Supplementary Data S1. Distribution of intragenic deletions across DMD gene
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Supplementary Data S1. Distribution of intragenic deletions across the DMD gene as observed
in the patient samples analyzed for breakpoint junction sequences (figure not to scale). The top
horizontal thick bar represents the DMD gene with exons represented as short vertical bars and

numbered. The thin horizontal bars represent the region of the gene deleted in each sample.



Supplementary Data S2. Comparison of the deletion breakpoint coordinates

5’ Breakpoint coordinates

3’ Breakpoint coordinates

Patient Deletion
case size By By PCR | Difference | By ByPCR | Difference
arrayCGH Mapping | (bps) arrayCGH Mapping | (bps)
4215 114309 | 32521250 32520801 449 32633250 32635110 1860
1148 518611 | 32,090,750 32090738 12 32,607,250 32609349 2099
5078 15565 32444250 32443834 416 32455250 32459399 4149
5904 329912 | 32089250 32090096 846 32419250 32420008 758
2707 118024 | 32165250 32161987 3263 32279750 32280011 261
7840 176373 | 31838750 31838786 36 32014750 32015159 409
8094 142792 | 31797750 31797197 553 31939750 31939989 239
3973 247313 | 31783250 31782892 358 32029250 32030205 955
3308 66399 31860750 31859830 920 31925750 31926229 479
8120 126575 | 31874250 31874231 19 32000750 32000806 56
4843 266086 | 31703750 31703639 111 31969750 31969725 25
6569 411380 | 31578750 31578698 52 31989750 31990078 328
4325 149308 | 31734750 31734303 447 31883250 31883611 361
5062 57145 31804300 31804249 51 31860300 31861394 1094
5225 33085 31838750 31838433 317 31871250 31871518 268
4505 33077 31838750 31838441 309 31871250 31871518 268
0454 203169 | 31667750 31667790 40 31870750 31870959 209
4468 203776 | 31657250 31657141 109 31860850 31860917 67
6194 149227 | 31703750 31703527 223 31852250 31852754 504
6730 85336 31741750 31741254 496 31824250 31826590 2340
6224 163908 | 31628250 31627550 700 31789750 31791458 1708
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2326 212821 | 31760249 31759828 421

Average 507

31972249 31972649 400
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Supplementary Data S2. Comparison of the deletion breakpoint coordinates determined

individually by array CGH and PCR mapping in each patient case. PCR primer pairs were

designed based on the approximate breakpoint coordinates determined by array CGH and exact

breakpoints were mapped by sequencing of PCR products. The difference in the breakpoints

coordinates determined by each method are shown for both 5” and 3’ ends of the deletion and the

average of the differences in the coordinates are calculated at the end of the table.



Supplementary Data S3. Breakpoint junction sequence alignment and microhomology

determination.

