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Ne

W Kputepun

Tema nuccepraiuu
(Ha nary ee
YTBCPIKIACHUSA)
COOTBETCTBYET

1. nHanpapieHusIM
Pa3sBUTHSI HAYKH
W/WITH
roCyJJapCTBEHHBIM
nporpaMmmam

CooTBeTCTBHE KPHTEPHSIM
(HEOOXOAUMO OTMETHUTD OJIMH
M3 BApUAHTOB OTBETA)

1.1 CooTBercrBue
IPHOPUTETHBIM HATIPABIICHUAM
PA3BUTHS HAYKH HITH
rOCYZ1apCTBEHHBIM IPOrpaMMam:

1) [luccepraius BbIIOJIHEHA B

paMKax IMPOEKTa WU 11eJIeBOM
IPOTrPaMMEBI,
(unancupyemoro(oii) u3
rOCYJIapCTBEHHOTO O10/pKeTa
(YKazaTh Ha3BaHHE U HOMEP
IIPOEKTA MIIH IIPOTPaAMMBbI)

2) Jluccepranus BhINOJHEHA B
pamKax JIpyrou
rOCY/IapCTBEHHOMN POrpaMMbl
(yKkasaTh Ha3BaHHE TPOrPaAMMBbI)
3) duccepralifsi COOTBETCTBYET
[PHOPUTETHOMY HAIPABJIEHUIO
Pa3BUTHS HAYKH,
yTBepKAcHHOMY BhIcieii
HaYYHO-TEXHUYECKOM
KoMuccHer npu [IpaBuTenncTBe

ObocHoBaHue MO3UIHH
oumMansHOTO peleH3enTa

Tema jmccepranu  COOTBETCTBYET
INPUOPUTETHBIM ~ HATIPABICHUAM  Pa3sBHTHS
HaYKH (mpuopuTeT - paszBUTHE
MOJIEKYJIAPHOH ~ OWONOTHH, TEHETHKH |
OMOTEXHOJIOTHH IS MEJIMITHHBI M arpapHoro
cexTopa), ornpejeieHHbiM Bricineit Hay4uHo-
TeXHHYeCKOH  komuccued  PecnyOmmku
Kazaxcran) ¢ yderom  morpeOHOCTEH

COIMAILEHO-9KOHOMUYECKOTO pa3BUTHS
CTpaHbl W HampaslIeHHIO (MPOPHUIAKTHKA W
ylpapjaeHHe (akTopamu pucka)

KommuiekcHoro mmana mo  Gopebe ¢
OHKOJIOTHYECKUMH 3aboJieBaHussMu Ha 2018-
2022 rO/IbI, YTBEPIKIEHHOTO
MOCTAHOBJICHUEM [IpaBuTenscTBa
Pecniybmukn Kazaxcran Ne 395 ot 29 wmions
2018 r.

HcenenoBanre  oCymecTBIsIOCh B
paMKax CIEeAYIOIUX HayYHO-TEXHHYECKHX
porpaMm:

1. «Pazpaborka  snureHeTHUECKOH
TECT-CUCTEMBI JUIsI JTarHOCTHKH
KOJIOpEKTaIbHOrO paka B Kazaxcrame» B
paMKax  TOCYJapCTBEHHOTO  3aKaza [0
OromketHol  nporpamme 055  «Hayynas
H/MIIM HAYYHO-TEXHHUYECKAs JIEATELHOCTDY
MunucrepctBa  00pa3oBaHWsT W HayKH
Pecny6nuku Kasaxcran (cpoku mpoBeaeHus
uccnenosanus — 2015-2017 rr.).

2. «Hogble MOJICKYJISIPHO-
PEHETHYECKHE  CrOCOOBl  IOCHMIITOMHOM
JIMATHOCTHKM W JIEYEHHs psAjla 3HAYUMBIX
sabosiepanuii  (MonexkyasipHO-reHe THUECK I
aHaJIu3 KOJIOPEKTAILHOIO paka Ha OCHOBE



BaxcHocTs ans
HAYKH

Mpunuun
CaMOCTOATENBEHOCTH

Pecnybnuku Kazaxcran
(ykasarb Hanpapnexue)

Pabora BHOCHT/He BHOCHT
CYLUECTBCHHBII BKITAJ| B HAYKY, a
€€ BAKHOCTL XOPOILo
packppITa/ie packpeiTa

YpoBeHb CAMOCTOATEABHOCTH:
1) Bricokmii;

2) Cpepaunii;

3) Huskuit;

4) CamMoCTOATENLHOCTH HeT

CEKBEHHPOBAHHSI HOBOIO MOKOJCHMA)» 110
Gromxernolt mporpamme 013 «[Ipuknagbie
HayuHele  wccnegosanus B ofnacTtu
3APABOOXPAHEHM Mununcrepersa
3apapooxpaenns PecnyGnukn  Kazaxcraw
(cpoxn npopeneHus  uccneposamus 2017-
2019 rr.).

