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OT3bIB OPULIUAJIBHOI'O OIIITIOHEHTA
00KmMopa MeOuyuHckux Hayk, npogpeccopa I'esopkana IOpus Apmywesuua na
ouccepmayuonnyo pabomy Cembanuxunoii Anexcandpvr Bnaoumupoenvi
«Monexynapno-zenemuueckans  Ouaznocmuka  ApU  HACIEOCMEEHHOM U
CROPAOUHECKOM KOJIOPEKMATILHOM PAKE), RPEOCABNICHHYIO HA COUCKAHUE YUEH Ol
cmeneHu Kanouoama MeOUWUHCKUX HAYK no cneyuanvnocmam 14.01.12 —

Onxonozus, 03.02.07 - I'enemuka.

AKTYAJbHOCTH TEMbI

Pax TonCTON KUIIKY, HECMOTP sl HA 3HAYUTEIbHBIE TOCTHXKEHUSA B JUATHO CTUKE U
JIEYEHUH 3a MOCIEAHUE AECATUIETHS, OCTAETCS OJHUM M3 BEIYIIUX OHKOJIOTHYECKUX
3a007eBaHuil, 3aHUMas BTOPOE MECTO B CTPYKTYPE CMEP THOCTH OT 3710KaYECTBEHHBIX
HOBOOOpa3oBaHuii B Mupe. HeyknmoHHas oTpunarenbHas IWHAMHKA pOCTa
3a00J1€BAEMOCTH CpEIM MOJIOABIX TAlHEHTOB, BBICOKAs YacTOTa MaHU(ECTaluu
KOJIOpEKTAJILHOTO paKa Ha 3Talle METACTaTHYECKOTO TOpakKeHHUs, TpeOyIoIero
KOMIUIEKCHOTO ¥ TIPOJOJIKHTEIBHOTO JICUEHHsS, OMPEIACIAOT COLUANBLHYI H
HKOHOMHUYECKY IO 3HAYUMOCTb BCECTOP OHHETO U3YUCHUS TP 00JIEMBI 37 10KAYECTBEHHO I
MaTOJIOTHUH TOJICTOM KHIITKHU. B CBA3M ¢ UeM, aKTyalbHOCTh IUCCEP TALIMOHHOU p aboThI
He BEI3BIBaeT COMHeHU. [lep coHam3poBaHHas MEAUIMHA, LICHTP aJTbHBIM MOCTYIaTOM
KOTOPOM  sBJISIETCS TMEpPCOHU(PUKAIMS ITUATHOCTUYECKUX, TeparneBTUUECKUX U
Np OQUIAKTUYECKUX MOJAXO0/10B, 0a3upyeTcs Ha U3YUECHUH MOJIEKYJISPHOTO Mp OhuiIs
ONYXOJM W TEHOTHIHYECKMX OCOOEHHOCTEH MalMeHTa, YTO W ABISIETCS OCHOBHBIM
1P €AMETOM JAHHOTO MCCIeNOBaHUs. HECOMHEHHBIM Ha CErOAHSAIIHWIA JeHb OCTAETCs
TOT (PAKT, 4TO TOJIbKO MEXKIUCUMUIIMHAPHBIN 101X0 1 [103BOJIAET A0CTUIaTh HAWIyYLIUX
mokasaTerneil Kak BBDKHBAEGMOCTH, Tak M KA4ecTBA JKH3HH y OOJIBHBIX, 0COOECHHO B
rpymnmax JUCCEMHHHPOBAHHOTO paka TOJICTOM KHIIKHA M TMAlWEHTOB ¢ op haHHOM
NaTOJOTHEHN, TI€ UHIUBUYaIbHBIA T€HOTUII ONpPEAETAET HE TOABKO CHCIUPUUHOCTD
JIEYEHMs], HO U PUCKU Pa3BUTHSI BTOPBIX MEp BUYHBIX OMYX OJIEH, & MEIUKO-TEHETHYECKOE
KOHCYJIbTUPOBAHHE BEICTYIIA€T Ha IE€p BBI ITaH JJIs OTIP €AETICHUSI IIP OTHO3a 310D O Bbs

POACTBCHHUKOB, INIAHUPOBAHUA CCMbH U ICTOP 0K ACHUA. HHTCFp dllvd HayYHbBIX 3HAHWA
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C KIIMHUYECKUM OIIBITOM U MPaKTHUICCKUM MMPUMCEHECHUEM HaYYHO-UCCICA0BATCIbCKUX
JaHHBIX ABJIACTCA 6G3YCHOBHBIM AKTYaJIbHBIM aClICKTOM  T1Ip €JICTaBJICHHOM

JMccep TAITMOHHOU paboTHI.

