3AKJIFOYEHUE JUCCEPTALIMOHHOI'O COBETA 24.1.218.01 HA BA3E
®EJIEPAJIBHOI'O T'OCYJAPCTBEHHOI'O BIO/DKETHOI'O YUPEX/IEHNS
YOUMCKOI'O ®EJIEPAJIBHOI'O UCCJEJIOBATEJIBCKOI'O LIEHTPA
POCCUMCKOU AKAJIEMUU HAYK, MUHVCTEPCTBA HAYKU U
BBICILIET'O OBPA30OBAHNS POCCUNCKON ®EJIEPALIMH, TTO
JIMCCEPTALIMU HA COUCKAHME YUEHOU CTEIIEHU KAHIUJIATA
HAVK
arrecTalimoHHoe aeio Ne

pelieHre auccepraimonHoro corera ot 27 ampeins 2022 romga Ne 5

O mpucyxnenun CasenbeBoil Onbre HukonaeBne, rpaxnanke Poccuiickoi
®denepanuu, y4eHOM CTENEHH KaHauaaTa OUOJIOrMUYEeCKUX HayK.

Huccepranusa:  «MccienoBanne  MOJEKYJSIPHO-TEHETUYECKUX  OCHOB
UHIUBUYyaJTbHOM YYBCTBUTEIBHOCTH K Tepanuud OpOHXUANBHOW acTMbI» IO
cnenuanbHocTu 1.5.7. I'eHerrka (OUoONOrMYECKUEe HAyKW) MPUHATA K 3amuTe 15
depans 2022 (mpotokos 3acemaHus Ne2/3)  muccepTAlMOHHBIM — COBETOM
24.1.218.01, co3nanapM Ha 6a3e Y GUMCKOTO (eeparbHOr0 UCCIeI0BATEIHCKOTO
ueHrpa Poccuiickoi akageMuu HayK, MUHHCTEPCTBA HAyKM M  BBICLIETO
oOpazoBanusi Poccuiickoit ®eneparuu (450054, ropon VY da, [Ipocnekt OkTa0ps,
71, mut. 1E; caiit opranmzanuu: http://ufaras.ru/). Coznanue auccepTamiOHHOTO
COBETa YTBEPXKIECHO MPUKa30M MUHHUCTEpCTBa HAyKHM M BBICHIEr0 OOpa3oBaHUs
Poccuiickoit ®@eneparuu Ne 271/Hk ot 13 Hos0ps 2018 roma (yacTuuHbBIC
u3menenus ot 30 oktadpst 2020 rona Ne 661/uk, 03 uronst 2021 rona Ne 561/uk, 25
saBaps 2022 roma Ne 75/nk, 22 mapta 2022 roga No257/Hk).

TekcT nuccepraruu pa3MenieH Ha caiite MIHCTHTyTa OMOXMMUY ¥ TEHETUKH —
000CO0JIEHHOTO CTPYKTYpPHOIO nojpasnesieHus deaepalibHOro rocy1apCTBEHHOTO
OIOKETHOTO Hay4HOI'O YUPEKIACHUS Y pumckoro beaepanbHOro
UCCIIeIOBaTENbCKOro 1eHTpa Poccuiickoii akamemuu Hayk 04 ¢epans 2022 1.
(http://ibg.anrb.ru/dissertaciya-savelevoj-olgi-nikolaevnyy/).

Couckarenb CasenbeBa Onbra Hukonaesna 30 utons 1994 rona poxxaeHus.



B 2017 romy couckarenb OKOHYMJI MAarucTparypy OHOJIOIrHYECKOro
dakynprera ®I'BOY BO «bamkupckoro rocyaapcTBEHHOTO YHHBEPCUTETa» IO
Harpasiernto 06.04.01 buonorus (mpotokoin Ne 3 ot 23 utons 2017 roxa).

B mepuon moaroroBku muccepranmm ¢ 01.10.2017 mo 30.09.2021 romsr
couckatenb CaBenbeBa Onbra HukosaeBHa oOydanach B OYHOW aCHUPAHTYpE
OI'bOY BO «bamkupckoro rocy1apcTBEHHOr0 YHUBEPCUTETA» MO HAMPABICHUIO
noaroroBku 06.06.01 buonornueckue Hayku (mpotokos Nel ot 15 wmrons 2021),
HaIpaBJICHHOCTh (TIpoduis) obpazoBarenbHoi mporpammbl 03.02.07 - T'eneruka
(buonornueckue Hayku). J(umiom o0 OKOHYAHWHU aCHUPAHTYpPhl W CIIpaBKa 00
ooyuenuu Ne 58-21 ot 02.09.2021, cBemeHus O KaHAMAATCKUAX 3K3aMEHaX IIO
mucuuruinHe «Mcropus u dpunmocoduss Hayku (OHoorUuecKrue HayKu)» oT 24 Mas
2018 roma, kKaHAMAATCKUM OK3aMeH 10 mnpeaMmery «VHOCTpaHHBIA —SA3BIK
(aarmuiickuii)» ot 25 masa 2018 roma, KaHIUIATCKUN PK3aMEH MO CHEIUaTbHOCTH
«03.02.07 - T'eneruka» ot 21 suBaps 2020 rojga npuiiaratoTcs K JUYHOMY JCITy.

C mrona 2021 roga mo HacToslIee BpeMsi COMCKATENb 3aHUMAET JOJDKHOCTD
MJIQJIIIEro HAyYHOTO COTPYAHUKA J1a00PaTOPUU MOJIEKYJIIPHON T€HETUKH YeJIOBEKa
HNHcTuTyTa OMOXMMHH U TEHETUKH - 000COOJIEHHOTO CTPYKTYPHOTO MOAPA3IEICHUS
@denepallbHOTO  TOCYJAPCTBEHHOTO  OIO/DKETHOTO  HAYYHOTO  YUPEXKACHUS
Ydumckoro denepanbHOro MccieaoBaTeNbCKoOro IeHtpa Poccuiickoil akagemuu
HayK.

HuccepranionHass paboTa BBIIOJHEHA Ha Kadenpe TEHETUKH U
dyHnameHTanpHOM MeauuuHbl DefepanbHOr0 TOCYJapCTBEHHOTO OMOMIKETHOTO
00pa3oBaTEIbHOTO  YUYPEXKJEHUS  Bbicliero  oOpa3zoBanus  «bamkupckuii
rOCYJapCTBEHHBII YHUBEPCUTET» COBMECTHO C JlabopaTopHeil MOJEKYJspHOMI
IreHeTUKU uenoBeka WMHcTuTyra OWOXMMUM U TEHETUKH — 000COOJIEHHOTO
CTpyKTypHOro mnozapaszzaenenus denepanbHOro rocyJapcTBEHHOTO OHOHKETHOIO
Hay4HOI'0 yupexaeHus Y GuMCKoro enepaibHOro HCCIIE0BATEIbCKOIO LIEHTPa

Hayunblii pykoBoauTe b — IOKTOP OMOJIOTMUECKUX HayK, noreHT KapyHac
Anexkcangpa CranucnaBoBHa, @DeneparbHOE TOCYJAPCTBEHHOE OHOIKETHOE

oOpa3oBaTelIbHOE  YUYPEXKJICHHE  BBICIIEr0  oOpaszoBanus  “‘bamkupckuii



rOCY/IapCTBEHHBIN YHUBEPCUTET, OMooruueckuil hakynpTeT, mpodeccop Kapeapbl
TeHETUKU U (PyHTaMEHTAIbHON MEUIUHBI.