B COBpeMeHHOii OHKOJIOTHH
YCMACHIHOE JICUEHHE NALMEeHTOR 3aBMCHT OT
pauneii JAHATHOCTHKH H
MY bTHAHCLMILTMHAPHOTO noaxona.
[IpuMeneHne . MonekyspHo-reHeTHYecKolt
AMATHOCTHKH Y JIML, MOJIOOFC BO3PAcTa H
NALUMEHTOR ¢ TEHETHUYECKH OTArOLEHHBLIM
aHaMHE30M, NO3BOJISIET CTPATHHUHMPOBRATE
PHCK PasBHTUA OAYXONH W OCYUICCTBHTh
PaHHIOK (HOKIMHHYECKYIO) AHAHOCTHKY, U
NO3TOMY  APEACTABNSCT  HAYUHLIE M
INIMHHYECKUH MHTEpec. Pacnpocrpanenue B
KNHHHYECKOH OHKOJIOTHK noay4aer
MYJIbTUTEHHOE TECTHPOBAHKE, BOIMOMKHOCTH
H 067aCTH NMPHMEHEHHST KOTOPOTO € KAXNKALIM
rogoM  pacwHpsiores. B cBasu ¢
BLILGIEPEUHCNCHHEIM,  JIMCCePTALMOHHOE
uccaenosaiue Adonnna I A., nocesweHHoe
MOJICKYJISIPHO-ICHETHUECKOMY arannzy
Pa3sBHUTHS KONOPEKTANLHOTO paka y JuL
MOJICAOr0 BO3PACTA BHOCHT CYLIECTBEHHbII
BKJIaZ B HAYKY, a4 €0 BAXHOCTL PACKPLITA B
OCHOBAaHHBIX [OICHKEHHAX, BBIHOCHMBIX HA
SalMTy M [IOKA3aHa  Pe3yNILTATAMH
HCCJIeIoBaHMY,

Huceepraums Atponmna ["A.
SIBJISETCA 3aKOHUYEHHOH Hay4Ho-
HCCNENoBATeNbCKkOH PaboTOM, BLINOMHCHHOMN
ABTOPOM  CAMOCTOSITE/IBHO, HA  BHLICOKOM
HayvHOM  ypoBHe, ¢  cobmicaeHueM
NPUHLUHNAOR  METOJCNOIHH  COBPEMEHHOTO
Hay9YHOro WCCJACAOBAHHA MW aKafeMHUUECKoH
uectHoeTH. B xome  pafotel  Han
Aaucceprauyeit  asrop NpoaHanM3HpoBal
laHHele  opMLMANLHOM  cTATHCTHKY M
SNHASMHOIOrHYECKHE JaHHBIC 0
3a00/1€BACMOCTH KOIOPEKTAMLHBLIM PAKOM B
Mape B B Pecnybnuke  Kasaxcraw,

paspaboran ItHsatin H [POTOKON
HCCJIGAOBAHUSA,  OCYLIECTBWI NleueHde
MALHEHTOR, cbop Ouonoruyeckoro

matepnana (oGpasukl Kkposu), paspaGoran
JAOKYMEHTALMIO 162t CHUCTeMaTH3ALMH
NEPBHYHBIX JNaHHLIX (ankera "
HHAWBRAYaNbHAsS pPECHCTPALMOHHAS KapTa),
copmuposan Gauk JAHK nauuentos # ux
poacTeeHHHKOB. Takke aBTOPOM rpoBeaeHb!
ananus, obobwenne u  HHTepripeTals
pe3yneTaToB  cekBeHupoBamns  JIHK w



4.

[Tpuuuun
BHYTPEHHETO
€IHHCTBA

4.1 OGocHoBaHME aKTYRALHOCTH
JHCCepTaLHM:

1} OBocHoBanNA;

2) HactnuHo obocHoBana;

3) He oBocHoBaHa.

4.2 Coaepikanue guccepraluu
OTPAKAET TEMY JHCCEPTALIMH:
1) Orpaxaer;

2) HacTHYHO OTpasKaeT,

3) He oTpaxaer

4.3. Llens u 3agauu
COOTBETCTBYIOT TEME
JHCCEPTALMHN;

1) coOTBETCTBYIOT:

2) 4acTHYHO COOTRETCTRYIOT;
3) He COOTBETCTBYIOT

4.4 Bee pa3gensl M NIOJOMEHNS
JHCCEPTALMH JIOTHUECKH
B3aUMOCBA3AHEL:

1) mOAHOCTHIO B3aHMOCBA3AHbI:
2) B3aMMOCBS2b HACTHYHAS;

3) R3AMMOCRBA3L OTCYTCTBYET

CTATUCTHUSCKHE aHan3 pPE3YNLTATOR.

