OT135IB
Ha aBTOpedepar quccepTallMOHHON paboThI
byra JImutpus Cepfeeiana Ha TEMY:

«CtpaTtudukanus pucKoB TpaHC(HOPMAaIMK B OCTPBIH JIEUKO3 U CMEPTH Y
TIAIIEHTOB C MUEJIOIUCIUIACTUYISCKAM CHHIPOMOM Ha OCHOBAHUU JAaHHBIX
MYTallMOHHOTO aHaIM3ay, IPEICTaBIeHHON Ha COUCKaHUe YUSHOH! CTEeIIeH!

KaHIU1aTa METUIIMHCKIX HAYK 0 CIeUAaIbHOCTH:

3.3.9. MemuumHCcKas nHQOpMaTHKa (MEIUIIUHCKHAE HAYKH).

CeromHsi TEXHOJIIOTMU MOJEKYJISIPHONH OMOJIOTHYU MO3BOJISIFOT OCYILECTBISATH
TIOJITHOTEHOMHOE U MOJHOAK30MHOE CEKBEHUPOBaHHE B T€UEHNE HECKOJIBKUX THEH,
9TO TPUBOAUT K HAaKOIUIEHWIO OoJibIIoro o6bEMa JaHHBIX. B CBiI3W ¢ 3TUM
BO3HHUKAET 3HAYUTENILHOE KOJIMYECTBO TI'E€HETUYECKUX BAPHUAHTOB, KIMHUYECKOE
3HaUeHMEe KOTOPBIX B HACTOSIEE BpPEMsS HEU3BECTHO. BBICOKYIO aKTyalbHOCTH
IproOpeTaroT  BBIYMCIUTENbHBIE AQITOPUTMBI, HAIMpaBJIeHHBIE Ha  OIEHKY
[IaTOTeHHOCTH TE€HETUYECKUX BapUaHTOB, OCHOBAHHBIE HAa aHAIN3e MYyTaHTHOU
1 UCXOJIHOM IIOCJIe0BAaTEIbHOCTEH TOro MM HHOrO TI'eHa. B 1iemoM, oIeHKa
[IATOTE€HHOCTH TE€HETUYECKUX BApHUAHTOB TMPU PA3JIUYHBIX OHKOJIOTHYECKUX
3a00NIeBaHUSX SIBIIICTCS Ba)KHEWIEH MpOoOJIeMON COBpEeMEHHON MOJEKYISIPHON
IUAarHoCTUKU. B dacTHOCTH, OCOOEHHO oOcTpo 3Ta mpobieMa MPOSBIIETCS
B KOHTEKCT€  M3YYEHHUS  MHEJOJUCIUIACTAYECKOIO cuaapoma  (MJC).
Muccepranmonnas pabora JI.C. byra HampaBieHa Ha pelleHHe aKTyalbHOMR
Hay49HOH 3a7jaud — pa3paboTke WH(OPMAIUOHHOW CHUCTEMBI JJIS CTpaTH(UKAIUH
PHUCKOB TpaHChHOPMAIIMH B OCTPBIH JIeKo3 B cMepTH y nanuenToB ¢ MJIC Ha ocHOBE
JaHHBIX MYTAllMOHHOTO aHaIu3a.

B muccepranmuu IpoaeMOHCTPUPOBAHBI OCHOBHBIE IIPUYMHEI, II0 KOTOPBIM
IPOrpaMMBI-IIPEIUKTOPEl  HE II03BOJIAIOT paspellinTh MNpoOJeMy BapHaHTOB
HesiIcHOro 3HadeHus. COOTBETCTBEHHO, HHPOPMAITHOHHAS CUCTEMa, YIUTHIBAIOIIAS
U WCIPAaBIIONAA 3TH HENOCTATKH, IO3BOJUT OCYIIECTBIATH KIIACCH(PUKALIUIO
TeHEeTHMYECKUX BapUaHTOB Ooilee KOoppekTHOo. B  mporecce pa3paboTku
UHQOPMALIMOHHON CHUCTEMBI aBTOpP TPENJIOKWI HOBBIM METOJ OIpeIeeHus

IMaTOICHHOCTH BApHUaHTOB B MYJIbTHIOMCHHBIX 6GJIKaX, a TaxKKe IIOAXO[ K OLICHKE



9BOJIIOIIMOHHON PaclpOCTPaHEHHOCTA BapUAaHTOB Ha OCHOBE BBIPAaBHUBAHWUU
[ICEeBIOPHUIOB.

Ha HaGope myTaruii 1 J0OpOKa4eCTBEHHBIX MOTUMOP(GU3MOB 0a3bl JaHHBIX
ClinVar mpoBeneHa OIleHKa OIEPAIIMOHHBIX XapaKTePUCTHUK HHPOPMAIIMOHHOU
CHCTEMBI, KOTOpPBIE HE YCTYHATd TaKOBBIM Yy YacCTO HCIOJIB3YEMBIX IPOrpaMM-
npeauKTopoB. Kpome Toro, yCnemHo ocyIiecTBIeHa BaluAalus HHPOPMAIIIOHHOMI
CHCTeMBl Ha JOCTATOYHOM OOBEME. KIMHUYECKUX [aHHBIX [BYX HE3aBUCUMBIX
BEIGOPOK: MeXXTyHapoIHOH paboueit rpymmsl o n3ydennio MJIC, a Takxke KOTOPTHI
narueHToB «HWI nmerckoil OHKOJNIOIMH, T'eéMaTOJOTHH U TPaHCILUIAHTOJIOTHH
uM. PM. Topb6auesoity @®IBOY BO IICIIGIMY wum. WIIL IlaBnosa
Munznpasa Poccun. IloxazaHo, 4TO HAaUMEHTHl W3 MHOATPYII C HEUTpaIbHBIMU
Y TOBPEXIAIOIMMA N€HETUYECKAMU BapHaHTaMU OTJIMYAIOTCS 110 PUCKY CMEPTH
Y TpaHC(QOpMalMK B OCTPBINA MUEI00IaCTHEIHN JISHKO3.