CreneHb 000CHOBAHHOCTH HAYYHBIX I10J105KCHUIN, BLIBOJAOB H PEKOMeH /a1,

chopMyJIHPOBAHHBIX B AMCCEPTALIMH, UX JOCTOBEPHOCTHL M HOBH3HA

B xone BeInoHeHUs paboThbl aBTOPOM MOJTYUEHbI P €3y1bTaThl, CHOP MYJIUPOBAHEI
BBLIBOJIBI M JJaHBI [P aKTUYECKHUE P EKOMEHIaLlUH, IBJISFOIIMECS HayYHO -000CHOBAHHBIM U
TIOJIO’KEHUSIMH, TOCTOBEPHOCTE U HOBU3HA KOTOPBIX JOCTUTaeTCs 3a CYET KOPPEKTHO
[IOCTaBJIEHHOW LEJIU U 3aa4 UCCIIEA0BAHM, COOTBETCTBHUS c(HOp MUPOBAHHON BEIOOP KU
OOJNIBHBIX M KOJUIEKUHMH OHMOJIOTHYECKOr0 MaTepuaya, NMPUMEHEHHs COBPEMEHHBIX
MOJIEKYIApHO-OMOJIOTUYECKUX MeToauk st mpoBeneHus JIHK-muarsoctuxw,
UCIIOJIb30BAHUSL COBPEMEHHBIX MAaTEMaTUYECKUX M CTATUCTUUECKHX ITOAXOMOB s
BBITIOJTHEHUS AaHAJIUTUYECKOM 4aCTH TUCCEP TAITUH.

BbI00p reHeTH4eckux MapKepoOB JJIs MCCIEAOBAHUS 00YCTOBICH MMOAP OOHBIM
AHAIM30M JaHHBIX OTEYECTBEHHBIX U 3apyOeKHBIX HAy4YHBIX pabOT U HOCUT
IIp MKJIaJHOM XapaKTep. Tak, u3ydenue cratyca reHoB RAS/BRAF, a Taxke cratyca MSI
B rpynmne OOJBHBIX IUCCEMHHUPOBAHHBIM paKOM TOJICTOM KHIIKH HE TOJILKO
OTIP €/1EITTUJIO IP OTHOCTUYECKOE 3HAUEHNE JaHHBIX MOJIEKYJISPHBIX TP €IUKTOPOB, HO U
ABJISIETCS pErIaMEHTUP OBaHHBIM CTaHAAPTOM MPU Ha3zHAYEHUHW TapTeTHOH Teparluu.
ABTOPOM HE TOJIBKO HM3Y4YEHBI YAaCTOTHBIE Pa3JIUYUs WU OCHOBAHHBIC Ha TEHOTHIIC
(GeHoTHUTIIMUECKHE pa3TUYUS OITyXOJeil TOJICTON KHIITKH, HO MOAP 00HO U KOMITJIEKCHO
TIp €/ICTaBJIEH ITATOreHETUYECKUIA AHAIIN3 BBISIBJICHHBIX HAPYIIICHUH ¥ 3aKOHOMEPHO CTH
PEHOTUIIMYECKUX OTAMYUN KOJOPEKTAILHOIO paka pa3IM4HOW JIOKaJWu3aluu.
J{OCTOBEP HOCTE P €3yIbTATOB U ITP OTHOCTHYECKUH BKJIA T HE TOJBKO MOJICKYJIAPHBIX, HO
U KIIMHUYECKUX Map KEPOB JOCTUTHY ThI BBITIOJITHEHHEM MHOT0()aKTOPHOTO aHan3a, YTO
HarJIAAHO JEMOHCTPUPYET 3HAuYUMOCTh OTAEIBHOTO Mpeaukropa. Ecnu s
JIeKap CTBEHHOHW TapreTHOW IPOTUBOOIYXOJIEBOM Tepamnuu BuimoiaHeHue RAS/BRAF-
TECTUPOBAHUA — OOJUraTHOE [HAarHOCTHMYECKOE HCCIEAOBaHUE, TO W3y4YCHHUE

