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Wild type
‘. . .CAAGTAACAG‘gtaaacaatg ...... cceecag

GAAACA...[100% (WT)
Exon 2

Mutant c.52G>A
‘ ...CAAGTAACAA‘gtaaacaatg ...... ccccag 91% (Gly18Arg)

‘ ...CAA‘GTAACAAgtaaacaatg ...... ccccad GAAACA...‘ 8% (Val16fs)

‘...CAAGTAACAAgtaaacaat‘g ...... ccccag‘ GAAACA...‘ 1% (11-Ret)
Exon 2

Mutant ¢c.52G>A and Reversion c¢.52+5A>G
|...CAAGTAACAA |gtaagcaatg...... ccccag|GAAACA. .. [ 100% (WT)
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Primer Primer
Forward Reverse
WT p.Gly18Arg
SignalP-4.1 prediction (euk networks): Sequence SignalP-4.1 prediction (euk networks): Sequence
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0 110 20 310 410 510 60 70 0 10 20 310 410 S0 60 70
. FPosition Position
Measure Position Value Cutoff Peptide Measure Position Value Cutoff Peptide
Max. C 19 0.363 Max. C 17 0.190
Max. Y 19 0.497 Max. Y 17 0.345
Max. S 1 0.784 Max. S 1 0.685
Mean S 1-18 0.659 Mean S 1-16 0.601
D 1-18 0.584 0.450 YES D 1-16 0.483 0.450 YES

Cleavage site between pos. 18 and 19
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Cleavage site between pos. 16 and 17



