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FeHeTnyeckan anarHocTuka anbca-1-aHTUTPUNCUH HegocTaToOYHOCTH, annenu PiS u PiZ (reH

SERPINA1)
lNokasaTenb PesynbTtar PedgepeHcHble 3Ha4YeHNs
. [laTonornyeckue annenu
MaTtonornyeckune annenu PiZ n . . 1
. OOGHapyxeHa natonornyeckas annens: ZZ PiZ n PiS B reHe
PiS B rene SERPINA1
SERPINA1 He o6HapyxeHbl

KomMmenTapun k npode: O6HapysxeHre MyTanuu B ooenx amuiensx rena SERPINAI ¢ 60mb110i BepOSTHOCTHIO YKa3bIBaeT HA
HeJI0CTaTOYHOCTh ajb(a-1-anturpuncruHa (A1AT). OObYHO MyTalys B 00€UX aJjIeNsaX T'eHa IPUBOANT K 3HAYNTEIHHOMY CHIDKCHUIO
koHueHrpamu A1AT, onHako, KIMHHYECKHE posiBiieHns HeoctarouHocTH A1ATH Bo3HMKaIT HE y BeeX. Anbga-1-aHTUTpUIICHH
(A1AT) mpencraBnset coboit CHHTE3NPYEMBIi TeUeHbI0 0CTPO(ha30BHIi OeTOK, KOTOPHIN BO3ICHCTBYET HA MHOTHE MMMYHHBIE
MIPOIIECCHI, ITPH 3TOM €T0 aKTMBHOCTH HAIIpaBJIeHa Ha yMEHBIIIEHHE TKAHEBOTO TIOBPEXAECHIS HpH BocTiaieHnu. HemoctarounocTh
A1AT npencrasinsier co00i HacIeACTBEHHOE ay TOCOMHO-PEIIECCHBHOE 3a00JIeBaHle, XapaKTePHU3YIoIeecs HapylleHneM (GpyHKIUH
A1AT BcnencrBue mytaunu B rene SERPINA1. Hanbonee uacro A1ATH oOycnoBiena HannuueM PiZ u PiS annened,
BCTPEYaEMOCTh KOTOPBIX yBenuueHa cpeau 6ombHbIX XOBJI, rpanyneMaro3oM ¢ HONMaHTANTOM, OUPPO30M IeueHU. CHIDKEHUE
koHneHTparnu A1AT u HapymeHne ero GyHKIMOHATBFHON aKTHBHOCTH IPUBOINUT K YCYTyOIICHHIO HEHTPO(DMIFHOTO BOCTIATICHUS U
TKaHEBOTO MTOBPEKICHNUS JIFOOOH STHOJIOTUH, OCOOEHHO XapaKTEPHO PN STOMHOPKEHHE JIETKUX C pa3BUTHEM SM(PH3EMBI.
Haxomnenue abeppantHoro 6enka A1AT B renaronurax npuBOJUT K HUTOIUTHYECKOMY CHHIPOMY, (PUOpO3y U LIMPPO3y NEUECHH, a
TaKOKe MOBBIIIEHHIO PUCKA PAa3BUTHS I'eNIaTOLEIUTIONAPHON KapudHOMEL. JlanHsle henoTnnsl Hepoctarognoct A1AT mMoryT
COIYyTCTBOBATH JIPYT APYTY, HO YaCTO B KIIMHUYECKON KapTHHE MPEBATUPYET OAWH U3 CUHAPOMOB. JlnarHo3 HepoctaTouHoCcTH A1AT
MOTBEPIKIACTCSI TPU HATHMYUH [ATOJIOTHUECKuX ayuteneil PIZZ; PISZ uPiSS. Uureprperaius pe3yibTaTOB COOTBETCTBYIOT
pexomennarmsaM European Molecular Genetics Quality Network, 2014.
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