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Abstract: Objective To summarize the clinical data of a patient with neurofibromatosis type I (NF I ) and a new pathogenic
gene mutation, so as to improve the understanding of the diagnosis and treatment of NF I . Methods One case of a 15-year-old pa-
tient with NF [ was analyzed retrospectively and the relevant literature was summarized. Results NF | patient had bilateral ear
swelling, scattered skin plaques of variable size throughout the body, soft tissue swelling in the bilateral maxillofacial, cervical, and
subchin areas, and scoliosis, his father had a similar history. Genetic testing revealed one new mutant locus. The patient recovered
well after ear mass resection. Conclusion For NF I patients, it is necessary to trace their family history, conduct detailed consulta-
tion and general physical examination and check whether patients are complicated with malignant tumors. At the same time, the
mental health of patients should not be ignored. Although there is no cure for NF I | surgery may be recommended for cases with
significant symptoms that affect the patient’s life as well as for malignant changes. For NFI patients, we should follow up regularly,
care about their mental health, and conduct genetic counseling and education.
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Figure 1 Mass of the left auricle
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