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OT3bIB BEJIYIIIEHA OPTAHHU3AITAN
0 HAYYHO-NPAKTHYECKOH 3HAYHMOCTH JIUCCEPTALNH
Cxkuruenko Poctuciasa KoncranTunosnua
Ha TeMy «B/IHsIHHE YaCTOTHOTO CHeKTpa a/lileliell HA pUCKH 3a00/1eBaHUi B
PaMKaX KOrOPTHBIX HCCJeN0BAHHNY, IPeICTABJIEHHYIO0 HA COHCKAHUE YYEeHO
CTelleHH KaHAHJaTa OHOJIOrHYecKHX HAYK
no cnenuajabHoctu 1.5.7 — I'eHeTrnka

AKTyaJIbHOCTB TeMbI IUCCEPTANHOHHON paboThI

Huccepraiponnas pabora Ckurdenko P.K. mocssieHa H3yd4eHHIO CBOMCTB
9aCTOTHOTO CIICKTpa alleled M KpOCC-IOMYJSIHOHHBIX PHCKOB HACIECTBEHHBIX
3a00/eBaHUIl € IOCNEAYIOUIMM BEISBICHHEM AaHTAarOHHUCTHYECKOM B3aMMOCBS3H
IIPA3HAKOB.

PacmmdpoBka reHeTHYecKO# CTPYKTYpBl MEHJENICBCKUX W MHOTO()aKTOPHBIX
3a00J1eBaHU ABIACTCS OJHOM M3 IUEHTPAIbHBIX IIPOOIIEM TEHETHKH YeNOBeKa U
MEJUIIMHCKOW TE€HETHKH, IIOCKOJIBKY CIIOCOOCTBYET IIOHHMAaHHIO STHOJOTHH M
naToreHesa 3abol€BaHWs, SBIAACH OCHOBOM [JIfi €ro [IMAarHOCTHKH, IIPOTHO3a W
nevenus. COINACHO COBPEMEHHBIM IIPEJCTABICHHAM, KaK MEHIEIEeBCKHE, TaK H

MHOrOQaKTOpHbIe —3a00NEBaHUs, WMEIOT CIOXHYK T€HETHYECKYl0 CTPYKTYDY,



TIIPC/CTABICHHYIO IIMPOKHM CIEKTPOM BAPHAHTOB, KOTOpEIE DPa3IHYalOTCs 110
TIPOMCXOKIICHHIO, BCTPEYAIOTCS B MOMYJIAIMY C Pa3IMIHON 9aCTOTOH H BHOCST pasHble
1o cBoed cuiie 3GeKTrl B pHCK 3a60eRaHms Y uHAMBUJOB. OqHaKo, HecMOTps Ha
OoJbIIOE  KOMMYECTBO  HMeromIelcs MHOOPMAIIMH, Kacaloeifcss  BBISBICHHBIX
aCCOUHAIMH TeHETHYESCKUX BapHAaHTOB C MATOIIOTHEH, a TaxKe (GyHKIMOHATBHOM
dHHOTAIMH JIAHHBIX BAPMAHTOB, HET IEIBHOIO NIPECTABISHHUS O KOJIMYECTBE, YacTOTe,
CeKTpe U 3((PeKTax IeHeTHIEeCKUX BaPHAHTOB B CTPYKTYPE IIOABEPKEHHOCTH KaK
OTACJIBHBIX, TaK M KOMOPOWIHBIX 3a0O0NI€BAHME B DPA3THIHBIX 3THHIECKIX rpymnmax
MHpa.

Taxum obpasom, akryansHOCTE TIPOBE/ICHHST MCCIENOBAHUM, HAIPABICHHEIX HA
dHalli3 CBA3HM I'CHETHYECKHX BAPHAHTOB C OIHHM HJIM HECKOJILKHMII 3a00NIeBaHUAMH
Pa3NIYHON IPUPO/IbI HA IPUMEPE KOHKPETHEIX KOTOPTHBIX HCCJIEI0BAHUM HE BBEI3BIBAET
comuennit. ChopmyTHpoBaHHEIE aBTOpoM 3amaun VICCTIEOBaHUS B IIOTHOM Mepe

OTpaxarT IIYTH NJOCTHXKEHHS [IOCTABJIEHHOH eiu.

