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Abstract

Introduction: Waardenburg syndrome is an autosomal dominant condition, caused by changes in survival, proliferation,
migration and/or differentiation of precursors of melanocytes. The most frequent detections are dystopia canthorum, sinofris,
broad nasal base, pigmentary alterations of the iris and skin, congenital deafness and frontal white wick. It can be found in 4
types, the most common being types [ and II.

Case Report: We report a case of Waardenburg type IIl syndrome in a male patient, 13-years-old, with complaint of generalized
pruritus for three months. The exam revealed clinical condition suggestive of Atopic Dermatitis, in addition to hypertelorism,
bilateral dystopia canthorum, sinofris, iris heterochromia, frontal white wick, articular contractures in upper limbs and
hypochromic lesions in the thorax, dorsum and abdomen. The mother had a similar condition, and both had congenital
deafness.

Conclusion: The patient was diagnosed with Waadenburg type Il syndrome, in which there are musculoskeletal abnormalities
of the upper limbs associated with the most frequent clinical. The diagnosis of the syndrome allows a multidisciplinary follow-

up of the patients.
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Introduction

Waardenburg syndrome is an autosomal dominant
condition with variable penetrance and expressivity of its
features. The most frequent findings are dystopia in the
upper right corner, signori’s, broad nasal base, pigmentary
changes in the iris and skin, congenital deafness and white
frontal wick. It can be found in 4 types, the most common are
types I and I

About 90% of patients have an affected parent. It is
a neurocristopathy in which occur changes in survival,
proliferation, migration and / or differentiation of precursors
of melanocytes to the inner ear, iris and skin.

Waardenburg Syndrome: Report of a Type Il Family Case

The most frequent clinical signs are lateral displacement
of the inner corners of the eyes, hyperplasia of the medial
portion of the eyebrows, a prominent and enlarged nasal
base, changes in the pigmentation of the iris and skin,
congenital deafness, frontal white wick or early graying.

Case Report

Male patient, 13 years old, brown, son of non-
consanguineous parents, sought care complaining of
generalized pruritus for 3 months. On examination, he
had xerotic skin, scaly erythematous plaques on the trunk,
back and limbs and lichenification in antecubital fossae,
a clinical picture suggestive of Atopic Dermatitis. He also
had hypertelorism, dystopia canthorum, sinofris, iris
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heterochromia, frontal white wick, joint contractures in
the upper limbs and hypochromic lesions in the chest, back
and abdomen (Figures 1 and 2). The patient’s mother had a
similar clinical picture (Figure 3).

Mother and son were diagnosed with congenital
deafness. Thus, the teenager was treated for atopic dermatitis
and referred to the geneticist, being then diagnosed with
type 111 Waardenburg Syndrome. He was also referred for
otorhinolaryngological follow-up.

Figure 1: Hypertension, iris heterochromia, dystopia
canthorum, enlarged nasal base and central white streak.
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Figure 2: Hypochromic lesions in the patient, with islets of
pigmentation and malformation in the upper limbs.
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Figure 3: Patient’s mother, with clinical characteristics
suggestive of the condition.
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Conclusion

The case reported is a patient with type IIl Waardenburg
Syndrome. There is no curative treatment, as it is a genetic
disease, but physiotherapy sessions can be performed to
improve muscle contractures.

Therecognition ofthe disease by the dermatologistis very
important, as it allows the early detection of sensorineural
deafness, as well as the interdisciplinary monitoring of the
various complications associated with the variants of this
syndrome.
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