Table II: Characteristics of nucleotide variants detected in the COL4A3 and COL4A5 genes in this study

	ID
	Mutation
	Nucleotide Change
	Effect on protein
	Function
	Location
	Mutation status
	Mode of transmission
	Reference

	Pathogenic Mutations in COL4A3

	F1-II-1
	NM_000091: c.725G>A
	c.725G>A
	p.Gly242Glu
	Missense
	Exon13
	Heterozygous
	ATS3A
	(30) 

	F1-II-2
	NL
	NL
	NL
	NL
	NL
	NL
	ATS3A
	NL

	F1-II-3
	NL
	NL
	NL
	NL
	NL
	NL
	ATS3A
	NL

	F1-II-4
	NL
	NL
	NL
	NL
	NL
	NL
	ATS3A
	NL

	F1-II-5*
	NM_000091: c.725G>A
	c.725G>A
	p.Gly242Glu
	Missense
	Exon13
	Heterozygous
	ATS3A
	30

	F1-II-6
	NL
	NL
	NL
	NL
	NL
	NL
	ATS3A
	NL

	F1-II-7
	NM_000091: c.725G>A
	c.725G>A
	p.Gly242Glu
	Missense
	Exon13
	Heterozygous
	ATS3A
	(30)

	F1-II-8
	NM_000091: c.725G>A
	c.725G>A
	p.Gly242Glu
	Missense
	Exon13
	Heterozygous
	ATS3A
	(30)

	F1-II-9
	NM_000091: c.725G>A
	c.725G>A
	p.Gly242Glu
	Missense
	Exon13
	Heterozygous
	ATS3A
	(30)

	F2-II-1*
	NM_000091: c.2371C>T
	c.2371C>T
	p.Arg791*
	nonsense
	Exon30
	Homozygous
	ATS3B
	(54)

	F3-I-1
	NM_000091: c.3928G>T
	c.3928G>T
	p.Gly1310*
	nonsense
	Exon44
	Heterozygous
	ATS3B
	N

	F3-I-2
	NM_000091: c.3928G>T
	c.3928G>T
	p.Gly1310*
	nonsense
	Exon44
	Heterozygous
	ATS3B
	N

	F3-II-1
	NM_000091: c.3928G>T
	c.3928G>T
	p.Gly1310*
	nonsense
	Exon44
	Heterozygous
	ATS3B
	N

	F3-II-2*
	NM_000091: c.3928G>T
	c.3928G>T
	p.Gly1310*
	nonsense
	Exon44
	Homozygous
	ATS3B
	N

	F3-II-3
	NM_000091: c.3928G>T
	c.3928G>T
	p.Gly1310*
	nonsense
	Exon44
	Homozygous
	ATS3B
	N

	F3-II-4 
	NL
	NL
	NL
	NL
	NL
	NL
	ATS3B
	NL

	F4-I-1
	NM_000091: c.4280delG
	c.4280delG
	p.Gly1427fs
	Frameshift
	Exon48
	Heterozygous
	ATS3B
	N

	F4-I-2 
	NM_000091: c.4280delG
	c.4280delG
	p.Gly1427fs
	Frameshift
	Exon48
	Heterozygous
	ATS3B
	N

	F4-II-1*
	NM_000091: c.4280delG
	c.4280delG
	p.Gly1427fs
	Frameshift
	Exon48
	Homozygous
	ATS3B
	N

	F5-I-1
	NM_000091: c.4280delG
	c.4280delG
	p.Gly1427fs
	Frameshift
	Exon48
	Heterozygous
	ATS3B
	N

	F5-I-2
	NM_000091: c.4280delG
	c.4280delG
	p.Gly1427fs
	Frameshift
	Exon48
	Heterozygous
	ATS3B
	N

	F5-II-1
	NM_000091: c.4280delG
	c.4280delG
	p.Gly1427fs
	Frameshift
	Exon48
	Homozygous
	ATS3B
	N

	F5-II-2
	NM_000091: c.4280delG
	c.4280delG
	p.Gly1427fs
	Frameshift
	Exon48
	Heterozygous
	ATS3B
	N

	F5-II-3
	NM_000091: c.4280delG
	c.4280delG
	p.Gly1427fs
	Frameshift
	Exon48
	Heterozygous
	ATS3B
	N

	F5-II-4*
	NM_000091: c.4280delG
	c.4280delG
	p.Gly1427fs
	Frameshift
	Exon48
	Homozygous
	ATS3B
	N

	F5-II-5
	NM_000091: c.4280delG
	c.4280delG
	p.Gly1427fs
	Frameshift
	Exon48
	Heterozygous
	ATS3B
	N

	F5-II -6
	NM_000091: c.4280delG
	c.4280delG
	p.Gly1427fs
	Frameshift
	Exon48
	Homozygous
	ATS3B
	N

