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MALLIEHT: 3AMOBJIEHHA: 23BSXXX

Bik: OTpumaHo:

CraTb: »KiHoua BUKOHaHO:

KniHiuHi gani:

DOiarHos: PaK seuyHuKiB

Mocnyra: OncoTarget BRCA1/2 Somatic — /lTabopaTopHi AOCNiIAKEHHA COMAaTUYHMX MYyTaLLil B reHax

BRCA1, BRCA2 (NGS)

BuasneHo myrtauito B reHi BRCA2

Homep 610Ky: XXXXXX
KinbKicTb NyXAMHHUX KNITUH: >1000
Bif,COTOK NYX/IMHHUX KNITUH: ~60%
TepaneBTUYHe 3HAYEHHA
YacroTa . .
. bionoriyHe AKwWo «Tak»
leH MyTauia anenio ] -
(%) 3HayeHHA Tak/ Hi | Ouinka Fpyna Yytnus.
(]
OncoKB | npenaparis |/Pe3ucr.
€.6952C>T BTpata dyHKuU;i iHriGiTOpK
BRCA2 48% Tak 1 4yTA.
(p.Arg2318Ter) ? (naToreHHui) PARP 4

LUs 3miHa nocnigoBHOCTI CTBOPIOE MepeayacHUM CUrHaAA 3YNUHKKM TpaHcaauii (p.Arg2318%*) y reni BRCA2.
OuikyeTbcA, WO Le NnpusBese A0 BiAcyTHOCTI abo NolKoAKeHHs 6inkoBoro npoayKTy. Bisomo, wo BapiaHTu
BTpaTh PyHKLiT BRCA2 € natoreHHUmu (PMID: 20104584). Liei BapiaHT BigcyTHI y 6a3ax gaHUX HaceneHHs
(gnomAD Hemae yacToTh). Llelt curHan nepeayacHO! 3ynUHKKM TPaHCAALi cnocTepirasca B 0oCi6 3 pakom
MOJIOYHOI 3an03mn Ta/abo AeuHumkis (PMID: 19016756, 22217648, 25802882, 25863477, 26187060). Liei
BapiaHT TakoX Bigomuit sk 7180C>T. ClinVar mictTuTb 3anuc ans uboro BapiaHTy (iaeHTUdiIKaTop BapiaHTa:
38076). 3 uMx NPUYMH Lien BapiaHT 6yB KnacudikoBaHWUIN AK NAaTOreHHUN.

OCKinbKM A0CNiAKEeHHA NPOBOAMAOCL Ha MaTepiani NyXAWHW, MW HE MOMKEMO 3POOUTM BUCHOBOK UM €
BUABNEHNI BapiaHT BRCA2 repmiHanbHUM (CNaZikoBUM) UM COMATUUYHUM (LLLO MPUCYTHIN TiIbKK B NYXAWHI).
Ana suknoyeHHAa cnagkosoi npupoan mytauii BRCA2 pekomeHayetbca nposeaeHHA BRCA-TecTyBaHHA no
Kposi/cauHi (Hanpuknaa, nocnigxeHHa BRCA plus).

*Memoo: Next Generation Sequencing (NGS)

*Habip: CleanPlex® BRCA1 & BRCA2 Panel v3 (Paragon Genomics, CLLIA)
*Yymausicmes: 1% mymaHmHux anenie

*06100HAHHSA: The lon Proton Sequencer (Thermo Scientific, CLLUA)

*locnidncysaHi eeHu: BRCA1, BRCA2.

*KoHmposb akocmi: AKicme nokpumms uinbosux nocnidosHocmeli 3a008inbHA

*Knacugpikauis 6ionoziyHo20 3HaueHHA: 6a3a daHHux ClinVar (NCBI)

*Knacugpikayis mepanesmuy4Ho2o 3Ha4yeHHA: OncokB (Memorial Sloan Kettering Cancer Center)

* Peaynomamu 0ocnioxceHb He € diazHo30M i nompebyrome KOHcynbmauyii nikaps.
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BunKoHaBu,:

FeHeTUK LWWanouka 4.0.
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