3AKJIIOUEHUE JJUCCEPTALIMOHHOI'O COBETA 24.1.218.01 HA BA3E
®EJIEPAJIBHOI'O T'OCYTAPCTBEHHOI'O BIOXKETHOI'O YUPEXX/IEHUS
YOUMCKOI'O ®EJIEPAJIBHOI'O UCCJIEJOBATEJILCKOI'O LIEHTPA
POCCUMNCKOU AKAJTEMUU HAYK, MUHUCTEPCTBA HAYKU U
BBLICIIIEI'O OBPA3OBAHUS POCCUMCKOU GEJIEPALIUU, [10
JIUCCEPTALIMU HA COUCKAHME YUYEHOU CTEIIEHU KAHIUJIATA
HAVYK
arTecTalMOHHOE Aea0 No

PEUICHUE UCCEPTAMOHHOTO coBeTa OT 27 anpeis 2022 romga No 5

O npucyxnenun Casenbesoit Onbre HukonmaeBne, rpaxaanke Poccuiickoi
denepannu, y4eHON CTENCHH KaHAuaaTa ONOIOTHYECKMX HAYK.

Huccepranus:.  «HccrmenoBaHue  MOJIEKYJISPHO-TEHETUYECKUX ~ OCHOB
WHJUBUYAIbHOW UYYBCTBUTENBHOCTH K TEpanuu OpOHXMAIBHONH acTMbl» 0
cnenmanbHocTy 1.5.7. I'eHeTnka (OMONMOrMYECKHE HAYKHM) MPHHATA K 3ammre 15
Gdespans 2022 (mporokon 3acemaHus Ne2/3)  AMCCEPTAMOHHBIM — COBETOM
24.1.218.01, co3nanHbiM Ha 0aze Y pumckoro (peaepaaibHOro UCCAeA0BaTEIbCKOrO
nentpa Poccuiickoil axkagemMuM Hayk, MMHMHUCTEPCTBA HAYKHM M BBICLIETO
oOpazoBanus Poccuiickoit ®enepanuum (450054, ropon Yda, Ilpocnekr OkTs0ps,
71, nur. 1E; caiit opranu3auuu: http://ufaras.ru/). Coznanue quccepTarmoOHHOTO
COBETA YTBEP)KIEHO MPHUKa30M MUWHUCTEPCTBA HAYKW M BBHICIIErO OOpa30BaHUs
Poccuiickoii ®enepammun Ne 271/nk ot 13 HosOps 2018 roma (4acTWyHBIC
u3MmeHeHus ot 30 okTsa0ps 2020 roga Ne 661/uk, 03 uronst 2021 rona Ne 561/0k, 25
saBaps 2022 roga Ne 75/uk, 22 mapra 2022 roga Ne257/Hk).

TekcT quccepranuu pa3MelicH Ha caiiTe MHCTUTYTa OMOXUMHUH U TEHETUKA —
000CcO0JIEHHOTO CTPYKTYPHOro noapazaeicHuss deaepanbHoro rocy1apCTBEHHOTO
OFOIPKETHOTO HAy4YHOI0 YUPEKICHUS Y pumckoro (enepanbHOTrO
UCCIIE0BATENbCKOr0 1eHTpa Poccuiickoii akagemun Hayk 04 ¢espans 2022 r.
(http://ibg.anrb.tu/dissertaciya-savelevoj-olgi-nikolacvny/).

Conckarenn Casenbea Onbra Hukomaesna 30 urons 1994 rona posxxaeHus.



B 2017 romy couckarenb OKOHYWJI Marucrparypy OHOJIOTHYECKOro
¢paxynereTa GI'BOY BO «ballIkupckoro rocy1apCTBEHHOIO YHHBEPCUTETA» MO
Hanpaenenuto 06.04.01 buonorus (mpotokon Ne 3 ot 23 uronst 2017 roaa).

B mepuon moaroroBkm auccepranuu ¢ 01.10.2017 mo 30.09.2021 romet
couckarenb CasenbeBa Onbra HukosiacBHa oOydyanack B OYHOW aCMHPAHTYpPE
OI'BOY BO «bamikupcKkoro rocy1apCTBEHHOIO YHUBEPCUTETA» MO HANIPABIICHUIO
noaroroBku 06.06.01 buonornueckue Hayku (mporokon Nel ot 15 wmrons 2021),
HarnpaBieHHOCTh (mpoduiib) oOpazoBarenbHoil mporpammbl 03.02.07 - 'eHeTnka
(Ononormvyeckue Hayku). Jlumaom 00 OKOHYAHWM ACHUPAHTYPhl W CHpaBKa 00
oOyuenun Ne 58-21 or 02.09.2021, cBeacHHS O KaHAMAATCKAX 3K3aMEHAX [0
micuummuHe «cropust u punocodus Hayku (OMOIOrMUYECKUE HAYKK )» OT 24 Mas
2018 roma, xaHmmparckWii oSk3ameH 10 npeaMmery «HMHOCTpaHHBIA  SA3bIK
(anrmumiickuid )» ot 25 mas 2018 roaa, KaHAMAATCKHA SK3aMEH MO CNENUATLHOCTH
«03.02.07 - T'eneruka» ot 21 suBaps 2020 roga npuiararoTcs K JIMYHOMY JACITY.

C uronsa 2021 roma mo HACTOAMIES BPEMSI COMCKATEIb 3aHUMACT AOIKHOCTh
MJIQIIIETO HAYYHOTO COTPYIHUKA JIAOOpATOPHH MOJIEKYJISIPHOM FEHETHKH YEJIOBEKA
HHcTuTyTa OMOXUMUM U TEHETUKH - 000COOJICHHOTO CTPYKTYPHOTO MOAPA3ACICHUS
denepambHOr0  TOCYJAPCTBEHHOTO  OIOJUKETHOTO — HAYYHOTO  YUPEKACHUS
Ypumckoro (enepaabHOro MCCIEAOBATENBCKOrO LIeHTpa Poccuiickoi akagemun
HayK.

JlucceprauroHHass padoTa BBIOJIHEHA Ha KaeApe TEHETHKH |
(yHIamMeHTanTbHOM MeauuuHbl DeaepalbHOr0 roCyJapCTBEHHOTO OFOIKETHOTO
00pa30BaTENbHOIO  YUYPESKIACHUS  Bbicmiero  oOpasoBaHus  «bamkmpckmii
rOCYJJAPCTBEHHBI YHUBEPCUTET» COBMECTHO C Jlaboparopueil MONEKYISpHOR
IFCHETUKH 4enoBeka MHcTuTyTa OMOXMMHM M TEHETMKA — 000COOJIEHHOrO
CTPYKTYPHOTO MojapasacicHus DeaepabHOr0 TrOCyJapCTBEHHOIO OFOIYKETHOTO
HAy4YHOTr0 YUpeKaeHUs Y (PUMCKOro (eaepajbHOro UCCIEA0BATENBCKOIO HEHTPA

Hay4nblii pykoBoauTe b — JOKTOP OMOJIOTMYECKUX HAyK, AOUEHT KapyHac
Anekcanapa CranucnaBoBHa, OenepanbHOEe TOCYIAPCTBEHHOE —OFOIKETHOE

oOpa3oBaTeabHOEC  YUPEKACHHME  BhIciero  oOpaszoBaHus  “bamkupckuii



rOCY/IaPCTBEHHBIN YHUBEPCUTET, Onosiornueckuii (pakyapTeT, mpodeccop kapeapbl
TCHETUKH U (PYHIaMEHTAIBHON METULIUHBI.

