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[Abstract] Objective To analyze the clinical phenotypic characteristics of a rare mutation of CD30
(delGAG) of HBA2 gene and performing prenatal diagnosis in these families. Methods Peripheral blood
was collected for analysis of erythrocyte parameters and hemoglobin electrophoresis. Amniotic fluid was
collected for prenatal diagnosis. PCR- flow fluorescence hybridization and Sanger sequencing were used to
detect globin gene mutations. Results A total of five CD30(de/GAG) mutations were found, including
four heterozygotes and one compound heterozygote with common SEA deletional o-thalassemia (-*** /g™
o). All heterozygotes had hematologic manifestations of small cell hypochromia, while hemoglobin values
were normal. Patients with —%" /o ¢ had mild anemia and a significant reduction in erythrocyte
parameters, as well as significant increase in Hb H (35. 8%) and Hb Barts (0. 6%) detected by
hemoglobin electrophoresis. Among the four families in prenatal diagnosis, 1 fetus with o™ o/aa, 2
fetuses with —* /¢ ¢, and 1 fetus with — /- ¢"? were detected. Conclusion Carriers of the CD30

(delGAG) mutation of HBA2 gene have no anemia. However, the hematologic manifestations will be

aggravated when associated with the same type a-thalassemia. Since this mutation is not within the scope
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of routine clinical genetic testing for thalassemia, accurate diagnosis of this mutation by other molecular

methods is of great value for prenatal diagnosis.
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