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Newborn Screening for Wilson Disease in Sapporo City
from April 1995 to March 2001 and an Overlooked Case

Shosuke Nomachi, Emiri Nakazawa, Natsuko Noro, Yasuko Tagami,
Yoshikiyo Mizushima, Tsuneichi Ozaki, Kozo Fujita,

Masaru Fukushi !, Akihiro Yamaguchi 2, Hiroyuki Tsutsumi 2, Mitsuru Kubota 3

In Sapporo, newborn screening for Wilson diesease has been carried out by measuring the concentrations of
ceruloplasmin(CP) in dry blood sample on filter paper since April 1995. From April 1995 to March 2000,
104,117 newborn infants were screened but no patient was detected. In 2000, a two-year-old infant was diagnosed
as Wilson disease clinically and it was confirmed by our analysis for responsible gene. This patient had been
judged as normal by our newborn screening. Based on these facts, we are going to investigate another screening

method for Wilson disease using fresh urine from 14-month-old infants together our neuroblastoma screening.
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