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Conepxanue

1. Kpurepuu oneHuBaHuUs
2. Tectol
3. [IpakTdeckre HaBBIKA

4. CuTyallMOHHBIE 33]1a4l



KPUTEPUHU OLIEHUBAHUSA
1. Kputepuu o1ieHKH JJis OIEHOYHOTO CpeACTBa: TeCThl

[Toka3arenb OLIEHKH Pe3yIbTaTOB YpoBeHb [Ikana onieHUBaHUSA
0o0y4deHus c(OpMHPOBAHHOCTH
KOMIIETEHIIUH
IToka3zaTenb pacCYUTHIBACTCS B I1oBbIIEHHBIN 5 - "oTnuyHO"
IPOLIEHTHOM COOTHOILIEHUH BEPHBIX
OTBETOB K 00IIIEMY YHCITy TECTOBBIX
3aganuii 100% -90%
IToxa3zaTenb pacCYUTHIBACTCS B ba3oBbI1it 4 - "xopormo"
IPOLIEHTHOM COOTHOILIEHUH BEPHBIX
OTBETOB K 00IIIEMY YHCITy TECTOBBIX
3amanuit 89% -80%
IToxa3zaTenb pacCYUTHIBACTCS B IToporosslii 3 - "yIOBIETBOPHUTEIHHO"
IPOLIEHTHOM COOTHOILIEHHH BEPHBIX
OTBETOB K 00IIIEMY YHCITy TECTOBBIX
3amanuil 79% -70%
[Tokazarenb pacCUMTBHIBACTCS B -/- 2 - "HEeyIOBJICTBOPUTEIHHO"

MIPOIICHTHOM COOTHOIIIEHHUH BEPHBIX
OTBETOB K 00IIIEMY YHCITY TECTOBBIX
3aganui - meuee 70%

2. KpI/ITepI/II/I OIOCHKH IJIAA OICHOYHOI'O CPCACTBA: HpaKTI/I‘-IGCKI/Ie HaBBIKH1

Ilokazamenv oyenxu pe3yrbmamos Yposenw LlIxana oyenusanus
00yuenus copmuposannocmu
KOMnemeHyuu

IToka3zaTenb pacCUUTHIBACTCS B [ToBb11IEHHBIN 5 - "oTnuyHO"
IPOLIEHTHOM COOTHOILIEHHH BEPHBIX
OTBETOB K 00IIIEMY YHCITY
BbINoJIHeHHBIX apameTpoB 100% -90%
IToxa3aTenb pacCYUTHIBAETCS B ba3zoBbrit 4 - "xoporo"
MPOLEHTHOM COOTHOILIEHUH BEPHBIX
OTBETOB K 00LIEMY YUCITY
BBINOJIHEHHBIX apameTpoB 89% -80%
IToxa3aTenb pacCYUTHIBAETCS B IToporoselii 3 - "yI0BIETBOPUTENBHO"

HPOLIEHTHOM COOTHOIICHUH BEPHBIX
OTBETOB K 00LIEMY YHCITY
BBINTOJIHEHHBIX nTapameTpoB 79% -70%

ITokxazarenb pacCUUTHIBAETCS B
MPOLEHTHOM COOTHOILIEHUH BEPHBIX
OTBETOB K 00LIEMY YUCITY
BBITMIOJTHEHHBIX 11apaMeTPOB - MEHEE

70%

2 - "HEey/10BJIETBOPUTEIHHO'

3. Kputepuu olleHKH JJ1s1 OLIEHOYHOTr0 cpeacTBa: CUTYaIMOHHBIC 3a71a4

ITokazaTens OLIEHKU PE3YyJIbTAaTOB O6y‘~IeHI/I$I

YpoBeHb

CTH

c(hOopMHUPOBAHHO

IITxana oneHUBaHUI




KOMIICTCHII

[TomHO pacKpBITO CoAEepKAHME MaTepHaa;
MaTepHua U3JI0’KEH TPaMOTHO, B ONIPEACIICHHON
JIOTHYECKOM MOCIEI0BATCIIbHOCTH;
MIPOJIEMOHCTPUPOBAHO CUCTEMHOE M TITyOOKOe
3HaHHUE MTPOTPAMMHOTO MaTepHUalia; TOYHO
HCITOJIB3YETCS] TS PMHUHOJIOTHS;, IIOKa3aHO YMECHHE
WJLTIOCTPUPOBATH TEOPETUICCKUE TTOTOKEHUS
KOHKPETHBIMHU TTPUMEPAMH, IPUMEHSTh X B
HOBOM CUTYaIlU; TPOJEMOHCTPUPOBAHO
YCBOEHHUE PaHEE U3YUYCHHBIX COITYTCTBYIOIIUX
BOIIPOCOB, C(HOPMHUPOBAHHOCTH U YCTOWYUBOCTH
KOMIIETECHIINI, YMEHUI U HABBIKOB;
MPOJIECMOHCTPHPOBAHA CIIOCOOHOCTH TBOPUYECKHU
MIPUMEHSATH 3HAaHUE TCOPUH K PEIICHUIO
po(hecCHOHANBHBIX 3a7a4;
MIPOJICMOHCTPUPOBAHO 3HAHKE COBPEMEHHOM
yueOHOW 1 HayYHOU JIUTEpaTyphl

[loBBIIEHHBIN

5 - "otimmuuo"

Bonpoce! n3nararorcst cicTeMaTU3UPOBAHHO U
IIOCJIEA0BATENBHO; IPOJEMOHCTPUPOBAHO YMEHHUE
aHAJIN3UPOBATh MaTepuall, OJHAKO HE BCE
BBIBO/IbI HOCSIT ApI'YMEHTUPOBAaHHBIN 1
JIOKa3aTeNIbHBIN XapaKTep; MPOJEMOHCTPUPOBAHO
YCBOEHUE OCHOBHOMW JIMTEPATYPHI; B U3JI0KEHUU
JIOIYLIEHbI HEOObIINE MPOOEbl, HE HCKA3KBIIHNE
COJIEpKaHue; NONMYIIEHBI OMH - 1BA HEJ0YEeTa
IIPY OCBEILIEHUN OCHOBHOT'O COZICPKaHMs,
MCIIPABJICHHBIC IO 3aMECYaHUIO IPENOAABATEIA

ba3oBrrit

4 - "xopomo"




TecTbl

Oyenounvle cpeocmsa

Omanon
omeema

Yposenw
npumMeHeHu
A

Koo

dopmupyemoti
KOMnemeHyuu

JUI HACJIEACTBEHHBIX
OITYXOJIEBBIX CUH/IPOMOB
HE

XAPAKTEPHO

1) periecCUBHBIN TUIT HACIEIOBAHUS
2) TOMUHAHTHBIN THI HACJIEOBAHUS
3) panHuit BO3pacT NOSIBICHUS
HEOIIa3M

4) BBICOKMI IPOLIEHT
3a00JIeBa€MOCTH PaKOM Y KPOBHBIX
POJICTBEHHUKOB

5) HacieOBaHKE B PSTY TOKOJICHHUMA

1

BK TK
I'MA

[1K-5, TIK-6,
I1K-7

I'EH HACJIEJICBEHHOU
PETUHOBJIACTOMBI
PACIIOJIOXKEH

1) 13q14.2

2) 17q11.2

3) 22q12.2

4) 3p25.3

5) 6033.3

BK TK
I'MA

TIK-5, TIK-6,
TK-7

K ITPOTOOHKOI'EHAM HE
OTHOCATCAH

1) peuentopHble THPO3UHKHUHA3HI
2) perymisTopsl anonTo3a

3) HEKHMHa3HbIE pEelEenTOPbI

4) TpaHCIOpTHBIE (PAKTOPBI

5) TpaHCKPHUTIIIUOHHBIE (PaKTOPHI

BK TK
I'MA

TIK-5, TIK-6,
TK-7

OHKOCVIIPECCOP,
PEITAPUPVIOIINHI THK
1) CDKN2A

2) BRCA1

3) CDH1

4) APC

5) NF1

BK TK
'MA

TIK-5, ITK-6,
TIK-7

KPUTEPUAM OHKOMAPKEPOB
HE OTHOCATCA

1) n1omKHBI OBITH
opraHocnenupuuecKuMu

2) NOJKHBI BBISIBIATHCS B CIEIOBBIX
KOJIMYeCTBaxX

3) AOIKHBI MPOIYLIMPOBATHCS
TOJIBKO 3JI0KQY€CTBEHHBIMU
KIJICTKaMH

4) cneunpUYHbI JUIsL ONPEIETIEHHOTO
3HO

5) MO3BOJSAIOT UACHTU(PHUIIUPOBATH
ONPEJIETICHHBIN paKk

BK TK
I'MA

TIK-5, TIK-6,
TK-7

HACJIEJICTBEHHbBIN PAK

BK TK

TIK-5, ITK-6,




COCTABJISIET OT BCEX 3HO
1) 1-3%

2) 7-10%

3) 20%

4) 30%

5) 90%

I'MA

I1K-7

K BUOJIOTUYECKUM
KAHIIEPOTEHAM OTHOCATCA
1) apomaTHueckue yriaeBoa0pO bl
2) HUTPO30COEINHEHUS

3) CTPENTOKOKKH.

4) HHV-4

5) 6amma Koxa

BKTK
I'MA

I1K-5, T1IK-6,
ITK-7

OHKOMAPKEPAM OTHOCATCA
1) puOOHYKIICOTTPOTEHTBI

2) AMNONpPOTEU bl

3) Ae30KCUPUOOHYKIICOTHIBI

4) puOOHYKIICOTHIBI

5) yriekucinora

BK TK
I'MA

TIK-5, TIK-6,
TK-7

KAHIIEPOI'EHbI
KITACCUOULIPYIOT HA
1) ncuxuueckue

2) HEBPOJIOTUYECKUE

3) XuMUYeCcKHe

4) BEeHEPOJIOTHYECKHE

5) Xupypruueckue

BK TK
I'MA

TIK-5, TIK-6,
TK-7

10.

K OHKOMAPKEPAM HE
OTHOCATCA

1) ropMOHBI

2) dbepMeHTHI

3) npotyKThl 0OMEHa

4) painon30TOIBI

5) IMNONPOTEHHBI

BKTK
I'A

TIK-5, [TK-6,
TIK-7

11.

XOPMOHUYECKHUU
IT'OHAZIOTPOITMH
CHELIMO®UYEH AJIA

1) nepBUYHOrO paka rneyeHu
2) KapUUHOMBI SIMYKa

3) reM0671aCTO30B

4) KOJOpEKTaIbHOIO paKa
5) paka npocTaThl

BK TK
I'MA

TIK-5, TIK-6,
TK-7

12.

JUISI HEMEJIKOKJIETOYHOI'O
PAKA JIET'KUX CIIELIUOUYEH
1) ®parment uurokeparusa 19
(CYFRAZ21-1)

2) PSA u PAP

3) Helipon-crieruduueckas eHosaza
(HCE)

4) Pagrounsororn

5) NF2

BK TK
I'MA

TIK-5, TIK-6,
TK-7

13.

AJIbOA-OETOIPOTENH
CTIELIN®UYEH JUTS

BK TK
I'MA

TIK-5, ITK-6,
TK-7




1) mepBUYHOTO paka MeYeHU
2) KapLMHOMBI SIMYKa

3) remo0J1aCcTO30B

4) KOJIOpEKTAIILHOTO paKa
5) ro61acTOMBI

14.

JJI KAPLHIUHOMBI ITPOCTATBI
CIHELIUDPUYHO

1) dparment nurokepatuHa 19
(CYFRAZ21-1)

2) PSA u PAP

3) HelipoH-crienupuyYecKas eHoja3a
(HCE)

4) CYP2D6

5) CYP3A4

BK TK
I'MA

TIK-5, TIK-6,
TK-7

15.

MAPKEP
METACTA3UPYIOLNX
KAPIIMHOM XKEJTY KA
1) CA-15-3

2) CA-19-9

3) CA-72-4

4) ANM.

5) NAV

BKTK
I'MA

I1K-5, T1IK-6,
ITK-7

16.

OHKOCVIIPECCOP,
B3AUMO/JIEMCTBYIOIIUI C
WNT-IIY TSIMU

1) CDKN2A

2) BRCA1

3)CDH1

4) APC

5) AXIN

BK TK
I'MA

TIK-5, [TK-6,
TIK-7

17.

BETA2-MUKPOI'JIOBYJIMH
XAPAKTEPEH JJIA

1) nepBUYHOrO paka rne4eHu
2) KapUUHOMBI SIMYKa

3) reM0671aCTO30B

4) KOJOpEKTaIbHOIO paKa

5) rmo61acTOMBI

BK TK
'MA

TIK-5, ITK-6,
TIK-7

18.

JIU151 PAKA MOJIOYHOMO
YKEJIE3bI CITEIIU®UYEH
1) CA-15-3

2) CA-19-9

3) CA-72-4

4) NF1

5) NF2

BK TK
I'MA

TIK-5, TIK-6,
TK-7

19.

PAKOBO-3MBPUOHAJIbHBIU
AHTUI'EH XAPAKTEPEH JUUTA
1) nepBUYHOTrO paxa rne4eHu

2) KapUUHOMBI SIMYKa

3) remo01acTO30B

4) KOJOpEeKTaIbHOIO paKa

5) paka HOoJPKETYA0YHOI JKesle3bl

BK TK
I'MA

TIK-5, ITK-6,
TK-7

20.

JIUMUT XEUDJIUKA

BK TK

TIK-5, TIK-6,




OBYCJIOBJIEH

1) ykopoueHueM LEeHTpoMeEp pHu
KaX/10M JIeJICHUH

2) yKOpOUEHUEM TEIIOMED IIPU
KaX/10M JIeJICHUH

3) cokpanieHueM KOJIn4ecTBa
aAMMHOKHUCJIOT B THCTOHAX

4) metunuposanuem [JHK

5) PHK-unTepdepenmmeit

I'MA

I1K-7

21.

OUIAJIEJIbOUNCKA S
XPOMOCOMA XAPAKTEPHA
JUIA

1) HEMEJKOKIJIETOUHOTO paKa
JIETKOTO

2) paka MOJIOYHOM JKEJIe3bI

3) XpOHMUYECKOT0 MHUEJIOJIEHKO3a
4) numpombl X0 HKKIHA

5) paka xexyaka

BK TK
I'MA

TIK-5, TIK-6,
TK-7

22.

OUJIAIEJIbOUNCKAS
XPOMOCOMA OBPA3VYETCHA
I[1PU

1) perunipokHo# Tpancaokanuu 21 u
13 xpomocom

2) poOEpTCOHOBCKOW TPAHCIOKAIHH
19 u 21 xpomocom

3) HEPEUIIPOKHOM TPaHCIOKAIIUU
21 u 13 xpomocom

4) peuuInpoKHO#N TpaHCIOKaUK 22 U
9 xpomocom

5) mpoctoit TpaHciokamuu 21 u 13
XPOMOCOM

BK TK
I'A

TIK-5, [TK-6,
TIK-7

23.