Hayynasi HoBH3HA HCCIEN0BAHNH, IOJYICeHHBIX Pe3YIbTATOR H BLIBOJOB

B pesymsrare Brmonmenus AHCCEPTALIMOHHOTO  HCCIIENIOBAHHS  BIEPBEIE
OXdpaKTepH30BaH CIEKTP M YACTOTA TEHETHUECKIX BapHaHTOB, 00YCIOBIMBAIOIIHX
ayTOCOMHO-PELECCUBHEIE 3a00/ICBAHUS Y JKUTeNelt Cesepo-3amnanzoro peruona PO,
YOeourenbHO II0Ka3aHA GONBINAS CTEITEHE IIEHOTPONMHE YacTBIX TI'EHETHYECKUX
BAPUAHTOB, OLCHEHHAS Ha OCHOBE HX ACCONMAIMH CO CIIOKHBIMH (DEHOTHIIAMH Ha
[IPUMEPE MaHHBIX KOTOPTHl WHIMBHIOB M3 6HOBAHKA Bemuxobpuranun. Beisgpens
Pas/iius B YacTOTe W CBA3W BapMaHTOB rema CRJ] o LEIBIM PSJIOM  CIIOXKHBIX
(eHoTHIIOB  (hoxaibHEILX CErMEHTApHBIH  [IIOMEPYIOCKIEPO3,  KeTIHOKAMEHHAS
Oonesns, 370KaYecTBeHHBIE 3a60JeBAHMS U 1p.) B adpUKaHCKOH u €BPOIIEHCKOM

TOITY JISIUAX.

ObGocHoBaunocTe 1 AOCTOBEPHOCTHL HAYYHLIX MOJIOMKEHH | BELIBOIOB,
copmynupoBanHbIX B AHCCePTALHHU



BEICOKHI ~ MeTONUYECKHH  ypOBEHb IIPOBEICHHBIX  HCCIENOBAHUA W
AOCTOBEPHOCTH TTOTYYEHHBIX PE3yNbTaTOB HO,ILTBGPH(I[&GTCH PCIIPE3CHTAaTUBHBIMH
BBIOODKAMH, HCIIONE30BAHHBIMA COBPEMEHHBIMU M a[eKBATHBIME CTATHCTHYECKHMHU
METOJaMH, peIUTHKAIlMed pe3ylbTaTOB C MCIONB30BAHUEM HE3aBHUCHMEIX KOIOpT,
HaIMYMeM IyONUKalui B  BBICOKOPEHTHHIOBBIX MEKIYHAPOIHBIX KypHaTax W

[IpCICTaBICHHEM MaTepHala Ha HayYHBIX MEPONIPUATHIX BEICOKOTO YPOBHSL.

HayuHo-npakTHYeckast lIeHHOCTh AHCCEPTALHH

PesynbTaTel McCleOBaHHS DPACIIMPAIOT NMOHAMAHHE TeHEeTHUECKoi CTPYKTYPEI
MCHJIETIEBCKUX M MHOrO(QaKTOPHEIX 3a001eBanuif. B pesyinsrare BEITOTHEHUS paboTer
MICHTH(QUIMPOBAHE! HOBBIE U OTIpe/ieIeHbl HanboJlee JACTHIE aTOreHHELe BapHUaHTHI B
TeHaX ayTOCOMHO-PELIeCCUBHEIX 3aboieBanui y sxuteneit CeBepo-3anaggoro peruoHa
P®. TlomydeHHble pe3ynbTaTsl MO3BOIMIH paspaboTarh IEpBYIO OTKPHITYI0 6asy
AaHHBIX TCHETHIECKHX BapuaHToB Jusi P® - RuSeq. Takum o6pasom, remeTmyeckue
BAPUAHTEI MOTYT OBITh PAaHXMPOBAHBEI 110 UX YACTOTE, YTO SBIISETCH BASKHEIM TSI
AMArHOCTHKH MEHMCICBCKUX 3a00JIeBaHUH, a TakKe IIO3BONAT OOJee KAYECTBEHHO
BEIOHPATh ONTHMAJEHYIO IICPCOHATM3UPOBAHHYIO TAKTUKY BEJCHHS JUIS IIAllMEHTA U
IPOBOANTH MEAUKO-TEHETUIECKOE KOHCYIIBTUPOBAHUE B CEMBE.

