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FeHeTMYeckas AnarHOCTUKa TPaH3UEHTHON HeJOCTaTOYHOCTM aHTUuTpom6GuHa lll npu TpomoGodhunusax
(p.Alad16Ser, p.Arg79His, p.Pro73Leu, p.Val30Glu B reHe SERPINC1)

Mokaszartenb Pesynbtart PedepeHcHble 3HaveHus

[laToreHHbIX BolapnuaHToB
p.Ala416Ser, p.Arg79His,
p.Pro73Leu, p.Val30Glu B

MyTaunn p.Ala416Ser, reHe SERPINC1,

p.Arg79His, p.Pro73Leu, O6HapyxeH naToreHHbI BapuaHT p.Alad16Ser XapakTepHbIX A5

p.Val30Glu B reHe SERPINC1 TpaH3MEHTHON
HeOoCTaTO4YHOCTH
aHTuUTpombuHa lll,

obHapyxeHo He BbIno

KommenTapuu k mpo6e: Y mamenTta 0b11 00HapyskeH natoreHHbIi Bapuant B reHe SERPINCI, xapakTepHbIit A1 TpaH3HEHTHON
HepmoctaTogHOCTH aHTHTpoMOnHa I11. TpansuenTHas HenocTaTrouHOCTh aHTHTpOMOMHA 11 mpencraBnsger coboit
ayTOCOMHO-ZJOMHHAHTHOE 3a00JI€BaHIE, CBI3aHHOE C BAPbUPYIOIINM NOHIKEHHEM aKTHBHOCTH aHTHTpoMOMHa 111 B pe3ynprare
MaTOTeHHBIX BapuaHToB p.Ala416Ser, p.Arg79His, p.Pro73Leu, p.Val30Glu. Hocnute€nsCTBO JaHHBIX BAPUAHTOB CBA3aHO CO CPEIHUM
PHUCKOM Pa3BUTHS TPOMOOTHIECKUX OCIOKHEHUH, KOTOPBIHA HIKE, MeM B €IyJae KJIaCCHIECKOH HaCIeICTBEHHONH HEAOCTaTOYHOCTH
aaTuTpombuna I1I. Kimarmueckn 3aboieBanne y B3pOCIBIX POSBISIETCS TPOMO03aMH ITyOOKHX BeH (HIKHHE KOHEYHOCTH,
ME3eHTEepPHUYECKHE BEHBI, JICTOUHBIC BEHHI, liepeOpalibHbIC BEHbI, HOPTAaTbHAS BEHA U IOBEPXHOCTHBIE BEHBI), a TAK)Ke TPOMOO3aMHU
CeTYaTKH U apTepUaNbHBIMU TpoMOo3amMu. OCcoOeHHOCTAME Ta00PATOPHOI KAPTHHBI JaHHOTO 3a00JI€BaHUS SBISIETCS HOPMATBHBII
YPOBEHb aKTUBHOCTH B OJJHOM U3 JIBYX MOCIE0BaTEIbHBIX U3MEPEHUH aKkTUBHOCTH aHTUTpoMOuHa I1II.
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