ABTOp  00OCHOBaN  aKkTYanLHOCTH
AUCCePTaloOHHOI0 MCCNSA0BaHUA NaHHLIMH
0 3aboneBaeMOCTH W CMEPTHOCTH  OT
KONOPEKTaAbLHOrO paka B  MHpe M
Pecnybanke Kasaxcran MexnyHapoaHoro
Arenrcrea no wayvenmio paka (JARC) wu
IMoxazaTenssMM  OHKONOTHUECKOH  CJYKObI
PeciyOimkn Kazaxcrat. Flokasana
TeHASHLHS pocTa 3aboneBaeMoCTH
KOJIOPEKTANBHLIM pPaKom B obwweii
nonynsyidH W B Bo3pactHoli rpynne jgo 50
JIET, BBICOKASs 4acTOTa «IO3OHHXY» CTaani
ONYXOJIEBOr0 mpouecca Y JIML MOJIOAOro
BO3pacTa. TAKKE I[IPDHBEACHLI COBPEMEHILIC

AaHHBIS ACCOHHATHBHLIX FrEHOMHBIX
MCCACAOBAHMI  M3BECTHBIX  MyTauWii ¢
OTLY XONeBhIMHU heHoTHIAMK u

JOKA3aTENLCTRA  J(P(EKTHBHOCTH  CHCTEMBI
FEHETHYCCKOrO CKPHHHHrA JAng  paMHeil
JUATHOCTHKH pu ceMeHHbIX %
HACNEACTBEHHEIX BAPHAHTAX paxa,

IMpuBeneHuHbie B JHMCCEpPTALMH
AuTepaTypHble  fgavHble W cofcTBeHHbIe
pesyibTarsl  aBropa  (3MMACMHOMOTHA,
(eHorunnyeckue ocobennocTy 3abonesanus
y OonsHeix B BO3pacte npo S50 jer,
Pe3yALTaTl  MACCHBHOMO  apajuieNbHOro
cexBenupoBandus  JHK) waxomarcs B
Joruueckoif CBA3H ¢ TEMOI AMCCEPTALIMH M
OTPAKAIOT TEMY NHCCEPTALMH.

Hene auccepraumu (OnTuMHzauus
paHHeH AMArHOCTHKH M NPOdHIAKTHKH
KOJOPEKTANBLHOrO paka y juy 1o 50 net u ¢
reHeTHUSCKH  OTSITOIUCHHLIM — &HaAMHEe30M)
COOTBETCTBYET TeMe JIHCCepTaLMH,
NIOCKOJIBKY ~ CTAHOBMTCH — JOCTHMMKMMAa  Ha
OCHOBAMHK peanu3alni TeMbl U pelucHHs
fIOCTABNEHHLIX MCCNEI0BATEIEM 323,

Bce paszeiibl AMCCEpPTALIHH
B3aHUMOCBI3aHbl H HAXOOATCSA B JIOTHYEcKOMN
NOCACAOBATEILHOCTH, [TonyueHuble
PE3YNLTATH M BBIBOALI JHCCEPTALIMOHHOTO
HCCIeOBAHMS JOCTaTOUYHO
HIAIOCTPHPORAHLl PALOM JHarpamm, rabdimL
H  pucYHKOB. BuiBoABLl, OCHOBZHHBIE Ha
pesyneTaTax MeCaenoBaHMA, (PAKTHYECKH M
JIOTMYECKH  CBA3AHLI ¢ MaTEpHAIAMH
AHccepTauMu " NOATBEPAAAIOTCS
CTATUCTHUECKUM  aHanu3oM  De3yNLTaToR
uccaegoBadys. OTO  TO3BOJISET IMPU3HATH
JOCTOBEPHOCTE [MOMYMEHHLIX PEe3YJIbTATOB,
cpOopMYNHPOBAHHBIX BLIBOJOB H
NoNOKEHNH, BHIHOCHMbBIX Ha 3awuty. Bcee
pasaesnbl JHicCepTaluy YETKO
CTPYKTYPHPOBAHBl,  HaNMCaHbl  JIOFHYHO,



[1puHuMn Bay4uHOR
HOBH3HbI

4.5 IpennoxeHHLbIe ABTOPOM
HOBBIC PEILEHUA (TIPUHLIANL,
METOAb!) APrYMEHTHPOBAHbI W
OLEHEHB! TI0 CPABHEHHMIO ©
H3BCCTHLIMH PELUCHHAMM:

1) KPHTHUECKHIT AHAIM3 ECTh;
2) aHanu3 4acTHYHBIH;

3) aHanu3 npefcTaBngeT codoi
He cOOCTBEHHBIE MHEHHS, &
LMTATBl ZPYTCHX ABTOPOB

5.1 HayuHnbie pe3ynbTaThbl H
TIOJIOIKE HNS ABJIAIOTCS HOBBIMUH?
1) MONHOCTBIO HOBEIE,

2) 4yaCTHUHO HOBBIE {HOBBIMH
asasioresa 25-75%);

3) ve HOBble (HOBBIMH ABNAIOTCA
MeHee 25%)

5.2 BeiBoabl AMccepTaumn
ABIISIHOTCA HOBBIMH?

1) MONHOCTLIO HOBLIE;

2) YACTHYHO HOBLIE (HOBLIMH
sensorea 25-75%);

3) He noBBIC (HOBKIMH ABNAIQTCA
MeHee 25%)

AAIOT  MOJHOE MNpPEACTABAEHHE O  UEMsX
KaXAoro pazgena uccnencsanmns. Kawmpas
riasa 3aBepluaeTcs 000CHOBaHHbLIM
zakiloveHMeM.  BeiBoapl  gvecepTauuu
COOTBETCTBYIOT UEAH M [OCTABICHHDLIM
safjauam. Bce nocraBneHHsie  3apaum
PELICHDI, BbIBOABI 00OCHOBAHLI, JIOTHYHO
cBA3aHbl C TNPEACTABIEHHbLIM MaTEpHAIOM,
HAIOT  OCHOBAHME Ul  MIPaKTHUECKMX
peKoMeHaauHH.