[lokasaHHas IUIEHOTPONMS HYACTHIX TEHETHUECKHX BAPDUAHTOB B OTHOIIEHHHU
CIIOKHBIX  IIATOJNOTMYECKHX  (DEHOTHIIOB, a TakKe BaKHOCTE [IPOBEIEHUS
CIpaTHGUKALMK TIONYIALMH B 3aBUCHMOCTH OT OTHHYECKOrO IIPOUCXOKIIEHHS
MH/IMBUJIOB B XO/I€ aCCOLMaTHBHBIX UCCICNOBAHMN MOKET GBITh BIOCIEICTRIM Y4TECHO
AT pacdeTa TONUI€HHBIX PHCKOB Pa3BUTHSA KaK OTHENbHBIX, TaK U KOMOPOUITHBIX

MHOTO(aKTOPHEIX 3a60I€BaHHiIA.

3HAYHMOCTE NOJIyYeHHBIX Pe3yabTATOB AUIsL Pa3BHTHS COOTBETCTBYIOLIEH
OTpac/IH HAYKH
Brepseie mposemeno  kommmekcroe HCCIIEIOBAHWE 110 AaHAJU3y CBS3H

'CHETHYECKHX BAPHAHTOB C MEHAEIIEBCKUMH H MHOI"O(baKTOpHLIMI/I 3a00IIeBaHUIMH Ha



IIPEMEpEe KOHKPETHBIX KOTOPTHBIX HCClIenoBaHuil. OnpeneneHsl 0COOEHHOCTH YacTOTEI
M CIIEKTpa BA4pUAHTOB IE€HOB ayTOCOMHO-DEIECCHBHEIX 3abONeBaHMi y >KHTeneil
Cesepo-3anmagnoro permoHa P® mo cpaBHeHmiO ¢ €BPOIIEHCKON TTOIyIIAIIHEH,
BBIIBIIEHBI Haubollee 9acThle ITaTOTEHHbIE BApMAHTH IS TAKMX IATONOLHY Kak
ernnkeronypus, meduuur VII ¢pakropa ceepThIBaHMS, THPO3UHA3-0TPULIATENHHEIH
aNLOMHHU3M | JIp.

YcraHoseHa Gonblas CTENeHb LIEHOTPOIIMH YacThIX TeHeTHYeCKHX BapHaHTOB
B OTHOIICHWH CJIOKHOHACIISyeMBIX IMIPU3HAKOB M MHOTO(AKTOPHBEIX 3aboJeBaHuii B
KOTOpTe WHAMBHIOB U3 Ouodanka BemukoOGpuranuu. BLISBIeHO pasiudme B 4acToTe U
CBASH BapUaHTOB reHa CR/ ¢ pHCKOM DasBHTHS LEIOTO psia MHOrO(GAKTOPHBIX

3aboseBannil B ahpUKAHCKOI U eBPONEiiCKOM oMy IALHsIX.

O6mas xapakTepucTuka paGorsl, ee CTPYKTYPa H coJep:KaHue

Ilpencrasnennas pabora opopmieHA TPALHIIMOHHO B COCTOUT U3 BBEJICHU,
0030pa nUTEpaTyphl, MAaTepHalOB H METOIOB UCCIENIOBAHUS, pPE3YNBTATOB U
00CY’XIIeHHsl, BBIBOJIOB, CIIHCKA JTUTEPATYPEL H npunoxenus. Pabora npencrasiena Ha
157 cTpaHMIAX MaIIMHOMMCHOIO TEKCTA, comepxut 8 Tabmui u 31 WumOCTpaIMIo.
Crcok uTepaTypsl BKIIOYAET B cefs 552 HHOCTPaHHBIX HCTOYHHKA.

Bo BBemeHMH paccMaTpHBaeTCs aKTyalbHOCTE npoOieMbl, ee HOBU3HA U
TPaKTHIeCKas 3HAYUMOCTE paOOTEL JIMTepaTypHbIii 0630p BHIIONHEH C IPUBIEICHHEM
0OJBIIOr0 KONUYECTBA HCTOYHHKOB.

