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B Pecny6nuke KaszaxcraH, kKak ¥ BO MHOI'MX CTpaHax MHpa, OTMEYaeTcs pocT
3aboneBaeMocTi KonopekTanbHbiM pakoM (KPP), KOTOpbIi SBISETCS KOMILIEKCHOH
MEIMIMHCKOM M couuanbHol mpo6remoi. 3a nocieanue roasl B jederun KPP
JIOCTHTHYT CYLIECTBEHHbIH mporpecc, [IaBHbIM 00pa3oM 3a CHET TMOBBILCHHA
>GDEKTHBHOCTH  XMPYPrHYECKMX OIepauuii M NEpCOHAIM3AUMK  CHCTEMHOH
XMMHUOTapreTHoi Tepanuu. OHAKO MOKa OCTAeTCs HE JI0 KOHLIA PEeLICHHBIM BOIPOC €
paHHe! JIMarHOCTHKOM NMpepaKoBbIX COCTOSHHI M paka y KPOBHBIX POJICTBEHHHKOB
NMALMEHTOB M JIML ¢ FeHEeTHYeCKH OTATOIIeHHbIM aHamHe3oM. OT/esbHbIe TOAXO0IbI,
TaKHe KaK paHHee BbIABICHHE U YlaJleHHe aJleHOMATO3HbIX MOIHMIIOB TOJICTOH KHILIKH
B KQUeCTBE Mepbl EPBUYHON MPOQPUIAKTHKH, 0Ka3aIH dPHEKTHBHOCTb B CHHIKEHHH
3aboneBaemocTH H cmeptHocth ot KPP B psane crpan (CLIA, I'epmanus,
BenankoOpuranus).

Hayyno o6ocHoBaHHas onTUMH3auus passHeil auarHoctTukn KPP y muu ¢
reHeTHYeCKOH  NpepPacrlolOKEHHOCTBIO  SBASETCA  aKTyalbHOHW  3ajaqed
npakTHueckoi onkosiorun. B PecriyGnuke Kasaxcran ara npoGiema panee ne Obuia
pa3paborana. AKTYaJbHOCTb TeMbl IHCCEPTALIMOHHOrO Hecnenosanus banraesa H.A.
MOATBEPA/I€HA aHAJIM30M HCCIEOBaHHWil, IPOBOAMMBIX B MHpe, a Takxke
NoTpeOHOCTAMH TNPAKTHYECKOro 3/paBOOXPaHEHHs, YTO JIOKA3bIBAET HAYYHYIO H.
ME/IMKO-COLIHA/IBHYIO 3HAaYMMOCTh JaHHOM paborel. B pesyinbrare BbIMOJIHEHHOTO
MCCIIE/IOBaHUST aBTOP Hay4yHO OOOCHOBal MOJNOKHTEAbHBIH S(dexkT xomOuHALHH
MYJIBTHI€HHOTO TeCTHPOBAHHUA H KOJOHOCKOIMH Yy YCJIOBHO 3/I0POBBIX JIMIl IyT€M
crparudUKalMM PHUCKA, NTEPCOHATN3UPOBAHHON IMarHOCTHKH M PAHHEro BbIABICHHS
NaroJorud  ToJACTOM KHMIIKK. JlaHHBIH 1ONOXKHUTENBHBIA 3(GeKT Ui CHCTEMBI
3paBooxpasenus PecnyGinku Kaszaxcran onpejensier eaxcHocme MpeANPHHATOrO
JIMCCEpTAIlMOHHOIO  HccneioBanus. Cmenens  6adchocmu  IUCCEPTALMOHHOIO
HCCsIeI0BaHus JUIs pelleHus npobiieMbl onTUMU3alMK panHeil auarnoctukun KPP, 8
CBOIO 04Yepe/lb, ONPE/EIIAET €ro aKmyarbHoCme.

