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Nocnyra: OncoRisk Thyroid - NaHenb cnagkoBoro paky wutonoAibHoi 3an03u (8 reHis, NGS)

BuasneHo natoreHHUM BapiaHT B reHi RET

DopatkoBa iHpopmauin:

Lla 3miHa nocCnifOBHOCTI CTBOPIOE MepeayacHUid CUTHAN 3yNUHKKM TpaHcaauii (p.Argl80*) y reHi RET.
OuiKyeTbcA, WO ue npusBede A0 BiACYTHOCTI abo NolKoaKeHHs 6iKkoBoro npoAyKry. Biaomo, wo BapiaHTm
BTpaTh GyHKLii npu RET € natoreHHUMun (PMID: 22174939, 22648184). Liei BapiaHT BigcyTHIN y 6a3ax AaHux
HaceneHHs (EXAC Hemae yactotu). Llelih curHan nepegyvacHoi TpaHcaAuii cnocTepirascsa B ocib i3 xBopoboto
FpwnpyHra (PMID: 8114939). ClinVar micTuTb 3anuc ana uporo BapiaHTy (igeHTudikaTop BapiaHTa: 13925). 3
LUMX NPUYMH e BapiaHT b6yB KiacndikoBaHU AK NaTOTEHHWUIA.

leH MyTauin Knacuoikauin basu gaHux
¢.538C>T (p.Arg180Ter)
A}'IbTepHaTVIBHa Ha3Ba: - o
[MaToreHHun .
RET . ClinVar (NCBI)
TpaHckpunt: NM_020975.6 BapiaHt
3UroTHicTb: [eTepo3nroTHa
*Memoo: Next Generation Sequencing (NGS)
*Habip: CleanPlex® Hereditary Cancer Panel v2 (Paragon Genomics, CLLIA)
*06100HAHHA: The lon Proton Sequencer (Thermo Scientific, CLLIA)

*flocnidxncysaHi APC, CHEK2, DICER1, MEN1, PRKAR1A, PTEN, RET, TP53
2€eHuU:

*KoHmponb akocmi: Akicme nokpumms yinbosux nocaidosHocmeli 3a008inbHa

* Peaynomamu 0ocnioxceHb He € dia2Ho30M i nompebyome KoHcyabmayii aikaps.

BuKoHaBLi:

leHeTuK Wanoyka 4.0.
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