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Complex heterogeneity phenotypes and genotypes of glutaric aciduria type 1

WANG Qiao, YANG Yan-Ling. Department of Pediatrics, Peking University First Hospital, Beijing 100034, China (Email:
organic.acid@126.com)

Abstract: Glutaric aciduria type 1 is a rare autosomal recessive disorder. GCDH gene mutations cause glutaryl-
CoA dehydrogenase deficiency and accumulation of glutaric acid and 3-hydroxyglutaric acid, resulting in damage of
striatum and other brain nucleus and neurodegeneration. Patients with glutaric aciduria type 1 present with complex
heterogeneous phenotypes and genotypes. The symptoms are extremely variable. The ages of the clinical onset of the
patients range from the fetus period to adulthood. The patients with mild glutaric aciduria type 1 are almost asymptomatic
before onset, however, severe glutaric aciduria type 1 may cause death or disability due to acute encephalopathy. Acute
metabolic crisis in patients with underlying glutaric aciduria type 1 is often triggered by febrile illnesses, trauma, hunger,
high-protein foods and vaccination during a vulnerable period of brain development in infancy or early childhood. The
early-onset patients usually have a poor prognosis. Urinary organic acids analysis, blood acylcarnitines analysis and
GCDH study are important for the diagnosis of this disorder. Neonatal screening is essential for the early diagnosis and

the improvement of prognosis.

[Chin J Contemp Pediatr, 2016, 18(5): 460-465]
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