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OPNIHAILIOTO ONIIOHCHTA HA AHCCEP 1A NA CONCKANIME yUenoii crenenn kaminiara
6nonormuccknx nayk Cknrvuenko Pocincaana Koncranrmmonnua ua Temy: u"_;uu‘""e
HACTOTHOTO CNCKTpa ateacit na puckn 3aboaenannii p pavikax Koroprisix
necacopanuiin no enennaannocin 1L.5.7. - renermka (6unonor maecxme HAYKH)

Jlnccepranns na conckanie yuenoii crenenm kanamara Guoor uaeckux nayx
Cxuruenxo P.K. nanpanicna na mayuenne posu Ramsinus 1actors revermueccxux JIHK-
BAPHANTOR W HUX BIANMOJICHCTRUS B O11IPC/IC/ICINM PHCKA HAC/ICICTREHHBLIX 3260 1CBaHMM Ha
NTPUMEPE BTHANNS TCHCTHUCCKUX BAPHANTOB HAa PHCK PaIBHTHA GOKATLHO-CETMEHTAPHOTO
raomepyaockacposa (PCIC). Takxke B pamkax Hcc/1e/10BaHHA TTPOBEACH aHATHS HaCTOT
NATOICHHBIX anIeaeit Ans nonyasumnmn cesepo-3anajne Poccuun. Asropom paGortel nporeeia
Guonndopmariueckas u ctatncTHueckas 06paboTKa FeHOMHBIX K IKIOMHBIX JIAHHBIX, BK.TIOYaA
accounaTHBHbN anatus, ananul HLA rannomunos, a Takxe pabora no uHtepriperansmu
MOTYYCHHBIX pe3yabTaToB. PelynbTaTsl paboThl npeAcTaBieHbl Ha MPECTHAKHBIX HAYTHBIX
KOHPEPCHUMAX W 0MyGIHKOBAlBI B YETHIPEX CTATLAX, HHAEKCHPYeMbIX B Scopus # WoS.

Jlucceprauns npeacrasnena Ha 157 crpanuuax, pa6ora coaepxut 31 pucyHok u 8
Tabmu. CTpyKTypa AMccepTauiu COCTOMT M3 TPEX OCHOBHBIX IJ1aB, @ TaK)Ke BBEACHHA,
3AKTIOYCHHS, CITUCKA HCIIOJIB3YEMBIX COKpAIlleHHH, CIIUCKa JIMTEPATypPhl H IMPHJIOKEHHUA.
KommyecTBO HanMeHOBaHH LUTHPYEMOM JIMTEPATYPhl HACYHUTHIBAET 552 HCTOYHHKA.

I'naBa 1 npeacraBnseT coboi IUTepaTypHBIi 0030p, B KOTOPLIA BXOAUT KPAaTKHH B3rJIA1 Ha
PETPOCNIEKTHBY Pa3BUTUA MEAMLUMNHCKON M€HETHKH 3a MOCACAHUH BEK, a TAKKE HA acTeKThl,
HCNONB3YIOLNECS B JAHHON AUCCEPTALMM, HAIIPUMED, Ha aCCOUMATHBHBIE HCCJIEJ0BAHHUA
CII0XHBIX MPU3HAKOB Y€JIOBEKA.

I'naBa 2 npeaoCcTaBjad€T BO3MOXXHOCTb O3HAKOMHTBLCS C MATEpHATAMH H METOIAMH,

HCIOIBb3yeMBIMH B IaHHOH pabore.

['naBa 3 HemocpeaCTBEHHO OMHUCBHIBAECT MPOLECC NMPOBEACHHUA TEKYIUCH padOTHI, @ TAKKe
NO.TY4YCHHBIC H Cd)OpM)’.ﬂHpOBaHHbIe Ha €€ OCHOBE pE€3YybTaThbl H BLIBO/HLI.

B pa6GoTe npoBeaeHo MeTaucClIeA0BaHHE 3K30MOB 694 xuTeel ceBepo-3ama Horo
pervona Poccuu, MMeEIOLLMX pa3/IMYHbIe KIMHUYECKHE NPOABICHHA 3a001eBaHHil, a TaKKe
KOHTPO/ILHYIO rpyniy. [ToMHMO poccHiickoi MOMyJIAUHH NPOBECH aHATH3 JAHHBIX KOrOpTH
nauncHToB ¢ PoKaILHLI cCerMeHTapHbIi roMepynockiepoioM (PCI'C) u koHTpobHO#
BLIGOPKH, KOTOpas CoJepxana reHeTH4YecKylo HHdpopmauuio o 499 cayvasx u 10 557
KoHTpostei. B uccnenosanuu paccMOTpeHbl OAMHOYHBIE TOUSHHBIE MYTALMK H HEGOIbLIHE
MHCEPLMH H JICJICLIMHU U NPOBEAEH r1yOOKHIi H BCECTOPOHHHI aHANH3 NEHETHYCCKHX JAAHHBIX €
NMPHMEHEHHEM METOA0B CTATUCTHKH H OHonHPOPMATHKH.

