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1. ITepedyens komMneTeH Ui, GopMHUPYeMBbIX M CHHUIIIMHON (IIOJTHOCTHIO MJIH YACTHYHO)

Kongsl
Y HaUMECHOBAaHUE HaumeHoBaHMe KOMIIETCHIIMN
KOMIIETEHIIUI
CriocobeH K MpOBEICHHIO HEWpoAe(eKToNornyeckoro o0cineJ0BaHus
K-1 MIAEHTOB C LEIbI0O BBIABICHUSA OIPAHUYCHUN IKU3HEIEATEIBHOCTH,
HapyleHUH (yHKIMH U CTPYKTYp OpraHusma
CrocobeH K Ha3HAYCHHIO M TPOBEICHHIO HEUPOJAePEKTOIOIMYECKIX
IK-2 3aHATUM  (mpoueayp) €  HalMEHTaMM, UMEIOIIMMH  OTPaHUYEHUs
KHU3HENEATSIIPHOCTH, HapylmieHus (QYHKUMH W CTPYKTYp OpraHu3Ma
YEJI0BEKa
IK-4 CrocobeH K  TPOBENEHHIO  NPOPHIAKTHUECKUX  MEPOIPHATHI

KOHCYJIbTaTUBHO — HpOCBCTHTCJ’ILCKOﬁ pa6OTBI C HaCCJIICHHUCM

2. Buabl oieHOYHBIX MaTepuajoB U COOTBETCTBHE C (l)OpMpreMI)IMI/I KOMIICTCHIUAMHA

HanmenoBanue
KOMIIETEHIINI Bupl 011eHOUHBIX MAaTEpHUAIIOB KoanuectBo 3amanui
3amanue 3aKpHITOrO THITA HA
5 ¢ PTAJIOHOM OTBETOB
YCTaHOBJICHHE COOTBETCTBUSI
3ajaHue 3aKphITOrO TUIIA HA
5 ¢ PTAJIOHOM OTBETOB
YCTaHOBJICHUE TIOCIIEIOBATEIIHHOCTH
K-1 3aziaHue OTKPBITOTO THUIA C
5 ¢ PTAJIOHOM OTBETOB
pa3BEPHYTHIM OTBETOM/ 3a7a4a
3aaHus OTKPBITOTO TUIA C KPATKUM
5 ¢ PTAJIOHOM OTBETOB
OTBETOM
3ajiaHue 3aKphITOro THIA 30 ¢ 3TaIOHOM OTBETOB
MK-2 3a/iaHue 3aKphITOTrO THIA Ha
5 ¢ PTAJIOHOM OTBETOB
YCTaHOBJIEHHE COOTBETCTBUS
3ajaHue 3aKphITOTO THIA HA
5 ¢ PTAJIOHOM OTBETOB
YCTaHOBJIEHHE MOCIIEA0BATEIbHOCTU
3ajiaHue OTKPBITOTO TUIIA C
5 ¢ PTAJIOHOM OTBETOB
pa3BEPHYTHIM OTBETOM/ 3a7a4a
3aaHus OTKPBITOTO TUIIA C KPATKUM
5 ¢ PTAJIOHOM OTBETOB
OTBETOM
3ajiaHue 3aKphITOro TUIA 30 ¢ 3TaI0HOM OTBETOB
MK-2 3a/laHue 3aKphITOro TUIA Ha
5 ¢ PTAJIOHOM OTBETOB
YCTaHOBJICHHE COOTBETCTBUS
3ajaHue 3aKpbITOrO THMA Ha
5 ¢ PTAJIOHOM OTBETOB
YCTaHOBJIEHHE MOCIEA0BATEIbHOCTU
3ajaHue OTKPBITOrO TUIA C
5 ¢ PTAJIOHOM OTBETOB
pa3BepHYTHIM OTBETOM/ 3a/1a4ua
3aaHus OTKPBITOTO TUIIA C KPATKUM
5 ¢ PTAJIOHOM OTBETOB
OTBETOM
3ajiaHue 3aKphITOro THIA 30 ¢ 3TaJIOHOM OTBETOB
Bcero 150 3amanui




3.

bank 3agannii o oueHKe ypoBHS (opMUPOBAHMS KOMIIETEHIM I

Haunmenona
HHUE
KOMIIETECHIIA

v

u

3aganue

BepHs1il BapuanT

ITK-1

IIpouuTaiiTe TEKCT M YCTAHOBUTE COOTBETCTBHE
K kaxkaoii mo3unuu, 1aHHOMH B JIEBOM CTO0JI0IIE,
nojadepuTe COOTBETCTBYIONLYIO MO3UIUIO U3
MPaBoro croJoua.

CooTHecuTe CHHAPOM U XPOMOCOMHYIO AaHOMAJIUIO:
1.\umpom [layHna; A 47 XXY;

2.[HapOM b.| 45,X;
Knaiindenprepa;
3.[HapomM B.
[[IepemeBckoro-T
€pHepa;

4.lHrpoMm DBapca. I.

47,XY,+21;

47,XY,+18

1B, 2A, 3b, 4T’

[1K-1

IIpouuTaiiTe TEKCT M YCTAHOBUTE COOTBETCTBHE
K kaxkaoii mo3uuuu, JaHHOH B JIEBOM CTO0JI0IIE,
noadepuTe COOTBETCTBYIONIYIO MO3ULIMIO U3
NpaBoro croJdua.

CooTHecuTe TUI HACJIEIOBAaHUS U TIPUMEDP
3a00J1€BaHHUS:

1. [rocomHoO-momuHa | A.
HTHBIH;

(denunnke
TOHY
pus;

2. rocoMmHO-peuieccu | b.
BHBII;
3. |CLIENIEHHBIH B.
PELIECCUBHBIN;

CHUHJIPOM
Mapdana;.
MHOJUCTpODUs
Hromenna;

4. roxonapuanbHbl | . | cuaapom Jlebepa

u.

1B, 2A, 3B, 4T’

[1K-1

IIpouuTaiiTe TEKCT M YCTAHOBUTE COOTBETCTBHE
K xaxmoii mo3unuu, 1aHHOH B JIEBOM CTOJIOIIE,
noadepuTe COOTBETCTBYIOLIYIO MO3MLMIO U3
NpaBoro croJdua.

CooTtHecuTe METOJ] TeHETUYECKON JUarHOCTUKH U €
IO OCHOBHOE NPUMEHEHHUE!
1. puorunupoBanue | A.

BBISIBJICH
nue 1O
YCYH
bIX M

yran
UA u

1B, 2A, 3B, 4T’




MaJibl
X JIelI
9105054
/myn
JINKa
07071
B KOH
KpeT
HBIX
reHa

Opuau3arms in s
itu (FISH).

2. [IP; b. | Bu3yanuzauus un
CJICHHBIX U KPYITH
BIX CTPYKTYPHBIX
XPOMOCOMHBIX aH
OMaJIni;

3. KBEHHpOBaHHE cll | B. | CKpHHHHT MHOXeE
€AYIOIIETo TOKO CTBa T€HOB OJTHOB
aenus (NGS); PEMEHHO, TTOUCK

HEU3BECTHBIX MYT
anuii;

4. yopecueHtHasa r | . | nokanuzanus cne

nupugeckux JH

K-tmocienosarenn
HOCTEH Ha XpOMO
COMax, BBISIBJICHU
€ MUKPOJICIICLIHH.

[1K-1

IIpouuTaiiTe TEKCT U YCTAHOBUTE COOTBETCTBHE
K kaxmoii no3uuum, JaHHOH B JIEBOM CTO0JI0IIE,
noadepuTe COOTBETCTBYIONIYIO MO3ULIMIO U3
NpaBoro croJdua.

OTHECHUTE THI HACJICIOBAHUS U XapaKTepHOE 3a0071e
BaHUE:

1. rocomHO-momMHuHa | A. MYKOBHC
HTHBIH; A0
35
2. [rocomHO-penieccu | b. | HelpopuOpomaro
BHBII; 3 | Tuma;
3. |cueruieHHsbld peny | B. | remodunus A;
€CCHBHBIII;
4. roxouapuanbabl | . | cuaapom Jlebepa
H. (HaciencTBeHHAS
ONTHYECKasl HEUp
omaTusl).

1B, 2A, 3B, 4T’




IIpounTaiiTe TEKCT U YCTAHOBUTE COOTBETCTBHUE
K kaxkaoii mo3unuu, 1aHHOH B JIEBOM CTO0JI0IIE,
noadepuTe COOTBETCTBYIOINYIO MO3MIMIO U3
MPaBoro croJoua.

CooTHECHTE TEPMUH U €T0 OIPEJICIICHHE:

1B, 2A, 3B, 4T’

1. |[HeTpaHTHOCTB; A. Bapuade
JILHO
CTh C
Tere
HU B
bIpa
KEHH
OCTH
npu3
HakKa
y 1
co
JTUHA
KOBBI
ITK-1 M re
HOTH
OM;
2. CHOpPecCHBHOCTH; | b. | BeposATHOCTH Mpo
SIBIICHUSI MyTaHTH
Oro reHa B )eHOT
ure;
3. |eHioTpornus; B. | aBnenue, korga o
JIUH TCH BJIHSICT H
a HECKOIIbKO (heH
OTHITHYECKUX TTPU
3HAKOB;
4. reporuia3musl. I'. | Hanuuue B KIETK
€ MONYJISIIIUA MUT
OXOHJPHH C pa3H
BIMH BapUaHTAMH
mt/IHK.
IIpounTaiiTe TEKCT M yCTAHOBHUTE 1-3-2
MOCJIe10BaTEJIbHOCTh
YcranoBuTe nocneaoBareabHOCTh ATanoB IT1P:
IIK-1 1. nenarypauus;
2. DIIOHTAIHUs;
3. OTXKUT IpaiiMepoB.
IIpounTaiiTe TEKCT M yCTAHOBUTE 3-2-1-4
NMOCJIeI0BATEIbHOCTD
[1K-1 Pacrnionoxure sTansl

MCIHUKO-TCHETHYCCKOI'O
KOHCYJIbTUPOBAHUS B ITPABUJIBHOM




TTOPSIIIKE:

1. pacyéT reHeTHYECKOro PHCKa;
2. IIOCTaHOBKA JMarHo3a;
3. cOOp aHaMHE3a U COCTaBJICHUE
POAOCIIOBHOM;
4. UH(POPMHUPOBAHUE CEMBH.
8. IIpounTaiiTe TEKCT M yCTAHOBUTE 2-4-3-1
10CJIeJ0BATEIbHOCTD
.Onpenenute BEpHYIO MOCIEI0BATEILHOCT
b COOBITHI NTPU OMOCHUHTE3E OerKa:
1. TpaHCISIUs (CUHTE3 MOJUNIENTUIHON 1IeTIH )
;
K-1 2. tpanckpunuus (cunre3 MPHK);
3. skcnopt 3penoit MPHK u3 sinpa B nuronmnas
My,
4. CIUTIalicUHT (yJaJleHue UHTPOHOB U CIIUBaHU
e
AK30HOB).
9. IIpouuTaiiTe TeKCT U yCTAHOBHTE 3-2-1-4
10CJIeJ0BATEIbHOCTD
YcTaHOBHUTE OCIEI0BATENBHOCTD (ha3 MUT
o03a:
IK-1 1. anagasza;
2. metadasa;
3. npodasa;
4. Tenodasa.
10. IIpounTaiiTe TEKCT M yCTAHOBHUTE 2-4-1-3
NMOCJIe0BATEIbHOCTD
Pacnionoxwure 3Tamnsl npeHaTaabHON AUarH
OCTHKH XPOMOCOMHBIX aHOMAJIMH B TIpa
BUJIBHOM TOPSIIKE:
1. WHBa3WBHas MpoIeaypa (aMHUOIIEHTE3/0non
MK-1 CHsI BOPCUH XOPHOHA);
2. yIbTPa3ByKOBOE CKPUHUHIOBOE 00CIIeJOBaH
ue;
3. [IUTOT€HETHYECKOE WIIN MOJIEKYIISIPHO-TEHET
MYECKOEe HCCIIeIOBaHUE MOJIyYeHHOT'0 MaTepHaa;
4. OMOXMMHYECKUI CKPUHUHT (aHAJIU3 CHIBOPO
TOYHBIX MApPKEPOB).
11. BceTaBbTe NponMyIeHHbIH TEPMHUH, CJI0BOCOYETA | | KAPUOTUIIUPOBAHHUE.
HHMeE WJIH J0NOJHHUTE npeaaoxenne. OTBer naire
kpartko (1-5 cioB, 6e3 mosicHeHmii).
[1K-1 ETOJ] MUKPOCKOIIMYECKOTO aHAJIN3a XPOMOCOM, I103BO

JISIOUINH BBISIBUTH YHCIIEHHBIE U CTPYKTYpPHBIE aHO
MaJIMH, HAa3bIBAETCS




12.

I1K-1

BcraBbTe nponyimeHHbIA TEPMHUH, CJI0BOCOYETA
HUE WJIF TONOJHHTE npemioxkenune. OTBer aaiiTe
Kkpatko (1-5 cjioB, 0e3 mosiCHeHHuif).

Cunyipom, 00yCITOBJICHHBIA HATMYHEM JOTIOJTHUTEI
pHOM Kommu 21-i xpomocomsr (47,XY,+21), —
3TO CHHJIPOM

HayHna.

13.

I1K-1

BcraBbTe nponymeHHbIA TEPMUH, CJI0BOCOYETA
HHe WIH J0NOJHUTe npeaioxkenue. OTBer aaiire
Kkpatko (1-5 cjioB, 0e3 mosiCHeHui).

Tun HacnegoBaHMsL, IPU KOTOPOM 3a00JIeBaHHE TP
OSIBJISIETCS TOJIBKO Y TOMO3UTOT, @ HOCUTENH (TeTep
O3UTOThI) (PEHOTUITUYECCKU 3]JOPOBBI, HA3BIBACTCS _

AYTOCOMHO-PCUECCCHBHEBI
1.

14.

ITK-1

BcraBbTe NponyIeHHbI TEPMHH, CJIOBOCOYETA
HHUE WJIN JONOJHUTE Npeaioxenue. OTBer gaiite
kpartko (1-5 cioB, 6€3 mosicHeHuii).

Hapymienue, npu KOTOpOM POUCXOAUT BbINAIEHU
€ ITOJIOBUHEI IT0OJIA 3pCHHA, UMCHYCTC

TCMHUAHOIICHU.

15.

ITK-1

BceraBbTe nponyuieHHbI TEPMIH, CJI0BOCOYETA
HUe WJIH J0IOJHHUTE npeaioxenue. OTser gaire
kpatko (1-5 cjioB, 0e3 mosicCHeHHuif).

[Iporuecc, mpu KOTOPOM HEpPBHAS CUCTEMA IepecTpa
MBAETCS U KOMIIEHCHUPYET yTpaueHHble PYHKINUU, H
a3bIBAKOT

III1aCTUYHOCTHh MO3TIa.

16.

[1K-1

Kak Ha3biBaeTcsi COBOKYITHOCTH BCeX F'€HOB
opranu3zma?

TCHOTHII.

17.

[1K-1

YkaxuTte cTaHAAPTHOE 0003HAYEHHE KAPHOTHIIA
MY:K4YMHBI ¢ cuHapomoM [layHa.

47,XY,+21.

18.

[1K-1

KO THII HACJIeJOBAHMS XapaKTepeH I
remopuiann A?

X-CIIeTUICHHBIN
PELIECCUBHBIN.

19.

[1K-1

130BMTE OCHOBHOM METO/ BbISIBJICHUS
XPOMOCOMHBIX AaHOMAJIUI, OCHOBAHHBIN HA
MHKPOCKONIMYECKOM aHa/IM3e MeTada3sHbIX
IIACTUHOK.

KapUOTUIIUPOBAHUE
(TIMTOreHEeTUYECKUIA
METO/I).

20.

[1K-1

Kak Ha3bIBaeTcsi ”3BMEHEHHE MOC/Ie10BATEIbLHOC
TH HyKJIeoTua0B B /IHK, koTopoe moxkeT nepena
BaTbhCSl IOTOMKaM?

MyTanusl.

21.

[1K-1

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIH
OTBeT

KOI METO/[] ITO3BOJIIET BU3YaTM3UPOBATH XPOMOCOMBI
U BBISIBJIATD YUCIIEHHBIE U CTPYKTYpPHBIE aHOMANIUU?
a) OMOXMMUYECKUI aHaN3;
0) IUTOTEHETUYECKUI METOT,

B) MOJIEKYJIIPHO-TEHETUUYECKUN METOJ;




') TeHEaJTOTHYECKUA METOI.

22.

ITK-1

IIpouuTaiiTe TeKCT M BbIOEpUTE NMPABWIbHBIN
OTBeT

Kakoe 3a0oneBanue 00ycioBI€HO TPUCOMUEH TTO
21-it xpomocome?

a) cunapom Knaiindensrepa;

0) cunapom Illepemesckoro-TépHepa;

B) cunapoM JlayHa,

') CUHApPOM DJBapca.

23.

[1K-1

IIpouuraiiTe TeKCT M BbIOEPUTE NPABUJIbHBII

orBeT Kakoil TMIl HacIe0BaHKs XapaKTEPEH s
remouaun A?

a) ayTOCOMHO-JJOMUHAHTHBIH;

0) ayTOCOMHO-PELIECCUBHBIII;

B) CHEIUICHHBIN ¢ X-XpPOMOCOMOM PEIeCCUBHBIN;

T') MUTOXOH/IPUAJIbHBIH.

24,

ITK-1

IIpounTaiiTe TeKCT ¥ BbIOEpUTE NPABUJIBHBIM
OTBeT

Yto Takoe MeHEeTPaHTHOCTH?

a) CTeNeHb BhIPAKEHHOCTH IIPU3HAKA;

0) BEpOSATHOCTP MPOSBICHUS T'€HA B ()CHOTHIIE;
B) 4aCTOTa MyTalUil B F'eHE;

r) ckopocts perukanuu JJHK.

25.

[1K-1

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIN
otBeT Kakoif MeTo1 AMarHOCTUKH MO3BOJISET
BBISIBUTH TOUe4HbIe MyTanuu B JJHK?

a) KapUOTUIIHPOBAHUE;

0) [1LIP ¢ cexBeHUpOBaHUEM;

B) OMOXMMHMYECKUN CKPUHUHT;

T') YIbTPa3BYKOBOE UCCIIEIOBAHUE.

26.

[1K-1

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIH
orBeT Kakoii reH cBsa3an ¢ pernapanueid IHK n
II0JIaBJIEHUEM OIyXO0JIEH?

a) BRCAL;

6) CFTR;

B) TP53;

r) HBB.

27,

ITK-1

IIpounTaiiTe TeKCcT U BbIOEpUTE NPABUIbHbII
OTBET

Kakoe 3a0oneBanue cBsS3aHO C HapyLUIEHUEM
AMHHOKHUCIIOTHOTO 0OMeHa?

a) TaJJaKTO3eMHUS;

0) heHnITKEeTOHYpHS;

B) MYKOBHCIIUIO3;

r) cuHIpoM Mapdana.

28.

I1K-1

IIpouunraiite TeKCT M BbIOEpPHUTE NPABUJIbHBII




oTBeT Kakoil TUIl MyTallMM XapaKTepU3yeTcs
1oTepel ydyacTka XpoMOCOMBI?

a) TyIUTUKAIINS;

0) nHBepcus;

B) JICJICIIHS;

I') TPaHCIOKaIusl.

29.

ITK-1

IIpouuraiiTe TeKCT M BbIOEpPUTE MPABUJIbHBII
OTBeT

Kakoii MeTos1 ucnomnb3yercs Juist OnpeeieHus
HYKJIEOTHIHOH NOCJE10BAaTEIbHOCTH?

a) [1L1P;

0) KapUOTUIIHPOBAHMUE;

B) NGS;

r) FISH.

30.

[1K-1

IIpouuTaiiTe TeKCT M BbIOEPUTE NPABUJIbHBII
0TBeT

Kakoii Tun HacnenoBaHusl XapaKTepeH st
cunapoma Mapdana?

a) ayTOCOMHO-JOMUHAHTHBIIA;

0) ayTOCOMHO-PEIICCCUBHBIN;

B) CLICTICHHBIN C TIOJIOM;

I') MUTOXOH/IpUAJIbHBI.

31.

[1K-1

IIpounTaiiTe TeKCT M BhIOEPUTE NPABUIbHbII
OTBeT

Kak Ha3pIBaeTCs MpOLECC YABOCHUS MOJIEKYJIbI
JIHK?

a) TPAHCKPHIIIINS,

0) TpaHCHAIHS;

B) peIUIMKAIIHUS;

T') penaparusi.

32.

[1K-1

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIH
oTBeT

Kakoii MeToJ1 I03BOJISIET BBIABUTH MUKPOAEIELUHN U
MUKPOIYTTUKAIU?

a) CTaHAApTHOE KapUOTUIIMPOBAHMUE;

6) FISH;

B) OMOXMMHYECKUI aHaANN3;

') TeHeaJTOTHIECKUA METOI.

33.

[1K-1

IIpouuTaiiTe TeKCT M BHIOCPHTE NPABUIbHBIH
OTBET

UYrto Takoe jgoKyc?

a) mapa aJuleNbHbIX TeHOB;

0) MECTO PacToJIOKEHHS TeHa Ha XPOMOCOME;

B) COBOKYITHOCTb T'€HOB OpraHU3Ma;

r) yuactok JIHK, He kogupyromuii 6e1oK.

