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1)-1:UCSC Genome Browser

SESENTROAIL #7050 Genome Browser Gateway

(2] Genomes Genome Browser

Downloads My Data Help About Us

Browse/Select Species

POPULAR SPECIES

Human

Enter species or common name

REPRESENTED SPECIES

Human

Chimp

Gorilla

QOrangutan

Gibbon

Rhesus

Baboon (hamadryas)

Marmoset
Squirrel monkey

Tarsier

Bushbaby

Bonoboe - I

Crab-eating macague -

Baboon (anubls)

Mouse lemur -

Find Position

Human Assembly o
Dec. 2013 (GRCh38/hg38) v

e GO }
Position/Search Term
Enter position, gene symbol or search terms
Current position: chr#:133,252,000-133,280,8461 3

Human Genome Browser - hg38 assembly view sequences ]

UCSC Genome Browser assembly 1D: hg38

Sequencing/Assembly provider |D: GRCh38 Genome Reference Consortium Human Reference
38 (GCA_000001405.15)

Assembly date: Dec. 2013

GenBank accession |D: GCA_000001305.2

NCBI Genome information: NCBI genome/51 (Homo sapiens)

NCEI Assembly information: NCBIl assembly/883148 (GRCh38/GCA_000001405.15)
BioProject information: NCEI Bioproject: 31257

Homo sapiens
(Graphic courtesy of CBSE]

Search the assembly:

= By position or search term: Use the "position or search term"” box to find areas of the genome associated with many
different attributes, such as a specific chromosomal coordinate range: mRMNA, EST, or STS marker names: or
keywords from the GenBank description of an mRNA. More information, including sample queries.

B By gene name: Type a gene name into the "search term" box, choose your gene from the drop-down list, then press
"submit” to go directly to the assembly location associated with that gene. More information.

® By track type: Click the "track search” button to find Genome Browser tracks that match specific selection criteria.

https://genome.ucsc.edu/cgi-bin/hgGateway
/) LESIDIEEMN LB YIMNTT,
"KLF4"EAALTHEL &S, 3




1)-1:UCSC Genome Browser

Genomes Geanome Browser Tools Mirrors Downloads My Data View Help About Us

UCSC Genome Browser on Human Dec. 2013 (GRCh38/hg38) Assembly

move | <<< [ {:I < | = ]r':- [:aw zoom in 15x| 3x J 10x | base |zoom out | 15x| 3x | 10x [ 100x |

chr9:107,484,852-107,488,646 4,795 bp. | enter position, gene symbol o search terms [ go |

chrf {a3l.a)

Scale 1 koj { ha3s
Ll chra: I 187, 465, 528 10?."55.308' 187, 466, 528 1@7 *ET.BEEI 187, 487, S08| 107."&3.'35&' 187, 488, 588] 107."&‘3.383' 187,483,528
1 GENCODE w24 COMprensns ive TRanEcript S8t (only Basic o isp)ayed By defsu |t
[LLF 4] A _— -
ELF4 1 e L3 . —
Eefien Geres
P4 — — -—
| | KLF4 — i
] oMIM AlIeTic 2 5
| Humarn mEHAS From GenBank
el e — - —
| 189 _ HIZTAC MAark (OFCen Foumd Hesr RegulATory ElsmsntE) on 7 @11 lines frolR ENCODE
Lagered HMETRAC

. —*
DrHase 1 Hupersensitivity Peak Clusters from ENCODE
DHase C1ustor:

(95 cell types)

n by Py ioP

o DAL L I bl i

NSRRI 1 TY N P

MUITIZ Alignments OFf 188 Yertebrates
| -
FIRD THTT T h et -1 T [T T T T T TRTI] -II.-I_III [T T T 1T

hesus | W | - _— O [ | S — — N ] 5 -
Lﬁ:’ 110 . i : 1 -1I . = l_ll -" W III.IIIHI : I lm ?#Wﬁ?ﬁ-l

| Simple MuCleot ide Polymorphisms (dbSHF 147) Found in »= 1T of Saenles
| Commcr SHFS(14T) | | | | | | | I
] RepEat ing Elenénts by RepeAtHAS kér
SIHE
LINE
LTR
[ 3751
Simple
Lo Como 18 ity ]
Satellite
RHA
DT Pl
I Py
move start Click on a feature for details. Click or drag in the base position track to zoom in. Click side bars for track options. Drag side bars or move e
20 Il = labels up or down to reorder tracks. Drag tracks left or right to new position. < |20 I
track search defaull tracks default order hide all add customn tracks track hubs | configure multi-regron reverse | resize refresh
Use drop-down controls below and press refresh to alter tracks dlsplayed 1
I:D”EBDSE 3" Trarke with lnte Af tame will aidamatinalhs ha Aienlavad in mara carmnact madae expand a” |

https:/ /genome.ucsc.edu/cgi-bin/hgGateway
‘KLF4E{EFREADeMr /) LfAIKICHWT., 18BN - S FI5HK-

IES/LIGH -SNP. FDRHERTEIZEHNTEET, '



(1)—2:NCBI Gene

& NCBI Resources ¥/ How To () Sign in to NCBI
Gene Search
Advanced Help

Gene

Gene integrates information from a wide range of species. A record may include nomenclature, Reference Sequences

(RefSeqs), maps, pathways, variations, phenotypes, and links to genome-, phenotype-, and locus-specific resources
woridwide.

Using Gene Gene Tools Other Resources
Gene Quick Start Submit GeneRIFs QMM

EAQ Submit Correction RefSeq
Download/FTP Statistics RefSegGene

RefSeq Mailing List BLAST Protein Clusterg.l
Gene News | Genome Workbench

Factshest Splign

Representative queries

Find genes by... Search text
free text human muscular dystrophy
chromosome and symbol {l[chr] OR 2[chr]) AND adh®[sym]

http:/ /www.ncbi.nim.nih.gov/gene/
- BIEFIRREENLEEMN LT —2NX—ATY(by KENCBI),
"KLF4"EATALTHEL&ED, 5



(1)—2:NCBI Gene

Gene

Advanced

Full Report Send to: =

KLF4 Kruppel like factor 4 [ Homo sapiens (human) ]

Gene ID: 9314, updated on 26-Jul-2021

“ Summary #[[?
Official Symbol KLF4 provided by HGHC
Official Full Name Kruppel like factor 4 provided by HGHC

Primary source HGNCHGNC:6348
See related EnsemblENSG00000136526 MIM:602253
Gene type protein coding
RefSeq status REVIEWED
Organism Homo sapiens
Lineage Eukaryota; Mstazoa; Chordata; Craniata; Vertebrata; Euteleostomi; Mammalia; Eutheria; Euarchontoglires; Primates;
Haplorrhini; Catarrhini; Hominidas; Homo
Also known as EZF; GKLF
Summary This gene encodes a protein that belongs to the Kruppel family of transcription factors. The encoded zinc finger protein
is required for normal development of the barrier function of skin. The encoded protein is thought to control the G1-to-5
transition of the cell cycle following DNA damage by mediating the tumor suppressar gene p53. Mice lacking this gene
have a normal appearance but losa weight rapidly, and die shortly after birth due to fluid evaporation resulting from
compromised epidermal barrier function. Alternative splicing results in multiple transcript variants encoding different
isoforms. [provided by RefSeq, Sep 2015]
Expression Broad exprassion in colon (RPKM 75.2), esophagus (RPKM 73.6) and 22 other tissues See more
Orthologs mouse all

m Try the new Gene table
Try the new Transcript table

Help

Hide sidebar >>

Table of contents =
Summary

Genomic context

Genomic regions, transcripts, and products
Expression

Bibliography

Phenotypes

Variation

Pathways from PubChem

Interactions

Genzral gene information
Markers, Related pseudogene(s), Homology, Gene
Ontology

General protein information
MNCBI Reference Sequences (RafSeq)
Related sequances

Additional links

Genome Browsers

P TR . Y SR | DR -

http:/ /www.ncbi.nim.nih.gov/gene/
‘KLFABEFDOEBEMIBHRCEVMEHEEE. BOEIIK. FH) &

AL

(SR ENTT, 5/ LBRNT VT —HIBHRAFNTHEY,




1)—-3:HGNC (HUGO Gene Nomenclature Committee)

# Genedata~ Tools~ Downloads~ WVGNC~ Contactus~ More~ Request symbol i

HGNC

HUGO Gene Nomenclature Committee

The resource for approved human gene nomenclature

Last updated: 2021-07-28

The work of the HGNC is supported by National Human Genome Research Institute (NHGRI) grant U24HG003345 &
Wellcome Trust grant 208349/217/Z.
A About Help News
About the HGNC FAQ HGNC announcements

Gene data Guidelines Help index Genenames blog

Gene symbol reports HGNC team Useful links Current newsletier

Gene group reports Lee“_ngs . Dot Newsletter archive
Tools T BioMart Contact us

BioMart Q”PI'CE_"_OT: - Complete set archive Details

HCOP ”C'e_n. ! f"_H"'\_' '.S_C 'y Board Custom downloads Feedback

Multi-symbol checker Specialist advisors REST service Request symbol

search Workshops Statistics & download files

http:/ /www.genenames.org/
“ BEFORMEZFEDHI=DNVIMNTT,

"KLF4"EAALTHEL &L,



1)—-3:HGNC (HUGO Gene Nomenclature Committee)

HGNC [searn symoos, tepvorssoros @ |G

#A Genedatar Tools~ Downloads~ VGNC~ Contactus~ More~ Request symbol i

Symbol report for KLF4
Report HCOP homology predictions

HGNC data for KLF4

Approved symbaol KLF4
Approved name Kruppel like factor 4
Locus type gene with protein product
HGNC ID HGNC 6348
Symbol status Approved

Previous names " Kruppel-like factor 4 (gut) "
Alias symbols EZF; GKLF
Alias names " gut Kruppel-like factor "
Chromosomal location 9g31.2
Gene groups Kruppel like factors

Zinc fingers C2H2-type

Gene resources for KLF4 =
Ensembl ENSGO00001365825 | @ Curated NCBI Gene 9314 W Curated

Ensembl region in detail &,
Ensembl gene sequence

UCSC uc004bdg 4 Alliance of Genome HGNC 6348
Resources

http:/ /www.genenames.org/
‘KLF4BIEFH'. IEX BRI KLF4" DOftelc. "EZF”. "GKLF”. "gut

Kruppel-like factor" ZEDRIHTEEIEh TLi=CcehbMET "




(D-4:EMBL-EBI

# EMBL-EBI % Services #2 Research & Training @ Aboutus EMBL-EBI

The EMBL-EBI website has been redesigned. Please send us feedback about this page.

