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3AMOBJIEHHA: 220M011

OtpumaHo: 15.12.2022
BukoHaHo: 29.12.2022

NALJIEHT: HEPNILUMNHA AHACTACIA CTAHIC/NIABIBHA

[ata HapoaKeHHs: 25.04.1976

Cratb: KiHoua
Mocnyra: OncoMine — NGS gocnifKeHHs, Wo BU3HAYaE TUCAYI «rapsYMX TOYOK» Ta BapiaHTiB reHis (SNV, CNV,

InDels, TMB, MSI, HRD, 3n1u1TTsa rexis), acoujiioBaHUX 3 BiANOBIAAI0 Ha TapreTHy Ta iMMyHoTepanito

Homep 610Ky: 48278/22
KinbKicTb NYXAMHHUX KNITUH: 500-700
BiACOTOK NYX/IMHHUX KNITUH: ~80%

Pe3ynbTatm moneKynapHoro npodintoBaHHA

BuasneHi reHHi BapiaHTu (MmyTauii, TpaHcaokauii, amnnigikauii)

Yacrorta TepaneBTUYHe 3HAYEHHA
" ] aneno (%) / bionoriuHe AKwWwo «Tak»
lFeH BuasneHunit BapiaHT . . . -
KinbKictb 3HaYeHHA Tak/Hi | OuiHka Fpyna Yytaus./
Konin OncoKB | npenapartis | Pe3ucr.
MTAT- TpaHc in MTAT-
PaHCNIoKaLA 70358 piajs .
CDKN2B_AS1 | CDKN2B_AS1_004.M5 AKTUBYOYa Hi - - -
Ha 1 MmnH
_004 A5
TpaHcnokauia KIF5B- | 263 piga Ha IHriGiTopu
KIF5B-MET AKTMBYIOYa Tak 4 YyTnums.
MET.K24M15 1 maH MET
T ia BRD3- | 284 pi
BRD3-NUTM1| ' P2rc/ioxatia PIAIHA | A kruByiova Hi - - -
NUTM1.B10N2 1 maH
MyTauia
c.1668_1676delGTGGA .
IHri6iTOpMK
KIT AGGT 42,49% AKTUBYIO4A Tak 3B KIT YyTtnums.
(p.GIn556_Val559delin
sHis)
MyTauia
TPMT c.719A>G 39,83% AKTUBYIO4A Hi - - -
(0. Tvr240Cvs)
MyTauia
TPMT c.460G>A 49,93% AKTUBYIO4A Hi - - -
(n.Ala154Thr)
MyTauia c.1080G>C .
PPM1D 42,17% - Hi - - -
(p.GIn360His) 0
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FeHOMHi noKkasHuku (TMB, MSI, LOH)

FeHOMHWMIT mapKep PesynbTar TepaneBTUYHE 3HAYEHHA
HusbKa yyTAnBicTb A0 iHribiTopiB
MyTauiiHe HaBaHTaxeHHs (TMB) HusbKa (4,82 Mut/Mb) ¥ A P
PD-1/PD-L1
MyxnnHa mikpocaTeniTHo- HusbKa yyTAnBicTb A0 iHribiTopisB
MikpocaTeniTHa HecTabinbHicTb (MSI) ¥ . P ¥ A P
crabinbHa (MSS) PD-1/PD-L1

BTpaTa reteposuroTtHocTi (LOH) HeBun3HauyeHuUi -

Pe3lome pe3ynbTaTiB MONEKYyAAPHOro npodintoBaHHA

B nyxnuHi BuasneHo mytauito B 1lmy ek3oHi reHy KIT. [OnAa naui€eTiB 3 racTpoiHTeCTMManbHUMU
CTpoManbHUMK NyxanHamu (GIST), wo matoTb TaKi MyTalii cxBaseHo 3acTocyBaHHs iHribiTopis KIT, Takux
AK iMaTiHib, cyHiTiHIO, peropadeHib, noHaTiHI6. KniHiuHa edeKTMBHICTb 3aCTOCYBAHHA AAaHUX NpenaparTis y
NaLieHTIB 3 IeiOMiOCapKOMamMM Hapasi HeBiAOMa, 0AHAK 3 6i0NOriYHOI TOYKM 30py BOHU MOXKYTb ByTn
NOTeHLiaIbHO ePEKTUBHMMM B AAHOMY BUNALKY.

