
Table S1 SNPs identified in ATRIP intron 1 and 2
	
	SNV alleles
	
	
	

	contig position*
	CV1720
(Patient)
	CV1780
(Mother)
	CV1783
(Father)
	reference SNP cluster record**
	MAF***
	remarks

	48428196
	G/C
	G/C
	G
	rs72622933
	C=0.119
	-59bp upstream of ATG start codon

	48429402
	A/G
	G
	A/G
	rs922075
	A=0.447
	intron 1

	48430197
	C
	C
	C
	rs4858794
	G=0.068
	intron 1

	48430612
	C/G
	C
	C/G
	rs1824363
	G=0.296
	intron 1

	48430845
	A/G
	A
	A/G
	rs9311426
	N.A.
	intron 1

	48431354
	G/A
	G/A
	G/A
	not reported
	-
	intron 1: -92bp upstream of  exon 2

	48431433
	A/G
	A
	A/G
	not reported
	-
	intron 1: -13bp upstream of  exon 2
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