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Nocnyra: OncoRisk Melanoma - NaHenb cnagkosux popm menaHomu (9 reis, NGS)

BuasneHo natoreHHUM BapiaHT B reHi BAP1

DopatkoBa iHpopmauin:

Lla 3miHa nocnigoBHOCTI CTBOPIOE NepeadacHMiA CUrHan 3ynuHKKM TpaHcaau,ii (p.GIn684*) y reHi BAP1. Xoua He
OYiKYy€eTbCA, WO Ue npussese o 6e3rnysforo onocepesKoBaHOro posnagy, OviKyeTbes, WO Le npussene Ao
PYMHYBAHHA OCTaHHiIX 46 amiHokucnoT 6inka BAP1. Llelt BapiaHT BigCyTHIM y 6a3ax AaHWX HACeNeHHsA
(gnomAD Hemae yacToTn). Llei curHan nepeayacHoOi TpaHCAALil cnocTepiraBca B 0cib 3 Me30TeNiomoto, pakom
WKipK Ta yBeasibHOO menaHomoto (PMID: 21874000, 24243779). TakoXK cnocTepirafocs BiAOKPEMIEHHSA Big,
XBOpobM y cnopigHeHmx ocib. ClinVar mictTutb 3anuc gnsa uboro BapiaHTty (iaeHTudikaTop BapiaHTa: 30302).
ANropuTmmn, po3pobaeHi Ana NPorHo3yBaHHA BMAMBY BAPiaHTIB Ha CTPYKTYPY Ta OyHKUit0 6inKa, HeAOCTyMHi
abo He 6ynn ouiHeHi AN Lboro BapiaHTy. EKcnepumeHTanbHi AOCNioKEHHA MOKa3anu, Wo Lel nepesyacHui
TPaHCAALiINHUIA cToN-cMrHan BnanBae Ha ¢yHKuito BAP1 (PMID: 18757409). 3 uMx npuumH Lei BapiaHT bys
KNnacndikoBaHUM K NaTOreHHUN.

leH MyTauin Knacuoikauin basu gaHux

¢.2050C>T (p.GIn684Ter)
AnbTepHaTMBHa Ha3Ba: -

MaToreHHun .
BAP1 . ClinVar (NCBI)
TpaHckpunt: NM_004656.4 BaplaHT

3UroTHiCTb: F'eTepo3nroTHa
*Memoo: Next Generation Sequencing (NGS)
*Habip: CleanPlex® Comprehensive Hereditary Cancer Panel (Paragon Genomics, CLLIA)
*06100HAHHA: The lon Proton Sequencer (Thermo Scientific, CLLIA)
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*flocnio. i BAP1, BRCA2, CDK4, CDKN2A, MITF, POT1, PTEN, RB1, TP53
2eHu:

*KoHmponb akocmi: Akicme nokpumms yinbosux nocaidosHocmeli 3a008inbHa

* Peaynomamu 0ocnioxceHb He € diazHo30M i nompebyome KoHcyabmayii aikaps.

BuKoHaBLi:

leHeTuK Wanoyka 4.0.
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