe COOTBETCTBYIOLWMNIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMEPOBaHHbIi IN1eMEeHT MOXKeT 6biTb BbIbpaH 0auH pa3, 6onee oaHOro pasa uam He
Bbl6paH HM pa3y. Knaccbl natoreHHOCTM BapuaHToB cornacHo ACMG:

A. -1l

b. Il

B. IV-V MNaTtoreHHOCTb:

1. Jo6bpoKauecTBeHHbIN BapuaHT

2. BepoATtHO A06poKayecTBeHHbI BapUaHT

3. BapuaHT ¢ Hen3BeCTHbIM KIMHUYECKUM 3HaYEeHUem

4. BepoATHO NaTOreHHbIX BapuaHT

5. MaToreHHbIA BapuaHT

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

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

B.A-45;b-3;B-1,2

rrA-5;6-3;B-1

O.A-2;b6-3;B-4



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamn. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIM 3/1EMEHT MOXKeT bbITb BblIbpaH oguH pa3. MyTauus:

. UHaKkTuBMpYyeT reH-cynpeccop,

. He BansaeTt Ha GyHKUMIO reHa,

. MoxkeT akTMBMpPOBaTb OHKOreH. TN mytauum:

. HOHCEHC-MyTaLus,

. CHHOHMMUYHAA 3ameHa 6e3 BAMAHUA Ha CNAACUHT,

. Aeneuunna co CABUTOM paMKU CYUTbIBAHUA,

. OAHOHYK/1IeOUTAHAA 3aMeHa B 3'-HEKOAUPYIOLEN YaCTU reHa,

. MUCCEHC-MYTauUA B KUHAa3HOM AOMEHe

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

-3,
-1;
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YcTaHOBUTE COOTBETCTBUE MEKAY NPeACcTaBAeHHbIMU NO3ULMAMU. [na KaXKaoro 6yKBeHHOro
KOMMOHEHTA BblbepuTe COOTBETCTBYIOLWMNIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMEPOBaHHbI 3N1eMEeHT MOXKeT 6bITb BbIbpaH oauH pa3. Yactaa myTauus:

A. p.V600E

b. p.G12D

B. p.E545K

. p.Q61R OHKoreH:

1. BRAF

2. NRAS

3. KRAS

4. PIK3CA
A.A-1;6-3;B-4;T-2
bB.A-1;6-2;B-3;I-4
B.A-2;6-3;B-4;T-1
NA-1;6-4;B-2;I-3
O.A-3;6-4;,B-2;I-1

B AHK-auarHocTuKe HacnepacTBeHHbIX 3aboneBaHnii He UCNoNb3yeTcA:
A. MuUp;

B. MMKpOMaTpUYHbI aHaNn3;

B. cekBeHnpoBaHue no CaHrepy;

. ABYMEpPHbI aneKkTpodopes;

L. BbICOKONPOM3BOAUTE/IbHOE CEKBEHNPOBAHME.



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 HU pa3y. iBneHue

A. PennukKauyusa

b. KpoccuHrosep OnpepeneHue

1. O6MmeH yyacTKamu roMoJIOrMUHbIX XPOMOCOM, NPUBOAALLUIA K 06Pa30BaHMIO XPOMOCOM C
HOBbIM Habopom reHoB

2. Npouecc obpaszoBaHna monekynbl AiHK, cMHTe3MpoBaHHO Ha maTpuuHou moneKkyne AHK
3. BoccTtaHOBNEHUE UCXOAHOM CTPYKTYpbl NoBpeXxaeHHoro ¢pparmeHta JHK

4. ObmeH y4yaCTKaMM roMmo/1I0rMYHbIX XPOMOCOM B NpoLecce KNeTOYHOro aeneHnn
A.A-1;6-4

6.A-3;b6-1

B.A-2;b6-4

rrA-2;6-1

O.A-3;6-2

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamn. [na Kaxaoro 6yKBeHHOro
KOMMOHEHTA BblbepuTe COOTBETCTBYIOLWMNIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMePOBaHHbIN 3/1IEMEHT MOXKeT 6biTb BbIbpaH 0aAuH pa3. BbiaBneHue accoumaumum
MynbTudaKkropmanbHoU 601e3HU C reHeTUYECKMMM MapKepamMmu ocyLlecTenseTca no popmyne
X=(axd)/(bxc), rpe:

A.a

b.b

B.c

r.d

O. X MNokasarenb

1. YacTtoTa nepBoro reHeTU4ECKOro mapKkepa y 60/1bHbIX

2. YacToTa BTOPOro reHeTM4eCKOro mapKepa y 60abHbIx

3. NMoKasaTtenb OTHOCUTE/IbHOM YaCcTOTbl PUCKA

4. YactoTta nepBoOro reHeTU4ECKOro mapKkepa y 340p0oBbIX

5. YacroTta BTOpOro reHeTM4ECKOro mapKepa y 340p0BbiX

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

b.A-2;b6-1;B-4
B.A-1; ;B-4
r.A-4; 1
4O.A-4;

~
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-1;,B-2,

TexHonorun NGS no3BoNAIOT CEKBEHUPOBATb BCE, 32 UCK/IOYEHUEM:
A. npoTteoma;

b. TpaHCKpMNTOMa;

B. reHoma;

. KIMHWUYECKOTO 3K30Ma3;

L. nonHoro aksoma.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numamu. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1eEMEHT MOXKeT bbITb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
BblO6paH HM pa3y. Bupg nospexaeHna AHK:

A. PaspbiBbl uenu HK

. MupmupgunHoBbie aumepbl

. OwmnboYHO cnapeHHble HyKneoTnabl CucTema penapauum:

. DKCLULM3MOHHAA penapaLua HYKNeoTUa0B

. Cuctema penapaumm HenpaBUIbHO CNAapeHHbIX OCHOBaHU

. Cuctema romonormyHoii peKombmHauum n penapauum

.A-3;b6-1;B-2
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YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamm. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTA BblbepuTe COOTBETCTBYIOLWMIA NPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMEPOBaHHbIi IN1eMEeHT MOXKeT 6biTb BbibpaH 0auH pa3, 6onee oaHOro pasa uam He

Bbl6paH HU pasy. an npuroTosieHnun UMToreHeTU4EeCKUX npenapartos nyrem KyibTuBMpoBaHUA

nmmooumtos nepudepuyeckon Kposu 06sa3aTeNbHO UCNO/b3YIOT:
A.rMnNoTOHUYECKNiA CONEBOU PacTBOP

b. KonxuuuH Pe3ynbrat

1. Ona pocTnKeHUA xopoluero pa3bpoca xpomocom B meTagpasHOM NNACTUHKeE
2. lnA OCTAHOBKMU KNETOYHOrO LMKAA Ha CTagun meTadasbl

3. [nA nyywero oKpawmMBaHUA XPOMOCOMHbIX NpenapaToB
A.A-1;6-2,3

6.A-1;6-2

B.A-2; 6-3

rrA-3;6-1,2

O.A-1,2;6-3

OcHoBHoOI4 3Tan KnoHuposaHua OHK:

A. BcTpamBaHue ¢parmeHTa [1HK B BEKTOPHYIO KOHCTPYKLMIO;
6. NAPD;

B. MUP;

. 6NOTTUHI-TMBpPUAN3aLnS;

. rmbpuaunsaumio in situ.



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamn. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDIN 3/1EMEHT MOXKET bbiTb BbIbpaH oguH pa3.PuKcupoBaHue AaHHbIX:

A. ABTOMaTnyecKkoe

b. BpyuHyto MeToabl getekuuun pesynbrartos lNLLP:

1. dnekrtpodopes

2. l'mMbpmnansaumoHHo-pepMeHTHbIN aHanus (TMdPA)

3. Cuctema «FLASH» u donyopumeTtp «IXKUH»

4. Cuctema pgetekuuu pesynbratos MNLP B pexkxume peanbHoro BpemeHu (RealTimePCR)
A.A-1;b6-2,3,4
6.A-1,2;b6-
B.A-2,3,4;
r.A- 3 4; b -
O.A-1,2,4;

YcTaHOBUTE COOTBETCTBUE MEKAY NPeACTaBAeHHbIMU NO3ULMAMU. s KaXKAoro 6yKBeHHOro
KOMMNOHEHTA NeBOI KONOHKM Bblibepute NPOHYMEpPOBaHHbIi 31eMEeHT NPaBOii KONOHKW.
Kaxkpaplii NnpOHYyMepOBaHHbIA 3/1eMEHT NPaBoiA KOJIOHKU MOXKeT 6biTb BbiI6paH 0guH pas,
HECKOJIbKO pa3 uau He BblbpaH coBcem. Bua myrtauum:

