
ERRATUM

Martina Minnerop, Delia Kurzwelly, Holger Wagner, Anne S. Soehn, Jennifer Reichbauer, Feifei Tao, et al. Hypomorphic

mutations in POLR3A are a frequent cause of sporadic and recessive spastic ataxia. Brain 2017; 140: 1561–1578, https://

doi.org/10.1093/brain/awx095.

The publishers apologize for not correctly implementing a requested correction. In Table 1, MRI-hypomyelination data for

Patients 13-1 and 14-1 was omitted in error. This article has been corrected online.

Table 1 should be as follows:

doi:10.1093/brain/awx329 BRAIN 2018: 141; 1–2 | e21

Advance Access publication December 9, 2017

� The Author (2017). Published by Oxford University Press on behalf of the Guarantors of Brain. All rights reserved.

For Permissions, please email: journals.permissions@oup.com

https://doi.org/10.1093/brain/awx095
https://doi.org/10.1093/brain/awx095


T
a
b

le
1

C
li
n

ic
a
l

c
h

a
ra

c
te

ri
st

ic
s

o
f

P
O

L
R

3
A

p
a
ti

e
n

ts

S
tu

d
y

ID
F

1
-3

F
1
-5

F
1
-7

F
1
-8

F
2
-1

F
3
-1

F
4
-1

F
5
-1

F
6
-1

F
7
-1

F
8
-1

F
9
-1

F
1
0
-1

F
1
1
-1

F
1
2
-1

F
1
3
-1

F
1
4
-1

F
1
5
-1

F
1
6
-1

F
1
6
-2

F
1
7
-1

F
1
8
-1

F
1
9
-1

F
2
0
-1

F
2
1
-3

F
2
2
-6

F
2
2
-7

F
2
3
-3

F
2
3
-5

c
.1

9
0
9

+

2
2
G
`

A

H
e
t

H
e
t

H
e
t

H
e
t

H
e
t

H
e
t

H
e
t

H
e
t

H
e
t

H
e
t

H
e
t

H
e
t

H
e
t

H
e
t

H
e
t

H
e
t

H
e
t

H
e
t

H
e
t

H
e
t

H
e
t

H
e
t

H
o
m

�
�

�
�

�
�

S
e
c
o

n
d

m
u

ta
ti

o
n

Q
3
1
*

Q
3
1
*

Q
3
1
*

Q
3
1
*

D
3
7
2
N

F4
3
1
Sf

s*
2
6

E
1
2
6
1
K

L
4
5
4
F

S8
2
5
Q

fs
*1

8
G

9
0
4
*

A
5
1
5
V

G
8
5
4
A

fs
*5

sp
lic

e
Q

5
1
1
*

V
1
3
1
5
fs

*7
K

7
1
3
K

fs
*3

C
1
0
9
S

G
3
5
0
G

fs
*2

7
R

8
7
3
*

R
8
7
3
*

M
8
5
2
fs

*7
L
3
5
6
P
�

V
1
0
3
3
A

(h
o
m

)

c.
1
7
7
1
-7

C
4

G
(h

o
m

)

M
o

d
e

o
f

in
h

e
ri

ta
n

c
e

A
R

A
R

A
R

A
R

A
R

S
S

S
S

A
R

S
S

S
S

S
S

S
A

R
A

R
A

R
S

S
S

A
R

a
S

A
R

A
R

A
R

A
R

G
e
n

d
e
r

F
M

F
M

F
M

M
M

M
F

M
M

F
M

M
F

F
F

F
F

M
M

F
M

M
F

F
M

F

R
a
c
e

C
A

U
C

A
U

C
A

U
C

A
U

C
A

U
C

A
U

C
A

U
C

A
U

C
A

U
C

A
U

C
A

U
C

A
U

C
A

U
C

A
U

C
A

U
C

A
U

C
A

U
C

A
U

C
A

U
C

A
U

C
A

U
C

A
U

C
A

U
C

A
U

C
A

U
C

A
U

C
A

U
C

A
U

C
A

U

O
ri

g
in

G
E
R

G
E
R

G
E
R

G
E
R

G
E
R

G
E
R

G
E
R

G
E
R

G
E
R

U
SA

U
K

G
E
R

G
E
R

G
E
R

G
E
R

G
E
R

G
E
R

G
E
R

U
K

U
K

U
K

U
K

U
SA

B
E
L

G
E
R

T
R

T
R

IL
IL

A
g
e

a
t

o
n

se
t

(y
)