TaKoK y nauieHTa 6yn0 BUABNEHO TpaHcoKaLio reHy MET. La TpaHcnoKauia npM3BoauTb A0 aKTUBaLLi
6inka met, TOMy Taka NyxAMHa MNOTEHLIMHO MOXKe ByTu 4YyTAMBOK A0 3actocyBaHHA MET-iHribiTopis.
OpHak, BpaxoBYKO4YM HU3bKY Kinbkictb PHK 3 paHoto TpaHcnoKauieo (263 piga Ha 1 maH) MOXHa
NPUNYCTUTU, LWLO AAHUW BapiaHT € CYOKNOHANbHUM, WO POBUTb MEHL MMOBIPHMM OTPUMAHHA KAiHIYHOrO
edeKTy Bia TapreTHoi Tepanii. Kpim Toro, TpaHcnoKauii reHy MET Hapasi He € 3apeecTpoBaHMM NOKa3om
[0 TapreTHoi Tepanii Npu XXo04HOMY BMUAI OHKONOTIYHUX 3aXBOPIOBAHb.

OKpim UbOro, B NyxAuHi 6yno BusBneHO MmyTauii B reHax TPMT, PPM1D Ta TpaHcnokauii MTAT-
CDKN2B_AS1 004 i BRD3-NUTM1 sKi Ha CbOroAHALWHIN AeHb HE MatoTb KAiHIYHOrO Ta TepaneBTUYHOro
3HaAYeHHS.

Mpyn OUiHLI reHOMHUX NapameTpiB, 6y/0 BUABNEHO, LLIO NYyX/MHA € MiKpocaTeniTHo-cTabinbHoo (MSS) Ta
Ma€ HM3bKe MyTauiMHe HaBaHTaxeHHA (TMB-Low), WO acoLilOETbCA 3 HM3bKOK MNOTEHLiMHOW
epeKTUBHICTIO iMyHOTepanii iHribitopamn PD-1/PD-L1. BU3HauuTH piBeHb BTPaTU retepo3mrotHocTi (LOH)
He BAANOCb 4yepe3 HepocTaTHO AKicTb AHK B 3pa3Kky, ane BpaxoByHUM BiACYTHICTb MyTauil B reHax
BRCA1/2 Ta iHWKX reHax cMcTteMmn romo0idHoi pekombiHauii (HRR), NyxAnHa € NOTEHLAHO HEYYTIUBOIO
o iHribitopis PARP.

*Memoo: Next Generation Sequencing (NGS)

*Habip: Oncomine Comprehensive Assay Plus (Thermo Scientific)
*Yymnaugicme: 5% mymaHmHux anenis

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

DocnigKyBaHi reHHi 6iomapkepu DocnigKyBaHi reHOMHi 6iomapKepu

HRD — Bu3sHayeHHA LOH (BTpaTh reTepo3mnroTHICTi) — Ha piBHi reHy
Ta PiBHi 3pa3Kka

>1 mb Koayumnx nocnigoBHOCTeN Ans BU3HaYeHHA TMB
(MyTauiHOro HaBaHTaXKeHHSA NyXUHW)

165 reHiB Ha myTauii (SNV, In/Dels) B “rapaumnx Toukax”

333 reHiB Ha amnnidikauii Ta aeneuii (CNV)

227 reHiB 3 NOBHOW Koaytodoto nocaigosHicTio HK (CDS) [MikpocaTtenitHi mapkepu MSI-H/MSS ana Bu3HaueHHs ctatycy MSI

49 reHiB Ha TpaHcnoKauii (Fusions)

MET BMABNEHHA NPONYCKiB €K30HiB Ha piBHi AHK i PHK
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*KoHmpose akocmi: Akicme noKpummsa mapaemHux nocaidosHocmel 3a008inbHa
*Knacugpikayia b6ionoeiyHoz2o 3HavyeHHA: 6a3a daHHUX Oncomine (Thermo Scientific)
*Knacugpikayis mepanesmu4Hozo 3Ha4yeHHA: OncoKB (Memorial Sloan Kettering Cancer Center)

Pe3ynbmamu 0ocnioxceHob He € diazHo3om i nompebyrome KoHCynbmayii nikaps.

BuKoHaBu,:
FeHeTuk LWanouka 4.0.
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