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Abstract  Cystinuria is an uncommon genetic disease caused by SLC3A1 and SLC7A9 gene mutations.
With the continuous development and progress of modern technology, the diagnosis and treat-
ment of cystinuria have been constantly innovated, and the genotype, phenotype and relation-
ship between genotype and phenotype have been further understood. Moreover, gene editing is

a possible method to cure this kind of diseases by repairing the mutated bases. In this paper,

the genotypes, phenotypes, correlation between genotype and phenotype of cystinuria will be
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summarized and the future treatment direction will be reviewed.
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