O¢uuuaabHbIe ONMOHEHTHI:

IHyenuna Codbs HukonaeBHa, J0KTOpP OHMOJOIMYECKHX  HAYK,
PYKOBOAWTENb OTHAENAA MOJICKYJISPHO-TCHETUYECKUX W HAHOOMOJOTMYECKHUX
TEXHOJIOTH I HUIL denepanbHOro rOCYAapCTBEHHOIO OFOKETHOTO
00pa30BaTENbHOTO YUpeXKAcHUs Beicuiero oOpasoBanus «llepeiii  CaHKT-
[TerepOyprckuii rocy1apCTBEHHBIM METUIIMHCKUI YHUBEPCUTET UMEHU aKaJeMUKa
W.I1. ITasnosa» MuHucteperBa 3apaBooxpaneHus Poccuiickoit denepanuu.

I'moroB Anapeii CepreeBud, J10KTOp OMOJIOTHYECKUAX HAYK, PYKOBOAUTEID
OTAENla TEHOMHOM MeauuMHbl DeaepaibHOr0 TrOCYJAPCTBEHHOIO OHOIHKETHOTO
HAy4YHOrO yupexacHus «HaydyHO-HCCIIEN0BATENIbCKUA WHCTUTYT aKyIIEPCTBa,
TMHEKOJIOTUH U penpoaykTonorud umenu J[.O. Orray.

O¢uuuanbHbIe OMIMOHEHTHI JAJIM MOJIOKUTEIbHBIE OT3bIBBI HA TUCCEPTALUIO
(OT3bIBBI TPHJIATAKOTCS).

O¢uuuaneheiii onnoHeHT A.0.H. ['motoB Anapeit CepreeBud B CBOEM
NOJIO’KUTEIIBHOM OT3BIBE, OTMEUAsi HOBU3HY U MPAKTUUYECKYIO 3HAUMMOCTh paboTHhl,
BBICKA3aJl CICAYIOIIME 3aMeUanrs U BONpPockl: 1. UTO coMckarenb nmoapa3yMeBacTt
MOJA CMELIAHHOW JTHUYECKOHM MNPUHAMISKHOCTBIO? 2. [louemMy KOJIMYECTBO
BapUAHTOB I'€HOB, ACCOLMMPOBAHHBIX ¢ BA, Mpu MeTa-aHanM3e 0Ka3anock OOmbIIe,
4eM B OTAENbHBIX 3THUYeCkuX rpymmnax? 3. Kak oObsicHUTH (PakT TOro, 4Tto C
MHOTMMH TPU3HAKAMU aCCOLIMMPOBAHBI «YaCThIE», a HE peakue amnenu? 4. Ha
KAKOW 3THUYECKOHN rpynne ObUT MPOBEAEH AHAIM3 METWJIMPOBAHUS POMOTOPHBIX
obOnacreii reHoB? BrickazaHa pEKOMEHIAMS O BO3MOXKHOCTH MPOBEACHHS
CPAaBHUTENBHON OLEHKHA YacTOT aJUIeNiEil TE€HOB, MO KOTOPBIM OBUIA MOTYYEHBI
CTATUCTUYECKH 3HAYMMBbIC Pa3Nv4Ms, y ACTEH M B3POCIBbIX MAUMEHTOB C BA.
He3nauutenbHble 3aMedanus Kacanuch 0(OPMIICHHS OCHOBHOTO TEKCTA PaOOTHI.

Odunmaneueiii onnoneHt A.0.H. [Tuenuna Codbs HukonaeBHa B CBOEM
NOJIO’KUTEIIBHOM OT3bIBE OTMEYAET, YTO JaHHAs pad0oTa OAHA U3 NEPBBIX B CTPAHE

OIMKCBIBACT PA3JIMYHBIC MOACIIN HIKAJI TCHCTHYCCKOIO PUCKA pa3BUTHS ITOJMI'CHHBIX



3a0omeBannii, B 4acTHOCTH bBA, a pe3ynbrarbl MCCICIOBAHUS UMEIOT
TEOPETUUYECKYIO U NMPAKTUYECKYIO 3HAYMMOCTh. OTHOCHUTENBHO NPEACTABICHHON
pabotel [Tuemuuoii Codweil HukomaeBHOW Obl1 03ByYEH P  YTOUHSIOLIAX
BONPOCOB: 1. UTO M3BECTHO O MATTEPHE METWJIMPOBAHUS MCCIIEAOBAHHBIX TEHOB B
nepudepruueckoil KpoBM MO JHATEparypHeIM AaHHbIM? 2. Ilouemy He Obun
COIOCTABJIEH MAaTTEPH METWIMPOBAHUS TE€HOB MEXKIY TPYNIAMHA MAIMEHTOB C
YaCTUYHO M XOPOLIO KOHTPOJIMPYEMBIM TEYeHHEM 3a0oseBaHusi? ONMOHEHT
BbICKa3a] HEOONBIIME 3aMEUaHusi MO TOBOAY (QOPMYIMPOBKM HAa3BaHUS W
NOJIO’KEHUST AUCCEPTALMOHHON padoTHI.

B ombBax OQUUMAIBLHBIX OMIMOHEHTOB JAaHO 3aKIIFOYCHUE, 4YTO
nuccepranmonHas  padora CasenbeBoit  Onbru  HukomaeBHBI Ha  TeMy
«HccnmenoBanue MOJIEKYJIIPHO-TEHETUYECKUX OCHOB WHIVNBUAYyaJTbHOM
YYBCTBUTEIIBHOCTH K TEepanuu OPOHXMAIBHON acTMbD», SBISETCS 3aKOHUYEHHOMN
Hay4YHO-KBaJIM(PUKALIMOHHOW pabOoTOi, BBIMOTHEHHON MO PYKOBOACTBOM JTOKTOpa
Onojorunyeckux Hayk, aoueHnta Kapynac Anekcanapsl CTaHUCIaBOBHBI, B KOTOPOi
MPEACTABJICHO PEUICHUE KPYMHOH HAyyHOH MPOoOJEMBbI, WMEIOIICH BaXHOE
(yHIAMEHTATIBHOE M MPUKIAAHOE 3HAYCHUE B OOJACTH MEAWLIMHCKOW T€HETUKH.
JucceprauronHas padora CasenbeBoil Onbru HUKOMaeBHBI OTBEYAET KPUTEPUIM
. 9-11, 13-14 «IlonoxeHus 0 TPUCYKACHUM YUYEHBIX CTENEHEN), YTBEP)KACHHOTO
[TocranoBnennem npasutenbetBa PO ot 24.09.2013 Ne 842, npeapsaBisieMbIM K
JMCCEPTALMIM Ha COMCKAHUE CTENEHM TOKTOpa HayK, a ee aBTop Casenbesa Osbra
HukomaeBHa  3aCiy’)KMBAacT NPUCYKACHUS  YYEHOM  CTENEHWM  KaHAMAATa
OMOJIOTMYECKUX HAYK MO crienuanbHOCTH 1.5.7. 'eHeTnKa (OMOMOTHYECKUE HAYKH ).

