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ABSTRACT

The ectodysplasin (EDA) gene has been known to function in the normal
development of several ectodermally-derived organs, such as hair, teeth and sweat
glands. Ectodermal defects associated with EDA mutations are either combinations of
hypotrichosis, hypodontia, and hypohidrosis (in X-linked hypohidrotic ectodermal
dysplasia; XLHED) or non-syndromic hypodontia. EDA mutations have been
reported to cause XLHED and non-syndromic hypodontia in some populations. This
study was undertaken to investigate whether mutations in the EDA gene contribute to
XLHED and non-syndromic hypodontia in the Thai population. Direct sequencing of
all coding regions and their flanking sequences of EDA was performed in four
unrelated patients with HED, 12 unrelated patients with non-syndromic hypodontia.
Mutation analysis revealed a total of six variants of the EDA gene (p.Argl56Cys

p.Glul64Ala, p.Arg334His, p.Ala349Thr, ¢.646-663del18 and IVS5+11 12delCT)
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which were detected in five of the total 16 unrelated patients. Of these, the c.646-
663del18 mutation causing XLHED is a novel mutation. Moreover, the p.Glul64Ala
mutation, which as been previously reported to contribute to XLHED, can also
contribute to non-syndromic hypodontia. Contrastingly, this study found that the
p.Arg334His variant was detected in three unrelated healthy female controls with the
same ethnic background. Therefore, the p.Arg334His variant could be either
pathogenic mutation or non-pathogenic, requiring other methods to classify. The
present study concluded that EDA mutations are associated with XLHED and non-
syndromic hypodontia.  Furthermore, this study also suggests that some EDA
mutations have been associated with both XLHED and non-syndromic hypodontia.

Furthers studies are required to clarify their differential effects.