EMEBL's European Bioinformatics Institute

| EMBL-EBI

Unleashing the potential of big data in biology

All

Example searches: blast keratin bfll | About EBI Search

<y
i ... L}
\ e 4 . y

Find data resources @ Submit data @ Explore our research @ Train with us @

Latest news @

gy <& 248 _,,;;l_%éz;; 22
http:// www ebl ac.uk/
EBIEFIEHREENUEEM LT —2N—ZX T3 (by ERMEBI),

"KLF4"EAALTHEL &L, 9
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KLF4 expression summary

View in Expression Atlas @

Baseline expression  Differential expression

Showing 35 experiments: 1:By experiment type -1 Filters Download
Ei > :\“ &
) kY > L
b\b\i\ :.'-'\\\y. 5 \ :
._-\-\\\-"\\ & ‘\0\\ ‘:\ ) L" \'.'_ __‘-_:' ; .\'.h
& S EFE
N
) 32 Uhlen's Lab
19 MIH Epigenomics Roadmap ‘ ” ‘ ‘ |
IL e SCISI}: r“Ja:; | | ‘ | | ” ‘ ‘ | ‘ ‘
[a @ HDER developing brain - 9 post ..
L
HDBR developing brain - 12 post ... | |

HDER developing brain - Carnegie Stage .. | |

http:/ /www.ebi.ac.uk/
‘KLFABIEFOERMIBTIRYEMFNHEE. RIRTGIR. EEIEF‘#E

BLE K. FH7EHICIREZNET,
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1)-5:Ensembl

ASIA

BLAST/BLAT | VEP | Tools | BioMart | More ¥

Tools BioMart > BLAST/BLAT >

All tools Export custom
datasets from
Ensembl with this
data-mining tool

Search our genomes
for your DNA or
protein sequence

Search

All spacies ~ | for

Variant Effect
Predictor =

Analyse your own
variants and predict
the functional
consequences of
known and unknown
variants

e.g. BRCAZ or rat 5:62797383-63627669 or rs699 or coronary heart disease

Login/Register

€| - Search all species...

Ensembl is a genome browser for
vertebrate genomes that supporis research
in comparative genomics, evolution,
sequence variation and transcriptional
regulation. Ensembl annotate genes,
computes multiple alignments, predicts
regulatory function and collects disease
data. Ensembl tools include BLAST, BLAT,
BioMart and the Variant Effect Predictor
(VEP) for all supported species.

Ensembl Release 104 (May 2021)

e Update to the Ensembl Canonical
transcript set.

® Human and mouse gene sets updated
to GENCODE 38 and GENCODE M27,
respectively.

e Retirement of gene names derived
from BAC clones.

More release newscd on our blog

http:/ /asia.ensembl.org/index.html
BIEFIEREENLUEENLET—2N—ZAT9 (by ERMEnsembl ),

”KLF4”2:17] LTHELES,
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1)-5:Ensembl

Login'Regish
ASIA

BLAST/BLAT | BioMart | Tools | Downloads | Help & Documentation | Blog | Mimors search all species

Human (GRCh38.pT) v  Location: 9107 484 852-107,490,482 KelL LR AN

Gene-based displays
5 Summary Gene: KLF4 enscooo00136826

Splice vanants

cript comparisan Description Kruppel like factor 4 [Source HGNC Symbol;Acc HGNC 6348 &)
Gene alleles .
- juence Synnnyms GKLF, EZF
ondary Structure Location Chromosome 9. 107 484 852107 400 482 reverse strand
= yarative Genomics GRCh 0BT 2
nomic alignmenis

Gene tree About this gene I'his gene has G transcripts (splice vananis), 57 orthologues, 11 paralogues, is a member of 1 Ensembl protein family and is associated wit
Gene gainfloss tree 14 phenotypes
Orthologues Tr "
anscripts .
Paralogues Show transcript table
Ensembl protein families
= Ontologies Summary @
0 Cellular component
GO Biglogical process
GO Molecular function Hame KLE4 & (HGNC Symbol)
Phenotypes CCDs This gene is a member of the Human CCDS set CCDSA770 2 6
= Genelc Vanation : : - ; .
Variant table UniProtKB his gene has proteins that correspond to the following UniProtkKB identifiers: 043474 &
Variant lable
RefSeq Owverlapping RefSeq annotation not malched
Ensembl version ENSGO0000136826 14
Regulation Other assemblies This gene maps to 110,247 133-110,252 763 ¢F in GRCh3T coordinales
':"['7"”“' relerences View this locus in the GRCh3T archive: ENSGDDD001 36826 &
Supporting evidence
= 1D Gene type Known pratein coding
5ané esiony Annotation method Annotabon for this gene includes both automatic annotation from Ensembl and Havanae® manual curation, see arbicle

ﬁ Caonfigure this page Alternative genes This gene corresponds to the following database identifiers:
Havana gene: OTTHUMGRODO020445 &
1N Custom tracks
——— _ Go to Region in Detail for more tracks and navigation options (e.g. zooming)

BA<ETEES

http:/ /asia.ensembl.org/index.html
D EBEFTF—2N—ARER. KLFABEFICBEETDIBHRMNI 78

(CiREtENTT, EMUADED T/ LTBREFERLTWET,
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miRBase MANCHESTER

Home | Search || Browse || Help || Download | Blog Submit [ [

miRNA count: 38589 entries
Release 22.1

miRBase: the microRNA database

miRBase provides the following services; Search by miRNA name or keyword
s The miRBase database is a searchable database of published miRNA sequences and annotation. Each entry in the miRBase | ||E|| Example |

Sequence database represents a predicted hairpin portion of a miRNA transcript (termed mir in the database), with
information on the location and sequence of the mature miRNA sequence (termed miR). Both hairpin and mature sequences Download published miRNA data

are available for searching and browsing, and entries can also be retrieved by name, keyword, references and annotation. All | pawnload page

sequence and annotation data are also available for download. ——

+ The miRBase Registry provides miRNA gene hunters with unique names for novel miRNA genes prior to publication of results.
Visit the help pages for more information about the naming service.

To receive email notification of data updates and feature changes please subscribe to the miRBase announcements mailing_list. Any queries about the website or naming service
should be directed at mirbase@manchester.ac.uk.

miRBase is managed by the Griffiths-Jones lab at the Faculty of Biology, Medicine and Health, University of Manchester with funding from the BBSRC. miRBase was previously
hosted and supported by the Wellcome Trust Sanger Institute.

References
If you make use of the data presented here, please cite the following articles in addition to the primary data sources:

miRBase: from microRNA sequences to function.
Kozomara A, Birgaoanu M, Griffiths-Jones 5.
Nucleic Acids Res 2019 47:D155-D162

miRBase: annotating_high confidence microRNAs using_deep sequencing_data.
Kozomara A, Griffiths-Jones 5.
Nucleic Acids Res 2014 42:D68-D73

miRBase: integrating_microRNA annotation and deep-sequencing_data.

S http:/ /www.mirbase.org/
21J70RNAIGHREZENILU /IR EMN LT —2N—ATT,
*"hsa-mir-146a" EAALTHEL&LD,




1)—-6:miRBase

miRBase

miRBase

Home B Search § Browse § Help B Download § Blog Submit § hsa-mir-146a

Stem-loop sequence hsa-mir-146a
.Yl MI0000477 (change log)

YNGR [ hsa-mir-146
3 Ll HGNC:MIR146A
S GO Homo sapiens miR-146a stem-loop

(e TR T MIPFO000103; mir-146

Literature
search 749 open access papers mention hsa-mir-146a
(6672 sentences)
Stem-loop
c  -mm- ) L uu cC U 2 uc
5’ Cgalug gualucc cagcu  gagaacugaall ca ZEEUU ug a3
, I CEPLLE VTR TEREEEEEEEEE T TR 1T e
3 ac Lauagg gucga  UUCUUZacuuaa g0 UCccag ac U
u LIZLICLC - ™ a C - Uz

L2l 1355616 reads, 2.37e+03 reads per million, 160 experiments

sequencing

CCGALGUGUALCCUCAGCUUUGAGARCUGAALUCCAUGGGUUGLIGUICAGLGUCAGACCUCUIGAAAUIUCAGUUCUUCAGCUGGGALMLICUCUGUCAUCGL

raads

(o1l [T 1«0 Annotation confidence: high

http:/ /www.mirbase.org/
+Z1%“0RNAMir146aDEFEM TP FEID, FErMEEGEFIEH. KB

EDRLE, EMEMHEE. BHEXIR. FHV7EHICRHESNET,

o
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# EMBL-EBI ¥ Services #£% Research & Training @ About us Q, | EMBL-EBI

@ IPD-IMGT/HLA

Overview IMGT/H ESTDAB

IMGT/HLA

Welcome to IPD-IMGT/HLA

Release 3.49 (2022-07) Version Report - Build 536e883

The IPD-IMGT/HLA Database provides a specialist database for sequences of the human major histocompatibility complex (MHC)
and includes the official sequences named by the WHO Nomenclature Committee For Factors of the HLA System. The IPD-

IMGT/HLA Database was originally part of the international ImMunoGeneTics project (IMGT). For more information about the
database and what data and tools are available please see our ﬂabout page.

Q Alleles il Statistics & Download
The alignment tool provides access to Query the IPD-IMGT/HLA database for Latest IPD-IMGT/HLA Statistics and Access to the IPD-IMGT/HLA ftp for
pre-compiled alignments for individual officially named alleles with the allels Release reports ¥ downloading sequence files ¥
HLA genes and sequence features ¥ query tool. ¥

http:/ /www.ebi.ac.uk/ipd/imgt/hla/
‘HLAB{EFEIBE IR =amnFomEs )2 ENL /=7 —2N—ATT,

"Alleles” DN—=I T, "AXx01"EAALTHELED,
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@ IPD-IMGT/HLA

Overview IMGT/HLA ESTDAB

Allele Report for A*01:01:01:01

Primary Name: A*01:01:01:01

Pre-2010 Nomenclature: A*01010101 Aliases: A*01011, A*0101, A1
IMGT/HLA Acc No: HLAOOOO1 OMIM Entry: 142800
Assigned: 1989-08-01 Last updated: 19953-12-16
Allele G Group: A*01:01:01G Allele P Group: A*Q1:01P
INSDC Source Entries AJ278305 AL645935 CR759913 EU445470 GU812295 HG794373 M24043 X55710 293949
COX Ethnicity: Caucasoid
MOLT-4 Ethnicity: Unknown
7550800303 Ethnicity: Oriental

http:/ /www.ebi.ac.uk/ipd/imgt/hla/
‘HLA-AB{EFOEBRIEFEIIND—D. Ax01:01:01:01(CDUVT. IEE

BRI 7 S /ERECSI DB A FIOSNET,
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National Library of Medicine

National Center for Biotechnology Information

dbSNP SNP v Search
Advanced Help

\ "' dbSNP

SO dbSNP contains human single nucleotide variations, microsatellites, and small-scale inserfions and deletions along with
-
Wg publication, population frequency, molecular consequence, and genomic and RefSeq mapping information for both
%) K common variations and clinical mutations.

