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NALIEHT: 3AMOB/EHHA: 230MO020

[ata HapoAKeHHA: OtpumaHo: 27.11.2023

Cratb: yonosiya BukoHaHo: 07.12.2023

Mocnyra: OncoMine — NGS gocnigsKeHHs, Wo BU3HAYaE TUCAYI «rapAYMX TOYOK» Ta BapiaHTiB reHis (SNV, CNV,
InDels, TMB, MSI, HRD, 31u1TTsa reHis), acouilioBaHKUX 3 BiANOBIAA0 Ha TapreTHy Ta iMMyHoTepanito

Homep 6510Ky: 23SP104526 Al

KinbKicTb NyXAMHHUX KNIiTUH: ~800

BifCOTOK NYXAMHHUX KNITUH: ~60%

Pe3ynbtatn monekynapHoro npodintoBaHHA

BuasneHi reHHi BapiaHTh (MyTauii, TpaHcnoKauii, amnaigikauii)

Yacrora TepaneBTUYHe 3Ha4YeHHA
. ) aneno (%) / bionoriuHe AKwWo «Tak»
FeH BuasneHuu sapiaHT ] ) . -
KinbKictb 3Ha4YeHHA Tak/Hi | OuiHKa Fpyna YyTtaus./
Koniii OncoKB | npenaparis | Pe3ucr.
c.952delC
HLA-A 100,00% i - - -
(p.Gly319GlufsTer3) 0 Brpata yHKuii Hi
.11307delA
KMT2C ¢ © 99,17% BTpaTta pyHKuii Hi - - -
(p.Gly3770GlufsTer8)
.2915delT
MAP3K1 ¢ € 51,34% | Brpara dynkuii | Hi ; ; ;
(p.Leu972TyrfsTer7)
.1461delC
NOTCH1 ¢ © 15,91% | Brpata dynkuii | Hi ; ; ;
(p.Cys487TrpfsTer144)
FeHoMHi noka3sHuku (TMB, MSI, LOH)
FeHOMHWMIT mapKep PesynbTar TepaneBTUYHE 3HAYEHHA

MyTauiitHe HaBaHTaxeHHA (TMB)  |Hu3bKuit piseHs (1,89 mut/Mb)

Hu3bKa 4yTAmMBIicTb A0 iHribiTopiB

PD-1/PD-L1

MiKpocaTteniTHa HecTabinbHicTb (MSI) HeBun3HavyeHa

Btpata reteposuroTHocTi (LOH) Hu3bku piBeHb (0%) Hu3bKa yyTaunBicTb A0 iHribiTopis PARP
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Pe3lome pe3ynbTaTiB MONEKYyAAPHOro npodintoBaHHA

B nyxauHi BuaBneHo suasneHo myTtauii B reHax HLA-A, KMT2C, MAP3K1, NOTCH1, geneuii reHis PHF6,
STAG2, CUL4B, ATRX, ZMYM3, AMER1, RDM5C, RBM10, KDM6A, DDX3X, USP9X, BCOR, NF1, SDHA. daHi
3MiHW He MatoTb TePaneBTUYHOIo 3Ha4YeHHA. TpaHCAOKaLN B OCNIAKEHUX TeHaX He BUABNEHO.

Mpw ouiHLi reHOMHUX NapameTpiB, 6yno BUABNEHO, WO NyXIMHA MAE HMU3bKE MyTaLUiiHE HaBaHTaXKEHHA
(TMB-Low), L0 acOLtOETbCA 3 HU3bKOID MOTEHLiAHO epeKTUBHICTIO iMyHOTepanii iHribitopamu PD-1/PD-
L1. MyxAnHa Ma€e HU3bKKUI piBeHb BTPaTK reteposnroTHocTi (LOH) Ha piBHi 3pa3Ky, Ta He MAE mMyTaLiin B
reHax cuctemun HRR, WO acOLOETHCA 3 HU3bKOK YyTAMBICTIO A0 iHribiTopisa PARP (onanapib, Hipanapi6b,
pyKanapib).

