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OT3bIB HAYYHOI'O KOHCYJIbTAHTA
JAOKTOpa MEeIHIIMHCKHX HAYK, npodeccopa, akagemunka HaumonaisHol akajgeMun
Hayk Pecnyoiimkn Kasaxcran, 3aBenyioumteii kadepoii OHK0JI0rHH
umenn C.H.Hyrmaunosa Kaiinaposoii /I.P.
Ha aucceprauuoHnyio padory baaraesa Hypaana Amapkyiayabl Ha Temy
«OnTumMM3anusi  paHHeili IMATHOCTHKH  KOJIOPEKTAJLHOIO paka y Jull
HACJIEACTBEHHO OTATOMEHHBIM AHAMHEe30M», TPEJACTAB/ICHHYI) HA COMCKAHNE CTEeleHN
noxkropa puiaocopuun (PhD) no cneunansraocru 8D10103-Meanunna

B Pecny6imke Kasaxcran konopextanbhbii pak (KPP) B HacTosiee BpeMs 3aHHMaeT
2 MecTo 1o yacTtoTe 3a00/1eBaGMOCTH, 3 MECTO 10 CMEPTHOCTH OT 3710KAaueCTBEHHBIX
OIyX0JI€H, exKeroaHo BouigBageTcs Oonee 4000 HoBbIX ciiyyaes. KPP siBinsieTcs reHeTHYECKH
reTepOreHHpIM 3a0o0aeBaHHeM, npu  KoTopoM 25-30% COCTaBISIOT CEMEHHBIE W
HACJIe/ICTBEHHEIE BApUAHTBI, OOYCIOBJICHHBIC TEPMHHAJIBHBIMH M COMAaTHYECKHMM
M3MEHEHHSIMH B IIHPOKOM CIEKTPE I'€HOB. B rpyriny moBBINIEHHOTO OHKOJOIHYECKOrO
pUCKa BXOSAT KPOBHBIE POACTBEHHHUKH ManueHToB ¢ KPP. OnHako naHHbI KOHTHHICHT
YCJI0BHO 3/10POBBIX JIMII HE BOBIICKAETCA B MPOLECCH AKTUBHOMH M MEPCOHAIN3UPOBAHHON
JAMATHOCTHKH, M 00paIaeTcs 3a MEIMLIHHCKOIT TIOMOIIBIO € OITYXO0JIEBBIM IPOIIECCOM, YaCTO
MMEIOLIHMM MECTHO-PACIpOCTPAHEHHBIN XapakTep. BakHO OTMETHTBH, 4TO OOJBIIHHCTBO
YC/IOBHO 3/I0POBBIX POJCTBEHHHKOB ITALIMEHTOB OTHOCATCS K JIMIIAM MOJIOJIOTO H CPEIHEro
BO3pacTa, 4acThb M3 HHUX HE BXOMAT B HALlHOHAIBHYIO mporpammy ckpuauara KPP mo
BO3PAaCTHOMY KPHUTEPHIO.

[lepconanusupoBanHas paHHss AMATHOCTHKA MPEAPaKoBhIX coctosHuii 1 KPP y amn
C HACJICACTBCHHO OTATOLICHHBIM dHAMHE30M C LEIbK CHWKEHHsA 3a00J1€Ba€MOCTH H
CMEPTHOCTH SIBJISCTCS aKTyalabHOH 3a1adeill (yHJaMEHTaIbHOM HAyYKH W NPaKTHYECKOM
OHKOIOTMHU. [l pemeHuMs JaHHOH 3a7a4n  OBUIO  BBHINOJHEHO JIMCCEPTALMOHHOE
uceneopanne banraesa Hypnana Amnapkyiayibl, B KOTOpOM BriepBbie B PecryGinke
Kazaxcran jano HayuHoe 060CHOBaHHME ONTHMH3AIMK paHHei auarnoctukun KPP y un ¢
HACJIC/ICTBEHHO OTSTOLICHHBIM aHAMHE30M Ha OCHOBE MYIBTHI€HHOI'O TeCTHpPOBaHHs. B
pe3ysbTaTe BBITIOJHEHUS JUCCEPTAIMOHHOTO MCCIIEJI0OBAHUS HaWJIeHbl M 000CHOBAHBI
MOAXOMbl I cHIKeHHs 3a0oneBaeMocT KPP y ycnoBHO 340poBBIX ML, MMEKOLIMX
HACJIC/ICTBEHHYIO  IPEAPACMONOKEHHOCTh, 3@  CuYeT  cTpaTudUKAlMKM  PHCKa,
NEPCOHATM3HPOBAHHONW JIMArHOCTHKH U PAHHETO BBISIBJICHUS MATOJOTHH TOJICTOH KHUIIKH.
JlaHHbIH 0I0XKUTEIBHBIN Y(PHEKT I CHCTEMBI 3[PABOOXPAHEHHUS! ONPEAETSET 8AMNCHOCIIb
OPEANPHHATOrO IUCCEPTAMOHHOTO HCCIEI0BaHus. TakuM o0paszoM, cmenens 6axchocmiu
JQHHOTO TUCCEPTAIIHOHHOTO MCCIIEI0BAHUSA ONPEIETSIET €r0 aKmydabHOCb.