Marepranel M MeTONBI ONHCAHBI JOCTATOYHO nmoapobHo. IIpeacraBneHsl
PEIPE3eHTATHBHEIE BEIOOPKH HHAWBHUIOB (HKUTENH Cesepno-3anmagroro pervona PO u
NaIlUeHTHL ¢ (POKANBHO-CErMeHTapHBIM TTIOMEPYJIOCKIEPO30M), 4 TaKKe IOIyYeHHEIe
Ha0Oph! NaHHBIX o6obmaromeit cratuctuku GWAS B OTHOMIIEHMH MHOTO(aKTOPHEIX
3aboneBanuit U3 6HobanKa BemmkoGpuranun. B paGoTe NpHBEeIEHBI HCIOTH30BAHHbIE
MCTOABL ~ ICHETHKO-CTATHCTMYECKOrO  aHalu3a, OCHOBAHHBIE HAa  IPUMEHEHHH
COBPEMEHHBIX alIFOPHTMOB M KOMIIBIOTEDHBIX IIPOTPaMM, KOTODBIE MOJHOCTBIO

AJEKBATHEI ,[[HBafIHy HCClIenOBaHHUS H COOTBETCTBYIOT €T0 LIEJIAM M 3a7a4aM.



B mepsom moppasiene rmasel «Pe3yisTaToB U 06CYRKASHHA» I[IOKA3aHO, UTO
MMEeTCs CHEeLHU(QUYHOCTE PACHPENeNeHHs YaCTOT W CIEKTpa allielell TeHeTHIECKUX
BApUAHTOB ayTOCOMHO-PEIECCHBHBIX 3aboneBaHui B Koropre xwutenell CepepHo-
3anazHoro perroHa P® mo cpaBHeHHIO ¢ eBpoIeiicKo nomynsuued. Bo BTOpoM
ToZpasene mpoIeMOHCTPHPOBAHO, YTO IUIeHoTponHs Hauboee Gollee XapaKTepHa JuLs
HacTBIX ~ IEHCTHYECKMX  BAPMAHTOB, A4CCOLMHUPOBAHHBIX C  MHOrOMaKTOPHBIMH
3a00NeBaHUSIMA HA IIPEMepPe [AHHBIX KOTOPTHl WHIMBHNOB M3 GHOBAHKA
BenukoOpuranuu. B TperheM MOpasjiene YCTAHOBIEHA ACCONWAIMS MUCCEHC-
BapuanTta rs17047661 (p.Arg2051Gly) rema CRI ¢ pHCKOM pa3BHTHS (doxampHOTO
CETMEHTapHOI'0 TIJIOMEpyJIoCKiepo3a y adpukanies. OmHako, Kak ObUIO ITOKA3aHO
paHee, naHHas 3aMEeHa MMEET IMPOTEKTHBHBIH 5((EKT B OTHOILEHHH OCIOKHEHHOI'O
TEUCHUA MaJLSIpUH C IIOPAXEHHEM IOIOBHOTO MoO3ra B HOIymsuusx Adpuka (PMID:
29690995). B cBasu ¢ a1uM, B aQpHKaHCKOH TOMYISIAN [aHHETH BapHAHT IIOJ[BEPIKEH
OJIOKUTETbHOMY 0TOOpY ¥ 3aperiuCTPUPOBAH C BHICOKOH uacToToi (MAF gnomad v4.0
= 0,61), a mna esponeiines o sBusercs pemxum (MAF gnomad v4.0 = 0,002).
JIOTIONHATENBHO B TPeTheM MOZpas/e/e MUCCEPTAHT BHIABUI ACCOIIMALIAIO BapUaHTOB
reda CRI ¢ uensM psjgoM (peHOTHUIIOB (>KeTUHOKaMeHHas GONe3Hb, 37T0KAYECTBEHHEIE

3ab0JieBaHMS U JIp.) B KOTOPTE HHMBHUIOB U3 OHOOAHKA Bemkobpuranuy.

