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Study on screening methods for Menkes disease using neonatal mass screening
system

Sato, Yasuhiro
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Menkes disease (MD) is a neurodegenerative disease. However, the
neurological prognosis is improved by an early treatment. Early diagnosis is necessary for early
treatment.

We examined three methods for neonatal screening of MD, that is, catecholamine, metallothionein and
3-0-methyldopa (3-OMD) were analyzed in the solutions eluted from newborn filter paper. Results:
Catecholamines were examined by tandem mass spectrometry, but catecholamines could not be detected
in the solutions from patients and controls. Metallothionein was analyzed by an ELASA Kit. There
were no different between the metallothionein concentrations in the solutions from patients and that
of controls (means value 529ng/mL and 585ng/mL, respectively). 3-OMD in the solutions was also
analyzed by tandem mass spectrometry. There is no different between patients and controls (mean
111ng/mL and 88+ 27ng/mL, respectively). There results suggest that these three methods could not be
used for screening of MD.
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levels in newborns: Results of
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