[Getting Started Submission Access Data

dbSNP 20th Anniversary How to Submit Web Search

Overview of dbSNP Hold Until Published (HUP) Policies eltils API

About Reference SNP (rs) Submission Search Variation Services

Factsheet FTP Download

Entrez Updates (May 26,_2020) Tutorials on GitHub

You are here: NCEI = Variation > Dalabase of Single Nucleofide Polymorphisms (dbSHP) Support Cenfer

http:/ /www.ncbi.nim.nih.gov/SNP/
‘SNPIEHRZENIL/-IEEN LT —2N—A T3 (by RENCBI),

"15671"EATLTHEL &S, :
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Reference SNP (rs) Report
LDownload I @ B ©

€ Switch to classic site
Current Build 155
Released April 9, 2021

Organism Homo sapiens Clinical Significance Reported in ClinVar
Position chr12:111803962 (GRCh38.p13) @ Gene : Consequence ALDH2: Missense Variant
Alleles G=A Publications 245 citations

Variation Type SNV Single Nucleotide Variation ilitVarEa
Frequency A=0.006055 (1921/317236, ALFA) Genomic View Seerson genome

A=0.008958 (2371/264690, TOPMED)
A=0.018882 (4582 /242666, GhomAD_exome) (+ 15
more)

Variant Details Genomic Placements o
Sequence name Change
Clinical Significance
ALDHZ2 RefSeqGene MNG_012250.2:2.42076G=A
Frequency
GRCh37.pl3 chri2 MNC_000012.11:£.112241766G=A
HGVS GRCh38.p13 chr 12 NC_000012.12:2.111803962G>A
Submissions

http:/ /www.ncbi.nim.nih.gov/SNP/
‘ALDH2 B{IEF D73 /EEE K% {ESSNP:rs671lcDUVT, BEEIEIR

Y. BEFLOMUE. EAREBETOHEBLEDRHRMRHSNET.
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& NCBI Resources ¥ How To ¥
ClinVar Search ClinVar for gene symbols, HGVS expressions, conditions, and more Search
Advanced Help

Home About + | Access v | Help v | Submit + | Statistics v | FTP «

ACTGATGGTATGGGGCCAAGAGATATATCT ClinVar
CAGGTACGGCTGTCATCACTTAGACCTCAC
CAGGGCTGGGCATAAAAGT CAGGGCAGAGC Clinvar aggregates information about genomic variation and its relationship to human health.

CCATGGTGCATCTGACTCCTGAGGAGAAGT
GCAGGTTGGTATCAAGGTTACAAGACAGGT
GGCACTGACTCTCTCTGCCTATTGGTCTAT

Using ClinVar Tools Related Sites
About ClinVar ACMG Recommendations for Reporting_of Incidental Findings ClinGen

Data Dictionary, ClinVar Submission Portal GensReviews &
Downloads/FTP site Submissions GTR&

FAQ Variation Viewer MedGen
Contact Us Clinical Remapping_- Between assemblies and RefSeqGenes OMIM &
Factshest RefSeqGene/LRG Variation

Submitter highlights
We gratefully acknowledge those who have submitted data and provided advice during the development of ClinVar.
Follow us on Twitter to receive announcements of the release of new datasets.

Want to leam more about who submits to ClinVar?

http:/ /www.ncbi.nim.nih.gov/clinvar/
KBV AVICEZZBIVISNPIEHREZENIL /=T —2N—ATT,

"I1S671"EAALTHELED,
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National Library of Medicine

National Center for Biotechnology Information

-
C II nva I Genomic variation as it relates to human health Search by gene symbols, location, HGVS expressions, c-dot, p-dot, conditions, and more Search ClinVar e

Advanced search

About Access Submit Stats FTP Help Were new search queries using location, c-dot, and p-dot helpful? b W

BT e & Print & Download

NM_000690.4(ALDH2):c.1510G>A (p.Glu504Lys) Cite this record
Interpretation: drug response
Review status: ¥t reviewed by expert panel
Submissions: 7
First in ClinVar: Apr4,2013
Most recent Submission: Jul 8, 2022
Last evaluated: Mar 24, 2021
Accession: VCV000018390.6
Variation ID: 18390
Description; single nucleotide variant
Variant details (7]
NM_000690.4(ALDH2):c.1510G>A (p.Glu504Lys)|
Conditions Allele ID: 33429
Variant type: single nucleotide variant »
[*]
Gene(s) Variant Iength' 1bp 2
=

http://www.ncbi.nim.nih.gov/clinvar/
*ALDH2IBIEF LD7 I /EEEIEZ{ESSNP:rs671(CDULVT, JE%UZ

JICERZEBVVTIRIRARHESIAET,



2-3:1000 Genomes Project

IGSR: The International Genome Sample Resource

Supporting open human variation data

Home About Data Help

The International Genome Sample Resource

The 1000 Genomes Project created a catalogue of common human genetic variation, using openly consented samples from people who declared themselves to be healthy. The reference data
resources generated by the project remain heavily used by the biomedical science community.

The International Genome Sample Resource (IGSR) maintains and shares the human genetic variation resources built by the 1000 Genomes Project. We also update the resources to the current
reference assembly, add new data sets generated from the 1000 Genomes Project samples and add data from projects working with other openly consented samples.

v

&

E L
& Nortt ‘. . & 5 i
o A . 5 : o ; 0 oe 3 GWL L} B ala

" .
Explore the data sets in IGSR through our data portal

=

- Al [
View variants in genomic context in Ensembl

MSL

L A
4 rca A e [ ] ;0,365 (253) AA: 0147 (51) AIG: 0.435 1
a 0635 (441 GIG: 0.8 (145
Latest Announcements

http:/ /www.internationalgenome.org/
ZHOABEH2500ADET /LY =9I AERED FaﬁbTb\i’d‘

"Data”" DN—VICTRATHEL &S,
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(S

IGSR: The International Genome Sample Resource

Supporting open human variation data

Home About Data Help

Using data from IGSR

IGSR provides open data to support the community’s research efforts. You can see our terms of use in our data disclaimer. Please also consult the associated data reuse statements and cite
associated publications appropriately. To cite IGSR, please use our NAR paper.

Explore the data sets in IGSR through our data portal

IGSR shares data files from many studies via our FTP site. To make it easier to find the files you want, we present key data sets in our data portal.
Files can be browsed by:

- sample (i.e. NA12878)
« population (i.e. Yoruba in Ibadan, Nigeria)

- technology (i.e. PacBio HiF)

« data type (i alignment)

« collection (i.e 1000 Genomes Project phase three)

Our portal provides an overview of the available collections and their associated publications.

View variants in genomic context in EnsEMBL

IGSR works alongside the EnsEMBL genome browser. EnsEMBL presents some of the key call sets in IGSR, placing the variation data in genomic context and adding up-to-date annotation of the

http:/ /www.internationalgenome.org/
BT /L= I ANEREBONI-EEGEFERDT —EIN—A%, EH
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@2—4:gnomAD Browser

gnomAD v2.1.1  ~ ¢ About News Downloads Terms Publications Feedback Changelog Help

gnomAD browser

We're hiring! - Computational scientist

Genome Aggregation Database

gnomAD v2.1.1 ~ Search by gene, region, or variant

Or

* Find co-occurrence of two variants
* Download gnomAD data
* Read gnomAD publications

Please note that gnomAD v2.1.1 and v3.1.2 have substantially different but overlapping sample
compositions and are on different genome builds. For more information, see "Should | switch to the
latest version of gnomAD?'

Examples

https:/ /gnomad.broadinstitute.org/
EBHRERI13SAADEIV)-LI—IIABEREDRRLT \i’d‘
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@2—4:gnomAD Browser

gnomAD browser gnomAD v2.1.1 ¢ About News Downloads Terms Publications Feedback Changelog Help

We're hiring! = Computational scientist

ALDH2 aldehyde dehydrogenase 2 family member Dataset | gnomADv2.1.1 v gnomAD SVsv2.1 + |@
Genome build GRCh37 / hg19 COnstraint e
_Ensembl gene ID ENSGO0000111275.8
Ensembl canonical transeript @ ENST00000251733.2 Category  Expected SNVs Qbserved SNVs Constraint metrics
Other transcripts ENST00000549106.1, ENSTO0000548536.1, ENST00000416293.3
, S I Synonymous 134.9 143 B
Region 12:112204691-112247782
External resources Ensembl, UC5C Browser, and more
Missense 316.1 250 9
pLoF 244 18 1
Constraint metrics based on Ensembl caneonical transcript (ENST00000261733.2).
Viewing full gene.| Zoom in
O exome [] genome Metric:| Mean '| | save plot |
100
[ |
80—
70
Per-base 60—+
mean depth 50—
of coverage a0
30
20
-

https://gnomad.broadinstitute.org/
*ALDH2:B{EZF LEDSNPICDIVT., BRERAEBR &IV 7 7VHRERIIC
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2-5:MGeND (Medical Genomics Japan Variant Database)

=MGeND Variants . Download Help News  About.

MGeND

Medical Genomics Japan Variant Database

| free word : Search
Example - BRAF, E542K, Lynch syndrome

Select category : Gene Variant Position Disease

ANNOTATION

Variant annotation service.

OPEN +

https://mgend.ncam.go.jp/
‘BEAEBICE TR ENBEFEREXED =T —EIN—ATY,
*"BRAF"EA AL THEL LD,




2-5:MGeND (Medical Genomics Japan Variant Database)

ClinVar
Variant name Gene AA change
Entry t, Origin 1, Type Annotation Annotation o
NC _000007.13:9.14048137 BRAF 1 @ unknown \/ Variant [i] not provided
6 _140481377insT
NC _000007.14:9.14075334 BRAF p.L597R 1 somatic \/ Variant Pathogenic Pathogenic
5A>C Likely pathogenic
NC _000007.13:9.14048141 BRAF p.G466A 1 somatic \/ Variant Pathogenic Likely pathogenic
1C>G
(rs121913351)
NC _000007.13:9.14048141 BRAF p.G466E 1 somatic \/ Variant Pathogenic Likely pathogenic
1C>T
(rs121913351)
NC_000007.14:g.14078160 BRAF p.-G469E 1 somatic \/ Variant Pathogenic Pathogenic
2C>T Likely pathogenic
NC _000007.13:9.14048736 BRAF p.R389C 1 somatic \/ Variant ~ Uncertain significance ~w Uncertain significance
0G=>A
(rs397507472)
NC_000007.13:g.14053459 BRAF p-G106R 1 somatic \/ Variant [[] not provided . Uncertain significance
7C>T
(rs749247588)
NC 000007.13:9.14045313 BRAF p.V60OR 1 somatic \/ Variant Pathogenic Pathogenic
6_140453137delinsCT
(rs121913227)
NC _000007.13:9.14045317 BRAF p.D587E 1 @ unknown \/ Variant Likely pathogenic Likely pathogenic
4G>T
(rs121913336)
NC _000007.13:9.14048137 BRAF p.G478S 1 @ unknown \/ Variant [i'] not provided e

https://mgend.ncam.go.jp/
‘BRAFEEFNEIGEFERVAM. EEROEFAVIE 13?1%55('..'—51
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2—-6:deCAF

g“g HOME ABOUT TERMS SEND FEEDBACK
-

[ =
-
»
=il
deCODE Allele Frequency Browser

Examples:

PCSK9
chr13-32398489-A-T
chr1:55039479-55039500

deCAF is a resource of variant allele frequencies made available to the public.

The dataset encompasses SNP and indel variant calls in 150,119 individuals from whole genome sequencing of the UK biobank.

