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AHHOTanMsa

HUcnonb3oBanne Texuonoruu NGS 111 o6HapysKeHMs 3HAUMMBbIX T€HETUYECKUX M3MEHEHMIT B OITyXOJIM JaeT BO3SMOKHOCTb IT0-
JIYYNTH MTOJIHYIO KapTUHY MOJIEKY/ISIPHBIX XapaKTePUCTUK HOBOOOPA30BaHMs, UTO MIO3BOJISIET CO3/IaTh IE€MCTBEHHYIO TEPATIEBTUUECKYIO
crparernto. Hamm mipeficTaBiieH CrieKTp MaTOreHHbIX BAPMAHTOB, OOHAPYKEHHBIX B 06pasijax TKaHel COMMIHBIX OIyXOJIeN MalMeHTOB
XMAO-IOrpbl, MpOXoAMBIIMX AVArHOCTUKY U jedeHne B CypryTckoi OKpyKHOM KianHudeckon 6ompHuie B 2023-2024 rr.

Abstract

The use of NGS technology for detecting significant genetic alterations in tumors allows for a comprehensive understanding
of the molecular characteristics of the neoplasm, enabling the development of an effective therapeutic strategy. We present a spectrum
of pathogenic variants identified in tissue samples from solid tumors of patients from the Khanty-Mansi Autonomous Okrug — Yugra,
who underwent diagnosis and treatment at the Surgut Regional Clinical Hospital in 2023-2024.

[TepcoHaMM3MPOBAHHBIN ITOAXOM, B OHKOJIOTUM CITOCOOCTBYET OCTMUKEHMIO GIarONpUSITHOTO MCXoa 3abosieBaHus,
3HAYMTEIbHO MEHSISI TAKTUKY JIeUeHNs] OHKOJIOTMUeCKMX maimeHToB. CoBpeMeHHbIe MCC/IeNOBaHMsT UOeHTUDUIPOBAIN
okosio 140 reHoB, MyTalMy B KOTOPHIX MOT'YT MHUIMUPOBATh WM TIONAEPKMBATh OHKOreHe3. B cpemHeM 3/10KaueCTBEH-
Hasl OIyXOJIb COMEPSKUT 2—8 TaKMX «ApaiiBepHbIX» MyTalUii, TOrIa KaK OCTaJbHbIe M3MEHEHMs He BJUSIOT Ha Mposmde-
PaTUBHYIO aKTMBHOCTD KJIETOK. [lpaliBepHbIe TeHbl 00beqVHEHbI B 12 K/TFOUEBBIX CUTHAIBHBIX MTyTEM, KOHTPOIUPYIOIINX
Tpu QyHIAMEHTAIbHBIX MPOLIECCa: OIpeneeHne KIeTOUYHON auddepeHIpoBKA, PErY/ISILIMIO alloNTo3a, CTabMIbHOCTD
reHoMma. I/Isyqul/le STUX MEXAaHU3MOB M KOppeJsIIus BIVMSHUS I'€HOTUIIMYECKOIo pa3H006pa3VLq MyTaLU/Iﬁ B COJIMOHBIX
OITyXOJITX OCTAETCS IPMOPUTETHBIM HaIpaB/IEHNEM MTEPCOHAIN3MPOBAHHON OHKOJIOTMM [IJIsT pa3paboOTKM CTpaTerui, Ha-
MPaBJIEHHBIX Ha CHMsKEeHME 3a60/IeBAEMOCTH U YITyUllIeHe BbDKMBAEMOCTH MMAI[IEHTOB.

Ilenbio pabGoThI SIBISUIOCH CO3MaHMe GMOKOJIIEKIIMM C O0OpasiiaMy TKaHel COJMMOHBIX OMyxoseil Ha 6ase Jjiabo-
paropun «buo6auk IOrpei» npu CypryTrckoM YHMBEPCUTETE, a TAKKE M3YUeHME MOJIEKY/ISIPHO-TEHETMYECKOTO JIaHM-
madTa ¥ MPOrHOCTUYECKOM 3HAYMMOCTHM MATOT€HHbIX BAPUAHTOB (MYTAIVi1), BbISIBJIEHHBIX C TIPUMEHEHMEM TEXHOIOT YN
NGS. MyTaium BbISIBJISUIMCb METOIOM BbICOKOIIpOM3BOAMUTe/IbHOTO cekBennupoBauust (NGS) ¢ mcronb3oBaHuem Habopa
«HELICON Armnac ITimroc» (OnkoArtnac, Poccust) Ha cekBenatope DNBSEQ G50RS (MGI, KHP). Ananns qaHHbIX U MH-
TeprpeTanysi pe3y/ibTaroB BoinoyHeHb! ¢ momoltipio [10 Solo AVES (OnkoArnac, Poccus).

PesynbTaTh!

B 6uoxosneximio Bomwm o6pasipl commanbix omyxoneit (6moku FFPE u 3aMoposkeHHbIe CBekye (GparMeHTsI),
moJTyueHHble OT 44 maimeHToB B Bo3pacre 35-83 roma ¢ muarnosamu (MKB-10): konopekranbubii pak (C18.2-9, C19,
C20) — 26 06pasios, pak jerkoro (C34.1-2) — 3 06p., menanoma (C43.5-7) — 8 06p., pak mmToBUIHOM skesesbl (C73) —
4 06p. CrMCOK BBISIBJIEHHBIX MYTAIMIi IIPECTaBJIEH B Tab/IUIIE.

