NIHUCHLMEHHBIN OT3bIB OPHUIIUAJIBHOI'O PEIIEH3EHTA

Ha AMccepTauHOHHYI0 paGoTy banTaesa Hypaana AnapkysryJibi
Ha TeMy «ONTHMH3aNHUs panHell JHATHOCTHKH KOJIOPEKTAJIBLHOIO paKa y JIMI ¢ HAC/IEACTBEHHO OTArOMEHHbLIM AHAMHE30MY,

NpeacTaBJIEHHYI0 HA COHCKaHHe CTeNEeHH N0KTOpa ¢unocodpun (PhD) nmo cnennanbaocTn 8D10103 — «Meauuuaa»

Ne | Kpurepuu CooTBeTCTBHE KPUTEPHIM O60cHOBaHKE MO3UIMH OQULIMATHEHOIO PELIEH3€EHTa (3aMeYaHuA
v/ (TTOTYEepKHYTh OMH U3 BBIJIENIUTH KypPCHUBOM)
BapHaHTOB OTBETA)

1. |Tema nucceprammu | 1.1 CootsercTBUE HccnenoBaHWe BBIMONHEHO B PaMKaX HAYYHO-TEXHUYECKOH
(Ha narty ee | IPUOPUTETHBIM nporpammbl  BR11065390  «Pa3pabotka u  pa3BuTHE
YTBEpKICHU) HamnpaBlIeHUAM pa3BUTHS VHHOBAIIMOHHBIX TEXHOJOTHWA paHHEH IWAarHOCTHKU H JICYEHUS
COOTBETCTBYET HayKu WIH 3JI0KaYE€CTBEHHBIX 3a00JIEBaHUH C YYETOM COBPEMEHHBIX ITOAXOO0B
HaIpaBJICHUIM rocyJapCTBEHHBIM renomukn» (HTII BeImoiiHEHa 3a CYET IPOrpPaMMHO-IIEIEBOIO
pa3BUTHSA HayKH | porpaMMam: (huHAHCHpPOBaHNE HayYHO-TEXHHYECKUX IMporpaMM MUHHCTEpCTBA
/WA 1) Duccepranys  BBINONHEHa B | 3apaBooxpaHeHus PecrmyOivku Kasaxcran), paspena «Haydsoe
rOCYJIapCTBEHHBIM | DAMKaX IPOEKTa WM IlelleBOH | 060CHOBaHWME IEPCOHHQHIMPOBAHHOTO MOAXOJa K JIEYEHHIO
nmporpaMmam IpPOrpPamMMBI, GONIBHBIX KOJIOPEKTAJIbHBIM pakoM  Ha OCHOBE IPUMEHEHHUs

buHaHCHpYyeMoro(oi) U3 | MOJIEKYJIIPHO-T€HETHYECKHUX HCCIEZIOBAaHUM U  BBIABIICHUS
rOCYJapCTBEHHOIO  OiojDkeTa | 6MOMapKEpOB OITyXOJH».

(yka3aTh Ha3BaHHE H HOMeED
IIPOEKTA UK [IPOrpaMMBl);

AKTyalbHOCTH TEMBI MCCIeOBaHHS yOemuTensHO 06OCHOBaHA
aBTopoM. [IoKa3aHo, 9TO KONOPEKTaJbHBIN PaK SBJISAETCSA ONHOH U3

2) nuccepTanys Haubojiee 3HAYUMBIX MpoOjeM OHKOJOITHH IO NpUYMHE
BBINIOJIHEHA B paMKax yBenM4YeHUs: 3a0071eBaeMOCTH, B TOM YHCJEe Yy JHIl MOJIOZOro
ApYTOH BO3pacTa, BBICOKMX IOKa3aTelledl CMEPTHOCTH, TI€HETHYECKOMH
rOCy1apCTBEHHOMN reTepPOreHHOCTH 3a60JIeBaHus, YTO OrPAaHWIUBAET 3(PPEKTHBHOCTH
nporpaMMsl  (yka3arh CYILECTBYIOIIUX  CTAHJAPTHBIX METONOB  JWArHOCTHMKH U
Ha3BaHUe CKpPMHMHIOBEIX IporpamMM. Hay4no o6ocHOBaHHasi ONTHMH3aIIMA
IPOrpaMMEl); paHHEH JMArHOCTHKH KOJOPEKTAIBHOIO paka y JHI C
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3) auccepTalusi  COOTBETCTBYET
MIPUOPUTETHOMY HAaIIpaBJIECHHUIO
pa3BUTHS HayKH,
YTBEPXKJIECHHOMY Bricien
HAaY4YHO-TEXHUYECKOH
xoMuccuer 1ipH I IpaBuTenbCTBE
Pecry6auku Kazaxcran
(yxasaTh HarpaBJIeHHE).

reHeTHYEeCKOM IpeApaciioIoKEHHOCTBIO  SIBIAETCA aKTyaIbHOM

3anaueii, 1 B Pecy6nuke Kasaxcran panee He 65112 pa3paboTaHa.

AXTyalbHOCTH ~ TEMBI  JMCCEPTallHOHHOTO ycclieIoOBaHusA

MOATBEp)KAEHA TOTPEGHOCTAMH NIPAKTHIECKOTO 3[paBOOXPAHEHHA,

YTO JOKA3bIBAeT HAYYHYI0 M MEJHUKO-COLHMAIbHYIO 3HaYHMOCTH

JIaHHO# pabOTBHI.

Tema  HMCCEPTALMOHHOTO  HCCIEJOBaHHA  COOTBETCTBYCT

COBpEMEHHBIM HAIpaBIeHUAM (yHIaMEHTAIbHBIX H MIPHUKJIaJHBIX

HCCIIeI0BaHHU M B OHKOJIOTHH, IPOBOJAUMBIM B MHDE U B Pecmybiike

KaszaxcraH, a  TaKkKe  CTpPaTeTMYeCKUM  HaNpaBICHHAM

rocyapcTBeHHO# monutuku PecmyGnuku Kasaxcran B obnacTa

OXpaHbl 3/I0POBbS, PA3BUTHS OHKOJIOTHYECKOH CIyXObl H

IIEPCOHATM3UPOBAHHON MEIUIVHBI:

1. Kopmexcy Pecry6muxu Kasaxcran «O 3710poBb€ Hapojaa H
CHCTEME 3/IPaBOOXPAHCHUD?,

2. KoMmiekcHOMy Iulany 1o Oopebe ¢ OHKOJIOTHYECKHMH
3a6oneBanusiMu B Pecrry6nuke Kasaxcran Ha 2023-2027 rr.,

3. IlpuoputeTHOMY HaIIpaBJICHUIO pa3BUTHSA HayKH,
yTBEpKAEHHOMY BEICIIell HayYHO-TeXHHYECKOH KOMHCCHEH
npu IlpasurensctBe Pecry6muku Kasaxcran (IIpuopureTHOE
HampaBnenue 5 — «Hayka o XHW3HH U 370poBbe», Pazmen 5 —
MoneKyIsSpHO-TeHETHYECKHUE ¥ My IbTHOMHBIE HCCIIEIOBAHUS).

2. | BaxHOCTb JJI1 HAyKH

Pa6ora BHOCHT/HE BHOCHUT
CYILIECTBEHHBIM BKJIaJ B HAyKY,
a ee BaXHOCTb . XOpOIIO

pacKphITa/He pacKphITa.

