IUCHMEHHBIN OT35IB O®HUIIMAJIHLHOI'O PEIIEH3EHTA

Ha JHccepTalHOHHYIO pabory banTraesa Hypiana AnapkyiayJisl
Ha TeMy «OnTHMHU3ANUA paHHeH JHATHOCTHKH KOJIOPEKTANBHOI0 PAKA Y JIMI| ¢ HAC/IeACTBEHHO OTATOEeHHbIM AaHAMHE30M),
IpeicTABJICHHYIO HA CONCKaHue cTeneHH JoKTopa ¢puinocopun (PhD) no cneunansnoctn 8D10103 — «Meaumunay

Ne | Kpurepuu CootBercTBUE kpurepusaM | OO0OCHOBaHHE IO3ULIKMK OQUIIMAEHOIO peleH3eHTa (3aMevaH¥s
/o (mog9IepKHYTh OOWH M3 | BBIAETHTD KypPCHBOM)
BapHaHTOB OUTBETA)

1. |Tema pmucceprammm | 1.1 CootBercTBue | MccienoBanue BBIIONHEHO B paMKax pealy3aldd Hay4dyHO-
(Ha naty ee | IPHOPHUTETHBIM HallpaBIeHWAM | TexHudeckoidl nporpammel BR11065390 «PaspabGorka u pasButhe
YTBEPIKICHIS) pa3BUTHS HayKH WIM | FHHOBAIMOHHBIX TEXHOJIOTMH paHHEH JIMarHOCTHKH H JICUYCHHUS
COOTBETCTBYET roCyZ1apCTBEHHBIM 3JI0KaYECTBEHHBIX 3a00JIeBaHUil C YYETOM COBPEMEHHBIX TIOXOI0B
HanpaBJICHUSIM IporpaMmam: FeHOMHMKM» 3a CYeT IIPOrpaMMHO-LIENEeBOro (HhHHAHCHPOBAHMUS
pasBUTHSA Hayku | 1)auccepranus BBINONHEHA B | HAy9HO-TeXHUYecKuX Iporpamm Ha 2021-2023 rr. MuuucrepcTBa
W/ HITu paMKax IpOEKTa HJIM LeIeBo# | 3mpaBooxpaHeHus  PecmyOmukm — Kaszaxcran.  Hcciaemosanwe
rOCyJapCTBEHHBIM | IPOIPAMMBI, BBIIIOJIHEHO B paMKax BEIMONHEHUA 3agaud «HayyHnoe obocHoBaHuE
IporpaMMam dhrHaHCHPYEeMOro(0if) U3 | IepCOHU(UIUPOBAHHOIO  MOJAXOJa K  JIEYEHHIO  OOJBHBIX

rOCYIapCTBEHHOI0  OIO/DKETa | KOJIOPEKTAbHBIM pPakoM Ha OCHOBE IPUMEHEHHS MOJICKYJISPHO-

(YkazaTh Ha3zBaHHE M HOMEp
IIPOEKTa K IIPOTrPaMMBI);
2)muccepTanis BBIIIOJHEHA B
paMKax IpyToMu
rOCyIapCTBEHHOM IIPOrpaMMBI
(yxazatb Ha3BaHUE
IIPOTPaMMBI);

3) Luccepranus COOTBETCTBYET
[IPUOPUTETHOMY HaIpaBIEHHUIO
pa3BUTHUSA HayKH,
YTBEPKJICHHOMY Bricuiei

IFCHCTHYCCKHX HCCIeJOBAaHUIA H BEBEIABIICHHA 6HOMapKep0B
OIIYXOJIH».
AKTya.]'IBHOCTB TEMBI JUCCCPTAITHOHHOTO HCCIICJOBaHUA

COOTBETCTBYET COBPEMEHHBIM HallpaBIeHUsIM (PyHIaMEHTAIBHBIX U
IPUKJIAHBIX KCCIICIOBAHUM B OHKOJOTHH, IIPOBOIWMBIM B MHpE.
AKTYyalbHOCTh TEMBI JCCePTallHOHHOTO HCCIIETOBAHUS
COOTBETCTBYET TaKke CIeAYIOIIMM HOPMAaTHBHO-IIPABOBBIM |
JUPEKTUBHBIM JJOKYMEHTAM:

1. Kogexcy Pecnybmixu Kazaxctan «O 310poBbe Haposa U CHCTEMe
3npaBooxpaHeHus» (Crtatbst 5. ITIpuHIMIBI 3aKOHOAATEIHCTBA
Pecmyonuku Kazaxcran B oOnactu 31npaBooxpaHeHus, . 16)
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HaYIHO-TeXHHYIESCKOMU

rocyJapCcTBeHHAss MOJANEPKKa OTEYECTBEHHOH MEIUIIMHCKOH U

KOMHCCHEH opy | papMaleBTHYECKOH HayKu, BHEIPEHHS IIePelOBBIX MOCTIDKEHHM
[IpaButenscTBe  PecnyOmuky | HAYKHM M TEXHHKU B 00JIaCTH MPOQUIAKTAKH, TAATHOCTHKH, JICIESHUSA
Kazaxcran (yxazarp | <...>, a TaKk)Ke MUPOBOI'O OIIBITa B 00IACTH 3ApaBOOXPaHEeHH ),
HaIpaBJICHHE). 2. KowmmiekcHoMy mimaH mo Oopsbe ¢ OHKOJOTHYECKHMH
3aboneBanusmMu B PecmyOmuke Kazaxcram wa 2023-2027 rr.
(Hanpasnenue 2 — «BeicokoaexkTuBHAS paHHASL JUATHOCTHKA) ),
3. IlpuopureTHOMY HaIpaBIeHUIO pa3sBUTHS HayKH,
YTBEPXKIECHHOMY BBpICIIEHd Hay4yHO-TEXHHYECKOH KOMHCCHEH NpH
IIpaButenscTBe Pecny6muxu Kazaxcran (ITpuopuretHoE
HanpaBienne 5 — «Hayka o >Xu3HM U 370poBbe», Pazmenm 5 —
MoneKyIIpHO-TeHeTHYeCKHEe U MyJIbTHOMHEBIE HCCIIEIOBAHUS).
BaxHOCTB nns | Pabora  BHocuT/He  BHOCHT | JlMccepTanmmoHHas paboTa BHOCHT CYINECTBEHHBIH BKJIAJ] B
HayK{ CYIIECTBEHHBIHN BKJIaJ B HayKy, | GyHAaMEHTAIbHYI0  OHKOJOTHMIO M IePCOHAIM3HPOBAaHHYIO
a ee BaXHOCTb XOpOWIO | JMAarHOCTHKY. B MccnenoBaHuy IIOIy4eHBI HOBBIE JaHHBIE O CIIEKTpe

PAcKpsITa / He PacKphITa.

