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Abstract: Objective To explore the clinical characteristics and treatment of a child with neurofibromatosis type I with nephrotic syndrome ,and review
the literature to find the relationship between genotype and phenotype, so as to provide theoretical basis for accurate clinical therapy and family genetic
counseling. Methods The clinical data, laboratory examination, genetic test and other data of a case of NF 1 combined with NS diagnosed in November
2022 in the General Hospital of Ningxia Medical University were then retrospectively analyzed. Results The child, male, 12 years old and 8 months, was
admitted for "intermittent facial and lower limb edema for 4 days". The clinical manifestations were milk coffee spots, axillary spots, mental retardation,
hypoproteinemia, massive proteinuria, edema, hyperlipidemia, etc. Using target capture high-throughput sequencing and Sanger sequencing technology
to find the c.4084C>T( variant of NF 1 gene )as nonsense mutation, confirm NF 1. NS resolved after treatment with prednisone and cyclosporine, and no
recurrence from outpatient follow-up to date. NF 1 had no new clinical presentation and was stable. Conclusion Long-term follow-up should be conducted
for children with NF 1, with the growth of age, if the children with new nephropathy performance should be timely and clear diagnosis and targeted
treatment. In the statistics of 5 children with NF 1 with NS, no clear relationship between genotype and phenotype was found, and the condition of NS can
be controlled after treatment.
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