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Canavan disease caused by a novel variant of ASPA gene:

a case report and literature review
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[Abstract] Objective

acteristics of aspartate acyltransferase (ASPA) gene mutations,in order to provide references for better iden-

To investigate the clinical manifestations of Canavan disease (CD) and the char-
tification of the disease in clinical work. Methods The clinical data of a child diagnosed with CD by genetic
testing was retrospectively analyzed,and literature review was conducted. Results The case was a July baby
boy with mental retardation as the main clinical manifestation. Urine tandem mass spectrometry showed that
N-acetylaspartic acid levels significantly increased, cranial magnetic resonance imaging showed a multiple spot-
ty and small abnormal signal changes in the cerebral white matter of bilateral frontal and parietal lobes. Sec-
ond-generation gene sequencing revealed that there were two heterozygous mutations in c. 432+ 1G> A and
. 634+1G>A in the exon region of the child's ASPA gene,leading to amino acid changes. The results of San-
ger sequencing showed that the two mutations were derived from mother and father respectively, and they
were compound heterozygous mutations,of which the c. 634+1G>A mutation was the first report. Conclusion
This report expands the spectrum of genetic variation in children with CD.
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