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Nephrotic Cystine Disease: A Case Report And Literature Review
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Abstract: Objective To retrospectively analyze the diagnosis, treatment, and follow-up of a confirmed child with nephrotic cystine disease, in order to
improve clinical physicians' understanding of the disease and reduce missed diagnosis and misdiagnosis. Method Based on literature analysis,
the clinical data of a child with nephrotic cystine disease admitted to the Pediatric Department of the First Affiliated Hospital of Xinjiang Shihezi
University in January 2022 were analyzed. Result The patient, male, aged 1 year and 8 months, presented with renal tubular acidosis as the initial
manifestation. Based on the exome gene testing of the family, a heterozygous variation in the gene CTNS was found: ¢.329+2T>C, c.582C>G
(p-Tyr194Ter), which was confirmed through first-generation sequencing. Based on the ACMG guidelines, this mutation can be determined as
potentially pathogenic. Conclusion For children with renal tubular acidosis accompanied by delayed growth and development, CTNS gene testing

should be performed as early as possible to clarify the diagnosis.
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