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[Abstract] Objective To identify gene mutations and genotypes in patients with thalassemia in
Dehong Dai and Jingpo autonomous prefecture of Yunnan province, thereby to further elucidate the
molecular characterization of the clinical heterogeneity and pathological mechanism of thalassemia in the
region. Methods The gene mutations and genotypes in 154 of cases with thalassemia in Dehong
prefecture of Yunnan province, were identified by using multiple Gap-PCR for detecting the common
alpha globin gene deletions, and using DNA sequencing for identifying beta globin gene mutations and
DNA variants. Results In the 154 cases, 82 cases had alpha thalassemia hematological phenotype, in
which the common alpha thalassemia mutation - -¢*" and -o*? were detected in 71 cases (86.59%) and
formed 5 genotypes. -o>’ was the most common mutant allele. 72 cases presented beta thalassemia
phenotype, in which -28, CD17, CD26(HbE), CD41-42, CD71-72, IVS-1-5 and IVS-11-654 mutations were
detected in 68(94.44%) cases and formed 9 genotypes. HbE was the most prevalent and it co-inherited with
other B thalassemia mutations to form frequent HbE/p’-Thalassemia. Alpha thalassemia mutations were
found in 20 cases of beta thalassemia patients and formed 10 alpha-beta compound thalassemia genotypes.
Three HBB intragenic SNPs, rs713040, rs10768683 and rs1609812, were found in beta thalassemia
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patients. Conclusions Thalassemia in Dehong prefecture of Yunnan province is highly heterogenic on

genotype, the co-existing and interaction among the different mutations could be the major factor affects

clinical phenotype of thalassemia. The high frequencies of -a*’ and HbE alleles are major molecular

epidemiological features in Dehong region in Yunnan, China.
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