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Systemic amyloidoses are characterized by the extracellular deposit of fibrillary protein aggregations in
parenchymal organs; blood vessels; subcutanecus, submucosal, and peritendinous fat. heart: eyes. and
meninges. A variety of proteins are responsible for amyloid formation: in fact, a total of 18 amyloidogenic
proteines have been identified in human amyloidosis. Nonhereditary systemic amyloidoses can be caused by
immunoglobulin light chains (AlL-type, in plasma cell dyscrasias), fragments of serum amyloid A. an
acute-phase protein (AA-type, in chronic inflammatory diseases), transthyretin (TTR: in senile systemic
amyloidosis), and B2-microglobulin {in patients with uremia and dialysis). Hereditary amyloidoses are due to
genetic variants of physiologic proteins, including TTR and, much more rarely, apolipeprotein Al, lysozyme,
fibrinogen, gelsolin, amyloid-B. and cystatin C. Famifial amyloidotic polyneuropathy (FAP) is an autosomal
dominant disease caused by mutations in the transthyretin {TTR) gene, of which more than 80 mutations have
been described. A case of FAP was first reported in Korea in 1995, it was only suggested by sural nerve biopsy
and familial history, but TTR gene mutations were not studied. We experienced a 38-year—old man who had
complained of chronic diarrhea lasting more than 8 vyears, peripheral polyneuropathy, and autonomic
dysfunction We diagnosed this case as FAP associated with a G to T mutation of the TTR gene which causes a
Lysine to Asparagine amino acid change at position 35 by direct DNA sequencing test. This is the first case
report of FAP diagnosed by direct DNA sequencing test in Korea. To the best of our knowledge, until recently
there has been no report of a Lysine tc Asparagine amino acid change at position 35 by a G to T mutation,
although the same amino acid change but caused by a G to C mutation was previously decribed in a
French/lItalian descent .
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