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Abstract

Background and Objectives

There is considerable phenotypic variation of Beta-thalassemia with common mutations whose
understanding would facilitate the prevention of the specific syndromes. The aim of this study
was to determine the common Beta-thalassemia mutations in Isfahan and Chaharmahal
Bakhtiari province and thier relationship with blood parameters.

Materials and Methods

In this descriptive study, 10 ml venous blood samples were taken from 321 Beta thalassemia
carriers having referred to the private Isfahan Center of Medical Genetics in 2016. For the
confirmation of the diagnosis of Beta thalassemia in these patients, the indices of MCV and
MCH with Mindary device and HbA1, HbA2, Hbf and RBC with the electrophoresis method
were measured. 3, t-test and SPSS 22 were used in analyzing data.

Results

Mutation Fr36/37 (-T) in the population studied in Isfahan and Chaharmahal Bakhtiari with the
frequency rates of 34 (26.35%) and 22 (32.35%) showed the highest in the studied mutations.
About 80% of cases were detectable mutations in the beta globin gene in the people with
HbA2 > 3.5 and in 100% of cases with MCH < 27 and MCV < 80.

Conclusions

Beta-thalassemia mutations among Chaharmahal Bakhtiari and Isfahan populations show
diversity and wide distribution. Average mutations studied based on blood indices showed a
wide variety. The results showed a positive correlation between beta-thalassemia mutations
and red blood cells indices which can be effective in fast and efficient screening of these
common mutations.
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