5§ 9acToTe IIaTOT€HHBIX IeHETUIECKHUX BapUAHTOB,
ACCOITMUPOBAHHEIX C KOJIOPEKTAIBHBIM pPakoM H JPYTUMH BUAAMH
paka y Ka3axCTaHCKHX IIAI[MEHTOB M HX POJCTBEHHHKOB. B
pe3yibpTaTe MCCIeNOBaHUs OOHapyXeHO 6 HOBBIX ITaTOTeHHBIX
MyTalluii B TeHaX, aCCOLMHMPOBAHHBIX C KOJIOPEKTAILHBIM PakoM H
JPYI'MMH BHJAMHM paka, KOTOphle paHee He OBUIM ONUCAaHBI B
nuTepaType M He HHACKCHpOBaHbl B I'€HOMHBIX 0a3ax IaHHBIX.
HccnenoBaHue BHOCHT CYIIECTBEHHBIM BKJIaJ B HAyKy IIyTEM
HMHTerpalluy KIMHWUYECKUX U MOJIEKYJISIPHO-T€HETHUECKUX JTaHHBIX,
YTO pacImpseT IPaKTHYECKOe IPUMEHEHHE TI'€HETHYECKOro
CKpHMHHHIa 1%} [IePCOHATM3UPOBAHHON OUarHOCTHUKH
KOJIOPEKTAJIbHOTO paka y IHI[ C HACIEACTBEHHO OTITrOMIEHHBIM
aHaMHEe30M. BaKHOCTB HCClIeIOBaHHUSA XOpPOLIO PAacKphITa uepes
IIOCTAHOBKY IIeJIM M OIpeAelieHHe 3aJad HCCIEeIOBaHUA,
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000CHOBaHME €ro AKTYaJIbHOCTH H 000CHOBaHHE HpaKTH‘IeCKOﬁ
INEHHOCTH IMOJIYYCHHBIX COOCTBEHHBIX PE3YJIBTATOB B
COIIOCTABJICHHH C OHY6JII’IKOBaHHLIMI’I JaHHBIMH.

[IpuHIUI
CaMOCTOSITEIEHOCTH

VY poBeHb caMOCTOSATENHHOCTH::
1 ) BBICOKHIA;

2)CpeHHI;

3) HUBKWA;
4)caMOCTOATEILHOCTH HET.

Bce aTansl auccepTalMOHHOTO UCCISNOBAHUS BEITIOJHEHBI aBTOPOM
camoctosaTensHo. CoMCKaTenb pa3paboTan Ou3aifH H IMPOTOKOI
HCCIIeI0BAHMS, OCYIIIECTBUI HAOOP UCCIIeLyeMbIX JIUIL (ITAI[HEHTOB 1
YCIOBHO  3IOPOBBIX  POACTBEHHHMKOB  MAIlMEHTOB),  cOop
OHOJOrHYecKOro MaTepuaia, chopMUpPOBaT 0a3bl JaHHBIX. AHAIU3,
0000menne M WHTEpHpeTanus pe3yabratoB NGS TecTHpOBaHHA
(aHHOTAIMA U MHTEPIIPETAIHS MYTAIlHi ) aBTOP IIPOBEJI IIPH ITOMOIITH
CIIEITHAIMCTOB-TEHETHKOB MHCTUTYTa TeHEeTHKH M (OHU3HOJIOTHH
MuHHCTEpCTBA HAyKW ¥ BBICIIEro o0Opa3zoBanus PecryOmuku
Kazaxcran. Taxke caMOCTOATENBHO aBTOpP MPOAHAIM3HPOBAT H
00O0O0ITHIT JaHHbIE KOJIOHOCKOITHMH, Ha OCHOBE MHTEIPAIlHH TaHHBIX
NGS ¢ KOJOHOCKOIIUH pa3padoTal airOPUTMBbl pAaHHEH THAarHOCTHKH
KOJIOPEKTALbHOTO paka y JHIl C HACIEACTBEHHO OTATOIIEHHBIM
aHaMHe30M. BBIBOIBI M MpaKkTHYeCKHe PEKOMEHIAIHH, H3II0)KEeHHbIE
B JIHCCEPTALMOHHOM HCCIEJOBAaHHU, SBJISIOTCA PE3yJIBTATOM
CaMOCTOSITENIFHOM HAy4YHOW pabOoTBI aBTOpa U IOATBEPIKIAIOTCA
COBOKYITHOCTBIO IMOJIYYCHHBIX PE3YJIbTATOB U HX TEOPETHYECKHM
00001IeHHEM.

[Ipunnmn
BHYTPEHHETO
eJMHCTBA

4.1 ObocuHoBanue
aKTyaJILHOCTI/I ﬂHCCCpTaHHHZ
1)o6ocHoBana;

2)4acTUIHO 00OCHOBAHa;
3)He obocHOBaHA.

AKTyaJII)HOCTB AUCCCPTAIHOHHOI0 HCCISCIOBaHHA Y6e,ZLI/ITBIIBHO
o0OCHOBaHa aABTOPOM. B JUccepralu I10Ka3zaHo, YTO IIpH
KOJIOPpEKTAJIIbHOM pPakKe 60.TIBD'.IYIO JOJIIO ClIydaeB COCTaBIIAIOT
CeMeKHEbIe H HaCJICACTBCHHEIC BapUaHThl, IIpu KOTOPBIX
OTHOJOTHYECCKUM HWIH MOOYIIMPYIOIIHM (bﬂKTOpOM ABIIAKOTCA
[MATOTE€HHBIE TEPMHUHAIIBHBIC MYyTallUH. AKTyaJ'IBHOfI 3aJa4dei
npaKTqucmﬁ OHKOJIOTHH ABIACTCA HaY‘IHO-OGOCHOBaHHaH
OIITUMH3AITHA paHHefi JUArHOCTHKH Yy JIAI[ C TE€HETHYECKOM
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IIPepaclooKeHHOCTEI0 K paky. B pesynbrare BBHIIOJIHEHHOIO
HCCIIeIOBaHUS aBTOp Hay4HO 0OOCHOBaJ IOJOXKHTEIBHEIN 3ddeKT
KOMOUHALMM MYJIBTUIEHHOIO TECTUPOBAHMS U KOJIOHOCKOIIMH,
KOTOpas ~ SBISAETCS OCHOBOM 1 CcTpaTW(hUKAllUMM  pUCKa,
[IEPCOHAIM3UPOBAHHON MArHOCTHKH W PAHHEr0 BBIABICHUSA
IATOJIOTHH TOJCTOM KHINKH. JIaHHBIA IOJOXUTEIBHBIA 3¢ deKT

ompenaesacT Ba’>XHOCTDB BBIINIOJTHEHHOI'O AHCCECPTAIHMOHHOTO
HCCIICIOBAHMI. Taxum 06p€tBOM, CTCIICHbP BaXHOCTH ITaHHOIO
OUCCEPTAIMOHHOTO HCCICOOBAHHA JIA  PCIICHUA HpO6JIeMBI

OIITHMHM3allH paHHeii JUArHOCTHKH  KOJIOPEKTAJIBHOTO  pakKa
OIIPEAEIISACT €0 aKTYAJIBHOCTb.

4.2 Copepxanue auccepranyu
OTpaXKaeT TeMy JHUCCepTaLuH:
1)oTpaxaer;

2)49acTHIHO OTPaKacT;

3)He oTpaXKaer.

CopeprxaHre IuccepTallHOHHON pabOThI ITOJIHOCTHIO OTPAXKAET TEMY
ucciIenoBanus. Pasfensl auccepTalid HaxXoJSTCS B JIOTHYECKOM
IIOCJIeIOBATEIbHOCTH, COAEp)KaHWe Ka)KAOro paszesla pacKphIBaeT
HAYYHOE COJIEPIKAHHIE H3ydYaeMOH IIPOOIeMEI.

4.3. Llens U 3aJa91
COOTBETCTBYIOT TEME
JIFCCePTAIIAN:

1) COOTBETCTBYIOT;

2)49aCcTUIHO COOTBETCTBYIOT;
HE COOTBETCTBYIOT.

Ilens w 3agauM [OUCCEPTAllMOHHOTO HCCIIEIOBAHHS ITOTHOCTHIO
COOTBETCTBYIOT TeMe naucceprauuu. Llenp W 3aaud JTOTMYECKH
CBSI3aHBI C aKTYaJbHOCTHIO TEMBI UCCIIEAOBAHUSA, CPOPMYIHUPOBAHEI
YeTKO, HAy4YHO, JIOTHYHO, YTO CIOCOOCTBYET HMX IPaKTHIECKOMN
peanu3anmm.

