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Using genome editing technology, we established two distinct knock-in mouse
lines with ECEL1/DINE pathogenic mutations (C760R or G607S). These knock-in mice showed
developmental abnormalities in the motor nerves throughout the body. Histological and biochemical
analyses revealed distinct functional consequences of these pathogenic mutations: C760R knock-in
mice exhibit abnormal localization of ECEL1/DINE protein, whereas G607S mice showed splicing defects

of ECEL1/DINE mRNA. We also generated flox mouse lines with two loxP sites in ECEL1/DINE gene locus
to further explore the function of ECEL1/DINE in adult stages.
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