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[ Abstract]  Objective To identify the pathogenic mutation in a Chinese pedigree with dominantly in-
herited B-thalassemia ( B-thalassemia). Methods The hematological and clinical data of a Chinese pedigree
with B-thalassemia were investigated. DNA was extracted from the peripheral blood for molecular genetic analy-
sis. Clinical data of patients carrying hemoglobin Dippie ( Hb Dippie) mutation were retrieved from PubMed,
HbVar, HGMD, SinoMed, CNKI, Wanfang data and Chongging Vip databases. Results Nucleotide sequen-
cing of HBB gene revealed the heterozygosity for codon 127 (c.383A > G [betal27 (H5) Gln > Arg]) in all
four patients within this family. This mutation, namely Hb Dippie, resulted in the phenotype of typical B-
thalassemia intermedia. The 3-globin haplotype demonstrated that c. 383G mutation was linked to the haplotype
20+ ----- + ]. For four patients, the genotypes of HbF-associated SNPs mainly consisted of rs7482144 G/
G (Xmml: -) in HBG2, 19399137 T/T in HBSIL-MYB, 15766432 A/A in BCL11A. No functional mutation
of KLF1 gene was observed. After literature retrieval, clinical data of three patients with Hb Dippie mutation
were collected. Among them, relatively complete hematological and phenotypic data were obtained in only one
French patient, who was diagnosed with B-thalassemia intermedia. Conclusions The pathogenic mutation of
the dominantly inherited B-thalassemia is c. 383 A > G [ betal27 (H5) Gln > Arg] heterogeneous mutation,
which leads to typical phenotype of B-thalassemia intermedia in this family.
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