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Nocnyra: OncoRisk Prostate - CnagkoBa naHenb gas paky nepeamixyposoi 3an103u (15 reHis, NGS)

BuasneHo natoreHHUM BapiaHT B reHi BRCA2

DopatkoBa iHpopmauin:

Lla 3miHa nocniAoBHOCTI CTBOPIOE NepeaYacHUn CUrHaA 3yNUHKKM TpaHcaau,ii (p.Pro2334Thrfs*6) y reHi BRCA2.
OuiKyeTbcA, Wo Ue npmsBede A0 BiACyTHOCTI abo nolwKoaKeHHs 6ikoBoro npoAyKry. Biaomo, wo BapiaHTn
BTpaTh PyHKLii BRCA2 € natoreHHMMK (PMID: 20104584). Liei BapiaHT NpUcyTHi B 6a3ax gaHUX HaceNeHHsn
(rs754611265, gnomAD 0,0009%). Lleli curHan nepeayvacHoOl 3ynMWHKKM TpaHCAAUii cnocTepirasca B ocib 3
pakom MosioYHOi 3an03u (PMID: 27194814). ClinVar micTuTb 3anmMc gas uboro BapiaHTy (iaeHTudikaTop
BapiaHTa: 219496). 3 uMX NPUUUH LEen BapiaHT byB KiacndpikoBaHU AK NaTOTEHHUIA.

feH BRCA2 acoLilo€eTbca 3 CMHAPOMOM ayTOCOMHO-40MIHAHTHOrO CMaAKOBOro paky MOJIOYHOI 3a/103M Ta
AeyHukiB (HBOC) (UID MedGen: 151793) i ayTocomHo-peuecnBHoo aHemieto daHKoHi Tuny D1 (FAD1) (UID
MedGen: 325420). Lleli pe3ynbTaT y3rogsKyerbcs 3i CXU/bHICTIO abo AjarHO30M ayTOCOMHO- AOMIHAHTHUX
cTaHiB, nos’a3aHunx 3 BRCA2. HiHku 3 natoreHHMm BapiaHTom BRCA2 matoTb 44-80% pU3MK paKy MOJIOHYHOI
3an1031 npoTtarom Xutta (PMID: 32676552, 33471974). Pu3nK paKy KOHTpasnaTepanbHOI MOJIOYHOI 3a/103U
yepes 10 pokis Micasa NepBMHHOI AiarHOCTUKKM cTaHoBUTL 10-30% (PMID: 26700119). PU3KnK paKy AEYHUKIB,
dannonieBnx Tpyb abo ouepeBUHM NPOTATOM KUTTA CTaHOBUTbL 19-46% (PMID: 32676552). YonoBsikm matoTb 7-
8% pW3MK paky rpyaHoi 3ano03u (PMID: 18042939) i 22-32% pwusuk paKky npoctatu (PMID: 30900310). |
YOJIOBIKM, i *KiHKM MalOTb NiABULLEHMIA PU3MK PO3BUTKY PaKy MigLWyHKOBOI 3a103U (4-9% pPU3UK NPOTATOM
»utTa) (PMID: 29922827, 27306910) i menaHoMMU (pU3MKM MPOTATOM KUTTA He BcTaHoBaeHi) (PMID:
10433620). bionoriuHi poauyi MmoxKyTb 6yTU B rpyni pUsMKY LLOAO ayTOCOMHO-AOMIHAaHTHUX 3aXBOPHOBAHb,
nos’asaHmx 3 BRCA2, i matoTb WwaHC ByTM HOCIAMW ayTOCOMHO-PEL,ECMBHUX 3aXBOPHOBaHb, MOB’A3aHUX 3
BRCA2, Tomy iM peKOMeHA0BaHO NPONTU TECTYBaAHHA.

leH MyTauin Knacuoikauin basu gaHux

€.6998dup (p.Pro2334fs)
AnbTepHaTuBHa Ha3Ba: p.Pro2334ThrfsX6 n Y
BRCA2 aTorennmu ClinVar (NCBI)
TpaHckpunT: NM_000059.4 BaplaHT

3UroTHicTb: [eTepo3nroTHa

*Memoo: Next Generation Sequencing (NGS)
*Habip: CleanPlex® Hereditary Cancer Panel v2 (Paragon Genomics, CLLIA)
*06100HAHHA: The lon Proton Sequencer (Thermo Scientific, CLLIA)

*locnioncyeaHi ATM, BRCA1, BRCA2, BRIP1, CHEK2, EPCAM, MLH1, MSH2, MSH6, NBN, PALB2, PMS2, RAD51C, RAD51D,
2eHu: TP53

*KoHmponb Akocmi: AKicme NoKpumms yinbosux nocaidosHocmel 3a008inbHA
* Pesynomamu 0ocnioxceHb He € diazHO30M i nompebyrome KoHCyabmayii nikaps.

BuKoHaBLi:

leHeTuK LWanoyka 4.0.
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