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	Variant
	Allele Frequency in gnomAD
	CADD
	SIFT
	Polyphen2
	MutationTaster
	Classification of variant according to ACMG

	c.526C>T p.(Arg176Ter)
	0.000007990 
(Two heterozygous carriers)
	-
	-
	-
	Disease causing
(Score 6)
	Pathogenic

	c.629C>T p.(Ser210Phe)
	Absent 
	29
	Deleterious (Score 0)
	Probably damaging (Score 0.999)
	Disease causing
(Score 155)
	Variant of uncertain significance

	c.742dupC p.(Gln248ProfsTer3) 
	Absent 
	-
	-
	-
	Disease causing

	Likely Pathogenic

	c.775G>A p.(Gly259Arg)


	Absent 
	24.8
	Deleterious (Score 0)
	Probably damaging (Score 0.999)
	Disease causing
(Score 125)
	Variant of uncertain significance




