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BBenenue

Ha ceroansiminuii genp mo naHHeiM PoccTaTta BenylmMu IpUYMHAMHU CMEPTHOCTH
HaceneHuss P® sBusitorcs Ooyie3HW cUCTEMBI KpoBooOpamieHus. CTpPyKTypy O3THX
3a00JIeBaHUN COCTABIISIIOT TaKHE MATOJOTHYECKHE COCTOSIHMS KaK MHCYJIbThI, HH(PAPKTHI,
TpoMO03bI, TpOMO0IMOOIMK U Ap. OYEBUIHO, UTO B Pa3BUTHH ATUX OOJEe3HEH y4acTBYIOT
pasnuuHble PaKTOphl, KaK BHEIIHECPEIOBbIC, TAK U T€HETUUECKHE.

besycinoBHo, ocoboe 3HaueHWe NpU ATOM HUMeeT remoctas3. Ilox remocrazom
MMOHMMAIOT COBOKYIHOCTh MEXaHHU3MOB, KOTOpbIE O0ECIEUHBAIOT: COXpPAHEHHE >KUIKOTO
COCTOSIHUSL KPOBHM, MHPEAYNPEXKIECHHUE M OCTAHOBKY KPOBOTEUCHMH, a TaKkKe LEIOCTb
KPOBEHOCHBIX COCYIOB. YCIOBHO T€MOCTa3 MPHUHATO MOIAPA3AENsATh Ha COCYIUCTHIH,
TPOMOOIMTAPHBIA U TUIa3MEHHBIN. [l1a3MeHHbIil TeMocTa3 mpeacraBisieT co0oil Kackan
MOCJIEIOBAaTEIBHBIX  MPEBPAIICHUH, NPOUCXOAAMUX ¢ ydactueM 13  ¢akTopos
CBEPTHIBAHUS.

@dakTopel CBEpPTHIBAHUSA — OTO O€NKH IIa3Mbl KpPOBH, B  pe3yJbTaTe
MOCTIeIOBATEIbHOTO B3aMMOJICHCTBHSI KOTOPBIX 0O0pa3yeTrcss HepacTBOPUMBINA OeJoK
¢bubpun. iImenHo GpuOpHH UrpaeT BaXKHEUIIYIO POJIb B 00pa30BaHUHU KPOBSHOTO CTYCTKA.
Pe3ynbraTroM 3TOr0 MOXET OBITH OCTAHOBKA KPOBOTEYEHHUS TpU paHeHWH cocyna. [Ipu
TaKMX COCTOSHUSIX KaK BOCMAJieHWE, TPUEM TOPMOHAIBHBIX KOHTPAILETITHBOB,
aTepoCKJIepo3, CTpecc M T.[. MHUIMHPYETCS upe3MepHoe oOpa3oBaHue (GuOpHHA, UTO B
CBOIO OYepelb MOXKET MPUBECTH K COCYAUCTHIM KaTacTpodam.

HccnenoBanust cucTeMbl I'eMOCTa3a IOKa3aid, 4YTO Ha oOpa3oBaHHE TPOMOOB
OOJIBIIIOE BIUSHHUE OKA3bIBAIOT TEHETHYECKHWE TOJUMOPPU3MBI B TeHax (akTopoB
cBepThIBaHUSI KpoBU. HamOomplee KIMHUYECKOE 3HAUEHUE HMEIOT MYTallus B 2eHe
gaxmopa Jletioena (V daxrtopa) u myraius B ecerne npompomdpuna (1l ¢paxropa). O6a 3Tux
(akTopa UrparoT BaXKHYIO POJIb B KACKa/ie CBEPTHIBAHUS KPOBH.

