1, Leigh m.8993T>G
26
( 8y 4 M) ( 8y5m) ( 10y 7 m)
ADL 45 90 8y5m
| 18 18 ND
Il 2 1 ND
NPMDS 1l 11 10 ND
v 11.3 9.6 ND
Overall 42.3 38.6 ND
A 31.4% 47.1% 47.1%
GMFM
Total 6.3% 9.4% 9.4%
2, Leigh m.9176 T>C.
12
( 8 m) 9m) ( 20 m)
ADL
2. Washout
washout 11
( Sy3m) ( Sy5m) ( 6y5m)
ADL
13 13 15
Il 3 3 5
NPMDS
1 14 14 17
AV 4.2 4.2 16.7
Overall 34.2 34.2 53.7
A 5.9% 5.9% 3.9%
GMFM
Total 1.2% 1.2% 0.8%

3, I +1V




12
1y8m) 1y 10m) (2y 8m)
ADL
7 6 6
1 6 6 2
NPMDS
1l 15 13 13
AV 16.7 7.3 7.3
Overall 447 32.3 28.3
A 54.9% 66.7% 60.8%
GMFM B 13.3% 13.3% 3.3%
Total 13.6% 16.0% 12.8%
4, DNA
41
1y 7m) ( 1y9m) 5y0m)
ADL
90
| 7 7 15
1 6 6 15
NPMDS
1l 5 5 24
AV 17 13 10.8
Overall 35 31 64.8

ADL, Activities of daily living; NPMDS, Newcastle Pediatric Mitochondrial Disease Scale; GMFM,

Gross Motor Function Measure; | - IV, Sections | - IV of NPMDS; A and B, Dimensions A and B of
GMFM.