Sample: 0454 Deletion: 46-50

57seq:TAGGTAACAAACCTGCACGTTCTGCACATgtatcccagaacttaaagtaa

PEELEEEE et
TAGGTAACAAACCTGCACGTTCTGCACATGAAGAACAAAGTGTGTGTGTA

fEELrrnrnnnnnnnnni
37seq tttcatagtagtctggggagattttgcat(AAGAACAAAGTGTGTGTGTA

Sample: 8113 Deletion: 51-53

57 seq:AAATTAGCCAGGCGTGGTGGTACACGCctggctagtagtcccagctacta

RNy
AAATTAGCCAGGCGTGGTGGTACACGCCTGTTGGGGTTGCAACACATGCT

fLgennnnnnnnnnnnnnnnl
37 seq:taactagaatcttttcattacttctccCTGTTGGGCGTTGCAACACATGCT

Sample: 5062 Deletion: 46-47

57 seq:GCTACGACATAGATATTAT |atgatcccactatcacacatgggtgatgac

ILEELLEEnl
GCTACGACATAGATATTATTAACTGATTTAAAATACTTAACATATGTTGT

LRl
37 seq:cttatttgaggaaagagaaa \ACTGATTTAAAATACTTAACATATGTTGT

Sample: 6215 Deletion: 54

57 seq:TTTATAGGTTTTGTGTGGGAAA/aaatcctcaaaattatgagttacttcc

RRUNNN RN RNRyyinny
TTTATAGGTTTTGTGTGGGAAAACCAAACAAGATGGGATAAGATCTTCTT

TRl
37 seq:ttttattcaagaaaaaacaaaggca’AACAAGATGGCATAAGATCTTCTT

Sample: 4215 Deletion: 8-13

57 seq:CGGAAAACGTCTCGGGTCTGGAACCCcgaggagttcggtcccaacaccgt

ARy
CGGAAAACGTCTCGGGTCTGGAACCCTGTCTCGTTCTGAGGCAGAGCCTC



3”7 seq:tgcggtgacatgaggtcggacccttTGTCTCGTTCTGAGGCAGAGCCTCC

Sample: 4488 Deletion: 55

57 seq:GTTATCATCAAGTTTGGTTCCTGTCAgcctccagcgactgtaggtggtgce

GTTATCATCAAGTTTGGTTCCTGTCAGAAAGAGAAAAATCTGACTCCAAT

3”7 seq:gggcaacagttccatggttcctgtatCAAAGAGAAAAATCTGACTCCAAT

Sample: 5510 Deletion: 3-7

57 seq:CATTATTTTTATTGCCCCCCAAaaaatttcaaacattgtaataaatttca

RN RNRRANNRNNNIny
CATTATTTTTATTGCCCCCCAAGATAGTGAGTGAGTTCNCACGAGATCTG

EEERRRRRnnnnnnl el
3”7 seq:atttccctcagacttttcttgtCATAGTGAGTGAGTTCECACGAGATCTG

Sample: 7952 Deletion: 3-7

57 seq:TATtAAAQTAaAtTAaATATATT]

