OT3bIB O®PUILUAJBHOI'O ONINOHEHTA

Ha JEiccepTanMoHHyl0 pabory YUepHoBoil Exarepunbl BiaauMHpOBHBI Ha TeMy:
«Yactora  BCTpeuaeMOCTH U KIMHMYECKOE  3HAYEHHE  IeHETHYECKUX
MOJIMMOP(U3MOB Y TMAlUeHTOB ¢ Gose3Hplo Buiuiebpania», mpeacTaBieHHY0 Ha
COUCKaHMe YYEHOW CTENeHU KaHAWIara MEIULMHCKUX HayK IO CIeHHabHOCTH
14.01.21 — remartosorus u nepejmBaHue KPOBH.

AKTYyaJIbHOCTb TeMbI PaGoThI U ee CBS3b ¢ IJIAHAMH COOTBETCTBYIOLIMX
oTpac/ieil HAyKH

Bonesns BuuieOpanna — Hawmbojee 4acToe HACIENCTBEHHOE HapylleHHe
remocraza, Kortopoe wumeercss y 0,5-1% momymsmuu M 00yCIIOBIEHO
KOJIMYECTBEHHBIM W/WJIM Ka4eCTBeHHBIM JeduimToM dakropa Bunnebpanaa (PB).
3aboneBaHre XapakTEepU3yeTCsl 3HAUYUTEIBHONH BapHaOelbHOCTBIO KIMHHYECKHX
HpOSIBJIEHUH ¢ MpeoOiajaHueM JIETKMX W MaJOCHMITOMHBIX (QopM H
naboparopHbix  rokasatenedl  (dakropa VIII, arperanmuum  TpoMOOLMTOB,
WHIyLIMpOBaHHO# pucroueruHom, OB, anturena ®B), 4ro 00ycioBieHO
myranusMd B reme ®OB. Kiunudeckue nposiBieHUs, TpeOyroliue JeYeHus,
umerorcss y 1 venoseka u3 10 000, a nHaubGosee TsuKenbld, 3-d Tvm Oose3Hu
BuieGpanna, BeisiBisiercst y 1 w3 500 000 B o6mielt momy isiuy.

BaxxHoit 0coOeHHOCTBIO 3a00NeBaHMS SIBISETCS €r0 IeTePOreHHOCTh: B
OJIHMX Cllydasx IeMOpparuyuecKuil CHHJIPOM He pPa3BMBA€TCs [PU HWHBA3HBHBIX
MaHHUITYJSIUSAX, B APYTHX CIydasX BO3HHKAIOT CHOHTAHHBIE KPOBOTEYEHHUS W3
BHEIIIHE WHTAKTHBIX CIM3UCTBIX 000JI0YEK, MIPEXIe BCETo MPU MPUEME MabIX 103
ALETUICATULIUIOBOM KMCIOThI, 4TO 00YCIOBICHO TUCYHKIMEH TPOMOOLUTOB.

B mocieanue romsl  OOJNBIIOE  BHUMAHHE  YAEJSETCS  HU3YYCHHUIO
nosuMopdusma renos pakropa V G1691A (FV Leiden), nporpombuna G20210A
(FII G20210A), tpombouuraprsix peuenropo GPIIla (la/lb), GPla (C807T),
GPIb (A1/A2) mist crpaTuduKamiyl prcka TPOMOOIMOOIHMYECKHX OCIIOKHEHHUH
/WM TIATOJIOTHH OEPEMEHHOCTH, OJJHAKO 3TOT BOIPOC U3y4eH HeJI0CTaTOYHO.

Takum o6pazom, Tema mguccepranud E.B.UepHOBOH, NOCBSALIEHHOH
U3YYEHHI0 YacTOThl TEHETHYECKUX MOTMMOP(U3MOB, aCCOLMHPYEMBIX C

tpombopmwiuein (FV Leiden u FII G20210A) u reHamu TpOoMOOLUTapHEIX
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penentopoB GPIlla (1a/1b), GPIa (C807T) u GPIb (A1/A2) u oLeHKe HX BIMSHHS
Ha KJIMHHYECKME M J1abOpaTOpHBle IIOKa3aTeld y MAlHeHTOK C OO0JIe3HBIO
Bunnebpanna 1 tuna, siBisieTcst aKTyaJIbHOM JJIsl HAYKH U IPAKTHKH.