METO/] BBISABJIIEHUA
OWIAJIEJIbOUNCKON
XPOMOCOMBI

1) muToreHeTHUECKUN

2) OMOXUMHUYECKUI

3) MONEKyNSIPHO-IIUTOT€HETUIECKHI
4) ayCKyJIbTaTUBHBIN

5) CeKBEeHHUPOBaHUE

BK TK
I'MA

TIK-5, TIK-6,
TK-7

24,

MHOT'O®AKTOPHBIE OT BCEX
HACJIEJCTBEHHBIX
BOJIE3HEM

1) 30%

2) 40%

3) 92%

4) 50%

5) 80%

BK TK
I'MA

TIK-5, TIK-6,
TK-7

25.

HACJIEJJICTBEHHBIE
OITYXOJIEBBIE CUH/IPOMBbI —
O9TO

1) ayToCOMHO-peIeCCUBHBIEC TCHHBIE
0oJsie3HU

BK TK
I'MA

TIK-5, TIK-6,
TK-7




2) ayTOCOMHO-TOMUHAHTHBIC TCHHBIC
Ooe3Hn

3) MHOTO(aKTOpHBIC OOJIE3HU

4) XxpoMOCOMHBIE O0JIE3HU

5) sK30reHHbIe O0JIE3HH

26.

3JIOKAUYECTBEHHBIE
HOBOOBPA30OBAHUA — 5TO

1) ayTOCOMHO-PE1IECCUBHBIE TE€HHbBIE
1 MHOTO(aKTOpHBIE O0JIE3HH

2) ayTOCOMHO-JOMHHAHTHBIE T€HHbIE
1 MHOTO(aKTOpHBIE O0JIE3HH

3) MHOTO(AKTOPHBIE OOJIE3HU U
MYKOTOJIUCaXapUI03bI

4) XpoMOCOMHBIE 00JIE3HU U
TCHOMHBIC MYTaIlluu

5) NONUTUIONAVH U aHEYTITIOUTUU

BK TK
I'MA

TIK-5, TIK-6,
TK-7

27.

HEWPO®UBPOMATO3 1-I'O
TUIIA BbI3BAH MYTALIUEN
1) NF1

2) PTCH1

3) STK11 u LKBI

4) RB1

5) TP53

BK TK
I'A

I1K-5, TIK-6,
I1K-7

28.

'EH HACJIEJICTBEHHOI'O
PAKA MOJIOYHOM JKEJIE3BI
1) NF1

2) BRCA1

3) STK11 u LKBI

4) RB1

5) TP53

BK TK
I'MA

TIK-5, TIK-6,
TK-7

29.

'EH HACJIEJICTBEHHOU
PETUHOBJIACTOMBI

1) NF1

2) PTCH1

3) STK11 u LKBI

4) RB1

5) TP53

BK TK
'MA

TIK-5, ITK-6,
TIK-7

30.

CUH/IPOM JIN-®PAYMEHA
BBI3BAH MYTAIIMEN B TEHE
1) NF1

2) PTCH1

3) STK11 u LKB1

4) RB1

5) TP53

BK TK
I'MA

TIK-5, TIK-6,
TK-7

31.

T'EH HACJIECTBEHHOI'O
PAKA JKEJIYJIKA

1) CDH1

2) PTCH1

3) STK11 1 LKBI

4) RB1

5) TP53

BK TK
I'MA

TIK-5, ITK-6,
TK-7

32.

I'EH HACJIEJICTBEHHOU

BK TK

TIK-5, TIK-6,




OITYXOJIN BUJIBMCA
1) WT1

2) PTCH1

3) STK11 u LKBI

4) RB1

5) TP53

I'MA

I1K-7

33.

T'EH TYBEPO3HOI'O CKJIEPO3A
1) NF1

2) PTCH1

3) STK11 u LKBI

4) TSC1

5) TP53

BKTK
I'MA

I1K-5, T1IK-6,
ITK-7

34.

CHUH/IPOM KOYJIEHA BbI3BAH
MVYTAILMEM B TEHE

1) PTEN

2) VHL

3) ATM

4) CDKN2A

5) CHEK?2

BKTK
I'MA

I1K-5, IIK-6,
ITK-7

35.

TEH HACJIE[CTBEHHOM
MEJIAHOMBI KOXKH

1) PTEN

2) VHL

3) ATM

4) CDKN2A

5) CHEK2

BK TK
I'MA

TIK-5, TIK-6,
TK-7

36.

TEH CUHIPOMA TUIIIEJIS-
JIMHIAY

1) PTEN

2) VHL

3) ATM

4) CDKN2A

5) CHEK2

BKTK
I'A

TIK-5, [TK-6,
TIK-7

37.

CUH/IPOM JIMHYA BbI3BAH
MYTAIMSIMU B TEHE

1) MLH1 u MSH2

2) VHL

3) ATM

4) CDKN2A

5) CHEK2

BK TK
I'MA

TIK-5, TIK-6,
TK-7

38.

[IPY1 HEUPO®HEPOMATO3E 1-
'O TUITA

1) cemeiiHbIi pak TOJICTOTO
KHIIIEYHUKA

2) HapylIeHa KOOpIuHAIIHs,
pacimpeHsl KPOBEHOCHBIE COCY/IBI
3) MHOXECTBEHHBIE TTUTMCHTHBIC
[ISITHA Ha TeJe

4) TBYCTOPOHHUE HEBPUHOMBI
CIIYXOBBIX HEPBOB

5) BhINIaJICHUE BOJIOC, OCJIA0ICHUE
MaMsITH

BK TK
'MA

TIK-5, ITK-6,
TIK-7




39.

TP HEUPODPHMBPOMATO3E 2-
o TUITA

1) ceMeiHbBIN paK TOJICTOTO
KHUIIICYHHUKA

2) HapylIeHa KOOpIuHAaIHs,
pacuIMpeHbl KPOBEHOCHBIE COCY/IbI
3) MHO>KECTBEHHbIE TUTMEHTHBIE
MATHA HA TeJe

4) NByCTOPOHHUE HEBPUHOMBI
CIIyXOBBIX HEPBOB

5) pak IpsAMOU KUIIKH

BKTK
I'MA

I1K-5, TIK-6,
ITK-7

40.

TP CUHJAPOME JIYU-BAP

1) ceMeiHbBIN paK TOJICTOTO
KHUIIICUHHUKA

2) HapylIeHa KOOpIuHAaIHs,
pacuIMpeHbl KPOBEHOCHBIE COCY/IbI
3) MHOYKECTBCHHBIE ITUTMEHTHBIC
MATHA HA TeJe

4) NIByCTOPOHHUE HEBPUHOMBI
CIIyXOBBIX HEPBOB

5) pak npsiMO KHUILIKH.

BK TK
I'MA

TIK-5, TIK-6,
TK-7

41.

JJI1 HEMEJIKOKJIETOYUHOI'O
PAKA JIETKUX CITEHONYEH
1) ®parment uurokeparusa 19
(CYFRA21-1)

2) PSA u PAP

3) Helipon-cnenuduueckas eHojiaza
(HCE)

4) Pagrousororn

5) NF2

BK TK
I'MA

TIK-5, TIK-6,
TK-7

42.

BETA2-MUKPOI'JIOBYJIMH
XAPAKTEPEH JJIA

1) nepBUYHOrO paka rne4eHu
2) KapUUHOMBI SIMYKa

3) reM00671aCTO30B

4) KOJOpEKTaIbHOIO paKa

5) rmno0IacTOMBI

BK TK
'MA

TIK-5, ITK-6,
TIK-7

43.

JIMHUA ITEPEBUBAEMBIX
KJIETOK HELA —9TO

1) keTku paka xenyzxa,
accoruupoBanHble ¢ Helicobacter
pylori La

2) KJIE€TKH, UCKYCCTBEHHO
BhbIpanieHHble B cpene Hemolimfa
Lana

3) KJIETKHU paKa MIeHKH MaTKH
I'enpuerrsl Jlake

4) kneTku paka xxenyaka ['enpu
Jlackera

5) Tkanb pocTatsl ['appona
Jlenneka

BK TK
I'MA

TIK-5, TIK-6,
TK-7

44,

BAXHbBI METO/]

BK TK

TIK-5, TIK-6,




JMUATHOCTHUKU PAKA
1) cuunaTUTrpadus

2) anexTpokapauorpadus
3) ayckynbTanus

4) ToHOMETpHS

5) ¢ororpadus

I'MA

I1K-7

45.

CUHJIPOM I'APJIHEPA BbI3BAH
MVYTAILMEM B TEHE

1) PTEN

2) VHL

3) ATM

4) CDKN2A

5) APC

BK TK
I'MA

I1K-5, T1IK-6,
ITK-7

46.

CHUH/IPOM JIMHYA BBI3BAH
MYTALMSIMU B TEHE

1) MLH1 u MSH2

2) VHL

3) ATM

4) CDKN2A

5) CHEK2

BK TK
I'MA

[1K-5, TIK-6,
I1K-7

47.

CIIOPAJUUECKHNX 3HO YAIIE
BCEI'O MYTHPOBAH

1) AXIN1

2) PTCH1

3) STK11 u LKBI1

4) APAF-1

5) TP53

BK TK
I'MA

I1K-5, TIK-6,
I1K-7

48.

MYTALIMS CIIOPAJJUYECKOT'O
PAKA MOJIOYHOM JKEJIE3BI

1) BRCA1

2) PTCH1

3) STK11 u LKBI

4) APAF-1

5) TP53

BK TK
I'MA

[1K-5, TIK-6,
I1K-7

49,

CUHJIPOM T'OPJINHA-TOJIBLIA
BBI3BAH MYTALMEN

1) NF1

2) PTCH1

3) STK11 u LKB1

4) RB1

5) TP53

BK TK
'MA

I1K-5, TIK-6,
IK-7

50.

CUH/IPOM TTEATLIA-ETEPCA
BBI3BAH MYTAIIMEN B TEHE
1) NF1

2) PTCH1

3) STK11 u LKB1

4) RB1

5) TP53

BK TK
I'MA

[1K-5, TTIK-6,
I1K-7




IIpakTHYecKHe HABBIKU

OneHouHbIE CpENCTBA

YpoBeHb
IIPUMCHCHU S

Kona dhopmupyemoit
KOMIICTCHIINU

YmMmets paboraTh c OCHOBHBIMH
MEXIYHAPOJAHBIMU 0a3aMH JTaHHBIX, BKIIOYAs
0a3pl JAaHHBIX, TEepeYHCICHHbIE Ha caiiTe
HanmoHanbHbId  1IEHTp OMOTEXHOIOTHYECKON
unpopmarun CIIA (NCBI), a Takxe Opay3epom
EBpomneiickoro uHCTUTYTa OuOMH(OPMATHKH
(European Bioinformatics Institute) Ensembl

TK, 'HA

I1K-5, IIK-6

YMmerp  chopMmynupoBaTh  MOKa3aHHUS IS
HallpaBJICHUSA Ha CIELHUAIBHOE I'C€HETUYECKOE
HCCIICIOBAHUE

TK, THUA

I1K-6, IIK-7

YMeTh OLICHUTHh pPe3yJabTaThl J1a0OPATOPHBIX
METO/IOB IMarHOCTHKHU

TK, 'HA

I1K-5, IIK-6

Ymets MIPOBECTH nuddepeHIaIbHYI0
JTUATHOCTHKY MEXITY HACJICJICTBEHHBIMU
CHHJIPOMAaMH B OHKOJIOTHH

TK, 'HA

I1K-5, IIK-6

YMmerp B gocTymHOH (opme OOBSICHUTH CEMbE
CMBICTT MEAMKO-TeHETHYECKOTO IPOTHO3a NpHU
OTATOIICHHOM OHKOJIOTHYECKOM aHAMHE3€

TK, TUA

[1K-6, IIK-7

YMCTB BHeI[prTI) COBpeMeHHI)IC METOAbI
JUArHOCTHKHU U MPO(HUIAKTHKHA OHKOJIOTHUSCKHUX
OoJie3Hen

TK, TUA

[1K-5, T1K-6

YMeThr MpOBOJIUTH CAHIPOCBETPabOTy Cpeau
Bpayel U HaCEJICHUS

TK, TUA

I1K-6, I1K-7

Brnanets HaBbIKaMU paboThI co
CIIECIMATU3UPOBAHHON  0a30i1  JaHHBIX  TIO
TEHETUYECKUM OO0JIe3HSIM U MYTaIUsIM

TK, TUA

TIK-5, [TK-6

BJ'IaI[eTB HaBbBIKaAaMH CHHHpOMOHOFI/IquKOFO
[IoAXoaa K JHAarHOCTHUKE  HACIEICTBEHHBIX
00JIe3HEH B OHKOJIOTHUHA

TK, TUA

[1K-6, IIK-7

10.

Bnanerp Meronmkol pacueTa TE€HETHYECKOIO
pucka

TK, TUA

TIK-5, [TK-6

11.

Bnanets HaBBIKAMH COCTaBICHHUS I'€HETUUECKOTO
MPOTHO3a JJIs KOHKPETHON CEMbH

TK, TUA

I1K-6, I1K-7

12.