5
1

1
5

2
0

1
4

2
0

1
5

2
0

2
8

1
3

1
7

1
8

1
2

2
6

1
2

1
8

6
1
2

3
1

2
1

2
3

1
2

2
0

1
1

2
1
6

0
b

0
b

2
2

A
g
e

a
t

e
x
a
m

(y
)

5
7

5
3

5
0

4
8

4
7

6
8

5
6

3
8

2
7

3
0

3
1

4
2

5
6

6
6

4
1

5
0

4
5

4
5

3
0

3
5

2
5

4
2

1
8

2
0

5
5

2
9

2
1

c
1
2

1
9

L
o

ss
o

f

in
d

e
p

e
n

d
e
n

t

w
a
lk

in
g

d

N
/A

2
3

8
1
8

2
6

2
9

2
7

N
/A

N
/A

N
/A

1
3

2
7

2
9

2
6

N
/A

3
7

3
1

N
/A

7
7

8
1
0

1
2

3
2

N
/A

1
4

0
e

N
/A

1
6

C
o

g
n

it
iv

e

d
e
fi

c
it

s

�
�

�
�

�
�

�
+

�
�

�
�

�
�

�
�

�
�

�
�

�
�

�
+

f
�

�
+

+
+

D
e
p

re
ss

io
n

+
+

+
+

�
�

�
+

�
�

�
�

+
�

�
+

+
�

�
�

�
+

�
+

�
+

+
�

�

P
y
ra

m
id

a
l

a
n

d
p

e
ri

p
h

e
ra

l
m

o
to

r
sy

st
e
m

U
L
/L

L
sp

as
ti
ci

ty
�

/�
�

/+
�

/+
�

/+
�

/+
�

/+
�

/+
+

/+
�

/�
�

/+
�

/+
�

/+
�

/+
�

/+
�

/+
�

/�
�

/�
�

/+
�

/+
�

/+
�

/+
�

/+
�

/�
�

/�
�

/+
�

/�
�

/�
�

/�
�

/�

U
L
/L

L
te

n
d
o
n

re
fl
e
x
e
s

#
/#

$
/$

$
/"

�
/$

#
/#

�
/�

$
/#

$
/#

$
/#

$
/"

�
/#

$
/"

"
/$

"
/"

$
/#

�
/$

�
/#

$
/$

�
/�

�
/�

�
/$

�
/$

�
/�

$
/$

$
/$

$
/#

$
/#

$
/$

$
/$

E
x
te

n
so

r
p
la

n
ta

r

re
sp

o
n
se

�
+

+
+

+
�

+
+

+
+

+
+

�
+

+
+

+
+

�
�

�
�

�
�

�
�

�
+

+

U
L
/L

L
w

e
ak

n
e
ss

�
/�

�
/+

�
/+

�
/+

�
/+

�
/+

�
/+

�
/+

�
/+

�
/+

�
/+

�
/+

�
/�

�
/+

�
/+

�
/+

�
/+

�
/+

�
/+

�
/+

+
/+

+
/+

�
/+

�
/�

�
/+

�
/+

�
/+

�
/�

�
/+

M
u
sc

le
at

ro
p
hy

�
L
L

�
�

�
�

�
�

L
L

�
�

�
�

U
L
/L

L
U

L
/L

L
�

�
�

�
�

L
L

U
L
/L

L
�

�
L
L

n
.d

.
L
L

�
�

C
e
re

b
e
ll
a
r

sy
st

e
m

Sa
cc

.
p
u
rs

u
it

+
+

�
+

�
+

+
+

�
+

�
�

�
+

�
+

+
�

+
+

+
+

�
+

+
+

+
+

+

D
ys

ar
th

ri
a/

d
ys

p
h
ag

ia

�
/�

+
/�

+
/+

+
/�

+
/�

+
/�

�
/�

�
/�

�
/�

�
/�

�
/�

�
/�

�
/�

+
/+

�
/�

�
/�

+
/�

�
/�

+
/�

+
/�

�
/�

+
/�

�
/�

+
/�

+
/�

+
/+

+
/+

+
/+

+
/+

U
L
/L

L
in

te
n
ti
o
n

tr
e
m

o
r

+
/�

+
/�

�
/�

+
/�

+
/�

+
/�

+
/�

�
/�

�
/�

�
/ �

�
/�

�
/�

�
/�

+
/�

�
/+

+
/�

+
/�

�
/+

+
/�

�
/�

+
/+

�
/�

�
/�

+
/+

+
/+

�
/�

�
/�

�
/�

�
/�

A
ta

x
ia

+
+

+
+

+
+

+
+

+
+

+
+

+
+

+
+

+
+

+
+

+
+

+
+

+
+

+
+

+

V
ib

ra
ti

o
n

/s
u

rf
a
c
e

se
n

s.
(L

L
)

#
/#

#
/#

#
/#

#
/#

#
/#

#
/#

#
/#

#
/#

#
/#

#
/$

#
/#

#
/$

#
/$

#
/$

#
/#

#
/#

#
/$

#
/$

#
/#

n
.d

.
#

/#
n
.d

.
#

/$
$

/$
#

/$
#

/$
#

/#
n
.d

.
n
.d

.

