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(ABCI1), member | [Homao sapiens)

Other Alias CERF,HDLDTI1, TGD

Other Desi cassette 1: ATP-binding cassette, sub-family A member 1: cholesterol efflux regulatory protein: high density
FTP site lipoprotein deficiency, Tangier type. |

FAQ

: Chromosome: 9: Location: 9q31.1
Related sites GenelD: 19
Entrez Genome :
Genomic Biology
HomoloGene £2: APOAI Links
L":.“:u-i!-'“?k. apolipoprotein A-I [Homo sapiens]
:::r:‘ﬁ” g Chromosome: | |; Location: 11g23-q24
RefSeq GenelD: 335
UniGene

O3: ABCAY Links

Feedback ATP-binding cassette, sub-family A (ABC1), member 7 [Homo sapiens]
Help Desk Other Aliases: HGNC:37, ABCA-55N, ABCX
Corrections Other Designations: ATP-binding cassette, sub-family A, member 7; autoantigen 55-N: macrophage ABC transporter
About GeneRIFs Chromosome: 19: Location: 19p13.3

GenelD: 10347

Subscriptions

RefSeq C4: ABCAS Links
Gene ATP-binding cassette, sub-family A (ABCI). member 5 [Homo sapiens]

MapviEwer Other Aliases: HGNC:35, ABC13, EST90625

Other Designations: ATP-binding cassette A5: ATP-binding cassette, sub-family A . member 3

Chromosome: 17: Location: 17q24.3

GenelD: 23461
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—11: ABCA1 ATP-binding cassette, sub-family A (ABC1), member 1 [Homo sapiens]

GenelD: 19 Locus tag: HGNC:29: MIM: 600046

Transcripts and products: (shown on reverse complement genome) RefSeq below
HC_000009

Links
updated 12-Aug-2004

4103070274 ]
£ )
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B - coding resion
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Genomic context: chromosome: 9: Maps: 9g31.1
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Gene type: protein coding

Gene name: ABCA|

Gene description: ATP-binding cassette, sub-family A (ABC1). member |

RefSeq status: Reviewed

Organism: Homo sapiens

Lineage: Eukaryota; Metazoa; Chordata; Craniata; Vertebrata; Euteleostomi; Mammalia; Eutheria; Primates; Catarrhini; Hominidae; Homo

Gene aliases: TGD: ABC1: CERP: HDLDTI

Summary: The membrane-associated protein encoded by this gene is a member of the superfamily of ATP-binding cassette (ABC) transporters. ABC
proteins transport various molecules across extra- and intracellular membranes. ABC genes are divided into seven distinct subfamilies (ABC1, MDR/TAP,
MRP, ALD., OABP, GCN20, White). This protein is a member of the ABC1 subfamily. Members of the ABC1 subtamily comprise the only major ABC
subfamily found exclusively in multicellular eukaryotes. With cholesterol as its substrate, this protein functions as a cholesteral efflux pump in the cellular
lipid removal pathway. Mutations in this gene have been associated with Tangier's disease and familial high-density lipoprotein deficiency.

» Bibliography: help
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GeneRIFs:

1. Two polymorphisms were associated with plasma levels of ApoAl. 1 in the promoter (C-564T) and 1 in the coding (R1587K) regions, whereas only
| polymorphism (R219K ) was associated with the nsk of myocardial infarction.

. ABCAL 1s not requied for a positive feedback pathway for stimulation of potentially anti-atherogenic apoE secretion by alpha-helix-containing
molecules including apoA-1 and apoE

. Both mutations prevent normal trafficking of ABCA, thereby explaining their inability to mediate apoA 1-dependent lipid efflux
4. A two step model of cholesterol efflux is suggested that can explain the functional interactions of ABCA1 with apoA-I and other cholesterol
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311858869 31214164 PSORS1CL + v pr dl e T

31189686 31194452 COSK - OMIM v pr dl ey T b C
3211575 31213385 PSORSACZ - v pr dl e i

3216476 31231822 Céeorfid - OMIM IV pr dl e i b C
32336529 31236784 TCF19 + OMIM IV pr dl e i b C
31235369 3124A3682 POUSFL - OMIM IV pr dl e i b C
31271883 31278065 LOCZE3A15 + v pr dl e T

31341277 31344599 HLA-C - OMIM IV pr dl e i b C
14266859 31429136 HLA-E - OMIM IV pr dl e i b C
31478571 31487294 MICA + OMIM IV pr dl e i C
31535334 31R3795A HCP& + OMIM IV pr dl e i C
31578311 31583243 MICE + OMIM ¥ pr dl e T C
31E911A1 31ROZ427 PPIPD - v dl ey T C
316A1675 316AZ347 LOC4E1256 + v pr dl e i

