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Two Japanese Sisters with Methylmalonic Acidemia Showed No Symptoms in Infancy
but Presented Repetitive Vomiting in Early Childhood

Hiroyuki Awano , Mariko Yagi', Yo Okizuka', Hironori Kobayashi‘,
Yuki Hasegawa®, Seiji Yamaguchi’, Osamu Sakamoto’, Toshihiro Ohura'.
Yasuhiro Takeshima' and Masafumi Matsuo'

' Department of Pediatrics, Kobe University Graduate School of Medicine
“Department of Pediatrics, Shimane University Faculty of Medicine
“Department of Pediatrics, Tohoku University School of Medicine

We report two Japanese sisters with methyimalonic acidemia (MM A). Neither showed any signs of meta-
bolic decompensation in infancy. The elder sister had presented with repetitive vomiting since the age of
three, and the younger sister since the age of one. At the age of one year and eight months, the younger sister
had her third episode of repetitive vomiting with disturbance of consciousness. She was diagnosed with MMA
after urine organic acid analysis. The elder sister was also suspected of having this disease. which was subse-
quently confirmed by urine organic acid analysis. MUT gene analysis revealed that both had compound het-
erozygous mutations of p.G380E and p.G648D.

Some patients with late-onset forms of MM A are asymptomatic in the stable stage ; however, stressful
events can trigger relapsing episodes of metabolic decompensation such as vomiting. Physicians should con-
sider screening for inherited metabolic disorders such as MMA in children with repetitive vomiting.
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