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OTyeT 0 MOoJIeKYNAPHO-reHeTU4YecKoMm uccneposanmum iHK
MeTOoAO0M K/INHUYECKOro CEKBeHUpPOoBaHUA

TEST TEST

[laTta poxxpeHns:

Mon: KeHCKMM

Bupn bromatepuana: KpoBb

Bua nccnepnosanud: lNaHenos «freHeTUYECKaaA NpeapacnosIodKeHHOCTb K pa3BUTUIO UHCY/1IbTa»

NHdopmayusa 06 nccnepoBaHum:

TeCT HOCUT MHAMBUAYANbHbIV XapaKTep, BCE BbIiBAEHHbIE OCODEHHOCTY 1 NPEAOCTaBNEHHbIE PEKOMEH 1a-
LMW NepCOHNMULMPOBAHbI, TaK KaK OCHOBaHbI Ha M3yYeHnn obpa3ua Baweit yHukanbHon HK.
ViccnepoBaHume nposefeHo MetofioM RT-PCR Ha obopyaosaHmm CFX-96 (Bio-Rad). lNMoaTeepxaeHo MeToaoMm
cekBeHMpoBaHKs no CaHrepy Ha aHanusaTope 3500 Applied Biosystems.

3BeHO naToreHesa FeHbl
daKTop CBepThIBaHMS KpoBK I, TPOMOUH F2
daKTop cBepTbIBaHWA Kposu V F5
JHOOTeNMansbHas CMHTa3a OKcnaa a3oTa NOS3
AHTNOTEH3NH AGT

OnucaHue reHoB:

leH F2 kopvpyeT 6eN10K MPOTPOMOUVH AW KOArynsLMOHHbBIN (hakTop I, KOTOPBIW ABASETCS OAHNM W3 MNaB-
HbIX KOMMNOHEHTOB CBEPTBIBAOLLEN CMCTEMbI KPOBW. B pe3ynstaTe ero hepMeHTaTUBHOMO pacluenneHns
obpa3syetcs TPOMOVH, [laHHas peakuus aBngeTCs NepBoii cTaavert 0bpasoBaHmsg KpOBSIHOMO CrycTka. lo-
NMMOP@HbLIE BapraHTbl B 3TOM reHe yBeNnYMBaloT PUCK BEHO3HbIX TPDOMOO30B, B TOM YuMcC/e, TpoMb0o3a
COCY/0B MO3ra 1 cepAlia, 0CObeHHO B MONOAOM BO3pacTe.

leH F5 koampyeT cBepThiBatoLMiA hakTop V, OCHOBHOM N1a3MaTUYeCcKin OeNoK, PerynmpyoLLmii CBepTbIBa-
HVe KpoBW. Ero yHKUMS 3aK1t04aeTCa B aKTVBM3aUMN peakLmmn 06pa3oBaHmns TpoOMOMHa U3 NpOTpPOMOU-
Ha. MyTaums B KOAUPYIOLLEM reHe NpuaaeT yCTOMYMBOCTb aKTUBHON hopMe hakTopa V K pacLiennstolemy
AEACTBUIO PErynvpytollero @epmeHTa, 4To MPUBOANT K MOBbILLIEHHOM CBEPTHIBAEMOCTH KPOBM, @ CefoBa-
TeNbHO, K MOBbILWEHHOM CKNOHHOCTY K Pa3BUTUIO COCYANCTbIX TPOMOO30B, SBASIOWMXCS PaKTOPOM purcKa
BEHO3HbIX U apTepuanbHbIx TPOMO03MO0NNIA, MHPAPKTa MYOKapAa 1 MHCYNLTa.
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fen NOS3 KoavpyeT aHAOTeNVanbHY CUHTA3y OKCMUa a30Ta 3, y4acTBYHOLLYIO B 06pa3oBaHmMm OKMCK a3o-
Ta, KOTOPas Yepes psa NocnefoBaTeNbHbIX PeakLMin NPUBOANT K paccnabnenumto maakux MbllL, v paclum-
peHuto cocyaoB. CHYDKEHMe aKTUBHOCTYM OKCMAa a30Ta MPUBOAUT K CY)KEHMIO MPOCBETa apTepuii, B pe3yib-
TaTe Yero Hem3bexHO CO BpeEMEHEM BO3HMKAET XPOHMYECKOe MOBbILLIEHHOE apTepuanbHoe AaBneHne 1
YBENMYMBAETCA BEPOSTHOCTb Pa3BUTUS TPOMO030B. BapnaHTsl reHa NOS3 CBsi3aHbl CO CHIKEHUEM YPOB-
Hs 06Pa30BaHNA OKMCYW a30Ta, YTO ABASETCH MOLLHbIM HEe3aBUCKMbIM (PaKTOPOM pUCKa Pa3BUTUS Funep-
TOHWM 1 CNa3ma KOPOHaPHbIX COCY0B, HAMPAMYIO KDOBOCHADXaOWMX cepaLe.

