Supplementary Table 2. Features of SIOD patients without SMARCAL1 mutations.
	Features
	Patients

	
	52a
	52b
	54
	55
	63
	80
	81
	85
	87
	89
	95

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

	Severity score
	5
	3
	3
	5
	5
	3
	3
	3
	3
	2
	4

	Dysmorphism
	
	
	
	
	
	
	
	
	
	
	

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

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

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

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

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

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

	Development
	
	
	
	
	
	
	
	
	
	
	

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

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

	Endocrine
	
	
	
	
	
	
	
	
	
	
	

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

	Hematology & Immunology
	
	
	
	
	
	
	
	
	
	
	

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

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

	  Neutropenia
	+
	+
	+
	-
	+
	-
	-
	+
	-
	-
	-

	  Anemia2
	+
	-
	-
	-
	+
	+
	+
	-
	+
	-
	+

	  Thrombocytopenia
	+
	-
	-
	+
	+
	-
	-
	-
	-
	-
	-

	Nephrology
	
	
	
	
	
	
	
	
	
	
	

	  Proteinuria
	+
	+
	NR
	+
	+
	+
	+
	+
	+
	+
	+

	  Nephrotic Syndrome
	+
	+
	-
	+
	-
	+
	+
	+
	+
	+
	+

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

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

	Neurology
	
	
	
	
	
	
	
	
	
	
	

	  TIAs
	-
	-
	-
	+
	+
	-
	NR
	+
	-
	-
	-

	  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. 


