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[Abstract] Objective To investigate the epidemiological, genealogic characteristic, familial
history of the families with fatal familial insomnia, its clinical and pathological features as well as the
heredity rule of related genes. Methods 135 familial members of 7 eras were studied. Vein blood samples
from patients as well as from some familial members were collected. PRNP gene was studied with PCR, its
serial was determined and then authenticated with Nsp I . Brain tissue was obtained for neuropathological
test and PrP* test with Western blot method. Results Clinical symptoms of the 2 diagnosed cases were
typical. 11 familial members died of similar neural disease. 32 samples of their familial members, codon at
D178N of PRNP of 11 members was mutated, with mutation rate as 34.38% while D129N showed as
methionine. Brain tissue of both probands denaturalized into spongiform and the nerve fiber was absent but
PrP* protein was identified. Conclusion Genealogy was described in the family with fatal familial
insomnia since the patients had typical clinical symptoms and pathological characteristics. It seemed
necessary to confirm cases of fatal familial insomnia and their genealogy with epidemiological data and to
investigate its gene characteristics as well as with neuropathological and Western blot tests.
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