JluccepTaioHHass paboTa BHOCHT CYyNIECTBEHHBI BKIan B
(GyHIaMeHTANBHYIO M NpPUKIANHYIO Hayky. B uHccrenoBaHun
NOJydeHEl HOBble JaHHBIE O CIEKTpe M YacTOTE NaTOIeHHBIX
reHEeTHYECKMX BapHAHTOB Yy Ka3aXCTaHCKUX IIal[MEHTOB M HX
YCIIOBHO 3[OPOBBIX POJCTBEHHHMKOB, YTO CO3/all0 OCHOBY IJIs
ONTMMHU3ALMK PaHHEN JUarHOCTHKH KOJIIOPEKTATBHOIO paka y JIMI
C TeHeTHYEeCKH OTATOIIeHHHIM aHaMmHe3oM. B  pesynbrare
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McclefoBaHus OOHApY)KeHO 6 HOBBIX MATOTCHHBIX MyTalHd B
reHax OIyXOJIEBOM CyNpecCHH, MECMaT4-pernapalyy i aKTHBaluH
KOHTPOJIBHBIX TOYeK, BbI3BaHHBIX moBpexaeHueM JIHK (4APC,
PMS1, MLH1, NBN u EPCAM), xoTopsie paHee He OBLIH OITMCAHbI
B JIUTEpaType U He WUHAEKCHPOBaHbl B N'€HOMHBIX 6a3ax JaHHBIX.
JluccepraumonHas pabora  o6najaeT  BBICOKOH  Hay4HOH
LIEHHOCTBIO: HMCCIEJOBAaHME WHTErpUpyeT HaHHBIE M3 00JacTH
KIMHAYECKOM  OHKOJOTMM M  MOJEKYJIApDHOHM  I'€HETHKH.
INomydeHHBlE aBTOPOM pe3yNbTaThl YIIyOJIAIOT NOHUMaHHE
reHETUYECKIMX OCHOB KOJIODEKTAIBHOTO paka B Ka3aXCTaHCKOH
TOITY JIAITU A U IenaroT BO3MOXXHBIM BHEJPEHUE
NIEPCOHAJIM3UPOBAaHHON JHAarHOCTHKH Y JIMI[ C HaCJleJCTBEHHO
OTATOIIEHHBIM aHaMHE30M. BaXXHOCTh HCCIEOBaHMs PaCKphITa
Yepe3 MMOCTAHOBKY €ro IIeJIH U 3aj1ad, 060CHOBaHHE aKTyallbHOCTH
U HaydHoe OOOCHOBaHHE  IIPAaKTUYECKOr0  IIPUMEHEHHs
[IOJTy4YE€HHBIX Pe3yJbTaTOB.

3. | Ilpusimun
CaMOCTOSTEIbHOCTH

VY poBEHB CaMOCTOSTEIbHOCTH:
1) BBICOKHMH,

2) cpenHuii;

3) HU3KU;

4) caMOCTOATEIBHOCTH HET.

JluccepTalsi sIBISETCS CaMOCTOATENbHBIM Hay4YHbIM TPYIOM
apropa. Comckarenp paspaboran JAu3aiH  HCCIIEJOBaHHS,
OCYILIECTBHJI HAGOp MALIMEHTOB ¥ POACTBEHHMKOB NMAllHEHTOB, COOP
GUOJOrMYECKOro MaTepuaia, pa3paboTKy MJOKYMEHTallUd IS
cbopa U CHCTeMaTH3allUK UCXOIHBIX JaHHBIX, popMUpoBaHHe 6a3
naHHblX. NGS  cexsenupoBanue JIHK  manweHTOoB  ©
KOJIOPEKTAIBHEIM PaKOM H HMX POICTBEHHHKOB BBIIIOJIHEHO
CIIEIMATUCTAMU TeHeTHKaMu Ha 0Oaze MHCTHTyTa IeHETHKH U
dusHonoru MUHHCTEpCTBA HayKM M BBICUIEro OGpa3’OBaHMs
Pecry6muku  Kasaxcran. BroMHGODMALMOHHEIH —aHamu3 |

MHTEPIpETALHIO pe3yJIbTaToB NGS CEeKBEHHPOBAHUS
aCCOLMMPOBAHHBIX C PAaKOM TapreTHBIX 'E€HOB aBTOp IPOBEIN MpH
MOJJIEPIKKE CIIEIIHAIUCTOB T€HETUKOB. JluccepraHt
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CaMOCTOATEbHO AHAJU3UPOBANl  pe3yJIbTaThl  KOJIOHOCKOITHH,
pa3paGoTan aJlropUTMBl PaHHEH JMArHOCTHUKH KOJOPEKTAILHOIO
paKa y Jull ¢ HacleJCTBEHHO OTATOIEHHbIM aHaMHE30M. BEIBOIEI
U TpaKTUYecKHe PEKOMEHMALWH, M3JIOXKEeHHBE B JAMCCEPTAallUH,
OTpaXaloT CaMOCTOATENBHYIO HayuHylo paboTy aBTOpa H
TTOJTBEPK/AIOTCA COBOKYITHOCTBIO MONY9YEHHBIX KIHHHYECKHX M
MOJIEKYJISIpPHO-T€HETHYECKHUX JTaHHbIX.

[IpuHIMI 4.1 O6ocHoBanue | JluccepranponHas  paboTa  XapakTepH3yeTCs  BHYTPEHHHMM
BHYTPEHHETO aKTyaJIbHOCTH JUCCEPTALMH: enuHcTBOM. [IpencTaBiennsie B paboTe pasziensl JTMUTEPATYypPHOIO
eIHUHCTBa 1) 0o0oCHOBaHA;

2) YacTHYHO 00OOCHOBAHa;
3) He obocHOBaHA.

o630pa, MaTepualioB U METOMAOB, PE3YJIbTAaTOB HCCIEIOBaHHA
000CHOBaHBI KaK 3KCIIEPUMEHTAIBHBIM COJlep)KaHHeM paboThl, TaK
M JIOTMKOM TIpeJICTaBlIeHMs JaHHBIX. B JauCCEpTallMOHHOM
WCCIeA0BaHUH aBTOP apryMEHTHPOBAHHO MOKa3all IpeuMyllecTBa
KOMOWMHAIIMM MYJIBTHTE€HHOIO TECTHPOBAaHHMsA M 3KCIEPTHOH
KOJIOHOCKOTIMH JUIsl CTpaTH(GUKALMK pHCKa, IEPCOHATM3UPOBAHHOM
JMarHOCTHKM ¥ PaHHETO BBIABIICHMS NATOJIOTHM TOJICTOU KUIIKH Y
JIUI] C HACJIeICTBEHHO OTATOLIEHHBIM aHAMHE30M.

4.2 Copep:xaHue quccepTali
oTpaXcaeT TeMy JUCCEPTalH:
1) orpaxaer;

2) YacTHYHO OTPayKaET,

3) He OTpaxkaer.

ConepxaHue IUCCEPTAIMOHHOM pabOThI MOJHOCTBIO OTpaXaeT
TeMy HcclefoBaHuWsA. Pasfensl JuccepTaliMM HaxXosATCA B
JOrMYecKOi  MOCIeNOBaTeNIbHOCTH, W  HampaBleHbl  Ha
HocnenoBaTebHOE M BCECTODOHHEE pacKphITHE H3y4aeMOoH
npo6nemsl. Pe3ynsTaTsl paGoThl 06CysKaeHBI B JOCTATOYHOU Mepe,
BRIBOJBI aBTOpa OOOCHOBaHEI (PAKTUYECKHM TEOPETHYECKHM H
IIPaKTHYECKHM COJIEpXKaHHEM paboThL.

43. llens u 3apaun
COOTBCTCTByIOT TEME
JHCCepTalHH:

1) cooTBeTCTBYIOT;

2) YaCTUYHO COOTBETCTBYIOT;

Lenb W 3amaud AUCCEPTALMOHHOTO MCCIE[OBAHUs MOIHOCTHIO
COOTBETCTBYIOT TeMe auccepTauuu. Llemb ¥ 3aqa4d JTOTHYECKH
CBA3aHBI C TEMOM H TIJIaBHBIM HaIpaBIeHHEM HCCIIENOBaHus,

KOHKPETH3MpPOBaHbl, 4TO O0ECIedYuBaeT MOCTIKEHHE HaydHBIX
pe3yJILTaTOB.
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He COOTBETCTBYIOT.

