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BuasneHo natoreHHUM BapiaHT B reHi VHL

DopatkoBa iHpopmauin:

Lla 3miHa nocnigoBHOCTI 3amiHIOE TpunTodaH Ha cepuH y KogoHi 117 6inka VHL (p.Trpll7Ser). 3anuwok
TpunTodaHy B AaHi NO3ULiT € BUCOKOKOHCEPBOBAHUM, i MiXK TpunTodpaHOM i cepuHOM iCHye BesinKa ¢i3nKo-
XiMiyHa pisHuMuA. Lleli BapiaHT BiAcyTHIN y 6a3ax AaHux HaceneHHA (EXAC Hemae yacTtoTu) Ta y 6asi gaHux
ClinVar. Lleii BapiaHT np13BOAMTb A0 3aMiHM BUCOKOHCEPBATUBHOIO aMiHOKUCAOTHOIO 3aaMwky p.Trpll7 B
redi VHL. I|HWi BapiaHTW, fKi 3amiHIOOTb LEl 3anuIWOoK Ha iHWwi amiHokucnotu (Arg, Leu, Gly, Cys),
cnocrtepiranuca B ocib i3 3axsoptoBaHHAMMK, nos’asaHnmn 3 VHL (PMID: 18685280, 24581539, 28388566,
30477447) Ta knacudikyotbea ClinVar Ta iHwuMKM 6asamn gaHux ak natoreHHi (Var ID: 167827, 862346,
2087924), wo cBia4YMTb NPO Te, WO AAHUIN aMiHOKMUC/IOTHUI 3a/IMLIOK € KNiHIYHO 3HAYYLWMM. 3 UMX MPUUYUH, Ta
BPaX0BYHOUM KNiHIYHY Nigo3py Ha cuHapom VHL, gaHuit BapiaHT 6yB KnacMdikoBaHWUIM AK NATOreHHUNA.

leH MyTauin Knacuikauisa ba3u paHux

¢.350G>C (p.Trp117Ser)
AnbTepHaTMBHa Ha3Ba: - n "
VHL aTorennmu ClinVar (NCBI)
TpaHckpunT: NM_000551.4 BaplaHT

3UroTHicTb: [eTepo3nroTHa

*Memood: Next Generation Sequencing (NGS)

*Habip: CleanPlex® Hereditary Cancer Panel v2 (Paragon Genomics, CLLIA)

*06100HAHHA: The lon Proton Sequencer (Thermo Scientific, CLLIA)

*[locnioxcysaHi BAP1, CDC73, CDKN1C, DICER1, DIS3L2, EPCAM, FH, FLCN, GPC3, MET, MLH1, MSH2, MSH6, PMS2, PTEN,
2eHu: SDHA, SDHB, SDHC, SMARCA4, SMARCB1, TP53, TSC1, TSC2, VHL, WT1

*KoHmposnb Akocmi: AKicme NoKpummas yinbosux nocnidosHocmel 3a008inbHA
* Peaynomamu 0ocnioxceHb He € diazHO30M i nompebytome KoHcyabmayii nikaps.
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