Hay4ynas HOBH3HA OCHOBHBIX BbIBO/IOB H Pe3y/IbTATOB HCCJIEA0OBAHHUS

JlocTOBEpHOCTh IOMyYEHHBIX IUCCEPTAHTOM pe3yJbTaTOB H BBIBOJOB
MCCJIE/IOBaHMs HE BBI3BIBAET COMHEHHMH U OO0YCIIOBIIEHA pEerpe3eHTaTHBHOCTHIO
BBIOOPKH NMAIMEHTOB, IPHMEHEHHEM COBPEMEHHBIX CePTU(PUIIUPOBAHHBIX METO/IOB
WCCIIE/IOBaHKs U BEIOOPOM alIeKBaTHBIX KPUTEPHEB ISl CTATHCTUYECKOrO aHajln3a.

JuccepranToM BHepBble Ha OOJBIIOW M HO30JOTHYECKH OIHOPOIHOMN
rpynne nanueHToB (136 oxkeHmmH ¢ GomesHbio BunieOpanma 1 Tmmna)
MPOJIEMOHCTPUPOBAHA BBICOKAs YacTOTa TIOMO3HIOTHOM M TIeTepPO3UTOTHOM
mytanuu FV Leiden u rereposurorsoii mytarmu FII G20210A 1o cpaBHEHHUIO €O
310pOBBIMHU JTHIAMH (30 JKEHIIUH-TOHOPOB B TPYIIIIe KOHTPOJIS).

Brepseie nokazaHo, YTO HOCUTEIBCTBO TOMO3HUTOTHOW MIIA T€TEPO3UTOTHOM
mytanuu FV Leiden u rereposurornoit myramuu FII G20210A He ymeHbInano
BBIPAKEHHOCTb FEMOPPAarnveckoro amaresa mpu O0ose3nd Busuiebpanma | tuma u
He BIMAJIO Ha JjabopaTopHble IOKasarenu (aHTureH Qakropa BuieGpania,
PHCTOLIETHH  KO-(DaKTOPHYIO  aKTHBHOCTh  (paktopa  Bunebpanma
IPOKOAryJITHTHYIO aKTUBHOCTb (haktopa VIII).

.Bnemee YCTaHOBJIEHO, ~ YTO  4acToTa  MOJUMOP(GH3MOB  TI'eHOB
TpoMbouuTapHbix perenropos GPIIla (1a/1b), GPIa (C807T) u GPIb (A1/A2) npu
Gonesnn BumuieOpanna 1 Tuna aHajoruyHa rpynne KOHTPOJS M He OKa3bIBaeT
BJIMSIHUSL Ha BBIPAXXEHHOCTh TI'e€MOPpArduecKkoro CHHAPOMa H JIabopaTopHbIe
nokasarenu (aHtureH (Qakropa BuieGpanma, pUCTOLETHH KO-(DAKTOPHYIO
akTUBHOCTh (pakTopa BuiuieOpanga ¥ NpOKOaryJisHTHYIO aKTHBHOCTH (paKTopa
VIII). T'enorun la-1b rena tpomGoumurapuoro peuenrtopa GPIIla npu Goneznu
Buinebpanna 1 Tuma BBISBISUICS AOCTOBEPHO 4alle [0 CPABHEHMIO TPYIIION
KOHTpOJIS, OJHAKO 3TO TakKe HEe BIMIO Ha KIMHUYECKHE IIPOSBICHUS

réMopparv4eckoro CHHJapoMa u na6opaTopHLIe TmoKa3aTeliu.

Hpamnqeckaﬂ SHAYHUMOCTDb



HuccepraimonHass ~ paboTa  HMMEET  HECOMHEHHYIO  MPaKTHYECKYIO
3HaYUMOCTh. ABTOPOM YCT@HOBIJIEHO, YTO NpH Oone3nn Busuebpanna 1 tuna
myraiuu reHa FV (Leiden), rena FII (G20210A) u reHoB TpoMOOLMTapHBIX
peuentopoB GPIIla (la/lb), GPIa (C807T) u GPIb (A1/A2) He BiusIOT Ha
BBIDAKEHHOCTh T'e€MOpPParvM4eckoro CHHApOMa U J1abopaTOpHbIE IOKa3aTesln
(aHTHTeH (akropa BuneOpaHma, PHCTOLETHH KO-(aKTOPHYIO AKTHBHOCTH
¢dakropa BwuieOpanma W mpokoaryJsIHTHYHRO —akTHBHOCTH (akropa VIII).
[IpoBenennas paboTa OTKpBIBAET MEPCIIEKTUBBI CO3AHUSI YCOBEPIIEHCTBOBAHHbIX
aJITOPUTMOB 00CIIeI0BaHMUS TALIMEHTOB ¢ Oose3HbI0 Brntebpanma.

