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Abstract

Objective: Analyze the clinical data and NPHS1 gene mutation types of a child with congenital nephrotic syndrome with cyanosis
as the initial symptom. Methods: Retrospective analysis of clinical data of a child with congenital nephrotic syndrome, including
genetic testing results of the child and their parents, analysis of gene mutation sites, and literature review. Results: The premature
infant at 33+6 weeks of age gradually presented with clinical manifestations such as recurrent edema, hyperlipidemia, massive
proteinuria, and hypoalbuminemia. Gene testing in the whole exome group (family) showed a compound heterozygous variation
of the NPHS1 gene ¢.2121G>A (p.W707 *) and ¢.809G>T (p.G270V), confirming the diagnosis of congenital nephrotic syndrome
(Finnish type). Conclusion: The newly discovered mutations ¢.2121G>A and ¢.809G>T (p.G270V) have not been reported
domestically or internationally, enriching the mutation spectrum of the NPHS1 gene.
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