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ABSTRACT

THE EFFECT OF -582 A> G HAMP-P AND HFE H63D GENE
POLYMORPHISMS ON IRON STATUS OF BETA THALASSEMIA

CARRIERS
Nyoman Suci Widyastiti

Background: Thalassemia is a genetic disorder most commonly found in
Indonesia. Iron absorption in thalassemia carrier has doubled compared to
individuals with normal hemoglobin levels, causing an increase in iron
accumulation and an increased in susceptibility to iron overload. Polymorphism
of -582 A> G HAMP-P and HFE H63D genes are  tertiary modifier on the
severity of iron overload in thalassemia carriers.

Methods: explanational analytic study with cross-sectional design of the β
thalassemia carriers. Thirty-six people of β thalassemia carriers (23 females and
13 males) were involved  in this research. Gene polymorphism analysis was done
by PCR and RFLP method.

Results and discussion: Genotype frequency of -582 A>G HAMP-P gene
polymorphism is 50 % AA (wildtype), 47.2 % AG (heterozygous mutant) and
2.8% GG (homozygotes mutant). Genotype frequency of  HFE H63D gene
polymorphism is  97.2 % H H (wildtype) and 2.8 % HD (heterozygous mutant).
There was no difference in serum iron levels between the AA (wild type)
genotype and AG or GG on female (p = 0.240) and male (p = 0.206) probands.
There was no difference in transferrin saturation between genotypes AA (wild
type) and AG or GG on female (p = 0.228) and male (p = 0.260) probands. There
was no difference in serum ferritin levels between the AA (wild type) genotype
and AG or GG on female (p = 0.806) and male (p = 0.754) probands. Only one
proband with H63D heterozygotes was found. The iron status of the proband was
within normal reference values.

Conclusion: -582 A>G HAMP-P gene polymorphism does not modify iron status
of β thalassemia carriers. There is no increase in iron status in the β thalassemia
carrier with H63D heterozygote genotype.
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