" WccnemoBaHme BBIMOIHEHO TIpy GUHAHCOBOV noazepskke MOHIa HayYHO-TEXHOJIOrMUYECKOro passutus KOrpbl B paMKax Ha-
yunoro mnpoekra Ne 2023-574-05.
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XapaKTepuc'rMKa ¥ 94acCTOoTa BbISABJIEHHbBIX My‘raunﬁ

HGVS (tDNA) | HGVSGenox | dbSNP(rs) | Tun | Kimn. 3uau. | Kos-Bo | COSMIC ID
NRAS
¢.34G>T p.G12C rs121913529 P 2 562
c.34G>A p.G12S rs121913530 P 2 563
c.35G>A p.G12D rs121913529 P 2 564
¢.37G>C p.G13R rs121913531 Miccenc P 1 569
c.38G>A p.G13D rs112445441 P 2 573
c.181C>A p.Q61K rs121434595 P 1 580
c.182A>T p.Q61L rs121434596 P 1 583
c.182A>G p.Q61R rs11554290 P 1 584
KRAS
c.35G>A p.G12D rs121913529 P 2 521
¢.35G>C p.G12A rs121913530 P 1 522
.34G>C p.G12R rs587781822 P 1 518
c.35G>T p.G12V rs121913529 MucceHnc P 1 520
c.34G>A p.G12S rs121913534 P 2 517
.34G>T p.G12C rs121913529 P 2 516
c.38G>A p.G13D rs112445441 P 2 532
EGFR
€.2235_2249del p.E746_A750del rs121913421 inframe del P 1 6223
€.2240T>C p.L747S P 1 26704
c.2573T>G p.L858R rs121434568 MucceHc P 2 6224
€.2573_2574del insGT p.L858R rs1057519848 P 1 12429
BRAF
c.1799T>A |  V600E |  rs113488022 | Muccenc P 16

Ilpumeuanue: P — maToreHHbIl BapuaHT; del — mesnerniys.

N3 44 o6pasiioB metogomM NGS Obly BbISIBJIEHBI KIMHUYECKM 3HAYMMbIE BapMaHThI, IIPM 3TOM HamuboJiee 4acTo
myTtupoBamu redbl BRAF, KRAS, NRAS, EGFR. InarHoctuueckasi 3¢$peKTUBHOCTb IIPY OCHOBHBIX TUIIAX OIYXOJIeN
6bL1a cyepyroLei: pak 060q0uHo KUKy (47,7 %) — 19 cayuaeB (C18.7 — 6 ciyuaeB), mesiaHoma kosku (18,2 %) —
8 ciyuaes, pak mpsmoit kumku (11,4 %) — 5 cryuaes, pak serkoro (11,4 %) — 5 ciayvaeB, pak IUMTOBUIHON SKeJI€3bI
(9,1 %) — 4 cnyuasi, HeyTOUHEHHbII pak (2,3 %) — 1 cayyaii.

[ToHMaHMe MexaHU3Ma MYTalyil B 3aBMCMMOCTHM OT BUA M JIOKaJAM3alyy AAaeT [IeHHbIe MPOTHOCTUYECKME TaH-
Hble [J1s1 of6opa Hanbosee 3¢ PeKTMBHOrO Mpernapara TapreTHo! Tepanyy. bplio BbIsSB/IeHO 12 MalleHTOB C MyTaLUSIMU
B KRAS n 11 B NRAS, KOTOpbIE OMOCPERYIOT PE3UCTEHTHOCTD ManmeHToB K nuruburopam EGFR, nenas nenenecoobpas-
HBIM MCIIO/Ib30BaHMe HeTykcumaba u nanutymymaba. BesencTsue toro, uto omyxosu ¢ mytaimsivu B EGFR uyBCTBUTEb-
Hbl K nurn6uropam EGFR, 5 matmeHToB MOT'YT [Oy4aTh TEpAImio mpernaparamy rebuTnamnb, IpJoTMHMNO, OCUMEPTUHUO.
Insa 16 maumenToB ¢ mytanyeii B BRAF 3G dekTvBHBIMU CTaHYT IMpenaparbl-Muiiienn narubutopos BRAF — mabpade-
HKb u BemypadeHuo.

Takum 06pasoM, MCIIOSb30BAHME TOUHBIX OMArHOCTMYECKMX METONOB IO3BOJIIET IEPENTH HA PErvMOHAIbHOM
YPOBHE K IIePCOHAIM3UPOBAHHON MeIUIIMHE, OCHOBAHHOI Ha JOKA3aTeIbCTBAaX M MHAVBUIYAIbHBIX TEHETUUECKUX OCO-
GEHHOCTSIX KaKIOTO KIMHMYECKOTO CJIydasi, YTO CIIOCOGCTBYET YIYUIIEHMIO AMArHOCTMKM M IPOTHO3a 3a00JIeBaHMS
IIJIS1 TIAUMEHTOB C COJIMIHBIMM OITYXOJISIMMU.



