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Amyotrophic lateral sclerosis (ALS) is a fatal neurodegenerative motor
neuron disease characterized by systemic muscle atrophy and weakness. The cause of motor neuron
death in ALS patients has been unclear. Approximately 10% of ALS patients is familial. The abnormal
extension of the GGGGCC sequence in the C9orf72 gene on chromosome9 is the most common cause of
familial ALS. To elucidate the pathophysiology of ALS, | studied the relationship between abnormal
extension of the GGGGCC sequence and Cajal bodies, which is important intranuclear bodies. We used
dipeptide repeat protein, glycine-arginine (GR), which was localized in the nucleus. The protein
level of Coiled-Body Phosphoprotein 1 (NOLC1), which is a constituent protein of Cajal bodies, was
decreased. In the cells with abnormal GR extension , NOLC1 was found to aggregate slightly in the
nucleolus. Abnormal extension of GR may induce dysfunction of Cajal bodies.
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