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[ Abstract] neurofibromatosis type 1 (NF1) is an autosomal dominant disorder caused by mutations in
the NF1 gene. Typical clinical manifestations include café-au-lait macules , neurofibromas ,and NF1-related skel-
etal lesions. In recent years, increasing attention has been paid to orthopedic conditions associated with NF1,
such as scoliosis, congenital pseudarthrosis of the tibia,and osteoporosis. Multidisciplinary diagnosis, treatment,
and disease management have become key research areas. This review aims to describe advancements in the di-
agnosis and treatment of NF1 and its related orthopedic diseases,improve clinical awareness of comprehensive,
multidisciplinary management of and enhance patients’ quality of life.
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