OT3bIB
Ha aBTOpedepat auccepTauru MuxaneBoi Mapuu AHIPEEBHBI
«JluarHoCcTHKa ¥ MPOTHO3UPOBAHKE TEUCHUS XPOHUYECKOI'0 TMM(OLIMTAPHOTO
JeliKo3a C y4eTOM Pe3yJIbTaTOB BEICOKOIPOM3BOAUTENBHOIO CEKBEHNPOBAHHI?,
TpeJCTaBICHHON Ha COUCKaHHe YUSHOH CTeneHr KaHanaTa MEAMLMHCKHX HayK
1o creuuansHocTH 3.1.28. — 'emarosiorus H nepenuBaHie KpOBH

Jluccepraumonnas pabora Muxanesoii Mapuu AHApEEBHBI MOCBAIICHA
aKTyaJbHOM npobieMe ONTUMU3ALUH JHArHOCTHKH W NPOrHO3MPOBaHUA TEHCHHA
XpoHHYecKoro amMpouurapHoro ieiikosa (XJUI) ¢ ucmone30BaHHEM
COBPEMEHHBIX T€HOMHBIX TEXHOJIOTMH — CEKBEHHPOBAHMSA HOBOTO IOKOICHHA
(NGS). Oxazaune >ddexrusHoii momomu GonsusM XJLT ocTaercs akTyalbHOH
3afaueil NpaKTUYECKOH TeMaToNoOTHH. B YCIOBMSX pealbHOH KJIMHUYECKOH
MpakTUKM OCOOEHHO BakHa  pa3paboTka  HAJEeXHBIX  MPOTHOCTHYECKHX
MHCTPYMEHTOB [UI HHIMBHIYaNU3al[M{ TAKTHKH BeJJeHHs NallHCHTOB.

B npejcTaBaeHHOM AHccepTaLiy NpoBeieHa Gobias paboTa Mo H3y4eHHIO
PacmpoCTPaHEHHOCTH W YCTaHOBIEHHIO MPOTHOCTHYECKOH PONH MYTHPOBAHHBIX
reHoB, uaeHtuuuuposanHsix MerogoM NGS, y Gonpnbix XJUIL BbinonHeHn
aHaIN3 MyTaLUil B reHax ¢ NpHMeHeHHeM CO3IaHHOrO aJirOPUTMAa KIIaCcCH(UKALUH
BapPMAHTOB  HYKJIEOTHIHOM  IOCNENOBATENLHOCTH, KOrZa CeKBEHHPOBAaHUE
repmuHanbHoit JIHK TexHuyecku He BBIMONHAMO. Ocoboe BHUMaHHE Y[ENEHO
OlIEHKe TPOTHOCTHYECKOH pONM MyTalldM Ha IOKasaTeld BPEMEHH N0 Hadana
NnepBoOil JIMHAM TepaliH M BBDKUBA€MOCTH. YCTaHOBJICHO, YTO WHTErPallbHbIN
Mokazatelb OIMyXoyieBoi MyTauuoHHoi Harpyskd (TMB) wu  kaxnweii B
OT/eNbHOCTH W3 MYTHpPOBaHHBIX reHoB IKZF3 u ASXLI cokpawmarT BpeMeHs /10
Hayasa NepBoii IMHUH TeparuH, BHE 3aBUCHMOCTH OT JIPYTHX (aKkTOpOB.

Briepsoie Ha koropte GonpHbIX XJIJI B PO noka3ano, 4To MyTallMH B reHax
mueouaHoro KioHaasHoro remomos3a (M-CHIP) BcrpeuatoTcs nmocroepno
yaule, yeM B oOueid momynsuud. BuiaBnenue aByx u Gosee myrauuit M-CHIP
COnpskKeHO C COKpalleHHEeM BpeMEeHH 10 HHULMALKK [IPOTHBOOIYXOJIEBOIO
neyeHuss. OTIeNbHOr0 BHHMAaHMS 3acClly)KMBAeT BbISBJIEHHE CYOKJIOHANBHBIX
MyTal#i, acCOUMMPOBAHHBIX C COKpALleHHEM BBDKMBAEMOCTH 03 Iporpeccuw,
YTO B [EPCIIEKTHBE TMO3BOJIUT UCCIIEL0BATh MEXAHNU3MbI PA3BUTUS PE3UCTEHTHOCTH
K NporpaMMaM IpOTHBOOITYX0JIEBOH TeparuH,

