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exon skippen: correctie gen defect

Duchenne: Open reading frame disrupted
Truncated, non-functional dystrophin
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* Premature stop cocdon
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AON treatment: Exon skipped from pre-mRNA
Reading frame restored
Internally deleted, partly functional dystrophin
Becker-like phenotype
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Exon 51 skipped by splicing machinery

mmm Reading frame restored

Extracellular matrix -~ —

Bricdge function restored



[ﬁjfcﬂ dystrofine exon skippen: spannende tijden!
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http://neuromuscular.wustl.edu/pics/biopsy/dmd/dmdmyopthgreg.jpg

verdere gevolgen van dystrofine gen defect

; %cfo :;"34' -

)’

' JJ >

£ X ‘{z ‘n e ontsteking/litteken vorming:
BN vervanging van spier door
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aanhoudend spier herstel:
uitputting spier stam cellen,
slecht spier herstel

Deze gevolgen beginnen vroegtijdig in een
Duchenne patient (voor diagnose).
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