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HacneacTBEHHOCTU YeroBeka

® - BLISICHUTD, YTO U3y4YaeT reHeTUKA YeJIOBEKa,;

® - u3y4yeHHe HaC/IeZICTBEHHOCTH Ye/I0BeKa, BhISIBIeHHe
OCHOB 3a00JIeBaHUM, TTOBeIeHUsI, CIIOCOOHOCTEeH U
TAJIAHTA;

® - MO3HAKOMHUTHCA C 0OCOOEHHOCTSIMU METOIOB
M3y4YeHUs HaCJIeICTBEHHOCTH Ye/I0BeKaQ;

© - BBISIBUTbH 3HAaYEHME I'eHEeTHUKHU [JIsSI MeIUIIMHbI U
3 PaBOOXPaHEHMS.




1S Hallll 2 ACTBEHHO
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—— npeacTaBndeT 3HauuTelibHble TPYAHOCTMU:

® K 4yenoBeKy HeNPUIOXKUMBI, METOZ bl SKCITIEPUMEHTAIbBHOU
TeHEeTUKHU.

® VY yes0BeKa HEBO3MOXXHO MPOU3BOJIbHOE CKPeILIUBaHMe.
® [losaHo HacTymaeT 3peoCTh (B TOM YKCie 1 IT0I0Bast).
® HeO6onbiroe KOIMYIeCTBO ITOTOMKOB.

® HeB03MOXXHO YPaBHSITh YCIOBUS YXU3HHU JJIsSI HOTOMKOB.
® OTcyTCcTBHUE TOYHOM PErvuCTPALU aHOMATUU.

® CouuanbHOE HEPAaBEHCTBO.







Memoo enemuxu
yenoeexka

[luToreneTnueckum

H3yuaemvlit yposens
Op2aHu3auuu YenoeeKa

KrieTouHsblii

IlIpeomem uccneoosanusn

IUArHOCTHUKA
XPOMOCOMHBIX
0oJIe3HEH

Pe3ynomam
Ucci1e006anust

HalpaBJICHbBI HA YMCHBIIICHUC
MIPOIIEHTA PUCKA IO POXKICHHUIO
JIETe ¢ XpOMOCOMHOM
MATOJIOTHEH [T TTOCIEAYIOIETO
IMPOBCACHUA NTUArHOCTHYCCKUX
[poueayp

bnnznenoBbin

Opranu3MeHHbIN

V3y4YEHHUE
HacJeJACTBECHHbBIX U
CpPEIOBBIX BIUSHUN HA
YyeJI0BeKa

JIJ1st BOSHUKHOBEHUS TaKUX
OoJie3Hel, Kak BETpsHKA , OCTa U
JIp. HEOOXOIUMO TOJIBKO
WH(EKIIMOHHOE HAYaJIo

buoxummnueckui

MonekynspHbIii

oOHapyKEeHHE
3a0o0eBaHul ¢
HapyIlieHneM oOMeHa

BCIICCTB

C TMIOMOIIBIO TaHHBIX METOHOB
OTKpBITO 0K0J0 500
MOJIEKYJISIPHBIX OOJIe3HEH,
SIBIISIFOILIXCS] CIIEICTBUEM
MPOSIBJICHNSI MyTaHTHBIX T€HOB

I eHeamornueckum

Opranu3MeHHbIiH

YCTaHOBJIEHUE
HACJIEACTBEHHOIO
XapakTepa Mpu3HaKa

JlokazaHo Hacieq0BaHHE MHOTUX
3a00JeBaHNi , HAIPUMEP
caxapHoro nuabera,
30 PEHUH

[TonynsAOHHbIN

[Tonmysstiust

HSY‘ICHHC HYaCTOTbI
I'CHOB M I'CHOTHIIOB
B ITOITYJIALIUA

ITo3BossieT u3y4arb
pacmpocTpPaHeHUE OTACTBHBIX
TEHOB I XPOMOCOMHBIX
aHOMAaJIMH B YEIIOBEUYCCKHUX
TTOTTYJTSITIFISIX
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-~ TeHeanornyeckum merton

[l uzyueHue podoc108HOl
cemMbl C Ueblo
8blAB1eHUA
ocobeHHOCMel
Hac1edoe8aHUua Nnpu3Haka
8 psidy nokoeHutll.