Couckarene Casenbea O.H. mana mcyepnblBarOIIME OTBETHI HA BOMPOCHI
1n.0.H. I'moroBa Anapess Cepreesuda u 1.0.H. [Tyemmuoit Codbu HukonaeBHBI,
KOTOPBIE MOJIHOCTBIO YIOBIETBOPHIIM OMMOHEHTOB. Ha Bompockl onnoHeHTa 1.0.H.
I'moroa A.C. CaBenbeBa O.H. yka3zama Ha To, uto: 1. B BBIOOPKY WHIMBHIOB
CMEIIAHHOW 3THIYECKOW MPUHAAIEKHOCTH ObUIHA BKJIFOUEHBI OOJIbHBIE H 3[10POBBIC
WHIUBUABI, UMEIOIIME PA3TUYHOE MPOMCXOKICHUE CO CTOPOHBI OTLHA W MAaTEpH

pYCCKOe, TaTapckoe Wit Oalikupekoe. 2. BhisBICHUE MPU MeTa-aHAU3e OO0JIbIIETO



YKCIIa TEHOB, aCCOLMMPOBAHHBIX C Pa3BUTHEM BA, ueMm NpH aHaIM3e OTACIBHBIX
ATHUYECKUX TPYMI, CBA3AHO C YBEIMYEHUEM OOMIEro 00beMa BBIOOPKH M TAKUM
00pa3oM ypOBHSI CTAaTHCTUYECKOW MOIIHOCTH, & TAKXE C TEM, YTO MO JIOKyCam,
KOTOPBIC MOKA3AJTM aCCOLMALMIO TOJBKO MPH META-AHATM3E MPH WX UCCIEA0BAHUT
B OTACIBHBIX STHUYECKHMX TPYMIAxX ObLIM BBISIBICHBI TCHACHUMW K aCCOLUALNH
OJIHUX M TEX KE AJUIENCH, CBUACTEILCTBYIOMME 00 OTHOHANPABICHHOCTH 3 (h(eKTa,
KOTOPBIC TP CIOKEHUM BBIOOPOK B CyMME MOKA3ald YPOBEHb CTATHCTUYECKOMN
3HAUMMOCTH. 3. B TaHHOM MCClIe10BaHUM C PUCKOM pa3BUTH BA acconmrpoBaHbI
KAK YacThle, TaK W PEAKHE AJUICIBHBIE BAapUAHTBI T'€HOB, YTO COOTBETCTBYET
PA3IMYHBIM MOJEIISIM PA3BUTUsT MHOTO(AKTOPHBIX 3a00JCBAaHUH, B TOM YHCIIE
“common disease, common variant”. Acconuanys 4acToro amieis ¢ PUCKOM
pa3BuTHs BA MoOxeT ObITh CBfi3aHA C TEM, YTO KOIJA-TO HOCUTENM YacThIX
BapUAHTOB ObUIH 0O0JIEEC SBOJFOLMOHHO MPUCIIOCOOICHBI K CPEIOBBIM (PaKTOpaM, HO
OJTHOBPEMEHHO MPEAPACIONOKEHBl K PA3BUTHIO AJNIEPrUYECKUX 3a00JICBaHUA, B
YaCTHOCTH bBA, WM TOPOM30LII0 YBETMYECHUE PACHPOCTPAHCHUS YHUCIIA JAHHBIX
JIIENe pucKa B NOMyJisiuun. 4. AHAIIM3 METUITMPOBAHMS ITPOBEACH HA STHUYECKON
IPYIIIE PYCCKUX M TaTap.

Couckarens CaBenbeBa O.H. Takke moapoOHO OTBETHIAa HA BOMPOCHI,
npemnoxeHnble [Tuennoi Codreil HukonaeBHoil ormeTus, uto: 1. OcHOBHas
4acTh padoT, MOCBSIICHHBIX U3YYCHHIO MATTEPHA METUIIMPOBAHKS JAHHBIX TEHOB Y
OonbHBIX BA mpoBeneHa € MCHOONB30BAHUEM KJIETOK OYKKAIBHOIO 3MUTEIUS W
AMUTENMATBHBIX KIIETOK JBIXaTEJIbHbIX MYTEH, MO3TOMY JaHHbIE paboTel Oosee
NOAPOOHO  OTPAKEHBI MNpPU  OOCYKIEHWHM TOJYYEHHBIX pe3ynbraroB. [lo
JUTEPATYPHBIM JaHHbIM Tu(depeHunanbHoe MeTmmpoBanne CpG caliTOB reHOB
GLCCII, HRHI, AOCI B KpOBH acCOLMPOBAHO C PAa3BUTHEM MHOTIO(AKTOPHBIX
3a00JICBaHUi, KYPEHHMEM W BO3JICHCTBUEM BHEHIIHUX (AKTOPOB (HAMPUMED,
3arpsi3HEHUEM  Bo3ayxa). 2. CpaBHEHHE TMaTTepHA METUJIMPOBAHMS MEXKITY
IPYNIIAMHA  TAlMEHTOB € YaCTUYHO M XOPOLIO-KOHTPOJMPYEMBIM TECYCHHEM

3a00JicBaHMs. HaMH OBLIO INPOBCACHO, HO CTATUCTHUYCCKH 3HAYUMbIX paannqnﬁ



BBISIBJICHO HE OBLTO, TO3TOMY AAHHBIE PE3YJBTATHI HE ObLIIM BKIFOUYEHBI B OCHOBHOM
TEKCT PadOTHI.

Beaymasi opranmsanusi — @eaepajbHOe INOCYIapCTBEHHOE aBTOHOMHOE
00pa30BaTeNbHOE  YUPEXKICHUE  BbICHIEro  oOpazoBaHust  «benropoackuii
FOCYIapPCTBEHHBIM HAMOHAIBHBINA HCCIIENOBATEIILCKAN YHUBEPCUTET» B CBOEM
NOJIO’KUTENIBHOM  3aKITFOUEHUH, TOANUCAHHOM 3aBEIYIOIMM Kapeapod MEauKo-
OMOJIOTMYECKUX AMCHUIIIMH DeAacpalbHOr0 TOCYJAPCTBEHHOTO AaBTOHOMHOIO
00pa30BaTENbHOTO  YUPEXKACHUS  BbICIIErO0  oOpasoBaHus  «benropoackuii
FOCYTapPCTBEHHBIM HAIMOHAIBHBIN MCCIIENOBATEILCKUN YHUBEPCUTETY, JOKTOPOM
MEIULUHCKUX Hayk, npodeccopom UYypHocoBeiM Muxaunom HBaHoBHYEM, W
YTBEPKJACHHOM KaHAUAATOM (PU3UKO-MATEMATUUYECKUX HAyK, MPOPEKTOPOM TO
Hayke W WHHOBaLWAM  DenepaJibHOrO  TOCYIapCTBEHHOI'O  aBTOHOMHOIO
00pa30BaTEIbHOTO  YUPEXKACHUS  BbICIIErO  oOpasoBaHus  «benropoackuii
rOCYIapCTBEHHBIN HAIIMOHAJILHBIN MCCIIEI0OBATEIBbCKUAN VHUBEPCUTET»
PennukoBeiMm  Hukonmaem  MBaHoBHYEM, yKasaia, YTO  PE3YJIbTaTHI
JUCCEPTALIMOHHOTO MCCIIEIOBAHMS CYIIECTBEHHO JOTMOJIHSIOT OMYOJIMKOBAHHBIE
paHee TaHHBIE O TEHETHYECKON MPEAPACTIONOKEHHOCTH K BA M 4yBCTBUTEIBEHOCTH
NAUEHTOB ¢ BA K J1€UEHUI0, UMEIOT OONBIIYIO HAYYHO-MPAKTHYECKYIO LIEHHOCTh B
001acTH TEHETUKH W MEIULMHBL, MOTYT OBITh PEKOMEHIOBAHBI IS BKJIFOUCHUS B
00pa30BaTeIbHBIC MPOrPAMMBI MPU MOATOTOBKE CHELMATUCTOB B 00JIACTH TEHETUKH
YEJI0BEeKa, MEIULIMHCKON NEHETUKN U IPYTUX MEAULIMHCKUX CIIELHATIBHOCTEMN.

