Table I.
Inborn errors diagnosed in 13,242 patients using the Urease method Prior to State Newborn Screening by Tandem Mass Spectrometry
Of 14,919 Samples, from 13,242 patients
     1691 Abnormal  11%
         164 confirmed Inborn Errors
         + 20 MADD or cystinuria
         184 Total  1.38%
         48 involved non-acidic metabolites
      28 involved orotate or hexanoylglycine
      35-70% increase due to urease method
Of 184 Inborn Errors:
14
Urea cycle
2
HMG
18
MCAD
3
SCAD
14
LCHAD
2
Hyperoxaluria
10
MMA
4
Renal Fanconi
  7
MSUD
3
Molybdenum Cofactor Def
  5
Propionic
 
 

  9
Galactosemia
2
Iminoaciduria
12
Glutaric I
4
Cystinuria
  5
Biotinidase
3
Adrenoleukodystrophy
  4
 Glutaric II
 
 

  2
Pyruvate Dehydrogenase,
  2
Glyceroluria
  2
Hereditary Fructose Intolerance
  2
FIGLU uria,
  2
Homocystinuria
  2
Glycerate kinase def
  2
Hartnup’s
  2
Hypophosphatasia
  3
3-methylglutaconic
  3
3-methylglutaconic
  3
Adrenoleukodystrophy
  3
Cystathioninase def
  4
 beta-methylcrotonyl CoA carboxylase
  4
Sialuria
  6
Pyroglutamic
Single cases:
PKU
Alkaptonuria
Fumaric
2-Hydroxyglutaric
Proline Oxidase,
Succinic Semi-aldehyde dehydrogenase Deficiency
Canavan’s Disease
Renal Glycosuria,
Pyruvate dehydrogenase def
Hawkinsinuria
Hepato-Renal Tyrosinemia

 