PexomMeHnganuu no HCNOAb30BAHHIO Pe3yJIbTATOB JHCCEPTALHH

OCHOBHBIE MOJIOKEHHSI HAyYHO-HCCIIEIOBATENILCKOW pabOThl BHEIPEHBI B
yueOHBIH mporecc Kadeapsl remaroysiorud u TpaHcoysuonorun PI'BOY BO
C3IMY um. N.M. MeunukoBa MunzzpaBa Poccun u neueGHO-IHArHOCTUYECKYIO
paboty CII6 I'BY3 «I'oponckas GonbrauLia No26.

PesynbpraTel W BBIBOABI JHCCEPTAIlMH LeJIECOO0pa3HO HCIOIb30BATh B
MIPAaKTUYECKON JeSTEeNbHOCTH OT/EICHUI reMaToyory U B ydyeOHOW pabore mpu
MOJIrOTOBKE CHEIUAIKUCTOB B 00JIACTH IeMaTOJIOTHH U KOAryJIOJIOTUH.

CTpyKTYypa H coepKaHue JHCCePTALHH

Hasanwe  jucceprauud  MOJHOCTBIO — OTpaXaeT —ee  COlepikaHue.
Huccepranus uznoxena Ha 106 cTpaHHIAX MAIIMHONKUCHOTO TEKCTa, HMEET
TPaJUIUOHHYIO CTPYKTYpy ¥ COCTOMT U3 BBEIEeHUs, 0030pa JHMTEpaTyphbl,
OMMCaHusl OOCIeZIOBAHHBIX MAIlMEHTOB M METOJOB HCCIIEJOBAHUS, pPEe3yJIbTaTOB
HCCIIeIOBaHMs, 3aKIIOYEHUs], BBIBOJOB, NMPAKTHUECKUX PEKOMEHJAIMH U CIIHCKa
JUTEpaTypbl, KOTOpbId BKIodaeT 120 HCTOYHMKOB, B TOM 4wucie 22
OTEYECTBEHHBIX U 98 HHOCTPAHHBIX aBTOPOB, COAEPIKUT | pucyHOK U 13 Tabnui.

Bo BBeneHuu mnpejacTaBieHa aKTyalbHOCTh TEMBI M CTEIEHb e pa3paboTKH,
9eTKO C(OpPMYJIMPOBaHbI LEdb W 3afadd pabOoThl, MOJIOKEHHs, BHIHOCUMBIE Ha
3allUTy, Hay4yHasl HOBU3HA U MPAKTUYeCKasi LIEeHHOCTh MCCIIeIOBAHUS.

B 0630pe nurepaTypbl H310KEHBI COBPEMEHHBIE TPEJICTABICHHUS O CTPYKTYpPe

1 pyHkuun pakropa BuseOpanna, ero posiu B TpoM6006pa3oBaHiy, aHTHOTEHE3e
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U KIeTOYHOW mponudepanny, xapakrtepuctika Oone3nu Buiebpanna,
HacJe/ICTBeHHbIX TpoMOoduinii, pakropoB ceeprbiBanus V u Il u BiusHUM HX
nojauMop¢u3Ma Ha HapylleHHsl CBepThIBAIOIIEH CHCTEeMbl KPOBH y OepeMeHHBIX,
JTaHHBIE 0 TOIUMOpP(HU3ME TPOMOOLUTAPHBIX PEIETITOPOB.

B rnaBe, MOCBSILEHHOW XapakTEpUCTHKE MALMEHTOB MW  METOJ0B
HCCIIEJIOBaHUS, aBTOPOM IOAPOOHO MpenCTaBleHbl OOCIeOBaHHbIC MAllMEHTHI,
KPUTEPUHU BKJIIOYEHHS U UCKIFOUYEHUS, OIIEHKA BBIPAKEHHOCTH FeMOpParuyeckoro
cuHApoMa. MeToJpl HCCIeIOBaHUSI CBEPTHIBAIOLIEH CHUCTEMBl KPOBM BKJIIOYAIIH
ananmu3 Qakropa VIII, arperammu TpomOoIMTOB, UHAyLHpoBaHHOH AJID,
pucroneTiHoM u kojutareHoM, ®B, anturena ®B, no nokazaHuIM —
MOJIEKYJISIPHO-TeHETHYeCKOoe UccieoBanue noaumophusMa reHos pakTopon V U
II, renoB TpombGormTapHsix peuentopos GPIb u GPIlla, rena unrerpuna a-2 GPla.

