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1150 clinics

• GeneReviews: “User manual” for genetic testing for 
specific diseases

>430 GeneReviews
One new Review added each week

• Laboratory Directory: “Yellow Pages” of genetics labs
~ 610 Clinical and research laboratories 
~1550 Inherited diseases
~1260 clinical tests  ~290 research only

• Clinic Directory: “Yellow Pages” of genetic services

• Illustrated Glossary: Genetic counseling and testing terms



Testing for Inherited Disorders
From the Clinician’s Perspective

• Molecular genetic testing 

• Biochemical genetic testing

• Specialized cytogenetic testing (e.g., 
FISH, chromosomal breakage studies)



Current Projects

•Hosting by NCBI
•Standard Mutation Nomenclature
•Collaboration with EuroGentest
•Representation of New Tests



Hosting by NCBI

•GeneReviews published on Bookshelf

•GeneTests Laboratory Directory
–Integrates search results with OMIM, 
PubMed, GHR, EntrezGene, etc
–Allows GeneTests staff to focus on 
content, not technical issues



Standard Mutation Nomenclature

Use of standard mutation 
nomenclature with reference 
sequence enables data sharing 
with mutation databases



[Gene Symbol] Allelic Variants Discussed in this GeneReview

1per Human Genome Variation Society (www.hgvs.org). 
2Variant designations that do not conform to current naming conventions
3Reference sequence (www.ncbi.nlm.nih.gov/Genbank/index.html)
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Standard Mutation Nomenclature1

http://www.hgvs.org/
http://www.ncbi.nlm.nih.gov/Genbank/index.html


Collaboration with EuroGentest



Laboratories

2001 (N = 498) 2007 (N = 616)

76% 
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Collaboration

• GeneTests: Display information about 
testing for inherited diseases provided by 
clinical laboratories listed in EuroGentest

• EuroGentest: Display information about 
testing for inherited diseases provided by 
clinical laboratories in the US and Canada 
listed in GeneTests  



• Users: Improved access to worldwide 
information on clinical testing for rare 
inherited diseases

• Labs: Broader market for rare disease 
testing

Collaboration Benefits to 
GT/EGT Users and Labs



Representation of New Tests: 
“Disease Panels”

Testing multiple genes by phenotype
X-linked mental retardation
Deafness
Ataxia
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