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FeH Koaupyembi 6enok O6nactb akTuBHoCcTM  [Monumopdmsm  Jlokanusauma Pesynbrat Lindp
GPlba TpombouunTapHbI rMMkonpoTenH 1ba KneTouHbln remocTas VNTR CiC 1
(TpomboumnTapHbIn)
Fv V KoarynsiuMoHHbI (hakTop CBEPTLIBAEMOCTM KpOBM [Nra3aMeHHbI remocTas G1691A Arg506GIn GIG 1
(dbakTop Jlenngena)
FBG DunbpUHOreH Mna3meHHbIN remocTas G-455A Promoter G/A 2
Fll Il KoarynsiuMoHHbIA dakTop (MPOTPOMOUH) Mna3MmeHHbIN remocTas G20210A 3-UTR G/A 2
MTHFR MeTtuneHTeTparngpoconaTpeaykrasa donarHbIn LUKk Ce77T Ala223Val CIT 2
VKORC1 ButamuH K anokcua-peaykTasHbli KOMNNEKC Mna3meHHbIN remocTas C+1173T CIT 2
cybbeanHuua l
FVil VII koarynsiuMoHHbI chakTop Mna3meHHbIN remocTas G10976A Arg353GIn GIG 1
PLAT TkaHeBOW akTMBATOP Nria3MyMHoOreHa lMna3MmeHHbIN remocTas C-7351T Promoter CIT 2
PAIL NHrmbutop aktneBaTopa nnasmuHoreHa MnasmeHHbIV remocTas 675 5G/4G 5G/5G 3
Gpllla TpombouunTapHbi rnukonpoTeunH llla (nHTerpuH-6eTa-3)KneTouHbin remoctas T1565C Leu33Pro TIT 1
(TpomboumnTapHbIn)
FXIl Xl koarynsauunoHHbln hakTop (XaremaHa) Mna3meHHbIN remocTas C46T 5-UTR CIT 2

lMpumeyaHue: 1-2omo3uzoma yacmail annerns, 2-eemepo3uzoma, 3-2oMo3uzoma pedkull ansnesb.

JononHutenbHas cn paBKa

®ubpuHoreH (FBG)

3Ta myTaums ConpoBOXAAETCS MOBbILLIEHHOW NPOM3BOAUTENBHOCTLIO (3KCMPECccueit) reHa, YTo MPUBOANT K NOBbILLEHHOMY YPOBHIO oubprHoreHa B
KPOBM W yBenuymBaet

BEPOATHOCTb 06pa3oBaHus TPOMBOB. [10BbILLEHHAsA CKITOHHOCTb K TPOMO006pa3oBaHmMi0 MOXET NPUBOAUTL K TPOMBO3aM 1 KapanMoBaCcKynsipHbIM
3aboneBaHVsAM.

Il koarynsiuMoHHbIN pakTop (NPoTpOoMOUH) (FII)

Mpn Hannuy gaHHOM MyTauun obHapyXMBalTCS MOBbILEHHbIE KONTMYECTBa XMMUYECKUN HOPMarbHOro NPOTPoMOuHa. YpoBeHb NPOTPOMOUHA MOXET
ObITb B MonTopa-ABa pasa

BbllLIE, YEM B HOpMeE. [[eTepo3nroTHbIMU HOCUTENSAMU FeHs IBNsitoTCs 2-3% npeacTaBUTene eBponenckon packl. [OMO3MroTHbLIN BapyMaHT MyTauum
SIBMSAETCA OYeHb pPeaKon

Haxogkon. MyTauumsa HacrnegyeTcsi N0 ayTOCOMHO-OMUHAHTHOMY TUMNy. OTO O3HAYaeT, YTO TPOMBOUNNA BO3HUKAET AaXe Y reTepo3MroTHoro
HocWTensi U3MeHeHHoro rexa. Mpu