34.

[1K-1

IIpounTaiiTe TeKCT M BbIOEPUTE NPABUJIBHBIH
OTBET




Kaxkoii Tvun HaciaeqoBaHus XapakTepeH st
MYKOBHMCIIH103a?

a) ayTOCOMHO-/JOMUHAHTHBIH;

0) ayTOCOMHO-PEIIECCUBHBIN;

B) X-CICTUICHHBIA TOMUHAHTHBIH;

I') MUTOXOH/IpUAJIbHBIN.

35.

ITK-1

IIpouuraiiTe TeKCT M BbIOEpPUTE MPABUJIbHBII
OTBeT

Urto Takoe rerepo3urora’?

a) OpraHu3M C JIByMsl OJIMHAaKOBBIMH aJUIEJISIMU
reHa;

0) opraHu3M C pa3HbIMH AJUIEISAMU T€HA;

B) KJIETKA C rarIoNHBIM HA0OpPOM XPOMOCOM;
I') KJIETKA C aHEYIUIOUAUEH.

36.

[1K-1

IIpouuraiiTe TeKCT ¥ BbIOEPHUTE NMPABWIbHBIN
OTBET

Kaxkoii meTo1 nmpumeHseTcs A1 npeHaTaaibHON
JTUAarHOCTUKU XPOMOCOMHBIX aHOMAJIUA?

a) aMHHUOIICHTE3;

0) Y3U;

B) aHAJIM3 KPOBU MaTe€pPH Ha TOPMOHBI;

r) OKI" mnona.

37.

[1K-1

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIH
oTBeT

Yo 03HaYaET TEPMUH «IKCIPECCUBHOCTHY?

a) BEPOSITHOCTh MPOSIBJICHUSI T€Ha;

0) cTeneHb BBIPAKEHHOCTH PU3HAKA PU HAJTMYUHU
T'CHA;

B) YaCTOTa BOZHUKHOBEHUS MYTallUH;

') CKOPOCTh CHTE3a OeJKa.

38.

[1K-1

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIH
OTBeT

Kaxoii cuHIpOoM CBsi3aH ¢ MOHOCOMUEH 110
X-xpomocome?

a) cunapom Knaiingensrepa;

6) cunapom lllepemesckoro-TépHepa;

B) cuHpoM JlayHa;

') CHHIPOM KOIIIaYbero KpHKa.

39.

ITK-1

IIpouuTaiiTe TeKCT M BHIOCPHTE NPABUIbHBIH
OTBET

YT0 TaKoe NOJUILIIONTUS?

a) U3MEHEHHE YHCIIa OTJENIBHBIX XPOMOCOM;

0) KpaTHOE yBEIMYEHHE MMOJTHOTO Habopa
XpPOMOCOM;

B) MEpECTPOIiKa CTPYKTYpPbI XPOMOCOMBI;

T) MOTEPsl y4acTKa XPOMOCOMBI.

40.

I1K-1

IIpouunraiite TeKCT M BbIOEpPHUTE NPABUJIbHBII




OTBeT

Kaxoif MeTo1 OCHOBaH Ha aMILTU(DUKAIIH
cnenuduaeckux ¢parmenros JJHK?

a) CEKBEHUPOBAHUE;

6) [1L1P;

B) KApMOTUIIMPOBAHUE;

r) OMOXMMHUYECKUNA aHAJTU3.

41.

ITK-1

IIpounTaiiTe TeKCT ¥ BbIOEepUTE NPABUJILHBIM
OTBET

Yro takoe amiens?

a) COBOKYITHOCTb BCEX I'€HOB OpPraHU3Ma;

0) BapUaHT reHa, ONPECIISIOIUN aTbTEPHATUBHOE
IIPOSIBIICHUE NIPU3HAKA,

B) Y4aCTOK XpOMOCOMBI, HE COJEpIKAIIUN [€HOB;
r) mosiekyina PHK.

42.

[1K-1

IIpouuTaiiTe TeKCT M BbIOEPUTE NPABUJIbHBII
OTBET

Kaxoit Tun HacienoBaHus y CHHAPOMA JIOMKOM
X-XpOMOCOMBI?

a) ayTOCOMHO-JOMUHAHTHBIIA;

0) ayTOCOMHO-PEIIECCUBHBIN;

B) X-CICIUICHHBIA TOMUHAHTHBIH;

) X-CIEIJIEHHbIH PELIECCUBHBIN.

43.

[1K-1

IIpounTaiite TeKCT 1 BbIOEPHUTE MPABUJIBHbII
OTBET

Uro Takoe reHoM?

a) COBOKYITHOCTb I'€HOB B raIyIonIHOM Habope
XPOMOCOM;

0) COBOKYITHOCTb BCEX T'€HOB OpPraHU3Ma;

B) yuactok /IHK, xoaupyrommuii 6enox;

I') Hapa TOMOJIOTUYHBIX XPOMOCOM.

44,

[1K-1

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIH
0TBeT

Kakoii MeTo/1 BBISIBISIET XpPOMOCOMHBIE
nepectpoiiku pazmepom ot 50-100 1. 1. H.?

a) CTaHJApPTHOE KapHOTHIIMPOBAHUE;

0) XpOMOCOMHBI MUKPOMATPUYHBIN aHATTU3
(CMA);

B) [1LP;

r') OMOXUMHUYECKHI TECT.

45.

[1K-1

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIH
OTBET

Y10 Takoe JTOMUHAHTHLIN aJlieib?

a) aJlJIeNb, MPOSBIISIOIIMICS TOJIBKO B
TOMO3UT'OTHOM COCTOSIHHUU,

0) aienb, MOAABISEMBIN PElIECCUBHBIM;

B) aJUIEJb, IPOSBIISIIOIIUICS B TETEPO3ZUTOTHOM
COCTOSIHUM;




T') MyTaHTHBIN aJIJIeNb.

46.

I1K-1

IIpouuraiiTe TeKCT M BbIOEPUTE MPABUJIbHBII
OTBET

Kaxkoii cuHapOoM BBI3BaH JelIelIMeld KOPOTKOTO
mieyda S-it XpoMocoMbl?

a) cuaapom Bonbda-XupxopHa;

0) CUHAPOM KOILIAYbEero KPHKa;

B) cunapom u Jlxopmxu,

r) cunapom Ilpanepa-Bunu.

47.

ITK-1

IIpounTaiiTe TeKCT ¥ BbIOEepUTE NPABUJILHBIH
OTBET

Uro Takoe reHotum?

a) COBOKYIHOCTb BHEIIHUX ITPU3HAKOB OPraHU3Ma;
0) COBOKYITHOCTb BHYTPEHHUX IPU3HAKOB
OpraHu3Ma;

B) COBOKYTHOCTb T'€HOB OpraHU3Ma;

I') COBOKYITHOCTb O€JIKOB OpraHu3Ma.

48.

ITK-1

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJIBHBIM
OTBET

Kakoii MeToJ1 onpesensieT ypoBeHb METaOOIUTOB B
KpoBU/Moue?

a) IUTOT€HETUYECKUI;

0) OMOXMMHYECKUI;

B) MOJIEKYJIIPHO-T€HETUUECKUI;

I') TeHEAIOTHYECKUH.

49.

[1K-1

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIH
0TBeT

Kakoii Tun HacieoBaHusl XapakTepeH JUis
cunapoma Mapdana?

a) ayTOCOMHO-/IOMMHAHTHBIH;

0) ayTOCOMHO-PEIIECCUBHBIN;

B) CLICIUIEHHBIH C MTOJIOM;

') MUTOXOH/IpUAJIbHBI.

50.

[1K-1

IIpouuTaiiTe TeKCT M BHIOCPHTE NPABUIbHBIH
OTBeT

Kakoe 3a0oneBanue cBS3aHO C HapyLUIEHUEM
AMHHOKHUCIIOTHOTO 0OMeHa?

a) TaJJaKTO3EeMHUS;

0) heHUITKETOHYpHS;

B) MYKOBHUCIIHUIO3;

r) cuHJIpoM Mapdana.

ol.

[1K-2

IIpouuTaiiTe TEKCT U YCTAHOBUTE COOTBETCTBHE
K kaxkaoii mo3uuuu, 1aHHOM B JIEBOM CTO0JI0IIE,
noadepuTe COOTBETCTBYIOLIYIO NO3HIMIO U3
NpPaBoro croJiodua.

CooTHeCHUTE CUHIPOM U €r0 KapUOTHIL:

CUHAPOM KapuOTHII

1.| cunzpom Jlayna; Al 45.X:

1B, 2I', 3A, 4b




2.| CUHIpOM b.| 47,XY,+18;
Knaitadenbrepa; B
3.| cungpom Tepuepa; | B.| 47,XX,+21,;
4.| cuHIpoM I.| 47, XXY
DnBap/ca.
52.| TIK-2 1B, 2I", 3B, 4A
IIpouuTaiiTe TEKCT M YCTAHOBUTE COOTBETCTBHE
K kaxnoii mo3uuuu, TaHHOM B JIEBOM CTOJI01IE,
noadepuTe COOTBETCTBYIOLIYIO MO3MLIMIO U3
NpaBoro croJdua.
CooTtHecuTe TeHeTHYeCcKuil 1eheKT U CBA3aHHOE C
HUM 3a00JI€BaHUE:
JledekT rena 3aboseBaHue
1. | CFTR; A. | peHunkeToHypHs
2. | HBB; b. | mykoBucummo3;
3. | DMD; B.
4. | PAH. I'. | muogucrpodus
JlromeHHa;
CEPITIOBUTHOKJIET
OYHasl aHEMUS
53.| TIK-2 1B, 2A, 3B, 4T".

IIpouuTaiiTe TEKCT M YCTAHOBUTE COOTBETCTBHE
K xaxmoii mo3unuu, 1aHHOMH B JIEBOM CTOJIOIIE,
noadepuTe COOTBETCTBYIONIYIO MO3ULIMIO U3
npaBoro croJioua. CooTHECUTE TEPMHUH U €T0

OMPECACIICHUC!

TEPMUH

OIPCACIICHUC

1. | neHeTpaHTHOCTH

A.

BapuadeIbHOCTD
CTETICHH
BBIPAXKCHHOCTH
MpHU3HAKa y JIHII C
OJINHAKOBBIM
TE€HOTHUIIOM;

2. | DKCTIPECCUBHOCT
b;

BEPOSITHOCTD
MPOSIBJICHUS
MYTaHTHOTO reHa
B (beHOTHIIE;

3. | mueiiorponus;

SBIIEHUE, KOT/1a
OJIMH T'eH BIUSIET
Ha HECKOJIBKO
(hEeHOTUTTHYECKUX
MPU3HAKOB;

4. | rereporuiazMus.