BJ'IaI[eTL HaBbIKaMU BHCAPCHHA COBPEMCHHBIX
METOJ0B JUarHoCTHUKH u HpO(i)I/IJ'IaKTI/IKI/I
HaCJICACTBCHHLIX OHKOJIOTHYCCKHNX 3a00JIeBaHUH

TK, TUA

TIK-5, [TK-6




CuryanmnoHHbIe 3a1a4M

Koo
Yposenv | hopmupy
No Oyenounsvie cpedcmesa Omanon omeema NpUMeHeH emoul
us Komneme
HYuu
01. | Ha npuem obparunacek cynpyxeckas napa | Otset 1: Cunapom TKITMA | IIK-5,
¢ pebenkomM. HampaBieHbl eanaTpoM 1o [Nopnuna-T'onbia I1K-6,
MECTY JKUTEJIbCTBA C MMOJO3PEHUEM Ha OtBer 2: AyrocomMHO- [K-7
HACJIEICTBEHHOE 3a00JIeBaHUE B CBSI3U C JIOMHHAHTHBIN THIT
HaIM4MeM y peOeHKa TUIepTeopu3Ma HaCJIEI0BAHUS, PUCK =
IJ1a3, paclieIMHbI BepXHEH TyObl U HeOa, 50%
nedopMaIuu rpyIHOM KIIETKH CO Otser 3:
cpamenuem 2 u 3 pedpa cripasa. Otert MonekynspHo-
3/10pOB, B aHAMHE3€ CEPhE3HBIX TeHETUYECKOe
3a00/IeBaHNM HE OTMEYEHO, CEMEHHBIN HUCCIEeqOBaHUE —
aHaMmHe3 0e3 ocoOeHHOCTeH. Y Marepu B BBISIBIICHHE MYTaIlUH B
aHamHe3e 0a3albHOKJIETOYHbIN pak koxku B | rene PTCHI,
Bo3pacte 14 net (ycrneurHoe JieueHue B JIOKAJIM30BAHHOTO Ha
OHKOJMCIAHCEPE), OJIOHTOTCHHBIC 9g22.3
KEPaTUHU3UPYIOIINE KUCTHI YETIOCTEH. (CEeKBEHHpPOBAHUE
1) Kakoii npeaBapuTenbHBIN TUArHO3 BbI HK30HOB T'€HA).
MOXKETE MOCTABUTH? Otser 4: cxema
2) KakoB Tum HacineaoBaHusl OOJIC3HU U POAOCIIOBHOM
PHUCK NOBTOPHOI'O POXAECHUS peOEHKa B OtBeT 5: ayTocOMHO-
ceMbe? JOMUHAHTHBIN
3) Ha xakoe uccnenoBaHue Bbl HallpaBUTe
pebeHka [t MOATBEPKACHUS Tuarno3a’?
4) cocTaBbTE POJIOCIOBHYIO
5) onpenenuTe TUI HACJIEJOBAHMUS
02. | Ha nmpuem obparunace xenmuaa 35 nmer ¢ | Oteer 1: Xponnvecknii | TK TUA | TIK-5,
»KaJto0aMu Ha HOIOIIHE OOIH B KOCTHX, MHUENOJIENKO3 T1K-6,
nepuoanuecKkue 001 B JIGBOM Otser 2: [K-7
noapebepre. [Ipu ocMoTpe u 00bexTuBHOM | Dunanenshuiickas
o0crne0BaHUY TIATOJIOTHUH HE BBISIBIICHO. XpOMOCoMa,
OKI' — cunycossiit putm, YCC 75 B oOycroBieHa
MuHyTy. 9XO-KI" naronoruu He PELUIIPOKHOMN

BoIsiBIeHO. Ha Y3U opranoB OpromrHoii
MOJIOCTH OTPENIETICHO YBETUUCHUE
cene3eHku. B o0mieM aHanuse KpoBu
SPUTPOLUTHI cocTaBistoT 3x1012/m;
reMorIoOuH — 82 I/11; IBETOBOM
nokazatenb — 1,01; TpomOGouTH —
75x109 /i1; neiikorutel 72x109 /1
(6azo0umsl 6%:; 303uHOGUIBI 8%0;
MHeNno0aacThl 5%; MuenouuTsl 4%; I0OHBIE
4%; namoukosiepubie 10%;
cermenTosiiepubie 50%; mumdbonuts 12%;
MOHOIUTHI 2%); COD 62 mm/4. [Tpu
MOJIEKYJISIPHOIIUTOT€HETUYECKOM
HCCCAOBAHUH KJIETOK KOCTHOTO MO3ra
(FISH-meton) ¢ ucnosib30BaHNEM

TpaHCIOKAIUEH MEeXKIY
nokycom 34.4
JUTMHHOTO Tuie4a 9-i
XPOMOCOMBI U JIOKYCOM
11 mmuHHOTO MiIeya 22
XPOMOCOMBI.

Otser 3: t
(9:22)(q34;q11).

Otgert 4: LluTocTraTuku
TuIpea
(TUIPOKCUMOYEBHUHA),
IIMBEK (MMaTuHUOA
Me3uIIaT), UHTepPEepoH
anbda.

Ortser 5: Hauboinee




crenn(pUYecKoro 30H1a Ui JOKyca
9q34.4, B NTOMUHUCIIEHTHOM MHKPOCKOIIE
OIIpEJIEJIEHO CBEUYEHUE 30H/a Ha JUTMHHOM
mieye 22 XpoMOCOMBI (Kapuorpamma ¢
ucnons3zoBanuem FISH-metona):

fHI e}
| i lr—“—u—"—"’
T

. _”_

1) Kakoit auarno3 y naruenra?

2) Kak Ha3pIBaeTCa U3MEHEHHUE XPOMOCOM
1 4eM OHO 00YCIIOBJIEHO?

3) Kak o603HavaeTcs JaHHBIN THIT
XPOMOCOMHOM MyTauuu?

4) Kakue npenapatsl Jist
(dhapmakorepanuu Bel npennoxure?

5) Kaxoii Han6osnee 3¢hpekTuBHBIN cIOcO0
JIEYEHHUS NAaHHOU OoJie3Hu?

F—mg —A8- G-ag—ni—

19 20 2

s dexTuBHA
TPaHCIIIaHTAalHu A
KOCTHOTO MO3Ta

03.

Ha npuem k Bpauy reHeTHKY 00paTHiInch
CYIIpYTH ¢ peOeHKOM ¢ kanobaMu Ha
HAJINYHE MHOXECTBA ITUTMEHTHBIX IISITEH
Ha Koke peOeHKa 11BeTa «Kode ¢
MOJIOKOMY», YBEJIMUEHHE JIEBOTO TIIa3HOTO
s6mnoka. [Ipu cOope aHamHe3a 0Ka3anoch,
YTO HECKOJIBKO KPYITHBIX MTUTMEHTHBIX
ISITEH eCTh y 0Tl pedenka. Jlen pebenka
CO CTOPOHBI OTIIa YMEp OT OITyXOJH
roJIOBHOTO M0o3ra. OCMOTpP MY>KYMHBI
MTO3BOJIMII BBISIBUTH TAK)KE HECKOJIBKO

KOXHBIX onyxoneﬁ MSTKOH KOHCHUCTCHIIMH,

nuamerpom oT 0,3 10 2 cwm,
6e3001e3HEHHBIX Ha omynb. Hapymenwuii
CllyXa B CeMbe U y peOeHKa He OTMEUYCHO.
PebeHok 6 seT, MaJbuuK, ONpeaeseTcs
MHOYKECTBO IIUTMEHTHBIX IIATEH Ha KOXe
TyJIoBUIIA U KoHe4YHocTel oT 0,1 1o 6 cm B
mrametpe. JIeBoe rima3zHoe S610K0
YBEIUYEHO

1) Kakoit quarnos y pedenka?

2) C xakuMu 3a00JeBaHUSIMU HEOOXOAMMO
MPOBOJIUTH TU(Q.THATHOCTUKY?

3) Uem 00ycCIOBIIEHO yBETHUEHHE
J1Ia3HOro s10510Ka?

4) MyTanuu B KaKOM I'eHE BbI3bIBAIOT
pa3BUTHE JAHHOTO 3a00JICBaHMUSI?

Otger 1:
Hetipopubpomaros 1-
o THIIA.

OrtBet 2: HeoOxoaumo
QG GepeHIpoBaTh C
HelpogubOpomarozom
2-T0 THMA (VI HeTO

XapaKTEepHO MOPaXKEHHUE

onyxouibto VIII mapsr
YepernHO-MO3TOBBIX
HEPBOB U CHU)KCHHEM
ciyxa). JlaHHBIX O
HapYyIICHUH CITyXa y
peOeHKa 1 y ero
KPOBHBIX
POJICTBEHHUKOB HE
TIOJTy9YEHO.

OtBer 3: YBenuueHue
IJIa3HOTO 510JI0Ka
CBSI3aHO C Pa3BUTHEM
TJIMOMBI 3pUTEITHHOTO
HEpBa —
JIOOPOKAaYECTBEHHOTO
HOBOOOpa30BaHUs C
MIPOTPECCUPYIONTUM
TEYCHHUEM.

Otser 4: bone3np

TKTHUA

[IK-5,
I1K-6,
[K-7




5) Onpenenure puck MOBTOPHOTO
pa3BUTHsI OOJIBHOTO peOEeHKa B CEMbE.

00ycIIOBJICHA B T€HE
HelipoguOpomuHa —
obo3nauaercst NF1, ren
JIOKAQJIM30BaH Ha
17q11.2. Mexanusm
00pa3oBaHUs ONMyXoJen
CBSI3aH C COMAaTUYECKOM
WHAKTUBALUEW BTOPOTO
aJlyieNs reHa, KOTOpbIi
KOJHUPYET OCJIOK,
oOamaroneit
OHKOCYIIPECCOPHOM
aKTUBHOCTHIO. B
pe3ynbTaTe yTpaThbl
byHKIHHA
OHKOCYIIPECCOPHOTO
Oenka MPOUCXOIUT
YCHUJICHHAS
nposdepanust KIeTok
HEHPOIKTOAEPMATBHOT
0 MPOUCXOKICHUS U
pa3BUTHE OMTYXOJIH.
Otser 5: Tak kax
3a005IeBaHUE UMEET
ayTOCOMHO-
JIOMHHAHTHBIN THIT
HACJICJIOBAHMSI, a
JKU3HECIIOCOOHBIE
0CO0OM reTepOo3UroTHHI
(rOMO3HTOTHI IO
JIOMHHAHTHOMY QJIJICITIO
norubaroT
BHYTPUYTPOOHO), PUCK
pa3BUTHS OOIBHOTO B
CeMbe, IJIe OJIMH U3
poauTenei 6omneH, a
JIPyror — 3710pOB,
cocrasisieT 50%.

04.

Ha nmpuem k Bpauy reneTuky obpaTusiach
CEeMbs C KaIoOaMH Ha HATUYUE
MMUTMEHTHBIX TATEH Ha KOXe Y peOeHKa.
ITpu cOope anHamHE3a 0Ka3aI0Ch, UTO
HECKOJIBKO KPYITHBIX TUTMEHTHBIX MSTCH
ecTh y Matepu pederka. Kpome Toro, MaTh
pebenka 2 roga Hazaj Oblia
MPOOTIEPUPOBAHA B HEHPOXUPYPTHUECKOM
OTJIETICHUH TI0 TIOBOJTY JIBYCTOPOHHUX
OITyXOJIeH CITyXOBBIX HEpBOB. baby1ika
pebenka cTpaaaia mpuoOpeTeHHOM
TIIYXOTOW U yMepJia OT OIyXOJu
TOJI0BHOro Mo3ra. Pe0eHok 4 Jier,
JICBOYKA, IPABHILHOTO TEJIOCIOKEHUS,

Ortser 1:
Heiipopubpomatos 2-
ro THIIa

Otser 2: C
HelipopubpomaTo3oM
1-ro Tuna

Otser 3: YV marepu
peOeHKa JIByCTOPOHHUE
HEBPUHOMBI CITYXOBBIX
HEPBOB

Otser 4: Myrannu B
rene NF2, koropsbrit
KOJIMpYyeT OeoK
MEpJIMH, Y4aCTBYIOIIUI

TKTUA

[IK-5,
I1K-6,
[K-7




(bu3nyecKoe U yMCTBEHHOE Pa3BUTHE
COOTBETCTBYET BO3pACTy, ONpeAesieTcs
MHO>KECTBO IMUTMEHTHBIX ISITEH Ha KOXKe
TyJioBUIlA U KOoHeyHOocTel oT 0,1 10 6 cMm B
nuamerpe. J[pyrux naToaoruyeckux
M3MEHEHHI HE BBISBIICHO.

1) Kakoit auarnos y pedenka?

2) C xakuMu 60J1e3HIMU HEOOXOJMMO
MIPOBOAUTDH TU(.IUATHOCTUKY?

3) Kakue onyxoiu CilyXOBbIX HEPBOB y
Marepu pedeHka?

4) MyTtauuu B KakOM I'€HE BbI3bIBAIOT
pa3BUTHE JAHHOTO 3a00JIEBaHUS, YKAXKHUTE
JIOKAJIM3aIMIO TeHAa U MEXaHU3M Pa3BUTHSA
OIyXOJIEeH.

5) Onpenenure puck MOBTOPHOTO
pa3BUTHS OOJIBLHOTO peOEHKA B CEMBbE.

B PETYJISIIUN
nposrdepanuu KIeTok
Y TIOCTPOEHUH
LIMTOCKJICTA

OtBeT 5: Puck
cocrasigeT 50%.

05.

Ha npuem k HeBpoJiory obpaTunach
AeBylKa 22 JIeT ¢ xajno0aMH Ha MPOCThIe
1 KOMIUIEKCHBIE CEHCOPHBIE (CIyXOBBIE) U
IICUXOCEHCOPHBIE NPUCTYIIBI C PEUEBBIMU
aBTOMAaTH3MaMH U PEIKHE BTOPHYHO-
reHepaIN30BaHHbIE MUOKJIOHUKO-
TOHUKOKJIOHUYECKHUE MPUCTYIBL. PebeHok
OT IIepBOil GEpEMEHHOCTH, MEPBBIX POJIOB.
B nepBoM TpumecTpe OepeMEHHOCTH
BO3pacTt Marepu 26 sert, paborana B
naboparopun B KpaM3a, koHTaKTHpOBaia
C TOKCUYECKUMH BELIECTBaMU, HE
HCKJIIOYAETCsl TAK)KE BO3ZECTBHE
9JIEKTPOMArHUTHBIX MOJIEH Ha
pou3BoJIcTBE. POkl cpouHbIE, uepes
€CTECTBEHHbIE POJIOBBIE MYTH,
MIPUKIIAABIBAaHKE TPYIH cpa3y. Pa3suTue
peOeHka /10 9 Mec. B COOTBETCTBHH C
BOo3pactoM u nojioM. C 9 mec. oTcTaBaHue
B (hU3MUECKOM Pa3BUTHH, OCOOCHHO
IpaBbIX KOHeUHOCcTeH. [Ipu ocmotpe
BBISIBJIEHBI: TOTHYECKOE HEOEe, aHOMaJIHs
pa3BUTH 3yOHOTO psijia, aHOMAJTUS
pa3BUTHA 3yOHBIX KOPOHOK (HaOmroaercs
y CTOMATOJIOra-OpTOJJOHTA), CyXas
HMXTHO30T0/I00HAs KOXka Ha mepeHen
MIOBEPXHOCTH TOJIEHEH ¢ 00enx CTOpPOH,
YKOpOY€HHE TPaBOi HIKHEN (Ha 2 cM) 1
IpaBoi BepxHel koHeyHocTH (1,5 cm). B
HEBPOJIOTUYECKOM CTaTyCe: PacXoAsIeecs
KOCOTJIa31e CIIeBa, CI0XKHBIM aCTUrMaTU3M
Ha o0a riasa, Jierkasi acCHMMeTpUs
HOCOTYOHBIX CKJIAJIOK,
reMuanu3opedIeKcus crpana,
LEHTPaAJIbHBIA PAaBOCTOPOHHUHN reMHIIape3

Otser 1:
TepaToreHHbIH
CHHJIPOM, KOTOPBIN OBLI
BBI3BaH BPEIHBIMU
(dakTOopaMu BO BpeMs
OepeMEeHHOCTH

Otser 2: 3a0oneBanus
HE SBJISETCS
HACJIC/ICTBEHHBIM, TaK
KaK F€HeTHYECKHe
CTPYKTYpHI (I'€HBbI,
XPOMOCOMBI) HE
TTOBPEIKICHBI

Ortset 3: BeposiTHO
poQeCCHOHATIbHBIN
KOHTaKT MaTepu
npoOaH/ia B
TepaToreHaMu WIH
NepEeHECEeHHas
BUpYyCHast HH(DEKIUs
Ortser 4: [Tockonbky
MaTOJIOTUSI OTHOCUTCS K
TEpaTOreHHBIM, TO, B
OTCYTCTBUH OCHOBHOTO
dakTopa, oHa He
pa3BUBAETCS, TO €CTh
pHUCKa U1 AeTEN
(hakTH4eCKu HE
CYILLIECTBYET

Otget 5: Ha 8-12
HEJENSAX TeCTaliH

TKTHUA

[IK-5,
I1K-6,
[K-7




crpaBa 2 CT., FeMUTHIIOCTE3Us CIIPaBa,
ITOJIMHEBPUTUYECKUI TUII PACCTPOMCTB
YYBCTBUTEIHHOCTHU (TUIIOCTE3USI 110 TUITY
«BBICOKUX MEPYATOK», THIIEPCTEIUS
notuny «roiasd»). [Ipu nposeaennn MPt
TOJIOBHOT'O MO3T'a BBISIBJICHA OTKPBITAs
mu33HIe Qanust

1) K xakomy kJaccy 3a0oJieBaHU
OTHOCHTCS T1aTOJIOTUA Yy peOEHKa?

