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Number of 
muscles 
involved

11 0 0 0 1 1 1 0 0 1 0 1 1 0 1 2b 2b 2a 2a 1 1 1 0 1 0 0 15
34 1 2b 2a 3 2a 1 0 2a 3 4 4 3 0 0 1 4 2b 4 1 1 1 1 3 4 0 21
41 2b 2b 2a 3 2b 2b 1 1 3 3 3 3 0 1 2a 4 3 4 2b 2b 2b 2b 2b 2b 1 24
45 2a 3 2b 4 4 3 4 4 4 4 4 4 4 4 4 4 4 4 3 2a 2b 3 4 4 2a 25
47 2b 2b 2b 4 4 4 1 2b 4 4 4 4 4 1 4 4 4 4 2b 3 3 3 4 4 2a 25
47 3 4 4 4 4 4 4 4 4 4 4 3 4 4 4 4 4 4 4 4 4 4 4 4 4 25
56 2a 3 3 4 4 4 4 4 4 4 4 4 4 4 4 4 4 4 3 3 3 3 4 4 2b 25
9 0 0 0 0 1 0 0 0 1 1 2a 0 0 0 3 1 1 1 0 0 0 1 1 1 0 11

12 1 1 1 2a 2a 1 0 0 2b 2a 2a 1 1 1 2b 3 1 2b 2b 2b 3 2b 2b 2b 2a 23
24 0 0 0 0 1 1 0 0 2b 2b 2b 0 0 0 2a 2a 1 2a 0 0 0 0 0 1 0 10
27 0 0 0 0 0 1 0 0 0 0 0 0 0 0 2a 2a 1 1 0 0 0 0 1 1 0 7
37 0 0 1 1 1 1 0 0 3 3 3 2b 0 0 0 4 2a 4 0 0 1 1 4 4 0 15
37 1 2a 1 3 2b 2b 1 1 3 3 3 3 1 1 2b 3 3 3 2a 2a 2b 2a 2b 2b 1 25
39 0 1 2b 4 4 4 2a 2a 3 3 3 2b 1 1 2b 4 2b 4 4 1 3 2b 2b 3 0 23
40 1 1 2b 3 1 1 1 1 3 3 3 2b 1 2a 4 4 3 4 2a 2a 2a 1 3 3 0 24
61 2a 3 3 4 4 4 2b 4 4 4 4 4 4 2a 4 4 4 4 2a 2a 3 3 4 4 2a 25
69 2b 4 3 4 4 4 0 4 4 4 4 4 4 1 4 4 4 4 3 2b 2b 4 4 4 4 24

del 45-49 19 0 0 0 2b 2a 2a 0 2a 3 3 3 2b 0 0 2b 2a 2a 4 0 0 2a 2a 2a 1 1 17
7 0 0 0 0 0 0 0 0 0 0 0 0 0 0 1 0 0 0 0 0 0 0 0 0 0 1

52 0 0 0 1 2a 1 0 1 1 1 1 1 1 1 1 2a 2a 2a 1 1 1 2a 2a 2a 0 20
8 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0

12 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 1 1 1 0 3
14 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0
14 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0
40 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0
43 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0

del 34-51 50 0 0 0 0 0 0 0 0 0 0 0 0 0 0 1 1 1 1 0 0 0 0 0 2a 0 5
9 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0

16 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0
25 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0

del 48-51 42 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0
13 0 0 0 0 0 0 0 0 1 1 1 0 0 1 1 1 1 1 0 0 0 1 1 1 0 11
15 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0
17 1 1 1 4 4 4 2b 3 3 4 4 3 2a 2a 2a 3 2a 4 1 1 2a 1 2a 2a 0 24
21 3 2b 3 4 4 4 4 3 4 4 4 4 2b 3 4 4 3 4 2a 2a 2b 2a 1 1 0 24
35 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0
46 0 0 0 0 0 0 0 0 0 0 0 0 0 0 1 3 0 0 0 0 0 1 0 1 0 4
48 0 2a 2a 3 2b 2b 1 3 3 3 3 2b 1 0 2b 3 2a 2b 2b 2b 2b 3 4 4 2a 23
52 2a 1 2b 4 4 4 0 2b 4 4 4 2b 0 1 4 4 3 4 2b 2b 2b 2b 2b 4 1 23
54 1 1 1 3 2b 2b 2a 3 4 4 4 2b 0 1 4 3 2b 3 2a 2b 2b 2b 4 4 2a 24
26 0 0 0 1 1 0 0 0 1 1 1 1 1 1 1 1 1 1 1 1 1 1 1 1 0 18
32 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0

