Supplementary Table S3. Biallelic SUOX variants associated with ISOD in previous publications and our patient
	Proband ID
	Variant
	Location
	Status
	Mutation type
	in silico prediction
	gnomAD
	ACMG
	Reference (PMID)

	
	ID
	Nucleotide
	Amino acid
	Exon/Intron
	Domain
	
	
	SIFT
	PolyPhen
	Mut Tas
	CADD
	
	
	

	01
	M1
	c.433delC
	p.Q145Sfs*16
	EX6
	Cyt-b5 domain
	Homo
	Frameshift
	n.a.
	n.a.
	Deleterious
	n.a.
	0
	P
	9050047

	02
	M2
	c.650G>A
	p.R217Q
	EX6
	Moco domain
	Homo
	Missense
	D(0)
	PD(1)
	Deleterious
	29.7
	3.18E-05
	LP
	9600976

	03
	M3
	c.794C>A
	p.A265D
	EX6
	Moco domain
	Com het
	Missense
	D(0)
	PD(1)
	Deleterious
	25.9
	0
	VUS
	10519592

	03
	M4
	c.1280C>A
	p.S427*
	EX6
	Homodimerization domain
	
	Nonsense
	n.a.
	n.a.
	Deleterious
	38
	0
	P
	10519592

	04
	M5
	c.733_736delCTTT
	p.L245Pfs*27
	EX6
	Moco domain
	Homo
	Frameshift
	n.a.
	n.a.
	Deleterious
	n.a.
	0
	P
	12112661

	05
	M6
	c.284_285insC
	p.E97*
	EX6
	Cyt-b5 domain
	Com het
	Nonsense
	n.a.
	n.a.
	Deleterious
	n.a.
	0
	P
	12112661

	05
	M7
	c.1126C>T
	p.R376C
	EX6
	Moco domain
	
	Missense
	D(0)
	PD(1)
	Deleterious
	27.3
	7.96E-06
	VUS
	12112661

	06
	M8
	c.772A>C
	p.I258L
	EX6
	Moco domain
	Homo
	Missense
	D(0.02)
	B(0.031)
	Deleterious
	20.4
	0
	VUS
	12112661

	07
	M9
	c.803G>A
	p.R268Q
	EX6
	Moco domain
	Homo
	Missense
	D(0)
	PD(1)
	Deleterious
	29.7
	3.98E-06
	VUS
	12112661

	08
	M10
	c.1200C>G
	p.Y400*
	EX6
	Hinge
	Homo
	Nonsense
	n.a.
	n.a.
	Deleterious
	36
	5.97E-05
	P
	12112661

	09
	M11
	c.1261C>T
	p.Q421*
	EX6
	Homodimerization domain
	Homo
	Nonsense
	n.a.
	n.a.
	Deleterious
	39
	0
	P
	12112661

	10
	M12
	c.1084G>A
	p.G362S
	EX6
	Moco domain
	Homo
	Missense
	D(0)
	PD(0.999)
	Deleterious
	28.2
	2.39E-05
	VUS
	12112661

	11
	M13
	c.1097G>A
	p.R366H
	EX6
	Moco domain
	Com het
	Missense
	D(0)
	PD(1)
	Deleterious
	29.8
	1.19E-05
	VUS
	12112661

	11
	M14
	c.1187A>G
	p.Q396R
	EX6
	Moco domain
	
	Missense
	D(0)
	PD(0.997)
	Deleterious
	26.2
	0
	VUS
	12112661

	12
	M15
	c.1136A>G
	p.K379R
	EX6
	Moco domain
	Homo
	Missense
	D(0)
	PD(0.996)
	Deleterious
	27.6
	3.98E-06
	VUS
	12112661

	13
	M16
	c.1348T>C
	p.W450R
	EX6
	Homodimerization domain
	Homo
	Missense
	D(0)
	PD(0.999)
	Deleterious
	28.6
	0
	VUS
	12112661

	14
	M2
	c.650G>A
	p.R217Q
	EX6
	Moco domain
	Homo
	Missense
	D(0)
	PD(1)
	Deleterious
	29.7
	3.18E-05
	LP
	11825068

	15
	M17
	c.400_403delGAGC
	p.E134Pfs*26
	EX6
	Cyt-b5 domain
	Homo
	Frameshift
	n.a.
	n.a.
	Deleterious
	n.a.
	0
	P
	12001203

