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Analysis of POLD1 gene function that causes lipoatrophic diabetes mellitus
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Lipoatrophic diabetes mellitus occurs bx leptin deficiency and insulin
resistance due to lipoatrophy. AGPAT, BSCL2, CAV1l, POLD1 etc. have become known as responsible
genes for this disease. Here, we found novel unknown insertion mutation in PIK3R1 gene for a patient
with lipoatrophic diabetes mellitus. Moreover, we identified insulin signal abnormality by
peripheral blood analysis of this patient. We think that this is meaningful result because there is
a potential for easy and rapid diagnosis for this disease by peripheral blood analysis.
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