*Memoo: Next Generation Sequencing (NGS)

*Habip: Oncomine Comprehensive Assay Plus (Thermo Scientific)
*Yymaugicme: 5% MymaHmHux anernie

*06nadHaHHA: The lon Proton Sequencer (Thermo Scientific)

DocniaxxyBaHi reHHi 6iomapkepu** DocniaxyBaHi reHOMHi 6iomapkepu

HRD — BusHauyeHHA LOH (BTpaTh reTepo3mnroTHiCTi) Ta reHOMHOI

165 reHis Ha myTaL,ii (SNV, In/Dels) B “rapaumx Toukax”
yrauii ( / ) P HecTabinbHocTi (GIM) — Ha piBHi reHy (46 reHis HRR) Ta piBHi 3pa3Ka

>1 mb Koayumnx nocnigoBHOCTEN Ans BU3HaYeHHA TMB

333 reHiB Ha amnnidikauii Ta geneuii (CNV) (MyTaLIiHOO HABAHTAKEHHS MYXMHM)

227 reHiB 3 NOBHO KoAytoyoto nocnigosHictio AHK (CDS) [MikpocaTteniTHi mapkepu MSI-H/MSS ana Bu3HaueHHs ctatycy MSI

49 reHiB Ha TpaHcoKau,i (Fusions)

MET BMABNEHHA NPONYCKiB €K30HiB Ha piBHi AHK i PHK

*KoHmposb akocmi: AKicms nokpummsa mapeemHux nocaidoeHocmeli HK 3a0osinbHa

AKicmb NoKpumms KoHmMposbHUX nocnidosHocmeli PHK 3a008ineHa
*Knacugpikayia 6iono2iyHo20 3HayeHHA: 6a3a daHHUXx Oncomine (Thermo Scientific), ClinvVar
*Knacugpikayis mepanesmuy4Ho20 3Ha4eHHA: OncokB (Memorial Sloan Kettering Cancer Center)

** [MoeHuli cnucok 00cnioHy8aHux 2eHie npedcmasneHo 0ani

Pe3ynbomamu docnidxceHob He € OiazHO30M i mnompebyome KOHCyabmauyii aikaps.

BunKoHaBu,:

FeHeTUK Wanouka 4.0.
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MoBHMI nepenik A0OCNIAKYBAHUX FEHIB:

MosHa Kodyrova nocnidoeHicme 2eHie (Coding sequence (CDS)):
CALR, CIITA, CYP2D6, ERCC5, FAS, ID3, KLHL13, MTUS2, PSMB10, PSMBS, PSMB9,
RNASEH2C, RPL22, RPL5, RUNX1T1, SDHC, SOCS1, STAT1, TMEM132D, UGT1A1, ZBTB20

"Fapayi mouyku" (hotspots) 2eHis:
ACVR1, ATP1A1, BCR, BMP5, BTK, CACNA1D, CD79B, CSF1R, CTNNB1, CUL1, CYSLTR2,
DGCRS8, DROSHA, E2F1, EPAS], FGF7, FOXL2, FOXO1, GLI1, GNA11, GNAQ, HIF1A,
HIST1H2BD, HIST1H3B, HRAS, IDH1, IL6ST, IRF4, IRS4, KLF4, KNSTRN, MAP2K2, MED12,
MYOD1, NSD2, NT5C2, NTRK2, NUP93, PAXS5, PIK3CD, PIK3CG, PTPRD, RGS7, RHOA,
RPL10, SIX1, SIX2, SNCAIP, SOS1, SOX2, SRSF2, STATSB, TAF1, TGFBR1, TRRAP, TSHR,
WAS

