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Figure S1 Structure of the GLA gene and the locations of variant c.640-613ins1715 and other reported large Alu-mediated intragenic rearrangements causing Fabry disease. Exons 1 through 7 are depicted as blue rectangles, and the positions of the 12 Alu repeat elements are indicated as gray rectangles. The locations and lengths of all known large Alu-mediated GLA intragenic rearrangements are shown. References for the reported gene rearrangements are provided below: c.194+1627_370-825del3445[1], c.195-1834_370-859del3151[2], c.207_369 + 651del814ins231[3], c.194+1562_369+1109del3443[4], c.195-1676_369+773del2619insCG[3], c.195-1193_640-560dup[5].
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Figure S2 Genomic location of variant c.640-613ins1715 and other P/LP variants in intron4 of the GLA gene. Red and Green text indicates variants associated with classic and later-onset FD, respectively. Gray text represents variants with undocumented phenotypes. The blue box shows the 57-bp Pseudoexon (PE, ChrX:101,399,744-101,399,801.[image: Figure S3-v1]
Figure S3 The splicing predication in silico using the RDDC RNA splicer.
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1. GLA/c.639+761G>A
The algorithm showed that this variant had no effect on splicing.

v Human GLA (NM 000169.3, c639+761G>A)

v Splice Pattern 1: Consistent with the wild-type RNA splicing pattern

2. GLA/c.640-363C>T

The algorithm showed that this variant had no effect on splicing.
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