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MHTepnpeTaumio Nony4eHHbIX Pe3y1bTaToB NPOBOAMT BPay B COBOKYMHOCTH C A , K. KUMK f 1 pesynbTaTaMu Apyrux
[IMarHOCTUYECKNX UCCe0BaHMA.
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CNMPABOYHAA NUHOOPMALIUA.
FTEHETUYECKUN AHANU3

18-025 ®dakTop cBepTbiBaeMOCTM KpoBu 13, cybbeanHumua Al (F13A1). BbiasneHne mytaumm
G103T(Val34Leu)

FEH FeHeTMYeCcKU mapKep BapuaHTbl reHOTUNOB

F13A1
G103T

Coagulation factor XIll, A1 subunit G/G G/T T/T
g f (Val34Leu; rs5985) / / /
OMIM ID: 134570

ObBLWAA UHOPOPMALMNA OB UCCNEAOBAHUN

Cuctema remocTasa npeacTaBaseT coboli COBOKYMHOCTb OUMOXMMUYECKMX MPOLLeccOB, 0OECMeuYMBAOLLMX KUAKOE COCTOAHWUE
KpOBU, NoaaepKaHMe ee HOPMaNbHbIX PEOIOrMYECKUX CBOWMCTB (BA3KOCTM), NpeaynpekaeHne U OCTaHOBKY KpoBOTeueHuid. B Hee
BXOOAT GaKTOpbl CBepTbiBalOLLE, ecTeCTBEHHOM NpPOTMBOCBEpTbIBAtOWEN U GUOPUHOAUTUYECKON CUCTEM KpoBWU. B Hopme
npoLueccbl B HeW ypaBHOBELUEHbI, YTO MOAAEPKMBAET KUAKOE COCTOAHME KpoBWU. CMmelleHMe 3TOro paBHOBECWUA BCAeACTBME
BHYTPEHHUX WA BHELWHMX GaKTOPOB MOMKET MOBbIWATb PUCK KPOBOTEYEHUI UAM TpomboobpasosaHma. Ocoboe BHMMaHUE npu
oLeHKe pucka Tpomb60aMb601MK 1M MHbapPKTa MMOKapAa YAeNsaeTca reHaM KoaryaaumoHHbIX (cBepTbiBatowmx) ¢akTopos Kposu 7 1
13 (F7, F13), nameHeHns B KOTOPbIX B BOMbWMHCTBE C/ly4aeB HanpasieHbl Ha obecnedyeHue 3alMTHOro addeKkTa. CHUMKEHUE
AKTMBHOCTM AaHHbIX GaKTOPOB CNOCOBCTBYET YMEHbLUEHUIO TPOMB006Pa30BaAHMS.

leH F13A1 kogupyet A-cybbeauHuuy (F13A1, cybbegnHmua A-1) dakTtopa Xlll — 6esKa, y4yacTBYHOLLErO B NPOLLECCE CBEPTbIBAHUSA
KpoBu. ®aktop Xlll (F13), cocToawmn n3 asyx A-cybbeamHUL, MMELWMUX KaTalUTUYECKYH aKTMBHOCTb, U AByX B-cybbeauHuu,
npeacTaBnseT cobol NaasmaTUUYecKUi IMKONPOTENH, LLUPKYIMPYIOLLMIA B N1a3Me KPOBM B KOMeKce ¢ 6enkom pubpmnHoreHom.
M3meHeHns B reHe F13A1 B OONbLWKMHCTBE C/Iy4AEB CHUMKAKOT PUCK Pa3BUTUSA NATONOMMIM, CBSA3AHHbLIX C MOBbILWEHHbIM
TpomboobpasoBaHMEM. YYacTOK, B KOTOPOM MPOMCXOAWUT 3aMeHa HyKneoTuaa ryaHuHa (G) Ha TumuH (T) B mosumuum 103,
ob03HayaeTca Kak reHeTuyeckmii mapkep G103T. Bcreacteue 3ameHbl HYKNEOTUAA Ba/IMH 3aMeLLL@eTcs Ha IelumMH B nosunuumn 34
aMUHOKMCNOTHOW nocnepoBaTenbHoct (V34L). [aHHbI yyacTOK pacrnonaraetca B HenocpeacTBeHHoW 6aM30cTv OT caiTa
B3aumogenctema F13 ¢ TpombuHOM. B pesynbTaTe 3ameHbl NpeobpasytoTcs buoxmmmnyeckme ceoictea 6enka F13, a umeHHO ero
cnocobHocTb "cwumBath” GUbPUHOBLIE MOHOMEPDI, BCIeACTBUE Yero pUbPUHOBbIE CTYyCTKM NoJydatoTcsa 6o/1ee TOHKMMMU.
MccneposaHnamm 6b110 MOKasaHo, YTO romo3uroTbl no annento T (reHotun T/T) perke 3aboneBatoT BEHO3HbIM Tpombo3oM M
BEPOATHOCTb MHGbAPKTa MMOKApAa Y HUX HUKe. CHUXKEeHUM ypoBHs ¢dakTopa 13 B nsasme, HapyleHue CTPYKTypbl U CBOWCTB
$dMBPMHOBOTO CrycTKa, MOXKeT 6bITb MPUYMHOM OTCPOYEHHbIX KPOBOTEYEHUI.

BO3MOXKHble reHOTUnNbI

=  G/G — HOopMmanbHas akTMBHOCTb Besika F13
=  G/T - aKTnBHOCTb 6eska F13 ymepeHHO CHUMKeHa
=  T/T —aKkTuBHOCTb 6esKka F13 3HaunTeNIbHO CHUMKEHA

UHmepnpemauyua pe3ynbsmamos uccnedosaHuUA O0/MHKHA npoeodumbm epayom-crieyuasaucmom 8 KoOMrisieKce C aHaGMHe3om,
K/UHU4Yeckumu, ﬂ060meOprIMU u, npu H€O6X06UMOCIT)U, dpyewwu 2eHemu4ecKUMU OQHHbIMU.

Ba)kHble 3ame4vyaHun

[ns naHHOro MapKepa He CyLLecTByeT noHATMA "Hopma" 1 "naTtonorna”, T. K. uccnegyetca nonMmopdursm reHa.

NMPEAOCTAB/IEHHAA MHOOPMALIMA HE ABNAETCA MHTEPMNPETALMEN PE3YNIbTATA TEHETUYECKOIO AHANTM3A.
NMPOKOHCY/IbTUPYMTECH CO CNELIMANUCTOM!

CrpaHuua 1 mns 1



