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ABSTRACT: Dowling-Degos disease (DDD) is a rare autosomal dominant disease characterized by
numerous, symmetrical, progressive pigmented macules over the axillae, groins, face, neck, arms and
trunk as well as scattered comedo-like lesions (dark dot, follicles) and pitted acneiform scars.
Histopathology is diagnostic testing using a distinctive form of acanthosis, characterized by an
irregular elongation of thin branching rete ridges, with a concentration of melanin at the tips. We
report a case of generalized DDD with reticulate hyperpigmentation, scattered comedo like lesions
and pitted acneiform scars in a 35 year old female patient.
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INTRODUCTION: Dowling-Degos disease (DDD) is a rare autosomal dominant reticulate pigmentary
disorder. It was first established by Wilson-Jones and Grice, though it was described as early as
1938. Few reports have appeared in the Indian literature.234 [t is characterized by numerous,
symmetrical, progressive and pigmented macules over the axillae, groins, face, neck, arms and trunk
as well as scattered comedo-like lesions (dark dot follicles) and pitted acneiform scars.56) The
disorder usually appears and/or worsens after puberty.

Histopathology is diagnostic testing using a distinctive form of acanthosis, characterized by
an irregular elongation of thin branching rete ridges, with a concentration of melanin at the tips.(7:8)
Recently, the loss-of-function in the keratin 5 (KRT5) gene and a gene locus mapping to chromosome
17p13.3 have been described in cases of DDD.(919) Here we report a case with autosomal dominant
inheritance of a skin disorder with clinical features of generalized DDD.

CASE REPORT: A 35-year-old woman presented with reticulate hyperpigmented skin lesions over
the face, chest, back, axillae and flexures since 5 years. Initially, the lesions first started over the face
as small hyperpigmented macules. Then she developed similar lesions over the back, neck, axilla,
inguinal region, infra mammary, chest and extremities over the next year. Gradually, these lesions
progressed to form pits filled with blackish material. There was no history of inflammatory skin
diseases prior to the onset of the lesion.

There was no significant past medical, surgical and gynecological history.

The patient was born of a non-consanguineous marriage. History of similar lesions was
present in her mother, brother.

Her general physical examination was normal.

Dermatological examination revealed a symmetrical reticulate hyperpigmentation
predominantly affecting the face, neck, axilla, groin, Inframammary region, forearm, back and legs.
Multiple pits varying in size from 1~3 mm and open comedone-like lesions were distributed over the
cheeks, periorbital area, forehead and neck. Symmetrically distributed reticulate hypopigmentation
was also seen in the hands, legs and chest.
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The mucosa, nails, teeth and hair were normal.
On investigation, complete blood count, blood chemistry, liver and renal function tests were

all within normal limits.

A biopsy was conducted from a hyperpigmented lesion over the shin, and histopathological
examination revealed hyperkeratosis, acanthosis and irregular elongated thin branching rete ridges
growing down into the dermis and increased melanin pigment in the lower part of the rete pegs.

These features were entirely consistent with the clinical diagnosis of DDD.

DISCUSSION: Dowling-Degos disease (DDD) is a rare autosomal dominant reticulate pigmentary
disorder. It was first established by Wilson-Jones and Grice,( though it was described as early as
1938. Few reports have appeared in the Indian literature.(234)

DDD has characteristics of clinical and histopathological features. The diagnosis is very simple
when classical features are present, as observed in our case.

In our case, the patient had generalized DDD. The patient had the typical features of classic
DDD (reticulate hyperpigmentation at flexural area) and generalized reticulate hyperpigmentation on
the face, axilla, inframammary area, trunk, limbs and other cutaneous findings, including reticulate
hypopigmented macules, facial pits, comedo-like papules.

Histories of similar lesions were present in her mother and brother.

Histopathology is diagnostic with a distinctive form of acanthosis, characterized by
downward elongations of thin rete ridges with reticulated or fenestrated patterns, with
concentration of melanin at the tips and occasional follicular plugging and horn cysts.(7:8)

Clinical and histopathological features in our case distinguish this case from other reticulate
pigmentary disorders.

The genetic defect of DDD has not yet been well defined. A recently reported series described
the loss of-function mutations in the KRT5 gene(®19 These data confirm that haplo in sufficiency for
K5 engenders an excess of unpaired, soluble K14 that is then responsible for DDD and points to a
prominent role for the keratin intermediate filament cytoskeleton within the basal keratinocytes in
epidermal pigment biology.(11.1213) Another genetic defect of DDD has been reported in the gene locus
mapping to chromosome 17p13.3 and chromosome 1q21 with pathogenic mutations located in the
DSRAD gene.(10)

Genetic studies were not performed in our patient as the patient was not co-operative.

In conclusion, we report a case of generalized DDD with autosomal dominant penetrance for
its rarity, as very few cases have been reported from India.(234)
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Fig. 4: Skin biopsy - histopathology
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