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Pamidronate therapy for a Patient with Methylmalonic acidemia
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Methylmalonic acidemia is an autosomal recessive disorder caused by complete (mutQ) or partial (mut-)
deficiency of methylmalonyl-CoA mutase (MUT) or by defects in the synthesis of adenosylcobalamin (cblA,
cblB, cblD variant 2). Long term complications of methylmalonic acidemia include tubulointerstitial ne-
phritis with progressive renal failure, intellectual impairment, pancreatitis, and growth failure, We report
a case of methyimalonic acidemia in a girl who diagnosed at 6 days after birth, She has developed
recurrent metabolic crises with hyperammonemia and metabolic acidosis, In addition, she suffered from
the chronic complications including tubulointerstitial nephritis, electrolyte imbalance associated with renal
dysfunction, growth failure and fracture of femur shaft, At the age of 10 years, hypercalcemia and severe
osteoporosis were noted, and pamidronate therapy was given for two years, which relieved hypercal-
cemia and osteoporosis,
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Fig. 1. A partial sequencing of MUT in the patient showed c.[323G>A];[1481T>A] (p.[ArglO8His];

[Leu494+]) mutations.
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Fig. 2. Comparison of L—spine and total left femur bone
densitometry between the pre—pamidronate (A,
B) and post—pamidronate treatment (C, D). Bone
densitometry (BMD) of a patient with methyl-
malonic academia at 13 years of age revealed
severe 0steoporosis. BMD of L—spine (L1-L5.
AP) was 0.625 g/cm® and Z—score was —2. 9
(A). BMD of total left femur was 0.165 g/cm®
and Z—score was —6.7 (B). After 5—cycle pa-
midronate of 2 years, BMD of this patient in-
creased as 18.6% in L1-L5 and 23.3% in total
left femur, compared with BMD scores before
treatment. Post—pamidronate BMD of L—spine
(L1-L5. AP) was 0.741 g/cm® and Z—score was
—2.8 (C). BMD of total left femur was 0.551 g/
cm” and Z—score was —3.6 (D).
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Fig. 3. Plasma calcium, phosphate, 1,25(0H)2 — vitamin D3 and PTH changes

during pamidronate therapy.
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