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A new mutation in the insulin receptor gene in a patient with severe insulin

resistance:a case report and literature review
Cheng Yangyang,Yue Ling
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[ Abstract]Objective : To report a new mutation in the insulin receptor(INSR) gene in a patient with severe insulin resistance and re—
view related literature. Methods ;. The clinical data,laboratory test results,imaging examination results,and INSR gene mutation data of
a 9—year—old obese male patient with severe insulin resistance and acanthosis nigricans were collected,and the types of INSR gene
mutation reported by domestic scholars since 1991 were retrospectively analyzed. Results ; The laboratory test results of the patient
with acanthosis nigricans indicated severe insulin resistance. Molecular diagnosis found ¢.1088_1090del , a heterozygous nucleotide
mutation, in both the proband and his father. This mutation was a new type of mutation and might be associated with severe insulin
resistance of the patient. Conclusion ; Genetic analysis can help to confirm etiology in children with severe insulin resistance.
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