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Change in adolescence and adulthood in Cornelia de Lange syndrome

Cornelia de Lange syndrome is a neurodevelopmental condition or disorder. This means that due to
delayed and or different development of the brain, intellectual ability and adaptive behaviours may not
develop at the same rate or in the same way as they do for people who do not have the syndrome. The
available research shows that in the early teenage years and into young adulthood, there appear to be
changes in some types of behaviour only. There is an increase in some autistic like characteristics, such
as insistence on sameness, a decrease in sociability and interest and pleasure on a day to day basis, and
an increase in anxiety, particularly social anxiety that can lead to reluctance to speak in social settings
[1-10]. Research has not identified any other significant changes during this period. Additionally, during
this time adaptive behaviour does not change and receptive language skills continue to improve [3].
Those who experience these changes do not show more change in adaptive behaviour than other
people. Limited research also shows that there might be some changes in some specific types of
cognitive ability, such as short-term or working memory [11]. However, cognitive abilities are very hard
to assess accurately in people with more severe intellectual ability so studies need to be conducted to
check these results. Risk and patterns of change are highly variable across individuals [5, 9]. Notably
changes in behaviour seem to stabilise in adult life.

It should be noted that studies to date have: 1) used groups of people with a clinical (i.e. not genetically
confirmed) diagnosis, 2) used groups likely to include people with different genetic causes of CdLS and
3) reported group results (so there is significant individual variability within the group). This means that
is not clear whether people with different genetic causes of CdLS will experience change in the same
way or at all.

The causes of these changes are unclear. The most likely explanations are that anxiety plays a critical
role and/or that as the brain develops in the teenage years the structure and connections in the frontal
lobes in the brain do not form or develop as they would in someone without the syndrome. Researchers
have speculated that there might be more widespread, ongoing change in the brain but this is highly
unlikely given that behavioural change does not continue, adaptive behaviour is not changing, receptive
language continues to develop and change is occurring in some areas of behaviour only. Any statements
in research papers about the cause of change during this period are speculative or hypothetical and are
identified as such.

At present the most effective interventions for this period of change are managing the environmental
demands and unpredictability that are experienced by people with CdLS, together with anxiety
reduction and management strategies. These interventions are part of the International Guidelines
published in Nature Reviews Genetics written by the World Federation Cornelia de Lange Syndrome
Scientific Advisory Committee [12]. The goal of intervention at present is to prevent any change from
impinging on the quality of life of people with Cornelia de Lange syndrome and their families.
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