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ALP: 20 1U/L (40-105)
B6: 40,2 ug/L (8,7-27,2)

RESULTS Pyridoxal-5'-phosphate (PLP — plasma, HPLC) 143,5 nmol/I (ref <130); slightly elevated level

Phosphoethanolamine (PEA — plasma, HPLC) 0,26 umol/I (ref <2); normal level

Phosphoethanolamine (PEA — urine, HPLC) 10,7 mmol/mol creatinine (ref <5); slightly elevated level

ALPL gene sequencing (DNA - Sanger) Likely pathogenic variant:
p.Pro409Ser; ¢.1225C>T; heterozygous

SUMMARY Biochemical and genetic findings are consistent with Mild Adult form of Hypophosphatasia
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