feH AGT KoavpyeT Npe-aHrMoTEH3VHOMEH NNW NPEALECTBEHHNK aHMMOTEH3MHOTeHa; KOTOPbI 3KCNpeccH-
pyeTcs B NeYeHn 1 pacluennseTca GepMeHTOM PEHHOM B OTBET Ha MOHKEHHOEe KPOBSAHOe AaBneHue. [1o-
Ny4YeHHbIN HeNoK, aHMMOTEH3WH |, 3aTeM pacllennseTcs aHrMoTeH3MHNpeBpaLLaoLwLnmM epmeHToM (AMD)
C obpa3oBaHMeM MU3NONOTMYECKM aKTMBHOMO hepMeHTa aHrMoTeH3Ha Il benok y4acteyeT B nogaep-
KaHWM KPOBAHOIO laBNeHNs, FOMeOCTasa XUAKOCTH ¥ 3NEKTPONIUTOB B OPraHKU3Me, a TakKe B naToreHese
apTepyanbHOM rMNepTeH3UM 1 NPe3KNaMncum.

Mony4yeHHbI€ FeHOTUNMDbI:

leH FeHoTMN Puck

F2 G/G CpeaHenonynsiuMoHHbIM

F5 A/A BbicoKni

NOS3 G/G CpeaHenonysMoHHbI

AGT G/G [MoBbIWeHHbIV
3aknyeHue:

BbigBneHHbIn reHoTnn A/A reHa F5 (mpoakueneprHa) cBsi3aH ¢ 8-10-KpaTHbIM YBENUYEHVEM PUCKA Pa3BU-
TN BEHO3HOW TPOMO3IMOONMN. ITY MyTaLIMIO 0ObIYHO Ha3biBatoT «akTopoM V JleraeHar. MyTtaums /lei-
[leHa — caMas pacnpoCTpaHeHHas MpuYMHa HaCNeACTBEHHOM CKNOHHOCTM K TPOMb03aM, MHbapKTaM, UH-
CYNbTaM U aKyLIEPCKMM OCNIOXKHEHKAM Y NI0Ae eBPONeOVAHOM packl. [eTepo3nroTHas MyTaums (nedekT-
HbI 1 13 ABYX anneneit reHa npoakLeneprHa) nMeeT bonee 61aroNPUATHbIM NPOrHO3 YeM rOMO3MUrOTHas
MyTaLmMs. B 3TOM Cnyyqae aHTUKOAryNsaHTbl Ha3HayatoTcs Npy bepeMeHHOCT W, Nnepe NaaHnpyemMon onepa-
LMeNn, Mpy Cepbe3HbIX TPABMax 1 npreme 3aMecTUTeNbHON rOPMOHANbHON Tepanuu. BbiSBAEHHbIA reHo-
TUN COOTBETCTBYET NOBbIWEHHOMY PUCKY Pa3BUTUS MHCYNbTA.

BbigBneHHbin reHoTnn G/G reHa AGT CBSA3aH C yBENMYEHUEM PUCKA Pa3BUTUA MHCYbTa.

PekomeHpauun:
ObpaTuTeCh K CBOEMY NlevallieMy Bpayy Ans noabopa onTuUManbHbIX MPOMUAaKTUYECKMX MEPONPUSTUIA.
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