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A novel pathogenic mechanism of delayed myelination caused by deficit of
mitochondrial small RNA
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We analyzed skin fibroblasts from a patient with delayed myelination who had
compound heterozygous mutations in PNPT1. The expression of a mitochondrial small RNA was decreased
in the patient’ s fibroblasts than in control. In mitochondrial RNA splicing analysis, including

Cox1 and Cox2 region, we confirmed the normal splicing process contrary our hypothesis. We showed
reduced mitochondrial function in the patient cells by low oxygen consumption rate using the
Extracellular Flux Analyzer. We have been trying to generate transgenic mice that have Pnptl
missense mutation. Deficit of mitochondrial small RNA may be involved in developing delayed
myelination.
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