SUPPLEMENTAL MATERIAL



Figure S1. LD structure and haplotype block in FGFI12B in Chinese Han population. Linkage disequilibrium (D’) for SNPs

spanning a 266.3kbps genomic region in FGF12B on chromosome 3, are generated by Haploview 4.0.




Figure S2. A schematic giving the standard, stylized intron/exon gene map of FGF12. Three
tag SNPs and area covered by the disequilibrium blocks they tag, the three new rare mutations,
and the three common SNPs identified in patients by the re-sequencing were indicated on the

schematic.
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Figure S3. Transcription Factor MZF1 and ZNF354C do not regulate the expression of the
FGF12 at the mutant site c.G723A. a, Effect of MZF1 on the pGL3-Basic-FGF12B-5’UTR-
Mut luciferase reporters compared with pGL3-Basic-FGF12B-5’UTR-W1 transfected into Hela
cells. b, Effects of ZNF354c on the pGL3-Basic-FGF12B-5’UTR-Mut luciferase reporters
compared with pGL3-Basic-FGF12B-5’UTR-WHt. Luciferase activities were calculated as the ratio
of firefly/renilla activities and normalized to the negative control (empty-vectors) group. Results

were obtained from three independent experiments. Data are shown as means=SD.
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