OT13bIB 0PHIHAITBHOIO PELEH3EHTA
JOKTOpa METUIIMHCKUX HayK, 3aBEIYIOIIET0 OHKOJIOTUYECKUM oTaeneHneM Ne 7 (abaoMHUHaTbHBIM)
I'bY3 «l'opoackas kmuHuYeckast oHKoJoruyeckast oonbHuia Ne 1» /lenapramenTa 3apaBooxpanenus r. MOoCKBbI
J.B.CunopoBa Ha nuccepraruio Adonuna ['eoprus AnekceeBuda
Ha TeMy: « MOJIEKYJIIpHO-T€HETUYECKUN aHaJIu3 Pa3BUTHS KOJIOPEKTAJIBLHOTO paka y 00JIbHBIX B Bo3pacTte 110 S0 ey,
IpeACTaBISHHYIO Ha COMCKaHue cTeneHu qoktopa ¢unocodpuu (PhD) no cnennansaoctr 6D110100 — «MenummHay

COOTBETCTBUE KPUTEPUSIM
Kpurepun (He0OXO0MMO OTMETUTH OJIMH U3 BapUAHTOB
OTBETA)

O0O0CHOBaHUE TTO3ULIAHN

/o O(UINATEHOTO PEIIEH3EHTa

Tema  guccepraliii  COOTBETCTBYET  NPUOPUTETHBIM
HaNpaBJICHUSIM pa3BUTUS HayKu (ONpelesieHHbIM Bricuielt HayuHo-
TeXHUYeckoil komuccuedl mpu I[IpaButensctBe PecmyOnuku
Kaszaxcran) u rocyaapcTBEHHBIM ITPOrpPaMMaM.

1.1 CooTBeTCTBHE TPUOPUTETHHIM
HaIlTpaBJICHUAM Pa3BUTUA HAYKU UJIA
roCyAapCTBEHHBIM MTPOrpaMMam:

HccnenoBanue OCyHIECTBISUIOCh B paMKax —CIEIYIONMIAX
HAaYyYHO-TCXHUYCCKUX IMPOrpaMM:

1. «Pa3paboTka  SNUTEHETUYECKONW  TECT-CHCTEMBI  JUIsS
JTUArHOCTHKHU KOJOpeKTaldbHOro paka B Kaszaxctane» B pamkax
rOCyJapCTBEHHOr0 3aka3a Mo Oro/pkeTHol mnporpamme 055

1) uccepTanyst BHIIIOJHEHA B paMKaxX IPOEKTa
Tema muccepranyy (Ha win HEIEBON TPOrPAMMBI,
JaTy €€ yTBEPKICHUA) GprHAHCUPYeMOro(0ii) U3 rocy1apcTBEHHOIO

COOTBETCTBYCT Oro/KeTa (yKa3aTh Ha3BaHUE U HOMED MPOCKTa
«Hayunas u/unu HAYYHO-TEXHUYECKas NESITEIbHOCTDY
1. HampaBieHUSIM WK IPOrPaMMBbl)
. MunucrepctBa oOpa3oBanusi u Hayku PecrmyOmmkm Kaszaxcras.
Pa3BUTHUs HAYKU W/UIHK 2) JluccepTalns BBIIONHEHA B PAMKaX JAPyTroi
N Cpoxu npoBenenus ucciaeaosanus 2015-2017 rr.
roCynapCTBCHHBIM roCyAapCTBEHHOU MPOrpaMMBbI (yKa3aThb
2. «Hogeie MOJIEKYJISIPHO-T€HETUYECKHE CHOCOObI
porpaMmmMam Ha3BaHUE MIPOTPAMMBI) .
JOCUMIITOMHOW  TUArHOCTHUKM W  JICYCHUS psAfa  3HAYUMBIX
3) Huccepraiusi COOTBETCTBYET . .
3a00JeBaHU (MonekynsipHO-T€HETUIECKU aHau3

IIPUOPUTETHOMY HAIPABJICHUIO PA3BUTHUSA
HayKH, yTBEPKICHHOMY BhICIIel HayYyHO-
TEXHUYECKON Komuccuen npu [IpaBurenbcTre
Pecny6iinku Kazaxcran (ykaszaTh HarpaBieHHE)

KOJIOPEKTAJIbHOTO paka Ha OCHOBE CEKBEHHPOBAHUS HOBOT'O
nokosieHus)» 1o OrwxetHo mnporpamme 013  «IIpuxmnagssie
Hay4yHble  MCCIEIOBaHMA B 00JacTH  3PaBOOXPAHCHMS»
MunuctepcerBa 3apaBooxpanHenus PecnyOnuku Kazaxcran. Cpoku
nposeaeHus ucciuenoBanus 2017-2019 rr.

