


  Unique   Gene where  Change to        Resultant
identifier     variant            DNA               change to
for record    occurs       sequence           protein

NM_12345(Gene):c123A>C; p.(Asn123Asp)
This variant is classified as_______

Classification
    of variant



Evidence in support of pathogenic classification:
- Variant is present in gnomAD (v2) <0.01 for a recessive condition
 (1 heterozygote. 0 homozygotes).
- Heterozygous variant detected in trans with a second pathogenic 
heterozygous variant (p.(lle2331Lys)) in a recessive disease.
Evidence in support of benign classification:
- Missense variant consistently predicted to be tolerated by multiple- Missense variant consistently predicted to be tolerated by multiple
 in silico tools or not conserved in placental mammals with a minor amino acid change.











Additional information:
- Loss of function is a known mechanism of disease in this gene and is associated 
with polycystic kidney disease 4, with or without hepatic disease (MIM#263200).
- This gene is associated with autosomal recessive disease.
- Variant in this gene are known to have variable expressivity. There is
significant intrafamilial variation of severity (GeneReviews).
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