	16
	M10
	c.1200C>G
	p.Y400*
	EX6
	Hinge
	Com het
	Nonsense
	n.a.
	n.a.
	Deleterious
	36
	5.97E-05
	P
	12368985

	16
	M2
	c.650G>A
	p.R217Q
	EX6
	Moco domain
	
	Missense
	D(0)
	PD(1)
	Deleterious
	29.7
	3.18E-05
	LP
	12368985

	17
	M18
	c.520delG
	p.D174fs*13
	EX6
	Hinge
	Homo
	Frameshift
	n.a.
	n.a.
	Deleterious
	n.a.
	0
	P
	15952210

	18
	M19
	c.427C>A
	p.H143N
	EX6
	Cyt-b5 domain
	Homo
	Missense
	D(0)
	PD(1)
	Deleterious
	24.9
	0
	LP
	23414711

	19
	M20
	c.182T>C
	p.L61P
	EX5
	N-terminal
	Homo
	Missense
	D(0.05)
	PSD(0.887)
	Deleterious
	26.6
	0
	VUS
	23452914

	20
	M10
	c.1200C>G
	p.Y400*
	EX6
	Hinge
	Com het
	Nonsense
	n.a.
	n.a.
	Deleterious
	36
	5.97E-05
	P
	24938149

	20
	M21
	c.1355C>A
	p.G452D
	EX6
	Homodimerization domain
	
	Missense
	D(0)
	PD(0.999)
	Deleterious
	27.1
	7.96E-06
	LP
	24938149

	21
	M22
	c.884G>A
	p.G295E
	EX6
	Moco domain
	Homo
	Missense
	D(0)
	PD(1)
	Deleterious
	27.1
	0
	VUS
	27289259

	22
	M22
	c.884G>A
	p.G295E
	EX6
	Moco domain
	Homo
	Missense
	D(0)
	PD(1)
	Deleterious
	27.1
	0
	VUS
	27289259

	23
	M23
	c.352C>T
	p.H118Y
	EX6
	Cyt-b5 domain
	Com het
	Missense
	D(0)
	PD(1)
	Deleterious
	24.1
	7.98E-06
	LP
	28725568

	23
	M24
	c.649C>G
	p.R217G
	EX6
	Moco domain
	
	Missense
	D(0)
	PD(1)
	Deleterious
	24.9
	0
	LP
	28725568

	24
	M10
	c.1200C>G
	p.Y400*
	EX6
	Hinge
	Homo
	Nonsense
	n.a.
	n.a.
	Deleterious
	36
	5.97E-05
	P
	28629418

	25
	M25
	c.1096C>T
	p.R366C
	EX6
	Moco domain
	Com het
	Missense
	D(0)
	PD(1)
	Deleterious
	25.3
	1.19E-05
	LP
	31870341

	25
	M26
	c.1376G>A
	p.R459Q
	EX6
	Homodimerization domain
	
	Missense
	D(0)
	PD(0.939)
	Deleterious
	28.8
	1.59E-05
	LP
	31870341

	26
	M25
	c.1096C>T
	p.R366C
	EX6
	Moco domain
	Com het
	Missense
	D(0)
	PD(1)
	Deleterious
	25.3
	1.19E-05
	LP
	31870341

	26
	M26
	c.1376G>A
	p.R459Q
	EX6
	Homodimerization domain
	
	Missense
	D(0)
	PD(0.939)
	Deleterious
	28.8
	1.59E-05
	LP
	31870341

	27
	M25
	c.1096C>T
	p.R366C
	EX6
	Moco domain
	Com het
	Missense
	D(0)
	PD(1)
	Deleterious
	25.3
	1.19E-05
	LP
	31870341

	27
	M26
	c.1376G>A
	p.R459Q
	EX6
	Homodimerization domain
	
	Missense
	D(0)
	PD(0.939)
	Deleterious
	28.8
	1.59E-05
	LP
	31870341

	28
	M27
	c.1521_1524delTTGT
	p.C508Rfs∗109
	EX6
	Homodimerization domain
	Homo
	Frameshift
	n.a.
	n.a.
	Deleterious
	n.a.
	0
	P
	33335014

	29
	M27
	c.1521_1524delTTGT
	p.C508Rfs∗109
	EX6
	Homodimerization domain
	Homo
	Frameshift
	n.a.
	n.a.
	Deleterious
	n.a.
	0
	P
	33335014

	30
	M28
	c.1382A>T
	p.D461V
	EX6
	Homodimerization domain
	Homo
	Missense
	D(0)
	PD(0.993)
	Deleterious
	27.7
	1.59E-05
	LP
	31806255

	31
	M28
	c.1382A>T
	p.D461V
	EX6
	Homodimerization domain
	Homo
	Missense
	D(0)
	PD(0.993)
	Deleterious
	27.7
	1.59E-05
	LP
	31806255

	32
	M29
	c.475G>T
	p.E159*
	EX6
	Cyt-b5 domain
	Com het
	Nonsense
	n.a.
	n.a.
	Deleterious
	37
	0
	P
	34025712

	32
	M30
	c.1201A>G
	p.K401E
	EX6
	Hinge
	
	Missense
	D(0)
	PD(0.998)
	Deleterious
	27.8
	0
	LP
	34025712

	33
	M10
	c.1200C>G
	p.Y400*
	EX6
	Hinge
	Com het
	Nonsense
	n.a.
	n.a.
	Deleterious
	36
	5.97E-05
	P
	33405344

	33
	M31
	c.1549_1574dup
	p.I525Mfs*102
	EX6
	Homodimerization domain
	
	Frameshift
	n.a.
	n.a.
	Deleterious
	n.a.
	0
	P
	33405344

	34
	M10
	c.1200C>G
	p.Y400*
	EX6
	Hinge
	Com het
	Nonsense
	n.a.
	n.a.
	Deleterious
	36
	5.97E-05
	P
	33405344

	34
	M31
	c.1549_1574dup
	p.I525Mfs*102
	EX6
	Homodimerization domain
	
	Frameshift
	n.a.
	n.a.
	Deleterious
	n.a.
	0
	P
	33405344

	35
	M32
	c.205G>C
	p.A69P
	EX5
	N-terminal
	Com het
	Missense
	D(0.01)
	PSD(0.642)
	Benign
	25.6
	3.98E-06
	LP
	our patient

	35
	M10
	c.1200C>G
	p.Y400*
	EX6
	Hinge
	
	Nonsense
	n.a.
	n.a.
	Deleterious
	36
	5.97E-05
	P
	our patient


ACMG, American College of Medical Genetics and genomics guidelines; Com het, compound heterozygous; D, deleterious; EX, exon; Homo, homozygous; IN, intron; LP, likely pathogenic; MutTas, Mutation Taster; n.a., not available; P, pathogenic; PD, probably damaging; PMID, PubMed ID; PSD: possibly damaging; VUS: variant of uncertain significance
