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SAVE THE DATE

The Sao Paulo Research Foundation, FAPESP, under the scope of the program Research,
Innovation and Dissemination Centers (RIDCs), invite you to the

Launching of the
BRAZILIAN INITIATIVE ON PRECISION MEDICINE

BIPMed

HNovember, 13, 2015
1:30pm “Ulpm
Venue: FAPESP - Rua Pio X1, 1500
Alto da Lapa — S&o Paulo
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http://cepid.fapesp.br/en/home/

i 'm' f Mission

B I PMed PRECISION MEDICINE

A To help implemenprecision medicinén Brazil by acting as a
catalytic elemento foster collaborationamong different stake
holders (scientist, physicians, health authorities, hospitals,
society)

First productBIPMedgenomic database—
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QUESTIONS / SUGGESTIONS: Send us an
. C. =1
i |i|ﬁ| i Brazilian Initiative on O iycoprotein (A1BG)

Precision Medicine .JAPESP

Brazilian Initiative on
BIPMedFRECiSION MEDICINE BIPMed@bipmed. iqm. unicamp.br

Curator: Adm

View all genes

20857 entries on 209 pages. Showing entries 1 - 100

‘ 100 per page ¥ ‘ @ | « First H < Prevl n

Symbol Gene Chr Band Transcripts Variants Unigue variants Last Associated with di
i [ I I [ [
A1BG alpha-1-B glycoprotein 19 ql3.43 1 148 0 2015-12-17 -
A1BG-AS1 A1BG antisense RNA 1 19 ql3.43 1 192 1 2015-12-17 =
AI1CF APOBEC1 complementation factor 10 g21.1 10 109 2 2015-12-26 =
AZM alpha-2-macroglobulin i2 pi3.31 2 304 1] 2015-12-26 -
AZM-AS1 A2M antisense RNA 1 (head to head) 12 pl3.31 1 22 1] 2015-12-15 =
AZMLL alpha-2-macroglobulin-like 1 i2 pi3 4 455 i 2015-12-26 -
AZMP1 alpha-2-macroglobulin pseudogene 1 i2 pi3.31 1 2 1] 2015-12-15 -
A3GALTZ alpha 1,3-galactosyltransferase 2 i p35.1 1 9 6 2015-12-13 -
A4GALT alpha 1,4-galactosyltransferase 22 qi3.2 10 147 3 2015-12-26 -
ALGNT alpha-1,4-M-acetylglucosaminyltransferase 3 pid.3 1 107 6 2015-12-19 -
AAMAS achalasia, adrenocortical insufficiency, alacrimia 12 ql3 9 200 3 2015-12-15 -
AACS acetoacetyl-Co& synthetase 12 q24.31 5 127 6 2015-12-14 =
AACSP1 acetoacetyl-Col synthetase pseudogene 1 5 q35 i 163 2 2015-12-26 -
AADAC arylacetamide deacetylase 3 q25.1 2 249 i6 2015-12-26 -
AADACLZ arylacetamide deacetylase-like 2 3 q25.1 2 64 a9 2015-12-19 -
AADACLZ-ASL AADACL2 antisense RNA 1 3 gq25.1 o o o 2016-03-16 =
AADACL3 arylacetamide deacetylase-like 3 1 p36.21 2 1s0 13 2015-12-07 -
AADACLE arylacetamide deacetylase-like 4 1 p36.21 5 13 1] 2015-12-12 -
AMDAT aminoadipate aminotransferase 4 q33 & 69 2 2015-12-26 -
AMEDL AhpC/TSA antioxidant enzyme domain containing 1 Q q22.32 3 1 1] 2015-12-03 -
AAGAB alpha- and gamma-adaptin binding protein 15 q23 & 138 3 2015-12-16 -
AMK1 AP2 associated kinase 1 2 pl3.3 1 346 1] 2015-12-26 -
AAMDC adipogenesis associated, Mth938 domain containing 11 qld.l 4 46 2 2015-12-14 -
AAMP angio-associated migratory cell protein B q 2 30 1 2015-12-07 -
AANAT aralkylamine N-acetyltransferase 17 q25.1 9 37 5 2015-12-26 -
AAR2 AAR2 splicing factor homolog 20 qll.23 5 9 0 2015-12-18 -
AARD alanine and arginine rich domain containing protein 8 q24.11 2 15 0 2015-12-24 -

www.bipmed.or
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List of public LOVD installations

Databases

6 If you are looking for a specific gene database, please also check our list of LSDBs.

Please note that the latest available build is always installed on our Leiden server. We offer free use of this LOVD installation for those
interested, e.g. to maintain/start a LSDB. Contact us for more information.

Show only LOWDs with gene symbaol:

||5how|

You can also download this list to see the complete list of genes in the databases.

In total: 292,294,804 variants (3,865,473 unique) in 465,984 individuals in 83 LOVD installations.

http:/ /bipmed.igm.unicamp.br/snparray/

BIPMed SHF Array

http:/ fbipmed.igm.unicamp.br/

BIPMed WES

http:/ /databases.lovd.nl/whole genome/

Whole genome datasets

LOVD 3.0-21 17350 genes

A1BG-AS1 AICRAZM AZM-AST AZMLL AZMPL ASGALTZ A4GALT A4GHN...

LOVD 3.0-21 205930 genes

A1BG,A1BG-AS1,ALICFAZM, AZM-AS],AZML]L AZMP] ASGALTZ A4GALT...

LOVD 3.0-20a 22002 genes

A1BG,A1BG-A51,A1CFAZM,AZM-A51,A2ML1,A2MP1, A4GALT,A4GNT, A...

