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TKAHU AJEHOKOPTUKAJIbHOIO PAKA C LIEJIbIO YTOYHEHA ANATHO3A
U NOABOPA BAPUAHTOB NMPOTUBOOMNYXONIEBO TEPANUN
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AKTYAJIbHOCTb. leHeTnyeckoe 1 TpaHCKPUNTOMHOE NPoduUnMpoBaHre CyLecTBEHHO pacluMpAeT MHCTPYMEHTapUin Mo-
NeKyNAPHON ANarHOCTUKN OHKo3aboneBaHU. [1NA KOHKPETHOW ONyxoy onpeaensaTca KOPOTKME HYKNeOoTAHbIe 3aMeHbl
B 6e/IoK-KOgMPYIOLWKX reHax, reHHble amnanduKaumMm n geneumu, CTaTyCc MUKpocaTenInTHON HeCTabunbHOCTH, MyTaLMOH-
HasA Harpyska Onyxosii, Hannume OnyXoneBbIX XMMEPHbIX OHKOTeHOB, CTaTyC pAfa MMMYHOTMCTOXUMNYECKX MapKeposB.
Onpepgensetca Hanuume dapmakoreHeTUYECKUX BapUAHTOB, CBA3aHHbIX C 0COOeHHOCTAMN MeTabonn3ma NpPoTMBOOMYXO-
neBbix NpenapatoB. OnpeaenaeTca ypoBeHb akTMBHOCTW F€HOB 1 MONEKYNAPHbIX NyTel-MuLieHen cBbiwe 170 TapreTHbIX
NPOTUBOOMYXOJIEBbIX NpenapaToB. Ha ocHOBaHWM JaHHON MHbOPMaLMK MOXeT ObiTb MOCTPOEH NEPCOHANN3UPOBaHHbIN
PEeNTUHI MPOTMBOOMYXONEBbIX U XMMMOTEpaneBTUYECKMX NpenapaTos.

MATEPUAJIbl U METO[1bl. O6pa3eL; ageHOKOPTUKANbHOrO paka nonyuynnu B Buge napaprHM3nNpoBaHHOro 61oKa TkaHu
npw xupypruyeckom onepaunun. bpanu cpesbl TonwmHom 10 MKM, Nocne Yero NPOBOANIACh TMCTONOrMYeCcKas XapaKTepu-
CTVKa, NOACYET coflepaHnA OnyxoneBbIxX KNeTok B obpa3ue. YacTb cpe3oB Ucnonb3oBanu Ana onpenenieHns reHoMHoro
N TPaHCKPUNTOMHOTO Npodunei onyxonu ¢ MOMOLLbI0, COOTBeTCTBEHHO, PHK-cekBeHMpoBaHUA 1 NONHO3K30MHOIO CeKBe-
HupoBaHwuA. MNpn co3paHumn GudNNOTEK NCNONb30BaNN MeTog UcToleHna nyna pnéocomHon PHK 1 uenesoro ob6oratieHus
3K30MHbIX NoCiefjoBaTeNbHOCTEN rMOPMAM3aLNOHHBIM MeTOAOM. AHaNN3 reHeTnYecKux npodunen NPoBoOAMAY C NOMOLLbIO
nporpammHoro obecneyeHnsa «OHKO60KC» (Oncobox), HOPMUPOBKY SKCMPECCUOHHBIX Npodunen MPOBOANIN Ha NONYyYeH-
Hyto npy ayToncum nornbmnx npw AT Konnekuuio 300poBbix TKaHel yenoseka ANTE. [1na aHanmn3a MonekynapHbIx nyTen
ncnonb3oBanu 6a3y 3HaHmin Oncobox PD.