HaJIN4uc B KJIICTKC




MOMYJISIIUAA
MUTOXOHJPUH C

pa3HBIMU
BapUaHTAMU
mtJIHK.

54. | TIK-2 IIpounTaiite TeKCT 1 ycTaHoBUTe cooTBeTcTBUHE | 1B, 2A, 3B, 41
K kaknoi mo3unuu, 1aHHOH B JIEBOM CT0.1011e,
nojadepuTe COOTBETCTBYIONLYIO MO3UIUIO U3
MPaBoro croJoua.

OTHECUTE METOJ TUArHOCTHKU U €T0 1ETIb:
METO/I 1LIeJIb
1. | xkapuotunupoBa | A. | BbISIBIICHUE
HHE; TOYCYHBIX
MyTalHil B
KOHKPETHBIX
reHax;
2. | IILP; b. | ananmm3
YHCJICHHEIX U
KPYITHBIX
CTPYKTYPHBIX
XPOMOCOMHBIX
aHOMAITHH;
3. | cexkBenupoBanu | B. | ckpuHHHT
€ CJIEIYIOLIETro MHO>KECTBa I'€HOB
TTOKOJICHHS OJITHOBPEMEHHO;
(NGS);
4. | FISH. I'. | noxammu3arus
crerupuIecKux
JIHK-niocnegoBar
€JIbHOCTEN Ha
XpPOMOCOMaXx.

55. | TIK-2 1B, 2A, 3B, 4T.
IIpouuTaiiTe TEKCT M YCTAHOBUTE COOTBETCTBHE
K xaxmoii mo3unuu, 1aHHOH B JIEBOM CTOJIOIIE,
noadepuTe COOTBETCTBYIONIYIO MO3ULMIO U3
NnpaBoro croJidoua. CooTHECUTE TUI HACJIEIOBAHUS
U IpuMep 3a00J1eBaHUS:

THII npuMep
1. | aytocomMHO-IOM | A. | MyKOBUCIIUIO3;.
MHAHTHBIN;
2. | ayrocomHo-perie | b. | HelpopuOpomaro
CCHUBHBI; 3 [ Tumna;
3. | X-cuemniennpii | B. | remodunms A;
pELIECCUBHBIIA;
4. | mutoxouapuans | I'. | cunmpom JlebGepa
HBIHN.
56. | TIK-2 IIpounTaiiTe TEKCT M yCTAHOBHTE 3-2-1-4.

MmocjIeJ0BaTCJIbHOCTD




Pacnonoxwure 3Tansl MEINKO-TEHETUYECKOTO
KOHCYJIbTUPOBAHUSI:

1. pacy€T TeHeTHYECKOTO PHCKa;

2. MOCTaHOBKA KIIMHUYECKOTO JUArH03a;
3. cOOp aHaMHe3a M MOCTPOCHHUE
POAOCIIOBHOM;

4, WH(pOPMUPOBAHUE CEMBHU.

57,

[1K-2

IIpouuTaiiTe TEKCT U YCTAHOBUTE
MoCJIeI0BATEIbHOCTD

Onpenenute BEpHYIO MOCIEI0BATEILHOCTD
coObITHIA TTpH OMOCHHTE3€E OelKa:

1. TPaHCIISIUS;

2. TPaHCKPUIILIUS;

3. skcniopT MPHK u3 sigpa;

4. CILTAiCUHT .

2-4-3-1.

58.

[1K-2

IIpounTaiiTe TEKCT M YCTAHOBUTE
NOCJICI0BATEIBHOCTD

YcraHoBUTE IOCIIEA0BATEIbHOCTD 3TanoB I1LP:
1. DJIOHTAITHA,

2. JeHaTypalus;

3. OT)KUT NpariMepOB.

2-3-1.

59.

[1K-2

IIpounTaiiTe TEKCT M yCTAHOBUTE
NOCJICI0BATEIBLHOCTD

YcraHoBHTE MTOCIEA0BATEIBHOCTD (ha3 MUTO3A:!
1. aHadasa;

2. MeTadasza;

3. npodasa;

4. Tenodasa.

3-2-1-4.

60.

[1K-2

IIpounTaiiTe TEKCT M yCTAHOBUTE
10CJIeI0BATEIBHOCTD

Pacnionosxure 3tamnsl NpeHaTaabHON AUAarHOCTUKU:
1. WHBA3UBHAs POLENYPa;

2. V3U-cKpUHUHT;

3. LUTOT€HETUYECKOE UCCIIENOBAHUE;

4. OMOXMMHYECKHH CKPUHUHT.

2-4-1-3.

61.

[1K-2

JlaliTe KpaTKuii, TOuHbIi oTBET (1-
2 cJI0Ba, TEPMHUH, CHMBOJ HJIM KOPOTKasi (ypa3a)
. IInmure 6e3 nosicHeHUt —
TOJBbKO HTOTOBBIi pe3yJIbTaT.

[aUKUTE 0003HAUCHHE TeTEPO3UTOTHOTO TeHOTHIIA TIPH
MOHOTHOPUIHOM CKPEIIMBAaHUU (MCTIONB3YHTE OyK
By A).

Aa.

62.

[1K-2

JaiiTe KpaTKuii, TOYHbIi oTBeT (1—
2 cJI0Ba, TEPMHUH, CHMBOJI HJIH KOpPOTKasi (hpasa)
. [InmmTe 0e3 mMosiICHEeHN il —

TOJILKO HTOTOBbIN pe3yJibTaT.

BTOPOM 3aKOH (3aKOH pac
LICTIJICHUS ).




Kaxkoii 3akoH MeHienst OnUchIBaeT paclieryieHUe I
PU3HAKOB BO BTOPOM IOKOJICHUH B COOTHOIIIEHUH 3
- 1 mpr MOHOTHOPHUTHOM CKpEIIMBAHUH?

63.

[1K-2

JaiiTe KpaTKuii, TO4HbIi oTBeT (1—
2 ¢JI0Ba, TEPMUH, CHMBOJI WJIH KOPOTKas ¢pa3a)
. IInmure 6€3 mosiCHeHUH —
TOJILKO UTOTOBBIN pe3yJibTAaT.

K Ha3biBaeTcs ydactok JJHK, komupyronuit onun 6e
JIOK?

I'SH

64.

[1K-2

JaiiTe KpaTKuii, TO4HbIi oTBeT (1—

2 ¢JI0Ba, TEPMUH, CHMBOJI WJIH KOPOTKas (pa3a)
. lInmmure 6e3 nosicHeHUi —

TOJIbKO UTOTOBBI pe3yJIbTaT.

KakoBa BeposITHOCTb pOKICHHS MabUUKa B CTAH]]
apTHOM reHeTUYECKON MOoieNn (OTBET JIaliTe B PO
IeHTax)?

50 %.

65.

[1K-2

1iiTe KpaTKMii, TOUHBIH oTBeT (1

2 ¢JI0Ba, TEPMUH, CHMBOJI WJIH KOPOTKas (pa3a)
. lInmmure 6e3 nosicHeHUi —

TOJIbKO UTOTOBBI pe3yJIbTaT.

\K Ha3bIBaeTCS

BBISIBJICHUEC TOUYCYHBIX MyTaIII/II\/JI 1 MaJIbIX I[CJICHI/Iﬁ/
TYTIMKAIUN B KOHKPETHBIX reHax?

KapuOTUIIMPOBAHUC

66.

[1K-2

BcraBbTe NponyLeHHbI TEPMHH, CJIOBOCOYETA
HHe WJIH JONOJHHUTE npeanoxenne. OTBer naiire
kpartko (1-5 cioB, 6€3 mosicHeHuii).

-3TO0 METOA MUKPOCKOITMYECKOT'O
aHaJIn3a XpOMOCOM IJid BBISAABJICHUSA aHoMaJui

KapuOTUIIHPOBAHHUE.

67.

[1K-2

BcraBbTe NponyleHHbI TEPMHH, CJIOBOCOYETA
HHe WJIH J0MOJHUTE npeanoxenune. OTBer naiire
kparko (1-5 ciioB, 6€3 mosicHeHuii).

IIpu cunapome TepHepa KapUOTHUIT

(o1 (13% {11050%1

45,X.

68.

[1K-2

BcraBbTe NponylmieHHbI TEPMHUH, CJI0BOCOYETA
HMeE WJIH A0NOJHHUTE npeaaoxenne. OTBer naire
kpartko (1-5 cioB, 6e3 mosicHeHmii).

s remodunuu A xapaktepeH THII
HacJIeI0BaHMsI

X-CleTIeHHBIA
pEeLIECCUBHBIN

69.

[1K-2

BcraBbTe NponyLeHHbI TEPMHH, CJIOBOCOYETA
HHe WJIH J0NOJHUTE npeanoxenne. OTBer naiire
Kkpatko (1-5 cjioB, 0e3 mosicHeHuif).

ﬂB.HeHI/Ie, Koraga OAMH I'CH BJIUACT HAa HCCKOJIBKO
(EHOTHUNHUYECKUX TPU3HAKOB, HA3bIBAETCS

TJICHOTPONHS.

70.

[1K-2

BcraBbTe nponyieHHbIA TEPMHUH, CJI0BOCOYETA

HHC UJIN TONMOJHUTE MPEAJT0KCHUC. OtBeT Jaaiite

TILP




kpatko (1-5 cioB, 0€3 mosicHeHmii).
-3TO METOJ aMITU(UKALINN
crenuduaeckux ydactkos JJHK

71.

[1K-2

IIpounTaiiTe TeKCT ¥ BbIOEepUTE NPABUJILHBIH
OTBET

KOH METOA ITO3BOJISICT BBIABUTH YHUCJICHHBIC 1

KPYIIHbIE CTPYKTYPHBIE XPOMOCOMHBIE aHOMATHH?
a) OMOXMMUYECKH aHATIN3 KPOBH;

0) KapUOTHUITMPOBAHHUE;

B) UMMyHOepMeHTHbIH aHanu3 (MDA);

T') yiIbTpa3BykoBoe uccieaoBanue (Y3N).

72,

[1K-2

IIpouuraiiTe TeKCT M BbIOEpPHUTE NPABUJIbHBII
OTBeT

Cunnpom JlayHa 00ycoOBIIEH:

a) TpucomMueit 18- XpoOMOCOMBI;

0) Tpucomueii 21-if XpOMOCOMBI;

B) MOHOCOMHEN X-XPOMOCOMBI;

T) QyIJIUKaluen yqactka 5-i XpoOMOCOMBI.

73.

[1K-2

IIpouuTaiiTe TeKCT M BbIOEPUTE NPABUJIbHBII
OTBeT

Tun HacnenoBaHUsI MYKOBHCIIHMI034!

a) ayTOCOMHO-JJOMUHAHTHBIH;

0) X-clerieHHbINH JOMUHAHTHBIN;

B) ayTOCOMHO-PEIECCUBHBIN;

T') MUTOXOH/IPUAJIbHBIH.

