OT3bIB
Ha aBTopedepaT AHCCePTALHOHHON padoThI
Cycnuubina EBrenns HukonaeBuua no reme
MOJEKYJAPHAS TUATHOCTUKA HACJIEJACTBEHHBIX
3ABOJIEBAHU, ACCOLIMMPOBAHHBIX C IOBBINIEHHBIM
PUCKOM BO3HUKHOBEHHS ONYXOJIEM»,
NpeJCcTABJICHHOH HA CONCKAHHE YUCHOH CTENEeHH JOKTOPA MeIMLHHCKHX HAYK

no cneuHaJbHocTam: 3.1.6. - onkos0rHA, JyueBas Tepanus U 1.5.7. —

Ir¢eHE€THKA.

B o6iueli cTpykType MOHOTEHHBIX HACACACTBEHHBIX 3a00€BaHUN, KOTOPBIX B
HacToslliee BpeMs u3BecTHO mnopsiaka 8000 Hemanyro JOMIO  3aHUMAIOT
HO30JI0TU4YeCKHe (OPMBI, B CTIEKTP KIMHUUYECKUX MPOSIBICHUH KOTOPBIX BXOIAT
HOBOOOpa3oBaHusA. B psne ciiyyaeB 3710Ka4eCTBEHHBIE OIyXOJH SIBJSIOTCS OJHUM
M3 OCHOBHBIX NpOSIBICEHUH  HACIEeACTBEHHOro 3a0ojieBaHUs, B JPYIUX
OPUCYTCTBYET NOBBILIEHHBIH PUCK BO3HUKHOBEHHUS ONMYyXOJiedl B TEUEHME >KU3HH,
YTO YXYALIAeT KAyecTBO JKU3HM [1allUEHTOB MU MOXET CTaTh MNPUYMHOM UX
npexaeBpeMeHHon 1ubend. TedeHde U NporHo3 3a00JeBaHUs, IOAXOIBI K
TEpAIMK B Clly4ae OIlyXOJlel, BbI3BAHHBIX HAC/IEACTBEHHBIMU MYyTAIIUAMU, MOXKET
OTJIMYATBCST  OT CIIOPaJMYECKUX cllydyaeB, 4YTO OOYCIIOBIMBAE€T BaKHOCTD
CBOEBPEMEHHOIO BBISBIEHUSA HACJIECICTBEHHBIX MPUYMH TOSBIEHUS OITYXOJEH.
Kpome Toro, MoHOreHHble 3a00NeBaHUsI MOTYT HMETh 3HAUUTENbHBIC dTHUUCCKHE
U reorpapuyecKkue pasjMuusg B OTHOILIEHHWH pPaclpOCTPaHEHHOCTH M CIIEKTpa
FeHETUYECKUX TOBPEXJICHHUM, 4YTO HEeoOXOIWMO YYMTHIBATH MpH pa3zpadoTke
JMarHOCTHYeCcKUX MNaHejed. B uaeane, aMarHoCTHKa HacleJCTBEHHBIX MYTaLlUi,
JeTePMHUHUPYIOLIUX BbICOKMH OHKOJIOTMUECKUI PUCK, NOHKHA Oa3upoBaThCs Ha
UCIIOJB30BAHUU QJIEKBATHBIX M, [0 BO3MOXXHOCTH, HEHOPOTHMX TI'€HETHYECKHX
tecToB. O/1HAKO, CIIEKTp MyTaUMid, a, ClleOBaTEIbHO, U CIIEKTP HACJEeJACTBEHHBIX
3a00/IeBaHM#, CYIL(ECTBEHHO BapbUpyeT y IMpeACTaBUTENEH pa3HbIX CTpaH H

