
Copyright Cutis 2016. This page may be reproduced by dermatologists for noncommercial use.

FAST FACTS FOR BOARD REVIEW 
Series Editor: William W. Huang, MD, MPH

Pediatric Photosensitivity Disorders

Swetha N. Pathak, MD; Jacqueline De Luca, MD   

Dr. Pathak is from Wake Forest University, Winston-Salem,  
North Carolina. Dr. De Luca is from Laser Skin Care Center,  
Long Beach, California. 
The authors report no conflict of interest. 

 

D
is

ea
se

P
at

ho
p

hy
si

o
lo

g
y

C
lin

ic
al

 F
ea

tu
re

s
M

an
ag

em
en

t/
P

ro
g

no
si

s
O

th
er

/P
ea

rl
s

A
ct

in
ic

 p
ru

rig
o 

(h
yd

ro
a 

ae
st

iv
al

e,
 

H
ut

ch
in

so
n 

 
su

m
m

er
 p

ru
rig

o)

S
tr

on
g 

as
so

ci
at

io
n 

 
w

ith
 H

LA
-D

R
4 

(H
LA

-D
R

B
1*

04
01

/0
40

7)
; 

m
ay

 b
e 

a 
pe

rs
is

te
nt

 
va

ria
nt

 o
f P

M
LE

 
(d

el
ay

ed
-t

yp
e 

hy
pe

rs
en

si
tiv

ity
)  

fro
m

 U
VA

 o
r 

U
V

B

P
ru

rit
ic

 c
ru

st
ed

 p
ap

ul
es

 
an

d 
no

du
le

s 
in

 b
ot

h 
su

n-
ex

po
se

d 
an

d 
le

ss
 

fre
qu

en
tly

 n
on

ex
po

se
d 

si
te

s 
(ie

, b
ut

to
ck

s)
; h

ea
l 

w
ith

 s
ca

rr
in

g;
 m

uc
os

al
  

an
d 

co
nj

un
ct

iv
al

 
in

vo
lv

em
en

t, 
w

ith
 c

he
ilit

is
 

of
te

n 
an

 in
iti

al
 o

r 
on

ly
 

fe
at

ur
e;

 w
or

se
 in

 s
um

m
er

 
bu

t c
an

 e
xt

en
d 

to
 w

in
te

r

P
ho

to
te

st
in

g:
 le

si
on

s 
pr

ov
ok

ed
 b

y 
U

VA
 o

r 
U

V
B

; 
sp

on
ta

ne
ou

s 
re

so
lu

tio
n 

m
ay

 o
cc

ur
 d

ur
in

g 
la

te
 

ad
ol

es
ce

nc
e;

 m
ay

 fo
llo

w
 

a 
ch

ro
ni

c 
co

ur
se

 th
at

 
pe

rs
is

ts
 in

 a
du

lth
oo

d;
 

ph
ot

op
ro

te
ct

io
n;

 to
pi

ca
l 

co
rt

ic
os

te
ro

id
s 

an
d 

to
pi

ca
l t

ac
ro

lim
us

; 
N

B
-U

V
B

 o
r 

P
U

VA
; 

cy
cl

os
po

rin
e 

or
 

az
at

hi
op

rin
e;

 th
al

id
om

id
e 

(tr
ea

tm
en

t o
f c

ho
ic

e)
 fo

r 
re

si
st

an
t d

is
ea

se

N
at

iv
e 

A
m

er
ic

an
s,

 
es

pe
ci

al
ly

 m
es

tiz
os

; 
ha

rd
en

in
g 

do
es

 n
ot

 
oc

cu
r;

 h
is

to
pa

th
ol

og
y:

 
de

rm
al

 p
er

iv
as

cu
la

r 
m

on
on

uc
le

ar
 c

el
l 

in
fil

tr
at

e,
 la

ck
s 

pa
pi

lla
ry

 
de

rm
al

 e
de

m
a,

 c
an

 s
ee

 
ly

m
ph

oi
d 

fo
llic

le
s 

 
fro

m
 li

p 
bi

op
si

es
; 

oc
cu

rs
 h

ou
rs

 to
  

da
ys

 fo
llo

w
in

g 
 

su
n 

ex
po

su
re

  
(v

s 
so

la
r 

ur
tic

ar
ia

)