B or3piBe Beaymiel opraHM3anu  MOAPOOHO TMPOAHATU3UPOBAHBI BCE
aCreKThl padoThI, BBICKA3aHbI CIAECAYIOLIME 3aMEYaHUsl U BOMPOCHl YTOUHSIFOLIETO
XapakTepa: 2) YYMTHIBAIUCh JIA TPUA W3YYCHUM acCoUMaluid Kakue-ImOo
KOBapuarhbl? 3) Kakue KPUTEPUHM MCMOIB30BAMCH MPU OTOOPE NOAMMOPQPHBIX
JIOKYCOB JUIsl HACTOSIILIETO UCCIEA0BAHMSA?

Ha 3ameuanust ¥ BONIPOCHL, 3aJaHHBIC BEAYIIECH opraHusamnueii, CaBenbeBa
O.H. rmy00K0, BCECTOPOHHE W MCYEPIBIBAKOLLE Aaja OTBETHI, KOTOPBIE OTPAKEHBI B
creHorpamme 3acenanus. Oreedas Ha Bonpockl CaeenbeBa O.H. otmeTruna, 4To B

JaHHOM PabOTe BBLIMOJHEH AHAJIU3 ACCOLMAIMI HCCAEAOBAHHBIX MOJIMMOPHHBIX



JIOKYCOB T'€HOB C PUCKOM pa3BUTUs BA, ¢ BO3pacTOM MaHU(ECTALUH, THKECTHIO U
YPOBHEM KOHTPOJS TeueHUs 3a00JCBaHMs, A TaAKXKE TMPOBEACH aHAU3
BapHaAOEIBHOCTH KOJMYECTBEHHBIX MOKa3areyci (YHKIMHA BHELIHETO JbIXaHHS W
YPOBHs1 001IEr0o UMMYHOI00yuHa E B 3aBUCMMOCTH OT F€HOTHIIOB MOJUMOP(HBIX
JIOKYCOB B I'PYIITax WHAWBHOB PYCCKOM, TaTapCKOi M OAlIKUPCKON STHUYECKOMH
NPUHAIIEKHOCTH, JOMOJHUTEIBHBIE KOBAPHATHL HE YYMTHIBAIMCH. OTBeuas Ha
Tpethii Bompoc Beayuied opranusaumm  CasenbeBa O.H. ykazama, d4ro
NOMUMOP(HBIC JIOKYCHI JUIsl MCCICIOBAHMs BBIOPAHBI HA OCHOBAaHMH JAHHBIX O
naToreHe3e 3a00N€BaHUs M YYaCTHH OCIKOBBIX MPOAYKTOB T'€HOB B META0OIHM3ME
NPEnaparoB, HCMOIB3YEMBIX I Tepanuu bA, HX GyHKIHOHAIbHOH 3HAYUMOCTH, a
TaK)KE HA OCHOBAHWHU JAHHBIX MOJHOTEHOMHBIX MCCIIEA0BAHUI OTBETA HA TEPAIUIO
BA ¥ 4acToThl BCTPEYAEMOCTH NOAMMOP(QHBIX BAPUAHTOB B PA3JMYHBIX
MOMYJISALHUSAX.

B 3akmoueHuMM  OT3bIBA BEAYLICH OpraHuM3alvv  OTMEYAaeTCs, 4TO
nuccepranmonHas  padora CapenbeBoit  Onbru  HukomaeBHBI Ha  TeMy
«HccnenoBanue MOJIEKYJIIPHO-TEHETUYECKUX OCHOB VHIMBU Ty aJIbHOM
YYBCTBUTEIIBHOCTH K Tepanuud OpOHXMAbHOW acTMbl», MNPEACTABICHHAS Ha
COMCKAHWE YYEHOH CTEMEHM KaHauaaTa OMOJOrMYECKUX HAYK MO CIECHUATBHOCTH
1.5.7. 'enernka (OMONOrMYECKAE HAYKH ) COOTBETCTBYET TpeOoBaHusM 1. 9-11, 13-
14, ycranoBneHHbIM «I10710’)KEHHEM O MOPAAKE NPUCYKICHUSI YUEHBIX CTEIIEHENY,
VTBEPXKACHHBIM MocTaHoBJIieHHeM [IpaBurenscrea Poccuiickoit denepanuu Ot
24.09.2013 1. Ne 842, a ee aBrop CasenpeBa Onbra HukomaeBHa 3aciy>KMBAET
NPUCY>KACHUS  YYEHOW  CcTenmeHM 1o cneumanbHocTd  1.5.7.  T'eHermka
(Ononorndyeckue Hayku) (OT3bIB mpuiaraercs). OT3bIB BEAYUICH OpraHu3anuu
3aciylIaH U 0J100peH Ha 3aceaHuM Kadeapbl METUKO-OUOIOTMYECKUX UCIIUTUIAH
denepabHOr0 roCyAAPCTBEHHOIO aBTOHOMHOTO 00pa30BaTEIbHOIO YUPEKACHHS
BbIcIIEro  00pazoBaHusi «beNropoAcKkWii  TOCYJapCTBEHHBIM  HAMOHATBHbIiA
MCCIEN0BATENBCKANA YHUBEPCUTETY, MPOTOKON Ne 13 ot 14 mapra 2022 ropa.

Couckarens umeer 31 onyOJIIMKOBAHHYIO HAYYHYIO paboTy MO pe3yapTaTam

JMCCEPTALMU, M3 KOTOPbIX 9 CTareid B PELEH3UPYEMBIX HAYUYHBIX W3JAHUSX,









1. OT3bIB  TOKTOpPa MEAMIMHCKHX HAYK, 3aMECTHUTEN AMPEKTOpA IO
Hay4yHOH pabotre DeaepasbHOr0 TroCYJapCTBEHHOrO OFOKETHOrO HAy4HOIO
yapexxaeHus «MeIMKO-reHETUYECKUI Hay4yHbIil LEeHTp uMeHHn akaaemuka H. I
Boukosay MkeBckoii Bepbl JIconrnoBHBI. OT3BIB NONOKUTENBHBIHN, 0€3 3aMEYaHWiA.

2. OT3bIB JOKTOpa MEIWLMHCKMX HayK, Mpodeccopa, 3aMeCTUTEINs
JUPEKTOpPAa MO HAYYHO-KIIMHUYECKOH paboTe DenepaibHOro rocyaapcTBEHHOTO
OFOPKETHOTO HAYYHOTO YUPEKICHUS «MEOUKO-TEHETUUYECKUA HAy4YHBIA LEHTP
umenn akaaemuka H.IL bBoukoBa» 3uHueHKO Penbl AOynb(a3zoBHbBL OT3bIB
MTOJIOKATELHBIN, O€3 3aMecUaHni.

3. OT3pIB  KaHauJaTa MEIUMLUMHCKUX HAyK, CTapLIEr0 HAYYHOrO
COTPYAHHMKA OTIENA SKOJOTUYECKOH M MEAMIIMHCKONH OMOXMUMUH, OMOTEXHOJIOTHH
Huctutyra Omonmornyeckux mnpoldsieM KpUOIUTO30HB CHUOMPCKOTO OTACICHHS
Poccuiickoii akamemunm Hayk — 000coOneHHOro moapasaeicHus denepanbHOro
rOCYJIaPCTBEHHOTO OFOIYKETHOTO YUPEKACHUS HAYKU «SIKYTCKMIA HAayYHBIA LEHTP
Cubupckoro otaenenus Poccuiickoii akagemuun Hayk» ConoBbeBOi Haranmen
AnexkceeBHbl. OT3BIB MOJIOXKUTENBHEIN, 0€3 3aMEUaHMiA.