BoIisiB/IeHO:

MTOMMHAHTHBIN U
peuecanHinfl XapakKTep JIOMMHAHTHBLIH NPU3HAK — CNOCOGHOCTL CBEPTLIBATD

f3bIK B TPYOouky (1) u ero peueccHBHbiii anaenn —
OTCYTCTBHE 3TON CcnocOOHOCTH (2). 3 — poOAOCAOBHASR
Mo MOJHAAKTHJAHH (AyTOCOMHO-1OMHHAHTHOE HacJje-
A0OBaHUE).

PAa MPU3HAKOB,
reHeTHYeCcKast
O00YyC/IOBT€EHHOCTH
Pa3BUTHUSA MY3bIKaJIbHBIX
U IPYTHX CMIOCOOHOCTE,

[l m3yyeHHe poaOCIOBHBIX LIApeH.




HTPU3SHAKH
I o o0

s Jlomunanmnoie

Peuyeccuenvie

Kypuasbie B0J10CHI

PanHee 00/1bICEHUE

Hepbikue Bo10CHI

Kapwue riaza

Becnyumku

KapaukoBocTh

HMomupakTHiusa

TemMHBIE BOJIOCHI

HopmanbHasi nMrMeHTAIIMSA KOXKH,
B0JIOC, IJ1a3.

boabmue riiasa

ToscTbie ryonl

«PumMcKu# HOC»

Koporkonajsocts

HopMajibHBIN CJayX

HopMmaJjibHOE cCOCTOSIHUE 310POBbS

HopmajsibHast KOkKa

Pe3yc-nmosioxkuresibHAs KPOBb

HopmanbHasi CBepTHIBA€MOCTh KPOBH

I{BeTHOE 3peHuUe

IIpsimbie BOIOCHI

Hopma

Por:kue BOJIOCHI

T'osyOb1e nim cepoble riiasa

OTcyTCcTBHE BECHYUICK

HopMmaJjibHbIN pocT

HopMmaJjibHOE YK CJI0 NAJIBIEB

CreTiibie BOJIOCHI

AnbOMHU3M (OTCYTCTBHE
MATMEHTAIMH)

MaJienbkue 1i1a3a

Tonkmue ryoni

IIpsimoii HOC

HopmanbHasi JIuiMHA naJbIEB

BpoxaenHas riiyxora

CaxapHblii 1uader

OTcyTCcTBHE OTOBBIX KeJjie3

Pe3yc-orpuuare/ibHasi KPOBb

I'emopuiaus

J1ajabTOHU3M




~ B pogocnoBHOWM MCMOMNb3YHOT YCITOBHbIE
0003Ha4YeHus

OGN O
2 3 4 -

5
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10 11
YcenoBHeie 0003HAYCHHS, MMPHHATLIE NMPH COCTABJASHHH POAOCIOBHBIX:
1 — My®uHHa; 2 — MeHmHHa; 3 — noa He sBwisicHeH; 4 — obfnana-
TeJb H3YVUAEMOrD NMPH3HAKA; 5 — reTepo3droTHLIN HOCHTEAL H3yuae-
MO0 PelecCHBHOMO reHa; 6 — 6pak; 7 — Opak MYyXUHHBLI C ABYMH
HMEHLIMHAaMK; 8 — pPOACTBeHHBLIA Opak; 9 — poOaMTENH, IeTH H NMOPH-
noK HX pomaeHun; 10 — au3uroTHeie GaH3Hensl; 11 — MOHO3HIOTHLIE
GAHIHE LI




- BnusHeuoBbI MeTOL

® H3yyeHue
Hac1edosaHus
NPU3HAKO8 Y
6J€u3Heqoe, BJIUSAHUSA
eeHomuna u cpedsl HA
passumue ux
6buosi02uHecKux u
NCuUX0J102U4eCKUX
ocobeHHOCmell.

