Research Study
Development of children with an extra sex chromosome
The aim of this study is to find out whether children who have an extra X or Y chromosome experience any problems or difficulties during their childhood. Chromosomes are the structures we can see down a microscope that carry our genetic information. Usually children are born with 46 chromosomes, girls have two X chromosomes and boys have one X and one Y chromosome. Occasionally a boy may have 47 chromosomes and he may have an extra X or an extra Y. Similarly girls may be born with 47, with three X chromosomes instead of two. As most people in the general population do not have their chromosomes tested, we do not really know how commonly this occurs and whether it is linked with any problems during childhood. There have been a small number of studies in the past which have suggested that there may be a link with some type of learning difficulties. We would like to understand how common such problems are and how they affect day-to-day life for children and their families. In the future we hope this would lead to better understanding and information for children with an extra X or Y chromosome.

We are informing parents about this study if they have a child between the ages of 4 and 16 years who is known to have an additional X or Y chromosome. We would like these parents to know about the study and offer them the opportunity to participate if they wish. In some cases, the parents were told about the extra chromosome during pregnancy, if the mother had an amniocentesis or other similar test. We aim for 150 families diagnosed in this way to take part in the study. For other children the extra chromosome was found by a blood test during childhood, perhaps if the boy or girl has had any problems with their learning at school and parents may have heard about the study through the parent support group called Unique. A further 100 families will be recruited through the patient support group,”UNIQUE”.
The study is organised by Dr Gaia Scerif, Professor Dorothy Bishop and Professor Kate Nation of Oxford University, and Professor Patricia Jacobs of Wessex Regional Genetics Laboratory, Dr Katherine Lachlan and Dr Diana Wellesley of Wessex Regional Genetics Service, Dr Patricia Boyd of National Perinatal Epidemiology Unit (NPEU), University of Oxford, Dr Sarah Smithson of Clinical Genetics Service, Bristol, Dr Angela Barnicoat of the Clinical Genetics Service, Great Ormond Street Hospital and Dr Kay Metcalfe, University of Manchester. The study is funded by The BDF Newlife and has been reviewed by The Oxford Multicentre Research Ethics Committee

How to contact us to find out more about the study
If you would like to find out more about the study (even if you then decide not to take part) please contact Victoria Leggett, at the address/phone number below:

Victoria Leggett – Graduate Research Assistant


Department of Experimental Psychology



South Parks Road,  Oxford  OX1 3UD



Tel: 01865-271381 
If you contact Victoria directly and are not already a member of Unique, please do consider joining the group. For information about how to join, please consult the Unique website at www.rarechromo.org
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