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oth mund Thom son Syndro me (RTS) is a ra re au to so mal re ces si ve
ge nop ho to der ma to sis which has he te ro ge ne o us cli ni cal pro fi le and
ra di o lo gi cal ma ni fes ta ti ons.1-6 RTS is cha rac te ri zed pri ma rily a sun

sen si ti ve rash that usu ally be gins bet we en the first 3 and 6 months of li fe.
At acu te pha se, the rash be gins as ery the ma, swel ling and blis te ring es pe -
ci ally on the che eks and fa ce. Then it spre ads to the but tocks, the fle xu ral
are as of ex tre mi ti es, chest, back and ab do men. Af ter the ac ti ve pha se which
lasts abo ut a few months to se ve ral ye ars, the cha rac te ris tic ap pe a ran ce of
po i ki lo der ma (re ti cu la ted pig men ta ti on, te len gi ec ta si es and are as of punc-
tu a te der mal at rophy) de ve lops on the af fec ted are as and can per sists thro -
ug ho ut li fe.2,5,7 Pre ma lig nant warty ke ra to ses may de ve lop du ring the
prog ress of the di se a se.7 Ad di ti o nally, growth re tar da ti on, con ge ni tal bo ne
de fects, britt le ha ir, hypo go na dism, alo pe ci a, dystrop hic te eth and na ils, ju-
ve ni le ca ta ract, ane mi a and high in ci den ce of cu ta ne o us and non cu ta ne o us
ma lig nan ci es can be se en.1-10 Cystic fib ro sis (CF) is the most com mon ge ne -
tic di se a se, in he ri ted by au to so mal re ces si ve tra it, wit hin the Ca u ca si an po -
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ÖZET Rothmund Thomson sendromu (RTS) farklı klinik özellikleri olan nadir otozomal resesif bir
genofotodermatozdur. Alopesi, kırılgan saç, hipogonadizm, büyüme geriliği, konjenital kemik de-
fektleri ve poikiloderma ile karakterizedir. Kistik fibroz (KF) erken dönemde solunum yetmezliğine
yol açan yaygın genetik bir hastalıktır. RTS'li hastalarda hava yolu anomalileri bildirilmiştir, RTS
ve KF birlikteliği bir kere tanımlanmıştır. Burada, RTS ve KF'li 4 yaşında bir erkek çocuk olgu
sunuyoruz. 
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pu la ti on which is re sul ted in pre ma tu re res pi ra tory
fa i lu re.11 It is cha rac te ri zed chi efly by obs truc ti on
and in fec ti on of air way and by mal di ges ti on and its
con se qu en ces. CF is the ma jor ca u se of se ve re chro -
nic lung di se a se in chil dren and is res pon sib le for
most exoc ri ne pan cre a tic in suf fi ci ency du ring early
li fe. The ot her fe a tu res of CF are fa i lu re to thri ve,
ab nor mal sto ols, in tes ti nal obs truc ti on, elec troly te
and acid-ba se ab nor ma lity, vi ta min de fi ci ency sta -
tes, ac ro der ma ti tis-li ke rash, ede ma and the exis -
ten ce of fa mily his tory.12 The as so ci a ti on of CF
with al bi nism13 and ec ze ma14 has al so be en re por -
ted. Air way ab nor ma li ti es may be fo und in pa ti ents
with RTS.1 To the best of our know led ge, the as so -
ci a ti on of CF and RTS has be en ini ti ally des cri bed
by Le wis in 197215 He re in, we re port a fo ur ye ar-
old boy with RTS and CF.

CA SE RE PORT
A 2 ye ar-old boy pre sen ted with ge ne ra li zed dis co -
lo ra ti ons and ery the ma. The cli ni cal on set of le si -
ons was abo ut 6 months of age. He had a his tory of
re cur rent res pi ra tory tract in fec ti ons be gin ning
early in in fancy. He was de li ve red at full term with
no comp li ca ti on thro ug ho ut the preg nancy. He was
the third child of the fa mily and his sib lings had
nor mal physi cal and der ma to lo gi cal exa mi na ti on. 

Physi cal exa mi na ti on re ve a led he pa to me galy
and ex pi ra tory rhon cus. The pa ti ent was well be -
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FIGURE 1: Poikilodermatous changes of the cheeks at two years old.

FIGURE 2: Lamellar hyperkeratosis, epidermal atrophy, hydropic degenera-
tion of the basal cell layer, telengiectatic vascular proliferation in superficial
and deep dermis, increased and homogenization of collagen fibers in dermis
(HE x100).

FIGURE 3: Poikilodermic appearance on the cheeks at four-years old.

FIGURE 4: Poikilodermic appearance on the forearms and cudgel fingers
at four-years old.