PaGora BHOCHT CyIIECTBEHHBIM BKJIaJ B HAyKy, a €€

PaGoTa BHOCHT/HE BHOCHUT CYIIIECTBEHHBIN BAXKHOCTh XOPOILIO pacKphiTa. B cCOBpeMEHHON OHKOJIOTUH YCIEUHO
2. BaxHOCTb A1 HAYKH BKJIAJ B HAayKy, a €€ BA)KHOCTh XOPOILIO [IPUMEHSETCA MOJICKYJISIPHO-TEHETUYECKUN  aHalIu3 JUId  Lelled
pacKpbITa/HE pacKphITa JTUArHOCTUKH M TE€PCOHAJIM3UPOBAHHOTO JiedeHus. M3ydeHwue

TEHETUYECKON OCHOBBI DPA3BUTHS KOJOPEKTAJIBHOIO paka y JIHI]
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[Tpunimn
CaMOCTOSITEJIBHOCTH

[TpunIMn
BHYTPEHHETO
eIUHCTBA

YpoBEeHBb CAMOCTOATEIILHOCTH:
1) Boicokwii;

2) Cpennui;

3) Huzkwii;

4) CaMOCTOSITEIbBHOCTH HET

4.1 O6ocHOBaHME aKTyaTbHOCTH IUCCEPTALIUU:

1) O6ocHoBaHa;
2) YactTnaHO 000CHOBAHA;
3) He ob6ocHoBaHa.

4.2 CopepxaHue JuccepTaliy OTPAKAET TEMY
TIMCCePTALINH:

MOJIOJOTO BO3pacTa U NALUEHTOB C HACIEACTBEHHO OTATOLIECHHBIM
AHaMHE30M, MMEIOIUX MOBBIIICHHBIA PUCK, IIPEACTABIISIET HAYYHBIN
U KIMHUYECKUN UHTEpPEC. YYUTBIBAs AaKTYaJbHOCTb HW3Yy4YCHUS
TEHETUYECKOM TEeTEPOreHHOCTH W PpPaHHEW JHArHOCTUKU IIpU
KOJIOPEKTAIbHOM pake y OOJBHBIX MOJIOJOTO BO3pacTa, Tema
muccepranun Adgonmaa [.A. mMmeeT Hay4HyIO, KIMHUYECKYIO H
COLIMAJBHYI0  3HAYUMOCTb. BaxkHOCTH ~ IUCCEPTALMOHHOTO
UCCIENOBAHMS JUIsI HAayKM M IPAKTHYECKOro 3ApaBOOXPAaHEHUS
packpbiTa B OCHOBAaHHBIX IOJIOKCHHUAX M JIOKa3aHa pe3yJbTaTaMH
UCCIICIOBAHMS.

ABTOpOM CaMOCTOSITENIbHO MIPOaHATU3UPOBAHBI
WHTCHCHBHBIC U CTaHJAAPTU30BAaHHBIC IMOKA3aTeau 3a00JeBAEMOCTU
KOJIOPEKTAJIbHBIM pakoM B mupe W B PecrnyOmmke Kaszaxcran c
Y4eTOM BO3PACTHOTO acCIMeKTa, MaHHBIE DJIEKTPOHHBIX PECYpPCOB
OHKOJIOTHYECKON CITy>KObl  (TOCTIMTAJIBHBIA ¥ TOMYJISIITAOHHBIN
KaHLEP-PETUCTPBI,  OJCKTPOHHBIM  PETUCTP  OHKOJOTHYECKHUX
OONBHBIX), pa3paboTaH MAW3allH W TPOTOKON  HCCIEIOBAHUSA,
OCYIIECTBIIEHO  JICUCHHWE TAIMEHTOB, cOOpe OHOJIOTHYEeCKOro
Marepuana  (oOpasipl  KpoBH),  pa3paboTaHa  aHKeTa U
WHAWBUIyaIbHAS PETUCTPALlMOHHAS KapTa, C(HOPMUPOBAHBI 0aza
nanabix u  Oank JIHK, mpoBemensl aHanmu3, o0o0OmeHue u
WHTEPIIPETAIHS pe3yJIbTaToB MOJIEKYJISIPHO-TEHETHYECKOT O
uccienoBanus (cekenuponanus JJHK), cratuctuyeckas obpaborka
PE3yIBTATOB UCCIEAOBAHNS.

