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Mocnyra: OncoRisk Pediatric - MaHenb autaunx conigHux nyxavH (51 reH, NGS)

BuasneHo natoreHHUM BapiaHT B reHi RB1

DopatkoBa iHpopmauin:

Llen BapiaHT 3HaxoauTbCA B HeKoaylouin obnacti reHa RB1. BiH He 3MmiHIOE 3aKo40BaHy MOCNILOBHICTb
amiHokucnoT binka RB1. Lien BapiaHT BiacyTHiM y 6a3ax gaHux HaceneHHA (gnomAD Hemae 4yactoTu). Llen
BapiaHT cnocTepirasca B oci6 3 petuHobnaactomoto (PMID: 1881452, 10673998, 20447117). NpuHaimHi B
OfHi€i NAMHM cnocTepiranu, Wo BapiaHT 6yB de novo. ClinVar mictTutb 3anuc Ana UbOro BapiaHTy
(ineHTMdikaTop BapiaHTa: 13086). Anroputmu, po3pobneHi ANA NPOrHo3yBaHHA BMMBY BapiaHTIB Ha
CTPYKTYpPY Ta ¢yHKUilO 6inKka, HeaocTynHi abo He 6yan ouiHeHi AnAa uboro BapiaHTy. EKcnepumeHTanbHi
OOCNigXKeHHA NOKasanu, Wo Lel BapiaHT BNAMBaE Ha ¢yHKuUito RB1 (PMID: 1881452). 3 uux npuumH uew
BapiaHT byB KnacudikoBaHUI K NATOreHHUN.

leH MyTauin Knacuoikauisa basu gaHux
c.-198G>A
A}'IbTepHaTVIBHa Ha3Ba: -
MaToreHHWi ,
RB1 TpaHckpunt: NM_000321.2 BapiaHT ClinVar {NCBI)
3UroTHicTb: F'eTepo3nroTHa

*Memood: Next Generation Sequencing (NGS)
*Habip: CleanPlex® Comprehensive Hereditary Cancer Panel (Paragon Genomics, CLLIA)
*061a0HAHHA: The lon Proton Sequencer (Thermo Scientific, CLLA)
*locnioncysaHi AIP, ALK, APC, ATM, AXIN2, BAP1, BLM, BMPR1A, CDC73, CDKN1C, DICER1, DIS3L2, EPCAM, FH, GPC3, HRAS,
2eHu: MAX, MEN1, MLH1, MSH2, MSH6, NBN, NF1, NF2, PHOX2B, PMS2, POT1, PRKAR1A, PTCH1, PTEN, RB1, RECQL,

RECQL4, RET, SDHA, SDHAF2, SDHB, SDHC, SDHD, SMAD4, SMARCA4, SMARCB1, STK11, SUFU, TMEM127,
TP53, TSC1, TSC2, VHL, WRN, WT1

*KoHmposnb skocmi: Akicme nokpumms yinbosux nocaidoeHocmel 3a008in6Ha

* Peaynomamu 0ocnioxceHb He € diazHo30M i nompebytome KoHCyabmayii nikaps.

BrKOHaBLLi:

leHeTuK LWanouka A4.0.
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