Diagnoses basisdiagnostiek 2001

DIAGNOSE

AANTAL

Alkaptonurie

w

CDG type la

CDG type X

Complex | defect

Complex I/111 defect

CPT Il deficiéntie

Cystinurie

D-2-hydroxyglutaaracidurie

Ethylmalonacidurie

Galactosemie

Glycogenose type | b

Glutaaracidurie

Homocystinurie

Hypermethioninemie

Hyperpipocolacidemie

Hyperpipocolacidurie

Hyperoxalurie type X

2- Ketoglutaaracidurie

Lactacidurie

Lactacidemie

LCHAD

Medium ChainAcylCoA Dehydrogenase deficiéntie (MCAD)

Mevalonacidurie

M. Pompe

Mucopolysaccharidose (MPS) type 111

Mucopolysaccharidose (MPS) type VI

Mucopolysaccharidose (MPS) type IV A

Maple Syrup Urine Disease (MSUD)

Oligosaccharidurie e.c.i.

Orootacidurie

Oxoprolinuria (mild)

PKU

Propionacidemie

Renaal Fanconi syndroom

Sialurie

Steven Johnson syndroom

Tyrosinemie type |

Tubilaire acidose

VLCAD deficientie

X-ALD (carrier)

Ziekte van Wilson

Zellweger syndroom
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