AKTyanmpHOCTh JAMCCEpTAlli OOOCHOBaHA IPHUBEICHHBIMH
JaHHBIMU O 3a00JIEBAEMOCTH M CMEPTHOCTH OT KOJOPEKTaJIbHOTO
paka B Mupe u PecnyOnuke Kazaxcran (nanable MexaTyHapoIHOTO
AreHTCTBa MO u3yuyeHHIO paka W [lokasatenu OHKOIOTHYECKOM
cnyx0bp1 Pecniybnuku Kazaxcran), yBenuueHun 3a00JI€Ba€MOCTH Y
JUIl MOJIOAOTO BO3pacTa, MpeolJalaHud «MO3AHUX»  CTaAHi
OITyXOJIeH, acCcOIManuy M3BECTHBIX MYyTallMi C HaCleJCTBEHHBIMHU
OMyXOJEBBIMU CHHIPOMaMH M OTCYTCTBHEM CHCTEMbI DPaHHEU
JIUAarHOCTUKH TIpU  CEMEHHBIX W  HACJIEICTBEHHBIX (opmax
KOJIOPEKTAJILHOTO paKa.

B nuccepranuu npuUBENCHBI JUTEPATYpPHBIE JaHHBIE U
pe3yIbTaThl CcOOCTBEHHBIX HCCIIeIOBAHUI aBTOpa 00



[IpuHIIMIT HayyHOU
HOBH3HBI

1) Otpaxaer;
2) YacTUYHO OTpaxkaer;

3) He otpaxaer

4.3. llenb u 3a7a4u COOTBETCTBYIOT TEME
JICCePTALIUH:

1) COOTBETCTBYIOT;

2) YaCTUYHO COOTBETCTBYIOT;

3) HE COOTBETCTBYIOT

4.4 Bce pa3zensl U MOJIOKEHUS TUCCEPTALIUU
JIOTUYECKH B3aUMOCBSI3aHbI:

1) HONHOCTHIO B3aMMOCBSI3aHbI;

2) B3aMMOCBSI3b YaCTUYHAS;

3) B3aUMOCBS3b OTCYTCTBYET

4.5 IIpensio’)keHHbIE ABTOPOM HOBBIE PEIICHUS
(TpUHIUTIBI, METO/IBI) APTYMEHTUPOBAHEI U
OLICHEHBI 110 CPAaBHEHHUIO C U3BECTHBIMU
PEIICHUSIMH:

1) KpUTUYECKHUI aHAJIU3 €CTh;

2) aHaJIU3 YaCTUYHBIH;

3) aHanmu3 npeacTaBiseT co0oi He
CcOOCTBEHHBIC MHEHHUS, & IIUTATHI JPYTHX
aBTOPOB

5.1 HayuHble pe3yabTaThl U HOJIOKEHUS
ABJISIIOTCS. HOBBIMU?

1) MONHOCTBIO HOBBIE,

2) 4aCTUYHO HOBBIE (HOBBIMU SIBJISIOTCS 25-
75%);

3) He HOBbIe (HOBBIMU SIBIISIIOTCSA MeHee 25%)

SIMUACMHUOJIOIuU, KJII/IHI/IKO-q)eHOTI/IHI/I‘ICCKI/IX 0COOEHHOCTAX
KOJIOPEKTAILHOTO PaKa y JIMII MOJIOAOTO BO3pAcTa, U PE3yJIbTaThl
MOJIEKYJISIPHO-TEHETUYECKUX MCCIIEIOBAHUI KOJIOPEKTAIBHOTO paKa
y OOJIBHBIX MOJIOJIOTO BO3pPACTA.

Ilenp w 3amaum JuccepTalli  COOTBETCTBYIOT —TeMe
IUCCepTallii, MOCKOJIbKY UEIbI0 SIBISETCS ONTUMHU3AIUS paHHEH
JUArHOCTUKHU U MPOPUIAKTUKU KOJOPEKTAIBHOIO paka y i 10 50
JeT U C TEHETUYECKH OTITOUICHHBIM aHAMHE30M, a pelIeHue
MOCTaBJICHHBIX 3aJ]ady HaIpaBJICHO Ha KOMIUIEKCHOE U3y4eHUE
POOJIEMBI KOJIOPEKTATBHOTO PaKa y JIHI] MOJIOJO0T0 BO3pacTa.

Bce pazzpenbr auccepranyny B3aMMOCBSI3aHBI U HAXOIATCS B
JIOTHYECKOW  TocienoBaTeNbHOCTH. JlucceprannoHHas  paboTa
XapaKTePU3yeTCsl MOCIIEI0OBATEIILHOCTHIO, 00OCHOBAHHBIM BBIOOPOM
MaTepuaia M  METOJOB  HCCIENOBaHUS M  CTaTUCTHYECKHX
WHCTPYMEHTOB ISl aHAIN3a pe3yabTaToB. [lomyueHHbIe pe3ynbTaThl

U BBIBOJIBI JUCCEPTALIMOHHOTO HCCIIEJAOBAHHUS COOTBETCTBYIOT
MIOCTABJICHHBIM 33/1a4aM.
ABTOpoM  TmOoKazaHa  A3(G()EKTUBHOCTH  MYJIBTUTCHHOTO