4.4 Bcee pa3aensl U IOJOXKEHHS
JIUCCepTaIiy JTOTHYECKH
B3aUMOCBS3aHBI:

1) IOJTHOCTBIO B3aUMOCBS3aHbI;
2)B3aUMOCBSI3b YaCTUIHAS;

3) B3aMMOCBSI3b OTCYTCTBYET.

Bce pasaeciinl H ITOJIOKCHHSA AUuccepTan JIOTHYCCKH
B3aMOCBs3aHbl. JlorudHoe IIOCTpPpOCHHUEC Pa3aciioB obecrieynBaeT
IMOCIEA0BAaTEIIBHOC PACKPBITHE ITPOUISCCa HAYYHOT'0 ITIOHUCKA. Haquo
000CHOBaHHEIE PE3YILTATHI ABIIAIOTCHA OCHOBOM JJI1 BBIBOJOB H
IMPpaKTHICCKHUX pBKOMeHI[aHHfI.




4.5 TlpensioxeHHBIE aBTOPOM
HOBBIE pelneHus (IPHHIMIIBL,
METO/IBI) apryMeHTHUPOBaHBl U
OIleHEeHbl II0 CpPaBHEHHIO C
HM3BECTHBIMH PEIIeHUAMHU:
1)KpUTHYECKHN aHAJIU3 €CTh;
2)aHanu3 4YaCTHYHBIH;
3)aHanu3 npexacTasiser coOol
HEe COOCTBEHHBIE MHEHHs, a
IIUTATHl IPYTUX aBTOPOB;
4)aHaau3 OTCYTCTBYET.

ABTOpOM pa3zpaboTaHbl U HAy4YHO-OOOCHOBAHBl HOBBIE IOJIXOJBI K
paHHeH TUarHOCTHKe KOJIOPEKTaIbHOI'O paKa Yy JIMII C HACJIEICTBEHHO
OTSTOIICHHBIM aHAMHE30M. Ipemnoxenus HAY4IHO
apryMEeHTHPOBAHBI U ITOITBEPIKIAIOTCS Pe3yIbTaTaMK COOCTBEHHBIX
UccaeqoBaHMii. B pesyneTrare = KpPHUTHYECKOTO aHaIn3a
OIyOJIMKOBAaHHBIX JAaHHBIX B COIIOCTaBIIEHHH C COOCTBEHHBIMH
ITaHHBIMH, aBTOPOM CHENaHO apryMeHTHpOBaHHOe 00o00IIeHue
HAYYHOH ¥ NPaKTHIeCKOH 3HAUMMOCTH IIOJIy9IeHHBIX Pe3yJIbTaTuUB.

IIpuHnun HaydHOU
HOBU3HBI

5.1 HayuHble pe3yibTaThl U
TTOJIOKEHHUSI SIBJISFOTCS
HOBBIMU?

1) TOMHOCTEIO HOBEIE;
2)4acTUYHO HOBBIE (HOBBIMH
sBisoTes 25-75%);

3)He HOBbIE (HOBBIMH SIBIISTFOTCS

meHee 25%).

HuccepraumonHoe ucciaenoBanue banraesa H.A. aBigercs
WHHOBAIIHOHHBIM, B KOTOPOM HCIIOJIE30BaHBl METOJbl Pa3IMYHBIX
HAayJHBIX oOJacTeli M HampaBIeHWH — MEePCOHAIM3UPOBAHHON
MEIUIIMHBI, TeHeTHdeckoro ckpuHuHra, NGS-gumarsoctHku. B
pe3yipTaTe HCCIEJOBaHHA IIONYyYEH psJ  HOBBIX  JaHHBIX,
BKJIIOYEHHBIX B IIOJOXKEHHs, BBEIHOCHMBIE Ha 3alllUTy, KOTOpPBIE
OTBEYAIOT KPUTEPUIO HAYYHOM HOBHM3HEI.

1. Buepseie B Pecrrybnike Kasaxcran ipoBeieHO U3y4eHHE YaCTOTHI
U CIIEKTpa IaTOrEeHHBIX Te€HETHYECKHUX BapHUaHTOB,
aCCOIIMMPOBAHHBIX € KOJOPEKTAJILHBIM PakoOM M IPYTMMH BHIAAMHU
paka B rpynmax MalleHTOoB ¢ KOJIOPEKTAIBHBIM PaKoM M X yCJIIOBHO
3/I0POBBIX POACTBEHHUKOB.

2. ObnHapyxeHO 6 HOBBIX MAaTOreHHBIX BapuaHTOB B reax APC,
PMS1, MLHI1, NBN u EPCAM, xoTopble paHee He ObLIA OIMCAHBI
B JINTEpaType U He MHIEKCHPOBAHbI B TEHOMHBIX 0a3ax aHHBIX.

3. Buepssie B Pecrmybimke Kazaxcran oneHeHa 3¢¢eKTHBHOCTE
COBMECTHOTO IIPHMEHEHHWs MYJIbTHICHHOIO TECTHPOBaHUA M
OKCIIEPTHON KOJOHOCKONWHM A PaHHEW NWAarHOCTHKH M OLIEHKHU
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PHCKOB pa3BUTHUS KOJOPEKTAIBHOIO paKa.

4. Bnepsole B Pecrmybnmuke Kaszaxcran pa3paboTaHa H Hay4dHO
obocHOBaHa CHCTeMa ONTUMM3alMA paHHeHd  IUarHOCTHKHU
KOJIOPEKTAJIBHOI'O paka y JIHMI[ C HAacCIEeACTBEHHO OTSAIOIIEHHBIM
aHaMHe30M Ha OCHOBE MYJIFTUT€HHOI'O TECTUPOBaHHS.

5. BrepBrie B Pecnybnuke Kazaxcram pa3pa®oTaHbl U BHEIPEHBI
AJITOPATMBI PaHHEH NUArHOCTMKH KOJIOPEKTAJIBHOIO paka y JHIl C
HACIIeJICTBEHHO OTSTOIEHHBIM aHAMHE30M.

5.2 BeBoasl guccepTanuu
SIBJISIFOTCSI HOBBIMHU?

1) MOJTHOCTHIO HOBEIE;
2)4acTUYHO HOBBIE (HOBBIMH
ABISFOTCS 25-75%);

3)He HOBEIE (HOBBIMH SIBJISIOTCS
MeHee 25%).

BBIBOI[BI JUCCEPTAllUN ABIIAOTCA HOBBIMH. BLIBO,Z[I)I OCHOBA4HBI Ha
COOCTBEHHEBIX pPe3ylbTaTax HCCICHOBAHKA U OTPAXKAIOT II€PECIOBBIC
JOCTHXEHHUA B obiacTi HGpCOHﬂHHSHpOBaHHOfI AHArHOCTHKH
KOJIOPEKTAJILHOI'O paKa Ha OCHOBE MYJIbTUTCHHOI'O TECTHPOBaHUA Y
JIUII C reHeTHYeCKOM IpeapaciooKEHHOCTBIO K 3a00JIeBaHHIO.

i Texnudgeckue,
TE€XHOJIOrHYECKHE,
3KOHOMHYECKHUE 1581071
yIpaBiieHIeCKHe peleHust
SABISIIOTCSA HOBBIMH i1
000CHOBaHHBIMH:

1) TOTHOCTBIO HOBEIE;
2)4aCTHYHO HOBBIE (HOBBIMH
aBIsIOTCA 25-75%);

3)He HOBBIE (HOBBEIMH ABJISIOTCS
MeHee 25%).

