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Table 1 Age at onset of [EM.

Age at onset (years) Number (%)
0~6 292 (75.6)
7~19 11 (2.8)
20~ 15 (3.9
asymptomatic 50 (13.0)
unknown 18 (4.7
total 386
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Table 2 Clinical features of IEM detected at adulthood.
Diagnosis %ﬁzeit diégreloztis Sex }I;amily First Other findings II:ESI(‘):‘LT:}II Neurological
(vears) (vears) 1story symptom test* outcome
Organic acidemia
(D Alkaptonuria infant 54 M + dark urine ochronosis + normal
infant 59 M + dark urine arthritis, ochronosis - normal
30’s 42 M + arthritis disc hernia - normal
47 65 M - spondylitis dark urine, ochronosis + normal
54 56 M - arthritis dark urine, ochronosis + normal
unk 56 M - spondylitis dark urine, ochronosis normal
unk 59 M unk arthritis dark urine, ochronosis - normal
unk 65 M + arthritis ochronosis - normal
unk 66 F + dark urine unk - normal
67 81 M unk spondylitis ochronosis - dysmobility
68 68 M unk dark urine bone fracture unk normal
(2 2HGA infant 43 F - mild MR dystonia - progressive MR
infant 44 F + MR dystonia, tremor - gait difficulty
infant 69 F + MR hypotonia, dystonia - gait difficulty
(3 MMA 74 74 M unk fatigue macrocytic anemia - normal
@ 3MGA 53 55 F + syncope incontinentia, ataxia - mild MR
(5 MCC deficiency asymptomatic 21 F unk none family screening - normal
Urea cycle disorders
©® OTC deficiency 52 52 M unk syncope hyperammonemia + died
(8 UCD(suspected) infant 24 M - MR heart and renal failure + severe MR
28 28 F + disorientation hyperammonemia + normal
(D) HHH syndrome infant 31 F - mild MR hyperammonemia + progressive MR
Fatty acid oxidation disorders
© GA2 40’s 58 M + muscle pain hypotonia, rhabdomyolysis + normal
10 GA2 (suspected) infant 24 M - MR rhabdomyolysis + gait difficulty
@) VLCAD deficiency 20’s 54 M + rhabdomyolysis muscle pain + normal

M: male, F: female, unk: unknown, +: positive, —: negative, MR: mental retardation, 2HGA: 2-hydroxyglutaric acidemia, MMA: methylmalonic
acidemia, 3MGA: 3-methylglutaconic acidemia, MCC deficiency: 3-methylcrotonyl-CoA carboxylase deficiency, OTC deficiency: ornithine
transcarbamylase deficiency, HHH syndrome: hyperammonemia, hyperornithinemia, homocitrullinemia syndrome, GA2: glutaric acidemia type
2, VLCAD deficiency: very long-chain acyl-CoA dehydrogenase deficiency, *: metabolic acidosis, hyperammonemia, elevation of creatine kinase,

or ketonuria
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Abstract

Clinical study of organic acidemias and fatty acid oxidation disorders detected in adults

Kenji Yamada, M.D.", Yuki Hasegawa, M.D., Ph.D."”, Yoko Yoshikawa, M.D.?,
Tomoo Takahashi, M.D.”, Hironori Kobayashi, M.D., Ph.D.”, Yuichi Mushimoto, M.D., Ph.D.",
Jamiyan Purevsuren, M.D., Ph.D.” and Seiji Yamaguchi, M.D., Ph.D.”

YShimane University Faculty of Medicine, Department of Pediatrics
?Kokura Medical Center, Department of Pediatrics

Adult-onset inborn errors of metabolism (IEM) are very rare and their details remain unknown. Diagnosis, age at
onset, clinical findings, and outcome of patients with IEM over 20 years old whose diagnosis were made at Shimane
University between 2001 and 2010 were investigated. Out of 386 IEM cases identified, 24 cases (6.4%) were diagnosed
during adulthood, among which 15 patients were adult onset. There were 11 cases with alkaptonuria, 6 patients with
organic acidemia without alkaptonuria, 4 cases with urea cycle disorders and 3 subjects with fatty acid oxidation
disorders. Outcome of adult-onset IEM are better than those of child-onset; however, some patients suffered from
progressive neurological disorders because of the time lag before the diagnosis are determined after the onset. Blood
acylcarnitines and urine organic acids should be analyzed for adult patients with unknown regression or mental
retardation for early diagnosis.

(Clin Neurol 2013;53:191-195)
Key words: inborn errors of metabolism, adult-onset, urine organic acids analysis, blood acylcarnitine analysis,
handicapped person