A. c.905+1G>A, b; p.1508PfsX59;

B. p.G195%;

. p.G12R Myrtauums:

1. MucceHc-myTaums;

2. HoHceHc-myTauums;

3. MyTtauuma canta CNaiicuHra;

4. MyTtauusa co cABUIrOM PaMKU CYHUTbIBAHUA
AA-2;b6-4;B-1;T-3
b
B
r.
.

-2;
-3;
- 4;



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamn. [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. 3anucb MoneKyaapHoro Kapuortuna (cornacHo ISCN

2020)

A. arr(3)x3

B. arr(X)x2,(Y)x1,(1-22)x3

B. arr(4p)x1

I. arr(X,1-22)x2 BapuaHTbl UHTepnNpeTaLum

1. HopmanbHbliA MYXKCKOW KapuoTun

2. MoHOoCcOMMA NO KOPOTKOMY NJiedyy Xpomocombl 4

3. HopmanbHbIA }KEHCKUI KapuoTun

4. Tpucommsa no xpomocome 3

5.TeTpannounaHblii HA6op Xxpomocom

6. TpunnongHbi Habop Xxpomocom

7. Tpcomma NoO KOPOTKOMY Nievyy Xxpomocombl 4

A.A-4;,b6-1;,B-7;T-3

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numuamu. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLMNIA MPOHYMEPOBAHHbIN 3n1eMeHT. Kaxkabiii
NPOHYMepPOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbIbpaH oauH pas, 6onee ogHoro pasa uam He
BblbpaH HM pa3y. CuHapom

A. BRCAl-accouMmMpoBaHHbIA PaK MOJIOYHOM Ke/e3bl

b. CuHgpom JInHya XapaKTepuUCcTuKn

1. MAF 1:400

2. MAF 1:600

3. FlepMmuUHanbHble MyTauuK B CUCTEME penapauum HeNPaBU/IbHO CNAPEHHbIX OCHOBAaHUM

4. lepMmUHanbHble MyTauuMu B cucTeme penapaumm paspbisos IHK

A.A-2;b6-3

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

B.A-2;b6-1,3

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

O.A-24;,6-3



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamu. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1EMEHT MOXKeET bbiTb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
Bbl6paH HK pa3y. KOAOHDbI C YaCTbIMM COMATUHECKUMU MYTaLUAMM:

A. 600;

b. 12;

B. 545;

r. 61 lren:

1. BRAF

2. NRAS

3. PIK3CA

4. KRAS

B.A-2;
B.A-3;
rA-1;
A.A-1;
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Pa3mep reHoma yenoseKa COCTaBNAET NPUMEPHO:
A. 6,000,000,000 n.H.;

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

B. 30,000,000,000 n.H.;

. 4,639,221 n.H,;

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3nLUaAMU. na Kaxkaoro 6yKkBeHHOro
KOMMNOHEeHTa Bblbepute COOTBETCTBYIOLLUIA MPOHYMEPOBaHHbIN anemeHT. Kaxkablii
NPOHYMepPOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbibpaH oauH pa3. HacnepacrBeHHble
OHKOJIOrM4YecKue CUHAPOMbDI:

A. Cungpom Jin-dpaymeHm

b. Cungpom JInHua

B. Cungpom KoyaeHa

. Cunapom MDH2b

O. Cuappom Xunnensa-/iuHaay Uccnepgyemble reHbol:

1. PTEN

2. VHL

3. MLH1, MSH2, MSH6, PMS2, EPCAM

4. TP53



MpoTaXeHHble Aeneunumn HECKONbKUX 3K30HOB reHa NoApPAL BO3MOXKHO onpeaenuTb C
NOMOLLbIO:

A. cekBeHMpoBaHUA No CaHrepy;

B. MUMMYHOIMCTOXMMUYECKOrO aHaNU33;

B. MLPA;

. CBETOBOM MMKPOCKOMNWUY;

[. cekBeHMpoBaHuA sk3oma (WES).

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumuamMmnu. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMIA MPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMEPOBaHHbI 3N1eMeHT MOXKeT 6biTb BbIbpaH 0auH pa3, 6onee ogHOro pasa uam He
Bbl6paH HU pa3y. eH:

A. SMARCB1

B. SMARCA4 3a6onesaHue:

1. Cunppom KodpdpuHa-Cupuca

2. CMHAPOM NpeapacnoNoXKeHHOCTU K pabanogHbim onyxonam 1-ro TMna

3. CMHAPOM NpeapacnoNOXKeHHOCTU K pabaonaHbIM onyxonam 2-ro TMna

4. WlsaHHOMaTO3

5. CuHgpom JInHua

A.A-14;b6-23

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

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

rrA-1,3;6-2,5

0.A-25,6-134

OnAa poKasaTenbcTBa My/ibTUdAKTOPUANbLHOU NpUpPoAbl 601e3HN UCNONb3YIOT BCe
nepeyncieHHble MeToabl, Kpome:

A. 6113HEeLOBbIN;

B. uccnepoBaHmne accoumaumm reHETUYECKUX MapPKepoB ¢ 60Ne3Hb1;

B. untoreHeTU4eCKUiA;

I'. KNMHUKO-TEHEaNOrMYecKui;

[. NonynaumMoOHHO-CTaTUCTUYECKUN.

DOnA AMarHoOCTUKKU HacneACTBEeHHbIX 3aboneBaHnii IHK MoKHO Bblgenntb U3 Bcero, Kpome:
A. numdoumToB nepudepuyecKkon Kposu;

B. TKaHeBbIX buonTaTos;

B. BONIOCAHbIX NYKOBUL;

. Kana;

[. 6yKKanbHOro anutenms.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU NO3UuMaAMU. [Na KaxKaoro
NPOHYMEPOBAHHOrO 3/1eMEHTA Bblbepute 6yKBeHHbIA KOMNOHEHT. ByKBEHHbIV KOMNOHEHT
MoXKeT 6bITb BbibpaH 0aUH pa3, 6onee ogHoOro pasa uau He BblbpaH BoBce. BeKTOpHaA eMKOCTb:
A. Haunbonbluas;

b. HaumeHblLaA. BeKTOpHblIe KOHCTPYKLUUN:

1. PeTtpoBupycHble;
2. darosble;

3. Ha ocHOBe UCKYCCTBEHHbIX XPOMOCOM APONIKei;
4. NnhasmupaHble;
5. KocmugHbie.
A.Al; B5

6. A2; b4

B. A3; b4

YcTaHOBUTE COOTBETCTBUE MEKAY NPeACcTaBAeHHbIMU NO3ULMAMU. [na KaXKAoro 6yKBeHHOro
KOMMNOHEHTa BblbepuTe COOTBETCTBYIOLLMA NPOHYMEPOBaHHbI anemeHT. Kaxapblit
NPOHYMEPOBaHHbI 3N1eMEHT MOXKeT 6biTb BbIbpaH 0auH pa3, 6onee oaHOro pasa uam He
Bbl6paH HU pa3y. XpOMOCOMHbIe aHOManum

A. Yucnosble

b. CTpyKTypHble BapuaHT myTtauum

1. peneuunsn

2.Tpunaongua

3. moHOCOMMUA

4. pynnvkaumsa

5. nsoxpomocoma

6. MHCepumA

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

6.A-2,4;b6-3,5,6

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

rrA-1;6-3,5,6

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



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numamu. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1IeEMEHT MOXKeT bbiTb BbIbpaH oguH pas. 3agaum:

A. NMonyyeHue nHpopmaummn

b. MonyueHne marepmuana ana uccneposaHua Pasgenenue MNMUP no npuHuuMny pewaemon
3aaaum

1. AHanu3 ypoBHA npeAacTaB/eHHOCTU TPAHCKPUNTOB

2. in situ NLUP

3. Knonuposanue OHK

4. in vitro myTareHes

5. AHK-agnarHocTuKa B meauuuHe

6. FleHOTMNMpPOBaHUe

7. Bbluntaowana rubpuamnsauma

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

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

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

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

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

OnA npoBegeHNA LUTOreHETUYECKOro aHa/In3a UCMNOJb3YIOT BCE NepeyncieHHoe, Kpome:
A. KNeToK KOCTHOro MO3ra;

B. sputpoumToB nepmdepmnyeckomn Kposu;

B. cumdountos nepndepuryeckon Kposu;

. buonTaTa cEMEeHHWKa;

[. buonTtata XopmoHa.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACcTaBNeHHbIMU No3nLUaMU. na Kaxkaoro 6yKkBeHHOro
KOMMNOHEeHTa Bblbepute COOTBETCTBYIOLLMIA MPOHYMEPOBaHHbIN anemeHT. Kaxkabliii
NPOHYMEpPOBaHHbIM 3/1IeMEHT MOXKeT bbiTb BbIbpaH oguH pas, 6onee ogHOro pasa uam He
Bbl6paH HK pa3y. Cpok ana nposeaeHua (Heaena 6epemeHHOCTH)

