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NALLIEHT: 3AMOB/IEHHA: 24S001
[aTa HapoaKeHHA: Otpumano: 29.01.2024
Cratb: KiHka BukoHnaHo: 16.02.2024
Nocnyra: OncoRisk Sarcoma - MaHenb cnagkosux capkom (27 reHis, NGS)

BuasneHo natoreHHW BapiaHT B reHi TP53

DopatkoBa iHpopmauin:

Lla 3MiHa NoCNifOBHOCTI CTBOPIOE NepeayacHUii cCUrHan 3ynuHkKM TpaHcaauii (p.Arg209Lysfs*6) y rexi TP53.
OuiKyeTbcA, WO ue npusBede A0 BiACYTHOCTI abo NolKoaKeHHs 6iKkoBoro npoAyKry. Biaomo, wo BapiaHTm
BTpaTh GyHKUji TP53 € natoreHHMMK (PMID: 20522432). Lleit BapiaHT BiacyTHI y 6a3ax AaHWX HaceNeHHs
(gnomAD Hemae yacTtoTu). Lei curHan nepegyacHoi TpaHcaauii cnoctepiraBca B ocib 3 embpioHanbHOO
pabaomiocapKkomolo Ta MIENOAUCNNACTUYHMM CUHOPOMOM, MoB’A3aHMM 3 Tepanieio (PMID: 8639798).
ClinVar mictuTb 3anuc ana uboro BapiaHTty (iaeHTudikaTop BapiaHTa: 372539). Aaroputmu, po3pobneHi ana
NPOrHO3yBaHHA BMJ/IMBY 3MiH NOCAIAOBHOCTI Ha cnnavcnHr PHK, nmpunyckalooTb, WO uer BapiaHT MoxKe
NMOPYLINTM KOHCEHCYCHUIN CalT CNAAUCUHIY. 3 UMX MPUYMH Lel BapiaHT byB KnacudikoBaHUI SIK NAaTOreHHWN.

leH MyTauin Knacuikauisa ba3su paHux

€.626_627del (p.Arg209fs)
AnbTepHaTMBHa Ha3Ba: -

MaToreHHWUi .
P53 TpaHckpunT: NM_000546.6 BapiaHT ClinVar (NCBI)
3UroTHicTb: [eTepo3nroTHa

*Memoo: Next Generation Sequencing (NGS)
*Habip: CleanPlex® Comprehensive Hereditary Cancer Panel (Paragon Genomics, CLLIA)
*06100HAHHA: The lon Proton Sequencer (Thermo Scientific, CLLIA)
*[locnioxcysaHi APC, BLM, CDKN1C, DICER1, EPCAM, FH, HRAS, KIT, MLH1, MSH2, MSH6, NBN, NF1, PDGFRA, PMS2, POT1,
2eHu: PRKAR1A, PTCH1, RB1, RECQL4, SDHA, SDHB, SDHC, SDHD, SUFU, TP53, WRN

*KoHmposnb akocmi: Akicme nokpumms yineosux nocaidoeHocmel 3a008in6Ha

* Peaynomamu 0ocnioxceHb He € diazHO30M i nompebytome KoHcyabmayii nikaps.

BrKOHaBLLi:

FeHeTuK LWanouka A4.0.

NiueHsia MiHicTepcTBa oxopoHuM 340poB'a YKpaiHu Ne 142 sig 28.01.2021 CropiHka 131