A
it P r il
TANNAAANNANANTANATATATTA

gtaaataaaatacacaagatactta

TAAACNTGTCTCNnTTTTACANTGA

OUUUUS U
37 seq:ttacccaagttaaaatttggagcaaCTAAACaTGTCTCaTTTTACAaTGA

Sample: 6569 Deletion: 45-54

5”7 seq:AGAATACTTCAAGATTACGAACAGGGAGAGGATttatttgtttgtttacttgttcgtttt

FEEELEEER TR e el
AGAATACTTCAAGATTACGAACAGGGAGAGGATTCCTGAATCTTTAGACTCCACAGTCAA

L
3”7 seq:tatatctagttacaaagagtacgactaaagaggtccaGAATCTTTAGACTCCACAGTCAA

Sample: 3688 Deletion: 45-50

57 seq:TTTAGTTTCTATTTTTGACACTtaatatatgtaaatctgtataacttaga

ITEHLERRLE il
TTTAGTTTCTATTTTTGACACTTAAAGTTCATAGGATTGTCAATTTTTGT

FHHELERnnnnnnn il
3”7 seq:cgactcaaagaaatgggaaacql AAAGTTCATAGGATTGTCAATTTTTGT




Sample: 8120 Deletion: 45

5% seq:GGTGGTTGTAACAGTGAGTCCCTC

RNy
GGTGGTTGTAACAGTGAGTCCCTC

3”7 seq:ttttgatcatcttaggtagcctggg

gtaagtaacattgaaattgaaat

TCACTCCAGGTACAGC

UL U
TCACTCCAGGTACAGC

Sample: 4468

57 seq:TACGTGTCGCAGATCAGTCTA(Ccdagaatggtttcaaggacgggtgggat

EELERLEEEEEEE Rl
TACGTGTCGCAGATCAGTCTAGCCA

AACCTTTTAAGAAACGACACTCGTC
AR RN R

3”7 seq:tgaaatcgtaatgattgtaaatcCAAACCTTTTAAGAAACGACACTCGTC

Sample: 4843

57 seq:TTTTAATAACCTGATACATCAAACcttactttccaaagttcctttcgacg

TTTTAATAACCTGATACATCAAACTACTATCGGGAGCATGTACGTAGGTG

3”7 seq:gaactcgtagtagagatgacagttTACTATCGGGAGCATGTACGTAGGTG

Sample: 7840

57 seq:TGGTATTAAGAGAGAAGGAAAAA

RN RRRRNNR RNy
TGGTATTAAGAGAGAAGGAAAAA

3’ se(:aaagagtataatgtaaaataaaasd

ggtagactttctaagtggaccaggca

TTGATTCAAAATTTTCGAGCATGAA
ITEEEERE il

IATTGATTCAAAATTTTCGAGCATGAA

Sample: 8094

57 seq:ATATAGAGACTTTGAATAAGTCGAACActaagaagtacttttgaaggtcg

RN RNy
ATATAGAGACTTTGAATAAGTCGAACATTTTAGTTTTATAAGACTTAATA

37 seq:gatgatagaataaaccactacttttagl TTTAGTTTTATAAGACTTAATA




Sample: 3973

57 seq:CTTGTCGGGAGCTACCCTGTGTActgcagggtgttttgcagcatgcctgg

ITELELRE Lttt
CTTGTCGGGAGCTACCCTGTGTAGATGTGGCCCCTCAACCTTGGACTTCT

RNy
3”7 seq:tggatgggagaaggctctgacgaCATGTGGCCCCTCAACCTTGGACTTCT

Sample: 5078

57 seq:CTGAGATTCTATAtttctgacaagctcccagataatgtcaatattggtggtccagggacattttgattag

A
CTGAGATTCTATActcagattctatactagttctattaatctagttctatactagttctgaGCATTCTAAC

il i
3”7 se(:caaataatttagtaaaattttctggattatgtagcaagtagttttccttcccaagttdattCATTETAAC

Sample: 2707

57seq: CGGGCCATGTTAAAGAATCCGAAgtaaaacacggttttaacatatatata

ARNUNRNRRARARNRaNNIny
CGGGCCATGTTAAAGAATCCGAACTTTCTGATGGCACGTAAAACAAATTT

LRy
3’seq cacatcccagatttaaaaggttaCTTTCTGATGGCACGTAAAACAAATTT

Sample: 4325

57 seq:TGTCTTCCAAGATTCAAATGGCATCCcctaattgcaatgtattatgattt

RN RNy
TGTCTTCCAAGATTCAAATGGCATCCTATAAAATCTCTATAACTGAGAT

QUUUUUUL OO
3”7 seq:cgaagagtcaggtgagatgatggacg ATAAAATCTCTATAACTGAGAT

Sample: 1148

57 seq:GGACGGAGTCGGAGGGTTCA Tlggaccctaatgtccgtacacggtgttgcgggtcgattgaaaaaaaaaaa

Ry
GGACGGAGTCGGAGGGTTCAT[tagtgcgatcatcatT]

AGTGCGATCATTATTCGGAATATATAGGTATAA

3”7 seq:atcctacgtatttgacggctaagaacctagggtaag AGTGCCGATCATTATTCGGAATATATAGGTATAA




Sample: 3308

TGTTTTTAACTGTTAGGATACTTGAAAT|Iccaaagggtaaagaaactcagctgatttatacgtttcttc

RNy
TGTTTTTAACTGTTAGGATACTTGAAATTCACAGTTTTTATCTTTGATTTGAAATTAATTTTAGATTT

LR e e e el
agattcaatatgtctaaatgtatataatil CACAGTTTTTATCTTTGATTTGAAATTAATTTTAGATTT

Sample: 5904

[TTTTTTCCTCTTTTTAAAACTATGAAAATACTATtitaaactaatttccaagcccatttttaaaattaaaaatgtaa
L+
TTTTTTTCCTCTTTTTAAAACTATGAAAATACTATaatactatTTAGGTATTTGTCCTAATGCTCTCCCTCACCTTT

HILLLLn i
aacccgtcatctaggtttatctaggttttaagccccacatggal JAGCGTATTTGTCCTAATGCTCTCCCTCACCTTT

Sample: 6194

AAAGTGAATTTTAGTTAAGTGcatcttattcactttaccgaggaaa

FHELELEEnnnnni
AAAGTGAATTTTAGTTAAGTGttaagtgtttagtttagttaagtgtttagttaagtgtTAACCCAGCTGTGTGTTGG

