Supplementary Materials:

Figure S1:

PREPL EX10 c.1528C>T (p.Arg510Ter) PREPL EX14 ¢.2094G>T (p.Lys698Asn)
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Sanger sequencing of PREPL exons 10 and 14.
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Results of quantitative analysis using SALSA MLPA Probemix P426 Cystinuria (MRC-Holland). 1.1 — Patient 1;
5.1 — Patient 2; 4.1 — healthy sibling; 3.1 — mother; 2.1 — father; CYS 953, CYS 954, CYS 956 - control samples of
healthy adults
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Genotyping results of chromosome 2 markers. 1.1 — Patient 1; 5.1 — Patient 2; 4.1 — healthy sibling; 3.1 —
mother; 2.1 — father.



