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Analysis of fetal gene mutation and pregnancy outcome in fetuses with
moderate and severe thalassemia at the border of Guangdong and Guangxi area
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Abstract: Objective To explore the type and distribution of moderate and severe thalassemia in prenatal
diagnosis,and to provide reference for prevention and control of thalassemia. Methods The amniocentesis was
performed on 1 274 pregnant women who had been treated in our hospital in recent years. The amniocentesis
was performed to obtain fetal amniotic fluid cells, and the gene and cytogenetic tests were carried out.
Results Among 1 274 cases of thalassemia gene prenatal diagnosis results,a total of 320 patients with moder-

ate and severe thalassemia were detected, accounting for 25. 1% of the total. =% /-5 - SFA /%7 [ __SEA Y
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a were the main genotypes of medium and severe type of a-thalassemia,while the genotypes of
severe type of B-thalassemia were diverse, and their distribution was mainly B™'"* /R, gEPHH2 /g0,
BCDM 42/81\/5 654 ,Bcrm 12 /B 28 ’BCDU/B 28 ,Bcrm 42 /chl ” The percentage of these 10 genotypes of medium and se-
vere type of thalassemias was 84%. The proportion of carriers of a complex B thalassemia in this area was
18% ,and the detection rate of fetuses diagnosed as severe thalassemia before delivery was 7. 6%. 16 cases of
chromosome abnormal karyotypes were detected in the samples of prenatal diagnosis of thalassemia,the detec-
tion rate was 1. 26 %. Conclusion Prenatal genetic diagnosis of thalassemia can detect fetuses with moderate
to severe thalassemia and effectively reduce the incidence of birth defects. In the prenatal diagnosis of homozy-
gous thalassemia carriers,it is suggested that cell chromosome examination should be performed simultane-
ously to avoid the birth of children with chromosome disorders.
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