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Crnenuduka 4ej10Beka Kak 00beKTAa
reHeTHYeCKHX UCCJIeI0BAHUH

CNOXHbIN XPOMOCOMHbIN HAbop

[ eHeTnYeckas HeOQHOPOAHOCTbL NonynAunn nogen
OTcyTCTBME TOMO3UTOTHBLIX NTUHUN
HeMHorodyncneHHoCTb NOTOMCTBA

Pa3Hoobpa3ne brnorornyeckoro n counanbHoro
OKPYXXEeHUA Nnoaeu

MenneHHas cMmeHa NoKOorneHun

HeB0O3MOXHOCTb NOMELLEHUSA BCEX YIEHOB CEMbU B
abConTHO OANHAKOBbIE YCITOBUS

[TpogoMmKUTENBHOCTbL XXU3HWN UCCIIeq0BaTENEN
consmMepuma c AnMTENbHOCTbIO CYLLIECTBOBAHUS
o0beKTa N3yyveHusd



MeToAbl(n3yyeHna HacneACTBEHHOCTU YesigBeKa




Cxema podocaosHou







HacneactBeHHble 60n1e3HM

B MmegnunHCKOW reHeTUKe HaCYUTbIBAETCHA OKOS10
3000 HacneaCcTBEHHbIX 3aboneBaHUN

OKorno 4 % HOBOPOXAEHHbLIX OEeTEU CTpaaatoT OT
reHeTn4yecknx oedektons

113 10raMeT YenoBeKka HECET OLLUMOOYHYIO
MHOpPMaLMIO, 0OYCIOBMEHHYIO MyTaLVEN

N3y4yeHmne n npounakTruka HacneacTBeHHbIX
bonesHelt Yenoseka —NpeaMeT Hayku, KoTopas
Ha3biBaeTca MEOUWUMNHCKOU TEHETUKOU



MYTaLI,MM — Hacd/neacTBeéHHble usMmeHeHUs
reHeTn4yeckoro Mmatepualsia

MyTauum BO3HMKAKOT BHE3arHo, CKaykoobpasHo.

MyTauum HacneaCcTBEHHbIE, T.€. CTOMKO NepeaatoTcs
N3 NOKONEHUSA B NOKONEHUe.

MyTaunm cnyyvyanHbsl U HeHanpaBeHHbI —
MYTMPOBaTb MOXET 000U reH, Bbl3blBasi USMEHEHME
KaK He3HauynTenbHbIX TaK U XXU3HEHHO BaXXHbIX
NPU3HaKOB.

OOHN n Te xe MyTauuUn MOIyT BO3HNKATb NMOBTOPHO.

[lo cBOEMY NPOABNEHUIO MyTaLUK MOTYT BbITb
NOne3HbIMN U BpeOHbIMU, AOMUHAHTHbLIMU U
PELECCUBHbLIMM.

MyTauum bbIBalOT 2eHepamueHbIMU U
coMamu4yecKumu.



MyTaljum — npuYmnHa ret

ieTUu4eCKnx aHom

NlA%




[[eHHble 6021e3HU 1 aHOMaInun

Y yenoBeka dasibmoHU3M (HECNOCODHOCTL
pasnuyaTtb KpacHbIW 1 3eneHbin LiBeTa)obycrnosneH
cuensiEHHbIM C NOSIOM PELECCUBHLIM FEHOM C,
NOKann3oBaHHbLIM B X-XpPOMOCOME. Y Cynpy>XeCKou
napbl, pOAUIICS CblH —OanbTOHUK,
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[emodunus

Bbi3biBaeTCcAa peLeCcCnBHbLIM reHOM, PAcnonOXeHHbIM
B X — XpoMOCOMe, TMO3TOMY >XEHLUHbI,
reTepo3nroTHble No AdaHHOMY TreHy, obnagatoT
HOpMarbHOM CBEPTLIBAEMOCTLIO KPpOBU. B Bbpake co
300POBbIM  MYXYMHOW  XeHWWHa  nepenaer
NONoBNUHE CBOUX CbIHOBEN X — XPOMOCOMY C reHOM
remodounuun. lNpuyem govyepn NMeT HoOpManbHYH
CBEPTbLIBAEMOCTb KPOBW, HO MOMOBUHA U3 HUX —
HOCUTENbHULbI reHa reModUnnn, YTo CKaXXeTcH B
OanbHeunweM Ha NOTOMKax MY>CKOro nona.



