A deep intronic mutation causes
RADS50 deficiency through an unusual
mechanism of distant exon activation
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Full unedited gel for Figure 1A: Full unedited blot for Figure 1B:

patient RNA Western blotting patien cells
cDNA analysis

2= patient, 3= control

EVA
VU1667-F

Rad50

a—

18.10.2012

vinculin

&




Full unedited gel for Figure 1B: RAD50 minigene (MG), agarose gel, PCR on cDNA

Natasha Exp. Time: 0.28 sec Gain: 39 % Upper: 100% Lower:0% Lin.Gamma:0
Date: 26.07.2021 Time: 14:28:34




Full unedited gel for Figure 1C: ~ MG; agarose gel, PCR on cDNA
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Full unedited gel for Figure 1C: continued

Single nucleotide substitutions MG; agarose gel, PCR on cDNA
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Full unedited gels for Figure 1E: PPT muation MG; agarose gel, PCR on cDNA




Full unedited gel for Figure 1F: splice factor titration, MG, agarose gel PCR on cDNA




Full unedited blot for Figure 1G: pull down western, upper panel
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Full unedited blot for Figure 1G: pull down western, midddle panel
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Full unedited blot for Figure 1G: pull down western, lower panel
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Full unedited gel for Figure 11: IR AMO, agarose gel (PCR on cDNA)
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Robin Exp. Time: 0.36 sec Gain:-1% Upper:100% Lower:0% Lin.Gamma:0
Date: 19.06.2024 Time: 13:44:15




Full unedited blots for 11: IR AMO, western blots partA
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Full unedited blots for Figure 11: IR AMO, western blots partB
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Full unedited gel for Suppl. Figure 2A

Transposition of RAD50 3 splice region to unrelated exon
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Full unedited blot for Suppl. Figure 2F: Distinct deletions in the A5 sequence
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Full unedited blots for SUPPL Figure 4: : Functional complementation of
RAD50-deficient fibroblasts partA
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Full unedited blots for SUPPL Figure 4: : Functional complementation of
RAD50-deficient fibroblasts partB
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