
yschromatosis is a term used to describe different dermatoses pre-
senting with hyper-and hypopigmentation of the skin. Dyschroma-
tosis universalis hereditaria (DUH) is a generalized and random

distributed form of dyschromatosis. DUH was found to be an autosomal do-
minantly inherited disease presented with a defect in melanosome synthe-
sis rate. Causative gene was found to be located at chromosome
1q11-1q21.1,2 It was initially described by Ichikawa and Hiraga in 1933 in
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Dyschromatosis Universalis Hereditaria:
A Case Report From Turkey

AABBSS  TTRRAACCTT    Dyschromatosis universalis hereditaria (DUH) is a rare and clinically heterogenous
genodermatosis characterized by an admixture of hyperpigmented and hypopigmented  macules
in a generalized distribution. Although initially it was reported mostly in Japan, subsequent cases
have been reported from other countries. Coexisting with Systemic findings as well as nail and hair
abnormalities have also been reported. We present here a 4-year-old girl with generalized and pro-
gressive reticulate hyper-and hypopigmentation of the skin. Her tongue also showed mottled hy-
perpigmentation and her hair was blond. Although she was born of consanguineous parents, other
family members were not affected. Histopathological examination revealed an increase in the
melanin content of the basal layer and pigmentary incontinence. Based on the clinical and
histopathological findings, she was diagnosed as DUH and the interesting clinical features of the dis-
ease were discussed.

KKeeyy  WWoorrddss::  Skin diseases, genetic; pigmentation disorders

ÖÖZZEETT  Dyschromatosis universalis hereditaria (DUH) vücutta yaygın dağılım gösteren,
hiperpigmente ve hipopigmente maküllerin birarada görüldüğü nadir ve klinik olarak heterojen
bir genodermatozdur. Önceleri en çok Japonya’da bildirilmiş olmasına rağmen, sonradan başka
ülkelerden de bildirimler olmuştur. Eşlik eden tırnak, saç anomalileri ve sistemik bulgular da rapor
edilmiştir. Bu makalede vücudunda yaygın ve ilerleyici tarzda hiper ve hipopigmentasyonları olan
4 yaşında bir kız hasta sunulmaktadır. Dilde de benekli hipopigmentasyonu olan hastanın saç rengi
sarı idi. Akraba evliliğinden doğmuş olmasına rağmen ailenin diğer üyeleri etkilenmemişti.
Histopatolojik değerlendirmede bazal tabakada melanin miktarında artış ve pigment inkontinansı
saptandı. Klinik ve histopatolojik bulguların ışığında DUH tanısı konuldu ve hastalığın ilgi çekici
klinik özellikleri literatür bilgileri eşliğinde gözden geçirildi. 

AAnnaahh  ttaarr  KKee  llii  mmee  lleerr:: Genetik deri hastalıkları; pigmentasyon bozuklukları
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Ja pan.3 DUH most com monly oc curs in Ja pan and
most of the li te ra tu re re por ted in jo ur nals has be en
writ ten in Ja pa ne se. He re, we des cri be the first ca -
se of DUH from Tur key and dis cuss with re vi ew of
the li te ra tu re.

CA SE RE PORT

A 4-ye ar-old girl born of con san gu i ne o us pa rents
(the grand mot her of her mot her and grand fat her
of her fat her we re sib lings) af ter full-term and nor-
mal va gi nal de li very, pre sen ted with prog res si ve
and asym pto ma tic mott led hyper pig men ta ti on in-
vol ving al most the who le body which had be en
pre sent sin ce birth. Gra du ally spotty hypo pig men -
ta ti on had de ve lo ped among the hyper pig men ted
ma cu les (Fi gu re 1). On ge ne ral exa mi na ti on her si -
ze and we ight we re be low nor mal for age (bet we -
en 25-50 per cen ti les). Her de ve lop men tal
mi les to nes we re de la yed. Per so nal and fa mily his-
to ri es we re un re mar kab le. No ne of her pa rents nor
her two brot hers had a his tory of si mi lar di sor der.
She was not ex po sed to che mi cals or ra di a ti on both
in in tra u te ri ne li fe or post par tum.