4.4 Bce pa3aeibl A MOJIOXKEHUA
JIMCCepTaLvH JIOTHYECKH
B3aMMOCBSI3aHbI:

1) MONHOCTHIO
B3aMMOCBSI3aHbI;

2) B3aHMMOCBA3b YaCTUYHAS,
3) B3aMMOCBS3b OTCYTCTBYET.

Bce pasdensl M TOJNOXEHHA — JHCCEpTAlii NOrA4eCKH
B3AMMOCBS3aHbl, YT0 obecneunBaeT 3(PHEeKTHBHOCTH CTPYKTYPBI
puccepTalMoHHON pabotsl. Jlormgeckoe NMOCTPOCHHS pa3nenoB
OTBEYaeT KPUTEPUSM IeJOCTHOCTH, CHCTEMHOCTH H CBSI3HOCTH.
I[ToyyeHHBIE PE3yJIBTAaThl aBTOPOM 06OCHOBAaHHO HCIIOJIB3YIOTCS
sl (hOpMyJIMPOBaHHs BBIBOJOB M MPAKTHICCKUX pEeKOMEHJIallHi B
COOTBETCTBYIOIIMX pa3fieax.

4.5 TlpennoxxeHHble aBTOPOM
HOBBIE pelleHus (IIPUHIMIIB,

METOABI) apryMEHTHPOBaHbI I:J
OlICHEHEl IO CPaBHEHHUIO
H3BECTHBEIMY PELICHUSIMU:

1) KpHUTHYECKHM aHAIIH3 ECTh;
2) aHanmu3 YaCTHYHEIH;

3) aHanu3 NpeICTaBILACT
coboit He COOCTBEHHBIC
MHEHHS, a IUTaThl IPYTUX
aBTOPOB;

4) aHaIM3 OTCYTCTBYET.

[IpakTHYecKHe NpeIOKEHHs aBTopa HayqHO apryMEeHTHPOBaHBI ¥
CONPOBOXKIAFOTCS KPUTHYECKAM aHAIH30M, OCHOBaHHOM Ha paHee
onyOIMKOBaHHBIX pe3yJlbTaTaxX 3apyGeXHBIX HCCIIeIOBaHUH. B
pe3yJbTaTe KPUTHYECKOTo aHalIn3a omyOJIMKOBaHHBIX JIaHHBIX B
COMOCTABIICHAHM C COOCTBEHHBIMH pe3yJIbTaTaMH aBTOPOM NOKa3aHbI
mperMyIlecTBa TIIePCOHATM3UPOBAHHOU paHHed JMarHOCTHKH
KOJIOPEKTATBHOTO paka Ha OCHOBE MYJIBTUI€HHOIO TECTUPOBAHMA ©
IpUMeHEHHEM TAHENM aCCOLMMPOBAHHBIX C PasBUTHEM paka
TapreTHHIX reHoB 1 TexHonorai NGS.

ITpHHLIHI HAYYHOH
HOBU3HBI

5.1 HayuHble pe3yJbTaTbl H
ITOJIOXKEHUS ABJISIOTCA
HOBBIMH?

1) TOJNHOCTHIO HOBBIE;

2) YacTUYHO HOBhHIE (HOBBIMH
sBisIoTCs 25-75%);

3) He HOBEIE (HOBBIMHA
ABILAIOTCS MeHee 25%).

JluccepTalldOHHas pabota banraesa H.A. SIBIISAETCSA
MyJIbTHIUCLUILIAHAPHBIM KOMILJIEKCHBIM HCCIIeIOBAaHUEM.
Hay4HEI€ I0JIOXKEHHs K OCHOBHBIE Pe3yIbTaThl OTBEYAIOT KPUTECPHIO
Hay4HOM HOBH3HBI, 4TO NIOATBEPXKAACTCA CIeyIOLIUMH (hakTamu.

1. Bniepssie B Peciy6iuke KazaxcraH npoBeIeHO U3y CHHE YaCTOTRI
74 CIIEKTpa MaTOre€HHbIX reHeTUYECKHUX BapHUaHTOB,
ACCOLIMMPOBAHHBIX C KOJOPEKTAIBHBIM PakoM M JIpyIHMH BHAaMHU
paKa y NAlHEHTOB H HX yCIIOBHO 30POBBIX POJCTBEHHHUKOB.

2. B xome uccnenoBaHus ObuH ob6HapyXeHbl 6 HOBBIX MAaTOI€HHBIX
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BapMaHTOB B TIe€Hax-Cylpeccopax OIyXOJEeBOIO pocTra H
y4acTBylolue B mpoueccax penapauuu (APC, PMS1, MLHI1, NBN n
EPCAM), xoropble paHee He OBLIA ONKMCaHbl B JIHUTEpaType M He
MHJEKCUPOBaHbI B TeHOMHBIX 0a3ax JaHHBIX.

3. Bnepseie B Pecrry6uke KazaxcraH npoBeieHa Hay4YHas OLIEHKA
3 PEKTUBHOCTH MYJITUIEHHOI'O TECTHPOBaHHWS B KOMOMHALIMM C
KOJIOHOCKOITHE# Yy YCIOBHO 3[0POBBIX JIAI C TE€HETHYECKOH
NpeApacioOKEHHOCTBIO K KOJIOPEKTAIbHOMY paKy.

4. BrnepBole B Pecny6iuke Kaszaxcran pa3paboTaHel U HaydHO
00OCHOBaHEI NOAXOALI K ONTHMH3AIMH paHHEH JUarHOCTUKH
KOJIOPEKTAJILHOTO paka y JIMI[ C HAacJeJCTBEHHO OTATOIIEHHBIM
aHaMHE30M Ha OCHOBE MYJbTUI'€HHOIO TECTHPOBAHHMS.

5.2 BmBOmel guccepTanuu
SIBJISIFOTCS HOBBIMHU?

1) DOIHOCTBIO HOBBIE;

2) 4YacTHMYHO HOBBIE (HOBBIMH
ABISIOTCH 25-75%));

3) He HOBBIE (HOBBIMH
sBIsIFOTCS. MeHee 25%).

Tor ¢akT, 4YTO MNalMeHTBl C KOJOPEKTalbHbIM pakoM |
POACTBEHHHKH IAIIMEHTOB U3 Ka3aXCTaHCKOH IIOIMyJIALMH BIIEpBBIE
CHCTEMHO H3y4YaJHCh C TOYKH 3PEHHs KIMHMYECKHMX O6CeJ0BaHUH
¥ C TOYKH 3peHHs IITyOOKOro MOJIEKYJIIPHO-T€HETHIECKOr0o aHaIM3a
Ha [IMPOKOM TMaHeIM, aCCOIMMPOBAaHHOM C DPaKOM IeHOB, AeNiaeT
pe3ynbTaThl W BEIBOABI pPabOTBl IONHOCTBIO HOBBIMH. B
JUTEpaTYypHOM o0630pe W OOCYXIEHWH De3yJbTaTOB paboTEI
MPENCTaBIeH KPUTHYECKUN aHAIM3 CYIIECTBYIOMMX TUTEPATYPHBIX
JIAaHHBIX M0 JAHHOU mpobJjeme.

