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OT3bIB

Belyllel opraHu3alMMd Ha JMCCepTalUMOHHY0 paboty YepHoBoil ExaTepuHsl
BrnanumupoBHBl Ha Temy: «YacToTa BCTpe4aeMOCTH M KJIMHUYECKOe 3HAYEHHE
IeHeTHYECKUX TMOJIUMOPGHU3MOB Yy MalLMEeHTOB C Oosie3Hpto BunneGpanna»,
MpeACTaBIEHHYK0 K 3alldTe Ha COMCKaHWE YYeHOW CTeneHW KaHAMOaTa
MEIMLMHCKUX HayK no creuudansHoctd 14.01.21 — remaronorus ¥ nepeivBaHHUe
KPOBH

AKTYa/IbHOCTb AHCCEPTALHOHHOH padoThI

Crpatudukaums TpoMOOTHYECKUX M TIeMOpparu4eckuX pPHCKOB SBISETCS
Ba)KHOMW 3ajaveid 1 GonbinHCTBa Bpadeil. [1lupokoe BHeIpeHHe B KIMHUYECKYIO
MPaKTHKY aHTHKOAryJISHTHON M aHTHAarperaHTHOHM Tepanuu MO3BOJIWIO, C OJAHOH
CTOPOHBI, [OOUTBCS 3HAYUTEIbHBIX YCIEXOB B JIEUEHUH U TNPOPHUIAKTHKE
TpoMOO030B U TPOMOO3IMOOIMYECKUX OCI0KHEHUH, HO, C APYTOil CTOPOHBI, CO3/1aJ10
PUCK Pa3BUTHS CIIOHTAHHBIX W/ MK TPYIHO KOHTPOIHMPYEMBIX KPOBOTEYEHHH.

Haunbonee pacnpocTpaHeHHOH reMopparM4eckoi KoaryJjionaTtuei siBIseTcs
Oone3np Bunnebpanna — HaclieACTBEHHOE HapylLIeHHe reMocTasa, 00yCloBlIeHHOe
KOJIMYECTBEHHBIM M/WIIM KadyecTBeHHbIM AeduuutoM dakropa Bumnebpanna,
OJIHOI'0 M3 BaXXHEWIUMX OENIKOB CBEPTHIBAIOLIEH CHUCTEMBbl KpoBH. KiHMHHUYeCKOH
ocobeHHOCThIO Oone3sHu BunneOpanpa sBAsieTcss «MSATKUH» M «CTIOHTAHHBIW
Xapakrep  reMopparuyeckoro  auaresa.  M3Bectren — ¢akr  pa3BUTHA
reMOpparMyeckoro auares3a, MHOrJAa 3HAYUTENIBHOTO, Y TAIMEHTOB ¢ OOJIe3HBIO
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BunneOpaHaa B OTBeT Ha Ha3HAYEHHE MAJbIX 03 aleTHJICATUIIUIOBOH KUCIIOTHI,
4TO XOPOLIO OOBACHSAETCS HaJM4YMeM Y IMalMEeHTOB C JaHHBIM 3aboJieBaHHEM
JUCHYHKIMHA TPOMOOILIMTOB.

B nocnennue roxsl Oonblloe  BHUMaHHE — yAeNseTcs  H3y4EHHIO
nonuMopdusma retoB dakropa V G1691A (FVLeiden), nporpombuna G20210A
(FII G20210A), Tpomborutapusix peuentopoB GPIIla (1a/1b), GPla (C807T) u
GPIb (A1/A2) ¢ wuensto cTparuduKalMU pucka TpPoMOO3MOOIMYECKHX
OCIIO)KHEHHI W/MIIK pernpoJyKTHBHBIX MpoOJeM y JKEeHLIUH ¢ TPOMOOTHYECKUM
MEXaHU3MOM HX IaToreHesa. B Toxke BpeMsi H3BECTHO HECKOJIBKO ClIy4daes
HOCUTEIBCTBA IeTepO3UrOoTHBIX MyTaruii reHa ¢aktopa V G1691A (FVLeiden)
win reHa nporpombuna G20210A (FII G20210A) y nauueHToK ¢ O0Je3HBIO
BunneOpanga, MMEMOLIMX IOCTATOYHO SIPKUE TPOSBIEHUS TeMOpparuvyeckoro
auaresa.

