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Abstract: Objective To investigate the clinical features and gene mutations of a patient with juvenile neuronal ceroid lipofuscinosis
(JNCL) induced by compound heterozygous mutation in CLN5 gene. Methods The clinical manifestations, imaging findings, and e-
lectroencephalographic changes of one JNCL patient were observed, whole-exome sequencing was performed, and gene detection and
clinical examination were performed for family members. Results The patient experienced visual deterioration and intellectual regres-
sion at the age of 6 years and presented myoclonic seizures and gait instability at the age of 9 years. Cranial MRI showed marked cere-
bellar atrophy and mild atrophy of the cerebral cortex and the brainstem, and video electroencephalogram showed diffuse 2.5 -3.5 Hz
slow activity and sharp waves in the temporal region. Whole-exome sequencing found one missense mutation ( exon 2 ¢.376T > C) from
the father and one nonsense mutation ( exon 3 c¢.595C >T) from the mother in CLN5 gene. The c.376T > C mutation was also detected
in the patient’ s father and brother, who presented horizontal and rotational nystagmus. This mutation had not been reported. Conclu-
sions The compound heterozygous mutations of c¢.376T > C and ¢.595C >T in CLNS gene can cause the clinical symptoms, imaging
findings, and electroencephalographic changes of JNCL. For patients suspected of JNCL, gene sequencing should be performed for
these patients and their family members as early possible to determine their genotype and provide fertility guidance.
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