OT3bIB HAYYHOI'O KOHCYJIbTAHTA
KaHIHAATA GHOJOrHYECKHX HAYK, CTAPIIero HAyYHOIo COTPYAHUKA JiabopaTopuu
reHeTHYecKoil rnuaemuo/oruu ®exepajbHOro rocyJapcTBEHHOr0 GHOIKETHOIO
Hay4HOro y4pex/aeHus «MeIuKo-reHeTHYeCKHil HayYHBIA HEHTP HMEHH aKa/lleMHKa
H.I1. BouxoBa» MapaxoHoBa AHapesi BiaguMupoBHYa HA TUCCEPTANMOHHYIO padoTy
BockpeceHcKoii AHHbI AJIEKCAHIPOBHbI «Pa3paboTKa KIHHUKO-IHAIHOCTHYECKOIr0
2JIFOPHTMA HCCIIe0BAHMIA 1)1 IPOrHO3MPOBaHus TedeHnst PAX6-acconuupoBaHHOH
BPOKICHHOH AHHPHIHN», IPEICTABJIEHHYIO HA COUCKAHHE YYEHOH CTereHH

KaHAMIATa MEIMIHMHCKUX HAYK Mo crnenuajbHocT 14.01.07 — rnasHbie 60/1e3HH

BockpeceHckas AHHa AnekcaHipoBHa, 1981 roxa poxaenys, B 2005 r. ¢ oTIHIHEM
oxorumwna I'OY BIIO «KazaHckuii rocynapCTBEHHBIH MEIWLIMHCKHA YHHBEPCHUTET) IIO
crendanbHOCTH «JleueGroe meno». B mepuox ¢ 2005 mo 2007 rr. mpoxoauia obydeHue B
opIMHATYpe IO crenuanbHoCTH «OGTasbMONOTHD) Ha 6a3e YebOokcapckoro ¢unuana
«MHTK «Muxkpoxupyprus riaza» uMm. akag. C.H. @enoposa». C 2007 o 2013 rr. paborana
BpadoM-0O(hTAIBMOIOIOM BHTPEOPETHHANBHOrO oTAeneHus, ¢ 2013 roma mo HacTosmiee
BpeMs — BpauoM OT/EIeHHs amOyJaTOpHOM XHMPYprHH M KOHCEPBATHBHBIX METO/OB
neuenns Yebokcapckoro drmana GI'AY «HMULL «MHTK « MUKpOXUpPYpPrus riasa» uM.
akan. C.H. ®emopoBa». A.A. BockpeceHcKasl SBILIETCS BpaduOM MEPBOM KBaIMpUKaIIHOHHON
KaTeropuy, ee pabora  CBs3aHa C  OKa3aHMEM  KOHCYJIbTaTHBHOH  H
BBICOKOKBAITA(UITMPOBAHHOM XUPYPrUdecKoil MOMOIIM NAlUeHTaM ¢ BUTPEOPETHHAIBHOK
MIaTOJIOTUEMN.

C 2015 r. A.A. BockpeceHcKasi Hadaja 3aHMMaThCs MPOOJIEMO# BPOKICHHOH
aHUPHMINM B TECHOM COTPYTHHYECTBE C KOJUIEKTHBOM De/iepanbHOro rocy1apCTBEHHOTO
6I0KETHOTO HAYYHOro yupexmeHus «MeTuKo-reHeTUYECKHH HayIHBIH LEeHTP MMEHH
axamemuka H.II. BoukoBa» (r. Mocksa). B kpyr ee HayYHBIX HMHTEPECOB BXOIHUIIO HE
TOJNIBKO M3ydeHHe O(TaTbMOIOTHYECKUX MPOSBICHUI NaHHOIO IIOPOKA Pa3BUTHSA, HO H
HCClIeOBaHAEe TEeHETHYECKHX acIeKTOB 3a0oyieBaHus C  BBIABICHHEM TI€HO-
(GEeHOTHIMHMYECKUX 3aBUCHMOCTEH MEXAY KIMHHIECKMMH MpA3HAKAMU BPOXICHHOM

