TABLE 1 Filtered SNVs, INDELs, and SV identified in the SRY-negative 46, XX male syndrome with bone marrow failure.
	Chr
	Gene Name
	HGNC (gene)
	OMIM 
(gene)
	Start

	End

	SV
	Reference sequence
	dbsnp150

	SNV/INDEL
	Locus
(human)
	zygosity
	1000g2015aug_all
	SIFT
	Mutation Taster


	Genes associated with loss-of-function in female pathway

	1
	WNT4
	12783
	603490
	8446628
	60870960
	[bookmark: OLE_LINK480][bookmark: OLE_LINK481]INS
	-
	-
	-
	-
	-
	-
	-
	-

	1
	RSPO1
	21679
	609595
	8446628
	60870960
	INS
	-
	-
	-
	-
	-
	-
	-
	-

	3
	CTNNB1
	2514
	116806
	28882969
	49052285
	DEL
	-
	-
	-
	-
	-
	-
	-
	-

	1
	INSRR
	6093
	147671
	78543585
	191817437
	INS
	-
	-
	-
	-
	-
	-
	-
	-

	Genes associated with 46, XX disorders of testis development

	9
	[bookmark: OLE_LINK642][bookmark: OLE_LINK643][bookmark: OLE_LINK17]DMRT1
	2934
	602424
	841971
	841971
	-
	NM_021951
	rs3739583
	[bookmark: OLE_LINK18][bookmark: OLE_LINK21]exon1: c.133T>A: p. S45T
	9p24.3
	heterozygosis
	0.224641
	0.474, T

	1, P


	9
	DMRT1
	2934
	602424
	967981
	967981
	-
	NM_021951
	rs279895
	exon5:   c.968-4G>C: splicing
	9p24.3
	homozygous
	0.9361
	-
	-

	8
	FOG2
	16700
	603693
	68297270
	129244929
	DEL
	-
	-
	-
	-
	-
	-
	-
	-

	Sex differentiation (e.g. steroid synthesis/receptors)

	10
	[bookmark: OLE_LINK418][bookmark: OLE_LINK419]CYP17A1
	2593
	609300
	62512366
	123228974
	DEL
	-
	-
	-
	-
	-
	-
	-
	-

	8
	STAR
	11359
	600617
	25828254
	39487128
	INS
	-
	-
	-
	-
	-
	-
	-
	-

	8
	[bookmark: OLE_LINK416][bookmark: OLE_LINK417]STAR
	11359
	600617
	38002807
	38002807
	-
	NM_000349
	rs537903614
	[bookmark: OLE_LINK338][bookmark: OLE_LINK339]exon6:  c.677T>C: p. V226A
	8p11.23
	heterozygosis
	0.0002
	0.001, D
	1, D

	[bookmark: _Hlk24146259]2
	[bookmark: OLE_LINK340][bookmark: OLE_LINK341]SRD5A2
	11285
	607306
	31805880
	31805880
	-
	NM_000348
	rs142200057
	exon1: c.89_89+1insC
	2p23.1
	homozygous
	1.0000
	-
	-

	X
	AR
	644
	313700
	66766356
	66766356
	-
	NM_000044
	rs760580125
	[bookmark: OLE_LINK482][bookmark: OLE_LINK483]exon1: c.1368_1369insGGC: p. G456delinsGG
	Xq12
	heterozygosis
	0.1976

	-
	-

	X
	AR
	644
	313700
	66765158
	66765158
	
	NM_000044
	unknown
	exon1: c.170_171insGCAGCAGCAGCAGCAGCAGCAGCA: p. L57delinsLQQQQQQQQ
	Xq12
	heterozygosis
	unknown
	-
	-


Chr: chromosome; SV: structural variation; SNV: single-nucleotide variation; INDEL: insertion and deletions; INS: insertion; DEL: deletions.