© deCODE genetics

https://decaf.decode.com/
UKINCAIN 15 BADET /L= T AREREDRLTL \353'
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2—-6:deCAF

Q, Search for a gene, varian{

Ea HOME ABOUT TERMS SEND FEEDBACK
-

Variant

chr12-111803962-G-A

Max Impact MODERATE

Max Consequence missense_variant

HGVS Consequence NP_000681.2:p.Glud04Lys NP_001191818.1:p.Glud57Lys

Gene ALDH2

Allele Count 5

Allele Number 276284

Allele Frequency 1.81e-5

Num Homozygotes 0
Ancestry Allele Count Allele Num N Homozygotes
African 4 5924 0
British/Irish 1 264268 0
South-Asian 0 6092 0

Allele Frequency

6.75e-4

3.78e-6

0

https:/ /decaf.decode.com/
*ALDH2B{EF LDSNPIcDWLT., BRRAEBSLU7

BI3HEERRI M RHESIAET,
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@2)-7 :HaploReg

HaploReg v4.1 EERROAD Illil-

INSTITUTE

HaploReq is a tool for exploring annotations of the noncoding genome at variants on haplotype blocks, such as candidate regulatory SNPs at disease-associated loci. Using LD
information from the 1000 Genomes Project, linked SNPs and small indels can be visualized along with chromatin state and protein binding annotation from the Roadmap
Epigenomics and ENCODE projects, sequence conservafion across mammals, the effect of SMPs on regulatory motifs, and the effect of SNPs on expression from eQTL studies
HaploReq is designed for researchers developing mechanistic hypotheses of the impact of non-coding variants on clinical phenaotypes and normal variation

Update 20156.11.05: Version 4.1 GWAS and eQTL have been updated, a simpler pruning strategy 1s applied when combining GWAS, and links out to other NHGRIEBI GWAS hits
and GRASP QTL hits are provided

Update 2015.09.15:; Version 4.0 now includes many recent eQTL results including the GTEx pilot, four different options for defining enhancers using Roadmap Epigenomics data,
and a complete sel of source files for download and local analysis. Older versions available: v3, v2, v1.

Build Query || Set Options || Documentation

Use one of the three methods below o enter a set of variants. If an r threshold is specified (see the Set Options tab), results for each variant will be shown in a separate table
along with other variants in LD. If r? is set o NA, only queried variants will be shown, together in one table.

Queary
(comma-
delimited
list of
rsiDs OR
a single
region as
chri:start-
end):
or, upload
a text file
(one 28
refSMP ID
per line):
or, salect
a GWAS: h

ATEE

http:/ /www.broadinstitute.org/mammals/haploreg/haploreg.php
‘SNPRITOEEHATFHEARERRNSHOIEMIIE)PIES /LTGHR%E

BT BT —AIN—ATY, "1s67T1"EAALTHEL&ED,




@2)-7 :HaploReg

delimited
list of
rslDs OR r=671
asingle
region as
chrM:start-
end):
or, upload
a text file
(one £
refSNP 1D
per line):
or, select | |
a GWAS:
JTHEES
Query SNP: rs671 and variants with r* >= 0.2
chr POS LD LD o Ret At AFR AMR ASN EUR SiPhy Ei";’:::“ Ei'l';:::" —_— Proteins Motifs NHGRIEBI g&fsp EE'T“{““ GENCODE dbSNP
(hg38) {r) (D7) freq freq freq freq cons - = bound changed GWAS hits . hits genes fune annot
12 111557048 021 0.96 s11065650 A  C 001 012 049 0.00 B 1 ticcues  VAS Arid&b, Pax-4 ATXNZ nironic
12 111620462 0.21 0,87 51459673355 9-mer A 021 0.13 0.50 0.00 4 altered motifs 4 hits
12 111647692 0.22 0.82 51106 C 000001 0.40 0.00 PLCNT PLCNT p300 BRAP ntronic
12 111672685 066 081 (53782886 T C 000000 022 000 PANGC BLD CEBPB Nkx2 2 hits BRAP synonymous
12 111681367 066 083 s11066001 T C 000000 021 000 9 altered motifs BRAF nironic
12 111702865 049 0,85 511066008 A G 0.00 D00 0.29 0.00 SKIN AF.1 ERalpha-a ACADD ntronic
12 111730205 0.88 0.94 11066015 G A 000000 022 0.00 BLD 5 altered motifs 2 hits ACAD10 nirenic
12 111782215 1 1 sdB46TTE G C 000000 022 000 13 tissues ADRL OVRY G altered maotifs ALDHZ niranic
12 111803084 0.2 1 /307491 G A 011017 058 0N MUS GR,LUN-1,5P1 ALDHZ niranic
12 111803962 1 1 [s671 G A 000000 022 000 Gl 4 altered matifs 12 hits ALDHZ missense
12 111808026 0.2 1 11086026 A  C 0.11 017 058 0.00 H shtared ALDH2 ntronic
motifs
12 111811336 0.2 1 112605264 A C 011017 055 0.00 Irf
12 111814526 0.2 1 rs11066031 C T 004 015 058 0.00 Mrg1::Hoxa%
12 11184242702 0984767067 C T 007 015 057 0.01 24 tissues | 36 tissues EBF1 6 altered motifs MAPKAPKE-AS1
12 111887962 0.26 0.97 16041717 A C 000001 0.50 0.00 5 tissues SKIN G Crx MAPKAPKS nironic
12 111900120 08 09 [s78069066 G A 000 D00 022 0.00 MUSBLD POL2

http:/ /www.broadinstitute.org/mammals/haploreg/haploreg.php
*SNP:rs6 71 &R ADSNPOESH A FHREARN. FSNPOHRLED Y /L
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@—1:GWAS catalog

E Home Diagran Submit Download Documentation About  EMBL-EBI m:ﬂﬁ; i

GWAS Catalog

The NHGRI-EBI Catalog of human genome-wide association studies

Examples: breast carcinoma, rs7329174, Yao, 2q37.1, HBS1L, 6:16000000-25000000

. Download Lk Summary statistics = Submit

Download a full copy of the GWAS Catalog in Documentation and access to full summary statistics for Submit summary statistics to GWAS Catalog.
spreadsheet format as well as current and older versions GWAS Catalog studies where available.
of the GWAS diagram in SVG format.

i Documentation © Diagram i## Ancestry

Includinn FAGs o curafinn nrocess traininn materials Fynlnre an inferactive vicnalisatinn of sl SKE_fraif An introduction tn onr ancestre cuiratinn nrcess

https:/ /www.ebi.ac.uk/gwas/
-GWASHER(EEE - BEFE - INPEB-BXB DT —H1TH1NTT,
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@—1:GWAS catalog

EMBL-EBI

Refine search results

Search results for height

Publications @
Traits Q bOdy he'th
The distance from the sole to the crown of the head with body standing on a flat surface and fully
extended.
Associations @[y Studies €
Catalog stats

« [ ast data release on 2022-07-30
+ 5876 publications

« 220322 SNPs

« 402121 associations

« Genome assembly GRCh38.p13
« dbSNP Build 154 Associations @) Studies €
« Ensembl Build 107

sitting height measurement

Quantification of some aspect of height, when assuming a sitting position.

infant body height

The distance from the sole to the crown of the head of an infant, which can be used as a proxy for
skeletal growth in early life

Associations @) Studies @)

sitting height ratio

feedback

https://www.ebi.ac.uk/gwas/
B ROGWASIER(BEFE -SNPE-RNB)ND—EBHIRTEINET,
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@—2:0MIM (Online Mendelian Inheritance in Man)

3 About Statistics ~ Downloads ~ Contact Us MIMmatch Donate ~ Help ~ (2]

YEARS

MIM

Human Genetics Knowledge
for the World

OMIM*®

An Online Catalog of Human Genes and Genetic Disorders
Updated August 1, 2022

Q

Advanced Search : OMIM, Clinical Synopses, Cene Map
Need help?: Example Searches, OMIM Search Help, [ OMIM Video Tutorials

Mirror site : https //mirror omim org

OMIM is supported by a grant from NHGRI, licensing fees, and generous contributions from people like you.

Make a donation!

\Depmmemof" £\ JOHNS HOPKINS
http:/ /www.omim.org/

HBOHRBREEBERDIC, REEEF I*iﬁ’&i’ﬁ']btr—@'\—l'(?
"ALS"EAALTHELES,




@—2:0MIM (Online Mendelian Inheritance in Man)

About Statistics ~ Downloads ~ Contact Us MIMmatch Donate - Help ~ (2]

ALS Q Options WETREEIEEEN Cene Map Table [l Clinical Synopsis K2
Display: Ed Highlights

Search: '"ALS’
Results: 206 entries. Show 100 | Download As- | | « First | <Previous | Next: | Last»

10 #105500. AMYOTROPHIC LATERAL SCLEROSIS-PARKINSONISM/DEMENTIA COMPLEX 1
Cytogenetic location: 15q21.2
Matching terms: als
» Phenotype-Gene Relationships » ICD+ m Links

27 2 205100. AMYOTROPHIC LTATERAL SCLEROSIS 2, JUVENILE; AT_SZI
Cytogenetic location: 2g33.1
Matching terms: als
» Phenotype-Gene Relationships Phenotypic Series m ICD+ » Links

30 9% 205200. AMYOTROPHIC LATERAL SCLEROSIS, JUVENILE, WITH DEMENTIA
Matching terms: als
Phenotypic Series » ICD+ » Links

47 * 601489, INSULIN-LIKE GROWTH FACTOR-BINDING PROTEIN, ACID-LABILE SUBUNIT; IGFALS
Cytogenetic location: 16pl13.3. Genomic coordinates (CRCh38): 16:1,790,413-1,794,908
Matching terms: als
» Cene-Phenotype Relationships » Links

50 #£105400. AMYOTROPHIC LATERAL SCLERQSIS 1; ALSI
AMNYOTROFPHIC LATERAL SCLERQSIS 1, AUTOSOMATL RECESSIVE, INCLUDED
Cytogenetic locations: 2pl3.1, 12q13.12, 21q22.11, 22ql2.2
Matching terms: als
» Phenotype-Gene Relationships Phenotypic Series » ICD+ » Links

60 *147450. SUPEROXIDE DISMUTASE 1; SOD1

Cytogenetic location: 21g22.11, Cenomic coordinates (GRCh38): 21:31,659,693-31,668,931

http:/ /www.omim.org/
‘HMRICEO>TEMN, ALS(FHEmemEELE)IREIT 2GR

&, R MEREEFPHABIDIEHRM IR HESNET, v




@—-3:COSMIC (Catalogue of Somatic Mutations in Cancer)
OJ]I}COSMIC

Cafn|ngue Of Somatic Mutations In Cancer

Projects ¥ | Data ¥ | Tools mmm Genome Version ISE-‘-'-H COSMIC...