2) SIBnsiercs nu 3ab0eBaHue
HACJIEICTBEHHBIM U TIoYeMy?

3) Kakue (axkTopsl chirpaiu pojb B
pPa3BUTUU JAHHOW MMATOJIOTUU?

4) Cy1iiecTByeT JM PUCK pa3BUTHUSI TaHHON
MATOJIOTUU JJIst OYAYIINX JeTe
npobanma?

5) B xakue cpoku BHYTPHYTPOOHOTO
pa3BHUTHS MOICHCTBOBAIH TEPATOTCHBI?

06.

Ha npueM k renetuxy oOparuiack
JIEBYIIKA C IPOCHOOH ONpPENETUTh PUCK
pa3BUTHA Yy HEE paKa MOJIOYHOMU Kelle3bl U
MIPOBECTH TEHETHYECKYIO0 TUarHOCTUKY Ha
naHHoe 3a0oneBanue. 3 anamuesa, y
MatepH, 6a0ymku 1 npadadyIku
npobaHa ObLI IMarHOCTUPOBAH PaK
MOJIOYHOM JK€JI€3bl B MOJIOZIOM BO3pacTe,
ObUTH MPOBENICHBI PaJUKAIIbHBIC
MactaktoMun. Bo3pact npobdanna 20 ner,
poct 170 cMm, Bec 57 Kr, NpaBUILHOTO
TEJIOCIIOKEHHSI, OTCTAaBAaHHUS B YMCTBEHHOM
pa3BUTHM He Habmoaanock. [pu
MATBIAIMA MOJIOYHBIX XKeJle3 TTaTOJIOTUH
He BbIsiBIIeHO. Ha Y3 MonouHbIX xkene3
0e3 maronoruu

1) Kakoii nuarno3 y Matepu, 0a0yIku u
npabalymky npodanaa?

2) Mo3XHO 11 OTIpeEeTUTh PUCK Pa3BUTHUS
paka MOJIOUHOM kene3sl y npobana 6e3
JIOTIOJTHUTEIHHBIX METOIOB
obcnenoBanus? Kakos puck?

3) MonekynspHO-T€HETUYECKOE
UCCIIeIOBaHNE KAKMX T€HOB HEOOXO0AUMO
IIPOBONTH B NepByto ouepeasr? C uem 1o
CBSI3aHO?

4) YKaxuTe JIOKaJTU3aIfio TeHOB,
BBI3BIBAIOLINX JIaHHOE CEMEHHOe
3a0oieBaHne, GYHKIMH MTPOTYKTOB
9KCIIPECCUU T'€HOB.

5) KakoBa TakTHKa Be/ieHUS MAIUEHTA MTPU
OTPHILIATEILHOM PE3YJIbTaTe
MOJIEKYJISIPHOT€HETHYECKOT0 aHAIN3a
npob6anaa? Yto He0OX0AMMO MPENPUHSTD

Otser 1:
HacnenctBenHsli pak
MOJIOYHOM JKEJIe3bI.
Otset 2: Jla, MOXHO,
MIPU TIOMOIIX KJIMHUKO-
TeHEaJTOTMIECKOT0
MeToza. Tak Kak
HacneacTBeHHbIN PMOK
— ayTOCOMHO-
JIOMHHAHTHOE
3a00JiIeBaHUE, a MaTh
npoOana 60JbHA, TO,
yuntbiBas 100%
MEHETPAaHTHOCTh
00JIe3HHU, PUCK
pa3BUTHS paka
MOJIOYHOM JKeTe3bl y
npobaH/ia COCTaBIsET
50%.

Otser 3: CambiMu
pacrpocTpaHeHHBIMU
MYTalUSIMU,
BBI3BIBAIOITUMHU
HACJICACTBCHHBIN
PMX, sBistoTcs
M3MCHCHMS B T€HAX
BRCA1 u BRCA2. B
CBSI3U C OTUM
HE00X0aInMO
MPOBOJIUTH MOUCK
MyTalli B JaHHBIX
reHax.

Otser 4: I'en BRCAL
JoKain30BaH Ha 17q21,

TKTHA

[K-5,
[K-6,
[K-7




B 1aHHOM ciydae? [Ipu kakux
HACJIEACTBEHHBIX OMyXOJIEBBIX CUHIPOMAX
XapaKTepHa MOBBIIICHHAS
MIPEAPACIION0KEHHOCTh K PA3BUTHIO paka
MOJIOYHOM >KEIE3bI?

reH BRCA2
JIOKaJIN30BaH Ha
13q13.1. ®yukuuu
MPOAYKTOB JAHHBIX
T'€HOB CBSI3aHBI C
pernapanuei BOMHbBIX
paspsiBoB JIHK,
MIOSTOMY WHAKTHBAIIHS
BRCA1 u BRCA2
BEJIET K TEHETUYECKOMN
HECTaOUJILHOCTU U
HAaKOIUICHUIO MyTallui
B KJIETKaX C UX
3JI0Ka4ECTBEHHOU
TpaHchopmaruei.
Ortsert 5: IIpu
OTPHUIIATEIILHOM
pe3yibraTe
MOJIEKYJISIPHO-
TeHETUYECKOT0 aHaIn3a
npoban1a He0OX0IUMO
MIPOBECTHU aHAJIOTUYHOE
HCCIIEIOBaHUE €€
MaTepu U 6a0yIKu —
IIPY BBISBIICHUH Y HUX
MyTaluil B TeHEe
BRCAT1 unmu BRCA2
MO>KHO TOBOPHUTH, UTO
npoOaHy HE
nepenanoch JaHHOE
3abosieBaHue, B
OTHOLIEHUH KOTOPOTO
OHa 3/10pOBa.
MounekyisapHo-
TEeHETUYECKOE
UCCIIeIOBaHUE MaTepH
u 6a0y1Ku
00s3aTeNnbHO, TaK KaK
CIIy4an CEMEUHOTO
PMX moryt ObITH
00yCIIOBIICHBI U
JIPYTUMH
HaCJIEICTBEHHBIMU
OITyXOJIEBBIMU
CUHApPOMaMH,
npepacrnoiararoIuMu
K ITOBBIIIEHHOMY PUCKY
passurtusa gqansoro 3HO
— HalpuMep, CUHIPOM
Koynena win cuaapom
JIn-®paymenn. s
UCKITIOYEHUS ITUX




3a00JIeBaHUH
HEOOXOIMM IIOUCK
myTauuii B renax PTEN
u TP53.

07.

bonwHas, 46 net, pak MOJI04HOM xee3sr 11
CTaJNH, MPOOIIEpUpOBaHa. Y ee MaTepu
TaKke ObLT pak MOJIOYHOM kele3nl. iMeer
04b 22 JeT.

1) BeposiTHbIl ArarHo3

2) MO3XHO 111 ONIpEAEIUTh PUCK Pa3BUTHUS
paka MOJIOUHOM >KeJe3bl y JouepH
npobana 6e3 AOMOIHUTEIBHBIX METOI0B
obcnenoanus? KakoB puck?

3) MonekyisspHO-T€HETUYECKOE
UCCIIeIOBaHNE KaKuX '€HOB HEOOXOAUMO
MIPOBOJIUTH B MEPBYIO O4epe/b?

4) YKaXuTe JTOKaIH3aIUI0 TeHOB,
BBI3BIBAIOIINX JTAHHOE CEMENHOE
3aboneBanue, GyHKIMH IPOTYKTOB
AKCIPECCUU TE€HOB.

5) B kakoMm Bo3pacTe IpOBOIUTCS
MaMMoOrpapu4ecK1il CKpUHUHT?

Otser 1:
HacnencrBeHHbI pak
MOJIOYHOH KEJIC3HI.
OtBet 2: Jla, MOXHO,
MIPU TTOMOIIN KJIMHUKO-
IreHEeaIOTHYCCKOTO
MeTona. Tak kak
HacaeacTBeHHBIM PMOK
— ayTOCOMHO-
JIOMHHAHTHOE
3abosieBaHue, a MaTh
npobanaa 6oibHa, TO,
yuutbiBas 100%
MEHETPAaHTHOCTh
0OJIE3HH, PUCK
pa3BUTHS paka
MOJIOYHOM KeJe3bl Y
nodepu mpoOaHia
coctaBisgeT 50%.
Ortser 3: CambIiMu
pacnpocTpaHeHHBIMU
MYTalUSMH,
BBI3BIBAIOIIIMU
HACJICICTBCHHBIN
PMX, ssnsrorcs
W3MCHCHMS B T€HAX
BRCA1 u BRCA2.

OtBer 4: I'en BRCALI
Jokann3oBaH Ha 17q21,
reH BRCA2
JIOKaJU30BaH HA
13q13.1. ®ynkuun
MPOJIYKTOB JaHHBIX
TE€HOB CBSI3aHBI C
pernapanmei JBOMHbBIX
paspsiBoB JIHK,
MMOATOMY MHAKTHBALUS
BRCA1 u BRCA2
BEJIET K T€HETUYECKOMN
HeCTaOUJILHOCTU U
HAaKOIICHUIO MyTallui
B KJIETKaX C UX
3JI0KaY€CTBEHHOMN
Tpanchopmaruei.
Otser 5: XKenumnam ¢
35 ner mammorpaduro
ClIelyeT IPOBOAMTH 1

TKTHA

[1K-5,
[K-6,
[1K-7




pa3 B 2 roja, a crapiie
40 neT - exeroiHo.
Kenuimnam, BXoIA1IUM
B IpynIry
MOBBILICHHOT'O PUCKa
HE3aBUCHUMO OT
BO3pacTa — €KErojHo.

08.

[TaruenT 68 net, 0OpaTHIICS K YPOJIOTY C
XayobaMu Ha 3aTPYAHEHHOE
MOYEHCIyCKaHue, paHee MPUHUMA
OMHUK, (punacrepu. 13 anamuesa
BBISICHEHA CONYTCTBYIOIIAs MATOJIOTHSL:
NBC, noctuHbapKTHBIN KapIUOCKIEPO3,
crenokapaust Hanpspkenus 11 ¢.xi., CH
ITA ct.; XOBJI; s13BeHHas 00JIE3HD
KeyJKa ¢ yacThiMU obocTpenusimu. [Ipu
ocmotpe: [Tosicnuunas ob6iactb He
n3MeHeHa. [louku He mabupyroTCS.
Cumnrom XII peGpa oTpuniatencH ¢ ooeux
CTOPOH. MOY€eBOM Iy3bIpb HAJI JOHOM HE
onpenensiercs. Mouurcs 8-10 pa3 B cyTKH,
MOYEHCIyCKaHue 3aTpyaHeHO0. OTEeKOB
Het. Per rectum: Tonyc chunkrepa
COXpaHEH. AMIyJa NpsMOI KUIIKU
cBoboana. [Ipocrara cummerpuuHa,
HE3HA4YMTEJIBHO yBeJIMUeHa. B npaBoi
noJe o nepudepun onpenensiercs
IJIOTHBIN y3e1 10 1 ¢cM B 1uamerpe,
6e30051e3HeHHbIA. CeMeHHbIE My3bIPhKU HE
nanerupyroTcs. CpeauHaas 00po3aKa
criaxeHa. HapykHble moJ0BbIe OpraHbl 10
MY>XCKOMY THIY. SIMUKH B MOIIIOHKE, HE
u3menensl. lllkamna IPSS — 12 6annos.
[TpounzBenena GuoONCHs MPOCTATHI, TUCTOJL.
3aKJIIOYEHUE XXX: MEJIKOalMHapHas
ajieHoKapImHoMa, nHaekc [ mucona — 6,
oko0J10 40% OIyX0JeBOi TKaHU B
noyiokuTenbHbIX Ouontarax. [ICA 8
ur/mi. TPY3U npocratsl: 00bem — 40 cm3,
CTPYKTYpa IpOoCTaThl HEOJHOPOHasA. B
IIPaBOM J0JI€ y3€J IOHMKEHHON
sxoreHHocTH 10x12x10 mm. O6bem
OCTaTOYHOM MOYH — 25 MII.

1) Auaruos?

2) O uem roBoput uHaekc I'mucona?

3) Kakue akTopsl MOTTIM MOBIUSATH HA
yposens [ ICA y nanHoro namuenTa?

4) Kakue 10noTHUTEIbHbIE METOIbI
00cienoBaHusa HEOOXOIUMBI IS
YTOUYHEHHUS TMarHo3a Mpu MOSIBICHUU
60s1eii B KocTsX?

5) Inan neuenus?

Otser 1: Pak
MpeaCTaTeIbHOM
T2aNOMO.

Otser 2: O crenenu
TG depeHIIMPOBKH U
BEPOATHOCTH
pacrpocTpaHeHuUs
OITYXOJIH.

Ortsert 3: [Ipuem
¢uHacrepuga. Y
MAlUEHTOB, JUIUTEIEHO
MPUHUMAIOIIHUX
MHTHOUTOpHI 5-
anbdapenykrassl, [ICA
CHUIKAETCHI.

Ortger 4:
OcrteocunnTUrpadwus,
[I9T-KT.

Otset 5: Haubonee
1e1ecoo0pa3HbIM
SIBJISICTCS TIPOBEJICHUE
MAIUEHTY JIy4eBOU
Tepanuu
(Opaxutepanun) ¢
MOJIHOM aHJIPOT€HHOMN
OJ10Ka10M.