[Ipn peammzamuu mporecca CBEPTHIBAHUS KPOBM HA OJHOM M3 DJTalloB
ocymiecTBisieTcss akTuBanus V ¢dakTopa, KOTOPbI CIOCOOEH COBMECTHO C MOHAMH Ca®'n
aKTUBUPOBaHHbBIM Xa ¢akTtopoM Ha  (QOocHOIUMHUIHON TOBEPXHOCTH  CO31ATh
npoTpoMOuHa3HbIil KoMIuieke (Puc.l).
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Pucynok.1 - Pons V dakTopa B kackaje CBEpTHIBaHUS KPOBU

@OyHKIUS NTPOTPOMOMHAZHOTO KOMIUIEKCA 3aKJIOYaeTcsi B OTLICIJICHUH OT
MOJIEKYJIbl npOmMpOMOUHA TIENTUAHBIX (PPArMEHTOB, IPU 3TOM IPOTPOMOUH MPEBPAILAETCS
B TpoMOuH. TpoMOuH ke, OCYIIEeCTBIsIET oaruMepHu3auio Gudpruna u3 pudpuHoreHa.

TpoMOUH Tak k€ CIOCOOCH IO MTPHUHIUITY OTPHUIATEIHLHOW OOpaTHOW CBS3U
B3aMMOJICHCTBOBAaTh Ha SHJOTEIMU cocyga c TpoMmOomonynuHoM. OOpa3oBaBLIMiiCS
KOMIUIEKC aKTHBHUPYET OEJOK MPOTHUBOCBEpTHIBaIomel cuctembl - mpotenH C. MmeHHO
aktuBupoBanHbeli nporemH C (APC) paspymaer Va ¢dakrop cBepThIBaHUS KpPOBH,
OJIOKHPYS TEM CaMbIM 00pa30BaHHE TPOMOHHA.

M3BecTHO, YTO OAHOM W3 BaXHEWIIMX NPUYUH TpoMOOpUINH  sBISETCA
ycToiunBocTh Va daktopa Kk paspymaromniemy zaeiictBuro APC. Takoe coctosHME
HazbIBaeTcs pesucreHTHOCThI0O K APC. ['maBHasi mpudrHa ONMUCAHHOW PE3UCTEHTHOCTH -
Jletinenckast myrtamms. Ilpu stoit Myramuu B reHe V (akTopa CBEpTHIBAHUS KPOBH
IPOUCXOIUT 3aMeHa B 1691HykiieoTrie ryaHuHa Ha aIeHUH, YTO IPUBOIUT K 3aMEIICHHIO
B OCITKOBOW MOJIEKyJle aprHHHHA TiyraMuHOM B monokenun 506 (FV,renorun JleiimeH,
1691 G->A; rs6025)JleiineHoBckyto myranuto obOHapyxuBatoT y 20-40 % GoibHBIX
BEHO3HBIMH TpOMOO3aMu U TpoMOodMOoiusMu. [lpu ee HamWuuMu TOBBIMIACTCS PHUCK
MIEPBUYHBIX U PEIUIUBUPYIONIUX BEHO3HBIX TPOMO030B B 3—6 pas.

MyTtanus B reHe mpoTpoMOMHa XapaKTepHU3yeTcs 3aMEHON HYKJIEOTHAa T'yaHHWHa
Hykieotuaom aaeHud B mosuiuu 20210 (Fll, 20210 G->A; rs1799963B. pesynbraTe
ATOTO YBEIMYUBACTCS SKCIPECCHUsT MYTAHTHOTO I'eHa, U YPOBEHb MPOTPOMOMHA MOKET
OBITH B MOJITOpA-/(Ba pasa BhINIE, YeM B HOpMe. Takoe yBelanueHHe HccieqyeMoro Oenka
CIOCOOCTBYET Pa3BUTHIO COCYAUCTBIX KaTacTpod.

Takum 00pazom 1enbio Hamiel paboThl SIBUIOCH HUCCIEeNOBaHUE (HEHOTHITHUECKUX
MPOSIBJICHUH TETEPO3UTOTHOTO COCTOSTHUS TeHOB V 1 || hakTOpOB CBEPTHIBaHUS KPOBH.