Bo Bcex or3biBax Ha aBTopedepar ormevaetcs, 4ro padora CaBelbeBOH
Onbru HukonaeBHbI SBASETCS 3aKOHYEHHBIM HAyYHO-KBATA(PUKALIMOHHBIM TPYAOM,
BBINIOJIHEHHBIM € MCIOJIB30BAHUEM COBPEMEHHBIX METOJOB  MOJIEKYJISPHO-
TEHETUYECKOT0 ¥ OMOMH(OPMATHYECKOr0 aHalu3a, WMCEKOIIAM  BBICOKYIO
AKTYQJIBHOCTh M HAYYHO-IIPAKTUYECKYIO 3HAUUMOCTh. OTMEUEHO, YTO IUCCEPTALMS
BBIMOJIHEHA B TMOJHOM OOBEME HA JOCTATOYHOM HAYYHOM YPOBHE, BBIBOJIBI
JMCCEPTALMU JOCTOBEPHBI M MIOJTHOCTHIO OTPAKAIOT OCTABJICHHBIE 3a1a4i. Bo Beex
OT3BIBAX YKA3aHO, YTO JUCCEPTALMOHHAs paboTa OTBEUaeT Kpurepusm 1. 9-11, 13-
14 «llonoxkeHWst O TPUCY)KIECHUM YYEHBIX CTENEHEW», YTBEPIKACHHOIO
[TocranopneHnem mnpaputenbcTtBa PO ot 24.09.2013 Ne 842 npeabsBiasieMbIM K
JMCCEPTALMIM Ha COMCKAHUE CTENEHU TOKTOpa HayK, a ee aBTop Casenbesa Onbra
HukomaeBHa  3aCiy’)KMBAacT MNPUCY)KACHUS  YYCHOW  CTENEHM  KaHAMAATa
OMOJIOTMYECKUX HAYK MO cenuaibHOCTH 1.5.7. I'eHeTnKa (OMOMOTHYECKUE HAYKH ).

Bb160p onnmoHeHTOB 000CHOBBIBAETCS CJICAYIOIIHM:



I'moroB Amnapeii CepreeBu4 — JOKTOp OHOJOIMYECKMX  HAyK
(cnenmanbHOCTh 03.02.07 — reHeTHKa), pyKOBOUTEND OT/I€]Ia TCHOMHOM MEANITUHBI
denepabHOr0 TOCYIapCTBEHHOIO OFOIPKETHOTO HAYYHOrO yupekaeHus "HayuHo-
MCCIENOBATENBCKAA MHCTUTYT AaKyIIEPCTBA, TMHEKOJOTMM W PEMPOAYKTOIOTUU
umenn J1.0. Otra", sABAsSETCS BBICOKOKBAUTM(PHIUPOBAHHBIM CIECHUAIMCTOM B
o0nacT  MEOUIMHCKOM TEHETHKH, TPUMEHEHHUsS TEXHOJIOIMH  MAacCOBOTO
NapauIeIbHOr0 CEKBEHUPOBAHUS, UMEET MHOTOUMCIICHHBIE HAYYHBIE TyOIMKALIH,
MPEACTABIISIOLINE PE3yJIbTATHI UCCIIEIOBAHUM HACJIEICTBEHHBIX 17}
MHOTO(aKTOPHBIX 3a00ICBaHUIA.

IHyeauna Copbsi HukonaeBHa — J0KTOp OHONOTMYECKMX HAYK
(cnenmanbHocTh 03.02.07 — reHETHKa), PYKOBOJAUTENb OTHAEIA MOJIEKYJISPHO-
FCHETUYECKUX W HaHoOWojormdyeckux TexHonoruid HUI[ DenepanbHOro
rOCYJIaPCTBEHHOI0  OFOJIPKETHOTO  00pa30BaTEIBHOIO  YUPESIKACHHMS  BBICIIETO
oOpazoBanus «Ilepebiii CaHkT-IleTepOyprekuii rocyaapCTBEHHBI MeAUIIMHCKAN
VHUBEpcUTET UMeHH akanemuka M.I1. I1aBioBay MuHUCTEPCTBA 3APaBOOXPAHEHH
Poccuiickoii @enepatiyiu, sBISIETCS BBICOKOKBAJIM (PUIIMPOBAHHBIM CHELUATMCTOM B
00JaCT  TEHETHMKM  MHOrO(akTOpHbIX  3a00Jj€BaHWM, UYTO  MOpEanoJaract
BO3MOKHOCTh BCECTOPOHHETO aHAIN3a OMIIOHUPYEMO padoThI.

ONnoHEHTHl UMEKT COOTBETCTBYOINUE MYyOIUKALMK B )KypHaiax u3 [lepeuns
BAK w pmamm cBoe coryiacue OBITh ONIIOHEHTAMHM AUCCEPTALMOHHOW PpaboThI
CasenbeBoit Onbru HukonaeBHbL

Bei6op Beayuieii opranusanun 000CHOBBIBAETCS TeM, 4TO B DeepaibHOM
rOCyJapCTBEHHOM  ABTOHOMHOM  OOpa3oBATEIbHOM — YUPEKICHUM  BBICHIETO
o0pa3oBaHus «benropoackuii roCyIapCTBEHHBIN HaMOHAILHBIN
WCCIENOBATENBCKAA  YHUBEPCUTET»  BEAYTCS MCCIECIOBAaHUSA, CBSI3aHHBIE C
U3YYCHUEM  MOJICKYJSIPHO-TEHETHYECKAX  OCHOB  MYJIbTU(DAKTOPHUATBHBIX
3a0oneBannii yenopeka. COTPYIHUKHA YHHUBEPCUTETA MYONMKYIOT CBOM PalOTHI B

BEAYLINX POCCUICKUX W 3apyOCIKHBIX HAYUHBIX YKy PHAIAX.



J{MCCepTALMOHHBII COBET 0TMEYAeT, YTO HA OCHOBAHHH BbINOJHEHHBIX
COHCKATEJIeM HCCIeJOBAHUM:

pa3paldoTaHa COBPEMEHHAs HAy4YHAs KOHLEMUUS M3YYCHUS MOJIECKYJISIPHO-
IFEHETUYECKUX OCHOB WMHJAMBUAYAJBbHOM UYYBCTBUTEIBHOCTM K Tepanua BA ¢
WCIOJB30BAHUEM PA3TMYHBIX MMOAXOJ0B. ACCOUMATHBHBIA aHAJIN3 MOTMMOPQPHBIX
JOKYCOB T€HOB, YYaCTBYWOIIMX B MeTaOOIM3ME MPOTHBOACTMATHYECKHAX
NPenaparoB W/ WA aCCOUMUPOBAHHBIX € 3PPEKTUBHOCTHIO JicueHHst BA 1o naHHBIM
GWAS, ¢ pucKkOM pa3BUTHS U TSHKECTHIO TeUeHUs BA, aHAM3 METWIMPOBAHHS
MPOMOTOPHBIX oOnacteit renoB HRHI, HRH2, AOCI, ARG2, GLCCII y 60abHBIX
BA ¥ KOHTPOJNBHOW TPYIIBI WHAWBUAOB, NMOJMICHHAS OLEHKA PUCKA Pa3BUTHS,
Hayala BA B JETCKOM BO3pacTe M TSHKENOrNO0 TEUYEHWS 3a00JEBaHUS €
MCIOJB30BAHUEM NOJUMOP(QHBIX BAPUAHTOB FE€HOB, YYaCTBYIOIUX B META00IN3ME
NPOTUBOACTMATUYECKUX MPEMAPATOB /UM aCCOLMUPOBAHHBIX C 3(P(PEKTUBHOCTHIO
neyenus bBA mo nanaeim GWAS.