OdunuanbHbie ONMIMOHEHTDI:

MMueauna Codbas HukonaeBHa, JOKTOp OWOJOTMYECKUX  HAYK,
PYKOBOAUTENL OT/AENa MOJICKYJISIPHO-TEHETUUECKUX W  HAHOOUOJIOTHYECKHUX
TEXHOJIOTUH HUAIL denepaabHOTO rOCYJIapCTBEHHOI'O OI0IKETHOTO
o0pa3zoBaTeIbHOTO yupexJeHusl Bbiciiero o6Opa3zoBanus «llepBeiii  CaHKT-
[leTepOyprckuit rocyapCTBEHHBIM MEIUITMHCKUN YHUBEPCUTET UMEHHU aKaJeMHUKa
N.11. ITaBnoBa» MuHnucrepcTBa 3apaBooxpanenus Poccurickon denepanuu.

I'moroB Anapeii CepreeBuy, JOKTOp OMOJIOTMYECKUX HAYK, PYKOBOIUTENb
oT/iera TeHOMHON MenuuuHbl DenepalibHOrO TroCyJapCTBEHHOTO OIOKETHOTO
HAay4yHOro yupexaeHus «HayuHo-uccnenoBaTenbCkuii WHCTUTYT aKyIIEPCTBA,
TUHEKOJIOTUH U penpoaykronorun umenu 1.0. Orray.

OdunmansHbIe OMIMOHEHTHI JaJIA MOJ0KUTEIbHBIE OT3bIBBI HA TUCCEPTALIUIO
(OT3BIBBI IPUJIATAKOTCS).

Odumumanpubiii onmoHeHT A.0.H. ['moroB Amnnpeirt CepreeBud B CBOEM
MOJIOKUTEILHOM OT3bIBE, OTMEUAsi HOBU3HY U MPAKTUYECKYIO 3HAUMMOCTh PabOTHI,
BBICKA3aJl CJIEIYIOIIHNE 3aMeUaHusi U Bompockl: 1. UTo corckarenb Moapa3yMeBaeT
MOoJ, CMEIIAHHOM ATHUYECKOW NpUHAMICKHOCTHI0? 2. [louemy KoaM4ecTBO
BapHAHTOB T€HOB, aCCOIIMMUPOBAHHBIX C BA, Mpu MeTa-aHaIM3€e 0Ka3aJI0Ch OOJIBIIIE,
YeM B OT/eJbHbIX 3THHUYeckux rpynmnax? 3. Kak oO0bsicHUTh ¢akT TOro, 4ro c
MHOTMMHM TIPU3HAKaMH aCCOIMUPOBAHbI «4acThiey», a He penkue awwienu? 4. Ha
KaKOW 3THUYECKOM Tpymrne ObUI MPOBEACH aHAJIW3 METHJIMPOBAHUS MTPOMOTOPHBIX
obnacreii reHoB? BpICka3aHa peKOMEHIAUMs O BO3MOXXHOCTH IPOBEICHHUS
CPaBHHUTEJIbHOM OIICHKM YacTOT ajUieJiecil TeHOB, MO KOTOPhIM ObUIM IMOJY4YECHBI
CTaTUCTUYECKM 3HAYMMBIE pA3IUYUs, y JNETEH W B3pOCIBIX MMAIMEHTOB C DBA.
HesnauuTenpHble 3aMedaHusi Kacaluch 0)OPMIICHUSI OCHOBHOTO TEKCTa pabOTHI.

Odunmaneueiii onmonent A.0.H. [Tuemmna Codbsi HuxomaeBHa B cBOoeM
MOJIOKUTETLHOM OT3bIBE OTMEYAET, YTO JlaHHas padoTa OJIHA U3 MEPBBIX B CTPAHE

OIIMCBIBACT PA3JIMYHBIC MOJC/IN HIKAJI TCHCTUYCCKOI'O PUCKA PAa3BUTHUSA ITIOJIUT'CHHBIX



3a0oynieBaHuii, B 4YacTHOCTH bBA, a pe3yinbTaThl HCCIEJOBAHUS HUMEIOT
TEOPETUYECKYI0 U IPAKTHYECKYI0 3HAYUMOCTb. OTHOCHUTEIBHO IPEACTABICHHON
pabotel [Tyenmunoit Codreli HukomaeBHOW ObLI 03BYYEH PSJ YTOUHSIOIIHUX
BONpocoB: 1. UTO M3BECTHO O NMATTEPHE METHJIMPOBAHUS MCCIIEIOBAHHBIX T€HOB B
nepuepuyeckol KpoBM MO JUTEpAaTypHbIM JaHHbIM? 2. Ilouemy He ObuI
COMOCTABJICH NATTEPH METWJIMPOBAHUSI TEHOB MEXIYy TpYINIaMyd MNalUEHTOB C
YaCTUYHO M XOpOUIO KOHTPOJIUPYEMBIM TeueHueM 3a0oneBaHusi? OMNIMOHEHT
BbICKa3aJl HEOOJbIIME 3aMEuaHus M0 TOBOAY (OPMYIUPOBKA Ha3BaHUS U
MOJIO’KEHUSI TUCCEPTALIMOHHON PabOTHI.

B om3biBax oQUIMANBHBIX ONMOHEHTOB JAaHO 3aKIIOYEHHE, YTO
nuccepranMonHass  pabora CasenbeBoil Onbru  HukonaeBHbl Ha  TeMy
«HccnenoBanue MOJIEKYJIIPHO-TEHETUYECKUX OCHOB WH]IUBUIYaTbHON
YYBCTBUTEJILHOCTA K Tepanmuu OpPOHXUAIbHOW acTMbD», SBISIETCS 3aKOHUEHHOMN
Hay4YHO-KBaJM(UKALMOHHON pabOTOM, BBIITOJIHEHHOM MO/ PYKOBOJACTBOM JOKTOpa
Ouosiornueckux Hayk, nouenta Kapynac Anexcanapel CTaHUCIABOBHBI, B KOTOPOH
MPENICTABIICHO pEIICHHEe KPYMHOM HaydHOW TPOOJIEeMbl, HMEIOIIEeH BaXHOE
(yHIaMEHTabHOE U MPUKJIAAHOE 3HAYEHUE B 00JACTH MEAUIMHCKOW T'€HETHKHU.
Huccepranuonnas padora CasenbeBoit Onbru HukomaeBHBI OTBEYAET KPUTEPUSIM
m. 9-11, 13-14 «IlonoxxeHus: 0 MPUCYKICHUU YUEHBIX CTEIEHEH», YTBEPKICHHOTO
[TocTtanoBnenuem mnpaButenbcTBa PO ot 24.09.2013 No 842, mpenbsiBiasieMbIM K
JYccepTalusaM Ha COMCKaHUE CTEIEHH IOKTOpa HaykK, a ee aBTop CaBenbeBa Onbra
HukonaeBHa  3aciy’)kKMBaeT NPHUCYXKACHUS  yYEHOM CTENEHW  KaHAHuaara
OMOJOrMYeCKUX HayK Mo crienuanbHocTh 1.5.7. ['eHeTnka (Ononoruyeckrue HayKu).

Couckarens CaBenseBa O.H. nana mcyeprbIBaroIre OTBETHI Ha BONPOCHI
n.0.H. I'moroBa Anapess CepreeBnua u 1.0.H. ITuenmmnoit Codru HukomaeBHHI,
KOTOpBIE MOJIHOCTHIO YOBIETBOPUIIN ONMOHEHTOB. Ha Bompockl onmoHeHTa 1.0.H.
I'moroBa A.C. CaBenseBa O.H. ykazana Ha To, uto: 1. B BBIOOpKY MHIMBHIOB
CMEIIaHHOW 3THUYECKOW NMPUHAJICKHOCTH ObUIM BKJIIOUEHBI OOJIbHBIE U 3/10pOBBIE
WHIUBU/IbI, UMEIOIME Pa3IMYHOE MPOUCXOXKICHHE CO CTOPOHBI OTLA M MaTepH