OCHOBHBLIMH HAYYHBIMH M METOJIONOTHYECKHMH [OJIOKEHHSIMH, Ha KOTOpBIE
OIHPACTCs aBTOP AMCCEPTALMH ABJIAKOTCS JI0Ka3aHHBIC 3((EKThl MATOreHHBIX MYTAINil, KaK
ITHOJIOTHYECKHX (akTopoB W (aktopoB Moxymmpyiommx puck KPP. bes nosayuenus
KOMIUIEKCHBIX JTaHHBIX O TE€HOME [MAalHEeHTa M MOJCKYJIIpHOM mnpoduie onyxoiau B
HACTOAIIEE BpPEMsS HEBO3MOKHO OCYLIECTBIAThH MEPCOHATM3UPOBAHHYIO JHATHOCTHKY M
JedeHHe. IT10 ocobeHHO akTyanpbHO 11 KPP, mpu KOTOpPOM BHISBI€HHE NMaTOrEHHbIX
MYTalH{ y YCIOBHO 30POBBIX POJICTBEHHHKOB MAIlMEHTOB SIBJIAETCS OCHOBAHMEM IS
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BKJIIOYCHHUS MX B TMPOrpaMMy paHHErO BBISBICHUS TNATOJOIMM TOJICTOM KHIIKH.
Hccnenoanne  onupaercs HAa COBPEMEHHBIE MPEACTABIEHUS O «IEHETHYeCKOi
apxutektype» KPP, cornacHo koTopbiM cemeiiHblii aHaMHE3 HE ABIISETCS €MHCTBEHHBIM
«punbtpom»  mpu  audepeHIHANBHON  AMATHOCTHKE  CHHAPOMAJIbHBIX M
HECHHIPOMAJIbHBIX COCTOSHHI, a Takke 00 3P PeKTHBHOCTH «KaCKa{HOr0» Nr€HEeTHYECKOTO
TECTUPOBAHUS C IPUMEHEHNEM MYJIBTUTEHHBIX TTaHENIel B KOMOMHALIMK ¢ KOJIOHOCKOIIHEH.

Juccepranmonnas pabora banraesa H.A. sBisiercs My/IbTHAMCHMILIMHAPHBIM
KOMILUIEKCHBIM Hccrie/loBaHHeM. Hayunble 1nosoxeHus, chopMyIupoOBaHHbIE aBTOPOM U
OCHOBHBIC  pe3ylnbTaThl, OTBEYAKOT  KPUTEPUI0  HAYYHOH  HOBHU3HBI.  ABTOpPOM
JAHCCEPTALlMOHHOTO  MCClleoBaHus  BriepBeie B Pecniybnuke Kasaxcran npoBejaeH
CONOCTABUTE/IbHBIH aHAIN3 9aCTOThl M CTEKTPa NATOTCHHBIX T€HETHYECKUX BAPHAHTOB,
acconunpoBanHbiX ¢ KPP u apyrumu Buaamu paka y nampentoB ¢ KPP u ux ycioBHo
3/10POBBIX POJCTBEHHHKOB. B Xoae wuccienoBanus ObuiM  OOHApyKeHbI 6 HOBBIX
NAaTOr€HHBIX BAPHAHTOB B I'EHAX-CyNMPECcopax OIyXOJIEBOTO POCTa M YYaCTBYIOIIHE B
npoueccax penapauuu JIHK (APC, PMSI, MLHI, NBN u EPCAM), xoTopble paHee He
ObLIM ONMKMCaHbl B JUTEPAType M HE WHIACKCHPOBAHLI B FEHOMHBIX 0a3ax JaHHBIX. Takke
Briepeeie B Pecnybanke Kaszaxcran nayuno o6ocHoBaHa 3(¢eKTHBHOCTH MYJILTHTE€HHOTO
TECTUPOBAHUS B KOMOMHALIMH C KOJIOHOCKOIHEH Y YCIIOBHO 3/I0POBBIX JIMII ¢ FEHETHYECKOI
npejapacnojokeHHocTeio kK KPP. [loaydennele B Xone wuccienoBaHust pe3yabTaThl
MOCITY)XWIM OCHOBOH JUls pa3spa0OTKM ¥ BHEAPEHUS aJTOPHTMOB ONTHMH3AIMH PaHHEH
JAMArHOCTHKH KOJIOPEKTAJIbHOI'O PAKa y JIMIL C HACIEACTBEHHO OTSTOIEHHBEIM aHAMHE30M Ha
OCHOBE MYJIBTUTCHHOTO TeCTUpOBaHus. OOOCHOBAHHOCTL MOJYUYEHHBIX PE3yJIbTATOB
JA0Ka3aHa COMOCTABJICHWEM JIaHHBIX HCCIEAOBAHHUS C HMMEIOIMIAMHUCH JaHHBIMH 00
3(GhEKTHBHOCTH T'€HETHYECKOTO CKPHUHMHIA Yy JIMII € HACIEACTBEHHO OTATOLIEHHBIM
aHamHe3oM. (CienaHHble BBIBOJbI M NPAKTHYECKHE PEKOMEHalMu noaTeepxaeHsl NGS
uccrnenosanrem /JIHK nanueHToB U MX pOJACTBEHHUKOB, JIAHHBIMHM KOJIOHOCKOIIMH, a TAKKE
COTIOCTABJICHMEM COOCTBEHHBIX PE3YJIbTATOB C OMYOJIMKOBAHHBIMU  PE3YJIbTATAMU
UCCJIC/IOBAHHUH B JaHHOM 00J1acTH.

