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Joubert Syndrome among Two Related Children
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A seven-year-old Pakistani male presented with gross developmental delay. The child had delayed
walking and speech. He had ataxic gait, head nodding to the left side and mild dysmorphic
features.

Diagnosing Joubert syndrome (JS) requires clinical, radiological and genetic testing for final
confirmation. Magnetic resonance imaging (MRI) study revealed Molar Tooth Sign (MTS) which
is the hallmark, together with genetic testing, confirming the diagnosis of Joubert syndrome.

The manifestations of JS are variable and to keep into consideration the differential diagnoses of
hypotonia and ataxia, delayed walking, speech and development.
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