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Hypocalcemic Tetany in a 13-Year-Old Girl with Wilson’s Disease

Chaeik Ra, M.D., Sang Yong Kim, M.D. and Hong Koh, M.D.

Department of Pediatrics, Yonsei University College of Medicine, Seoul, Korea

Wilson’s disease is an autosomal recessive disorder marked by disruptions in copper metabolism which
leads to accumulation of copper in the liver, brain, cornea, and other tissues. Manifestations of this disease
are more likely to be hepatic during early childhood and neurologic in adolescent. In addition,
abnormalities that develop during disease progression may result in other manifestations such as
hematologic, endocrine, or renal findings. Here we report a 13-year-old girl who presented with
hypocalcemic tetany shortly after being diagnosed with Wilson’s disease. Despite aggressive calcium,
magnesium, and vitamin D replacement therapy, the hypocalcemia and hypomagnesemia did not promptly
respond. Mineral levels in the blood took longer than 3 weeks to normalize. We speculate that a
parathyroid insufficiency and disrupted vitamin D metabolism caused by copper accumulation and hepatic
dysfunction resulted in hypocalcemic tetany. (Korean J Pediatr Gastroenterol Nutr 2011; 14: 86~ 90)
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Fig. 1. T2-weighted axial image of brain MRI demonstrated
bilateral hyperintensity with central low signal intensity in the
putamen and globus pallidi (white arrows), Irregular hyper-
intensity in both thalami (black arrow heads) was also noted.
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A 3L(Fig. 1), kI FAbollA] Kayser-Fleischer (K-F)
ringo| WA= o FH ceruloplasmin®]| 3.3 mg/dLE
FaxEo] leh. N3 Aol A Frhuln} R
lo] 7Z+7F 7.0 g/dL, 4.2 g/dLgl 3, AST 29 IU/L, ALT
14 TU/L, alkaline phasphatase 211 TU/L, &% 2]FHl 0.4
mg/dLS} o™, & oH-8-51 7 Abol| A] prothrombin time 12.7
(INR 1.07), activated partial thromboplastin time 37.5
2 SAH o S5 Zol|A] 7k e v,
T Y ol &AL WAEA gkokrh FRAdsA
Aol 4] Na 141 mEq/L, K 3.9 mEq/L, Ca 9.1 mg/dL,
%l 4.0 mg/dL, Mg 0.9 (37 0.75~1.2) mmol/Lo] %At}
24A17F &9 2] vllE23} D-penicillamine 501 & 24
A17F W Fe] e EwFo] 747t 1454 1 g¥ 502.5 1 g
£ FA=o] g or Aghsta 201049 49 1395
B trientine FoI & AlAF3H3ich. HE3t Stol= ATP7B
A7tol] gt Sdwio] HAA A WA AelE oA AA =
p.Ala874Val ¥ p.Glyl035Val Ed® o] (Fig. 2)7} W7
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Wild-type 5'-GTA-ATT-GCG-GGG-TCT
Mutant  5'-GTA-ATT-GTG-GGG-TCT
Val lle Val Gly Ser

Wild-type 5'-ACC-CAT-GGC-GTC-CCC
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Thr His Gly Val Pro

Mutant  5'-ACC-CAT-GTC-GTC-CCC

Thr His Val Val Pro

Fig. 2. The identification of missense mutations in the A7P7B gene. A direct sequence analysis of exon 8~18 in the ATP7B
gene revealed uncommon heterozygous missense mutations, (A) A mutation caused by a C to T substitution at nucleotide 2621
resulted in an amino acid substitution at 874 (Ala874Val), (B) A mutation caused by a G to T substitution at nucleotide 3104
resulted in an amino acid substitution at nucleotide 1035 (Gly1035Val).
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