222715116 variants
902273 unique
66158522 variants
622610 unigue
1998175 variants
1995135 unique

https: / /databases.lovd.nl/shared/

Shared database

LOVD 3.0-21 22977 genes

A1BG,A1BG-AS1 AICRAZLD] AZM, AZM-AS1 AZMLL AZMPL, ASGALTZ,...

625521 variants
95388 unique

http:/ / proteomics.bio21.unimelb.edu.au/lovd /

LOVD - Leiden Open Yariation Database

LOVD 3.0-07 14772 genes

A1BG,A1BG-AS1,A1CFA2M,A2ZMLL, A4GALT,AAGNT, AAAS, AACS, AACSP...

239590 variants
152241 unique

http:/ fbipmed.igm.unicamp.br/cfa/f

Craniofacial anomalies

LOVD 3.0-21 41 genes

APOC2,APOC4-APOC2,AXIN2, BCL3,BMP4,CLPTM1,DVL2, ERBB2,FGF22...

134333 variants

257 unigue
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MISSIOn %,:, 4 for Genomics & Health

To accelerate progress in human health

by helping to establish a common framework of
harmonized approaches to enable effective and
responsible sharing of genomic and clinical data, and b
catalyzing data sharing projects that drive and
demonstrate the value of data sharing

l

Developing documents, products and
supporting projects aiming to foster dataharing
2014



BEACON

https://beacometwork.org

BIPMed?FRECISION MEDICINE

A global search engine for genetic mutations.

GRCh38~ | e.g.1:100,000 A>C Search

Example:

Find genetic mutations shared by these organizations

EXCHANGE

0‘0

g
m é':‘ Iﬁlil Browse Beacons »
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Global Alliance

A federated ecosystem for o ceronis rean
sharing genomic, clinical data

Silos of genome data collection are being transformed into
seamlessly connected, independent systems

The Global Alliance for Genomics Despite much progress, genomic and clini-
and Health* cal data are still generally collected and stud-
ied in silos: by disease, by institution, and

_ by country. Regulatory data-privacy require-

.31-13; data-shar.mg e.ffm'l:s haﬂ? led to ments do not seamlessly lend themselves to
improved variant interpretation and the secure sharing of data within

dFVEImeEﬂt of treatments for rare POLICY and across institutions and
diseases and some cancer types (I-3). i _ .
. countries (4). Current practices
However, such benefits will only be . ] .. i _ )
: o in research and medicine hinder the sharing
available to the general population if . . . .
. of data in ways that tangibly recognize an in-
researchers and clinicians can access and . . . o e )
: - dividual’s contributions. Tools and analytical
make comparisons across data from millions _ . .
£ individual methods are nonstandardized and incompat-
O IMAVIGUALS. ible, and the data are often stored in incom-
patible file formats.

1278 10 JUNE 2016 « VOL 352 ISSUE 6291
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Collaborate, Innovate, Accelerate,

National Initiatives ‘Pre-Meeting” at GA4GH 4th Plenary - Agenda

Date: October 17, 2016
Time: 1-3pm PDT | 8-10pm UTC
Location: ‘Ambleside 2' room at Vancouver Marriott Pinnacle Downtown Hotel
1128 W Hastings 5St.,, Vancouver, Canada
Contact: Lena Dolman (lena.dolman@genomicsandhealth.org)
Attendees:
e (GA4GH: Kathryn North, Peter Goodhand, Julia Wilson, Lena Dolman

Australia and AGHA: Sean Grimmond, John Christodoulou, Andrew Sinclair, Marcel
Dinger, Clara Gaff, Sylvia Metcalfe, Oliver Hofmann
Genomics England: Augusto Rendon, Mark Caulfield
Genome Canada: Cindy Bell, Kate Swan
French National Genotyping Centre: Jean-Francois Deleuze
Tazlllan soclety ol Medical Geletics. Iscla Celdes-Lopes |

<€— BIPMed

H3Africa: Nicola Mulder

Cancer Moonshot blue ribbon panel: Angel Pizarro

Precision Medicine Initiative: David Glazer

National Cancer Centre of Singapore: Bin Tean Teh (via Zoom)
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Maps to —_—
Mechanisms to —
Medicine _—

International Common Disease
Alliance (ICDA) aims to improve
prevention, diagnosis, and
treatment of common diseases
by accelerating discovery from
genetic maps to biological
mechanisms to physiology and
medicine, to benefit people
around the world.

\
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ICDA Scientific Plenary & Launch
September 23-24, 2019

ICDA Scientific Plenary & Launch will be
held on September 23-24, 2019 in
Potomac, MD
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Our Products:
ASenomic databases (898 individuals):
BIPMedWESdb: REFERENCE POPULATION
MBIPMedArray-db: REFERENCE POPULATION

fDISEASE SPECIFIC DATARASESIiZed9)
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Disease/Phenotype specific projects

BIPMed?RECiSION MEDICINE

- Epilepsy (BRAINNLAEALADE- EE
- Stroke (BRAINNSG(
- Cleft lip and palate (BCHPDr. Vera Lopes

- BRCA BRCA Challengefp4GH, H\)ke Dr. PatricieProllaand
Dr. EdenirPalmero

- Pathogenidhemoglobinsg; Global GlobinHVB ¢ Dr. Monica
Melo

- ApoEChallenge Dr. MarcioBalthazar
- Pharmacogenomic®harmVayc Dr. Marcelo Briones

- Hereditary Spastic Parapleg@abr. Jonasauteand
MarcondesFrancalr.

- Brazilian Microbiome project



www.bipmed.org

Data Sharing