ABTOp JIMCCEPTALMH [IPH ONPEACJICHHH 1IEJIH U METOJ0JIONHH HCCIIeA0BaHHUs
ONMpaeTcs Ha HayuHble M METOJ0JIOrHYECKHE T[0JIOKEHHS, KOTOpbIe SBISIOTCS
o01IEeNPHUHATHIMA B COBpEMEHHOM (yHAaMeHTaIbHONH oHKosorun. Hay4uHoil 0CHOBO#
MCCIIE/IOBaHUS ABJIAETCS JIOKa3aHHas PpoJib MYTallMd B reHax, OTHOCALIMXCH K



PasAMYHBIM QYyHKIMOHAIBHBIM KJlaccaM, B PasBHTHHM TpeApacrionoxentocty k KPP
~ KaK 3THONOTHYeCKHX (akTopoB (reHbl, acCOIMMPOBAHHBIE C TMOJIMINO3AMH ¥
AedeKTaMH CHCTEMbl MHCMATY-penapainu), Tak U (GakTopoB, MOAYIMPYIOUIMX PUCK
3a0oneBanms (rewsl rpynnsl aHeMun MaHKOHHM, aCCOLMHUPOBAHHBIE C ArONTO30M M
KOHTPOJIEeM  KJIETOYHOr0  UMKJIa). MeTono/noruyeckoit  OCHOBOH  ABJIAETCH
3QHEKTHBHOCTb IeHETHYECKOrO CKPHHHHIA Y JIMIL ¢ HACIEACTBEHHO OTATOMICHHBIM
aHaMHe30M B CHMXeHMHU 3aboneBaeMocTH U cMepTHOCTH 0T KPP. /luccepraumontoe
Heenenosanue  banraesa H.A.  HOCHMT  MyJIBTHAMCUMIUIMHApHBIA — Xapakrep,
o0benMHsieT pe3y/nbTaThl W3 00JAaCTH KJIMHMYECKOH OHKOJOIMM M MOJIEKY/IAPHOM
reHeTHkH. [lomyyeHHble aBTOPOM pe3y/bTaThl YIIyOIsIOT MOHMMAHHUE MEHETHYECKHX
OCHOB KOJIOPEKTaJIbHOIO paKka B Ka3aXCTaHCKOH MOMYJSALMH H JENaT BO3MOKHEIM
BHEJIpEHHE NepCoHaln3HpoBaHHOM auarHoctHkn KPP y amu ¢ mHacneacrsenno
OTATOLIEHHBIM aHaMHe30M. BaXHOCTh McceZloBaHUS pacKphbiTa Yepe3 MOCTAHOBKY
ero ueild M 3a]a4, HayyHoe OOOCHOBaHHE aKTYaJbHOCTH M [PAKTHYECKOTO
MPUMEHEHHA MOTYYEHHBIX PE3Y/IbTATOB.

[lony4yeHHble aBTOPOM JMCCEpPTALMM HAyYHbIE PE3y/bTAThl XAPAKTEPH3YIOTCH
HAy4HOM HOBHM3HOW W 00OCHOBaHHOCTBIO. MccienoBaHme BHOCHT CyllIeCTBEHHbIH
BK/IaJ B HayKy, TaK KaK SBJSETCH MYILTHAMCUMIUIMHADHBIM M HMHTErpUpyeT
KIMHHYECKHE M MOJIEKY/IAPHO-TeHeTHYECKHEe JaHHble, PACUIMPSET TEOPETHHeCKHe
OCHOBBI M IIPaKTHYeCKOe IPUMEHEHHE TNEePCOHANIH3UPOBAHHON aHarHocTHKH KPP
BaxHOCTb HMCC/e10BaHMsS PacKpBITa Hepe3 MOCTAHOBKY LETH M ONpe/eeHHe 3a1a4,
060CHOBaHME ero aKTyaJlbHOCTH ¥ Hay4HOe 0G0CHOBAHHE MOTYYEHHBIX COOCTBEHHbIX
pe3yasTaToB B CONOCTABJIEHHWH C ONMYOJMKOBAHHBIMH JIaHHBIMHU. AHAIU3 YaCTOTHI
MaTOTeHHbIX BApPUAHTOB B MCC/ICJOBAHHOM KOTOpTE NallMEHTOB, M  Xapaktep
arperaluy Cjy4aeB paka B CEMbSX [AlIHEHTOB, SBJISINCH MCXOIAHBIM [YHKTOM B
ONpe/ie/ICHHH TOKa3aHUi K MYJIBTHIEHHOMY TecTupoBanuio. OHAaKO B pesyisrare
aBTOp yYCTaHOBWJI, 4YTO H3y4yaeMble CJIy4YaH B KOTOpPTE HCCIEJOBAHMS HMEKOT He
CHH/pOMajibHYI0, a Oonmee CIOKHYIO TIOIMIeHHYI0 mpupoay. Hapsay ¢
“«KaHOHHYECKHMM)» FeHaMH, MYTallMH B KOTOPBIX aCCOLMHPOBAHBI C KOIOPEKTAIbHBIM
pakoM (B reHax-cynpeccopax, reHax KOHTPO/IS KJIETOYHOMO LMKIA M MHCMATH-
penapanuH) aBTop BLISIBHJI BbICOKYIO 4acToTy MmyTaumit B reve CHEK2. Wisecto,
4TO natoreHHele BapuaHTel B reHe CHEK2 accouMMpOBAaHBI ¢ PaKOM MOIOYHOI,
npeJcTaTeIbHOi U LHTOBH/IHOH JKesie3. DTH pe3yabTarsl 000rallalT MoKy ISPHO-
reseTnyeckuit konrekcr KPP, no3sossiior nporuosuposars Metaxpostsie omyxomu. C
MPaKTHYECKOH TOYKM 3peHHs BaXHO, YTo MyTaumn B rene CHEK?2 oGHapyxeHsl y
MOn0/BIX nauuentoB. B pesyasrare NGS-uccnenosanus JIHK poncrseHHuKoB
NaLUHEHTOB, 0OHapyKeHa BbICOKasA YaCTOTa NATONEHHbIX MYTallMil, aCCOLMMPOBAHHBIX
¢ KPP u apyrumu Bupamu paka B rpynmne ycaoBHO 3a0poBeIX aull. [Ipodunu
NAlMEHTOB M WX POJACTBEHHMKOB OOHApYXHIM COOTBETCTBHE [0 MYTHPOBAHHBIM



