OT3bIB
CIeHHAIINCTA OT/IeNIa KOOPAUHAIIMY HayYHOU U 00pa30BaTEIbHOMN AESTEIbHOCTH
HUU xapauonorun Tomckoro HUMI mokropa MEAUIIMHCKUX HAYK
Kapacs Cepres NocudoBrua
Ha aBTopedepar nuccepranronHoi padbotel byra Jimutpust Cepreesuua
Ha TEMY «CTPATUOHUKALIUA PUCKOB TPAHC®OPMAIIUU B OCTPBIN JIEMKO3 U
CMEPTHU Y NALHMEHTOB C MUEJOJUCHIACTUYECKAM CUHAPOMOM HA
OCHOBAHWU JAHHBIX MYTALHMOHHOI'O AHAJIN3A»,
MIPEICTABICHHON B 00bEIMHEHHBIN ArCCepTaluOHHBIN coBeT 99.0.122.02 Ha 0a3e
I'HI[ P® — UMBII PAH u ®T'AOY BO PHUMY um. H.U. [Tuporosa Munszapasa
Poccuu (ITuporosckuii YHUBEpCUTET) HA COUCKAHUE YUEHOM CTETICHU KaHauaaTa
MEJIMIIMHCKUX HayK Mo crneruaibHocTy 3.3.9. MenunuHackas napopmaTuka

(MEIMIIMHCKUE HAYKH)

AKTYaJIbHOCTH padoThI.

B mHactosimee Bpems cCyliecTBYeT TMOTPEOHOCTh B CO3JAaHUU TOCTOSTHHO
aKTyaJu3upyeMoil MH()OPMAIIMOHHON CHCTEMBI JJI1 OLEHKU KIMHUYECKOW 3HAYMMOCTH
IFEeHETUYECKUX BAapUAHTOB MUENOJUCIUIACTUYECKOIO CHHIPOMA C BBIJIEICHHEM TPYIIIbI
BBICOKMX PHCKOB TpaHCc(opMmanuu B OCTPbIA MHENOJEHKO3 M JETAJbHOIO HCXOola Y
B3POCTBIX MaIUeHTOB. DP(HEKTUBHOCTh PabOThI TaKOW CHCTEMBI CHUJIBHO 3aBUCUT OT
MexaHu3Ma cOopa nHpOpMaIMK U3 Pa3IUYHbIX 0a3 JaHHBIX 00 M3MEHEHHH (YHKIUU U
CTPYKTYpbl ~ O€lika, DBOJIOIMOHHOW KOHCEPBATUBHOCTH T€HA, MOMYJISIIUOHHOMN
pacrpocTpaHEHHOCTH TEHETUYECKOro BapuaHTa M €ro OHKoreHHoctu. Jlns BbIOOpa
TAKTUKH BEJCHUS IMallUEHTOB C OHKOIE€MaTOJOTMYECKUMHU, HEHPOOHKOJIOTUYECKUMU U
JPYTrUMU 3a00J1€BaHUSAMU HEOOXOAMMO MPUMEHSITh MOJIEKYIISIPHO-TEHETUYECKUE METO/IbI,
KOTOpBIE TO3BOJISIIOT OOHApYXKUBaTh HApYUIECHUS AE30KCUPHUOOHYKIEHMHOBOM KHUCIOTHI
(AHK) Ha reHOMHOM, XpOMOCOMHOM M T€HHOM YpOBHSX. T€XHOJIOTHsSI CEKBEHUPOBAHUS
NGS mnozBomser obHapyxkuBaTh Oonbmiee yucno Hapymenui JJHK u umcmomnb3oBath
JOTIOTHUTENIbHBIE CBEJICHUSI MPU BHIOOpE TAKTUKMU BeJeHUS ManueHToB. C BHEIpEHUEM
metoga NGS B KIMHUYECKYIO MPAKTUKY 00BEMBI JaHHBIX MyTalmoHHOro anammsa JJHK

MAaUCHTOB C PA3JIMYHBIMHU MMATOJIOTHUAMU SHAYUTCIBHO YBCINYNINUCE.
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IIpu osTtom Haumbonee oCTpO NposiBiIsieTcss  MpolsieMa  OIpesesieHust
KJIMHUYECKOM 3HAUYMMOCTH TIE€HETHYECKMX BapUAHTOB B HEKOJUPYIOIIUX O00JIACTAX
reHomMa " MucceHc-3ameH. CymiecTByeT npobjema onpeneiaeHuss NaTOreHHOCTH
TeHETUYECKNX BapHAHTOB HESICHOTO 3HA4YeHHWs B TeHe P53, koTopas He MO3BOJISET
KOPPEKTHO OLIEHUBATh pUCKU TpaHchopMauuu B OMJI u cmeptu y nanuenTos ¢ M/IC ¢
yu€ToM (haKTOPOB, BBISBISIEMBIX Ha MOJIEKYJIIPHO-TEHETUYECKOM ypoBHE. B Hacrosiee
BpeMs ISl OLEHKM KIMHUYECKOM 3HAaYMMOCTH TE€HETHMYECKOrOo BapHaHTa UIMPOKO
UCIIONb3yeTcs: MoenupoBanue in Silico. OxHako, olleHKa MATOr€HHOCTH FCHETHYECKOTO
BapHaHTa, MOJIyYEHHAas C MOMOILBIO IPOrPaMM-IIPEAUKTOPOB, HE MOKET UCIIOJIb30BATHCS
B KAauecTBE OCHOBOIIOJIATAIOIEro KpUTEpUs JUIsl KIAcCU(UKALUU TIeHETUYECKHX
BapuaHTOB. [IporpamMMmbI-IpeAMKTOPBl OIPAaHUYMBAIOTCS KiaccU(UKalell BapuaHTOB B
nenoM, 0e3 ydéra HO30JIOTMM M MEePCOHAIM3UPOBAHHOTO IMOJAXO0/a, a BO MHOTHUX
nporpammax oOHOBJIEHHE MH(POPMALUK O XapaKTEPUCTHKAX MAaTOTCHHBIX BApUAHTOB HE
peajin30BaHO