I16AZ335 31614244 BATL - OMIM IV pr dl e i b C
31616555 31615942 ATPEMAGZ - OMIN v pr dl e i him
31619686 31630919 MFEBIL1 + OMIM ¥ pr dl e mmn him C
31644397 I1E464E82 LTA + OMIM v pr dl 23 T b C
1647654 3166A416 TNF + OMIM IV pr dl e i b C
1662639 3165456G LTE - OMIM IV pr dl e i b C
31659719 31668757 L5T1 + OMIM IV pr dl e i C
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31687317 31689852 AIF1 + OMIM v pr dl 3 T b C
31692874 317A9315 BATZ + OMIM v pr dl e T b C
317116895 3724722 BAT3 - OMIM IV pr dl e i b C
1727945 31738261 APOM + OMIM IV pr dl e i b C
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31734142 31737447 BAT4 - OMIM ¥ pr dl e T b C
31737941 31742128 CSMKZE  + OMIM v pr dl ey T b C
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31775962 31739975 LyaGel  + OMIM IV pr dl e i b C
31784397 31785873 LY&GEE - v pr dl 23 T C
317967685 317793794 LyaGel - IV pr dl e i b C
31795435 317aTza Ceorfzh + OMIM IV pr dl e i C
31790694 318A2316 DO&HZ - OMIM IV pr dl e i b C
318A2648 315A5594 CLICT - OMIM IV pr dl e i b C
318126855 31536965 MSHE + OMIM ¥ pr dl e T b C
31835189 31536883 LOC4B1251 + v pr dl =2 T b
31837793 31548836 Ceorf2? - v pr dl ey mm b C
31849575 31567792 VARSZ - OMIM IV pr dl e i b C
31869454 31579625 L5M2 - OMIM IV pr dl e i b C
31881684 31587094 HSP&1L - OMIM ¥ pr dl e mmn him C
31887624 31596065 HSPAL1A  + OMIM v pr dl 23 T b C
31899516 319A2327 HSPA1E  + OMIM IV pr dl e i b C
31985985 319115831 Coorf4d + OMIM IV pr dl e i C

Lo bg b Lo D0 L0 Lo Lo L0 B0 L0 Lo Do Lo Do Do Do Lo Lo Lo Do B Lo o bo Lo Lo

Lo Lo Lo Lo Lo B Lo

L

1
1

i M chloride intracellular channel 1
e

Dezscription

tp2l .32 beta B5-tubulin
flotillin 1

immediate early response 3
6p2l.32 hypothetical gerne zupported by AKB9SE12
dizcoidin domain receptor familw, member 1

valy l-tRMN& synthetose 2-like
6p2l.32 =imilar to GSGLE41
diffusze panbronchiolitis critical region 1

6p2l.32 chromozome & open reading frame 285

chromosome & open reading frame 15

tp2l.3 psorigsis susceptibility 1 condidate 1
corneodesmosin

tp2l.3 psoriaszis susceptibility 1 condidate 2

chromosome & open reading frame 18

tronscription foctor 19 (SC1%

POU domain, class 5, transcription factor 1

ep2l .32 hypothetical protein LOCZ2E3813

major hisztocompatibility complex, class I, C

major histocompatibility complex, class I, B

MHC clazs I polypeptide-related sequence A

HL& complex P5

MHC class I polvpeptide-related sequence B

peptidylprolyl isomeroze {cyclophilin} pzeudogene 9
6p2l.31 similar to coiled-coil domain 1 protein precursor
HLA-E azsociated transcript 1

ep2l.3 ATPaze, H+ transporting, lvsosomal 13kDa, Y1 subunit G iszoform 2
nuclear factor of kappa light polwpeptide gene enhancer in B-cells inhibitor-like 1
Lymphotoxin alpha (TMF superfomily, member 1%

tumor necrozis foctor (TWF superfomily, member 20
Iymphotoxin beta (TNF superfamily, member 37

leukocyte specific transcript 1

natural cytotoxicity triggering receptor 3

allograft inf lammatory factor 1

HLA-B associnted transcript 2

HLA-E azsociated transcript 3

apolipoprotein M

chromosome & open reading frame 47

HLA-B associated transcript 4

casein kinase 2, beta polvpeptide

lymphocyte antigen & complex, locus GEB

lymphocyte antigen & complex, locus GRC

HLA-E azsociated transcript &

lymphocyte antigen 6 complex, locus GaD

lymphocyte antigen & complex, locus GEE

lymphocyte antigen & complex, locus GEC

chromosome & open reading frame 25

dimethy larginine dimethy laminohwdrolaose 2

muts homolog 5 (E. coli)

ep2l .31 =zimilar to MNG23

chromosome & open reading frame 27

valyl-tENA synthetoze 2

L5M2 homolog, US small nuclear RNA associoted (5. cerevisioe)
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UCSC Genome Bioinformatics

Genomes Gene Sorter Blat PCR Tables FAQ Help

Genome About the UCSC Genome Bioinformatics Site

Browse

N— r_ This site contains the reference sequence and working draft assemblies for a large collection of genomes. It also shows the
Gene aissis and provides a portal to the ENCODE project.

Sorter

7 I) “J 7 rage you to explore these sequences with our tools. The Genome Browser zooms and scrolls over chroi
Blat annotators worldwide. The Gene Sorter shows expression, homology and other information on groups of genes that ca
quickly maps vour sequence to the genome. The Table Browser provides convenient access to the underlying database.

