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Figure S1: Mechanisms of the transcript diversity with the corresponding SOSTAR annotation. Black boxes: exon, black lines: intron, red boxes: exon (or part of exon) skipping, green boxes: novel exon (or part of exon). 
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Figure S2: Gene panel capture probe design. Reference transcripts exon and intron are represented in blue boxes and lines respectively, and capture probes in red.
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Figure S3: RT-PCR, gel electrophoresis uncropped from figure 6B. Proband: positive control carrying the intronic genomic deletion in BRCA1 intron 15. Control1/Control2: negative controls. SM: molecular weight size marker.
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Figure S4: RT-PCR, gel electrophoresis uncropped from figure 6F. Proband: positive control carrying the exon 8 duplication in BRCA1. Control1/Control2: negative controls. SM: molecular weight size marker.
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[bookmark: _GoBack]Figure S5: RT-PCR, gel electrophoresis uncropped from figure 7C. III.1/III.2: probands from family number 11 with a history of cancer. T-: negative controls. SM: molecular weight size marker. Ins: insertion of the SVA sequence. 
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