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After the successful Kleefstra 
study weekend organised by 
Unique back in 2010, on the 
weekend of 9th-11th August 2013 
we held our first Kleefstra       
syndrome Conference here in the 
UK.  27  

Families from the UK, Spain,   
Denmark and The Netherlands  
attended the event which started 
on the Friday afternoon for an   
informal get together at the Hotel 
Novotel in Coventry.  We were 
fortunate enough to have Dr.  
Tjitske Kleefstra, Karlijn          
Vermeulen and Marco Benevento 
from the UMC St Radboud,      
Nijmegen, The Netherlands in   
attendance along with just over 
100 attendees representing chil-
dren from the age of 10 months 
right up to 23 years of age.  The 
whole weekend went without a 
hitch and all had a great          
experience learning from each 
other and being part of the event.  
Many thanks to all those who    
attended and helped make the 
event a complete success. 

The main conference took 

place on Saturday 10th 

August which started with 

a presentation from Dr. Tjitske 

Kleefstra.  Dr. Kleefstra began by 

describing how she first saw a    

patient back in 1999 which had 

sparked the investigation into what 

we now know was Kleefstra      

syndrome.  Having been originally 

referred to as 9q34.3 chromosome 

deletion syndrome she then       

explained how OMIM officially     

renamed this to Kleefstra         

syndrome in April 2010.  Dr.     

Kleefstra then went through some 

of the characteristics which       

present along with a diagnosis of 

Kleefstra syndrome, for example 

Heart anomaly’s, Behavioural 

problems etc. 
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She then talked about how    

Kleefstra syndrome is modelled in 

animals, in particular the Mouse 

and the Drosophila (or fruit fly) 

and explained the benefits of   

using such organisms.  The     

similarities of a skull from a 

Kleefstra syndrome mouse were 

discussed, such as the wide 

spaced eyes, short nasal length 

and wider skull, all of which can 

be present in humans with a 

Kleefstra diagnosis.  It was then 

demonstrated how the fruit fly 

can be used to demonstrate 

memory deficits similar to        

humans with Kleefstra syndrome, 

and how these tests on flies can 

be carried out. 

Dr Kleefstra finished her      

presentation giving full support to 

any foundation or charity which we 

are looking into setting up.  She 

discussed potential aims of such 

an organisation including how    

further research could enable new 

therapies to help combat the      

effects of Kleefstra syndrome.     

Also it was suggested that such an 

organisation could help keep and 

maintain a worldwide database, 

continue parental meets or       

conferences like this one and help 

organise intensive clinical         

programs like the one held in 

Frambu, Norway last year.  Her 

presentation ended by recognising 

the 18 other different people who 

are working on EHMT1 and Kleef-

stra syndrome research.  
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Karlijn Vermeulen, a  
medical doctor and junior 
researcher who          
specialises in Psychiatry 
gave her presentation on 

the behavioural aspects of    
Kleefstra syndrome.  She has   
recently completed a  pilot study           
researching the behavioural     
features of Kleefstra (and other) 
syndromes(s) and presented the 
methods used to collect            
information and then presented 
the results.  The pilot study     
consisted of 5 patients but she 
hopes to complete the study with 
around 40 patients.  The methods 
to collect the data can be broken 
down as follows:  

Adaptive Functioning - Collected 
using interview and observation 
techniques 

Maladaptive functioning -        
Collected using Psychiatric obser-
vation and examination, interview 
and questionnaire’s 

Temperament - Collected using 
questionnaires 

Karlijn also discussed how further 
study's using the fruit fly and the 
mouse are conducted and how this 
benefits research into Kleefstra 
syndrome in humans. 

