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[ Abstract] Objective

to provide the basis for the clinical genetic counseling. Methods

To investigate the clinical features and gene mutation types of off compound thalassemia
The blood routine parameters were analyzed. The in-
dividuals with abnormal results were detected by HPLC and the gene analysis of thalassemia was performed by using
the gap-polymerase chain reaction(gap-PCR) and PCR combined with the reverse dot blot(PCR-RDB) technology.
Husband and wife were the carriers of homotype thalassemia and further performed the gene diagnosis of fetal thalas-
semia and postpartum follow up. Results The clinical features and the HPLC results in the carriers of of compound
thalassemia were similar to those of simple B-thalassemia heterozygous carriers. Among 51 families of homotype
thalassemia, 4 cases of severe B-thalassemia and 7 cases of severe o-thalassemia were detected by prenatal gene diag-
nosis. All cases selected the pregnancy termination after informing;the postpartum follow-up results were consistent
with the prenatal diagnosis results. Conclusion The carrying rate of off compound thalassemia is higher among popu-
lation in Guangzhou area. Simultaneously conducting the a and B gene detection in the p-thalassemia carriers has an
important significance to accurately conduct the genetic counseling and prenatal diagnosis.
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