B cBs3u ¢ BBINIEU3T0KEHHBIM MPEICTABISAETCS aKTyallbHBIM HCCIe0BaHHUE
4acTOTBl ~ BCTPEYAEMOCTH  OCHOBHBIX  TI€HETHYECKUX  MOJIMMOP(HHU3MOB,
accounnpoBaHHbix ¢ Tpombodunueir (VG1691A (FVLeiden) u G20210A (FII
G20210A)), a Takxe NOIMMOPGHU3MOB TI'e€HOB TPOMOOLMTAPHBIX PELENTOPOB
GPIIla (la/lb), GPla (C807T) u GPIb (Al/A2) u oueHKa HUX BIMSIHHUA Ha
MpOsIBIEHUsS TIeMOpparuyeckoro Juare3a M JiabopaTopHble [OKa3aTelnd Y
MauueHToK ¢ OosiesHeto BuieGpanaa | tuna.

HoBu3Ha Hcc/leq0BaHHH H MOJTy4eHHbIX Pe3yJibTaTOB

Brnepsbie Ha OONbIIOI ¥ HO30JI0THYECKH OJHOPOJIHON IpyIIe MalHeHTOK C
Oone3npto Buinebpanga 1 Tuma, nNpoaeMOHCTpPUpPOBaHA BBICOKAs 4YacToOTa
BCTPEYAEMOCTH F'OMO3WUIOTHOH U retepo3urotHoit myrtauuu FV Leiden, a Takxke
rerepo3surotHoil Mytauuu FII G20210A no cpaBHEHHMIO C TPYMNION 310POBBIX
KEHILUH - TOHOPOB KPOBH.

Iloka3aHo, YTO HOCHUTENBCTBO FTOMO3UTOTHON MITM FeTePO3UTOTHON MyTallUn
FV Leiden, a Taxxe rereposurotHoit myrauuu FII G20210A He yMeHbIIao
BBIPQXEHHOCTh KJIMHMYECKHUX TPOSABIEHHUNH TIeMOpparu4eckoro jauaresa y

MalMeHTOoK ¢ O0JIE3HBIO Bnnneﬁpam(a 1 THIIA, @ TAKXKE HE OKa3bIBaJIO BJIMAHHUA Ha
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nabopaTopHble XapaKTepUCTHKH aHTHreHa daktopa Bunnebpanma (VWF:Ag),
PUCTOLETHUH KO-(pakTOpHOM akTHBHOCTH (akTopa Bunnebpanma (vWF:RCo) u
NPOKoaryJJssHTHY akTuBHOCTB (haktopa VIII (FVIIIL:C).

BeisiBIeHO, 4YTO 4acToTa  BCTPEYaeMOCTHM  MOJUMOP(HU3IMOB  I'€HOB
TpombouuTapHsix peuentopoB GPIIla (1a/1b), GPIa (C807T) u GPIb (A1/A2) y
MalMeHTOK C JMarHoCTUpPOBaHHOW Oone3Hbro Bunnebpanpa | Tuna He MMena
CTaTUCTHYECKM 3HAUYMMBIX pa3/IMYMi 10 CPaBHEHUIO C TPYNNOH 370pOBBIX
JKEHIIMH — JIOHOPOB KPOBM M 0Ka3ajlach ILIMPOKO paclpOCTPAHEHHBIM SBICHHUEM,
He BIHAIOLUIMM Ha CTENEHb BBIPAXKEHHOCTH TIeMOpparuyeckoro jauvaresa M
naboparopHble xapaktepuctuku (VWF:Ag, vWF:RCo, FVIII:C). Ilpu sTom
resoTunn  la-1b  renma TpomOouurtapHoro peuentopa GPllla, wacrora
BCTPEYa€MOCTH KOTOPOro y MalueHTOK ¢ Oosie3Hplo BunnebGpanna 1 tuna Obina
JOCTOBEPHO BBIILIE I10 CPAaBHEHMIO C TAaKOBOW Y 310pPOBBIX IKEHIIMH-JOHOPOB
KpOBH, TakKe He OKas3blBal BIUSHUS Ha KIMHUYECKHE IPOSIBICHMS
reMopparu4ecKoro Juaresa v JlaboparopHble MOKa3aTelHu.

