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®.1.0. NALMEHTA:

NATA POMKIEHWSA MALMEHTA:
NABEOPATOPHbI HOMEP:
HATMPABNAIOLLEE YYPEMIEHWE:
ATA BbIJAYM:

PE3Y/IbTATbI TEHETUYECKOIO TECTUPOBAHWA

Baw

Monanmopdpunsm MHTepnpetaumsa
Pd reHoTun pnpeTaL

Cuctema cBepTbiBaHMA KPOBU U GUBpPMHOIM3A

NM_000506.4
FZ(FII} 151799963 20210 G>AVB 3'- /G BapuaHT, He NpeapacnoNaraloLmni K pasBUTUIOHACAEACTBEHHO M
KOHLLeBOM Tpombodpuamm.

HeKoAMpytoLLenyacTvi reHa
NM_000130.4 c.1601 G>A

F5 (FV) rs6025 (p.GIn534Arg), G/G
myTaums fleiigeH

BapuaHT, He NpeapacnonaratoLL i K pa3BUTUIOHACAEACTBEHHOM
Tpombodpuamm.

3AK/TKOYEHMUE:
e  MyTauuii, OTBETCTBEHHbIX 3@ Pa3BUTUE HacNeACcTBeHHOW Tpombodunum (M3merHenus srexax F2 (Fll), F5 (FV))
He BbIB/EHO.

Pe3ynbTaT reHeTMYECKOro nccnefoBaHnA He ABAAGTCA ANArHO30M U LO/IKEH UHTEPNPEeTUPOBATLCA BPAaYOM-CMeLMaamcTom B KOMnaeKkce ¢

aHaMHe30M, KNMHUYECKUMMU, NabOPaTOPHLIMU M, NPU HEOBXOLAUMOCTH, APYTUMU FEHETUYECKMMM SaHHbIMM,
PekomeHAaLMM HOCAT MHPOPMATUBHBIN XapaKTep M MOryT BbITb yuTeHbI NpK BbIGOPE METOA0B 06CNe0BaHNA U NPOOUNAKTUKM!

AHAJZTU3 NPOBOANIN:

Bpay-reHeTuk: CeBocTbAHOBaA A. M.
Bpauy nabopaTopHbIi reHeTuK: O6yxosa O. 0.
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OBLWAA UHOOPMALIMA

CucTema remocTtasa opraHM3ma — 3TO Lie/bli KOMIMJIEKC BELLEeCTB, KOTOPbI obecneynBaeT CBOEBPEMEHHOE CBEPTbIBAHUE KPOBU
NPy NOBPEXKAEHUM TKaHeW 1 cocyaoB. Mpu HapyLLEeHUW CBEPTbIBAHUA KPOBb UM A0T0 HE OCTAHABAMBAETCA UMPOHUKAET Yepes
HenoBpeXAeHHbIe TKaHW, UK CBEPTbIBaeTCs, 06pa3ys TPOMObI, UTO MOMKET NPUBOAMTH K 3aKYNOPUBAHUIO COCYA0B U HAPYLLEHUIO
KPOBOCHAB6KEHUA TKaHel MOPraHoB..

OCHOBHbIe NPOABAEHUA HAaPYLWIEHUA CBEPTbIBAHUA — NOBbILLIEHHAsA KPOBONOTEPS NMPKU TpaBMaXx 1 onepaumsax, 4JMTe/lbHOe Bpems
OCTaHOBKM KPOBOTEYEHUSA, FTeMOPParnyeCcKMenHCybTbl (KPOBOU3NAHNE B OPraHbl v TKaHK).

OCHOBHbIE NPOABAEHUA HAPYLWIEHUS NPOTUBOCBEPTLIBAIOLLEN GYHKLMM — HapyLUEHUECMHTE3a BELLEeCTB, KOTOPbIE MNPenaTCTBYOT
CBEPTHIBAHUIO KPOBU. ITO MPUBOAUT K 06Pa30BaHMIO KPOBSAHbIX CTYCTKOB BHYTPM COCY/,0B B M36bITOYHOM KONMYECTBE UM CIULLIKOM
Mea/leHHoenocneaytoLLee MXPacTBopeHme. Pe3yibTaTaToro—MHGAPKTbIMULLIEMUYECKME(CBA3AHHbIE CHEA0CTAaTOYHbIM
KPOBOCHABKEHNEM) UHCYNbTbI.

