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Il)1aH JIeKITUN

Knaccndukaumsa Mmytauum
TNbl TOYKOBbLIX MyTaLUM
CeproBUAHOK/IETOYHAS aHEMMUS

MyTareHsl
HacneactBeHHble 601€3HM N UX AMArHOCTUKA 9 / 15

Heaens « MyTaumm




Kiraccupukanusa MyTalun

YpoBeHb U3MeHeHNn reHHble, XpOMOCOMHbIE, TEHOMHbIE
KneTtku coMaTn4yeCcKkne n repMmnHaibHble
lMocnepcrteua BpeaHblE, Hel;'lTpaﬂbele, none3Hble

[MpoucxoxkaeHune CMOHTaHHbIE U MHAYLMNPOBAHHLbIE



THUIIBI TOUKOBBIX MyTaI[HI

Tvn Pesynbrar

MwucceHc 3aMeHa 04HOM aMUHOKUCIOTbI
HoHceHc MpexxaeBpeMeHHbIN CTON-KOA0H
Monyauas AMWHOKNC/IOTA HE MEHSsIeTCA

CABUI paMKu BcTaBka nau aeneums, HekpatHasi TPEM HYKNeoTUaaMm



[IpuMep: CEPIIOBUIHOK/IETOYHASA aHEMUS

3ameHa GAG Ha GTG B reHe HBB
B B-uenu remornobumHa Glu 3ameHsieTcs Ha Val
Tvn HacneaoBaHUA: ayTOCOMHO-PELLECCUBHbIN

[eTepo3unrotbl 6oaee yCcTon4mBbl K Mansapum

Glu = Vval

B-uenb remornobunHa




MyTareHsl

dusnyeckme XuMunyeckue
YO 1 noHmsupyrouiee nsnyvyeHme AHaN0orM OCHOBaHWUM, ANKUINPYIOLLME areHTbI
Bbuonornyeckue CnoHTaHHbIEe

Bupychbl, TpPaHCMO30HbI OWKNBKN penauKaumm, TayToOMepHble CABUMU



IIpruMepbI HAC/IeACTBEHHBIX 00/1e3HEen

MyKoBUCLUA03 AP leH CFTR, myTaumsa AF508
deHnNKeToHYypus AP len PAH

bonesHb [eHTUHITOHa AL SkcnaHcua CAG-nostopos B HTT
femodunmsa A X-p leH F8

Muoguctpodusa [roweHHa X-p e DMD



AnHaMHU4YeCcKrue MyTaltuu

DKCNAaHCUA TPUHYKNEOTUAHbIX MOBTOPOB
bonesHb leHTUHITOHA: noBTOpbl CAG
CnHapoM oMKomn X-xpomMocoMbl: noBTopbl CGG B FMR1

AHTUUMNAUMSA: 6BONE3Hb NPOABAAETCA paHbLUE U TaXenee

B MOKOJIEHUAX CAG

noBTopbl B reHe HTT




JArarHoCcTUKa U NpoPpUIaKTUKA

MNMpeHaTaNnbHbIN CKPUHUHT
Y3W, bunoxmmmyeckme Mapkepbl, HEMHBA3MBHbIE
TecTbl

MoneKkynapHasa ANMarHoCTUKa
MUP v cekBeHMpoBaHne

HeoHaTanbHbIN CKPUHUHT
Hanpumep, peHnNKeToHypus

KoHcynbTUpOBaHue
OueHKa pucKa ans ceMbm



HUTOoTH K KOHTPOJIBHBIC BOIIPOCHI

YeM MUCCEHC OTANYAETCS OT HOHCEHC-MYyTaLUK?
Y70 BbI3bIBAET CEPNOBUAHOKAETOYHYIO aHEMUIO?
Y10 Takoe aHTUuMnauma?

MpaKTnKa: pa3bop NnpMMepoB MyTaLUM
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