OT3bIB
Ha aBTopedepar guccepraioHHol pabotel Hemcrgepuse Hagexxabr HogapreBHbI
«BnusHue KIMHUYeCKUX U OMoornyeckrx (hakTopoB Ha MPOTrHO3 TMM(OMBI U3 K/IETOK
MaHTHW», NIPe/ICTaB/IeHHOM Ha COMCKaHHe YYeHOM CTeleHH KaHJ1aTa MeJULIMHCKUX HayK 10
cnenuanbHOCTAM 3.1.28 — emarosiorus v nepesiMBaHde Kpoey, 3.3.8 — KiHuueckast

naﬁopaTopHaﬂ JUarHoCTHKaA

Jlum¢poma n3 Knetok ManTuH (JIKM) MOXKeT IIPOTeKaTh KaK UHJOJIETHO (B 9THUX C/Iyuyasx
TIPE/INIOUTHTE/IBHON TAaKTUKOM AB/IseTCsl «Habmogal 1 JKAKW») TaK M arpecCUBHO, UTO, HA060POT,
TpeOyeT CBOeBpeMEeHHOM TepareBTHUeCKOW WHTepPBEeHIMH. OTU 0CoOeHHOCTH 3aboreBaHUs
JVKTYIOT HeoOXOAUMOCTb pPa3paboTKu 3(HEKTUBHBIX METOJ0B MOJIEKY/ISIPHOM JAMArHOCTHKU M
crparupukaiyy nauuestos JIKM Ha rpymms! prcka. Orpe/iesieHre (pakTopoB BEICOKOTO PUCKa Ha
JTare yCTaHOBJIEHWsl [JUarHo3a BayKHO [/Is1 BbIOOpa TepareBTHUeCKHX MOX0J0B M ITOBbIIIEHUsS
KaueCTBa YXM3HM IMalMeHTOB. B CBA3M C 3THUM, aKTyaJbHOCTb JUCCEPTALIMOHHOIO HCC/IeI0BAHKUs
Hemcusepuaze Hagexxaer Hopapuesns! « BimsiHue kimHuueckux 1 6uosoruueckux Gpakropos Ha
MPOrHO3 TMM(OMBI U3 KJIETOK MAaHTHW» HE BbI3bIBA€T COMHEHHS.

B xone paboThI BBITIO/IHEH JleTa/lbHbIA aHaIW3 XPOMOCOMHBIX abepparjuii ipu JIKM. 89
nalyeHTamM ¢ BepudULMpOBaHHBIM JuarHo3oM B III-IV craguu IIPOBEJEHO KOMILIEKCHOE
obcejoBaHie C IPUMEHEHHeM I[UTOreHeTHYeCKOro HCC/IE[I0BAHUSA M (MIyOpeCl|eHTHOM
rubpuausalyy in situ. IIpecTaBieHsl JaHHbIE O HETaTMBHOM B/IMsHMY abeppauuii TP53, MYC u
KOMIUIEKCHOTO KapyOTHIIa Ha TeueHue 3abosiepaHusi. Takke orpejiesieHa posib arpecCHBHOIO
noarumna JIKM, ropakeHus LieHTPa/IbHON HePBHOH CUCTeMBI, paHHeH nporpeccuu 3abosieBaHus U
BBICOKOr0 puicka Mo 1kaaze MIPIc B yXyjuieHuWd T[okasaTrefned BbDKHBaeMOCTH. B
JAHUCCEPTAl[MOHHOM  HCC/IEA0BAHMHM IIPOAEMOHCTPUPOBAH MHOrOIlIapaMeTpUUYeCcKUd aHa/lu3
yKa3aHHbIX TIPE/JMKTOPOB, KOTODBIM II03BO/IMJI BBISIBUTH HE3aBUCHMbIE HeOIarornpusTHbIe
Mapkepsl B fiebrote JIKM — abeppauyu TP53 u arpeccuBHbI BapuaHT 3aboneBanus. [IposesieHa
OLieHKa 3()(EKTUBHOCTH JIeYeHHs NP Ha/IMUMU U OTCYTCTBHH JIaHHBIX ()AKTOPOB U MPE/ICTaBJIEH
a/ITOPUTM IMArHOCTHKHM M BefleHns 00/bHbIX ¢ JIKM. OTaensHOro BHUMAHUs 3aC/Ty)KUBAeT IV1aBa,
nocesieHHas Metoguke NGS, B KOTOPO Npe/iCTaB/IeH CIIeKTP MyTal[|ii, XapakTepHbIxX 115 JIKM,
a TakkKe orpejeneHa posib MyTanud B rede ATM, Kak TMOTeHLMAaJbHOIO MapKepa
He0/TaroNpHATHOTO TporHo3a. HakoruieHWe JaHHBIX O MyTalMOHHOM JaHgmadre JIKM,
HECOMHEHHO, WMEEeT Ba)KHOE 3HAYeHWS [JI IIOHMMAHMWS K/IHOUeBbIX TIPOL[ECCOB pPa3BUTUS
OITyX0J/IEBOr0 KJIOHA, T103BOJIseT BBISIBUTH HOBbIE HeO/1arornpUsATHLIE TIPEIUKTOPbI U B la/lbHeHIleM