"Fapadi mouku" (hotspots) ma deneuii/amnanigpikayii (Copy Number Variation, CNV) 2eHie:
ABL1, ABL2, AKT1, AKT2, AKT3, ALK, AR, ARAF, AURKA, AURKC, AXL, BCL2, BCL2L12, BCLs,
BRAF, CARD11, CBL, CCND1, CCND2, CCND3, CCNE1, CDK4, CDK6, CHD4, DDR2, EGFR,
EIF1AX, ERBB2, ERBB3, ERBB4, ESR1, EZH2, FAM135B, FGFR1, FGFR2, FGFR3, FGFR4, FLT3,
FLT4, FOXA1, GATA2, GNAS, H3F3A, H3F3B, IDH2, IKBKB, IL7R, KDR, KIT, KLF5, KRAS,
MAGOH, MAP2K1, MAPK1, MAX, MDM4, MECOM, MEF2B, MET, MITF, MPL, MTOR, MYC,
MYCN, MYD88, NFE2L2, NRAS, NTRK1, NTRK3, PCBP1, PDGFRA, PDGFRB, PIK3C2B,
PIK3CA, PIK3CB, PIK3R2, PIM1, PLCG1, PPP2R1A, PPP6C, PRKACA, PTPN11, PXDNL, RAC1,
RAF1, RARA, RET, RHEB, RICTOR, RIT1, ROS1, SETBP1, SF3B1, SLCO1B3, SMC1A, SMO,
SPOP, SRC, STAT3, STAT6, TERT, TOP1, TPMT, U2AF1, USP8, XPO1, ZNF217, ZNF429

Amnaigpikayii (CNV Gain) 2eHis:
ABCB1, CTNND2, DDR1, EMSY, FGF19, FGF23, FGF3, FGF4, FGF9, FYN, GLI3, IGF1R, MCL1,
MDM?2, MYCL, RPS6KB1, RPTOR, YAP1, YES1

Aeneuyii (CNV Loss) ma noeHa Kodyroua nocnidoeHicme (Coding sequence, CDS) 2eHie:
ABRAXAS1, ACVR1B, ACVR2A, ADAMTS12, ADAMTS2, AMER1, APC, ARHGAP35, ARID1A,
ARID1B, ARID2, ARID5B, ASXL1, ASXL2, ATM, ATR, ATRX, AXIN1, AXIN2, B2M, BAP1, BARD1,
BCOR, BLM, BMPR2, BRCA1, BRCA2, BRIP1, CASP8, CBFB, CD274, CD276, CDC73, CDH1,
CDH10, CDK12, CDKN1A, CDKN1B, CDKN2A, CDKN2B, CDKN2C, CHEK1, CHEK2, CIC,
CREBBP, CSMD3, CTCF, CTLA4, CUL3, CUL4A, CUL4B, CYLD, CYP2C9, DAXX, DDX3X,

DICER1, DNMT3A, DOCK3, DPYD, DSC1, DSC3, ELF3, ENO1, EP300, EPCAM, EPHA2, ERAP1,
ERAP2, ERCC2, ERCC4, ERRFI1, ETV6, FANCA, FANCC, FANCD2, FANCE, FANCF, FANCG,
FANCI, FANCL, FANCM, FAT1, FBXW7, FUBP1, GATA3, GNA13, GPS2, HDAC2, HDACY, HLA-A,
HLA-B, HNF1A, INPP4B, JAK1, JAK2, JAK3, KDM5C, KDM6A, KEAP1, KMT2A, KMT2B, KMT2C,
KMT2D, LARP4B, LATS1, LATS2, MAP2K4, MAP2K7, MAP3K1, MAP3K4, MAPKS, MEN1, MGA,
MLH1, MLH3, MRE11, MSH2, MSH3, MSH6, MTAP, MUTYH, NBN, NCOR1, NF1, NF2,
NOTCH1, NOTCH2, NOTCH3, NOTCH4, PALB2, PARP1, PARP2, PARP3, PARP4, PBRML1,
PDCD1, PDCD1LG2, PDIA3, PGD, PHF6, PIK3R1, PMS1, PMS2, POLD1, POLE, POT1, PPM1D,
PPP2R2A, PRDM1, PRDM9, PRKAR1A, PTCH1, PTEN, PTPRT, RAD50, RAD51, RAD51B,
RAD51C, RAD51D, RAD52, RAD54L, RASA1, RASA2, RB1, RBM10, RECQL4, RNASEH2A,
RNASEH2B, RNF43, RPA1, RUNX1, SDHA, SDHB, SDHD, SETD2, SLX4, SMAD2, SMAD4,
SMARCA4, SMARCB1, SOX9, SPEN, STAG2, STK11, SUFU, TAP1, TAP2, TBX3, TCF7L2, TET2,
TGFBR2, TNFAIP3, TNFRSF14, TP53, TP63, TPP2, TSC1, TSC2, USP9X, VHL, WT1, XRCC2,
XRCC3, ZFHX3, ZMYM3, ZRSR2