AHUPH/MM W TUNIAMH MyTallHOHHBIX H3MEHEHNUH B reHe PAX6 u peruone 11p13. B 2019
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Oy HaKOTLIEHHbIE 3HAHU OBLTH O(OPMIIECHBI B BU/IE JUCCEPTALHOHHON pabOTHI Ha TEMY
«Pa3paboTka KJIHHHKO-THArHOCTUYECKOIO aJropuT™Ma KCCJIEI0BaHUMI IS
IIPOTHO3UPOBaHus TedeHHs PAX6-accOUMUPOBaHHON BPOXACHHOM aHMpHUAWE). B
Tpolecce MOATOTOBKM HaydHOH paboTbl AHHOM AJIEKCaHIPOBHOH OBUTH H3Y4YEHBI
OCHOBBI (yHIAMEHTATBHOM ¥ MEIUIINHCKON M€ HETUKY, BKITI0Yas BOIIPOCH! HAC/IeI0BaHHUA
3a00JIeBaHMM, IPUPOIB] MyTallMi U UX IIOCIEACTBUN.
JlagHOE  OUCCEPTAallMOHHOE  MCCIIEOBaHWE CTAJ0 MEPBBHIM  ONHMCAHUEM
0 TATEMOJIOTHYECKHX MpPOsBIeHUN PAX6-accONUUPOBAHHON BPOXACHHON aHUPUIUH B
MOMYJIALUK IaIlHCHTOB Poccuiickoit ®emepanuy, OCHOBaHHOE Ha OonbIIOM oOBEME
xkauHIYeckoro Marepraia (110 manueHToB). AHAIU3 ITIa3HAIX IPOSBIEHUN BPOXKIECHHOM
AHUPUAUHM ObUI IONONHEH H3ydeHHeM MOP(OJIIOIHYECKUX H3MEHEHHH POTOBHIBI Ha
pasHBIX CTagWsX AaHAPHAMIHOM KepaTomaThy, a TaKke OLEHKOH CTPYKTypHOH
COXPaHHOCTH MAaKyJISPHOM 06IIaCTH IIO JAHHBIM ONTHYECKOH KOT€PEHTHON TOMOTpaduH.
B manmpHeWIIEeM MOJydYeHHbIE NaHHBIE MMO3BOJIMIIH JMCCEPTAHTY IIPOBECTH MapajlIeiH C
reHEeTHYEeCKMM CTaTyCOM TallMeHTOB M BBIABUTHL PsJi 3aKOHOMEPHOCTEH, CBSI3aHHBIX C
IOBpEXIEHMEM KOAUPYIOMHUX U yIAIEHHBIX 3'-yuc-peryisaTOPHbIX PETHOHOB IeHa PAXG6.
Brepsbie pa3paboTaHHas M IPUMEHEHHAs aBTOPOM BEPOSTHOCTHAs MaTeMaTHYecKas
MOJIETh aHaJIA3a FeHO-(HEeHOTUIINYECKUX 3aBUCHUMOCTEH [MO3BOJIMIIA HE TOJIBKO BBISIBHUTH
B3aMMOCBSI3M MEXAy THIIOM MyTalui H KIMHHYECKMMM IpPOsBIeHUAMA PAX6-
aCCOI[MMPOBAHHONW BPOXJEHHOH aHMPHUIWK, HO M OXapaKTepPH30BaTh BbIABJICHHBIC
3aBMCHUMOCTH. BIiepBhie 6blIa J0Ka3aHa CXOKECTh MEKIY cO00M 0QTarIbMOIOTHYECKUX
TIpOSBIEHHH WHAKTHBHUPYIOIMX MyTalluii ¥ menenuit perumona 11lpl3, (hEeHOTUITNYECKH
MPOSIBIISIOIIUX CSI KJIAaCCHUYECKOMN KapTHHOU BPOKIEHHOU AHUPUIUU 5
XapaKTepU3yIOMHUXCs HeONaronpuaTHBIM 3pUTENBHBIM IPOrHO30M. B oTimmame oT HHMX
OaronpUATHOE TeYCHHe AaHWPHIMH B pe3yibTare Heneluid 3'-yuc-perynsTopHoOr
obnactu reHa PAX6, KOTOpble He 3aTpardBaiOT KOJUPYIOIIYIO 4YacTh IeHa, ObLIO
MOATBEPXKACHO pe3yjibTaTaMH KOMILUIEKCHOTO  O(QTalbMONIOTHYECKOro  OCMOTPa,
IJAHHBIMH JUATHOCTHKU POTOBHIIBI i72 VIVO M OLIEHKOW MOCIEOINEePAIIIOHHBIX PE3YIbTaTOB
XHPYPTHIECKOTO JICUCHHUS.
BhIsSBJIeHHBIE 3aKOHOMEPHOCTH, a Takxe paspaboraHHbii A.A. BockpeceHCKo
AITOPUTM MPOTHO3UPOBAHHS TeueHUs PAX6-acCOLUIPOBAHHON BPOXJIEHHOU aHUPHUIUH
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B 3aBUCHMOCTH OT THIIa MYyTAlMOHHBIX [I€(EKTOB HMEIOT BAXHOE IIPAKTHYECKOE
3HauUeHWe I KIMHWYECKOH IPaKTHKH, TaK KaK IIO3BOJAIOT HHIMBUIYAIH3HPOBATh
IpUMEHsAEMbIE TEPallEBTUYECKAE U XUPYyPrAYeCKHUe MOOXOIBl K BEICHHIO IAIMEHTOB C
JAHHBIM ITIOPOKOM Pa3BUTHS.