In Silico
PCR

Table News

Browser
10 August 2004 - Anopheles gambiae Genome Browser Released

Utilities
-, The UCSC Genome Bioinformatics Group has released a Genome Browser and Blat server for the Anopheles gambiae v
Downloads (Feb. 2003). This assembly -- UCSC version anoGam| -- was produced by the International Anopheles Genome Project a

The MOZ2 assembly is a 10x whole genome shotgun assembly. The assembled portion of the genome is about 278 Mb
unique scaffolds. the largest scaffold being 23.1 Mbp. Approximately 85% of the sequence has been assigned to chrom
arms chr2L., chr2R, chr3L, chr3R, and chrX are represented by 13,49, 42, 28, and 10 large scaffolds respectively. No sca
the Y chromosome. The unassigned scaffolds, concatenated together in arbitrary order, can be found in the artificial unkno

For more information about the initial A. gambaie assembly, see Holt et al. (2002), The Genome Sequence of the Malaris
Science 2002 298:129-149,

Mirrors Downloads of the anoGaml data and annotations may be obtained from the UCSC Genome Browser FTP server or D
S annotation tracks were generated by UCSC and collaborators worldwide.

Archives
Many thanks to the International Anopheles Genome Project and Ensembl for providing the sequence of this genome. The

Credits browser are Angie Hinrichs, Galt Barber, Donna Karolchik, and sysadmins Paul Tatarsky and Jorge Garcia. See the Cred

o organizations and individuals who contributed to this release.
upDs

Training 29 July 2004 - Zv3 Zebrafish Genome Browser Available: The Zv3 Zebrafish genome assem
now available on the UCSC Genome Browser and Blat server. Read more.

Cite Us
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Human GGenome Browser Gateway

The UCSC Genome Browser was created by the Genome Bioinformatics Group of UC Santa Cruz.
Software Copyright (c) The Regents of the University of California. All rights reserved.

FeNOme assembly position image width
_g—

Human £ [ May 2004 :l abcal ) 620 /‘ I) \‘J 7

Click here to reset the browser user interface settings to their defaults.

frAdd Y¥our Own Custom Tracks |

abcalt A A

About the Human hgl7 assembly
The May 2004 human reference sequence is based on NCBI Build 35 and was produced by the International Human Genome Sequencing Consortinm.
Sample position queries

A genome position can be specified by the accession number of a sequenced genomic clone, an mRNA or EST or STS marker, or a cytological band, a chromosomal
coordinate range, or keywords from the GenBank description of an mRNA. The following list shows examples of valid position queries for the human genome. See the
User's Guide for more information.

Requesi: (enome Browser Response:

chr7 Displays all of chromosome 7

20pl13 Displays region for band p13 on chr 20

chr3:1-1000000 Displays first million bases of chr 3, counting from p arm telomere

D 1653046 Displays region around STS marker D 1653046 from the Genethon/Marshfield maps. Includes 100,000 bases on each side as well.
RHIB061:RH80175 Displays region between STS markers RH18061:RH80175. Includes 100,000 bases on each side as well.
AA205474 Displays region of EST with GenBank accession AA205474 in BRCA 1 cancer gene on chr 17
ACO08101 Displays region of clone with GenBank accession AC0O08101

AF083811 Displays region of mRNA with GenBank accession number AF083811

PRNP Displays region of genome with HUGO identifier PRNP

NM_017414 Displays the region of genome with RefSeq identifier NM_017414

NP_039110 Displays the region of genome with protein accession number NP_059110

pseudogene mRNA  Lists transcribed pseudogenes, but not cDNAs
homeobox caudal Lists mENAs for caudal homeobox genes

zinc finger Lists many zinc finger mRNAs

kruppel zinc finger  Lists only kruppel-like zinc fingers

huntington Lists candidate genes associated with Huntington's disease
zahler Lists mRNAs deposited by scientist named Zahler
Evans.JE. Lists mRNAs deposited by co-author J.E. Evans

Use this last format for author queries. Although GenBank requires the search format Evans JE, internally it uses the format Evans,J.E..



Known Genes

ABCAl at chr9:104726262-104770073 - (AF258627) ATP binding cassette transporter 1 (Fragment).

ABCAl at chr9:104622849-104769967 - (AF285167) ATP-binding cassette, sub-family A (ABCl), member 1

ABCAl at chr9:104697401-104769991 - (AK024328) Hypothetical protein FLJ14266.

ABCA10 at chrl7:64655743-64736391 - (RALB32004) Hypothetical protein DEFZp451H043.

ABCARID at chrl7:64655771-64752582 - (AY247065) ATP-binding cassette sub-family A member 10.

ABCA10 at chrl7:64655745=-64659881 - (BC0O31026) Hypothetical protein (Fragment).

ABCA10 at chrl17:64656439 64664651 - (BCOS51320) Similar to ATP-binding cassette, sub-family A (ABC1l), member 8 (Fragment].

ABCAl2 at chr2:215622806-215739890 - (AF418105) ATP-binding cassette, sub-family A (ABCl), member 12

ABCAl2 at chr2:215622534-215637694 - (ALOB0207) Hypothetical protein (Fragment).

ABCAlZ at chr2:215622851-215722316 - (AY033486) ATP-binding cassette transporter family A member 12.

ABCAl1Z at chr2:215621772=-215828657 = (AYZ219711})} ABCAlZ transporter subfamily A.

ABCAl3 at chr7:48098270-48462457 - (AF501281) ATP binding cassette transporter Al3 (Fragment).

ABCAl13 at chr7:48090363-48093582 - (RK091195) Hypothetical protein FLJ33876.

ABCA13 at chr7:48337073-48464303 - (AK091270) Hypothetical protein FLJ33951.

