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[ Abstract ] Objective To summarize the clinical features and molecular biological characteristics of
Helsmoortel Van der Aa syndrome so as to provide clinical evidence for early diagnosis of this disease. Meth-
ods The clinical data of 1 case of Helsmoortel Van der Aa syndrome in the pediatric department of this hos-
pital in September 2017 was summarized. Then the genetic analysis was performed in the patient and his par-
ents and the related literatures were reviewed. Results The patient,a 18 months old boy,had the clinical man-
ifestations such as the development disorder of motor,language and intelligence,autism spectrum disorders,
primary tooth premature eruption, behavioral problems, appearance deformity, short stature, hearing impair-
ment, constipation,recurrent respiratory tract infections. The gene detection found that the child had the AD-
NP gene in No. 20 chromosome had the frameshift mutation. The patient’s parents did not carry this muta-
tion. Conclusion This child patient has the common manifestations of Helsmoortel Van der Aa syndrome:
the development disorder of motor,language and intelligence,autism spectrum disorders,iconic feature of pri-
mary tooth premature eruption, meanwhile has the decrease of insulin—like growth factor which is not yet re-
ported in the past literatures,and provides the clinical data for broadening the phenotype spectrum of this syn-
drome,
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