A. 15-17-a

b. 18-22-a Bua metoga npeHaTaNbHOW ANArHOCTUKKU

1. XopuoHbuoncus

2. AMHMOUEeHTe3

3. KopaoueHres

A A-2;b-1

b.A-1;b6-3

B.A-1;b-2

rrA-3;b6-1

O.A-2;6-3



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamn. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHDbIN 3/1eEMEHT MOXKeT bbITb BbIbpaH oguH pas, 6onee ogHOro pasa Uau He
Bbl6paH HU pa3y. bonesHb:

. Fanakrozemua

. bBonesHb HumaHa — Nuka Tvn A/B

. bonesHb lNowe

bone3Hb Tesa — Cakca J/Iokanusaumua reHa, acCCOLMMPOBAHHOIO C NaToN0rMei:
. 11p15
.15q11

DO@OPVNRWNRO®RO D
(Y
(9,]
0
N
w
N
Y

MaccoBomy 6MoOXMMUYECKOMY CKPUHUHIY NOANEXKUT 3aboneBaHue:
A. HelpodubpomaTos;

b. remoxpomartos;

B. myKkononuncaxapmnaossol;

. PEHUNKETOHYPUA;

[. mbiweyHas auctpodums AroweHHa.

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numMamMmn. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLMIA NPOHYMEPOBAHHbIM 3n1emeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXeT bbiTb BbibpaH oauH pa3. Kateropua no reHoMHoOMy
pa3smepy, TbiC. N.H.:

A. Manble

b. CpegHue

B. boabwue

I. TuraHTckmne

. Cyneprurantckme. HassaHMe nepBUYHOro NpoAayKra:

1. AnctpoduH

2. TupeornobynuH

3. Karanasa

4. PeHMNaNaHUHIM[POKCUNA3A
5. UHcynuH

A.A-1;b6-2;B-4,T-5;4-3
bB.A-1;6-4;,B-2,-5;4-3
B.A-3;6-4;,B-2,T-5;4-1
NNA-5,6-3;B-4,-2;4-1
O.A-3;,6-4;,B-2,T-1;4-5



«30/10TbIM CTAaHAAPTOM » AUArHOCTUKMU XPOMOCOMHbIX 6onesHen aBnsetca
A. dnyopecueHTHaa rmbpugmsaums in situ

b. NONHO3K30MHOE CeKBeHMPOBaHUE

B. nonHoreHoMHoe cekBeHMpoBaHUe

. GTG-aHanu3 anddpepeHumanbHO OKPALLEHHbIX XPOMOCOM

[. cekBeHmnpoBaHue JHK no CaHrepy

YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numuamu. na Kaxaoro 6yKBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMIA MPOHYMEPOBaHHbIM 3nemeHT. Kaxabiii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKeT 6bITb BbIbBpaH 0AUH pa3. PUCK HOCUTENbCTBA MYTAHTHOTO
reHa y KaXkgoro u3 poAcTBEHHUKOB KEHLMHbl C MyKOBUCLIMA030M (e 4UHCTBEHHbIN Cay4vaid
3aboneBaHuA B cembe):

A. 100%

b. 50%

B.67%

l. 33% PopcTtBEeHHUKM:

1. Ortey,

2. Matb

3. Aoub

4. BHyK

5. bpart

6. MnemAHHUKU

YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACcTaBAeHHbIMU No3numamn. [na Kaxaoro 6ykBeHHOro
KOMMOHEHTa Bblbepute COOTBETCTBYIOLWMNIA NPOHYMEPOBaHHbIN 3n1eMeHT. Kaxabiii
NPOHYMePOBaHHbIA 3/1IEMEHT MOXKeT bbiTb BbIbpaH 0guH pas, 6onee ogHOro pasa uam He
Bbl6paH HK pa3y. Xpomocombl

A. X

b. Y Tunbl xpomocom

1. CybmeTaueHTPUK CpeaHero pasmepa

2. Manbii meTaueHTpUK

3. KpynHblii aKpOLLeHTPUK

4. KpynHbi¥ meTaueHTPUK

5. Manbiit akpoLeHTpUK

AA-1;b-5

6.A-1;b6-3

B.A-4;b6-1

rNA-5;6-1

O.A-5,6-3



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeAcTaBAeHHbIMU No3numamu. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1EMEHT MOXKeT bbITb BbIbpaH oguH pas, 6onee ogHOro pasa uau He
Bbl6paH HK pa3y. TUNbl XPOMOCOMHbBIX aHOMANUMA

A. MoHocomusA

b. MapaueHTpruyeckana nHBepcusa

B. MepuueHTpryecKas MHBepcua XapaKTepucTuka myTtauuin

1. XpomocomHana myTaumsa, NpU KOTOPOI OCYLLECTBAAETCA NOBOPOT yYaCcTKa XpOMOCOMbl Ha 180
rpagycos

2. XpoMOCOMHaA MyTaLuusA, TOUKU Pa3pbiBOB KOTOPOM IOKA/IN30BaHbl HA Pa3HbIX naeyax (p- u g-
) ogHOM Xpomocombl

3. XpomocomHas myTauus, Npyu KOTOPO TOUKU Pa3pbiBOB JIOKAZIM30BaHbl HAa O4HOM Naeye
(nnbo p-, nnbo g-) xpomocombli

4. TeHOMHaA MyTaLu1A, NPU KOTOPOU OTCYTCTBYET OAHA U3 FTOMO/IOTMYHbIX XPOMOCOM
A.A-1;6-2;B-4

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

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaB/eHHbIMU NO3nLUAMU. nA Kaxkaoro 6yKBeHHOro
KOMMNOHEHTA Bblbepute COOTBETCTBYIOLLMIA MPOHYMEPOBaHHbIN anemeHT. Kaxkabliii
NPOHYMepPOBaHHbIN 3/1IEMEHT MOXKET bbiTb BbibpaH oauH pa3. MeTtoap! (rpynna) npeHaTasbHOM
ONarHoCTUKMU

A. HeuHBa3suBHble

b. UHBa3uBHble Bua metona

1. BUOXMMMUYECKMU CKPUHUHT CbIBOPOTOYHbIX MapKepoB

2. buoncua BOPCUH XOPUOHA

3. AMHMOUEeHTe3

4. Y3U nnopa

5. HUNT

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

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

B.A-1,4,56-2,3

rrA-1,6-2,34,5

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

Ona nabopatopHoOi AMArHOCTUKM MYKOBUCLMA,03a NPUMEHAETCA BCE NepeyncaeHHoe, Kpome:
A. onpeaeneHma MMMYHOPEAKTUBHOIO TPUMNCUHA;

b. onpepeneHna aneKkTponnToB NoTa;

B. BblABNEHUA XKMpa B Kae;

. onpeneneHma akTUBHOCTU NULLEBAPUTENBHbIX GEPMEHTOB B Kane;

[. Tecta ¢ ueETMANUPULNHXNOPULOM.



YCcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3numamu. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIM 3/1IeEMEHT MOXKeT bbITb BblIbpaH oguH pa3. bonesHb

A. lenarto-uepebpanbHan gereHepauyma

b. Xopea NeHTUHITOHA KnnHnyeckune npoasneHunsa

1. HepoctatouHocTb Cu2+-TpaHcnopTupyoweit ATP-asbl, LUTOXPOMOKCUAA3bI B KPOBU

2. CHMKeHMe coAeprKaHMA rAaMMa-aMUHOMACAAAHOM KUCAOTbI, FyTamaTtaeKapboKcunasbl,
BewecTtBa P, 3HKepannHoB B 6a3anbHbIX raHIMAX MO3ra

3. Unppo3 neueHu

4. Boipa)XeHHble HapyLleHUsA NoBeAeHUsA, AeMeHUuA

5. PoroBuuHoe Konbu,o Kansepa — Pneiwepa

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

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

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

rrA-2,3,4,56-1

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

YcTaHOBUTE COOTBETCTBUE MEKAY NPeACcTaBAeHHbIMU NO3ULMAMU. [na KaXKaoro 6yKBeHHOro

KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLMA NPOHYMEPOBaHHbI anemeHT. Kaxkaplit

NPOHYMEPOBaHHbI 3N1eMeHT MOKeT 6biTb BbibpaH 0auH pa3, 6onee ogHOro pasa uam He

Bbl6paH HU pa3y. XpOMOCOMHbI1 Habop

A. FTannougHbIn

b. AunnounaHbii

B. TpunaonagHblii Ycno xpomocom

1.22

2.23

3.46

4.47

5. 69

A.A-1;

b.A-2;
1;
1;
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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. leH

