OT3bIB
Ha apTopedepar anccepranun Ckuryenko Poctucnasa KonetaHTHHOBHYA
«Bausnne yactorHoro cniektpa anseneii Ha pucki 3a601eBaHUiH B pamMKkax
KOTOPTHBIX MCCEN0BAHMHY , NPe/ICTABIeHHOH HA COMCKAaHKE YYeHO cTeneHu
KaHaWaaTa OUonoruyeckux Hayk no cneuuansHoctu 1.5.7. leneruxa.

biiaroiaps 3HauMTENBHOMY MpOrpeccy B TEXHONOTHAX CEKBEHUPOBAHUS ¥
HAaKOM/IEHHIO DOJIBUIOr0 MACCHBA TEHOMHBIX JAHHBLIX MBI MOXKEM HCCIEN0BATH
HaCTOTHl  BAPHAHTOB ajefiell B  pasAM4HBIX MONYAALMAX W [0Jy4Yarh
AOCTATOYHO TOYHBIC OLICHKHM HACIEAYEMOCTH JaKe [UIs CIOKHBIX FeHeTHYe CKHX
npusHakoB. K cokajieHumio, Ui MHOTHX MPH3HAKOB 9Ta 3a/a4a yCnoKHsIeTcs
M3-32 HEXBATKM TOMHBIX NAaHHBIX O [ONMY/AUMOHHON CTPYKTYpE, a Takke H3-3a
asnenus naedorponuy. IMosromy mnobele paboTel, MOIBOAAIOIIHE YUHTHIBATE
IMHCTATHHIECKOE B3aUMOJCHCTBME TEHOB B IMOMYJALHOHHBLIX HCCHAENOBAHWAX,
HECOMHEHHO MMEIOT BaKHOE HayuyHOoe 3HauYeHke.

B auccepraumonnoit pabore Poctucnasa KoncrantunoBuda CKHTHEHKO
HccnegyeTca BAWMAHHE YacTOTHOLOD CHE‘KT]]EI E‘la"l.TlEJ'IEFI Ha PHCKH PaiBHTHA
3aboieBaHUi B paMKax KOFOPTHBIX MccliegoBaHui, Ha npumepe HeCKoIbKHX
pa3sHBIX  KOFOPT aBTOP JAEMOHCTPUPYET CBS3b YacTOT BapHaHTOB ¢
[IEHOTPONHOCTBIO, 4 Takke yOSAMTENILHO JEMOHCTPHUPYET BaKHOCTH
POLECCOB IBOMIOLMOHHOIO JaBleHHs Ha PUCKH 3aDosieBaHMil B paziMyHBIX
nonynauusax. [lonyyenHsie pesyibTaThl MOTYT ObITh HCHONB30BaHLl /1A Oonee
TOYHBIX OLIEHOK PpHCKA TAKENbIX MEAHUHHCKHX (EHOTHHOB CO C/IOKHOH
TEHETHUECKOH DTHOJIOTHEH.

AHanM3 4acTOTHOIO CIEKTpa aijiesnei, NMpoBeIeHHBIH aBTOPOM, ABIACTCA
KJIIOYEBBbIM  11aroM B MOHHMAHMKM TeHEeTHYEeCKOHW OCHOBBI HACIEICTBEHHBIX
3ab0/1eBaHUi M PHUCKOB X pa3sBuTus y HaceneHus Cesepo-3anajiHoro perdoxa
Poccun. Tak, B pabore npeacrasieHsl Oonee 50 ThicsY BapMaHTOB,
cneunpuueckux g Koroptsl Cepepo-3anaga Poccuu, U OTCYTCTBYIOUIMX B
faze navublx gnomAD. Oty JaHHBIE, HAcKOJIbKO MHE H3BECTHO, YiKe
MCIIONBL3YIOTCA BpayaMu-TeHeTHKaMM, IMOCKOJIBKY NpPH aHaliu3e O4YeHb BaXKHbI
PUCKH HOCHTEJILCTBA NATOTEHHBIX ajjieNei, cneunpuaeckne Ui KOHKPeTHBIX
MOTYIA AN,

Agsropedepar Xopouio CTPYKTYPHPOBaH H JIOTHYHO OINMCBIBAST CYTh
cyuiecTByioweli npobnemel, yKazaHHble  1LEJH paboThl  COOTBETCTBYIOT
nocTaBneHHbIM 3ajauaMm. Pasnen «Metonsl» BKIouaeT WHdopMauuio 00



MCNONB3OBAHHBIX JAHHBIX, @ TaKKe NPUMEHAEMBIX OHOMH(OPMATHYECKHX
MHCTPYMEHTAX AN NpoBeaeHus Beex aTanos in silico ananusa. OraenbHo Xo4y
OTMETHTh, 4TO @BTOP WMCMONBL30BAN O4YEHb IMPOKHH Habop COBpeMEHHbIX
WHCTPYMEHTOB aHanu3a nauubiX. B cexunmn «Pesynbratel» npuseaeHo
noApodHOe ONHCAHME MOMYYEHHBIX AAHHBIX Ui BCEX YacTeH WCCeNOBAHHSA,
AN OPHTHHANBHBIX PE3Y/ILTATOB MPOBEJEHO CPABHEHHE C OTKPLITBIMH Oazamu
AaHHBIX, BeiBoas! chopmynnpoBanbl YeTKO H 0DOCHOBAHHO.

A, Paitko Muxaun [lerposuy, cornaced Ha BKIKOYEHHe B aTTeCTaUHMOHHOE
Neno n aanbHeiiyo o6paboTky MOMX NEPCOHANBHLIX AaHHBIX, HEOOXOAHMBIX
18 Mpoueiypbl  3aLUMTHI nucceprauun  Ckuryenko  PocrtHenasa
KoncranTuHoBrYa, HCXOAA W3 HOPMATHBHBIX JOKYMEHTOB.

Juccepraumua Ckuryenko Poctucnasa KoHcTaHTMHOBHMYA OTBEHaeT BCeM
Tpebosanusam nn.: 9-11 u 13-14 «llonokeHus O NPHUCYKIASHHH HAyYHBIX
cTeneHeiiy, yTBepHACHHOro nocraHosneHdeM [lpasutensctsa PoccuiickoH
Penepaunn ot 24 ceuradbpa 2013 r NeB42 (B penakudH MNOCTAHOBICHHS
IMpasutensctea PO Ne335 or 21.04.2016 r, Ne748 ot 29.05.2017 r., Ne650 or
20.03.2021 r, Ne426 or 11.09.2021 r, Nel539 or 26.09.2022 r., Nel690, a
couckarens crenedn Cxurdenxo PK. 3acayxusaer npucyxaeHus yueHOH
CTeMeHH KaHauaara OHONIOrHYEeCKHX HayK M0 CrelHanbHocT! 1.5.7. — reHeTHka.

OT3bIB NOATOTOBHI:

Pafixo Muxaun [lerposmy,

KaHAMAaT OMONOrHYECKHX Hayk,

CTApLUMil Hay4HbIH COTPYZHHK 1abOparopHH LMTONOMHH OLHOKIETOMHBIX

T
e

opranu3mMoB MHCTHTYTa UHTONOIHH Poccuiickoi axa HaykK.

Anpec uieruryTa: 194064, Tuxopeuxni npocnexT 4, C::%-Hmpﬁypn
+7(812) 297-18-29 )

e-mail: mike.rayko@gmail.com 4
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