Pa3paboTtanHple aBTOpPOM  JUCCEPTAlHOHHOIO  HCCIIEJOBAHMUSA
JIMarHOCTHYECKHE DEeIIeHHUs C METOJIOJOTHYECKOM TOYKM 3PEHUS
SBIITFOTCA ~ YacTHYHO  HOBEIMH. OHH  4BISIOTCS — Hay4HO
00OCHOBAaHHEIMH W COOTBETCTBYIOT HAIIPaBIIEHUIO COBPEMEHHBIX
pa3paboTok B 3TOH 06nacTH, npoBOAMMEIM B Mupe. Kpome Toro,
oOHapy>XeHHBIE 4YacTOTa M CIEeKTp [AaTOreHHBIX MYyTalufd Yy
Ka3aXCTAaHCKUX MAlMeHTOB ¥ X YCJIOBHO 3/I0POBBIX POACTBEHHHUKOB
BHOCSIT CYIIIeCTBEHHEIH BKIIaJ B pa3paboTKy MyJIFTUT€HHEIX TaHeei
JUISL TMAarHOCTUKY KOJIOpeKTalnbHoro paka B Pecrybnuke Kazaxcras.

0O60CHOBAHHOCTH
OCHOBHBIX BEIBOJOB

Bce OCHOBHEIE BBIBOJIEI
OCHOBaHbI/HE OCHOBaHBl Ha
BECOMBIX C HAYYHOH TOYKHU

Bce 5 BBIBOJOB JMCCEPTALlMOHHOTO HCCIIENOBAaHUA SBISIOTCS
JOrMYHBIMH, OOOCHOBaHHBIMM M IIOATBEPKIEHBI pPe3ylbTraTaMu
NGS-TecTupoBaHHsS ¥ KOJIOHOCKHUIMYECKOTO  HMCCIEHOBAHUS
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3pECHHA J0Ka3aTE/IbCTBaX.

HAl[MeHTOB M HX POJACTBEHHHKOB (y KOTOPBIX OOHApy KEHBI
NIaTOI'€HHBIE MyTALMK).

OcHoBHEBIE
IIONOYKEHUS,
BEIHOCUMEIE
3aIUTY

Ha

Heob6xonuMo  OTBETHTH  Ha
CIeOyIoIie  BONPOCHl  IIO
KaXXIoMy IT0JIOXKEHHIO B
OTJIEJIHOCTH:

Monoxenue 1

7.1 JIokazaHO JH TONGKeHHe?
1) mokazano;

2) cxopee JI0Ka3aHo;

3) ckopee He TOKa3aHO;

4) He moKa3aHo;

5)B Texymield opMyITHPOBKE
IPOBEPHUTh JOKa3aHHOCTh
TIOJIOXKEHHS HEBO3MOXKHO.

12 SBnsercs b0’
TPUBUATIGHBIM?

1) na;

2) mer;

3) B Texymeil GopMynHpoBKe
TPOBEPHUTH TPUBHUAIIBHOCTD

ITOJIOXKEHHMS HEBO3MOXHO.

7.3 SIsnsercs 11 HOBBIM?

1) na;
2) Her;,
3) B Tekyme# GopMyIHpPOBKE
IIPOBEPUTH HOBU3HY

ITOJIOXKECHHA HCBO3MOXKHO.

IMonoxenue sBiseTCS MOKA3aHHBIM H HAyYHO OOOCHOBAHHBIM,
IOATBEPIKAACTCS pe3ylbTaTaMHu  IIPOBEIEHHOTO ~ HCCIIEIOBAHMA
CIIEKTpa M 4YacTOThl IATOT€HHBIX T'E€HEeTHYECKHX BAPHAHTOB Y
MIAIIHEHTOB C KOJIOPEKTAIBHBIM PaKOM.

[TomoxkeHue He ABIAETCS TPUBHATILHBIM.

ITonoxxeHue SIBIAETCA HOBBIM, IOCKOJIBKY OTpaXaeT pe3yJbTaThl
H3Y4YECHUS KOTOPTEI Ka3aXCTaHCKUX [IAI[HEHTOB c
HECUHAPOMAIILHEIMU BapHaHTaMK KOJIOPEKTAIBHOIO paka, KOTOpoe
IIPOBEJIEHO BIIEPBEIE.

ITonoxenre oONamaeT IMHPOKUM YPOBHEM  IIPAKTHYECKOIO
OpUMEHEHUsT IS OITHMH3AIHH paHHel JUArHOCTHKH
KOJIOPEKTAJIBHOTO paKka y JHI[ ¢ HaclleACTBEHHO OTATOIIEHHBIM
aHaMHE30M.
[Nonoxenue
JIACCEPTAIUH.

OTpaXXeHo B HaAY4YHBIX HY6.T[I/IKaI_IHHX dBTOpa




7.4 YpoBeHb U1 IPUMEHEHHS:
1) y3kuii;

2) cpemHui;
3) mMMpOKUH;
4) texymmeit
IIPOBEPUTH
IIPUMEHEeHHS
HEBO3MOJKHO.

(hopMyIIHpOBKE
ypOBEHb

ITOJIOXKCHHA

7.5 Jloxa3aHo JIH B cTaThe?

1) na;

2) Her;

3) B Tekymeidl (opMyIHpOBKE
IIPOBEPUTH JIOKa3aHHOCTH
ITOJIOYKEHUS B CTaThe
HEBO3MOXHO.

Monoxenue 2

7.1 JloxazaHo
TOJIOKeHue?

1) moxazaHo;

2) cKkopee AOKa3aHo;
3)ckopee He JOKa3aHO;
4)He MOKa3aHo;

5)B Texkymeil (opMyIHpOBKe
IIPOBEPHUTH JTOKa3aHHOCTh
IIOJIOXKEHHUS HEBO3MOXKHO.

JI

7.2 SlBnsercs
TPUBUAILHBIM?

I

[lonoxenue sBiAeTCS AOKa3aHHBIM H Hay4YHO OGOCHOBaHHBIM,
MOATBEPKAACTCH pe3ylibTaTaMH IMPOBEACHHOI'O HCCIIENOBaHUA.
ITonoxxeHue He ABIAETCA TpHBHAJIEHEIM.

Ilonoxenue sBnseTcs HOBEIM, ITIOCKOJIBKY OTPaXacT peE3YyNbTaThl
MOJICKYJIAPHO-IrCHETHYICCKOT'O HCCIEAOBAHUA CIIEKTPA ITaTOIC€HHBIX

reHeTHYeCKHX BapHAHTOB Y Ka3axCTaHCKUX IIAIMEHTOB C
KOJIOPEKTAIHLHBIM PAKOM.
ITonoxxenne oOIamaeT IMHPOKHUM  YPOBHEM  IPaKTHYECKOTO

IIPUMEHEHHUs JUIA Leliell TeHeTHYeCKOr0 CKPUHUHTA U ONITHMHU3AIHA
paHHeH JOWMAarHOCTUKH  KOJOPEKTAJBHOI'O paka y JMI C
HACIIEACTBEHHO OTATOINEHHLIM aHAMHE30M.
[lonoxxeHue OTpPaKEHO B  HAYYHBIX
JIACCEPTAITIH.

MyOnuKamusax aBTopa




1) na;

2)Her;
3) B Texyme# QopMyIupoOBKe
TIPOBEPUTH TPUBHAITEHOCTE

ITOJIOXKEHHUA HEBO3MOXKHO.

7.3 SBnsercs I HOBBIM?

1) na;

2) HeT;

3) B Tekyme#d (opMynupOBKe
TIPOBEPUTE HOBH3HY
MIOJIOXKEHHUS. HEBO3MOJKHO.