ABTOPOM NpoBe/IcHO CpaBHeHHe criekTpa reneTHyeckux JIHK-papHanToB ¢ JaHHBIMH
dbSNP u oueHka pacnpocTpaHEHHOCTH ayTOCOMHO-PELIECCHBHBIX asUte/1ei 3a0oneBaHui Ha
ocnose ClinVar no cpasienuio ¢ gnomAD. ABTop paccMaTpuBaeT 3pPeKThl B3IaHMOIEHCTBHA
MeX /1y peakHMH W YacTeiMH JIHK-BapnanTtamMu u Bavsnue Ha PHCKH LLUHPOKOro CNEKTPA
¢enotunos. Poctucnasom Konctantunoeuyem GuLin NpoaHATHIMPOBaAHBI JJAHHbIE




MOJTHONCHOMHBIX ACCOLHATHBHLIX HUCCIICT0BaNNIl, JI0CTYITHBIC B OTKPBITLIX HCTOYHHKAX pio) |

ONpECICHIA NACHOTPONIEIX YDEKTOB renon u oGLICHE NS
NPUMEPE KoroptHoro uceaeopanus OCIC,

anchanaica HacToT a11€e1ei Ha

B uccneiorannn NOJYUCHB! HOBLIC JIANBIC JUIS POCCHIICKOMN Nonyasudn KuTeaeh
ceBepo-3anana Poccun. Brieparic nokasan crektp renermueckmx BAPHAHTOB pOCCUACKON
TOTY ASIHH U OXAPAKTCPHIORAILI Han0O/ICE pacipoCcTpanelibie annem pucka ayTOCOMHO-
peuecensnbx 3abonerannii. Taxoke HOBLIM HAYUHLIM IOCTHXEHNEM ABISCTCH CHETEMATHYCCKU T
anatns nacitorponneix npuinakos 8 Opuranckom 6uobanke. Caenan BLBOA 0 TOM. KaK cTerneHs
NICHOTPONHOCTH 3ABRHCHT OT HACTOTH M YpheKTa reHeTHIecKoro JIHK-papuanra, a Taxcxe o
TOM. KaKUM 00pa3oM KOHKPETHRI reHETHUCCKII BADHANT BIMACT Ha 3aKPeTICHHE NATOTCHHBIX
arteaci B nonyasunu. Jlns CI'C nacrosiuee HCCIC/10BAHNE ABTACTCH HOBLIM HAT A THLIM
NPHMEPOM TOTO, KAK ONPSACACHHBIC TOKATBHBIE 0COOCHHOCTH IBOTIOLMOHHOTO AABICHHUA B
appHKARCKON MONYAAUHH c1TOCOOHBI YePE3 MEXAHH3M TUICHOTPONUK BIWATH HA MO LICPAAHAL
BBICOKO# MOMYIANMOHHON YacTOThl NpUYNHHOMN annean. Yto HematoBaxHO, 0GHApYACH HOBAA
acconnanmns reia CR1 ¢ ©CI'C.

[IpeacraBnsiemoe HayyHOe HUCCIIeI0BAHHE OCHOBAHO Ha OOLIMPHOM aHATH3E
pazHooOpa3HbIX NaHHBIX. Pe3ynbTaTel paboThl 1€ MOHCTPHPYIOT BLICOKHIA NMPOPECCHOHATHIM H
WHPOKHH KpyTo3op aBTopa. B uenom aucceprauus P. K. CkutueHKo ABIACTCA 3aKOHYSHHBIM
MCCIIeI0OBAHUEM, NPEACTABNAET pellleHHe aKTYATbHBIX 33324, 00BeIMHEHHBIX OOLIMM MOIX0I0M,
00eCcneYHBaAIOMMM BO3MOXXHOCTD NPEOJOICHHS CIOKHOCTEH aHATH3a FEHOMHBIX H IK30MHBIX
J2HHBIX YEIOBEKA.

OaHako k paboTe HMeeTCs pAX BOMPOCOB H 3aMEYaHHH.
3aMeyaHus:
1. PaGoTa coaepHT HE3HAYUTENBHOE KOJIMYECTBO ONEYaTOK.

