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Hematological analysis and prenatal diagnosis of f-thalassemia caused by a rare small deletion
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[Abstract] Objective To analyze the hematological characteristics of B-thalassemia patients caused by a
rare small deletion of B globin gene, and carry out prenatal diagnosis of thalassemia in three families.
Methods Hemoglobin electrophoresis and blood routine test were used to analyze the hematological
indexes of all peripheral blood samples. PCR- Flow fluorescent hybridization and Sanger sequencing were
performed to gene diagnosis and prenatal diagnosis of thalassemia. Results 7 carriers with HBB: c. 268_
281del AGTGAGCTGCACTG (CD89_93-14bp) heterozygous mutation of 3- thalassemia were found by
gene detection. All the carriers showed small cell hypopigmentation anemia, which was similar to that of
the common {’-thalassemia. The prenatal diagnosis of three families showed that two cases were carriers
of this small deletion mutation and one case was not inherited from his parents’ mutants. Conclusion
Above rare small deletion is a frameshift mutation that causes f’-thalassemia. This mutation is not
included in the range of 17 common B-globin mutation genes detected in clinic. When it is compound with
other B-globin mutations, it can cause moderate and severe p-thalassemia, so accurate diagnosis of this
mutation is useful in prenatal diagnosis and genetic consultation.

[Key words] pB-thalassemia; Small deletional mutation; Prenatal diagnosis
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