5.3 Texuuueckue, | PaspaboTaHHble aBTOPOM JIHATHOCTUYECKHUE peIeHUs (alrOpATMBI
TEXHOJIOTHYECKHE, NIEPCOHAJTM3MPOBAHHON [JUArHOCTHKM M HAONIONEHWs) SBISIOTCA
3KOHOMUUYECKHE WIM | YaCTHYHO HOBBHIMH. OHM SBJISIOTCA HAy4YHO OOOCHOBaHHBEIMH H
yIIpaBJIeHYECKHE pemienus | 6a3UpyloTCA  Ha  pe3ynbTaTax ~ aHAJOTMYHBIX  COBPEMEHHBIX
SIBJISIIOTCS HOBBIMH M | pa3paboTOK B 3TOM 06nacTH, NPOBOAMMEIX B Mupe. JlaHHEIE
060CHOBaHHBIMH

1) NOIHOCTBIO HOBBIE;
2) 4YacTHYHO HOBbIe (HOBBIMH

PEIICHUA aAlITUPOBAHBI C YYE€TOM YaCTOTEI H CIICKTPa IMMAaTOr€HHBIX
FCHETHYCCKUX BAapHAHTOB, XapaKTE€PHBIX UIA Ka3axCTaHCKOH

MOMyJIALUMK. 3IT0 o0ecrneyuBaeT HOBU3HY M IPAKTHYECKYIO
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aBisroTCs 25-75%);

3HAYUMOCTh AJITOPUTMOB IJIA HepCOHaJIHBHPOBaHHOﬁ JAArHOCTHUKH

3) He  HOBHIE (noBeiMH | B Pecmy6nuke Kazaxcras.

aBisioTCa MeHee 25%).
O60CHOBaHHOCTH Bce OCHOBHBbIE BEIBO/BI | BEIBOJEI ~ OCHOBaHBI Ha  pe3ynpraraX  JAMCCEPTALMOHHOI'O
OCHOBHBIX BBIBOJIOB OCHOBaHBI/HE OCHOBaHBI Ha

BECOMBIX C Hay4yHOM TOYKHU

UCCIIeJOBaHMS, U COMIACYIOTCA C COBPEMEHHBIMHU JTOCTHXKEHUSIMH B
06JIaCTM TeHEeTHYeCKOro CKpMHMHra M I€PCOHAIM3MPOBAHHOM

3peHHUs JOKa3aTelIbCTBaX. IMAarHOCTUKM KOJIOPEKTATBHOIO paka Ha OCHOBE MYJIBTUI€HHOI'O
tecTHpoBaHusi. POPMYJIHPOBKa BHIBOJOB UCCIICIOBAHH JIOTHIHA U
060CHOBaHA MTOJTyYEHHBIMH pe3yJIbTaTaMHi UCCIEIOBaHHUs.
OcCHOBHBIE Heob6xomuMo  OTBETUTh Ha
IOJIOXKEHUS, Clemylollie  BOMNPOCH IO
BEIHOCHMBIE Ha | K&XIOMY IIOJIOXKEHHIO B
3aIIUTY OTZIEJIbHOCTH:

Honoxenune 1

7.1 Jloka3aHO JIH MOJIOXEHHE?
1) noxazaHo;

2) ckopee J0Ka3aHo;

3) ckopee He JOKa3aHo;

4) He OKa3aHo;

5)B Texymel ¢opMyIHUpOBKe
IIPOBEPUTH HOKA3aHHOCTH
IIOJIOXKEHHUS HEBO3MOXKHO.

Tl SABnsercs b5
TPUBUAILHBIM?

1) na;

2) mer;

3) B Tekyme#d (opMyIUpOBKe
IIPOBEPUTH TPUBHAIIBHOCTH

ITOJIOXXE€HHUS HEBO3MOXHO.

[TonoxeHue SBISETCSA JOKa3aHHBIM, [IOATBEPXKIAETCA pe3yJIbTaTaMH
NGS wuccnenoBanus criekTpa ¥ 4aCTOTHI MATOr€HHBIX MT€HETHYECKHX
BapMAHTOB y MAIIMEHTOB C KOJIOPEKTATBHBIM PaKOM.

[TonoxxeHue He ABNAETCSA TPHBUAILHBIM.

[Ton0X€eHHE SIBISIETCS HOBBIM, IOCKOJIBKY OCHOBAHO Ha pe3yJibTaTax
U3y9CHUS KOTOPTHI Ka3axCTaHCKUX MaIl[HEHTOB &
HECHHIPOMAILHEIMYA BapHAHTaMH KOJIOPEKTAJIBHOIO paka, KOTOpoe
npoBefieHo BHepBbie. [lonoXeHHe 00JafaeT IUPOKAM YPOBHEM
NpAaKTHYecKOro NpUMEHeHHs Ui  ONTHMM3AalMM  PaHHeH
JMarHOCTHKKM KOJIOPEKTAJIbHOTO paka y JIMI C HacleACTBEHHO
OTATOILLEHHBIM aHAMHE30M.
ITonoxxenne oOTpaxkeHO B
JUCCEePTAIHU.

HAy4YHBIX nyﬁnnKaunxx aBTOpa




7.3 SIBnsieTcs I HOBEIM?

1) na;
2) Her;
3) B TeKyme# ¢opMyJIHPOBKE
IIPOBEPUTH HOBH3HY

MOJIOXKEHHSI HEBO3MOXXHO.

7.4 YpoBeHb [l IPUMEHEHHU:
1) y3xui;

2) cpenHuH;

3) HIMPOKWI;

4) Texyme#t  (HOpMyIMPOBKE
IIPOBEPHUTH . YpOBEHb
IIPUMEHEHH TIOJIOXKEHUS
HEBO3MOXHO.

7.5 Jloka3aHo JIH B CTaThe?
1) na;

2) HeT;

3) B Texymel (popMyIHpOBKe
IIPOBEPUTH JI0Ka3aHHOCTh
TIOJIOXECHHUS B CTaTbe

HEBO3MOXKHO.




ITosoxkenne 2

7.1  oxka3aHo
MoJIoXKeHue?

1) moxasaHo;

2) cKopee JI0Ka3aHo;
3)ckopee He OKa3aHo;
4)He I0Ka3aHOo;

5)B Tekyme# GopMyIHpoOBKE
IPOBEPHUTH JIOKA3aHHOCTh
IIOJIOXKEHHS HEBO3MOXKHO.

JIA

7.2 SsIBnsercs
TPUBHAILHBIM?
1)na;

2)Her;

3) B Texymiel (opMyIMpOBKe
[IPOBEPHUTH TPHUBHAIHLHOCTh
MTOJIOXKEHHS HEBO3MOXKHO.

A

7.3 SIBnseTcs A HOBBIM?

1) na;

2) HeT;

3) B Texymed ¢(opMyIupoBKe
IIPOBEPUTH HOBU3HY
MIOJIOXKEHHUSI HEBO3MOXKHO.

7.4  YpoBeHb
IIPUMEHEHUS:
1) y3ku#;

2) cpeIHUM;

3) MKMPOKHA;
4) B Texkymei (GOpMyJHMpOBKE

IR b |

[TonoxxeHue sABNSAETCS J[OKAa3aHHBIM M HaydHO OOOCHOBaHHBIM,
NOATBEPKAAETCA pe3yIbTaTaMU MPOBENEHHOrO UCCIIeIOBaHHSA.
[TonoxeHue He ABIAETCH TPUBHAJIBHBIM.

[TonoxeHue SBIAETCS HOBBIM, TOCKOIBKY ¢ HauGobIIell 9acTOTOM
[IaTOreHHbIe FeHeTHYECKUe BapUaHTHI GbLIM OOHapy)KeHBI B IeHaX-
cynpeccopax (APC), reHax Mucmard-penapauvu (MLHI, MSH?2,
MSH6, MUTYH), a Taxke TeHaX C BBICOKOH IEHETPAHTHOCTBHIO,
KOTOpbIE paHee He aCCOUUHUPOBATHMCH C KOJIOPEKTAIBHHIM PaKOM
(CHEK2, BRCAI).

