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HRM High resolution DNA melting analysis
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Abstract

To find out the prevalence of hemoglobin (Hb) E / B—thalassemia disease with a
phenotypic misdiagnosis of Hb £ homozygote due to a very low Hb F fraction determined by
high-performance liquid chromatography (HPLC), the study was conducted prospectively in
prenatal control program of B—thalassemia in the lower north of Thailand, between February
2014 and March 2017. All couples with phenotypic diagnoses of homozygous Hb E by HPLC
in one person, and heterozygous or homozygous Hb E in the other one were consecutively
recruited. DNA methods to confirm their genotype of Hb E hornozygote and to detect other

[3-thalassernia mutations, together with 0 -thalassemia (Southeast Asian and Thai deletions)

and O'-thalassemia (3.7- and 4.2-kb deletions) determinants were performed in all samples



with Hb E homozygote phenotype. Among 6,023 couples determined by HPLC, 464 couples

were met our requirement, 25 with double diagnoses of Hb E homozygote. After performing
~ genotypic diagnosis in 489 phenotypic Hb E homozygote, 5 (1.0%) Hb E / B-thalassemia
subjects were identified. All 5 samples co-inherited with either o.-thalassemia or Q'
thalassemia allele. Considering with these 5 Hb E / B-thalassemia detected, there were 5
more at-risk couples for Hb E / 3-thalassemia identified. Prevatence of Hb E / B-thalassemia

among Hb E homozygote phenotype, determined by HPLC, was 1.0%. An Cl-thalassemia

' wmh'entance-may-be‘-'a“majbrﬁb-F-loweﬁrTg-'caUSEhirT'Hb“E"/‘B‘ith'al'a'ssemia.' -
Keywords: Hemoglobin E / B—thalassemia, Hemoslobin E homozygote, High-performance

liquid chromatography, Hemoglobin F
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