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Early diagnosis of Wilson's disease

Shuichi Hiyamuta, Keiko Shimizu, Tsugutoshi
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Abstract
A Study on Neonatal Mass Screening of Wilson Disease in Fukui Prefecture

Akio Nakai', Tkue Hata® Masakatsu Sudo*
' Department of Pediatrics, > Department of Emergency Medicine, Fukui Medical School

Although effective treatment of Wilson disease is now available, the early detection
of this disease is difficult due to th low ceruloplasmin levels found in neonates. Recently,
however, very sensitive and specific monoclonal antibodies to holoceruloplasmin were
developed. We measured holoceruloplasmin in dried blood spots obtained from neonatal
mass screening for PKU and other diseases. Fully informed written consent was obtained
from all parents. Mean +SD was 17.77+7.62 and the range was 1.8-48.3 (n=834). The
concentration of holoceruloplasmin showed no significant correlation with gestational
age or birth weight. With the cut-off level set to less than 4 mg/dl, 0.96% of the total
samples should be re-checked. Thus, this value might be suitable for the cut-off level of
holoceruloplasmin, regarding the efficiency of mass screening. During this study, however,
there was no positive case after re-checking the samples under the cut-off level.

Key words: Wilson disease, Mass Screening, ELISA, Holoceruloplasmin

M ERRZ/NERY, BoEEh?
(' Department of Pediatrics, > Department of Emergency Medicine, Fukui Medical School)

;

—160—J



BEHTFX A b OCRGEEZMXTERYIMER ﬂ
BXO—8BTIH. BREOBRATEENEThIRANBYET

Wilson
ELISA

834
17.77+ 7.62mg/d1l(range 1.8-48.3)

4mg/dl
0.96%