TKTHA

[IK-5,
[1K-6,
[K-7




09. | V¥ manuentku 62 ner, nmpu oociaenoBannu y | Otet 1: Kucra neBoi TKTUA [1K-5,
Yy4aCTKOBOTO T€paIieBTa 1o MOBOLY MIOYKH. [K-6,
runepronnyeckor 6one3nu Ha Y3U nmoyek | Oteet 2: HanpaButh [1K-7
BBISIBJIEHO MHOTOKaMEPHOE aHIXOTEHHOE HNAUEHTKY JUIs
00pa3oBaHKE B HUXKHEM I10JIIOCE JIEBOM KOHCYJIbTalluH
IIOYKH 10 5,5 CM B MaMeTpe ¢ OHKOYpoOJIOra B
IIPEUMYILIECTBEHHO YKCTPAPEHAIbHBIM OHKOJIMCIIaHCEepe.
pocToM. Otser 3: KT
1) duaraos? 3a0pIOIMIMHHOTO
2) TakTuKa y4acTKOBOT'O TepaneBTa? IIPOCTPAHCTBA,

3) JlonosnHuTENIbHBIE METO/IBI o030pHas u

oOcieIoBaHys U1 YTOUHEHUS TuarHo3a? | SKCKpeTopHas

4) MoxeT i1 ObITh 3TO 3a00JICBaHUE yporpadus, Y31

HaCJIEICTBEHHBIM? OpraHoB OPIOIIHON

5) JlocTynHBIN METOT OIICHKH MOJIOCTH,

HACJIE/ICTBEHHOT O XapakTepa Ha mpueme? | peHTreHorpadus
IPYAHOU KIIETKH,
OOLIEKIMHUYECKHE
o0crenoBaHusl.
Otgert 4: Jla.
Otser 5: Kinunuko-
reHeaJIOrn4eCcKui
aHaJu3.

10. | V GompHOTO 45 net B 3aHei TpetH si3pika | OtBer 1: Pak kopHs TKTHA | [IK-5,
UMeeTcs IUIOTHBIM HHPUIBTPAT C A3BIKA. I1K-6,
U3bA3BICHUEM 0€3 YETKUX I'paHull, Otser 2: UHm3noHHAas [K-7
pacrpoCTpaHSIONINNACA Ha KOPEHb S3bIKa. | OMOICHS OIMyXOJIH
Cocko0 1 Ma30K-OTIEYaTOK C SI3BEHHOMN KOPHS SI3bIKA MOJT
IIOBEPXHOCTHU — OJI03PEHHE Ha OOIIMM HapKO30M.

IJIOCKOKJIETOYHBIN paK. Ortser 3: JlyueBas

1) Anaruos? Tepanus

2) Metoa Mop¢os10THyecKoro (IMCTaHIIMOHHAS,

MOJITBEPKICHUS TUaruo3a? BHYTPUTKAHEBAas ).

3) IIpeanouTuTeNbHBIN METO JeueHus? Otsert 4: Rp.: Aeros.

4) Beimummre penent Ha MEeCTHBIH Lidocaini 650d D.S. Ilo

aHEeCTeTHK (JIMJIOKaWH) JUIs [TOJIOCTH PTa. 1-3 pacnbuieHus Ha

5) [lepBuunas mpoduIakTUKa paka si3bika? | CIU3UCTYI0 000J0UKY
MIOJIOCTH pTa MpH
BBITTOJIHEHUH
JMarHOCTUYECKUX
MaHHUITYJISIUH.
Ortser 5: OTka3 oT
KypeHUs 1
yIOTpeOIeHHs KPEITKUX
CIMPTHBIX HAITUTKOB,
yX0/Jl 3a 3y0amu u
MOJIOCTBIO PTa,
MPaBUIBHBIN TOI00D
MIPOTE30B, OrPaHUYCHHE
notpelyeHus ropsuen
007011078

11. | Ha npueme nesymka 18 ner ¢ Ty6eposubim | OtBet 1: Ponocnosnass | TKTTUA | TIK-5,




CKJICPO30M. V otma IMaIIMCHTKH BbIABJICHBI

C ayTOCOMHO-

I1K-6,

KO>KHBIE TIPOSIBJIICHUS B BUJIE JIOMUHAHTHBIM THIIOM [K-7
MHOECTBEHHBIX IMTMEHTHBIX HEBYCOB HACJIEe0BAHMS;
Pa3JIUYHBIX Pa3MEPOB, MHOKECTBEHHBIX OtBer 2: AyTOCOMHO-
MEJIKMX Y4aCTKOB IEMUTMEHTALIUU JIOMUHAHTHBIN TUI
(cumMnTOM KOH(ETTH), OJJUHOYHBIX HacJe/J0BaHUs
Y4acCTKOB I[BeTa «Ko(he ¢ MOJIOKOM» Ha Otser 3: [Ipu ycnosuu,
KOJK€ IIeH U TYJIOBHILIA, 9TO IPOOaH]I BEIIET
AHIMOMMOJIMIIOMATO3 IIPABOM MOYKH. Y 3aMyXK 3a 3J1J0pOBOrO
oTIIa MpoOaH a UMEETCs CPEHSS CeCTpa U | MYKUYHHY, PUCK
Miaammii Opat. ¥ cectpsl oTHa mpodanaa | pokIeHus: O0JIbHBIX
— IpyOble KOTHUTUBHBIE PACCTPOICTBA nereit cocraBut 50%;
(marmeHTKa HaOIIOJATACh B Ortser 4: HeobOxomuma
MICUXUATPUYECKON OOIBHUIIE C IMATHO30M | KOHCYJIbTaIUs
«mu30(hpeHus») U BUCLIEPAIbHbBIE OKYJINCTA,
HapylleHus (aHTHOMHUOJIMIIOMATO3 MOYEK). | IepMaToJiora,
Munaammii OpaT OTIa )KEHAT, UMEET JIBYX resetuka, MPT
neTel (CblHa U 04b). Y CTapIIero ChiHA TOJIOBHOTO MO3Ta C
MOSIBUWJIACH HESCHAsI 00IIEMO3TroBast KOHTPACTUPOBAHUEM
cuMIiromatuka (HeoocienoBan). Jlen mwm MPT +KT, Y31
(ymep) u 6abymika (;kuBa) mpodaHga 1Mo MOYeK,
OTLIOBCKOH 37I0pOBBI. Y cTapiiero opata peHTreHorpadus
npoOaHa — aHTHOMHUOJUIIOMATO3 IPAaBOH | JIerkux, 9x0-KI°
[IOYKH, a y €ro 2-JIeTHEe! JoYepH, OtBer 5: YuuthiBas
POKJIEHHON B 3aKOHHOM Opake, B TEKYIIEM | BBICOKMI PUCK
roJly NOSIBUIMCH IPUCTYIIBI, pOKIeHHs OOJIBHBIX
HaIIOMUHAIOIINE aTOHUYECKUE a0CAHCHI Jerer y npobanma —
(neobcnenorana). [lo muauu matepu: 18oe | 50%, penomen
€€ CTapIIuX >KEeHAThIX OpaTheB U TPU UX AHTUIUIIALKN B TAHHOMN
nouepu (1 - y crapuiero, 2 - y CpeiHero) POIOCIOBHOM
KJIMHUYECKH 37I0pOBbI. Poutenu matepu | HEOOXOIMMO
npobanaa (yMepsn) ObUTH KIMHUYECKH PEKOMEHI0BaTh
3JI0POBBI. MIPOBE/ICHHE
1)CocTaBbTe POAOCIOBHYIO npenatanbHoM JJTHK-
2) OnpenenuTe TUM HACIEIOBAHUS, JINarHOCTHKU;
obocHyiiTe
3) Paccuntath pUCK pOKICHHS OOJIBHBIX
neTeil y mpoOaHa, MpH YCIOBUH, YTO OHA
BBIMJIET 3aMYK 32 3JI0POBOTO MYXYHHY;
4) Kakue MeTobl 00cIe10BaHus U
KOHCYJIbTAIIUU KaKUX CIIECIIHAINCTOB
HE00XO0IMMO HAa3HAYUTH TAHHOMY
pebenky?;
5) Kakue pekoMeHIaluu JT0JKEH 1aTh
Bpa4Y-T€HETUK?

12. | bonbuo#t H., 51 r. mocrynun B HeBposnoruueckoe | Orper 1: Cxema TK TUA TIK-5,
OT,Z[GJ'IeHI/IGUC )Kajo0aMu Ha 0OJIM B IOSICHUYHO- pOHOCHOBHOI‘/‘I HK_G’
KpeCTHOBOU obmactu B 1oOkoe. HWHBIX kaii00 OTBeT 2: AyTOCOMHO' HK'7

aKTHBHO HE NpenbsBIsUL. {MarHo3 HamnpaBUBLIETO
YUPEKICHUSL: OCTEOXOHIPO3 MOSICHUYHO-
KPECTILOBOTO OTAea MO3BOHOYHHKA. OOBEKTHBHO
OpH  HEBPOJOTHMYECKOM  OCMOTpE  oOparieHo
BHUMAaHHEC Ha MHO>XXECTBCHHBIC 00BEMHBIE

JTOMUHAHTHBIN THII
HACJIELOBAHUS
OrtBer 3:




00pa30BaHusl HA BEPXHUX U HIKHHUX KOHCUHOCTSX,
PacIOJIOKEHHBIE 110 XOJY HEPBHBIX CTBOJIOB, MPH
nanblalii CMelaeMble B MONEPeYHOM U He
cMelaeMble B NPOJOJBHOM  HAlPaBICHUH,
pasMepaMud OT TOpOUIMHBI 1O 5-6 cM B
morepeyHnke; Menkne (o 1 cM) mATHa IBera
«Koe ¢ MOJIOKOM», PACIONI0KEHHbIC OJUHOYHO U
IpO3AbSIMUA HA KOXKE TMepeaHed W 3aaHei
MMOBEPXHOCTH  TPYAHOW  KJICTKH, OJMHOYHOC
KpyIHOE TSTHO IBeTa «KOo()e C MOJIOKOM» C

HEpOBHBIMH Kpasimu (4,5 x 6,8 cM) — Ha KOxe
3a/lHell MOBEPXHOCTHU JIEBOM rojieHUu. B nosicHuuHo-
KpECTIOBOH obmactu mapaBepTeOpantbHO
BU3yaIM3UPOBAHBl CHMMETPHYHBIC ITOJKOXHBIC
o0pa3oBaHuUs TECTOBaTOU KOHCHUCTEHIINH,
pasmMepaMu OKkoJo 2,5 X 7 cM, OOJE3HEHHBIE NPH
nagblad W NPH  HONBITKE  IIPOJOJIBHOTO
cmenienust. [Ipu nanpnanuu B 06JacTH BOJIOCUCTOM
YaCTH TOJIOBBI BBISIBJICHO ITOJIKOYKHOE 00pazoBaHUe
TECTOBATOH KOHCHUCTEHLIMH, HE CHAasHHOE C
MOJVICKAIUIMI  TKaHSAMH, 0e300JIe3HECHHOe TIpH
nanbnauuy, pasmepom okoio 3,5 x 4 cm. Ha xoxe
nepenHed U 3aHel OBEPXHOCTH IPYAHOM KIIETKH,
I, MPOKCHUMAIBHBIX OTIETIOB BEPXHUX U HIKHUX

KOHEYHOCTeH MHOKECTBEHHBIE  MEJKHE
aHTHOMBI Pa3MepoOM OT IIPOCSHOTO 3€pHa 10
TOPOIIHHBL

IIpu  tmarexpHOM  cOope  aHaMHe3a
BBLICHEHO,  YTO  Ha  BBIIICTICPCUHCIICHHBIC
o0pa3oBaHUs TMalUeHT oOpaTWin BHUMaHHE CO
IOIKOJPHOTO BO3pacTa, B IOCICAYIOIIHE TOJBI
OTMETHJI yBEIWYeHHE 00pa3oBaHUA MO 00BeMY U
KOJIMYECTBY, B TOCIEAHUIl TOf MPUCOCIUHUINCH
6ou B MOSCHUYHO-KPECTIIOBOM otaene
M03BOHOUHMKA. HeonHokpaTHO — ocMaTpuBancs
nenuaTpoM BO BpeMs OOy4YeHuss B CpelnHei
0o0pa3oBaTeNbHOM ILKOJIE, TI03KE — IIEXOBBIM
BpauoM (TepameBTOM), XHPYPrOM, HEBPOJIOTOM,
OJTHAKO KIIMHUKO-TE€HEaIOTUIeCKUH aHam3
3a0oneBaHnsl OBUT MPOBEICH BIIEPBBHIC HA MOMEHT
HACTOSIIIIEH TOCHUTANM3alud, Korga W OBUIO
BEISIBIICHO HaCJIe/ICTBEHHOE 3aboJeBaHue.
Hecmotpst Ha SIPKYTO KITMHAYECKYIO
CHUMIITOMATHKY, paHee Ha JUCIIAHCEPHOM ydeTe IO
MECTy JKUTENbCTBA, y4yeObl W MecTa paboThl HE
COCTOSII.

Y wmarepu mnpobGanga u cHOCOB (IBYX
cecTep: CTapimieli W CpegHel) aHaJIOTHYHBIE
MIPOSIBIIEHUS] C TOAPOCTKOBOIO BO3pacTa. Math H
cTapmias cecTpa IMOBTOPHO IIPOOIIEPHPOBAHHBI B
OHKOJIOTHYCCKOM IIEHTpe. Y cTapmeil cecTpsl
mpo6aHaa B Opake poKICHHI 2 neTeit (CBIH U 10Yb),
CBIH )KEHAT, HO JeTel He UMEET, J0Yb HE 3aMYy>KeM.
Co cioB npobanya, MIEMSHHUKN 310POBBI, XOTS HE
oOcnetoBanbl. Miaamiass cectpa NpPOXHBAET B
eBporielickoi uyactu Poccuiickont  ®epnepanuu,
CBEJCHHS O €€ 3I0pOBbE CKyIHBIE, OTHAKO
W3BECTHO, 4TO y ee 19-meTHeidt mouepu OBLIO
o0peMHOE 00pa3oBaHME HA 3aTHEH IOBEPXHOCTH
IIeH Ha TPaHHIIEe C POCTOM BOJIOC.
1)cocTaBbTe pOIOCIOBHYIO,
2)ompeiesInTe TUII HACIIEAOBaHNUS,

Hetipopubpomaros 1-
ro TUIMA.

OtBet 4: bone3nn
00yCIIOBJICHA B TeHE
HelipopubpoMuHa —
obo3nauaercs NF1, ren
JIOKAJIM30BaH Ha
17q11.2. Mexanuszm
o0pa3oBaHus OIyXoJien
CBSI3aH C COMaTUYECKOMN
WHAKTUBAalLIEH BTOPOTO
aJuIess TeHa, KOTOPbIN
KOJIUpYeT OCJIOK,
oOnagaroreit
OHKOCYIIPECCOPHOI
AKTUBHOCTHIO. B
pe3ynbTaTe yTpaThbl
byHKIUHA
OHKOCYIIPECCOPHOTO
Oenka MpOUCXOIUT
YCHUJICHHAS
npoaudepanus KIeToK
HEHPOIKTOAEPMAIILHOT
0 MPOUCXOXKICHUS U
pPa3BHUTHE OITYXOJIH.
Otset 5: He cobpan
CEMCIHBIN aHAMHE3, HE
OTIIpaBJICH Ha
J1000cIeI0BaHuUE.




3)chopmynupyiiTe KIMHUYECKUH ANarHos,
4)aeM o0OycoBJIeHA JaHHAS MTATOJIOTHS?
5)ONUIINTE TAaKTUYECKUE OIMUOKH, IOMYIICHHBIS

Bpadamy, HaOJFOJAOIINMH npobaHma, Ha
amMOyJTaTOPHO-ONUKINHHYECKOM YpOBHE
3PaBOOXPAHCHHUSL.

