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Fig. 1. Brain MRI shows mild bilateral perisylvian
cortical dysplasia.
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Fig. 2. Patient with neonatal adrenoleukodystrophy at
the age of 43 months. She shows severe hypotonia,
hepatomegaly and hyperpigmented skin.

Table 1. Plasma VLCFA, Pipecolic Acid, and Phy-
tanic Acid Level

Results Reference values

VLCFA

C22:0 0.539 0.57-1.79

C24:0 1.304 0.46-1.10

C26:0 2.506( zg/mL) 0.15-0.51( #g/mL)

C24/C22 2419 0.76-0.92

C26/C22 0.145 <0.02
pipecolic acid  8.3( zmol/L) 0.54-2.46( 1« mol/L)
phytanic acid  0.40( pzg/mL) 0.03-3.00( #g/mL)

VLCFA : very long—chain fatty acids
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Neonatal Adrenoleukodystrophy Presenting with Neonatal Seizure

Young-Lim Shin, M.D. and Han-Wook Yoo, M.D.

Department of Pediatrics, Asan Medical Center, College of Medicine,
University of Ulsan, Seoul, Korea

Disorders resulting from defects in peroxisomal biogenesis include Zellweger syndrome,
neonatal adrenoleukodystrophy, and infantile Refsum disease. The three diseases are now
considered as a continuum of clinical features. Neonatal adrenoleukodystrophy is inter-
mediate between Zellweger syndrome and infantile Refsum disease in severity, and is
characterized by profound hypotonia, intractable seizures and premature death. We report
a cases of neonatal adrenoleukodystrophy presenting with neonatal seizure and hypotonia.
At the age of 43 months, she had clinical evidence of adrenal insufficiency with skin
hyperpigmentation and electrolyte imbalance. She was diagnosed having neonatal adreno-
leukodystrophy based on abnormally high levels of plasma very long-chain fatty acids,

pipecolic acid and phytanic acid.

Key Words : Neonatal adrenoleukodystrophy, Seizure, Hypotonia, Adrenal insufficiency
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