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Table S1. Genetic and clinical characteristics of patients with multiple type IV collagen 

variants 
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AD – Autosomal Dominant; AR – Autosomal Recessive; AS – Alport syndrome; 

COL4A3 – the alpha 3 chain of the collagen type IV molecule; COL4A4 – the alpha 3 

chain of the collagen type IV molecule; COL4A5 – the alpha 5 chain of the collagen 

type IV molecule; Complex – Alport syndrome with complex inheritance; ESKD – 

end-stage kidney disease; FSGS - focal and segmental glomerulosclerosis; GFR – 

glomerular filtration rate; HEM – hemizygous; HET – heterozygous; HOM – 

homozygous; LPV – likely pathogenic variant; PV – pathogenic variant; VUS – variant 

of uncertain significance. 

 

 

 

 

 

 

 



Table S2. Genetic and clinical characteristics of patients having a variant of uncertain 

significance 

O
u

tc
o

m
es

 

E
S

K
D

 (
a
g

e)
 

Y
es

 (
2

8
 y

.)
 

N
o

 

Y
es

 (
4

2
 y

.)
 

N
o

 

N
o

 

Y
es

 (
5

7
 y

.)
 

L
a

b
o

ra
to

ry
 f

in
d

in
g

s 
a
t 

re
fe

rr
a

l 

H
em

a
tu

ri
a

 

M
ic

ro
sc

o
p

ic
 

M
ic

ro
sc

o
p

ic
 

N
A

 

A
b

se
n

t 

A
b

se
n

t 

M
ic

ro
sc

o
p

ic
 

P
ro

te
in

u
ri

a
 

(g
/d

a
y

) 

4
 

2
 

N
A

 

N
A

 

2
.5

 

4
.3

4 

eG
F

R
 

(m
l/

m
in

/1
.7

3
m

2

) 1
1 

4
8 6
 

8
7 

4
2 

3
0 

S
er

u
m

 

cr
ea

ti
n

in
e 

(m
g

/d
l)

 

6
.4

6 

1
.4

 

9
.4

6 

1
.0

2 

2
.2

 

2
.5

 

V
a
ri

a
n

t 
 

In
h

er
it

a
n

ce
 

A
D

, 
A

R
 

A
D

, 
A

R
 

A
D

, 
A

R
 

A
D

, 
A

R
 

A
D

, 
A

R
 

A
D

, 
A

R
 

C
o

n
se

q
u

en
ce

 

In
 f

ra
m

e 

M
is

se
n

se
 

M
is

se
n

se
 

M
is

se
n

se
 

M
is

se
n

se
 

N
o

n
-c

o
d

in
g

 

P
a
th

o
g

en
ic

it
y

 

V
U

S
 

V
U

S
 

V
U

S
 

V
U

S
 

V
U

S
 

V
U

S
 



Z
y

g
o

si
ty

 

H
E

T
 

H
E

T
 

H
E

T
 

H
E

T
 

H
E

T
 

H
E

T
 

A
m

in
o

 a
ci

d
 

ch
a
n

g
e 

p
.(

G
ly

1
1

8
3

d
u

p

) 

p
.(

P
ro

1
3

0
9

S
er

) 

p
.(

P
ro

7
2

0
L

eu
) 

p
.(

A
rg

1
6

82
G

ln
) 

p
.(

A
rg

1
6

82
G

ln
) 

p
.?

 

N
u

cl
eo

ti
d

e 

ch
a
n

g
e 

c.
3

5
4

6_
3

54
8

d
u

p
 

c.
3

9
2

5
C

>
T

 

c.
2

1
5

9
C

>
T

 

c.
5

0
4

5
G

>
A

 

c.
5

0
4

5
G

>
A

 

c.
8

7
1

-3
A

>
G

 

P
o

si
ti

o
n

 (
E

x
o

n
) 

E
x

o
n

 4
1

 

E
x

o
n

 4
4

 

E
x

o
n

 2
7

 

E
x

o
n

 4
8

 

E
x

o
n

 4
8

 

In
tr

o
n

 1
4

 

G
en

e 

C
O

L
4
A

3
 

C
O

L
4
A

3
 

C
O

L
4
A

4
 

C
O

L
4
A

4
 

C
O

L
4
A

4
 

C
O

L
4
A

4
 

K
id

n
ey

 b
io

p
sy

 

(r
es

u
lt

) 

F
S

G
S

 

N
o

 

A
S

 

N
o

 

F
S

G
S

 

A
n

g
io

sc
le

ro
si

s 

A
g

e 
–

 c
li

n
ic

a
l 

d
eb

u
t 

(y
.)

 

2
9 

4
9 

4
2 

5
4 

3
6 

5
6 

A
g

e 
–

 g
en

et
ic

 

te
st

in
g

 (
y

.)
 

2
9 

4
1 

4
2 

5
4 

3
2 

5
2 

S
ex

 

M
a

le
 

F
em

a
le

 

M
a

le
 

M
a

le
 

M
a

le
 

M
a

le
 



P
a
ti

en
t 

N
u

m
b

er
 

1
9 

2
6 3
 

2
3 

2
7 

3
5 

AD – Autosomal Dominant; AR – Autosomal Recessive; AS – Alport syndrome; 

COL4A3 – the alpha 3 chain of the collagen type IV molecule; COL4A4 – the alpha 3 

chain of the collagen type IV molecule; COL4A5 – the alpha 5 chain of the collagen 

type IV molecule; Complex – Alport syndrome with complex inheritance; ESKD – 

end-stage kidney disease; FSGS - focal and segmental glomerulosclerosis; GFR – 

glomerular filtration rate; HEM – hemizygous; HET – heterozygous; HOM – 

homozygous; LPV – likely pathogenic variant; PV – pathogenic variant; VUS – variant 

of uncertain significance. 

 

 

 

 

 

 

 

 

 


