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UccneposaHme PesynbTat KoMMeHTapuit

F2 (20210 G>A) G/G BapuaHT nonumopduama, npeapacnonaralolmni K pasBuUTumio
TPoM6030B, HE OOHAPYXKEH.

F5 (1691 G>A) G/A O6Hapy>xeH BapvaHT nonMMopdusMa, npeapacnonaratoLmnii K

pa3BUTUIO TPOMBO30B, B FETEPO3UTOTHON (hopMe.

BHuMaHve! B aneKTpoHHOM 3K3eMnnsape 61aHKa Ha3BaHUE UCCIIeN0BaHNS COAEPXUT CChINIKY Ha CTpaHuULLy canTta

http://www.invitro.ru/c onncanmem nccnegoBaHus.

PesynbTaTthl NCCneaoBaHniA He SBMSIOTCS AnarHo3oMm, Heobxoamma KOHCYNbTaUuUa cneunaincra.

M.M. / Noanuck Bpaya

cTp.1m3l
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OnucaHue

MauneHT PUNO obcnepgosaHa B OO0 «HESABUCUMAA NABEOPATOPUA MHBUTPO» ¢
LUenblo BbIABAEHUA pAda noammopdmamoB B reHax FIl m FV no npodwunto 1411M
(TpomboTHMYECKME OCNOXKHEHMA NPU CTUMYNALMM OBYNALMUN).

CBépTbiBaloOLLLAA CUCTEMA KPOBU

lMpoTecTnpoBaHbl reHsbl:
e FII(G20210A nHauve c.*97G>A) — npoTpombuH (dbaKkTop Koarynauuwm ll);
e FV(G1691A nHauye c.1601G>A) — pakTop Koarynaumm V (pakTtop JlerngeHa).

B pe3ynbTate MONEKYyNAPHO-reHETUYECKOrO NCCAEA0BAHUA BblIM NPOAHAIN3NPOBAHDI
reHbl FIl u FV, oTBeTCTBEHHble 32 06pa3oBaHUE OCHOBHbIX GaKTOPOB CBEPTbIBAIOLLEN
CUCTEMbI KPpOBM: NPOTPOMbBUMHA 1 daKTopa JlelgeHa, COOTBETCTBEHHO.

B xone nposeaerHuna AHK-anarHoctmkm B reHe FV o6HapyeH noammopdpusm G1691A
B retepo3urotHon popme (reHotmn G/A). YactoTa BCTpeyaemocTv AaHHOW MyTaLMn B
€BpONencKom nonynaumMmn coctaBnaet ot 2 o 7%.

feH FV KogupyeT OAMH M3 KAO4YEBbIX KOMMOHEHTOB CBEPTbIBAKOLWEN CUCTEMDI
KpoBun - daKtop JlemgeHa. MyTtauma, ob6HapyXKeHHaa B XO4e MOJEKYyNAPHO-
reHeTUYeCKoro UCcnenoBaHuA, NPUBOAUT K U3MEHEHMIO BUMOXMMMYECKOro COCTaBa
6enka-npoayKTa reHa. 3to obycnaBanBaeT YCTOMYMBOCTb aKTUBHOW dopmbl paKTopa
JNlenpeHa K pacwennstowemy AencTeuto peryanpytowiero pepmeHTa (Pe3nCTEHTHOCTb
K akTMBMpoBaHHOMY npoTenHy C — AlC-pe3ncteHTHOCTb). [MocneaHee NpuMBOAMT K
rmnepkoarynaumm (NoBbILLEHHOW CBEPTbIBAEMOCTU KPOBM).

