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Supplementary Figure 2. Characterization of EFNA4 spliceform expression in the patient heterozygous for the 471_472delCCinsA mutation. (A) Diagram depicting the partial sequence structure of EFNA4 exons 3 and 4, showing the three different spliceforms (1, 2, 3) that use different splice acceptor sites for exon 4.  Use of the canonical site (spliceform 1) introduces the recognition sequence for GPI-mediated membrane anchoring (↑), which is absent from spliceforms 2 and 3 (TGA* denotes stop codon).  The site of the indel (red triangle) occurs at the +2/3 position in exon 4 of the spliceform 2 variant. (B) Reverse transcriptase-PCR analysis of fibroblast RNA from the patient (P) compared with three unrelated controls (N1-N3).  Ethidium bromide staining of exon 3-4 RT-PCR products (gel on left) illustrates that spliceform 2 is barely detectable in fibroblasts.  However, a blot hybridization of the same gel (right) using an oligonucleotide probe specific for the predicted spliceform 2 mutant cDNA sequence shows hybridization to spliceform 2 in the patient lane only (upper hybridizing band caused by heterodimers).  Size markers are shown in base pairs.
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