HApoJIOB, NMOATOMY d(PGheKTUBHAS JUArHOCTHKA TakuUX Oojie3HeH BO3MO’KHA JIMIIb



pU YCJIOBUM CHUCTEMATHHYECKOTO M3YYEHUS] OCOOCHHOCTEH I€HETHYECKOro rpysa
HacelIeHHsT KOHKPETHBIX CTpaH W pPEerdoHOB. JTOMY BONPOCY M MOCBSAILIECHO
aucceprauMoHHoe uccienoBanue EBrenuil Hukonaesuua CycnunpiHa, O6beKTOM
MCCIIe/IOBAHUsL  SIBJISIIOTCSL  HAac/JeJCTBeHHble  3aboJjieBaHUs, JJIS  KOTOPbIX
XapakTepeH O4Ye€Hb BBICOKMH PHUCK pa3BUTHUS COJMUAHBIX M TE€MaTOJIOTHYECKHX
HoBOoOOpa3oBanui. [lpu 3TOM, NMOMHMO NOCTaTOYHO M3BECTHBIX OIYXOJEBbIX
CUHAPOMOB, TaKUX KaK HacJeACTBEHHBIH paK MOJIOYHOH KeJe3bl WIH
HacJIeICTBEHHbIH HENOJIMITO3HEBIN paK TOJCTOM KHIIIKH, B cepy HHTEPECOB aBTOpa
NOoNnajardT M JApYTHe KIMHUYECKUE TPyNnbl — B YaCTHOCTH, IEPBHYHbIC
UMMYHOJIE(DULUTHBIE cocTosiHUS. [lelficTBUTenbHO, 11 OOJNBHBIX MHOTHMH
Pa3sHOBUJIHOCTSMU INEPBUYHBIX UMMYHOJE(DUIIMTOB XapaKTEpHAa OYEHb BBICOKAS
NpeApacroioXKeHHOCTb K pa3BUTUIO HOBOOOpa3oBaHMM, YTO HE BCerja
YUYHUTBIBAETCA IIPU pa3paboTKe MpOPUIAKTUUECKHX MEPOIPUSATUH; KpoMe TOro,
OITYXOJIM, BO3HHUKAIOIUE HA (OHE I'eHeTUUECKUX NeHEKTOB MMMYHHOW CUCTEMBI,
MMEIOT OCOOEHHOCTH JICKaPCTBEHHOH U JTy4eBO Teparuu.

PaboTta HaxoouTCs Ha CTHIKE OHKOJIOTHH M MEIUIMHCKOW T€HETHUKH, BHOCS
BKJIaJl B TPAHCJISILMOHHYIO U IEPCOHAIM3UPOBAHHYIO MEIUIIUHY.

Pe3ynbTaThl HcciienoBaHus 061aAatoT 3HAYUTEBHOW CTENEeHBIO HOBU3HBL B
YAaCTHOCTH, IOJIyYEHBl HOBBIE CBEACHUS O CIEKTpe HACJeACTBEHHBIX MYyTalU#l y
nauuMeHToB ¢ cunapomoMm Jlunya, cunapomom lleittua-Erepca, TyGepo3HbiM
CKJIEPO30M, aTaKCHCH-TeNeaHIMIKTa3uel U psAIOM Ipyrux peaxux 3abojeBaHUN
reHeTH4ecKOW npupoabl. BrepBble MpoBEeNEHO KPYNHOE CUCTEMATHUYECKOE
UCCle/lOBaHHE, [1O0CBSILEHHOE [IOUCKY BPOXACHHBIX OINMOOK HMMYHUTETa Y
pPOCCUMCKUX MalUeHTOB. [lpoleMOHCTPUPOBaHBl BO3MOXXHOCTU TapreTHOIO
MYJIbTUTEHHOTO CEKBEHUPOBAHUS B JUAarHOCTUKE MEPBUYHBIX UMMYHOJIEDULIMTOB.
Oco0eHHO BaXHBIM TpelcTaBiseTcs (parMeHT paboThl, MOCBSIIIEHHBIM MOUCKY
HOBbIX M'€HOB, aCCOLIMMPOBAHHBIX C PAa3BUTHUEM HACJIEACTBEHHOIO paka MOJIOYHOH
xenesbl (PMX). «KanaunatHeli» Moaxona, NpPeloKEHHBIA aBTOPOM, MO3BOJIUI
BBISIBUTH  BbLICOKOINEHETPAHTHYK0  MyTauuo reHa BLM,  MHorokpartHo

[TOBbIIAOIIYIO PUCK ITOrO 3aboneBanus. CouckaTesieM BIIEPBLIC OIHCAHBI



KIMHHUKO-MOP(hOIOrMuecKre XapaKTepUCTHKU KapLIMHOM MOJIOYHOHM KeJle3bl,
Pa3BUBAIOLIMXCS Y HOCHUTEJILHUIL MaTOreHHbIX aiuteseid BLM.

C npaxkTUdecKOoW TOYKM 3peHus npencrasinsercs BaxHeiM, 4yrto JHK-
JMArHOCTUKY HEKOTOPBIX HACJIEICTBEHHbIX 3a00JeBaHUM Y POCCUMCKUX OOIBHBIX
HepeJKo IiefiecooOpa3Ho HauMHATh C MPOCTOIO M HEJOPOrOro TECTUPOBAHMS
HeOOoJIBIIOro Yrca MaTOreHHBIX amieneid. 10 ClpaBeAdBO, IO MEHBLIEH Mepe,
AU aTaKCUM-TeJIeaHTHIKTa3MM M CHHApoMa biaymMa W oTpaxeHO aBTOpOM B
NPaKTHYECKHUX PEKOMEH JalusX.