2. B rnaBe «Marepuansl # MeToasl» He xBaTaeT feTaneit B OMHCaHHH METOI0B,
MCNO;Ib30BAHHBIX B HCCIIEJOBAHHUH!

- XoTen0ck Gbl IPOYUTAT HE 0630p METOIOB aHATM3a AAHHBIX (ITY YaCTh MOXKHO MOMECTHTH B
NepByIO I71aBY), 8 YBUACTb ONHCAHHE KOHKPETHBIX MPUMEHEHHBIX M0IX0108, NPOTOKO10B,
NpOrpaMM M 1apaMeTPOB 3alycka ¢ 060cHoBaHHeM. JTa HHOPMALHA 1aHA B pasaee
«Pe3yabTatsl ¥ 0GCYHAEHHE N, OAHAKO He Beer;a noapobuo. Hanpusep. B onucaniy aHasa
nannix no ®CI'C X0opoLo onKcaH NpoTokos 06paboTKK H GUABTPALMH AAHHBIN (YKAIANB
[aKeTLl, UCNO/L30BAlHbIE TOPOroBLIE 3HAYCHUSA L1 Qb PalliH), YErO HE CAC1AHO 1R
JIaHHBIX 110 PACCMOTPEHHOM BLIGOPKE M3 POCCHACKON MOMYIALMH.

- HerocTaTouno noapoGHOo onucalia poccHiickas KOropra, FeHOMHbIi aHaTH3 KOTOpOH
NPOBOAMIICA: KaK M r/1e ona Obuia coGpania, KpHTEPHH BKIIOUEHHS YHACTHHKOB B HCCICI0BAHKE,

KOJIMYECTBO C/1y4acB U KOHTPOJICH U T.1.

3. B raase «Pe3yabratsl u oGcyx ienne» B Tabanuax 3, 4 HCIo/Ib3y10TCA COKPALUCHHUS, KOTOpbIE

uurje He pacundpopansl.

B kavecrBe yTo4yHeHHs, XOTE10Ch Oul 33,1aTb €181y IOUWHE BOIIPOCHI 10 TEME HCCIC1IOBAHUS L
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Hceenenosanme nokasano, wro wacts renosiix BapPHAHTOB, BLIABACHHLIX Y XKHTEICH
ceBepo-3anana (okoao 10%) orcyrernyer s Gase ganneix GnomAD. Kak 710
COTIACYCTCA C IMTCPATYPHBIMU AANILIMH O APYTUX MONYASIHHAX?

Kakosul Mexanuime, kotopuic o6ycaarannaior neitorponsuii »pext JIHK-sapuantos?

M3BecTiio nm, Kakne MEXanmuiIMul KOMIICHCAIMHM MOTYT MCTOILIOBATLCA KICTKAMH LA
CHIDKCHUS OTPHIEATEABIONO BANSHN nieiioTporeix uimenenui?

Jaxkaoucnie

VKa3zanusie 3aMCHARNA HE YMANRIOT 3HAUYNMOCTH ANCCEPTAIIHOHHOTO HCCICI0BANKA
Pocticrasa Koncrannornua na remy: Bansime actorHoro criekpa aiiesich na pucku
3aG0NCRANMIT B PAMKAX KOTOPTHEIX HeceaoBanmiiy, Cogepkaine AMCCEPTALNK IOTHOCTHIO
coorsercTByeT n.n. 9-11, 13-14 «[lonoxenns o nopsaKe NPUCYKIACHHUA yUEHBIX crernenei »,
yrepaciennoro [locranosnenuenm [IpaButenncTsa Poccuiickon ®eaepaunn No842 ot
24.09.2013 r. (B peIaKUUH € HIMECHEHHAMH, YTBEPKACHHBIMH [ToctanosiaenueM [IpaBuTeTLCTE2
P® ot 21.04.2016 1. Ne335, pea. ot 01.10.2018 r. Ne1167, pea. ot 20.03.2021 r. Ne426) no
crienatbHocTH 1.5.7 — reHeTHKa, NpeabABISEMBIX K AHCCEPTALMAM HA COMCKAHHE y4eHOH
CTeMeHH KaHIMIaTa HayK, a ce aBTop, CkurdeHko PocTicias KoHCTaHTHHOBHY, 6e3yCII0BHO,
3aCTYXKMBAET NPUCYKACHHS YYEHOH CTENeHH KaHuaaTa OMoIorH4eckux Hayk 1o
crienHaTbHOCTH 1.5.7 — reneTnka
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KaHIMaaT OHOJOrMYECKHX HayK

3aBeaytomuii 1aGopaTopueit GuoMHPOpPMATHKH
deaepatbHOE rOCY1apCTBEHHOE BIOKETHOE YIPEKIACHHE
«LIeHTp CTpaTernyeckoro MIaHHPOBAHHUA U yTIPABJICHUA
MeIHKO-OMOIOrHYeCKUMH PHCKAMH 3/I0POBBIO)
denepatbHOro MeAMKO-6HOIOrMYECKOro areHTCTea
AJ1pec MHCTHTYTa:

Ten.: +7 495 540 61 75

e-mail: echemyaeva@cspmz.ru

Noanuce E.H. Yepuseson 3aBepsio:
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