DIGITAL ACCESS 10 -
SCHOLARSHIP sr HARVARD T e i Schotaty Communicatin

DASH.HARVARD.EDU

Rapid access to genetic discoveries underlying
human disease

Citation

Rehm, Heidi L. 2016. “Rapid access to genetic discoveries underlying human disease.” Cold
Spring Harbor Molecular Case Studies 2 (6): a001545. doi:10.1101/mcs.a001545. http://
dx.doi.org/10.1101/mcs.a001545.

Published Version
doi:10.1101/mcs.a001545

Permanent link
http://nrs.harvard.edu/urn-3:HUL.InstRepos:29625967

Terms of Use

This article was downloaded from Harvard University’s DASH repository, and is made available
under the terms and conditions applicable to Other Posted Material, as set forth at http://
nrs.harvard.edu/urn-3:HUL.InstRepos:dash.current.terms-of-use#LAA

Share Your Story

The Harvard community has made this article openly available.
Please share how this access benefits you. Submit a story .

Accessibility


http://nrs.harvard.edu/urn-3:HUL.InstRepos:29625967
http://nrs.harvard.edu/urn-3:HUL.InstRepos:dash.current.terms-of-use#LAA
http://nrs.harvard.edu/urn-3:HUL.InstRepos:dash.current.terms-of-use#LAA
http://osc.hul.harvard.edu/dash/open-access-feedback?handle=&title=Rapid%20access%20to%20genetic%20discoveries%20underlying%20human%20disease&community=1/4454685&collection=1/4454686&owningCollection1/4454686&harvardAuthors=dc8627ec54bed6746041a3ed9438484c&department
https://dash.harvard.edu/pages/accessibility

Corresponding author: hrehm@
partners.org

© 2016 Rehm This article is
distributed under the terms of
the Creative Commons
Attribution-NonCommercial
License, which permits reuse and
redistribution, except for
commercial purposes, provided
that the original author and
source are credited.

Published by Cold Spring Harbor
Laboratory Press
doi: 10.1101/mcs.a001545

Competing Interest Statement

The author has declared no
competing interest.

COLD SPRING HARBOR

Molecular Case Studies

‘ EDITORIAL

Rapid access to genetic discoveries
underlying human disease

Heidi L. Rehm

Brigham and Women's Hospital and Harvard Medical School, Boston, Massachusetts 02115, USA; Partners
Healthcare Laboratory for Molecular Medicine, Cambridge, Massachusetts 02139, USA; and Broad Institute of
MIT and Harvard, Cambridge, Massachusetts 02142, USA

This month Cold Spring Harbor Molecular Case Studies unveils a new article type, Rapid
Communications, for the dissemination of novel genetic variants and/or novel phenotypes in
known genes discovered in patients from genetic and genomic sequencing. With the regular
identification of novel variants in patients with rare diseases, an efficient mechanism to
define the spectrum of variation and the range of clinical presentations associated with pre-
viously identified genes is needed.

Rapid Communications allow reporting of novel variants alongside a description of the
case presentation and a table of detailed clinical features and, if available, a description of
disease progression and any treatment responses. The evidence for the interpretation of
the variant(s) is presented and discussed, including functional studies if performed, to inform
the level of understanding of the pathogenicity of the variant(s) and includes implications for
management or treatment if relevant.

The streamlined and structured format of the Rapid Communication article type allows
consistency of reporting and a more rapid review process. Variants must also be submitted
to a publicly accessible database (such as ClinVar) to enable ease of access of this information
to the community.

In this issue, Yu et al. present two probands with compound heterozygous mutations in
SPG11, agene previously implicated in hereditary spastic paraplegias (HSP). Whole-genome
sequencing was deployed to determine HSP subtype. The authors discovered a novel ma-
ternally inherited splice variant and a previously reported paternally inherited nonsense var-
iantin SPG11, annotated as pathogenic and likely pathogenic, respectively, and supporting
a spastic paraplegia type 11 diagnosis.

In addition to contributing the novel SPG11 splice variant to NCBI's ClinVar database,
this Rapid Communication enriches the public knowledgebase by presenting additional clin-
ical information alongside a discussion of the variants and their interpretation.

The editors hope this new format will accelerate the dissemination of novel variants im-
plicated in disease and also encourage the community to deposit their findings into public
databases such as ClinVar for wider community use. Following with the aims of the journal, all
published articles, including Rapid Communication articles, are open access and available to
every clinician and researcher online, with the goal of advancing our knowledge of genetic
disease in the age of precision medicine.
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