ABCAl3 at chr7V:48015103-48089853 - (AK126220) CDNA FLJ44232 fis, clone THYMU3006811, weakly similar tc Homo sapiens ATP-binding cas
ABCAl13 at chr7:48271920-48464353 - (AK128516) CDNA FLJ46673 fis, clone TRACH3009061, weakly similar toc ATP-binding cassette, sub-fa
ABCALIS at chrV:48015103-48464352 - (AY204751) ABC Al3.

RefSeq Genes

ABCA] at chr9:104622837=104769991

(MM _005502) ATPF=binding cassette, sub-family A member 1

chr : - (HNM 080282) ATP-binding cassette, sub-family A, member 10
ABCAl2 at chr2:215621772-215722316 - (MM 015657) ATP-binding cassette, sub-family A, member 12
ABCA]1Z at chr2:215621772-215828657 - (MM 173076) ATP-binding cassette, sub-family &, member 12
ABCAL3 at chr7:48015103-48464352 - (MM _152701) ATP binding cassette gene, sub-family A (ABC1),

Human Aligned mRNA Search Results

BCO51320 - Homo sapiens ATP-binding cassette, sub-family & (RABC1l), member 10, mRENA (cDHA clone IMRGE:624%210), partial cds.
BCO31026 - Homo sapiens ATP-binding cassette, sub-family A (ABCl), member 10, mRMA (cDMA clone IMARGE:4712782), partial ecds.
A¥21971]1 - Homo sapiens ABCAlZ2 transporter subfamily & mBMA, complete cds.

AB055982 - Homo sapiens mRMA for ABCAl, complete cds.

A¥247065 - Homo sapiens ATP-binding cassette sub-family A member 10 (ABCAl10) mRHNA, complete cds.

AY033486 - Homo sapiens ATP-binding cassette transporter family A member 12 (ABCAl2) mRNA, complete cds.

AF50128]1 - Homo sapiens ATP binding cassette transporter A13 (ABCR13) mRNA, partial ecds.

AF258627 - Homo sapiens ATP binding cassette transporter 1 (ABCAl) mRMA, partial eds.

AF285167 - Homo sapiens ATP-binding cassette transporter 1 (ABCAl} mRNA, complete cds.

AK131360 - Homo sapiens cDMA FLJ16398 fis, clone TRACH3000420, weakly =similar to Homo sapiens ATP-binding cassette transporter fa
AK123578 - Homo sapiens cDMA FLJ41584 fis, clone CTONGZ2020445, highly similar to Homo sapiens ATP-binding cassette transporter fa

Non-Human Aligned mRNA Search Results

AF420436 - Mus musculus, Abcal?

AY(032590 - Arabidopsis thaliana, ATP-binding cassette transporter AtABCRAl
AB109217 - Arabidopsis thaliana, AtABCAl

A¥743472 - Mus musculus, ATP-binding cassette transporter sub-family &
AY24347]1 = Mus musculus, ATP-binding cassette transporter sub-family A
A¥243470 - Mus musculus, ATP-binding cassette transporter sub-family &
AYZ08182 - Rattus norvegicus, ATP-binding cassette 1

A¥Y160971 - Mus musculus, ATP-binding cassette transporter

AF362377 - Gallus gallus, ATP-binding cassette transporter 1
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RefSeq Gene

RefSeq Gene ABCA1

RefSeq: NM 005502 Status: Reviewed
CDS: 3' complete

OMIM: 600046

LocusLink: 19

Entrez Gene: 19

PubMed on Gene: ABCAI

PubMed on Product: ATP-binding cassette sub-family A member |
GeneLynx ABCA

GeneCards: ABCA|

AceView: ABCAI

Stanford SOURCE: NM 005502

Summary of ABCAIl

The membrane-associated protein encoded by this gene is a member of the supertamily of ATP-binding cassette (ABC) transporters. ABC proteins transport various
molecules across extra- and intracellular membranes. ABC genes are divided into seven distinct subfamilies (ABC1, MDR/TAP, MRP, ALD, OABP, GCN20, White).
This protein is a member of the ABC1 subfamily. Members of the ABC1 subfamily comprise the only major ABC subfamily found exclusively in multicellular eukaryotes.
With cholesterol as its substrate, this protein functions as a cholesteral efflux pump in the cellular lipid removal pathway. Mutations in this gene have been associated with
Tangier's disease and famulial high-density lipoprotein deficiency.

mRNA/Genomic Alignments

SIZE IDENTITY CHROMOSOME STRAND START END QUERY STARRT EHND TOTAL

10412 100.0% 9 - 104627838 104769991 HM 005502 1 10412 10412

Position: chr9:104622838-104769991
Band: 9g31.1

Genomic Size: 147154

Strand: -

Links to sequence: 7 | ) \‘J 7

¢ Predicted Protein
¢« MRNA Sequence may be different from the genomic sequence.

@mic Sequence rom assembly
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Genomic Sequence Near Gene

Get Genomic Sequence Near Gene

Note: if you would prefer to get DNA for more than one feature of this track at a ime, try the Table Browser: perform an Advanced Query and select FASTA as the output
format.

Sequence Retrieval Region Options:

%ﬁmamby 10000 bases > ?I“JO%A*LT\ 10000&]\jj

1 CDS Exons
13 UTR Exons
1 Introns

JDownstream by 1000 bases

® One FASTA record per gene.