Turkiye Klinikleri J Dermatol 2008, 18136

low the 25th per cen ti le for we ight and length and at
the 50th per cen ti le for he ad cir cum fe ren ce. On la-
ry nge al exa mi na ti on, lary nge al ad he si ons we re de-
tec ted. He had nor mal in tel li gen ce. Ot her physi cal
fin dings we re un re mar kab le. Der ma to lo gi cal exa -
mi na ti on re ve a led ery the ma on the che eks (Fi gu re
1) and dor sal as pects of the hands. In ad di ti on to
hyper pig men ta ti on, ery the ma to us pa pu les and at-
rophy on ex ten sor as pects of arms, fo re arms, trunk
and the legs, su bun gu al hyper ke ra to sis was fo und
on the both first to e na ils. He ma to lo gi cal and bi oc -
he mi cal tests we re nor mal ex cept ele va ted ESR (65
mm/hr) and an ab nor mal swe at test (Na+ 104
mmol/L). Im mu nog lo bu lin (IgG, IgM, IgA, IgE)
and hor mo ne (fT3, fT4, TSH) le vels we re wit hin
nor mal li mits. Di rect myco lo gi cal exa mi na ti on and
myco lo gi cal cul tu res of first to e na ils we re ne ga ti -
ve. Ra di o lo gi cal exa mi na ti on sho wed wi des pre ad
in fil tra ti on at the right lung and nor mal ap pe a ran -
ce of bo nes. His to pat ho lo gi cal exa mi na ti on of skin
le si ons on the dis tal limb sho wed la mel lar hyper -
ke ra to sis, epi der mal at rophy, hydro pic de ge ne ra ti -
on of the ba sal cell la yer, te len gi ec ta tic vas cu lar
pro li fe ra ti on in su per fi ci al and de ep der mis, in cre -
a se and ho mo ge ni za ti on of col la gen fi bers (Fi gu re
2). Chro mo so mal analy sis co uld not be per for med
in our ca se du e to tech ni cal in suf fi ci en ci es. RTS
and CF we re di ag no sed ba sed on cli ni cal, la bo ra -
tory and his to pat ho lo gi cal fin dings. Suns cre en cre -
am was sug ges ted for UV-pro tec ti on. Af ter 2
ye ars-fol low up pe ri od, cha rac te ris tic ap pe a ran ce
of po i ki lo der ma on the af fec ted are as es pe ci ally on
the che eks and hyper ke ra to tic pa pu les par ti cu larly
on the ex ten sor sur fa ces of the ex tre mi ti es and cud -
gel fin gers ha ve be en de tec ted (Fi gu re 3, 4).

DIS CUS SI ON
Chro mo so mal ano ma li es, ul tra vi o let-A (UVA) in-
du ced DNA da ma ge and ab nor mal re pa ir pro ces ses,
lymphocy te and fib rob last ra di o sen si ti vity, growth
hor mo ne de fi ci ency,2,4 a de fect in con nec ti ve tis su -
e me ta bo lism are sug ges ted from the mec ha nism
which is res pon sib le for the in cre a se of car ci no ge -
ne sis and pho to sen si ti vity in RTS.2 As in our ca se
the lo ca ti on of le si ons es pe ci ally on pho to-ex po sed
are as sup ports the ro le of UV in the eti o logy of RTS.

The di ag no sis of RTS is ma de cur rently on cli -
ni cal fin dings sin ce di ag nos tic la bo ra tory test for
RTS is una va i lab le. Skin bi opsy may show po i ki lo -
der ma. Mo le cu lar tests may be use ful in con fir ming
the di ag no sis.5Mu ta ti o nal he te ro ge ne ity and en vi -
ro men tal fac tors ap pe ar to be res pon sib le for highly
va ri ab le in vol ve ment of the lung, pan cre as and ot -
her or gans in CF.12 In our ca se, the re was po i ki lo -
der mic ap pe a ran ce on pre do mi nantly pho to-
ex po sed are as in ad di ti on to re cur rent res pi ra tory
tract in fec ti ons from his early in fancy and lary -
nge al ad he si ons that may be de ve lo ped du e to both
RTS and CF pre sen ce. His to lo gi cal exa mi na ti on of
a skin bi opsy sho wed po i ki lo der ma to us skin re ac -
ti on pat tern. He had no cli ni cal and la bo ra tory fin -
dings of ot her con ge ni tal po i ki lo der ma such as
ata xi a te len gi ec ta si e, Fan co ni’s ana e mi a and Blo -
om’s syndro me. 

RTS is an au to so mal re ces si ve skin di sor -
der.1,2,3,7 and ge ne tic de fect is mu ta ti ons in the
RECQL4 ge ne (hu man DNA he li ca se ge ne) of chro-
mo so me 8.3,5-7 Hall man and Pa ti a la al so des cri bed
au to so mal do mi nant in he ri tan ce in a pa ti ent.2 Sex
lin ked in he ri tan ce was not re por ted and spon ta ne -
o us mu ta ti on was ac cu sed for RTS.2 It has be en re-
por ted pa ti ents with RTS who ha ve ab nor ma li ti es
inc lu ding tri somy 7 and tri somy 8.5

CF is in he ri ted as an au to so mal re ces si ve tra it.
Skin symptoms in CF are ra re. But, the as so ci a ti on
of CF with al bi nism, ec ze ma and ac ro der ma ti tis en-
te ro pa ti ca-li ke erup ti on has al so be en re por ted.12-
14 All of the mo re than 700 ge ne mu ta ti ons that
con tri bu te to the cystic fib ro sis syndro me oc cur at
a sing le lo cus on the long arm of chro mo so me 7.12
The re was not fa mily his tory of RTS and CF in our
ca se. 

Le wis re por ted the as so ci a ti on of RTS and CF
that was the first ca se in 1972. CF was cal led as a fi-
b rocy stic di se a se of the pan cre as in this li te ra tu re.15

In our ca se which is the se cond re port in the
li te ra tu re, alt ho ugh chro mo so me analy ses we re not
ab le to per form du e to tech ni cal in suf fi ci en ci es, we
think that this as so ci a ti on might be eit her du e to a
mu ta ti on in both chro mo so me 7 and 8 or du e to co-
in ci den ce.
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