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A young child case of Wilson disease with normoceruloplasminemia
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Abstruct

A 5-year-old girl presented with chronic liver dysfunction. Her serum ceruloplasmin level was

within normal range. Urinary copper excretion was slightly elevated. We performed ATP7B gene

analysis. And mutations were found intron 4 and exon 18. One splicing donor site mutation, 1708-5 t

to g, and missense mutation, N1270S, were detected. We thus diagnosed her to have Wilson disease

with normo-ceruloplasminine-

mia. And we confirmed her diagnosis by measurement of hepatic copper content. Then, familial

analysis was performed by gene analysis. Three carriers (parents and older brother) were detected.

We conclude that molecular diagnosis is very useful for atypical cases of Wilson disease.
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Tablel. Laboratory findings on admission

WBC 7400 %103/ | TP 7.7 g/d Serum copper 103 ug/dl
RBC 467 %104/ ul Alb 4.3 g/dl Serum ceruloplasmin 24.9 mg/dl
Hb 125 g/di Thil 0.4 mg/dl
Hct 385 % Dbil 0.0 me/dl Urine copper 0.25u g/mg/Cr
Plt 395 x104/ ul AST 66 IU 39 ug/day
ALT 158 IU 2.2 ug/kg/day
. . LDH 509 IU
UrlnaIyS|sP . (—) ALP 517 IV HAVADb negative
O';’ =) Y-GTP 57 WJ HBVsAg negative
G (=) BUN 12 mg/dl HCVAb negative
hu Cre 0.2 mg/dl EBVIgG x 80
Na 139 mM IgM <10
K 38 mM EBNA X 40
cl 101 mM CMVIgG <2
CPK 75 1U 1M X 0.2

CRP 0.5 mg/dl
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gene mutation  1708-5 t to g/normal N1270S/normal

m:ACplE 17.4mg/dl 23.3mg/dl
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gene mutation  N1270S/normal  1708-5 t to g/N1270S  normal/normal
;A CplE 20.2mg/dl 24.9mg/dl 25.7mg/dl

Figl.Familial tree of this case