RNy
attaggcattccttcccctcaccactcacctctgal AACCCAGCTGTGTGTTGG

Sample: 0845

TGTGAAAACAACAACAAATTTTGATTGAGACCCTGT Tatttttcagacctttggtcttgtgaggaaggaa

PEEEEERE R il
TGTGAAAACAACAACAAATTTTGATTGAGACCCTGTTACCCTAGCCTTTCCTGCAGCCTTCACTCCCCAA

JUULUUUU OO
agatggtttttctgcatcccagaaggcaatACCCTAGCCTTTCCTGCAGCCTTCACTCCCCAA

Sample: 6730

GGATCCAGTTTCAGCTTTCTACGTATGGCTAGCCAAT [[ttcccagcaccgtttattaaatagggaatcct

PEEELLRE Rl
GGATCCAGTTTCAGCTTTCTACGTATGGCTAGCCAAT [ TTGACCACAATGATAAGCATACTTATTAGCAT

Ny
ttccacactaaaaatctccagtgaattgggcag ! TGCACCACAATGATAAGCATACTTATTAGCATGCCTC




Sample: 7573

TCTTTTCCATGCCTTTTCCAGCTTTTAGAGCCTGCCTGUATticttggctcttggccctgtccttcatctt

PEEEREREE e e gl
TCTTTTCCATGCCTTTTCCAGCTTTTAGAGCCTGCCTGQAT TTGACAACAATTAGTGACTCAAATTATAATTAAA

LR
cttttaatctctgaactaagaaattaaaattgtat| TGACAACAATTAGTGACTCAAATTATAATTAAA

Sample: 9723

CATGGAATGATAAGGAGGAAGGGAATATCTAACAGCANGGGGAATCTAGGCAGCATATTTACAGCTTTTCACTAC

GGGGAATCTAGGCAGCATATTTACAGCTTTTCACTAC

CATGGAATGATAAGGAGGAAGGGAATATCTAACAG tttttagatattctctcatagaattgttaatgtgagc
Ctcctagcagctggggaactaagtccttcatttcc

Sample: 0340

TACAAATAACCAAATGTATAAGATGACACCCGAAATTGgcttcaaagccatgcaacctgtgcagttatgcagtaa

TR e el
TACAAATAACCAAATGTATAAGATGACACCCGAAATTG TATGTATGTAATGACAAGTGAAAATACATTATTGT

Rl
ctgcatagccactaaatgtatttaactttaagggggag| TATGTATGTAATGACAAGTGAAAATACATTATTGT

Sample: 4210

GTTTATTTCACTTAGCATAATGCCTCTAAGATtcacccatattagctcatcttttgatttgctgaattct
RN
GTTTATTTCACTTAGCATAATGCCTCTAAGATatggAGTTAGGCTAAACTCCATATCTACTTGACAAGTAACC

UEDUUUUDUUUUUUUUUUUU OO
tataatgagaagggtaatctcagcataaatttcaaa’\GTTAGGCTAAACTCCATATCTACTTGACAAGTAACC

Sample: 4297

GTATGTCTGTGGTAGTAGTTCTCAAAGCATAGGCCAGCatcagcataacctaggaacttttcagagatgcaagtctt

IETEL R e e el
GTATGTCTGTGGTAGTAGTTCTCAAAGCATAGGCCAGCAAATGGCCTCACATCTTTATATGATTTCAGATAAGGTGA

U
aggtcagagaactggtttgagcaaaccttttatctcgcAAATGCCCTCACATCTTTATATGATTTCAGATAAGGTGA




Sample: 4528

TAGTGATGATAAAATCAATTTGGCATGTTTCACGGACAgtgtgcattttagaaagggtaaagacttggaaacgggat
PELEREEnnennnnnn el
TAGTGATGATAAAATCAATTTGGCATGTTTCACGGACAtaT TTCCATATTTGGGAAAAAACTTCTCTTGACACCAAA

PEELEERnnnnnnnennnennnnnnnnnnnnnnnn
gaccattttccccaatcaatacctatattcatactcaagt TTCCATATTTGGGAAAAAACTTCTCTTGACACCAAA

Sample: 6409

ATGTGGATTGTTGTTTTGTTTTGTTTTTTTAACCTGACCGT titgctttggctatatgttttgttgtggctagaaaaa
FELEEEERnnnnnnnnnnnnnnnnnnnnnnnnnnnnnngni
ATGTGGATTGTTGTTTTGTTTTGTTTTTTTAACCTGACGGT TTGCCATTTTCAGCACAGCTAATAATTTTAGTAGCA

