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We identified heterozygous mutation (Asp1105Glu) of the IGF-IR gene in a Japanese
girl with high serum IGF-I levels and with SGA short stature and her mother. Cells
transfected with mutated IGF-IR gene did not show any autophosphorylation of
IGF-IR in response to IGF-I. Co-transfection of mutated IGF-IR gene and wild-type

IGF-IR gene resulted in dominant negative effects on autophosphorylation of wild-type
IGF-IR.
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