Cornelia de Lange Syndrome
Fact Sheet
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Cornelia de Lange Syndrome (CdLS) is a genetic condition. People with CdLS have varied features and challenges, which may include deafblindness.  
Characteristics
There are a few forms of CdLS. Many of the descriptions of the features refer to the classical form. An individual may be given the diagnosis of CdLS and not have all of the features listed below. 
A geneticist will establish a diagnosis of CdLS after evaluating all of the criteria, which include: 
· below average height and weight for age
· microcephaly 
· developmental disability
· gastrointestinal reflux and pain 
· behavioural issues
· lots of body hair 
· cleft palate 
Other characteristics associated with CdLS: 
· distinctive facial features 
· limb differences
· eye structural differences
· vision impairment 
· hearing impairment 
· communication delays
· feeding difficulties 
· seizures 
· heart defects 
There is usually no family history of the disorder or similar conditions. It is a rare condition and affects boys and girls equally. 
Cornelia de Lange syndrome and deafblindness 
Individuals with CdLS may experience both hearing and vision impairment. Understanding the individual’s level of functional vision and hearing is important to ensuring that intervention and activities are planned in an accessible manner. See also What is deafblindness?
Development 
Most children with CdLS have developmental delay. This may include intellectual disability, learning disability and language delay. Developmental outcomes for each person vary.  
Behaviour 
Individuals with CdLS may self-injure, engage in repetitive rituals or have behaviours resemblant of autism. Contributing factors can include
· pain or discomfort
· sensory seeking/avoiding behaviour
· escaping the demands of a task 
· a mode of communication
· multi-sensory impairment 
· health conditions
Intervention
All individuals with CdLS progress at their own rate and will continue to learn throughout their lives. The team supporting a child with CdLS may include: 
· Paediatrician
· Gastroenterologist
· Cardiologist
· Ophthalmologist
· ENT
· Orthoptist
· Audiologist
· Physiotherapist
· Speech pathologist 
· Occupational therapist 
Additional members of the team, 
where vision and hearing are affected can include:
· Deafblind Consultant
· Orientation and Mobility Instructor
· Communication Guide
· Consultant Teacher/s (Deafblindness / Sensory Impairment)
Cornelia de Lange Syndrome in Australia 
Connecting with other families and knowledgeable professionals can support you on your journey with Cornelia de Lange syndrome.
For more information about Cornelia de Lange Syndrome in Australia, please visit the Cornelia de Lange Syndrome Association (Australasia) Inc. website www.cdls.org.au

References for this fact sheet are available upon request.
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