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Analysis of thalassemia genotyping of 4 055 cases in Zunyi
LI Yan,CHEN Qiuyue ,YAN Yaping , XIAO Daimin
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Abstract:Objective To analyze the carrier rate,the genotype and distributional characteristics of thalas-
semia in Zunyi,so as to provide theoretical evidence for gene diagnosis and genetic counseling of thalassemia,
and prevent newborn with major thalassemia. Methods Carry out thalassemia gene detections among 4 055
people including suspected thalassemia people, people receiving pregnancy inspections and physical examina-
tion in Affiliated Hospital of Zunyi Medical College from June 2016 to March 2018. Results A total of 399 ca-
ses in 3 391 people receiving pregnancy inspections and physical examination were diagnosed as thalassemia,
the detection rate was 11. 77 % ,388 cases in 664 suspected thalassemia people were diagnosed as thalassemia,
the detection rate was 58. 43%. Among those people diagnosed as thalassemia, 408 cases were o-thalassemia,
accounting for 49, 04 % ,424 cases were B-thalassemia,accounting for 50. 96 %. The most common type of a-
thalassemia was aa/-a3. 7 saccounting for 22.12% in all o-thalassemia gene carriers,the most common type of
B-thalassemia was B-thalassemia CD17,accounting for 21. 40% in all B-thalassemia gene carriers. There were 45
cases of o and B compound thalassemia, accounting for 1. 11%. Conclusion The positive rate of thalassemia
gene is higher in Zunyi,and the positive rate of suspected thalassemia people was higher than that of people re-
ceiving pregnancy inspections and physical examination,so it is important to receive genetic analysis of thalas-
semia for people preparing for pregnancy,especially those with abnormal blood routine result.
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