Cu ta ne o us exa mi na ti on re ve a led that the le si -
ons we re den ser on the trunk. The palms and so les
we re al so in vol ved. Oral mu co sa and ton gu e sho -
wed mott led hyper pig men ta ti on. Dif fe rent from
the ot her fa mily mem bers, her ha ir was blond but
te eth and na ils we re nor mal (Fi gu re 2). 

Syste mic exa mi na ti on did not re ve al any as so -
ci a ted ab nor ma li ti es. Mi xed type as tig ma tism was

fo und with ocu lar exa mi na ti on. Ro u ti ne blo od tests
as well as au di og ram we re nor mal. 

A bi opsy spe ci men ta ken from a pig men ted
ma cu le on the trunk sho wed pig men ted ba sal la yer
of epi der mis with pig ment in con ti nen ce and pig-

FIGURE 1: Generalized hyper- and hypopigmented macules giving skin a
mottled appearance predominantly on the trunk 

FIGURE 2: Periorbital pigmentation and blond hair.

FIGURE 3: Pigment incontinence in the basal layer of epidermis and pig-
ment-laden macrophages (arrows) in the upper dermis (Hematoxylin & Eosin,
x100).



ment-la den mac rop ha ges in the up per der mis (Fi -
gu re 3). Ba sed on the typi cal ap pe a ran ce and his -
to pat ho lo gi cal fin dings, the pa ti ent was di ag no sed
as DUH.

DIS CUS SI ON

Dyschro ma to sis he re di ta ri a is a ra re he re di tary
skin di sor der cha rac te ri zed by asym pto ma tic
hypo-and hyper pig men ted ma cu les of ir re gu lar
si ze and sha pe which usu ally ap pe ar early in li fe.4

In so me, the con di ti on com men ces in adult ho od,

exp la i ning the la te de tec ti on.5 Set hu ra man et al6,7

clas si fi ed this di sor der in to 3 types: DUH,
dyschro ma to sis symmet ri ca he re di ta ri a (DSH)
and uni la te ral der ma to mal pig men tary der ma to -
sis. DUH is the ge ne ra li zed form with pre do mi -
nantly trunk in vol ve ment, ho we ver si mi lar
le si ons can al so be se en on the ex tre mi ti es and
so me ti mes fa ce.4,8 The re are re ports of af fec ted
fa mily mem bers in two, thre e or fi ve ge ne ra ti ons
and the se re ports strongly sup port an au to so mal
do mi nant in he ri tan ce pat tern for DUH.1,3,8-11
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TABLE 1: Differential diagnosis of generalized pigmentary skin changes with hyper- and hypopigmentation.

AD, autosomal dominant; AR, autosomal recessive; XD, X-linked dominant; XR, X-linked recessive; CNS, central nervous system

Disease Skin macules and distribution Additional features Inheritance

Dyskeratosis congenita Reticulate hyperpigmentation Telangiectasia, atrophy, hypopigmented macules, XR

predominantly on neck, onychodystrophy, leukoplakia, bone marrow dysfunction, 

upper chest, upper arms predisposition to malignancy, epiphora

Naegeli-Franceschetti- Reticulated hyperpigmentation predominantly Dental abnormalities, hypohidrosis, palmoplantar AD

Jadassohn syndrome on abdomen, periocular and peroral region hyperkeratosis, onychodystrophy

Dermatopathia Reticulated hyperpigmentation predominantly Alopecia, onychodystrophy, absent dermatoglyphics, AD 

pigmentosa reticularis on trunk hypo- or hyperhidrosis, punctat palmoplantar keratoderma (not certain)

X-linked reticulate Brown reticulated hyperpigmentation Xerosis, recurrent infections and multiple systemic XR

pigmentary disorder (generalized or following Blaschko lines) abnormalities in male patients; amyloid deposits in dermis

Dowling-Degos disease Reticulated hyperpigmentation Comedone-like lesions on the back and neck, AD

predominantly on flexural sites pitted facial scars, epidermoid cysts

Reticulate acropigmentation Atrophic, reticulated or lentigo-like brown Palmoplantar pits, breakage of epidermal ridges AD

of Kitamura hyperpigmentation predominantly on acral sites

Revescz syndrome Reticulated hyperpigmentation Exudative retinopathy, bone marrow failure, ataxia, ?