) One FASTA record per region (exon, intron, etc.) with [0 extra bases upstream (5') and ‘0 |
1 Split UTR and CDS parts of an exon into separate FASTA records

Note: if a feature 1s close to the beginning or end of a chromosome and upstream/downstream bases are added, they may be truncated in order to avoid extending past the
edge of the chromosome.

extra downstream (3')

Sequence Formatting Options:

™) Exons in upper case, everything else in lower case.
O CDS 1n upper case, UTR in lower case.

O All upper case.

Al lower case.

—

bdask repeats: (0 to lower case O toN




>hgl7 refGene NM 005502 range=chr9:10476%9992-1047799%]1 5 'pad=0 3 'pad=0 revComp=TRUE strand=- repeatMasking=none

gtgagococgagatggggoccactgoattocaacctgggoaacagagtgagac
cctgtctcaaaaaataaagtatatatatatatatatatataaatatttac
gtgtgtgtgtgtgtgtgtgtgtgtgtgtgtgtatacatatatatagcatg
tgtttattttataaattttgtaaaatacagacatatatgaaaaaattacc
tataatcttaccatccacaggtgattgeotgttagocacctatctgggattt
ttttttteotttbtbtottbbtotbtbtbbttbttttbttbgoagtettttota
ggracatatattcaatgaaaaaggttatcaatatagtaacagttattttt
tattgaatgttaaccatacacataaatatagctttgeotttttttttcocaat
tcgratttaccatgagcagtttoctatatcacaactcoctttgaaaacatta
ttttecacctttcatggetatataacatteotatecatgtgaatttatcaatyg
tgtattttagaattgttatcagatgattaagcatttttaaaatgttcact
catcaataaaatagtgacaacattcttgaacataagttttttttaccata
ctatcggatatttoccttagtataaattocctoccaagtaaaattagtgggeco
aaaggoctttttttttttgaggeoggagtttogotoctogttgoocaggotgg
agtgocaatggtgtgatctocggttocaccacaaccteoctoctoocaggttea
agcaattctooctgoctocageoctooctgagtagotgggattacaggeatgea
ctaccatgocctggotaattttgtagttttagtagagacagggtttctoca
tgttggtcaggotggtctocaaacteoctgacctocaggtgatectgoatgoot
cggoctooccaaagtgoctgggattacaggocatgagocactggtoctggace
aaagocctocttgatacattttgotaaactatcagaatgttgggeoctotttg
caccctactaacaccoctocagtttttatgagtatgattacattattttooo
tocttttoococaacctoctattotattttoccttagataccttaagactgea
ccococcaacttagotttotgttotocattocaggocagtgtgtocagggetteo
aatccocrcagtggtgagtaggocagatgtgggggocttoctgttgaactotgtt
aggtaattgagccactcaaggggaaaccagoctttggggtoocgotectgtgg
caagcoccaggactectatgaatggagotcattoctcactaatttacacace
aggacaagtagccagctaagaaattgotctaatttocactggacgtecagte
accagaagaatggagatacagaaggaaaataaaaggoctgotooccacagt
ggggtcatagcacatctocacatttaacctttgacaaggoaaaagtattt
cttoctgtocagacaattocagaagtocataaggaatactgggoaaggatgg
gtcaaaacaacacagactattgagggraacaaaggaaaaaccatgeocacte
ctgaagaaatcgttcoccaaaatgotgaaagagaaagaggattgtoctotot
agaagtctaatagaaaacagtatctggaacatttocctaggattttttttt
tttctaatgacttactcteocttattaatatgtcagagaaaagaaaagctoco
tggctaagaaataaaacagtcococcteocatcoccagaaatcacagocaggaata
tggattcttaagtgtcaaaaaagtactctgaataaggaaagaaacgcaga
tgocactacttctattataataagecgottgatttocttttaateccoctgagt
ccaattattttottggoaaatttaagggtactgactgotteotgtgaatot
attgttacacttgataatggatctgagttgggggtaatatttgeoctatca
atttggatacttaaaaatctcocteoteoctotttocttocatatacecoctotateote
acaactttccatttaatgagggaagtgaatttocttttttetgeocococtott
tcctactgottoctagaataaaagrataacaggacgacaggagtggagatyg
agaggaagcatttccaagraatgggaaagtatgatgagagtocgtgagttg
gtagaatgggggtgagtaaggggtggggtgtggatggatggaagaggaty
gaggaggaagcaggtcatatgatcaggeottcaaaggocttocaatatectt
gttttcagaggotttgtaggtottottacagaactttgagggtattttte
ctttgtgagrcaaaggagaaccatagtaaattttgagggatgggotgggeg
cggtggcoctcacgocctgtaatcoccagoactgtggoaggocagaggocaggtgyg
atcatttgaggtcaggagttcgagaccagocctggocaaaatggtgaaaceo
ccghctoctactgaaaaaacaaaaagttagttggatgtggttgoatgtgeco
tataactccagoctactocgggroagotgaggocagocagacttgotggaaccog
ggaggcagatgttgoaatgagttgagattgtgocactgoactocagtctg
ggagacagagtgagactcoccatctcaaaaaaaaagaaatttttttttttgg
agggagaaaatatatgattagattgtttttgtgttggtttgeottgtttgt
ttttttocococcaagoaaaaaatcactttactgocaatagggaagacaaatag
gaaggggaagaaactagagacaggaacagcagtttggaggttotgeaata
cagaagcocccagatgtttggeottggacttagacactgggaatgaaaaataa
atgatgaattaaaaaaataaaatatttgggaggtatacttgacctgacct
tggtgeotttttcaaatgagaagagaaagatagagacagatgaaaaagtta
agcaaggatagactatgattteccatagtagaatagtoctagatgatgatateca