[OnA KeHWMH, HaxoAaswMmxca B MPOrpamMmmax BCMOMOraTesibHbIX PenpoayKTUBHbIX
TexHonormn (BPT), puck Tpomb60amMbBONMUYECKUX OCNOXKHEHUN (apTepuanbHOro U
BEHO3HOro Tpomb603a) Bbiwe obwenonynauMoHHOro npumepHo B 100 pas.
O6HapyXeHHbI BapnaHT noammopdurama B reHe FV asnsaetca HebnaronpmATHbIM B
OTHOLIEHUN Pa3BUTMA Tpombo3a Ha ¢oHe cTumynsumm osynaumm. Obycnasnueaet
MOBbIWEHHbIN PUCK OAHOro M3 Haubonee oNacHbIX OCNOXKHEHUN CTUMYNALMUU
OBY/NALMUM - CUHAPOMA TMNEePCTUMYAALNK AndHMKoB (CrA).

Hannumne nonmmopdusama G1l691A B reHe FV HeceT cepbe3Hyd OMNacHOCTb B
OTHOWEHMN  pas3BuTMA  PeTonnaueHTapHOM  HeAOCTAaTOYHOCTM  BO  BpemsA
6epemeHHocTU. Obpa3oBaHMe TPOMOBOB B MUKpoOcocyaax POpPMUPYHOLLLErOCA XOPUOHA
MOMEeT MPUBECTU K HapyLEeHWU npouecca MMNAAHTAUMWU U PaHHEro pasBUTUA
ambpnoHa. OTHOCKTENbHbIM PUCK HEBbIHALIMBAHUA BepeMeHHOCTM 1 BHYTPUYTPOOHOMN
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3aZ1ePKKM Pa3BUTMA NI0AA Y HOCUTENbHULL, 3TOM MyTaummu Bo3pacTaeT B 2-3 pasa (no
CpaBHeHWUIo ¢ reHoTunom G/G).

Mpwn BbIABNEHHOM TeHOTUMNE pPe3KO YBe/IMYEH OTHOCUTE/IbHBIM PUCK PaA3BUTUA
Tpomb03a Ha poHe NpMema opanbHbIX KOHTPALENTUBOB (B 16 pa3 — y reTepo3unroT no
nonnmopdusmy B FV).

MoBbIWEHHAA CKJOHHOCTb K Tpomb0o06pa3soBaHMIO  MOMKET NPMBOAUTL K
apTepuanbHbiM TPOMB0IMBONAUAM, UHGDAPKTY MUOKApAa W MHCYAbTy. Tak, PUCK
Tpomb03a NMOBEPXHOCTHbLIX BEH BO3pacTaeT B 6 pa3s, Tpombo3a LepebpanbHbIX BeH
(MHcynbTa) B 3-4 pasa, TPombo3a BEH BEPXHMX KOHEYHOCTeM B 6 pas, Tpomboambonmm
B 5 pa3 (No cpaBHEHMIO C HOCUTENAMW HOPMANIbHOTO FreHOoTMMA).

O6HapyXeHHbIM nonMmopdMam nepepaeTca MNOTOMCTBY C BepoATHOCTbio 50%.
MosTomy, peKOMeHA0BAHO aHaNorM4yHoe obcnenoBaHue poantenen, bpaTbes, CECTEP
N AeTen nauueHTa, ANA YTOYHEHUA UX reHeTU4ecKoro npoduna m CcBOEBPEMEHHOro
NPUMeHeHUA Mep NPOPUNAKTUKN B OTHOLLEHUM TPOMOO30B.

PekomeHA0OBaHO:

1. MNonHbIM OTKa3 OT npuema OpasibHbIX KOHTPALENnTUBOB (rOPMOHANbHbIX
npenapartos);

2. PerynspHbIf KOHTPOb CBEPTbIBAIOLLEN CUCTEMbBI KPOBM (KOarynorpamma), a TakKe
amnugHoro  obmeHa  (XxonectepuH,  TPUMAMUEpuabl,  AuvnonpoTenabl) WU
rOPMOHA/IbHOro cTaTyca

3. KoHTponb ypoBHSA romouucteMHa B KpoBu (Tect Nel53), donatHoro cratyca
(onpepeneHne ¢onneBon KUCAOTbI B CbIBOPOTKe, onpeaeneHne ¢osineson
KUCNOTbl B LENbHOM KpPOBM, OOLWNIA aHanM3 KPOBM) U CbIBOPOTOYHOFO YPOBHA
BMTaMuHa B12;