Pesynerarel, momydeHHsie A.A. BOCKpeCEHCKOH, HMEIOT OONBIIYI0 HAy4YHYIO
IIEHHOCTb, IIOCKOJIbKY YKa3bIBAIOT HAa HEOOXOAUMOCTD NABHEHINIErO U3y UEHUSI MEXAaHU3MOB
PETYJIALMY SKCIpeccHy reHa PAX6, nexamux B OCHOBE Pa3sHBIX KIMHAYECKUX (DEHOTHIIOB
BPOXXIICHHOM aHMPHMIWH, & TAK)KEe MOTYT CTHMYJIMPOBATh NAIbHEHUIINH IIOUCK KOPPETISAIAM
MEXIy BBIABICHHBIMM HapyIICHUSIMH M pe3yJbTaTaMH MOJIEKYJIAPHO-TEHETUIECKOM
IUarHOCTUKU PAX6-acCOLMUPOBAHHOM BPOXKICHHON aHUPHIUH.

OcCHOBHBIE IOJIOKEHUS IUCCEPTALMK OBUTH IONI0XKEHBI M 00CY K ICHBI Ha BCEPOCCUMCKMX
KOH(EpEeHIMAX, CUMIIO3MyMaxX U che3fax. Ilo teme muccepranuu Obutd omryGnukoBaHbl 20
IeYaTHBIX paboT, U3 HUX 14 — B HaydHEIX XypHalax, penensupyeMerx BAK P®, 2 —B
3apyOeXXHBIX H3AHUSX, HHIIGKCpreMBIX B Web of Science 1 Scopus 1 BXOZSIIIMX B IEPBBIA
KBapTWIb MEXIYyHapOIHOW 0a3bl LHUTHPOBaHHUA. BBUIO BBIIYIIEHO OIHO NPaKTHYECKOE
PYKOBOACTBO, mHoimydeH | mareHT P® Ha wn3o0pereHHe W OIHO CBHIETENHLCTBO O
rOCyIapCTBEHHOM perucTpauy nporpammel it DBM.

Ha ocHOBaHUY BBIIEHU3II0KEHHOIO CYUTAIO, 9TO 10 00BEMY M YPOBHIO BBIITOJIHEHHBIX
uccnenoBaHuii A.A. BockpeceHCKas 3acily’kKUBaeT IIPUCYKIOCHHS YYCHOH CTEleHH
KaHJHuJAaTa MEJULIMHCKUX HayK 10 crenuanbHocTd 14.01.07 — rnasnaele 60e3HH.

OT3bIB faH [yIst IIpeIOCTaBlIeHus B quccepraironHbid coseT [[.208.014.01 mpu OI'AY
«HMMULL «MHTK «Muxpoxupyprus riasza» uM. akan. C.H. @enoposa» Munznpasa Poccun.
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