[Tomoxxenne obOnagaer IMHPOKMM YPOBHEM  NPaKTHYECKOTO
NpUMEHEHHsI IS LeNled reHETUIECKOro CKPUHHMHIA H ONITHMH3ALHK

paHHeHd JMarHOCTHKHM KOJIOPEKTaJIbHOIO paka y Juln ¢
HaCJIeICTBEHHO OTATOIIEHHBIM aHAMHE30M.

[TonoxeHWe OTpaXeHO B HAay4YHbIX OyONMKalHUsxX aBTOpa
JTUCCEPTALHH.




IPOBEPHUTH YPOBEHb
[IPUMEHEHHUs MOJIOKEHHU S
HEBO3MOXHO.

7.5 Jloka3aHo JI¥ B CTaThe?

1) na;

2) HeT;

3) B Tekyme# (opMyIHpPOBKe
IIPOBEPHUTH JIOKa3aHHOCTh
IIOJIO)KEHHS B cTaThe
HEBO3MOXHO.

Honoxenne 3

7.1 Jloxa3aHO
TIOJIOXKEHHE?

1) mokasaHo;

2)ckopee A0Ka3aHo;
3)ckopee He NoKa3aHo;
4)He 10Ka3aHO;

5)B Tekymel (opMyIHPOBKE
IIPOBEPUTH HOKa3aHHOCTh
T10JIOKEHHUA HEBO3MOXKHO.

JIA

TTonoxeHue ABISAETCA JOKA3aHHBIM, IIOJATBEPXK/1A€TCsl pe3yJIbTaTaMHU
CpaBHEHMs CIEeKTpa H YacTOTBl MNATONE€HHBIX TI€HETHYECKHX
BApUAHTOB y IAI[MEHTOB, OTHOCAIIMXCA K Pa3sHbIM BO3PaCTHEIM
noarpynmnaM.  JIoKa3aHHOCTb  IIOJIOXKEHMs  IIOATBEPXKIACTCs
CTaTHCTHYECKOH 3HAYMMOCTBIO (KpUTEpHH p value) HaleHHBIX
pa3uYMil B 4acTOTE MAaTOMEHHBIX MyTalluid MeXIy MOArpyIIaMH
MOJIOJBIX TALMEHTOB 1 MMAIlMEHTOB CPEJAHEN0 U MOXKHJIOro BO3pacTta.
IlonoxeHnue He SIBIsETCS TPUBHAIBHBIM.

IlonoxeHnue ABNsAETCA HOBBIM.

ITonoxxeHue ob6namaeT INMPOKMM YPOBHEM  IMPaKTUYECKOI'o
NpUMEHEHHs, T[IOCKONbKY CBsi3aHO C  IpobiemMod  pocrta
3a60J16Ba€MOCTH KOJIOPEKTAIBHBIM PaKOM Y JIHL MOJIOZOTO BO3pacTa
¥ aKTyaJu3upyeT LellecooOpa3sHOCTh MYy JIBTUT€HHOIO TECTUPOBAHHUS
y MALKEHTOB MOJIOZOrO BO3pacTa ¢ CIOpaM4eCKMMH BapHaHTaMH
3a0oneBanys. 1I0JIOKEHHE OTPaXEHO B HAy4YHBIX ITyOIMKaIMsx
aBTOpa AUCCEPTALIMH.
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7.2 SBnsercs il
TPUBHATHHBIM?

1) nma;

2) Her;

3) B Texkymel (opMyIHpOBKe
IPOBEPUTH TPUBHAIIBHOCTD
TIOJIOXKEHHS HEBO3MOXHO.

7.3 SBnsiercsi 14 HOBBIM?

1) na;

2) HeT;

3) B Texymel QopMyIHpOBKe
IIPOBEPHUTE HOBU3HY
HIOJIOXKEHUS HEBO3MOXKHO.

7.4 VYpoBeHb s
IIPUMEHEeHH:

1) y3kuii;

2) cpenHUi;

3) LIMpOKMH;

4) B Texyme# (opMyIupoBKe
IIPOBEPUTH ypOBEHb
IpUMeHEeHHUs TMIOJIOXKEHHUS
HEBO3MOJXXHO.

7.5 Joxa3aHo 14 B CTaThe?

1) na;

2) HeT;

3) B Texkymed (GOpMyIUpOBKE
IIPOBEPHUTH JIOKa3aHHOCTh
NIOJIOXKEHUS B cTaThe

HEBO3MOXHO.
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Ioaoxenue 4

7.1  JlokaszaHo
T10JIOXKEHHE?

1) nokasaHo;

2) cKopee I0Ka3aHo;

3) ckopee He JoKa3aHo,
4) He JOKa3aHO;

5)B TexymeH ¢GopMyIHpOBKe
IIPOBEPHUTH HOKa3aHHOCTh
TOJIOXKEHHST HEBO3MOXKHO.

JIU

7.2 SIBnsercs nu
TPHUBHATHHBIM?

1) na;

2) Her;

3) B Tekymie#d GopMyIHpOBKe
ITPOBEPHUTH TPHBHAIBHOCTE

MMOJIOKCHHUS HEBO3MOXXHO.

7.3  SlBisieTcs M HOBBIM?

1) na;

2) HeT,

3) B Tekymed ¢opMyIHMPOBKe
IIPOBEPUTH HOBH3HY
HOJIOKEHHS] HEBO3MOXKHO.

7.4 YpoBeHb
TIPUMEHEHH :
1) y3kui;

2) cpenHwuii;

3) IIMpPOKUH;
4)B Texymeil (opMyIMpOBKE

IS

[TonoxxeHue ABNAETCA NOKa3aHHBIM, IOATBEPKAACTCS pe3yJIbTaTaMHt
MPOBEJAECHHOTO HCCIEeIOBaHUS CIIEKTpa M 4YacTOTHl IATOr€HHBIX
reHETHYECKHMX BApHaHTOB Yy YCJIOBHO 3[0POBBIX POJCTBEHHHUKOB
NalMeHTOB.

[Tono)xeHue He SABJsETCA TPUBHAIBHBIM.

[Tonmo)xeHue SBJIAETCA HOBBIM, IOCKOJIBKY OTpaXaeT pe3yJIbTaThl
NGS wuccnegoBaHus CreKkTpa X 4acTOTHI IIATOI€HHBIX MyTaLUMH Y
YCIIOBHO 3/I0POBBIX JIMI] W3 IPYII I'€HETUYECKOI0 pHCKa, KOTOpOE
npoBeneHo B Pecry6mike Kazaxcran BrnepBele.

[Tonmoxxenne o6namaeT IMHPOKHM YPOBHEM IPAKTHYECKOTO
IPUMEHEHHS, TIOCKOJIbKY 0OOCHOBBIBaE€T BaXXHOCTh M'€HETUIECKOIO
CKpPUHHWHIa YJIEHOB CEMEH C arperanyes ciry4aeB KOJIOPEeKTabHOIO
paxa.
ITonoxxenue

JUCCEepTaIUH.

OTpaXX€HO B Hay4HBIX ITyOnMKanusx aBTOpa
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IPOBEPHTH
IPUMEHEHHU
HEBO3MOXHO.

YPOBEHb
NOJIOKEHHSA

7.5 Jloka3aHoO 54 B cTaTbe?

1) za;

2) HeT;

3) B Tekyme# ¢GopMyIHpOBKe
IIPOBEPHUTH JIOKa3aHHOCTh
MOJIOXKEHHSA B CTaThe
HEBO3MOXHO.

Ionoxxkenne S

7.1 Jloxa3aHo
IIOJIOKEHHE?

1) moxazaHo;

2) ckopee JoKa3aHo;

3) ckopee He IOKa3aHO;
4) He IOKa3aHO;

5)B Texyme# ¢GopMyIHpPOBKE
IIPOBEPUTH [10Ka3aHHOCTh
TOJIOXKEHHS HEBO3MOXKHO.