MarepuaJjbl 1 METOABI

B uccnenoanue 0bumn BimroueHbl 406 uenoBek, npoxuBamux B r.KpacHosipcke.
B3arue kpoBM IPOM3BOAWIOCH HATOLIAK M3 JIOKTEBOM BEHBI C IOMOIIBIO 3aKPBITOMN
BaKyyMHOH cHCTEMBI. [l MOJEKyISpHO-TEHETHYECKOro aHajiu3a HCIOJIb30BaJICs
anTuKoaryiasHT D/ITA, i KoaryJaoruueckux TeCToB — IUTpar Hatpus. Koarymornueckoe
WCCe0OBaHUE MPOBOJMIOCH Ha aBTOMaTrhueckoM Kkoaryiaomerpe Sysmex CA-560.
Omnpenenenue pe3ucTeHTHOCTH ¢akropa Va k neiictBuio APC mpoBoAMiN C MOMOIIBIO
PeaPrC/FV tecra. IIpoTpoMOHHOBOE BpeMs M MPOTPOMOMHOBBIA HHAECKC OIMPEACIIIH



XPOHOMETPUUYECKUM MeToJoM 1Mo KBHKY ¢ HCNONB30BaHUEM KOMMEPUECKHX PEaKTHBOB
HITO Penawm.

Broinenenne [IHK u3 jeliKoUMTOB LETbHOW KPOBHU MPOBOAMIN C MCIOJIb30BAHUEM
pearenta <«JIHK-sxcnpecc-kpoBs» (HITIO Jlurex). [anee NpOBOIHIIM IMOJUMEPA3HYIO
nennayio peakiuio (I[TLP) ¢ anmexkrpodoperrueckoii nerekimeit (Habopsr «SNP3akcmpece,
HIIO Jlurex). Jns TOATBEpXKACHHS TIIOJYYCHHBIX PE3YJbTaTOB TI'eTEPO3UTOTHOTO
COCTOSIHUSI HMCCJIEAYyEeMOIr0 TeHa MPOBOAMJIM AOMOJHUTENbHOE TectupoBanue I[P ¢
JeTeKIued pesynbrata B pekume peanbHoro Bpemenu ([TIIP-PT) mpu nomontu «iCycler
iIQ5» (BioRad) fabop «SNPskcnpecc-PB» HITO Jlutex).

Pe3yabTaThl M NX 00Cy:KIeHUE

B pesynsraTte mpoBenenHoit paboTel u3 406 4enoBek, MPOTECTUPOBAHHBIX Ha
HaIMYMEe MyTauuu B reHe QaxTtopa JleiineHna, Obu1o BBIABICHO 25 TreTepO3UTOTHBIX
HOCcUTeNe, 4to cocraBmwio 6,2%. OOcinenoBaHWe Ha HAIWMYME MYyTAallMd B TEHE
npoTpoMOMHa BBIIBMIIO 12 TeTepo3UTrOTHHIX HocuTened uccineayemoro reHa u3 403
YEJIOBEK TOHM e BBIOOpKH. Takum 00pazoM, 4acToTa BCTPEYACMOCTH JAAHHOW MYTaIlHH
coctasuia 2,98%.11pu sToM U3 Beell aHaTM3UPYEMO TPyIIbl HAMU He OBbIJI0 0OHAPYKEHO
HU OJIHOTO YE€JIOBEKa C TOMO3UTOTHON (POPMON MyTaHTHOTO aJJIeNis B UCCIIEAYEMbIX MeHaXx.
3areM OBLI MPOBENCH CPABHUTENBHBIM aHAIM3 TOJTYYCHHBIX HaMU pPE3yIbTaTOB C
JUTEPaTypHbIMU JTAHHBIMH O YacTOTE€ BCTPEYAEMOCTH HCCIEIYEMbIX MOIUMOPGU3MOB B
pa3IMYHBIX PETHOHAX HAILeH CTpaHbl U 3a pyoexom (Tabn. 1)

Tabnuna 1 -YacToTsl TEeHOTUIIOB UCCIEYEMbIX MOTUMOP(PU3MOB B CPAaBHEHUU C IPYTUMHU

MOMYJIAHUAMMU.
MockoBckuii
I'en, I'enorun | KpacHosipck peruox, EBpona Ykpauna
MmoJIUMOppu3zm JleHuHTpajac-
Kasi 001.
FV, G1691A G/A 6,2% 2,60% 4,40% 3,50%
(FV Leiden) GIG 93,8% 97,40% 95,60% 96,50%
FIl, G/A 2,98% 2,74% 2,0-3,0% 3,0%
G20210A G/IG 97,02% 92,26% 97,0-98,0% 97,0%

Takum 0Opa3om, 1Mo pe3ysbTaTaM JaHHOTO dTama padoThl, MOXKHO CIENaTh BBIBOJ O
TOM, YTO PacCIpOCTPaHEHHOCTh HOCHUTEIHCTBA MYTAIlMA B MCCIEIYEMBIX I€Hax y JIFOJIEH,
npoxuBaronmx B r.KpacHOsSpCKe B 1€JI0M, CTaTUCTHYECKH HE MPEBBIIIACT YaCTOTY HX
pacrpocTpaHeHHsI B JPYTUX MOMYIISAIUIX.