PexoMeHIanum 110 HCIOIB30BAHAIO PE3YILTATOR H BHIBOIOB
AHCCEPTANHOHHOM paboThI
ITony4yeHHBIE B IUCCEPTALOHHOM UCCIEOBAHUH Pe3yIbTaThl TAKKE MOTYT OBITH

HCIIONL30BAHbl UL ONTHMHU3ALHWK MENUKO-TeHETHYECKOH IIOMOINH HACEIeHHIO B
MCMKO-TCHETHHYECKHUX KOHCYIbTauaX PD. PesynsraTsl necnenopanus, TeopeTndeckie
TONIOCHIA 1 [PaKTHHECKUE PEKOMEHIAIH, U3II0)KEHHEIE B JUCCEPTAIOHHOM paboTe
Ckuryenko PK. MoOryT OBITH HCIONB30BAHEI B 00pa3oBaTeEHOM IIpoliecce B
Ouornornyeckux u MemuumHCKEX BV3ax, a Taxke Ha KadeIpax MMOCIeUILIIOMHOrO
00pa3oBaHus CIEIHAINCTOB P MPEIIOAABAHUN [eHETHKY 1 MEIMIIMHCKON MeHETHKH U

TIPH BBIIOJHEHWUH Hay9IHO-HCCIEOBATEIIbECKUX pa60T aHaJIOTUYHOH HallpaBJICHHOCTH.



ABTOpedepar B ILenom COOTBEICTBYCT IUCCEPTALIMHM U OTPAXKaeT OCHOBHBIE
STalbl pabOoThl, BBIBOABI H PE3yJHTATHI Ilonydennsle pesynpTaThl HArVIAIHO
0 OpMIIEHEI B BUJIE rpadhHKOB ¥ TabIIHIL.

Ilo Teme puccepramuu omyGnukosano 4 paboTH! B KypHANax, pedepupyembIx B
6asax Scopus m Web of Science u pexoMeHnoBaHHEIX BAK MOH Po.
IIpomexyToursie aTansr o6cyxnanmcs Ha Hay4IHBIX KOH(epeHIHaX. [luccepranuonyas

pabota cooTBeTcTBYyeT crenmansHOCTH 1.5.7 — I'enetuka (Guonormueckue HAYKH).

3amevanust m Bonpoce! mo paGore

1. O030p nuTEpaTyph! 3aHEMAET 0CTATOUHO GOMBIION 00BeM muccepranuy,
ONHAKO OH HE CKOHLEHTPHPOBAH Ha BOIPOCAX, KOTOPHIE 00CYX/Ial0TCS B COOCTBEHHO
TEKCTE IUCCEePTAllMM — MOHOTEHHBIE H MHOTO(MaKTOpHEIe 3a60JIeBaHms, penkue u
HaCTbIC BAPHAHTEI, IOHSITHE IICHOTPOIHHY U €€ BHIIOB.

2. HecMmotpst Ha TO, wTo ocHOBHEIE péGOTLI o 0bCykIaeMbIM Tpo6remam
(Hampumep, PMID: 23752797, PMID: 33608517, PMID: 31427789, PMID: 29093210)
IIPUBEIIEHB! B 0030pe JHTEpaTyphl, B AUCCEPTALNKU IPAKTHYECKH HET 0OCYIKIeHHs
COOCTBEHHBIX Pe3yNETATOB M MOHUMAHUS HX BKIIaJla B KOHTEKCTE yKe CYIIeCTBYIOIINX
3HaHui (B Gonbmmeit creneny sto kacaercs 13 u 23 3ana4). bonee toro, B Poccuiickoit
Deliepalliy €CTh Hay9HEIE TPYIIIIBL, KOTOPBIE PacCMaTPUBAIOT POBIEMy IIEHOTPOTIHH
TCHETHHIECKUX BapDHAHTOB M UX CBA3b C 3a00JIeBaHUSMU MHOTO(GaKTOpHON TpHpOIE!
(Hampumep, PMID: 36923482),

3. Tlepmas 3amaua wccrenoBanms COpMyITHpOBAHA «OLEHHTH YACTOTHE
CIHEKTp  alylenedfl  CBA3AHHBIX C  HOCHTEIBCTBOM ayTOCOMHO-TOMHHAHTHBIX
HACICNICTBEHHBIX 3a00/IeBaHUN Yy KuUTeNelt Cesepo-3anazntoro pernoma Poccuiickoi
Dezeparuu» U neprrlii BeBOL «B PE3YJIBTaTe OLEHKH YaCTOTHOTO CIEKTpa ailiefef,
CBASAHHBIX C HOCUTEIECTBOM ayTOCOMHO-IOMHHAHTHEIX HaCJIeICTBeHHBIX 3a001eBaHMi
y xurened Cesepo-3amansoro peruona Poccmiickoi Denepanyy GBUTO BBIACHEHO. ..,

