Figure S1A: Extracted ion chromatogram of the transition 414>85 from a CblC patient DBS in the Orbitrap MS. Theoretically the peak 3 is the less polar undissociated C17 form where the carboxylic group R-COOH is protonated: pH<pKa. Vice versa the peak 2 corresponds to the more polar dissociated form.
Figure S1B and S1C: MS/MS high resolution fragmentation of peak 2 and 3. Both peaks were recognized with a formula C24H48O4N corresponding to the acylcarnitine C17. Moreover in both product ion scan profiles the fragment 253.2 m/z corresponding to C17H33O acyl group is present
Figure S2A. Distribution of biomarkers in cases (n=23), controls (n=530) and false positives (n=82). Y axis: C3, C17 and Met are expressed as µmol/L
Figure S2B. Distribution of biomarkers in maternal cases (n=23) and controls (n=115)
Y axis: C3, C17 and Met are expressed as µmol/L.

Figure S3. The new flowchart adopted by Tuscany NBS program to identify patients affected by MMA or PA acidemia
