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Exclusion of Metabolic Diseases (Filter card)

Week of gestation                 39                     

Newborn screening*            see text                     

No sign of the following disorders:
Amino Acid related disorders such as: Phenylketonuria (PKU),
Hyperphenylalaninaemia, Maple syrup disease etc.
Fatty acid oxidation disorders and other disorders recognized in the
acylcarnitine spectrum: e.g. MCAD, LCAD, VLCAD
Other screened disorders: e.g. Hypothyreosis, AGS, Biotinidase deficiency,
Galactosaemia, G6PDH Deficiency, Cystic Fibrosis, Hemoglobinopathies
(HbS, HbC, HbD, HbE, HbH/HbBarts, HbO, HbLepore, HbG, beta-Thalassemia)

Methods: MS-MS, FIA, Photometry, Capillary Electrophoresis

Please note that the best time of collecting blood for NBS is 36-72 hours after birth.

Amino Acids (PKU etc.)*       normal quantitative        normal              

Acylcarnitines (Fatty acids)* normal quantitative        normal              

TSH (Hypothyreodism)*         normal quantitative        normal              

17a-OH-Progesterone (AGS)*    normal quantitative        normal              

Galactose (Galactosemia)*     normal quantitative        normal              

Biotinidase (Biot.deficiency)* normal quantitative        normal              

Glucose-6-PDH*                normal quantitative        normal              

Immunoreactive Trypsin*       normal quantitative        normal              

Hemoglobin Screening*         HbH/HbBarts quantitative        normal              

The Hb electrophoresis detected an abnormal hemoglobin in the HbH/Hb Barts-range (<1.0%).
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This finding of a hemoglobin-Barts, a tetramer of 4 gamma-chains, indirectly indicates an 
alpha-thalassemia (-a/aa).  Clinical symptoms like microcytic hypochrome anemia can progress over years. 
Usually, there is no indication for therapy. For a further differentiation, we recommend an additional molecular 
genetic DNA analysis.


