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Case Presentation Discussion

“* The graph below depicts the phenotypic spectrum seen in the 5 brothers
“* Mom is a known carrier of ATP7A mutation
“* There is limited information on the siblings who were not seen at UNC
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< Review literature describing
copper transport disorders

< Apply findings to our case of five
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*» ATP7A mutations produce a clinical spectrum
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¢ Siblings 1, 2, and 5 follow a more classic
Menke’s course, while siblings 3 and 4 exhibit

affected siblings < The 6% sibling is the youngest and is a healthy female infant (not included here) a phenotypic variation
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Decreased peroneal and median muscle amplitudes with normal conduction velocities.

DD = Developmental delay, D =Deceased, L =living
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