Jlns  pelieHHsi TOCTaBJIEHHBIX 3ala4y  aBTOpOM Oblia  MCCllefloBaHa
penpe3eHTaTHBHas Tpymnna OOJBHBIX, YTO B COBOKYIHOCTH C MCII0JIb30BAaHHEM
KOPPEKTHO M0J00paHHBIX METOAOB CTATHCTHUECKOH 00pabOTKH  JaHHbBIX
06eCcreynBaloT JOCTOBEPHOCTh MOJY4YEHHBIX Pe3yJIbTaToOB. BBIBOZIBI MOJHOCTHIO
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COOTBETCTBYIOT TIOCTABJIEHHBIM 3afayaM M  pe3yJbTaTtamM MpPOBEIEHHOIO
UCCIIeJOBaHUS.

ABropedepar opopmIIeH B COOTBETCTBHU ¢ TPeOOBAHHAMH H COLEPXKHT BCE
HeoOXomuMble pasgensl. [IpUHUMOMANbHBIX 3aMedYaHHH K  aBTOpedepary,
TPeOYyIOUMX HCIIPaBIeHUH, HE BBISABIIEHO.

Huccepranus Muxanesoit M.A. «JlMarHOCTHKa W I[POTHO3HPOBAHHE
TE€YEHHS] XPOHHYECKOro NIMMQOLMTAPHOIO JIeHKo3a C YYETOM pe3yJbTaToB
BBICOKOITPOM3BOANTENFHOTO CEKBEHUPOBAHUSA» SBISETCS 3aBEPLIEHHOH Hay4YHO-
KBaIH(QUKALMOHHONW paboTOo¥ M TOJHOCTBH COOTBETCTBYeT TpeOOoBaHUAM I. 9
«Ilonoxenuss o0  MNpHCYXAEHHMH  YYEHBIX  CTENEHEH»,  YTBEPXKAECHHOTO
[TocranoBnenuem Ilpasutensctsa Poccuiickoit @enepaunu Ne 842 ot 24 ceHTA0p
2013 r. (¢ u3MeHEeHUSMHM W [JONOJHEHUSMH, B [AEHUCTBYIOLIEH peNakUHH OT
01.01.2025 r.), npeabsBAAEMBIX K JUCCEPTALlUAM Ha COUCKAHHE YyUEHOH CTENeHH
KaHaMaaTa Hayk, a ee aBTop Muxanesa Mapus AHOpeeBHa 3aciy)KHUBaeT
MPHCYKACHHS  HCKOMOH  CTeMeHH KaHAMAaTa MEJHULUUHCKHMX HayK II0
crienaipHOCTH 3.1.28. — ['eMaronorus v nepenuBaHue KPOBH.

JlokTOp MEAMLMHCKUX HayK, podeccop
(wudp 14.01.21. 'emaTonorus u nepearBaHie KPOBH)
3aBepyromii kadeapodl reMaToNorMM M KJIETOYHOH Tepanuu HHcTuTyTa

yCOBEpIIEHCTBOBaHHs Bpayuei
®I'bY «HMXI] um. H. Y. ITuporosa» Munzapasa Poccun

Mensunuenko Bnagumup SpocnaBoBuy
« 15 » pexabps 2025r.
[Mognuce MensHuyeHko Binagumupa pocnaBoanlia 3aBepAIo:

R CErinog,

nestensHoctd OI'BY « HMXII umyé '.1__4 MH3]paBa
Poccuu, K.M.H. ' !

A.A. [Tynuu

MepepanbHoe rocyaapctBeHHoe 6 'mt{g qpemnenne «HaunonanbHblit
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3npaBooxpaHeHus Poccuiickoit Meiepanuu
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