pycCKoe, TaTapcKoe M OalTkupckoe. 2. BrisBieHne npyu MeTa-aHanu3e 00JbIIero



YHUCJIa TEHOB, aCCOIMMPOBAHHBIX C pa3BUTHEM BA, yem mpu aHanmse OTIENbHBIX
ATHUYECKUX TPYII, CBSI3aHO C YBEIMYEHHEM OOIIEro 00beMa BBIOOPKH U TaKUM
00pa3oM YypOBHSI CTaTUCTUYECKOW MOIIHOCTH, a TaKKe C TE€M, UTO IO JIOKycam,
KOTOpbI€ TTOKa3aJId aCCOLMALINIO TOJIBKO MPU METa-aHAIN3€ IIPHU UX HCCIEIOBAHUU
B OTJEIbHBIX ATHUUYECKUX TPYIIAxX ObLIM BBIABICHBI TEHIACHIIMU K aCCOIUALUU
OJTHUX U T€X e aJIeIel, CBUIETEIhCTBYIONME 00 OJTHOHATPABICHHOCTH Y deKTa,
KOTOpbIE MPHU CI0KEHUU BBIOOPOK B CYMME MOKAa3aJd YPOBEHb CTATHCTUYECKON
3HaYUMOCTH. 3. B 1aHHOM mccieoBaHuy ¢ pUCKOM pa3BUTHS BA accoruupoBaHbl
KaK 4YacTble, TaK W PEJIKHE aJUleJIbHbIE BapUaHTbl T'€HOB, YTO COOTBETCTBYET
pPa3IMYHBIM MOJIETISIM Pa3BUTHS MHOTO(AKTOPHBIX 3a00JICBaHWN, B TOM YHCIIC
“common disease, common variant”. Accomuaiuys 4YacToro ajiejs ¢ PHUCKOM
pazBuTusi BA MoxeT OBITh CBsi3aHAa C TEM, UYTO KOTJA-TO HOCUTEIU YacCThIX
BapHaHTOB ObUTH 00JIee HBOTIOIMOHHO MTPUCIIOCOOJIEHBI K CPEOBBIM (PaKkTopam, HO
OJTHOBPEMEHHO TPEIPACIIONOKEHBl K PAa3BUTHIO aJNIEPTUYECKUX 3a00JeBaHUM, B
4acTHOCTH BA, W TpOM30IUIO YBEIMYEHUE PACIPOCTPAHEHUS] YHUCIA JAHHBIX
ajuiesiel puckKa B MONMyJsuuu. 4. AHaIU3 METHWIMPOBAHUS IIPOBE/IEH HA STHUYECKOMN
TpYyIIe PyCCKUX U Tatap.

Couckarenr CaBenpeBa O.H. Takxke moapoOHO OTBETWSIa Ha BOIMPOCHI,
npemioxeHubie [Tuenunoit Codneit HukomaeBnoit ormeruB, uto: 1. OcHOBHas
94acTh paloT, MOCBAIIEHHBIX U3yYEHUIO MATTepHA METUIIMPOBAHUS JAHHBIX TEHOB Y
00nbHBIX BA TmpoBeseHa C HCMONB30BAaHUEM KIIETOK OYKKAJIBLHOIO SIUTENHS U
SMUTEINATBHBIX KJIETOK JBIXaTENbHBIX MyTeH, MOITOMY JaHHBIC PAaOOTHI Oojee
NOJIPOOHO  OTPaKEHbI TMPU  OOCYKIEHHHM IMOJYYCHHBIX pe3ynbTaroB. [lo
JIUTEpaTypHBIM TaHHBIM AuddepeHmanbHoe MetuiupoBanare CpG caliTOB T€HOB
GLCCI1, HRH1, AOC1 B kpoBH accOlMPOBAHO C Pa3BUTUEM MHOTO(AKTOPHBIX
3a00JIeBaHUI, KYpeHHMEM U BO3ACHCTBMEM BHEIIHMX (PAKTOPOB (HAIpUMeEp,
3arpsizHeHHeM Bo3ayxa). 2. CpaBHEHHE TMaTTepHA METUIMPOBAHUS MEXKTY
IpYIIaMy TAalUEHTOB C YaCTUYHO M XOPOIIO-KOHTPOJUPYEMBIM TEUEHUEM

3a00JIeBaHUsl HaMHM OBLIO MMPOBCACHO, HO CTAaTUCTHUYCCKKU 3HAYHMMBIX pa3JII/I‘IHﬁ



BBISIBJICHO HE OBLIIO, OATOMY JIaHHBIC PE3YJIbTAThl HE OBLIM BKIIOUEHBI B OCHOBHOM
TEKCT pabOTHI.

Beaymasi opranusanms — @PefepasbHOE TOCYIapCTBEHHOE AaBTOHOMHOE
o0Opa3oBarenbHOE  YUpeXJeHue  Bbicmiero  obOpazoBaHusi  «benaropomackuii
FOCYIAPCTBEHHBIN HAlMOHAIBHBIA HCCIIEAOBATEIbCKUM YHUBEPCUTET» B CBOEM
MOJIO)KUTETTFHOM 3aKJIFOUEHHUH, TMOJMMCAHHOM 3aBeAYIOIUM Kadeapod MeInuKo-
Ouonornyeckux JUCHUIUIMH DenepabHOr0 TroCyJapCTBEHHOTO aBTOHOMHOTO
00pa30BaTENbHOTO  YUpEeXKJEHUs  BbIciiero oOpazoBanus  «benropoackuii
rOCYJAapCTBEHHBI HALIMOHAJIbHBIA HCCIEAOBATEIbCKUN YHUBEPCUTET», JOKTOPOM
MEIUIIMHCKUX Hayk, mpodeccopom YypHocoBeiM Muxamnom lBanoBuuem, u
YTBEPKICHHOM KaHIUJIATOM (PU3UKO-MATEMATHUECKUX HAYK, MPOPEKTOPOM IO
Hayke W uHHOBamusaAM (DenepanbHOr0 TroCyIapCTBEHHOIO  ABTOHOMHOI'O
00pa30oBaTeIbHOTO  yUYpPEXKJICHHsS  BbIcIIero  oOpa3oBaHusi  «benropoackuii
rOCYJapCTBEHHbIN HallMOHAJIbHBIN UCCIIEA0BATENbCKUI YHUBEPCUTET»
PennukoBeiM  Hukomaem ~ MBaHoBHueEM, yKasaia, YTO  PE3yJbTAThI
JUCCEPTALIMOHHOIO HCCIIEIOBAHMS CYIIECTBEHHO JOIMOJIHAIOT OMYOJIMKOBAHHBIE
paHee TaHHbIE O TEHETHYECKOM MPEAPACTIONIOKEHHOCTH K BA 1 4yBCTBUTENBHOCTH
NaIrueHToB ¢ BA k nedeHno, UMEI0T OOJIBIITYI0 HAYYHO-TIPAKTUYECKYIO IIEHHOCTD B
00J1aCTH T€HETUKU U MEIULIUHBI, MOTYT ObITh PEKOMEHIOBaHbI IS BKIIOUYEHHUS B
o0pa3oBareabHbIE MPOTrPAMMBbI MPU MOATOTOBKE CHEIIMATUCTOB B 00JIaCTH T€HETUKH
YeJI0BEKa, MEIUIIMHCKOW T€HETUKHU U IPYTUX MEAULIMHCKUX CIIEIUATbHOCTEM.

B ot3piBe Benymieil opraHuzaluu MOAPOOHO MPOAHATU3UPOBAHBI BCE
aCreKThl padOoThl, BHICKA3aHbI CIEAYIONINE 3aMEUaHUs U BOIMPOCHI YTOUHSIOUIETO
Xapakrtepa: 2) YYUTHIBAIUCh JM TP M3YyYCHHH aCCOIMANNNA KaKHe-TH00
KoBapuarhbl? 3) Kakhe KPUTEPUHM HCIIOJIB30BAIUCH MPH OTOOpPE MOIMMOPGHBIX
JIOKYCOB JIJI1 HACTOSIIIIETO UCCIENOBAHHUS?