TpaHcnokauyii (fusions) 2eHis:
AKT2, ALK, AR, AXL, BRAF, BRCA1, BRCA2, CDKN2A, EGFR, ERBB2, ERBB4, ERG, ESR1, ETV1,
ETV4, ETV5, FGFR1, FGFR2, FGFR3, FGR, FLT3, JAK2, KRAS, MDM4, MET, MYB, MYBL1, NF1,
NOTCH1, NOTCH4, NRG1, NTRK1, NTRK2, NTRK3, NUTM1, PDGFRA, PDGFRB, PIK3CA,
PPARG, PRKACA, PRKACB, PTEN, RAD51B, RAF1, RB1, RELA, RET, ROS1, RSPO2, RSPO3,
TERT
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leHu 04 oyiHku mymayiliHo2o HaeaHmaxceHHA (Tumor Mutational Burden, TMB):
A1CF, ACSM2B, ADAM18, ANO4, ARMC4, BRINP3, C6, C8A, C8B, CANX, CASR, CD163,
CNTN6, CNTNAP4, CNTNAP5, COL11A1, DCAF4L2, DCDC1, GALNT17, GPR158, GRID2,
HCN1, HLA-C, KCND2, KCNH7, KEL, KIR3DL1, KRTAP2-1, KRTAP6-2, LRRC7, MARCO,
NLRC5, NOL4, NRXN1, NYAP2, OR10G8, OR2G6, OR2L13, OR2L2, OR2L8, OR2M3, OR2T3,
OR2T33, OR2T4, OR2W3, OR4A15, OR4C15, OR4C6, OR4M1, OR4M2, OR5D18, OR5F1,
ORS5L1, OR5L2, OR6F1, OR8H2, OR8I2, OR8U1, ORC4, PAKS, PCDH17, PDE1A, PDE1C,
PLXDC2, POM121L12, PPFIA2, RBP3, REG1A, REG1B, REG3A, REG3G, RPTN, RUNDC3B,
SH3RF2, SLC15A2, SLC8A1, SYT10, SYT16, TAPBP, TPTE, TRHDE, TRIM48, TRIM51, ZIM3,
ZNFA479, ZNF536

FeHu cucmemu 2omonoziyHoi pekombiHayii (HRR) daa oyiHku cmycy HRD:
ABRAXAS1, ATM, ATR, BAP1, BARD1, BLM, BRCA1, BRCA2, BRIP1, CDK12, CHEK1, CHEK2,
FANCA, FANCC, FANCD2, FANCE, FANCF, FANCG, FANCI, FANCL, FANCM, MRE11, NBN,
PALB2, PARP1, PARP2, PARP3, POLD1, POLE, PPP2R2A, PTEN, RAD50, RAD51, RAD51B,
RAD51C, RAD51D, RAD52, RAD54L, RNASEH2A, RNASEH2B, RNASEH2C, RPA1, SLX4, TP53,
XRCC2, XRCC3
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