Supplementary Table 1. Features of SIOD patients with biallelic SMARCAL1 mutations.
	Features
	Patients

	
	18
	27
	33
	38
	39
	44
	50
	57
	61
	65
	66
	70
	74
	78
	79
	96
	101
	112
	113
	114
	120
	121

	Gender
	M
	F
	F
	M
	M
	M
	F
	F
	M
	M
	M
	F
	M
	F
	F
	M
	M
	F
	F
	M
	M
	F

	Mutation
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	

	Allele 1
	I548N
	K647T
	I383fsX3
	M288_D366del
	A468P
	L397fsX40
	E848X
	Q319X
	I383fsX3
	F279S
	R845C
	F279S
	S579L
	P480L
	T705I
	R476Q
	E848X
	R645H
	R645H
	L633P
	R764Q
	G461D

	Allele 2
	R645C
	K647T
	D366_I383del
	M288_D366del
	T705I
	S774X
	E848X
	Q319X
	I383fsX3
	E848X
	R845C
	P113fsX4
	S579L
	I755S
	T705I
	R476Q
	E848X
	E848X
	E848X
	L633P
	E848X
	E848X

	Severity score
	3
	3
	4
	6
	6
	5
	4
	4
	5
	1
	5
	6
	3
	2
	2
	4
	4
	4
	3
	1
	3
	1

	Dysmorphism
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	

	Hair hypoplasia
	+
	-
	NR
	+
	+
	-
	+
	+
	-
	-
	-
	+
	NR
	+
	-
	+
	+
	-
	-
	+
	+
	-

	Broad low nasal bridge
	-
	NR
	+
	+
	+
	-
	+
	+
	+
	-
	+
	+
	+
	-
	-
	+
	+
	-
	-
	-
	+
	-

	Bulbous nasal tip
	-
	NR
	+
	+
	-
	+
	+
	+
	-
	-
	+
	+
	+
	-
	+
	+
	+
	-
	-
	+
	+
	+

	Hyperpigmented macules
	-
	NR
	+
	+
	+
	+
	+
	+
	+
	-
	+
	+
	+
	-
	+
	NR
	+
	-
	-
	+
	+
	-

	Protuberant 
abdomen
	-
	+
	NR
	+
	+
	+
	+
	+
	+
	-
	-
	+
	+
	+
	+
	+
	+
	-
	-
	+
	+
	-

	Elongated upper lip
	-
	NR
	NR
	+
	+
	-
	+
	+
	+
	-
	-
	+
	+
	-
	-
	-
	NR
	-
	-
	-
	+
	-

	Development
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	

	Delayed 
development
	-
	+
	-
	+
	-
	-
	-
	+
	-
	-
	-
	-
	-
	-
	-
	-
	-
	-
	-
	+
	+
	+

	Schooling delay
	-
	+
	NA
	-
	-
	-
	NA
	+
	NA
	-
	NA
	NA
	NA
	NA
	NA
	-
	+
	NA
	NA
	+
	-
	NA

	Endocrine
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	

	Serologic hypothyroidism
	-
	-
	+
	+
	+
	-
	-
	-
	NR
	NR
	+
	-
	-
	+
	+
	+
	+
	NR
	+
	-
	-
	-

	Hematology & Immunology
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	

	Lymphopenia
	+
	-
	+
	+
	+
	+
	NR
	-
	+
	-
	+
	+
	+
	+
	+
	+
	+
	+
	-
	-
	+
	-

	Recurrent infections
	-
	-
	-
	+
	+
	-
	-
	+
	+
	-
	-
	+
	+
	-
	-
	-
	+
	+
	+
	-
	-
	-

	Neutropenia
	NR
	-
	NR
	+
	-
	-
	-
	+
	+
	-
	NR
	NR
	-
	-
	-
	-
	+
	-
	-
	-
	-
	-

	Anemia
	-
	-
	+
	+
	+
	-
	-
	+
	+
	-
	+
	NR
	-
	+
	-
	+
	-
	+
	+
	-
	-
	-

	Thrombocytopenia
	-
	-
	NR
	+
	-
	-
	-
	-
	+
	-
	+
	NR
	-
	-
	-
	-
	-
	-
	-
	-
	-
	-

	Nephrology
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	

	Proteinuria
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+

	Nephrotic 
Syndrome
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+

	Progressive Renal failure
	+
	+
	+
	+
	+
	+
	-
	+
	-
	+
	+
	+
	NR
	+
	-
	-
	NR
	+
	+
	-
	-
	-

	Dialysis or graft
	+
	+
	+
	+
	+
	+
	-
	+
	-
	+
	+
	+
	-
	+
	-
	-
	-
	+
	+
	-
	-
	-

	Neurology
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	

	TIAs
	-
	-
	-
	+
	+
	+
	+
	+
	-
	-
	+
	+
	-
	-
	-
	-
	+
	-
	-
	-
	+
	-

	Strokes
	-
	-
	-
	-
	+
	+
	+
	+
	-
	-
	+
	+
	-
	-
	-
	-
	-
	-
	-
	+
	-
	-

	Migraine-like headaches
	-
	-
	NR
	+
	+
	+
	+
	+
	-
	-
	NR
	+
	+
	NR
	NR
	NR
	-
	-
	-
	-
	+
	-

	Skeletal radiographic findings
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	
	

	    SED
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+
	+


Abbreviations: NA, not applicable, NR, not reported, TIA, Transient Ischemic Attack, SED, spondyloepiphyseal dysplasia.