. KRAS

. BRAF

. EGFR lNopsaume ToukM myTareHe3a B ONyXonax

. 9K30H 15

. 9K30HbI 2-4

. 9K30HbI 5-9

. 9K30HbI 18-21

P> PPWNERDO D>

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

YCcTaHOBUTE COOTBETCTBUE MEXKAY NPeACTaBNeHHbIMU NO3ULUAMU. ONA KaxKA0ro
NPOHYMePOBaHHOrO 3/1IeMeHTa BblibepuTe 6yKBeHHbIN KOMMNOHEHT. MPOHYyMepoBaHHbIU 31eMEeHT
MOXKeT 6bITb BbIbpaH 0auH pas, 60nee oaHOro pasa uau He BbibpaH BoBce. FlepMUHANbHbI
reHeTMYeCKUii BapuaHT:

. YKa3blIBalOT B 3aK/1II04E€HUM;

. He yKasbiBaloT B 3aKkN104eHUU. YPOBEHb NaTOreHHOCTU:

. NATOreHHbI;

. BEPOATHO NATOreHHbIN;

. HeonpepaeneHHOro 3HaYeHus;

. BEPOATHO A06pPOKaueCcTBEHHbIN;

5. A06pOoKayecTBEeHHbI.

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

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

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

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

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

A WNEROD



YcTaHOBUTE COOTBETCTBUE MeXKAY NpeACTaBAeHHbIMU No3uumamn. [na Kaxaoro 6ykBeHHOro
KOMMNOHEHTA BblbepuTe COOTBETCTBYIOLLUIA NPOHYMEPOBaHHbIN 3nemeHT. Kaxkablii
NPOHYMEPOBAHHbIN 3/1eMEHT MOXKeT bbiTb BbiIbpaH oguH pa3. CreneHb PoACTBa:

A. | (poautenu, cnbeol, getun)

b. Il (aaaun-TeTH, NheMAHHUKU-NNEMAHHULbI, 6abYyLLUKU-AeAyLWKN, BHYKU-BHYUYKU, NONYCUOCDI)
B. lll (aBolopogHble cubcbl, NpageayWwKu-npababyLikn, NpaBHyKU-NpaBHy4YKK). Jona
MAEHTUYHbIX FeHOB:

1.1/8
2.1/4
3.1/2
A.A-1
b.A-3;
B.A-2;
nA-3;
N.A-2;

’ 7

~

-2;
- 2;
-1;
-1;

’
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MeToabl nabopaTopHOM ANArHOCTUKU, HEOBX0AUMbBIE ANA UCKAIOYEHUA HapyLUeHnii obmeHa
OpPraHMYEeCcKUX KUCNOT:

A. aneKkTpodopes;

b. cekBeHnposaHue [1HK;

B. TOHKOC/NOMHaA xpomaTorpadus;

I TaHAEMHan Macc-CNeKTPOMETPUS;

[. onpeaeneHve akTMBHOCTU GEPMEHTOB B 3pPUTPOLMTAX.

YcTaHOBUTE COOTBETCTBUE MEXKAY NPeACcTaBNeHHbIMU No3nLUamu. Ana Kaxkaoro 6yKkBeHHOro
KOMMNOHEeHTa Bblbepute COOTBETCTBYIOLLUIA MPOHYMEPOBaHHbIN anemeHT. Kaxkabiii
NPOHYMEpPOBaHHbIM 3/1IeEMEHT MOXKeT bbITb BbIbpaH oguH pas. ABneHue:

A. NMpemyTtauma

b. TeHOMHbIV MMNPUHTUHT

B. OgHopoautenbckasgucomma Cutyauma:

1. Y 7-neTHero manb4mKa ¢ yMCTBEHHOI OTCTaZIOCTbO, HU3KUM POCTOM, MaZieHbKUMU KUCTAMMU
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 TAXKENI0M YMCTBEHHOMN
OTCTaNOCTbIO, CYAOPOramMmu, aTakcuem, nporeHuneii (cMHAPoOM AHresibMaHa) 06HapyXuam
MHTEPCTULIMA/IbHYIO MUKpPOAEeNeLnto MaTepPUHCKON XpOMOCOMbI 15

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



Y HOBOPOXAEHHOIOo Ma/ibiMKa C O4HOM X U TPEeMSA Y-XPOMOCOMaMM B KapuoTtune
deHOTUNNYECKM MOXKET NPOABUTLCA CUHAPOM

A. Monncommn Y

b. Tpunno-X

B. LepeweBcKkoro-TepHepa

. KnanHdpenbtepa

KonunyecTtso nap xpomocom B rpynne «f» y yenoseKa pasHO
A.2
b.5
B.4
r.3

Tpunnetom HasbiBaloOT

A. ®opmy TPHK

b. Tpn ogMHaKOBbIX HYKNeoTHAA

B. Tpn nocnhepnoBaTenibHO pacnoNOXKeHHbIE HYK/1e0TMAA, KogMpylowue o4HY aMUHOKUCIOTY
. Tpm nocnenoBaTeNnbHO PACMONOXKEHHbIE AMUHOKUCNOTbI

K npeunmyuwiectBam metoga ¢payopecueHTHoi rmbpuamnsauum in situ (fish), no cpasHeHuto ¢
aHanusom auddepeHLUaNbHO OKPALLEHHBIX XPOMOCOM, He OTHOCAT

A. H13Ky0 CTOMMOCTb peareHToB U PacXxoAHbIX MaTepranos

B. Bonee BbICOKYO pa3peLLatoLLyto CNOCOBHOCTb M BOSMOMHOCTb BbIABUTb XPOMOCOMHbIE
abeppauuun, He onpeaensaemble Npu aHanunze andodepeHLManbHO OKPALLIEHHbIX XPOMOCOM

B. Bonee BbICOKYO YyBCTBUTE/IbHOCTb

. BO3SMOXHOCTb NPOBEAEHUA UCCEA0BaHNA B MHTEPdA3e KAETOYHOIO UMKAA, B TOM YMCAE HA
LMTONOIMYECKUX Ma3Kax, TMCTONOMMYECKUX Cpe3ax

TexHonorua MNMUP B pexxume «peanbHOro BpemeHu» npeanonaraet noayyeHume
A. TONbKO NONYKONNYECTBEHHOrO pe3y/ibTaTa

b. TONbKO KONMYECTBEHHOrO pe3yibTaTa

B. KauecTBeHHOro U KoaMYeCcTBEHHOrO pe3y/ibTaTa

. TONbKO KayeCTBEHHOro pe3sy/bTaTa

Motepa nau cHUKeHne Konuyectsa 6e1KOBOro NPoAyKTa Npu 601e3HAX 3KCNAHCUKM CBA3AHO C
yBe/InYeHUeM YMCcaa KOnuii TaHAEMHbIX NOBTOPOB AHK NPEeUMYyLLLEeCTBEHHO

A. B reTepoxpomaTMHOBbIX 061aCTAX XPOMOCOM

B. B Kogupytowmx obnactax reHoB (3K30Hax)

B. B TenomepHbIX 061aCTAX XpOMOCOM

I'. B perynaTtopHbix 061acTax reHoB (MpomMoTopax, MHTPOHAX)



BHYTPUXPOMOCOMHbIE NEPECTPONKU NPeACcTaBAAIOT cOboi U3MeHeHUn

A. B pacnosioxeHuun 63HA40B B npeaenax o4HOM XPOMOCOMbI

B. YMcna xpomocom, HEKpPaTHOro ranionaHomy

B. Yncna Xpomocom, KpaTHOTO raniouaHoMy

I. B pacnonoxeHun 63HA0B B Npeaenax AByx U 6o1ee HEroMoIOrMYHbIX XPOMOCOM

Buonornyeckoit pyHKLMeEn cuctemol crispr/cas9 asnserca

A. PacwenneHne nnasmmgHon HK ona BcTpamBaHmMa KOgMPYyEMbIX UMW NONE3HbIX AnA 6aKkTepun
NPWU3HAKOB B COBCTBEHHbIN rEHOM

b. ®parmeHTauma AHK sykapnoTnyeckom KNeTkm B cneumdpuyeckom N0oKyce 419 BCTPAMBAHUA
reHoMa aZ,eHoacCoLMMPOBaAHHbIX BUPYCOB

B. 3awMTa NpOKApPNOTUHECKOM KNETKM OT BUPYCOB MYyTEM PaCLLENIEHNA HYKEMHOBbBIX KUCNOT

I'. PacwenneHue 6aktepuanbHom reHomHor AHK no kogmpyembim B CRISPR Kaccete
NnocneaoBaTeIbHOCTAM B NPOLLECCE AeNEHUNA KNETKU

