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Variant: NM_130838.1(UBE3A):c.1147G>T (p.Glu383Ter)
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CASTI3541I9 1 HGVS expressions
546267 (ClinVar) 4 NM_130838.1(UBE3A):c.1147G>T (p.Glu383Ter)
Gene: UBE3A (HGNC:7337) NM_130838.1:c.1147G>T
Condition: Angelman syndrome (MONDO:0007113) NC_000015.10:9.25370967C>A
Inheritance Mode: Autosomal dominant inheritance (with paternal CM000677.2:9.25370967C>A
imprinting (HP:0012274)) NC 000015.9:9.25616114C>A
UUID: 5a71dd7c-8402-4233-9b65-cc71afc0f62a CM000677.1:9.25616114C>A
Approved on: 2021/3/1 NC 000015.8:9.23167207C>A
Published on: 2021/5/5 NG_009268.1:9.73015G>T
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Rett and Angelman-like Disorders VCEP

The p.Glu383Ter variant in UBE3A is predicted to cause a premature stop codon that leads to a truncated or absent protein in a gene
where loss-of-function is an established mechanism. There is significant evidence that loss of this region of the gene is pathogenic (PVS1).
The p.Glu383Ter variant in UBE3A has been reported in a patient with a clinical phenotype suggestive of Angelman syndrome (PP4). This
variant is absent from gnomAD (PM2_supporting). In summary, the p.Glu383Ter variant in UBE3A is classified as Pathogenic for Angelman
syndrome based on the ACMG/AMP criteria (PVS1, PM2_supporting, PP4).

Met criteria codes
PP4 a v The patient is reported to have a clinical phenotype suggestive of Angelman syndrome

PVS1 B v The p.Glu383Ter variant in UBE3A is predicted to cause a premature stop codon that leads to a truncated or absent
protein in a gene where loss-of-function is an established mechanism.

PM2_Supporting a v The p.Glu383Ter variant in UBE3A is absent from gnomAD.

Not Met criteria codes

PS4 a 4 This variant has not been reported in the published literature.
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