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I would like to thank again all the participating families who have contributed their samples and clinical details to this study over the years as without your help and 
support our study would not have been possible.

We started nearly 10 years ago
It is hard to believe that it is nearly 10 years since we recruited our first families to the GOLD study. We have achieved a lot in this time although, of course, there is still so much more to do. 

Since 2001 we have analyzed DNA samples for mutations in a range of genes, from ~500 families where there were multiple affected males with significant intellectual disability.  We have identified 12 new genes which cause disease. This means that for many of the families recruited early on in the study we have found the cause of disease.   In conjunction with the diagnostic laboratory, we have been able to offer carrier and predictive testing to those families wanting it. 
More recently, we have performed investigations to detect small deletions and duplications in the genetic material which may also cause intellectual disability.  From this work we have identified a cause in a further 24 families.  This work was reported in the scientific literature in 2010  (Am J Hum Genet. 2010 Aug 13;87(2):173-88. Epub 2010 Jul 22. Fine-scale survey of X chromosome copy number variants and indels underlying intellectual disability).
Where are we now and the future? 
The past 2 years has seen an explosion in our ability to determine the sequence of the genetic code. This is due to the introduction of new DNA sequencing technology and what took us 5-6 years to sequence in the past can now be done in a matter of months. These are exciting times and we plan to find the cause of disease in as many families as possible. We are currently performing analysis of all the coding regions of the genes in 100 individuals and we hope to be able to do the same for all our families in the near future.   We are seeking further funding to enable us to do this.

Diagnostic services

We believe that sequence analysis of the genetic code should be offered to all families where a genetic cause of intellectual disability is thought to occur.  It is known that at least 100 genes on the X chromosome cause intellectual disability and we are currently establishing a diagnostic service in Cambridge for these known genes.  We are aiming to provide this as a national service from April 2011 at a cost of £2000 per sample.
The GOLD study is continuing to recruit new families.  If you are interested in taking part please contact your local genetic service.   Thank you for your continuing support.
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