ABTOPOM NPEACTABACHE! PE3YJLTATLI
M3yueHHs (EHOTHIIA M CEeKBEHHPOBAHMA
JAHK smonoapix GonbHBIX KOJMOPEKTANLHBLIM
PaKOM ¢ pasnHuHeiMH - (ceMefHbIMM K
crnopaguueckum) BapuanTamu 3aboseBanms
" rpoBeeH KPHTHYECKUH aHanu3
AHANOTHYHBIX DEe3yNLTaTOB,
onybnukosaHHbIX  paHee. B paspene
«OCGcy;KneHne pesynbTATOB HCCAE0BAHHIY
JaHa oueHKa paHee pazpaboTaHHBIM M
BHEJPEHHbIM B MPAKTHKY IHArHOCTHUECKHM
NaHeNsIM MYJbLTHIEHHOrO TECTHPOBAaHuA 1Uisl
anddepenumansHo JHATHOCTHKH
NOJMNO308B M MACHTH(HKALHUH  CIYYacB
KPP, xorga npuuuxoit paka moryr ObITb
MyTauuu Gonee ueM B OGHOM TeHe.

Hayunble pesynesTaTbl W OCHOBHBLIE
3alMUIAEMBIE  TIOJOMKEHHSE  JUCCEPTalMH
Adonnna A, asnsiores HoBbiMH. Ha
OCHOBAHHU  TOJYUEHHBIX  Pe3yibTaTOB
pnepssle B Pecnybnuxe  Kaszaxcran
pazpaboTansl ¥ BHEAPEHB! ANCOPHTMBI JJIs
paHHeH  AMArHOCTHKH W TNPOQHIAKTHEA
KOJIOPEKTANBLHOTO paKa y Jidy ao 50 ner v ¢
reHeTHYeCKH  OTATOLUSHHBIM  aHaMHEe30M.
ABTOpOM uACHTH(UUMpOBaHCO M onHcaHo 9
HOBBLIX, paHee He OMUCAHHLIX TaTOTeHHLIX
MyTauuit, ¥ 8 BapHAHTOB C HEONPENENIEHHLIM
(pYHKUHOHANBHBIM 3HaUEeHHUEM,
ACCOLIMHPOBAHHLIX  C KOJIOPEKTanbHOM
pakoM M OPYrHMH  3510KQUECTBEHHBIMH
ONYXONIAMH.

Brioanl paboThl COOTHOCATCH ©
LENBI0 JHCCEePTAUMH M JIOTHHHO BLITEKAIOT
K3 [I0CTaBleHHbIX 3anay. Bee BbiBoabl 3a
HciotiogeHHeM oaHoro (Bsiroa 2) signsiorcs
NPUHLIMAKAALHO  HOBBIMH - M QTpaXKaiOT
PE3YALTATLI CaMOCTOSTENBHO NPOREASHHOTO
ABTOPOM HCCAECAOBAHMA. BoiBo/ 2,
CAGMaHHBIi Ha OCHOBAHHMH ]E3YNLTATOB
HCCnesoBaHusg, noaTeepicaacT  GonbUIYIO
YaCTOTY  «3alylEHHbIX»  onyxoneilt vy
NALHEHTOR MOJIO0rO BO3pAcTa 300)
CPaBHEHHIO C© TOKHILIMH NauMeHTaMu (B8
JUCCepTaUMH ycTanosneHa Oonbluas JacToTa
I craaun y GonbHLIX B BO3pacte A0 50 ner



OBGOCHOBAHHOCTE
OCHOBHBIX BLIBONOS

(OcHoBHBIE
NONOKEHH,
BLIHOCHMBIE Ha
3ALIHUTY

5.3 Texnuueckue,
TEeXHONOIMYECKHE,
IKOHOMHUECKHE HITH
YIPaBNeHYCCKHE PellIcHH S
ABAAIOTCS HOBBIMH U
060CHOBAHHBIMH:

1} noAHOCTRIO HOBLIE;

2} 4acTHHHO HOBLIE {HOBBIMH
apamoTes 25-75%);

3) He HoBbIE (HOBBIMH SIBJIIOTCS
MeHee 25%)

Bce 0CHOBHbBIE BBLIBO/IbI
OCHOBaHLI/HE OCHOBAHbI HA
BECOMBIX C HAYUHOM TOYKH
3PeHHs AOKA3ATENILCTBAX MO0
JOCTATOHMHO XOPOLIO
obocHoRaHkL {Ina qualitative
research ¥ HanpaBrieHHH
MOATOTOBKH NG HCKYCCTBY M
rYMaHHTAPHLIM HayKkam)

Heobxonnmo oreeTuTs Ha
CNIEAYICILHE BOMPOCH! N0
KaIAOMY MOJOMEHHIO B
OTJENBHOCTH:

7.1 Hoxazatrio nu nososxeHue?
1) noxazaHo,

2) cxopee 10Ka3aHo;

3) cxopee He AOKA32HO,

4} ve JokazaHo

7.2 HBnsercs M TPHBUAIBHBIM?
1) na;

2) Her

7.3 Ansercs nu HOBLIM?

1) na;

2) ner

7.4 Ypopesbh AN NPHMEHEHHKA:
1) y3xuii;

2) cpelHuii;

3) wHpokHii

7.5 JlokaszaHo A4 B cTaThe?

1) na;

Mo CPaBHEHHIO ¢ GONBHBLIMM cTapuie 65 ner)
M MOBLIUCHWE  YACTOTHl  OMyXoJsied,
NOKAaNM3YIOWKXCA B MNpaBoil  HOMOBMHE
TONCTOH KHIMKM ¢ YBeJuuYeHHeM Bo3pacTa.
Itn NaHHbIE NOATBEPIKAOTCS
pesyabTatamu ONyGNHKOBAHHBIX
UCCNENOBaHui, MNpPOBEACHHLIX paHee Ha
PENpe3eHTaTUBHBLIX KOrOpTax M SBJISIOTCS
JIOCTOBEPHBIM HAYHHBIM (DAKTOM.

Texnuueckue, TEXHONOrHUecKHe,
OKOHOMMYECKHME  MAM  YIIPABACHYECKUE
PEMISHHS HE [IpelycMOTpeHLl B  paMKax
AMCCePTALMOHHOTO Hccnenosanus Adounna
A, BBHOY €ro xapakTepa M COACpXaHuA

(ananuTHuECKOE MPOCIEKTHBLOE
vccseoBaHue, HMeloLiee
(hyHAaMeHTANBHBIH H KIAMHHHECKHH

KOMIOHEHTDI ).

Bee OCHOBHbIE BBIBOJLL H
NpaKTHYECKHE PEKOMEHAAUHH OCHOBAHbLI HA
THIATENLHOM M BCECTOPOHHEM  aHajMuie
Marepuana. HocrosepHocTh BLIBOJAOE
obecneueHa JNOCTATOYHBIM ofbeMomM
MaTepHana M ajleKBaTHo HCMOML30BAHHBIMK
METOJaMHM  CTATHCTHUECKOTO  aHalinza.
Cnenyer orMmeTuts, uto B paGoTe Ha
jucceprauned  Adonnn A, ogHuM  u3
MEPBEIX M3 HCCICROBATENEH-0HKOIOTOR

HCII0NL30BaN 3IEMEHTEI bafiecoBckoi
cratucTuiky, Jlo oatoro B PecnyGnuxe
Kazaxcran B JHCCEPTALIHSX no

6HOMG,E[MI},HH€ 3TH METOAbI HE IORYyYaln
AOJACHOr0 NPUMEHEHHA.

ITonoxenue 1 gokasaro, HE ABASETCs
TPUBHANILHBIM, SBIASTCS HOBBIM, YPOBEHD
AJIS NIpUMEHEHHS — IIHPOKUH, He noKa3aHo B
cTaree, T.K. JaHHBle O 3a00NEBAEMOCTH
KOAOPREKTaNbHLIM paKkoM Y JHL MOJOO0ro
pospacta B PecnybOnuke Kasaxcran e
OTPaXXCHEBl B CTATLE, l'lOGBSlluBHHOﬁ aHanuly
CrleKTpa MyTauuii y MONOABIX OOJIBHBIX.
Marepuansl  pasgena 3.1 masm 3
00OCHOBBIBAIOT | OCHOBHOE MONQMXKEHHE K
BbIBOAL! 1,2,3.

lNonoxmenne 2 noxazaHo, He ABNAETCS
TPUBHAIILHBLIM, ABNAETCA HOBLIM, YPOBCHb
IUTSL [IpUMEHeHHs — UIMPOKHH, QOoKazaHo B
CTATLE,

[Nosoxenne 3 nokazaHo, He ABnsgeTCA
TPRBHANDLHBLIM, ABJIACTCA HOBLIM, YPOBEHbL
ANd [IPHMEHEHWS — llll/lPOl{Hf:l, He JOKa3aro B
CTaThe, T.K. AAHHLIC 06 YpoBHeE
KOMCEPBATHBHOCTH  YYaCTKOB [EGHOB, B
KOTOPBIX BBIIBIEHL! NATOr€HHBIC MyTaUuHH B



[Tpuuuun
JOCTOBEPHOCTH
HocToRepHOCTD
HCTOMHHKOB H
npefocTapnseMoit
nHGpopMauuK

2) Her

8.1 BuiBop merogonorun -
0D0OCHOBAH WIIH METONONOTHS
AOCTATOUHO NOAPpoOHO onKcaHa
1) na;

2) ner

8.2 PezynbTaThl
JHCCePTaMOHHON paboThl
TI0JIYHeH bl C HCTIONMB30BAHHEM
COBPEMEHHBIX METONIOR

CBAZH € {PYHKUHOHANLHOH 3HAUUMOCTHIO
reHa M XapakTepoM  Myrtauuid, He
PaccCMOTPEHE] B CTAThE,