Yucno nap romoNoOrMyYHbIX XPOMOCOM KEHLLMHbI NPU HOPMaIbHOM KapuoTune pasHo
A.22
b. 46
B. 44
r.23

Mpu3Hakom ayTOCOMHO-A,0MUHAHTHOTO HAacneA0BaHUA ABNAETCA

A. 50% BepoaTHOCTb poxaeHua 60abHOro pebeHka B 6pake 60/1bHOrO U 34,0POBOrO Cynpyros
B. OTcyTcTBME BEPTMKANbHOM Nepeaaymn 601e3HM B pO40CI0BHOM

B. MpoaBneHMe NaToN0rM4eckoro COCTOSHMA B 3aBUCMMOCTU OT NoAa

. 25% BepoATHOCTb porkaeHus 6onbHoro pebeHka B 6pake 601bHOrO M 340POBOMO Cynpyros

[Nna UCKNoYeHMA roMOLUCTUHYPUM Heobxoanmo

A. iccnepoBaTb KOHLIEHTPALIMIO OKCUMNPO/IMHA B MoYe

B. MposecTu anekTpodopes rMmMKo3aMmHOIIMKaHOB

B. Onpenenntb akTUBHOCTb IN30COMHbIX GEepMeHTOB

. UccnenoBaTtb CNEKTP aMUHOKMCAOT B BUONOMMHYECKUX HNAKOCTAX

Cnocobom B3ATMA KPOBU NPU MHBAa3UBHOM MeTOAE NPeHaTa/IbHOW AMarHOCTUKU ABNAETCA
A. BHyTpU1BEHHbIM

b. PeTpopeHanbHbIi

B. PeTponeputoHeanbHbIi

I. TpaHCabAOMMUHANbHbIM



Mpo6upkKa ana 3abopa 6yKKaNbHOro aNUTeNna ANA BblAeNIeHUA reHOMHOM AHK MOXeT
coaepKatb

A. ®ocdaTtHbIl Bydep

b. lutnin xnop

B. l'enapuH

I. UntpaTt HaTpuA

3abonesaHMem, cBA3aHHbIM C reHOMHbIM MMMNPUHTUHIOM, ABASIETCA CUHAPOM
A. MapdaHa

b. Mpagepa-Bunnau

B. KnantHdenbTepa

I. WepeweBckoro-TepHepa

Nabopartopusa B coctaBe neyebHOro yupexaeHusa GyHKLMOHUPYET Ha NpaBax
A. KnMHu4yeckoro otaeneHma

b. FOpuanyeckoro nunua

B. MapaknuHmnuyeckom cnyxobl

. CamocToATeIbHON OpraHM3aLmm

Mpu onpeaeneHnmn 3MrotHocTn 6an3sHeL,o8 Hanbonee ToueH
A. TecT no nepecagKe KOXu

6. AHanu3 BbicOKO BapnabenbHbix mapkepos JHK

B. AHanun3 gepmaTtornnpumku

. AHanu3 rpynn Kposu

Y cynpyros, Mmetowmx rpynny Kposu 0, moryT 6biTb A€TU C rpynnoii Kposu
A A

b. AB

B.O

B

CybbeKkramu 0653aTenbHOro Me AULMHCKOro CTPaXoBaHUA ABNAAKOTCA
A. Jlnua, BpeMeHHO Bble3XKatrlme 3a npenesbl poccumn

b. CTpaxoBble meaAVLMHCKNE OpraHn3auum

B. MeguumnHCKne opraHmsaumu

I'. 3acTpaxoBaHHble N1LA, CTpaxoBaTenn, peaepanbHbin poHg OMC



[OnarHocTMKa KpUNTUYECKUX Aeneuun, pasmepom meHee 1 maH.n.H. B KapMotune Bo3MoXKHa €
npMMeHeHnem meTtoaa

A. CpaBHUTENbHOM reHOMHOM rnMbpuamnsaumm Ha BbiICOKONNOTHbIX AHK-Mukpoumnax (aCGH)

B. MaccoBoro napannenbHoro cekseHnposaHua (MPS)

B. XpoMOCOMHOM MUKpoAUCCEKLMM C 0O6PaTHbIM OKpaLUMBAHUEM XPOMOCOM

. MHOrouBeTHOro cermeHTMpoBaHua xpomocom (MBAND)

K meTopam KOCBEHHOM AHK-AUArHOCTUKU OTHOCUTCA

A. dnekTpodopes

6. AHaNN3 MMKpOCATENNUTHOIO NoAMMopdM3mMa

B. CekBeHnpoBaHue JHK

. MeToa 04HOHUTEBOrO KOHGOPMALMOHHOIO NoJMMOpPPM3IMa

Kapuortun 47,xy,+18 cooTBeTcTByeT CMHOPOMY
A. KnanHdenbTepa

b. JayHa

B. Wepewesckoro-TepHepa

. 2aBapca

MapaueHTpuyeckne MHBEPCUM NPeACTaBAAIOT CO60I NOBOPOT pparmeHTa XpoMocombl Ha 180
rpaAycos, C TOYKaMu pa3pbiBa

A. B p-nneyax gByx HErOMOAOMMYHbIX XPOMOCOM

b. B 060uMx nne4yax XxpomMoCcoMbl

B. B g-nneyax AByX HEFOMOJIOTMYHbIX XPOMOCOM

. TONbKO B OAHOM M3 Nie4eir XPOMOCOMbI

CuHAapoMm npapepa-BUANU pa3sBUBAETCA NO NPUYMHE

A. OTCyTCTBMA OTLOBCKOM KOMNKUM y4acTKa Xxpomocombl 15q11-13

b. HapyweHuna npouecca penapaumum B OTLLOBCKOM Me03e

B. MHOrokpaTHoro ysenmyeHusa noBTOPOB B y4acTKe Xxpomocombl 15q11-13
I. Tpucomuu no 13-o XpOMOCOME, YHACNe[,0BaHHOM OT OTLA

MerTog, cpaBHUTEIbHOW reHOMHOI rMbpuaunsaumnm (array-cgh) nossonsaer BbIABAATDL
A. CbanaHCMpOBaHHbIE XPOMOCOMHbIE NEPECTPOMNKM

B. MuKpoaeneumm n MUKpPOAYNANKaLMU reHEeTUYECKOro maTepmuana

B. O4HOHYKNEOTUAHbIE NOAUMOPOU3IMBI

. HA3KONPOLLEHTHbIN XPOMOCOMHbI MO3anLU3M



Tun HacnhepoBaHUA PEeHUNKETOHYPUU
A. TonaHapuyeckui

B. AyTOCOMHO-peLeCcCUBHbIN

B. MutoxoHAapuanbHbIn

. AyTOCOMHO-A0MWHAHTHbIN

TpaHcnAaHTaUMA reMono3TUUYECKUX CTBOIOBbIX K/1IeTOK NOKa3aHa 60/1bHbIM
MYKOMO/INCAaXapua030M i TUNA NPU HOPMaJIbHbIX U CYGHOPMa/bHbIX NOKa3aTensax pa3BuUTuA B
BOo3pacTe Ao (B roaax)

A.5

b.1

B. 2

r.7

K aKTMBaL MM NPOTOOHKOreHa MOXeT NPUBOAUTD

A. MHakTMBMpYOLWaa MyTauma B reTepo3MroTHOM COCTOAHUM
b. AKTUBMpPYIOLLAA MyTaLUUA B reTepo3MroTHOM COCTOAHUM

B. MukpocatennmtHaa HectabuabHOCTb

. MeTunmpoBaHue NPOMOTOpPHOM 0b6aacTu reHa

Tun HacnepoBaHUA remoduaum a

A. NMonureHHbIn

b. AyToCOMHO-peLeccuBHbIN

B. PeueccmBHbIN, cLUENIEHHbIN C X-XPOMOCOMOM
. JOMWHAHTHbIN, CUEN/IEHHbIN C X-XpOMOCOMOM

Mpu cemeitHOM MeAyANAPHOM paKe WUTOBUAHOM Xee3bl NPOBOAUTCA NOUCK MYTaLMiA B reHe
A. ATM

6. PTEN

B. NRAS

. RET

O6uiee Yncao xpomocom B c6anaHCMPOBAHHOM KapuoTune ¢ po6epTCOHOBCKOM TpaHC/I0KaLuen
paBHO

A. 47

b. 46

B. 45

.48



Mpu muonatum, cBA3AHHOM C HAKOM/IEHUEM NUNUA0B BCeACTBUE HEA0CTaTOYHOCTU
dnaBMHage HUHOAMHYKNEOTMAA, NaTOreHHble BapuaHTbl MOryT 6biTb 06HapYXeHbl B reHe
A. DYSF

b. FKRP

B. ENO3

. FLAD1

K otanuntenbHoi Yyepte HAUBHOIO NIKOPUNOTEHTHOIO COCTOAHUA OTHOCAT
A. TmnomeTunnpoBaHne rmMcToOHOB

