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Nocnyra: OncoRisk Neuroblastoma - [liarHocTuka cimeitHoi Hevipobaactomm (2 reHu, NGS)

BuasneHo natoreHHUM BapiaHT B reHi ALK

DopatkoBa iHpopmauin:

Lla 3miHa nocnigoBHOCTI 3aMiHIOE apriHiH rayTamiHOM y KogoHi 1275 6inka ALK (p.Argl275GIn). 3anuwok
apriHiHy € BUCOKOKOHCEPBOBAHUM, i iCHYE HeBeNMKa Pi3MKO-XiMiYHa Pi3HULA MiXK apriHiHOM i rayTamiHOM.
Lleli BapiaHT BiacyTHiIN y 6a3ax AaHux HaceneHHAa (ExAC Hemae yactoTu). Lito miceHc-3miHy cnocTepiranu B
oci6 3 Helpobnactomoto (PMID: 18724359, 18923523, 18923525, 29489754, 30350464). ClinVar mictutb
3anuc Ansa uboro BapiaHTy (iaeHTudikaTop BapiaHTa: 18083). Anroputmun, po3pobaeHi ANna NpPorHo3yBaHHA
BM/IMBY MiCEHC-3MiH Ha CTPYKTypy Ta ¢yHKuUjito binka (SIFT, PolyPhen-2, Align-GVGD), npunycKatoTb, WO LeWn
BapiaHT, MMOBiIpHO, byae pPyMHIBHMM. EKCNepUMeEHTaNbHi AOCNIAMKEHHSA MOKas3aau, Wo uA MiCeHC-3MiHa
BMN/IMBaE Ha ¢yHKLUito ALK (PMID: 18923523, 18923525). 3 umx NpuUuMH Lel BapiaHT b6yB KnacudikoBaHUi aK
naToOreHHUM.

leH MyTauin Knacuoikauin basu gaHux

¢.3824G>A (p.Argl1275GIn)

AnbTepHaTUBHA Ha3Ba: - .
[MaToreHHun

ALK . ClinVar (NCBI
TpaHckpunt: NM_004304.5 BapiaHT ( )

3UroTHicTb: [eTepo3nroTHa

*Memood: Next Generation Sequencing (NGS)

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

*061a0HAHHA: The lon Proton Sequencer (Thermo Scientific, CLLA)

*locnioncysaHi ALK, PHOX2B

2eHu:

*KoHmposnb akocmi: Akicme nokpumms yineosux nocaidoeHocmel 3a008in6Ha

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

BrKOHaBLLi:

FeHeTuK LWanouka A4.0.
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