[Monoxkenue 4 noxasano, He ABASETCH
TPUBHANBHEIM, SIBISETCS HOBBIM, YPOBCHL
Al TIPUMEHEHH — LUUPOKMIA, J0Ka3zaHo B
crarhbe.  MaenTmuuupoBaHB!  paHee He
onMcaHHble B adTepatype 9 HOBBIX
MATOreHHBIX MyTauuii B reHax FANCI, APC,
BMPRIA, ATM, DICERI, NBN n 8 HoBbix
BAPMAHTOR ¢ JAcneThpyiomium adiperxrom B
renax ATM, NSDI, RBI, FANCD2 BLM,
MSH2, DICERI, PMS! (no naunem in silico
ananusa), uro onpeaesnser HeoOXOAUMOCTh
UX JaneHedmero usyueHus. Marepuann
paspenos 3.6.1 w  3.62 raBm 3
oGocHOBEIBAIOT 2,3,4 OCHORHOE MOJIOKEHHE
1 BuiBoabl 4,5,6.

Honoxenue 5 nokaszauo, e Asnsercs
TPUBHUAIBHBIM, SBJSETCA HOBLIM, YPOBEHL
LN MPUMEHEHUS — ILHPOKHI, DOKA3aHO B
CTaTLE. Ha OCHOBE MOJIEKYJISIPHO-
IeHETHYECKOro  aHanuza  paspaboTaHe! W
BHENPEHDBL ANIFOPHTMBI pariedl AHACHOCTHKH
M NpoMNAKTHKH KOJNOPEKTANLHOTO paKa y
Jiui, B Bozpacte 00 50 neT W ¢ reHeTHYeCKH
OTATOLUEHHbIM  aHAMHE30M HAa  OCHOBE
MOJICKYJIS PHO-TCHETHYECKOr0 aHanuza.
VYkazaHHble aIrOpUTMbl, B CBOIO Ouepe.b,
000CHOBANLL, HH(OPMATHBHLI W HMEIOT
Gonblioe 3naveHne 1Jif Bpaueii-OHKONIOroB,
MO3BOJISIOT NPOBOANTE PAHHIOND
JHArHOCTHKY H NpoQHIaKTHKY
KOJIOPEKTaNLHOIO paKa Yy JIML  MOJIOAOro
BO3PACTa M C HACJIEACTBEHHO OTATOLIEHHEIM
aHaMHE30M C© OCYLISCTBASHHEM JieueGHbIX
MEPOIIPHATHIA 1 MHAWBHAYANM3IHPOBAHHOIO
nabGmionennst,  Marepuansl  pasgena 3.7
rmaBet 3 oO0OCHOBEIBAIOT 5  OCHOBHOE
NONOXKEHUE W BLIBOALI 7,8.

MeTtoaonorus HCCNIEI0BaHH
noapo0HO oOnHcaHa aBTOPOM B pasjene
«Marepuansl u Mertogs». B xoge
HCCNIeIOBAHNA  TPOREJEHO  MacluTabHoe
ceKBeHHpoBaHHe redoma 185 maumeHToB ©
MPUMEHEHHEM METOLONOHH
CEKBEHHPOBAHHI HOBOIO [IOKOJSHHS Ha
naaropve  MiSeq.  Huccepraumonnas
paota pgaeT npeacTaBlieHHe O BIAASHHH
aBTOPOM MeToAonerei HAYYHOTO
UCCae0BaHMA H CTATHCTHUECKUMH
METONAMH aHalin3a JaHHbBIX,

Pesynerartsl JHCCepTALIHOHHOMH
paboThl  MOSYUEHB! ¢ MCMOAL30BAHHEM
COBpPEMEHHBIX METOJIOB HAYHBIX
dccnegoBanuii (macimtabHoe mapanenbHoe
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[MpuHumn
[paKTHYECKOH
UEHHOCTH

HaYUYHBIX HCCREeLoBaHWH U
MeToaMK o0OpaboTiH 1
MHTEPIIPETALHH JAHHBIX ©
NPUMEHEHHEM KOMITBIOTEPHBIX
TEXHOJIOTHH;

1) oa;

2y Her

8.3 TeopeTHueckHe BHIBOJIbI,
MOJEe/H, BhISBNEHHbIE
B33MMOCBS3H M 3aKOHOMEPHOCTH
noKasaHbl H NOATBEPHCACHE!
SKCTIEPUMEHTANILHBIM
HCCIIENOBAHHEM.!