resaMm ¥ no cneuuduveckum nocnenosarensHoctsM JIHK. TMpunumnuansHsiM
NPaKTHYECKUM 3HAYeHHEM JIMCCepTalMOHHOrO uccnejnoBanus banraesa H.A.
obnanaer tor ¢akt, yTo noaasisiomee 6OILIIMHCTBO BKIIOYEHHBIX B UCCIIE/IOBAaHHE
POACTBEHHHKOB TALMEHTOB OTHOCHJINCH K JIO-CKDHHMHIOBOMY BO3pacTy (CpeaHwi
BO3pacT 31.7 neT), YTO aKTyalu3upyeT reHeTUYECKUH CKPUHMHI B 3TOM IpyIine JIHiL.
ABTOPOM  apryMeHTHPOBAaHHO TII0Ka3aHO, YTO CEMEHHBIH aHaMHe3 SABIACTCA
KPDHTHYECKH BAaXHBIM, HO HE€ €IMHCTBEHHBIM IIPEIUKTOPOM OTOOpa MLl s
FeHEeTHYECKOr0  CKPHHHHTa.,  ABTOp  OOOCHOBLIBA€T  CHCTEMY  AKTHBHOM
JMArHOCTHYECKON TaKTHKH: koMOuHupoBanHoe npumenenne NGS rtectuposanus
3KCMEPTHOH KOJIOHOCKOIMM TI03BOJISIET CTparMouuupoBare ypoBHH pucka KPP,
OCYWIECTBJIATH IEPCOHATN3MPOBaHHOE OOcneoBaHHe M HAOMIONEHHE YCIOBHO
370POBBIX JIMIl. DTO MOAYEPKHBAeT HAy4YHYIO LEHHOCTh JMCCEPTalHOHHOIO
HCCNIe/IOBAHMS, KOTOPOE OTKPBIBAET AajbHEHIINE [1epCreKTHBEI pa3paboTKH AaHHOrO
HarnpaBJIeHHUs.

Juccepraumonnyo pabory banraesa H.A. oTaHuYaeT CTpyKTypHas H
cozepiKarenbHas LEeJOCTHOCTh M COOMIOZEHWE IMPUHIMIA BHYTPEHHErO eIMHCTBA.
BHyTpeHHee €IMHCTBO JIMCCEpTallMM  JOCTHIHYTO 338 CYeT COOTBETCTBHS
NOCTABJICHHBIX LIEJIH H 3a/1a4 JIOTHKE HCClIeIOBaHHs, alIeKBATHOCTHIO IPUMEHEHHBIX B
MCCIIe/IOBAHUM  METO/10B, OOOCHOBAHHOCTBIO W PALIHOHAIBHOCTBIO ClEIaHHBIX
BbIBOJIOB.  ABTOp  BBIMOJHHI  IIOCTaB/IEHHBIC  HCCIENIOBAaTELCKHE  3a7a4H,
NPOAHAIM3HPOBall M 0000ImMII nonydYeHHbIE pe3yiabTarhl, Cjeaaq BbIBOALI M
NpaKTHYeCKHUe PEKOMEH1aLuH.

