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MonHasa MoneKkynApHoO-reHeTM4YeCcKas AMarHOCTUKa He[OCTaTOYHOCTU NpoTenHa C npu TpomBodmnmum

MNMokasaTtenb PesynbTtar Ped. 3HaueHus
OGHapyXeH NaToreHHbIN BapuaHT:
MyTaumu reHa PROC reTepo3nroTHbIA NAaTOreHHbIN BapuaHT
p.H123K (rs1353)
KommeHTapum k npobe: Y naumeHTa 6bin 06HapyeH naToreHHbIN Uy yCrnoBHO NatoreHHbl BapmaHT B reHe PROC, yto
NoATBeEpXAaeT Hanuyme y naumMeHTa HacneacTBEHHOW He4oCTaTovHOCTM npoTueHa C.

He oGHapykeHo natoreHHbIX BapuaHToB B
reHe PROC

HacnencrtBeHHast HeAOCTaTOYHOCTb NpoTerHa C siBNAeTCst ayTOCOMHO KO-OOMUHAHTHBIM reHeTUYECKMM 3aboneBaHnem, CBA3aHHbIM C
nosiBneHvem natonorunyeckux sapnaHtos B reHe PROC, npmBogsawmux nnbo K NoHMxeHuo obLuen KoHUueHTpaumm 6enka (natoreHHble
BapuaHTbl Tuna | - 85% cnyyaes), NM60 NPMBOASALLME K CHUKEHWNIO aKTUBHOCTU Gernka, HO COXPaHeHMIo ero KoHUeHTpauum (
nartoreHHble BapuaHTbl Tuna lla n llb - 15% cnyyaeB). PacnpocTpaHeHHOCTb HacneACTBEHHON reTePO3nroTHOW hopMmbl
HepocTaToyHocTu npoterHa C oueHmBaeTcs B npegenax 0,17-0,5% B o6wen nonynauui. HocuTenbCTBO reTepo3nroTHOro
natoreHHoro BapuaHTta reHa PROC yBenu4ymsaeTt TpomboTuyeckumin puck oo 10 pas. KnuHuyeckn saabonesaHue y B3pocCrbixX
nposiBnsieTcs Tpombo3amm rny6oKMX BEH (HWKHNE KOHEYHOCTMW, ME3EHTEPUYECKNE BEHDI, JIEFOYHbIE BEHBbI, LlepebparbHble BEHbI,
nopTtanbHasi BEHa M NOBEPXHOCTHbLIE BEHbI) 1 HEKPO3OM KOXM, UHAYLUPOBAHHLIM NpMeMoM BapdapuHa. MNMpu peakmx TKenbixX
rOMO3WUIOTHBIX UITN CITOXKHbIX reTEPO3UrOTHBIX hopmax 3aboneBaHmsa MOXET pa3BuBaThCsl HeoHaTanbHasa nypnypa. JlabopaTopHbiMu
MapkepamMun HeJOCTaTOYHOCTU NpoTenHa C Ha3bIBalOT CHUXKEHUE KOHLEHTPaLUM aHHOro 6ernka nunm CHxeHWe YpoBHS aKTUBHOCTM
npoteuHa C.

Mpun nony4yeHHOM pe3ynbTaTe Takke pekoMeHayeTcs o6cnenoBaHned@nuKanLnX KPOBHbLIX POACTBEHHUKOB.

PasBepHyTOe 3akntoveHve B cooTBeTCTBUM € pekoMeHdauusamm HEGVS n EMGQN moxeT 6biTb MpeaocTaBneHo no 3anpocy.
MpeactaBneHHble AaHHbIE U MHTepRpeTauns pe3ynbTaToB COOTBETCTBYIOT pekomeHaaumnsm American College of Medical Genetics, a
Takke European Molecular Genetics Quality Network. cnonssyemble pecepeHcHble nocnegosatensHocty - NC_000002.12, PROC
RefSeqGene (LRG_599).
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