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Phosphoglycerate Mutase Deficiency

National Cancer Institute

Source
National Cancer Institute. Phosphoglycerate Mutase Deficiency. NC| Thesaurus. Code
C131647.

Arare, autosomal recessive, inherited disorder caused by mutation of the PGAM2 gene.
It is characterized by non-spherocytic hemolytic anemia, exercise-induced cramping,

myoglobinuria, and presence of tubular aggregates on muscle biopsy.
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