Ha 3ameuanus u BOmpoCHl, 3aJjaHHbIC BEAYyIIEH opranusanueii, CaBenbeBa
O.H. riy0oko, BCECTOPOHHE U MCUEPIBIBAIOILIE Aajla OTBEThI, KOTOPbIE OTPAKEHBI B
creHorpamme 3acefanusi. OtBeuas Ha Bonpockl CasenbeBa O.H. otMmeruna, 4To B

JaHHOM pa0oTe BBIMOJHEH aHAJ3 acCOIMAIlUi MCCISAOBAHHBIX IMOIUMOPGHBIX



JIOKYCOB I'€HOB ¢ pUCKOM pa3BuTHs BA, ¢ Bo3pacToM maHu(ecTanuu, TSKECThIO U
YPOBHEM KOHTpOJsS Te4deHHsl 3a0o0JieBaHUs, a TaKKe [MPOBEIEH AaHaJu3
BapraOeIbHOCTH KOJIMYECTBEHHBIX IMOKa3areneld (YHKIHMH BHEIIHETO JbIXaHUusd U
ypOBHS 00111er0 UMMYHOIJIOOyJIMHA E B 3aBUCHMOCTH OT T€HOTHIIOB TOJIUMOP(PHBIX
JIOKYCOB B TpyNIax MHIUBUIOB PYCCKOW, TaTAPCKOM M OAIIKUPCKOM ITHUYECKOU
OPUHAJICKHOCTH, JONOJIHUTENIbHBIE KOBAPHUATHI HE YYHUThIBANWCH. OTBeyas Ha
TpeTud Bompoc Benaymed oprannsauuu CasenbeBa O.H. ykazama, 4yto
NOJIMMOpP(HBIEC JIOKYCHI Ui HCCIIEAOBAHUS BbIOpaHbl HAa OCHOBAHWU JAHHBIX O
naToreHese 3a00JeBaHus U Y4acTHUU OEJIKOBBIX MPOAYKTOB T€HOB B METa0OJIM3ME
MpEenaparoB, UCIOIb3YEMbIX /Ui Tepanuu bA, ux QyHKIIMOHAIBHON 3HAYUMOCTH, a
TaK)K€ Ha OCHOBAHWH JAHHBIX MOJIHOT€HOMHBIX HCCJIEI0BAaHHUI OTBETA HA TEPAIIHIO
BA u dacTtoThl BCTpeuaeMOCTH TMOMUMOPQHBIX BapHAHTOB B Pa3IMYHBIX
MNOMYJIALUSAX.

B 3akmroueHum OT3pIBA  BEAYIIEW OpraHM3allMM  OTMEYAeTCs, 4TO
nuccepranmonHas pabora CapenbeBod  Osbru  HukoJaeBHBI Ha  TeMy
«HccnenoBanue MOJIEKYJIIPHO-TEHETUYECKUX OCHOB WHMBUTyaJIbHOU
YYBCTBUTEJIILHOCTH K Tepanuu OpOHXUAIbHOM acTMbD», MpPEACTaBIeHHas Ha
COMCKaHHE YYEHOH CTeNeHM KaHAuIaTa OMOJOrMYecKUX HayK IO CIEeUUaTbHOCTH
1.5.7. 'enetruka (OMOIIOrMYECKHE HAYKH) COOTBETCTBYET TpeOoBanusm 1. 9-11, 13-
14, yctanoBieHHbIM «lloJ10’k€HHEM O MOPSIAKE NPUCYKICHUS YUEHBIX CTEIIEHEN»,
YTBEPKAECHHBIM TocTaHoByJeHUEM IIpaBurenscrBa Poccuiickonn dPenepanuu OT
24.09.2013 r. Ne 842, a ee aBrop CasenbeBa Onbra HukomaeBHa 3aciryKMBaeT
NPUCYXKICHUS  YYEHOM CTemeHW 1o  chnenuainbHocTw  1.5.7. I'eHeTuka
(Ouonornueckue Hayku) (OT3bIB mpuuiaraercs). OT3bIB BeAyIEW OpraHu3aluu
3aciyliad U oJOOpeH Ha 3acelaHuu Kadeapbl MeAUKO-ONOIOTHYECKUX TUCHHUIIINH
®enepanbHOro0 rocyJapcTBEHHOTO aBTOHOMHOI'O 00pa30BaTEIbHOIO YUPEKICHUS
BbICIIEr0 oOpa3zoBaHusl «benropoJcKuii TroCyAapCTBEHHbIM  HAlMOHAIbHBIN
UCCIIEI0BATENbCKUI YHUBEpPCUTET», TPoTOKOJ Ne 13 ot 14 mapra 2022 rona.

Couckarens umeer 31 onyOJIMKOBaHHYIO HAy4yHYIO pabOTy MO pe3yiabTaTaM

AJuccepranun, HN3 KOTOPBIX 9 crareii B PCUCH3UPYCMbBIX HAYYHBIX H3IaHUAX,



pekomenioBaHHbIX BAK MOH P® Ha counckaHue y4eHOH CTENEHM KaHAujaTa
OMOJIOTUYECKUX HAYK, B TOM uucie 4 cTaTbi, MHIECKCUPYEMBIX B MEXKTYHAPOIHbBIX
6azax Web of Science wim Scopus. B auccepraryiz OTCyTCTBYIOT HEIOCTOBEPHBIC
cBeZicHUS 00 OnmyOJMKOBAHHBIX COMCKATeNIieM YYCHOW CTENeHW KaHJujaTa Hayk
paboTax, B KOTOPBIX H3JI0KE€HBI OCHOBHBIE HAy4YHbBIE PE3yJIbTAThl JUCCEPTAIUU.
PesynbpTaThl mccnenoBaHus ObUIM MPEACTABICHBI HA PA3NIMUYHBIX POCCHHCKUX H
MEXKIYHapOIHbIX  KOH(pepeHuusx. [lyOmukanuu  couckareynss  TOCBSIIEHBI
UCCJICIOBAHUIO TEHOB, YYaCTBYIOIIUX B METa0OIM3ME MPOTHBOACTMATHYECKUX
IpernapaToB WM aCCOLMMPOBAHHBIX C UYYBCTBUTENBHOCTBHIO K Tepamuu bA mo
nanaeiM GWAS.
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Ha nquccepranmio u apropedepar mnocTynuio 3 or3biBa:



1. OT3bIB JOKTOpPa MEIULMHCKHX HAyK, 3aMECTUTEIS AUPEKTOpa IO
HayyHOH pabore @DenepanbHOrO TroCyAapCTBEHHOrO OIOXKETHOTO HAaY4YHOI'O
yapexaeHus «MeauKko-reHeTHYeCKM Hay4dHbIM LeHTp uMmeHn akaaemuka H. IL
BboukoBa» Nxesckoii Bepol JleonnaoBHbI. OT3bIB MOIOKHUTENBHBIN, 0€3 3aMEUaHUN.

2. OT3bIB JIOKTOpa MEAMIMHCKUX HayK, Mnpodeccopa, 3aMeCTUTENS
JIUPEKTOpa MO HayYHO-KIMHUYECKoW pabore denepalibHOro rocyaapcTBEHHOIO
OI0JPKETHOTO HAYYHOTO YyupexaeHUus «MenuKo-TeHETUYECKUN HaydHBId ILIEHTP
umenn akanemuka H.II. BouxoBa» 3unuenko Pensl AOynbdaszoBubl. OT3bIB
IIOJIOXKUTEIIbHBIN, 0€3 3aMeUYaHui.

3. OT3pIB  KaHAuAaTa MEIUUMHCKUX HAyK, CTapliero Hay4dHOro
COTpPYJIHHUKA OTJieJIa SKOJOTUYECKON U MEAUIIMHCKON OMOXMMUM, OUOTEXHOJIOTHH
HNucturyra Oumonmormdyeckux mpoOsieM KpuoiuTo30Hb CHOMPCKOTO OTAETICHHUS
Poccuiickolt akameMun Hayk — 000COOJEHHOro mojpaszieneHus deaepaabHOro
rOCYJapCTBEHHOI0 OIOPKETHOTO YUPEXKACHUSI HAYKU «SIKYTCKUW HaydHBIM LIEHTP
Cubupckoro otaeneHus Poccuiickoit akamemuu Hayk» CosoBbeBoM Hatanbu
AnexceeBHBI. OT3BIB MOJOKUTEIBHEIN, 0€3 3aMeYaHHi.

