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Spondyloenchondrodysplasia (SPENCD) is a rare ske-
letal dysplasia, characterized by metaphyseal lesions,
neurological impairment and immune dysregulation
associated with lupus-like features. SPENCD is caused
by biallelic mutations in the ACP5 gene encoding tar-
trate-resistant phosphatase. We report on a child, who
presented with spasticity, multisystem inflammation,
autoimmunity and immunodeficiency with minimal
metaphyseal changes due to compound heterozygosity
for two novel ACP5 mutations. These findings extend
the phenotypic spectrum of SPENCD and indicate that
ACP5 mutations can cause severe immune dysregulation
and neurological impairment even in the absence of
metaphyseal dysplasia.

Published: 28 September 2015

doi:10.1186/1546-0096-13-S1-P141
Cite this article as: Girschick et al.: Severe immune dysregulation with
neurological impairment and minor bone changes in a child with
spondyloenchondrodysplasia due to two novel mutations in the ACP5
gene. Pediatric Rheumatology 2015 13(Suppl 1):P141. Submit your next manuscript to BioMed Central

and take full advantage of: 

• Convenient online submission

• Thorough peer review

• No space constraints or color figure charges

• Immediate publication on acceptance

• Inclusion in PubMed, CAS, Scopus and Google Scholar

• Research which is freely available for redistribution

Submit your manuscript at 
www.biomedcentral.com/submit

vivantes childrens Hospital Berlin, Pediatrics, Berlin, Germany

Girschick et al. Pediatric Rheumatology 2015, 13(Suppl 1):P141
http://www.ped-rheum.com/content/13/S1/P141

© 2015 Girschick et al. This is an Open Access article distributed under the terms of the Creative Commons Attribution License (http://
creativecommons.org/licenses/by/4.0), which permits unrestricted use, distribution, and reproduction in any medium, provided the
original work is properly cited. The Creative Commons Public Domain Dedication waiver (http://creativecommons.org/publicdomain/
zero/1.0/) applies to the data made available in this article, unless otherwise stated.

http://creativecommons.org/licenses/by/4.0
http://creativecommons.org/licenses/by/4.0
http://creativecommons.org/publicdomain/zero/1.0/
http://creativecommons.org/publicdomain/zero/1.0/

