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AKTYAJIbHOCTb. leHeTnyeckoe 1 TpaHCKPUNTOMHOE NPodunMpoBaHre CyLecTBEHHO pacluMpAeT MHCTPYMEHTapUin Mo-
NeKyNAPHON ANarHOCTUKN OHKo3aboneBaHUN. [1NA KOHKPETHOW ONyxoy onpeaensaTCa KOPOTKME HYKNeOoTAHbIe 3aMeHbl
B 6e/oK-KogMpPYIoLWKX reHax, reHHble amnanduKaumm n geneumu, CTaTtyCc MUKpocaTenInTHON HeCTabunbHOCTH, MyTaLMOH-
HasA Harpyska Onyxosii, Hannume OnyXoneBbIX XMMEPHbIX OHKOTeHOB, CTaTyC pAfa MMMYHOTMCTOXUMNYECKMX MapKeposB.
Onpepgensetca Hannune dbapMakoreHeTUYeCKMX BapnaHTOB, CBA3aHHbIX C 0COOeHHOCTAMN MeTabonm3ma NpoTNBOOMyXosie-
BbIX NpenapaTtoB. OnpeaenaeTca ypoBeHb aKTMBHOCTU FEHOB 1 MOMNEKYNAPHbIX MyTen — MulLeHel cBbilwe 170 TapreTHbIX
NPOTUBOOMYXOJIEBbIX NpenapaToB. Ha ocHOBaHWM JaHHON MHbOPMaLMK MOXeT ObiTb MOCTPOEH NEPCOHANN3UPOBaHHBIN
PEeNTUHI MPOTMBOOMYXONEBbIX U XMMMOTEPaneBTUYECKMX NpenapaTos.

MATEPUAJIbl U METOAbI. O6pa3zeL; MENKOKIETOYHOIO HEMPOSHAOKPUHHOMO PaKa Nerkoro nonyymnu B Buge napaduHm-
31poBaHHOro 6M1oKa TKaHW NpY XUPYpPruyeckon onepaunn. bpanu cpesbl TonwmuHom 10 MKM, Nocne Yero NPoBoAnnach rm-
cTofnornyecKan xapakTepucTuka, NofcyeT coflepKaHnAa OnyxoneBbIX KNeTok B obpasue. YacTb cpe3oB MCnonb3osany gna
onpepeneHna reHOMHOro 1 TPaHCKPUMTOMHOTrO Npodusien onyxony C NOMOLLbIO, COOTBETCTBEHHO, PHK-cekBeHMpoBaHuA
1 NOJIHO3K30MHOTO CeKBeHUpoBaHuA. MNpu cozgaHnmn 6nbnnoTek Ncnonb3osany MeTof UCToLeHus nyna pubocomHon PHK
1 ueneBoro oboraleHnsa 3K30MHbIX NocnefoBaTeNbHOCTEN rMbpUAM3aLMOHHBIM MeTOAOM. AHann3 reHeTnyecknx npodu-
nei NPOBOAMN C MOMOLLbIO NPOrpamMmmHoro obecneyeHna «OHKoHoKC» (Oncobox), HOPMUPOBKY 3KCMPECCUOHHBIX NPodK-
ner NPOBOAMAM Ha NMONyYeHHYo Npy ayToncum normbwmnx npu AT Konnekumio 340poBbix TKaHel yenoeka ANTE. [Ina
aHanm3a MoneKynApHbIX NyTeli ncnonb3oBanu 6asy 3HaHun Oncobox PD.

PE3YJIbTATbI. B pe3ynbtate MmonekynapHoro npoounvposaHua B obpasue naumeHTa (My>KurHa, Bo3pacT 61 rog; cogepxa-
HMe onyxoneBbIX KNeToK B 0bpa3Lie 80%) He 6bl10 06HapYKEHO AMarHOCTUYeCKUX MyTaumin B reHax ABRAXAST, ALK, ATM,
BARD1, BRAF, BRCAT, BRCA2, BRIP1, CHEK1, CHEK2, EGFR, ERBB2, FGFR3, IDH1, IDH2, KRAS, MET, MRE11A, NBN, NRAS, PALB2,
PIK3CA, RAD51B, RAD51C, RAD51D, RAD54L, RET, B TOM uncne B reHax cuctembl penapauum HK, yto roBoput o0 noteHymanb-
HO CHVXeHHoI 3¢ deKTMBHOCTM NpenapaToB MiaTUHbL. BbiABneHbl repMrHanbHble BapuaHTbl reHoB CYP3AS5 *3/*3 (roBoput
0 HM3KOM YpOBHe MeTabonnama takponumyca), TPMT *1/*1 (roBopuT 0 HOpManbHOM YPOBHe MeTabonnama cxembl MepKanTo-
NypWH + TMOryaHWH + a3aTMOMNpPUH). YPOBEHb MyTaLMOHHOI Harpy3Ku onyxonum 6bin ycTaHoB/EH Ha ypoBHe 9,1 Ha 1 mun-
NIMOH Nap OCHOBaHWI (MOrPaHNYHbIA YPOBEHD), MUKPOCATE/TUTHBINA CTaTyC — CTabuibHbIA. XMMEPHbIX OHKOreHoB 00OHa-
py»eHo He 6bino. PD-L1 ctatyc — oTpuuatenbHbii. YposeHb skcnpeccun PD-1 u CTLA4 cywecTBEHHO HUXKe MeamaHbl Ans
MENKOKJIeTOUHOro paka nerkoro. AMnnndrkaumum 149 reHoB — MULLEHEN N3BECTHbIX TapPreTHbIX NpenapaToB He BbIABEHO.
C npyron cTopoHbl, 06HapyeHbl MyTauuu B reHax RB1, TP53. AHanmn3 sKCnpeccumn reHoB-MuLLIEHeN TapreTHbIX NpenapaToB
BbIAIBUJT MOTEHLMaIbHO MOBbILEHHYIO PEAKTUBHOCTb OMYXOJNM Ha Tepanuio npenapaTtamu 3BeponMMyc (NoBbILLEHHAsA KC-
npeccna MTOR; akTuBHOCTb monekynapHoro nytu MTOR), sctpamyctuH (aktuauma ESR1, ESR2, MAP2), BuHO6NacTuH, BUH-
KPWUCTUH, BUHAE3MH 1 apyrue (akTneauma TUBATA, TUBA1B, TUBA1C, TUBA4A, TUBA4B, TUBAS, TUBB, TUBB3, TUBB4A, TUBB6-8).
3AKJTIIOYEHUE. Ha ocHoBaHWY NpoBefeHHOro NcciefoBaHNA NaureHTy Hbina HasHaveHa Tepanua 3BeposIMMyCoOM, BHECEH-
HbIM B KJIMHUYECKME peKOMeHAALNY ANA COOTBETCTBYHOLLEN HO30/10rK, 1 NpenapaTom BUHONACTVH, OTO6paHHbIM Ha OCHO-
BaHMWU 3KCNPECCUr MONEKYNAPHbIX MapKepOoB B MCCNIelyeMOo OnyXonu.
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