B
lo

om
 s

yn
dr

om
e 

(c
on

ge
ni

ta
l 

te
la

ng
ie

ct
at

ic
 

er
yt

he
m

a)

A
R

; B
LM

 (e
nc

od
es

 
R

ec
Q

 h
el

ic
as

e)
; r

es
ul

ts
 in

 
ch

ro
m

os
om

al
 in

st
ab

ilit
y;

 
50

%
 A

sh
ke

na
zi

 J
ew

is
h 

an
ce

st
ry

M
al

ar
 te

la
ng

ie
ct

at
ic

 
er

yt
he

m
a;

 c
af

é 
au

 la
it 

m
ac

ul
es

; e
lo

ng
at

ed
 n

ar
ro

w
 

fa
ce

 w
ith

 p
ro

m
in

en
t n

os
e;

 
sh

or
t s

ta
tu

re
 

D
ia

be
te

s 
m

el
lit

us
; 

re
sp

ira
to

ry
 a

nd
 G

I 
in

fe
ct

io
ns

; i
nc

re
as

ed
 

fre
qu

en
cy

 o
f m

al
ig

na
nc

ie
s 

(e
g,

 le
uk

em
ia

, l
ym

ph
om

a,
 

G
I a

de
no

ca
rc

in
om

a)

D
ec

re
as

ed
 fe

rt
ilit

y/
st

er
ilit

y;
 d

ec
re

as
ed

 
Ig

A
, I

gM
, a

nd
 Ig

G
; 

in
cr

ea
se

d 
ch

ro
m

os
om

al
 

br
ea

ka
ge

, s
is

te
r 

ch
ro

m
at

id
 e

xc
ha

ng
es

, 
an

d 
qu

ad
rir

ad
ia

l 
co

nfi
gu

ra
tio

ns
 in

 
ly

m
ph

oc
yt

es
 a

nd
 

fib
ro

bl
as

ts

C
oc

ka
yn

e 
sy

nd
ro

m
e 

A
R

; 2
 c

om
pl

em
en

ta
tio

n 
gr

ou
ps

a ; 
de

fe
ct

iv
e 

tr
an

sc
rip

tio
n-

co
up

le
d 

nu
cl

eo
tid

e 
ex

ci
si

on
 re

pa
ir;

 
un

ab
le

 to
 re

pa
ir 

py
rim

id
in

e 
di

m
er

 p
ho

to
pr

od
uc

ts
 a

nd
 

ox
id

at
iv

e 
D

N
A

 d
am

ag
e 

P
ho

to
se

ns
iti

vi
ty

 w
ith

ou
t 

pi
gm

en
ta

ry
 c

ha
ng

es
; 

ca
ch

ec
tic

 d
w

ar
fis

m
; 

pr
om

in
en

t e
ar

s;
  

m
al

ar
 e

ry
th

em
a

M
os

t c
om

m
on

 c
au

se
 

of
 d

ea
th

 is
 n

eu
ro

lo
gi

c 
de

ge
ne

ra
tio

n;
 d

ea
th

 b
y 

3r
d 

de
ca

de
 o

f l
ife

; n
o 

in
cr

ea
se

 in
 m

al
ig

na
nc

ie
s

B
as

al
 g

an
gl

ia
 

ca
lc

ifi
ca

tio
n;

 
de

m
ye

lin
at

io
n;

 
os

te
op

or
os

is
; M

R
; 

de
af

ne
ss

; d
en

ta
l 

ca
rie

s;
 s

al
t-

an
d-

pe
pp

er
 

re
tin

op
at

hy

Ta
bl

e 
1.

 

P
ed

ia
tr

ic
 P

ho
to

se
ns

iti
vi

ty
 D

is
o

rd
er

s 

co
nt

in
ue

d 
on

 n
ex

t p
ag

e



Cutis® Fast Facts for Board Review 

Copyright Cutis 2016. This page may be reproduced by dermatologists for noncommercial use.

Ta
bl

e 
1.