yCOBEDPIIIEHCTBOBATL IIPOTHOCTHYECKHE MOJIe/TH.



PaboTa BbINO/HEHA C NPUMEHEHHEM CAMBIX COBPEMEHHBIX METOZOB MOJIEKY/ISIPHON
AuarHocTku. Beibopka narmentoB JIKM, chopMupoBaHHas COMCKATesleM, IpeCTaB/IgeTCs
AIOCTATOYHOM /ISl pelleHus TOCTAB/IEHHbIX 3a/ay. AHAIM3 TNPOBEJEH C KCIIOIb30BaHHeM
d/IeKBaTHBIX ~ METO/|0B  CTaTUCTHYECKOrO aHaiu3a. ABTopedepar HalMCaH  XOPOLIUM
JIUTEPAaTypPHbIM $I3bIKOM M 6oraro WITHOCTPUPOBAaH. M3 mpesCcTaBNeHHbIX AAHHBIX JIOTMYHO
BBITEKAIOT C(HOPMY/IMPOBAHHBIE BBIBOJBL Pesy/ibrarthl paboTI ONy6IMKOBAHBI B Hay4HBIX
M3[IaHUsIX U JI0JIOJKeHbI Ha KOH(epeHLHsX.

Taxum oBpa3som, Aucceprauysi «B/MsHHe KITMHHYECKHX M GHONOrMUeCKHX (aKTOpOB Ha
TNPOrHO3 IMM(OMBI U3 K/IETOK MaHTHI» 00/1a[1aeT BEICOKOM HayYHO-TIPAKTHUeCKOM 3HAYMMOCThIO
¥ TIOJIHOCTBIO COOTBETCTBYeT TpeboBaHWsM M. 9 «IIONOKEHHA O TPUCYXKAEHUH YUeHbIX
creneHen», yTeepkaeHHoro Ilocranosnenuem ITpaBuTensctBa Poccuiickoi Depnepauuu ot 24
centsibpa 2013 roza Ne 842 ¢ M3MeHEHMAMY M JIOIOTHEHUSIMH, percTyromumu y ¢ 01 siHBaps
2025 ropa, npebsBISEMbIM K JUCCEPTALMSAM Ha COUCKAHHE YU€HOM CTerleHH KaHAW/aTa Hayk, a
aBTop, Hemcusepupse Hapexxna HonapueBHa, 3aciyKuBaeT NMpUCYKIEHHS HCKOMOM CTereHu
KaH[1i/1aTa MeJUI{UHCKHX HAyK I10 Crielja/IbHOCTSM 3.1.28 — I'eMaTos10rust U riepe/iuBaHue KpoBH,

3.3.8 — Kyimauueckast 1aboparopHasi JMarHOCTHKA.

JlokTOp OHOIOrMUecKUx Hayk, 3aBeAYOLMH OTAEIOM MO/EKY/IAPHOH reHeTHKH depnepasbrHOro
roCy/1lapCTBEHHOI0 GropKeTHOro yupexXieHus «HarmoHansHbIH MeULMHCKUI
VICC/Ie[IOBATE/IbCKUM  1{@HTD remaTojiorii» MUHHCTepPCTBA  3/IpaBOOXPAHeHHs PoCCHIHCKO#M
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