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Abstract Objective: To investigate the screening and genotype in Yulin area to provide scientific basis for ge-
netic consultation and prevention measures. Methods: A total of 10 269 cases who underwent the thalassemia
screening and gene detection in our hospital from Junuary 2016 to December 2020 wwere selected. The hemoglobin
electrophoresis and hematology detection index were used to screening the thalassemia, and the polymerase reac-
tion(PCR) combined with agargel eletrophoresis and reserve dot bolt hybridization was used to detect the types
and constituent ratios of gene defects in thalassemia gene. Results: The sensitivity of screening f-thalassemia was
significantly higher than a-thalassemia, and combined application of hemoglobin electrophoresis and MCV and
MCH could obviously improve the screening positive rate in a-thalassemia. A total of 4483 cases were identified as
thalassemia gene detection or mutation in 10 269 cases with a detecting rate of 43. 66% , and the detecting rate of
a-thalassemia, B-thalassemia and a-combining B-thalassemia were 26.97% . 14.49% and 2. 20% respectively. 26
kinds of a-thalassemia gene mutations were detected, the common mutations were as follows: - /aa
(12.90%), -a*"/aa (4.10%) , «®a/aa(2.50%) and -a*?/aa (1. 71%), and including three rare gene mutations,
the constituent ratio of Silent o-thalassemia, Minor o-thalassemia and HbH disease were 35. 64 %, 50. 96 % and
13.40% respectively. 32 kinds of f-thalassemia gene mutations were detected, the common mutations were as fol-
lows: g " /B~ (6.82%) and g7 /BN (4.52%), and including two rare gene mutations: IVS [[ -5 and CD37.
The main genotype of a-combining B-thalassemia weref" **/B8Y combining --°**/aa and g*' **/B" combining
-a*" /aa. Conclusion: Combined application of hemoglobin electrophoresis and MCV and MCH can obviously im-
prove the screening positive rate of thalassemia. The detection rate of thalassemia gene was high in Liuzhou popu-
lation, and there was diversity in mutation spectrums of thalassemia. The most common genotypes were -4 /aa
in a-thalassemia and """ /Y in B-thalassemia. The results of this study can provide reference data for the scheme
of screening, diagnosis and treatment of thalassemia and eugenics.
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