IIpaxTudeckas I€HHOCTh JaHHOW pabOTHl 3aKiIYaeTcss B TOM, YTO
C IOMOIIBI0  pa3paboTaHHOW WHMDOPMAIIMOHHOW CHCTEMBI CTall0 BO3MOXKHO
IIPOBOIUTEL OIIPEENIeHNe I'PyIIbl BBICOKOTO pHCKa cpemad manueHToB ¢ MJIC
B paMKax paboTHI 1a00paTOpUX MOJIEKYJISIPHON TUATHOCTHUKH.

WNudopmanioHHass  cucTeMa  IMpegHa3HadeHa  JUISI  HCIOJIB30BaHUS
1abOpaTOpHEIM I'€HETMKOM IIpU HHTEPIIPETAllUU Pe3yJbTATOB CEKBEHHPOBAHUSI
U BHepeHa B pabory JlaGoparopuu TpaHCIIAHTONOTMA W MOJIEKYJLIPHOM
rematosorun  kinuHukd — «HWM  gerckoif  OHKOJOTHH,  IreMaTOJIOTHH
U TpaHcmuiadrogoruy uM. P.M. Topbauesoity @®I'BOY BO IICII6I'MY
uM. M.IL ITaBnoBa Munsznpasa Poccun.

Kpome Toro, pe3ynbrarel, IOTyYeHHBIE B XOJ€ HACTOSIIETO MCCIEAOBAHUS,
HCIIONB3YIOTCST B y4ebHOM mpomecce Kadeapsl (H3UKH, MaTeMaTHKH
u uadopmaruku GIBOY BO IICII6IMY um. WL.IT. TTasnosa Mun3sapasa Poccum.

HuccepranronHas paboTa COOTBETCTBYET IACHOPTY CIEMMaNIbHOCTH 3.3.9.
Menunuackas wHQOpMaTUKa (MEIUMIMHCKHEe Hayku). [lo Teme WCCiIeqOBaHuUs
ormy0nuKoBaHo 16 HaydHBIX paboT, U3 KOTOPEIX 2 — B pPelleH3UPYEMEIX KypHaax,
PEKOMEHJOBaHHBIX  BpICIIeN  arrecTalMOHHOM  Komuccued  Poccuiickoi

Qenepanui.



3akiroueHue

Hucceprarmonnast pabora byra Jlmurpus CepreeBuua Ha TeMy:
«CtpaTudukanns puckoB TpaHCHOPMaIH B OCTPLIH JIeMK03 ¥ CMEPTH y al[MeHTOB
C MHUEJOMUCILIACTUYECKUM CHHIPOMOM Ha OCHOBAaHUU JaHHBIX MYTAI[MOHHOTO
aHallM3a»  SABIIETCS  3aBEPIICHHOW  HAyYHO-KBaIM(DHUKAIMOHHON  paboToid,
BBITIOJTHEHHOM TII0J] PYKOBOACTBOM JIOKTOpa MEIUIMHCKUAX HayK, JOLEHTa
MapkeBrda Apréma HukomaeBuda, COIEpPKHUT pELICHHWE aKTyalbHOM HAyYHOH
3aa4yd B OOJACTH MEIUIIMHCKOM WHGOPMATHKH, IOJIHOCTBIO COOTBETCTBYET
TpeGosanmsM 1. 9 [TONOKEHUs O IPUCYKASHHH YISHBIX CTeIIeHeH, YTBEPIKISHHOTO
nocranosnenreM lIpasurenscra Poccuiickont @enepanuu Ne 842 ot 24.09.2013 1.
(B meHcTBYyIOIIEH pemakivu), MPeIbIBIIEMbIM K IHUCCEPTAIMAM Ha COMCKAHWE
Y4EHOM CTEeNeHM KaHAuAaTa MEIULUHCKAX HayK, a ee aBTop, byr [Imutpuit
Cepreesnd, 3acily>KABaeT IPUCYKICHHUS YIEHON CTENeHN KaHIuaTa MEIUITIHCKIX
HayK @0 croenuainbHocTd 3.3.9. Meaunuackas uHbopMaTHKa (METUIIUHCKHE
HayKH).

«21» Hos16pst 2025 T.

Crapumii Hayunsli corpynauk HWJI (peructp GoeBoit marosnorum) HMO
(Bceapmelickuit mepunmHckuit peructp MO P®) HUII, moKTOp METUIMHCKHX
HayK, nmpodeccop |
(14.00.33) 3.2.3. OOmiecTBeHHOE 3[0pOBbE, OpPraHU3aldsi H  COL[HOJOTHSI
3IpaBOOXPaHEHUs, MEeIUKO-COIUAThHAS ,?TCnemea)
/ I'puropres Crenan I'puropreBuu
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