OIIHaKO B TEKCTe JHUCCepTalluu B pasnee ((PGBYJII:TB.TLI 58 06CY}KJIGHHB>> HIOET peYs o



daCTOTC  HOCHTEIbCTBA ~ IE€HETHYECKHX  BAPHAHTOB ayTOCOMHO-PEIeCCUBHBIX
3abosreBaHuiA.

4. Bropas 3ama4a 3ByYHT Kak «BBISBHTE FCHETHYECKHE JIOKYCHI C aJlIeIIMHU
HHU3KOH U BBICOKOM MOIYISIHOHHOMN HaCTOTBI, OTBETCTBEHHBIE 33 CHUCTEMATHUECKOE
IPOSBJICHHE MHOXECTBEHHBIX aCCOIMALMit Cpasy ¢ HECKOJNBKHMH CJIOXHBIMH
TIPU3HaKaMy C HCIIOJIB30BaHHEM KOTOpPTHI u3 UK Biobank». Ommako 2it BeIBO «Ha
tipumepe xoroptsl UK Biobank 6siio mokazano, uto T JIOKYCOB ¢ MHOXKECTBEHHOMN
(enorumgeckoit accomuanmeis XdPaKTEPHO IOBBIIIEGHHOE 9UCII0 YaCTHIX ayielNed, 9To
MOXET OBITh OOBACHEHO NaBIeHMEM OIHINAIOIIEr0 0TOOPa» | TEKCT JUCCEPTALHH ee He
packpeiBaroT. Hanpumep, B Tekcre AUCCEPTalliM HET pasjiena mo (yHKIHOHAIBHOMN
dHHOTALlMM BapUaHTOB, aCCONUMPOBAHHBIX CO CIOKHLIMHU Npu3HaKaMH. A B paGote
00CyKIaeTCsI, 4TO IPUYMHAME MeHBIIei IIEHOTPOIINH PEIKHUX BAPHAHTOB MOYKET GLITE
MCHbIIasd CTATUCTHIECKAs MOILIHOCTh IS ACCOMHATHBHELX HCCIIEIOBAaHUH, a YacThle
BaPHAHTBI MOTYT OBITH CIIEIIIEHBL MEXIy COOO0H, 4TO SIBIgETCS NPUIHHON HUX JIOXKHO-
TTOMOXUTEIBHBIX acconranuii ¢ henornnamu. HenoHsTHo [I09eMY B TEKCT M BLIBOJI He
B3ATBI OCHOBHEIE PE3YJIBTATHI CTATBH AHUCCEPTaHTa 10 Teme wmccnenoBanus Shikov,
A.E., Skitchenko, RK., Predeus, A.V. et al. Phenome-wide functional dissection of
pleiotropic effects highlights key molecular pathways for human complex traits. Sci
Rep 10, 1037 (2020). https://doi.org/lO.1038/541598-020-58040—4

5. TpeThs 3amava «uccnenoBaTh KPOCC-IIOMYIIIIMOHHbIE PHCKH HACIIE [CTBEHHELX
3aboseBanuii, cBs3aHHBIE C HOCHTC/IECTBOM ONpPENENeHHbIX ajJielieii..» pelaetcs Ha
o0beKTe  (oKaTbHEIH CErMEHTAPHBIH  [TIOMEPYIOCKIEpOs, KOTOpOE  SIBISETCS
MHOT0()aKTOPHBIM TE€HETUYECKH T€TePOreHHbIM 3a0oseBanmeM. Tepmun
«HaCIICICTBEHHBIE 3a00JIEBAHAD» O0GBIYHO HCIIONB3YyETCSA B OTHOLIECHHUH MEHIEIeBCKHX
(MOHOTeHHBIX) 3a60MeBaHiL,

