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Abstract:

Objective To explore the clinical phenotype and treatment experience of 22q11.2 microdeletion syndrome. Methods

The diagnosis and treatment process of a case of DiGeorge syndrome with hypoparathyroidism as phenotype admitted to the Department

of Pediatrics, the First Hospital of Lanzhou University in June 2020 were summarized, and literature regarding the diagnosis and treat-

ment process of related cases at home and abroad were reviewed.Results The child complained of intermittent suspicious convulsions
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for more than 10 days. After completion of relevant examinations and genetic tests, she was diagnosed as DiGeorge syndrome with hypo-

parathyroidism and secondary epilepsy. After receiving symptomatic treatment such as calcium, calcitriol and levetiracetam, the patient

was discharged after improvement of condition. During the six-month out-of-hospital follow-up, the child did not have convulsions.Con-

clusion Calcium supplementation is the key measure for the treatment of DiGeorge syndrome with hypoparathyroidism.
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