
Ope n Pe e r Re v ie w on Qe iosOpe n Pe e r Re v ie w on Qe ios

Methylmalonic acidemia with
homocystinuria
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Methylmalonic acidemia with homocystinuria. ORPHA:26

Methylmalonic acidemia with homocystinuria is an inborn error of vitamin B12

(cobalamin) metabolism characterized by megaloblastic anemia, lethargy, failure to

thrive, developmental delay, intellectual deficit and seizures. T here are four

complementation classes of cobalamin defects (cblC, cblD, cblF and cblJ) that are

responsible for methylmalonic acidemia - homocystinuria (methylmalonic acidemia -

homocystinuria cblC, cblD cblF and cblJ; see these terms).
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