FASTAR, X TiaE LT-ECI
MRIRSND
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English | Japanese

Database Search

Keyword Search

Species: | H.sapiens

Category:

RefSeq 1D (MM

{ 005502 l

(May, 2003)

## | BLAST search

(Jan 10 2003)

@ Search for TF Binding Site

{(Blay 2003}

@ Mapped TF Site
{MLay 2003)

¥ Comparative Analysis

=

H.sapiens vs M.musculus & | go |

- DataBase of Transcriptional Stark Sites -

Release 3.0 september, 2003
Based by UCSC hgl3
We recommend to use the Internet Explorer 5.0 or later for visiting our database.

| atab
Keyword: Refseq I D 005502§)\ jj : thﬁ;{?lif:will be implemented shortly !

DBTSS: Database of Transcriptional Start Sites

Current version is based by UCSC hgl3

Based on 400,225 and 580,209 human and mouse full-length cDNA sequences, DBTSS
contains exact information of the genomic positions of the transcriptional start sites and the
adjacent promoters for 8,793 and 6,875 human and mouse genes, respectively. Of these, 3,324
could be paired as mutually homologous genes between human and mouse and their promoters
could be compared with each other. Using this information, DBTSS enables users to investigate
what kind of sequence elements are contained in the promoters of their genes of interest and
which of them are conserved between human and mouse. Also. users can search for promoters
containing putative binding sites of particular transcription factors (TFs). For this, complex
queries are supported on recorded features, so that users can optimize the search conditions by
specifying arbitrary combinations and cut-offs for each TF and whether or not the sequence
conservation of their binding sites between human and mouse should be considered. DBTSS
should serve as a unique database which meets the practical requirements of experimental
biologists and should lay firm foundation for deciphering the transcriptional network of human
genes.




English | Japanese

Database Search

Keyword Search
Species: | H.sapiens |3

Category:
RefSeq ID (NM_) (e.g., 123) %

Keyword:
005502

| Search )

P | Viewer Controller:

(May, 2003)

& BLAST search

(Jan 10.2003)

& Search for TF Binding Site
(May 2003}

@ Mapped TF Site
(May 2003)

¥ Comparative Analysis

]

I . . N
H.sapiens vs M.musculus :J Lgo’)

Example:
NM 000993 vs NM 053257

(May, 2003)

' SN Search
<RefSNP ID>

rs [ 10kb  +$)

i

Gene Structure

Chromosome: chr® Strand: Minus Sequence: ! View Genomic Sequence H

M - lIntran=]ated Resimn (LITRY : Protein Coding Seduence (TN

Ensenbl: 1%99434023 N
ENSTOOOO0297593 N H —H
Ensenbl: l%-99434023
EMSTO0000297E34 —H HH
Ensenblz: l%-99433939
EMSTOO0003] SE60 N 1 -
RefsSeq: l%-99433941
MIM_0o5502 I ] —H — W
= T T =TT =R T =Ty W ==K W N THTW W R =Py W TN ]
Rep EE mm -.Illll_lllllll LI OF LI - F B T [ e p e | il
CpG 1slan
shP =f| ||| |Il||||||||||| (LA LTI OO AR ET [N TCECMETCR MR A [ AR
EEaEcon e e i 37
fllgu-c:apped cONA
FLJ: == 09433941
AROZ43E l_ | —H HH
FLJ: == 09433939
AKOZZ25d ﬁ
FLJ: == 09305677
Qﬂﬂ@ '—I:HH—I-HI )

One-pass cDNA

LFLogS24 I ] i | 1L
[%-99433941 O I 1 d D N A
AMRO31Z2 i%. I e ILIE IgO-Cappe C
99433939
KGROGTSS i%. i i | LK
99433939
KGROEZ11 i

I i .
[%- 99433939

Range:90433886-09433002 Strand:- legend

Species H.sapiens Chromosome : chrd

| ==Upstream= gragh

Excision of promoter sequence
Tooo | bp (1-10000)