13.

Myxunna, 44 r., oOpatmiacs 3a
MEIUIMHCKOM MOMOIIBI0 K YY4acTKOBOMY Bpauy B
HOJIMKJIMHUKY [0 MECTY JKHTEJBCTBA C KanobaMu
Ha OOmM B JICBOM TOJECHOCTOITHOM CYCTaBe, B
IPYZOIIOSCHUYHOM OTJIelie TO3BOHOYHHKA.

V3 anamHe3a: W3MEHEHHMS Ha KOXE C
MTOJIPOCTKOBOTO Bo3pacTa, B 1964 romy y 6omsHOTO
pasBuIICH JI€BOCTOPOHHUH TIICEBOAPTPO3
TOJICHOCTOITHOTO CYCTaBa, IIPOBEAEHO OIEPaTHBHOE

neYeHne Ha JIMCTANTBHBIX oTaenax
OonpieOepioBO M, MO3XKe, MaloOepIIOBOH
KOCTEH, JIBKCHHUS B cycraBe ObLTH

CTaOMJIM3UPOBAHbL. [ 'pylONOSICHUYHBIA CKOJIHO3 Y
0O0JILHOTO BIICPBBIC ITUATHOCTUpPOBaH B 1968 romy.
B 1972 romy mosBMINCH BBIpOKCHHBIE OONK B
MO3BOHOYHHUKE, MO MOBOAY YEro MpPOBEICHO
peHTreHorpaguieckoe 00CIIeIOBaHNE W BBISBICH
CHOHTAHHBIM  KOMIIPECCHOHHBIM  HEPENOM  Tell
mo3BoHKOB T6-L2. B 1980 romy y ©OompHOTO
BIIEPBBIC PA3BUJICS BTOPUYHO TI'eHEPATU30BAHHBIN
TOHUKO-KJIOHUYECKUM 3IWICNTUYECKUM IPUIAJOK,
B TOCJIEIYIOIINE TOJIbl IPUCTYIIBI TOBTOPSUIUCH, O
MIOBOAY 4ero MaIUeHT MoJTyvan
aHTHAINWIENTHYEeCKHEe penapaTsl. briina npoBeaeHa
KT romoBHOro Mo3ra, BH3yalU3UpOBaHAa KHCTa
BHCOYHOH J0JIM JIeBoro mnomymapus. B ¢espane

1982 roma y mamuweHTa BOEpPBBIE BO3HUKIHN
«CTpaHHBIE  OIIYUICHHS» B  TMPaBOil  KUCTH
(pokanmpHBIE  CEHCOMOTOPHBIE — SMHJICTITHYCCKHE
npUCTyMbl).  BOJBHOW OBLT MPOKOHCYIBTHPOBAH

HEWPOXUPYProM, IPOBEAEHO ONEPATHBHOE JICUCHHE
— peseKkuMs KUCTO3HOTO 00Opa3oBaHUs JIEBOIi
BHUCOYHOW JOJIM, THCTOJIOTHsI — acTpouutroma. B
MOCJIEOTIePAIIIOHHOM nepuoie 0oJIbHOMY
NPOBE/ICHA JIyueBas Teparus B TeUSHUE 6 HeleNb ¢
LEJIBI0 TIPOPUIAKTHKE peluanBa onyxoiu. B 2002
rofly y HalueHTa OCTPO Pa3BHIICS TPaH3UTOPHBINA
JIEBOCTOPOHHMH  HEBPOJIOTHYECKHH  JeHIUT:
MBIIIEYHast CJaboCcTh B JIEBBIX KOHEYHOCTAX
(reMuniape3) B COYCTAaHMM C HapyUICHUSMH peud
(mucdasmeir). B ampene 2005 roma y mammeHTa

HOSIBUITHCH BBIPKEHHBIC 6o B
TPYIOMOSICHAYHOM ~ OTJeNie  MMO3BOHOYHHKA U
cmabocte B Horax. Ha MPT rpynHoro otnena
MO3BOHOYHHKA BH3yaJIM3HPOBaHa
WHTpAcIMHAIBHAS ~ remMaromMa  Ha  yPOBHE
Th11—Th12, BEPOSITHO CBSI3aHHAs c
KPOBOM3JIHMSHMEM B  ONyxoub.  IIpoBeneHa
HEUPOXHUpypruyecKast orepanys, remaroma
yrmaneHa, Mo JaHHBIM OHOTICHHM TKaHEH CIMHHOTO
MO3ra  ONyXoJNib ~ HE  TOATBEpXIcHa. B

MIOCTICONIEPAIIIOHHOM MEPHUOJE COXPAHSUIUCh O0IH
B TIO3BOHOYHHKE, TMAIMEHT TEPeBUTANICS Ha
kocteuisix. K aBrycry 2005 roma y mamueHra
cthopmupoBacs BBIPAYKEHHBIN TpyIHOU

Ortger 1: Cxema
POAOCIOBHOM

OtBeT 2: AyTOCOMHO-
JOMUHAHTHBIA TUII
HaCJICIOBAHUS

Otser 3:
Hetipopubpomaros 1-
ro THIA.

OtBet 4: bone3np
00yCIIOBJICHA B TeHE
HelipopubpoMuHa —
obo3nauaercsa NF1, ren
JIOKAJIM30BaH Ha
17q11.2. Mexanuszm
o0pa3oBaHus OIyXxoJien
CBSI3aH C COMaTUYECKOM
WHAKTUBAIlUECH BTOPOTO
aJuIess TeHa, KOTOPbIN
KOJHUpYeT OeJoK,
oOuramarornei
OHKOCYIIPECCOPHOI
aKTHBHOCTBIO. B
pe3ynbTaTe yTpaThbl
byHKIUMA
OHKOCYIIPECCOPHOTO
Oeka MPOUCXOIUT
yCHUIIEHHAs
nposudepanust KIeToK
HEWPOIKTOIEPMATILHOT
0 MPOUCXOKIEHUS U
Pa3BUTHE OITYXOJIH.
Otser 5: He cobpan
CEMCIHBIN aHaMHE3, HE
OTIIpaBJICH Ha
Jioo0Oce1oBaHue.

TKTHA
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kugockonno3 (puc. 25). B centsadpe 2005 rona
chopmupoBasicss TPYAOMOSICHUYHBIA  «TOpO» ¢
(bnexcopHoOi JedopMareil MO3BOHOYHHKA TIOT
yraom 90°. ITo3xe MPUCOSTMHUINCH KITMHUYECKIE
NPU3HAKK TOPAaKaNbHOW MHENONaTHH C IUIerHeit
JeBOH HW)KHEH KOHEYHOCTH M Mape3oM IpaBoH
HIDKHEH KOHEYHOCTH. Ha 0030pHO
pEHTreHOrpau MO3BOHOYHMKA BH3yATH3UPOBAaHA
BhIpayKeHHas aedopmanus ¢ yrioM HakiaoHa 110°
Ha yposae Th10—Th1l.

HacnenctBeHHOCTD OTSArOLICHA.
[Ipababymka 1Mo MaTepWHCKON JIWHUH CTpagaia
HeiipopuOpomarozom |  THma, KIMHAYECKHE
TIPOSIBIICHUS 3a00JIeBaHUs OTMEUYeHH y 3 U3 ee 5
CBHIHOBEH, B TOM YHCIIC Y OTI[a MaTepy manueHra. Y
Marepy MAIMCHTa BbISBICHBI MHOXECTBEHHBIC
MenkHe  (pasiIMYHBIX ~ pasMepoB  —  OT
MHHUMAaJIbHBIX i3} pasmepa TOPOIINHEI)
HelfipopuOpoMBI Ha NTUIle, KOXKe MepeqHel U 3aaHen
MMOBEPXHOCTH TPYHOHOH KieTkd. Y TmpobaHma 2
Opata u 2 cectpsl. [Ipu TImaTeIbHOM 0OBEKTHBHOM
OCMOTpE TaKHe K& M3MEHEHHMS] Ha KOXe, BKIIoUas
MeJKHe IATHAa [BeTa «kKode ¢  MOJIOKOM»
BapHa0eNbHBIX pPa3MEpOB, BBIABICHBI IIPH OCMOTpE
KOXU IPoOaHza 1 ero crapiuero opara.

Crapuias cectpa Matepu npodaHaa
umena 5 nereit (1 ceiHa U 4 gouepu), oj1HA
Hu3 €€ ﬂoqepeﬁ YMEpJia BHE3aIIHO B paHHEM
JETCKOM BoO3pacTe (CHHAPOM BHE3AIMHON
JNETCKOH cMepTH). Y IKEHIIMHBI ObLIN
MUHHAMAIbHBIE KOJXXHBIE IIPOSABIIEHUS B
BHUAC OJMHOYHBIX a1 IOM u
BECHYILIYATOCTH, IOru0J1a OT HEMPOreHHOU
capkoMbl B Bo3pacte 48 jeT. VY Bcex ee
BBDKMBILNX Jo4epeii ObLIM BapHaOenbHbIX
pa3MepoB HelipopuOpombI Ha
KOHEYHOCTAX M TYJOBHINE, €€ CBIH
Ha6J'IIO,Z[aJ'IC}I y ICUXOHEBPOJIOTa o
nosoay CHHIApOMa ,Z[e(I)I/II_[I/ITa BHHMAHHA C
TUIIEPAKTUBHOCTEIO.

Y  cpemHero Opara  MaTepu
npobanyma B Opake poxaeHo 4 pgereit (2
CblHA M 2 Joyepu), KOTOpble ObLIH
KIIMHUYCCKH 300POBBI.

Muaaummit 6par marepu mpobaHia
ObLT JKeHAT, B Opake pOKJIEHO 2 CHIHOBEW,

KOTOPELIC OBLIH KIHHHYECKH 31O0POBHI.
1)cocTaBbTE PO/IOCIOBHYIO,

2)orpeienIuTe TUIT HACIIEAOBaHNUS,
3)cdopmynupyiiTe KIMHUYECKUH ANarHos,

4)4em 00yciIOBIICHA JaHHAS TATOJIOTHS?
S)onummure TaKTHYECKHe OINMOKHM, IOMYyIIEHHbIE
BpayaMu,  HaOJIoNarOmMMU  nHpodaHIa,  Ha
aMOyJTaTOPHO-TIOINKINHIYECKOM YpOBHE
3PaBOOXPAaHEHHUS.

14.

bonenas P., 19 gmer. XamoObl Ha Ha

Otser 1: Cxema

TK IT'TUA
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CepUiHBIE T'eHEepAIM30BAaHHBIE TOHHKO-
KJIOHWYECKHUE SMUJICTITUYECKUE TPHUIAIKH.
JleOroT 3a0osieBaHHMS HAa TIEPBOM TONdY
KU3HU (¢ 4-5 MecAayHOro BO3pacTa) ¢

KOMIIJICKCHBIX (bOKaJ'IBHI)IX
COMAaTOMOTOPHBIX MpunaaKos, C
IIOCTCIICHHBIM HapaCTaHHUEM
CUMIITOMATHKHA C BO3pacToM u
IIPHUCOCIUHCHUEM KOMIIJICKCHBIX
(bOKaJIBHHX COMATOCCHCOPHBIX nu
BTOPHUYHO-I'CHEPATU30BAHHBIX TOHHKO-

KJIIOHMYECKUX  npumagkoB. ADIl  He
mojiyyajga, HECMOTpS Ha JIJTUTENbHBIN
aHaAMHE3 CHMITOMATHUYEeCKOW OJITHIICTICHH,
y  HeBpoJora/icuxuarpa [0  MECTy
JKUTEJILCTBA He  HaOJromanach,  XOTS
poauTenu JEBYIIKU HEOJTHOKPATHO
o0parairch 3a METUITUHCKON TTOMOIIBIO B
MOJIMKIIMHUKY 10 MECTY JKHTEIbCTBA.
l'ocniutanus3upoBaHa B HEBPOJIOTHYECKOE
OTJICJICHUE TII0 ASKCTPCHHBIM IOKa3aHUSIM

II0CJIC (6157025050 BTOPHUYHO-
reHCpaIn30BaHHBIX TOHHWKO-KIIOHHUYCCKHUX
IIpUITIaIKOB.

HacnencTBeHHblii aHAMHE3 OTSTOIICH IIO
OTIIOBCKOW  JIMHUHM, C  ayTOCOMHO-
JOMHHATHBIM  THUIIOM  HAcCIlIeJOBAHUS
MATOJIOTMYECKUX TPU3HAKOB TYOEPO3HOTO
ckieposa (6onesnu bypuesmist-IIpunriia)
C BBICOKOH CTEINCHBIO MEHETPAHTHOCTH: Y
oTma mpobaHAa  BBISIBICHO  HaTU4YUe
KOXHBIX MPOSIBIICHU T B BUJIE
MHOJKECTBEHHBIX TUTMEHTHBIX HEBYCOB
pPa3IMYHBIX Pa3MEPOB, MEIKHUX YYacTKOB
JEMUTMEHTAINH, Y9aCTKOB IIBeTa «kKode ¢
MOJIOKOM» Ha KOXe IIeH W TYJOBUIIA,
AQHTHOJIMIIOMATO3a  MPABOM  MOYKH; Yy
MJIaamie cecTppl oOTHa TpodaHma —
rpyObIe KOTHUTHBHBIE HapYIICHUS
(mabmromaercs B MICUXUTPUYECKOU
OOJIbHUIIE C AUArHO30M «IITU30(QPEHUS») U
BHCLIEpATIbHBIE HApYIICHUsI?; Y MIIAAIIEro
Opara mpobOaHIa — AaHTHOJIUIIOMATO3
MpaBol TOYKW; Yy JBOIOPOJHOTO cuOCca
npobGanna (foHomra, 24 JEeT) B TEKyIIEM
roay TOSIBHJIACh HEsCHas 00IeMOo3roBas
CHMIITOMATHKA, HeoOCJIeI0OBaH; y
IUIEMSIHHUIBI ~ Tpo0OaHAa  (leBoYKa B
BO3pacTe 2 To0Ja) B TEKYyIIEM TOay
MOSIBWJIMCHh TIPUCTYIMBI, HAIOMUHAIOIIHE
aTOHMYECKHE a0caHChl (HAXOAWTCS Ha
J000CIICIOBAHHH ).

poaocioBHOM OTBeT 2:
MHOKECTBEHHBIE
MUTMEHTHBIE HEBYCHI

B n06H0-BHCOYHOM
oOnactu cripaBa, Ha
IIPaBOM YIIHOMN
paKoBUHE U B 00J1aCTH
yIJIa HUKHEN YET0CTH
crpasa —
TEJICHAHTUO3KTa3UN

B nosicanunoit o6nactu
cJeBa - JIMIOMa,
0e300J1e3HEHHAS TIPH
najbHanuu.
ONUIIeNnTUYECKHUe
MIPUCTYTIBI.
MP-kapTuna
TyOEpO3HOT0 CKIIEpO3a.
Otger 3: AyTocOMHO-
JIOMHHAHTHBIN THIT
HaCJIEI0BAHUS

Ortser 4:
IIpoTuBO3NMIIENITHYECK
as Tepamnus,
CUMITTOMAaTHUYECKas
Tepanus.