1) pa;

2) "er

8.4 BaxHbie yTBEPHISHHS
NIOATBEPIKASHBI/ MACTHYHO
NOATBEPIKACHLI HE
NOATBEPIKAEHbBI CChUIKAMH Ha
aKTyanbHyio ¥ JOCTOBEPHYIO
HAYHHYIO JINTEPaTY Py

8.5 Mcnonb3orawibie
HCTOUHHKH JUTEPATYPhI
JOCTATOUHBI/HE AOCTATOMHE! 1)1
JuTepaTypHoro ob3opa

9.1 Hucceprauus UMeeT
TEOPSTHUECKOE 3HAUCHUE!
1) ga;

2) Her

cekgenuporiue JHK - cexksenuposarme
HOBOTO MOKOJIEHHS), MCTOAMK 00paboTku M
HHTEPIIPETALMH JAHHBIX C TNPUMEHEHHEM

KOMNBIOTEPHLIX TEXHOJIOTHi
{6nonHpopMaLHOHHbIN AHAITN3 c
HCHOAL3OBAHHEM NPOrpaMmMHOro

obecrnevenns Variant Studic W Genome
Analysis Toolkit) H pecypcos
MEMIYHAPOAHBIX TEHOMHBIX $a3  BaHHBIX
(ClinVar, LOVD, InSiGHT, COSMIC). ns
BM3yanM3auMH  BapMaHTOB B  MpoOLEcce
HCCHCHOBANNS | Gbino NpHMEHEHO
nporpamMuoe  ofecrnieuenne  Integrative
Genomics Viewer.,

Teoperuueckue BBLIBOJIbI,
BBISABICHHbIE B2aHMOCBA3H m
3aKOHOMEPHOCTH JOKA3AHbI u
OATBEPHIEHDI OKCNEPUMECHTATLHLIM
HCCJICAOBAHHEM, MPOBEAEHHLIM c
NpUMEHEHHEM  CeKBSHMPOBAHMI  HOBOIO
MIOKOJIEHHS 2 SronnbopMaLHOHHOTO
aHanuza, B TOM YHCIE ¢ TIPUMEHEHHEM
METONOI0rHH in silico aHanm3a

(])yHKI.LHOHaJ'IbHOFO 3HaUYCHMI TIEHETHMEeCKHUX
sapuantoe {SIFT u PolyPhen-2).

[MonpoGubiif ananmuTHueckuii 0630p
JIHTEpaTYpbl NOCBALLEH npobneme
KOAOPEKTAILHOTO paka B MOJIOAOM BO3pacTe,
PE3YNLTATAM  MOJCKYJISPHO-TSHETHUYCCKHX
UCCJIEIOBAHME  MpH  HACASACTBEHHBIX H
CrOpajH4YecKHUX BapHaHTax M MojAxXodaM K
ONTUMM3ALIMH PaHHEH IHAFHOCTHKH, OOHHM
n3 KOTOPLIX ABRMSETCH BHelpeHye

MYJILTHIEHHOTO TCCTHPOBAHHA H

FeHETHHECKOTO CKPHHHHTA.
Henonw3osaHHbie MCTOUHHKH

JHTEPaTyphI JIOCTATOMHEI g

nureparyproro obzopa. Cincok AuTepaTypobl
BKmouaeT 267 ucTouHHkoB. Mz nux
BONLUIMHCTBO ONYBIHKOBAHLL 34 MOCJICAHHE
10 nmer B peueHaUpyeMBIX  HAYUHKIX
H3EHMSEX.

Hucceprauns Adonuna A, umeer
TEOpPEeTHYECKOEe  3HAucHUE, TOCKO/IbKY
Assstercs nepeeiM B PecrniyOnuke Kazaxcran
HayUYHbIM HCCIIEOBAHNEM npofnemsl
KOJIOPEKTANLHOFG  paka Y GONBHBIX
Mmonofore  mospacra. K nacroswemy
BPEMEHH pPe3yNLTaThl H3YUEHMS [JaHHOrD
Hanpaeneuuss B Pecnybnuke Kazaxcrau
NPEeACTABACHLL B €AHHHUHBIX NyONMKALMAX.
Brepabie B Pecrniybnnke Kazaxcran wsydeHsl
KIMHHKO-()EHOTUTIHYECKHE ocoBEHHOCTH
KOJIOPEKTANILHOMO paKa Y JIML B BO3pacre 1o
50 u crapwe 65 aer ¢ yueToM nofa, CTaaUM
3a60/16BaH K, THCTONOTHUIECKOTO CTPOCHHA H



Kauecrso
10, nanucauus 1
oopMISHHS

9.2 Huccepraiys uMeeT
npaKTHYecKoe 3HaYeHHe |
CYLIECTBYET BhICOKAs
BEpPOSTHOCTDL [TPUMEHEHUS
MONYUEHHBLIX PE3YJIbTATOB HA
NpaKTHKE:

1) na:

2) uer

0.3 TlpeanoxkeHus I IPAKTHKH
ABJISIOTCS HOBLIMHT

1) NOJIHOCTLIO HOBLIE;

2) HacTHYHO HOBbIC (HOBLIMH
sBIsnoTes 25-75%);

3) He HoBBIe (HOBLIMH ARAAIOTCH
Mmenee 25%)

KauecTro akageMuueckoro
nHchMa:

1} BelcoKoOE;

2) cpennes;

3) Hibke cpeaHero;

4) HM3KOE.

