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Research Abstract

Background : Hereditary hemochromatosis (HH) is an autosomal recessive disorder caused by HFE mutations, mostly homozygosity for C282Y or compound
heterozygosity for C282Y and H63D in Caucasian. In other populations, however, HH patients have no such mutations, and significance of HFE is unknown in these
patients. Furthermore most of cases of hemochromatosis in Asian populations are sporadic ; no C282Y mutations, and only a few cases of H63D have been reported.
However, there have been no studies analyzing the entire HFE coding regions to date ; the relationship between HFE and hemochromatosis in Asian populations remains
unclear, Aim : To determine the significance of the HFE gene in hemochromatosis among Asian populations. Subjects & Methods : Unrelated nineteen Japanese patients
with idiopathic hemochromatosis were tested. Genomic DNA was extracted from white blood cells, after performing PCR all coding regions were analyzed by direct
sequencing. Results : No patients possessed C282Y mutations and only one patient was H63D heterozygous. Furthermore, no other casual mutations were identified in
the HFE coding region. However, a high incidence of IVS2+4T/C mutation was noted. Twelve patients were C/C, five patients T/C, and none were T/T genotype.
Discussion : This study suggests that HFE is not indicative for idiopathic hemochromatosis. However, a high prevalence of IVS2+4T/C mutation was found. Whether or not
this mutation is contributes to hemochromatosis through abnormal splicing remains unclear. Further studies are necessary.
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