JIA

7.2 SlBnsiercs I
TPUBHAJILHBIM?

1) nma;

2) HeT;

3) B Texymei GopMyIUpOBKeE
IIPOBEPHUTH TPUBUAIBHOCTh

INOJIOXKEHUSI HEBO3MOXXHO.

ITonoxenue sBIAETCS JOKa3aHHBIM, [IOATBEP)XKAAeTCs pe3yIbTaTaMu
KOJIOHOCKOIIMYECKOTO  HCCIENOBaHMA  YCIOBHO  3J0POBBIX
POACTBEHHHKOB—HOCHTENIEH NaTOr€HHBIX NE€HETHYECKH BapHUaHTOB.
ITono)xeHUe He SBISIETCS TPHBHAIILHBIM.

[TonoxxeHue ABNAETCA HOBBIM, IIOCKOJIBKY OCHOBAHO Ha pe3yJIbTaTaX
KOMOWHHMPOBAaHHOTO IPUMEHEHHs] MYJIbTUT€HHOTO TECTUPOBAHUA U
OKCIIEPTHOM KOJIOHOCKOITHHM, KOTOpO€ IIPOBEIEHO BIEPBHIE B
Pecybiuke KasaxcraH B pamkax JaHHOIO JIMCCEPTALIMOHHOTO
HCCIIEJOBAHUS.

[lonoxxenwe o6najaeT IIMPOKMM YPOBHEM MPAKTHYECKOTO
NIPUMEHEHHUs, IOCKOJBKY pa3paboTaHHBIE aBTOPOM IIOJXOIBI
NO3BOJISIIOT ~ OCYLIECTBJIATH  IEPCOHAIM3MPOBAHHYIO  PaHHIOKO
JWarHOCTHKY ¥ HaONIOJEHHE JIMI[ U3 IPYII PUCKAa CEMEHHOIo H
HACIIeICTBEHHOIO KOJIOPEKTAJIBHOIO paKa.

[TonoxxeHue OTpaXXEHO B HAyYHBIX MyONMKalMAX aBTOpa
JHCCEepTalMH.
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7.3 SBusercs J¥ HOBBIM?

1) na;

2) HeT;

3) B Texyme# (opMynHpOBKe
IIPOBEPHUTH HOBHU3HY
ITOJIO)KEHHS] HEBO3MOXKHO.

74 VYposeHb 1St
IIPUMEHEHUSI:

1) y3xui;

2) cpenuHMmii;

3) IIMpPOKHIA;

4) B Texyme#t (opmymupoBKe
IIPOBEPHUTH YPOBEHb
IIPUMEHEeHHUA IIOJIOXKEHUS
HEBO3MOXHO.

7.5 Jloka3aHO 1 B cTaThe?

1) ma;

2) HET;

3) B Tekyme# (GopMyIHpOBKe
IIPOBEPHUTH JI0Ka3aHHOCTh
ITOJTOXKEHHUS B CTaThe
HEBO3MOXHO.

IHonoxenune 6

7.1 JlokazaHo b1’
IIOJIOJKEHHE ?

1) moxasaHo;

2) ckopee N0Ka3aHo;

3) ckopee He JI0Ka3aHO,

4) He JOKa3aHo;

ITonoxxenue sBIAETCS Hay4HO OOOCHOBAaHHBIM, ITOATBEPXKIAECTCS
YaCTOTOM M CIEKTPOM IIaTOJIOTMYECKMX H3MEHEHHUM B TOJICTOM
KUIIKE IO pe3ylbTaTaM KOJIOHOCKOIIMYECKOIO HCCIIENOBaHHUS
YCIIOBHO 30POBBIX DOJACTBEHHHUKOB — HOCUTEJIEd MaTOreHHBIX
IeHEeTUYEeCKH BapUAHTOB.

[lonoxenue Takke ONMUpAETCs HA JOCTOBEPHBIE pE3YJbTATHI
OnyOJIMKOBAHHEIX MCCJIEIOBAHHI B JAaHHOM 00JIACTH, C KOTOPHEIMH
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5)B Texkyme#d (GopMyIMpOBKe
IPOBEPHUTH OKa3aHHOCTH
TIOJIOXKEHHUSI HEBO3MOJKHO.

7.2 SBnsercs b0
TPUBHAIBHBIM?

1) nma;

2) mer,

3) B Tekymel ¢opMyIHpOBKe
IIPOBEPUTH TPUBUAIBHOCTD

IIOJIOXXECHHUSI HEBO3MOXKHO.

7.3  SIBnsercs 1M HOBBIM?

1) na;

2) HeT;

3) B Tekymed ¢GopMyIHUpOBKe
IPOBEPUTH HOBH3HY
IOJIO’KEHHsI HEBO3MOJXKHO.

7.4 VYpoBeHb
IPUMEHEHHMS:
1) y3Kuit;

2) CpenHHH,

3) LIMPOKHMH;
4) B Tekyme# (opMyIHMpOBKe
[POBEPHUTH YPOBEHb
pUMEHEHHS IIOJIOXKEHMS
HEBO3MOXHO.

I

7.5 Jloka3aHO JH B CTaThe?

1) na;

2) HeT;

3) B_Tekymie# (opMyIHpOBKe

pe3ysbTaThl aBTOpa COIJIaCyIOTCA.

[lonoxxenue He sBNSAETCS TPUBHATBHBIM.

[TonoxeHue sABIsETCA HOBBIM, ITOCKOJBKY OTpa)kaeT pe3yJIbTaThbl
OLIECHKM  KOMOMHMpOBAaHHOIO  TNPHMEHEHHsS  MYJIETHI€HHOTO
TECTHUPOBAHUS U IKCIIEPTHON KOJIOHOCKOIIHH, KOTOpOE MPOBEACHO B
Pecmy6nuke  Kasaxcranm  BmepBele B paMKax — JaHHOTO
JMCCEPTALMIOHHOIO MCCIIE0BAHMS.

[Mono)xeHHWe O0OJafaeT IIUPOKAM YPOBHEM IPAKTHIECKOIO
IpUMEHEHHsA, NOCKOIbKy pa3spaboTaHHblE aBTOPOM AWCCEPTALMH
alfOPUTMBI paHHEH JHMardHOCTHKA Yy JHIl C HAacClIeICTBEHHO
OTATOIIEHHHIM AHAMHE30M SBIIIOTCA OCHOBOM [UIA CHHXKCHHA
3a60J1eBaEMOCTH KOJIOpeKTaTbHbIM pakoM B Pecmrybnuke KasaxcraH.
IMonokeHWe OTpaXkeHO B HAydHRIX MyOIMKalMAX aBTOpa
JAYCCepTalHH.
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IIpOBEPHTD JOKAa3aHHOCTD
MMOJIOKEHHUA B CTaThbe
HEBO3MOXXHO.

[ punnun
JIOCTOBEPHOCTH.
JlocToBepHOCTH
HMCTOYHHKOB
IIPEAOCTaBIISIEMOM
HHOOPMAIIHH.

H

.1 Brifop MCTOROJOIHH -
000CHOBaH HJIH Me'ro,uonorwJ
JOCTaTO4YHO NOAPOOHO onucaHa:

BBIGOp METO40JIOIMH JUCCEPTALMOHHOI'O HCCIICIOBAHUA 000CHOBaH
H COOTBETCTBYET (1051 H 3agadaM HCCIICOOBaHUA.
Meroponoruyeckas 6aza HCCJIeJOBaHHA OIIACaHa IIOle06HO.

