	Family No.
	Gene
	HGVS
aa
	MAF
	In sillico prediction
	BaseSpace
Variant
interpreter

	
	
	
	gnomAD
(%)
	ExAC
(%)
	1000
Genome
(%)
	ESP
(%)
	SIFT

	Poly Phen
	Mutation
Tester
	

	1
	RP1
	p.Arg376Ter
	0.0130
(South Asian)

	0.01213
(South Asian)
	NA
	NA
	NA

	NA
	NA
	LP

	1
	TTPA
	p.Pro200Leu
	NA
	NA
	NA
	NA
	Del.

	PD
	DC
	VUS

	2/3
	RP1
	p.Gly203Arg
	NA
	NA
	NA
	NA
	Del.
	PD
	DC
	LP

	3
	MERTK
	p.Pro33Leu
	0.09157
(African)
	0.00125
(African)
	NA
	0.0908
(African- American)
	Tol.
	Benign
	PD
	VUS

	4
	RLBP1
	p.Thr27Profs Ter26
	NA
	NA
	NA
	NA
	NA
	NA
	NA
	LP

	4
	IFT140
	p.Ala1319_Lys1320del
	0.3529
(Ashkenazi)

	0.3632
(Ashkenazi)

	NA
	0.39
(European; American)
	NA
	NA
	NA
	VUS

	5
	RLBP1
	p.Pro133GlnfsTer126
	NA
	NA
	NA
	NA
	NA
	NA
	NA
	LP


Appendix 5: Minor Allele Frequencies (MAF) and in silico predictions candidate variants.
LP likely pathogenic; Del. deleterious; PD probably damaging; DC disease causing; VUS variant of unknown significance; LP likely pathogenic; Tol. tolerable; 
.