JOKaJM3A1MH  Of1YXONH, TakKe BIICPBBIE B

Pecnybnuke  Kazaxctan  Ha  ocHOBe
CEKBEHHUPOBAHM HOBOI'O MOKOACHHA
poBeacH MOI]EKyﬂle'EO-rePlﬂTHlleC](Hl71
aHATH3 [TATOICHHBIX MyT&uHﬁ 1 BApHAHTOR C
HEOnpeaeNeHHbIM (Y HKUHOHANLHBIM
3HAYEHHEM, aCCOLMHPOBaHHBIX c

KOJIOPEKTANBLHBIM  PAKOM Y [ALUEHTOB B
Bo3pacTe 0o 50 Jer.

A BTOPOM ToOKasaHa BO3AMOMKHOCTE

Ha OCHOBAHHH pe3yNbTATOB
CERBEHHPOBAHUS HOBOTO MOKOJICHUS
HASHTHQUIMPOBATE ciyyau

KOJNOPEKTaNbHOTO paka CHHAPOMANLHOH
cropagqueckofl npupoapl. 2TO MO3BOASET
CTPAaTU(PHUMPOBATL  YPOBEHb pPHUCKA  AJiA
NALKEHTAa W ero KPOBHBIX POJACTBEHHHUKOB,
MOAM(HUMPOBATL  JHACHOCTHYECKHE W
TEpareBTHUECKHE MIOAXO b u
NHCHAHCEPU3ALIHIO. H3zBecTHoO, 4yTO
MYJBTHIEHHOE TECTHPOBAHWE NPEACTABNIET
cofoil aKoHOMHUECKH (PERTHRHLIE MeTOn
MOJEKYIAPHO-FEHETHYECKOrO aHan1za,
NOCKOALKY NO3BOJIAET  OMHOBPEMEHHO
aHaM3UPOBATL MHOMKECTBO [EHOB, B TOM
YHCJIE CBA3AHHBIX C NPOTHO30M M OTBETOM HA
Tepanuio B ¢BA3M C ITHM JwccepTaliua
Adonuna T A, uMeeT  rnpakTHYecKoe
snaveHne M Oonbwoil  norteHuwan  un
Janbteiwedl  npaxrhueckoil  pa3paborku
AAHHOTO HATIPABJICHMA.

[pennoxenns gt NPAKTHKH
ABNAIOTCA HOBLIMK. Bnepesie B Pecnybnuke
Kasaxctan  paspaGoraHel M BHEAPEHBI
ANrOPHTMBl  paHHeil  AMAarHOCTHKH W
npouNaKTHKK KONOPEKTaNbLHOrO paka y
Jiui, B Bospacte A0 30 net ¥ ¢ reHeTHuecku
OTATOUIEHHBLIM AHAMHE30M Ha OCHOBAHMH
MOJIEKYJIIDHO-TEHETHYECKOro  aHanuza, Mx
NPUMEHEHHE Npeanonaraet HaeHTHHUKALMIO
NPHUUHHBIX ~ MYTauuili W BKJNOUEHHE
DNAUMEHTOB M MX  POACTBEHHHKOB B
NPorpaMMy akTHMBHOTO PAHHErO BLISBICHHS

3aboneBanus H APOIHITAKTHUECKUX
MEPONPHATHIL.

Jucceprauus Adonuua IA.
ABJsIETCH 3aKOHYEHHOH Hay4HO-

HCCIEeN0BaTebCKoi PaboToi, BLINMOAHECHHOH
ABTOPOM  CAMOCTOSTE/ILHO, HA  BbICOKOM
HaYUHOM YPOBHE, ¢ cobnionenuem
APHHUKITOB METOMOMOTHH HAYUYHOro
WCCEI0BaHHS M aAKaAeMHYECKOH Y8CTHOCTH,
Bricokoe xauectBo akageMH1eCKoro rnucLma,
HAYUYHBI CTHIL M3IOMKEHMS H  TIpaBuna
o(opMICHHS BLIAEPAHDL] B KAXKAOM pasaene
AMCCEPTALMOHHOMO Mcchiegosanua. Hosole



pe3yJibTaThbl, MOAYYEHHbIC JIMCCEPTAHTOM,
MMEIOT CYLIECTBEHHOE 3HAYCHHEe 1 HAYKH
M NpakTUKK oHKosoruu, Pabora ocHoBana Ha
JIOCTATOYHOM KOJIMYECTBE MCXOHBIX
JaHHBIX, aJIeKBATHOM NPHUMEHCHHH PacyeTOB
M METOJ/IOB aHa/in3a JaHHblX. B 3akmoueHuu
paboTbl caejaHbl 0O0CHOBAHHLIC BbLIBOADI,
J1AHbI npaKkTH4ecKue pPEKOMEHAALIMH.
Huccepratms oopmieHa paMOTHO,
KaueCcTBEHHO, HATJIsIHO.

OdunmansHeIi peleH3eHT:

1o ynpasneHnio
nepcoHanom
W Aenonpou3BOACTBY

a@?_}g" PhD, npodeccop,

coBoIuTelb JIabopaTopuu reHOMHOI U
NePCOHATU3UPOBAHHON MEIMIIMHBI, LIeHTp Hayk O KHU3HH,
YV “National Laboratory Astana”

Hasap6aer Yuusepcurer,

Hyp-Cynran, Kazaxcran
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