MaTOJOTHYCCKOH RAS-aKTMBALMM M JAPYTHX TCHETUYECKMX HApPYIICHAN B Ka4CCTBC



3

MOTEHIMAJIEHOr0 MapKepa I ONpPEAENHEHUS TAaKTUKM KOMIUIEKCHOTO JICUYEHHUS C
BKJTFOUEHUEM XHUP YPTUYECKOT0 3Tana y O0JIbHBIX TUCCEMUHHP OBAHHBIM PaKOM TOJICTO 1
KUIIKK SBJISAETCA ITPEAMETOM U3y4Y€eHHUs. ABTOpOM BIlepBbIe B Poccuu npeacraBiieHb
pe3ynbTaThl 10 oueHke BIusHUS KRAS/BRAF-reHoTHIA, 1MPOIEMOHCTPUp OBABIINE
J0CTOBEP HO JTyYIIME I0OKA3aTENHU BBDKMBAEMOCTH O€3 P OrpeCcCUPOBaHUSA Y OOIBHBIX C
XHUPYPTrUYECKUM BMEIIATENLCTBOM B 00beME MOJHON LUTOPENYKIHUH U OTCYTCTBHEM
aktusupyroumx RAS/BRAF-MyTauui.

B rpynme OOJNBHBIX HACIEACTBEHHBIM PaKOM TOJICTOM KHIIKM ITallMEHTHI
3aKOHOMEPHO CTp aTU(OHULIMPOBAHBI B 1BE UCCIIEN0BATENbCKHE TP YL MOJTUIIO3HOTO U
HETIOJIMIIO3HOTO BapHMAaHTOB KOJOPEKTaJIbHOTO paka, YTO, KaK OTMEUEHO U CaMHM
aBTOPOM SBJISETCS HAa CErONHAIIHMN IEHb YCIIOBHBIM AeleHHeM. B o0eux rpyrmmax
BeInosiHeHo JIHK-reHoTHNMpOBaHME C IPUMEHEHUEM B T.4. COBPEMEHHBIX METOJMK,
TaKUX KaK CEKBEHUP OBaHHE HOBOI'O TOKOJICHHUsSI. ABTOPOM BriepBbIe B Poccun onenena
TOYHOCTh KITMHMYECKUX KPHUTEPHUEB M MOKa3aHa AMAarHOCTHYECKas 3HaUMMOCTh MSI-
TECTUPOBAaHUsl NPH CKpHHUHTE cuHApoma JInaua. TloapoOHBIM aHa W3 KIMHHKO -
AHAMHECTUYECKMX JAHHBIX C TOCIEAYIOIIUM (HEHO-TEHOTUITMYECKUM CpaBHEHUEM
IO3BOJIWII CAENIaTb 3aKOHOMEPHBIE BBIBOABI O Pa3IHYHUAX B KIMHHYECKOM TEUCHHH,
Ip OTHO3€ ¥ MOCIEAYIOIIEM HaOIIOIEHUH OOTBHBIX C CHHIAP OMOM JIMHYA B 3aBUCHMOCTH
OT MATOJIOTHYECKOrO TeHOTHNa. Bamumauus meroga BBICOKOTIP OW3BOIMTEIBHOTO
CEKBEHHPOBAHMSA CTAHAAPTHBIMM METOAWMKAMU W TpeacTaBieHHas >(PPEKTUBHOCTD
pa3paboTaHHOM TapreTHOM MaHEIM TOATBEPIKIAAIOT BHICOKYIO IHATHOCTHYECKYTO
3Ha4UMOCTh NGS-Meroa, 0cOOEHHO y OONBHBIX ¢ (PEHOTUTMYECKUM TIEp EKP ECTOM U
HEBO3MOXHOCTBK) OJHO3HAYHON IMOCTAHOBKM TEHETHYECKOT'O JUAarHO3a Ha TEePBOM
Tale.

