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Introduction:
Williams—Beuren syndrome is a rare neurodevelopmental

condition caused by a microdeletion on chromosome 7q11.23,
which disrupts the elastin gene and leads to a distinctive
combination of physical, cognitive, and behavioural features
(Ewart et al., 1993; Pober, 2010). Because william syndrome
affects multiple areas of development, from cardiovascular health
to learning and social behaviour, it is often recognised through its
unique profile rather than a single defining symptom (Mervis and
John, 2010; Axelsson et al., 2013). This poster aims to build
clearer awareness of what Williams—Beuren syndrome is, how it
presents, and why early recognition is so important. By bringing
together reliable research and highlighting the key challenges and
strengths associated with the condition, the intention is to support
a better understanding among those working in health, education,
and social care. Ultimately, the goal is to ensure that individuals
with Williams—Beuren syndrome are identified early and receive
the specialist support that can make a meaningful difference
throughout their lives (American Academy of Pediatrics, 2001).

Statistics:

Williams—Beuren syndrome is a rare genetic condition, affecting around 1 in
7,500-10,000 people (Pober, 2010; Morris, 2017). Research shows that 70-80% of
individuals develop heart problems, with supravalvular aortic stenosis being the most
common and often the earliest recognised feature (Collins, 2018). In addition, around
75% of people have some level of intellectual disability, usually within the mild to
moderate range, which can influence learning, problem-solving and independence
(Martens et al., 2008). One of the most distinctive characteristics of the syndrome is ti
social behaviour often seen, as up to 90% of individuals are described as extremely
friendly, talkative and emotionally sensitive, a pattern Jarvinen et al. (2013) link to
differences in social-emotional processing.

Physical health concerns are also common; for example, 15-45% of children experience
episodes of high calcium levels, particularly in infancy, which can lead to feeding
difficulties and irritability (Morris, 2017). Sleep problems, anxiety and sensory
sensitivities are also frequently reported, adding further complexity to daily routines and
learning experiences (Ng et al., 2021). Altogether, these statistics highlight how
wide-ranging the condition is and demonstrate why people with Williams—Beuren
syndrome often require support from a variety of health professionals, including
cardiologists, speech and language therapists, occupational therapists and educational
specialists.

lagnosis:
Diagnosing Williams Beuren syndrome usually happens after birth because current prenatal screening cannot
reliably detect the specific microdeletion on chromosome 7q11.23. Stremme, Bjemstad and Ramstad (2002) explain
that most children are identified only when early developmental differences begin to appear, which highlights a
significant limitation in early detection. These may include feeding difficulties, delayed motor milestones or
cardiovascular problems such as supravalvular aortic stenosis, which Del Pasqua et al. (2009) describe as one of
the most common early indicators. However, these early signs are not unique to Williams Beuren syndrome and can
overlap with other developmental conditions, making early recognition challenging for practitioners.Early behavioural
traits can also be noticeable, and Jones et al. (2000) note that children often show an unusually sociable manner
and heightened sensitivity to sound, which can influence their early learning experiences and interactions. Yet
relying on behavioural traits alone is problematic, as sociability can be misinterpreted as a strength rather than a
potential diagnostic clue, leading to delays in referral.A formal diagnosis requires genetic testing, and according to
Schubert (2009), methods such as chromosomal microarray analysis and multiplex ligation dependent probe
amplification are now widely used because they accurately detect the 7q11.23 microdeletion. Although Moris (2017)
adds that fluorescence in situ hybridisation may still be used in some clinical settings, this method is increasingly
viewed as less sensitive than newer technologies. A critical issue is that access to advanced genetic testing varies
between regions, meaning some families may experience delays or inconsistent diagnostic pathways. Early
diagnosis is especially important in the early years because it helps families understand their child’s developmental
profile and ensures that appropriate medical, educational and social support can be put in place to reduce the
impact on learning and development, as highlighted by Martens, Wilson and Reutens (2008). However, the
effectiveness of early intervention is often limited by funding, availability of specialists and the level of awareness.
among early years practitioners. This means that even when a diagnosis is made, the support offered may not
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This image provides an overview of
Williams Beuren syndrome by
illustrating the key signs and symptoms
that may be noticed in children. It
highlights features such as:
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Overall, the poster shows how the
condition affects multiple areas of
development and emphasises the
importance of early recognition and
coordinated support.

Willams-—Beuren syndrome is a complex genetic conditon that affects
mltiple systems. Eary recognition and a mul inary approach can
improve outcomes and quality of lfe.
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