® CpasHusarom cmeneHb
cxodcmea u pasauvus
no psady npu3Hakos y
61u3Heu08 pasHo2o
muna.




Bnu3sHeubl
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OaHOoAMIIOBBIE Pa3HosINIIOBBIE

(MOHOBHUTOTHBIE, (MOHO3UTOTHEIE,
UIeHTUYHBIE)

® Bceraa oaHOro mnoJa;
® JeHeTHUYeCKHU

HEHUJICHTUYHBIC)

e Kak ogHoOIOJBIC, TAK U

Pa3HOINOJbIE;
NIE€HTHNUYHDbI,

® 1/3 oT 001IIero YmcsIa
O/M3HEI0B (15 MJTH.)

e MIMmerot okoi10 50%
OOIINX I'€HOB;

*2/3 OT 00IIEro Yncia
Om3HenoB (30MIIH. )




~HunTtoreHeTnyecknn meton

® l3yyeHue cmpykmypbl
U 4UCJ1d XPOMOCOM 8
KJ1emkax.

@® BLISABJICHO CBBIIIIE 100
M3MEHEeHUU B

CTPYKTYpe XPOMOCOM,
M3MEHEHHS YMCIa
XpoMocoM (00J1e3Hb

JlayHa).

Menaagnmpninziiag Cyfixemeaempiversan ARPouenImpRY KRR

Pic. 26, Bran vetadiastwy spoMocoy seaaneka:
I = &NPOTXOE CAGUO. » = TOUHKOE nMEun




Hcnonvayromces dns
duazHoCcmuKu
6os1e3Hell obmeHa
gewecmas, NPUYUHOU
KOMOPbIX A6/19emcs
U3MEHeHUe
aKmueHoCcmu
onpedeneHHbIX
¢epmenmos.
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WICTOSHEX (CRpasa) SPITPOLATOR



ONyNSALUNOHHO-CTAaTUCTUYECKN
MeTo[,

® [lo3zsonsem uzyuumso _
pacnpocmparerue
omadeibHblX 2eHO8 8 L s J e CTBHeJ‘

yesi08e4ecKuX NONyasayusix. T

HeaJJIEeJIbHBIX T'eHOB

[lo3BossieT OLLeHUTh 4YaCTOTY [ Mooe ] —

HAOMHUHHPOBaHHUE AOMHUHHUDPOBaHUE

BCTPEYAe€MOCTHU OLHUX U TeX
Ke aJljIeJIer B Pa3HbIX ‘ -
I10 HY]IHHI/I ax ; Komomurmposanue §

[lo3Bo/seT yCTaHOBUTD =\ \\\\\
) \“‘\ \\\.

YaCTOTY reTepO3UTrOTHBIX
HOCHUTeJIeN psaza
HacjieICTBeHHbIX aHOMaJIUI
1 6oJsie3Hen

\.




CoBpeMeHHble MeToAbl:

® 1. MeToabI THOPUAN3AINHA COMATHYECKUX KJIETOK -
C/IUSAHUE NPOMONJACMO8 KJ1emokK 6 KyJlbInype mKaHeu;

® 2. MeToa MmogenupoOBaHUSI- 019 MOJeNUPOBAHUS

onpeaeﬂeHHbzx Hac1edcmeeHHbIX AHOMANUll Hesno8exkda
n066upamm u ugy1arom mymdHImHble TUHUU
MUBOITMIHbLLX, UMEernWuUXx cxodHoe HapyweHue
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BpIBOJZ: HAaTM4UMe BeCHYLIEK — JOMWUHAHTHBIN NPU3HAK,
T.K. IIPOSIB/ISIICS BO BCEX IMTOKOJI€HUSAX.