1)aa; HccnenoBaTeNbCKUA MOOXON apryMEHTHpPOBaH M IIPEJCTaBIICH
2)HerT. CHCTEMHBIM TIOAXONOM K H3y4aeMoi mpobieme. Meroasl
HCCJIeIOBaHUs JETAIbHO OIMCAHBl U BKIIOYAlOT COBPEMEHHEIE
MOJIEKYIAPHO-TeHETUIEeCKHEe, HHCTPYMEHTAaJIbHEIE, 1a00paTOpHEIE
61ouH(pOpMaLMOHHEIE METO/IBI, 9TO obecrneunBaeT
BOCIIPOM3BOAMMOCTH M IOCTOBEPHOCTH IOJTYYEHHBIX JaHHBIX.
Sud Pesynbratel | Pe3ynpTarhl JACCEePTALMOHHOM paboTEI IOy YEHEI ¢
AUCCEPTAIlHOHHOM paboThl | MCHONB30BAHHEM COBPEMEHHBIX METOJIOB, IPUMEHSAEMEBIX B
IOJyYeHBbl C MCIOJIB30BaHHEM | OHOMemuIMHCKUX HccienoBanusx. Cratuctuyeckas o6paboTka
COBPEMEHHBIX METOJZIOB | pe3yJIbTaTOB MpOBEAeHa C HCIOJb30BaHUEM COOTBETCTBYIOIIHAX
HAay4HBIX HCCIIEAOBAaHUM U | METOIOB MaTeMaTHYECKON CTAaTUCTUKHU (TOYHBINA KpUTEpUl DuUiiepa,
METOUK obpaboTku U | KpUTEpHI CyMMBI PaHTOB Y HIIKOKCOHA, KPHTEPHH JOCTOBEPHOCTH D
MHTEpIpeTalMd  JaHHBIX ¢ | value) u nporpaMMHoro obecrnedenns R u SPSS.

HpHMeHeHHeM KOMI‘IL}OTepHBIX
TE€XHOJIOTHM:

1) na;
2)HeT
8.3 Teoperuyeckue BEIBOAEL | Pe3ynbTaThl HCCIENOBaHMsS ¥ CHENaHHBlE Ha HMX OCHOBE
MOJEIIH, BHISBJICHHBIE | TEOPETUYECKUE  BBIBOJBI, JI0Ka3aHEI U MIOATBEP>KAEHEI
B3aHMMOCBS3H M| 3KCIIEpUMEHTAIbHBIM HCCIIEOBAaHHEM, BKIIOYAIOIIEM  aHalu3
3aKOHOMEPHOCTH JOKa3aHbl M| PE3yJIbTaTOB NGS, MopdoorudecKoe HCCJIefOBaHUE

IMOATBEPIKACHBI

SKCIICPUMECHTAJIbHBIM

[aTOJIOTHYECKUX W3MEHEHUH B TOJICTOH KMIIIKe, 0O6Hapy KEHHBIX IIPH
KOJOHOCKOIIMM, a TaKKe  COIIOCTaBICHHEM  CcOOCTBEHHBIX
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HCCIIEIOBAHMEM: Pe3yNBTaToOB C ONMy6JIMKOBAaHHBIMM pe3yNbTaTaMH MCCIIeIOBAHUH B
1) na; JaHHO#H 061acTH.
2)Her

8.4 Baxiele yIBCpKIACHMA
NOATBCP K AECHE/YaCTUIHO
NOATBEPIKICHBI/HE
IIOATBEPXAECHB CCBUIKAMH Ha
aKTyaJIbHyl0 M JOCTOBEPHYIO
HaY4YHYIO JIUTEPATYDy.

Bce xiIoueBbIS pazdenil AuUccepTanMM  (aKTyalbHOCTb, BBEIOOpP
METOJOJIOTMM HCCIENOBaHKA, OOCYKAEHHE H HHTEpIpeTaIUs
pe3yJbTaTOB) IIOATBEPXKAEHBI CCBUIKAMHM Ha JIMTepaTypHbIE
HUCTOYHHKH (0030pEI U OpUTHHAIBHBIE MCCIIENOBAHUS), T€HOMHEIE
0a3pl JaHHBIX, KJIMHHYECKHE PEKOMEHIal|H.

8.5 Ucnonp3oBaHuE HCTOYHUKHU
JIATEPATYpHl JOCTATOYHKI / HE
JIOCTATOYHEI JUTS
JIMTEpPATypHOro 0630pa.

ABTOp IpOaHANH3UPOBal M MCMONB30Bal B IMCCEPTALMOHHON
pabore 226 JHMTEpaTypHBIX W HHBIX HCTOYHHKOB, HYTO
CBHJIETENBECTBYET O I'TyDOKOM M BCECTOPOHHEM 0030pe COCTOSHHMS
H3y4aeMo# MpoOIIEMEI.

IMpuHIAT 9.1 quccepranus uMeeT Jluccepraums HMEET TEOpEeTUYECKOe 3Ha4YeHHe, IOCKOJIBKY €€
Hpa.I(TH‘-IeCKOﬁ TEOPETHYCCKOE 3HAYECHUE: PE3YJIbTAThI BHOCAT BKJIag B IIOHUMAaHHE «TeHETHYECKOH
[IEHHOCTH 1) na;

2) HeT.

ApPXUTEKTYPEI» KOJOPEKTAIBHOIO paka y Ka3axCTaHCKUX MaIlUeHTOB.
BricOkasgs d4acToTa IIATOr€HHBIX TI'€pPMHHAIBHBIX  MYTallMi,
HabmozjaeMas B HCCIIeZIOBaHHOM KOropTe, aKTyaJlu3upyeT BONPOC O
CHelM(PUIHOCTH ONpeAeNeHHBIX BapHAHTOB JUIS 9STHHUYECKH
reTeporeHHol nomynsuuu Kasaxcrana. ABTOpOM apryMeHTUPOBaHO
MMOKa3aHa  BaAXHOCTh  BBICOKOM  4YacTOTBl  MYyTallul B
«HEKaHOHMYECKHX IeHax», B YaCTHOCTH IIpH aHallM3e MyTallMi B
rede CHEK? yka3aHO €ro KIMHHYECKOE 3HAa4Y€HHE; C KaKUMU
MOJIEKYJIAPHBEIMH IyTSMH OH CBSI3aH M C KakuMH 3ab0JeBaHHAMM
accolMupoBaH. ABTOp oOpaiiaeT BHUMaHHWE Ha TO, YTO ITaTOr€HHbIE
BapHaHTel CHEK? HaliieHbl TONBKO Yy MOJIOJBIX IAI[HEHTOB, YTO
TaKK€ oboram@er TEOPETHYECKANH KOHTEKCT  pe3yJbTaToB
HCCJIEI0BAHMSL.
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9.2 Jluccepranus umeet| Jlucceprauus vMeeT mMpakTUdeckoe 3HaveHdHe. KoMOMHHpOBaHHOE
MpaKTHYecKoe  3HAYEHHE  H| MPHUMEHEHHMsS MYJIbLTUI€HHOTO TECTHPOBAHHUS M KONOHOCKOIHH Y
CyllEeCcTByeT BBICOKAsi| YCIIOBHO 3[OPOBBIX POACTBEHHMKOB MALMEHTOB I103BOJIMJIO
BEPOSTHOCTH NIpMMeHeHus1 | pa3paboTaTh U Hay4yHO 0OOCHOBATh CHCTEMY ONTHMHU3ALIMK PaHHEH

TOJTyYEHHBIX PE3YyIbTaTOB Ha
NPaKTHKE:

1) na;

2) HeT

JIMarHOCTHKHA KOJIOPEKTATBHOIO paka y JIMIl C HacJI€[ICTBEHHO
OTATOLIEHHBIM aHaMHe30M. 3Ha4MMOCTh PabOTHl MOATBEPKAAETCA
MOJIOXKEHUAMHM, CHENaHHBIMM Ha OCHOBaHHH COOCTBEHHBIX
pe3ylbTaTOB M OMMyONHMKOBaHHBIX MHaHHBIX, B COOTBETCTBHH C
KOTOpPEIMH, aHAlM3 CEMEHHOro aHamHe3a He 3(Q(EKTHBEH IpH
otOope I sl MyJIbTUTEHHOTO TECTHPOBAHHUS, a T.H. «KaCKaJIHOEe»

TECTUpOBaHHWEe Ha MYJIBTUT€HHBIX NMaHeNsX sBisercs 3 HeKTHBHOM
CTpaTerreil reHeTHIeCKOro CKpPUHHHTA KOJIOPEKTALHOIO paKa.

