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A Case of Methylmalonic Acidemia in a 6-month-old Infant

Sung Jong Cho, M.D., Young Il Rho, M.D. and Kyung Rye Moon, M.D.

Department of Pediatrics, College of Medicine, Chosun University,
Gwangju, Korea

Methylmalonic acidemia is a rare congenital autosomal recessive metabolic disease. It is caused
by blocking in the pathways of isoleucine, valine, threonine, methionine, cholesterol and odd-chain
fatty acids to succinyl CoA, resulting in the increase of L-methylmalonyl CoA and methylmalonic
acid. In most cases, there are symptoms such as recurrent vomitings, lethargy and laboratory
abnormalities including metabolic acidosis and hyperammonemia from the neonatal period. We had
a 6-month-old infant with methylmalonyl acidemia who presented with recurrent vomiting episodes
since 3 months of age, failure to thrive and developmental delay. The laboratory findings showed
hyperammoninemia and ketotic metabolic acidosis. Plasma amino acid analysis showed nonspecific
finding. Urine organic acid ananysis by gas chromatography and mass spectrometry detected large
amount of methylmalonic acid excreted in the urine. We restrained the supply of protein in the
amount of 1~1.5 g/kg of body weight a day using leucine, isoleucine and valine-r-estrained milk
and administered vitamine By, in the amount of 1mg per day. During the follow-up in the outpatient
clinic, He could control his head and showed increased muscle strength. (Korean J Pediatr
Gastroenterol Nutr 2001; 4: 249 ~255)
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Fig. 1. Gross appearance. He can not control his head
with traction reaction.



Table 1. The Laboratory Data in the Infant

Lab At admission At discharge 2 month after discharge 4 month after discharge
CBC

Hob (g%) 10.8 8.7 8.2 75

Het (%) 31.9 25.7 231 26.6

WBC (/mm?) 8,200 3,400 6,450 7,950

Pit (/mm?) 195000 166000 442000 342,000
U/A

SG 1.030 1.015 1.010

pH 5.0 5.0 50

Ketone 2+ (-) -)
ABGA

pH 7.25 7.47 7.45

PaCO 12.1 30.3 29.8

HCO3 52 21.8 20.5

Base excess -22.9 5.1 -3.1
Blood chemistry

Na/K/Cl (mEg/L) 145/4.2/104 142/3.9/110

Glucose (mg/dL) 124 110

BUN/Cr (mg/dL) 42/0.7 13/0.5

Ammonia (ug/dL) 246 118 110

Lactic acid (mg/dL) 35.8 27.7

Vitamin Bi (pg/mL) 340

Table 2. Amino Acid Analysis in the Serum and Organic Acid Analysis in the Urine

Serum amino acids (umol/L)

Urine organic acids (mmol/mol cre)

Amino acids  Result Reference range Organic acids Result Reference range
Alanine 164 143~439 Methylmalonic acid 1482.22 0.00~32.93
Asparagine 78 21~95 Adipic acid 30.08 0.00~21.69
Glycine 330 81~436 2-methyl-3-hydroxybutyric acid 12.358 0.00~2.19
|soleucine 23 26~86 Methylcitric acid 15.40 -
Leucine 42 47~155 3-Methylglutaconic acid 12.7 0.00~2.95
Methionine 29 9~42 3-Hydroxysebacic acid 6.22 -

Valine 87 64~294 2-Methylglutaconic acid 15.51 -

AHE free Ty 1.33pg/dL, T:RIA 94.0, TSH 4.3ug/dL
2 AYHART @R ofnit E40A Folg
AL Holx ity ¥F A4k 351 mg/dL
% 45~19.8 mg/dL), 3 pyruvate= 0.9 mg/dL
2 03~07mg/dL), &AW 714 B4 A
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