Ha cnemyromem »stame Hamedi paboTel M3 Bcel wucciemyemoit BeiOopku (406
4yeao0BeK) Oblla BBIACICHA TPYIa PHCKa, KOTOPYIO cocTaBuin 63 mpodeccHoHaTbHBIX
CIIOPTCMEHA pa3psAHHUKA, YYaCTBYIOIIHME B COPEBHOBAHHSIX MHUPOBOTO ypoBHsS. Hamudgme
UCCIIEAYEeMbIX TEHETHUECKUX MOJMMOP(HU3MOB Yy CIOPTCMEHOB MOTYT 3HAYHUTEIBHO
YBEJIMUUTEH TPEIPACIIONIOKEHHOCTh K Pa3BUTHIO TPOMOOB, MOCKOJIEKY M3BECTHBHI JaHHBIC
00 yBETMYCHHH pHUCKa TPOMOOOOpa3oBaHMs MPU WHTCHCHUBHOW (PU3MUECKOW HArpys3Ke U
CIIOPTUBHBIX TpaBMax. llpu TecTupoBaHMHM TPOO OBUIO BEHISBICHO 4 CIOPTCMEHA C
TeTEPO3UTOTHBIM HOCHTEIILCTBOM MyTalluu B TeHe ¢aktopa Jleiaena, uro cocrapmio 6,3%
OT BCEH IPYMIBI CIIOPTCMEHOB. B TO e BpeMst He ObLIO BBISIBJICHO HU OJHOTO YEIOBEKA C
HOCHTEIFCTBOM MYTAaHTHOTO aJIJIENIS MPOTPOMOUHA.

[Mpu uccnenoBannu (HEHOTUITMUECKUX MPOSBICHUH IAaHHBIX MOIMMOP(HU3MOB, C
MTOMOIIBI0 KOAryJIOTHUYECKHX TECTOB OBLIO MOKA3aHO, YTO (PAKTUYECKH Y BCEX HOCUTENEH




JleiineHckoll MyTalMM BBISBISIETCS CHIDKEHHE PE3UCTEHTHOCTHM aAKTHBUPOBAHHOIO
npotenHa C no 3Havyenuit 0,3-0,8.V nun Oe3 Myranuu JaHHBIA MOKa3aTeslb COCTABISET
1,1+0,3.VccnenoBanue mapamerpa mpoTPOMOMHOBOTO BPEMEHH HE BBISIBUIIO KaKHUX JIHOO
U3MEHEHHH B paloTe MaHHOro Oelika y JHUI[ C T'eTePO3UTOTHBIM COCTOSIHHEM TIeHa
MPOTPOMOMHA.

BriBOaBI

B pesynbrare mpoBeneHHOW pabOThl ObUIM BBISBICHBI KIMHUYECKH 370POBbBIE
HOCUTEIIM TEHOB MPEAPACIONOKEHHOCTH K IOBBIIIEHHOMY TpOMO00Opa30BaHUIO.
DeHOTUITHYECKOEe UCCIIEJOBAaHUE KOAr'yJIOrMUYeCKUX CABUTOB IIPU JaHHBIX MOIUMOPPHU3Max
MO3BOJISIET TOBOPHUTH O IMPOSIBJICHUM T'€HETHYECKOTrO0 CTaTryca B Clydyae C MyTaluel
Jletinena B peakuum pe3ucTeHTHOCTH APC W OTCYTCTBHS KaKHUX-JTHOO BBISBICHHBIX
(EHOTUITHYECKUX MPOSIBIICHUH B CIIydae ¢ MyTalliell B TeHe IPOTPOMOHHA.