4. KoHcynbTauma rematosiora, SHAOKPUHOOra;

5. HabniogeHue y akylepa-ruHekonora npyv N1aHMPOBAHUM U B C/ly4ae HACTyNAeHUA
6epemMeHHOCTU (aHKeTHble [JaHHble), Ha ¢oHe bepemMeHHOCTM TulaTeNbHbIN
KOHTPO/1b KOAryAsiLUMOHHbIX CBOMCTB KPpOBM — 1 pa3 B mecsL, - NpU HE06Xo0ANMMOCTH
nposeAeHne TeEPANeBTUYECKOM KOPPEKLUUY;

6. MoMMMO OCHOBHbIX MOKa3aTenen KoarynorpamMmbl, Ha ¢oHe 6bepemeHHOCTH,
onpegeneHne yposHA D-gumepa 1 BONYaHOYHOIrO aHTUKOAryNAHTa;

7. Y3U nnopa, a TakKe KOHTPOAb 3@ KPOBOTOKOM B cocydax ¢eTtonnaueHTapHOM
cucteMbl Ha oHe bepemeHHOCTU (gonnnep);

8. HabniogeHue y TepanesTa U Kapamoaora (aHKeTHble gaHHble);

9. HabnogeHne U nedeHue y xupypra/dnebonora (aHKeTHble JaHHble).
Mepuogmyeckoe uccnenoBaHMe KPOBOTOKA B COCYAAX HMMKHUX KOHEYHOCTEM
(@onnnep);
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MpodunnakTMka BapUKO3HOM 6OE3HN U ee OCNOKHEHWUI:

CTapamTecb OCHOBHYHO YacTb AOMALLHMX PaboT BbINOMHATL CUASA;

oTAbIXalTe C NOAYLWKON NN BaIMKOM NOA, BbITAHYTbIMW HOFaMu;

He NPUHMMaNTe ropaYyio BaHHy, 6aHA 1 cayHa — He gnsa Bac;

He HabupanTe NTNWHNI BEC U CTAapaNTeCb HE NOAHMMATb TAXKECTH;

HocuTe yaobHyto (He y3Kyto) oaexay u obysb;

CUAA HA CTyNe, He CKPEeLLMBANTE HOTW;

He AaBaliTe HOram 3aTekaTb, Koraa cugute (gBurante nmu), nsberante ann3onos
AnnTenoHoro o6e3aBuKnBaHuUA;

10.PaunoHanbHoOe NUTaHUE C Y4eTOM CAeayoWMX PEKOMEHAALNN:

YnoTpebnatb AOCTaTOMHOE KO/IMYECTBO OBOLLEN U GPYKTOB (coaepKaT NEKTUH U
PaCcTUTENbHYIO KNeTyaTKy). [pn 3TOM KONMYECTBO CbipbiX OBOLWLEN U (PYKTOB
A0KHO BbITb B TpW pasa 6osblie Tepmuyeckn 06paboTaHHbIX MPOAYKTOB;
Ynotpebnate pactutenbHoe HepadUHUPOBAHHOE Macno, He noasepruweeca
Tepmuyeckonn obpabotke. Ona npurotoBneHua 6at04 BMecTo NOACONHEYHOro
Nlydlle UCNoNb30BaTb OJIMBKOBOE, JIbHAHOE WMAM MAC/NO KOCTOYEK BMHOrpaaa
(npeanouteHnMe cneayet oTAaBaTb Macay, MOAYYEHHOMY nocne MepBoro
XO0/IOAHOrO MPEeccoBaHUA) — coaepraT MHOFO MO/IMHEHACLIWEHHbIX MUPHbIX
KUCNOT, CrNOCOOCTBYIOWMX CHUMKEHUIO YPOBHA XO/NecTepuMHa B KPOBU MU
YKpEenaeHuto CoCyanUCTOM CTEHKY;