B rnaBe, mOCBSIIEHHOM pe3yibTaTaM COOCTBEHHOIO MCCIIEOBaHNU,
aBTOPOM IIPEJICTaBICHb! JaHHbIe KIMHUYECKOro U J1abopaTopHOro obcienoBaHus.
ABTOPOM YCTaHOBJIEHO, YTO F€TEPO3UTOTHBIN MOJUMOPHHU3M reHOB (hakTopoB V u
II npu Gonesnn BumneGpanma 1 Tuma BcTpedaeTcs JOCTOBEPHO 4Halle, YeM B
KOHTPOJIHOH TpyTIe, OJHAKO 3TO, KaK ¥ HOCHTEILCTBO I'OMO3UIOTHON MyTallUU
tdaxropa V, He CHIIKAeT BBIPAKEHHOCTh IeMOPpPAarH4ecKoro CHHApOMa U HE
BIMSET  Ha  JabopaTopHble  XapakrepucTHkd  akropa  Bumiebpamia.
[Monumopdusm reHoB Tpombonmrapusix perentopoB GPIlla (la/lb), rena
unrerpuna o-2 GPla (C807T), GPIb (A1/A2) wacTto Berpevasicsi Kak npu Oose3Hu
Bunnebpanga | THma um B KOHTPOJBHOW TpyIine W He OKa3blBaJl BIMAHHUS Ha
BBIPAKEHHOCTH [E€MOPParuieckoro CHHAPOMa.

B 3aimoueHMHM  OTpakeHbl OCHOBHBIE  pe3yJIbTaThl  MPOBEJEHHOIO
HCCIIEIOBaHUs, NpOBEAEHO HX O00O00INeHHe U CpaBHEHHE C pe3yibTaTaMu,
MIpeICTaBICHHBIMHI B MHPOBOH JIUTEpaType.

BeIBombl fuccepTanui KOPpPEeKTHBI M B IIOJHOW Mepe OCHOBaHbI Ha
IIOJTy4YEHHbIX pe3yJbTaTax.

B aBropedepate mnpencraBieHO KpaTKoe aHAIMTHYECKOE H3JI0KEHHE

Haubojiee BaXKHBIX PE3YIBTAaTOB HMCCJICIOBAHUS. ABTope(bepaT HalmMcaH B
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COOTBETCTBUH C CYIIECTBYIOUIUMH TPEeOOBAaHUSIMHU, IOJHOCTHIO COOTBETCTBYET
OCHOBHBIM IIOJIOXKEHHMSIM JIUCCEpTalliM M OTpaXkaeT ee cojepkaHue. Tema
JIICCePTallMOHHON PaboThl COOTBETCTBYET 3asBJICHHOW HAyYHOW CHELUAIbHOCTH:
14.01.21 — remaTosiorys U nepevBaHie KPOBH.

PesynpraTtel  HccnenoBaHHs ~— JOJNOXKEHBI HA  psAfe  POCCHUICKHX |
MEXIyHapoJHbIX KoHpepeHumii. [lo Teme aucceprammu OmMyOJIHKOBaHO 6
Hay4HBIX paboT, U3 HUX 4 — B XKypHalax, pekoMeH10BaHHbIX BAK.

IIprHIMNHATBHBIX 3aMeYaHUil 1O JuccepTanyu HeT. VIMEroTcss  BOIPOCHI
JIMCKYCCHOHHOTO XapaKTepa.

1. BaauanpoBaHbl JIH HCNIO/IB30BAHHbIE B AHCCEPTALHH ONPOCHUKH /ISl
ompejeieHHsi  TAKeCTH  TIeMOpPparuH4eckoro CcHHApoMa W o0bema
MEHCTPYa/JbHOH KpoBonoTepu npH 6osie3un Buinedpanaa?

2. IlpoBoamicsi M aHa/JH3 3aBHCHMOCTH KJIHHHKO-J1a00pPaTOPHBIX
nokKasarteJieil B 3aBHCHMOCTH OT IpHeMa 3CTPOreH-coepauux npenaparos?