	F6-II-7*
	NM_000091: c.4280delG
	c.4280delG
	p.Gly1427fs
	Frameshift
	Exon48
	Homozygous
	ATS3B
	N

	F7-IV-7*
	NM_000091: c.2510delC
	c.2510delC
	p.Pro837fs
	Frameshift
	Exon32
	Homozygous
	ATS3B
	N

	F7-IV-13
	NM_000091: c.2510delC
	c.2510delC
	p.Pro837fs
	Frameshift
	Exon32
	Heterozygous
	ATS3B
	N

	F7-IV-18 
	NM_000091: c.2510delC
	c.2510delC
	p.Pro837fs
	Frameshift
	Exon32
	Homozygous
	ATS3B
	N

	F7-IV-28 
	NM_000091: c.2510delC
	c.2510delC
	p.Pro837fs
	Frameshift
	Exon32
	Heterozygous
	ATS3B
	N

	F7-IV-29
	NM_000091: c.2510delC
	c.2510delC
	p.Pro837fs
	Frameshift
	Exon32
	Heterozygous
	ATS3B
	N

	F7-V-3
	NM_000091: c.2510delC
	c.2510delC
	p.Pro837fs
	Frameshift
	Exon32
	Homozygous
	ATS3B
	N

	F7-V-4
	NM_000091: c.2510delC
	c.2510delC
	p.Pro837fs
	Frameshift
	Exon32
	Homozygous
	ATS3B
	N

	F7-V-5
	NM_000091: c.2510delC
	c.2510delC
	p.Pro837fs
	Frameshift
	Exon32
	Homozygous
	ATS3B
	N

	Pathogenic Mutation in COL4A5

	F8-III-1*
	NM_000495: c.384+1G>A
	c.384+1G>A
	   -
	Aberrant splicing
	Intron6
	Hemizygous
	ATS1
	(55)

	F8-III-3
	NM_000495: c.384+1G>A
	c.384+1G>A
	   -
	Aberrant splicing
	Intron6
	Heterozygous
	ATS1
	(55)

	F9-II-1
	NL
	 NL
	 NL
	 NL
	 NL
	 NL
	ATS1
	-

	F9-II-2
	NM_000495: c.2096G>A
	c.2096G>A
	p.Gly699Glu
	Missense
	Exon27
	Heterozygous
	ATS1
	N

	F9-III- 1*
	NM_000495: c.2096G>A
	c.2096G>A
	p.Gly699Glu
	Missense
	Exon27
	Hemizygous
	ATS1
	N

	F9-III- 2
	NM_000495: c.2096G>A
	c.2096G>A
	p.Gly699Glu
	Missense
	Exon27
	Hemizygous
	ATS1
	N

	F9-III- 3
	NM_000495: c.2096G>A
	c.2096G>A
	p.Gly699Glu
	Missense
	Exon27
	Hemizygous
	ATS1
	N

	F10-II-1
	NL
	NL
	NL
	NL
	NL
	NL
	ATS1
	-

	F10-II-2*
	NM_000495: c.1499G>T
	c.1499G>T
	p.Gly500Val
	Missense
	Exon22
	Hemizygous
	ATS1
	N

	F10-II-3
	NM_000495: c.1499G>T
	c.1499G>T
	p.Gly500Val
	Missense
	Exon22
	Hemizygous
	ATS1
	N

	F10-III-1
	NM_000495: c.1499G>T
	c.1499G>T
	p.Gly500Val
	Missense
	Exon22
	Heterozygous
	ATS1
	N

	F10-III-2
	NM_000495: c.1499G>T
	c.1499G>T
	p.Gly500Val
	Missense
	Exon22
	Heterozygous
	ATS1
	N

	F10-III-3
	NM_000495: c.1499G>T
	c.1499G>T
	p.Gly500Val
	Missense
	Exon22
	Heterozygous
	ATS1
	N

	F10-III-5
	NM_000495: c.1499G>T
	c.1499G>T
	p.Gly500Val
	Missense
	Exon22
	Heterozygous
	ATS1
	N

	F11-II-1*
	NM_000495:  c.547-1G>A
	c.547-1G>A
	   -
	Aberrant splicing
	Intron9
	Hemizygous
	ATS1
	N

	F11-II-5
	NM_000495:  c.547-1G>A
	c.547-1G>A
	   -
	Aberrant splicing
	Intron9
	Hemizygous
	ATS1
	N

	F11-II-6
	NM_000495:  c.547-1G>A
	c.574-1G>A
	   -
	Aberrant splicing
	Intron9
	Hemizygous
	ATS1
	N



ATS3A : Autosomal dominant Alport syndrome, ATS3B : Autosomal recessive Alport syndrome, ATS1 : X-linked Alport syndrome, N: Novel mutation, NL : Absent mutation