Jlnccepranmonnas pabora banraesa H.A. xapaktepusyercss CTPYKTYpHOH M
COAEPKATEIBLHOH MENOCTHOCTRIO M COOMIOCHUEM TPHHIIMIA BHYTPEHHErO €MHCTBA.
BHyTpeHHEe €IMHCTBO jMccepTaiMoHHONH paboTel  banraesa H.A. ompeaensiercs
COOTBETCTBHEM IOCTABJICHHOM II€IM M 3aJa4 3aMbICIy HCCIIEI0BaHMS, aJ€KBATHOCTHIO
HCIOJIb30BAHHBIX METOJIOB  HMCCJIC/IOBAHMS, JIOTUYHOCTBIO M  HEMPOTHBOPEYMBOCTHIO
CAC/IaHHBIX BBIBOJOB. BBIBOJbI JIMCCEPTAIMOHHOTO HMCCIIEAOBAHMS SIBISIOTCS YE€TKHMH,
palMOHAIBHBIMH M MOTYT OBITh HMHTEPNPETUPOBAHBI OJIHO3HAYHO. ABTOP BBHINOIHMUII
MOCTABJICHHBIC  3a1a4d, O0000MIMI  TOJTyYeHHBIE Pe3yJbTaThl, CJedad  BLIBOJIbI.
Junccepranronnas paboTa ABIsETCA 3aKOHYCHHBIM HAYYHBIM TPYIOM.

