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Abstract: Noonan syndrome is an autosomal dominant disorder with a variety of clinical manifestations, including special facial features, short stature,
congenital heart malformations, coagulation disorders, skeletal deformities, short neck or neck pus. It is difficult to diagnose the disease by clinical
phenotype, and genetic testing helps to accurately diagnose the disease. Conclusion: This article reports that a patient with Noonan syndrome
with clinical manifestations of hypertrophic heart disease and no other specific clinical manifestations detected the nonsense mutation c.1276A>T
in LZTR1 gene by gene sequencing, thus confirming Noonan syndrome.
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