U
ri

n
a
ry

/f
a
e
c
a
l

u
rg

e
n

c
y

�
/�

+
/�

+
/�

+
/�

�
/�

�
/�

+
/+

+
/�

�
/�

+
/�

�
/�

+
/�

+
/n

.d
+

/�
+

/�
+

/�
+

/�
�

/�
�

/+
�

/+
�

/�
�

/�
�

/�
�

/�
+

/�
�

/�
+

/+
�

/�
�

/�

D
e
n

ti
ti

o
n

a
b

n
o

rm
a
li
ti

e
s

+
+

+
+

+
+

+
n
.d

.
+

n
.d

.
n
.d

.
+

n
.d

.
�

�
+

+
n
.d

.
�

�
�

�
n
.d

.
n
.d

.
n
.d

.
n
.d

.
�

�
�

O
th

e
rs

R
L
S,

sl
e
e
p

d
is

tu
rb

an
ce

Fa
ci

al h
e
m

is
p
as

m
,

sl
e
e
p

d
is

tu
rb

an
ce

Sl
e
e
p d
is

tu
rb

an
ce

R
L
S,

sl
e
e
p

d
is

tu
rb

an
ce

Sl
e
e
p d
is

tu
rb

an
ce

R
L
S,

sl
e
e
p

d
is

tu
rb

an
ce

�
A

gg
re

ss
iv

e

b
e
h
av

io
u
r

�
T
re

m
o
r

(h
e
ad

,

vo
ic

e
,

U
L
)

�
�

T
re

m
o
r

(h
e
ad

,

vo
ic

e
)

Se
ve

re d
ys

to
n
ic

tr
e
m

o
r

(h
e
ad

,

vo
ic

e
)

M
ild

d
ys

to
n
ic

tr
e
m

o
r

(h
e
ad

)

Tr
e
m

o
r

(h
e
ad

),

R
L
S,

vi
ti
lig

o

P
es

ca
vu

s

�
�

�
�

�
P
es

ca
vu

s

A
u
ti
sm

R
ig

o
r

P
e
s

ca
vu

s

In
fa

n
ti
le

se
iz

u
re

s

d
ys

to
n
ia

R
ig

o
r, hy

p
o
k
in

e
si

a

R
ig

o
r, hy

p
o
k
in

e
si

a

N
e
u

ro
p

h
y
si

o
lo

g
y

A
b
n
o
rm

al
n
e
rv

e

co
n
d
u
ct

io
n

st
u
d
ie

s

�
+

�
+

�
+

�
�

�
n
.d

.
�

�
�

+
+

�
�

�
n
.d

.
n
.d

.
n
.d

.
n
.d

.
+

�
n
.d

.
n
.d

.
�

n
.d

.
n
.d

.

A
b
n
o
rm

al
M

E
P
s

+
+

+
+

+
+

+
+

+
n
.d

.
n
.d

.
+

+
n
.d

.
+

+
+

+
n
.d

.
n
.d

.
n
.d

.
n
.d

.
n
.d

.
+

n
.d

.
n
.d

.
n
.d

.
n
.d

.
n
.d

.

A
b
n
o
rm

al
SE

P
s

+
+

+
+

+
+

+
+

n
.d

.
n
.d

.
+

+
+

n
.d

.
n
.d

.
+

+
+

n
.d

.
n
.d

.
n
.d

.
n
.d

.
n
.d

.
+

n
.d

.
n
.d

.
n
.d

.
n
.d

.
n
.d

.

A
b
n
o
rm

al
V

E
P
s

n
.d

.
n
.d

.
n
.d

.
n
.d

.
n
.d

.
n
.d

.
+

+
n
.d

.
n
.d

.
n
.d

.
n
.d

.
+

n
.d

.
n
.d

.
n
.d

.
n
.d

.
�

n
.d

.
n
.d

.
n
.d

.
n
.d

.
n
.d

.
+

n
.d

.
n
.d

.
n
.d

.
n
.d

.
n
.d

.