TECTUPOBAHUS C MCIIOJNB30BAHUEM JMArHOCTUYECKUX MaHENed Juis
UACHTU(UKAIIMK JIMI C BBICOKUM PHCKOM M TE€HETHYECKOIo
CKPMHUHTA CEMEWHBIX M HACJIEJCTBCHHBIX BapUAHTOB 3a00JICBAHUSI.
B pazgene «OOcyxneHue pe3ylbTaTOB HCCIEIOBAaHUS» IMPOBENCH
KPUTUYECKHI aHAIM3 OMyOJMKOBAHHBIX PE3YJIbTATOB, MOIYYEHHBIX
paHee U JaHa OLIEHKAa paHee pa3padOTaHHBIM U BHEIPEHHBIM B

MPaKTUKY JTUArHOCTUYECKUM MaHessIM MYJIbTUT€HHOTO
TECTUPOBAHUSI.

OCHOBHBIE ~ pe3yJbTaThl,  3alULIAEMbIE  TOJOKEHUS
nucceptanun  Adgonuna [ A. SBISIIOTCA BKJIAJOM B pELICHUE
byHIaMeHTaIbHON poOIeMbI U3YyYCHUS MOJIEKYJISIPHO-

T'CHCTUYCCKOI'O «J'IaH[[HIa(bTa» HACJICACTBCHHBIX M CIHOPAJUYCCKUX
BAPHUAHTOB KOJIOPCKTAJIIBHOTO pPaKa U HpHKHa,I[HOfI HpO6HCMBI

ONTUMU3ALMS  PAaHHEM  JMArHOCTUKH U TpopWIAKTUKA
KOJIOPEKTAJIBHOTO paka y Jjun A0 50 JeT M C TIeHETHYECKU
OTSTOIEHHBIM aHaMHE30M. ABTOPOM HJAEHTU(ULUPOBAHO U
onucaHo 17 HOBBIX, paHee HE OIUCAaHHBIX  MyTalWii,

ACCOMMUPOBAHHBIX C KaHICPOTCHE30M IPU KOJIOPCKTAJIbHOM pakKe U



O00CHOBaHHOCTE
OCHOBHBIX BBIBOJOB

OCHOBHBIE
[TOJI0KEHUS,
BBIHOCHUMBIC HA
3aIUTY

5.2 BrIBOABI AMicCEpPTALIMU ABIISIOTCS HOBBIMU?
1) MOTHOCTHIO HOBBIE;

2) 4aCTUYHO HOBbIE (HOBBIMHU SIBISIOTCS 25-
75%);

3) He HOBBIEC (HOBBIMU SIBIISIIOTCS MeHee 25%)

5.3 Texuaudeckue, TSXHOJIOTHUSCKUE,

OKOHOMHYCCKUC WNJIN YIIPABJICHYCCKNUC PCIICHU A

SBJISIFOTCS] HOBBIMH M 0OOCHOBAHHBIMH:

1) MONHOCTBIO HOBBIE,

2) 4aCTUYHO HOBBIE (HOBBIMU SIBJISIIOTCS 25-
75%);

3) He HOBBIE (HOBBIMH SBIISIOTCS MeHee 25%)

APYTUX 3JIOKaUCCTBCHHBIX OITYyXOJIIX.

AKTYyaJbHOCTh TEMBI HUCCIEIOBAaHUS OOYCIOBHMIIA HAYYHYIO
HOBHM3HY pE€3yJIbTaTOB M BBIBOJIOB. Bce BBIBOJIBI 3a HUCKIIOUYECHUEM
onHoro (BeiBox 2) sIBIAIOTCS MPUHUIUIIAATBEHO HOBBIMU U OTPaXKAIOT
pe3yIbTaThl CaMOCTOSATEIBLHO MPOBEJICHHOTO aBTOPOM
uccieaoBanus. Bmecte ¢ TeM BeiBoa 2 (y manureHTOB B BO3pacTe 10
50 ;mer mo CpaBHEHUIO C MAIMEHTaMHM cTapuie 65 JIeT OTMedeHa
OoJibIlIasl 4YaCTOTA MECTHO-PACIPOCTPAHEHHOTO  OMYXOJIEBOTO
nporecca (I cragum) w TeHACHIMS YBETWYCHUS YaCTOTHI
ONyXOJIEH, JIOKAUIU3YIOIIMUXCS B IIPABOM MOJIOBUHE TOJICTON KUIIKH C
YBEITUYCHUEM BO3pacTa MAIMEHTOB) COTJIACYETCS C pe3yjbTaTaMu
OITyOJINKOBAaHHBIX MHOTOILIGHTPOBBIX HMCCIICJIOBAHUI, MPOBEICHHBIX
Ha PEMpEe3eHTAaTUBHBIX KOropTax OOJBHBIX, M, TaKUM 0Opa3zoM,
SIBJISIETCSL JOCTOBEPHBIM HAYYHBIM (haKTOM.