7.4 YposeHb TS
TIPUMEHEHUS:

1) y3kuit;

2) cpenHui;

3) [MHUPOKHUK;

4)B Tekyweidl (GpopMyIHPOBKE
IIPOBEPHUTH ypOBEHb
IIPUMEHEHUs TIOJIOYKEHUS
HEBO3MOYKHO.

7.5 Jlokxa3aHO Jd B cTaThe?

1) ma;

2) HeT;

3) B Tekyme# QopMyIupOBKe
IIPOBEPUTH IOKa3aHHOCTb
TOJIOXKESHUS B cTaTbe

HEBO3MOXHO.




Honoxenue 3

7.1  JloxaszaHo
OJIOKEHUE?

1) nokazano;

2)ckopee J0Ka3aHo;
3)ckopee He TOKa3aHO;
4)He 10Ka3aHo;

5) B Texyuiei ¢GopMyIUpOBKe
IPOBEPUTH JTOKa3aHHOCTH
TIOJIOKEHHSI HEBO3MOXKHO.

JIH

7.2 SBnsaercs B0
TPHUBHAILHBEIM?

1) ma;

2) ger,

3) B Tekyuie# QoOpMyIHpPOBKE
IIPOBEPUTH TPUBHAIILHOCTD

IMOJIOKEHHUA HEBO3MOXKHO.

7.3 SlBiusiercd JIU HOBBIM?

1) na;
2) Her;

[TonoxkeHue sBISETCS MOKA3aHHBIM M HAay4YHO OOOCHOBaHHBIM,
ITOATBEPKIAETCA pe3yIbTaTaMH IPOBEAEHHOI'O HCCIENOBaHUS
CIEKTpa ¥ 4YacTOTHl IMATOT€HHBIX TIEHETHYECKHX BapHaHTOB Y
MAI[USHTOB B Pa3HBIX BO3PACTHBIX NOAIPYIIIAX.

Jloka3aHHOCTE TIOJIOKEHHUS ITOATBEPXKAACTCS  CTaTUCTHYECKOMN
3HAYMMOCTBIO (KpuTepHii p value) HaliIeHHBIX Pa3IUYMid B YaCTOTE
MATOTEHHBIX MYyTallMi MEXy MOATPYIIIIaMH MOJIOJBIX ALIMEHTOB H
MaIeHTOB CPEeIHEr0 U IT0XKHIIOT0 BO3PACTA.

[TonoxxeHne He ABIACTCA TPUBHANBLHBIM.

ITonoxeHune SBIASTCS HOBBIM, IIOCKOIBKY OTPa)kaeT pe3yJIbTaThl
H3y4YEeHUs KOTOPTBI Ka3aXCTaHCKHUX NAIUEHTOB g
HECHHJPOMANEHBIMU BapUaHTaMM KOJOPEKTAJIBHOIO paka, KOTopoe
mpoBeieHo B Pecriybnuke Kazaxcran Buepssle.

[Tonoxenre oOnamgaeT INMPOKMM YPOBHEM  IIPAKTHYECKOTO
IIPUMEHCHHS, TIOCKOJIBKY MMeeT Hay4JHYIO U IPaKTHYECKYIO CBS3b C
npobieMoii pocTa 3a00JIeBAEMOCTH KOJIOPEKTAJIBHOTO paKa y IIHII
MOJIOZIOTO BO3pacTa U SIBISETCS OCHOBOM I BKIIOYEHHA MOJIOJBIX
MAIHEeHTOB B CUCTEMY I'eHeTUYECKOro CKpHHUHTA.
ITosto)keHHe  OTPXKEHO B  HAyYHBIX  IIyOJIMKaLUsax
ITUCCepTallUu.

aBTOpa
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3) B Texymed (opMyIUpOBKe
IPOBEPHUTH HOBHU3HY
TIOJIO)KEHHS. HEBO3MOXKHO.

7.4 VYposeHs IUISL
IPUMEHEHH:

1) y3kwmii;

2) cpenHMHil;

3) MIMpPOKHI;

4) B Texkymeit ¢GopMyIUpOBKE
MIPOBEPHUTH YPOBEHb
MIPUMCHEHHUS MIOJIOXKEHUS

HCBO3MOXKHO.

7.5 JlokaszaHo JId B cTaThe?

1) na;

2) HeT;

3) B Tekymiei (OpMyIHPOBKE
IIPOBEPUTH IOKa3aHHOCTh
IIOJIOYKEHUS B CTaThe
HEBO3MOXHO.

Honosxkenue 4

7.1 JloxazaHo
oJoKeHue?

1) moxazaHo;

2) ckopee JOKa3aHo,

3) ckopee He TOKa3aHO;
4) He HOKa3aHo;

5)B Texkyme# QOopMyIHpPOBKe
MIPOBEPUTH JIOKA3aHHOCTD
IIOJIOJKEHUS HEBO3MOXKHO.

JIH

[TonoxeHue sBifgeTcs NOKA3aHHBIM W HAyYHO OOOCHOBAHHBIM,
JIOATBEPHKIACTCS pPE3yNbTaTaMH IIPOBEJEHHOIO  MCCIIETOBaHMS
CIEKTpa W 4YaCTOTHl IATOI'CHHBIX TIE€HETHYECKHUX BapHAHTOB Y
YCIIOBHO 3/I0POBBIX POJICTBEHHUKOB I1AlIHEHTOB.

[TonoxeHue He SABIISETCSA TPUBHAIBHBIM.

ITonoxxeHue SBIAETCS HOBBIM, IIOCKOJIBKY OTPa){aeT pPe3yJIbTaThI
MOJIEKYJISIPHO-TEHETHYECKOr0  M3y4YeHHs CIIeKTpa ¥  YacTOTHI
IATOMeHHBIX MYyTalMid Yy YCIOBHO 3IOPOBBIX DPOICTBEHHHKOB
Ka3aXCTaHCKHX IIAI[MCHTOB C KOJIOPEKTAJIBHBIM pPakoM, KOTOpoe
nposesieHo B Pecniybnuke Kasaxcran BrepBBIe.
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7.2 SBnsercs
TPUBUAIEHBIM 7
1) na;

2) Her;

3) B Tekymieil ¢opMyJIHpPOBKE
IIPOBEPUTE TPUBHAIBHOCTh
TI0JIOJKEHHUs. HEBO3MOXKHO.

JIH

7.3  SIBnseTcst 11 HOBHIM?

1) ma;

2) HeT;

3)B Texyweid GopMyIupOBKe
IIPOBEPUTH HOBH3HY
IIOJIOXKEHFST HEBO3MOXKHO.

7.4 VYposeHb
IIPYMEHCHHUS:
1) y3kuii;

2) cpenHui;

3) MUPOKMIT;
4)B TeKyleH
TIPOBEPUTH
MPAMEHEHHN
HEBO3MOXXHO.

1A

(bopMyITHPOBKE
YPOBEHb
TIOJIOXKEHHUS

7.5 JloxazaHo 1 B cTarbe?

1) ma;

2) Her;

3)B Tekymed QopMynHpoBKe
IPOBEPUTH JIOKa3aHHOCTh
TIOJIOKESHISL B cratbe
HEBO3MOXKHO.

ITonoxenue oOMagaeT IMHPOKMM  YPOBHEM  IPAKTHIECKOTO
MIPAMEHEHUsI, IOCKOIBKY 00yCIOBIMBAET KIMHUIECKYIO 3HAYUMOCTh
MOJIEKYISPHO-TEHETHYECKOTO TeCTHPOBAaHWs UIEHOB CeMed ¢
arperanueii ciry4aeB KOJIOPEKTaJILHOIO paKa.

