OT3bIB

Ha aBTOpedepar quccepTaluoOHHOU paboThI
byra JImutpus CepreeBudua Ha TEMY :

«CrpaTudukanms pUCcKOB TpaHC(HOPMALIUK B OCTPBII JIEHKO3 U CMEPTH ¥
MAIMEHTOB ¢ MUEJIOIUCILIACTUYECKUM CUHIPOMOM Ha OCHOBAHUM JAHHBIX
MYTaIIMOHHOTO aHATU3a», IPEICTABICHHON Ha COUCKAHUE YUCHOMN CTEIICHU

KaHAuIaTa MEIUIIMHCKUAX HAYK T10 CIEeIMaTIbHOCTH:

3.3.9. MeauumHcKas “HQOpMaTUKa (MEIULIMTHCKIE HAYKH).

CoBpeMeHHas T'eMaToJOTMs CTAIKMBAETCS C HEOOXOAMMOCTBIO TOYHOM
MHTEPIIPETAlMK [EHETUIECKIAX BAPUAHTOB HEOTIPEEIEHHOIO 3HAUEHH S, 0COOEHHO B
redge 7P53. [lpencraBineHHoe B aBTOpedepaTe UCCIeqoBaHre MOCBSIIEHO PEIIEHUIO
OTOW aKTyaJIbHOM Hay4HOMU 3ajadyd — pa3padoTKe MH(YOPMALMOHHONW CUCTEMBI JJIs
cTpatuuKaIMK PUCKOB Y MAIUEHTOB C MUEJIOUCIIIACTUIECKAM CHHAPOMOM Ha
OCHOBE KOMIIIEKCHOTO aHaIu3a My TalluOHHOTO IPOQHIIS.

AKTyalbHOCTb W Hay4yHas HOBU3HA MCCIENOBAHUSA HE BBI3BIBAIOT COMHEHUN.
ABTOD CIIPaBEMJIABO OTMEUAET, YTO CYILLECTBYIOIIUE MTPOrPAMMBI-IIPEAUKTOPEL I
OLEHKM IaTOME€HHOCTM TIE€HETUYECKUX BapUAHTOB, OCOOEHHO MUCCEHC-3aMEH U
BapUaHTOB B HEKOAMPYIOIUX 00gacTax, oO0Jgamar0T psSaoM OIpPaHUYEHUN: B
YaCTHOCTH, K HUM OTHOCATCS HHU3Kas CHEIU(MUYHOCTH OMPENENECHUS MaTOrEHHBIX
BApUAHTOB M OTCYTCTBME BaluJalMy Ha KIMHUYECKMX KOIOpTaxX [ALUEHTOB C
OIpeneNEHHON naTogorueil. B pamMkax auccepTanuy NpeiIosKeHO IPUHIUITAAIBHO
HOBOE PEILIEHNE ITOU POOIEMEL.

B aBropedepare M3I10KEHBl TPU KIFOUEBBIX PE3yJIbTaTa: pa3paboTaH MeTO.
UCCICNOBAHUSA  OBOJIOIMOHHOM BapuabeslbHOCTH  MYJBTUIOMEHHEIX — OENKOB,
OCHOB@HHBIY HA MHO)XECTBEHHOM BBIPABHHMBAHMM CyOIIOCIIEN0BATENBHOCTER
OpTOJIOr0B; BIEpBBIE B Poccuu cosjaHa nporpaMma Ui IIOMCKa OPTOJIOTOB,
MCIIOJIB3YIOas Kak KiiacTepbl MapkoBa, Tak ¥ HauOO0JIbIINE MAKCUMAIILHBIE KUK,

pCAJIOXKCHA HOBasg KOHLCHIMA BBIpABHUBAHMA «(IICEBIOPHAOBY» I'OMOJIOIMYHBIX



MIOCIEA0BATENEHOCTER UL Olpele/ieHus] HEUTpanbHOro KIMHUYECKOro d(ddexra
TECHETUYECKUX BAPUAHTOB.

MertosiosioTusi M BBEINOJHEHAE Pa0OTH OTIAYAIOTCA KOMIUIEKCHOCTBIO U
COOTBETCTBYIOT  COBPEMEHHBIM  CcTaHxapTam.  VccienoBaHuE — BKIIIOYAET
O6uonHpopmMaTHYeCKUi aHanm3, TpadoBBIE METOJBl, MAIIMHHOE O0ydYeHHE Wu
CTaTHCTHYECKYIO 00paboTKy JaHHBIX ¢ MpuUMeHeHueM s3bikoB Python, R, Bash u
JavaScript. Jlns oOyueHus U BAIAJAUU MOJIEIN UCIIONb30BaHa PEIPE3eHTaTUBHAS
BbIOOpKa M3 233 marToreHHbIX U 199 n00poKadyecTBEHHEBIX MHUCCEHC-BAPUAHTOB
reqoB TP53, BRCAI, BRCA2, DICERI n PIK3CA w3 0a3sl  gaHHplx ClinVar.
Bamupanust knuHn4deckoi aQpPEKTUBHOCTH WHYOPMAITMOHHON CHCTEMBI IIPOBEIEHA
Ha JIBYX HE3aBUCUMBIX Koroprax: 2343 mnauumeHTtax MexayHapoJHOU paboueh
rpynnsl 0o u3ydernnio MJIC u 195 nanuentax u3 kauHudeckoit 6azsl PI'OY BO
[ICTIOI'MY um. W.II. ITaBnosa Mun3zapasa Poccnn.