74,

[1K-2

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIH
oTBeT

ITpu cunnpome Knaitndenbrepa kapuotun:

a) 45,X;

0) 47,XX,+21;

B) 47,XXY;

r) 46,XY.

75.

[1K-2

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIM
OTBET

Merozn, O3BOJIAIOIINMI ONPEACIIUTD
MOCJIEA0BATENbHOCTh HYKIE€0TH10B B JTHK:

a) KapUOTUIIMPOBAHUE;

6) [1L1P;

B) CEKBEHUPOBAHUE;

r) aneKkTpodopes.

76.

[1K-2

IIpouuTaiiTe TeKCT M BHIOCPHTE NPABUIbHBIH
oTBeT

[leneTpaHTHOCTH — 3TO:

a) CTENEeHb BBIPAXKEHHOCTH MPU3HAKa Y HOCUTEIS
T'CHA;

0) BEpOSATHOCTD MPOSIBJICHUSI MyTaHTHOTO T'€HA B
dbenoTune;

B) BJIIMSIHME OJTHOTO T'€HA Ha HECKOJIbKO PU3HAKOB;




T') HaJIM4Ke pa3HbIX ajiesiedl B MOMyJISLUH.

77,

[1K-2

IIpouuraiiTe TeKCT M BbIOEPUTE MPABUJIbHBII
OTBeT

[Tpu ayTOCOMHO-PELIECCHBHOM HacleZJOBAHUU
00JIe3Hb MPOSBIISECTCS:

a) TOJBKO Y TOMO3UTOT (aa);

0) y rereposurot (Aa);

B) TOJIBKO Y MY>KUHH;

T') IPU HATUYAHA JOMHUHAHTHOTO aJUIeIs.

78.

[1K-2

IIpounTaiiTe TeKCT ¥ BbIOEPHUTE MPABUJIbHBII
OTBET

CunzpoM Tpucomuu X UMeET KapUOTHUIL:

a) 47, XXX;

0) 47,XXY;

B) 45.X;

r) 47,XY,+18.

79.

[1K-2

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJIBHBIM
oTBeT

FISH-merox ucnions3yercst as:

a) ammmdukaruu JJTHK;

0) JoKanM3auuy cuenupuIecKux
[0CJIEI0BATENbHOCTEN Ha XPOMOCOMAX;

B) CEKBEHUPOBAHHUS BCEI'O FEHOMA;

r') OHOXUMHUYECKOTO aHann3a GEpPMEHTOB.

80.

[1K-2

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIH
oTBeT

ITpu cunapomMe DaBapaca KapUOTHUIL:

a) 47,XY,+13;

0) 47,XY,*18;

B) 47,XX,+21;

r) 45,X.

81.

[1K-2

IIpounTaiiTe TeKCT U BbIOEPHUTE MPABUJIBHBII
0TBeT

I'erepornuiazmus XapakTepHa JUIs:

a) ayTOCOMHBIX 3a00JICBaHUM;

0) MUTOXOH/IPHAJIBHBIX OOJIE3HEH;

B) X-CLIEIJICHHBIX PACCTPONCTB;

') XPOMOCOMHBIX aHEYIUIOUNH.

82.

[1K-2

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIM
OTBET

OcCHOBHOI METOJ IPEHATAIbHON AUArHOCTUKH
XPOMOCOMHBIX AaHOMAaJIHH:

a) Y3U;

0) OMOXMMHUYECKUN CKPUHUHT;

B) aMHHMOLIEHTE3 C KAPMOTUIIUPOBAHUEM;

T') IONTIJIEPOMETPHSI.




83.

[1K-2

IIpouuraiiTe TeKCT M BbIOEpPUTE MPABUJIbHBII
OTBeT

DKCHpPecCUBHOCTh — 3TO:

a) BEPOSITHOCTh IPOSIBJICHUSI T€HA;

0) cTeneHb BBIPAXKEHHOCTH MPU3HAKA Y HOCUTENEH
OJINHAKOBOI'O T€HOTHIIA;

B) KOJINYECTBO T'€HOB, BIMSIONINX Ha MPU3HAK;

I') CKOPOCTh MYyTalluy T'€Ha.

84.

[1K-2

IIpounTaiiTe TeKCT ¥ BbIOEepUTE NPABUJILHBIM
OTBET

IIpu X-cuenneHHoM peLecCuBHOM HAClIEA0BaHUHU
00J1EI0T IPEUMYIIECTBEHHO:

a) JKCHILUHBI;

0) My>KYUHBL;

B) U MY>KUUHBI, U )KEHILUHBI C paBHON
BEPOSATHOCTHIO;

I') TOJIbKO TOMO3UT'OTHBIE OCOOH.

85.

[1K-2

IIpounTaiiTe TeKCT ¥ BbIOEpUTE NPABUJIBHBIM
OTBeT

Mo3zanumsm — 310:

a) HAJINYKME B OPraHU3Me KJIETOK C Pa3HbIMU
KapUOTUIIAMU;

0) yZIBOoeHUE BCE XPOMOCOMBI;

B) MOTEPSI y4acTKa XpPOMOCOMBI;

I') 3aMeHa OJIHOT0 HYKJIEOTH/IA.

86.

[1K-2

IIpounTaiiTe TeKCT M BbIOEPUTE NPABUJILHBIH
0TBeT

I'en CFTR cBs3aH c:

a) muonuctpodueit JromeHHa;

0) heHunKeToHypHeii;

B) MYKOBHCLIUJIO30M;

r) reMmoduiueii A.

87.

[1K-2

IIpounTaiite TeKcT 1 BbIOEpUTE NPABUIbHbII
OTBET

Tpucomust — 310:

a) OTCYTCTBUE OJJHOU XPOMOCOMBI;

0) HanMuue TPEX TOMOJIOTHYHBIX XPOMOCOM BMECTO
ABYX,

B) MOTEPSI y4acTKa XpPOMOCOMBI;

I') 3aMeHa OJIHOT0 HYKJIEOTH/IA.

88.

[1K-2

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIH
OTBeT

Kaxoif MeTos1 NCIoNb3yIOT )1 JUarHOCTUKH TOYeY
HBIX MyTalluii B KOHKPETHOM TeHe?

a) KapUOTUIMPOBAHHUE;

6) I1LIP c mocneayrommmM CEKBEHUPOBAHHUEM;

B) Y3U mona;

) OMOXUMUYECKUN CKPUHUHT.




89.

[1K-2

IIpouuraiiTe TeKCT M BbIOEpPUTE MPABUJIbHBII
O0TBET

IIpu cunapome IlaTay kapuorumn:

a) 47,XY,+13;

0) 47,XY,+18;

B) 47,XX,+21,;

r) 45,X.

90.

[1K-2

IIpouuTaiiTe TeKCT M BbIOEPUTE MPABUJIbHBII
OTBeT

UYro 03HauaeT TEPMUH «MO3aAULIUZM»?

a) HaJM4ue ABYyX U 0oJiee KJIETOYHBIX JIMHUM C pa3H
BIMU F€HOTUIIAMHU B OJTHOM OPTraHU3ME;

0) yaBoeHHUE BCEH XPOMOCOMBI;

B) 3aM€Ha OJTHOTO HYKJICOTH/a Ha IPYTOM;

I) IOTEPsl OTHON XPOMOCOMBI.

91.

[1K-2

IIpounTaiiTe TeKCT ¥ BbIOEepUTE NPABUJIBHBIM
oTBeT

Kakoit Tun HacnenoBanus y HeiipogubOpomarosa | T
umna?

a) ayTOCOMHO-JIOMUHAHTHBIH;

0) ayTOCOMHO-PELIECCUBHBII;

B) X-CLEIJICHHbIN PELIECCUBHBII;

I') MUTOXOH/IpHAJIbHBIH.

92.

[1K-2

IIpounTaiiTe TeKCT M BbIOEPUTE NPABUJILHBIH
OTBeT

Meron NGS (next generation sequencing) mo3soJisie
T

a) YBHJIETh XPOMOCOMBI 1101 MUKPOCKOIIOM;

0) ammumnduiuponaTth oauH gparment JHK;

B) CEKBEHHUPOBATh MHOKECTBO I'€HOB OIHOBPEMEHH
o,

I') ONIPENIEIUTh YPOBEHb (PEPMEHTOB B KPOBH.

93.

[1K-2

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIH
0TBET

[Tpu X-cuerieHHoM JOMUHAHTHOM HACJICIOBAaHHH:
a) 0OJICIOT TOJIBKO MY>KUMHBL;

0) OONEIOT M MYKUMHBI, U KEHIIUHBI, HO KEHIIIMHBI
yare,

B) OOJICIOT TOJIBKO KCHIIIMHBI

r) 00JIe3Hb MPOSBISETCS TOJIBKO Y TOMO3HUTOT.

94.

[1K-2

IIpouuTaiiTe TeKCT M BHIOCPHTE NPABUIbHBIH
OTBET

OCHOBHOM ME€XaHW3M BO3HUKHOBEHUSI TPUCOMUMN —
3TO:

a) JIeNields y4acTKa XpOMOCOMBI;

0) HEepacXOXKJIECHUE XPOMOCOM B Mei03e;

B) AYIUTUKAIIMS TCHA,

') TOY€4YHasi MyTalusl.




95.

[1K-2

IIpounTaiiTe TeKCT M BbIOEPUTE NPABUJILHBIH
0TBeT

I'en DMD cBs3an c:

a) GEeHUIIKETOHYPHUCH;

0) MYKOBHCITUI030M;

B) MuoaucTpodueii Jromenna;

r) reMmoduiueii A.

96.

[1K-2

IIpounTaiiTe TeKCT ¥ BbIOEepUTE NPABUJILHBIH
oTBeT

IIpeHaranbHbIi CKPUHUHT BKJIIOYAET:

a) Toapko Y3U;

0) TOJIbKO OMOXMMHYECKUN aHaIU3 KPOBH;

B) Y3U u OuoxuMuuecKuil CKpUHHUHT (HapuMmep, «
TPONHOI TecT»);

I') KApUOTUIIHPOBaHUE 0€3 MHBA3UBHBIX MIPOLIETYP.

97.

[1K-2

IIpouuTaiiTe TeKCT M BbIOEPUTE NPABUJIbHBII
OTBET

Cungpom DniBapca NposBIsSETCS:

a) MHKporehaTnell U paciieIMHON TyOHbI;

0) MHO)KECTBEHHBIMHU ITOPOKAMU CEPJIIIA, «CTOION-K
avaIkoi», HU3KOM MacCoM Telia;

B) BBICOKUM POCTOM U THHEKOMACTHEH;

I') YMCTBEHHOM OTCTAJIOCTHIO0 M MAaKPOOPXH3MOM.

