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genetic analysis of pain-related molecules in a patient with hereditary congenital
indifference to pain
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We encountered patients, who manifested congenital indifference to pain, normal
intelligence and repeated thermal injuries and were born from consanguineous parents. Some clinical
symptoms and results of physiological examinations did not match those of congenital indifference to pain
reported to date. We thus carried out a genetic analysis and examined neurophysiological function test.
After approval of the study protocol by the ethical committee of our institution, informed consent was
obtained from the patients. Sensation thresholds for both vibration and change of skin temperature in
the extremities were increased, and patients felt no painful perception in response to noxious thermal
stimuli. As results of genetic analysis, SCN9A, which encodes Navl.7, was considered to be a candidate
gene of their symptom. A homozygous missense mutation 1144T> G in exon 10 was detected from direct

sequencing of SCNOA.
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