NPeNJIOKEeHbI MOJICKYJIIPHBIE MAapKEPbl PUCKA Pa3BUTHs U TeuyeHUs DA,
BKJTFOUYAIOLIUE AJIJIENIA U TEHOTHIIBI TOTMMOP(HBIX BAPUAHTOB I'€HOB, YYACTBYFOIIUAX
B MeTabO0JIM3ME MPOTUBOACTMATUYECKUX MPENAparoB W/WIM aCCOLMHPOBAHHBIX C
3 dexTuBHOCTEIO JieueHus BA no manHbiM GWAS, Mo€Iu MOJUIEHHOrO PUCKa
pasBuTus, HaYasla BA B IETCKOM BO3pacTe M TSHKENOro TeueHus bA uisi iHIUBUAOB
u3 PecnyOnuku BamikoprocraH;

AOKA3aHO, YTO AJUIETN U TEHOTHIBI MOJMMOP(HBIX JIOKYCOB reHOB FBXL7,
CRHRI, ARG2, SPATS2L, SLC74A2 n AOC] accoumupoBaHbl C PUCKOM Pa3BUTHS
BA y pycckux; reHoB FBXL7, ARGI, THRB v HRHI — ¢ puckom pa3Butust bA y
tarap, reHoB CRHRI, SPATS2L, CMTRI w TBXT — ¢ puckom pasButusi BA y
OalllKup, ajieIbHbIE BapuaHThl TeéHa ARGZ2 acCOUMUPOBAHBI C TSOKEIIBIM U
CpeIHETSDKENBIM TeueHUueEM bA y pycckux, reHoB FBXL7, ARGI v HRHI —y Tarap,
reHoB HNMT, ALDH7Al — y Gawmkup, manugecrauns BA B aeTckom Bo3pacrte
aCCOLMMPOBAHA C AJUIEJISIMU U TEHOTHITAMA OJMMOP(QHBIX BApUaHTOB reHoB AOC]
u ARG2 y pycckux; rena GLCCII —y tarap, reaoB CMTRI, HNMT v ADCYAPI —
y Oawkup; nomuMopdHeie BapuaHtsl reHoB FBXL.7, CMTRI, CRHRI, SPATS2L,



SLC742, HRHI v HRH3 accouuupoBanbl ¢ puckoMm passutus bA; reHoB FBXL7,
CMTRI v HRH3 — ¢ manugecraumeii bA B nerckom Bo3pacrte;, reHoB CRHRI,
HNMT v HRHI — ¢ TSOXKENBIM U CPEIHETSHKEIIBIM TEUCHHEM BA y WHIMBHIOB
Pa3NIMYHON 3THUYECKON MPUHAMICKHOCTH IO JAHHBIM META-aHAIM3a; JTOKa3aHbI
CTATUCTUYECKH 3HAYUMBIC PA3IU4Usl YPOBHEM METWIMPOBAHUSA IPOMOTOPHBIX
obnacreit renoB HRHI, AOCI w GLCCII mexnay 00nbHBIMA BA W KOHTPOJIBHOH
rpynnoit uHAuBHI0B U3 PecnyOnmku banikoprocrax;

BBEJICHbI CBEICHUS O MONYJISMOHHBIX YaCTOTaX MOJMMOP(HBIX BAPHAHTOB
TCHOB, YYaCTBYIOIUX B META0OIM3ME MPOTUBOACTMATUYECKUX MPEMAPATOB W/WIH
aCCOLMMPOBAHHBIX € J3PPEKTUBHOCTHEO JieueHUs BbA mo nmanHeiMm GWAS, y
WHIVBUAOB PYCCKOW, TATAPCKON M OAIKUPCKON 3THHYECKOM MPUHAICKHOCTH U3
PecnyOmvikm bamkoprocrtas.

Teopernyeckasi 3HAYUMOCTb HCCJIEIOBAHHS 000CHOBAHA TEM, YTO:

AOKA3aHbI TOJIOKEHUS O CYLIECTBEHHOM POJIM T€HOB, YYACTBYIOIIHAX B
MeTaboIM3Me MPOTUBOACTMATUYECKUX MNPEMAparoB W/WIM ACCOLMHPOBAHHBIX C
3 dexTuBHOCTEHIO IeueHUs1 BA mo nanabiM GWAS, B pazBuTuu U Te4eHUU bA, 4T0
pacvpseT TPEACTABICHUS O TEHETUYECKMX W JMUTCHETHYECKHX MEXaHU3Max
(¢opmupoBanusi bA W MHAMBHIYaTbHOW YYBCTBHUTEIBHOCTH NAUMEHTOB ¢ BA K
JICYECHHUIO,

NPUMEHHUTEJIBHO K npodjeMaTHKe JHCCEPTALHH  Pe3yJIbTATHBHO
HCIO0JIb30BaH KOMILIIEKC COBPEMEHHBIX MOJIEKYJISPHO-TEHETUYECKHUX,
CTATUCTUYECKUX U OMOMH(POPMATHUECKUX METOJIOB AHAIM3A;, PE3YJIbTAThl PAOOTHI,
oOnajarone BBICOKOW HAyYHOW HOBM3HOH M NPAKTHYECKOH 3HAYMMOCTBIO,
NO3BOJISAIOT Ty0:Ke MOHATh MEXAHU3MBI U MOJIEKYJISIPHBIE OCHOBBI MaroreHe3a bA
¥ (pOpMUPOBAHKS MHAWBHYATbHOM YyBCTBUTEILHOCTH OOJIBHBIX BA K Tepanuu, a
TaK)Xe MACHTU(UIUPOBATh BAKHBIC MOJIEKYJSPHO-TCHETUUECKUE MAPKEPhl PUCKA
Pa3BUTHSL JTAHHOrO 3a00JeBaHMsS Uil WHIMBUAOB PA3IM4YHONH 3THHYECKON
NPUHAJICKHOCTH, TPOKABAOIIKX B PecniyOnuke bamkoprocras;

H3JI0KE€Hbl  DPE3yJIbTAThl,  MOATBEP)KJAOIIME  3HAYMMOCTH  psaa

HUCCIICAOBAHHBIX HOJ'II/IMOp(i)HBIX JIOKYCOB I'CHOB, y4YaCTBYIOIIHUX B MeTa0oIu3Me



NPOTUBOACTMATUYECKUX MTPEMAPATOB /AT aCCOLMUPOBAHHBIX C 3(P(PEKTUBHOCTHIO
neyenus bA o nanaeiMm GWAS, B pa3BUTUU U TSKECTH TeUEHUS BA y MHIMBHIOB
PYCCKOM, TaTapcKoi 1 OAIKUPCKONH STHUYECKON MPUHAIJIEKHOCTH