[TonoXxeHWe OTPAKEHO B HAYYHBIX ITyONHKaIUIX
TUCCepTaIlUU.

aBTOpa

12




ITono:xxenue 5

7.1  JloxazaHo
IIOJI0XKeHue?

1) mokazaHo;

2) cKopee ToKa3aHo;

3) ckopee He JOKa3aHO;
4) He NOKa3aHO;

5)B Tekyueil (QopMyIHPOBKE

JIH

IPOBEPUTH JTOKA3aHHOCTH
IIOJIO)KEHHSI HEBO3MOXKHO.

7.2 SlBnsiercs 4
TPUBHATBHBIM?

1) ma;

2) Her;

3) B Tekymed ¢opMyIHPOBKE
IIPOBEPHUTH TPUBHAIBHOCTH
TIOJIOXKEHHSI HEBO3MOXKHO.

7.3 SIBnseTcs U HOBBIM?

1) ma;

2) Her;

3) B Tekymedl (opMyIHpPOBKE
TIPOBEPHUTH HOBH3HY
TIOJIOXKEHUS HEBO3MOXKHO.

7.4 VYposeHb UL
IPUMEHEHUS:

1) y3Kuit;

2) cpe/HUM;

3) IMIMPOKHiA;

4) B Texymed (opMyIHpOBKe

Ilonmoxxkenme sBISETCS JOKa3aHHBIM H Hay41HO O6OCHOB3HHBIM,
TIOATBEPHKAACTCI pe3ynbTraTraMu KOJIOHOCKOITHYECCKOTO
HCCIIENOBAHHA YCJIOBHO 3O0POBBIX POJACTBCHHHKOB — HOCHTEJeHn
I[IATOT€HHBIX TC€HETHYCCKH BAPHAHTOB.

Ilonoxxenue He sIBIsIETCS TPHBHAJILHBEIM.

Ilonoxxenue sBISIETCS HOBBIM, IIOCKOJIBKY OTpaxKaeT pe3yIbTaThbl
OLICHKH KOM6HHHpOBaHHOFO IIPUMCHCHHA MYJIBTHICHHOI'O
TECTUPOBaHU: U BKCHepTHOﬁ KOJIOHOCKOIINH, KOTOpOC deBe,LleHO B

PeCHy@TII»IKe Kazaxcrtan BIICPBBIC B paMKax JaHHOTI'O
AHUCCEPTALTIOHHOT'O HCCIICIOBAHML.
Ionoxenue 06JIa,I[EleT IMAPOKHM YPOBHEM IMpaxKTU4ICCKOI0

IPUMEHEHHMS, TOCKONBEKY COBMECTHOE IIPUMEHEHHE MYJIETUT€HHOI'O
TECTHPOBAHMSI U OSKCIEPTHOM  KOJOHOCKOIIMM  IIO3BOJISET
OIITHMHU3UPOBATH PAHHIOK AMArHOCTUKY H IIEPCOHAIU3UPOBAHHOE
HabIIOJeHye JIMI[ U3 TPYII pHCcKa CeMEeMHOTO M HacCIeCTBEHHOIO
KOJIOPEKTATBFHOTO paKa. |
[TonoxxeHre OTPOKEHO B HAYYHBIX IIyOnNHMKalMsIX aBTOpa
JHCCEPTALINH.
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[IPOBEPHUTH
IpUMEHEHHS
HEBO3MOXKHO.

YPOBEHb
TIOJIOXKECHHUS

7.5 Jloxa3aHO JH B cTaThe?

1) ma;

2) HeT;

3) B Tekyme#d (QopmMyIUpoBKe
IPOBEPUTH IOKa3aHHOCTh
TIOJIOKEHHUS B CTaThe
HEBO3MOXHO.

IHonoskenue 6

7.1 Jokazano
oJIoXKeHue?

1) noxa3aHo;

2) ckopee JOKa3aHo;

3) ckopee He JOKa3aHO;
4) He AOKa3aHo;

5)B Ttexyme# (opMynHpoBKe
IIPOBEPUTH JOKa3aHHOCTh
ITOJIOXKEHHUS HEBO3MOXKHO.

JIA

7.2 Bnsercd b’
TPUBHAIBHBIM?

1) na;

2) ger;

3) B Tekymed QopMynHpoBKe
IIPOBEPHUTH TPUBHAIILHOCTH

IOJIOXKEHHA HEBO3MOXKHO.

ITonoxxeHue sBISETCS HAydyHO OOOCHOBAHHBIM, IIOJATBEpPKAAETCA
YacTOTOH M CIIEKTPOM IMaTOJOTMYECKMX H3MEHEHHH B TOICTOM
KUIIKE [0 pe3yJbTaTaM KOJOHOCKOIMYECKOIO HMCCIIEIOBAHHS
YCIOBHO 3J0POBBIX POJCTBEHHHKOB — HOCHUTENEH IIaTOT€HHBIX
TCHETUIECKH BapHaHTOB.

[TonoxkeHye TakKe OIMUAPAeTCsl Ha JOCTOBEpHBIE pe3yJbTaThl
OIyOJIMKOBAHHBEIX WCCIEOBAaHUM B JaHHOH 00IacTH, ¢ KOTOPBIMH
pe3yNbTaThl aBTOPA COrNIACYIOTCH.

[TonoxxeHue He ABISETCS TPUBUAJILHBIM.

[TonoxxeHye SBISAETCS HOBBIM, IMOCKOJIBKY OTpa)caeT pe3yJibTaTsl
OLIEHKH  KOMOWHHMPOBAHHOIO  TPHUMEHEHHA  MYJILTHIE€HHOIO
TECTHPOBAHUS U JKCIIEPTHOH KOJIOHOCKOIINH, KOTOPOE IIPOBEACHO B
PecrryOomuke  Kaszaxctan — BIepBele B paMKax — JaHHOIO
IHCCEPTAIOHHOTO HCCIeI0OBaHuUA.

[Tonoxenue 00JagaeT IMHPOKHM  YPOBHEM  IPaKTHYECKOTO
MPUMEHEeHUs, ITOCKOJIBKY pa3paboTaHHEIE aBTOPOM IHCCEPTallUuH
allTOPUTMBI paHHEH JMAarHOCTHKH Yy JHMI[ C HacleJCTBEHHO

14




7.3 SBngercs ¥ HOBEIM?

OTATOIUCHHBIM aHaAMHE30M ABJIAIOTCA OCHOBOM O CHHXCHHA

1) na; 3a00/IeBaeMOCTH OT KOJIOpeKTalbHOro paka B PecryGimke

2) Her; Kazaxcras.

3)B Texymeit ¢dopmynuposke | [TookeHHe OTpaXK€HO B HAyYHBIX IIyOJNMKalMsax aBTOpa

IIPOBEPUTH HOBH3HY | IHCCEPTAIIHH.

ITOJIOJKEHHST HEBO3MOYKHO.

7.4 VYposeHb IS

TIPiIMEHEHHU

1) y3Kwuit;

2) cpenHuit;

3) mMMpPOKMit;

4) B Tekymei (OpMyIHUPOBKE

TIPOBEPUTH YPOBEHb

PUMEHEHNS TIOJIOKEHHS

HEBO3MOXKHO.