IlpakTnyeckas [MeHHOCTh pabOTHl 3aKIIOYAETCs B CO3MAHUM WHCTPYMEHTA,
TOTOBOIO K BHEIPEHUI0 B PabOTy MOJIEKYJIPHO-T€HETUYECKUX J1a0OpaTOpUil.
PesynpraTel y)ke wHcnonb3yrorcs B Jlaboparopuu  TpPaHCIUIAHTOJIOTMMA U
MOJIEKYJISIpDHOU remaronoruu KimHuku HWW nerckoil oHKoJIOIUY, TeMaTOJIOTUN U
Tpancrutantosorun um. P.M. T'opGaueBoit, a Takxke B yuebHoM npouecce PI'HOY
BO TICIIOI'MY um. M.II. IlasnoBa MunzgpaBa Poccuu. PaspaGoranHoe BeO-
NPUIOKEHUE IS KIIacCU(DUKAUM MUCCEHC-BAPUAHTOB 753 MpeAcTaBisieT co00i
JOCTYIHBIA UHCTPYMEHT JUJIS OIEPIKKU IPUHSI TS KITMHUYECKUX PELICHUML.

Pe3ynpTaTel OUCCEPTAIIMOHHOIO MCCIEHOBAHUS W OCHOBHBIE HaydHBIE
II0JIOYKEHUSI M3JI0KEHEI B 16 1y OIIMKaLuUsaX, Cpeu KOTOPHIX 2 — B PELIEH3UPYEMBIX

XKypHaJax, pekomeH10BaHHbIX BAK PO.

3akarouyeHue

HuccepranuronHHas paGora byra Jmutpus CepreeBuya Ha  TeMy
«Crpatudukanus puckoB TpaHcGOpMaluK B OCTPBIN JEWKO3 U CMEPTH Y NAlUEHTOB
C MHENOAUCHNACTAYCCKIM CHHJPOMOM Ha OCHOBaHMM JAHHBIX MYTalMOHHOIO

aHanmsa»  SIBISIETCA  3aBEPLICHHON  Hay4yHO-KBaTM(QUKALIMOHHOW  paboToi,



BBILIOJIHEHHOW [OJX PYKOBOACTBOM JIOKTOpa MEJUMUMHCKUX HayK, JJOLEHTa
Hapkesuya Apréma HuxonaeBudya, COAECPKUT pEIICHWE aKTyalbHOW Hay4dHOM
3aja41 B 00JACTH MEIUIIMHCKOW WMHGOPMATUKM, IIOJHOCTBEO COOTBETCTBYET
TpeboBaHuAM II. 9 TlonoKeHns 0 IPUCYKIEHUN YUSHBIX CTEIIEHEH, YTBEPIKAEHHOTO
nocranosienueM [IpaBurensctea Poceniickoit @eneparuu Ne 842 ot 24.09.2013 1.
(B JeHcTBYIOMEH penaxium), MPeIbsSBIAEMbIM K JUCCEpTAlMsAM Ha COUCKAHUE
YYEHOHW CTeNeHM KaHAWzara MEAUIMHCKUX HayK, a ee aBrop, byr JImurpuii
CepreeBHé, 3aCIIy KMBAET IIPUCYIKIEHNS YUEHON CTEIEHM KaHAUIaTa MEUIIMHCKUX

Hayk 110 cneuuanbHocTy 3.3.9. MenuunHckas nabopMmaTtrka (MEIUITUHCKIAE HAYKH] ).

«25» HosA0ps 2025 T.
3aBey oL 1aboparopueit
(hapmaxooruy OBeNeHUs OT/AelIa
ncuxopapmakosorun Mucturyra

papmaxogorun um. A.B. Banpamana,

OI'BOY BO TICII6OI™MY um. MU.I1. TTaBiiosa

Munzapasa Poccun,
JIOKTOP MEJIULIMHCKUX HayK
(3.3.6 ®apmakoJorusl, KIMHUYeCKasl

(dapmaxoJiorusi) CyxanoB Winesa MuxaitsioBuda

(enepansHoe rocy1apcTBEHHOE GI0KETHOE 00pa30BaTesbHOE yUpexkAEHHE Bbiciuero obpasosanus «Ilepsoiit CaHkT-
I[TetepOyprekuii rocy1apcTBEHHbIH MEAMLMHCKUI yHUBepeuTeT umenn akaaemuka W.IT. [Tanosay MunucTepcTsa
3apaBooxpanenus Poccuiickoit ®enepauuu, 197022, r. Cauxr-TlerepOypr, yi. JIsea Toncroro, 1. 6-8

Tenedon: +7 (812) 338-66-00

Oduumanbubii cait https:/1spbgmu.ru/

OnexTtponHas noyra: info@1spbgmu.ru
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