TexHu4yeckue, TEXHOJOTUYECKUE, DSKOHOMUYECKHE WU
YIPAaBICHUYECKUE PpELICHUs HE IPEAYyCMOTPEHBl B  paMKax
HACTOSIIETO  AMCCEPTALlMOHHOIO  MUCCIENOBAHMSA  BBHUILY  €T0
Xapaxkrepa ¥ COAep KaHusl.

OO0OCHOBaHHOCTH u JIOCTOBEPHOCTH BBIBOJIOB,
c(OpMYJIIMPOBAHHBIX B JUCCEpTAllMU, oOOecrleueHa aJeKBaTHOU

Bce ocHOBHBIE BBIBOIbBI OCHOBAHBI/HE OCHOBAHBI OeisiM MU 3agadaM METOAOJIOTHMHM HCCICAOBaHUA H AOCTATOYHBIM H

Ha BECOMBIX C HAYYHOM TOYKH 3PEHUS
JI0Ka3aTeIbCTBAX JINOO JOCTATOYHO XOPOIIIO
oOocHoBaHsbI (1151 qualitative research u
HaIpaBJIeHUI MMOJTOTOBKH 110 UCKYCCTBY H
TYMaHUTAPHBIM HayKaMm)

Heo6xoauMo OTBETHTH Ha CIIETYIOINE
BOMPOCHI MO0 KAKIOMY TOJIOKEHHUIO B
OTACITBHOCTH:

7.1 JlokazaHO 71 MOJIOKEHUE?

1) noxasaHo;

CTAaTHCTUYECKH OOOCHOBaHHBIM OOBEMOM Marepuania, HabOpoM
KIMHUYECKMX W JJaOOpaTOpHBIX  METOJOB  HCCIIEJJOBAHMUS,
MPUMEHEHHBIX aBTOpoM. OIIEHKHU 3aciTy’)KUBAaeT MPUMEHEHHUE HAPSITY
C TPAAUIMOHHBIMM CTAaTUCTHMYECKUMU METOJaMH, 3JEMEHTOB
0aiiecCOBCKON CTaTUCTUKHU Ul M3YYCHHUs KOPPEISILIUN MPHU3HAKOB B
MaJbIX HEMapHbIX BBIOOPKAX, YTO MPOAMKTOBAHO cleUU(UKON
U3y4aeMoi mpoOIeMbl 1 00BEKTa UCCIEIOBAHUS.

[Tonoxxenne 1 pokazaHO, HE ABJISETCA TPUBHAIBHBIM,
SBIISIETCS HOBBIM, YpPOBEHb Ui TPUMEHEHUS — IIUPOKHM, He
J0OKa3aHO B  CTaTbe, T.K. JIaHHBlE O  3a00JIeBa€MOCTH
KOJIOPEKTAJIbHBIM PakoM y JIMI] MOJIOJOTO Bo3pacta B PecmyOnuke
Kazaxcran He  paccMOTpeHbl B CTaThe€,  IOCBSILIEHHOM



8.

[TpunIn

2) cKkopee 0Ka3aHo;

3) ckopee He 10Ka3aHo;

4) HEe TOKa3aHO

7.2 SIBnsieTcs 1 TpUBHAIIBHBIM?
1) na;

2) HeT

7.3 SIBnsieTcs i HOBBIM?

1) na;

2) HeT

7.4 YpoBeHb AJi IPUMEHEHHUS:
1) y3kmii;

2) cpenHuit;

3) mupoKmii

7.5 JlokazaHo 11 B cTaThe?

1) na;

2) HeT

8.1 Be16op meTomonaoruu - 000CHOBAH WIIH

KaueCTBEHHOMY M KOJIMYECTBEHHOMY aHAJIU3y CIEKTpa MyTalHil y
MOJIOJBIX OOJIBHBIX KOJIOPEKTaJIbHBIM pakoM. Marepuaisl pasnuena
3.1 rmaBel 3 00OCHOBBIBAIOT | OCHOBHOE IOJIOKEHHE U BBHIBOJBI
1,2,3.

[Tonoxxenne 2 [0OKa3aHO, HE SABISETCS TPUBUAIBHBIM,
SIBJISICTCSI HOBBIM, YPOBEHbB ISl IPUMEHEHUSI — IIUPOKUHN, JOKA3aHO
B CTaThbe.