COSMIC V96, releused SI-MAY-QQ COSMIC News Follow @cosmic sanger

COSMIC, the Catalogue Of Somatic Mutations In Cancer, is the world's largest
and most comprehensive resource for exploring the impact of somatic

Copy Number Signatures: A scalable research and clinical tool?

muratianeininImanicancer Copy Number Signatures are the latest additicn to COSMIC Mutaticnal
Signatures, we caught up with one of the leads, Dr Ludmil Alexandrov, to
Start using COSMIC by searching for a gene, cancer type, mutation, etc. below. discuss the key findings, utility of the data, and hopes for the future. More...
SEARCH What are the emerging trends in cancer research? Our five key-takeaways
from AACR-2022
Read about the five emerging trends we took away from our time at AACR-
Projec+s 2022 More...
COSMIC is divided into several distinct projects, each presenting a separate
dataset or view of our data: Closing the care gap for rare cancers: Three examples in COSMIC
COSMIC Closing the care gap through COSMIC's curation of rare cancers. More...
The core of COSMIC, an expert-curated database of somatic mutations
Cell Lines Project
@ Mutation profiles of over 1,000 cell lines used in cancer research
Tools
COSMIC-3D
An interactive view of cancer mutations in the context of 3D structures 4 Cancer Browser — browse COSMIC data by tissue type and histology
. 4k Genome Browser — browse the human genome with COSMIC annotations
A catalogue of genes with mutations that are causally implicated in % GA4GH Beacon — access COSMIC data through the GA4GH Beacon Project &

http:/ /cancer.sanger.ac.uk/cosmic

HAGHIRERBRHAEBEIN HZ2OITF—EN-ATY,



@—-4:MR-base (Mendelian Randomization-base)

Integrative
Epsdemiclogy
Unit

, ‘:CIW CANCER
RESEARCH
el UK

MRC

mMRBﬁSE 2-sample Mendelian Randomisation % BRISTOL

m MR-Base web app R package ~* MRC IEU OpenGWAS Phe\WAS Publications

MR-base is a database and analytical platform for Mendelian The MR-Base paper has now been
randomization being developed by the MRC Integrative Epidemiology published in eLife. See the

) i i . publications page for details.
Unit at the University of Bristol.

MR-Base paper published

You can either use the web application or our TwoSampleMR R

Telomeres paper published
package.

: Our paper reporting Association
Data are also available through the MRC |IEU OpenGWAS database. Between Telomere Lengih and Risk

R ——— ——— of Cancer and Non-Neoplastic

Jama Oncology. See the publications
R-Base webapp” button you consent fo the use of a cookie which enabies us fo ensure you have page to access supporting data.
condifions of data access. Information about how to control or delete cookies can be found at

IMR-Base Citation

http:/ /www.mrbase.org/
-Mendelian Randomization (MR):#E¥NDGWASEEREZLLEL . BIcH

EBVAVDEIRBERERET T IFE.



@—-4:MR-base (Mendelian Randomization-base)

mMRBﬁSE 2-sample Mendelian Randomisation
m MR-Base web app R package ~* MRC IEU OpenGWAS Phe\WAS Publications

MR-base is a database and analytical platform for Mendelian
randomization being developed by the MRC Integrative Epidemiology
Unit at the University of Bristol.

You can either use the web application or our TwoSampleMR R
package.

Data are also available through the MRC IEU OpenGWAS database.

Launch MR-Base webapp J| R package | OpenGWAS database

MR-Base webapp” button you consent fo the
ns and condifions of dafa sccess

Note - by clicking the "Launch
ed

www.aboultcookies.org

use of 8 cookie which enables us fo ensure you have

he t Information about how to control or delete cookies can be found at

IMR-Base Citation

Elic
]3]

University of

BRISTOL

= i el
Epsdemiology
MRC | uoe » UK

MR-Base paper published

The MR-Base paper has now been
published in eLife. See the
publications page for details.

Telomeres paper published

Qur paper reporting Association
Between Telomers Length and Risk
of Cancer and Non-Neoplastic
Diseases has been published in
Jama Oncology. See the publications
page to access supporting data.

http:/ /www.mrbase.org/
‘MROET/HTEL. ?&§<®GWAS%*%(’J"'/A'74'I~SNP0)%E..'I'E)

ZA)/O—FFTBRIEHNTEET,



@-5:UKbiobank (Pan-UK Biobank)

PanUX About  News  Downloads  Phenotypes  Team  Contact CB

Pan-UK
Biobank

Pan-ancestry genetic analysis of the UK Biobank

The UK Biobank is a collection of a half million individuals with paired genetic and phenotype information that has been

enormously valuable in studies of genetic etiology for common diseases and traits. However, most genome-wide analyses

of this dataset use only the European ancestry individuals. Analvzing a more inclusive and diverse dataset increases power

https:/ /pan.ukbb.broadinstitute.org/
UKISA A/ P51 BOWAS R &S/ O-KTEBYAITT.

‘Harvard KXZE¢MBenjamin Nealei Tt OMAREHEEL TLVET,




@3)—-6:Gene ATLAS

m i+FEAs Home Search ~ Trait Info Downloads  Correlations FAQ

Gene ATLAS is a large database of associations between hundreds of
traits and millions of variants using the UK Biobank cohort.

The associations have been computed using 452,264 UK Biocbank White British individuals. To avoid having to remove the large
amount of related individuals present on the study, the associations have been computed using Mixed Linear Models in a large
supercomputer using . The objective of the current database is to benefit the research community by making a searchable
atlas of genetic associations that help researchers to query associations results in an easy way, without the need to incur in the

high computational costs required to analyze the UK Biobank large cohort.

Individuals Traits Million Variants

http:/ /geneatlas.roslin.ed.ac.uk/
UKISA AN OICHITBDCWASTEREZSA—RTEBRYIMTY,

‘Edinburgh XZFEDAlbert Tenesati TR EHEEL TLVET,



@—7 :Pheweb.jp

T\
4\

andom Downloads About

o RBRBox(#H -BIEFSNP)
<" BloBank Japan PheWeb

BIOSANK JAPAN

i 1
Example queries: | :4_ mﬁﬁu

e o o o e e e e e e

This website releases genome-wide association study (GWAS) summary statistics of (BBJ). We provide GWAS results in the
Japanese population (mainly from BBJ) using the PheWeb platform, with public access to the full summary statistics.

BBJ is a prospective genome biobank that collaboratively collected DNA and serum samples from 12 medical institutions in Japan, managed by
. BBJ has recruited approximately 260,000 participants, mainly of Japanese ancestry. All study participants had been
diagnosed with one or more of 47 target diseases. RIKEN Center for Integrative Medical Sciences contributed to genotyping of the BBJ samples.

March 12, 2022: cis-miRNA-eQTL results from
Raw data are available for download on

https://pheweb.jp/
INAAIN Y v IN(BB)ZHRIDIC, HEAAEBICHSIT22BELEE

DGWASHEZSNPOFBERHA GV O—RTESZYIMTT, h
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:t Phenotypes Top Hits Random Downloads About
T2D: Type 2 diabetes
45383 cases, 132032 controls
Category: ICD10 L
Citation: Sakaue, S. & Kanai, M., et al. . medRxiv (2020)
KCNQT
L]
PA'X4 AL359922.1 :
CDKAL1 : e i DUSPY
. $ ]
: ’ ! i
z IGF2BP2 N TCF7L2
=1 [] : .,
o . .
i P! ' |
§ ; . ,
T i I .
. ' . :
s o |
ﬂ ' I l J M
1 2 6 " 12 13 14 15 16 1? 18 19 20 21 22 X
Top Loci:

https://pheweb.jp/
HHR. BIEFR. ONPRTRETRE. ERHAIBTINET,

B2 “Type 2 diabetes”"Z2AALTHELELD, h
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(]

RN Phenotypes Top Hits Random Downloads About

PCSK9

Phenotypes with the most-significant associations for this locus

Top p-value in gene Phenotype
8.2e-90 Total cholesterol
3.6e-70 LDL-cholesterol
2.9e-51 HMG CoA reductase inhibitors
T1e-11 Salicylic acid and derivatives
9.3e-10 Myocardial infarction
42e9 Vasodilators used in cardiac diseases
16e8 Antithrombotic agents
19e8 Unstable angina pectoris
135808 samples

Category: Metabolic

[ Wanhattan Plot |

Hits in GWAS Catalog

(LD Population:ALL ] [SavePNG | [ Save SVG )

I 1 | L | (N0} 1

Recombination Rate {cM/ML

Chromosome 1 (Mb)

https://pheweb.jp/
HHR. BIEFR. ONPRTRETRE. ERHAIBTINET,

«BIEF3B PCSK"ZAALTHELELS. h
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AN Phenotypes Top Hits Random Downloads About

(]

12 : 112,241,766 G / A (rs671)

Nearest gene: AL DH2
AF ranges from 0.24 to 0.25

View on , )
[savernc| [savesve)
150 i
y-glutamyl transpeptidase ,
v Mean corpuscular hemoglobin v
‘q;; A Aspartate transaminase v HDL-cholesterol .
w100
g * Myocardial infarction Mean corpuscular volume v
o i : -
g 0 v Uric acids .5y Platelet count . 4 Systolic blood pressu@.vMean arterial pressure

Category Phenotype P-value Effect Size (se) Number of samples
Liver-related y-glutamyl transpeptidase =1e-320 -0.17 (0.0040) 133471

Blood cell Mean corpuscular hemoglobin 3.6e-129 -0.10 (0.0042) 128028

Metabolic HDL-cholesterol 3.9e-109 -0.12 (0.0055) 74970

Liver-related Aspartate fransaminase 7.9e-105 -0.088 (0.0041) 150068

ICD10 | Myocardial infarction 9.5e-102 0.33 (0.016) 14992 / 146214
Blood cell Mean corpuscular volume 2 0e-91 -0.085 (0.0042) 129832

Uric acids 7.5e-69 -0.072 (0.0041) 129405

https://pheweb.jp/
HHR. BIEFR. ONPRTRETRE. ERHAIBTINET,

*SNPEZ“rs671" 2 AHALTAELELD, b




@—7 :Pheweb.jp

" Phenotypes Top Hits Random I-D;vn-lo;:Is-l About
N VP P [yt

Downloads

The GWAS resulis on this website are from the following studies:

A global atlas of genetic associations of 220 deep phenotypes
Sakaue, S. & Kanai, M., et al, medRxiv (2020)

Genetic determinants of risk in autoimmune pulmonary alveolar proteinosis
Sakaue, S, et al, Nat. Commun. 12 1032 (2021)

Genetics of rheumatoid arthritis contributes to biclogy and drug discovery
Okada, ., et al, Nature 506 376-381 (2014)

When using these resuls, please cite the relevant studies which appear on each phenctype page

Sakaue, 8. & Kanai, M., etal (2020} = 8akaue, 8., etal (2021) Okada, Y, etal (2014)

GWAS summary statistics of BioBank Japan (BBJ)

Citation: Sakaue, S. & Kanai, M., et al. A global atlas of genetic associations of 220 deep phenotypes. medRxiv (2020).

