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ANALYTE:
PCBD1

NAME: pterin-4 alpha-carbinolamine dehydratase 1

SYMBOL: PCBD1
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PCD

Pterin-4a-carbinolamine dehydratase (dimerization cofactor of hepatic nuclear factor 1-alpha)
dimerizing cofactor for HNF1

pterin-4-alpha carbinolamine dehydratase
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o Early onset epileptic encephalopathy (gene panel - 845 genes)
e Epilepsy gene panel

¢ Inherited Kidney Diseases (Gene Panel)

¢ Intellectual disability (virtual gene panel)

e Movement Disorders (gene panel)

¢ Nephrogenetics / Nephropathy (gene panel)

o Nephropathies, hereditary (gene panel)

e Tubulopathy (gene panel)

Related Diseases

e Pterin-4 alpha-carbinolamine dehydratase deficiency

Related Gene Panels

e Early onset epileptic encephalopathy (845 genes) - ULB
e Epilepsy gene panel - VUB

o |ntellectual disability (gene panel)

e Movement Disorders - ULG

e Nephropathies, hereditary (219 genes) - KUL

e Nephropathy panel - UGent

e Panel Nephro-ULG-V1

e Tubulopathy/Nephrolithiasis (106 genes) - IPG
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