6. TnobanbHoe runometrnnmnposanme JHK

B. bosblume y4yacTKM ayxpomaTuHa

. MeTunmpoBaHue ogHOM M3 X XpOMOCOM

Mpenapatamu nepBoit AMHUK B IeYEHUU XPOHUYECKOro MUENIOUAHOTO /IeiK03a ABNAIOTCA
A. lemeTunupytowne npenaparbl

B. UHrIMBUTOPBI TUPO3UHKMHA3

B. lomeonaTtnyeckue cpeactea

I. NMpenapaTbl NAaTUHBI

MeTtoaom MmoONeKyNApPHO-LUTOreHeTUYECKOro uccnenoBaHnA, OCHOBaHHbIM Ha NpUHUMNe
KOHKYPEHTHOM rMbpuamsaumm gHK-6Mbnamnorek, apnserca

A. dnyopecueHTHasn in situ rmubpungmsauma

b. CnekTpanbHOe KapuoTUNMPOBAHUE XPOMOCOM

B. CynpeccunoHHas in situ rubpuansauma

. CpaBHUTENbHAA reHOMHaA rMbpuansauma

K KaTteropuu reHOMHbIX MyTaLuii OTHOCATCA

A. TonbKo aHeynaonguu

b. AHeynnaongmun n noaMnaongmu

B. leHHble MmyTaumm, cny4vaiiHbiMm 06pa3om pacnpeseneHHble No PasHbIM XPOMOCOMaM Habopa
. Tonbko nonannaonanm

OaHopoauTenbcKas AUCOMUA NO TUNY reTepoaucoMuUmn BO3HUKaAeT BCaeacTemne

A. HapyuweHua 6n10oKa nonvcnepmmum

b. CAnaHmnAa onnoa0TBOPEHHOM ANLEKNETKU C NONAPHbBIM TE/IbLEM

B. HepacxoxxaeHna napbl FOMOOMMYHbIX XPOMOCOM BO BTOPOM MENOTUYECKOM AENEHUN
I'. HepacxoXKaeHma napbl FOMOIOTMYHbIX XPOMOCOM B MEPBOM MENOTUYECKOM AENEHUN



CornacHo meXXayHapoAHoOi LMTOreHOMHOM HOMEeHKAAType XPOMOCOM YenoBeKa, popmynon
TPUNAOUAHOrO KAapMOTUNA C ABYMA X- U OAHOU Y-XPOMOCOMOI4 ABNAETCA

A. 69,XXX

B. 92,XXXX

B. 46,XY

I. 69,XXY

KnunHuyeckas KapTMHa CMHAPOMA KNaiiHenbTepa y HOBOPOXKAEHHbIX Ma/IbYUMKOB
Xapakrepusyerca

A. AHOMANVAMM HAPYKHbIX FTEHUTANNM

6. lumdaTnueckmm otekom

B. MpaKTnyeckn HopmasnbHbIM GpeHOTUNOM

I. TMHeKomacTumen

KpoBb ans uutoreHeTUYECKOro uccneaoBaHuA 3abupalor B
A. BakyTenHep c uMtpaTtom

B. Cyxyto npobupky

B. BakyTerHep ¢ 34TA

I. BakyTelHep ¢ renapmHoOm

TpoiiHOM TecT Ha MapKepHbie CbIBOPOTOUYHbIE 6€/1IKM B paMKaX NPeHaTa/ibHOi ANArHOCTUKM
XPOMOCOMHbIX HapyLIeHUM Yy NioAa LenecoobpasHo NPoOBOAUTL HA CPOKe
Heaenb 6epemeHHOCTU

A.15-18

B. 26

B. 20-22

r.30-32

deHUNKeTOHYpUA ABNseTcA 3aboneBaHnem
A. KoOMBUHMpPOBAHHbIM

b. NonureHHbIM

B. MynbTUreHHbIM

. MoHOreHHbIm

MoHATME BOCNPOM3BOAMMOCTM pe3y/ibTaToB 1abopaToOPHbIX UCCNe0BaHUIA BKAOYaeT

A. CooTBeTCTBME pe3y/IbTaTOB NOBTOPHbIX ONPEAENEHMI B O4HOM U TOM Ke maTepuane

B. CnocobHOCTb MeToAa M3MEPATL INLWb TOT KOMMOHEHT, A/1A onpeaeneHna KoToporo oH
npegHasHayeH

B. CooTBeTCTBME CPEAHEr0 3HAYEHUA PEe3y/1bTaTOB MOBTOPHbIX ONpeaeneHuin 40NKHOW BeIMYNHE
. MMHMManbHOE KONMYECTBO KOMIMOHEHTa, Heobxoanmoe ansa onpeaeneHus



YKaxuTe NnopaaoK KIMHMUYECKUX rpynn, B KOTOPOM yBEIMUMBAETCA YAcTOTa XPOMOCOMHbIX
aHOMaNum

A. AHSMBpPUOHNN — Hepa3BUBatOLLIMEC BEPEeMEHHOCTM — CNOHTaHHble abopTbl

B. HepasBuBatowmeca 6epeMeHHOCTM — CNOHTaHHble abopTbl — aHIMBPUOHUU

B. CnoHTaHHble abopTbl — aHIMBPUOHMM — Hepa3BMBatoLMeca bepemMeHHOCTH

. CnoHTaHHble abopTbl — Hepa3BMBatowmeca bepeMeHHOCTU — aHIMBPUOHUU

Mpu1 NOBTOPHbIX CNOHTaHHbIX abopTtax (6onee

3) Ha paHHUX CPOKax 6epeMeHHOCTU U CYyHanX MepPTBOPOXKAEHMMA B aHaMHe3e
LUTOreHeTUYECKUIA aHAIN3 Ha3HaYaeTCcA

A. TONbKO myXuunHe

6. O6oum cynpyram

B. Pogutenam »eHLWwmHbI

I. TONbKO XeHwm He

Yauie Bcero MCTOYHMKOM MHPOPMaALLUM O KapuoTUNne KNeTOK 3apoAbilua Npy NnposeaeHnmn
NPEeMMMN/IAHTaLUOHHON reHeTUYECKOM AUArHOCTUKU ABAAIOTCA

A. bnactomepbl Ha 4-KNETOYHOW CTaguu

b. MNepBoe 1 BTOpOe nonapHoe Tenble

B. BracTtomepbl B cocTaBe 8-KNETOYHOM MOPY/ibl HA 3 AeHb Pa3BMUTUA M BMonTaTt TPOoPaKTOAEPMbI
Ha 5-6 geHb pa3BuUTUA

. BracTomepbl Ha 2-KNETOYHOM CTagnm

B gmarHocTuKe 60ne3HM NomMne UCNONb3YIOT onpeaeneHne akTUBHOCTU pepmeHTa
A. Anbda-ranakrtosngasbl

b. Anbda-rnoko3naassl

B. CdmnHrommenmHasbl

. Anbda-nagypoHmaassl

Y HOBOPOXAEHHOIo MasibdMKa C AUCOMUEN X-XPOMOCOMbI B Kapuotune ¢peHoTunuyecku byaer
NPOABAATLCA CUHAPOM

A. KnanHdenbTepa

b. Tpunno-X

B. Matay

I. WepewesBckoro-TepHepa

B npouecce nposepaeHus MNUP aoctpanBaHMe HYKNeOTUAHOM Lenu HauMHaeTcAa ¢ HebonbLimx
$parmeHTOB AHK, KOTOPble OrPaHUYMBAIOT LiesieByto 061acTb amnNAMPUKALUKN U OTHOCATCA K
A. CalineHcepam

b. Mpanmepam

B. DHXaHcepam

I. MpomoTopam



MeToa NPOTOYHOI LLUTOMETPUM NO3BONAET OXaPAKTEPU30BaTb KaXKAYIO KNEeTKy B
A. OpraHounge

b. KnetouHomn kKynbType

B. ’KnBom TKaHu

I. CycneH3nun KNeToK

9K30HOM Ha3blBalOT YYACTOK reHa, KOTopbin

A. Kogupyet nocnegoBaTtenbHOCTb 3penoi MPHK

b. ABnaerca kogoHom MPHK

B. He umeet KomnaemeHTapHOM NocneaoBaTeIbHOCTH B 3penon MPHK
I. ABnAeTca eaMHULEN TPAHCKPUMNLUK

BepoATHOCTb poXkaeHUAa 601bHOro pebeHKa y cynpyros, MMetowmx 601bHYI0 A€BOYKY C
deHunketToHypmeis, coctaBnser (B NpoueHTax)

