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3JAK/IFOYEHUE
denepanbHOE roCyI1apCTBEHHOE aBTOHOMHOE 00pa3oBaTeIbHOe
YUpeXICHHUE BEICIIETO 00pa30BaHUA
«HanmonansHe1i uccenosarensckuit yausepcurer MTMO»
MunwucTepcTBO HayKu U BhICIIEro o6pasoBanus Poccuiickoit Denepanuu

HAuccepraumns: «BiusHMe 4YaCTOTHOTO CIeKTpa ajieneil Ha pucku 3aloneBaHUil B
KOIOPTHBIX MCCIIETOBAHHSIXY.

Couckarens: Cxkutdenko Poctucias KoHcTaHTHHOBHUY.

Juccepranys — BBITOJHEHA: QakynereT  MHOOPMAUMOHHBIX  TEXHONOTHM U
IIPOrPaMMHPOBAHHUS, (eepabHOe FOCYAapCTBEHHOE aBTOHOMHOE 06pa30BaTebHOe yUpEKIECHUE
BBICIIETO 00pa3oBaHus «HalnoHaIbHbIH HCcIenoBaTeIsCKuil yruBepcurer UTMO».

Huccepranus noAroToBNIeHa B aCIUPAHTYpE: J1a.

[Tepnon noaroroku: ¢ 01.09.2018 mo 31.08.2022.

Hanpassenne: 06.06.01 — «Bronornyeckue Haykny.

Hpodwms: 03.02.07 - «T'enetukay (1.5.7. TeneTnka).

HanmenoBanne opraHmsaiiu, B KOTOPOH OCYIECTBISIACH MOATOTOBKA B aclMpaHrype:
(enepanbHOE  TOCYTApCTBEHHOE ABTOHOMHOE — 0OPa3OBATEIBHOE YYPEKICHUE  BBICIIETO
00pazoBanns «HalMoHaTBHEIN HCCIe0BATEIbCKHUIA yauBepcurer UTMO».

CrpykrypHoe  moxpasjenenme:  (akymbTeT — MHGbOPMALMOHHBIX  TEXHONOTHA
MIPOTrpaMMHUPOBAHMS.

Hayunsiit pykoBoaurens: Apremos Hukura Huxonaesuy, PhD, ¢punocodckue Haykwy.

Mecto paboTel HayyHOro pPyKOBOAMTENS: (emepanbHOe TrOCYIapCTBEHHOE aBTOHOMHOE
o0pa3oBaTenbHOE YUPEXKICHHE BBICIIETO 06pa3oBaHms «HamMOHANbHBIN HCCJIE0BaTEIIBLCKIH
yHHBepcuTeT UTMO».

CrpyKTypHOE IIOApa3/eneHHe: HayqHO-00pa30BaTeTbHBIH IEHTP TeHOMHOTO pa3HooOpasusl.

JOKHOCTE: JOIEHT-MCCIEN0BATENb.

Conckarenb okonmuun: @DefepalbHOE TOCYIAPCTBEHHOE OIOMKETHOE 00pa3oBareIbHOE
YApekAeHUE BBICUTEro 0OpasoBanms «CamkT-IleTepOyprekuit  rocyqapcTBEHHBI  XMMHKO-
apmareBTMYECKHiT yHUBEpCHTET» MUHHCTEpCTBA 3apaBooxpanenus Poccuiickoit demepanum.

Hanpasnenue: 19.04.01 BUOTEXHOJIOTUS.

I'on oxonwanwms: 2018 1.