Bo Bcex or3piBax Ha aBTOpedepar oTrmedaercs, 4yTo padora CaBenbeBol
Onbru HukonaeBHBI SBISIETCS 3aKOHUCHHBIM HAYYHO-KBATU(UKAITMOHHBIM TPYIOM,
BBIMIOJTHEHHBIM € HCIOJIB30BAHUEM COBPEMEHHBIX METOJOB MOJEKYJISPHO-
TEeHETUYECKOr0 ¥ OMOMH(OPMATHYECKOr0 aHalu3a, MMEIOIIKUM  BBICOKYIO
AKTYaJbHOCTh U HAYYHO-TIPAKTUYECKYIO 3HAYUMOCTb. OTMEUEHO, YTO IUCCEPTALIMS
BBIIIOJIHEHA B TOJHOM OOBEME Ha JOCTATOYHOM HAYyYHOM YPOBHE, BBIBOJBI
JMCCEPTAllMU JOCTOBEPHBI U ITOJIHOCTBIO OTPaXkaroT OCTABIECHHbIE 3a1auu. Bo Bcex
OT3BIBaX YKa3aHO, UTO JUCCEpTAIlMOHHAs paboTa oTBeuaeT kpurepusM m. 9-11, 13-
14 «llonoxkeHHsT O TPUCYKIECHUM YYEHBIX CTEIEHEW», YTBEPKIECHHOIO
[TocTtanoBnennem mnpasurenseTBa PO ot 24.09.2013 Ne 842 mpenpsaBiseMbIM K
JMCCEpTalisIM Ha COMCKaHUE CTENEHH JIOKTOpa HayK, a ee aBTop CaBenbeBa Ouibra
HukonaeBHa  3acimyXMBaeT IPUCYXKICHUS  YYEHOM  CTENEHM  KaHaujaara
OMOJIOTMYECKUX HayK Mo crienraibHocTh 1.5.7. 'eHeTnka (Onoioruyeckue Hayku).

Bb100p ONNMOHEHTOB 000CHOBBIBAETCH CJIEAYIOLIUM:



I'moroB  Anpgpeii CepreeBu4 — JOKTOp OHOJOIMYECKHUX  HAYK
(cniennanbHOCTH 03.02.07 — reHeTHKa), pyKOBOJAUTEND OT/1e]Ia TEHOMHOU MEAUITUHBI
denepanbHOrO rocyAapcTBEHHOr0 OFOJIKETHOTO HAY4HOro yupexaeHus "HaydHo-
UCCJIEIOBATENbCKUN WHCTUTYT aKylIEpPCTBA, TMHEKOJOTMU M PENpPORYKTOIOTUU
umenu J[.O. Ortra", sBisieTcss BBICOKOKBAJIM(DPHUIIMPOBAHHBIM CHEMAINCTOM B
0o01acTd  MEOUIIMHCKOM TEHETHUKHU, TPUMEHEHHUS TEXHOJIOIMH MacCOBOTO
napajyIeIbHOr0 CeKBEHUPOBAHUS, UMEET MHOTOUYHCIIEHHBIE HAYYHbIE MyOJUKALINH,
IIPENCTABJIAIOIINE pE3yJIbTaThI UCCJIEI0BAHU HaCJIEICTBEHHBIX u
MHOT'0(paKTOPHBIX 3a00JIEBaHUH.

Iyenruna Co¢pbsni HwukonaeBHa — J0KTOp OHOJOTHYECKUX HAyK
(cnermansHocTh 03.02.07 — reHeTwka), PyKOBOAMTENIb OTAEIa MOJEKYJISIPHO-
TeHETHYEeCKUX U  HaHoOwWosjormdyeckux TexHonoruit HUI[ DenepambrOTO
rOCYIapCTBEHHOT'O  OIOJIPKETHOTO  00pa30BaTeIbHOTO  YUPEXKJACHHUS  BBICIIETO
oOpazoBanus «llepsbrii Cankr-IleTepOyprckuii rocyaapCTBEHHBIM MEAUIIMHCKUAN
yHUBepcuTeT nmeHn akagemuka H.I1. [laBmoBa» MunucTEpCTBa 3ApaBOOXpaHEHNUS
Poccuiickoit @enepaniuu, SBISETCS BHICOKOKBATU(PUITUPOBAHHBIM CICIIHAIIMCTOM B
00JJacTU  TEHETMKM MHOTO(aKTOPHBIX  3a00JIEBaHUM, YTO  Mpearosaraer
BO3MOYKHOCTh BCECTOPOHHETO aHAJIN3a ONMIOHUPYEMON padOThI.

OnmoHeHThl UMEIOT COOTBETCTBYIONIME MYOJIMKAINK B )KypHasax u3 [lepeuns
BAK u pamu cBoe corjacue OBITh OINIMOHEHTAMH JUCCEPTAIMOHHON PaOOTHI
CasenbeBoit Onbru HukonaeBHBI.

Br160p Bexyuieil opranuzanuu 000CHOBbIBaeTcs TeM, 4yTo B DeepanbHOM
rOCy/IapCTBEHHOM  aBTOHOMHOM  00pa30BaTEIbHOM  YUPEXKJACHUH  BBICIIECTO
oOpa3oBaHus «benropoacknii rOCyJapCTBEHHBIN HallMOHAJIbHBIN
UCCIIENOBATEIIbCKUM  YHUBEPCUTET»  BEAYTICSA  MCCIECNOBAHMSA, CBS3aHHBIE C
M3YyYEHUEM  MOJIEKYJSIPHO-TEHETUYECKHX  OCHOB  MYJbTHU(AKTOPHUAIBHBIX
3a0oneBanuil yenoBeka. COTPYIHUKH YHUBEpPCUTETA MYOIHMKYIOT CBOM palbOTHI B

BEYIIIUX POCCUICKUX U 3apyO0EKHBIX HAYUHBIX KypHAJIaX.



JluccepTaMOHHBIN COBET 0TME4YaeT, YTO HA OCHOBAHMHU BbINOJHEHHbIX
COMCKATEJIEM HUCCIeIOBAHUM:

pa3padoTaHa COBpEMCHHAs HayJdHas KOHIICTIIIUS W3YYCHHUS MOJICKYIISIPHO-
TeHEeTUYECKUX OCHOB WMHJIMBHUAYaJbHOM UYBCTBUTENBLHOCTH K Teparmuu bBA ¢
WCIIOJIb30BAaHUEM DPA3IMYHBIX IMOJAXOJ0B: aCCOIMATUBHBIA aHAJIN3 MOIMMOP(HBIX
JOKYCOB T'€HOB, YYaCTBYIOIIMX B META0OIM3ME MPOTUBOACTMATHUYECKUX
TIperapaToB W/WIH aCCOITMUPOBAHHBIX ¢ 3(DPEKTUBHOCTHIO JIedeHUs BA 110 TaHHBIM
GWAS, c puckoM pa3BUTHS U TSKECTbIO TedeHUs BA; aHanm3 mMeTUIMpoBaHUS
npomoTopHbIX obnacreid reHoB HRH1, HRH2, AOC1, ARG2, GLCCI1 y 6onbHbIX
BA u KOHTpOJBHOW TPYIIBI WHIWBHUIOB; TOJUTCHHAS OIEHKA PHUCKA Pa3BHUTHSI,
Havyala BA B JeTCKOM BoO3pacTe M TSKEJIOro TEueHUs 3a00JieBaHUS C
HCITOJIb30BAaHUEM MOTMMOPGHBIX BAPHAHTOB T'€HOB, YIACTBYIOIIUX B META0OIU3ME
IPOTUBOACTMATUYECKUX PENapaToB U/WIH aCCOIMUPOBAHHBIX C 3(PPEKTUBHOCTHIO
neueHust bA o nanaeim GWAS.

