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Abstract: Objective To understand the types and distribution of thalassemia gene mutations in Longhua District, Shenzhen, and provide reference
and guidance for prenatal and postnatal care in this area.Methods A total of 12,898 patients who went to Shenzhen Longhua District People’s
Hospital for thalassemia screening from January 2017 to December 2019 were collected.Through blood routine testing, the specimens with mean red
blood cell volume (MCV) <80 fl and/or mean red blood cell hemoglobin content (MCH) <27 pg were screened for thalassemia by hemoglobin
electrophoresis.Those with a positive phenotype in the initial screening will be further diagnosed with thalassemia and the results of the genetic
diagnosis will be analyzed.Results 12,898 cases of thalassemia were screened positive for 3126 cases, the positive rate was 24.23%;905 cases of
thalassemia were genetically diagnosed, and the detection rate was 7.02%;There were 547 cases of a—thalassemia, the detection rate was 4.24%, and
the common deletion genotypes were ——"/aa, —o*’/aa, —a*/aa, which accounted for 64.53%, 20.48%, and 8.23%, respectively,——"*/aa gene
positive rate was higher than that of other gene mutation types, and the difference in composition of different gene deletion types was statistically
significant (P<0.05);There were 324 cases of B-thalassemia gene mutations, with a detection rate of 2.51%. A total of 13 genotypes were detected, all
of which were heterozygous.The common mutation types were CD41-42, IVS— Il =654, -28, which accounted for 35.49%, 24.69%, and 15.12%
respectively. The detection rate of CD41-42 gene mutation was higher than that of other gene mutation types and different gene mutation types.
Compared with the detection rate, the difference was statistically significant (P<0.05);There were 34 cases of a and B complex thalassemia.Conclusion
There is a certain incidence of thalassemia in Longhua District, Shenzhen, and the types of gene mutations are very complicated. The Southeast Asian
deletion type (——"*aa) is the most common a—thalassemia genotype.Among B-thalassemias, CD41-42 mutations and IVS- Il 654 mutations are the
most common. The order of o and B-thalassemia genotypes in this area is basically in line with the characteristics of thalassemia gene distribution in
Guangdong Province.The population of childbearing age in this area should carry out the promotion of thalassemia-related knowledge, strengthen pre—
pregnancy screening and prenatal diagnosis, and promote prenatal and postnatal care.
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