7.5 Jloka3zaHo JH B cTaThe?

1) ma;

2) HeT;

3) B_Tekymieit GopMyIHpoBKe

IIPOBEPHTH IOKa3aHHOCTh

TIOJIOXKEHUS B CTaThe

HEBO3MOXKHO.
[Tpuaumn 8.1 Bribop wMmerogomoruu - | BeIOOp METOMOIOIMH JUCCEPTALMOHHOTO UCCIIEIOBAHMS 000CHOBaH
JOCTOBEPHOCTH. 000CHOBAaH WM METOHOJOrHS | M COOTBETCTBYeT  IleIM M 3aJa4aM  HMCCIeNOBaHH.
JloCTOBEpHOCTH JOCTATOYHO nojipo6Ho | MeTomoornyeckye MoIX0Asl 1 METOIB! HCCIE0OBaHUs MOAPOOHO
HCTOYHUKOB U | ONHcaHa: onpcaHsl B JUCCEpPTAalOHHOM pabore, ® BKmodaloT NGS-
IpeI0CTaBIIsIeMON 1) na; CEeKBEHUPOBAHUE, HHCTPYMEHTAJIbHBIE, naboparopHbIe U
HHQOPMALTHIH. 2)HeT. omonH(pOpPMaIMOHHEIE METOEI, 4TO obecrieurBaeT

BOCITPOU3BOAUMOCTE U JOCTOBEPHOCTD IOJIYUCHHBIX NTaHHBIX.
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8.2 PesynbraThl
JIACCEPTAIMOHHON paboThI
IIONyYeHEl C WCIIOIB30BaHUEM
COBpPEMEHHBIX METO0B
HAYyYHBIX HCCIIEJOBaHUM WU
METOIHUK 00paboTku %}
HHTEpIpETAllMd  JaHHBIX C
IPHMCHEHHEM KOMITBIOTEPHBIX
TEXHOJIOTHH:

Pe3ynbratst TUCCEPTAIIMOHHON paboThI ITOJTyYeHBI G
HCIIOJIF30BaHHEM  COBPEMEHHBIX  MOJEKYJIAPHO-TeHETHYECKHX,
WHCTPYMEHTAJIBHBIX, JabOopaTOpHbIX H  OHOMH(QOPMAaLHOHHLIX
MetomoB. Crarucruyeckas o0paboTKa IIOMYYEHHBIX HAHHBIX
IIPOBEEHA C HCIOJB30BAHHEM COOTBETCTBYIOIIMX METOHOB
MaTeMAaTUYeCKOM CTAaTHCTHKH (KpHTepuil mocToBepHOCTH p value,
TouHbld  kputepuit ~@umepa, U-kputepuii ManHa-YuTHH,
IoKa3aTelb OTHOCHTEIBHOM YaCTOTEI, KO3 HUIIUCHT I' KOppesni
ITupcona, koappurment V Kpamepa, KoppelnslIHOHHOE OTHOILEHHE)

1)na; U KOMIBIOTEPHBIX IporpamMMm (mporpaMMmHoro obecnedenus R,
2) Her. SPSS).

8.3 Teoperudeckue BbIBOABI, | IlomydeHHBIe aBTOpPOM JHCCEPTAlMM JAHHBIC W CIEJIaHHBIC Ha HX
MOJEIH, BEIBIEHHBIE | OCHOBE TeOpeTHYeCKHe BBIBOABI, JOKa3aHBl H IIOATBEPIKIEHEI
B3aUMOCBSI3U U | OKCIIEPHMEHTAIBHEIM ~ HCCIIEZIOBaHHEM, BKIIOYAIOLIEM  aHAIH3
3aKOHOMEPHOCTH JoKa3aHsl M | pe3ynbraroB NGS cexpenmposanus JIHK manueHToOB H UX YCIOBHO
IO TBEPKACHBI 3IOPOBBEIX  POJICTBEHHHUKOB, MOP(OJIOTHYECKOe HCCIeIOBaHHe
SKCIIEpUMEHTAIbHBIM IIATOJIOIMYECKHX H3MEHEHHH B TOJICTOH KHIKe, 00HApYKEHHBIX IIPH
HCCIeIOBAHUEM: KOJNIOHOCKOIIMH, 4  TaKKe  COIIOCTABICHHEM  COOCTBEHHBIX
1) ma; pEe3yIBTaTOB C pe3yjbTaTaMy paHee IPOBEEHHBIX 3apyOeKHBIX
2)HeT HUCCIIENOBAaHNM.

8.4 Baxubple yTBepXkIcHHS | Bce KIIOYEBBIE MOJOXKEHHS IUCCEPTAlMH (aKTyalbHOCTB, BBIOOD
IOATBEPXKIEHBl / HACTHYHO | METOHOJNOTHMH  HCCIEOBAHWA, MHTEpIpeTals  pe3ylIbTaToB)
IIOJITBEP>KCHBI / He | IOATBEPXK/EHBI CCBUIKAMU Ha OIyOJIMKOBaHHbBIE CTATBHU H 0030DHL,
IIOATBEPKAEHBl CCHUIKAMH Ha | TeHOMHBIE 0a3bl JaHHBIX, KIMHHYECKHE PEKOMEHIAIHH.
AKTyaJIbHYI0O M JIOCTOBEPHYIO

HayJHYIO JJUTEPaTypy.

8.5 Hcnone3oBanue | ABTOPOM NMPOaHATH3HPOBAHEL M HCIIOIB30BAHEI B JUCCEPTAIIMOHHOI
UCTOYHUKH nMTeparypel | pabore 226  MCTOYHHMKOB  HAy4YHOM  JIMTEPATyphl,  4TO

JOCTATOYHBI / He JOCTAaTOYHBI

CBHJICTENILCTBYET O TIYOOKOH TeopeTHdecKod pa3paboTke TeMBI
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IUTS JIUTEPaTypHOro 0030pa.

WCCIIEI0OBAHKS, MOJHOIIEHHOM M BCECTOPOHHEM 0030pe COCTOSHHS
H3y4JaeMOoi IIpOOIEeMBI.

[IpuHLAL
IIPaKTHYECKOM
LIEHHOCTH

9.1  Jluccepramus  HMeeT
TEOpETUIECKOE 3HAYCHHE:!

1) ma;

2) HeT

Juccepraiust WMeeT TEOpeTHYECKOe 3HAueHHe, ITOCKOIBKY
pacIIUpsAeT Hay9IHOE IPe/ICTaBIeHHe O TeHETHUYECKHX 0COOEHHOCTAX
KA3aXCTAHCKUX IIAIHEHTOB C KOJOPEKTAIBHBIM pakoM. Bricokas
PacIpOCTPaHEeHHOCTh TepMHHAJIBHBIX MyTallMi, HabIromaemas B
HCCIIEOBAHHOM KOTOpTE, II03BOJIAET B JalbHEHINEM OINpENe/UTh,
MOTYl M OIpeAelicHHbIe BapUaHTBl OBITH XapaKTEPHBIMH IS
STHMYECKM rerTeporeHHoit momynanuy Kazaxcrana. AsTopoM
0003HaUYeHEl HOBBEIE HAy4dHBIE 3aJadd K BO3MOXHBIE IIYTH
IPOOJDKEHHsT HccaenyeMol TeMbl. JlaHHBIE 3a/1aui 00yCIIOBIEHBI
CIIO)KHOCTBIO «TCHETHYECKOH apXHTEeKTYphl» KOJIOPEKTAILHOIO
paka, pa3IMYHbBIMH MEXaHHU3MaMHU MOJIEKYJIIPHOI'O IaToreHesa IpH
CEMEMHBIX M CIIOpPaIUYecKUX BapHaHTax, a TaKKe y JIMI] pPasHBIX
BO3PACTHBIX TPYIIIL.

