
Using dbSNP

Outline

•What is dbSNP?
•What is the scope of dbSNP?
•How does dbSNP differ from HapMap?



What is dbSNP?

Is it limited to representing single nucleotide polymorphisms?

Is the primary data storage a location on an annotated chromosome?

How does an rs identifier compare to an ss identifier?



http://www.ncbi.nlm.nih.gov/books/bv.fcgi?rid=handbook.chapter.ch5
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http://www.ncbi.nlm.nih.gov/SNP/snp_ref.cgi?rs=7765803
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dbSNP and HapMap

Attribute HapMap dbSNP

Species Human Multiple species

Coverage Validated, >=5% 
polymorphism
(subset of dbSNP)

Archive of all 
submissions

Genotype Source Probe / primer based 
assays Illumina, 
Perlegen, etc. 
Encode region 
resequencing

Genotype assays as well 
as resequencing from 
projects like PGA EGP

Human Individuals 270 4 sample sets 2000 Individuals /Cell 
lines 



Getting started: Multiple ways to search

http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?db=Snp&cmd=Limits

Entrez

http://www.ncbi.nlm.nih.gov/SNP/

dbSNP

BLAST
http://www.ncbi.nlm.nih.gov/SNP/snp_blastByOrg.cgi

e-Utilities

http://www.ncbi.nlm.nih.gov/SNP/SNPeutils.htm



What is new?

Genotype query form

http://www.ncbi.nlm.nih.gov/projects/SNP/snp_gf.cgi

Pedigree viewer:

http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?
cmd=Retrieve&db=Snp&list_uids=13318299&dopt=GEN

Genome WorkBench (VERY BETA, Bleeding edge!)

http://www.ncbi.nlm.nih.gov/projects/gbench/



Genome Workbench and dbSNP
1. Launch GBench
2. Click on Search
3. Query LPA from Entrez Gene
4. Select the human record
5. Right click on the selection and use the default (Add to 

project)
6. Select the default (New project)
7. Select the query, right click, Add new view, Graphic view
8. At the 5’ end of the gene, zoom in 
9. Drag your mouse over the SNPs, and select several (you should 

see vertical lines appear that project to the sequence)
10. Tools->LinkOuts->dbSNP
11. Generate a genotype report
12. Generate an LD graph/download files for haploview