Category Phenotype Cohort No. samples No. cases No. controls Download link
[

ICD10A Diphtheria infection BBJ 170,788 541 170,247 1 :
1

ICD10 A Dysentery BBJ 178,482 411 178,071 1 :
T —

https:/ /pheweb.jp/
"Downloads”" N—=I 513, EGWASHOESNPOFER 25 70—KT

BIEHTEET, -



@—8:GIANT consortium

Mavigation

Main page

Data Release
Community porta
Recent changes
Help

Toolbox

What links hare
Related changes
Special pages
Printable version
Parmanent link

Page Discussion Read View source View history | | Go || Search |

GIANT consortium data files

We are releasing the summary data from our meta-analyses of Genome-Wide Association Studies (GWAS) in order to enable other researchers to examine particular
variants or loci for their evidence of association with anthropometric traits. The files include p-values and direction of effect at over 2 million directly genctyped or imputed
single nuclectide polymorphisms (SNPs). To prevent the possibility of identification of individuzls from these summary results, we are not releasing allele frequency data
from our samples.

Contents [hide]

1 2018 Exome Array Summary Statistics

1.1 WHR Exome Array Summary Statistics
.2 BMI Exome Array Summary Statistics
1.3 Height Exome Array Summary Statistics
18 GIANT and UK BioBank Meta-analysis
2.1 WHR GIANT and UK BicBank Meta-analysis Summary Statistics
2.2 BMI and Height GIANT and UK BioBank Meta-analysis Summary Statistics
17 Gene x Environment Summary Statistics
1 Summary Statistics for Models Adjusting for Smoking Status

=]
=]
]

[
(=)
=1

wow W
(RS S

.2 Summary Statistics for Smoking Stratified Models
Summary Statistics for Gena x Physical Activity
4 GIANT Consortium 2012-2015 GWAS Summary Statistics
1 GWAS Age-/Sex-Stratified 2015 BMI and WHR. Summary Statistics

GWAS Anthropometric 2015 BMI Summary Statistics
GWAS Anthropometric 2015 Waist Summary Statistics
GWAS Anthropometric 2014 Height Summary Statistics

4.5 Variability in BMI and Height Summary Statistics

4.6 Sex Stratified Anthropometrics Summary Statistics

4.7 Extremes of Anthropometric Traits Summary Statistics
5 GIANT Consortium 2010 GWAS Summary Statistics

5.1 GWAS 2010 BMI Summary Statistics

T oW

.2 GWAS 2010 Height Summary Statistics

A
4
4
4
4

¥ I S PV S s

LAl E_TWL

http:// poriéllls.broadinstlituute.org/ collaboration/giant/index.php/Gl

ANT_consortium_data_files

-BR/IBHGWASOESNPORERHA 4 O—RTEZYIMNTT,




@—9:Global Lipids Genetics Consortium

About (‘;LGG

Global Lipids Genetics Consortium

etiology of quantitative lipid traits.

Q ‘ Con

Tact Us

Home Lead Investigators Consortium Participants Data Downloads Ongoing Projects Plot Data Using LocusZoom

The Global Lipids Genetics Consortium (GLGC) is a world-wide collaboration of investigators dedicated to understanding the genetic

http:/ /lipidgenetics.org/

‘FERGWASHZSNPOFERHF ™V O—-RTEEYIMTT,
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@-10:Locus Zoom

i LocusZoom is a suite of tools to provide fast visualization of
LocusZoom

i GWAS results for research and publication.

Original LocusZoom (R/Python) is ideal for batch generation of static plots.

bodi

16 17 18 19 W22 LocusZoom.js (JavaScript) aims to make LocusZoom plots interactive and scriptable.

MY.LOCUSZOOM.ORG LOCALZOOM
UPLOAD, ANALYZE, AND SHARE : EXPLORE WITHOUT UPLOADING

Legacy Services (not actively maintained)
SINGLE PLOT BATCH PLOT WITH HITSPEC INTERACTIVE PLOT
YOUR DATA - ORIGINAL LOCUSZO0OM YOUR DATA - ORIGINAL LOCUSZ00M PUBLISHED GWAS - LOCUSZ00M.JS

News Links

Planned Portaldev APl downtime ~ November 13, 2020
http:/ /locuszoom.sph.umich.edu/locuszoom/

-GWASBEITIE R0, FAEINSNP PEENOEIZIH<ZENTER Y IMNTT,
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@—-1:GEO database

& NCBI Resources ¥ How To (¥ Sign in to NCBI

GEO Home Documentation * | Query & Browse + | Email GEO
Gene Expression Omnibus &O
GEO is a public functional genomics data repository supporting MIAME-compliant data submissions. Array- and Gene Expression Omnibus
sequence-based data are accepted. Tools are provided to help users query and download experiments and curated
gene expression profiles.
Keyword or GEO Accession Search
Getting Started Tools Browse Content
Overview Search for Studies at GEQ DataSets Repository Browser
FAQ Search for Gene Expression at GEO Profiles DataSets: 4348
About GEO DataSets Search GEC Documentation Series: ol 180737
About GEO Profiles Analyze a Study with GEO2R Platfarms: 24185
About GEOZR Analysis Studies with Genome Data Viswer Tracks Samples: 5128604
How to Construct a Query Programmatic Access
How to Download Data FTP Site
ENCODE Data Listings and Tracks
Information for Submitters
Login to Submit Submission Guidelines MIAME Standards
Update Guidelines Citing and Linking to GEO
Guidelines for Reviswers

http:/ /www.ncbi.nim.nih.gov/geo/
“BIEFRIRT —IN—AYLPTY, @ IR RICIRIRT—2ZHRH
BIEIITONTULBRFIHNSBITY, "GSE45878"EANALTHELELD.



@—-1:GEO database

<3 NCBI

S

Series GSE4A5878
Status

Title

Organism
Experiment type
Summary

[ S R—
Accession Display L2

MTAME

Not lagged in |

Format: [HTML |~ ] Amount: GED accession: [GSE45878 | u

Query DataSets for GSE45878
Public on Apr 09, 2013

Affymetrnix expression data from GTEx

omo
Expression profiling by array

The Genotype-Tissue Expression (GTEx) project is a collaborative effort that
aims to identify correlations between genotype and tissue-specific gene
expression levels that will help identify regions of the genome that influence
whether and how much a gene is expressed. GTEx is funded through the
Common Fund, and managed by the NIH Office of the Director in partnership
with the MNational Human Genome Research Institute, National Institute of
Mental Health, the Mational Cancer Institute, the Mational Center for
Biotechnology Information at the National Library of Medicine, the Mational
Heart, Lung and Blood Institute, the National Institute on Drug Abuse, and the
Mational Institute of Neurological Diseases and Stroke, all part of NIH.

This series of 837 samples represents multiple tissues collected from 102 GTEX

SApIEns

Email GEO J

Login L |

donors and 1 control cell line.
Adipose, Artery, Heart,
subregions.
(http:/ w C I| I || gow/
study_id .pl)

(www, hrr.-.=:c'1|nﬂ'r|1|1l.‘v.= nrlj ﬂtij

phs

Lung,
RMNA-seq expression
annotations, and genotypes are also available for these samples from dbGaP

In total, 30 tissue sites are represented including

Whaole Blood, Muscle,
data, robust clinical

Skin, and 11 brain
data, pathelogical

ts/gap/cgi-bin/study.cgi?
and the GTEx portal
While GTEx is no longer generating Affymetrix

projec

Overall design

expression data, donor enrollment continues and is expected to reach 1,000 by
the end of 2015. Updates to the GTEx data in dbGaP and the GTEx Portal will
be made periodically

contributor: GTEx Laboratory, Data Analysis, and Coordinating Center {(LDACC)
contributor: The Broad Institute of MIT and Harvard (LDACC Pls: Kristin Ardlie
and Gaddy Getz)

GTEx samples are collected from deceased donors at low post-mortem
intervals and preserved in PAXgene fixative prior to DNA and ENA extraction.

7 |

http:/ /www.ncbi.nim.nih.gov/geo/
c@—2TRITENTULBGTEXZ/O /b TiESN -8

\ABENTULET, 90 0—KAEETT.

B FRIRT—%2



@—-2:GTEx Portal

@ About GTEx Publications W@ Access Biospecimens (3 FAQs & Contact

Home Downloads~ Expression- Single Cell» Q IGV Browser Tissues & Histology~ Documentation - Q Search Gene or SNP ID...

The GTEx and HuBMARP teams would like your feedback on the integration of the Exploration User Interface. Please answer our survey here: hitps:/fforms_gle/FYHSTHLxCirGpiC

2022-07-21
GTEx Samples Mapped to HuBMAP Common Coordinate
Framework

We have spafially mapped GTEx samples from 16 tissue siles to the -
Common Coordinaie Framework. We have embedded the HuEMAP

1

Resource Overview Explore GTEx

Current Release (\V8) Browse and search all data by gene

( Z | Browse

By variant or rs 1D Browse and search all data by variant

R

Browse and search all data by tissue

@

Browse and search GTEx histology images

The Genotype-Tissue Expression (GTEx) project

is an ongoing effort fo build a comprehensive

public resource to study tissue-specific gene

expression and regulation. Samples were - _ Data Cw
collected from 54 non-diseased tissue sites »  Single Cell

across nearly 1000 individuals, primarily for
molecular assays including WGS, WES, and
RMA-Seq. Remaining samples are available from
the GTEx Biobank. The GTEx Portal provides
open access to data including gene expression,

Learn more about available single cell data

T

Browse and search single cell expression
by gene and tissue

http:/ /www.gtexportal.org/home/
900RDHMEISEONTHABBOEEGFRIRT—2H2HESh
=941 TY, "PADI2"EA AL TAEL &S, -



@—-2:GTEx Portal

—= GTEX \ @ About GTEX Publications W& Access Biospecimens (@ FAQs &% Contact

QPADQ

Please take our very brief user survey to help us plan new features for the GTEx Portal: hitp /it Iy/2021gtexsurve)

Gene Page (g)

Copy csv Search: | | show [10 ] entries
Gene Entrez Gene
Gencode ID Location Gene Description Actions
Symbol ID
chr1:17066761- peptidyl arginine deiminase 2 [Source:HGMNC

PADI2 ENSGO00000117115.12 11240 [

17119435:- Symbol:ACCHGNC:18341]

Showing 1 to 1 of 1 entries

+

(03]

Data Source: GTEx Analysis Release V8 (dbGaP Accession phs000424 .v8.p2)

Data processing and normalization @

Data Source: GTEx Analysis Release V8 (dbGaP Accession phs000424.v8.p2)

http:/ /www.gtexportal.org/home/
HiAICHSITAPADI2IBIEFORIREL. SNPF—42E0)FIR B E 7
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@-3:eQTLgen

e(QTLGen

Welcome to the eQTLGen Consortium

The eQTLGen Cansortium has been set up to identify the downstream consequences of trait-related genetic variants. The consortium incorporates 37 datasets, with a
total of 31,684 individuals. You can find the cis-e(TL, trans-e(TL, e(TS and replication results from our forthcoming paper on this website.

eQTLGen Consortium

2248 31681blood samples fge 10,317 trait-associated S \Ps

. >
’Q‘@_’ 11M SNPs (MAF =1%) s fwe-> 19,942 genes studied

aseQTLanalysis: transeQILanalyss: eQTS analysis:
11M SNPs studied 10,317 tra|t—a55goc‘|/56d 1,26% traits studied
‘window size 1Mb, MAF > 1%) S\Ps studied
Disease Disease T
SNP SNP

anco@®m | 09292 oaoo

trans-eQTL effect

Q= Qo =@

cis-eQTL effect

Gene expression o

Gene A GeneB GeneC Polygenic score for disease>
cis-eQTL analysis results: trans-eQTL analysis results: eQTS analysis results:
16,987 (88.2%) cis-eQTL genég298 (32%) trans-eQTL genes 2,568 (13%) eQTS genes

3,853 (37%) trait-associated SNP&&9 (55%) traits affect gene expressio

https:/ /www.eqtlgen.org/index.html

-eQTLgena /=27 LAICE DA BB K MBIEFFHIR e OTLEF TS

ROAMAYIPTY, "Cis-eQTL"27 T'PADI2"EAALTHEL &

o



@-3:eQTLgen

cis-eQTLs

downloaded.

