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Abstract : Objective
Methods

To investigate the type of gene mutation and its distribution in patients with thalassemia in Dongguan.
7 845 specimens collected from the patients and individuals with physical examination in our hospital from June 2014 to
May 2015 were performed according to the results of routine blood and electrophoresis screening with suspected cases. The speci-
mens with phenotype positive were definitely verified the thalassemia type by using Gap-PCR and reverse dotblot(RDB). Results
Among 7 845 specimens,suspected cases of 1 132 cases,662 specimens were [inally diagnosed as o-thalassemia and p-thalassemia,
with the thalassemia carrying rate of 8. 44 % (662/7 845) ,including 412 cases(5. 25%) of a-thalassemia. The most common type of
aa/~-SEA ,-a3. 7/aa accounted for 61.17% and 17.48% in o-thalassemia,also detected HKaa/--SEA mixed type in 1 case and 250
cases(3.19%) of B-thalassemia cases. The most common type of BCD41-42/8N,pIVS-[[-654/3N,RCD17/8N accounted for 37. 6% ,
23.2%,16.0% in B-thalassemia. The o-thalassemia composite B-thalassemia for 12 cases (0. 18%). Conclusion Dongguan city of
Guangdong province is a high incidence area of thalassemia. Premarital examination, genetic counseling should be strengthened,and
reduce the birth rate of the thalassemia children to improve the quality of the population.
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