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ABSTRACT

Case Report

Type | Segmental Darier’s Disease:
Successful Treatment with Oral
Acitretin- A Case Report

Unilateral type | segmental Darier’s Disease (DD) is a rare variant of DD. It is characterised by eruptions which are erythematous
and keratotic papules. The authors hereby report a case of an 18-year-old male patient who presented with waxy hyperpigmented
keratotic papules on the right side of the trunk and lower limb and was confirmed by histopathology. He was treated with oral
acitretin, 25 mg once a day, which showed a marked clinical improvement within four months.
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CASE REPORT

An 18-year-old male patient presented to the dermatology
Outpatient Department (OPD) with complaints of asymptomatic
lesions on the right side of his body for the past three years. The
number of lesions had increased over time, presenting initially over
the right leg extending upwards to involve the right side of his trunk.
There were no similar complaints in family members.

On cutaneous examination, multiple hyperpigmented keratotic
papules were distributed linearly over the right thigh, abdomen,
chest, upper back, and right shoulder [Table/Fig-1]. The scalp, nails,
and mucous membranes were normal.

[Table/Fig-1]: Before treatment-Multiple hyperpigmented keratotic papules,
distributed linearly over the right shoulder, right-side of the trunk along T3, T4 and
T5 dermatome, right iliac region (lesions marked with blue arrows).

A punch biopsy was performed on the lesion on the right thigh, and
histopathological examination revealed hyperkeratosis, suprabasal
acantholysis and clefting seen with a retained single layer of basal
keratinocytes. Corp ronds and grains were seen in the epidermis
[Table/Fig-2]. The underlying dermis showed perivascular chronic
inflammatory cell infiltrates.

The patient was diagnosed with type 1 segmental DD based on the
clinical presentation and histopathological examination results. The
patient was treated, after relevant laboratory investigations, with oral
Acitretin, 25 mg once a day and was followed-up regularly every
month, for the duration of four months. At the end of four months,
clinical improvement was seen with a 70-80% reduction in lesions
[Table/Fig-3].
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[Table/Fig-2]: Histopathology- Scanner view showing hyperkeratosis (yellow arrow),
suprabasal acantholysis and clefting (green arrow) seen with retained single layer of
basal keratinocytes; High power (40X) view showing corp ronds (green arrow) and
grains (yellow arrow) in the epidermis.

[Table/Fig-3]: After treatment-Marked clinical improvement of lesions over the
right shoulder, right-side of the trunk along T3, T4 and T5 dermatome, right iliac
region (lesions marked with blue arrows) seen after four months of treatment with
oral acitretin 25 mg.

DISCUSSION

The DD, also known as Darier-White disease and Keratosis follicularis,
is a genodermatosis with an autosomal dominant mode of inheritance
with a peak age of onset at puberty. It presents characteristically
with multiple keratotic papules primarily in a seborrheic distribution.
Among the various types of clinical presentations, the segmental
types (type 1 &2) present with distribution of the lesions along the
lines of Blaschko. Type 1 segmental DD is a result of post-zygotic
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mutation in the ATP2A2 gene during the embryonic period [1-3].
There is a mutation in the ATP2A2 gene which encodes for Sarco/
endoplasmic reticulum calcium ATPase (SERCA) isoform [1]. This
gene is responsible for transport of calcium from cytosol to the
lumen of endoplasmic reticulum. As a result of which, in DD, there is
disruption of intracellular Ca?* signalling and keratinocyte intercellular
adhesion and differentiation [4].

Kreibich in 1906 described a localised form of DD which follows
Blaschko’s lines, as was referenced in the previous literatures also
[3,5] and patients developed lesions in 3 or 4" decade of life with no
significant family history [6,7]. The lesions can also be zosteriform,
linear, unilateral, or segmental in distribution [5,8]. There are two
patterns of segmental DD. In the typel pattern, lesions occur
unilaterally along Blaschko’s lines and in the type 2 pattern, the
lesions occur focally and are severe in intensity [5,6,9,10]. Due to
a post-zygotic somatic mutation in early embryogenesis, localised
DD is considered to be a genetic mosaic variant of generalised DD.
In localised DD, the lesions follow a Blaschkoid distribution and but
not dermatomal [11]. In present case, the lesions were present on
the entire right-side of the body with a zosteriform and linear pattern
distributed along the lines of Blaschko.

Histopathologically segmental and generalised, DD are indistinguishable.
DD is characterised by papillomatous epidermal hyperplasia along
with focal suprabasal acantholysis and dyskeratosis. Corps ronds
are located in the spinous layer and are large, round acantholytic
keratinocytes with dark nuclei surrounded by a bright pink rim of
condensed keratin. Grains are flattened cells with thin dark nuclear
membrane and bright pink condensed keratin which are located in
the stratum corneum [12]. In the present case, histopathology of skin
lesions showed dyskeratotic cells (corps ronds and grains).

There are no specific treatment guidelines for treating type 1
segmental DD. However, the goal is to manage symptomatically and
improve quality of life. The main stay of treatment involves emphasis
on improvement in hygiene, use of cotton clothes and regular use
of emollients with intermittent usage of medium-potency topical
corticosteroids [13]. Topical retinoids have been found effective in
localised forms of DD.

Systemic retinoids are the mainstay of treatment in the generalised
form of DD [14]. In the present case, patient was treated with oral
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Acitretin 25 mg daily for four months, infered significant reduction in
number of lesions.

CONCLUSION(S)

Clinical and histopathological correlation are very important to
diagnose this rare clinical entity and its variants. This is a unique
report of unilateral segmental DD with involvement of the right half
of the body, treated with systemic retinoids with significant clinical
improvement in lesions over a short span of time.
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