93 [Ipepsioxxenus s
MIPaKTHUKH SBITFOTCS HOBBIMH:
1) NOTHOCTBIO HOBBIE;

2) Y4acTHYHO HOBbIE (HOBBIMHM
ABIsIOTCS 24-75%);

IlpakTudeckue pexkoMeHOauuWHd, pa3paboTaHHBIE Ha OCHOBE
JUCCEPTALIMOHHOIO  HCCIIEJOBaHWS, SBISIOTCS HOBBIMH  [UIf
Pecmy6nuku Kaszaxcran u HampaBlIEHBI Ha ONTHMH3ALMIO paHHEH
IUAarHOCTHKHA KOJIOPEKTAIBHOIO paka y JHIl C HaclleICTBEHHO
OTATOLICHHBIM aHAMHE30M.

3) He HOBbe (HOBBIMH
SBJISTIOTCSA MeHee 25%).
10. | KagyecTBo Hanucanus Kadectso akagemMudeckoro | Jluccepranys HamWcaHa HayYHBIM S3BIKOM. TeKCT aucCepTalluH
1 ohopMIIEHUSA nUchMa: OTIIMYAETCsi  CMBICIIOBOM  3aKOHYEHHOCTBIO,  LIEJIOCTHOCTHIO,
1)  BBICOKOE; cessHocThiO. CoJiepkaHue W CTHIB JTUCCEPTALIMOHHOM DPaboThI
2)  HWXKe CpeHEro; OTBEYalOT TPeOOBAHUAM aKaJEeMHYECKOro IHMCbMa W HAy9IHOIO
3)  HH3KOE. JTHKETA.
11. | 3ameuanus K JluccepTalusi XapaKTepU3yeTcs BBICOKHM METOHOJOIMYeCKHM H
AUCCEepTaluy Hay4YHEIM YPOBHEM, OTpaXaeT YMEHHE aBTOpa CaMOCTOATEJIBHO

pemiaTh TOCTaBJICHHBIE HCCIENOBATEIbCKHE 3a/a4d, MAeNaTh
o6ocHoBaHHEIE BEIBOALL. OTHeNbHBIE 3aMedaHHUs, HE CHIDKAIOIIUe
o6meli HayYHOM M NMpaKTUYECKOW LEHHOCTH paboTsl: 1) B 0030pe
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JIUTEPATYPBI MOXHO HEMHOI'0 COKPaTHUTh OITMCaHHEC
HaCJEICTBEHHBIX OIyXOJIeBbIX CUHAPOMOB, TaK KaK, HE CMOTPsA Ha
BO3MOXHYIO CHHIPOMANBHYIO TMpPHUPOAY, (akTHYecKue NaHHBIE
KIMHHYECKUX  obcnejoBaHMN  He  YCTAaHOBHUIHM  HAJIHU4HE
HACJIE[CTBEHHBIX CHMHAPOMOB; 2) TIIOCKOJBKY B pe€3yjbpTaTrax
OTCYTCTBYIOT JaHHBIE O MHKPOCATEJVIMTHOH HECTaOMIBHOCTH,
aHallM3e COMaTHYecKMx Myrtauuid Tuma second hits u morepu
reTepO3MIroTHOCTH,  IOJHOreHoMHOM PRS-koHTekcTe (4TO HeE
BXOAWIO B  3aJayd  HACTOSAIIEro  HCCIEeJOBaHMWA),  ITH
XapaKTepUCTHKH BO3MOXHO OMMCATh KaK OTPaHUYEHHs B OTIEITBHOM
ab3ane B TiaBe «OOCyXIeHHE TNONy4eHHBIX pe3yIbTaTOBY.
VYka3aHHBIE 3aM€4aHHs HOCAT pPEKOMEHIATeNIbHBIA XapakTep U He

BIMSIIOT Ha OOI[yI0 TOJNIOXKHUTEIBHYIO OLIEHKY AHCCePTalMOHHOM
paboTHI.

12,

Hayunblii ypOBE€HB
cTaren JOKTOpaHTa
o TeMe
KCCJIEIOBaHUS

B Marepumanax auccepTaniy MpHUBENeH CIOUCOK OMyOIMKOBaHHBIX
pa6ot aBropa. ¥ banraesa H.A. uMeroTCsi CTaThbd B PEHTHHIOBBIX
XKypHaNax, BXOAAIIKX B | 1 2 KBAPTHIIH, B TOM YHCIIE 32 €rO IIEPBHIM
AaBTOPCTBOM:

1. Baltayev, N., Abdikerim, S., Afonin, G., Rasulov, A,
Zhunussova, A., Kaidarova, D., & Zhunussova, G. (2026). Germline
pathogenic variant spectrum and prevalence among colorectal cancer
patients undergoing multigene panel testing in
Kazakhstan. Scientific Reports (Q1).

2. Romanova, M., Abdikerim, S., Dauyey, K., Gassanov, Z.,
Baltayev, N., Satymbayev, S., ... & Zhunussova, G. (2025). The
Relationship of the Pathogenic Variant rs721048 in the Intron of the
EHBP1 Gene with the Development of Prostate Cancer and
Colorectal Cancer in the Kazakh Population. Genes (Q2).

TH cTaThH, a Takke paboTel, OMyOJWKOBaHHBIE B J>XypHalax,
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BKJIIOUEHHBIX B IIepedeHb U3aHui, pekoMeHIoBaHHEIX KomMuTeTOM
1o obecrneyeHnIo KayecTBa B cpepe HayKH M BEICIIEero obpazoBaHus
MuHuCTepcTBA HayKd M BbiClIero oOpa3oBanus PecmyOimku
KazaxcraH, XapakTepH3yIOTCAd BBICOKMM HAy4YHBIM YDOBHEM,
Hay4HOM HOBHM3HOW M 3HAYMMOCTBIO pE3yJIbTATOB, HAIIMCAHBI Ha
BBICOKOM TEOPETHYECKOM YPOBHE.

13. | Pemienue

HuccepraimonHas pabora banraesa Hypnana AHapKyTyJibl

opHIHATBEHOTO Ha TeMy «OnTuMu3alys paHHeH JHarHOCTHKH KOJIOPEKTalbHOIO
pelLeH3eHTa paka y JMI C HacleZICTBEHHO OTArOLICHHBIM aHaMHE30M»
3aCITy’>KMBaeT BBICOKOM OLICHKH U mpucyxaeHus banraeBy HypraaHy
AHapkyimynel  cremeHH Joktopa Guiaocopum (PhD) mo
crnermanbHocTH 8D10103 — «MeauumHay.
Penen3zenr:

KaHIHJIAT MeAHIHHCKHX HAYK,
JOIEeHT Kadeapbl OHKOreHETHKH

HMHCTHTYTA BHICIIEIO H

npogeccHoHAJILHOro 00pa3oBaHusA
®egepabHOIO rocyJapcTBEHHOr0 0K/KETHOI0 HAYYHOI0 Y4YpexK/IeHUsA
«MeaHKO-reHeTHYeCKHH HayYHbIii neHTp HMeHH akagemuka H.II. BoukoBa»

MHHHCTEPCTBA HAYKH H BbICHIEro 06pa3oBaHus

Poccuiickoii ®eaepauux

CembaHHXHHA Anexcanapa Baaaumuposna




