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Gene analysis of 2 850 patients with thalassemia in Chongqing area
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[ Abstract] Objective To analyze the distribution of genotypes among 2 850 thalassemia patients in
Chongqing area. Methods A total of 6 609 suspected thalassemia patients from Chongqing area enrolled in
Army Featured Medical Center and Xingiao Hospital of Army Military Medical University were selected as the
study subjects. The Gap-PCR and RDB were used to detect the thalassemia related genes in this population.
The thalassemia genotype distribution in patients with positive test results was analyzed and their distribution
at different ages and genders were analyzed. Results A total of 2 850 patients (0—88 years old) with thalas-
semia were detected (detection rate 43. 05%) , including 707 male cases (24. 81%) and 2 143 female cases
(75.19%). There were 1 245 patients (43. 68 %) with o-thalassemia,1 562 patients (54. 81%) with B thalasse-
mia,and 43 patients (1. 51%) with p-thalassemia complicating B-thalassemia. A total of 12 genotypes -——***/
SEA Ja3 T -a% T [-at? - [t _al? a4, aa® /aa, aa™®/aa, aa“®/aa,—-* /aa"® - /aa® ,-5FA /2aCS
were detected in this o-thalassemia. The most common ones were —* /aa genotype (790 cases) and ,-a*’/aa
(274 cases) ,and the constituent ratios were 63. 45% ,22. 01%. A total of 18 genotypes of CD17,CD41-42,Ivs-
2-654,-28,CD71-72,8E.CD43,CD27-28,-29, CAP,IVS- 1-1,CD14-15,CD17/A in B-thalassemia were detected
out. Among them CD17 (475 cases),CD41-42 (466 cases) and Ivs-2-654 (424 cases) were common, and the
constituent ratios were 30.41% ,29. 83% and 27. 14 % ,respectively. Conclusion Thalassemia patients in Chongqing
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area are more common in the five genotypes —* /aa,
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