CMEHUTb KMpPHble COpTa MACA Ha MOCTHbIE: MACO NTUUbI (Kypuua, UHAEWNKA),
Kponb4yaTuHa, pbiba. OcobeHHO nonesHa MopcKaa pbiba, KOTopana CoAepKUT B
CBOEM cOCTaBe pblbnit }Kup, baaronpuATHO BAMAIOWMIK Ha 0OMeH AMNUA0B;
[Avety cnepyetr oborawatb BUTaMMHAMM: ackopbuHOBaa KUcnoTa (4epHas
CMOPOAMNHA, LWMNOBHUK U UX COKM M OTBApPbI), BATAMUHbI E, A, BUTaMUHbI rpynnbl
B (3eneHb, uenbHble 3EpHa, GPYKTbl, OBOWMU, opexn (0COBEHHO MWHAAND),
ceMeyKkn);

YnoTtpebneHne B nNuLLy YECHOKA MONOMUTENbHO BAMAET Ha AUNUAHLIA 0BMEH,
YMeHbLUaeT arperaumto M aaresvto  TpomMOOUWUTOB, CHUMKAET YPOBEHb
rOMOLMCTENHA B KPOBY;

11.B cnyyae o6HapyKeHUs CTOMKMUX OTKNIOHEHUI B Koarynorpamme —nogbop Tepanum

aHTUKoarynaHtamu. CneayeTt NOMHWUTb, YTO BapdapuH 0bi1agaeT TepaToreHHbIM
B/IMAHMEM Ha NJIoA4 U NO3TOMY A0/IKEH ObITb 3aMeHEH Ha Apyroi Bua Tepanum Bo
Bpemsa 6epemeHHOCTY;

12.an NAaHNPOBAHNUN ONeEpPATUBHbLIX BMeELLATE/IbCTB HeO6XO,£I,MMO Y4UTbIBATb

AAHHYIO TeHEeTUYecKyld O0COOGEeHHOCTb MauMeHTa, B cuiay Toro, 4to sawboe
XMpPYypruyeckoe BMeLaTeNbCTBO ABNAETCA CU/IbHbIM NPOBOLMPYHOLLMM GaKTOPOM
B OTHOLUEHWUW Pa3BmUTUA TPomb0o3a;

13.MONHbIN OTKA3 OT KypeHuA (aHKETHble AaHHbIe).
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OpgHako cneayeT MMeTb B BUAY, YTO TPOMOO3 OTHOCUTCS K rpynne MHOropaKTOpPHbIX
3a60/1€BaHMM, U 3TO 3HAYMT, YTO Ha PUCK Er0 PA3BUTUA BANAET MHOXKECTBO Pa3/INYHbIX
reHeTYeckmx pakTopoB, a TaKKe pa3sHoobpasHble GaKTopbl OKPYrKaloLen cpeabl, B
YaCTHOCTM 06pa3 KM3HM YeNOBEeKa, ero NULLEBONM PaLMOH, HanYMe onpeaenéHHbIX
¢oHOoBbIX 3aboneBaHNI (BapMKO3HOE paclUMPEHME BEH, aTEPOCKAEPO3) N NpoYee.

BakHO NOHMMaTb, YTO A5 NALMEHTa U ee /leYyalllero Bpaya NepBoCTeNeHHOe 3HaYeHne
MMEIOT aKTya/ibHble NOKa3aTeIM Koaryaorpammbl, a He 06HapYy*KeHHbIA reHoTuU.

Ana nonyyvyeHwua ,CI,OI'IOIIHMTE‘IIbHOlz MHd)OpMaLI,MM no pe3yabtataM MposeaeHHOro
nccnegosaHMA pekomeHayetca o4HaAa KOHCY/1bTaluMA Bpada-reHeTuKa.

23.12.2020 Bpay-reHeTuK ylol%[e]



