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Fig. 1. The brain magnetic resonance angiographic finding shows elongated and tortuous intracerebral vessels.
The basilar artery is swept to left side and both midcerebral arteries is tortuous and elongated.
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NC : Normal control

Deletion Exon 8&9

PCR product of exon8

Exon7 y;Exomo
ATATTATCCATACARTTGAATTTTTCGGA GGCT

'y

“a

Fig. 2. To confirm the mutations of ATP7A, RT-PCR and sequencing of ATP7A were performed
with RNA isolated from cultured fibroblasts. Sequencing of cDNA shows deletion of exon
8 and 9 (1,018 bp of IVS8(-308)-IVS9(+213)).

F7rstnh AF 671497 ¥4 T 90.0 ug/dL,
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2)o|& 23Y3}r] A1FEdch AF 30/4LA A
% 79 kg(<3 WEL ), 7] 842 cm(3-10 HE-9
2 A g AAS Kol glom X
7+2] 380 pg/dL, 83 ceruloplasmin 15.1 mg/dL
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Table 1. Results of Serum Copper and Ceruloplasmin Measurements with Copper-Histidine Therapy

Age(months) Serum Copper(ug/dL) Ceruloplasmin(mg/dL)
2 150 39
3 120 58
4 41.0 149
6 9.0 140
8 81.8 21.1
12 925 230
27 20 120
30 380 151
40 240 106
Normal Range 70-155 165-31.5
-, B A A (heterozygote) ) BIALZA A 44 7

WAL LE JINA 402 fFHE X 4
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