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Reserch to dicover disease pathogenesis of distal hereditary motor neuropathy
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Distal hereditary motor neuropathy (dHMN) is an inherited disorder with
progressive distal-dominant lower motor neuron deficits. We identified a novel truncation mutation
at the C-terminus of SLC5A7 by genetic analysis of a family history of progressive muscle weakness
in the distal muscles of the extremities. Cultured cell experiments confirmed that a specific region

at the SLC5A7 C-terminus is essential for intracellular trafficking. We also analyzed Slcba7
mutation knock-in (SIc5a7Kl) mice. We confirmed that they develop progressive motor deficits: axonal
degeneration was observed in the anterior root of the lumbar spinal cord in Slc5a7KI/KI mice. In
contrast, Slcha7Kl/+ mice showed denervation at the neuromuscular junction of the distal leg muscle.
SIcba7Kl mice may serve as a animal model for the pathogenesis of dHMN-VII.
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