OT3bIB Ha aBTOpedepar

KaH[u1aTa MCUIMHCKHX HayK, I0LIEHTa, 3aBEyIOLIEr0 CTaAl[MOHAPOM
KpatkoBpemeHHoro JeyeHus PI'bY « HMULL II'OU um. Imurpust Porayesay
Munsjipasa Pocenn [Tmonkuna Anexces Bajgumosuua na asropedepar JlaccepTanum
Teneworoit Maprapurel BUKTOPOBHBI Ha COMCKaHME YYEHOI CTENEHN KAHIHIaTa
ME/IMIMHCKHX HAYK 110 crienuaibHocTaM 3.1.6 — Onkostorus, yuesas tepamus u 3.1.21 —
[le/marpus 1o Teme: «DKCTpaKpaHUAIbHEIE 310KAYECTBEHHBIC PAGIOM/HBIE OITYXOJH Y

JIeTer».

Huccepranonnas paGora TenemoBoit Maprapursl BUKTOPOBHEI [OCBSIIEHA

KpaifHe aKTyalbHOH W HEJOCTATOYHO H3Yy4YeHHOU IpobiemMe IKCTPAKPAHUAIBHBIM
3II0Ka4€CTBEHHEIM pablioniHbIM oryXoiisim (33P0) y sereil. DTu pe/ikue, HO arpecCHBHBIE
HOBOOOpa30BaHUs XapaKTePU3YIOTCs HEOIAroNpUATHBIM KIMHUYECKHM TEueHueM |
BBICOKOH ~CKIIOHHOCTBIO K METacTasMpoBaHmio. Ha (oHe OrpaHMYeHHOro umcia
HCCJIC/I0BAHIHN B OTCYECTBEHHON IMTEPATYPE U OTCY TCTBHUS YHUMHIMPOBAHHEIX [101X0/I0B
K JICUCHHMIO, TpoBeiEHHas pabora uMeeT O€3yCIOBHYIO HAy4YHYIO M IPAKTHYECKYIO
3HAYUMOCTh.

ABTOPOM C(HOPMYJIMPOBAHBI U YCIICIIHO PEUICHE! KIIOUEBBIE HCCICH0BATELCKUE
3a/[auu: U3y4eHsl KIMHUKO-Mopoiornyeckue ocodbenroctr 33P0, npoanaiusupoBaHbl
MOJIEKY ISPHO-TeHeTUYEeCKIEe Hapyenus B reHaX SMARCBI u SMARCA4, BuIsBIEHBI UX
B3aMMOCBA3H C KIMHMYCCKUM TeueHHeM 3a00/1eBaHus M OTBETOM Ha Tepanuio. [Iposeiena
OleHKa 5 PEKTHBHOCTH CXeM XMMHOTEPAIIMU H METOI0B JIOKAJILHOTO KOHTPOIIS, BKIIOYas
aereit nepsoro rojga kuszHu. CyIIECTBEHHBIM SBJSICTCS AKIEGHT HA  BLIABJICHHE
[ECHETUYCCKUX  CHHJIPOMOB  IPE/IPACIIONIOKEHHOCTH, YTO AEMOHCTPUPYET BLICOKHIH
YPOBEHb I1yOMHBI HCCIIC/IOBAHMS.

OcoGoe BHUMaHME 3aciy’KMBAaeT HAyYHAas HOBU3HA PabOTHI: aBTOpP BIEPBBIC B
Pocenu cospana perncrp nanuentos ¢ 93P0, 4T0 1103BOIMIO TIPOBECTH POCIIEKTHBHBIH
BCBCTOIJOHI—IHI:I aHaJIu3 K/IMHHUYECKHUX M MOJICKYJIAPHO-IEHETHUYECKHX XapaKTEepHUCTHK
oryxoiieil. Briepsbie B pOCCHICKONH IOIYJISIIIMH IIPOBE/EH KOMIUIEKCHBIH aHAIu3
FCPMHMHAIIBHBIX MYTALMH M MX YACTOTHI, @ TAKIKE MPOJICMOHCTPHUpPOBaHa 6e30IacHOCTh U
SQ(EKTUBHOCT, MHTCHCHUBHBIX PEKUMOB XMMHMOTEPAllMM, BKIIOYAsS — MJIa/ICHICB.

3HaYUMBIM SIBJIACTCS BBIJEJIECHHE TIPOTHOCTHYECKH 3HAYMMBIX (DAKTOPOB, KOTOpbIE



103BOJIMIIN CHOPMUPOBATE IPYIIIBI CTAHAAPTHOIO M BLICOKOIO PHCKA, YTO CHOCOOCTBYET

LIEPCOHAIM3AIINH TEPATICBTHYCCKHX IT0/IXO/10B.