NpeIoKeHbl MOJICKYJISIpHBIC MapKepbl PHCKa pa3BUTHS M TedeHUs BA,
BKJIFOUAIOIINE JIJICTM U TEHOTHUITBI TOTMMOP(GHBIX BAPHAHTOB T€HOB, YYaCTBYIOITUX
B MeTaboIM3Me POTHBOACTMATUYECKHUX TIPENapaToB H/WIM acCOIMUPOBAHHBIX C
s dexruBHOCTRIO JeueHUs BA mo manueiM GWAS, Mozaenu moIMreHHOro pHucKa
pa3BuTHs, HaYana bBA B J€TCKOM BO3pacTe U TSHKEIIOTo TeueHus bA s nHAMBUIO0B
u3 Pecybnmku bamkoprocran;

A0KA3aHO0, UYTO AJUICU U TEHOTHUIIHI MOJUMOP(dHBIX JIOKycoB reHoB FBXL7,
CRHR1, ARG2, SPATS2L, SLC7A2 u AOC1 acconmupoBaHbl ¢ PUCKOM Pa3BUTHS
BA y pycckux; renoB FBXL7, ARG1, THRB u HRH1 — ¢ puckom paszputus BA y
tatap; reHoB CRHR1, SPATS2L, CMTR1 u TBXT — ¢ puckom pa3Butusi bA y
Oamikup; amnenbHble BapuaHThl TeHa ARG2 acconuupoBaHbl C TSKEIBIM U
cpenHeTsokensiM TedeHueM bA y pycckux, renoB FBXL7, ARG1 u HRH1 — y tatap,
reHoB HNMT, ALDH7Al — y Gamkup; manudecrauuss BA B nerckoM Bo3pacte
aCCOLIMMPOBAHA C AJUICIISIMHU U TEHOTUTIaMU TTOIMMOPQHBIX BapraHToB reHoB AOC1
u ARG2 y pycckux; rera GLCCIL — y tarap; reroB CMTR1, HNMT u ADCYAP1 —
y Gamkup; nonumopdusie Bapuantel reHoB FBXL7, CMTR1, CRHR1, SPATS2L,



SLC7A2, HRH1 nu HRH3 accomuupoBansl ¢ puckom pa3sutus bA; renoB FBXL7,
CMTR1 u HRH3 — ¢ manudecranueit bA B aerckom Bo3pacte; reHoB CRHRI,
HNMT u HRH1 — C TspbkenbIM U cpefHETSKENbIM TeueHHeM bA y MHIUWBHUIIOB
Pa3IMYHON ATHUYECKON MPUHAIJICKHOCTH MO JAaHHBIM METa-aHajau3a; JOKa3aHbI
CTAaTUCTHUYECKH 3HAYUMBIC pa3IUYUs YPOBHEH METHJIMPOBAHUS IPOMOTOPHBIX
obmnacreit renoB HRH1, AOC1 u GLCCI1 mexny 6onpbHBIME BA U KOHTPOJILHOM
rpynnoit uHauBUA0B U3 PecriyOnuku bamkoprocTaH;

BBe/IeHbl CBEJICHUS O MOMYJSIIMOHHBIX YacTOTaX MOJIUMOP(HBIX BaPHAHTOB
I'€HOB, YYaCTBYIOIIUX B METa0OJIM3ME MPOTUBOACTMATUUECKUX MPEnapaToB U/WiH
aCCOIMUPOBAaHHBIX C 3(p¢eKkTuBHOCThIO JieueHus BA mo manmasiMm GWAS, y
WHJIUBUIOB PYCCKOM, TaTapCKOW U OAIKUPCKON ITHUYECKOW MPUHAJICKHOCTH U3
PecnyOsinku banmikoprocraH.

TeopeTnyeckasi 3HAUMMOCTb MCCJIeOBAHUSI 000CHOBAHA TEM, YTO:

JA0Ka3aHbl TIOJIOKEHHUS O CYIIECTBEHHOW pOJM TEHOB, y4YacTBYIOIIUX B
MeTaboJM3Me MPOTUBOACTMATHUYECKUX IPENapaToB W/WIM aCCOIMHPOBAHHBIX C
s dexruBHOCTRIO JIeueHust BA mo nanabiM GWAS, B pa3zButuu u TeueHun bA, uro
pacimpsieT TPEACTaBICHUS O TEHETHYECKHMX W DIUTCHETHYECKMX MEXaHU3Max
dbopmupoBanuss BA ¥ MHIUBUIYyadbHOW YYBCTBUTEIBHOCTH MAIMEHTOB ¢ BA K
JICUCHUIO;

NPUMEHHUTEIBHO K MNpodjeMaTHKe [AHCCEPTALMU Pe3yJIbTATHUBHO
HCNO/Ib30BaH KOMILJIEKC COBPEMEHHBIX MOJIEKYJISIPHO-TEHETHUECKUX,
CTaTUCTUYECKUX M OMOMH(OPMATHUECKUX METOJ0B aHAIN3a; Pe3yJIbTaThl pabOTHI,
oOJjafarole BBICOKOM HAydyHOW HOBHM3HOM M MPAKTUYECKOM 3HAYHMMOCTBHIO,
MO3BOJISIIOT TIYy0XKe MOHSATh MEXaHU3MbI U MOJICKYJISIPHBIE OCHOBHI MaTorene3a bA
1 (popMUpOBaHMS WHIUBUIYAIbHOW YyBCTBUTEILHOCTH O00JIBHBIX BA K Tepamnuu, a
TakkKe UACHTU(PUIIUPOBATh BAKHBIE MOJEKYISIPHO-TCHETUUECKHE MapKephl PUCKa
pa3BUTHS JTaHHOTO 3a00JI€BaHUS [JI1 WHAWBHUIOB PAa3IMYHON ATHUYCCKOU
IPUHAINISKHOCTH, TTpoxkuBaromux B Pecyomke bamkoprocran;

U3JI0)KeHbl  PE3yJIbTaTHI, MOATBEPKTAOIINE  3HAYMMOCTh  psJzia

HCCIICAOBAaHHBIX HOJ'H/IMOp(I)HI)IX JIOKYCOB TI'CHOB, Y4YaCTBYIOIIUX B MeTa00IM3Me



IPOTUBOACTMATUYECKUX MPENapaToOB U/WUIIN aCCOLMUPOBAHHBIX C 3PPEKTUBHOCTHIO
nedyenust BA o nanasiMm GWAS, B pa3BuUTHM U TSKECTH TeueHUs BA y HHAMBHUIOB
PYCCKOM, TaTapCcKOW 1 OAIKUPCKON ATHUYECKOW MPUHAIJICKHOCTH