PACKPBITHI ACCOLMALMN AJUIENICH M TEHOTHINOB NOJUMOP(HBIX JIOKYCOB
ICHOB, YYACTBYIOIIUX B META0OIM3ME MPOTUBOACTMATUYECKUX MPEMAPaTOB W/WIH
aCCOLMUPOBAHHBIX ¢ 3PPEKTUBHOCTHIO JieueHUst BA 1o nanaeiMm GWAS, ¢ puckom
pa3BUTHS W TSDKECTBIO TeYeHUss BA y WHIMBHIOB Pa3NMYHONA HTHUYECKOM
NPUHAUICKHOCTH. MapkepaMH MOBBIIIEHHOTO PHUCKA Pa3BUTHs 3a00JICBAHUS Y
PYCCKUX SIBIIIFOTCS a/UIeNIbHBIC BapuaHThl TeHOB FBXL7, CRHRI, ARG2, SPATS2L,
SLC742w AOCI; y tarap — renoB FBXL7, ARG1, THRBw HRH1, y Gamikup - reHOB
CRHRI, SPATS2L, CMTRI v TBXT. MapkepaMu MOBBILIEHHOIO PUCKA TSHKEIOTO U
CPEIHETSDKENOr0 TeYeHUsT BA SBISAIOTCS aUICNbHBIE BapuaHTel TeHa ARGZ y
pycckux, reHoB FBXL7, ARGI w HRHI — y tarap, renoB HNMT, ALDH7AI —y
Oawwkup. AsuienbHble BapuaHThl TeHOB AOCT 1 ARG2 SBISIFOTCSI MAPKEPAMHU PUCKA
paseutusi BA y pycckux, rena GLCCII — y Ttarap, renoB CMTRI, HNMT wn
ADCYAPI — y Oawkup. CTaTHCTHYECKM 3HAUAMBIC pa3iduusi B YPOBHE
METUJIMPOBAHUS MPOMOTOPHBIX obOnacteid reHoB HRHI, AOCI, GLCCII
OOHapy>KeHbI MEKy OONbHBIMH BA ¥ MHIMBHAIAMU TPYIIBI KOHTPOJIS,

HU3y4eHo 38 MoJMMOP(PHBIX JTOKYCOB T€HOB, YYACTBYIOIIMUX B META00IM3ME
NPOTUBOACTMATUYECKUX MTPEMAPATOB /AT aCCOLMUPOBAHHBIX € 3(P(PEKTUBHOCTHIO
neueHuss bBA no ganaeiM GWAS, y OoimbHbIX BA M MHIMBHIOB KOHTPOJBHOMH
rpynnbl 13 PecnyOnukm  bamkoprocraH; NPOBEIEH AaCCOLMATHBHBINA aHAIN3
W3YYECHHBIX MOTUMOP(PHBIX JJOKYCOB ¢ PUCKOM pa3BUTHUs 3a00JICBaHUS B rpynnax
PYCCKOM, TaTapckoil M OAKUPCKOW ATHUYECKOH NPUHAMJICKHOCTH, a TaKXKE C
Pa3BUTHEM PA3JIMYHBIX KIMHHUYECKAX (POpPM TeueHWs 3a00J€BaHUs, MCCIEAOBAH
YPOBEHb METWJIMPOBAHUS MPOMOTOPHO#N oOnactu reHoB AOCI, HRHI, HRH?2,
GLCCII n ARG2 y OonbHbIX BA W WHAMBHIOB KOHTPOJIBHOW TIpYyMNBl M3
PecnyOnuku banikoprocTtaH; mpoBeAcHa MOJMTEHHAS OLICHKA PUCKa Pa3BUTUS BA,
Haudaja BA B IETCKOM BO3pacTe M TSHKEIOTO TeUeHUs BA ¢ ucnoap30oBanueM 26-Tu

nOMUMOPQHBIX ~ BApUAHTOB  TIEHOB,  YYaCTBYWOIOMX B METadONM3Me



NPOTUBOACTMATUYECKUX MPEMAPATOB W/ WM aCCOLMUPOBAHHBIX C 3()(HEKTUBHOCTHIO
neueHnss bA mo paHHeiM GWAS, y MHAMBUAOB KOHTPOJBHOM TPYIIBI W3
PecnyOnmkn Banikoprocras;

NpOBeIeHA MOJCPHM3AIMS  MPOTOKOJIOB  MOJEKYJISIPHO-T€HETUYECKIX
UCCIICIOBAHNM, a WMEHHO TNOA00paHbl OJMTOHYKJICOTHAHBIE MpaiiMeEpbl W
pa3paboTaHbl ONTUMU3MPOBAHHBIE YCIIOBHS Ul AHAIM3a METUIMPOBAHHUS T'€HOB
AOCI, HRHI, HRH2, GLCCII, ARG2, KoTOpble MOTrYT OBITh HMCHOJIb30BaHBI
HAy4YHO-UCCIIECI0BATECIIbCKUMHU nabopaTopusiMu npu BBINOJIHCHAN
UCCIIE0BATENBCKUX pa00T aHAIOTMYHON HAMPABIEHHOCTH.

3HavYeHHe MOJYYEHHBIX COMCKATEIEM pPe3y/ibTAaTOB HMCCJIACI0BAHHS IJIsI
NPAKTHKH NOATBEPKAACTCS TEM, UYTO:

pa3padboTaHbl HOBBIE MOAXOMbI IJII OLUEHKA PUCKA WM TSHKECTH TECUCHUS
pazBuTHs BA ¢ MCNoMb30BaHMEM MOMMMOPQHBIX BAPHAHTOB I€HOB, YYACTBYOIIUAX
B METa0O0JIM3ME MPOTUBOACTMATUYECKUX MPENAparoB W/WIM aCCOLMMPOBAHHBIX C
3(pdexkTrBHOCTBIO NeueHust BA no nanHeiM GWAS;

onpene/ieHa NMEPCIEKTUBHOCTh UCMOIb30BAHUS PE3YIBTATOB UCCIICIOBAHHUS
U JATbHEHIIEr0 U3y4EHUsT MOJIEKYISPHO-TEHETHYECKUX MEXAHU3MOB Pa3BUTHS
BA w vHIuBMAyanbHONH YYBCTBHUTEIBHOCTH K JICUEHUIO JAHHOTO 3a00JIEBAHUS C
LENbI0 Pa3padOTKA HAa WX OCHOBE HOBBIX MOAXOJOB PAHHEH JMArHOCTHKH,
NPOrHO3WPOBAHMS TeUEHUS OOJIC3HH U NEPCOHATTU3ALMY JICUEHHS OOJIbHBIX BA

CO3JaH KOMIUIEKCHBII TOAXOJ K HM3YyYECHUIO MOJEKYJISPHO-T€HETUYECKUX
OCHOB narorene3a bA W MHIMBUAYAIBHON YyYBCTBUTEIBHOCTH K JICYEHUIO JAHHOTO
3a0oneBaHusl, Oa3UPYIOMIMICS HA OCHOBE [MPOBEACHHOIO  HWCCICIOBAHUS,
NOJTYYEHHBIE PE3YBTATHI MOTYT OBITH MCIIOJIB30BAHBI P YTEHUH CHELKYPCOB IO
MEIULUHCKOW TEHETHKE Ha OWOJIOTMYECKHMX (PaKylnbTeTaX YHHBEPCUTETOB,
MeIMUMHCKMX BY30B, Ha Kypcax MOBBIIICHHUS KBATM(UKALMKA MEAMIIMHCKUX
pabOTHUKOB;

NPEeACTABJACHBI METOABl W MPOTOKOJBI MPOBEACHUS MOJEKYISIPHO-

ICHETUYECKOr0 aHajM3a, XapakTepPUCTHUKA HMCCIECAYEMBIX BBIOOPOK, PE3yJIbTaThl



JUCCEPTALIMOHHONW paboThl B CPABHEHWM C JAHHBIMH JPYTMX HCCIEN0BATEIIbCKHX
TPYIIIL

OueHka 10CTOBEPHOCTH Pe3yJIbTATOB MCC/ICI0BAHNS BHISIBIJIA:

