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Abstract: [[ type citrullinemia (CTLN2) is a genetic metabolic disease caused by SLC25A13 gene muta-
tion, which causes deficiency or abnormality of Citrin protein. Patients present with hyperaminemia,citrulline-
mia and recurrent neurological and psychiatric symptoms,often with a poor prognosis. The definitive diagnosis
of CTLN2 depends on the mutation analysis of SLC25A13 gene. At present,the treatment of CTLNZ2 is mainly
dietary intervention and drug therapy,and some gene therapies are also undergoing preclinical studies,showing
good application prospects.
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