Hayuynas w® nmpakTudeckas 3HAa4YMMOCTh  JTHUCCEPTALMOHHOW  pabOTHI
CeMbAHMXUHOW AJEKCaHIpbl BraIuMupoBHBI 3aKIIFOUAETCS, B TIEPBYIO O4Yepelb, B
KOMIUIEKCHOCTH  NPEACTABJICHHOTO  HUCCIEAOBAaHUS, B KOTOPOM Hapsaay ¢
(GynnaMeHTanbHBIMH  HAaY4YHO-apTyMEHTHPOBAaHHBIMH  BBIBOJAMH TP EACTaBJICHBI
KIMHUYECKM O0OOCHOBAHHBIE peKoMeHJauuu. HenocpencTBeHHbIE pe3yNbTaThI

MOJIEKYJISIP HO-TEHETUICCKOW JIHAarHOCTUKH, HECMOTPA Ha OOJIMTaTHBIC BBIOPaHHbBIC
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MOJIEKYJISIpHBIE MapKephl U1l TECTUPOBAaHMS, KaK B IPYIIE CIOPaAHIECKOTO, TaK U
HACJIEICTBEHHOTO paka, P eICTaBIIEHbl HE N30JIMP OBAHHO, a 3aKOHOMEPHO, C YYETOM
JPYTHX MOJIEKYIAPHBIX HAPYILIEHUIA U MHTETP U OBAHBI C aHAMHECTHYECKUMU, KITHHHKO-
MOp PoJIOTUUECKUMHU  JIaHHBIMU. Tak, CaMEBIM TIPOTHOCTHYECKH HEeDIarorpUsaTHLEIM
MOJIEKYIISIpHBIM I10 ATUIIOM IE€HEP ATM30BAHHOTO P aKa TOJICTOM KUIITKK BbICTYIIUI BRAF-
ACCOLIMMPOBAHHBIM KOJIOPEKTadbHBIH paK CO CTaOWIBHOW CHCTEMOH pernapaluu
HElpaBWJIbHO  crnapeHHbIx  ocHoBanuid  JIHK.  BeicTynuB — He3aBUCUMbIMU
IPOrHOCTHYECKUMHU (akTopamMu, U RAS/BRAF-craTyc, U XUpypTrHUECKOE JIeUCHHE B
oObemMe MOTHOM UMTOpENYKUMH, NMPOIAEMOHCTPUPOBAM HAWIYYIIHE TOKa3aTeTu
BBDKMBAEMOCTH 0€3 MpOrpeccUpOBaHUS B TPYIIE OOIBHBIX C « IMKMM THIIOM» RAS-
MYTaLUi U BO3MOXHOCTBIO «yCIIOBHO» PaIUKaAJILHOTO ONIEPaTUBHOTO BMEIIATEbCTBA.,
IIpencraBieHHBIE pe3ynabTAThI 110 BAUSHUIO MOJEKYJISAPHBIX MapKEpPOB Ha TeUcHUE
3a0051eBaHUA y OOJIBHBIX B TOXXE BPEMsI BBEICTYNAIOT M EAUKTOPaMH YPPEKTUBHOCTH
TapreTHOW U UMMYHOTEp alliH, UYTO UMEET BasKHOE TP UKJTaJHOE 3HAYCHUE.

Hecmotpst Ha peakocTs ophaHHOM OHKOTOTHYECKOM HaCAeACTBEHHOM [TaTOJIOMHUH
TOJICTOM KHILKH, aBTOPY YAAlIOCh IIPEACTABUTh KOMIUIEKCHBIN T'eHO -(heHOTUITHYCCKUI
aHanu3 OONBHBIX C CHHAPpOMOM JIMHYa C yYeTOM BaXHBIX OHATHOCTHYECKUX
OMYyXOJIEBBIX ~ MapKepoB B TOM 4ucie. OCHOBaHHbIE Ha JaHHBIX pe3ylbTaTax
NpaKTUYECKHEe PEKOMEHIAlMM HallpaBJIEHBl Ha TOBBIIIEHHE KayecTBa OKa3aHHS

MEJIUNKO-TEHETUYECKOU MTOMOIIHU OOJIBLHBIM U UX POACTBEHHHUKAM.