3. Mmenuch 1H B aHaMHe3e y MalHEHTOB ¢ GoJie3Hbi0 Buiie6panaa
0epeMEeHHOCTH H, eCJIH 12, HMeJIHCh JIH OCJIOKHEHHs B Xoe OepeMeHHOCTH?

4. Kak, no MHeHHIO aBTOpa, BJHseT KOHUeHTpaunus (pakropa VIII na
4acToTy TPOoMOO0IMOOIHYECKHX OC/IOKHEHHH npu Oose3nn Buanedpanga B
coveTraHuu ¢ noaumopdgusmom paxkropon V u I1?

3akioyeHue

Jluccepranuonsas pabora YepHosoii Exarepunsl Bragumuposasr «Yacrora
BCTPEYAaEMOCTH U KIMHUYECKOE 3HAUYeHHEe TEeHeTUYEeCKUX MOIUMOPPHU3MOB Yy
MalMeHToB ¢ Oone3Hblo BuiuieOpanma», BbINOJIHEHHAsT MOJ PYKOBOICTBOM
JIOKTOpa MeIMIMHCKUX Hayk mpodeccopa A.B. Komockosa, SIBIISICTCSI
3aKOHYEHHOM HaydyHOH KBaJM(UKALMOHHON pabOTOW, B KOTOPOM COAEPIKUTCS
pellieHHe aKTyaJlbHOH 3aJaud [0 OLEHKEe YacTOThl M KJIMHMYECKOro 3HaYeHHs
OCHOBHBIX T'€HETHYECKHX MOIMMOP(U3MOB, aCCOLUHUPYEMbIX € TpomOoduinen
(FV Leiden u FII G20210A), u nonuMoppu3MOB I€HOB TPOMOOLUTAPHBIX
peuentopoB GPIb (A1/A2), unrerpun a-2 GPla (C807T), GPIlla (la/lb) mpu
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Gonesnun BwureOpanma 1 THma, 4TO HMMeEeT BaXKHOE HAyYHO-TIPAKTHIECKOE
3HA4YEHUE I FeMaTOJIOTHH.

[lo akTyanbHOCTH, METOJUYECKOMY YpPOBHIO, 00BEMY HCCIIeJOBaHUH,
HAay4YHOM HOBU3HE M TIPAKTUYECKOH 3HAYMMOCTH IIOJIYYEHHBIX pe3yJIbTaTOB
aurccepranyonHas padota E.B.UepHOBOI ITOTHOCTHIO COOTBETCTBYET TPeOOBAHMSIM
nmyHkTa 9 «llonokeHuss O TMPHUCYXJIEHUM YUYEHBIX CTeleHei», YTBEepIKISeHHOTO
ITocranoBnenuem IlpaButenscrBa P® Ne842 ot 24 centsiops 2013 ropa, c
m3menenusiMu [locranoBnenusi [lpaBurtenscTBa Poccuiickoit ®@enepamuu ot 21
anpens 2016 roga Ne335 u Ne784 ot 02.08.2016 roma «O BHeceHUH W3MEHEHHUI B
MOJIOKEHUE O MPHUCYKICHUU YUYEHBIX CTEleHei», a ee aBTOp 3aciy)KUBaeT
NIPHUCYKAEHMS] YUEHON CTENEeHH KaHAuIaTa MEeIAULUHCKIX HAyK [0 CIIeLHalbHOCTH

14.01.21 - remaTosiorust 4 nepearBaHie KPOBH.

ITpodeccop, BEINOMHSIONMH JIe4eOHYIO padoTy,

Kadenpbl MOCISIUIIOMHOIO MEAUIIMHCKOT0 00pa3oBaHus
DenepalbHOro rocy 1apCTBEHHOTO OFO/KETHOTQ 00pa30BaTeIbHOIO
yupexaeHus Beiciiero oobpazosanus "Cankr-I1 Oyprexuit
rocyapcTBeHHbII yHUBepcUTeT"

JOKTOp MeJULUHCKUX HayK Ipodeccop .H.bornanos

21 ampens 2020 roxa
Anpec: 199034, Cankr-IletepOypr, YHuBepcurerckas Hao. 1.7-9.
Ten: +7 (812) 328-20-00. Di.mouTta: spbu@spbu.ru

[Moanuce npodeccopa A.H. EOF,ZlaHOBa 3aBepsIIO:
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