B nepron noarorosku auccepranuu conckarems CKUTYeHKo PocTicaaB KOHCTAHTHHOBHY
paboran B: DemepansHoe TocymapctBennoe bromkerHoe Hayunoe VYwupexnenne "Hayumno-

HUccnenosarensckuit UHCTHTYT AxymepctBa, I'maekonorun U Penponyxkronorun um. M. O.
n

Otra".
CrpykTypHOE MoJpasienenue: rpymna BeIYUCIUTELHOM Ononnpopmaruky.
HOmKHOCTD: 1a00paHT-HCCIIe0BaTEN.
ITo Toram paccMOTpeHHs NPHHATO CIIEAYIONIee 3AKII0YEHHE;
1. JIm4Hoe yyacTHe COHCKaTelsi B IOJy4eHHH pe3yibTaToB, M3JI0KeHHBIX B
JAMCCEPTALMH.

ABTOp HACTOAIUEH MMCCEPTalMi NPHUHMMAN HEIOCPEICTBEHHOE ydactHe B 00paboTke



0B CEKBEHHDOBAHHMS 3K30MOB DPOCCHHCKMX MAIlMEHTOB, aHAJIM3€ KAayeCTBA NaHHBIX,
HOO0PMATHYECKOM aHaNu3e, TOTyYeHUM DPe3yIbTaToB OMOMH(OPMATHYECKOrO aHauw3a, B
TDHODHTH3AIMK  BAPMAHTOB, OOMAJAOIIMX IUICHOTPONHBIM  3(GeKToM, mpu
HCCTISI0BaHHH TUISHOTPOIIHH.

2. CreneHb 10CTOBEPHOCTH Pe3y/IbTATOB MPOBEAEHHBIX HCCAET0BAHUNM.

OcHOBHOE COIEpXKaHME HAyYHO-HCCIIEI0BATENIbCKOH paboThI (IMccepTalu) oy OIuKOBaHO
= 4 CTaTesX, OMyONMKOBAaHHBIX B WM3JaHMSX, peleH3upyeMmbix Web of Science mmm Scopus.
Anpofans pe3ylsTaToOB HAYYHOTO MCCIIEN0BaHMUS NOATBEPXKACHA 3 MyOIMYHBEIME JOKIAJAMH Ha
SCSPOCCHHCKHX U MEXKAYHAPOIHBIX KOH(EPEeHUHSX 33 OCIeqHHeE 3 Toa.

3. HoBu3Ha, HAyYHAasl M MPAKTHYECKAS 3HAYHMOCTD.

B nanHOH paboTe BIEpBBIE MOKA3aH CIEKTP T€HETHUYECKHX Bapualuii (B 0COOEHHOCTH
x1e BapuaHTel) B PoccuM ¥ BBIABIEHBI HauOolee paclpOCTPaHEHHBIE aJUIEld pHUCKa
2 TOCOMHO-PEIECCHBHBIX 3a00/I€BaHui, XapaKTepHEIE UL POCCUICKOM momyisun. KoHkpeTHEIe
TeECTWYSCKHE BapHMaHTHl, HaWOeHHBIE B HaHHOH paboTe, MOryT OBITH MCIIOIb30BaHH B
(CCKOM MPAKTHKE IJIsi TIOCTAHOBKM MOJEKYIAPHBIX UArHO30B MAI[MEHTaM C DPEIKHMH
WEEISTSBCKUME 3a00ICBaHUAMH,

4. llenHocTh HAYYHBIX padoT.

[lom¥MO BKJITaZa B NOHMMaHWE NPHPOABI CeMEWHOW M cropammueckoit Gopmer OCIC,
HCCTISI0BaHHE KPOCC-TIONMYISIIMOHHOTO IIEPEHOCA PHCKOB Ha MPUMEPe KOHKPETHOTO 3a00/IeBaHys
TO3BONLEOT NIPOCIENTh Ha MEXaHUCTHYECKOM YPOBHE 32 3()(eKTaMH 3BOJIOLMOHHOTO JaBIeHHA
#YHBIX MOMY/IAUMUAX ¥ AHHAMUKOH aJlIebHBIX 9acTOT. HaliieHHEIM reHeTHYeCKHi BapUaHT
STCTBYIOLIMHA €My T'€H BHOCAT BKJIaJ B IIOHUMaHUE KOMOPOUIHOCTH HE(POMATOIOrui ¢
TOMEH 3DSHHS IVIEHOTPOIINH.