98.

[1K-2

IIpounTaiite TeKCcT ¥ BbIOEpUTE NPABUJIBHBIM
oTBeT

Uro Takoe «iedoTponusi»?

a) BEpOSITHOCTH MPOSBICHUSI FeHa B (PEHOTHIIE;

0) BIUSIHUE OJJTHOTO FeHa Ha HECKOJIBKO (PEHOTUIINY
€CKUX IPU3HAKOB;

B) HAJIMYKME PA3HbIX ajlielel B MOMYJISAIIY;

I') CTETIEHb BBIPAKEHHOCTH MTPU3HAKA.

99.

[1K-2

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIM
OTBeT

Jl1s moATBEPKAEHNS XPOMOCOMHON aHOMAJIUU T10C
Jie CKpUHUHTA MPOBOJIAT:

a) noBTOpHBIN Y3U-ocmoTp;

0) MHBA3MBHYIO NIPOLIEYPY (AMHUOIIEHTE3, OMOTICH
10 BOPCHH XOPHOHA) C MOCIEAYIOINUM KapUOTUITUPO
BaHUEM;

B) OOIIMIi aHATN3 KPOBH,

T') 3JIEKTPOKAPIUOTPAMMY.
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[1K-2

IIpouuraiiTe TeKCT ¥ BbIOEpHUTE NMPABWIbHBIN
OTBET

[Tpu ayTOCOMHO-AOMHUHAHTHOM HacJeI0BaHUU PUC
K nepenadn 3a001eBaHus OT OOJBHOTO POIUTENS K

peOEHKY COCTaBIISCT:
a) 0 %;




6) 25 %;

B) 50 %;
r) 100 %.

101] TIK-4 IIpouuTaiiTe TEKCT M YCTAHOBUTE COOTBETCTBHE
K xakmoii mo3unuu, 1aHHOH B JIEBOM CTOJIOIIE, 1B, 2A, 31, 4b.
nojdepuTe COOTBETCTBYIOILYIO MO3UIUIO U3
NpaBoro croJdua.

CooTHecuTe TPOPHIAKTHIECKOE MEPOTIPHUATHE 1
€ro 1elb:

Meponpusrue [ens
MIpEHATAJIbHBIN A BrIsIBICHHE
CKpUHUHT; HACJICACTBCHHBIX

Oonesneil y
HOBOPOXKIEHHBIX
(Hanpumep,
(EHUIKETOHYPUH);
HEOHaTaJIbHbBIN b.| omenka pucka
CKpUHUHT; HACJICACTBCHHBIX
3a00JIeBaHUil 10
3a4aTH;
MeauKo-TeHeTHn4ec | B.| panHee BbIsiBIEHUE
KOe XPOMOCOMHBIX
KOHCYJIbTHPOBAHHE aHOMAaJIUH U
; MIOPOKOB Pa3BUTHS
IIOJIA;
MpEKOHIENIIMOHHBI | .| pa3psicHeHue
1 CKpUHHUHT. PUCKOB M BApUAHTOB
JIEMCTBUN NpU
YCTaHOBJIEHHOM
JIHarHo3e uiu
ceMeiiHOM
aHaMHe3e.
102| TIK-4 1A, 2B, 3B, 4I".

IIpounTaiiTe TEKCT U YCTAHOBUTE COOTBETCTBHE
K xaxxaoii mo3unuu, 1aHHOM B JIEBOM CTOJIO11E,
nojpdepuTe COOTBETCTBYIONLYIO MO3ULUIO U3
NPaBoro croJdua.

CooTHecuTe Tpynny pucka 1 peKOMEH1yeMOe
reHeTnyeckKoe 00CiIen0BaHue:

['pymnma pucka O6cnenoBanue
1. | cynpyxeckue A. | xKapuoTUIUPOBaH
Mapskl ¢ W€ poauTENeH;
MTOBTOPHBIMU
BBIKU/IBIIIIAMY;
2. | KEHINHEI b. | HenHBa3UBHLIN
crapuie 35 jger MIPEHATAJIbHBIN




Ha MOMEHT tect (HUIIT)
OepeMEHHOCTH; aMHHOIICHTE3;
CEMBU C B. | monekynsipHO-reH
W3BECTHBIM eThYecKast
HACJIE/ICTBEHHBI JUArHOCTHKA
M (oMCK MyTaIui
3a00JIeBaHUEM; B KOHKPETHOM
T'eHe);
HOBOPOXIEHHBI | ['. | TaHOEeMHas
ec Macc-CIEeKTPOMET
MOJI03PEHUEM Ha puist (CKpHHUHT
BPOXKIEHHYIO METabOTHIECKUX
MaTOJIOTHIO. OOJIE3HEH ).
103| T1IK-4 1B, 2B, 3A.
IIpouuTaiiTe TEKCT U YCTAHOBUTE COOTBETCTBHE
K kaxnoii mo3uuuu, TaHHOMH B JIEBOM CTOJI0IIE,
noadepuTe COOTBETCTBYIOLLYIO MO3UIIHIO U3
NpaBoro croJdua.
CooTHecHuTe METOI TPOPHIAKTUKU U €T0 YPOBEHb:
Meron YpoBeHb
nepBUYHAS A. | panHee
npoduIakTUKa; BEISIBJICHHC U
JieueHue
3a0oneBaHus JIst
MPEeIOTBPALIICHHS
OCJIO)KHEHU U
(HampuMmep,
JUeTa Mpu
(eHUITKETOHYpUH
)i
BTOpUYHAS b. | mpenoTBpamenue
npoduIakTHKa; BO3HUKHOBCHUS
3a0oneBaHus
(Hanpumep,
npuém ¢GoareBoi
KHCIIOTHI JIO
3auaTtus);
TpeTHYHAas B. | ckpuHuHT 1
npoduIakTUKa. IpephIBaHME
OepeMEeHHOCTH
IIPU TKEIOM
HEU3IICYUMOM
3a00JIeBaHU .
104| TIK-4 IIpounTaiite TeKcT U ycTaHoBUTe cooTBeTcTBUHE | 1B, 217, 3B, 4A.

K kaknoi mo3unuu, 1aHHOH B JJEBOM CT0.1011€,




noadepuTe COOTBETCTBYIONIYIO MO3HIUIO U3
NpaBoro croJdua.
CooTHecHTEe TEPMUH U €TO0 OIpe/ieICHUE:

Tepmun

Onpenenenne

T€HETUUECKUI
CKPUHUHT;

A.

o0ceI0BaHKuE
BCEX
HOBOPOXKJIEHHBIX
Ha psij
HACJICACTBCHHBIX
Oone3Helt;

TE€HETUYECCKOE
KOHCYJIbTUPOBA
HUE;

BBISIBJICHHUE
HOCUTENCH
MyTalHil B
OIpeIeNIEHHON
MO YIS,

[IPECUMIITOMATH
4ecKoe
TECTUPOBAHUE;

OLICHKA pUCKa
HAacJIeICTBEHHOT'O
3a0oJyieBaHus y
JIAII C CEMENHBIM
aHaMHE30M 10
MOSIBJICHUSA
CHUMIITOMOB;

MTONYJIILIUOHHBI
U CKpUHUHI.

pa3bsICHEHHUE
MAIMCHTY
TIPUPOIBI
3a00JIeBaHUs,
PHCKOB U
BapHUaHTOB
JIEUCTBHUI.

105

[1K-4

IIpounTaiTe TEKCT H YCTAHOBUTE COOTBETCTBHE
K xaxxaoii mo3unuu, 1aHHOM B JIEBOM CTOJIO11E,

noa0epuTe COOTBETCTBYIONIYIO MO3HIIHIO U3

npasoro crojiona. CoorHecute GpakTop pucka u

€KOMEHIYeMYIO TPOPHIAKTUKY

dakTop prcka [Ipodunaktrka
1. | xpoBHO-poACTBe | A. | mpeHaTalbHas
HHBIN OpaK; arHOCTHUKA
(amuauonentes/b
NBX);
2. | Bo3pacT Marepu | b. | mpeKoHIIENIMOHH
> 35 zer; 0€ TEHETHYECKOE
TECTUPOBAHUE
CYIIpYroB;
3. | Hamuuue B B. | HUIIT wnm
ceMbe peOEHKA C WHBa3WBHAs

1B, 2B, 35, 4I'.




MYKOBHUCIIHI030 JIMarHOCTHKA;
M;

4. | ucropus I'. | kapuoTHIIHPOBaH
CIIOHTaHHBIX W€ CYNPYTOB.
abopTOB.
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[1K-4

IIpounTaiiTe TEKCT U yCTAHOBUTE
M0CJIe/I0BATEILHOCTD

YcTaHOBUTE IOCIEA0BATEIBHOCTD ATANIOB
MEJIUKO-TeHETUYECKOTO KOHCYIbTUPOBAHHUS:
1. pac4€T reHeTUYECKOI0 PUCKA;

2. cOOp aHaMHe3a M MOCTPOCHHUE
POAOCIIOBHO;

3. nH(pOpPMUPOBaHUE CEMbH U BbIIaua
3aKJIFOUYEHUS;

4. MOCTaHOBKA KIIMHUYECKOTO JUarHo3a;
S. peI0KEHHUE

npoQUIAKTUIECKUX/ TUaTHOCTHYECKHIX
MEPOIIPUATHH.

2-4-1-5-3.
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[1K-4

IIpounTaiiTe TEKCT U YCTAHOBUTE
10CJIeJ0BATEIbHOCTD

Pacnionoxwure 3Tarsl mpeHaTaabHONU MPOQHIAKTHKA
B HIOPSI/IKE IIPOBEICHUS:

1. MHBa3MBHAsl TUarHOCTUKA (TIPU BBICOKOM
pHUCKE);

2. V3U-ckpununr | Tpumectpa;

3. OMOXUMHUYECKUN CKPUHUHT
(«IBOMHOM/TPOUHOM TECTY);

4. HUIIT (o mokazaHusm);

S. V3U II tpumectpa.

: 2-3-4-5-1.
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[1K-4

IIpounTaiiTe TEKCT M yCTAHOBUTE
MoC/1e10BaTEIbHOCTD

. Onpenenure Mociaen0BaTebHOCTD JEHCTBUN TIPU
BBISIBIICHUH HOCUTEJNS PELIECCUBHOM MYTallUU:

1. pa3bsICHEHUE PUCKA JJISI TOTOMCTBA;

2. TECTUPOBAHUE NAPTHEPA HA TY KE
MYTalHIO;

3. MOATBEPKIEHNE CTaTyCca HOCUTETIS;

4, 00CyX/IeHIE BapHAHTOB PEIPOTYKIIUH
(IIT" I, moHOPCTBO, YCHIHOBJICHHE);

5. TECTUPOBAHUE OJIMKAUIITUX POJACTBEHHUKOB
(10 >KenmaHuIo).

3-2-1-4-5.
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[1K-4

IIpounTaiiTe TEKCT M yCTAHOBUTE
10CJ1e10BATEIbHOCTD

YcTaHoBUTE NOPSAIO0K MPOBEICHHSI HEOHATAIBHOTO
CKpPHHHUHTA:

1. 3a00p KpoBH (IISATHO Ha OJIAHKE);

2. 71a00paTOpHBIM aHAIN3 (TaHJEeMHas
Macc-CIEeKTPOMETPHS | JIp.);

3. yBEJIOMJICHHE POAMTENEH IpU

1-2-3-4-5.




