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AOKTOpa duosiornyeckux Hayk Kanyctuna Cepress Uropesuya

Ha aBTOpedepaT IUcCepTALHOHHOH padoThl

CycnuubiHa EBrennst HukosaeBuya no reme
«MoJtekyJIipHasi IHArHOCTHKA HAcCJIeACTBEHHbIX 3200/1eBaHHH,

ACCOLHHPOBAHHBIX C NOBLIIICHHBIM PHCKOM BO3HHKHOBEHHSA OMyXoJiei»,
npeacTaBJIeHHOH HA COMCKAHHE YYCHOH CTeleHH 10KTOPA MeAHLIHHCKHUX HAYK
10 CNEeLHAJIbHOCTSAM:
3.1.6. - oHKoOJIOTHS, TyYeBas Tepanus U 1.5.7. — reneruka.

MonekynsapHagd  AMarHoCcTHMKa  HUrpaeT  BaXXHEUIIYl0 W MOCTOSIHHO
BO3PACTAIOUIYIO POJIb B NPAKTHYECKOW OHKOJOTMM U reMaTojiorHH. BHeapeHue
METOJI0B BBICOKOIIPOU3BOJUTEIBHOIO CEKBEHUPOBAHHUA (TapreTHOTO, 3K30MHOTIO,
TF€HOMHOTI'0) JaéT BO3MOYKHOCTh YCTAaHOBJIEHUS IMAarHO3a J1a)Ke B CJIOXKHBIX CydasXx.
Opnako nomoOHBIE METOABl IOAPA3yMEBAIOT HANWYHE JOPOTOCTOSIIEro
o0OpyllOBaHMSI M  peareHToB, a TaKkKe  TepcoHana,  oOO0JagarolIero
COOTBETCTBYIOIIIUMU KOMIICTEHLUSIMHA, UTO HE BCErJa BO3MOXHO B YCJIOBHAX
KOHKPETHOIO ~ MEIULIMHCKOTO  yupexnaeHus. [lpu 3ToM  HakomjeHHe U
CHCTEMaTH3al M 3HaHUH 00 0COOEHHOCTSX FeHETHUECKOTO Ipy3a HaceJICHHs HalleH
CTpaHbl NO3BOJIMIO Obl BO MHOTHUX CUTYalMSX MPEIOKHTH MallMeHTaM H Bpayam
Oonee JOCTyNHBIE U SKOHOMHYECKH omnpaBaaHHbie BapuaHThl JIHK-nuarHocTuku.
ITO KacaeTcss U 001aCTH OHKOJIOTHH, TOCKOJIbKY He MEHEe HECKOJIBKUX MTPOLICHTOB
BCEX HOBOOOpa3oBaHUI BO3HHKaeT Ha (hOHE HAIUYHS «CHIIbHBIX» M€HETHUYECKHX
(akTOPOB MNPENPACIIONOKEHHOCTH, T.€., MO CYTH, B CTPYKTYp€ MOHOI€HHOTO
HacJeJCTBEHHOro 3aboneBaHus. TakuM oOpa3oM, akTyaabHOCTh MPOBEACHHOIO
HCCIIEIOBaHUsl HE BbI3bIBAET COMHEHHH.

Pabora E.H. CycnuupsiHa npeacraBiseT co00H KOMIUIEKCHBIH aHalln3
FeHETUKU psifia 3a00JIeBaHUH, B CTPYKTYPY KOTOPBIX BXOASAT OMyXOJH. Pe3ynbTarhl
HCCJIEI0BaHHU NT03BOJIAIOT pACCMAaTPUBATh MHOTHE OHKOJIOTHYECKHE 3a00IeBaHus B
Oonee IIMPOKOM KOHTEKCTE MEIUIIMHCKOW T€HETHKH, MMOJITOMY 3alllUTa IO JBYM
CHEUHATBHOCTAM IIPEACTABISETCS BIIOJIHE ONMpPaBIaHHOM.

O06BéM HccnenyeMbIX BEIOOPOK sIBIIsIETCs O0Jlee 4eM JOCTATOUHBIM: IIpOAeIaHa

MHOT0JIETHSSL paboTa 1Mo cOopy KoJIeKIHid 00pa3loB OT MAllMeHTOB ¢ PEIKUMH (a



MHOTZIa U MCKJIFOYUTENBHO PEIKHMH — TaKUMH, KaK aTaKCHSA-TEJICaHTHIKTa3Hs,
nonuno3 [leria-Erepca unu cunapom biryma) HacnencrBeHHbIMY 3a00JI€BaHUSIMH.
MeTonbl T'e€HETHYeCKOTO aHajH3a M CTaTUCTUYECKOH 00pabOTKM IMOJydeHHBIX
JIAHHBIX aJIeKBaTHBI MOCTABICHHBIM 33/1a4aM.

