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84

0
SMA
2,535
1,480 28
1,039 869
28 1,936
A.
(SMA) 2017
2020 2017 1 1 12 31
3 2005 1 1 2017
SMA 12 31
Nusinersen
SMA
B.
2018
3 Nusinersen



C.
1
1,936
1,005  (51.9%) 466
(44.9%) 522 (60.1%)
17 (60.7%)
2
1)
2017
SMA 622
2)
3
SMA
1,478
3) 2017
1 2670 6
10 1.17
| 10
0.03
4) 2017 1
SMA 57 2017
946,065
SMA 1 0.6
5)
523 0 1 |
N 229 1l 108 IV 9
5 2
486 78.1
98 158
29 47 9 14
3

171

500

486

1) ;
247 (50.8 )
2) :0
(337 ) 1l

(204 ) IV

3)

30
25

0.84
0.778

0.362
0.52

0.43
85

SMA
523
SMA
238 (49.0 )
1 (02 )
1 (02 ) 1 164
210 (432 ) Il 99
7 (14 ) 5
:2017
44 32
29 28
24
0
10
1.296
0.789
0.738 0.725
10
0.326
0.401 0.524
0.49 0.263
10
0.33



NTT 83 ) 84 (694 )

25 (20.7 ) I
0 11 (68.8 )
5 (313 )
8 0
4) : 0 I 9% (58.5%) I 181
0 0.7 | 87 [ 18.2 (86.2 ) I 29 (29.3%) IV
[l 33.8 A% 60.5 0
5) 1 52.7 256 I 0% Il 42 (23.2%) Il
0O O 76 6 (20.7 )
2.5 I 5 24 5 10
6) Nusinersen 14.3% 10 15 57.1
15 20 19.0 [l
:Nusinersen 10 15 66.7 20 25
125 33.3 123
17 13.6 0o 3 I 16.0
6 4 9
3 5 16 40 0 1 (100 ) | 139 (848 )
I 20 (95 )
2 1.6 1 0 0 O I 3
0 10 7 216 6 302 9
1 0 1 37 16.5 1 7.2 3
79 5 50 5 4 3
I 1 3 20.0
7 : 5 30.0 5 35
0 1 100 I 151
92.1% I 121 57.6% Il 16 10 486
16.2% IV 0 2018 1 VPA
0 TPPV1 (100 ) | 40 (8.2 ) Nusinersen 17
TPPV 117 (77.5%) NPPV 26 (35 ) BP39056 5 (10 )
@az2 ) u TPPV 9 (74 ) NPPV
109 (90.1 ) I TPPV 1 BP39056 73
(6.3 ) NPPVY 15 (938 ) v (15.0 ) AAV9
I 4 (91 ) Nusinersen
13 (79 ) 57 (117 )
226 (465 )
124 (821 ) 68 (14.0 ) 125 (25.7 )
1 (73 ) 10 (21 )
9 (60 ) I 10

86



2018 1 SMA
SMA
10 1.17 1

0.6 10
E.
F.
1
1 Kaneko K, Arakawa R, Urano M,

Aoki R, Saito K. Relationships between long-term
observations of motor milestones and genotype
analysis results in childhood-onset Japanese
spina muscular atrophy patients. Brain & Dev.
2017; 39:763-773
2 Maeda K, Chong PF, Yamashita F,
Akamine S, Kawakami S, Saito K, Takahata Y,
Kira.R Global Central Nervous System Atrophy in
Spina Muscular Atrophy Type 0. Ann Neurol.
2019 Sep 9. [Epub ahead of print]
3 Okamoto K, Fukuda M, Saito |, Urate
R, Maniwa S, Usui D, Motoki T, Jogamoto T,
Aibara K, Hosokawa T, Konishi Y, Arakawa R,
Mori K, Ishii E, Saito K, Nishio H. Incidence of
infantile spinal muscular atrophy on Shikoku
Island of Japan. Brain Dev 2019;41(1):36-42.
2.
1

. 120 ,
2017.4.14-4.186,
2

. 59 ,
2017.6.15,

3
. 178 )
2017.7.2,
4
44
, 2017.8.18,
5 : : : :
62 , 2017.11.15-11.18,
6 : : : :
, 1
SMN
62 :
2017.11.15-11.18,
7 , , : :
NGS
: 62
2017.11.15-11.18,
9) :
2019 in Sapporo( 43
26
)2019.8.2-8.4
G.
1
2.
3.

87