del 10-29 54 1 1 0 2a 2a 2a 0 1 1 1 1 1 1 1 2b 2a 2a 2a 1 1 1 1 1 1 0 22
del 11-30 22 0 0 0 2b 2a 1 0 2a 3 2a 3 2a 1 1 2b 4 2b 4 2a 2a 2a 1 1 2a 0 20

del 3-9 13 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0
35 0 0 1 3 2b 2b 0 0 3 3 3 3 0 1 3 3 2b 4 2b 2a 2b 2b 2b 3 0 19
59 1 1 1 3 3 2b 0 1 4 4 4 1 0 1 3 4 3 4 2a 2a 2b 2a 2a 3 2a 23

dup 13-42 35 1 1 1 3 3 4 3 3 3 3 3 3 1 1 4 4 3 4 2b 2b 2a 4 3 4 2b 25
dup 19-41 44 0 0 0 0 0 0 0 1 1 1 1 1 1 1 1 1 1 1 1 1 1 1 1 1 1 18

p.Trp1281* 25 1 1 2b 4 4 4 1 2b 3 3 3 3 1 0 3 4 3 4 2b 2b 3 2b 2b 2b 0 23
p.Trp1660* 31 0 0 0 0 1 0 0 0 1 0 1 0 0 0 1 0 0 0 0 0 0 0 0 0 0 4

37% 41% 43% 55% 61% 57% 29% 47% 65% 61% 65% 57% 39% 49% 71% 69% 67% 67% 53% 53% 57% 63% 65% 69% 31%

del 50-51

c.10507-10508delAG

p.Gly1433Gly

c.676-678delAAG

Supplementary table 1. Details of T1w Mercuri scores in 3 upper right limb and 22 lower right limb muscles in 51 BMD patients

Frequency of involvement for each muscle

Cell backgrounds are color coded with darker greyscales for higher Mercuri T1w scores in the corresponding muscles. del: deletion; dup: duplication.

del 45-x

del 45-47

del 45-48

del 45-55

del 48 del 48

del 10-25

del 48-49

Other

del x-51
del 45-51
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11 0 0 1 1 1 1 2a 1 2a 2a 2a 2b 1 1 2a 2b 2a 2a 1 1 2a 2a 2b 2a 0 22
34 0 0 2a 2a 0 0 0 0 0 0 1 2a 1 1 1 2a 2a 1 1 1 1 1 0 0 1 15
41 1 1 1 0 0 0 0 0 2a 0 0 2a 2a 2a 1 0 1 0 2a 0 0 2a 2b 2b 0 13
45 2a 1 2b 0 0 0 0 0 1 1 0 1 0 0 0 0 0 0 0 0 0 2a 0 0 2a 8
47 1 1 2b 0 0 0 0 1 1 1 0 2a 1 2b 2a 0 1 0 2a 1 1 2b 2b 0 1 17
47 1 0 1 0 0 0 0 0 0 0 0 0 0 1 0 0 0 0 0 0 0 0 0 0 1 4
56 1 1 2a 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 2a 2a 0 2a 0 0 2a 7
9 0 0 0 0 1 1 1 0 1 1 1 1 1 1 0 1 1 1 1 1 1 1 1 1 1 19