[To mpuBeneHHBIM NpUYMHAM JauccepTanronHas padora [I.C.byra, nmocssuieHHas
pa3paboTke MHPOPMALIMOHHOW CUCTEMBI IJIsl CTpaTU(UKALIMY PUCKOB TpaHCPOpMalluu B
OCTpBIM JIEWKO3 WM JIETaJbHOIO MCXOAA Y MAIUEHTOB C MHEJIOAUCIIACTUYECKUM
CHUHAPOMOM Ha OCHOBE JaHHBIX MYTAI[MOHHOTO aHanmm3a P53 sBisercs akTyaabHOU U
BECbMa BaYKHOM.

Hayuynast HOBH3HA, TeopeTHYECKass M IMNPAKTH4YeCKasd 3HAYUMOCThb
padoTHhI.

B pesynpTaTe BBINOJHEHUS JIUCCEPTALIMOHHOTO HCCIENOBAaHUS IOJTYYEHBI
CIEAYIOIINE PE3YIbTAThl, XapaKTEPU3YIOIINECS HAYYHOU HOBU3HOM:

e Pa3paboraH MeToA HcClieJOBaHUS IBOJIOLIMOHHON BapraOeaIbHOCTH MYJIbTHIOMEHHBIX
O€NIKOB, OCHOBaHHBI HAa MHOKECTBEHHOM BBIPABHUBAHUU CYOINOCIe10BaTEIbHOCTEN
OpTOJIOTOB.

e Briepeie B Poccum co3ganHa mporpamMma JUisi TIOMCKa OPTOJIOTOB, MO3BOJISIFOIIAS
U3y4aTh SBOJIIOLMOHHYIO HCTOPHUIO IMPOU3BOJIBHBIX I'€HOB C MCIIOIB30BAaHUEM Kak
KJacTepoB MapkoBa, Tak 1 HAUOOJIBILIMX MAKCUMAIbHBIX KIHK.

e [IpennoxkeHa HOBas  KOHLEMIMSA, OCHOBAHHAas HAa METOAE TIE€HETUYECKOTrO

BbIPABHUBAHUW «IICEBOPUIOB» T'OMOJIOT'MYHBIX HOCHGHOB&TGHBHOCTCﬁ,



npeHa3HaueHHas JIJIs ONpeeIeHHUs HEUTPaJIbHOTO KIIMHUYECKOTO
s exTa reHeTHYECKUX BapUAHTOB.

e OcCyIlecTBICHO pelICHUE aKTyalbHOW HaYyYHOU 3a/1a4u — CTpaTU(UKAIUS TallUeHTOB
C MHUEJIOAUCIUIACTUYECKUM CHHIPOMOM Ha OCHOBAHMM JIaHHBIX MYTAllMOHHOIO
aHanu3a rena TP53.

NudopmanrionHas cucreMa MpeIHa3HAYeHa JJI UCIOJIb30BaHUS J1abOpaTOPHBIM
TEeHETUKOM TP HWHTEPIpPETAllMi JaHHBIX MYTAI[MOHHOTO aHajm3a TeHa [P53 vy
nanueHToB ¢ MJIC ayis  OIeHKH TMaTOT€HHOCTH OOHApyKeHHBIX MmyTamui. s
MHTEPIPETAI[Md MUCCEHC-3aMEH 1e1eCO00pa3HO MPUMEHSITh HH(POPMALIMOHHYIO CUCTEMY
B BHUJC BeO-TIPUJIOKEHHUSA, TJ€ B KauyeCTBE BXOAHBIX IMApaMEeTPOB YKa3bIBAIOTCS
KOOpJMHATHI MYTAIlUM U albTepHATUBHAsA aMuHOKUcIoTa. Co3nanHas nHGOpMalnoHHas
CUCTEMa ITO3BOJISICT ONPEACIIATh TPYIIBI BEICOKOTO W HU3KOTO PUCKA TpaHCHOpMaIuu B
neiiko3 u cmeptu cpenu nanueHToB ¢ M/IC Ha ocHOBE JaHHBIX MYTAlIMOHHOTO aHAM3a
TP53. Tlo mepe oOHOBIeHUs WHGOPMAIMA W3 HE3aBUCHMBIX 0a3 JaHHBIX MOXET
MPOU3BOJIUTHCS PEKIacCU(PUKALIN TeHETHUECKIX BapUAHTOB.