JIn4HbIH BKJIaJ aBTOpa MCCIIEN0BaHMA 3aKiio4aercs B paspaboTke ausaiina M
npotokona wuccienopanus. banrraes H.A.  smuHo ocymectsun maGop
XHPYPrUHMECKOe JICYCHHE [AIHEHTOB, PEKPYTHPOBAHHE YCIOBHO 3/10POBBIX
POJICTBCHHHKOB  TAUMEHTOB, cOop 6Guonormyeckoro marepuana, paspaGoran
JIOKyMEHTaLuIO 1A cO0opa M CHCTEMAaTH3ALMHK KCTICPHMEHTANTBHBIX aHHBIX. ABTOD
ocyuiecTsusl opmupoBaHHe 0a3 JlaHHBIX, aHanu3, o6obienue u HHTEpNpeTaLHIO
pe3y/1bTaroB MOJICKY/IAPHO-I'€HETHYECKOI'O (NGS) H HHCTPYMEHTAJIBHOIO
(KOJIOHOCKOIHA) MCC/IE/I0BaHMs, pa3paboTan anropuUTMBl paHHeH JAMArHOCTHKH
KOJIOPCKTQJILHOIO paka y JIHIL € HAacleACTBEHHO OTSTOLIEHHBIM aHAMHE3OM.
brounpopMallHOHHBIN aHaIN3 U HHTEprpeTalus pesynstatos NGS MPOBE/IEHBI NPH
KOHCY/ILTATHBHON TIOMOIM  CIEUMAIHCTOB IeHETHKOB WHCTHTYTA TeHeTHKM H
hu3noI0rnu Mmmcfepcma HaykH W BbiCwiero oOpaszoBanus PecrnyGnuku
Kaszaxcran. BaxHo ormeTHTh, 4To paspaGorannsie Banraessiy H.A. AJITOPUTMBI
BHEJPEHBl B NPAKTHYECKYIO paboTy 4 perHoHaIbHBIX OHKOIOrMYeCKHUX LEHTPOB
PecnyGimku Kaszaxcran.

[Tprobperennniii ONMBIT Hay4HBLIX HMCCACAOBAHMI TO3BOII Banraesy H.A.
peaiu3oBarb B Xoae paborel Haj JHCCepTallHel Takue ero kKauecrsa, Kak




AHATHTHYECKWH CKJIa/l yma, UeJeyCTPeMJIEHHOCTb, CMOCOBHOCTE K aHamM3ly u
CHHTE3y, OpHEHTAlUMs HaA MNpPaKTUYECKOe TMPUMEHEHHE T[ONMYYEHHBIX HAYYHBIX
pesynbratoB. Jluccepraums XapakTepusyercss BBICOKMM METOJOIOTHYECKHM #
HAyYHBIM YPDOBHEM, OTpa)kacT BIaJieHHE aBTOPOM METOJAOJNOTHEH COBPEMEHHOIO
HAQYYHOro MCCleloBaHMs, YMEHHE CaMOCTOSTE/]BHO pellarh [0CTaBIeHHbIe
MCCeN0BaTeIbCKHE 3anayuH, Jenarb obOocHOBaHHble BbIBOjbL. [lo pesynsraram
HCC/ICI0BaHUs aBTOPOM OITyO/IMKOBaHbI CTaThi B PEHTHHIOBBIX HAYYHBIX KypHaiax
(Genes, Scientific Reports). Takum obpa3oM, BbINONHEHHAs JHCCEPTAlMOHHAS
paboTa Mo 3HaYMMOCTH TOTYYEHHBIX PE3y/TLTaTOB BHOCHT CYILECTBEHHBIH BKJIan B
MPHKJIAAHYIO KINHHYECKY OHKOJIOTHIO.

Auccepraunonnas paGora banraesa Hypnama Amapkynynsl Ha  Temy
«OnTHMU3alms paHHel IMarHOCTHKHM KOJIOPEKTaIbHOIO PaKa Y JIHII ¢ HACIEACTBEHHO
OTATOLIEHHBIM 2HAMHE30M» 3aCIly’)KHBA€T BBICOKOH OLIEHKH M PEKOMEH/YETCH I
myOIMYHO# 3aIIHTEI.

Ot3siB noarotoenen ans JluccepraumonHoro cosera HAO «Kazaxckwuii
HAUMOHAIbHBIA MeIMUMHCKHHA ynuBepcuter umenu C.Jl Achennusposa» mno
cneunanbHocTH 8D 10103—-Meununa.
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