
Register or Login:  Password: SIGN IN  Auto-Login [Reminder]

Search This Periodical for GO

Advanced Search - MEDLINE - My Recent Searches - My Saved Searches - Search Tips

JOURNAL HOME

CURRENT ISSUE

BROWSE ALL ISSUES

SEARCH THIS JOURNAL

JOURNAL INFORMATION

•   Aims and Scope
•   Editorial Board
•   Author Information
•   Abstracting/Indexing
•   Contact Information
•   Society Information
•   Pricing Information
 RSS

More periodicals:
FIND A PERIODICAL

FIND A PORTAL

GO TO PRODUCT CATALOG

Volume 18, Issue 6, Pages 447-452
(June 2008)

 4 of 17 

a Department  of Pediatrics,  Division of Metabolic Diseases and Genetics,  Erasmus MC University Medical  Center-Sophia Childrenʼs
Hospital,  P.O.  Box 2060, 3000 CB Rotterdam, The Netherlands

b Pediatric  Genetics Team, National  Center  on Birth Defects and Developmental  Disabilities, Centers for Disease Control  and
Prevention, Atlanta, GA, USA

c Department  of Pediatric  Neurology, Erasmus MC-Sophia Childrenʼs Hospital,  Rotterdam, The Netherlands

d Department  of Neurology, Erasmus MC, Rotterdam, The Netherlands

e Department  of Epidemiology & Biostatistics,  Erasmus MC, Rotterdam, The Netherlands

f Department  of Clinical  Genetics,  Erasmus MC, Rotterdam, The Netherlands

Corresponding author.  Tel.: +31 10 7032076; fax: +31 10 7036800.

PII: S0960-8966(08)00105-3

doi:10.1016/j.nmd.2008.04.009

© 2008 Elsevier  B.V.  All  rights  reserved.

 4 of 17 

Copyright © 2010 Elsevier, Inc. All rights reserved | Privacy Policy | Terms & Conditions | Feedback | About Us | Help | Contact Us |
The content on this site is intended for health professionals.

 ABSTRACT

FULL TEXT

FULL-TEXT PDF (311 KB)

GET FULL TEXT
ELSEWHERE

CITATION ALERT

CITED BY

RELATED ARTICLES

EXPORT CITATION

EMAIL TO A COLLEAGUE

RIGHTS/PERMISSIONS

DOWNLOAD IMAGES
NEED REPRINTS?

BOOKMARK ARTICLE

Eight years experience with enzyme replacement therapy in
two children and one adult with Pompe disease
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Abstract 
Pompe disease (type 2 glycogenosis, acid maltase deficiency) is a disorder affecting
skeletal and cardiac muscle, caused by deficiency of acid α-glucosidase. In 2006
enzyme therapy with recombinant human α-glucosidase received marketing approval
based on studies in infants. Results in older children and adults are awaited. Earlier
we reported on the 3-year follow-up data of enzyme therapy in two adolescents and
one adult. In the present study these patients were followed for another 5 years.

Two severely affected patients, wheelchair and ventilator dependent, who had shown
stabilization of pulmonary and muscle function in the first 3 years, maintained this
stabilization over the 5-year extension period. In addition patients became more
independent in daily life activities and quality of life improved.

The third moderately affected patient had shown a remarkable improvement in muscle
strength and regained the ability to walk over the first period. He showed further
improvement of strength and reached normal values for age during the extension phase.

The results indicate that both long-term follow-up and timing of treatment are important
topics for future studies.

Keywords: Pompe disease, Acid maltase deficiency, Glycogenosis type 2, Enzyme replacement
therapy
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