FeHeTUYECKU aHaIM3 MOXKET MOMOYb NPOAHANN3UPOBATb PUCKN BO3HUKHOBEHUSAOC/OXKHEHWI, CBA3AHHbIE C HApyLUeHMEM
CBepPTbIBAOLWEN M NPOTUBOCBEPTbIBAOLLEN CUCTEMDI.

AHanM3 pekoMeHAyeTca nepes, KPynHbIMK onepaumamm, a TakKe TeM NaUMEHTAM, B Ubei UCTOPUN UAN Y BANMKANLLMX
POACTBEHHUKOB ObINM MHCYIbTbI, MHAPKTbI, TPOMBO3bICOCYA0B, NPO6IEMbI C OCTAHOBKOM KPOBOTEYEHMSA, OC/IOKHEHMUA
6epemeHHocTH, nepes npuemamum KOKn 3T.

MaTonormyeckoe TPOMH600HPA30BAHME YaLLe BbI3bIBAETCA COYETAHNEM FeHETUYECKUX MCPEeLOBbIX GakTOpPOoB. Mpu HaAnuum
reHEeTUYECKUX MAPKEPOB TPOMBODUIMM MCYMMAPHOM FrEHETUYECKOM PUCKE Bbille CPpeaHenonyaLMOHHOTO YPOBHS Hanyme
cpenoBbix GaKTOPOB pMUCKa MMeeT bonbluee 3HavyeHue. [11a CHUKeHMA prucka TPOMb6030BHE0H6X04MMO yaAennTb 0coboe BHMMaHUeE 1
CBECTU K MMHUMYMY Hannuue cpefoBbix pakTopoBs. K 0CHOBHbIM MoanduLmpyeMbim GpakTopam OTHOCATCA:

®  KypeHwue;

o  MeTabo/IMYecKuii CUHAPOM — OXKUPEHWE, apTepuasibHan rMNepToHMA, caxapHblngnabeTll;

e  TpaBMbl,onepaumm (HeobxoamMma NPodUNAKTUKA HU3KOMOIERYIAPHBIMUTENAPUHAMM);

®  Ha/MyMe BapPUKO3HO-U3MEHEHHbIX BEH;

®  MpWemnpenapaTos, CNOCOOCTBYIOLWMX YCUIEHWUIO CBEPTLIBAEMOCTU KPOBU;

®  Ha/MyMe XPOHMYECKOM aHeMUM (CHUMKEHMA YPOBHA remornobuHa);

e [pyrve uHAMBUAYasbHble GAKTOPbl pUCKa TPoM603a, Ha KOTOpble YKarKeT Baluieyalluii Bpau.

MH'




UCCNEAYEMBIE TEHbI

l'eH F2; reH KoarynaumMoHHoro daktopa 2; reH npoTpomburHa
Coagulation factor 11MIM:176930

leH KogupyeT 6e10K NPOTPOMOUH (KoarynaumoHHbIM dakTop |l uam F2), KoTopblit SBNSETCAOAHUM U3 TNaBHbIX KOMMOHEHTOB
CUCTEMbI CBEPTLIBAEMOCTU KPOBU. B x04e pacluenneHnsa npoTpombuHa obpasyetca TPOMOUH, y4acTsyoLWMin B 06pasosaHmm
KPOBAHbIX CryCTKOB, NPENATCTBYOWMX KpoBoTedeHuam. MyTaumsa 20210G>A (rs1799963) npuBoAMT K NOBbILIEHHOMYYPOBHIO
NPOTPOMOUHA, YTO MOBbILIAET CBEPTbIBAEMOCTb KPOBM B 1BA-MATb Pa3 y B3POC/bIX, B TPU-YETbIPE pa3ay AeTei.

F'eH F5; KoarynauMoHHbIi dakTop 5 (/leMaeHoBcKas myTtaums)
Coagulation factor V—LeidenMIM:227400

[eH KoanpyeT akTMBHOCTb paKTopa CBepPTbIBaHUA KpoBK V (MpoaKkueneprHa) — 6enok, cnocobcTBytowmin 0b6pasoBaHmto
TPOMBMHA M3 NPOTPOMOMHA U ABAAIOLLErOCA OA4HUM U3 FNaBHbIX KOMMOHEHTOB CUCTEMbI CBePTbIBaHMA. MyTauus c.1601A> G
(rs6025) NpoBOAMT K YCTOMYMBOCTM NpOaKLLeNEePUHA K BO3AENCTBUIO NpoTenHa C — ecTeCTBEHHOI0 aHTUKOArynsaHTa, Hapywas Tem
CaMbIM NPOTMBOCBEPTHIBAIOLLME MEXAHU3MbI.




