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Homozygous p-thalassemia and compound heterozygous B-thalassemia/
hemoglobin E are the leading genetic problems in Thailand. At least 19 B-globin gene
mutations have been reported in the Thai population. The heterogeneity of the mutations
makes it difficult and time consuming to identify the mutation in some individuals.
Laboratory test such as dot-blot analysis, reverse dot-blot, amplification refractory
mutation system (ARMS), and restriction enzyme digestion, can detect only a given set of
mutations specific to the primers or probes employed. in contrast, direct DNA sequencing
can identify various mutations, even novel mutations, with the exception of large deletions
of the gene. The spectrum of B-thalassmeia mutations in the northern Thailand may not be
suitable in the lower northern Thailand because the diversity of geographic distribution.
The aim of this study was to identify the spectrum of O-globin gene mutations in
Phitsanulok province using a direct DNA sequencing technique. Fifty pregnant women
and/or her husbands, living in Phitsanulok province, were screened for heterozygous 8-
thalassmia by microcolumn chromatography and HbA, quantitation with OD
measurement.  The pB-thalassemia mutations were characterized by direct DNA
sequencing technique. Among 50 B-thalassemia heterozygotes, codon 17 (A=>T)
mutation in was the most frequent in 21 samples (42%), codon 41/42 (-TCTT) mutation
was detected in 20 samples (40%), -28 (A>G) was detected in 7 samples (14%), cd41
(-C) and IVS-I-1(G=>T) were detected in 1 sample (2%), respectively. No new mutation
was found in the presented study. The spectrum of B- globin gene mutations from this
study will be useful for planning a prenatal diagnosis program especially for this region of

Thailand.





