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Screening and genetic diagnosis of thalassemia in health check-up population in Guiyang”
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Abstract : Objective To investigate carrier rate and gene mutation of thalassemia in health check-up popu-
lation in Guiyang. Methods A total of 3 561 persons with a routine health check-up were selected for blood
tests to obtain suspected cases of thalassemia,then Gap-PCR and RDB (reverse dot blot hybridization) were
performed to analyze o -& B-thalassemia mutations. Results 196 suspected cases of thalassemia were obtained
and further genetic analysis results showed that 131 cases were thalassemia and the carrier rate was 3. 68%
(131 out of 3 561). Among those diagnosed thalassemia, 65 cases were o-thalassemia with a frequency of
1.83% (65 out of 3 561) and the most common found was —°**/qa, 60 cases were B-thalassemia with a fre-
quency of 1.68% (60 out of 3 561) and the major mutations were p™'"** and """ .6 cases were « and B com-
pound thalassemia with a frequency of 0.17% (6 out of 3 561). Conclusion The carrier rate of thalassemia is
3.68% in health check-up population from Guiyang. The prevalence of o-thalassemia is higher than p-thalasse-
mia,and the types of gene mutation are consistent with previous reports. In addition, routine health check-up
population were studied in this paper,it will not only truly reflect the carrier rate of thalassemia but also bene-
fit for marriage and childbirth guidance and the design of a screening strategy for the control of thalassemia.
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