hair abnormalities, psychomotor retardation

Mendes da Costa syndrome Reticulated hyperpigmentation Traumatic bullae, dwarfism, atrichia, XR

predominantly on face and limbs mental retardation

Cantu syndrome Reticulated hyperpigmentation Alopecia, follicular hyperkeratosis, palmoplantar XR

predominantly on face, forearms and feet keratoderma

Linear and whorled Reticulated or zosteriform hyperpigmentation None Sporadic

hypermelanosis folowing the lines of Blaschko

Gougerot and Elevated papillomatosis and reticulated None Sporadic

Carteaud syndrome hyperpigmentation predominantly on 

neck and upper trunk

Dyschromatosis  Acral mottled hyper- and hypopigmentation Males predominantly affected AD

symmetrica hereditaria

Epidermolysis bullosa with Mottled hyper- and hypopigmentation Intraepidermal blisters, palmoplantar AD

mottled pigmentation predominantly on lower abdomen, groin, keratoderma, photosensitivity

axillae, proximal limbs

Incontinentia pigmenti Hyperpigmentation in stage 3, Alopecia, nail and dental abnormalities, XD

hypopigmentation in stage 4 CNS and eye involvement

Xeroderma pigmentosum Hyper- and hypopigmentation Xerosis, atrophy, telangiectasia, skin tumors AR

predominantly on sun-exposed areas

Hypomelanosis of Ito Whorled, linear or patchy hypomelanosis CNS, musculoskeletal, eye and hair involvement, Sporadic

predominantly on trunk and limbs heart defects



Zhang et al,2 map ped the ge ne of DUH at chro-
mo so me 1q11-1q21 and ul tras truc tu ral fin dings
sug ges ted a de fect in me la no so me pro duc ti on and
dis tri bu ti on in the epi der mal me la nin units with
no sig ni fi cant al te ra ti on in the num ber of me la -
nocy tes as the pat ho ge ne tic mec ha nism of
DUH.1,11,12 Re cently, pat ho lo gi cal mu ta ti ons of
the do ub le-stran ded RNA-spe ci fic ade no si ne de -
a mi na se ge ne (ADAR1 or DSRAD) ha ve be en
iden ti fi ed in fo ur dyschro ma to sis symmet ri ca he -
re di ta ri a pe dig re es but si mi lar mu ta ti ons co uld
not be fo und in DUH.13 Ho we ver, mo re evi den -
ce is re qu i red to es tab lish the ge ne tic back gro und
of DUH.

Exc lu si on of the as so ci a ted ab nor ma li ti es is
im por tant in DUH. The se inc lu de small sta tu re and
high to ne de af ness,14 ab nor ma li ti es in eryt hrocy te,
pla te let and trpytop han me ta bo lism,15 epi lepsy,16

in su lin-de pen dent di a be tes mel li tus,11 pho to sen si -
ti vity along with ne u ro sen sory he a ring de fects17

and ocu lar ab nor ma li ti es.18,19 Alt ho ugh the we ight

and he ight of our pa ti ent we re be low nor mal, no
en doc ri ne or ne u ro lo gic ab nor ma lity was fo und to
exp la in her sta tus.

Both DUH and DSH oc cur most com monly in
Ja pan, but few Ca u ca si an, In di an, Af ro-Ca rib be an,
Ara bi an, Ko re an and Chi ne se ca ses ha ve be en re-
por ted.1-23

In ad di ti on to ge ne ra li zed pig men tary di sor -
ders (Tab le 1), pos tinf lam ma tory hyper pig men ta -
ti on and ex po su re to physi cal, che mi cal,
phar ma co lo gi cal agents or ra di a ti on, sho uld be con-
si de red in the dif fe ren ti al di ag no sis. 

To the best of our know led ge, this is the first
ca se re port of DUH from Tur key. The his tory of
con san gu i ne o us pa rents strongly sug gests a ge ne tic
pat ho logy for the de fect in me la no so me synthe sis.
Sin ce DUH is a ra re en tity, evi den ce re la ted to ge-
ne tic and en vi ron men tal fac tors that pos sibly trig-
ger the di se a se co uld only be gat he red from
cu mu la ting ca se re ports in li te ra tu re.
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