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Being a former curator for a genetic disease database, | received a PM that explained why
the foundation of the Human Genome Variation Society did not include most of the HUGO
Mutation Database Owners — most did not join as they found it difficult to pay for member-
ship. This reflects the overall frustration in obtaining funds for databases projects that are
between research and service. Now, a new initiative for the Human Variome Project (HVP)
is started to create a focus pulling the whole vision together and to assist in fundraising.
Meeting details are at www.humanvariomeproject.org. | strongly support this initiative. All

genetic variation databases are sharing a high interest in the community but zero interest
at funding bodies (more). | have a dream...

the flyer...

The Human Variome Project: an opportunity to

improve the human condition -
Professor Richard (Dick) Cotton has been working towards DT T
generating the Human Variome Project for more than a IHE HUMAN VARIOME PEOIECT

decade, from his base in Melbourne.
The completion of the Human Genome Project in 2003 now The wislon

makes his vision poasible, Aryana = patients, clinicans,

. . researchers = will ba able bo catermine
Now we know what it takes to make the “average™ humean, reliably and quickly which mutatians
we can take the next step, and determine what is different 8re cauing dsease. This will lead fo

improved genetic healhcare and

about each of us, and how those differences can sometimes | =L o the werd

cause disease. This 1s what the Human Vanome Project is

How?
all about. The project will collect global
In June 2006, representatives of many international L";::';;‘"'i"q:"h&.:::f;,m"ﬁ':ﬂm
organisations imcluding the World Health Organization haalth
[WHO), the Organization for Economic Cooperation and The result

Development (OECD), l]'l.t'. Eumpt-ap L'u:u.tl{].ssluu. A curerted publlc catslogue of vartstion
UNESCO, Google, UIS National Institutes of Health, and the for sach of aur 20,000 genes and thair

US Centers for Disease Control met in Melbourne with :ﬂﬂ:miﬂ El;l;;m"':b-lﬂ;i- It will
. - . - . = W &n aubom Syshem
other inter :1.1um1=}l leaders in the field of human genetics o | L o e revigw 1 hat
acope out the project. evenyane can have confidence in the
infarn ation.

At the conclusion of the meeting they commissioned

P 5 b health disarders
Professor Cotton and the Genomic Disorders Research DI Bt ’

caused by genelic mulations

Centre in Melbourne to create the initial core +  Cystc thrasis
infrastructure. s Hasmophila

} . . . = Phanylkebaniria
The whale project is a large undertaking that will grow over = Sickle cell ansemia
time to be a $600m multinational collaboration, =  Spina bifds

= Tay-Sachs disease

But the early stages are much more inexpensive. The first : Eﬁ:;ﬁﬁ:‘“ S
step 15 to establish the secretariat. ' .

— i . Impovtant guestions fo be
This first step will require about 5_10:11 over the next five answered by the Human
vears to finance the central node including the Variome Project
appointment of a CEQ, secretariat staff and management = Has the mulation in my patien

been found bafore?
= Hit has, what effect dd i have an
the patiant?

structures,

From th-&ﬁ?. genne-rl‘a.tmg. the scientific mfmstmu:tgrﬁ and IT s Wihet me the rmost comencel
systems will require 860m over five years = starting from FiAalions a6 8 cheg best can ba
mid-2007. developed far them?

. . . o . ) = Whal variatian in sympleens scours
This will ensure that existing information on mutations is I 20 or 40 patients Wi the same



https://www.wjst.de/blog/sciencesurf/category/genetics-biology/
https://www.wjst.de/blog/sciencesurf/category/computer-software/
https://www.wjst.de/blog/sciencesurf/2007/02/human-genome-variation/
https://www.wjst.de/blog/sciencesurf/2007/02/human-genome-variation/#comments
http://www.humanvariomeproject.org
https://www.wjst.de/blog/projects/asthma-gene-database/
https://www.wjst.de/blog/wp-content/uploads/2007/02/humvariomeproj.png

https://www.wjst.de/blog/sciencesurf/2007/02/human-genome-variation/ Page 2

CC-BY-NC Science Surf accessed 15.02.2026 Il."

3 THOUGHTS ON “HUMAN GENOME VARIATION”

Pingback: Gene Expression

Pingback: Just Science

Richard Cotton

15.06.2007 AT 06:45

The situation where some HUGO Mutation Database owners (curators) are excluded be-
cause they can't afford the fees is regrettable and has been a chronic problem. We
have to address this at the upcoming meeting in San Diego on October 23rd 2007

(www.hgvs.org/meetings/sandiego.html). Any ideas on how to address this problem
are welcome.

COMMENTS ARE CLOSED.
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