5. IToa1HOTA M3/10KeHHUs Pe3yJIbTATOB JUCCePTALIMN B ONMYOJIMKOBAHHBIX COMCKATEIEM
paforax. Kparkas xapakTepucTHKa HAyYHbIX padoT.

OcHOBHOE cOlepiKaHHE TUCCEPTAlUH OIyOIUKOBAaHO B 4 CTaThsAX, U3 HUX 4 IMyOIUKAIMHA B
H3TaHHAX, pereHsupyeMbix Web of Science miu Scopus.

HayuHele n3naHus, BXOIAIINE B MEeXIyHapOIHbIe pedepaTuBHbie Gashl JAHHBIX U CHCTEMBI
LHTHPOBAHHS:

1. Shikov A.E., Skitchenko R.K., Predeus A.V., Barbitoff Y.A. Phenome-wide functional
dissection of plelotroplc effects hlghhghts key molecular pathways for human complex
traits//Scientific Reports, 2020, Vol. 10, No. 1, pp. 1037

2. Zlotina A., Melnik O., Fomicheva Y., Skitchenko R.K., Sergushichev A,
gimardanova E., Gusev o, Ga21zova G., Loevets T Vershinina T. Kozyrev L., Gordeev M.,
ichkina E., Pervunma T., Kostareva A.A. A 300-kb mxcroduphcauon of 7q36.3 ina patlent
with triphalangeal thumb-polysyndactyly syndrome combined with congenital heart disease and
optic dm coloboma: a case report//BMC Medical Genomics, 2020, Vol. 13, No. 1, pp. 175

. Barbitoff Y.A., Skitchenko R.K., Poleshchuk O.I., Shikov A.E., Serebryakova EA,
Nasy \hox a Y.A., Polev D Y., Shuvalova A R, Shcherbakova LV, Fedyakov M.A., Glotov O.S.,
Glotov A.S,, Predeus A.V. Whole-exome sequencing provides insights into monogenic dlsease
prev alence in Northwest Russia//Molecular Genetics and Genomic Medicine, 2019, Vol. 7, No.
11, pp. €964

4. Glotov O.S., Serebryakova E.A., Turkunova M.E., Efimova O.A., Glotov A.S., Barbitoff
Y.A., Nasykhova Y.A., Predeus A.V,, Polev D.E., Fedyakov M.A., Polyakova 1.V., Ivashchenko
T.E., Shved N.Y., Shabanova E.S., Tiselko A.V., Romanova O.V., Sarana A.M., Pendina A.A.,
Scherbak S.G., Musina E.V., Petrovskaia-Kaminskaia A.V., Lonishin L.R., Ditkovskaya L.V,
Zhelenina L.A., Tyrtova L.V,, Berseneva O.S., Skitchenko R.K., Suspitsin E.N., Bashnina E.B.,
Baranov V.S. Whole-exome sequencing in Russian children with non-type 1 diabetes mellitus
reveals a wide spectrum of genetic variants in MODY-related and unrelated genes//Molecular
Medicine Reports, 2019, Vol. 20, No. 6, pp. 4905-4914

Bonpirast yacTh OIMyGIMKOBAHHBIX paboT MOCBAIEHA TeMe MeAUIMHCKOM reneTnku. Cpean