Cosep:xaHue AUCCEPTALINU

HuccepranmonHast paboTa mpeacTaBieHa Ha 232 cTpaHUIAX MAITHHOTIMCHOTO
TEKCTa U COCTOMUT U3 BBeIEHUs, 4 riaB (0030p JaUTEpaTyphbl, MaTepHUaibl U METOIbI
UCCIIEIOBAHMS, P €3yJIBTAThl UCCIEN0BaHMs, 00CYKICHHE P €3YJIbTATOB UCCIICTOBAHUS ),
3aKJIFOYEHUsS, BBIBOJOB, CIIMCKAa COKpPAIEHWH W CIHUCKa JIUTEpaTyphl, KOTOPBIH
BKIroYaeT 303 UCTOYHMKA, B T.4. 5 OTEUECTBEHHBIX U 298 3apyOexHbIX. Tekcr
AMCCep TallMi WITFOCTp UpoBal 60 TabiuuaMu U 53 pucyHKaMu.

Bo BBemeHuu aBTOpOM mpeacTaBieHa aKTyaJbHOCTh  HCCIACHOBAHUS,

C(bOp MYJIMPOBAHBI LCJIb M 3d/1a11 UCCIICIOBAHUL.



5

B rinase «O630p nuTepaTyphl» aBTOPOM MOAPOOHO OCBEUICH BOTIP OC TEKY LIET0
COCTOSIHUSL U3YYEHUs TP OOIEMBI MOJIEKYJIIPHOM MPUPOABI KOJIOPEKTAILHOTO paka,
11p 0GHIMPOBAHHS OITY X OJIEBOTO TEHOMA M OCHOBAHHOM Ha €r0 JaHHBIX MOJIEKY ITPHO I
KIACCUQUKALMY € TPUKITAJHBIM KIHHUUYECKUM 3HAYEHHEeM JHATHOCTHUPYEMBIX
HapyweHuid. B noarnase, NOCBAIEHHON HacleACTBEHHbIM (OpMaM paka TOJICTOM
KUILIKH, aBTOP OM IIOAPOOHO Ip €ACTaBIeHa HHGOP MALIHS O CHHAP OMaIbHO [TATO JIOT UH
KOJIOPEKTAaJIbHOr0 paKa ¢ akUeHTOM Ha cuHAp oM JInHYa U ceMelHbIA aqeHOMaTO3HbIN
MIOJIUII03, KaK CaMbIX YacCThIX HACJIEACTBEHHBIX BapHAHTOB, a TAaKXKe OITHCAHBI
BO3MOKHOCTH COBPEMEHHBIX METOAUK MOJEKYIIIPHO-TeHETHUECKOTO TECTHUp OBAHHUS.
IIpencraBnennelli aHaau3, B IOIABIAIONIEM OOJBIIUHCTBE CIy4aeB OTMMpAaeTcs Ha
JaHHBIX 3apyOEXHBIX aBTOPOB, UYTO YKAa3bIBACT Ha HEZOCTATOUHYI) OCBEIIEHHOCTh
JaHHOM TNpOOIEMBl OTEYECTBEHHBIMHU HCCIEIOBATEASIMU, OCOOEHHO, YTO Kacaercs,
HACIEACTBEHHOT O KOJIOPEKTATBHOTO p aKa.

B «Marepuanax © Merogax  HMCCICIOBAHWA»  JACTAIbHO  OTMCAHEI
UCCIIEN0BATENBCKUE TPyNIbl. Beero B uccinenoBaHue BKITOUEHBI 365 mammeHToB. B
IIEpBYIO IPYIMIly BKIOYEHBI 140 O60nbHBIX reHepanu3oBaHHbIM PTK nns usyucHus
COMAaTHYECKOro NMpOoGUIs OMyXOaH (MOMCK COMAaTHYECKMX MYTalui B reHax KRAS,
NRAS, BRAF v oueHka craTyca MHKPOCATETTHTHOW HeCTaGHIIBHOCTH B 00pasmuax
OmyXoJeBo# TkaHu). Bropas rpymna oObenununa 143 maumeHta ¢ GopMaibHO-
TCHETHYECKUM JHarHO30M HACJIEACTBEHHOI O paKa TOJICTOM KHUIIIKH B COCTaBe CHHIpOoMa
JIvH4Ya UM ceMEWHOTO aJleHOMAaTO3HOTO TOJIWI03a, B KOTOP O BuImoHsIocs JJHK-
TCHOTUITMP OBAHME HA TPEAMET HAJIIMUUS TE€pMHUHAIBbHBIX MyTauui B reHax MLHI,
MSH2wn APC. Takxe chopMHUp OBaHA KOHTP OJbHAS TP yTITa OOJTBHBIX CTIOPaAHUYECKOTO
KOJIOPEKTAJIBHOIO pakKa.