JIoCTOBEpHOCTh ~ HCCJIEIOBaHHUSI  OOecCredeHa KOPPEKTHOCThIO MPUMEHEHUS
COBPEMEHHBIX METOJUK cOopa U 00pabOTKH HUCXOAHOW HH(OpPMAIUU, MPABUIHHBIM
mo00pOM OOBEKTOB HAONIOJCHUS, JTOCTATOYHBIM O00BEMOM HCCIIETyeMON BBIOOPOUYHOM
COBOKYITHOCTH, HCIOJIb30BAaHUEM ampoOOMPOBAaHHOTO MAaTEMaTUYECKOro ammapara |
MOJTBEPKAACTCA  MPOBEPKOM, OOCYKJIEHHUEM  pe3ylbTaTOB  HCCIEAOBAHHUS  Ha
MEXTYHAPOJHBIX M BCEPOCCUHCKMX  HAYYHBIX  KOH(EpEHIUAX,  MyOJUKAIUIMU
pE3yJIbTaTOB UCCIICIOBAHUS B PEIICH3UPYEMbIX HAYUHBIX U3/IaHUSX.

ITo Teme nuccepranuu onyonarkoBaHo 16 HayyHbIX paboT. Pe3ynbTaThl BHEIPEHbI
B paboty JlabopaTopuu TpaHCIIAHTOJIOTUU U MOJEKYJSIPHON TE€MAaTOJIOTHH KIMHUKU
«HWUW nerckoii OHKOJIOTHH, TEMATOJIOTHH U TpaHCIUIaHTojoruu umM. P.M. 'opbGadeBoii»
OI'bOY BO IICII6IMY um. U.I1. T1aBnoBa Mun3apaBa Poccun u B yueOHBII mpoliiecce
kadenpsl ¢usuku, marematuku W uHpopmatuku DI'BOY BO IICIIOIMY  wum.

N.I1. [TaBnoBa Mun3apasa Poccum.

OO01muii BLIBO.
JluccepranroHHas paboTa COOTBETCTBYET MyHKTaM 3 W 5 Macmopra CIeNUHalbHOCTH

3.3.9. Menuuuunckass uHpopmaruka (MeauuuHCKHE Hayku): 3. Pa3paboTka
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KOMIBIOTEPHBIX METOIOB, 0a3 TaHHBLIX W MPOrPAMMHBIX CPEICTB UIA MOTYYEHHS,
HaKOIUIeHHs, o0paboTKu, nepegaun W CHCTEMATH3AIMH MEIHIIMHCKUX H 9KOTOrHYECKHX
J@HHBIX C LEIbH HMCMNOJIL30BAHHSA B JieueDHO-IHarHOCTHYECKOM, pealHIHTAIlHOHHOM,
npodunakruyeckoM, odpasosatelbHOM npoueccax, 5. Paspaborka anropurmos
MPOQUIAKTHKH, IMArHOCTHKH, MPOTHO3UPOBAHHA, JIEUEHHA; MOJeneill 1 alropHTMOB s
OLCHKH HWHIMBHIAYAJIBHOrO W rpynmnosoro pucka. Ilo akTyansHOCTH, Hay4yHO-
NpPaKTHYECKOH UeHHOCTH  jaucceprauuonHas pabora J[.C.byra coorBercrByer
TpedosanusM «llonoKeHHss O NPHCYKACHHH YHEHBIX CTereHei», NpeIbiaBliseMbIM K
II,HGGEPTHLEHHM Hd COHCKAHHE Y'-IEHUFI CTEINCHH KaHaMdara Havk, a HBTD]} ZACITYKHBACT
MPUCYANCHHWA CTENMEHHW KaHInJaTa MEOMLMHCKMX HayK Mo crneuuaibHoctH 3.3.9.

MeauumHckas nHGOpMaTHKA.

CrennanucT oTae1a KOOpAHHALMY HAYYHOI 1

obpasopate/bHO# JAeaTeabHOCTH HayuHO-HCC/Ie10BaTE/IBCKOT0

HHCTHTYTA KapaHoaorui — hunuana OeaepaibHOr0 rocy1apeTBeHHOIo

OIOUKETHOTO HAyYHOro yupekKaeHHa «ToMCKHIi HAIMOHAILHBLI HMCCICA0BATE/IBLCKHI
MeHIMHCKHIT ieHTp Poccniickoli akagemun Hayk»_https://cardio-tomsk.ru

634012, r. Tomck, ya. Knesckas, 111-A. +7 (3822) 565-282 cardio(@cardio-tomsk.ru

NoKTOp MeaHUMHCKUX Hayk (05.13.01 CucreMHnsli ananu3, yrnpasieHue

u obpaboTka uH(opmMaIIH) ﬂ? / C.M. Kapacs
LA
06.11.2025
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