6. B pabore obcyxmaercs, 4To mucbamaHc wacToT alllIenell B pasIdyHBIX
HONYJIANUSX MOXeT OBITH CBA3aH ¢ JeliCTBHeM mnefotporuy. OgHAako, kKak 6BUIO
IIOKa3aHO paHee, nucOallaHc 9acToT ameneii 1517047661 rena CR] Y €BpONEeHIEeB U

a(prKaHueB CBA3AH C AeHCTBUEM IIOJIOXHUTEIIBHOTO 0T60pa B OTHOLIIEHUU MaJIApHH, YTO



MPUBEJIO K BBICOKOM 4YacTOTE 3TOrO BapuaHTa B adpukaHckoil koropre (PMID:
36626386, PMID: 25458997). VcraHoBieHHBle B paboTe accoluanuu Pas3IMYHBIX
BapuaHToB reHa CR/ ¢ wuembiM psgaoM (EHOTHUNOB (KenYHOKAMeHHas GoJe3Hs,
3JI0Ka4eCTBEHHbIC 3a00leBaHUs H 1p.) B KOropTeé WHIMBHIOB M3 OHOOAHKA
BenukoOpuTanun HUKaK He OGCYXKNAIOTCA B TeKcTe (OCTAETCS HEMOHSTHBIM KaKue
MMCHHO TI€HCTHYECKUE BapMaHTBI CBA3AHBI C JAHHBIMH IIPU3HAKAMH M Kakas y HUX
HallpaBICHHOCTE  3((peKTa B OTHOWIEHWH (eHoTHma). [T  J0KA3aTETBCTB
TUIEHOTPONIHOTO JIHCTBHS Te€HA B OTHONIEHMH [IATOJIOTMM HYXKHBI (YHKIHOHAIbHBIE
MOJICKYIISPHO-T€HeTUYECKHUE HCCIIENOBaHHS.

7. B OeloM MmO TEKCTy €CThb OIedarku, HeGpPeKHOCTE oQopMIIeHUST H
CTHIMCTHIECKAE HETOYHOCTH, OCOOCHHO 3TO KacaeTcsl HMPHUMEHEHWS TEPMHHOB. Jlis
MOHOTEHHBIX 3a00JIeBaHHi He HCIONb3yeTcs TePMUH «Haubolee pacIpocTpaHeHHbIe
aJIenn pHUcKa ayTOCOMHO-PELECCHBHBIX 3aboseBaHU, a «aJuTeITH
(maToreHHbX/yCIOBHO IaTorennsix, VUS) BapHaHTOB, PETHCTPUPYEMBIX C BEICOKOM
YacTOTOH B IOIYJISIMH. .. MM AJUIENH MaKOPHBIX TeHETHUECKUX BApHAHTOBY. TepMHUH
«aIUIENE? MPUMEHACTCS TO B MyXCKOM, TO B JK€HCKOM pojie. HekoppekTHOe BEIpaxeHwe
«poccmiickasi IONYISUUs, TPOXHUBAIOLAS Ha CeBepo-3armase Poccum», myuine
«nonymsanus CeBepo-3anannoro peruona Pdy., Her NpoOIEeMBl  «OTCYTCTBYIOIEH
HACIIE/ICTBCHHOCTID), HO €CTh «CKpBITAs HaclemyeMocTs (missing heritability)» u ..
Haspamusi TeHOB W BapHAHTOB JOIGKHBI GBITH IIPHBEIEHB COTITACHO CyLIEeCTBYIOMIEH
HOMeHKJaType - PMID: 32747822.

CdopmynupoBaHHbIE BOIPOCHl HE CHUKAIOT HAY4YHO-IIPaKTHYECKYIO II€HHOCTE

JHUCCepTalMu.

3akiodeHue
Huccepranmonnas pa6ora Cxuraenxo P.K. Ha TeMy «BnusiHpme wacToTHOrO
CIIEKTpa ajlleNiedl Ha PHCKHM 3a00JTeBaHMM B paMKax KOTOPTHBIX HCCIEIOBAHUN
SIBJIACTCS 3aKOHYEHHOH HayYHO-KBAIM(HKAIKOHHOW paboToii, COLEPKUT pelIeHHE

aKTya.JIBHOfI HaY'-IHOﬁ 3a71a91 — XapaKTepPHUCTHKA 4YacTOThI H CIICKTpa TCHCTHYECKHX



BapMaHTOB MEH/IENIEBCKUX ¥ MHOTOGhAKTOPHBIX 3ab0JieBaHuii, IMEIOLLEH CYIIECTBEHHOE
3HaueHHe JUIS FeHETUKH U MeIUIMHCKON I'eHETHKH.

