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Dyschromatosis Symmetrica Hereditaria of Late Onset?
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Dyschromatosis symmetrica hereditaria (DSH), also known as reticulated acropigmentation of Dohi, is an autosomal dominant
disease with high penetrance, characterized by hypo- and hyperpigmented macules of varying sizes on the dorsal of the extremities
with reticulated pattern.This paper presents a female patient with typical dermatological lesions, but only diagnosed in adulthood.
It is necessary to perform differential diagnosis with other pigmentary disorders.This entity is not very common in South America,
and the vast majority of cases were described in Japanese population. Since it is a benign disease, it is important to be aware of this
diagnosis in order to establish the correct conduct for these patients.

1. Introduction

Dyschromatoses are characterized by the presence of hyper-
and hypopigmented macules arranged in a reticular pattern.
Dyschromatosis symmetric hereditaria (DSH) is a rare geno-
dermatosis, autosomal dominant with high penetrance, with
some sporadic reported cases. It is often reported in Japanese
patients, but there have been also cases in India, Europe, and
South America [1, 2]. After the literature review in PubMed
database, this is the fourth case reported in Brazil [3, 4].

2. Case Report

A 40-year-old female patient presented with multiple small
hyperchromic and hypochromic macules distributed sym-
metrically on the dorsum of the hands and feet (Figures 1 and
2). She noted these lesions when she was 26 years old, and
they were asymptomatic. Moreover multiple freckle-like pig-
mented macules were also noted on her face (Figure 3). She
denies other comorbidities. Investigation for autoimmune
disease and other laboratory findings were negative. Family
history was positive with a nephew with similar lesions.

Two different biopsies were performed fromhypochromic
and hyperchromic areas. Fromhypochromic lesion, histology

demonstrated a compact stratum corneum and discrete
acanthosis. Using Fontana Masson staining, hypochromic
lesion demonstrated marked decrease, with almost absence,
of melanin. On the other hand, the hyperchromic lesion
demonstrated an intense pigmentation (Figures 4(a) and
4(b)). Those findings were compatible with the clinical
hypothesis of DSH.

3. Discussion

DSH is a genodermatosis characterized by multiple small
hypo- and hyperpigmented macules, with irregular size and
shape, symmetrically distributed on the backs of the hands
and feet. Some patients also show freckle-like macules on
the face. Palms, plants, and mucous membranes are free
from the disorder [5]. Lesions appear in childhood, usually
before the age of six, remaining during life without any color
or distribution changes after stabilization in adolescence. In
general, the involvement is limited to skin, without systemic
involvement or evidence of photosensitivity. However, there
are isolated reports of association with neurofibromatosis
type I, thalassemia, polydactyly, and torsion dystonia [6].

Since 2003, a genetic mutation has been identified on
chromosome IqII-Iq2I as responsible for the production and
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Figure 1: Hyper- and hypopigmented macules distributed symmet-
rically on the dorsum of the hands.

Figure 2: Hyper- and hypopigmentedmacules distributed symmet-
rically on the dorsum of the feet.

distribution changes of melanin. Miyamura et al. were the
first to identify heterozygous mutations of the gene DSRAD
or ADAR1, responsible for codifying the double-stranded
adenosine deaminase specific RNA, as the cause ofDSH [1, 6].
Despite more than 90 different mutations in theDSRAD gene
having been described in the literature, it is still uncertain
how these changes can cause the same phenotype [7].

Histologically, in hypopigmented areas, the deposit of
melanin is scarce, in contrast to the areas of hyperpigmen-
tation that contain melanocytes with an increased metabolic
activity and high concentration of melanosomes [6]. The
number of melanocytes in the areas of hypopigmentation is
diminished compared to individuals without the disease [1].

This disease must be differentiated from other pigmen-
tary disorders such as reticulate acropigmentation of Kita-
mura, which is marked by presence of atrophy and absence
of hypopigmented lesions; Dowling-Degos disease by retic-
ulate hyperpigmentation in the body’s folds, accompanied
by comedogenic lesions on back and neck, and depressed
or pitted scars; initial cases of xeroderma pigmentosum
distinguished by the development of more serious symptoms
of xerosis, atrophy, telangiectasia, and tumors in photo-
exposed areas; dyschromatosis universalis hereditaria with
predominating lesions in trunk starting in childhood; vitiligo
with repigmentation areas which can simulate hyperchromic
macules ofDSHbut have perifollicular distribution [1, 2, 6, 8].

Figure 3: Multiple freckle-like pigmented macules on the face.

(a)

(b)

Figure 4: (a) Histology from hypochromic lesion showing decrease,
with almost absence of melanin. (b) Histology from hyperchromic
region showing intense amount of pigment (Fontana-Masson, 100X,
2X).

Interestingly the age of onset of DSH is 4.4 years old in
average, which differs from our case (26 years old). Dowling-
Degos disease and Galli-Galli disease are characterized by
a later onset (24.5 and 45.6, resp.) and may be considered
as a differential diagnosis [2]. Nevertheless, we favor the
diagnosis of DSH once Dowling-Degos disease presents with
reticulate hyperpigmented macules in the flexures and large
body folds. Galli-Galli disease is characterized by reticulated
pigmented and hyperkeratotic erythematous macules and
papules, located in the same areas of Dowling-Degos disease,
but has a very peculiar histology demonstratingmoderate-to-
severe acantholysis of the suprabasal epidermis, which was
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not observed in our case. Adult-onset dyschromatosis often
is secondary to chemicals, drugs, physical agents, cutaneous
lupus erythematous, or infection [9]. We excluded those
causes by history and laboratory investigation. We believe
that this is a true case of DSH since the patient has very
typical clinical findings and positive family history of similar
lesions. It is possible that lesions have been unnoticed until
adulthood.

No treatment is effective for this genodermatosis [6].
The exact frequency of the DSH is unknown since the
main changes are confined to the skin with no systemic
involvement, andmany cases remain unreported. Despite the
several reports and genetic studies fromEast Asian countries,
the DSH is a very rare diagnosis in Brazil. We report this case
due to its rare occurrence in South America and in view of
the need of proper diagnosis and guidance for these patients.
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