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ABSTRACT

Hemoglobin H disease is the most severe of the o
thalassemia phenotypes compatible with life. This syndrome has
been observed at high frequency in Thailand. The molecular
basis is heterogeneous accounting for variability in the severity
of the clinical disorder. Soine patients may go through life with little
disability, while in others the disorder may be as crippling as

homozygous B thalassemia. Hemoglobin H disease is most often due
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to deletion of three of the four o globin genes (genotype --/-0t).
However, it can also result from the coinheritance of deletion and
nondeletion defects ( — / ol ) or homozygosity of nondeletion
defects (otoeY / D). In this study, we are interested in identifying

e-nolecular basis of Hb H disease in Northern Thailand where there
is high incident.

Although Southern hybridization carried out with 32p
radioactively - labeled probe is sensitive, it also has several
disadvantages so the non-radioactive Southern hybridization,
PhotoGene TMDetection System was employed here. DNA fragments
generated by Eco R I and Bgl/ IT restriction endonuclease digestion
were separated through an agarose gel electrophoresis and transferred
to nylon membrane by Southern blotting. The filter-bound DNA
fragments were hybridized to biotin - labeled o- or { - probe.
Streptavidin-alkaline phosphatase conjugate (SA-AP) is bound to the
biotin groups, followed by washing under stringent condition. The
membrane is incubated with a substrate for alkaline phosphatase that
luminesces when dephosphorylated and autoradiography.

Among 28 patients with Hb H disease, 18 cases possessed
—/ oTe, 7 cases possessed —-/-a3-7, 3 cases possessed —f-04-2
genotype were observed which accounting for 64%, 25%, 11%,
respectively. The result indicated that the majority of Hb H disease
in Northern Thailand is in the form of deletion and nondeletion

type.(——/a:Tar). This data will be useful for the clinician to predict the
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severity of Hb H patients, allow prenatal diagnosis in some cases

and also lead to genetic counselling and prevention in the future.
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