PE3YyAbTaThl OJYYECHBI B XOJ€ COOCTBEHHOTO UCCIAEA0BAHUS C MPUMEHEHUEM
KOMIUIEKCA JAHHBIX COBPEMEHHBIX METOAOB (MOJICKYJISIPHO-T€HETUUYECKHUX,
CTATUCTUYECKUX,  OMOMH(OPMATUUYECKUX),  PE3yNbTAaThl  TOJYYEHBI  HA
cepTu(pUUUPOBaHHOM O00OpYIOBaHUMU. BBICOKAas CTENEHb JOCTOBEPHOCTH M
O00OOCHOBAaHHOCTH BBIBOJOB, OCHOBHBIX HAYYHBIX MOJOXKEHUH JHCCEPTAlUU
NOATBEP)KAACTCS JTOCTATOUYHBIM 00BbeMOM BbIOOpKH (561 OGonpHOW BA m 504
WHAVBUAA KOHTPOJIBHOH TPYMIBI) M HCIOJIb30BAHHUEM COBPEMEHHBIX METOOB
CTAaTUCTUYECKOrO aHAJIN3A,

Teopusl TMOCTPOEHA HA W3BECTHBIX, MPOBEPSEMBIX [AHHBIX W (PaKTax,
COIIACYIOIIMXCS C paHEE ONYyOIMKOBAaHHBIMU MATEPUAIAMH 10 TEME TUCCEPTALIMH,

uaesi 0a3UPyeTCs HA aHAIM3E COBPEMEHHON OTECUECTBEHHON W 3apyOeKHOM
JUTEPATYpPbl TIO TEHETUKE W (HAPMAKOTCHETUKE AIEPrUUYeCKuX 3a00JeBaHU, B
4aCTHOCTH, BA; Ha CpaBHEHUM JIMTEPATYPHBIX JAHHBIX C MOJYYCHHBIMU B paboTe
SKCIMEPUMEHTATBHBIMA JAHHBIMU U HA COOTBETCTBYIOIICH WX MHTEPIPETALNN,

HCMOIB30BAHbl COBPEMCHHBIE JAHHBIE HAYYHBIX MCCICAOBAHUN IS
CPaBHEHUSI MOIYYEHHBIX B PpabOTe€ NAHHBIX C PE3yJbTaraMM MPEIIIECTBYOLINX
HUCCICAOBAHUIA;

YCTAHOBJICHA CONOCTABHMOCTh PE3YJIbTATOB HACTOSLIETO MCCICAOBAHUS C
JaHHBIMHU, MOJYYEHHBIMH B Apyrux, Oolice paHHUX padoTax 3apyOcKHBIX H
OTEYECTBEHHBIX HAYYHBIX KOJIJIEKTUBOB;

HCMOIB30BAHbI  COBPEMEHHBIE  MOJIEKYJISPHO-TEHETUYECKHE  METOBI,
pe3yabTarel  paboThl  MPOAHATM3UPOBAHBI C  NPUMEHECHUEM  AJEKBAaTHBIX
OMOMH(POPMATHIECKUX METOJIOB M METOJIOB CTATUCTUUYECKON 00pabOTKK TaHHBIX;

JInyHbIH BKJIAA COMCKATEJsl COCTOMT B HEMOCPEACTBEHHOM YYacCTHH BO
BCEX ATanax UCCICA0OBaHM: Pa3pabOoTKe qu3aiiHa UCCIEN0BaHMsI, TOCTAHOBKE 1IEJTA
¥ 3a7a4, cOope OMOJIOrMYECKOro Marepuajia, BHIOOPE METOI0B MCCIICTOBAHUS,

IIPOBCACHHNHA BKCHepHMeHTaHBHOﬁ pa6OTBI, aAHAJIM3C U HHTCPHPCTAlHNH 1TOJIYUCHHBIX



pE3YJIbTATOB, CTATUCTHYECKOW 00pabOTKEe MJAHHBIX, HAMUCAHWUW HAYYHBIX
nyOnauKanuii, pykomucu Aucceprauuu U apropedepara. OCHOBHas 4acTh
SKCIECPUMEHTABHOW PAalOOTHI: amMIuM(UKaLMs, PECTPUKUMOHHBIA aHamm3, [1LIP,
HRM-ananu3, mNOJMIeHHAas OLCHKA puCKa ObUTM  BBIOJIHEHBI  aBTOPOM
camocToATeNnbHO. COMCKATENlh CaMOCTOSTENILHO 00padaThiBall M aHATU3WPOBA
NOJTYYEHHBIE JAHHBIE, COBMECTHO C PYKOBOAUTENIEM 00001IAN PE3YIILTATHI.

B xopae 3ammThl quccepraniy He ObUIM BBICKA3aHbI KPUTUYECKHUE 3aMEUaHusl,
3aaHbl  BOMPOCHI,  YTOUHSIOWIETO M  KOHKPETH3UPYIOLIErO  XapakTepa.
Couckarene CaBenseBa Onbra HukonacBHa OTBETHIIA HA 33/1aBACMBIE €M B XOJE
3aceaHus BOITPOCHI.

Ha 3acenanum 27 anpens 2022 roma JluccepTranuMOHHBIA COBET NMPHUIIEN K
BBIBOJIY, YTO COBOKYITHOCTb 3AIUIIACMBIX MMOJOKCHHUNA MO3BOJSIET 3aKIHOYUTh, YTO
muccepraums CasenbeBoit Onbru HukonaeBHbl «McclienoBaHUE MOJIECKYIISIPHO-
IFCHETUYECKUX  OCHOB  HMHAMBHIYAJbHOW  YYBCTBUTEIBHOCTH K  TEpanuu
OpOHXMAJILHOM acTMBl» MMEET BAKHOE HAYYHOE M MPAKTUYECKOE 3HAYEHUE IS
peeHus psaa GyHaIaMeHTATbHBIX MPoOJIeM MEAUIIMHCKON NreHETHKH. J{ruccepranus
SBJIIETCS. LIEJIbHBIM M 3aKOHYCHHBIM HAYyYHBIM MCCICIOBAHUEM, OOJIAJar0MIAM
BHYTPEHHUM €IWHCTBOM HM3JIOXKEHUS, BBIBOJbI MOJHOCTBIO COOTBETCTBYIOT
NOCTABJICHHBIM 33/1a4aM W TOJYAHEHBI €MHCTBY KOHLICMIAN TUCCEPTALIMOHHOTO
MCCIIEI0BAHUSI.

Huccepranuonnas padora CapenbeBoid Onbru HukonaeBHBI MPEACTABIISIET
co00#1 Hay4yHO-KBaIM(PUKALMOHHYIO PadOTy, KOTOpas MOJHOCTHIO COOTBETCTBYET
kputepusm 1. 9-11, 13-14 «IlonoxxeHuss 0 NPUCYKACHUM YYEHBIX CTEIICHEH»
YTBEPKACHHOTO TTOCTaHOBIcHUEM [IpaButenbeTBa Poccuiickoit denepanuu ot 24
ceHtssOps 2013 roma Ne 842, B nuccepranuu OTCYTCTBYKOT HEIOCTOBEPHBIE
CBEICHUS 00 OMYOJIMKOBAHHBIX COMCKATENEM YUEHOH CTENEHU PadoTax, B KOTOPBIX
W3JI0YKEHBI OCHOBHBIE HAYYHBIE PE3YJIbTATHI TUCCEPTALIUH.

Ha 3acenanum 27 anpens 2022 roma auccepraumonHblid coer 24.1.218.01

NpUHSN peteHne npucyantb CapenbeBoi Onbre HukomaeBHe y4eHY0 CTENEHD






