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Analysis of Alpha Thalassemia Mutations and its Correlation with Red
Blood Cell Indices in Chahar Mahal va Bakhtiari Province, Iran

Reihaneh Valliah Alireza Moafi MDY, Sadeq Vallian Pht) Foroogh Abbasian MSgc

Original Article
Abstract

Background: a-thalassemia is one of the common prevente henmtalodisorders in the Iranian
population; knowing its most common mutations capriove the prenatal diagnosis of the disease. To
date of this study, no comprehensive data werdadlaion the prevalence of the disease in Chahar
Mahal va Bakhtiari Province, Iran. For the firsiné, this study investigated the spectrum of
a-thalassemia mutations and their correlation wetth blood cell (RBC) indices in this region.

Methods: 128 carriers who resided in the Chahar Mahal vahBak Province were evaluated for
a-thalassemia mutations using gap polymerase clegiotion (GAP-PCR), amplification refractory
mutation system-polymerase chain reaction (ARMS-RCRuultiplex-ligation-probe-dependent
polymerase assay (MLPA) and sequencing methodsRB@ indices were measured. The data were
analyzed using chi-square and t tests.

Findings: The presence of 6 deletions includiry (83.2%),0°*° (5.9%),0™" (5%), «** (2.5%), del
Hbz-Hbal (0.8%) and HS-40 (0.8%) as well as thatpmiutation of Hb-CS (1.7%) on theglobin
gene were approved. Analysis of correlation betweiferent mean corpuscular volume (MCV)
measures and-thalassemia indicated that 78>MCV>75 was corrdlatéth o, o*? and Hb-CS
mutation and MCV of less than 75 was correlatedh wit', o*°°, «**°, and del Hbz-Hbal. Among the
analyzed mutations, the only mutation with 78 < M€\B0 or low MCV (< 80) and normal (> 27)
mean corpuscular hemoglobin (MCH) was’. Interestingly, mutations with low (< 27) and naim
(> 80) MCV werea®’ and Hb-CS, respectively.

Conclusion: Together, the data suggested the presence of #ivposelationship between
a-thalassemia mutations and RBC indices, which cdatditate rapid and efficient screening for
these common mutations in the population of Chatatral va Bakhtiari Province.

Keywords: a-thalassemia, Red blood cell indices, Mutatione8nimg program
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