JIM4HBIA BKJIa/1 aBTOPa HCCIIEI0BAHKSA 3aK/TI0YACTCS B CO3/IaHUH IM3aiiHa M TPOTOKOIA
HCClIe/I0BaHusl, HA0OPE UCCIIeTyeMBIX JIHI U (JOPMHUPOBAHHH KOTOPT MCCIIEI0BaHNUS, cOope
OMOJIOTHYECKOr0 MaTepHana, aHaause, OOOOUICHWH W WHTEpPNpeTally pe3yIbTaToB
MOJICKY/IApHO-TeHeTHYeCKoro  (cekBeHuposanus  JIHK) wu  uHCTpymeHTassHOrO
(KOJIOHOCKONHS) ~ MCC/IE/IOBaHUA, pa3pabOTKe M BHEAPEHHIO AJITOPUTMOB paHHEl
JAMArHOCTHKH KOJIOPEKTAJIbHOIO paKa y JIHIl ¢ HACIEICTBEHHO OTATONICHHBIM aHAMHE30M.
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ABTOPOM JIMYHO ONEPUPOBAHBI BCE BKIIOUCHHBIE B KOTOPTY MCCJEAOBAHUS IALMEHTHI,
HAXO/IMBIIHECS HA JICYCHHH B AJIMATHHCKOM OHKOJIOTMYECKOM IieHTpe B niepuoj ¢ 2021 mo
2023 roasl. B xoze ucciaenoBanns nposeaeHo Macmrabnoe NGS cekBeHHpOBaHHE TreHOMa
247 wnuBuayymoB —155 nmanmentoB ¢ KPP u 92 ycioBHO 310pOBBIX POICTBEHHHUKOB
nanueHToB. buonndopmannonnoit 0opadborke noasepruytel 16945 sapuantos B 89 renax,
accounupoBanHbiX ¢ KPP u 1pyrumu Buizamm pak, BXOASIIMX B [aHEIb MYJIBTHIEHHOIO
tectupoBanus TruSight Cancer Panel. bruonndopmannonsblii avaims U MHTEpIpETaNus
pesyiabTatoB NGS npoBesieHbl NpU NOJJEP/KKE CIEHHATUCTOB TFeHeTHKOB MHcTHTyTA
IeHETHKH H (u3HoIoruH MHHHCTEpCTBa HAyKH M Bbicliero obpasoBanus PecnyGamkn
Kaszaxcran. ABTOp AMccepTalM¥  CaMOCTOSTENBbHO MPOAHAIM3MPOBAl  PE3YIbTaThl
KOJIOHOCKOIHH, pa3padoTaj aJropuT™Mbl paHHEH JMAarHOCTHKM KOJOPEKTAJIbHOrO paka y
JHUIL C HACICACTBEHHO OTATOIIEHHBIM aHaMHE30M. BBIBOABI W HpakTHYeCKHe
PEKOMEH/IALHH, H3JI0)KEHHBIE B JIHCCEPTAIMM, OTPAXKAIOT CAMOCTOATEIBHYIO HAY4YHYIO
paboTy aBTOpa M MOATBEPKIAOTCA COBOKYMHOCTBIO MMOJYYEHHBIX KIMHHYECKUX M
MOJIEKYJIIPHO-TEHETHYECKHX JTaHHBIX. B Xo1e uccnenoBanus mpoaHanm3upoBaHo Oosee
240 nMTepaTypHBIX HCTOUYHHMKOB 110 TEME HCCIIEI0BaHKs, 3 KOTOphIX 219 pedepuposans
U BKJIIOYCHBI B TEKCT JMCCEPTAMOHHON padoTel. [lo Marepuanam aucceprainy aBTOpoM
onyO/IMKOBaHbBI CTaThU B XKypHaJIaX, HHAEKCHPyeMbIX B Ga3ax Scopus b Web of Science,
BXOAsMX B | M 2 KBapTH/IHM, METOJMYECKHE DPEKOMEH/IAIMH, IOJy4eH MaTeHT Ha
nu3o0perenue EBpasuiickoii maTeHTHOM OpraHu3aluy.

Kak wuccrenoBarenss banraesa H.A.  xapakTepusyloT TakMe KadecTBa, Kak
AQHAJTMTHYECKUI CKJIa/l yMa, YMEHHUE BH/IETh HCCIICA0BATENBLCKYIO 3a/1a9y B €€ 11€JI0CTHOCTH,
CIIOCOOHOCTH K JIOCTHXKEHUIO HAYYHOM LIeJH, BBICOKasi paboToCnocoOHOCTh, TOTOBHOCTh K
MHHOBALMAM M OpPHEHTAIMS HAa IIPAKTUYECKOE MPUMEHEHHE I0JYYEHHBIX HAYYHbIX
pe3yabratoB. Ilpe/cTaBieHHoe MccaeI0BaHUE CBUACTEILCTBYET O BlaJeHMH baitaeBbiM
H.A. wmeTomon0rMEll COBPEMEHHOTO HAy4YHOTO WCCJEA0BAHMS, YMEHMM JIeJaTh
00OCHOBAHHBIE BBIBOJIBI.

Hucceprannonnas pabora banraesa Hypnana Anapkyiyisl Ha temy «OnTUMH3ALus
PaHHCH JMarHOCTHKM KOJIOPEKTAIBHOTO paka y JIMI[ C HAC/IEJACTBEHHO OTSTOLIEHHBIM
aHAMHE30M» 3aCJTy’)KHBA€T BBICOKOH OLIEHKM M PEKOMEH/yeTcs Ui MyOIMYHON 3alUThl.
Or3biB moarotoBneH i [luccepramonnoro coseta HAO «Ka:;axcxnﬁ HalMOHAJIbHbIN
MEJIMIIHMHCKHI YHUBEPCHTET HﬂEﬁ"C’]lAc@eimnﬂpopq» 1o cneunanbﬂocm 8§D10103-
Menuunna. «CIKAC : i

Hay4Hblii KOHCYJIbTAHT ; - Kaiizaposa JI.P.
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