 (c
on

tin
ue

d)

D
is

ea
se

P
at

ho
p

hy
si

o
lo

g
y

C
lin

ic
al

 F
ea

tu
re

s
M

an
ag

em
en

t/
P

ro
g

no
si

s
O

th
er

/P
ea

rl
s

H
ar

tn
up

 d
is

ea
se

A
R

; S
LC

6A
19

 (e
nc

od
es

 
B

0A
T1

, a
 n

eu
tr

al
 a

m
in

o 
ac

id
 tr

an
sp

or
te

r);
 

de
cr

ea
se

d 
re

na
l a

nd
 G

I 
ab

so
rp

tio
n 

of
 tr

yp
to

ph
an

 

P
el

la
gr

al
ik

e 
de

rm
at

os
is

; 
ne

ur
ol

og
ic

 a
bn

or
m

al
iti

es
 

(c
er

eb
el

la
r 

at
ax

ia
); 

am
in

oa
ci

du
ria

P
ho

to
pr

ot
ec

tio
n;

 
su

pp
le

m
en

ta
tio

n 
of

 n
ic

ot
in

ic
 a

ci
d 

or
 

ni
co

tin
am

id
e

G
lo

ss
iti

s;
 v

ul
vo

va
gi

ni
tis

; 
an

gu
la

r 
st

om
at

iti
s

H
yd

ro
a 

va
cc

in
ifo

rm
e 

U
nc

le
ar

; m
ay

 b
e 

va
ria

nt
 

of
 P

M
LE

; E
B

V
 is

ol
at

ed
 

w
ith

in
 c

ut
an

eo
us

 le
si

on
s;

 
m

or
e 

co
m

m
on

 a
nd

 
gr

ea
te

r 
se

ve
rit

y 
in

 m
al

es
 

P
ru

rit
ic

 o
r 

st
in

gi
ng

 
sy

m
m

et
ric

 e
ry

th
em

at
ou

s 
m

ac
ul

es
 w

ith
in

 h
ou

rs
 o

f 
su

n 
ex

po
su

re
; e

vo
lv

e 
in

to
 

te
nd

er
 p

la
qu

es
, v

es
ic

le
s,

 o
r 

bu
lla

e 
th

at
 u

m
bi

lic
at

e 
an

d 
be

co
m

e 
ne

cr
ot

ic
 a

nd
 h

ea
l 

w
ith

 v
ar

io
lif

or
m

 s
ca

rr
in

g;
 

at
ta

ck
s 

ca
n 

be
 a

ss
oc

ia
te

d 
w

ith
 m

al
ai

se
, f

ev
er

, o
r 

he
ad

ac
he

P
ho

to
te

st
in

g:
 le

si
on

s 
pr

ov
ok

ed
 b

y 
re

pe
at

ed
 

m
on

oc
hr

om
at

ic
 o

r 
br

oa
d-

sp
ec

tru
m

 U
VR

; 
sp

on
ta

ne
ou

s 
re

so
lu

tio
n 

by
 la

te
 a

do
le

sc
en

ce
 

(m
ea

n 
du

ra
tio

n,
 9

 y
); 

ph
ot

op
ro

te
ct

io
n;

  
br

oa
d-

sp
ec

tru
m

 
su

ns
cr

ee
ns

 w
ith

 U
VA

 
co

ve
ra

ge
; p

ho
to

th
er

ap
y 

ha
rd

en
in

g 
by

 N
B

-U
VB

; 
sy

st
em

ic
 th

er
ap

y:
 

an
tim

al
ar

ia
ls

, c
yc

lo
sp

or
in

e,
 

az
at

hi
op

rin
e,

 th
al

id
om

id
e

R
ar

e;
 c

an
 s

ee
 h

yd
ro

a 
va

cc
in

ifo
rm

e–
lik

e 
er

up
tio

ns
 in

 p
at

ie
nt

s 
w

ith
 

ch
ro

ni
c 

EB
V 

in
fe

ct
io

n:
 

