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Congenital insensivity to pain with anhydrosis is one of a group of diseases
termed hereditary sensory neuropathies (HSN), which is characterized by the
absence of pain, heat sensation, and perspiration!, The principal findings are
episodes of fever, inability to perspire despite the presence of normal functioning
sweat glands, lack of response to fainful stimuli, self-injury, painless fractures, and
mental retardation. Since first reported by Gillespie and Preccua? in 1960,
nineteen additional cases have entered the literature. This report deals with two
male siblings in whom skin and sural nerve biopsies were investigated by light and
electron microscopy.

Case Réports

Case 1

Two male siblings, aged five and two years, were the first and second products
. of consanguineous parents. The family history was non-contributory and the
pregnancies were uneventful and full-term. Both subjects had frequent unexplain-
ed episodes of fever beginning in the neonatal period. After the age of one
self-mutilations were noticed. The mother also became aware that the children
did not experience pain on accidental injury and on being burned. It was also
reported that they were unable to sweat, but lacrimation was present when the
subjects were extremely upset. Developmental milestones were delayed.
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observed an almost complete absence of unmyelinated fibers and a slight
decrease in small myelinated fibers. In the same year, Rafel et al'! showed that
both small myelinated and ummyelinated fibers were absent in morphometrical
investigations. In 1981 Matsuo et al'? reported an essential decrease in
unmyelinated fibers and a slight decrease in small myelinated fibers in a
two-month-old boy. In 1982, Verity et al'3 also observed the lack of unmyelinated
fibers. Finally, in 1986, Itoh et al! noticed extreme paucity of unmyelinated fibers
and a reduction in myelinated fibers, especially of small caliber. They also reported
that the endoneurium consisted of abundant collagen fibers. None of the
workers mentioned regeneration and degeneration in the axon and myelin shells,
as had been reported in other HSN types.

In our cases, similar to the above-mentioned findings, the unmyelinated fibers had
almost disappeared, while the collagen fibers had increased. Based on the fact
that the unmyelinated fibers had almost disappeared and the small myelinated
fibers had decreased in the peripheral nerves of all the cases reported, it is
suggested that the insensitivity to pain and heat in HSN type IV might be due to a
congenital defect in the formation of neurons.

Summary

Two male siblings born to consanguineous parents, with the diagnosis of
congenital insensitivity to pain with anhydrosis are evaluated. The patients
presented with unexplained bouts of fever, self-mutilation, repeated trauma and
inability to sweat. Physical examination revealed both siblings to be insensitive to
pain and temperature. The electron microscopic study of the skin was
unremarkable whereas sural nerve biopsies yielded an essential lack of
unmyelinated fibers.
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