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1. SATAJIbHI NOACHEHHSA WOAO ABTO3AIMNAJIbHUX
3AXBOPIOBAHDb

1.1 3aranbHi NOACHEHHA

HenaBHi [OCNIAXEHHSA Y4iTKO NOKa3yloTb, WO AefAKi pioKiCHI
3aXBOPIOBAHHS 3 JINXOMAHKOK CAPUYNHIOKTLCA FTEHETUYHUM
nedekToM. Mpun baraTbox 3 LKUX 3aXBOPOBaHb MOXXYTb CTPa)KAATU iHLUI
YNeHN POANHU Bif MOBTOPIOBAHUX NPUCTYNIB JINXOMAHKWU .

1.2 LLlo o3Ha4Ya€e reHeTu4YHUMn aedekr?

FeHeTU4YHUN aedeKT ONNCYE reH, aKunm 6yB 3MIHEHUW LLUNAXOM TaK
3BaHOI MyTauil. LA MmyTauisa 3MiHWIa PYHKUIO reHa, aKUin noTiM
Mocuiae HernpaswuibHY iHpopMauito A0 Tina, i, TAaKUM YNHOM, BUKJINKAE
3aXBOPIOBAHHA. Y KOXKHIN KNiTUHI € ABI KOMIil KOXKHOro reHa. OaHa Konis
nepenacTbCs Big MaTepi i gpyra Big 6aTbka. € gBa pi3HUX WAAXN
ycnagkyBaHHA:

PeuecuBHuN: Y uboMy Bunaaky obnasi Konil reHa HeECYTb MyTalito.
BaTbKM HOCATb MyTaUilo, AK NPaBWUIO, TiJIbKN Ha OOQHOMY 3 ABOX CBOIX
reHis. BoOHN He xBOpitoTb, 60 XxBOpoba BMHUKAE TiNbKWN TOo4i, KON
obnaBa reHn MmatoTb MyTauito. PU3nK Toro, wo antuHa byne
HacnigyeBaTn MyTauito Big 060x 6aTbKiB, CTaHOBUTb 25%. JOMiHAHTHUN:
Y uboMy BUMaAKy € AOCTaTHbO OAHIEl €EAUHOT MyTauil, W06 BUHNKO
3axXBOPOBaHHA. AKLLO 0AWH 3 6aTbKiB € XBOPUM, TO PU3UK Nepedadi
XBOpPoOU 00 AUTUHKN CTAaHOBUTbL 50%. TaKOXX € MOXX/IMBUM, LLLO XKOLEH 3
baTbKiB He Hece MyTauil. Y ubOoMy BUNaAKy MyTalito Ha3mBaloTb De-
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novo-Mutation. Lle € Ton BUNagokK, KoM MyTalia reHa ctanaca B
MOMEHT 3a4aTTsa AUTUHN. TeopeTU4HO, HEMAE HIAKOro pPU3nNKy
3axXBOPOBaHHA (L0 BUXOANTb 3@ PpaMKM HOPMaJibHOI BUNagKoBoi) On4
IHWOT ANTUHN. ANle NOTOMKW XBOPOI AUTUHN MalTb TON CaMUN PU3NK
ycnagkyBaHHA MyTauil, AK Npy AOMIHAHTHOMY LUASAXY YCNaAKyBaHHS
(TobT0 50%).

1.3 fAAKi HacnipknM Ma€e reHeTU4YHUU pedekT?

MyTauia BnanmBa€e Ha BUPobsieHHs TOro 4um iHworo binka i BignosigHO Ha
Noro pyHkuUito. MyTaHTHMIX BINOK CNPUYNHAE 3anafibHUN Npouec i
003BOSSE, WO6 NPUYNHHUN PaKTOpP, SKUN Yy 300POBUX JIIOAEN HE B
CTaHi 6yB 61 BMKAMKATW 3anajieHHs, a Y XBOPUX JIl04eN NPMU3BOANTb A0
JINXOMaHKW i 3anasieHHs.
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