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ABSTRACT

In 1994, an 8-year old northern thai girl with B-thalassemia major was ftreated at
OPD 29" at the Maharaj Nakorn Chiang Mai Hospital, Chiang Mai, Thailand. A blood
specimen was sent for hemoglobin typing using High Performance Liquid
Chromatography (HPLC) and cellulose acetate gel electrophoresis (pH 8.5).
An Abnormal hemoglobin was found in 68.1 % from the total hemoglobin by using HPLC
technique and clearly separated band of abnormal hemoglobin from Hb A was also
obtained from cellulose acetate gel electrophoresis. The DNA sequence of three exon of
the B-globin gene from the patient was analyzed. Each exon of the f-globin gene was
amplification by PCR. Purified PCR products were used as templates for chain-
termination cycle sequencing and aQtomated sequence analysis. The two single base
substitutions were found in exon 1. The first single base substitution, A—>T, occurred at
the nucleotide number 1631 {(GeneBank) and changéd the glutamfc acid at position 6 to
valine (Glu—>Val). This substitution of polar to a non-polar amino acid caused the
separation of the abnormal hemoglobin from the normal Hb A in cellulose acetate gel

- electrophoresis. This type of hemoglobin variant is known as the sickle hemoglcbin or



Hb S. The other single base substitution, G—>T, occurred at the first position in intron
1(IVS-1nt1) which results in splice mutation (Bo—thalassemia).

This study is the first report in Thailand on Hb S with B°~IVS—1nt1. From the
results it can be concluded that the patient's father is Hb S trait and the mother is
BO-IVS—1nt1. The inheritance of mutated hemogiobin genes from parents caused the

patient to be Hb S/BC- IVS-1nt.
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