OTBeT 5: puCK BBICOKUI

[1K-6,
[K-7




OOBEKTHBHO: Ha KOXe JIHIA,
3aJlHEM W IepeJHeld IOBEPXHOCTH IIEH,
MepeIHeN 1 3aJIHE TOBEPXHOCTU TPYAHOM
KJIETKH, Ha JKUBOT€ MHOXECTBEHHBIE

MTUTMEHTHBIC HEBYCHI (pa3mepsr
Bappupytror or 0,3 cm. 1m0 1 cm. B
IraMeTpe), BO3BBIIIAIOIINAECS HaJl

MOBEPXHOCTHIO KOXKU. B 1100HO-BHCOYHON
objacTu cmpaBa, Ha TPaBOM yITHOH
pakoBMHE M B 00JacTH yria HUKHEH
YeNOCTH CIpaBa — TEJIEHAHTHOAKTA3HU
pasmepom ot 0,2 cM, o 1,5 cm. B
MOSICHUYHOM o0JiacTu cieBa - JIMIIOMA,
0e30one3HeHHas npu nanbmanud. YMH:
Bsulble  (pOTOpPEaKIMu ¢ O0OEMX CTOPOH

(npsimas u COJIPYKECTBEHHas),
JIBYXCTOPOHHSA ~ aTpodusi  3pUTENbHBIX
HEPBOB, IPOSBIISAIOLIASCS

[IPOrPECCUPYIOLIUM CHU)KEHUEM OCTPOTHI
3peHust Ha 00a riasa. [lape3os, mapanuueit
HET, PaBHOMEPHO O’KHBJICHBI
CYXOXKUJIbHbIE " NIEPUOCTAJIbHbBIE
pedIieKchl, MPEMMYIIECTBEHHO C HIDKHHUX
KoHeyHocTe. [IpsMoll M nepekpecTHBIN
CUMIITOM Jlerpa. UyBCTBUTEIBHBIX
HApYLIEHUN HET. MeHuHreanbHoON
CUMITOMAaTUKA M MBIIIEYHO-TOHUYECKUX
CUMIITOMOB HET.

MPT TOJIOBHOTO Mo3ra c
KOHTPACTUPOBAHUEM: B oOnactu
IepeHero pora OOKOBOIO JKEIyJOuKa —
o0beMHOEe  00pa3oBaHHE C  YETKUMU
OyrpUCTBIMU KOHTYpaMH c
TUIIOVHTEHCUBHBIMU y4acTKaMH, (c
yuerom KT- yudacTku 0ObI3BECTBICHUS,
neopmMarusi  mepeHero pora  JEBOTO
OOKOBOTO KeIyJl0ouKa U MepeHUE OTIEbI
Il xenynmouka ¢ OKKIIHO3MEH OTBEpCTHUS
MoHpo (TUraHTOKJIETOYHAs acTPOLUTOMA
?) U KOMIIpeccuel 3puTenbHOI xua3mbl. B
JOOHBIX W TEMEHHBIX JOJAX C 00eux
CTOPOH, B IIpaBOM 3aTBUIOYHOM JI0JIE
CyOKOHBEKCUTAIBHO,
MHTPAaCyOKOPTHKAJIFHO, B T'OJIOBKE JIEBOTO
XBOCTATOro sjipa MapaBeHTPUKYISIPHO, B
0o0JIacTH  OCTpPOBKAa U KpIOYKa JIEBOM
BHUCOYHOU OJIN c Y4aCTKaMHu
OOBI3BECTBJICHUS MHO>KECTBEHHBIE
KOPTHKAJIbHBIE TaMapTPOMBI, pa3MEPOM OT
0,4 mo 1,8*1,3 cm. BokoBbIe XKemymouku
YMEPEHHO CHMMETpHYHO paciuupensl, |11
XKEITyJoueK He pacmupeH. 3aki. MP-




KapTUHA TYOEpO3HOTO CKIIepo3a.
OKyJuCT: JBYXCTOPOHHSISI HHCXOZSIIas

aTpodusi 000MX 3pPUTEIHLHBIX HEPBOB.
1)cocTaBbTe POIOCIOBHYIO;

2)OMHIINTE KIMHUYCCKHE TPOSIBIICHUS,
aCCOILMUPOBAaHHBIE C TyOEpPO3HBIM CKIEPO30M, Y
YJICHOB 9TOH POJOCIOBHOM;

3)THI HacleOBaHuUs,

4)ompenennuTe TAKTHKY JeUCHHsT OONBHBIM WieHAM
POAOCIOBHOM,

5)paccunTaiite pHCK 3a00JeBaHWSA [UIA UJICHOB
POIOCIIOBHOM U UX JAETEM.

15. | PaccMoTpuTe npeacTaBiaeHHbIC Otser 1: Kapuotumnsl TKT'HA I1K-5,
KapuOTHIIbI OTJINYAIOTCSI HAOOPOM T1K-6,
(C (L 0y (Y)i XPOMOCOM [TK-7
300363038 SIS Otser 2: Ha
e By iEa dororpadun «a»

=4 IpECTABIIEH

1) Uem oTinyaroTCs KapUOTHITBI HA aHOMAJIPHBIN KAPHOTHII

dotorpadusx «a» u «o» Ortser 3: Cutpom

2) Ha kakoii u3 ¢gororpaduii npeacrapieH Hayna, 47, XY, 21+

QHOMAJIbHBIM KapHOTHUIT? Ortser 4:

3) HazoBuTe naHHBIN CUHIPOM, HAMTUIITUTE MHoxeCTBeHHbIE

KApHOTHII (deHoTUnnyecKue

4) OnuumnTe OCHOBHBIE MPU3HAKK TAHHOTO AuzMOpu,

336071CBAHMS BPOKICHHBIC TIOPOKHU

5) Kakwue emie 3a001€BaHus U3 dTOU BHYTPCHHHX OpraHOB,

rpyninsl Bel 3HaeTe? YMCTBCHHAA
OTCTaJIOCTh, TPUCOMHUS
1o 21 xpomocome
Otser 5: K
ayTOCOMHBIM
TPUCOMUSIM y
KHUBOPOKICHHBIX
OTHOCSITCS TAKXKe
cuHapoMmsl [latay n
DnBapjaca

16. | ITo naHHBIM OHKOIN€HETUYECKUX Ortser 1: 24-11BeTHas TKTHUA TIK-5,
ucclieoBaHui, y 85% O0JIbHBIX FISH, cniektpanbHOe I1K-6,
nuM@oMaMu U3 KIETOK IeHTpa POJITUKYIA | KApUOTHUITUPOBAHKE [K-7

n'y 25% GonpHbIX T dy3HBIME B
KPYNHOKJIETOYHBIMU JTUM(POMaMu
oOHapyxwuBaeTcs TpaHcinokamus t(14;18),
MpUBOALIas K clugHuIo reHa Bel2 Ha 18-
11 XpOMOCOME € TEHOM TSKEIION Lienn
MMMYHOTIJIOOYIMHOB Ha 14-i1 XpoMocoMme.
B pesynbrarte TpaHciaokanuu oopa3yercs
n30bITOK Oenka Bel2, koToperit 65okupyet
anonro3. biokana anonros3a npoaaeBacT
KU3HB KJIETKH, YTO CITOCOOCTBYET
HAaKOIUICHUIO B HEM MyTanuii. B
9KCIIEPUMEHTAX Ha TPAHCTEHHBIX MBbIIIAX
MO0Ka3aHo, YTO N30BITOYHAS HKCIPECCHS

SKY, cpaBHuTENnbHAA
reHOMHas
rubpuauzamms CGH
Otser 2: CymHoCTh
METO/1a 3aKJIF0YAETCS B
ToM, yTo obOpazen JJTHK
U3 OJIHOTO UCTOYHMKA
(Tect) momMevaroT
3€JIEHBIM
bmoopodopom, a
Jpyroi (KOHTPOJIBbHBII)
o0Opa3zer] — KpacHBIM.
JIBa Me4eHHBIX 00pasia




rera Bcl2 B B-nmumdonurax npuBoaut x
Pa3BUTHIO CBOCOOPA3HOTO
N0OPOKAYECTBEHHOTO MOJIUKIOHAIBHOTO
mumdonpordepaTUBHOTO CUHAPOMA. DTH
JaHHBIE TIO3BOJISIOT MPENOJIOKUTh, UTO
HapyIIeHHs dKcTpeccuu reHa Bcel2 urpator
KJIFOUEBYIO POJIb B MaTOreHe3e JIUM(poM u3
KJIETOK IIeHTpa osumkyna. 1) Ykaxure
METO/IbI, C TOMOIIbIO KOTOPBIX MOXKHO
UACHTU(PUIMPOBATH TPAHCIOKALIUIO
t(14;18). 2) B uém 3akiro4aeTcs MPUHIIMIT
CpaBHUTEIBHON r€HOMHOM rudpuan3anuu?
3) KakoBbI moka3zaHusi K IPOBEICHUIO
CpPaBHUTEIBHON r€HOMHOM rudpuan3anuu’?
4) Kakue MyTanuu MOXHO
UACHTU(PHUIMPOBATH C TOMOIIBIO
CPaBHUTEIbHOM T€HOMHOM rHOpUAN3AIUN?
5) KakoBbl orpaHn4yeHust METo/1a
CpPaBHUTEIBHON T€HOMHOM ruOpuaAn3anuu?

JIHK cmemmBaroT B
PaBHBIX KOJIMYECTBAX U
MIPOBOST
THOPUIU3AIHIO C
MHUKPOMaTPULIEH,
coaepxarieit 10 100
000 u 6onee
OJIHOHUTEBBIX
OJIMTOHYKJIEOTHIOB,
COOTBETCTBYIOIIUX
pa3IMYHbIM
VHUKATHHBIM
MOCIIE0BATEIHHOCTM
reHoMa YeJIoBeKa.
CooTHolIeHne KpacHOH
U 3€JICHON
(haroopecIeHITNH,
n3nyyaemoit JJTHK,
ruOpUAU3HPOBABLICHCS
c
OJINTOHYKJICOTUTHBIMU
30HJaMH B KaXKJI0M
MTO3UIINH, TTO3BOJISET
OILICHUTH MIpeodiiaaHme
KOHKPETHOT'O CETMEHTa
JHK,
MIPEACTABICHHOTO 3TUM
OJIMTOHYKJIEOTHIOM, B
UCIIBITEIBACMOM
oOpa3siie o CpaBHEHHIO
C KOHTPOJIEM.

Otser 3:
[IpenpiMImanTalmoHHa
s TUarHOCTHKA;
npeHaTaIbHas
JTUArHOCTHKA,
JTUATHOCTHKA TIPH
HEBBIHAIIMBAHUU
OEpEeMEeHHOCTH;
MOCTHATATbHAS
JTUATHOCTHKA TIPH
BPOKIAEHHBIX MTOPOKAX
pa3BUTHS,
HenupdepeHupoBaHH
Ol YMCTBEHHOU
OTCTaJIOCTH, HEKOTOPbIE
MOHOTCHHBIE
3a0oneBaHus
(Muoguctpodus
Jrommenna),
OHKOJIOTHYECKHE
3a00JIeBaHUs,




BepuduKanus
pe3ysIbTaToB
UTOTEHETUYECKOTO
UCCIICIOBAHMS,
JTUArHOCTHKA
MUKPOETIEIIHOHHBIX
CHUHPOMOB
(enMHCTBEHHBIN
METOI).

Otser 4:
Aneymionaus;
HecOaaHCUPOBaHHbIE
TPaHCIOKAIUY;
MapKepHbIe
XPOMOCOMBI;
MUKPOAEICIIMOHHBIE U
MUKPOIYIUTUKAIIUOHHBI
€ CUHPOMBEI,
HecOaaHCUPOBaHHbBIE
cyOTenoMepHbIe
nepectpoiiku (der, dup,
del).

Ortser 5:
COGanancupoBaHHbIE
IIEPECTPOUKHU:
PELUIPOKHBIE
TPaHCIIOKAIUH;
WHBEPCHH,
PobGeprconoBckue
TPaHCIOKAIUH;
PELUTIPOKHBIC
UHCEPIIHH.
HecbanancupoBaHHbIe
MIEPECTPOMKH 32
TPaHULIEH pa3peIeHus:
TOYCYHBIEC MYyTaIlUH;
TPUHYKIJICOTH THBIC
AKCIIAaHCUH;
JIeeIUU/ Ty TUTAKAITIN
HUKE TPAHUIIBI
qYBCTBUTEIHHOCTH.

17.

Ha npuem k HeBpomory obpaTtuiach
kenmuHa 54 net. C )kanobamu Ha
CHIKEHHE TTaMITH, HACUIbCTBEHHEIE
JBHIKCHHUS B KOHEUHOCTSX, JIMIIE, MBIIIIAX
s3bika. [le0roT 3a0051eBaHus B BO3pacTe
okoJi1o 40 et B BHJE TTOSIBICHUSI
HEYCUJAYUBOCTH, CYETIIMBOCTH JIBUKEHHH,
W3MEHEHUS TTOBEJICHUS C TTOCIICTYIOIITUM
MIPUCOETUHEHNEM HEPUTMHUYHBIX
JBH)KEHU KOHEYHOCTEHN U TYJIOBHIIIA,
HapylICHUH apTUKYISIIUH,

Ortser 1: Xopes
I'eaTuarTOHA

Otset 2: AyToCOMHO-
JTOMHWHAHTHBIN THII
HACJICJOBAHUS C
BBICOKOH
MEHETPAHTHOCTHIO
Otser 3: JIHK-
JuarHoctuka. Myranus
reHa TaHTHHITUHA B
BHUJIE DKCITAHCHUH

TKTHA

[K-5,
IK-6,
[K-7




«TPUMAaCHUYAHBS», PACCTPOUCTB
KOOPJAWHALIMY JABUKEHUH C
JlaTeponyJibCuen U najaeHusamMu. B
BO3pacTe 0KoJ1o 45-48 neT noxoaka
MAMEHKHU CTalla «TaHIyIOIIeH»
(xopeunueckoii). Hapociu nosenenyeckue
HapylieHus (Karpu3Hu4aHbe, TPEBOra,
IIOJI03PUTENBHOCTD), a TAKIKE
KOTHUTHBHBIE HapylieHus (mpu
COXpaHHOM 00bEeMe KPaTKOCPOUHOU
MaMsTH OTMEYAIOTCSI HAPYIICHUS
BHHUMAaHUS, TOPIUJIHOCTH MBITIICHUS
HapyILICHUE UCIOIHUTEIBCKUX (QYHKIUH),
B [1OCJIETHHUE T'0/Ibl TPUCOCTUHUITUCH
Jenpeccusi, OTYYKICHHOCTD,
NIEPUONYECKAs] pACTOPMOKEHHOCTb,
HaBs3uuBble uaeu. [lpu ocmotpe:
BBITIIOJTHEHHE JIIOOOT0 IBUTaTEIbHOTO aKTa
CONIPOBOXKIAETCSA MACCOM JIMIITHUX MEJIKUX
nBuKeHuil. Peus 3aTpynHeHa, Tak Kak BO
BpeMs pa3roBOpa BOSHUKAIOT IPUMACHI,
B3/I0XH, TPUUMOKUBAHUS TYOAMH U
SI3BIKOM, U TIPOYME HEHYKHBIC JBUKCHHUS
(runepkuHe3bl). Bo BpeMst Xx0ap0b1
MAUEHTKU KX 1Iar COMPOBOXKIAETCS
KHBaHHEM T'OJIOBBI, WJIM Pa3MaXxUBaHUEM
pyKam¥, MOIIATEIBAHUEM U3 CTOPOHBI B
CTOPOHY, CTo¥Ka B mo3e PombOepra
HEBO3MOJKHA U3-32 «TAHITYIOIIHNX)
JBUKEHUM HOT. BhIIBIDKEHUE S3bIKA U3
MIOJIOCTH pPTa 3aTPYIHEHO H3-3a
MAaCCUBHBIX THIIEPKUHE30B, B CBSI3H C YEM
MalMEeHTKA TO BBIJIBraeT, TO 33JIBUTAET
S3BIK B MOJIOCTH pTa. B manbiax
KOHEYHOCTEH 0TMeudaroTcs YepBeoOpa3HbIe
nBuxkeHus (atoro3). [lcuxudeckue
HapYIICHUS BBIPAKAIOTCS B TTOBBIMICHHOM
BO30yIUMOCTb, CHUKEHHH JOITOCPOYHON
MaMSATH ¥ BHUMAHHSI, HEKOTOPOM
YILUIOIIEHUU YMOLIMOHAIILHOCTH.
[leproanuecku BOZHUKAIOT Ope1oBbIe
MBICITH B OTHOIICHUU TTPOUCXOISIIINX
COOBITHH.