A.0

B. 50

B.75

.25

Kputnueckon obnactblo, oTBeTCTBEHHOM 3a NposaBaeHne ¢peHoTMNa CUHAPOMa AayHa, ABNAeTCA
A.21P12
b.21Q22
B.18Q11
r.12p21

dopmyna Kapuortuna 46,xx,inv(3)(q21q26.2) yKasbiBaeT Ha Haanuue
A. N3oxpomocombl

b. MapaueHTpuyecKkomn nHBepcHmn

B. MHcepumn

I. MepuLeHTpUYEeCcKom NHBEpPCUN

Peannsauua astuyeckoro npuHumuna cobnogeHna aBTOHOMUM IMYHOCTU NPU MeAUKO-
reHeTU4eCKOM KOHCY/IbTUPOBaHMKM obecneunBaeTca

A. HeamMpeKTUBHbIM XapaKTepOM KOHCYNbTUPOBAHUA

6. BAnsiHMem, oKasblBaeMbIM BPaYOM Ha peLleHme M BbI6Op NaumMeHToB

B. 3aLnTOM YACTHOM *KM3HM NALMEHTA OT BMELLATE/IbCTBA TPETbUX CTOPOH

I'. YyeToM MHTepecoB obLLecTBa



Y yenoseka MUTOXOHAPUANBbHAA AHK HacnheayeTca
A. To OTLLOBCKOWN NUHUMK

B. ChyyaiiHbim 06pasom oT ntoboro 13 pogutenem
B. Mo maTepuHCKOM NNHUMK

I'. B paBHOWM cTeneHn oT 0bounx pogutenen

Mpu Kakom TMNe MmyKononucaxapuabl Npu NpoBegeHnmn aneKTpodopesa rMoKO3aMUHOIIUKaHDI
BbIABNAIOT U30/IMPOBAHHOE MOBbILEHNE IKCKPELMU AepMaTaHcyibgarta ¢ moyon?

A. IV

b. 1l

B. I

. Vi

JNNabopatopHaa mebenb, 060pyaoBaHMe U NPUHAANEIKHOCTU A0KHbI UMETb MAapPKUPOBKY 30HbDI
B

A. 30He yyeTa pe3ynbTaToB

b. Kaxkpon pabouen 30He

B. 3oHe npmnema n pernctpaumu

I. 30He BblaeneHna HYKNenHOBbIX KNCNOT

He nmeet cmbicna pegakTtmpoBaTtb reHOM ANA eYeHUA
A. Mykosucumaosa

6. OPBU

B. Muoguctpodun AtoweHHa

. BUM-uHpekumum

NepudepuryecKyto nan NynoBMHHYIO KPOBb Ha KapuoTunmMpoBaHue 3abupatot B NpobupKy c
AHTUKOAryIAHTOM

A. dTopug HaTpuA

6. 24TA

B. l'enapuH

I. UntpaTt HaTpuA

MaTHa KpoBu Ha PpunbTPOBaNbHOM Bymare BbICYyLUMBAIOT
A. B noToKe Tennoro Bo3ayxa

b. B TepmocTate npu temnepatype +372C

B. B tepmocTtate npu temnepatype +422C

I. Mpy KOMHATHOM TemnepaType



[OnAa pyTUHHOW OKPACcKM XPOMOCOM 4allie BCero UCnonb3yloT Kpacutesnb
A. AKpUANHOBDLIM OPaHKEBbIN

B. Cepebpo

B. N'mms3a

. Hoechst 33258

Ocobb c 0 agMHaAKOBbIMK annenaMm O4HOro reHa Ha3blBaeTCA
A. leTepo3unroTomn

b. Ffomo3uroTon

B. MoOHO3UroTHOM

I. Femu3nroTHom

B Ky/IbTUBMPOBAHHbIX KJNE€TKaX aMHUOTUYECKOM }KUAKOCTU HEBO3MOXKHO NPOBECTU
onpeaeneHue

A. AKTUBHOCTU GEpPMEHTOB

b. X- n Y-nonosoro xpomatmHa

B. Anbda-petoTonporenHa

. Kapnotunna

OAMHAKOBbIA FEHETUYECKMIA KOA, Y BCEX KUBbIX OPraHM3MoB npeacrasnseT cobon asneHmne
A. MNnenoTponHocTH

b. YHuBepcanbHOCTH

B. CneundunyHocTm

l. BbipOXKOEeHHOCTU

NaeHTUOUMKaLUA XPOMOCOM, BOB/IEYEHHDbIX B KOMIM/IEKCHYIO XPOMOCOMHYIO NepecTpomKy,
BO3MOXKHa C NOMOLLbIO

A. XpOMOCOMHOM MUKPOAMUCCEKLNN

6. CpaBHUTENbHOM reHOMHOM rMbpuamnsaLmm Bbicokoro paspetueHua (HR-CGH)

B. CnekTpanbHoro KapuotunuposaHus (SKY)

. MnMKpomaTpmUyHOro XpOMOCOMHOIo aHa/n3a

Bce BuAabl OTXOA0B, B KOTOPbIX coaep:KaHue paguoHyKAUAOB NpeBbillaeT A0NYCTUMbIE YPOBHMU,
YCTaHOBJI€HHbIE Hp6, OTHOCATCA K KN1aCCy meaAUUUNHCKUX OTX0A408B

AT

b.b

B.B

r.4



O6nactbio npumeHeHna mHorouseTHoro fish (mfish) asnsaertca
A. [leTekumsa XpOMOCOMHbIX MUKpoAeneuum

6. [InarHOCTMKa NepuLLeHTPUYECKMX MHBEPCUN

B. ZlarHOCTMKa nNapaueHTPUYEeCKUX MHBEPCUM

. AHaNM3 KOMMNIEKCHbIX XPOMOCOMHbIX NepecTpoek

BepoATHOCTb 3aboneBaHuA geTei, oTel, U MaTb KOTOPbIX ABAAIOTCA reTepPO3UroTHbIMM
HOCUTENIAMN aHOMAJIbHOrO ayTOCOMHO-PELLECCUBHOIO reHa, CocTaBasAeT (B NpoueHTax)
A.33
b.75
B. 25
r.50

Mpu 60ne3HAX HeJOCTAaTOUHOCTU PepMeHTOB AbixaTeNbHoM uenu anddepeHuanbHyo
AWNarHoCTUKy Heob6xoaMMo NPOBOAUTD C

A. In30coMHbIMM 3a60/1EBAHUAMM

b. MepoKcncomHbIMM 3aboneBaHMAMM

B. XpOMOCOMHbIMUM CUHAPOMaMU

I'. HepBHO-MblILWEYHbIMKM 3ab01€BaHNAMM

Cas9 asnsetca

A. benkom

b. Kupom

B. Yrnesogom

. HyKnenMHoBOM KNCNOTOM

MpeduKcaumeit Ha3bIBaeTCA 3aMeHa HacTu

A. TMNOTOHWYECKOro pacTBopa GpMKCATOPOM

b. KynbTypanbHo cpegbl pruKcaTopom

B. dukcaTtopa AUCTUNNMPOBAHHOM BOAOM

I. TMNOTOHMYECKOro PacTBOPa YKCYCHOM KUCNOTOM

Mpu NOACHO-KOHEUYHOCTHOM MbilleYHOWU AncTPoduM 1a TMNA NaToreHHble BapMaHTbl MOryT 6bITb
06Hapy:KeHbl B reHe

A. POMT1

6. SCARMD2

B. SCARMD1

r. MYOT



Mpaimepbl ana MNUP Heobxoaumbl

A. TaK KaK JHK-nonmmepasa Hy*KaaeTca B 3aTpaBKe A1 Hayana CUHTE3a HOBOM Lenu
B. Kak ctabunmnsatopsl AHK-nonnmepasbi

B. Kak UCTOYHUK HYKNeoTnA0B ANna cuHTe3a HoBow uenun AHK

. Ana ctabunmnsaumm ogHouenodeyHbix monekyn AHK

B po6epTCOHOBCKYIO TPAHC/NIOKALLUIO BOB/IEKAIOTCA XpOMOCOMbI
A. 13,14,15,21,22

b.1,2,3,6,7,9

B. X,Y

r.4,5,16,17,18

LiuToreHeTUuecKnit mexaHnam ¢popmmpoBaHUA 0g4HOPOAUTENIbCKOU AUCOMUUN XPOMOCOM
A. HepacxoxaeHue ceCTPUHCKMX XpomaTtua B menose

b. MNoBbILWeHNe YacToTbl CECTPUHCKUX XPOMATUAHbIX 0OMeHOoB

B. HepacxoxaeHne romonormyHbIX XpOMOCOM B meino3se |

. KoppeKkupa TpMcoMUM MENOTUHECKOTO NPOUCXOXKAEHUA

Yucno xpomocom B rameTte YenoBeKa
A. TetpannongHoe

b. NanaongHoe

B. NonnnnoungHoe

. AvnnongHoe

MocnepoBaTeNbHOCTBLIO PHK, COAEPKALLLEN UHTPOHDI, ABNAETCA
A. TpaHcnopTHasa PHK (TPHK)

