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Novel EDA gene splicing mutation in a X-linked hypohidrotic ectodermal dysplasia family
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[Abstract] Objective - To detect the EDA mutation in an X-linked hypohidrotic ectodermal dysplasia (XHED) family. Methods - Genomic DNA of
13 members in this family was extracted and the sequence of 8 exons and exon—intron boundaries of £DA gene were amplified by PCR. The PCR
products were sequenced directly to identify the mutation site. Results - A splicing site donor mutation, IVS (intronic variations of sequence) 6+2
T>A (g.69250372, Xq22.3), was identified in the proband and his elder brother who had the same clinical signs.

mutation at the same site were found in other 11 members. Conclusion - The splicing site aberration, IVS 6+2 T>A (g.69250372, Xq22.3), is a novel

No similar clinical features or

mutation which causes XHED in this pedigree. To date, this mutation has never been reported previously. Analysis of the mutation allows for genetic
counseling and prenatal diagnosis, and contribute to control birth defects.
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Tab 1 Primer sequences used for amplifying the exons of £DA gene by PCR

ST LiEs 1S (57> 37)
1 GGGGCGGGGTCGGCCGGGACETCCTCCTTC
2 GATGGGCTCAGGCTTTAGACACATCAAACT
3 AGATTTTTCTCCCTAGGGAAGAATCTTCCT
4 TAGAACTCCTGACAGTACACTCATCACAGG
5 AGGCAATACTCAGAAGTTTCCCTGCTGGGT
6 ATCCCAAGACAGGGGAGAGGGATCAGAATT
7 AAGTTTGGCCTTCTAGGCTACCCTGGTTGC
8-1 CCCAATCCCTTCTTGTTGCCTCTCACTCAG
8-2 GACCCCAAGGGGGCTGCTGCTCCTCTCTTG
8-3 ACCTCCAGAAGTCCCTTCAAT
8-4 ACTCCAGGCATGTGTCTGGCCCTAACTCCT
8-5 TGTGACTCCTTATCTCTTTCCACCATACCT
8-6 CTTTGATCCATGTATGAGTGTATGTGTT
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Fig 2 Sequencing results of the splicing site donor of £DA intron 6
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Fig 1 The pedigree of the XHED family and the photo of the proband
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