paGot ecTh myOnukauuu (yHIaMeHTaJIbHOM 3HaYMMOCTH, HaIpHMep, paboTEl MOCBSLIEHHEIE
mwieorponuy. [JanHas paGoTa MOCBAMEHa HCCIENOBAHMIO HanGolee TUIEHOTPOIHBIX JIOKYCOB ¥
NPU3HAKOB YEJIOBCKA, e OBLIO BBISICHEHO, YTO HWMEHHO YacThie HCKOAHUPYIONINE BapHAHTH]
MMCIOT TCHACHLHIO K MHOXECTBCHHOM accolMaluM, a cpeld Hauboiee IUIEHOTPOITHBIX
IIPA3HAKOB ABIIAIOTCS (DCHOTHUIIBI, OTBETCTBEHHBIE 33 MMMYHHTET U AHTPOIIOMOP(HEBIE YEPTHI.
Jpyras paGoTa NOCBSIEHA METAHCCICAOBAHUIO T€HETHICCKOIO PasHOOOpa3ust ayTOCOMHO-
peneccuBHBIX 3aboneBanuit Ha Tepputopunm CeBepo-3amagHOro peruona Poccuu, KOTOpsIe
TOMOTYT B KIMHAYECKOH AuarHocTuke MeHmeneBcKux 3a60eBaHMil POCCHIHCKMX MAIHEHTOB.
Pesynbrarel uccnenoBanuii poccuiickux 3K30MOB BOIUTH B TEHOMHBLI Opaysep Ruseq. B nepeune
CTaTeil TakKe NPUCYTCTBYIOT paboThl Gosee MpaKTHYeCKoit 3HaYUMOCTH, HANPUMED, IO AHAITU3Y
MODY (Maturity-onset diabetes of the young) nuabeTa WIM HCCIENOBAHUE IIALUEHTOB C
BPOK/ICHHLIM  TIOPOKOM  CEpIld M aCCOLMUPOBAHHOM Tpex(halaHTOBOH MOMMCHHIAKTIIIHY
Gomnpmroro manena. O6a UeceTOBaHKS OMUCHIBAIOT penkue crenuprIecKre cirydan 3a60IeBaHumit
1 PENOCTABILAIOT HOBBIC ICHETHIECKHE MAPKEPEI B KaYECTBE aCCOLMUPOBAHHEIX C TATOTEHE30M.

Couckarenp  Ckurdenko Poctrcnas  KOHCTaHTMHOBMY — MOATOTOBH JUCCEPTAIUIO
«BimsiHHE YaCTOTHOTO CIIEKTpa aniernell Ha PUCKU 3a00IeBaHMI B KOTOPTHBIX MCCIICIOBAHUAXY,
COOTBCTCTBYIOUIYIO KDHTCPHSAM, MNPEIBbABIACMBIM K MHCCEPTALMIM HAa COMCKAHHE YYEHOH
CTEIICHN KaHAMOAaTa OHMOJIOTHYECKHX HayK 1o Hay4dHol cneruansHoctH 03.02.07 — «eHeTHKa
(1.5.7. I'eneruka).

Huccepramuss pekoMeHAyeTcs K 3al[MTe HA COMCKAHWE YYEHOH CTENeHW KaHAWJara
Guonornueckux Hayk 1o Hay4HO¥ crermansHocTH 03.02.07 — «CeHOTHK (1.5.7. I'eneruka).

3akmodeHne OBLIO IPHHSTO HA 3aCENaHUM  KOMHCCHH IO nomycky k [HA,
TpEABAPUTENILHOMY PACCMOTPEHHIO JHCCEPTALMA W TOATOTOBKE 3aK/IIOYEHHI OPraHH3aLud Ha
AMCCEPTALMH  CTPYKTYPHOTO IOADA3JeNeHHA: MeradakylbTeT HayK O XWU3HH, (eaepalbHoe
TOCYyNIapCTBEHHOC  aBTOHOMHOE  00pa3’oBaTelbHOE  YUPEXKIEHHE  BBLICLIETO obpa3oBaHusI
«HanvoHaIbHBIN HCCIeN0BaTeTbCKHUiT yHuBepcuTeT UTMOy.

Ha 3acenannu npucyrcroBaio - [ ger.

PesynbraTel TONOCOBAHHA: «33» - (  HellL., IPOTHB - _Q YeNl., «BO3IEPXKANOCEY - ()
4ei., mpoTokosi Ne 4/ ot «28» Laa 2029 T.
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