Ry
gttaatattatcacagcagttaatatcactatagcagttag TGCCATTTTCAGCACAGCTAATAATTTTAGTAGCA

Sample: 9250

ACATTTTAATTGAAAaataaaagctgcttttattcaaaggaagcaccactgac

L
ACATTTTAATTGAAAtggtgttgcnntgaacatggcattgcaggtgaattgcaggtgaattgCTTCTCGAATGGTGTT

Ll
CctcatccatcagtggacactgaggatgtttccacatcttggctCTTCGTGAATGGTGTT

Sample: 1094

AATAAAAATCAAACAGTGTTCTTAGCATAATTTCAGCGTGtttggtgaactcctattgaacatatacaatctatata
FEEEEEEERRnnnnnn i
AATAAAAATCAAACAGTGTTCTTAGCATAATTTCAGCGTGAAAACTGGAACTTCCAATGTATTTTTCTTATAAACAT

PEEELRRRRRR el
aataaataaagtggatgaattatatatgttgctggaagtcAAAACTGCAACTTCCAATGTATTTTTCTTATAAACAT

Sample: 1314

GTGCTACAAAGTGAAGATACATATGGATGGTGAACAACCAT|gtgttcaccttaaacaatgctatattaatggcttgg
FELLEREEnnn gl
GTGCTACAAAGTGAAGATACATATGGATGGTGAACAACCAT|TTTACTGATTCTTGGGGAGATTTATCGAGCTACTCA

R
gatatccagggtcataagatgttttctccagtgtgtcccati TTACTGATTCTTGGGGAGATTTATCGAGCTACTCA




Sample: 0020

CAGACTTAATGGCTTAAAACAACCCAAATTTATTATCT aattttggaggtccaaagtccaaaaaatgggtctca

NN NN RANN RNy
CAGACTTAATGGCTTAAAACAACCCAAATTTATTATCTTARTAATTAACNGGGGCAAGATTCCTCTGAAATGAGAGA

LRl
gtaaagatatgcttgtgtttgtgtgcattcaagagaca AATTAACCGGGGCAAGATTCCTCTGAAATGAGAGA

Sample: 1154

TCTTGGAAAAGAAAGTAAACATCACATCTGAAAAATIAGctgggcattttttcattatctctgcaaggggaggg

LR e et
TCTTGGAAAAGAAAGTAAACATCACATCTGAAAAATAGTAGAGCTTCTCTGAAAACTGTTTTACCAAANCATACTGG

PELERLERR el
gacactttgcagcaaggtttaggaaaagctaacgtaad AGAGCTTCTCTGAAAACTGTTTTACCAAAaCATACTGG

Sample: 2500

TTGGGTTTAATTCCAACCACATACATATAAAACCATG | cagtttcaaagtctaggtcagggctcttaaagctgaaac

RN RN RN RNy
TTGGGTTTAATTCCAACCACATACATATAAAACCATGICETCTCCTTTTACTTTTTACCTGCTGCCTTCTCCAGCCT

LRl
aaagtgttgggattacaggcgtgagccaccgtgecctggCCTCTCCTTTTACTTTTTACCTGCTGCCTTCTCCAGCCT

Sample: 8094

CTATGCTGTACAGTATATCTCTGAAACTTATTCAGCTTGTgattcttcatgaaaacttccagctaatcacacttaaa

IEEELLRE R e e et
CTATGCTGTACAGTATATCTCTGAAACTTATTCAGCTTGTAAAATCAAAATATTCTGAATTATCTTTGGCTTCCTAT

TEEEREEERR el
tttcttcatagtactactatcttatttggtgatgaaaatcAAAATCAAAATATTCTGAATTATCTTTGGCTTCCTAT

Sample: 9061

AGTGTTAGCTAAGACATGATACGTATTTCTAGGAGGGA/lattttcaaggcaaggtggagattgtgcagtgacgccca

NN RN RN RNy
AGTGTTAGCTAAGAGATGATACGTATTTCTAGGAGGGAATICTATCACAACTGCTTTTCAAAGGCTGCAAGGTGTAGG

PEEEREnnnnnnnnnnnnenennnnnnnnnnnnnni
tccttacactcatggatcaagatgactatcagctctctal|CTATCACAACTGCTTTTCAAAGGCTGCAAGGTGTAGG




