20160303 data release _notes

Overview of changes in the release of March 3, 2016

Please also see our RSS feed for information about accessing the data.

Overview of submissions: 2016

Date Total Submissions
Jan 01, 2016 172867
Feb 01, 2016 176710
Mar 01, 2016 178032
Content

Brief Explanation

tab-delimited report
of conflicting
interpretations

modifications to
variant_summary.txt
INSIGHT

Blueprint Genetics

Paul Sabatier
University

Nemours A. I.
duPont Hospital for
Children

Invitae Inc.

ClinVar's report of conflicting interpretations was updated to:

report only conflicts in clinical significance, not condition

report all pairwise conflicts

exclude submissions with a clinical significance of "not provided"

include the gene symbol, whether provided by the submitter or calculated by NCBI

The last time the summary_of_conflicting data was provided was for the February 2016 release. The archive of those
reports is provided in ftp://ftp.ncbi.nim.nih.gov/pub/clinvar/tab_delimited/archive/.

New format: summary_of_conflicting_interpretations.txt

The reporting of database identifiers was modified. The bookshelf identifiers for GeneReviews were removed (because
these are citations), and the reporting of identifiers for Orphanet was modified to be consistent with MedGen. Thus the
number of reported ORPHA ids per variant has decreased.

The expert panel InSIGHT provided 13 interpreted variants, including both novel and updated interpretations.

Blueprint Genetics submitted 663 interpreted variants, including both novel and updated interpretations.

Paul Sabatier University submitted 63 variants interpreted for X-linked syndromic intellectual disability, Peters anomaly,
Rieger anomaly, and aniridia.

Nemours A. |. duPont Hospital for Children submitted 28 interpreted variants in the BRAF, HRAS, KRAS, MAP2K1,
RAF1, SHOC2, and SOS1 genes.

Invitae provided updated interpretations for six variants.

Overview of submissions: 2015

Date Total Submissions
Jan 01, 2015 149013
Feb 01, 2015 156999
Mar 01, 2015 162455

Apr 01, 2015

171408


http://www.ncbi.nlm.nih.gov/feed/rss.cgi?ChanKey=ClinVarNews
ftp://ftp.ncbi.nlm.nih.gov/pub/clinvar/tab_delimited/archive/

May 01, 2015 172044

Jun 01, 2015 173236
Jul 01, 2015 184506
Aug 01, 2015 154686
Sep 01, 2015 158580
Oct 01, 2015 160538
Nov 01, 2015 170931
Dec 01, 2015 172006

Overview of submissions: 2014

Date Total Submissions
Jan 01, 2014 68204
Feb 01, 2014 73492
Mar 01, 2014 83343
Apr 01, 2014 111501
May 01, 2014 112349
Jun 01, 2014 117209
Jul 01, 2014 127132
Aug 01, 2014 127557
Sep 1, 2014 143114
Oct 1, 2014 143601
Nov 1, 2014 144117
Dec 1, 2014 148008

Overview of Submissions: 2013

Date Total Submissions
Apr 05, 2013 30333
May 01, 2013 30386
Jun 01, 2013 39047

Jul 01, 2013 39170
Aug 01, 2013 45901
Sep 01, 2013 50263
Oct 01, 2013 52047
Nov 01, 2013 64750

Dec 01, 2013 64881
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