EB
V-

as
so

ci
at

ed
 

N
K

/T
-c

el
l ly

m
ph

om
as

 
an

d 
su

bs
eq

ue
nt

 
he

m
op

ha
go

cy
tic

 
sy

nd
ro

m
e;

 
hi

st
op

at
ho

lo
gy

: 
de

ns
e 

pe
riv

as
cu

la
r 

ly
m

ph
oh

is
tio

cy
tic

 
in

filt
ra

te
, e

pi
de

rm
al

 
ne

cr
os

is

K
in

dl
er

 s
yn

dr
om

e
A

R
; K

IN
D

1 
 

(F
ER

M
T1

) 
E

ar
ly

: p
ho

to
se

ns
iti

vi
ty

, 
ac

ra
l b

lis
te

rin
g;

 la
te

r:
 

po
ik

ilo
de

rm
a,

 a
tr

op
hy

A
vo

id
an

ce
 o

f 
tr

au
m

a;
 e

m
ol

lie
nt

s;
 

ph
ot

op
ro

te
ct

io
n

M
uc

os
al

 m
em

br
an

e 
in

vo
lv

em
en

t; 
re

d 
fri

ab
le

 
hy

pe
rp

la
st

ic
 g

um
s

R
ot

hm
un

d-
Th

om
so

n 
sy

nd
ro

m
e 

(p
oi

ki
lo

de
rm

a 
co

ng
en

ita
le

)

A
R

; R
EC

Q
L4

  
(e

nc
od

es
 a

 D
N

A
  

he
lic

as
e)

 

O
ns

et
 a

t 3
–6

 m
o;

 fa
ci

al
 

er
yt

he
m

a,
 e

de
m

a,
 a

nd
 

ve
si

cl
es

 a
t o

ns
et

 d
ur

in
g 

th
e 

fir
st

 fe
w

 m
on

th
s 

of
 li

fe
; l

at
er

 
de

ve
lo

p 
po

ik
ilo

de
rm

a;
 a

cr
al

 
ke

ra
to

si
s,

 s
ho

rt
 s

ta
tu

re
, 

de
nt

al
 a

bn
or

m
al

iti
es

, 
sp

ar
se

 h
ai

r, 
hy

po
pl

as
tic

 
na

ils
/t

hu
m

b/
ra

di
us

/u
ln

a,
 

pi
tu

ita
ry

 h
yp

og
on

ad
is

m
 

du
rin

g 
ch

ild
ho

od
 a

nd
 

ad
ol

es
ce

nc
e 

O
ne

-t
hi

rd
 o

f p
at

ie
nt

s 
de

ve
lo

p 
os

te
os

ar
co

m
a 

in
 

yo
ut

h;
 in

cr
ea

se
d 

ris
k 

fo
r 

S
C

C
 a

t s
ite

s 
of

 k
er

at
ot

ic
 

an
d 

at
ro

ph
ic

 le
si

on
s;

 
no

rm
al

 li
fe

 s
pa

n 
un

le
ss

 
m

al
ig

na
nc

y 
de

ve
lo

ps
; 

ju
ve

ni
le

 c
at

ar
ac

ts
; 

di
ar

rh
ea

/v
om

iti
ng

  
(d

ur
in

g 
in

fa
nc

y)

R
ad

ia
l r

ay
 d

ef
ec

ts
 o

n 
ra

di
og

ra
ph

; R
EC

Q
L4

 
m

ut
at

io
n 

al
so

 c
au

se
s 

R
A

PA
D

IL
IN

O
b  

sy
nd

ro
m

e 
an

d 
 

B
al

le
r-

G
er

ol
d 

sy
nd

ro
m

e

co
nt

in
ue

d 
on

 n
ex

t p
ag

e



Cutis® Fast Facts for Board Review

Copyright Cutis 2016. This page may be reproduced by dermatologists for noncommercial use.