PACKPBITHI aCCOIMAIMK aJUIeJiell U TEHOTUIIOB TOJMMOPQHBIX JIOKYCOB
I'CHOB, YYaCTBYIOIIMX B META0OIM3ME TTPOTUBOACTMATHUCCKUX TIPEIapaToB W/WIIH
accolMUPOBaHHBIX ¢ 3hPexTuBHOCTHIO eueHust bA mo nanusim GWAS, ¢ puckom
pa3BUTUSL W TSOKECTBIO TE€UEeHHS DA y HMHIOMBHAOB pa3IMYHOM STHHUYECKON
NPUHAJISKHOCTA. MapkepaMH TOBBIIIEHHOTO PHUCKA pPa3BUTHS 3a00JICBaHUS Y
PYCCKUX SIBIIAIOTCS ajuienbHbie BapuaHThl reHoB FBXL7, CRHR1, ARG2, SPATS2L,
SLC7A2 u AOC1; y tatap — renoB FBXL7, ARG1, THRB u HRH1, y Gamkup - renos
CRHR1, SPATS2L, CMTR1 u TBXT. MapkepaMu MOBBIIIIECHHOTO PUCKA TSHKEJIOT0 U
CpemHeTsDKenoro TedeHuss bA sBIAIOTCS aivienbHble BapuaHThl TeHa ARG2 y
pycckux, renoB FBXL7, ARGl u HRH1 — y Tatap, renoB HNMT, ALDH7AL — y
Oamkup. AmtensHbie BapuanTsl reHoB AOC1 u ARG2 siBnsitoTcs Mapkepamu pucka
pazButus bA y pycckmx, rera GLCCI1 — y tarap, reaoB CMTR1, HNMT u
ADCYAP1 — y Oamkup. CraTUCTUYECKH 3HAUYUMBIE pa3M4yusi B YpPOBHE
METHJIMPOBaHUsl MpoMOTOpHBIX obmacteir renoB HRH1, AOC1, GLCCI1
OoOHapyKeHbI MEX Y OOJTBHBIMU bA 1 MHIUBUIAMH TPYIIIBEI KOHTPOJIS,

u3y4eHo 38 nmoauMop(HBIX JJOKYCOB T'€HOB, YYaCTBYIOIIMX B MeTaboIM3Me
IPOTUBOACTMATHYECKUX TIPETIapaTOB M/WUIIN aCCOIMUPOBAHHBIX C 3PPEKTUBHOCTHIO
neueHuss BA no manaeiMm GWAS, y GonbHBIX BA M WMHAWBUIIOB KOHTPOJILHOMN
rpynnsl 13 PecnyOnukn bamkoprocTtaH; MpoBeAeH acCOIMATUBHBINA aHAIH3
U3YYCHHBIX TOJUMOP(HBIX JJOKYCOB C PUCKOM DPa3BUTHS 3a00J€BaHUs B TpyImax
PYCCKOM, TaTapCcKOM M OAmKUPCKOW STHUYECKOW MPUHAIICKHOCTH, a TAKXKE C
pPa3BUTHEM DPA3IUYHBIX KIMHUYECKUX (POpM TeueHus 3a00JIeBaHUS;, HUCCIEIOBaH
ypOBEHb METHJIMPOBaHHS TpoMoTopHOM obnactu remoB AOC1, HRH1, HRH2,
GLCCI1 u ARG2 y OGombHbiXx BA W WHAMBHIOB KOHTPOJIBHOW TPYMIBI M3
Pecnybiinku bamkoprocTaH; nmpoBeneHa MOJUTEHHAs OIEHKa PHCKa pa3BUTHS BA,
Hayana BA B geTckom Bo3pacTe U Tsikesnoro teueHusi bA ¢ ucnons3oBanuem 26-tu

noJTMMOP(HBIX ~ BapUAHTOB  TEHOB, Y4aCTBYKOIIUX B MeTaboIu3Me



IPOTUBOACTMATUYECKUX TIPENapaToB U/WUIIN aCCOLMUPOBAHHBIX C 3(PPEKTUBHOCTHIO
neueHuss BA no manHeiM GWAS, y HWHAMBUIIOB KOHTPOJIBHOW TPYIIbl W3
PecnyOninku banikoprocTah;

NPOBEJAECHA MOJEpPHHU3ALMS  IPOTOKOJIOB  MOJEKYJSPHO-TEHETUYECKUX
UCCIIEIOBaHUNA, a WMMEHHO TMOJ00paHbl OJMIOHYKJICOTHUAHbIE MpailMepbl U
pa3paboTaHbl ONTUMHU3UPOBAHHBIC YCIIOBUS Ul aHAJM3a METUJIMPOBAHUS I'€HOB
AOC1, HRH1, HRH2, GLCCI1, ARG2, xotopble MOTyT OBITH HCIOJIb30BaHbI
Hay4YHO-HCCIIEN0BATENbCKUMHU n1abopaTopusIMu pu BBITIOJITHEHU U
UCCIIeIOBATENbCKUX PA0OT aHAJIOTMYHON HAIIPABJICHHOCTH.

3HaUYeHNe MOJYYEHHBIX COMCKATeJeM Pe3yJbTaTOB MCCJIeI0BAHUA IJIA
NPaKTHKH MOATBEPKIAETCH TeM, YTO:

pa3paldoTaHbl HOBbIE NOAXOMABl JUJISI OUEHKH PHCKA M TSHKECTH TEUECHMS
pa3sutust BA ¢ ucnonbs3oBaHreM MOIMMOPGHBIX BAPHAHTOB M'€HOB, Y4aCTBYIOIIUX
B METa0OoJIM3Me MPOTHUBOACTMATUYECKUX MPENapaTroB W/WIM aCCOLUHUPOBAHHBIX C
s pexTuBHOCTHIO NeueHust bA o nanaeiM GWAS;

onpeaeseHa MepCrueKTUBHOCTD MCIIOIb30BAaHUS PE3YIIBTATOB UCCIEI0BAHUS
JUTSL JanbHEHIIEero U3y4yeHus: MOJIEKYISIPHO-TEHETUYECKUX MEXaHU3MOB Pa3BUTHS
BA v unaMBUAYanbHON YYBCTBUTEIBHOCTH K JICUCHHUIO JAHHOTO 3a00JIEBaHUS C
HeNbl0 pa3pabOTKM Ha MX OCHOBE HOBBIX IIOJIXOJIOB paHHEW JIMarHOCTHKH,
IPOTHO3UPOBAHUS T€UCHUs O0JIE3HU U IEPCOHATN3AIUY JIedeHHs O0JIbHBIX BA;

CO031aH KOMIUIEKCHBIA TOJIXO0J K H3YyYEHUIO MOJEKYJISAPHO-TEHETUYECKUX
OCHOB MaroreHe3a bA u MHIMBHIYAIbHON YyBCTBUTENBHOCTHU K JIEUEHHUIO JAHHOTO
3a0oyieBaHMs, 0a3upYIOIIMICS HA OCHOBE IIPOBEJICHHOI'O  HMCCIEIOBaHUS;
MOJIyYEHHBIE PE3YyJIbTaThl MOT'YT OBITh MCIIOJIb30BAHbI P YTEHUH CHELKYPCOB IO
MEIMIMHCKOW TEeHETUKE Ha OHOJOrMdeckux (aKkylbTeTax YHUBEPCHUTETOB,
MenuuuHckux BY30B, Ha Kypcax MOBBIIEHUS KBAIM(PHUKAIUNA MEIUIUHCKUX
PabOTHUKOB;

NpeICTaBJeHbl METOABl W IPOTOKOJBI IMPOBEACHHUS MOJIEKYJSIPHO-

TF€HETUYECKOr0 aHajn3a, XapaKTEPUCTHKA MCCIEAYEMBIX BBIOOPOK, pPE3yJbTaThl



JUCCEPTALIMOHHON PaOOThl B CPAaBHEHHUM C JIaHHBIMU JIPYTHX MCCIEI0BATEIbCKUX
TpyML.

