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Hemoglobin Constant Spring Gene in Viethamese
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ABSTRACT

Hemoglobin Constant Spring (Hb Constant Spring; Hb CS) is an abnormal Hb caused by a mutation in
termination codon of an a2-globin gene, TAA -> CAA. This mutation leads to the synthesis of unstable and
elongated a-globin chain. It is found mainly in China and Southeast Asia, but is occasionally found in Europe.
a-globin gene haplotype analysis in Chinese and Mediterranean patients demonstrated different origins of this Hb
variant in the two populations. Different a-globin gene haplotypes associated with Hb CS genes have been
documented in Thai, Laos, and Cambodian subjects. It has been found from the study of thalassemia and
hemoglobinopathies at the community level in Hue, Vietham that Hb CS is also very common among Vietnamese.
In this study, a-globin gene haplotype associated with Hb CS in Viethamese was investigated. Six DNA
polymorphisms including (5’ Xbal, Bgll, Inter-zeta HVR, Accl, Rsal, and aPstl 3') were analyzed using PCR-RFLP
assays. Study was done on altogether 29 chromosomes from Vietnamese subjects with genotypes: (0o "°ar)
(n = 14), (0®a/aa) (n = 14) and (a®w-a>") (n = 1). The result indicated that most (28/29) of the Vietnamese Hb
CS genes were linked to the haplotype (+ - M + + -); quite similar to that described in Southern Chinese and other
Southeast Asia populations but different from European Hb CS gene described previously. The remaining
chromosome was associated with haplotype (- - M + + -). In combination with data presented for other Southeast
Asian populations, it is apparent that at least two major haplotypes are associated with Hb CS genes in the region.
While most of the Thai and Cambodian Hb CS genes are associated with haplotype (+ - S + + -), those of
Vietnamese and Laos Hb CS are found on the chromosome with haplotype (+ - M + + -), the data likely indicating
of at least two origins of Hb CS in the region and indirectly explains the high prevalence of Hb CS in the region.
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