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Introduction 
Auditory-pigmentary syndromes refer to a group of syndromes 

characterized by physical absence of melanocytes from the skin, hair, 
eyes or the stria vascularis of the cochlea, due to abnormalities in the 
development of neural crest and its derivatives. Waardenburg syndrome 
is a group of autosomal dominant inherited genetic conditions that can 
cause hearing loss and changes in coloring (pigmentation) of the hair, 
skin, and eyes. Although most people with waardenburg syndrome 
have normal hearing, moderate to profound hearing loss can occur 
in one or both ears. Waardenburg syndrome is named a�er Petrus J 
Waardenburg, a Dutch ophthalmologist and geneticist, who �rst 
described the syndrome now known as waardenburg syndrome type I. 
Waardenburg estimated that this syndrome was prevalent in 1/42,000 
of the general population and in 1.43% of the congenitally deaf [1]. 

Case Report
An 11-month-old female child was brought to the out-patient 

department of the Dept. of Otorhinolaryngology, Gauhati Medical 
College and Hospital by her parents, who complained that the child did 
not turn towards source of sounds, nor was she able to vocalise words. �e 
child was born to parents with no history of consanguineous marriage. 
She was born via normal vaginal delivery in hospital with adequate 
birth weight. Her perinatal and neonatal periods were uneventful. Her 
mother did not su�er from any diseases during the ante-natal period. 
Her developmental milestones were appropriate for her age. �ere 
was no history of constipation or persistent vomiting. Family history 
was unremarkable. Her vitals and general physical examination were 
normal and did not reveal any limb abnormalities. Local examination 
revealed brilliant blue iris, synophrys, wide-set eyes with broad nasal 
root and dystopia canthorum (W index=2.76) (Figure 1). Brain-stem 
evoked response audiometry revealed bilateral severe sensorineural 
hearing loss (Figure 2). High resolution computerized tomography 
scans of the patient’s temporal bones were carried out and they did not 
reveal any congenital or acquired pathology of the ear (Figure 3).
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Figure 1: Clinical photograph of the patient showing brilliant blue iris, 
synophrys, wide-set eyes with broad nasal root and dystopia canthorum.

Figure 2: Patient’s BERA report showing bilateral severe sensorineural 
hearing loss.
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(A)                                                                                                    (B)

Figure 3: Computerised tomography picture of the patient’s temporal bones (A) axial cut, and (B) coronal cut, showing normal pneumatisation of the mastoids 
and the absence of any congenital anomalies of the ear.

Diagnostic criteria for WS1 have been proposed by the Waardenburg Consortium [2]. In brief, to be counted as affected, a person must have two major or one major 
plus two minor criteria from the following list:

Major Criteria: 

• Congenital sensorineural hearing loss 
• Pigmentary disturbances of iris 
• Hair hypopigmentation – white forelock 
• Dystopia canthorum–lateral displacement of ocular inner canthi, W index >1.95 
• Affected first degree relative
Minor Criteria:
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