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What is an Xp11.2 duplication? 
 

An Xp11.2 duplication is a genetic variation caused by 
having an extra copy of a small piece of one of the 
chromosomes. The extra piece is part of one of the sex 
chromosomes, called chromosome X. The duplication is 
found near the middle of the chromosome at a place 
called p11.2.  
 

At the moment, information is available in medical 
articles, on publicly available databases or at Unique on 
only 60-70 or so people with an Xp11.2 duplication. This 
means that there is still much to learn. But this guide 
contains the best information we have to date. 
The features of people with an Xp11.2 duplication vary, 
even among members of the same family. Speech delay 
and difficulty speaking clearly are common and many 
people need support with their learning. Some children 
have seizures and a recognisable brain wave pattern 
when assessed by EEG (electroencephalogram).  

Sources and 

references  
The information in this 
guide is drawn from 
what has been 
published in medical 
articles or on publicly 
available databases 
about around 60 
babies, children and 
adults with a 
duplication of Xp11.2. 
The first-named 
author and publication 
date are given to allow 
you to look for the 
abstracts or original 
articles on the internet 
in PubMed 
(www.ncbi.nlm.nih.  
gov/pubmed). If you 
wish, you can obtain 
most articles from 
Unique. The guide also 
draws on information 
from the Decipher 
database (http://
decipher.sanger.ac.uk) 
and from Uniqueós 
database. At the time 
this guide was 
published in 2012, 
Unique had 12 
members with an 
Xp11.2 
microduplication 
(Bonnet 2006; Froyen 
2008; Marshall 2008; 
Giorda 2009; Hunter 
2009; Argiropoulos 
2010; Holden 2010; 
Honda 2010; Edens 
2011; El-Hattab 2011; 
Decipher; Unique). 

What is special about my child 
 

p P is so sweet and loving. She brightens up our life. She 
loves people, and when she is happy she is a joy to be 
around. q  16 months 
 

p L is very lovely, and most of the time very happy. We 
love him very much. q  4 years 
 

p M is sweet and happy and adorable. Everyone that 
knows her loves her. When she lights up when she sees  
you, it is like a gift. q  4 years 
 

p A has an incredible enthusiasm for things as simple as 
seeing a hawk in the sky or planting tulip bulbs or 
finding a mushroom. q  6 years 
 

p I love K to death! She is the most compassionate, 
loving child you will ever meet and blesses my life every 
day. I am so thankful for her. I wouldnót have it any other 
way. q  9 years 
 

p D is the life and soul of the party, and loves to     
socialise. He is very sweet-natured and affectionate. He  
has taught us patience and strength we didnót know we    
had. q  10 years 

 

http://decipher.sanger.ac.uk
http://decipher.sanger.ac.uk
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What does Xp11.2 duplication mean?  
Chromosome X is one of the 23 pairs of chromosomes in the cells of 
the body. The top bit down to the pinched point in the diagram 
(right) is known as p, and is the short arm of the chromosome. The 
bottom bit is the long arm, called q.  
 

People have 22 pairs of chromosomes numbered 1 to 22 and one 
pair of sex chromosomes. Men and boys have one X chromosome 
and one Y; girls and women have two X chromosomes. In men and 
boys, the extra bit of Xp11.2 is part of their X chromosome. In girls 
and women, there is an extra bit of just one of their X 
chromosomes. The other X chromosome is usually unaffected. As 
you can see in the diagram, the Xp11.2 band is divided into three 
smaller bands: Xp11.21, Xp11.22 and Xp11.23.  
 

Chromosomes are made up of DNA, which 
contains the genetic instructions we need to 
develop and function properly. DNA has a 
ladder-like structure, with the ladderós rungs 
formed from chemicals known as base pairs. 
If the genetic diagnosis of an Xp11.2 
duplication has been made after examining 
chromosomes with a technique known as 
microarrays (array CGH), the size of the extra 

bit of Xp11.2 is often stated in base pairs. There are millions of base 
pairs on a chromosome, so the numbers can be shortened. One 
million base pairs is called a megabase, and written 1 Mb.  
 

The part of the short arm of the X chromosome known as Xp11.2 is 
rich in genes. It is also prone to chromosome rearrangements 
(Giorda 2009; Edens 2011). 
 

Chromosome X: active or inactive? 
Boys and men have just one X chromosome, while girls and women have two. Do 
females really need two X chromosomes? The answer is a qualified no. In girls and 
women, only one X chromosome is usually active. In each of the cells of their body, 
one X chromosome is active, while the other one is mostly silenced and plays little or 
no role in development or functioning. This is called X-inactivation, and when it 
occurs, around the second week after conception (when a baby is made), it is usually 
random, so there is an equal (50: 50) chance of either of the two X chromosomes 
being active in any particular cell.   
 

In most girls and women with an X chromosome duplication, the X chromosome with 
the extra bit is usually inactivated, so the active X chromosome is the normal one. If 
the normal X chromosome is the active one, you wouldnót expect any effect on 
development, health or functioning. But with an Xp11.2 duplication, there is a puzzle. 
In girls and women with an Xp11.2 duplication, inactivation seems to be either 
random (around 50: 50), or it is skewed (as much as 96: 4 in one girl) in favour of the 
X chromosome with the extra bit. No-one is sure yet why this is so, but it may be 
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