B Martepuamax HccienoBaHHS MOAPOOHO OIMHCAHBI MOJICKYJISIp HbIE METOIUKH
UCCIIE0BAHUS, COOTBETCTBYOIIUE PETJIAMEHTY TP OBEACHUS JIAaHHBIX WUCITBITAHUN, BCE
BBIABJIEHHBIE TEHOTUIIMYECKOE M3MEHEHHUs, B T.4. ¢ mnpumMmeHeHueM NGS,
BEP UPHULIMP OBAHBI C TP UMEHEHHEM CEKBEHUP OBaHMs 1o CaHTepy.

JUIs MOJIy4eHHUsT TOCTOBEPHBIX PE3yJbTaTOB MCCAEIOBAHUS B aHAJTUTHYECKOMN

4acTH PadoThI [P UMEHAIIUCH METO/IbI CTATUCTUYECKOM 00 a0O0TKM C MCITOTb30BAHUEM
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KoMIblOTepHBEIX mporpaMMm Excel m IBM SPSS Statistics. BrpkuBaemocts 0€3
NPOrPECCUPOBAHNSA B TPYIIE CIOPaAUYECKOTO paka TOJICTOW KHIIKK, oOuias
BBKMBAEMOCTb U OITyX0JIb-ClIelIM(prdecKasi BEBHKMBAEMOCTD B I'P YIITIE HACICACTBEHHOTO
paka oOmpeleNeHsl MEepBUYHBIMU KOHEUHBIMM Toukamu. Jlnsg omnpemeneHus
HE3aBUCUMOTO BJIMSHUS IPEAUKTOPOB Ha MCXoA 3abojieBaHMs B TPYIIE
I'eHEp aJTU30BAaHHOI O p aKa TOJICTOM KUILKH BBITIOTHEH MHOTOGMaKTOpHBINA aHanu3. s
00JbHBIX CUHAPOMOM JIMHYa TaKkXKe OlIeHEeHa JMarHoCTHYeCckasi TOYHOCTD KIIMHUY €CKUX
KputepueB 0toopa 11t MMR-renotunupoBaHusl.

B rnaBe «Pe3ynbTaThl COOCTBEHHOTO WUCCIEOOBAHHUS» aBTOPOM IOAPOOHO
npencraBiaensl pe3ynabTratsl JIHK-tectupoBanus B o6eux rpynmax. BreimonHen
CpaBHUTEJIBHBIN aHAJIN3 KIIMHUKO-MOP(OJIOTHYECKUX XapAKTEPUCTHK KOJIOPEKTATBHOTO
paka B 3aBHUCUMOCTH OT reHotuna. [locne BIMOTHEHUS OJHO- ¥ MHOTO()AaKTOPHOTO
aHajgu3a TOJYy4YEHbl pe3yibTaTbl, OMNPEACTUBIINEG HE3aBUCHUMBIX TP CAUKTOP OB
MporpeccupoBaHus 3a0oneBaHUs y OoNbHBIX. Tak, HE3aBUCHMBIMH (HaKTOpaMH
NPOTrHO3a,  ONPEAETSIOIMHUMHA  JOCTOBEPHO  XYANIYI0  BBDKHBAEMOCThL  0e3
IIp OrPECCUPOBAHUS, BBICTY WM NTaToJ0oTUYecKUd KRAS- 1 BRAF-TeHOTUTIBI, a TAKXKe
BBICOKHH YpPOBEHb MHUKPOCATEIUIMTHOM HECTaOMIBHOCTH, CpEAM KIMHHYCCKUX
(akTOpOB XHPYpPTHYECKOE JIEUEHHE B O0OBEME MOJTHOMN IIUTOP €AYKIIUHA CTATHCTHYECKU
3HaUMMO ONpeAenuno Oosiee ONarompUATHBIM WCXOJd, TPU 3TOM MaKCHUMallbHBIN
MOJOXKUTENBHBIH  3(D(EKT NOCTUTHYT y MalHUEHTOB ¢ OTCYTCTBHEM aKTHBUP VIOUIMX
COMaTUYECKUX MyTalui B reHax RAS/BRAF .

