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Abstract: Objective  To investigate the incidence and the gene mutation frequencies and patterns of
thalassemia in Xiushan Tujia and Miao ethnic areas, to improve the epidemiological database of thalassemia,to
establish a screening and prevention system for thalassemia, and to popularize the medical knowledge of
thalassemia,so as to provide a scientific basis for the guidance of eugenic and healthy birth in this area. Meth-
ods A total of 2 289 suspected thalassemia specimens (MCV<C82 {L. and MCH<C27 pg) were subjected to
DNA sequencing analysis of thalassemia gene. Results 313 cases of a-thalassemia carriers were observed {rom
the 2 289 samples,with the positive rate being 13. 67 %. The main genotypes were —""*/aa,-a*"/aa and -o"*/
aa. 552 cases of B-thalassemia carriers were observed from the 2 289 samples, with the positive rate being
24.12%. The three most common mutations were as the following:CD41-42,CD17 and 1VS-1l -654, account-
ing for 94. 22% in all detected mutation sites. Conclusion The prevalence and detection rate of thalassemia in
Xiushan Tujia and Miao ethnic areas are relatively high,and there is a unique mutation pattern of thalassemia
gene. Therefore,it is urgent to establish the prevention and control system of thalassemia.
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