From Karlijn's talk it's clear that 

more research is needed in this  

area and as above she hopes to 

expand the study to include 40  

patients.  For the study there will 

be a series of short online       

questionnaire’s and possibly some 

observation examination in the 

home to give accurate               

results.  Karlijn is willing to travel 

to the patients’ homes for this 

work if required.  If you would like 

to take part in the study please 

contact Karlijn directly by email - 

k.vermeulen@psy.umcn.nl 
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Marco Benevento gave 

the final presentation 

titled “Modelling    

Kleefstra syndrome”  

which discussed in great detail 

some of the work in Neuroscience 

which has been conducted by 

Marco.  The work he carries out 

looks at Kleefstra syndrome from 

the perspective of the brain and 

nervous system.  Marco explained 

the basics of the brain function 

before delving deeper into how 

once again Mice can be used to 

further research.  He described 

how problems with the EHMT1 

gene can affect synapse and the 

possible effects of this.  His whole 

presentation was bursting with  

information and although       

complex to understand, it was a 

very worthwhile addition to the 

weekend. 

After much success at the Unique 
study weekend with the group  
discussions the afternoon was 
spent with attendees asking and 
sharing valuable information with 
each other.  The purpose of the 
sessions was to allow open       
discussion directly between     
families, Dr. Kleefstra, Karlijn and 
Marco and once again this session 
proved very beneficial for all.  To 
give some structure the session 
was loosely centred on the        
following topic areas:  

 Sleep 

 Epilepsy 

 Diet & Constipation 

 Ks Foundation or Charity 

 Ageing with Ks and Puberty 
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Donna Solomon organised a 
crèche facility which was 
available on for the Saturday - 
a big thank you to her and all 
the volunteers who gave up 
their time to have this in 
place.  Without their help it's 
possible some parents wouldn't 
have been able to attend the 
event.  

The Saturday evening was left 

free for families to enjoy dinner 

and then socialise with one      

another.  Many took advantage of 

the nice weather and spent the 

evening out in the garden of the 

Novotel.  It was an opportunity to 

learn from each other and also to 

suggest how we might develop as 

a larger Kleefstra syndrome    

family.  We had lots of positive 

support for the creation of a  

foundation or charity with a  

number of volunteers coming  

forward offering to help so we 

hope to make some progress with 

this shortly. 

 

 

Some suggestions and discussions 
took place on how we might be 
able to improve                     
Kleefstrasyndrome.org and the 
member’s forum.  It was          
suggested that we could make the 
forum more compatible with     
mobile and tablet devices, make 
the logon process easier and look 
to cater for siblings on the private 
forum so that they can connect 
with other siblings.  We will review 
these accordingly and make      
improvements in due course.  

The lack of information available 

online on Kleefstra syndrome in 

other languages was discussed 

and thanks to a few multi-lingual 

volunteers, that has improved 

somewhat.  We now have Kleefstra 

syndrome Wikipedia pages in     

Hebrew, Spanish, French and    

Italian either in development or 

complete.  From there we have 

Kleefstrasyndrome.org linked 

which can then be translated using 

out Google Translate links at the 

bottom of the webpage. 

On the Sunday 9 families made 

the trip to the nearby Hatton    

Adventure Park and ended the 

weekend relaxing amongst the 

farm animals and vast open space 

the park has to offer.  
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Kleefstra Foundation/Charity? 

One of the subject matters which were discussed over the weekend 
both in the formal group session and also amongst others during the 
rest of the weekend was the possibility of setting up a charity or foun-
dation to support future events for our Kleefstra community and to en-
sure research in Kleefstra syndrome continues.  Initially we were seek-
ing volunteers to help with the process getting the idea off the ground 
and I'm happy to say a number of people did come forward to offer 
their help.  It's obviously very early days but as things develop we will 
keep you informed both on the Kleefstrasyndrome.org website and also 
by email.   

If you would like to know more on this or think you can offer some help 
please contact me by email at: Chris@Kleefstrasyndrome.org 
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Kleefstra Syndrome: 

Behavioural Features 

More research is needed!  For this we need you!! 

 * Filling in ques�onnaires (Internet linked) 

 * Making videotapes 

 * Observa�on and examina�on at home 

If you are interested in par�cipa�on, then please send an 

e-mail to  

Karlijn.Vermeulen@radboudumc.nl  

 

You will receive more informa�on! 

Karlijn Vermeulen 

Child and Adolescent psychiatrist 

 Junior researcher 
Nijmegen, the Netherlands 


