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An unusual presentation of Menkes Syndrome in a female infant
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Background:

Menkes Syndrome is rare, estimated to be of prevalence of
1:298000 births. It is an X-linked recessive disorder and thus
presents mostly in males with only 18 female case reports.

Objective:

The obijective of this clinical case report is to highlight the unusual
presentation of Menkes Syndrome in females and to avoid incorrect
diagnosis.

Case Presentation:

A 9 months old female infant from Aswan, Egypt, presented to
hospital with failure to gain weight. The mother reported long
standing history (starting at the age of 2 months) of hair changes,
facial swelling, and irritability.

Clinical signs were highly suggestive of Menkes Syndrome including
failure to thrive, delayed motor milestones, silver kinky hair,
myopathic face with sagging cheeks, dry skin with areas of hypo-
pigmentation and generalized hypotonia.

Further investigations were carried out for Menkes Syndrome. Serum
Copper level came back low at 60 microgram/dl (70-150). Also
serum Ceruloplasmin was low at 16 mg/dl (30-90). Radiographs
showed severe osteopenia. On microscopic examination of scalp
hair, abnormal hair shaft appearance was indicated with pili torti.

Oral Copper has no significant role in treatment of Menkes
Syndrome. Parentral Copper in the form of Copper Histidinate
gives best results if administered early in life, within the first 28
days.
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