Table 1: Distribution of different types of variants across SFARI gene scores
	
Type of variants
	Score1
	Score 2
	Score3
	Score0
	Total
	Avg # Variations per subject
	Avg # Genes per subject

	# Missense Variants
	25
	83
	6
	8
	122
	6.52
	6.48

	# PTVs
	14
	79
	6
	1
	100
	21.2
	19

	#Splice Variants
	2
	12
	4
	1
	19
	2.68
	2.64

	Total Variants
	41
	174
	16
	10
	241
	
30.4

	
28.12

	Avg per subject
	1.64
	6.96
	0.64
	0.4
	
9.64
	
	

	
	8.6
	1.04
	
	
	

	# Genes
	28
	120
	12
	10
	170
	-
	6.8



Table 2: Chi-square test of significance for the distribution of high-confidence SFARI genes among ASD subjects
	
	# Genes
	# Variants

	Recurrently altered in
	High
Confidence
	Suggestive Evidence
	High Confidence
	Suggestive Evidence

	>50% of subjects
	8
	4
	15
	7

	<50% of subjects
	140
	18
	200
	19

	p values
	0.029034814
	0.000851858



Table 3: Recurrently altered SFARI genes in 25 Indian ASD subjects
	Gene Symbol
	SFARI Gene Score (syndromic)
	# Total  Variants
	Variant Details
	Types of Variants
	MAF
	#Samples
N=25(%)

	
	
	
	Chr position : Allele Change
	Residue Change
	
	IndiGen (IG), GenomeAsia (GA)
	GnomAD
	

	
SON
	
1(S)
	
2
	Chr21:33576378:
G>GA dup

	p.Gly2412GlyFs
	Frameshift
	Both: 1
	0.9996
	25(100)

	
	
	
	Chr21:33576390:GA>G del
	p.Arg2416Fs
	Frameshift
	Both: 1

	0.9995
	25(100)

	



KMT2C
	


1(S)
	


4
	Chr7:152247986: G>GT
	p.Tyr816*
	Stop gained
	IG:0.4893, GA: Novel
	0.4872
	25(100)

	
	
	
	Chr7:152229936: C>A
	p.Cys104Phe
	Missense
	IG:0.1357, GA: Novel
	0.1977
	10(40)

	
	
	
	Chr7:152176208: G>A
	p.Pro1327Leu
	Missense
	IG:0.0205, GA: 0.009238
	0.003775
	2(8)

	
	
	
	Chr7:152265180: C>T
	p.Asp348Asn

	Missense
	IG:Novel, GA: Novel
	0.0003396
	1(4)

	
EXOC6B
	
2
	
1
	Chr2:72465143:A>AAG dup
	p.Leu666SerFs
	Frameshift
	IG:Novel, GA: 0.999
	0.9971
	25(100)

	
RBFOX1
	
2
	
1
	Chr16:5599139T:>TTAGGAAA dup
	p.Ser166LeuGlyAsnFs
	Frameshift
	Both: Novel
	0.6001
	24(96)

	
CAPN12
	
2
	
2
	Chr19:38733773:A>G
	p.*37Gln
	Stop Lost
	IG:0.8427; GA:0.788
	0.7567
	24(96)

	
	
	
	Chr19:38736141:G>T
	p.Arg518Ser
	Missense
	Both: Novel
	0.000009093
	1(4)

	KIZ
	3
	1
	Chr20:21126073: C>CG dup
	P.Arg13ArgFs
	Frameshift
	IG: Novel, GA: 0.614
	0.6021
	24(96)


Note: Seven variants in a total of six genes were recurrently altered

Table 4:  Previously reported SFARI variations found in 25 Indian ASD subjects.
	Genes
	SFARI Gene Score
	Variant Details
	Types of Variants
	MAF
	No of Samples
N=25
	No of reports in SFARI

	
	
	Chr position: Allele Change
	Residue Change
	
	IndiGen
	Gnom AD
	
	

	RELN
	1
	Chr7:c.5108:C>G
	p.Pro1703Arg
	missense variant
	0.0039
	0.003251
	1
	1

	ABCA10
	2
	Chr17:c.3964:C>T
	p.Arg1322Ter
	stop gained
	0.0707
	0.08114

	3
	1

	ASPM
	2
	Chr1:c.2267:A>G
	p.Tyr756Cys
	missense variant
	0.0093
	0.001416

	1
	1

	BRCA2
	2
	Chr13:c.9976:A>T
	p.Lys3326Ter
	stop gained
	0.0073
	0.006596

	3
	1

	MTHFR
	2
	Chr1:c.665:C>T
	p.Ala222Val
	missense variant
	0.1449
	0.3149
	7
	10

	FCRL6
	2
	Chr1:c.367:C>T
	p.Arg123Ter
	Stop         gained
	0.0059
	0.001973

	1
	1

	PEBP4
	3
	Chr8:c.659:del
	p.Asn220ThrfsTer5
	frameshift variant
	0.2097
	0.3117

	4
	1