B rpymme OOJBHBIX HACIEACTBEHHBIMHU (OpMaMH Ha OCHOBAHWUHM JIaHHBIX
TEHOTUITUPOBAHUS  BBIMIOJNIHEH (EHO-TEHOTHUNMYECKUH CpaBHUTEIBHBIA  aHAJIW3,
npencTaBieHbl KIMHUKO-MOP (OI0TMYECKME XapaKTep UCTUKU OO0JIbHBIX CUHIAPOMOM
JIuHYa ¥ TONHIIO3HBIM KOJOPEKTaIbHBIM pakoM. llogpoOHO w3ydYcHHBIE
AHAMHECTHYECKHUE JTaHHBIE MO3BOJMIN OIEHUTh TOYHOCTh KIMHHUECKUX KPHUTEPHECB
oTOopa OOJBHBIX IJIs TEHOTHIMPOBAHUSA NpU cuHApome Jlunua. DeHOTUNHMYECKAs
TeTep OreHHOCTh OTIp €ACNHIAa Pa3HUIy B KIWHUYECKUX MOAXOAaX MPH HAOIHOICHUU
0oapHBIX cuHIpoMoM JluHua. BriepBrie B Poccuu onieHeHa BEIXKUBAEMOCTh OOJIBHBIX

crHIpoMoM JIMHYa B 3aBUCMMOCTH OT T'€HOTHIIA, [IPUA ITOM TI0Ka3aHo, 4to MLHI-
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aCCOLMUp OBaHHBIX P aK TOJICTOM KUIIKK Xap akTepu3yercs 6osiee Xy AMIUM NP OTHO30M
3a0071eBaHMS.

OtnenbHOM mOArIaBoW mpeacraBieHsl pesynbTaThl JIHK-tectnpoBanms ¢
NPUMEHEHHEM METOJa BBICOKOTIPOU3BOJMUTEIILHOTO CEKBEHUPOBAHUS HAa OCHORBE
pa3paboTaHHOM TapreTHOH maHenu reHoB. [lokasaHa BbICOKAass HH(POPMATUBHOCTbL U
TOYHOCTh INAaHHOW METONUKH, a Takke €€ 3(h(dEeKTHBHOCTb, 0COOEHHO B CIIOXKHBIX
JIMarHOCTUYECKUX CTy4asiX.

B rnaBe «OOcyxaeHHe pe3yibTaTOB HCCICAOBAHHS» aBTOPOM IPOBEIACHO
NoApOOHOE CpaBHEHHE COOCTBEHHBIX PE3yNbTATOB C HaHHBIMH MEKAYHAapOIHBIX U
OTEYECTBEHHBIX MCCIENOBAaHUN. ApPTYMEHTHUPOBAH KaXKIBIH 9Tall BBINOJHEHUS
OUCCEPTAMOHHOM  paloThl, BBIOOP MOJEKYISIPHBIX MapKepoB U  METOI0B
UCCIEN0BaHUA, KIIMHUYECKUX AP aMETPOB, CTATUCTUUYECKOTO aHAJIH3a.

B 3axmtoueHnn aBTOpoM 000011IEHbI p €3yIbTaThl UCCIEI0BAHUS, THHOPMATUBHO
Ip €ICTaBJI€Ha aHHOTAIUS TUCCEP TALIMOHHOU p abOTHI.

B «BriBogax» quccepTanuu, CIIe1yOMUX U3 TOJTYYEHHBIX P €3YJIbTaTOB, aBTOPOM
copMynIHpOBaHBl OCHOBHBIE HAay4YHBIE TOJIOKCHUS pPabOThI, COOTBETCTBYIOIIHUE
BLINIOJIHEHHOM LENM W 3aZadyaM MCClIefoBaHUs. B 3aBeplIeHUM OUCCEpTALMH IaHbBI
IIp aKTUYECCKHE PEKOMEHIAIINH, 3aKITI0Yaronye B cede Mp UKIagHoe 3HaUCHHE p a0 OTHl U
MOCTYJIUPYIOIIME 3HAYUMOCTh  (HOPMHUPOBAHUS  MPOTHOCTMYECKUX TpyMm |
MOAU(pHKALMY JTedeHUs] U HaOMI0eHHUs B 3aBUCHMOCTH OT MOJIEKYJIAPHOTO MMOATHIIA
KaK B IpyIIIE ClIOp alMYECKOTO, TaK U HACJIEACTBEHHOTO KOJIOPEKTAJILHOTO paKa.