1000
bp (1-10000)

a

designated as 0: magst upstream Oligo-capped cDNA =
"_ submit ; clear |

E£3%1000, F5t100& A 7

upstream:

downstream: 100

submitz')w9



l Promoter Sequence I

STl H. sapiens

(o), 801 T - EV.U- P S 50 .0 chrd, 99433841-99434941, (-)

aget - UTR aget © ORF A . Selected TSS

supstream: 1000, downstream:100, designated as O:most upstream Ol igo-capped cDNA
coctactocttgcottttttttteccectecagtgtttteeetagtittect
cococctacageccaaaggcaaacagataagtteggageteteragtegctaca
taattttacacgactgcaattctetggctgcacttcacaaatgtatacaa
actaaatacaagtcctgtgtttttatcacagggaggectgatcaatataat
raaattaaaaggeggegctegtecatatigttctgtetttttetttetttet
ttetttttttetttttetggcctecttcctetcaatttatgaagagaage
agtaagatgttoctetegggtoctoteagegacctggeragetecaggcte

ggaatcteccaaggcagtagetegectatcaaaaatcaaagtccagettte FASTAH‘Z;T:E—C‘: E El"] d)

tggggggaaaacaaaagecageccattacccagaggactgtecgecttece . _
ctocaccccagectagegcctttgaaaggaaacaaaagacaagacaaaatea ﬁa ﬁlj 75§ §§ 71~ é;hlé
tteggcetoctgagggagattcagecctagagecteoteoteoteccoccaatecot
cocctocgegctgaggaaactaacaaaggaaaaaaaaattgeggaaageage
atttagaggaagcaaattccactggteccottgecteccgggaacgteea
ctagagagtctgcggcgecagecccgageccagegetteccogegeegtetta
EECCEECEEECCCEEECEEEEEaagEgEacegcagaccgcggaccctaaga
cacctgctgtaccctocacocecoccaccccacccacecteccoccaactooot
agatgtgtegterecegctgaacgtogccogttitaagegeceggccooEe
cteccacgtgctttotgectgagteacteaactacataaacagaggccggea
ACEgEECcEgEgaggagegagagcacagectttgaccgatagtaacctete
cegctoggtgcagecgaatectataaaaggaactagtcccggecaaaaacecce
Gtaattgcgagcpagagtgagtegegcogggacocgoagageccgagecea
cocttoctotoccggegcteceecageggcagggcggegagctoccgcegcacca
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SNPszEil~%

% NCBI National Center for Biotechnology Information

Mational Library of Medicine Mational Institutes of Health
FPubMed Entrez BLAST OMIM Books TaxBrowser astructure

o TSRS %)

' SNP#%;#iR & homo abcal&E AR

Hot Spots

ENOeS Established in 1988 as a national resource for » Clusters of
About NCBI mr::!a:r::ular biology information, NCEBI creates orthologous groups
PRETREREE public databases, conducts research in
researchers, computational biology, develops software » Coffee Break,
educators and the tools for analyzing genome data, and Genes & Disease,
public disseminates biomedical information - all for ~ NCE! Handbook
the better understanding of molecular :
GenBank processes affecting hurgan health and #:Elecuoic PSR
Sequence

disease. More...

submission support » Entrez Home

and software

: HIV-1 Protein Interaction Database W A=hi R
Literature — '

databases peliE e : ? » Gene expression
PRSP ik ALK A L 5 N g D
h 1 hiosts, The database offers a omnibus (GEQ)

: N C B | 0) I\\\J 70/\0—:) these interactions with linksto || VT

ata, and genes. Read more...
resources

NCBI®dbSNPZEE FE




PubMed MNucleotide Protein Genome Structure Popset
Search | snp s for homo abeal (Go)) (Clear)
Limits Preview/lindex Histary Cliphoard DCetails
MCEI
I:_Dispta',r:lf Graphic Summary :] Show: | 20 :] '~ Sort ::' [5end tn_':l' Text =
dbSNP BUILD 121 Items 1-20 of 696

Entrez SMNP
Search SMNP

rch Mouse SMP
Entrez Batch Cuery BCCAGAGGAGATGCTTTCCTTAARCA[A/G | ARRTAGTATCTTATCARRCATCCH

SMP Link Datamodel
Entrez SNP HE‘:ID
Search Fields ;
Gene VieW€7 I) \\JO GCTGETTCATTAGT

Frogramming Utilities
Eatch Report
=Ena e i “‘

Graphic Summary

':' 3: |"'EZHS35?H / Homo .'-!.'_'.'iu'l.'l'.'.'-'l-'-

Entrez Help GTCTEGEGEGEGCTTCGCCTACTTGE [A/G | GEATGTCGETGCAGCAGGCAATCAT

General help

I emal i B !.I.I.".i '

g:?;iga rd Cld: 132853577 [Homo sapiens|
Details GGACTTGCATTTCCTGGAAGTGTTC[C/T | AAAAGAGAAACACCGGAACATGCT

Other Services [ 2] Geneview L]
Journal Browser
MeSH Erowser :5: rs2853574 [Homo sapiens]

Citation Matcher
Clinical Queries TCGAGCTGACCCCTTTGAGGACATG[C,/ T |GETACGTCTGEGGGEEECTTCGCCT

Gena\iow L

Taxonomy

SNP

[ Page] |1 of 35 Mext
Links
Links

RIKEMSNPRC, YUSUKE

Links

Links

Links
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S NCBI

PubMed

Search = SNP

dbSNP BUILD 122

GEMERAL
Contact Us
dbSNF Homepage
SMP Science Primer
Announcements
dbSMNP Summary
FTP Download

Server

Getting Started
Build Histary
Handle Request

DOCUMENTATION
FAQ
dbSMF Handbook
Chverview
How to Submit
RefsMP Summary Info
Database Schema
FDF
Changes Q&%
Data Formats
Heterozygosity
Computation

SEARCH
Entrez SNP
Blast SNP
Batch Cluery
By Submitter
Mew Batches
Method
Population
Detail
Class
Publication

Chromosome Report
Locus Information
STS Markers
Free Form Search
Simple
Advanced
Mouse Strains =%

HAPLOTYPE
Specifications
Sample HapSet
Sample Individual

Single Nucleotide Polymorphism 2% =2
A :--’.
Mucleotide Protein Genome Structure PopSet Taxonomy OMIM Books SNP
:]fur [ Co Clear
Limits Preview/Index History Clipboard Details

ISNP linked to Gene (genelD:19)
SNP are linked from gene ABCA1 via the following methnds

Contig Annotation

(send ) all rs# to Batch Query ( Download | all rs# to file.