12 0 0 0 0 1 0 0 0 0 0 1 0 0 0 0 0 0 0 1 0 0 1 1 1 1 7
24 0 0 0 0 0 0 0 0 1 1 1 0 0 0 0 1 0 0 0 0 0 1 1 1 0 7
27 0 0 0 0 0 0 0 0 0 0 0 0 0 0 2a 2a 1 1 0 0 0 1 1 1 1 8
37 0 0 0 0 0 0 0 0 1 1 1 1 0 0 0 0 1 0 0 0 0 1 0 0 0 6
37 0 0 1 1 1 1 0 0 1 0 0 0 0 0 0 0 2b 0 2b 0 0 1 2a 2a 1 11
39 0 0 2a 0 0 0 0 0 2a 1 1 1 2a 1 1 0 0 0 1 1 0 1 1 1 0 13
40 0 0 1 0 0 0 0 0 0 0 0 1 1 1 0 0 2a 0 1 1 1 1 1 1 1 12
61 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 1 1 1 1 1 1 1 7
69 0 0 0 0 0 0 0 0 1 1 1 1 1 1 1 0 0 0 1 1 1 1 1 1 1 14

del 45-49 19 0 0 1 0 0 0 0 0 1 0 0 1 1 1 0 0 0 1 1 0 0 0 1 1 0 9
7 0 0 0 0 0 0 0 0 1 1 1 1 1 1 1 1 0 0 0 0 1 1 1 1 1 13

52 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 1 2a 2a 0 3
8 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0

12 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 1 1 1 0 3
14 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0
14 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0
40 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0
43 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 1 0 1 0 0 0 2a 3a 3a 0 5

del 34-51 50 0 0 0 0 0 0 0 0 1 1 1 0 0 0 0 1 1 1 0 0 0 1 1 2a 1 10
9 0 0 NV 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0

16 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0
25 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0

del 48-51 42 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 1 1 1 1 4
13 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0
15 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0
17 1 2a 2b 0 0 0 1 0 1 0 0 1 1 1 1 0 1 0 1 1 1 2a 2b 2b 1 17
21 2a 2a 2b 0 0 0 0 1 0 0 0 0 2b 0 1 0 2a 0 1 1 1 2b 2b 2b 1 14
35 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0
46 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 1 1 1 1 4
48 0 0 0 0 0 0 0 0 1 1 1 1 1 1 0 0 1 1 1 1 1 1 0 0 1 13
52 0 0 0 0 0 0 0 1 1 1 1 0 2a 1 1 0 1 1 2a 1 0 2a 3b 0 1 14
54 0 0 1 0 1 1 0 0 2a 1 1 3b 2a 2a 1 1 2b 2b 2a 1 1 1 0 0 1 18
26 0 0 0 0 0 0 0 0 0 0 0 0 0 0 1 1 1 1 1 1 1 1 1 1 0 10
32 0 0 0 0 0 0 0 0 2a 0 2a 2a 0 0 1 2a 2a 2a 0 0 0 1 1 1 0 10

del 10-29 54 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 1 1 1 1 1 1 0 6
del 11-30 22 0 0 1 0 0 0 0 0 1 1 1 1 1 1 1 1 1 1 1 1 1 1 2a 1 1 18

del 3-9 13 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0
35 1 1 2a 1 1 1 0 0 1 1 1 1 1 1 1 0 1 0 2a 2a 1 2b 2b 2a 1 21
59 1 1 1 1 0 0 0 0 0 0 0 1 1 1 1 0 0 0 1 1 1 2a 1 2b 1 15

dup 13-42 35 0 0 0 0 0 0 0 0 1 1 1 1 1 1 0 0 1 0 2b 2b 2b 2b 2b 0 2b 13
dup 19-41 44 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 0 1 1 1 1 1 2a 1 7

p.Trp1281* 25 1 1 2a 1 1 1 1 1 1 1 1 1 0 1 1 0 1 0 1 1 1 1 1 1 1 22
p.Trp1660* 31 0 0 0 0 0 0 0 0 1 1 1 1 1 1 1 1 1 1 0 0 0 0 0 0 0 10

20% 18% 35% 12% 14% 12% 8% 10% 45% 35% 37% 43% 39% 41% 37% 25% 43% 27% 51% 43% 39% 73% 63% 57% 53%

p.Gly1433Gly

c.676-678delAAG

del 10-25

del 48-49

Supplementary table 2. Details of STIR scores in 3 upper right limb and 22 lower right limb muscles in 51 BMD patients

Frequency of involvement for each muscle

Cell backgrounds are color coded with darker greyscales for higher levels of STIR signal in the corresponding muscles. del: deletion; dup: duplication.
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del 45-47

del 45-48

del 45-55

del 48 del 48

del x-51
del 45-51

del 50-51

Other

c.10507-10508delAG