[Tonoxxenne 3 gokazaHoO, HE SBIAETCS TPUBUAIBHBIM,
SBIIIETCS HOBBIM, YpPOBEHb Ui TPUMEHEHUS — IIUPOKHMA, He
JIOKa3aHO B CTaThe, T.K. JIAHHBIE 00 ypOBHE KOHCEPBATUBHOCTH
Y4acTKOB T'€HOB, B KOTOPBHIX BBISBIICHBI MMAaTOTEHHBIE MYyTalllH, HE
paccMOTpeHbl B  CTaTh€, TIOCBSIIICHHOM KA4eCTBEHHOMY W
KOJIMYECTBEHHOMY aHANHU3y CIEKTpa MyTalil y MOJOIBIX OOIBHBIX
KOJIOPEKTAJIbHBIM PaKOM.

[Tonoxxenne 4 [m0oKa3aHO, HE SABISAETCS TPUBUAIBHBIM,
SIBJISICTCSI HOBBIM, YPOBEHbB ISl IPUMEHEHUS — IIUPOKUHN, JOKA3aHO
B cTaThe. neHTHHUIpOBaHbI paHee HE ONMKUCaHHBIE B TUTepaType 9
HOBBIX TMAaTOTeHHBIX MyTanuii B reHax FANCI, APC, BMPRIA,
ATM, DICERI, NBN u 8 HOBBIX BAapUaHTOB C JEJIETUPYIOIINM
a¢hdexToM 1o KaHHEIM in silico ananm3a B reHax ATM, NSD1, RBI,
FANCD2, BLM, MSH2, DICERI, PMSI, u4to onpenenser
HEOOXOAMMOCTh HX JAJIbHEHIIET0 U3YYEHHUS KaK MPUYUHHBIX
MOJIEKYJISIPHO-TEHETHUECKUX W3MEHEHUH, NPUBOAAIUMX K Ooiee
paHHEMyY, [0 CPaBHCHHWIO C OOIICHOMYJISIIHOHHBIM, pPa3BUTHIO
KOJIOpEKTAJIbHOTO paka. Matepuaisl pa3aenos 3.6.1 u 3.6.2 rnassl 3
000CHOBBIBAIOT 2,3,4 OCHOBHOE IOJIOKEHHUE U BBIBOJLI 4,5,6.

[Tonoxxenne 5 [0OKa3aHO, HE SABISETCS TPUBUAIBHBIM,
SIBJISICTCSI HOBBIM, YPOBEHb IS IPUMEHCHUS — IITUPOKUM, JTOKA3aHO
B crarbe. Ha OCHOBE MOJIEKYJIIPHO-TEHETUYECKOTO aHaJIu3a
pa3paboTaHbl U BHEAPECHBI AITOPUTMBI, TI03BOJISIOIINE TPOBOINUTH
PAHHIOK JAWArHOCTUKY W MPOQHUIAKTUKY KOJOPEKTAIBHOTO paka y
JUI] MOJIOJOTO BO3pacTa M C HACJEACTBEHHO OTATOIICHHBIM
aHAMHE30M C OCYUIECTBIIEHHEM JIEYEOHBIX MEPONPHUITHA U
MHAMBHUIYyaIU3UPOBAaHHOrO HabmoaeHus. Marepuansl pasgena 3.7
r1aBbl 3 000CHOBBLIBAIOT 5 OCHOBHOE IOJIOKEHHE U BEIBOALI 7,8.

MGTOI[OJIOFI/ISI AUCCECPTALIMOHHOTO HCCICIOBAaHUA
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JIOCTOBEPHOCTH
JlocToBEpHOCTH
HUCTOYHUKOB U
MIPEAOCTABIIIEMOU
nH(popManuu

[TpunIMn
MPAKTUYECKOMN
LIEHHOCTHU

MCTOA0JOTHA JOCTATOYHO HOIIPOGHO ornucaHa

1) na;
2) HeT

8.2 Pe3ynbpTaThl TruccepTaIMOHHON pabOThI
MIOJTYYEHBI C UCTIOJIb30BAaHUEM COBPEMEHHBIX
METOJIOB HAYYHBIX UCCIIEI0BAaHUIN U METOIUK
00pabOTKM ¥ MHTEPIIPETALINH JAHHBIX C
IPUMEHEHNEM KOMIBIOTEPHBIX TEXHOJIOTHIl:
1) na;

2) HeT

8.3 TeopeTnueckue BbIBOAbBI, MOJIENH,
BBISIBIICHHBIC B3aMMOCBSI3U M 3aKOHOMEPHOCTH
JIOKa3aHbl U TIOJATBEPKICHBI
9KCIEPUMEHTAIBHBIM HCCIIEJOBAHUEM:

1) na;

2) HeT

8.4 BaxxHble yTBEpKICHUS
[OJITBEPKICHBI/YACTUIHO TTOATBEPIKICHBI/HE
MOJITBEPIK/ICHBI CCHIKAMH Ha aKTyallbHYIO U
JIOCTOBEPHYIO HAYYHYIO JINTEPATYPY

