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Application of single-tube multiplex PCR combined with reverse dot blot technology for the prenatal diagnosis of a-thalassemia *
Xiao Qizhi , Zhou Yuqiu® , Zhang Yongliang , Xie Jinghong s Zheng Qin
(Department o f Clinical Laboratory & Zhuhai Institute of Medical Genetics s Zhuhai Municipal
Maternity and Child Healthcare Hospital , Zhuhai Guangdong 519001 ,China)

Abstract : Objective  To study the feasibility of reverse dot blot (RDB) technology, used for the detection of common non-dele-
tion type a-thalassemia(q-Thal), in the validation of single-tube multiplex PCR (STMP) for the prenatal diagnosis of o-Thal. Meth-
ods 73 specimens of prenatal diagnosis for a-Thal were detected simultaneously by STMP for three common deletion type of o
Thal (——5*,—¢"? and —«*") and by RDB for three common non-deletion type of a-Thal (a®asa®a and o«"®a) by double blind
trial. The genotypes of a-globin gene were acquired by the agarose gel electrophoresis profiles of STMP products for determining
deletion type q-Thal and the color of spots on the RDB membrane strip for detecting non-deletion typeqa-Thal. The results were con-
firmed further by quantificational levels of Hb Bart's in the umbilical cord blood of fetus, delivered by induced abortion or normal
delivery. Results STMP and RDB could accurately genotyped deletion and non-deletion type o-Thal mutations respectively. Combi-
nation of the results of both STMP and RDB could provide important information of corroborative evidence for each other: for com-
bination of the above mentioned deletion type o-Thal themselves or each other, the hybridization spots on RDB membrane strip

SEA combined with «"®« and a®® acombined with «"®a, were colored only in the dot of non-deletion

were with no color, but for ——
mutation probes. Both the results of prenatal diagnosis and the levels of Hb Bart's in the umbilical cord blood were perfectly
matched. Conclusion Simultaneously application of STMP PCR and RDB for the prenatal diagnosis of o-Thal could guarantee the
reliability of result and could be worthy of deploying with confidence popularly in the clinical genetic laboratory.
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