JloCTOBEpPHOCThL pe3yNbTaTOB MPOBEICHHOIO HCCIeAOBaHUs oOecleunBaeTcs
JIOCTaTOYHbIM 00BEMOM HcCieqyeMblx BbIOOpoK (Oonee 5000 manueHTOB),
MCIIOJIb30BAHHEM ILIHPOKOIO CHEeKTpa COBPEMEHHBIX MOJIEKYJISPHO-TeHeTHUUeCKHX
METOJ/IOB U CTaTUCTUYECKHUX METOJ0B 00pabOTKH MONYyYEeHHBIX JaHHBIX.

[lo Teme uccaenoBanus onyOnMKoBaHO 52 Hay4yHble paboTHI, 48 M3 KOTOPBIX
OTHOCATCS K  M3JaHUAM, peKoMeHA0BaHHbIM niepedHeM BAK PO u
HWHIEKcHpyeMbIX B 0azax WoS / Scopus, a 22 omyOGmMKOBaHBI B XKypHajax
kBapTiiisi Q1. Takxe onyOnukoBaHa rnaBa B MOHOrpaduy, nonydeH 1 nmateHT Ha
u3obpereHue. Pesynprarsl paboThl UIMPOKO MpeNCTaBleHbl Ha OTEYECTBEHHBIX H
3apyOe)XHbIX KOH(epeHUHUsX.

CylecTBeHHBIX 3aMe4aHuii Mo paboTe HeT, UMEeeTCs OJJUH BOMNPOC:

- EBrennem HuxonaeBuuem CyCnHUUMHBIM MOKa3aHO, UTO TNPAKTHYECKH B
KaxaoM ciydae cuHHApoma [lediTia-Erepca mnpuuuHoOi 3aboneBaHUsl SBISETCS
yHUKalbHas myTaius. [lpu 3ToM M3 TekcTa aBTopedepaTa HEMOHSTHO, ObLIM K
oOcrnenoBaHbl poauTend nauueHToB. Ecnu obcnenoBaHus poauTenedl He
MPOBOAWIIOCH, TO XOTeJNOCh OBl 3HATh, SABISIOTCA JIA MO MHEHHIO aBTOpa 3TH
MYTallM{ YHAcJe10BaHHBIMHU WM BO3HUKIH de nov?

Takum ob6pazom, conepxaHue aBTopedepara CBHUACTEIBCTBYET O TOM, 4TO
nucceprauMonHas padora CycnuupiHa EBrenuss HukonaeBuua Ha TeMy
«MonexynsipHas AMarHOCTHKA Hac/eJCTBEHHBIX 3200/1€BaHMH, acCOLMUPOBAHHBIX
C TIOBBILICHHbIM PHUCKOM BO3HHKHOBEHHS OIYXOJIEH) SIBISAETCS CaMOCTOATENBHOM

Hay4HO-KBaTH(DUKAIIMOHHON paboTOM, MUMEIolleH CYLIeCTBEHHOE 3HAYEeHHE IS



OHKOJIOTMM M MEJUIMHCKON reHeTHKH. Paborta cooTBeTcTByeT TpebGoBaHMSIM 1.9
«IlonoxeHus 0  TNPUCYXKIAEHUU  YYEHBIX  CTeleHeH»,  yTBEpPKIACHHBIX
Ilocranosnenuem IlpaBurensctsa Pocculickoit ®enepanuu ot 24 centsiops 2013
r. Ne 842 (B penakuuu ot 11.09.2021 Ne 1539), npenbsaBnseMbIM K qUCCEpTALMAM
Ha COMCKaHWe YYEeHOH CTenmeHW [OKTopa Hayk, a e€ aBTOp 3acilyXHuBaeT
NPUCYXEHUS YYEHOH CTENEHH JJOKTOpAa MEJUIIMHCKUX HAYK I10 CHEIHATBHOCTSIIM:

3.1.6. - oHKosorus, nydesas Tepalius 4 1.5.7. — reHeTuka.

Jlaro cBoe cornacue Ha cOop, 00paboTKy, XpaHEeHHE U Tiepesiayy ePCOHANIBHBIX
naHHbeIX B iuccepralidonHsiid coeT 21.1.033.01 nu ®IT'BY «HMMUL] onkonoruu
M. H.H. IletpoBa» MunucrepcTsa 3apaBooxpanenus Poccutickoit ®enepanuu

(197758, Canxt-IletepOypr, Ilecounsii-2, yiu. Jlenunrpanckas, 1.68).

WM.o.3aBenyromiero kadeapon
MEHMLUHCKON FEHEeTHKH, Xapuenko T.B.

HOKTOp OHOJIOrHYeCKUX HAYK
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