Downloads

« Significant cis-eQTLs
e Full cis-eQTL summary statistics
+ README

« Initial release Significant cis-eQTLs

(deprecated)
 |nitial release Full cis-eQTL summary
statistics [deprecated]
Significant cis-eQTLs
Search: | PADIZ)
SNP
P-value 1T 1D Chr Pos [hgl9)
3.2717e-310 rs2076616 1 17412501
3.2717e-310 rs2235927 1 17394775

Changelog

2019-12-23: (Cis-eQTLs are now updated
to have a 2-cohort filter: every cis-
eQTL must be tested in at least 2

cohorts to be reported. The files now

also include Bonferroni-adjusted

p-values.

2018-10-19: Initial data release

Gene

ID Symbol Chr Pos[hgl9]
ENSGOO0O00117115  PADI2 1 17418602
ENSGOO0O00117115  PADI2 1 17418602

Z-score

-56.5846

-46.2499

Allele

Assessed

A

This page contains the cis-eQTL results. The statistically significant cis-eQTLs and SMR-prioritised genes for several traits are browsable, the other files can be

Show

Other

10 % entries

Nr Cohort

37

37

https:/ /www.eqtlgen.org/index.html

‘PADI2EZFORIMEDBAEICREEEZERS. F:4

DSNPOVARHFISNET
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@—4:ImmuNexUT
% ImmuNexUT.

Immune Cell Gene Expression Atlas from the University of Tokyo

Browse by gene

Gene Symbol:  Type here.

Browse by genetic variant

SNPID: rs Search

.

P REXT

FAQs
Publication Department of Allergy and Rheumatology Graduate School of Medicine, The University of Tokyo

Cell. 2021; 184(11): 3006-3021 FERAREFSMERR 7L ILE— - UOITFHR

Free for academic or non-profit use; other users need a Commercial license.

https://www.immunexut.org/
‘BAERAEBHOREHRFERMNeQTLT —2RX—ATY,

"PADI2"EAALTHEL &S, 7



@—-4:Human Genetic Variation Database
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Significant eQTLs

oooooooooo Position eQTL p-value 4+ eQTL effect beta eQTL plot

99999999
rs223%913 . MNew  ¢chrr 17098582
rs223%914 " MNew  ¢chrx 17098350

rslog49306 New chr 17097765 = 2.22036e-130

B B B B ©

rs1157652 . MNew ch 17096815 = 2.22036e-130

https:/ /www.immunexut.org/
‘PADI2;B{EFREINBIEFERN. REHRIFRENLeQTLEITE

RERBIEHDNTEEY, 5



@-5:ENCODE (Encyclopedia of DNA Elements)

ENCODE Dpata Encyclopedia Materials & Methods Help !

Search the ENCODE Portal @

g

Computational and integrative
products

https://www.encodeproject.org/
SEESRNIES ) LSHERARET 3ENCODEZOS T /MDY IR T

9, "Data”—"Search by Region" S "PADI2"EAALTHELES,




@-5:ENCODE (Encyclopedia of DNA Elements)

ENCODE Data Encyclopedia  Materials & Methods Help |

Region Search

Enter any one of human Gene name, Symbol, Synonyms, Gene ID, HGNC ID, coordinates, rsid, Ensemble ID

Homo sapiens v

Success

Searched coordinates: PADI2: (chr1:17066761-17119453) +/- 2kb

Datasets Genome Browser

Showing 25 of 2127

Assay ~
Biosample term ~ | | ATAC-seqin GM18508 Experiment
K562 13 Homo sapiens GM18508
GM12878 87
. j : @ released

head of caudate nucleus a4 Lab: Stepherj Montgomery, Stanford ® released
HEK293 50 Project: ENCODE | 2 |
middle frontal area 46 37

ATAC-seq in DND-41 Experiment
Target o~
_— Homo sapiens DND-41
CTCF 246

https:/ /www.encodeproject.org/
‘PADI2;E{=FSAIEkIC&1TB. ChIP-seq. DNase- seq&é:(DII:’f/A

BFiRHARESINET,




@—-6:AMP (Accelerating Medicines Partnership)&ImmPort

{r‘f U.5. Department of Health & Human Services

. . Search MIH
m) National Institutes of Health Q
Turning Discovery Into Health MIH Employee Intranet | Staff Directory | En Espaficl

Health Information Grants & Funding News & Events Research & Training Institutes at NIH About NIH

Home » Research & Training

ACCELERATING MEDICINES PARTNERSHIP® (AMP®)

Accelerating Medicines on thi Related Information
: n this page
Partnership (AMP) Pag News: NIH, industry and non-
N AMP Partners  Timeline = Challenge = Impact Governance profits join forces to speed
Alzheimer’s Disease validation of disease targets,

Common Metaholic Diseases February 4, 2014

Parkinson’s Disease Ovemew Director’s Blog: Introducing AMP:
the Accelerating Medicines

Rheumatoid Arthritis and Lupus Partnership

Schizophrenia Launched in 2014, the Accelerating

AMP press conference
Type 2 Diabetes Medicines Partnership® (AMP®) is a . uktimedia
public-private partnership between the cures =

MNational Institutes of Health (NIH), the Acﬁeleratlng February 2014 Statement by the

U.5. Food and Drug Administration (FDA), Presidentd
multiple biopharmaceutical and life

andiovasealar diseasz

Foundation for the National

science companies, non-profit and other Institutes of Health AMP Website

atinne tntroncfnron the s

https:/ /www.nih. Qav/ research- trammg/ acceleratlng medicines-

parthership—amp
-Accelerating Medicines Partnership (AMP) OH 1T, "

° Iaunphreni



@—-6:AMP (Accelerating Medicines Partnership)&ImmPort

ImmPort Upload ~ Sharec Analysis £ % Resources earch \ v.immport.org Data~ About~

' Shared Data Data Catalogs Data Model Help ~

. rad Ma cimA Emre Cmmre 1 News
\ » Browse Shared Data using Faceted Search i

J“ — l MM PO RT * Download Data (Login Required) 22-June-22 ImmPort Data Release 44 is out! 38

“'s..-ll ‘ Sha red Data s API Documentation new studies. For details please see the Data
N

/’/ * Ask ImmPort Questions Release notes. &

>

‘ Enter text (or) Click Search to Explore ImmPort Shared Data e.g. influenza, COVID-19, SDY1 ... ‘m-

[ Data Summary: Release 44, June 2022 @' Bubble Summary: Research Focus by Assay Type
@ Click on the counts with & icon to visualize the count breakdown
6 Click on a bukkle to zoom in @, Research Focus by Assay Type e
Studies L] Subjects Diseases
586 & 83513 €130
&4 Experiments £Z] Total Results Lab Tests -
214 B o 024 =
2146 & 6304584 1268118 ELISA T Lo
CyTOF Flow
. Cytometry
[ Matrix Summary - Analyte By Study Y ;
i ; ranscriptio PCR
ELISA profiling FlA
) by
array
" wjs| = . - magglutinati e
- .\ INhibition L

Mipge b

https://www.immport.org / shared/home
-Accelerating Medicines Partnership (AMP) lIc&>THEEShA=TES

b5 ) LT —8% 89 O0—KTE3YINTT, :




@—-7:Grimon (Graphical interface to visualize multi-omics networks)

2D visualization
in each layer

Grimon 3D
visualization

https:/ /github.com/mkanai/grimon
BRFTGODAIVABHREZRTTEREL . BRREAMICIRERTEL 3R ICHE{E
ELTRIR{ET BGrimonDY I TT, -



@—-7:Grimon (Graphical interface to visualize multi-omics networks)

O Product

& mkanai/ grimon  Public

¢» Code

() Issues

{1 Pull requests

¥ master ~ P 1branch ©0tags

@

mkanai format

=]

data

man

src
Rbuildignore
.gitignore
DESCRIPTION
LICEMSE
MAMESPACE

README.md

0D 000D OO

grimon.Rproj

Team Enterprise Explore

Marketplace Pricing

() Actions [ Projects [0 Wiki

added point_alpha

updated document

add "optimized_point_mat" and "return_coordinates’
updated v1.0.0

first commit: v0.1.0

first commit: v0.1.0

updated v1.0.0

Initial commit

first commit: v0.1.0

format

first commit: v0.1.0

@ Security

Q. MNotifications

|~ Insights

8ldfcob on 16 Mar %) 12 commits

3 years ago
4 years ago
4 years ago
4 years ago
5 years ago
5 years ago
4 years ago
5 years ago
5 years ago
5 months ago

5 years ago

Sign in ‘ Sign up ‘

¥ Fork 4 7 Star 16

About

R package for plotting 3D graphical
visualization of multi-omics data.

[0 Readme

&8 GPL-3.0 license
7 16 stars

& 2 watching

Y 4 forks

Releases

Mo releases published

Packages

Mo packages published

https:/ / github.com/mkanai/grimon
github ET/—AO—RKH2D2HENTL\ET,
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@—-8:MIGWAS (miRNA-target gene networks enrichment on GWAS)

Genome-wide association study
bk L ¢

RNA sequencing : RNAs-genes
across human tissues target networks

T T Tn :
o
9 =
333332
T T
=0 30
N {n
T o
-
o
=

F

m ¥
=

Highly and specifically expressed miRNAs G W u S

. “a
Tissue specific polygenic Trait-associated miRNAs and
miRNA-gene network signal target genes as biomarkers

https:/ /github.com/saorisakaue /MIGWAS
GWASIER I S/INIA2—H—miRNAZ R TEIT DMIGWASO A I*T’J'

«github £ ¢ /—Aa—RKHADHEINTLET,
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®-1:DRUGBANK

@ORUGBANK online Browse ™ cCovID-19 ™ Search ™ Interaction Checker Downloads Solutions ~ About ~

Building the foundatio

for better health
outcomes

Access the right information at the right time, with
our intelligent clinical drug data API and in-depth
knowledge database.

Learn about our solutions >

it

http:/ /www.drugbank.ca/
ABELTOEMNEEGFICETEITF—aIN—AYLITT,
" Abatacept”EAALTHAEL &L, 7



®-1:DRUGBANK

3 RUG B AN K Online Browse ™ COovVID-19 ~ Interaction Checker Downloads Solutions ~ About ~

D GEEED

GEED ,batacept

Identification

Pharmacology

Summary Abatacept is a disease-modifying antirheumatic drug (DMARD) used for the management of
Interactions moderate-to-severe active rheumatoid arthritis and active polyarticular juvenile idicpathic arthritis
Products as monotherapy or in combination with other DMARDS.