GenBankimrna

| Gene Model (mMRNA alignment) information from genome sequence 4

Total gene model (contig mRNA transcript): 1
Contig mrna protein mrna orientation transcript snp list
NT 008470 MM 005502 NP 005493 reverse minus strand currently shown

("view rs | (_in gene region (*) cSNP _ has frequency (_ double hit (_ haplotype tagged

gene model Contig mrna protein mrna orientation transcript snp count
{contig mRNA transcript): NT 008470 MM 005502 MP_005493 reverse minus strand 23, coding

Snp In Gene Model Legend:
Bl . Region: exon
- Region: intron
- snp: coding

- SNp: SYNONYmMous

- snp:untranslated
- Snp:intron

snp: splice-site

SColor
Legend

Contig dbSNP rs# Hetero-

position clusterid zygosity Validation 3D OMIM Functig

9211750 rs12346609 N.D. ¥es Synonymao
MN.D. Yes cantig reference C

9219868 rs13306077 N.D. synonymous T Thr[T] 3 17492
MN.D. cantig reference C Thrll] 3 1792

9222317 rs13306075 N.D. Synonymous A Gin[Q] 3 1678
N.D. contig reference G Gin[Q] 3 1678

1427
1427

-

Synonymous A

Thr[T] 3
Thr(T] 3

8 BEE X - T T —

contig reference G
nnnnnnnn e L4 Coy bt

P —
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PubMed Nucleotide Protein Genome Structure PopSet Taxonomy Ul"'FIH Bonkw SHNP
i ‘1.
Search = SNP +  for (Go) { Clear )
Limits Preview/lindex History Clipboard Details

ek |Reference SNP(refSNP) Cluster Report: rs1883024

GEMNERAL refSNP ID: rs1883024 Allele
Contact Us Organism: human (Homo sapiens) Variation Class: SMP: single nucleotide polymorphism

dbSMNP Homepage
SMF Science Primer
Announcements
dbSMNP Summary
FTF Download

Server

Getting Started
Build Histary
Handle Request

DOCUMENTATICH
FAQ
dbSMNP Handbook
Overview
How to Submit
FefsMP Summary Info
Database Schema
PDF
Changes 3%
Data Formats
Heterozygosity
Computation

oEARCH
Entrez SNP
Blast SNP
Batch Query
By Submitter
Mew Batches
Method
Population
Detail
Class
Publication
Chromosome Report
Locus Information
5TS Markers
Free Form Search
Simple
Advanced
Mouse Strains K%

Molecule Type: Genomic
Created in build: 92
Last updated in build: 105

SMP Details are categorized in the following

Alleles: C/T

sections:

Ancestral Allele: Mot available

Submission Fasta Resource GeneView Map Variation Validation

| Submitter records for this RefSNP Cluster

t

The submission 552762065 has the longest flanking sequence of all cluster members and was used to instantiate sequence for rs1883024
during BELAST analysis for the current build.

NCEBI
Assay ID

Handle|Submitter ID

552762068 TSC-CSHL [TSCOBATIS0

554040182 SC_JCM|AXDEOT19.1_5265

|Fasta sequence (Legend)

>gnl|dbSNP|rs1883024|allelePos=502 totalLen=589|taxid=9606|snpclass=1|alleles="C/T|mol=Genomic|build=105

CAGgtaacct
qgagacaqta
aggtcctcac
TTACTTCGCC
CTGAGGETTTR
CATTACCTTG
CARTCRAGCTC
GAGAGARCCC

yCARGCTCTC

tgactaagtt
arcatagota
cacagcgocot
ATATTCTCTG
TEEECATEGT
TACCTGEETAT
TTTCCTGAAT

GCTARGTGETEG CTGETGETO
GARGARARLTGEG TGEAATC

acttaaccta
tttocaaact
goccacatadg
ATCATAGTGET
TEETEEETAT
GTTTTCTTTC
GTCATCARCH

Status Date

01/02/01 10/10/03 92

09/26/01 10/10/03 105

totaaacote
grtgtgagaa
tcagtgatca
TTTGECCTTEG
GCACCTGCCT
AGGTETGETT
ATGCCATTCT

agtttectoa
ttocaatgagt
CLATETCCTG
TATGTGACTA
GCAGGRGCCC
CAATARCARG
CCGEECCARC

tctgtgaaat
taaagqotata
ARCACTGETAR
GAATTTCTTT
GETTTEGEEGEE
GGECTGGECATG

CTGECRMARRGG
) GO

Genomic forward

Genomic forward

T

TiC

t

Validation Entry Update Build Molecule Sequence Observed Freq Ancestral Success
Date Added Type Orientation Alleles Warning Allele

Rate

unknown

unknown
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