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Clarification of genetic and pathogenic mechanism of syndrome of severe insulin

resistance
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Genetic analysis was performed on 18 pediatric patients with type A insulin
resistance clinically diagnosed by pediatric endocrinologists, and 12 INSR mutations located in the
tyrosine kinase domain of INSR were identified.

Compared with previous reports in Japan and overseas, our study revealed that the extent of growth
retardation during the fetal period is correlated with the severity of insulin signaling impairment,
suggesting that SGA (small for gestational age) birth may be a clinical feature of insulin
resistance type A.
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Syndrome of Severe Insulin resistance: SSIR
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