1) YkaxxuTte BepOATHBIN AUAarHO3

2) Tum HacnegoBaHUS JAHHOTO
3aboseBaHus?

3) Kakue metosl 06ciie1oBaHUs
HEOOXOIUMBI JTSI IOATBEPKACHUS
JTMarHo3a M KaKOBBI PE3yJIbTAaThI
oOcnenoBaHus?

4) HazoBuTe MUHUMAaJIbHBIE
JMarHOCTHYECKHUE KpUTepUu?

TPUHYKIICOTHUTHBIX
MOBTOPOB Ha
xpomocome 4p16.3
Otset 4: Xopes u
JEMEHITUS

Otser 5: CemeiiHbIi
MapOKCHU3MAaIbHBIH
XOpEOUIHBIN aTeTO3,
TOPCUOHHASI TUCTOHUS,
bosne3np Bunbcona-
KonoBanona




5) C xakumu 3a0071€BaHUSIMHU TIPOBOTUTCS
Qg QepeHIMaIbHbIN 1uarHos?

18. | B MeauKO-TeHETHYECKYI0 KOHCYJIBTAIHIO Otser 1: Jlannas TKTUA [1K-5,
oOparuiiach MOJIO/Iasi, 370POBasi, He [aTOJIOTHUSI OTHOCHUTCS K IK-6,
COCTOSIIIast B KPOBHOM POJICTBE, rpymnrmne 1edeKToB [TK-7
CYIIpy>KecKas I1apa 3a IPOTHO30M HEBpaJIbHOUN TPYOKHU
MTOTOMCTBA B CBS3H C aHAHIehamue y Otser 2: Jlannas
nepBoro pedénka. J[uaruos nocraBjaeH Ha | MATOJOTUS OTHOCHUTCS K
VY3U, npousBeneHa mioopa3pyuaromas MYJIbTU(AKTOPHATIEHBI
onepanus B cpoke 24 Henenu M 0O0JIe3HIM
OCpEeMEHHOCTH OtBer 3: Puck
1) K kaxoii rpynime nopokoB OTHOCUTCS ITIOBTOPHOT'O POKICHUS
JaHHasl aToJIoTus? B CEMbe peOEHKa C
2) MO’KHO JI1 OTHECTH 3Ty MATOJIOTHIO K JTAaHHOM T1aTOJIOTHEH
OJIHOMY U3 KJIACCOB HACJIEICTBEHHOM OTHOCHUTCS K KaTEeropuu
MaToyoruu? HU3KOT'O TeHETUYECKOTO
3) KakoBa BennurHa prcka MOBTOPHOTO pHuCKa
POXKIEHUS B ceMbe peOEHKa ¢ JaHHOU Ortser 4:

MaTOJIOTHEN? Cnenuanu3upoBaHHOE

4) Hago nu npoBoauTh TE€HETUYECKOE

CHeIHATM3UPOBAHHBIC TEHETUYECKHE o0crenoBaHuE B CEMbE

oOcrie1oBaHus B ceMbe? HE TTOKa3aHo

5) KakoBbl npoduiiakTuueckue Otser 5: K mepam

MEpOIPUATHS? poUIaKTUKU
pa3BuUTUA 1ePEKTOB
HEBpaJIbHOH TpyOKH y
JeTel cleayeT OTHECTH
MPUEM KEHITUHAMUA
BUTaMUHHBIX
KOMILIEKCOB C
(bonreBoit KUCIOTOM
HENOCPEICTBEHHO
nepea 6epeMeHHOCThIO
u B | tpumectpe

19. | K repaneBty oOparunacsk xenmuHa 29 net | Otet 1: Pomocnosnas | TK THA TIK-5,
¢ mpock00it 00 obcnenoBanuu. JXKanoOsl Ha 1 ITK-6,
TOJIOBHYIO 00J1b, 0COOEHHO Mocie paboThl [K-7

3a KOMIIbIOTEpOM (paboTtaer
OyXrajaTepom), FOJIOBOKPYKEHHUS, HHOT 1A
noaramHuBanue. [1pu nsmepenun A/l B
9TOT NEPHUOJ OTMEYAETCS €TO MOBBIIICHNE
(160-180/90-100 mm pr ct). [lo aTOTO
MOBBIIIEHUE JABJIEHUS OTMEYAJIOCh TOJIBKO
BO BpeMs OEpeMEHHOCTH (JI04epH 8 JieT).
[Tpo6ang umeet 310poBoro Opara 32 ner,
Math 51 roga ¢ rHNEPTOHUYECKON
00JIe3HBIO B TEUEHHE MOCIIEIHUX 6 JIeT.
Orert moru® B 55 net, cTpagan
XPOHUYECKHUM ajKoronmsmoM. Cectpa
Marepu, 53 set, 310poBa; cectpa 60 jer
OoJieeT rUNepTOHNYECKOi 0oJe3HbIO ¢ 45
JeT, €€ cbi, 40 JeT, - ¢ TMIePTOHNYECKON

v Y

OrTBer 2:
['unepTonnyeckas
00J€e3Hb B JAaHHOU
CEMbE SIBIISIETCS
HACJIEACTBEHHOM, TaK
Kak u3 6




0one3nblo ¢ 16 jert, e€ Myx, 62 JeT, TaKkxKe
CTpaJaeT TUIEPTOHNYECKOM O0JIE3HBIO C
45 nert, B 57 ner nepenec uHcynbT. badka
mpo0aH/Ia 1Mo MaTepUHCKOM TUHUH OoJiena
TUIIEPTOHUYECKOW 00JIe3HBIO B TeueHue 17
JIET, yMepJa OT OCTPOT0 HapyIICHUS
MO3TOBOTO KpOBOOOpaIeHus B 68 JerT,
cectpa 6a0KM TakKe ATUTEIHLHO OoJiena
TUIIEPTOHUYECKON 0O0JIC3HBIO (B TEUCHHUE
26 neT) ¥ yMepIia OT UHCYJIbTA B
Bo3pacte?7 ser. Co CTOpOHBI OTIIa
CBEJICHUH HET.

1) CocTaBuTh pOJIOCIOBHYIO 10 3aj1a4e

2) SBnsgercs 1M runepToHnYecKas 00Je3Hb
B JaHHOM CeMb€E HACJICACTBEHHOU U
nouemy?

3) Kakue MeToasl 00cie1oBaHUs
HE0OXO0IUMO MPEIIOKUTE B JAHHON CEMbE
1 KOMY B IIEPBYIO O4epeb?

4) Ha ocHOBaHUM JTaHHBIX 00CIe10BaHUs
KEM M KaKhe MEPOIPHUATUS HEOOXOIUMO
MPOBOJUTH B TAHHOMN ceMbe?

5) Uro Oynet Hanbonee > PeKTHBHBIM B
00pbOE IPOTHB TUIIEPTOHUYECKON 00JIC3HU
B JIaHHOM city4ae?

POJICTBEHHUKOB MaTepu
npobanaa 5 cTpanarot
TUIIEPTOHUYECKOMN
00JIE3HBIO, TO €CTh
yacToTa 3a00JIeBaHUsI B
JNAHHOU ceMbE HAMHOTI'O
BBIIIIE, YEM B
nomnyssiiun (10-20%),
HaOJIrogaercs
MIPEUMYIIIECTBEHHOE
MOpPaKEHHUE KEHCKOTO
T0JIa, a TAKXKe
yTsDKETICHUE TeUeHUS
0 TMOKOJICHUSIM
(Bo3pacT nebrora,
XapakTep TeUeHus,
BBIPAXXEHHOCTh
KITMHUYIECKHIX
IIPOSIBJICHUI)

Ortset 3: HeoOxomum
OoJee TIaTeabHbIN
cOop ceMerHOro
aHaMHe3a, 0COOEHHO 110
BBISIBJICHUIO CPEOBBIX
(bakTopoB 110
TUIEPTOHUYECKOM
007e3HM (XapaKkTep
MUTaHMs, BpEAHbIE
MIPUBBIYKH,
npodeccuoHanbHbIe
(hakTopHhI U IpyTrHe);
MOHHUTOPHUHT
apTepPHAITLHOTO
JaBJeHUs y mpobaHaa u
€ro OJIKanuIIuX
poactBeHHuKOB (I u 11
CTETEHU POJICTBA).
MOo>XHO MPEATOKUTH
TCHETHYECKOE
TECTUPOBAHUE
npobanna u e€ 6para
M0 TEHETHYECKOMY
nosumMoppusmy
aAHTUOTCH3UH-
MIPEeBpaIIAIOIIEMY
su3uMy (ACE), Gera-1
aJIPEHIPTHIECKOTO
perentopa

Otser 4: ITpu
OoOHapyKeHHH
TCHOTHIIOB,
YBEJIMYUBAIOIIUX PUCK




pazButusa ['by
npobannaa u e€ cubca,
CEeMEIHBIN Bpau
JOJKEH BBIOpAThH
MOAXOSIINE MEPBI Ha
peOTBpAlCHUE
peanuzanuu
MaTOJIOTUYECKOTO
reHOTHUIa

Otser 5:
MeponpusrTusi,
HarpaBJICHHBIC HA
WHIUBUAYaJIbHbBIE
TCHETUYCCKUE
NOTpeOHOCTH, HOCHT,
IIPEXJIe BCETO,
CpEeIIOBOI XapakTep
(mpodeccroHanbHAS
OpHUEHTAIHS,
MICUXOJIOTHYecKast
KOppeKIius, 0opas
nuTaHus, pusndeckue
Harpy3Kku u T.1.) U
JTOJIKHBI CITY)KHUTh
MOJIEPIKAaHUIO
HOPMaJIbHOTO YPOBHS

Al

20.

B Mennko-reHeTHYecKyr0 KOHCYIbTAIUI0
o0paTtuiiach 3710poBasi CylnpyKeckas rmapa
10 TOBOY MPOTHO3a motomcTBa. Cympyra
COCTOHT B Opake coO CBOUM JBOIOPOIHBIM
IUIEMSIHHUKOM. JlanbIe u3 CeMEeHHOro
aHaMHe3a U3BECTHO, YTO OpaT JKEHBI
cTpanaer remoduinei (y Hero ase
3JI0POBBIX JOYEPHU U 3JJOPOBBIN CBHIH) HX
poaUTENH 310pOBBI. MyX 3710pOB, €T0
POIUTENH TOXKE 3A0POBBL. Y MaTepH MyKa
€CTb 3/I0pOBasi cecTpa U OOJIBbHOM
remo¢unueii Opar. babyuika u genymka
0 TMHUU MaTepH 310pOBLI. Bee
POJICTBEHHUKH TI0 JIMHUH OTIa MYXa
310pOBbI. MaTh JKE€HbI MPUXOAUTCS POTHOM
cecTpoi 6adyIIKu My»a 10 JIMHUU
Matepu. X MaTh ObLIa 310poBa, a OTell
ObLT 60JIEH TeMOoHITHEH.

1) CocTaBbTe pOIOCIOBHYIO

2) OnpenenuTe THT HACIEIOBAHUS,
obocHyiTe

3) KakoBa BepOsITHOCTH POKICHHS B ITOM
Opake 00IpHOTO pebEHKA (IEeBOYKH,
Majab4uuKa)?

4) Kakue T0JKHBI OBITh TEHOTHUIIBI Y

Ortser 1: PogocnoBHas
¢ X-ClEIJICHHBIM,
PEIECCUBHBIM THUIIOM
HACJICAOBaHUS

OtBet 2: Tun
HacleaoBaHus X-
CICIUICHHBIHN,
PELIECCUBHBIN, TaK KaK
3a00JIeBaHUE
MIPOCIICKUBACTCS Y
MY>KYHH, 3/I0POBBIE
JKEHII[UHBI SIBJISIOTCS
HOCHUTEIbHHUIIAMU,
MepeaaroT NaTOJIOTUIO
CBIHOBBSIM, y OOJBHOTO
MY>KUHUHBI BCE JETH
310POBBI

Otser 3: Ecin
JKCHIIIUHA SBIISACTCS
HOCHTENLHUIIECH
MMaTOJIOTHYECKOT 0 T'eHa
(TI0 pOoIOCTOBHOM
OJHO3HAYHO
YCTaHOBUTH ATO
HEBO3MOXKHO), TO PUCK

TKTUA

[IK-5,
I1K-6,
[K-7




poauteneir 00JbHON ACBOUKH?
5) Kak Ha3bIBaeTCsI FEHOTHUIT OOJIbHBIX
MaJIBYUKOB?

1 €€ CLIHOBEN
cocrasisieT 50 %, puck
JUIsL To4epet 1o
3abonesanuro — 0%, Ha
HOCcUTEIBECTBO — 50%
Otger 4: JleBouka
MOJKET OBITH 00JBHOM
TOJIBKO B CITy4yae
TOMO3UTOTHOCTH
IMaTOJIOTHYECKOTr'0O I'eHa,
TO €CTh OJUH
MMaTOJIOTUYCSCKHUI T'eH
JIOJDKHA TTOJTYIUTh OT
OO0JILHOIO OTIIA, a
BTOPOM — OT 37J0pOBOM
MaTepU-HOCUTEITHHUITBI
OtBeT 5: bonbHEIE
MAaJIbYUKHU
FEMHU3UTOTHEI 10
MATOJIOTUYECKOMY TeHY
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