OcHoBHblE TTON0XEHUA paboTel npencrasiensl Ha I u III Bceepoccuiickux
KOH(MEPEHIMAX 110 MOJIEKYJISIpHON OHKOJIOTHMH, Ha | MexIyHapoJHOM KOHIpecce
«Penkue omyxonu» u 53 -t MmexxnyHap onHol koHdpep eHuun Human Genetics ESHG B
I'érebopre (IlsBeuns). ITo Teme auccepTaumu OmyONMKOBAHO 5 TeyaTHBIX paboT B
Hay4HbIX U3JAHUSX, peKOMeH10BaHHbIX Itep euHeM BAK npu Muno6puayku Poccun.

ABTOpedepar MmO CyTH U COINCPXKAHUI IMOJHOCTBIO  COOTBETCTBYET

AUccep TALTMOHHOW paboTe, THPOPMATHBHO MIITIOCTPHUPOBAH.
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3aK/JII04YCHUE

Huccepraumonnas padora CeMmbsHuxuHOW A.B. « MomnekynspHO-TeHeTHuecKas
AWArHOCTHKA TMPW HACIEACTBEHHOM M CIIOPaJUYECKOM KOJOPEKTAILHOM pakKey,
NpE/CTaBIIeHHass Ha COWCKAaHWE YUYEHOM CTENeHM KaHAWAAaTa MEIUIMHCKHUX HayK,
SIBJISICTCSl 3aKOHYEHHOM, CAMOCTOATENbHOW Hay4yHO-KBaIU(PUKAUMOHHONW paboTOH,
pelIarolel BaXkHble U aKTyaJIbHbIE 3aJa4l KIIMHUYECKOH F€HETUKH U OHKOJIOTHH.

HuccepTalys cOOTBETCTBYET BceM TpeOoBaHuAM «I1010KeHUS O NPUCYKIEHUH
YYCHBIX CTEIleHEN», YTBepkaeHHOro IlocranoBnenuem IlpaBurtenbcrBa Poccuiickoii
®enepauun  Ne842 ot 24 centsiOps 2013 r. (B pemakuuMd IOCTAHOBIIEHUH
IIpaBurenscra Poccuiickoit @enepaunn or21 anpens 2016 . Ne 335, o1 02 aBrycra
2016 r. Ne 748, ot 29 Mas 2017 r. Ne 650, ot 28 aBrycra 2017 r. Ne 1024 u ot 01
okTAOps 2018 1. Ne 1168), mpenpABIseMBbIM K AUCCEP TALIMAM HA COMCKAHUE YUIEHOM
CTETMCHU KaHAUIaTa HAayK, a €€ aBTOp 3aCly’>KHUBAET MPUCYXIACHUS YUEHOMW CTEeHU
KaHAWIaTa MEIUIMHCKUX HaYK 10 cieruaibHOCTIM 14.01.12 — Owukonorus n 03.02.07

— ['eneruka.

3aBeqyOMUK OTACIEHHEM a0 10 MUHATEHON OHKOJI0r MK Ne2
OI'bY «HMUNL onkonorun» Munznpasa Poccun,

np odeccop, TOKTOp METUIIMHCKUX HAyK /
(14.01.12 - Onkonorus) A 1O.A.TeBopksH

[}

[Toamuce mpod., 1.M.H. FeBong;Ha}O.A. 3aBepSI0. ALY LA

VueHblil cexperapb
OI'bY «HMMHL] oukomOoTHIY,

JOKTOp OHOJIOrMYECKUX HAYK, TOUEHT E.A. JIxenkoBa

denepanbHOE  TOCYIAapCTBCHHOE OOJDKETHOE — yupexaeHme «HarmoHanbHbIH
MEAUIMHCKHUM UCCIIEN0BATEIbCKUN LEHTP OHKOJIOTHI» Munucrepcra
31paBooxpanenus Poccuiickoit @enep aunu

344037, r. PoctoB-Ha-JloHy, yi. 14-nunus, 63;

Ten.: 8(863)3000-200,106.422;

e-mail: rnioi@list.ru



