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Congenital insensitivity to pain is a rare autosomal-recessive disorder.
Congenital insensitivity to pain is caused by mutations in the gene encoding for the Navl.7 channel.
We analyzed the DNA from the patient who had no pain perception and a novel mutation in SCA9A was
detected. The mutation of SCA9A encoded the pore of Navl.7 channel. We investigated the mutated
Navl.7 function by electrophysiological method. The result suggests decreased ramp current might
contribute to insensitivity to pain. We also created the point mutation knock in mice and
investigated the behavior to nociceptive stimuli and the channel function of mutated Navl.7 at
dorsal root ganglion. The knock in mice had reduced pain perception to heat and mechanical stimuli
and the amplitude of the current produced by mutated Navl.7 was decreased.
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