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Advances in the diagnosis and treatment of syndromes
related to congenital nasal malformations

SONG Nan, YU Qingxiong, ZHANG Tianyu
( Department of Facial Plastic and Reconstructive Surgery, Eye & ENT Hospital of Fudan University, Shanghai 200031,
China)

Abstract: This article systematically reviews the progress in the diagnosis and treatment of congenital nasal
malformation-related syndromes. Starting from the basics of embryonic development and the evolution of classification
systems, it focuses on analyzing the nasal phenotypes, molecular mechanisms, and multidisciplinary treatment strategies of
three types of syndromes: craniosynostosis ( such as Apert syndrome ), neural crest cell migration disorders (such as
CHARGE syndrome) , and midline developmental defects (such as Binder syndrome). Research shows that these diseases
have significant clinical commonalities : multi-system involvement leads to functional needs taking precedence over aesthetic
repair; complex anatomical structures; high genetic heterogeneity; and long treatment cycles with high recurrence risks. It
particularly emphasizes that genetic testing can precisely identify the pathogenic mechanism, and individualized surgical
intervention is the core strategy for balancing functional reconstruction and aesthetic improvement. By integrating
embryological insights, genetic discoveries, and clinical practices, this review provides a systematic theoretical framework
and practical reference for the diagnosis and treatment of complex congenital nasal malformation syndromes.
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