Supplementary Information

Supplementary Figure 1. MLPA data for the recurrent deletions. A and B: Examples of electropherograms (blue peaks) of a patient with an >800 kb (A) and a patient with a >350 kb deletion (B), compared to reference data (red peaks) from 5 control samples. C and D: Percentage of sample probe signal of A and B compared to the reference data. The grey background indicates the presence of one copy of the area covered by the probe (1 copy, signal <70%). The absence of Y chromosome sequences are shown as -1. Probes are arranged according to their chromosomal location.

Supplementary Figure 2. Sequencing electropherogram of the new mutation c.425dupC, p.Asp143Argfs*38, observed in one patient. 