9.2  Jluccepraums = HMeeT
NpaKTHUecKoe 3Ha4YeHUE U
CyIIeCTBYyeT BEICOKAs
BEPOATHOCTh MPUMEHEHUS
MIOJIyYEeHHBIX pe3yJIbTaToB Ha
TPaKTHKE:

1) na;

2) HeT

Juccepramyst ©UMeeT TpakTHdeckoe 3HadeHue. KoMOMHUpOBaHHOE
NPUMEHEeHUs] MYJIBTHTeHHOIO TECTUPOBAaHHS M KOJIOHOCKOIHH Y
YCIIOBHO 3HOPOBBIX POJCTBEHHHMKOB IIALIHEHTOB  I103BOJIMIIO
pa3paboTaTh ¥ HAy4HO 00OCHOBATH CHUCTEMY ONTHMHU3AIHMH PaHHEH
JUArHOCTHKH KOJIOPEKTAJIBHOIO paka y JHI[ C HaCIeICTBEHHO
OTATOIIEHHBIM aHaMHe3oM. [IpuMedaTenbHO, 4TO Haubosiee 4acto
BCTpeYaroIIuecs [aTOTeHHBle BapHaHThl HAOMIOJaNUCh B TIeHaX
CHEK2 u APC, a taxxe B rerax MLH1, MSH2, MSH6, MUTYH,
BRCAL. Tpexpiayniue UcciefoBaHMs II0Ka3alld, YTO IATOI€HHBIE
BapuanThl B rene CHEKZ2 omnpenensror He TOIBKO PHCK Pa3sBHTHS
KOIIOPEKTAIbHOIO0 paka, HO M PHUCK Pa3BUTHA paka MOJIOYHOH
KeJle3bl, IPeJCTaTelbHOM JKelae3bl M IIUTOBHIAHON JKEJE3BI, YTO
JenaeT KX BBHICOKOMH(OPMATUBHBIMHU IIPEIMKTOPAMH Pa3sBUTHS
JaHHBIX BHJIOB Paka y MNAalMEHTOB M MX POJICTBEHHHMKOB B XOJ€
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JOJITOCPOYHOIO HHGJHOI_IGHI/IH.

9.3 IIpennoxenus JUIS
MIPaKTHKH SBISTFOTCS HOBBIMU:
1) IOTHOCTBIO HOBBIE;

2) yacTHYHO HOBEIE (HOBBIMH
sBistroTCs 24-75%);

[TpakTideckne peKOMEHJAIMM, pa3paboTaHHBIE Ha  OCHOBE
JUCCEPTAIIMOHHOIO  HCCJIeNOBAHUSA, SABISIOTCA HOBBIMH  JUIA
Pecny6nmuku KaszaxcraH M HanpaBlIeHBl Ha ONTHMM3ALMIO PaHHEH
MUACHOCTHKM KOJOPEKTalIBHOIO pakKa y IIMI[ C HACIEICTBEHHO
OTATOIIEHHBIM aHAMHE30M.

3) He HOBble (HOBBIMH
SBILIFOTCS MeHee 25%).

10. | KauectBo KaugecTtBo akazemMuyeckoro | Jlucceprauus HamucaHa Hay9HBIM S3BIKOM C  COOIIFOJEHHEM
HanycaHus IACHMa: TIPUHIIAIIOB HAITUCAHHS HAYYIHBIX TEKCTOB, HCIIONIE30BAHMS HAYIHOH
odopMIIeHUS 1) BEICOKOE; TEPMUHOJIOTHH U aKaJeMHYECKOI'0 ITUChMA.

2)  HIDKE CpeIHero;
3) HuskKoe.

11. | 3ameqanus Jlucceprauus XapakTepHU3yeTCA BBICOKMM METOHOJOTHYECKHM H

IVCCepTaLUU HAyYHBIM YpPOBHEM, OTPaXKaeT BIaJeHHE aBTOPOM METO/IOIOTHH

COBPEMEHHOI0 Hay4yHOro uccienoBanus. OTuenbHbIe 3aMeYaHus, He
CHIDKAIOIIFE 00IIel HaydHOH U PAaKTHYeCKOH IIEeHHOCTH paboThI: 1.
B nmreparypHOoM 00630pe Oonblnee, yeM HEOOXOJMMO, BHHMAaHHE
yIEJIeHO OMMCAHUIO KIMHUYIECKHX U MOJIEKYIAPHBIX XapaKTEPHUCTHK
HACJIEICTBEHHBIX OITyXOJIEBBIX CHHIPOMOB, AacCCOLMHMPOBAHHBIX C
KOJIOPEKTAJIBHEIM PaKoM, TOTJa KaK B MCCJIEOBAHHOM KOrOpTe HET
MalMEeHTOB ¢ CHHAPOMAIBHBIMYU BapHanTamy, 2. XenarensHo H60mee
YEeTKO aKIEeHTUpPOBaTh LIEHHOCTh M IPHUMEHHUMOCTH KaXXIIOro
CTATHCTHYIECKOTO  MeToAa, OoNbIIMH akKIeHT caenalk Ha
CTATHCTUYECKYIO0 JOCTOBEPHOCTH IIONYYEHHEIX PE3YNBTAaTOB, TaM,
roe  OTO  IpPUMEHHMO.  YKasaHHBIE  3aMe4yaHuss  HOCAT
pPEKOMEHMIATENbHBIA  XapakTep M He BIMAIOT Ha  0OmIyIo
IOJIOKMTETBHYIO OIEHKY JUCCePTAllHOHHOM paboTHL.
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12. | Hay4Hslii ypoBeHb CraThu aBTOpa AMCCEPTAIMH, OIYOIMKOBAHHbLIE B PELIEH3UPYEMBIX

craTeil JOKTOpaHTa 3apyOexHbix kypHanax Genes, Scientific Reports, a Taxxke B
Io TeMe XKypHaax, BKIIOYEHHBIX B IIepedeHb M3JaHHi, PeKOMEHIOBAHHBIX
HCCIIE/IOBAHUS Komurerom no obecrniedenuro kagectsa B cepe HAYKHA M BBICIIETO
oOpasosanuss MuHHCTepCTBA HAayKH H BBICIIEr0 00pa3oBaHM
Pecny Ok KazaxcraH, XapaKTePU3YIOTCS BEICOKUM

METOHNONOTHYCCKHM H HAaY4YHBIM YPOBHEM, Hay‘IHOfI HOBHU3HOM H
SHaAaYHUMOCTBIO OHy6JIHKOBaHHBIX PE3YIbTAaTOB, HAIHCaHLBI Ha
BBICOKOM TEOPETHYECKOM YPOBHE.

13. | Peruenue HMucceprammonnas pabora bantaesa Hyprana Arapkyiyis!
ohHUIIHATEHOTO Ha TeMy «OnTHMH3alMsA paHHeH JHATHOCTHKH KOJIOPEKTaIbHOIO
peleH3eHTa paka y JIMI] C HAacleACTBEHHO OTATOIIEHHBEIM aHAMHE30M)

3aCITy’>KHBaeT BBICOKOM OLEHKM M IpucyxneHus banraey Hypnany
AHapKyIynsl — cTemeHH Jokrtopa  ¢miocopuun (PhD) 1o
crnempanbHocTH 8D10103 — «MenuumHay.

Penenzenr:

AOKTOP MeJHIHHCKHX HAYK,

rJ1aBHbIH HAYYHBI COTPYAHHK

oT/eJIeHUsI A0JOMHHAIBHOH OHKOJIOrHH

Hay4no-nccei1e10BaTe/1bCKOro HHCTHTYTA OHKOJIOTHH —

¢punuana PeaepanbHOro rocyAapcTBEHHOr0 GI0KETHOT0 HAYYHOT0 Y4 Pesk/IeH s

«ToMCKHA HANMOHANLHBLIH HCC/IEA0BATENBCKHI MEIHITHHCKHI HEHT

Poccuiickoii akaieMHH HAYK» % 0 m MobponeeB Anekceii FOpbesny

«04» amrycra 2026 r.
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