BO3HWKHOBEHUN TPOMO030B MyTaumust G20210A yacTo BCTpeYaeTcs B COMETaHnu ¢ nervaeHckon mytaumen. [lJaHHas myTaums siBnsieTcst hakTopoM pucka
BCEX OCITOXHEHUMN,

CBSI3aHHbIX C NenaeHCKon MyTaunen (HeBbiHaWMBaHne bepemeHHoCTU, deTo-nnaLeHTapHas HegoCTaTOYHOCTb, BHYTpUyTpobHasa rmbens nnoaa,
recTosbl, 3afiepXka pasBuTus

nnoga, OTCrowvka nnaueHTbl).

V KoarynsiuMoHHbIN (hakTop cBepTbiBaeMocTu KpoBu (dakTop JlemaeHa) (FV)

MyTaumsi HacnenyeTcsi N0 @yTOCOMHO-AOMUHAHTHOMY MPUHLUMMNY. DTO 03HAYaeT, YTO NOBbILLIEHHAst CKIOHHOCTb Kk TpoMB0o3am nposiBnsieTcs npu
HanMuum N3MeHeHHOro reHa

TONbKO Ha 0HOM NEepPBON XpoMOocoMe (Ha OpYron NepBon XpoMocoMe reH caktopa V He n3aMeHeH). Takoe COCTOsIHNE Ha3biBaeTCs reTepO3UroTHOCTbIO.
Mpn aTom B 06bIYHOM

COCTOSIHUM Yy HOCUTENSI NTENAEHCKON MyTaL M MOXET U He ObiTb TPoMB030B. TpoM6O03bl pa3BMBaOTCS NPU HANMMYMU AONONHUTENbHBLIX PaKTOPOB pucKa:
6epemeHHOCTH, Npuema

rOPMOHarbHbIX KOHTPaLLENTMBOB, MOBbILLEHWSI YPOBHS romouucTenHa, Mytauuin MTHFR 1 reHa npoTpomM6uHa, aHTMdochonmMnmaHbIx aHTuTen.

VIl koarynsiumoHHbIn dakTop (FVII)

B aktvBHOM cocTosHuu daktop VIl B3anmogenctayeT ¢ daktopom lll, 4to npuBoguT K akTmBauum ¢aktopoB IX 1 X cuctembl CBEPTbIBaHUS KPOBU, TO
€CTb KOarynsiMoHHbI chakTop

VIl yqactByeT B 06pa3oBaHum KpoBAHOro cryctka. Bapmant G10976A npvBOAMT K MOHWXEHWIO MPOU3BOAMTENBHOCTU (3Kcnpeccun) reHa daktopa Vil un
ABNAETCA 3alUTHBIM

dakTopom B pa3BuTUM TPOMOO30B 1 MHapkTa MMokapaa. PacnpocTpaHeHHOCTb JaHHOrO BapuaHTa B eBpOnenckux nonynsaumnax cocraensiet 10-20%.
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Tpom6ouuTapHbin rnukonpoTeuH 1ba (GP1lba)

MocpencTteom TpoMOOLUTAPHOrO rMuKkonpoTemaa 1b ocylecTBnseTcs B3aMmogencTBne TPOMOOLMTOB CO CTEHKON NOBPEXAEHHOro cocyaa unm
NOBPEXAEHHOW NOBEPXHOCTLIO

aTepocknepoTuyeckorn 6nswkm (arperaumsi). CnocobHOCTb TPOMBOLMTOB K arperauuy MOXeT NOBbILLAaTh UMK MOHMXAaTb PUCK MHAAPKTa UM MHCYNbTA.
KonunyectBo TaHAEMHbIX

NOBTOPOB reHa onpefensieT aHTUreHHy NpuHaanexHocTb K A, B, C nnu D-Tuny, cogepxalinx, COOTBETCTBEHHO, 4, 3, 2 unu 1 noBTop. Hocutenu
reHotuna C/D umetot

NOBbILLIEHHbIV PUCK ULLemMnyeckon bonesHun cepaua, nHgapkTa MMokapaa, UWEeMnYecKkon HemponaTumn.