MOJIOKUTEITFHOM Pe3yiIbTaTe;

4, MOATBEPKJECHUE JUArHo3a (MMOBTOPHBIN
tect, JIHK-aunarnocruka),

5. HayaJio Tepanuu (Hanpumep, TUeToTepanus
pu OKYVY).

110

[1K-4

IIpouuTaiiTe TEKCT M YCTAHOBUTE
MOCJIeI0BATEIBLHOCTD

Pacmonoxkure maru npocBeTUTENLCKOHN Oecebl 0
npo(UITAKTUKE BPOKIEHHBIX IOPOKOB:

1. obcyxneHue GakTopoB pucka (Bo3pacT,
IKOJIOTHSI, UH(DEKIINHN);

2. PEKOMEHIAIUHU 110 IPUEMY (HOTHEBOM
KHCJIOTHI M 3JI0POBOMY 00pa3y KU3HH,

3. 00BSICHEHHE TICJICH MPEeHATAIBHOTO
CKPUHUHTA;

4. OTBETHI Ha BOIIPOCHI MAIUCHTA;

S. BbIJIa4a TaMSITKH/HH()OPMAIIIOHHOTO JIUCTA.

1-2-3-4-5.

111

[1K-4

TaBbTe B NPeAJIOKeHHe MPOIYIIeHHOe CJIOBO (Tep
MMH, CJIOBOCOYETAHHE, YN Cc10). OTBeT 3alMIIuTe
YéTKO M 0€3 JMIIHUX MOSICHEHHIA.
ETOJ] MACCOBOTO 0OCJICIOBaHMS HOBOPOXKIEHHBIX Ha
HACJICACTBCHHBIC 3a00JICBAHUS HA3hIBACTCS
CKPUHUHTOM.

HCOHATaJIbHBIM.

112

[1K-4

BceraBbTe B npe1JiokeHne MPonyiieHHoe ¢JioBo (
TEePMHH, CJI0BOCOUYeTaHHe, Ynuca0). OTBeT 3anuin
HTe YETKO U 0e3 JUIIHHUX MOSICHEHU.

Jnis npodunakTHKy 1e(heKTOB HEPBHOM TPYOKH ke
HIIWHE PEKOMEH]IyeTCs TPUHUMATH

KHUCTIOTY 3a 3 MecsIa J10 3a4atus u B | Tpumectpe 6
€PEMEHHOCTH.

(dhonuenyro.
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[1K-4

BceraBbTe B npe1JiokeHne MPonyiieHHoe ¢JioBo (
TEePMHH, CJI0BOCOUYeTaHHe, Ynuca0). OTBeT 3anui
UTe Y6TKO U 0e3 JIMIIIHUX MOSICHEHH .
HewunBaszusnslii npenaransubiii Tect (HUIIT) anan
H3UPYET CBOOOTHO MUPKYITUPYIOIIYIO

JIHK B xpoBu mMartepu.

(dberanpHyO (WM TUIOAHY
10).
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[1K-4

BcraBbTe B npesio:keHne MPoOnyeHHoe ¢JIoBo (
TEPMHH, CJI0BOCOYETAHME, UM cJI0). OTBeT 3anuin
UTe Y6TKO U 0€3 JMIITHUX MOSICHEHUI.

[Ipu ayTocoOMHO-peIecCHBHOM 3a00JIEBaHHUH, €CITH
o0a poagutens —

HOCHUTCIIUM MyTalluU, BEPOATHOCTE POKIACHUSA 6OJ'II)H
oro peOEHKa COCTaBISIET %.

25.

115

I1K-4

BcTaBbTe B npesio:keHne MPONMyeHHoe ¢JI0Bo (
TEePMHH, CJI0BOCOYETAHME, YN CJI0). OTBeT 3anuin
HTe YETKO U 0e3 JUIIHUX NOSICHEHHH.
Menuko-TeHETUYECKOE KOHCYIbTUPOBAHME J0 3a4a
THUS HA3BIBACTCS

MNPCKOHUCIIINOHHBIM.




(vl IperpaBUIAPHBIM).
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[1K-4

JaiiTe kpaTkuii oTBeT (1-5 ¢JI0B, TEPMUH WU
KOPOTKOE CJI0BOCOYeTaAHHeE).

Kak Ha3zpiBaeTcs MaccoBoe 00cCieIoBaHNE
HOBOPOXKJIEHHBIX HA HACIICJICTBEHHBIC 00Ie3HU?

HEOHATAIbHBIN
CKpPUHUHT.
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[1K-4

JaiiTe kpaTkuii orBet (1-5 c10B, TEpMHUH WIN
KOPOTKOe cjioBocouyeTanune). Kakoii BuTaMuH
PEKOMEHIyeTCsl IPUHUMATD J10 3a4aTus AJis
npoGUIaKTUKH 1e(PEKTOB HEPBHOU TPYyOKHU?

(donmeBas KucnorTa
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[1K-4

Jaiite kpaTkuii orBet (1-5 c10B, TEpMHUH WIH
KOPOTKOE CJ10BOcOYeTaHue). MeTo BbIsABIICHUS
xpomocomHbIx anomanui o JIHK miona B kpoBu
MaTepH.

HUIIT (HenHBa3UBHBIH
IpeHaTaJIbHbIN TECT).
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[1K-4

JaiiTe kpaTkuii orBeT (1-5 CJIOB, TEPMUH WJIHN
KOpOTKOe c10BocoyeTanme). Kak nmenyercs
KOHCYJbTHUPOBAHUE APkl J0 3a4aTus Il OUECHKHU
TEHETUYECKUX PUCKOB?

IPEKOHIICTIITUOHHOE
(nperpaBugapHOE)
KOHCYJIbTHPOBAHUE.
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[1K-4

Jaiite kpaTkuii oTBeT (1-5 ¢JI0B, TEPMUH W
KOpPOTKOe c10BocoueTanune). OCHOBHOM METOJ
MOATBEPKICHUS TUarHo3a MpH MOJ03PEHUH Ha
cunapoM [layna y mona.

AMHHUOLICHTE3 (I/IJ'II/I
BUBX) ¢
KapuOTUIIUPOBAHUCM.
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[1K-4

IIpounTaiiTe TeKCT M BbIOEPUTE NPABUJILHBIH
OTBET

[{enb mepBUYHOTO YPOBHS MPOPUITAKTHKHU B
MEIUIIMHCKOHN Ir€HETUKE:

a) paHHee BBISIBIICHUE U JICUeHUE 3a00JIEBaHUS;

0) mpenoTBpalleHne BO3SHUKHOBEHHS 3a00JICBAHMS;
B) peabuInTaIus HHBAIHIOB;

I') MAJJTHATUBHAS TIOMOIITb.
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[1K-4

IIpouuTaiiTe TeKCT M BHIOCPHTE NPABUIbHBIH
OTBET

HeonatanbHblil ckpuHUHT B PO BKiItOUaeT
IIPOBEPKY HAa:

a) cunapom JlayHa;

0) GEeHUITKETOHYPHIO;

B) MYKOBHCIIHI03 U cuHapoM KimaitHdenbTepa;
r) reMopuiIuio A.
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[1K-4

IIpouuraiiTe TeKCT M BbIOEpPHUTE MPABUJIbHBII
OTBET

HUIIT no3BoJisieT BBISIBUTh:

a) Bce TeHeTHUYECKUe 3a00JIeBaHUS;

0) YKCIIEHHBIE XPOMOCOMHBIE AHOMAJIUHU (TPUCOMUU
21,18, 13);




B) TOUYCUYHBIC MYTaIlUU B JIFOOOM T€HE;
T') BpOXKIEHHBIC HH(EKINH.

124

IIpouuraiiTe TeKCT M BbIOEPUTE MPABUJIbHBII
0TBeT

Menuko-reHeTH4ecKoe KOHCYJIbTHPOBAHUE
Haubosee 3 HeKTUBHO:

a) TOJIBLKO TTOCJIE POXKIICHUS O0JIBHOTO peOEHKa,
0) 710 3ayaTUs WINM HA paHHUX CPOKax
OCpEeMEHHOCTH;

B) B JItOOOM BO3pacTe, HE3aBUCUMO OT IIJJaHOB Ha
JIETOPOXKICHHE;

T') UCKJTFOUUTENILHO MIPU HAJTMYUU CEMEHHOTO
aHaMHe3a.
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[1K-4

IIpounTaiiTe TeKCT ¥ BbIOEpUTE NPABUJIBHBIM
OTBeT

®axTop pucka, TpeOyIOIHNA MPEKOHLIEIIHOHHOTO
TEHETHUYECKOTO TECTUPOBAHMS:

a) Bo3pacT marepu < 25 Jer;

0) KPOBHO-POJICTBEHHBIN OpaK;

B) IepBasi 0EpEeMEHHOCTb;

I') OTCYTCTBUE XPOHHUECKUX OOJIE3HEH.
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[1K-4

IIpounTaiiTe TeKCT ¥ BbIOEpUTE NPABUJIBHBIM
oTBeT

Metoa, TO3BOJISIOMNI THarHOCTUPOBATh CHHAPOM
Mapdoana 1o poxaeHust peOEHka:

a) pyrunnoe Y3U;

6) AHK-ananu3 rena FBN1 npu npenaranbHoi
JIMarHOCTHKE;

B) OMOXMMMYECKUI CKpUHMHT | TpuMecTpa;

r) HUIIT.
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[1K-4

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIH
oTBeT

[Tpu ayTOCOMHO-TOMMHAHTHOM 3a00JIEBaHUH PUCK
JUISL TOTOMCTBA OOJIBHOTO POJIUTEIIS:

a) 0 %;

0) 25 %;

B) 50 %;

r) 100 %.
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[1K-4

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIM
oTBeT

IIpeHaranbHbIi CKPUHUHT | TpUMECTpa BKIIOYAECT:
a) Tonpko Y3U;

0) TOIbKO OMOXMMHYECKU aHATH3;

B) Y3U + 6uoxumuro (PAPP-A, B-XT'Y);

r) HUIIT.
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IT1K-4

IIpounTaiiTe TeKCT M BbIOEPUTE NPABUJIBHBIM
OTBET
JUis nporIIaKTHKY BPOXKIEHHBIX TOPOKOB




