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Figure S1: 
Heterozygous indel deconvolution analysis of Sanger sequencing traces using the Mutation Surveyor program. 
Results for subject V-18 are shown in panel A and for subject IV-21 in panel B. Traces derived from subject V-19 that showed a normal sequence were used for comparison to subject IV-21 and V-18, respectively (first trace). The sequencing results for subject V-18 and IV-21 is shown in the second trace. For both subjects the results reveal stretches of double peaks, which indicate an insertion or deletion. To find the aberrant sequence, the heterozygous indel deconvolution tool in Mutation Surveyor v.3.20 (Softgenetics, PA, USA) was used to subtract the first trace from the second trace to remove the extra peaks. In trace three (sample: part I conserved) the results most equal to the reference is shown. This indicates that there is a correct sequence in one allele. The double peaks, which have been removed in trace three, are shown in trace four (sample: part II mutation). Trace five (shifted part II mutation) shows that shifting the sequence from trace four three base pairs to the right for the sense strand gives the correct sequence thereby confirming a three base pair deletion corresponding to g.276_278delTTC. In trace six (mutations) the red arrow also indicates that there is a deletion of three base pairs. A similar analysis was performed using traces from the sequenced antisense strand (traces 7-12) giving a similar result.
 
Figure S2:
RIA measurements of irAVP secreted into the culture medium of SH-SY5Y cells co-expressing varying proportion of WT and Ser18del cDNA. All samples were analysed in duplicates and the amount of irAVP measured was normalised to the amount of total protein extracted from the transfected cells to take into account any differences in the number of cells. 
Data is presented as mean values measured from three biological replicates ± standard error of mean (SEM). Fitted (included) and expected straight lines for the “dose-response” were compared statistically using the extra sum-of-squares F test. A replicates test and inspection of a graphically plot of the residuals was performed to assess for any systematic deviation from the expected line.
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