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Gene diagnosis and pedigree analysis of intermediate (3 thalassemia: a rare case report
REN Zhenmin® , LIU Yongqiu®, LIU Jing", LIU Sixi", LI Changgang’, CHEN Yunsheng(a. Department of Laboratory Medicine , b.
Department of Hematology and Oncology, Shenzhen Children’s Hospital, Shenzhen 518038, Guangdong, China)
Abstract: Objective To provide new evidence for the diagnosis and genetic consultation of intermediate 3 thalassemia by analyzing a
rare pedigree with intermediate (3 thalassemia. Methods The venous blood samples of the family members were collected. The hemato-
logical analysis was performed with the hematology analyzer and capillary hemoglobin electrophoresis, and the § - thalassemia gene was
detected by the polymerase chain reaction-reverse dot blot hybridization (PCR-RDB) and Sanger sequencing. Results The proband
displayed moderate anemia, and had the heterozygous mutation of -86( C>A) B+ combined with IVS- Il -654( C>T) B+. Her father dis-
played only small cells and no anemia symptom, and had the heterozygous mutation of IVS-11-654(C>T) B+. Her mother displayed
mild anemia, and had the heterozygous mutation of -86( C>A) B+. Conclusion The intermediate B-thalassemia with the heterozygous
mutation of -86( C>A) combined with IVS- Il -654( C>T) is successfully detected, which enriches the mutation spectrum of intermedi-
ate - thalassemia in Chinese population.
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