JlocToBepHOCTh  pe3yJbTaTOB  HMCCJIeA0BAHHS M  000CHOBAHHOCTH
BbIBO/10B

Pabora E.B. UYepHOBO# BbINOJIHEHA MO TUIY CIy4al-KOHTPOJIb: MPOBeIEH
aHajuM3  aHaMHECTHYeCKHX,  J1abopaTOpHBIX,  MOJIEKYJISIPHO-IeHEeTHYECKUX
nokasaresneil 136 mauuenTok ¢ 6one3nbto Bumnebpanna (¢ 2011 nmo 2017 ron) a
Takke 111 310pOBBIX XKEHILMH — JOHOPOB KPOBU (TpyIINa CpaBHEHHUS ).

OcHOBHblE  TOJIOKEHMS, BBIBOIABl M IPAKTHYECKHE pPEKOMEHIAIMU
auccepTaloHHoN pabotsl YepHoBoit Exatepunsl BrnaauMupoBHBI OCHOBaHBI Ha
pe3yibTaTax OOCJE€IOBAaHUS 3HAYUTENIBHONO YHCJIA JKEHUIMH ¢ OOJIe3HbIO
Buiebpanna, xoropsle ObtM 00paboTaHbl C NPUMEHEHHE COBPEMEHHBIX
CTaTUCTHYECKMX METOJOB U He BbI3bIBAIOT coMHeHUH. CdopmylupoBaHHbIE
BbIBOJIbI ¥ BBIHOCUMBIE Ha 3aLIUTY M0JIOXKEHUS 000CHOBAHBI COJIep)KaHreM padOThI
U CIIEYIOT U3 €€ Pe3y/bTaToB.

OcHOBHbIE TOJOXKEHUS JUCCEPTALMH JOCTATOYHO TIIOJIHO OTPAXKEHBl B

omyOIMKOBaHHBIX paboTax, B TOM YHCIIe B )KypHallaxX, pekoMeHayeMbix BAK.
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3HAYNMOCTb /ISl HAYKH M NMPAKTHYeCKOH 1esiTeJIbHOCTH MOJIy4YeHHBIX
ABTOPOM pe3y/1bTaTOB

PesynpraThl, mnosydyenHsle E.B. UYepHoBOH B X0A€  BBINOJHEHHUS
JIUCCEPTALIMOHHOTO  KMCCIIEOBaHMS, MMEIOT HECOMHEHHYI0 HaydyHyl H
TEOPETHYECKYIO 3HAYMMOCTh. Y TalUeHTOK ¢ Oone3Hpio Bunnebpanpa 1 Tumna,
NpPOAeMOHCTPUPOBAaHA BBICOKAs 4acTOTa BCTPEYAEMOCTH TIOMO3UTOTHOM H
rerepo3urotHoii mytauuu FV Leiden, a Taxxke rerepo3urotHoid myrtauuu FII
G20210A mo cpaBHEHHIO ¢ TpyNMNOW 3J0POBBIX MEHIIMH - IOHOPOB KPOBH.
HocuTenbcTBO roMO3UroTHO#H WM retepo3urotHoi mytauuu FV Leiden, a Taioke
rerepo3urotHo  Mytauuud FII G20210A He yMmeHbIIaeT BbIPAKEHHOCTh
KJIMHUYECKUX TIPOsIBJIEHUH reMopparMyeckoro avaresa y MalMeHTOK ¢ DOJIEe3HBIO
Bunnebpanga 1 tuma, a Takke He OKas3blBaeT BIMSHUA Ha jabopaToOpHbIE
XapaKTePUCTHKH.

