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CATHEGORY: Disorders of vitamins, cofactors and trace elements

P-042 - MENKES DISEASE: BETWEEN SUSPICION AND DISTRACTORS.
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INTRODUCTION: Menkes disease (MD) is an X-linked, serious and rare disorder of copper metabolism. It
is caused by pathogenic variants of the ATP7A gene that encodes for an ATP-ase transmembrane copper
transporter protein. The clinical features include characteristic connective tissue disturbances and
progressive neurodegeneration with a fatal outcome generally within the third year of life.
OBJECTIVE: We report the case of two patients with MD who were initially diagnosed as symptomatic
epileptic seizures of a viral etiology. MATERIALS AND METHODS: Medical report of patients evaluated
in the Laboratory of Neurochemistry Dr. N.A. Chamoles in 2021. RESULTS: A 6-months-old male patient
with a history of psychomotor delay, presented focal seizures and febrile epileptic status associated with
altered consciousness and vomits, interpreted as viral encephalitis in the context of symptomatic SARS2
Covid-19 infection. His family history revealed a 3-year-old brother with progressive epileptic
encephalopathy of uncertain etiology, that presented at 4-months-old, a similar episode assumed to be
Herpes simplex virus (HSV) encephalitis. Both children shared pathological images on brain MRI and their
physical examination showed hypotonia, generalized increase in subcutaneous fat, sparse and lusterless
scalp hair, pale skin and micrognathia. Low serum levels of copper and ceruloplasmin and the molecular
tests confirmed MD. DISCUSSION: Viral encephalitis is a common cause of seizures in childhood. In the
younger boy, seizures were interpreted as a COVID-19 complication. Several neurological complications
associated with COVID-19 have been reported, including encephalitis and seizures. The second case was
interpreted as secondary to HSV encephalitis, the most common cause of viral encephalitis. This fact
shows that, sometimes, the most frequent condition can conceal the true etiology of the symptoms. MD
is a rare disease; however, we must include it in the differential diagnosis of epilepsy in children under 6
months, especially if psychomotor delay and connective tissue disorders are associated. Despite current
treatment, the prognosis continues to be somber. Thereby, an early diagnosis based on the
acknowledgment of the disease results is important at the time of genetic counseling.
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