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[Ipob6ieMHbIE BOITPOCHI

IIpumeHumbl AU 3aKOHBL HAC1e0CMBEHHOCMU K
yeno8exy?

Kax e3aumocsa3amnbl 2eHemuxa u meouuuHa?

MO:KHO pelIUuTb Yepe3 OTBEThI HAa
BOIIPOCHI:

Hmo Kpome HACA1e0CMBEHHOCINU MO cem
nos/ auAambsb HA ve.noeexa

UBMEHYUUBOCMb, BUOBIL U3MEHHUBOCMU
mymauuu

2pynnusl Kpoeu, pe3yc-ghaxkmop
Memoosbl UBYHUCHU 2EHEeMUKU
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KRapuorum yesnoBeka

,Z[I/IHJIOI/IILHB.}I KJICTKA OPraHnu3Ma 4EJIOBEKA

l

46 XpoMOoCOM=23 mapbl TOMOJIOTUYHBIX XPOMOCOM

l

22 [apbl — ayTOCOMBI 4+ 1 I1apa — II0JIOBLIE
XPOMOCOMBI

Vo

y MY>KUUH Y >KEHIIUH
XY XX
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MeTobl U3yUeHUA T€eHETUKU
yeJjioBeKa

- TeHeaJIOTU4YeCKUU

- BNMU3HELIOBbLIN

- BUOXUMUYECKUI

+ LIMTOrEHETUYECKUN

- NoNyNALMOHHO-CTaTUCTUYECKUN




['eHeastoruuecKu METOT

OcHOBAaH Ha COCTaBJICHUU
POJOCJIOBHOM.

CyTb — yCTaHOBJIEHUE
POIOCIIOBHBIX

CBsA3€eH U oIpeaesieHue
JTOMUHAHTHBIX

1 pelleCCUBHBIX IIPU3HAKOB U
XapakTep UX HacJIeJIOBaHMUSI.
OcobeHHO 5 PDEeKTUBEH IPU

nccijieJOBaHNH '€ HHbIX MYTaHHﬁ.
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MYKaHHA Gpax OnHOSANIIOBEIE
OJIM3HELIBI
KEHIMHA POJICTBEHHBIN Opak
Ymep 1o 1 rona
o [eTepO3UTOTHEIE () poxurenu
HOCHUTEH U3y4aeMOTO . Tposieerue
o Tpu3Haka | | - TIpU3HaKa
(peLeccuBHOrO reHa) A

Yactuyaoe
MPOSIBJICHUE PasnosiinoBeie
IIpU3HAKa y OJIM3HELIBI

U reTepO3UroT



l..
bIn3HernoBbIN METO/T

OcHOBaH Ha U3y4eHUU (PEHOTUIA U
reHoTuIa 0JIM3HEIOB AJI OIpeeIeHUs
CTeIleHU BJIUSHUA CPebl Ha pa3BUTHE
Pa3JINYHBIX ITPU3HAKOB.

I103BOJIsIET N3YYUTD BJAUAHNE BHENTHUX
YCJIOBUU CPEAbI HA OAMHAKOBBIY T'€HOTHII U
pPa3BUTHE PA3HBIX TEHOTUIIOB B OJJMHAKOBBIX
YCJIOBUSX CPEJIBI.



A

EJII/IBHeIlbI

OILHO}II/II_[OBBIG (MIeHTUYHEbIE) JIBysiilioBbIE (HEUJEHTUIHbIE)

A3HBIN reHOTﬁH\

1 (PeHOTHUII

OIUHAKOBBIH T€HOTHII, I0Y1 1
oAuHAKOBBIN (peHoTuIl. Hanbosee
UHTEPECHBI JIJIsI U3yYeHU
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[TuTOoreHeTUUYECKUUN METO/]

3aKJII0YaeTCA B MUKPOCKOIIMYECKOM
1ccyieJOBaHUU CTPYKTYPhl XpPOMOCOM M MX
KOJIMUECTBA Y 3/I0POBBIX 1 OOJIbHBIX JIIOJIEM.
MoryT 0OHapYKHUTbHCS TOJIBKO
XPOMOCOMHbBIE 1 TeHOMHbIE MYTAIIUH.



l..
buoxuMmuyeckum MeTo/

OCHOBaH Ha U3YUYEHUH XapaKTepa
OHMOXHMUUYECKHUX PEAKIINH B OPraHU3ME,
oOMeHa BeltiecTB. I103B0OJIAET YCTAHOBUTD
00J1e3Hb (HampuMep, caxapHbIU a1aberT,
(PEeHUIKETOHYPH S, TAJTAKTO3EMMUS) Ha
PaHHEU CTAaJUU U JIEYUTH €€.



"
[TonyaaOHHO-CTaTUCTUYECKUU
METO/,

JlaeT BO3BMOKHOCTh PACCUUTATH B
IIOITYJIAIIUN YACTOTY BCTPEYAEMOCTU
HOPMAJIBHBIX U TaTOJIOTUYECKUX I'€HOB,
OIIpEJIEJINTh COOTHOIIIEHE HOCUTEJIEN
aHOMAaJIbHBIX I'€HOB.



