CMA Case 1

A 3-year-old boy with achalasia and short stature

A 3-year-old boy developed recurrent vomiting during infancy and was diagnosed to have achalasia that
required surgical intervention. He also had global developmental delay, failure to thrive, short stature,
hypotonia, strabismus, decreased tearing, and distinctive facial features (cupped ears and retrognathia).
Family history: Parents are first cousins and they and two brothers are healthy.
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