M
R

I

Sp
in

al
co

rd
at

ro
p
hy

+
+

+
+

+
n
.d

.
+

+
n
.d

.
n
.d

.
+

n
.d

.
+

+
+

+
+

+
n
.d

.
n
.d

.
n
.d

.
n
.d

.
n
.d

.
n
.d

.g
n
.d

.
n
.d

.
�

n
.d

.
n
.d

.

C
e
re

b
e
lla

r
at

ro
p
hy
�

�
�

�
�

n
.d

.
�

�
�

n
.d

.
�

n
.d

.
�

�
�

�
�

�
�

�
�

�
n
.d

.
+

n
.d

.
n
.d

.
�

�
n
.d

.

T
C

C
+

+
+

+
+

n
.d

.
�

�
�

N
/E

�
n
.d

.
N

/E
�

�
+

�
N

/E
N

/E
N

/E
N

/E
N

/E
N

/E
+

n
.d

.
n
.d

.
�

�
n
.d

.

SC
P

hy
p
e
ri

n
te

n
si

ty

(F
L
A

IR
)

+
+

+
+

+
n
.d

.
+

+
+

N
/E

�
n
.d

.
N

/E
+

n
.d

.
+

+
N

/E
N

/E
N

/E
N

/E
N

/E
N

/E
N

/E
n
.d

.
n
.d

.
�

�
n
.d

.

H
yp

o
m

ye
lin

at
o
n

�
�

�
�

�
n
.d

.
�

�
�

n
.d

.
�

n
.d

.
�

�
n
.d

.
�

�
�

�
�

�
�

n
.d

.
n
.d

.
n
.d

.
n
.d

.
�

�
n
.d

.

A
R

=
au

to
so

m
al

re
ce

ss
iv

e
;
B

E
L

=
B

e
lg

iu
m

;
C

A
U

=
C

au
ca

si
an

;
F

=
fe

m
al

e
;
ge

n
=

ge
n
e
ra

liz
e
d
;
G

E
R

=
G

e
rm

an
y;

IL
=

Is
ra

e
l;

L
L

=
lo

w
e
r

lim
b
;
M

=
m

al
e
;
M

E
P

=
m

o
to

r
e
vo

ke
d

p
o
te

n
ti
al

;
n
.d

.
=

n
o
t

d
o
n
e
;
N

/E
=

n
o
t

ev
al

u
at

e
d
;
R

L
S

=
re

st
le

ss
le

gs

sy
n
d
ro

m
e
;
S

=
sp

o
ra

d
ic

;
SC

P
=

su
p
e
ri

o
r

ce
re

b
e
lla

r
p
e
d
u
n
cl

e
;
SE

P
=

co
rt

ic
al

la
te

n
ci

e
s

o
f
so

m
at

o
se

n
so

ry
e
vo

ke
d

p
o
te

n
ti
al

s;
T

C
C

=
th

in
co

rp
u
s

ca
llo

su
m

;
T

R
=

Tu
rk

ey
;
U

L
=

u
p
p
e
r

lim
b
;
V

E
P

=
co

rt
ic

al
la

te
n
ci

e
s

o
f
vi

su
al

e
vo

ke
d

p
o
te

n
ti
al

s.
+

=

cl
in

ic
al

si
gn

is
p
re

se
n
t;
�

=
cl

in
ic

al
si

gn
is

ab
se

n
t;
"

=
in

cr
e
as

e
o
f

cl
in

ic
al

si
gn

;
#

=
d
e
cr

e
as

e
o
f

cl
in

ic
al

si
gn

;
$

=
n
o
rm

al
/u

n
ch

an
ge

d
fi
n
d
in

gs
.

a
C

h
ild

fr
o
m

in
ce

st
u
o
u
s

re
la

ti
o
n
sh

ip
b
e
tw

e
e
n

b
ro

th
e
r

an
d

si
st

e
r.

b
St

ar
t

at
�

2
m

o
n
th

s
o
f

ag
e
.

c
D

e
at

h
at

ag
e

2
4

ye
ar

s.
d
In

ye
ar

s
af

te
r

d
is

e
as

e
o
n
se

t.
e
N

ev
e
r

ab
le

to
w

al
k

in
d
e
p
e
n
d
e
n
tl
y.

f Se
ve

re
co

gn
it
iv

e
d
e
cl

in
e

at
th

e
ag

e
o
f

3
9

ye
ar

s.
g
A

tr
o
p
hy

o
f

b
ra

in
st

e
m

an
d

p
o
n
s.

e21 | BRAIN 2018: 141; 1–2


