SYNDROME IN QUESTION
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Do you know this syndrome? Clouston syndrome*
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CASE REPORT

Female patient, 15 years of age, complained of changes in
her toenails, plantar hyperkeratosis, and a history of dull and brit-
tle hair since 2 years of age. According to the mother’s report, the
patient had never had a haircut and had never had other comorbid-
ities. Moreover, the patient’s parents were not consanguineous, and
there were no other similar cases in the family.
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Ficure 1: A: Dull and brittle dry hair. B: Plantar keratoderma.

C: Nail plate dystrophy
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Physical examination revealed nail plate dystrophy and
subungual hyperkeratosis on the toenails, plantar hyperkeratosis,
and absence of hair on the limbs. Hair was brittle, and the hair shaft
was thick and irregular. The patient presented good hair density
and showed no dental changes (Figure 1).

Trichogram revealed hair shafts with irregular helical twists
(Figure 2). Skin biopsy of her right forearm revealed a single hair fol-
licle in the dermis, but sebaceous and eccrine glands were preserved.

Based on the skin and adnexal alterations presented above,
the clinical condition was diagnosed as Clouston syndrome (hidrot-

ic ectodermal dysplasia).

FiGURE 2: Trichogram: A: Presence of irregular helical twist. B: He-
lical twist detail
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DISCUSSION

Ectodermal dysplasias (ED) are genodermatoses that dis-
play primary defects in two or more tissues of ectodermal origin,
associated or not with defects in other tissues and organs.!? They
may be classified as hypohidrotic or hidrotic.®

Hypohidrotic ED is characterized by fine, sparse or absent
hair; absent or conoid teeth; and sharply decreased sweating, to-
gether with normal nails.*®

Hidrotic ectodermal dysplasia (HED), or Clouston syn-
drome, is a rare dominant autosomal disease, caused by mutation in
the GJB6 gene.*” Its major clinical findings include the triad palmo-
plantar keratoderma, nail dystrophy, and hypotrichosis.>*”

Palmoplantar keratoderma may develop during childhood
and worsen with age, which is a common finding, though not uni-
versal” Nails usually become thicker and dystrophic over time,
which is an essential characteristic of the syndrome.>” In approxi-
mately 30% of the affected individuals, nail dystrophy may be the
only suggestive sign. Quite often, such alterations may be wrongly
diagnosed as onychomycosis or pachyonychia congenita.>” Sweat

glands, sebaceous glands, and teeth are normal, and these charac-
teristics distinguish it from hypohidrotic ED.>8

Hair is sparse and brittle, and total alopecia may ensue.
Hair loss is usually gradual and may involve other areas, worsening
after puberty.®’ Athough nonespecific, a variety of hair shaft abnor-
malities may be found.>” A study published in 2012 reported trichor-
rhexis nodosa, trichoptilosis, pili bifurcati, different the hair shaft di-
ameters, and damages to the cuticle in HED patients.’ In the present
case the patient exhibited several helical shafts with irregular twists.

Diagnosis is based on clinical findings, since the simultane-
ous involvement of nails, hair, and palmoplantar region is highly
suggestive.>® It is important to note that a negative family history
does not rule out ED since sporadic cases have been reported.”

Dianosis may be delayed since healthcare professionals are
often unaware of this syndrome.

Treatment basically consists of addressing clinical changes
reported by the patient.”Q

Abstract: Ectodermal dysplasias are conditions that present primary defects in two or more tissues of ectodermal origin and
can be classified as hypohidrotic and hidrotic. Hidrotic ectodermal dysplasia or Clouston syndrome is an autosomal dominant
genodermatosis and appears as a triad of clinical findings: palmoplantar keratoderma, nail dystrophy, and hypotrichosis. The
hair is sparse and brittle. The nails become thickened and dystrophic, which is an essential characteristic of the syndrome. The
diagnosis is made based on clinical findings. This study reports a case of a patient who began with changes in hair, nails and

palmoplantar keratoderma in early childhood.
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