OueHka 10CTOBEPHOCTH Pe3yJIbTATOB MCCJI€10BAHNS BbISIBIJIA:

PE3YNbTATHI IOJYUYEHBI B X0JI€¢ COOCTBEHHOT'O MCCIIEAOBAHUS C IPUMEHEHUEM
KOMITJICKCA JTaHHBIX COBPEMCHHBIX METOAOB (MOJICKYJISIPHO-TEHETUYECKHUX,
CTaTUCTHUYECKUX,  OMOMH(OpPMATHYECKUX),  pe3yjbTaThl  TOJy4eHbl  Ha
cepTU(PHUIIMPOBAaHHOM 00OpYIOBaHWHU. BBICOKas CTENEHb JTOCTOBEPHOCTH M
00OCHOBaHHOCTHA BBIBOJIOB, OCHOBHBIX HAYYHBIX TIOJIOXKCHUN JaHCCEepTaIluu
MOATBEPXKIACTCS JOCTAaTOYHBIM 00BeMOM BbIOOpKH (561 OGombHOl BA u 504
WHIWBHJIa KOHTPOJHHOM TPYMIbI) U HCIOIH30BAHHEM COBPEMEHHBIX METOJ/IOB
CTaTUCTHUYECKOT0 aHAJIN3a;

TeOpHusl TOCTPOCHA HAa W3BECTHBIX, IPOBEPSAEMBIX MTaHHBIX U (akTax,
COIJIACYIOIIUXCSA C paHee ONMyOJIMKOBAHHBIMU MaTepUaiaMu 10 TEME IUCCEPTALINH;

uaest 0azupyercs Ha aHAJIM3€ COBPEMEHHOM OTEYECTBEHHOM U 3apyOeskHOM
JUTEPATyphl MO TeHETUKE W (DAPMAKOTCHETHKE aJUIepruyecKkux 3a0oJjieBaHUM, B
4acTHOCTH, BA; Ha cpaBHEHUU JTUTEPATYPHBIX JTAHHBIX C MMOJYYCHHBIMU B PaboTe
AKCIIEPUMEHTAIBLHBIMH JTAHHBIMU U HAa COOTBETCTBYIOIIEH WX HHTEPIIPETAIINH;

HCMOJb30BAHbI COBPEMEHHBIC JaHHBIE HAyYHBIX HCCICIOBAHUMN IS
CpPaBHCHHS TIOJYYEHHBIX B pabOTe JaHHBIX C pe3yjbTaTaMHU MPEIIICCTBYIOITUX
HCCJIEIOBAaHN,

YCTAHOBJIEHA COIOCTABUMOCTh PE3YJbTAaTOB HACTOSIIETO HCCIEIOBAaHUS C
JaHHBIMHU, TOMYYCHHBIMU B JpYyrux, Ooyee paHHUX paboTax 3apyOeKHBIX H
OTE€YECTBEHHBIX HAYYHBIX KOJJIEKTUBOB;

HCNOJb30BAHbI  COBPEMEHHBIC  MOJIEKYJSIPHO-TEHETUIECKUE  METO/IBI,
pe3ynbTarhl  paboOTHl  MPOAHAIM3UPOBAHBI C  MPUMEHEHUEM  aJIEKBATHBIX
OnonH(OPMATUYECKUX METOJIOB U METOJIOB CTATUCTUYECKOU O0paOOTKHU JTaHHBIX;

JInuHbIiA BKJIAA COMCKATENSI COCTOMT B HEIMOCPEACTBEHHOM YYaCTHH BO
BCEX dTallax MCCIENOBAaHUA: pa3pabOoTKe AU3aiiHa UCCIIEI0BAHUS, ITOCTAHOBKE 1EJH
U 3a7a4, cOope OMOJIOTMYECKOTO MaTepuayia, BbIOOpPE METOIO0B HCCIIEIOBAHMS,

IMPOBCACHNHN BKCHepHMeHTaﬂbHOﬁ pa6OTBI, AHAJIN3C U HHTCPIPECTAINU ITOJTYYCHHBIX



pe3yNbTaToOB, CTaTUCTHYECKOM 00pabOTKe JaHHBIX, HAMMCAHWU HAyYHBIX
nyOnuKanui, pyKoONmMCH nauccepTanuu U aBTropedepara. OCHOBHAs YacTh
AKCIIEPUMEHTAJIBLHON padOThl: aMIUIM(pUKALMS, PECTPUKUMOHHBIN aHamu3, TILIP,
HRM-ananu3, monWreHHas oOlleHKa pucKa OBUTM  BBIMIOJHEHBI  aBTOPOM
camocrosiTenbHO. CoHcKaTelnb CaMOCTOSATENbHO 00padaThiBal M aHAIU3UPOBAI
MOJIy4YCHHbIE JaHHBIC, COBMECTHO C PYKOBOJIUTETIEM 0000111all pe3yIbTaThl.

B xoxe 3amuThl quccepranu He ObLIM BICKa3aHbl KpUTUYECKUE 3aMevaHusl,
3alaHbl  BOMPOCHI,  YTOUHSAIOUIET0O M  KOHKPETU3UPYIOIIEro  Xapakrepa.
Couckarens CaBenbeBa Onbra HukosnaeBHa oTBeTHIIa HA 3aJlaBaeMble €l B XOje
3acelaHusl BOIIPOCHI.

Ha 3acemanuu 27 anpenst 2022 roga JluccepTallMOHHBIA COBET IpHUILET K
BBIBO/IY, UTO COBOKYITHOCTh 3aIUIIIAEMBbIX MOJIOXKEHUN MO3BOJISIET 3aKJIFOUUTh, YTO
nuccepranus CasenbeBoil Osbru HukomaeBnsl «lccnenoBaHue MOJEKYJISIPHO-
FEHETUYECKUX OCHOB  HWHIAWBHAYaJIbHOM  YYBCTBUTEIBHOCTH K  TEpaluu
OpOHXMAIBHON aCTMbl» MMEET BaXXHOE HAYYHOE M MPAKTHUYECKOE 3HAUYCHUE st
pemienus psiaa GyHIaMeHTATbHBIX TPOOJIEM METUIIMHCKOM reHeTuku. Jluccepranus
SIBJISIETCSL LIEJIbHBIM M 3aKOHYEHHBIM HAy4YHBIM HCCIEAOBaHUEM, OOJaJaroluM
BHYTPEHHUM €IMHCTBOM W3JIOKEHHUS, BBIBOJBI IOJHOCTbIO COOTBETCTBYIOT
MOCTAaBJICHHBIM 3aJja4aM M MOJYMHEHbl €IMHCTBY KOHLEMIIUU JUCCEPTAIMOHHOTO
UCCIIEIOBAHUS.

Hucceprauuonnas padora CapenbeBoid Onbru HukosaeBHBI MpeACTaBISIET
co00¥ HaydHO-KBaTM(UKAIMOHHYIO PabOTy, KOTOpas MOJHOCTHIO COOTBETCTBYET
kputepusm 1. 9-11, 13-14 «llonoxeHuss 0 MPUCYXKIACHUU YYCHBIX CTEIEHEH»
yTBEpKJIEHHOT O TTocTaHoBlieHueM IIpaButensctBa Poccuiickoit denepaunu ot 24
ceHtsiops 2013 roma Ne 842. B pauccepranuud OTCYTCTBYIOT HEIOCTOBEpPHBIE
cBeJIeHUsI 00 ONMyOJMKOBAHHBIX COUCKATENIEM YUEHOM CTeneHn paboTax, B KOTOPBIX
M3JI0KEHBI OCHOBHBIC HAyYHbIE PE3YJIbTAThI JUCCEPTAIUU.

Ha 3acenanun 27 anpens 2022 roga nucceprauroHHbiid coBeT 24.1.218.01

NpUHSI pemenne npucyantb CasenbeBoit Onbre HukomaeBHE yUeHYIO CTETIEHD



Kagaupara OHOJOTMYEeCKHX Hayk mno crnenuaidsbHocth 1.5.7. T'eHeruka
(OnostormyecKue HayKu).

[Ipp mnpoBeneHWU TaANWHOIO TOJIOCOBAaHMUS IHUCCEPTALlMOHHBIM COBET B
KonuuecTBe 18 denmoBeK, M3 HUX 7 MOKTOPOB HAyK IO crenuanbHocTH 1.5.7.
I'enernka (OMOJIOrHYECKHE HAYKM), YYACTBOBABIIUX B 3aCEeIaHUM, U3 23 4elOBeEK,
BXOJSIIHNX B COCTaB IUCCEPTAIIMOHHOTO COBETA, MPOIr0JIOCOBAJIN: 3a - 18, MpOTUB —

HET, HeIeHCTBUTENBHEIX OIOJIIIETEHEH - HET.
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