Categories
9 Brand Names

Chemical Identifiers

i el VB0 2R
References Generic Name Abatacept DrugBank DBO1281

Accession

Clinical Trials Number

Pharmacoeconomics

. Background Abatacept is a soluble fusion protein, which links the extracellular domain of human cytotoxic T-
Properties . . ; - o S
ymphocyte-associated antigen 4 (CTLA4) to the modified Fc (hinge, CHZ, and CH3 domains)
Targ&l‘s (2) portion of human immunoglobulin G1 {IgG1). Structurally, abatacept is a glycosylated fusion
protein with a MALDI-MS maolecular weight of 92,300 Da and it is a homodimer of two
homologous polypeptide chains of 357 amine acids each. It is produced through recombinant
DNA technology in mammalian CHO cells. The drug has activity as a selective co-stimulation
modulator with inhibitory activity on T lymphocytes. Although approved for the treatment of
rheumatoid arthritis, Repligen has entered a slightly different formulation of CTLA4-Ig into clinica

trials (RG2077).

http:/ /www.drugbank.ca/
MM RFI(E)" Abatacept” DiEIR, EMBEF. WHIEKE.

BRAREERIT IR, LEDIRHESNET,



®-2:TTD (Therapeutic Targets Database)

BIDD

Mh-r-m

Home Advanced Search ~ Target Group ~ Drug Group ~ @ Patient Data ~ Model & Study ~ Download ~

Search Whole Database

Search for Targets: @

Search Reset
Examples: EGFR; Vascular endothelial growth factor; Peramivir; Renal cell carcinoma ...
r 1T
Therapeutic Target & Drug Data for p Jump to the
Coronavirus (COVID-19, MERS-CoV\ \RS-Co\ Star Target B
-

A comprehensive collection of anti-<coronavirus drugs (small molecular drugs ‘r ‘1'- & Star Drug n
monoclional antibodies, protein/peptide drugs. combination drugs. vaccines, efc.) i = .
together with their corresponding therapeutic ta |j1 s data from previous . fDl COVID-19 DfT].llS
recent coronavirus researches | ki g ] Weel-:

Search for Drugs: @

Search Reset

Examples: Cabozantinib; Ebola virus infection; Oseltamivir ...

http:/ /db.idrblab.net/ttd/
ABELTOEMNERIEFICRAYTETF—aN—AFLNTT,

-”Abatacept”é:JUJ LTHELELS,
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®-2:TTD (Therapeutic Targets Database)

MMM

24 BIDD
D .

Home Advanced Search ~ Target Group ~ Drug Group ~ Patient Data ~ Model & Study ~ Download ~

| Search for targets

You are searching for: Abatacept

Target Name T-lymphocyte activation antigen CD86 (FUN1)
T50912 Target type Successful Target
Target Info Disease Rheumatoid arthritis; Autoimmune diabetes:
Drugs Abatacept Drug Info
Target Name Activation B7-1 antigen (CD80)
158238 Target type Successful Target
Target Info Disease Rheumatoid arthritis; Non-small-cell lung cancer;

Drugs Abatacept Crug Info

If You Find Any Error in Data or Bug in Web Service, Please Kindly Report It to Dr. Wang and Dr. Li.

https://db.idrblab.net/ttd/
AR HF(HikE)” Abatacept” DHEIR. EMEETF. ﬁ%ﬁ%

BRAREERIT IR, LEDIRHESNET,




®)—-3:Connectivity Map

COI‘lnectiVityMap S [ NSTITUTE

Unravel biology with the world's largest
perturbation-driven gene expression dataset.

Start exploring the data by using the text-box on this page to look up perturbagens of interest in Touchstone. To see
the suite of tools, including apps to query your gene expression signatures and analyze resulting connections, click
on Tools in the menu bar.

> TYPE COMPOUND, GENE, MoA, OR PERTURBAGEN CLASS TO SEE OVERVIEW
> TYPE A SLASH CHARACTER */* TO SEE LIST OF COMMANDS

DATA VERSION: Beta / SOFTWARE VERSION: 1.1.1.43

SUPPORT + OFFICE HOURS CANCELED

| As of 7/15/22, our team will no longer be offering office hours and email
support for clue.io and its app. Our extensive online learning resources will
still be available through Connectopedia, including the comprehensive CLUE
: glossary. Please note that this will not affect any functionalities on clue.io and
| its apps—-we are only ending individualized support. As always, we appreciate
i your continued use of clue.io! —The CLUE Team .

Tools Projects Developer Help

Data and Tools

We are excited to announce the release of the updated CMap LINCS
gene expression resource. This release is an expansion upon the
previous 2017 data release and contains >3M gene expression
profiles and >1M replicate-collapsed signatures.

1. These data are available for download from the LINCS

data releases app as well as the from the clue data library

2. The data can be queried with external gene sets using the

clue query app

3. We also provide a web application for querying the

metadata

4. And a python library for accessing the data
programmatically

In addition, we provide the following tools to help facilitate data
access and use:

1. Code libraries for accessing and analyzing CMap data

2. Notebooks that illustrate common modes of data access

and analysis

3. Docker containers for running common analysis

algorithms

Please note that these data and tools are released as a

https:/ /clue.io/about

- KEBroadfi %A E#H TS, (LEMIESROBEFRIRECERH
ENELeMRELIT—EIN—-ATT,
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®)—4: Anatomical Therapeutic Chemical (ATC) Classification

K[@G Anatomical Therapeutic Chemical (ATC) Classification

[ Brite menu | Download htext | Download json | Help ]
Searchl

""" [J one-click mode
» & ALIMENTARY TEACT AND METABOLISM
» B BLOOD ZND BLOOD FORMING ORGANS

> C CARDICWASCULAR SYSTEM

» G GENITC URINARY SYSTEM AND SEX HOBRMONES

» H SYSTEMIC HORMONAL PREPRRATIONS, EXCL. SEX HORMONES AND INSULINS

» N NERVCUS SYSTEM

» P ANTIPARASITIC PRODUCTS, INSECTICIDES AND REPELLENTS
» R RESPIRATCRY S¥YSTEM

» 5 SENSCRY CRGANS

> ¥ VARICUS

[ DRUG | BRITE | KEGG2 | KEGG ]

Last updated: July 21, 2022

According to WHO's ATC 2022

+ Japanese version

http:/ /www.kegd.ip/kegg-bin/get_htext?br08303.keg
‘WTONATCRFEICE DL, RELABEOHRBENLMIHLTRTI,
(Kyoto Encyclopedia of Genes and Genomes(KEGG ) EDAR—JICLV)ET, )’



®)-5:GREP (Genome for REPositioning drugs)

E, ............... Input ............... _: pr——— Output ................ .

: Drug to Genes
Genome-wide Names of the drugs

association study .
(GWAS) . targeting the genes
Currently approved drugs

: .. provide genetic support for  :

DrugBank TTD the efficacy.

: Drugs for other indications
: : ( 3 : .. are potentially repositionable:
Expression data —p- | for the trait of interest. :
: > GREP] ;

Enrichment analysis

: on clinical indications
o # disBég!snes (2% -
i ¥ Cancers O

Somatic mutation D . .
: rug to Diseases P
: g L (P e COCEEE6

atc Il | ico1o |l 0 disenles €66
code code : U disonses €
{:-}} Infections £

.....................................................

\

...............................................

https: / / glthub com/ saorisakaue/GREP
‘ATCRERVRIEFTF —4N—-RICEDOZE, RBEEEREGTFHIDVEI YT

ZVBRBRBEPENMIMERBRERAI) =993 -VTTY,



B)—6:Trans-Phar (integration of TWAS and pharmacological database)

Trans-Phar

Integration of Transcriptome-wide-association study

and Pharmacological database
/* |I‘||2_)Ut ﬁ Genetically-regulated \
GWAS summary statistics gene expression

T Output R

Potential therapeutic
compounds

Negative correlation

k>
5§
=Ty
o ~
Compound-regulated B3 Qe
. 2w =
gene expression é_ c @
o
= G
— —- e Genetically-regulated
—] = . gene expression
-\\1 &. \ /

https:/ /github.com/konumat/Trans—-Phar
« TWAS(Transcriptome-Wide Association Study)ZF\L\T. GWASEERH S8

GEFRIRETI(LERTEL. (LEMERI) -V JFBRIEY—-ITT.



®-7:STITCH

SR

Welcome to STITCH

Chemical-Protein Interaction Networks

ORGANISMS | CHEMICALS | PROTEINS | INTERACTIONS
2031 | O5mio | 9.6 mio | 16 Dbn

http:/ /stitch.embl.de
AbBMEANIEH BT DRIV HROYIMTY,

*"PADI2"EAALTHEL &S,




®-7:STITCH

STITCH

_FLG
oy

PPPPPP

PADIZEfrx?r(9//\7E)&*ﬂ§1’ﬁFﬂ’E~BD1|S‘°‘%’P 11!’.0)9/1\7E
ENZIYNT—71EHRD . BREeL TIREZINET,



®-8:STRING

% STRING

Welcome to STRING

Protein-Protein Interaction Networks

Functional Enrichment Analysis

ORGANISMS | PROTEINS | INTERACTIONS

14094 | 67.6mio | >20bin

http:/ /string-db.org/
ANV BRHEEERRYMNI—718 RDYLMNTT,

*"PADI2"EANALTHEL&ES,




®-8:STRING

LOGIN REGISTER SURVEY

D_Z':f: ST RI N G Search Download Help My Data

PRTMN3
N/
/_\POFUTz
N/
© Viewers > [Legend s It Settings > £ Analysis > B Exports > & Clusters > @ More @ Less
Nodes:
Network nodes represent proteins Mode Color Node Content

http:/ /string-db.org/
‘PADI2IBIEF (4 v8)DEBEIER I 32 NIBEDRIMNT—V1E

D, BlELTRHESNET,



®-9:0pen Targets

S Open Targets About ~ Research ~ Jobs Blog Community Contact
o

&
?- Open Targets

Developing safe and effective drugs is difficult and expensive

We are dedicated to changing this with innovative experimental and informatics approaches

Open Targets is an innovative, large-scale, multi-year, public-private partnership that uses human genetics and genomics data for systematic drug
target identification and prioritisation.

Visit the Open Targets Platform which integrates public domain data to enable target identification and pricritisation, or the Open Targets Genetics
portal which identifies targets based on GWAS and functional genomics. We complement data integration with large scale systematic experimental
approaches to support target identification, prioritisation and validation. Check out our latest papers describing our experimental target
identification approaches in oncology, neurodegeneration, and immunity and inflammation.

Find targets for a given disease Discover genetic evidence for targets

Explore our experimental projects
Visit the Open Targets Platform Visit Open Targets Genetics

Read our research publications

https:/ /www.opentargets.org/
7/ LBERIFEREIC. RIES—FTFYMDIBREFED/T-T—AN—-R
T9, "
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