Sample: 2326

CACCAAGCCCGGCTAAT

ITTG
IEEEEEREEE g
CACCAAGCCCGGCTAATTTTC

A TAGTAGACatggggtttcaccatgttagccaggatggtctcgat

TTTT
LT
TTTTTAGTAGAGACGGGGTTTCACCGTGTTANCCAGGATGGTCTCaAT

RN
tgccaccatgcccagctaatttttttgtatttttagtagag/ CCGGGTTTCACEGTGTTAgCCAGGATGGTCTCgAT

TTTTGT
i
TTTTGT

I
A

Sample: 0086

CTGCACAATTCTTTTGTCGTCTCATCAAGAGAGCTAGT(agcagacagtaacaaaatgcttatattcatatacctga

IEEEEEEE R e e e e
CTGCACAATTCTTTTGTCGTCTCATCAAGAGAGCTAGTCECECtECCATGGAATGTTCTTCCATTTGTTTGTGTCCT

Ly
gggcagtatggccattttcacgatattgattcttcctatccatdaGCCATCGGAATGTTCTTCCATTTGTTTGTGTCCT

Sample: 2683

TGGGATTaCTCGGCAGTCATCAgAGTTAGATTTAACG/\ctittggagacttaagcattatggtttttttttttttttg

NN NNy
TGGGATTtCTCGGCAGTCATCANAGTTAGATTTAACGACTIGCCTCCCAACTGAAACACTTCTCTATGAAATCACCAT

NEELRRRRRnn el
ccatctttcctttacattttaaagtcaagtttctacatCTGCCTCCCAACTGAAACACTTCTCTATGAAATCACCAT

Sample: 6224

CCAAGATGGTGAAACCCTGTCTGTACTAAAAATACAAApattagccaggcgcagtggcaggcacctgtaatcccagce

IEEELERE R e e e
CCAAGATGGTGAAACCCTGTCTGTACTAAAAATACAAANAACAAACAAAAAAAAGATTTGACTGGATTTGTTCCTGT

HRLE el
ctccagcctgggcgactgagcaagactccgtcticaaacAAACAAACAAAAAAAAGATTTGACTGGATTTGTTCCTGT

Sample: 0837

GTCCCACATTCAGATGTTGGTTATATAAAATATTCAT[|ctaaatcatataaatgctaaaacatttgtatttgtgatg

RN NN RAN RN RN RN a gy
GTCCCACATTCAGATGTTGGTTATATAAAATATTCAT(ATATTAGATATATTTCATGGATACCATNTATTATAAGCT

PEEERERERRnn el
agctatatcaaatgatcttctctcccaaattaaaatggATATTAGATATATTTCATGGATACCATaTATTATAAGCT




Sample: 5366
ACTGCTGAAAGAAATCATAGATGACACAAACAAATGAaaacacatcccatagtcgtggatgggtacaatcagtat
ACTGCTGAAAGAAATCATAGATGACACAAACAAATGALLECactGCGTGTCGAAATCCTAGCAATGAAAGATGGCAGAG

RN RN
caagttgcagagtgattccaagggtgctcactttaagaagcacgGGTGTCGAAATCCTAGCAATGAAAGATGGCAGAG

Sample: 5024

TTTTCTTTTTAATGTTTAATCGACACATAATTATGCATATttaggaggtacagagtgatattttcctatatgaatataacatgtaataatcaaatc
i
TTTTCTTTTTAATGTTTAATCGACACATAATTATGCATATattatgcatatataaatatgcataattatgcatatttatATCTCTCCAGATATAAAA

TERETTELREE
ttattccttgcag ctagcaagtgttcaagagcaaagctacaaaatacaagttt TCTCTCCAGATATAAAA

Sample: 1505

GGGCTTACTACTGAGATTGTGAAGATATATATATAT gtcagctgtgtctcagcagggaacaaagttgagatat

IR el
GGGCTTACTACTGAGATTGTGAAGATATATATATATATatCATTTTTGTNGGGCCATTTTTGTTCCTGTTTCCNGGN

RNy
aactgcaatttcttttgcaccaacctaatatatctca ATTTTTGTaGGGCCATTTTTGTTCCTGTTTCCaGGt

Supplementary Data S3. Breakpoint junction sequence alignment and microhomology
determination. For each case, both 5° and 3’ reference human sequence are aligned with the
patient sequence across the breakpoints as sequenced. The Red boxes represent the

microhomologies observed at the deletion breakpoint junctions.



