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3aKOHOMEpPHOCTH
HacneacTBEeHHOCTU U
N3MEHYNBOCTMU

C TOYKM 3peHUNA NaTonorun



3agaum MeauLUHCKOW
TeHeTUuKWU
* A3yuyeHUue xapaKkTepa HacneacTBeHHbIX

oonesHeun

e PaspaboTka meToo0B reHHOMU
UHXXeHepuu (3amelLleHune
NaTosIOrM4eCKMX reHoB HopmMasibHbIMH)

e [lony4yeHue nekapcTBeHHbIX BeLleCTB
(MHCcynuHa n UHTepdepoHa)

e PazButne nopoaoBoun AMarHOCTUKNU



KakoBbl NpU4YnHbLI MyTauun?
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BcnomHuTe Knaccundpukauuro
MyTaLuuu
1. 1o meCcTy BO3HUKHOBEHMUA:
coMaTu4vecKue U reHepaTuUBHbIE

2. 1o ypoBHHO BO3SHUKHOBEHUSA:
reHHble
reHoOMHbIe
XPOMOCOMHbIE



Knaccudunkauums
HacneaACcTBeHHbIX Oorne3Heun

[[eHHble
AyTOCOMHOroO cuensfeHHoOro
HacnegoBaHUA  C NONIOM
HacnegoBaHuUA
anbONHU3M remocounus

hbeHnNKeToOHYpUA



Knaccudunkauums
HacneaCTBEeHHbIX Oone3Heun

XpPOMOCOMHbLIE
Cunpgpom Knandenbsrepa
47 XpOMOCOM
Ba+XXY ] [, el
/KeHOMNoAOOHbLIN MYXYNHiw=t
YMCTBEHHas OTCTarnocCTb




CuHpgpowm LLlepelueBckoro-

45 XpOMOCOM
44+X0

KeHLWuHa,
HU3KUM POCT, il 6
KOpOTKas wWwes, nTepnaun Bat\
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CamocTosTenbHaa paboTa

e [IlpounTanTe TeKkcT, €.175-176

 Bbinnwinte mepbl
NPodUNaKTUKN

eBaHUU




CuvnHpgpom [layHa

47 XpOMOCOM
Tpucomusa B 21 nape
YMCTBEHHas OTCTanocCTI
HU3Kas XKU3HEeCnocoOHO
MarieHbKUM HOC,
CrnmoLweHHas

nepeHocuua, [Mabno
[lnHepa

OnyLeHHbIe YrofnKu ryo

| o | “Afkﬁﬁﬁﬂ“




«Bonuybsa nactb»

47 XpOMOCOM
Tpucomua B 15 nape (XXX) §
He3apacTaHue TBepaoro Het
ypoAcTBa Ha nvue,

HU3Kas XKW3HeCrnocobHocC




Tpucomusa Nno NONoOBbLIM
npu3Hakam
47 XpOMOCOM
KeHwMHa — 44+ XXX

nnoaoBUTa, YMCTBEHHO
cnabopasBuTa

My>KunHa — 44+XXY

BbICOKMI pOCT, NOBbIWEHH a3
arpecCUBHOCTL




CuHapowm lNaTa

47 XpPOMOCOM
Tpucomusa no 13 XpoOMOCOME
Taxenble OTKNOHEeHUSA
B pa3BUTUMU

95% peteun

yMUPAIOT Ha NepBOM
roay XU3Hwu




CuHAapoM Kowavybero Kpuka

YTpaTta cbparmMeHTa 5- XpOMOCOMbI
HeobObI4YHbLIM NNay, N
HaNnOMUHAaKLWMIN MAyKaHbe 4
HapyLwieHue ropTaHu u
FONIOCOBbLIX g
CBA30K




