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Identification of disease causing mutations in genetically
heterogeneous conditions such as intellectual disability
by Sanger sequencing is time-consuming, costly and
often unsuccessful. The advent of NGS techniques is
paving the way for novel large scale approaches with an
unforeseen diagnostic power. However, the plethora of
variants of unknown significance detected by genomewide approaches requires distinctive strategies to identify
actually disease-related mutations. We recently showed
that exome sequencing of patient-parent trios in sporadic
cases of unspecific severe intellectual disability may
unravel disease causing mutation in more than 50% of
previously unsolved cases. Thereby it became also evident,
that the current descriptions of phenotypes associated
with mutations in a certain gene, are heavily biased
towards certain recognizable patterns. However, while
whole exome sequencing may currently provide theoretically the highest cost-efficient diagnostic power, it may
miss mutations due to incomplete coverage of certain
genes. Therefore in some phenotypes a “clinical exome”
limited to a set of genes with currently known monogenic
mutations may also be useful.
Published: 21 January 2014

Submit your next manuscript to BioMed Central
and take full advantage of:
doi:10.1186/1755-8166-7-S1-I26
Cite this article as: Rauch: Exome sequencing in unspecific intellectual
disability and rare disorders. Molecular Cytogenetics 2014 7(Suppl 1):I26.

• 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

Correspondence: anita.rauch@medgen.uzh.ch
University of Zurich, Institute of Medical Genetics, Schlieren-Zurich,
Switzerland

Submit your manuscript at
www.biomedcentral.com/submit

© 2014 Rauch; licensee BioMed Central Ltd. This is an Open Access article distributed under the terms of the Creative Commons
Attribution License (http://creativecommons.org/licenses/by/2.0), 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.