8.5 Mcnonp30BaHHbIE UCTOUHUKH JIUTEPATYPHI
Z!OCTaTO‘-IHI)I/ HE OOCTAaTOYHbI J1JIA
JUTEpaTypHOro 0030pa

9.1 luccepranus UMeeT TEOPETUUECKOE
3HaYEHUeE:

1) na;

JIOCTaTOYHO MOAPOOHO omnurcaHa B pazjene «MaTepuaabl U METOIbI».
Bonbmoe  BHUMaHWE  YNEJICHO  ONHCAHWIO  METOJOJIOTHUU
CTaTUCTHYECKOTO aHaju3a pe3ysbTaroB. McciemoBaHue MpOBEICHO
Ha JJOCTAaTOYHOM KJIMHUYECKOM MaTepuaie, BkiatovaromeM JJHK 185
NAaIMEeHTOB MOJIOAOTO BO3pacTa ¢ MNPUMEHEHHEM METOI0JIOTHU
CEKBCHHUPOBAHHSI HOBOTO TIOKOJICHHMSI.

ABTOp, TmpoBens  OMOMH(POPMAIMOHHBIA  aHAMM3  C
UCIIOJIb30BaHUEM TporpaMMHOro obecrneyenus Variant Studio u
Genome Analysis Toolkit © MeXayHapOJHBIX TEHOMHBIX 0a3
JAHHBIX YCTaHOBWJI, YTO NATOT€HHBbIE MYTAllM{, BBI3BIBAIOIINE
pa3BUTHE KOJOPEKTAIbHOIO paKa, BBISIBICHbI B Y4YacTKax TIE€HOB
(KOoIupyIOMHUX (GYHKIMOHATIBHO 3HaYUMBbIE paiioHbI
COOTBETCTBYIOIIUX TPOTEUHOB, IMPOMOTOPHBIE U PETYJISATOPHBIE
MOCJIEIOBATEIBHOCTH), XapaKTEPU3YIOLUIMXCS BBICOKUM YPOBHEM
KOHCEpBaTUBHOCTH. PaHee 93ToT ¢akT He  mojaBepraics
CHELMATbHOMY  pPAacCMOTPEHHIO B paMKax  HIPUKIAIHBIX
HACCIIENOBAHUI B 00JIaCTH KIIMHUYECKON OHKOJIOTHH.

Teoperuuecknue BBIBOJBI, BBISBICHHBIC B3aMMOCBSI3U U
3aKOHOMEPHOCTH JTOKA3aHbI U MOATBEPIKICHBI SKCIIEPUMCHTATLHBIM
UCCIIC/IOBAaHUEM, TIPOBEICHHBIM C TPUMEHEHHUEM CEKBCHHPOBAHUS
HOBOTO TIOKOJICHHsI Ha Tuiatrdopme MiSeq, n GmonHpOPMAITMOHHOTO
aHalM3a, B TOM 4YHCIE C MPUMEHCHHEM METOAONOTUu in silico
aHaM3a (PYHKIIMOHAIBHOTO 3HAYCHHSI TCHETHYCCKUX BaPHAHTOB.

Adonun I'.A. cinenan BCeCTOPOHHUN JTUTEPATYPHBIN 0030p
npoOJeMbl  KOJOPEKTaIbHOTO paka B MOJOAOM  BO3pacrte,
pEe3yNbTaTOB MOJIEKYJIIPHO-TEHETUYECKUX HMCCIEAOBAHUN MyTalui
IPU HACIEACTBEHHBIX U CHOPAAMYECKMX BapHaHTax M poJd
CEKBCHHPOBAHMS HOBOI'O IIOKOJICHHA B H3YYCHHHM T'€HETHYECKOU
TFETEPOr€HHOCTH KOJIOPEKTAJILHOTO paka B MOJIOJOM BO3pacTe H
JUArHOCTHKE.

Hcnonp30BaHHBIE HCTOYHHUKH JINTEPATYPBI JOCTATOUHBI JUIS
autepaTypHoro o63opa. Cnucok mauTepaTyphl BKJIO4Yaer 267
VCTOYHHUKOB.

B Pecny6nuke Kazaxcran, kak ¥ B Jpyrux CTpaHax MUpa,
OTMEUYEHO OMOJIOKEHHE KOHTHUHT€HTa 3a00J1€eBILNX
KOJIOpEKTAIbHBIM pakoM. [lo maHHBIM OQUUIMANBHON CTATHUCTKH,



2) HEeT

9.2 Jluccepranys UMeeT NPaKTUIECKOE
3HA4YEHUE U CYILIECTBYET BBICOKAsl BEPOSITHOCTh
IPUMEHEHNUS NIOJyUYEHHBIX pPe3yJIbTaTOB Ha
HPaKTUKE!