YacToTa BCTpeYyaeMOCTH TMOJMMOPGHU3MOB TI€HOB  TPOMOOLMTApHBIX
peuentopoB GPIIlla (l1a/lb), GPla (C807T) u GPIb (Al/A2) y mauueHTOK C
AUarHoCTUpoBaHHON Oosie3nblo BunneOpanga 1 Tuma He MMeeT CTATUCTHYECKH
3HAYUMBIX Pa3IMYMi MO CPaBHEHMIO C IPYIION KOHTPOJS 310POBBIX JKEHLIUH —
JJOHOPOB KPOBM M HE€ BIIMSJIM Ha CTENeHb BBIPAXEHHOCTH IeMOpparu4eckoro
nuare3a U nabopatopHeie XapakTepucTHku (VWEF:Ag, vWF:RCo, FVIIIL:C). Ilpu
3ToM reHotun la-lb rena tpomGouurapHoro peuentopa GPllla, 4yacrora
BCTPEYaEMOCTH KOTOPOro y NauueHToK ¢ Oose3Hbro BunneOpanpa 1 tuna Oblia
JIOCTOBEPHO BBIIIE IO CPaBHEHHIO C TAaKOBOH Yy 3I0pOBBIX >KEHIIMH-JOHOPOB
KPOBHM, TaKXe HE€ OKa3blBaJla BJWSHUS Ha KIMHUYECKHE TMPOSBICHUS
reMopparu4eckoro auaresa v 1aboparopHble MOKa3aTelH.

PesynbpraTel uccienoBaHus, noiaydeHHele YepHosoi E.B., BHenpeHwl B
MPakTUYeCKYI0 U Hay4dyHO-HCCIIeI0BaTeNbCcKyl0 padoTy Kadenpsl reMaTOJOTHH H
tpancysuonorun PI'BOY BO C3IMY wum. M.M. MeunukoBa MuH3apasa
Poccun, B neweOHo-guarnoctudeckyto pabory CII6 I'BY3 «I'oponckas GonbHuLa

No26».



Ouenka odopmiieHusi AHCCEPTALHH, €€ 3aBePIIEHHOCTH

Hucceprauusi  odopmieHa B COOTBETCTBUM ¢ TpeOOBaHUAMY,
NpeAbsABISEMBIMH K JTUCCEPTALMOHHBIM paboTaMm, COCTOMT W3 BBeIeHMs, 0030pa
JIMTEepaTypbl, OITUCAHUs MaTepUaJIOB U METO/0B, [J1aBbl Pe3yJbTaTOB COOCTBEHHBIX
UCCJIEJOBaHUM, 3aK/IFOUYEHHUs, BBIBOJOB, NPAKTUYECKUX PEKOMEHIALMH U CIIHCKa
JIMTepaTypbl, BKIIOYarOmEero 22 oTedecTBEHHBIX M 98 3apyOexHBIX aBTOPOB.
JluccepraunonHas pabora u3noxkena Ha 106 cTpaHMLax KOMITBIOTEPHOIO TEKCTa,
oopmieHa B COOTBETCTBHHM C CYIIECTBYIOUIUMH TpeOOBaHUAMH, COACPKHUT |
pUCYHOK U 13 Tabnuu.

