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Anbda-1-aHTUTPUNCUHOBAA HeL0CTaTOYHOCTb. MccneaoBaHne NOAMMOPPHbIX
BapunaHToB Glu264Val n Glu342Lys reHa SERPINA1
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KpaTKas
nHpopmayma o
3abonesaHumn

Anbda-1 —aHTutpuncuH (A1AT ) sBnsieTca 6enkom ocTpoii dasbl, Ybs
KOHLIEHTpaLmA B NJa3Me NOBbILIAETCA B HECKOIbKO pa3 Npu akTUBHOM OCTPOM
NN XPOHUYECKOM BOCNaneHuu. MNoaasasaowan Yactb anbdpa-1-aHTUTPMNICHMHA
CbIBOPOTKM 06pasyeTca B neyeHn. Jedbumumt A1AT (anbda-1-aHTUTpUNCMHOBAA
HeA0CTaTOUYHOCTb) NpeacTaBaseT coboit HacneacTBeHHoe 3aboieBaHme,
06ycnoBaeHHOE CHUXKEHHOM CbIBOPOTOYHOM KOHLEHTpaLumel anbdpa-1-
AHTUTPUNCUHA, € obLLelt YyacToTon BcTpedaemocTn 1:3000-5000. Cpegm nuy, ¢
amdunsemoit, acTMoi, XpOHUYECKON OOCTPYKTUBHOM B01€3HbBIO NEerKNX
pacnpoCTpPaHeHHOCTb HEAOCTAaTOYHOCTH anbda-1-aHTUTPUINCMHA CYLLECTBEHHO
Bbllle, Yem B 0b6Lel nonynaunmn, n gocturaet 1:100-1:10. PucK passuTms
naTonornm nerkux Ha poHe gedmumnta A1IAT 3HAUMTENbHO YBEAMYMBAETCA Y
KYPUNbLLMKOB: 3MbU3EMA U TAXKENAA XPOHMYECKaa 06CTpyKTMBHAA 6onesHb
NErkux y KypAawmx anw, ¢ aednumTom anbda-1-aHTUTPUNCUHA Pa3BMBAETCA, B
cpegHem, K 32-41 roay. Oedunumt anbda-1-aHTUTPUNCKMHA YKe B AETCKOM
BO3pacTe MOXKET Bbi3blBaTb MOPaXKEHUE MNeYeHu, ero MoXHO NoL03peBaTb Npu
CMHAPOME TAXKENOro renatuTa Y HOBOPOXKAEHHbIX, XONECTAaTUYECKOM CUHAPOME
B 4ETCKOM U MOJIogoM Bo3pacTe. Y auu, ctapue 50 fieT NoBbIWeH PUCK Pa3BUTMA
LUMppOo3a NevyeHu 1 renatoLeNIINAPHON KapumHoMbl. bonee peakmmm
KIMHUYECKUMUN NPOoABAEeHNAMN HegocTaTouHocTn ALAT asnatoTea

HerOTMHECKMVI NAaHHUKYNUT, CUCTEMHDbIN I'paHyl'IEMaTO3HbI171 BaCKyuT.

OMIM

613490

MepeyeHb
nccnenyembix
reHoB, MyTauui

leH SERPINAL. TectnposaHue BapmaHToB Glu264Val n Glu342Lys.

NHPopmauyma o
MeToze.
TpeboBaHue K
MmaTepuany

NccnepoBanue ¢ obpasuamm BblgeneHHon AHK BbinonHseTca metogamum MLUP,
PECTPMKLMOHHOIO aHanM3a, C pasaeneHnem noaydaembix JHK-npoaykTos ¢
NMOMOLLbIO Frenb-371ekTpodopesa B arapo3HOM M NOMAKPUAAMULHOM Fene ¢
nocneayowen getekumen B YO-ceete. Onpegensetca crtatyc no noamMmopPHbIM
BapuaHTam Glu264Val n Glu342Lys reHa SERPINA1 (BkAto4yasa HanmMume romo-
b0 reTeposnroTHoOCTH).

[na aHanusa ncnonb3lyeTtca BEHO3HAA KPOBb, B3ATaA B Npobupky ¢ 3ATA > 2 ma.
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