D
is

ea
se

P
at

ho
p

hy
si

o
lo

g
y

C
lin

ic
al

 F
ea

tu
re

s
M

an
ag

em
en

t/
P

ro
g

no
si

s
O

th
er

/P
ea

rl
s

S
m

ith
-L

em
li-

O
pi

tz
 

sy
nd

ro
m

e
A

R
; D

H
C

R
7 

(e
nc

od
es

 
7-

de
hy

dr
oc

ho
le

st
er

ol
 

re
du

ct
as

e)
; p

ho
to

se
ns

iti
vi

ty
 

to
 U

VA
 

H
yp

os
pa

di
as

; s
yn

da
ct

yl
y 

 
of

 2
nd

 a
nd

 3
rd

 to
es

Im
pr

ov
em

en
t o

f 
ph

ot
os

en
si

tiv
ity

 
w

ith
 c

ho
le

st
er

ol
 

su
pp

le
m

en
ta

tio
n

Tr
ic

ho
th

io
dy

st
ro

ph
y 

A
R

; 4
 g

en
es

:  
ER

C
C

2/
XP

D
 (m

os
t 

co
m

m
on

), 
ER

C
C

3/
XP

B
, 

M
P

LK
IP

/C
7o

rf1
1,

 G
TF

2H
5

P
IB

ID
S

c  s
yn

dr
om

e 
N

o 
in

cr
ea

se
 in

 
m

al
ig

na
nc

ie
s;

 c
an

  
ha

ve
 s

id
er

ob
la

st
ic

 
an

em
ia

, e
os

in
op

hi
lia

, 
an

d 
he

pa
tic

 
an

gi
oe

nd
ot

he
lio

m
as

Lo
w

 c
ys

te
in

e 
(s

ul
fu

r) 
co

nt
en

t i
n 

ha
ir 

sh
af

ts
; h

ai
r 

sh
af

t: 
tig

er
 ta

il 
ba

nd
in

g;
 

al
te

rn
at

in
g 

lig
ht

 a
nd

 
da

rk
 b

an
ds

 w
ith

 
po

la
riz

in
g 

m
ic

ro
sc

op
y;

 
tr

ic
ho

sc
hi

si
s;

 
tr

ic
ho

rr
he

xi
s 

no
do

sa
; 

re
ce

di
ng

 c
hi

n 
an

d 
pr

ot
ru

di
ng

 e
ar

s

Xe
ro

de
rm

a 
pi

gm
en

to
su

m
A

R
; d

ef
ec

t i
n 

gl
ob

al
 

ge
no

m
ic

 n
uc

le
ot

id
e 

ex
ci

si
on

 re
pa

ir;
 7

 d
iff

er
en

t 
co

m
pl

em
en

ta
tio

n 
gr

ou
ps

 
(A

–G
) a

nd
 1

 v
ar

ia
nt

a ; 
ph

ot
os

en
si

tiv
ity

 to
 U

VA
  

an
d 

U
V

B
 (p

rim
ar

ily
 a

t 
29

0–
34

0 
nm

)

Le
nt

ig
in

es
; B

C
C

;  
S

C
C

; m
el

an
om

a
P

ho
to

pr
ot

ec
tio

n 
 

+
/–

 o
ra

l r
et

in
oi

ds
; 

in
cr

ea
se

d 
ris

k 
fo

r 
m

al
ig

na
nc

ie
s:

 b
ra

in
,  

lu
ng

, o
ra

l c
av

ity
,  

G
I t

ra
ct

, k
id

ne
y,

 a
nd

 
he

m
at

op
oi

et
ic

 s
ys

te
m

~
30

%
 d

ev
el

op
 

ne
ur

ol
og

ic
al

 
ab

no
rm

al
iti

es
  

(D
e 

S
an

ct
is

-C
ac

ch
io

ne
 

sy
nd

ro
m

e)
; 

m
ic

ro
ce

ph
al

y;
 

pr
og

re
ss

iv
e 

M
R

; a
ta

xi
a;

 
qu

ad
rip

ar
es

is
; p

oo
r 

gr
ow

th
 a

nd
 s

ex
ua

l 
de

ve
lo

pm
en

t; 
de

af
ne

ss

A
bb

re
vi

at
io

ns
: P

M
LE

, p
ol

ym
or

ph
ou

s 
lig

ht
 e

ru
pt

io
n;

 N
B

-U
VB

, n
ar

ro
w

ba
nd

 U
VB

; P
U

VA
, p

so
ra

le
n 

pl
us

 U
VA

; A
R

, a
ut

os
om

al
 re

ce
ss

iv
e;