1) na;

2) HeT

9.3 Ilpennoxenust 1uisi IPAKTUKU SBIISIOTCS
HOBBIMU?

1) DONHOCTBIO HOBBIE;

2) 4aCTUYHO HOBBIE (HOBBIMHU SIBJISIFOTCS 25-
75%);

3) He HOBbIE (HOBBIMH SBIISIOTCA MeHee 25%)

KOJINYECTBO OOJBHBIX MOJIOJOTO BO3pacTa yBEIUYMBACTCS C
KaXIbIM TOJOM, YTO TPEACTaBIseT CcOO0OW 3HAYHUTENBHYIO
MEIUMIMHCKYI0O U CcoLlMalbHyl Mpobiemy. Bwmecre c¢ Tewm,
MOJIEKYJISIPHO-TEHETUUECKUE  3aKOHOMEPHOCTH  BO3HUKHOBEHUS
KOJIOPEKTAJIbHOTO paka Ha CHHAPOMAJIBHOM MM CHOpaJndecKOi
OCHOBE OCTalOTCSd HE BIIOJIHE HU3YYEHHbIMH. B cBs3u ¢ 3THM,
uccinenoanne AdonuHa [.A., B o0nacTu  MOJIEKYJISIpHO-
TEHEeTHYECKOTO0 AaHaJN3a KOJIOPEKTAIBHOIO paka y OOJIBHBIX B
Bo3pacte 10 50 JieT, uMeeT HayyHOe 3HaueHHe.

[loBpIEHME 3P PEKTUBHOCTH JIe4YeHus OOJBbHBIX
KOJIOPEKTAJIbHBIM ~ PAaKOM 3aBUCUT OT paHHEW JUArHOCTHKHU
3aboneBanusa. Ocoboe 3HAYCHHE B CBSI3U C JITHUM NpHUOOpETaeT
MOJIEKYJIIPHO-T€HETUYeCKass ~ JUMarHocThka  3aboseBaHuil U
COCTOSIHMH, npu KOTOPBIX OHKOJIOTMYECKUI rpowuecc
MaHH(]eCTUpyeT B MOJIOJJOM BO3pacTe, A0 HACTYIUIEHUS] IOPOrOBOTO
Bo3pacTa CKpuHMHra. OJHMM W3 BaXHEHIIMX HaIlpaBJICHUN
COBPEMEHHOM OHKOJIOTMM  SBJSIOTCS  METOAbl  MOJIEKYJIIPHO-
TCHETUYECKOT0  aHaliM3a, [MO3BOJIOMIME  WACHTH(QHIHUPOBATH
NPUYMHHBIE MyTaLlUU U CTPATU(UIMPOBATH YPOBHU PHCKA PAa3BUTHUS
paka y KOHKpETHOro manueHTa. Jlo HacTosAmero BpeMEHH B
Pecriyomuke KazaxcTtaH OTCYyTCTBYIOT paOOTHI, OCHOBaHHBIC Ha
MaciITaOHOM CEKBEHHPOBAHUM TE€HOMa Yy OOJBHBIX MOJIOIOTO
BO3pacTa. YUWThIBasg MEIUIMHCKYIO M COLMAIBbHYI 3HAYUMOCTh
KOJIOPEKTAJILHOTO paka, mpobjemMa paHHEeH TUArHOCTHKHU Y OOJBHBIX
U NPO(PUIAKTUKN KOJOPEKTAIBHOIO PaKa y JIMI[ C HACJIEICTBEHHO
OTATOUIEHHBIM aHAMHE30M, SBISETCS OYEeHb aKTyalbHOM s
IPaKTUYECKOI0 3APaBOOXPAHEHUS.

Ha  ocHoBanum  pe3yibTaToB  AMCCEPTALIMOHHOTO
uccienoBanus Brepsbie B PecnyOnuke Kazaxctan paspaboTaHbl 1
BHE/IPEHbl AJITOPUTMBI paHHEH JUArHOCTUKU M NPOPUIAKTHKU
KOJIOPEKTAJIBHOT'O paka y JIML B Bo3pacTe 40 50 JIET U ¢ TEHETUYECKU
OTATOLICHHBIM aHAaMHE30M, KOTOpble HEOOXOJMMO HCIOJIb30BaTh
IpM HAIMYUM B CEMEHHOM AaHAMHE3€ paka TOJICTOM KHUIIKH U
aCCOLIMMPOBAHHBIX OITYyXOJICH ¢ LeNbl0 UACHTU()UKALUY TPUIUHHBIX
MyTallUd ¥ paHHErO BBbISIBICHUA 3a00J€BaHUS Yy KPOBHBIX
POJCTBEHHUKOB MalEHTA.
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