JluccepTalus CooTBETCTBYeT TpeboBaHuaM II. 9 «IIoNOXKEHHS O NPHUCYXACHHH
y4eHBIX CTeIeHel», yTBepIeHHBIX [loctanosnenueM IlpaBurenscrsa Poccutickoi
®eneparun oT 24 cenrsbps 2013 1. N 842 (B pen. [TocraHOBICHUH [IpaBurensctea PO
o1 30.07.2014 N 723, oT 21.04.2016 N 335, ot 02.08.2016 N 748, o1 29.05.2017 N 650,
oT 28.08.2017 N 1024, ot 01.10.2018 N 1168, ot 20.03.2021 N 426, ot 11.09.2021 N
1539, ot 26.09.2022 N 1690, ot 26.01.2023 N 101, ot 18.03.2023 N 415, ot 26.10.2023
N 1786, ot 25.01.2024 N 62), npeabsBiIsgeMbIM K AUCCEPTAlHAM Ha COHCKAHHE y4eHOHN
CTelleHH KaHIumaTa GHOJOrHYecknX Hayk, a ee aBrop Cxuruenko P K. sacmyxuBaer
IPHUCYXOEHHs CTEleHH KaHIuaaTa OHOJOrHYECKHX HayK IO CIeLHaTbHOCTH 1.5.7 —
[eneryka (GHONOrHYECKHE HAYKH).

OT3bIB Beyllell OpraHM3alM{ 3aciylliaH Ha BHYTpHIaDOpaTOPHOM CEMHHApe
naGopaTopuM MOIYJIAUMOHHON TreHeTHkH Hay4yHo-HCCIen0BaTeNbeKoro HHCTHTYTa
MeIUIMHCKONW reHetuku PenepalbHOr0 rOCYIapCTBEHHOIO OOKETHOIO Hay4dHOTO
yupexaenus «TOMCKHH HalMOHaNbHBIHN HCCIIe0BATENbCKUH MEIULUHCKUN LEHTP

Poccuiickoit akageMun Hayk», (mpoTokos Ne 15 ot «19» despans 2024 roza).

PykoBoauTeNb 1abopaTopHy MOIMYJISLIHOHHON TeHETHKH
Hay4Ho-HCCIe10BaTeIbCKOr0 HHCTHTYTa MEAULUHCKON TeHETHKHU
denepanbHOro rocyAapCTBEHHOIO OFOKETHOr0 HayJHOTO YUpeKACHUA
«TOMCKHIt HAIIMOHAIBHBIN HCCIIEN0BATENbCKIN MEAUIIMHCKUH EHTP
Poccuiickoli akageMHuU Hayk», JOKTOP MEAUIIMHCKUX HayK

Haszapenko Mapus CepreeBHa : (¥ 2024
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NOONUCH dama

JIM4Hyr0 MOANUCH JOKTOpa MEAUIIHHCKUX HAyK

Hazapenko Mapuu CepreeBHE!I 3aBepsito

YueHsIll cexpeTapb DenepasbHOro rocy1apcTBEHHOTO OI0IKETHOIO HAYYHOI'0
yupexnaeHus « ToMCKu# HallMOHANBHBIN HCCIIeA0BATENbCKUI MEUIIMHCKUMN [IEHTP



Poccuiickolt akageMuy Hayk», KaHIUIAT OHONOTHIECKUX HayK

~ (AO, Delp eeee 2024 rona
P

DONUCH oama

eI bCKUT MeIMIHCK U 1eHTp Poccuiickol akaeMun Hayk»,
Hay4no-uccnenoBatensckuif HHCTHTYT MeIMIMHCKON TeHETHKH (634050, Poccus, T.
Tomcek, Habepexnas pexu Viraiiku, gom 10).

Tenedon: +7 (3822) 51-22-28;

CaiitT: www.tnime.ru

e-mail: center@tnimc.ru
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