Pe3ynbpTaThl auccepTallMd 001aJal0T 3HAYUTENbHOM CTENEeHbIO HOBU3HBL
CyuiecTBeHHO JAOMOJHEHBbl MUMEIOIIMECs CBEJACHUS O I'eHeTHKe HacIeACTBEHHOIO
HETIOUITO3HOTO paka TOJICTOH KHWIIKH, cuHApoMa [leitTia-Erepca, TyOepo3Horo
CKJIEPO3a, HACTEACTBEHHOI'O paka MOJIOYHOW XKeJe3bl Y POCCHHCKUX IMAllMEeHTOB.
Oco0eHHO MHTEePECHBIMH B KOHTEKCTE IaHHON pabOTHI MPEeACTaBISIIOTCS CBEACHUS
O TEHETHYECKUX OCOOCHHOCTAX MEPBUYHBIX WMMYHOAEQUUUTHBIX COCTOSHHH
(ITN 1). Jle¥icTBUTENBEHO, HOBOOOpA30BaHUs SIBJIAIOTCS OJHON W3 IIaBHBIX MPUYUH
CMEPTHOCTH y OOJIBHBIX C F€HETHUECKH O0YCIOBJICHHBIMH JedeKTaMi HMMYHHOH
cucrembl. CreoBaTeNlbHO, CBOEBPEMEHHOE YCTAHOBJICHUE JAMArHo3a MEePBUYHOTO
UMMYHOJIeDULIMTA YPe3BbIUAHO BAXHO C TOYKH 3pEHHS MPOQUIAKTHKHA U paHHEH
JVUArHOCTUKH  OIyXOJied. ABTOPOM  MNPOAEMOHCTPUPOBAHBI  BO3MOXKHOCTH
TapreTHOro MyJIbTUI€HHOTO CeKBeHUpoBaHus B AMarHoctuke [TU]1. B To ke Bpems,
MOKa3aHO, 4YTO HauboJiee paMOHAIbHBIM IMYTEM MOBBIIEHUSA 3GOEKTUBHOCTH
BBISIBJICHUST OoJie3HEH 3TOM Tpynmbl SBISETCS HCIOJB30BaHHEe OOOCHOBAHHBIX
KJIMHUYECKUX KPUTEPHUEB NOO3PEHUS Ha HATMYHE UMMYHOIeQHUITUTA.

ABropedepaT HamMcaH SCHBIM SI3BIKOM, MOCTPOEH MO KJIaCCUYECKOH cxeme,
opopmileHHEe pabOThl COOTBETCTBYET CYLIECTBYIOINM TpeboBanusM. Llenn, 3anauu,
MaTepualbl U MeTOJbl, pe3yJbTaThl COOCTBEHHBIX HCCJIEJIOBAHMH INpEACTaBIEHBI
YETKO, BBIBOAbI M [MPAKTHYECKHE PEKOMEHAAUWH JIOTUYHO BBITEKAIOT U3
pe3yNbTaTOB MIPOBEICHHBIX UCCIIEIOBAHUH.

[lo TemMe wuccnenoBaHusi oOnyOJIUKOBAHO JOCTATOYHOE YHCIO paboT B
pedepupyeMbIX HaydHBIX KypHanaxX (52 pa®oTbl, 48 M3 KOTOPBIX OTHOCATCH K
U31aHHUAM, peKoMeHJ0BaHHbIM nepeuHeM BAK P® u unpexcupyeMorx B 6azax WoS
umu SCOPUS). Pesynbrarsl paboThl BHEJPEHBI B MPAKTHUECKYIO AEATEIBHOCTD

HMMLI onkonoruu um. H.H. [leTpoBa, a Takxe HCIIONB3YIOTCS B I1€1arOrHueCcKOi



nestenpHocTU. IlonyueH nateHT Ha m3oOpeTeHue. Pe3ynbraThl paboThl IIMPOKO
MPeCTaBISIIIMCh HAa HAyYHbIX MeponpusITUsiX B Poccun u 3a pybexom.
3akaouyenue. CojepxaHue aBTopedepaTa CBHUAETENHCTBYET O TOM, YTO
nuccepranvonHas pabora CycnuuesiHa EBrenus HwukonaeBuya Ha Ttemy
«MounekynsipHas AMarHOCTHKA HACJEICTBEHHBIX 3a00eBaHUM, aCCOLUUPOBAHHbBIX
C NOBBILIEHHBIM PHUCKOM BO3HUKHOBEHHS OIyXONel» SIBASETCS CaMOCTOSITENbHOM
Hay4HO-KBaJIU(HUKALMOHHOK paboTol, pemaromell npobiieMy IHarHOCTHKU psla
CUHADPOMOB TI'€HeTU4YeCKOW mpupoabi. PaboTa cooTBeTCTByeT TpeOOBaHUSIM 1.9
«IlonoxkeHUss 0  TPUCYXKJAEHUM  YYEHBIX  CTEMeHeH»,  yTBEepXKACHHOTO
ITocranosnenuem IlpaBurtenscrBa Pocculickoit @enepanuu oT 24 centsdps 2013 r.
Ne 842 (c usmMeHeHMsIMU B pefakuuu nocranonieHus [lpasurenscrBa Poccutickoi
Genepauvn ot 21 ampens 2016 r Ne335 u or 2 amrycra 2016 r Ne748),
IpeIbsBIAEMbIM K JUCCEPTALIMAM Ha COMCKaHUE YYEHOM CTENEeHH JOKTOpa HaykK, a
e€ aBTOp 3aCiIy’)KMBAET NPUCYKIAECHUS YUCHOU CTENIeH! TOKTOpa METULMHCKUX HAYK

1o crequanpbHoCcTAM: 3.1.6. - OHKONIOTMSA, TyyeBas Tepanus 1 1.5.7. — reHeTHka.

Cornacen Ha cbop, 00paboTKy, XpaHEHHE U Iepenady MOUX MePCOHAIbHBIX
JAHHBIX.

JIOKTOp OHMONOTHYeCKUX HayK

buonor Bupyconornueckoro I{entpa

09.12.2022

[Tonnuce Kanycruna C.U. 3aBepsito:

Anpec opranusanuu: Cankr-IletepOyprckoe rocynapcTBeHHOE OIOIKETHOE
yupexieHue 3apaBooxpanenus "I'opojckas knunndeckas 6oapaumna Ne 31"
197110, r. Canxrt-Ilerepbypr, np. Aunamo, nom 3. b31@zdrav.spb.ru



