Table S-1. Filtering steps followed to search for the candidate variant in affected individual of family E (IV-3).
	Filtration methods
	Number of Variants detected

	
	

	Total variants detected in affected individual (IV-3)
	71,018

	Total heterozygous variants detected
	39,738

	Total homozygous variants detected
	31,279

	Total variants after dbsnp exclusion
	2,934

	Total homozygous frameshift variants detected
	137

	Total homozygous indels detected
	118

	Total homozygous missense variants detected
	63

	Total homozygous nonsense variants detected
	2

	Total homozygous splice site variants detected
	61

	Total homozygous near splice site variants detected
	26

	Total homozygous synonymous variants detected
	31

	Total homozygous unknown variants detected
	18

	Total homozygous 3’ and 5’ UTR variants detected
	277

	Total homozygous variants identified after applying different filters (NHLBI-ESP; 1000 Genomes; ExAC) with MAF>0.01
	105

	Total compound heterozygous variants identified after applying different filters (NHLBI-ESP; 1000 Genomes; ExAC) with MAF>0.01
	89

	Homozygous variant identified in BBS known genes and segregating with the disease phenotype in the family
	1


[bookmark: _GoBack]