[TpakTrueckas 3HaYMMOCTh paboTsI I0/ITBEPIKIaeTCs BHE/IpEHUEM
JMarHOCTHYECKOI'0 alrOpUTMa, BKIIOYAIOUIEro 00S3aTEIbHYI0 HUMMYHOTHCTOXUMUIO
(oxcnpeccust INII/SMARCBI1) u coBpeMeHHBIE MOJIEKYJISPHO-IeHETHUYECKHE METO1bI
(NGS, MLPA, FISH, ceksenupoBanue 1o Courepy). IIpemiokeHHBIN e4eOHbIH
IPOTOKOJ, OCHOBAHHEIA Ha J1030-KOMIIPECCHOHHONH XUMMOTEpAIMU, XHUPYpPruuecKoM
BMEILATEILCTBE M JIYY4EBOH Tepanuu, olecrieyuBaer yaydlieHue S-jerHeil obmell u
OeccoOLITHIHON  BBIKMBAEMOCTH. BaKHO OTMETHTH, 4YTO OE€30NACHOCTEL JICICHUSA
HOJTBEPIK/IEHA OTCYTCTBUEM TOKCHUYECKHX JIETalIbHBIX HCXOJOB JaKe y IAIlUEHTOB
[IEPBOI'O 1'0J14 KU3HH.

Meroto/iorndeckn padora 1OCTpoeHa Ha BBICOKOM YPOBHE, ¢ MCIOIL30BAHHEM
COBPEMEHHBIX  KIIMHUYECKUX, J1a00OpaTOpHBIX W CTATHCTHYECKMX  I10JIXOJIOB.
HMccnenosanue 6asupyercs Ha ganuslx @I'BY «HMUIL JINOU um. Imutpus Porauesay,
YTO TapaHTUPYET JIOCTOBEPHOCTH U 0OOCHOBAHHOCTH MOJIYUEHHBIX PE3YJILTAaTOB. AHAJIN3
KJIMHUYECKHX JIAHHBIX, CTPATH(UKAIMs allMEHTOB 110 JIOKATU3aIlMKA U BO3PACTY, a TAKIKE
COIIOCTABJIEHUE C MEXK/Ty HAPOIHBIMU UCTOUHUKAMH NPHJIAIOT BBIBOJAM BBICOKYIO CTEIICHb
BaJIU/THOCTH.

ABTopedepar 4€TKO OTpakaeT OCHOBHBIC ITOJIOKEHHs auccepraiiu. [IpuBeieHsl
JIAHHBIE O [PCUMYIIECTBEHHOM ITOPAKEHUM MITKOTKAHHBIX CTPYKTYP, BEICOKOH 4acToTe
METacTa30B BHE 3aBHCUMOCTH OT NEPBUYHOH JOKaIM3alMU U 3HAYMTEIILHOM IIPOIEHTE
IepMUHAJIBHBIX MyTaluid B rene SMARCBI. KoMIUIeKCHBIH TepareBTHIECKU 110/1X0]1
IO3BOJIMIL JIOCTUYB S-JIeTHEH BblKMBaeMocTH Ha ypoBHE 30%, ¢ 0cO0EHHO BHIPaKECHHBIM
dGheKToM NpH  pajUKAILHOM JIOKAIBHOM KOHTposie. lloguépkuBaercsi BbICOKas
IEPEHOCHMOCTD TE€palMK JIaKe Y CAMBIX MJIaJIIINX MAlHEHTOB.

Pabotra Tenemonoit Maprapurs! BUKTOpOBHBI OXBATHIBACT TOJIHBIHN [IMK/I HAYYHOI'O
MCCJIE/I0BaHU — OT cOOpa KIMHMYECKOro Marepuaga W J1abopaTOpHBIX aHAIM30B 10
BHCAPCHIM PE3YJILTATOB B KIMHHYCCKYIO IPpaKTHKY . ,HaHHbIe HCCIICAOBAHMA ObLIN
IPE/ICTABICHBl HA ABTOPUTETHBIX KOH(pEPEeHUMsIX W OIyOJIMKOBAHBI B IPO(GHMILHBIX
M3JaHUAX, YTO 1O/ITBEPIHK/IAaeT UX HAYUHYIO 3HAUMMOCTb.

B zaxmouenue, quccepranud Tenemosoit Mapraputsl BUKTOPOBHBI IpejcTaBiser

co0oit 3aBepmEHHYI0 HAYYHO-TIPAKTHYECKYIO paboTy, BHIIOJHEHHYO Ha BBICOKOM YPOBHE



M COOTBETCTBYIOIIYIO KPUTEPUAM, NPEABABISACMBIM K KAHIHIATCKUM JIUCCEPTALAAM
coryiacHo 11. 9 [Tonorxenus o nopsaaKe Mpucyx/ienus yueusix crenereil (IloctanopieHue
IIpaBurenscrea PO Ne 842 or 24.09.2013 r., co Bcemu MOCJICAYOUMIMMUA U3MEHEHHAMU U
JOLOJIHCHUAMY).  ABTOP 34CIly’KMBACT HPUCYIKIACHHsS YUEHON CTEHEHH KaHuMjaTa
MC/IMIMHCKHUX HAYK 110 cenHanbHocTaM 3.1.6 — Onkounorust, iyuesas tepanus u 3.1.21 —

llenuarpus.

3aBejyouuii cralimoHapoM
KPaTKOBPEMCHHOI'O JICUEHHSA
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117198, r. Mocksa, yi1. Camopsl Marena, 1.1
Ten.: +7 (495) 287-6570

E-mail: info@dgoi.ru
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