Pa3BUTHSI BAXKHO:

a) nzberaTh (PU3MUECKUX HArPY30K;

0) mpuHUMATH POJMEBYIO KUCIIOTY JI0 M BO BPEMS
OepeMEeHHOCTH;

B) OTPaHUYHTH MTUTHE BOJIBI,

I') HCKJIFOYUTh U3 palliOHa OEJIKH.
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[1K-4

IIpouuraiiTe TeKCT M BbIOEpPUTE MPABUJIbHBII
OTBeT

[Tpu BBISIBICHUH BBICOKOTO PUCKA XPOMOCOMHOM
AQHOMAJIUH 110 CKPUHUHTY CJICIYIOIINM IIaroM
OOBIYHO SIBIISIETCS:

a) nosropHoe Y3U uepe3 mecsii;

0) MHBa3MBHAs JUArHOCTUKA
(PMBX/amunonenTes);

B) Ha3HAUYEHHE BUTAMUHOB;

I) IpeKpaleHue HabaoJeHHSL.
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[1K-4

IIpouuTaiiTe TeKCT M BbIOEPUTE MPABUJIbHBII
OTBeT

[IpeumIuIaHTalIMOHHAS TEHETUYECKAs TUATHOCTHKA
(IIT" 1) npoBoauTCA:

a) BO BpeMsi OEpEMEHHOCTH;

0) o nepenoca amopuona mpu IKO;

B) TIOCJIC POKJIEHUS peOEHKa,

T') BMECTO IMPEHATATLHOTO CKPHHHHTA.
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[1K-4

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIH
0TBeT

KnroueBoil mpuHLIMT POCBETUTENBCKONW PaOOTHI €
HACEJIEHHEM B TCHETHKE:

a) 3aIyTuBaHNe PUCKAMU;

0) mpenocraBiieHne 00BEKTUBHON MH(pOpMaMK JIs
OCO3HAHHOT'O BBIOODA;

B) CKPBITHE CIIOKHBIX JTUATHO30B;

I') HaBsI3bIBaHUE PEIICHUH.
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[1K-4

IIpouuTaiiTe TeKCT M BHIOCPHTE NPABUIbHBIH
OTBeT

OnrrmanbeHbii cpok s Y 3U1-ckpununra |
TpUMeECTpa:

a) 5-6 Hemenn;

0) 11-14 nenenn;

B) 2022 Henenwy;

r) 30-32 Hepenu.
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[1K-4

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIM
OTBET

[Ipu ayTocoMHO-periecCHBHOM 3a00JI€BAaHUN PUCK
Ui peOEHKA OT IBYX HOCHUTEIEH:

a) 0 %;

0) 25 %;

B) 50 %);




r) 75 %.
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[1K-4

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIH
OTBET

OCHOBHOI METOJ NOATBEPKACHHSI XPOMOCOMHOM
anomanuu nocine HUIIT:

a) nosropHbiit HUIIT;

0) OMOXMMHUYECKUI aHaJIN3 KPOBH MaTEPH;

B) MHBA3MBHAasl JUArHOCTHKA C
KapUOTUIINPOBAHUEM;

r) Y31 B ntuHamuke.
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[1K-4

IIpouuraiiTe TeKCT M BbIOEPUTE MPABUJIbHBII
OTBeT

BaknunHanus mpoTUB KpaCHYXHU BakKHA IS
NpOUITAKTUKHU:

a) XpOMOCOMHBIX aHOMAJIHii;

0) BpOKIIEHHBIX TOPOKOB, BHI3BAHHBIX HH(EKINEH;
B) MOHOTE€HHBIX 3a00JICBaHHUIA,

I') MHOTOIUIOAHON OEPEMEHHOCTH.
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[1K-4

IIpouuTaiiTe TeKCT M BbIOEPUTE NPABUJIbHBII
OTBET

[IpenaranbHbiii CKpUHUHT BO Il TpumecTpe
BKJIFOYAET:

a) Tonbko Y3U;

6) Tonbko 6noxumuio (ADII, XI'Y, scrpuon);

B) Y3U + 6uoxumuio;

r) HUAIIT.
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[1K-4

IIpounTaiiTe TeKCT M BbIOEPUTE NPABUJILHBIH
0TBeT

[Tpu KpOBHO-POJCTBEHHOM Opake BO3pacTaeT pUCK:
a) XpOMOCOMHBIX aHOMAJIHii;

0) ayTOCOMHO-PEIIECCUBHBIX 3a00JIeBaHU;

B) X-CIIETUICHHBIX OOJIE3HEH;

T') MOJIUTLIIOUTUH.
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[1K-4

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIH
oTBeT

Llenb TpeTHUHON NPOPHUIAKTUKY B TEHETUKE:

a) MpeIoTBpaIlIeHHe 3a00JICBaHMS;

0) paHHee BbISIBIEHUE [Tl CHIDKEHUS TSXKECTH
IIPOSIBIICHUM;

B) OTKa3 OT AETOPOXKICHUS;

') CKPUHUHT MOMYJISILIUH.
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I1K-4

IIpounTaiiTe TeKCT M BbIOEPUTE NPABUJILHBIH
OTBET

HeoHaranbHbIi CKPUHUHT IIPOBOJST:

a) B TIEpBBIC 24 Yaca KU3HH;

0) Ha 3—5-1i ACHB KU3HU;

B) B | mecs;




T') B 6 MECSIICB.
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[1K-4

IIpounTaiiTe TeKCT ¥ BbIOEPUTE NPABUJILHBIH
OTBET

@DakTOp pUCKa XPOMOCOMHBIX AaHOMAJIUM:

a) Bo3pacT matepu > 35 JieT;

0) Bo3pact otma > 30 ner;

B) miepBasi 0EPEeMEHHOCTb;

T) pEryJIspHbIA MPUEM BUTAMUHOB.
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[1K-4

IIpouuraiite TeKCT M BbIOEpPUTE MPABUJIbHBII
OTBET

MeTto1, TO3BOJISIONINN BEISIBUTH

MUKPOICICIIHH/ IYyTUTUKAIUN (HapuMep, CHHAPOM
Hu JIxopmkn):

a) pyTUHHOE KapHUOTUIIHPOBAHNUE;

0) FISH unu xpoMoCcOMHBIN MUKPOMATPUYHBIT
aHajus;

B) OMOXMMHUYECKHI CKPUHHHT,

r) Y3U.
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[1K-4

IIpouuTaiiTe TeKCT M BbIOEPUTE NPABUJIbHBII
OTBeT

[Tpu nnanupoBaHUM OEPEMEHHOCTH Mapam C
OTSTOIIEHHBIM aHAMHE30M PEKOMEH/YIOT:

a) OTKa3aTbcs OT JeTel;

0) MEIUKO-TEHETUYECKOE KOHCYJIbTUPOBAHUE;

B) ToJibkO Y3 Ha paHHUX CpOKax;

T) NIpUEM aHTUOMOTHKOB.
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[1K-4

IIpounTaiiTe TeKCT M BbIOEPUTE NPABUJILHBIH
OTBeT

HUIIT MOXkHO IPOBOAUTE:

a) ¢ 5 Heenb OEPEMEHHOCTH;

0) ¢ 9-10 Henenr OepeMEHHOCTH;

B) Bo II Tpumectpe;

T') TOJIBKO MEepe]] pOJIaMH.
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[1K-4

IIpounTaiiTe TeKCT M BbIOEPUTE NPABUIbHbII
0TBeT

OcHOBHOI1 cr1oc0o0 MPOPHUIAKTUKU
(EHUITKETOHYPHH Y HOBOPOXIEHHOTO:

a) ieTa MaTepy BO BpeMsi 0epeMeHHOCTH;

0) paHHUI HEOHATATBHBIA CKPUHHUHT 1
JMEeTOTepanus;

B) BaKLIMHALUS;

r) uzberanue Y O-uznydeHus.
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[1K-4

IIpouuraiiTe TeKCT M BbIOEpUTE NMPABUWIbHBIN
OTBeT

[Tpu cunapome Knaiindensrepa (47,XXY) puck
nepeaayu Mmyranuu rOTOMCTBY:

a) BBICOKHIA;




0) HU3KMH (Yale Oecruionue);
B) 50 %);
r) 100 %.
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I1K-4

IIpounTaiiTe TeKCT ¥ BbIOEepUTE NPABUJILHBIM
OTBeT

BaxHbIi1 KOMIIOHEHT TPOCBETUTENBCKONW PabOThl —
00BsICHEHHE:

a) 4TO BCE TCHETHYECKUE OO0JIC3HH HEH3JICUUMBI;

0) 3HauUeHUs paHHEN AUArHOCTUKU U AOCTYIHBIX
METO/I0B TIOMOIIIH;

B) HEOOXOAMMOCTH MPEPHIBAHKUS OEPEMEHHOCTH
npu J1I000M pHCKE;

r) 0eCIoIe3HOCTH TPODUITAKTHKH.
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[1K-4

IIpounTaiiTe TeKCT ¥ BbIOEpUTE NPABUJIBHBIM
oTBeT

buoncus Bopcun xopuona (BUBX) nposogurcs:
a) B I pumectpe (10-13 Henenp);

0) Bo II Tpumectpe (16—20 Henmens);

B) B III TpumecTpe;

I') [10CJIE POJOB.
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[1K-4

IIpouuraiiTe TeKCT M BbIOEPUTE NPABUJIbHBII
0TBeT

JUnist CHUDKEHMsI prcKa BPOXKIEHHBIX TOPOKOB
PEKOMEHIYETCS:

a) MPUEM alTKOTOJIsl B MaJIbIX J03aX;

0) 0TKa3 OT TepaTOreHHbIX JIEKAPCTB U BPEIHBIX
MIPUBBIYCK;

B) orpanudeHue Bojabl 10 0,5 1/1neHb;

I') HOJTHOE MCKIIIOYeHHE (PU3NUECKOM aKTHBHOCTH.
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[1K-4

IIpounTaiite TeKCcT ¥ BbIOEpUTE NPABUJIBHBIM
oTBeT

MeanKo-reHeTHYECKOE 3aKJIFOUEHHE BKIIFOUALT:
a) OKOHYATEJbHbII TuarHo3 0e3 MOsCHEHUIA;

0) OIIEHKY PUCKa, BAPUAHTHI ICUCTBUH U
PEKOMEHIAlUH;

B) CIIMCOK 3alperi€HHbIX TPOAYKTOB;

I') HalpaBJIEHUE Ha OTEPALUIO.

PYCCKOro A3bIKa ¥ COLMANBLHON paboThi

Paspaboran:

IOUEHT Kadeapbl AeheKTonorunu,

W\

K.M.Orausu