Tpom6ouuTtapHbI rnukonpoTeuH llla (MHTerpun-6eTa-3) (Gpllla)

TpombouunTapHbl rnMkonpoTeunH llla obecnevmBaeT B3aumopgencTeme TpomboumnTa ¢ hMbpUHOreHoM nrasmbl KpOBM, YTO NPUBOAMUT K BbICTPOM
arperaumm (CKnevMBaHuio)

TPOMOOUUTOB 1, TakuM 06pa3oMm, k nocreayoLwemy KynmpoBaHuo NoBpeXaeHHON noBepxHocTu anuTtenus. MyTaumsa Leu33Pro GPIlla npuBoguT k
NOBbILUEHHOW CKITOHHOCTM

TPOMOOLUTOB K arperauuu, 4To YBENMYMBAET PUCK Pa3BUTUS CEPAEYHO-COCYANCTBIX 3aboneBaHuii.

MetunenTtetparngpocdonarpegykrasa (MTHFR)

Wccnepgyembin nonumopdnam MTHR ob6o3HavaeTcs kak myTaumsa C677T. Y nvu, roMO3UroTHbIX MO AAaHHOW MyTauuMmK, OTMeYaeTcs TepMonadunbHOCTb
MTHFR un cHuxeHne

aKTMBHOCTM bepmeHTa npuMepHo Ao 35% oT cpefHero 3HaveHusi. Kpome Toro, y nuu, roMo3vroTHbIX N0 4aHHON MyTauMmn, OTMEYaeTCs HapyLUeHHOoe
pacnpenerneHue ¢onaTtos B

apuTpouuTax, BblpaxarLleecs B HakornneHnm opMunbHbIX MONUINI0TaMaToB TeTparnioTamara u METUIMPOBaHHbIX AepyBaToB TeTparngpodonara.
Hanuuue aton mytauun

COMpOBOX/AAETCS MOBbILLEHNEM YPOBHSA FOMOLIUCTENHA B KPOBW.

WUHrubuTop akTMBaTopa nnasmuHoreHa (PAI1)

Monumopdunam -344C/T accouMmpoBaH C NOBbILLEHHBIM PUCKOM MMNEPTEH3UBHbBIX OCNOXHEHUI GEPEMEHHOCTH, a crnegoBaTernbHO — C PUCKOM
deTonnayeHTapHon

He[oCTaTOYHOCTH.

TkaHeBoM akTMBaTop nrnasmuHoreHa (PLAT)

TKaHeBbI aKkTMBaTOp NNasMWHOreHa akTMBMpPYET NpeBpaLleHre nnasmMuHoreHa B nnasmuH. NnasmunH pacwennsaet ombpuH (3TOT NpoLecc HasbiBaeTcs
$rnbpuHonus), Tem

cambiM TOpMO3uT TpomboobpasoBaHme. [aHHbIi NONMMOPdU3M CONPOBOXAAETCA CHXKEHNEM BbicBOOOXaeHNs PLAT u, cnegoBaTtensHo,
HeadhdhekTBHOMY hMBPUHONU3Y.

Hanwuune gaHHoro BapuaHTa reHa CBA3aHO C NOBbILLEHHbIM TPOMGOOpa3oBaHMeEM, PUCKOM MHpapKTa MUokapaa, UHCYMbTa.

ButamuH K anokcua-penykrasHbin komnnekc cyoveaunuua | (VKORC1)
MyTtauus +1173C/T. OnpeneneHue reHeTU4eCkn 4eTEPMUHUPOBAHHON YYBCTBUTENMBHOCTM K HENPSIMbIM aHTUKoarynsHTam. BeisBneHne nonudopdHbix
BapyaHTOB reHa No3BonsieT NHAMBUAYanbHO NoAdypaTb Tepanuio.



