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(point

13 mutation)
35 35 43
13 (insertion) 41
(deletion) 1
truncate protein
ATP7Base 2 3 2
S
— 1 — £
S |&)|-= 5
2 2 2
AL &
(O] (O] 2 [a)
g
1 | A874v/A874v 11] 54 117| 26| 40 | 132.2ug/day |+ ++ + ++ + + 19
2 | A874V | 2781delC 9123 284 7 | 18 e6ug/dl |+ + 17 o
3 |Int4-5T/G/ G1186S 25| 62 27| 74 74
4 | N696K / R969Q 19| 119 265 46| 30 Bug/d |+ + 23 o
5 | 1496insT / R778L 200 11 9 | 27| 60| 538ugiday |+ + + 0.3 o
6 R778L / ? 25| 22 17 | 54| 35 + o+ + ? 4+ > o
7 | G1035V / N1270S 9|128 220| 25 + o+ + o+ ? o+ o
8 |2004del3/G1035V 18[ 10 4 |21]| 37| 178ugiday |+ + + + + o o
9 | G1035V / P1052L 20 47 840ug/day |+ + + o+ + 4+ x o
10 | R778L/R778L 7300 500(7: | 15 20ug/dl |+ + o+ 15 o
11 | L549P/ A874V 33| 29 29| 40| 14| 338ug/day |+ + + * o
12 | 2299insC/ R778L 3|79 129| 4 [ 48| 208ugid |+ + 0.9
13 | N1270S/ 4097del2 5|53 46| 5 | 18| 2700pg/day |+ + + 0.6
14 | A1063V / N1270S 2]193 330|038 + + 0.8
15 | L1083F/D1296N 14| 42 85| 78| 22 + * o
16 2871delC/ ? 12[ 96 27| 7 |138| 4doougd |+ + + o+ 8.6
17 2299insC / ? 19| 34 89| 77| 27 2ug/di + 5 o
18 | R778L/ A874V 40| 23 33| 18| 58| 190ugiday |+ + 16 o
19 | R778L/A874V 36 18 + ? 0.9 o
20 | R919G/G1186S 14 + + 5
21 | R778L/D1267A 13 + + o+ + o+ 05
22 [Int3+4A/G 1 N12709 16| 27 30| 14| 36| 250ug/day + + + +H o
23 | 2871delC/ G1186S 12[ 29 12 |0.26 + + o+ 22+ 4| * o
24 | G1035V / D1296N 32| 46 23| 26| 26| 384ugiday |+ + + o+ + * o
25 2004del3/ ? 43 37| 6 | 47| 420pgiday |+ + + o+ + o+ * o
26 D1267A / ? 6|424 467| 27| 37| 45lugiday |+ + * o
27 | R778L/R778L 7 + o+ + 0.4 o
28 | R778L/N1270S 4145 167| 14| 8 | 536ugday |+ + * o
29 | G1186S/N1270S 9136 185| 22| 22 + 0.5
30 | N1270S/N1270S 10{ 231 407 4 | 19 | 1165pg/day |+ + 0.3
31 | R919G/N1270S 354 568 9 | 42| 478.6ug/day |+ + 10.6 o
32 | R778L/R778L 25 + o+ + 32
33 | R778L/R778L 3|66 87| 2 + + * o
34 | R778L/G1186S 5258 490 9 (31| 114ugday |+ + 45
35 2871delC/ ? 41368 508 | 4 | 26 |134-180pg/day| + + 35
36 | 2511delA / N1270S 4|53 50| 8|6 3Bugday |+ + 0
37 | In4-5T/G/ R778L 16/102 99 | 13 [134| 7876ug/day |+ + + 12 o
38 | Int4-5T/G/R778L 11|248 142 | 18 | 74 | 1225pg/day |+ + + o+ 18.1
39 | R778L/G1186S 201 39 27| 2 | 27| 162ugiday |+ + I * o
40 | 2648delTG/? 34| 36 29 (36| 27| 84pgday |+ + 4 o
41 | K1010T /L1083F 239 261 54| 50 | 208.8ug/day |+ + * o
* GOT 11-351U/l GPT 6-391U/I cP 18-30mg/d 90-130pg/d| 10-60pg/day
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Analysis of Phenotype and Genotype
in Patients with Wilson Disease

Shosuke Nomachi, Emiri Nakazawa, Yasuko Tagami, Yoshikiyo Midzushima,
Masaru Fukushi, Kozo Fujita, Mitsuru Kubota * and Akihiro Yamaguchi 2

We have been investigating the method of direct sequencing for diagnosis of patients with Wilson
disease while the pilot study of mass screening for this disease has been done nationwide. Until now we
have determined the genotype in more than 70 patients with Wilson disease. We obtained the clinical
information on those patients and analyzed the genotype and phenotype in 41 patients. We could not find
out any relationship between the genotype and phenotype of patients, but there was the negative correlation
between patient ages and values of the initial serum glutamic oxaloacetic transaminase. Three patients
became ill at the ages of three or less and older patients tended to have neurological complications.
Therefore, mass screening for this disease should be done at the ages of |ess than three.

1 Department of Pediatrics, Hokkaido University School of Medicine
2 Chitose Institute of Japan Food Research Laboratories
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