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	S.No
	Family
	Gene
	Variation
	Amino acid change
	Allele count ExAc
	Number of homozygotes ExAc
	Allele Frequency ExAc

	1
	A
	BBS7
	c.580_582delGCA
	p.A194del
	00
	00
	00

	2
	B
	BBS7
	c.1592_1597delTTCCAG
	p.Val531_Pro532del
	01
	00
	8.246e-06

	3
	C
	BBS8
	c.1347G>C
	p.Gln449Arg
	02
	01
	1.648e-05

	4
	D
	BBS10
	c.271_272insT
	------
	00
	00
	00

	5
	E
	MKKS
	c.119C>G
	p.Ser40*
	03
	00
	2.472e-05

	S.No
	Family
	Gene
	Variation
	Amino acid change
	Allele count In-house
	Number of homozygotes In-house
	Allele Frequency In-house

	6
	A
	BBS7
	c.580_582delGCA
	p.A194del
	00
	00
	00

	7
	B
	BBS7
	c.1592_1597delTTCCAG
	p.Val531_Pro532del
	00
	00
	00

	8
	C
	BBS8
	c.1347G>C
	p.Gln449Arg
	00
	00
	00

	9
	D
	BBS10
	c.271_272insT
	------
	00
	00
	00

	10
	E
	MKKS
	c.119C>G
	p.Ser40*
	00
	00
	00



