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MA-5

Cgs Disease Age Cell ID Gene mutation Protein Sfi?sBlté\gy E{\;ic;()f ((BFE;'/:mﬁ)S ':p?g;rrfl)l M’\IIJ;E;UOH rietlfu(ﬁ(%))
1 Leigh 8 THK2 m.10191 T>C ND3 (+) ) 4555.7 3230
L . h 2 Leigh 16 THK5 ) ) (+) (+)
e I g 3 Leigh 8 THK6 m.10191 T>C ND3 +) +) 2051.5 3241.8 17
4 Leigh 16 THK7 @) ) (+) +) 1072.4 732.8
5 Leigh 0 KCMC10 m.10158 T>C ND3 +) +) 82 87.9
6 Leigh 2 KCMC17 ¢.367_368delAG SURF1 (+) (+)
7 Leigh 0 KCMC14 m.8993 T>G ATPase6 (+) (+) 78#1
8 Leigh 7 KCMC15 p.Ala 248 Asp SURF1 +) (+)
9 Leigh 5 ME54-1 c.55 C>T NDUFS1 (+) ) 671.2 149.2
10 Leigh 34 THK17 ) Q] ) (+) 1033.7 1192.7
11 MELAS 14 KCMC9 m.3243 A>G tRNA-Leu &) *) 21 17.2
12 MELAS 14 KCMC11 m.3243 A>T tRNA-Leu (+) (+) 38 49.4
13 MELAS 13 KCMC12 m.586 G>A tRNA-Phe ) ()
M E L AS14 MELAS 56 THK12 m.3243 A>G tRNA-Leu +) () 5505.7 1708.1 81 85.4
15 MELAS 20 THK28 m.3243 A>G tRNA-Leu ) ) 19297 784.8 48 49
16 MELAS 9 MEOQ7-1 m.4450 G>A tRNA-Met ) (+) 784.5 205.8
17 LHON 18 THKS m.11778 G>A ND4 *+) (+) 520.1 80.9 100 100
L e b e r 18 LHON 66 THK9 m.11778 G>A ND4 Q] ) 2647 434.9 100 100
19 LHON 41 THK10 m.11778 G>A ND4 +) ) 1322.4 912.1 97 82
K S Q 20 KSS 13 THK4 ¢ ¢ *) ) 2900. 2088.
~ 21 CPEO 15 THK23 ) Q] ) (+) 24617 790.8
22 DOA 73 THK14  ¢.1377_1381delTGTAA  p.Asn459Met +) (+) 1310.2 215.8
23 Unclassified 13 THK ) ) ) (+) 4910 789.9
24 Unclassified 3 TH1K3 ) ) *) (+) 1071.4 66.5
25 Unclassified 64 THK11 ) ) (+) (+) 4428 396.4

Normal 0 THKO ) ©) ) )
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