B kauyecTBe 3ameudaHMsl cleAyeT OTMETUTh BCTpeHaroL[UMecs B TEKCTe
JUCCEPTALIMOHHON pabOThl CTUIMCTHYECKHE M FpaMMaTU4YeCKHUe MOrpelIHOCTH, a
Tak)K€ HEKOTOpble OTKJIOHEHHs O(OpPMIIEHHUS, KOTOpble HE BIMAIOT Ha oOllee
TI0JIOJKUTENIbHOE BIleyaTJeHue oT padoThl.

3ak/nouenue

Takum oOpasom, paucceprauvoHHas pabota YepHoBoii ExaTepuHbl
BnanumupoBHbl Ha TeMmy: «YacToTa BCTpe4aeMOCTH M KIWHHUYECKOE 3HAueHUe
FeHeTUYECKHX IOJMMOP(U3IMOB Yy MalMeHToB ¢ OosesHbto Buebpannar,
MpeAcTaBlIeHHas K 3alldTe Ha COMCKaHMe Y4YEeHOW CTeneHW KaHAuaaTa
MEIMLUMHCKUX HaykK 1o creuuanbHoctd 14.01.21 — remarosioruss ¥ nepenubBaHue
KPOBH, BBI[IOJIHEHHAsl [10J PYKOBOACTBOM JOKTOpa MEIMLMHCKUX HayK,
npodeccopa Anapes Bukroposuua Konockosa, siBnsieTcss 3aKOHYEHHOH Hay4dHO-
KBaNU(pUKALMOHHOM paboToOi, B KOTOPOH CONEPIKHUTCS pelleHHe Hay4HO-
MpaKTU4YEeCKOM 3aJadyd: OLIEHKH YacTOThl BCTPEYaeMOCTH M 3HAYeHHS OCHOBHBIX
FeHeTUYECKHX MOJIMMOP(hU3MOB, accouunpyemsix ¢ Tpombodunueii (FV Leiden u
FII G20210A), u nonumopdpusMoB reHoB TpombouuTapHbiX perentopoB GPIb
(A1/A2), unrerpun a-2 GPla (C807T), GPIlla (1a/1b) y nauueHTOK ¢ 60JI€3HBIO
Bunne6panna 1 tuna.

JlucceprauuonHas paboTa COOTBETCTBYET KPUTEPHUSM YCTAHOBJIEHHBIM I1.9
[lonoxenus «O mnopsake NpPUCYKIEHHS YYEHBIX CTelNeHel» yTBep)KIeHHBIMH

nocraHoBieHueM IIpaBurensctea P® ot 24 centsabps 2013 roma Ne 842, B
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penakuuu mnoctaHoBiaeHus [IpaButensctBa PO «O BHeceHHMM HW3MEHEHHMH B
[TonoxeHue 0 MPUCYKAEHUHU yueHbIX cTereHei» oT 21 ampens 2016 roga Ne 335,
NpeabsBIseMbIM K KaHAMJATCKUM JUCCEPTALMAM U PEKOMEHAYETCS K 3allliTe Ha
COMCKaHUE YYEHOHM CTEeNeHHM KaHauaaTa MEAWUMHCKUX HayK [0 CIEeLHaJIbHOCTH
14.01.21 — remarosiorus u nepejiiBaHHe KPOBH.

OT13bIB  00CyXO€H ¥ YTBEpKIE€H Ha 3aceJaHud Y4YEeHOro CcoBeTa
denepanbHOro rocy1apcTBEHHOro OHOIKETHOTO yupexaeHus: Hayku «KupoBckui
HAYYHO-UCCIE0BATEIbCKHUI HMHCTUTYT TeMaTOJIOTMM W [epellMBaHus KpOBH
®enepanpHOrO MeaUKO-OHoNIOrHYeckoro areHtcrBay 22 ampens 2020 roxa

npotokona Ne 5.

3aBenyrouas abopaTopueil UMMYHOIreMaTOJOrUu
®I'bYH «Kuposckuit HUM remartonoruu
1 nepenuBanus kpoBu ®MBA Poccuny, 2

KaHIMJaT MEAULMHCKUX HayK ' E.B.byruna
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