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Abstract
A Case of Wilson Disease Found in
Mass Screening

Kikuchi NV, Kinoshita Y2, YamagamiY?,
Mori Y#, Haruki E®

Holoceruloplasmin concentrations in
urine samples and dry blood samples on
filter papers from 446 children of 2-5
vears of age were measured by the
ELISA method. One child showed

- extremely low values of ceruloplasmin

in both blood (0.6mg/dD) and urine
(16.5ng/mg-Cr) sample. This child was
a 5 year-old boy, and found to have no
clinical symptoms and signs of Wilson
disease. The liver function tests
revealed normal. Urinary copper
excretion was determined to be 25ug
per day, which was within the normal
limits. The D-penicillamin loading test
indicated the increase of urinary copper
excretion from 25 to 250pg per day.
Direct analysis of ATP7B gene showed
that he was a compound heterozygote
having 2659delG/D1296N mutation.

In conclusions, the mass screening of
Wilson disease, a detection system of
blood and urine holoceruloplastin, for
children was useful for finding the
presymptomatic patients and may be
valuable for the early start of therapy.
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