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Abstract: Objective To investigate the clinical and genetic characterization of the patient with MELAS syndrome. Methods Patient's clinical manifestations
and auxiliary laboratorytest were analyzed. Sanger sequencing and pyrosequencing of the mitochondrial genome were carried out in blood
and urine. Results The patient presented with frequent convulsions, intermittent fever, headache, vomiting, blurred vision, gleams in the eyes.
The convulsions was manifested as bilateral right eye skew, eyelid jitter, and right head tilt. Serum lactic acid was significantly increased. Cranial
MRI showed abnormal signals on the parietal lobe of the right occipital lobe and the left parietal lobe, some cytotoxic edema, bilateral pale
pallid flaky T, signals, pineal cysts, and deepened cerebellar sulci. His mother and uncle did not show any similar anomalies. Sanger sequencing
detected the m.3243A> G point mutation in the blood of the patient, and pyrosequencing revealed mutation ratios were 36.2% and 93.4%
in the blood and urine, respectively. No mutation was found in the blood of the child's relatives. Conclusion In MELAS patients, m.A3243G
mutation ratio was significantly higher in urine than in blood. Additionally, this study improved the understanding of the correlation between
m.A3243G mutation ratio and clinical features.
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