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Abstract :Homozygous beta thalassemia and compound heterozygous hemoglobin E / beta thalassemia are the leading
genetic problems in Thailand. The spectrum of beta thalassmia mutations reported in the upper northern Thailand may not
suitable to be applied in the lower northern region because of genetic diversity due to geographic difference. To design the
suitable diagnostic schema for the detection of beta globin gene mutations in prenatal diagnosis of beta thalassemia in the
lower northern region we need local data to be applied. Objective: The study’s aim was to identify the common beta globin
gene mutations in the lower north of Thailand. Materials and Methods: One hundred blood specimens from pregnant
women and their spouses in Phitsanulok, Phetchabun, Sukhothai and Uttaradit province diagnosed with beta thalassemia
heterozygote determined by hemoglobin A, level from Diethylaminoethyl Sephadex microcolumn chromatography, were
consecutively collected at Thalassemia Research Unit, Faculty of Medicine, Naresuan University. Beta globin gene
mutations were identified by using direct DNA sequencing technique. Results: Among 100 beta thalassemia alleles
investigated, codon 41/42 (-TCTT) mutation was the most frequent in 43 samples (43%), codon 17 (A%T) mutation was
detected in 21 samples (21%), -28 (A%G) mutation was detected in 15 samples (15%).-31(A9G) and codon 71/72 (+A)
were detected in 4 samples (4%) and lVS-I-l(G%T) and IVS-II-654 (C%T) were detected in 2 samples (2%),whereas
IVS-I-5 (G%C) ,codon 19 (A%G), codon 26 (G%T) and codon 41 (-C) mutations were detected in each 1 sample (1%)
and were not detected B-thalassemia mutations in 5 samples (5%). No new mutation was found in the presented study.
Conclusion: Codon 41/42 (-TCTT) and codon 17 (A—>T) were the two most common beta globin mutations identified,
comprised of 64% of all detected mutations. -28 (A—>G) was the third most common mutation which showed a unique
genetic difference from the upper north. The spectrum of beta globin gene mutations from this study can be applied in the
prenatal diagnostic schema for beta thalassemia in the lower north of Thailand.
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