 G
I, 

ga
st

ro
in

te
st

in
al

;  
M

R
, m

en
ta

l r
et

ar
da

tio
n;

 E
B

V,
 E

ps
te

in
-B

ar
r 

vi
ru

s;
 U

VR
, U

V 
ra

di
at

io
n;

 N
K

, n
at

ur
al

 k
ille

r; 
S

C
C

, s
qu

am
ou

s 
ce

ll 
ca

rc
in

om
a;

 B
C

C
, b

as
al

 c
el

l c
ar

ci
no

m
a.

a S
ee

 T
ab

le
 2

 w
ith

 C
oc

ka
yn

e 
sy

nd
ro

m
e 

an
d 

xe
ro

de
rm

a 
pi

gm
en

to
su

m
 s

ub
ty

pe
s.

b R
A

, r
ad

ia
l r

ay
 m

al
fo

rm
at

io
ns

; P
A

, p
at

el
la

 a
nd

 p
al

at
e 

ab
no

rm
al

iti
es

; D
I, 

di
ar

rh
ea

 a
nd

 d
is

lo
ca

te
d 

jo
in

ts
; L

I, 
lim

b 
ab

no
rm

al
iti

es
 a

nd
 li

ttl
e 

si
ze

; N
O

, s
le

nd
er

 n
os

e 
an

d 
no

rm
al

 in
te

llig
en

ce
. 

c P
ho

to
se

ns
iti

vi
ty

 (5
0%

 o
f p

at
ie

nt
s)

, i
ch

th
yo

si
s,

 b
rit

tle
 h

ai
r, 

in
te

lle
ct

ua
l i

m
pa

irm
en

t, 
de

cr
ea

se
d 

fe
rt

ilit
y,

 s
ho

rt
 s

ta
tu

re
. 

Ta
bl

e 
1.

 (c
on

tin
ue

d)



Cutis® Fast Facts for Board Review 

Copyright Cutis 2016. This page may be reproduced by dermatologists for noncommercial use.

Disease Gene/Subtypes Features

CS CS-A: ERCC8; CS-B: ERCC6  
(most common) 

XP XP-A: DDB1; XP-B: ERCC3; 
XP-C: endonuclease (most common);  
XP-D: ERCC2; XP-E: DDB2;  
XP-F: ERCC4; XP-G: endonuclease;  
XP-variant: DNA polymerase

XP-A: Japan, + neurological  
complications; XP-variant: no  
neurological complications

CS + XP XP-G: ERCC5; XP-B; XP-D Solar lentigines; skin cancers;  
pigmentary retinal degeneration;  
basal ganglion calcification 

Abbreviations: CS, Cockayne syndrome; XP, xeroderma pigmentosum.

Table 2. 

Cockayne Syndrome and Xeroderma Pigmentosum Subtypes 
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    Practice Questions

1.  Which photosensitivity disorder is characterized by decreased immunoglobulin-mediated immunity?
a. Bloom syndrome
b. Cockayne syndrome
c. hydroa vacciniforme
d. Kindler syndrome
e. poikiloderma congenitale

2.  Which of the following is an inappropriate treatment for a young Mexican girl with cheilitis and  
treatment-resistant chronic pruritic crusted papules and scars on both sun-exposed and  
nonexposed sites? 
a. oral isotretinoin
b. oral prednisone
c. oral thalidomide
d. topical calcineurin inhibitors 
e. topical corticosteroids

3.  Which gene is mutated in a patient with a history of congenital acral blistering and then gradual  
onset of cutaneous atrophy and fragility, oral lesions, and photosensitivity? 
a. DHCR7
b. KIND1
c. RECQL4
d. SLC6A19
e. XPD 

4.  Which photosensitivity disorder is associated with an increased risk for osteosarcoma?
a. actinic prurigo
b. Rothmund-Thomson syndrome
c. Smith-Lemli-Opitz syndrome
d. trichothiodystrophy
e. xeroderma pigmentosum

5.  All of the following are features seen in De Sanctis-Cacchione syndrome except:
a. ataxia
b. basal ganglion calcification
c. deafness
d. hypogonadism
e. short stature

Fact sheets and practice questions will be posted monthly.