«Llapckas 6one3Hb»

® bonesHb KpoBwy,
cTaBLlas NPUYNHON
paHHen cMepT MHOTUX
HacrneaHMKOB
npaBALNX AMHACTUMN
BenukobputaHuum,
[epmaHun, NicnaHumn u
Poccuu,
pacnpocTpaHanach
cpean NOTOMKOB
bputaHckon Koponessbl
Buktopun, y Kotopowu,
BUOMMO, N Npomn3oLuna
MyTauua reHa. bonesHb




CepnosudHOKAEMOYHAA aHeMUS




HacnedosaHue
cepnosudHOK/1emoYHoU aHemuu

Poautenu

HOCUTENDb ﬁ@ 340poB HOCUTENb F{& HOCUTENb

EEE X

HOCUTENb 300pOB 6one3uHb HOCUTeNb 300pOB

Hetn




XpoMOCOMHble 601e3HM

B omau4ue om 2eHHbix 60ne3Hel xapakmepHo He HacnedosaHue ux om
npedwecmsyroujux nokoneHul, a 803HUKHOBeHuUe gcaedcmsaue Hosolu

mymayuu

bosnie3Hb [layHa cBA3aHa C
HepacxoXgeHuem npu aeneHnn 21 —
XPpOMOCOMGI. B pesynbraTte Takoun
aHoMarsinmm KNeTkn amopmoHa UMELOT 47
XPOMOCOM BMECTO 46. XpoOMocomMa — 21
OKa3bIBAeTCH HEe B IBOVHOM, a B
TPOUHOM KOnu4yecTse (Tpucomus)



AnA >KeHWMH B BO3pacTe AO 25 JIeT BepOATHOCTb
poXxaeHus 6osbHOro pebeHka paBHa 1/1400, A0 30 —
1/1000, B 35 J1IeT PUCK BO3pacTaeT 40 1/350, B 42 roga Ao
1/60, a B 49 net A0 1/12.




PakTopbl, KOTOpbIE BbI3bIBAIOT
reHeTUYeCKUE aHOMAaJ/IUM YeioBeka

AIKOronnsm ogHoro u3 poguternen
KypeHue OyayLien matepm

[TpnHATME BOrbLLOro KONM4YecTBa NEKapCTB BO
Bpemsi bepeMeHHOCTH

3HauuUTENbLHLIN BO3pacT MaTtepun. Y poauteneun
rnocne 40 NeT YacTtoTa NosABreHnst 0onbHbIX JETEN
PEe3KOo BO3pacTaer.

3arpsisHeHne oKpyxatroLlen cpeabl MyTareHamum
(paduoakmuesHoe u3rydyeHue, XtuMu4yeckue
3azgps3HUMersiu 800kl, Mo4Y8kl, 8030yxa, necmuuuosl,
XUMU4YecKue Kpacumersu, 1aku)



MyTn npodmnnakTUKu Hacne ACTBEHHbIX
3aboneBaHUM

® 3anpeT Ha bnmM3kopoaCTBEHHbIE DpaKu

@ 3anpeT Ha ynoTpebneHne ankorons,
HapPKOTMYECKMX BELLECTB, KYypeHme

® bopbba 3a YMCTOoTY OKpYyKatoLLEN
cpeabl, 0COOEHHO NPOTNUB MyTareHoB

® Meaouko-reHetTn4yeckoe
KOHCYNbTUpOBaHUE

® [lopoooBas AnarHocTuka
HacneacTBeHHbIX 3aboneBaHUN