PE3YJIbTATbI. B pe3ynbtate monekynapHoro npodunnposaHna B obpasue naumeHTta (MykumHa, Bo3pacTt 66 neT; copep-
XaHve onyxonesbIX KNeTok B obpasLe 75%) He 6bino o6HapyKeHo AnarHoCcTYeckux MyTtaumii B reHax BRCAT, BRCA2, ATM,
BARD1, BRIP1, CHEK1, CHEK2, FAM175A, MRET1A, NBN, PALB2, RAD51B, RAD51C, RAD51D, RAD54L, NRAS (komoHbl 12, 13, 59,
61,117, 146), KRAS (kopoHbl 12, 13,59, 61, 117, 146), BRAF (kogoH 600), KIT (D816V), BRCAT (MmyTaunu, HapyLluaowme GyHK-
unto 6enka), BRCA2 (myTaumu, Hapywatowme dyHKuuio 6enka), EGFR (aeneunn B 19 3k30He, 3ameHbl L858R 1 T790M), PIK3CA
(kofoHbl 420, 542, 546, 1047), ERBB2 (amnnundurkauma); B TOM umcie He oOHapyXnnn MyTauum B reHax cucteMbl penapauum
OHK, uto roBopuT 0 NOTEHUManbHO CHMMXeHHON 3$beKTUBHOCTU NpenapaToB MAaTUHbL. YPOBEHb MyTaLMIOHHOW Harpy3Km
onyxonu 6bin ycTaHoBMEH Ha ypoBHe 19,9 Ha T MUANVOH Nap OCHOBaHUI (BbICOKUI YPOBEHb), MMKPOCATENIUTHBIN CTaTyC —
CTabunbHbIA. Bbicokaa MyTaLMOHHaA HarpyeHHOCTb B JaHHOM CJlydae MoXeT ObITb CBA3aHa C HaMuMem MyTauuu B reHe
POLE (11872N). XmepHbIX OHKOreHOB 0BHapyeHo He 6bino. PD-L1 cTaTyc — oTpuuatenbHbii. YpoBeHb skcnpeccun PD-1
n CTLA4 — HuXe MeaunaHbl ANA afeHoKOPTUKaNbHOro paka. BoiasneHa amnnndukauma reHa TUBA3D, kogupytoLiero mone-
KYNAPHYIO MULIEHb HECKONbKMX NpenapaTos; Apyrnx amninduKkaumin MuWeHen n3BecTHbIX TapreTHbIX NpenapaTos He Bbl-
AsneHo. C Apyron cTopoHbl, 06HapyxeHbl MyTaLmmn B reHax CDKN2A, TP53. AHanun3 sKkcnpeccuy reHoB-MULLEHelN TapreTHbIX
npenapaToBs BbIAB NOTEHLMNANIbHO MOBbILIEHHYIO PEaKTUBHOCTb OMYX0JM Ha Tepanuio npenapatamu 6esavmsymab (nosbi-
WweHHanA sKkcnpeccna VEGFA), BUHAE3WH, BAHKPUCTUH, BUHONACcTUH (akTnBauma TUBATA, TUBAT1B, TUBATC, TUBA3D*, TUBAS,
TUBB, TUBB1, TUBB3, TUBB4A) n ppyrumu.

3AKJTIOYEHME. Ha ocHOoBaHUM NpOBEeAEHHOrO NCC/eOBaHNA NaLMeHTy Gbifla pekoMeHAO0BaHa B KauecTBe pe3epBHOM Nn-
HUN KOMOMHUPOBaHHaA Tepanusa npenapaTom nemoéponnaymad (Ha OCHOBaHUU BbICOKOW MYTaLMOHHOWM Harpysku onyxo-
nu), NnpenapaTtoM BUHAE3MNH, OTOOPaHHbIM Ha OCHOBAHMWUN 3KCMPECCMM MONTEKYNIAPHBIX MapKepoB B UCCIefyeMOol Onyxonu
1 Ha ocHoBe amnnudukaumm reHa TUBA3D, a Takxke 6eBaLi3ymabom (Ha OCHOBaHMM SKCMPECCMU MONEKYIAPHbBIX MapKepoB).
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