Universiteit

U Leiden
The Netherlands

Diversity in disease course of Duchenne and Becker muscular dystrophy
Bergen, ]J.C. van den

Citation
Bergen, J. C. van den. (2015, June 24). Diversity in disease course of Duchenne and Becker

muscular dystrophy. Retrieved from https://hdl.handle.net/1887/33235

Version: Corrected Publisher’s Version

Licence agreement concerning inclusion of doctoral thesis in the
Institutional Repository of the University of Leiden
Downloaded from: https://hdl.handle.net/1887/33235

License:

Note: To cite this publication please use the final published version (if applicable).


https://hdl.handle.net/1887/license:5
https://hdl.handle.net/1887/license:5
https://hdl.handle.net/1887/33235

Cover Page

The handle http://hdl.handle.net/1887/33235 holds various files of this Leiden University
dissertation

Author: Bergen, Janneke van den

Title: Diversity in disease course of Duchenne and Becker muscular dystrophy
Issue Date: 2015-06-24


https://openaccess.leidenuniv.nl/handle/1887/1
http://hdl.handle.net/1887/33235




Diversity in disease course of
Duchenne and Becker muscular dystrophy

Janneke van den Bergen



Colofon
PhD Thesis, Leiden University Medical Center, Leiden, 2015

ISBN: 978-94-6299-082-1

Author: Janneke van den Bergen

Cover design:  Misskriss, misskriss.nl

Layout: Ridderprint BV - www.ridderprint.nl
Printed by: Ridderprint BV - www.ridderprint.nl

Copyright of the individual chapter lies with the publisher of the journal listed at the beginning of each
chapter.

No part of this thesis may be reproduced, stored or transmitted in any form or by and means, without
prior permission of the author.



Diversity in disease course of
Duchenne and Becker muscular dystrophy

Proefschrift

ter verkrijging van de graad van Doctor aan de Universiteit Leiden,
op gezag van Rector Magnificus prof. mr. CJ.J.M. Stolker,
volgens besluit van het College voor Promoties
te verdedigen op woensdag 24 juni 2015, klokke 16.15 uur

door Janneke Carolina van den Bergen
geboren te Leiden in 1979



Promotiecommissie

Promotor
Prof. dr. JJGM Verschuuren

Co-promotor
Dr. AM Aartsma-Rus

Overige leden

Prof. dr. EP Hoffman (Children’s National Medical Center, Washington DC, USA)
Prof. dr. MH Breuning

Dr. EH Niks



De weg is het doel
Confusius (551 BC - 479 BC)






Contents
Chapter 1
Chapter 2

Chapter 3

Chapter 4

Chapter 5
Chapter 6

Chapter 7

Chapter 8

Chapter 9

Chapter 10

Appendices

Introduction
Forty-Five years of Duchenne muscular dystrophy in the Netherlands

Prolonged ambulation in Duchenne patients with a mutation amenable to

exon 44 skipping

Clinical Characterization of Becker muscular dystrophy patients predicts
favourable outcome in exon-skipping therapy

Development of a disease severity scale in Becker Muscular Dystrophy
Dystrophin levels and clinical severity in Becker muscular dystrophy patients

Studying the role of dystrophin-associated proteins in influencing Becker
muscular dystrophy disease severity

Validation of genetic modifiers for Duchenne muscular dystrophy: a
multicenter study assessing SPPT and LTBP4 variants

Discussion and future perspectives

Summary
- English
- Dutch

23

37

43

59

71

87

117