A
HacsiencrBeHHbIE 3a00JIeBaHUA
yeJjioBeKa

- 'enubie 00JIe3HU

- bonesHn ¢ HacneacTBEeHHOW
NpeapacnonoXeHHOCTbIO

- XPOMOCOMHbIE 60NE3HU




l..
"'eHHBIE OOJIE3HU -

MoHoreHHbIe, CBA3aHbI C MYTaIlUAMU
OT/IEJIbHBIX T€HOB 3a cUeT IIPpeo0pa30BaHUA
xuMuueckou cTpykTypbl JJHK (n3meneHue
IIOCJIEZIOBATEIBHOCTH HYKJIEOTH/IOB,
BBINIa/IeHUe, BKIIoueHne). HaciemoBanue
IIPOMCXOJIUT B COOTBETCTBUH C 3aKOHAMMU
MeHesl.

IIpuMepsl: reMOpUIINA, JaTBTOHU3M,
TUIIOTEPUO3.



l..
boJie3Hu ¢ Hac/IeICTBEHHOU
IIPEAPACIIOJIOKEHHOCTDIO -

IlomureHHbIe, BLI3BIBAIOTCA Yallle U3MEHEHUEM
HECKOJIbKUX I'€HOB, JJIs1 UX IPOsBJIEHU TpeOyeTcs
BO3€MCTBUE ONpeAeIeHHbIX (PAKTOPOB
OKpYy:karoleu cpeabl. CocTaBasaioT 92 %
HaCJIEJICTBEHHBIX 3a001eBaHui. I1o HacaencTBy
nepeaaeTcs He 00JIE3Hb, a

IIPEAPACIIOIOKEHHOCTD, MOKET HE IMIPOSIBUTHCA Y
IMOTOMKOB. HacnenoBanue HE COOTBETCTBYET 3aKOHAM
Mennens.

[IpuMepsl: caxapHbIid 1Ma0€T, THIEPTOHUS, aJJICPTH.



"
XpoMocoMHbIe 00J1e3HHU
CBs3aHBI C U3BMEHEHUAMH B CTPYKTYpE

XPOMOCOM M UX KOJIMYECTBE. BHI3BIBAIOTCA
XPOMOCOMHBIMU ¥ T€HOMHBIMU MYyTallUAMHU.
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OTKJIOHEHUSI, 00yCJIOBJI€HHbIE

HepacxoxkJieHueM XpOMOCOM Yy YeJIOBeKa

CuHzipoM I'enoTun CuMIITOMBI YactoTta
Knantnedesnbrepa 44+XXY MY>KJHHA KeHOII0/I00HBIH, V/O0, 0,02%
OecrioneH
IIleperieBcKOroO- 44+X0 >KEHIMHA, HU3KUH POCT, 0,03%
Teprepa He3HauYuTeIbHasA y/0, becIionHa,
BTOPUYHBIE I10JIOBBIE IIPU3HAKH
BBIpaKeHbI €1a60
JayHa 47(TpucoMus |y/o, HOHMKEHHasd }KU3HECIOCOOHOCTD, | 0,001%
21-}i mappl) | POT IOJYOTKDBIT, IJIa3HbIE IeJId
y3KHe, KUCTH PYK U CTOIIa YKOPOUEHBI
ITaTay 47(tpucomus | JedekTsl cepaedHoll Ieperopojky, Yaire
13-1 I1appl) | BCE OTZAEIBI CEPALIA yBEIUIEHbl, YMHPAIOT
IJIyX0Ta, HecpallleHHe BEpXHel Ir'yObl 710 1 TOjIa
Tpucomus mo 44+XXX KeHmuHa, HopMa, IJIOJOBUTA, 0,12%
[IOJIOBBIM YMCTBEHHO €J1a00 pa3BUTa
HHpHU3HaKaM 44+XYY My>KunHa, BBICOKHI POCT, 0,1%
IIOBBIIIIEHHASA arPECCUBHOCTD

J




Pesyc-dakTop
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Yraerariiee
JIeUCTBUE
AQHTUTEJT




l..
HexxesraTeJIbHOCTh POACTBEHHBIX

OpakoB
B AnoHuu 1o CylecTByrIleMy 3aKOHOJATEILCTBY

OTell, BbIJaBasi JI0Ub 3aMYK, JIOJIKEH BbIJEJIUTD
ceMbe YUaCTOK 3eMJIH. UTOObI HEe «PaCHbLIATh»
CeMEeNHOI0 3eMJIEBJIaJ€HUSI, UaCTO KEHUX0B U
HeBeCT IOA0UPAIOT CPeAU POJICTBEHHUKOB. Ho
IIpUPOAy OOMAHYTh HEBO3MOXKHO, B TAKHX CEMbSIX
HaOJII0/IaeTCA PE3KOE ITOBHIIIIEHUE

HacCJIeICTBEHHBIX 3a00sieBaHu. OOBACHUTE, C UEM
ATO cBsA3aHO. Kak Ha3bIBaoTCs1 OJIM3KOPOACTBEHHbIE
opaku?
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Jluteparypa

= B.b. 3axapoB u ap. O0mas ouoaorus. poda,
Mocksa 2003r.

= P.A.IlerpocoBa « OCHOBBI reHETUKW», {poda,
Mocksa 2004 r.