B. NepBuyHbIi PHK-TpaHckpunT (Nnpe-mPHK)

B. PubocomansHas PHK (pPHK)

. MaTpuuHaa PHK (MPHK)

MpeMmnnaHTauMoOHHaA reHeTUYECKanA AUarHoCTUKa Tpucomum 21 Ha agpax 6nactomepos
BO3MOXHa C UCNONIb30BaHUEM

A. YHUKanbHoro nokyc-cneumdpuyHoro AHK-30HAa

B. XpomocomHOM MUKpoAaUCCeKLMM

B. UeHTpomepo-cneumnduynoro AHK 30Haa

. MynbTuuseTHoi FISH



PennunKauuio MUTOXOHAPUANbHOM AHK OCYLLLEeCTBAAET AHK-NOAMMepasa
A. FTamma

b. TeTta

B. Anbda

l. beta

Kakne Xxpomocombl UMEIOT reHeTUYECKU UAEHTUYHbIE naieun?
A. AKpoueHTpuiecKkue

b. 3oxpomocombl

B. CybmeTaueHTpmyeckme

. MeTaueHTpuyeckme

B-tanaccemusn obycnosneHa

A. Vl3meHeHnem NepBUYHOM CTPYKTYPbI a-Lenei remornobuHa
b. HegocTaTouHOCTbIO CMHTE3a B-Lienen remornobumHa

B. M3meHeHnem nepBUYHON CTPYKTYpPbI B-Lenei remornobumHa
. HegocTtaTouyHOCTbIO CMHTE3a a-Lenei remornobuHa

K yHMBepcanbHOMY KOMMNOHEHTY CUCTEMbI penapauum, pacnosHatolwemy ABYHUTEBbIE Pa3pbiBbl
OHK, MyTaLMK B reHe KOTOPOro NpUBOAAT K Pa3BUTUIO O4HOM U3 HacneACTBeHHbIX popm
aTaKCUm, OTHOCUTCA

A. ATM-KnHasa

6. ATR-KMHa3a

B. benok p53

. Tononsomepasa ll

AomunHupyrowmum cnocobom penapaumm AByLenoyeyHbiX pa3pbiBOB AHK ABNAETCA
A. DKCUM3MOHHAA penapaumsa

b. HeromonornyHoe coegnHeHne KOHLOB

B. Mucmaty-penapauymn

I. SOS penapauunsa

«JInyeBon peHoTUN» ABAAETCA BbICOKOMHPOPMATUBHbBIM NPU3HAKOM NPU CUHAPOME
A. JlnH4ya

b. Bunbamca

B. Anaxoparm

. Jin — dpaymenun



CornacHo meXXayHapoAHoOi LMTOreHOMHOM HOMEeHKAAType XPOMOCOM YenoBeKa, popmynon
YKEHCKOro KapuoTuna c Ko/bL,eBOM XPOMOCOMOW HEU3BECTHOIO NPOUCXOXKAEHUA U MapPKepPHOMU
XpOMOCOMOI ABNAETCA

A. 48, XX,mar+,r+

B. 48 XX, +mar, +r

B. 48,XX,+r,+mar

. 48,XX,r+, mar+

MpumeHeHne XPOMOCOMHOrO MMKPOMATPUUYHOrO aHaan3a No3BonseT

A. BbIABUTb XPOMOCOMHbI gncbanaHc

B. Caenatb 3aKN04YEHUE O KapuoTumne

B. [laTb N0/IHOE MOJIEKYNSIPHOE ONMCAHUE MyTaLui NPU Pa3IMYHbIX HACNeACTBEHHbIX AedeKTax
. BbIABUTb HOCUTENBbCTBO ayTOCOMHO-PELLECCUBHOIO FreHa

TeTpannonama BO3HUKAET B C/ly4ae HAAMUUA B KapuoTtune

A. JIMwHMX 23 XpOMOCOM, KOTOPbIE MOTYT UMETb OTLLOBCKOE UM MAaTePUHCKOE MPOUCXOXKAeHMe
6. CTpyKTypHOM NepecTpoirku B npeaenax og4HOM Napbl FOMOAOMMYHbIX XPOMOCOM

B. /IMwHMX 46 XpOomMoCOM, KOTOpble MOTYT MMETb OTLOBCKOE UM MAaTEPUHCKOE NPOUCXOXKAEHME
. CTPyKTYpHOM NepecTpoiikun B npegenax AByx Nap HEroMoa0rMyHbIX XPOMOCOM

ddPeKTom rMnepmeTUAMPOBAHUA B 3/I0KAYECTBEHHOM KNeTKe ABNAeTCA
A. DKcnpeccua B HeuenesomM TUne KAeTokK

6. HectabunbHOCTb reHOMa

B. AKTMBaUMA MOBUNBbHbIX 9/1EMEHTOB

I. MocToAHHOE AeneHune KIeTku

TUNOM reHOMHbIX MyTaLuK Yy 60/1bHbIX C CUHAPOMOM AayHa ABAAETCA
A. Tpucomma

b. Monnnnongna

B. Nannongma

. MoHocomuUA

Mpwu BbisBNAEeHMUN myTauum B reHax brcal n brca2 moxet 6bITb peKoOMeHA0BaHa
npodunakrnyecKkas

A. CnneHakToMMA

b. MacTakTomMmA

B. lMHeBMaKTOMMUA

I. DHTepaKTOMMA



YKa)Kute Bce BO3MOKHble BapUaHTbl KAPMOTUNOB NPU NOJIHOM NMy3bIPHOM 3aHOCe
A. 46, XX, 46,XY

b. 69,XXX, 69,XXY

B. 69,XXY, 46,XY

I. 69,XXX, 46,XX

MorpelWwHOCTbLIO pe3yaAbTaTa U3MeEpPEHUN ABNAECTCA

A. Pa3HOCTb NOKa3aHW ABYX OAHOTUMHbIX NPUOOPOB, NOyYEHHAsA Ha OA4HOWN 1 TOM e npobe
B. OTKNOHeHWe pe3yNbTaToB U3MEPEHUN OT UCTUHHOTO (AEACTBUTENBHOIO) 3HAYEHMUA

B. OTK/NIOHEHMe pe3y1bTaTOB NOC/IeA0BaTENbHbIX U3MEPEHUI O4HON U TOW e Npobbl

I. Pa3HOCTb NOKa3aHWUM ABYX pa3HbIX NPpMHbOpPOB, NOSyYeHHas Ha OAHOM 1 TOM *Ke npobe

TpaHcnokauma ber/abl xapakrepHa gna

A. PeTnHobnacToMbl

B. XpoHu4yeckoro mmenonaHoro nenkosa

B. Octporo HeanmdobiacTomHOro nenkosa
. lnmpobnactTomHOro nenkosa

MNop, Tpucomueit NnoHMMalOT

A. Hannune AonoAHUTENbHOM FOMOIOTMYHOM XPOMOCOMbl

B. FeHOMHYy0 MyTaumto, NP KOTOPOW B KapPMOTUMNE MMEETCA TPU ranonaHbIX Habopa Xpomocom
B. OTcyTCcTBME OAHOM M3 FOMOJIOTMYHbIX XPOMOCOM

. Hannume yetbipex 1 601ee KoNuit FOMOIOrMYHbIX XPOMOCOM

Hanbonee yactoit npMunMHO pa3suTUA 6one3HN HUMaHHA-NUKA TUN C ABAAIOTCA GuannenbHblie
MyTauuu B reHe

A. NPC2

6. SMPD1

B. NPC1

. GAA

Benku cemeiicTea cas B NpUpoAe BCTPEYALOTCA Y
A. l'pnbos

b. BakTepui

B. Dykapuot

I. Bupycos



MNocnepoBatenbHOe HEpPACcXoXKAeHUe XpOMOCOM B Meiio3e npeAacTaBaseT coboi
A. PeayKumoHHoOe geneHune

b. HepacxoxgeHue Bo BTOPOM AefeHnu

B. HepacxoxkaeHue B 060ux AeneHusax

. HepacxoxgeHue B nepBOM AeneHum

BepHYTbCA B HA4ano




	Тесты с вопросами по специальности «Лабораторная генетика» для аттестации высшая категория

