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Sophia ask’s Tracy – 1st  – Why is early identification of ASD so important, and what are the consequences of delayed diagnosis?
Sophia ask’s Christie – 3rd -  You suggested that by enhancing practitioners knowledge of ALN, this will enable staff to identify symptoms earlier, however, what about the parents with undiagnosed children? How can practitioners ensure that those parents are able to recognise symptoms at home earlier? 
Sophia ask’s Charis – 2nd  - What are the financial challenges for families in Wales when accessing hearing aids and cochlear implants for children?


Thank you Tracy, before I start, can you all see my screen ok? 
Brilliant, so hello everyone, I’m Sophia Hughes and I am an additional learning needs coordinator, also known as an ALNCo, and I specialise in Down syndrome support. 
I am here this evening to present to you a poster on identifying and diagnosing Down syndrome, including some issues and challenges that may arise, and ways that these can be resolved.   
Down’s syndrome is caused by having an extra chromosome (NHS, 2023a). It is caused by a genetic difference—specifically, the presence of the extra copy of chromosome 21. This additional genetic material affects the way the body and brain develop, leading to a range of learning and developmental needs (Medline Plus, 2020). This means that there is too much genetic material in every cell, which disrupts how the instructions from the genes are carried out (NIH, 2024). This can affect physical development, learning, and how the brain and body function, as seen in the image, it explains how the body's systems depend on correct DNA instructions (Down’s Syndrome Association, 2021). 
As you can see, 
The image in the poster shows how bodies are made up of trillions of cells, each containing DNA with genes that give instructions for how the body grows and works, and that these instructions are what guide how our brain and body develop and function (Down Syndrome Education, 2025). 
This is linked, as already mentioned, Down syndrome is caused by having an extra copy of chromosome 21 (Antonarakis et al., 2020). 
People with Down syndrome will have some level of learning disability, meaning they have a range of abilities, some may live independently or have jobs, while others may need more regular support, but, like everyone, they each have their own personalities, preferences, and unique qualities that make them who they are (NHS, 2023a). 
In the context of UK education, and especially under the Additional Learning Needs (Wales) Regulations 2021, Down syndrome would fall under the category of ALN because it causes a learning difficulty or disability that requires additional or different educational provision from that generally available in mainstream schools (Legislation.gov, 2021). 
The Additional Learning Needs (Wales) Regulations 2021 was established under the Additional Learning Needs and Education Tribunal (Wales) Act 2018 (Ceredigion County Council, 2025). It introduced a unified system to support children and young people with additional learning needs (ALN) in Wales (Welsh Government, 2022). This system ensures that all learners, including those with Down syndrome, receive timely and appropriate support through Individual Development Plans (IDPs). These plans are person-centred, reflecting the views, wishes, and feelings of the child and their family, and are reviewed annually to adapt to the child's evolving needs (Down’s Syndrome Association, 2025). The regulations mandate collaboration among education, health, and social services to provide comprehensive support, ensuring that children with Down syndrome can access inclusive education and achieve their full potential (Welsh Government, 2021). Article 2 of the UNCRC, which guarantees non-discrimination of children's rights, ensures that children with Down syndrome are entitled to the same rights and protections as all other children, regardless of their disability (Unicef, 2019). 
When diagnosing and identifying Down’s syndrome, this can be done both before and after birth through a combination of screening and diagnostic methods (NIH, 2023). Prenatal screening, such as nuchal translucency scans, blood tests, and Non-Invasive Prenatal Testing (NIPT), estimates the likelihood of Down’s syndrome (NHS, 2021), while diagnostic tests like chorionic villus sampling (CVS) and amniocentesis confirm the presence of an extra copy of chromosome 21 (Down’s Syndrome Association, 2024). After birth, diagnosis may be suspected based on physical characteristics and confirmed through a chromosome test (Down’s Syndrome Association, 2024).
This type of test is known as a Karyotype genetic test, which looks for any differences in the chromosomes in your cells (Medline Plus, 2022). 
 While early diagnosis offers significant advantages, such as enabling early intervention, informed decision-making, and better support planning, it also presents emotional, ethical, and medical challenges (NHS, 2021). Invasive diagnostic tests, such as CVS and amniocentesis, carry a small risk of miscarriage (NIH, 2023), and screening can sometimes produce false positives or negatives, causing unnecessary stress (Honarjoo et al, 2023). Amniocentesis can also only be done between week 14 to 18 of pregnancy, which is another limitation due to having a certain time frame for testing (NIH, 2023). Barriers such as unequal access to testing, cultural sensitivities, and poor communication of results can further complicate the process. Additionally, concerns around disability bias and how a diagnosis is presented can impact family experiences. Therefore, it is essential that diagnostic pathways are balanced, accessible, and delivered with empathy and clarity to support families effectively (Down’s Syndrome Association, 2024). 
 Learning and daily life
People with Down syndrome can face several barriers that affect their learning and daily life. In school, they may struggle if lessons are not adapted to their needs or if there isn’t enough support from trained staff (NHS, 2023b). Communication can also be a challenge, especially if staff are not familiar with tools like Makaton, making it harder for children to express themselves and take part (Makaton, 2025a). Makaton is a flexible communication tool that uses signs, symbols, and speech to help people who have difficulties with spoken language, such as individuals with Down syndrome. It is designed to support individuals with Down's syndrome in expressing themselves, improving understanding, reducing frustration, and promoting inclusion in everyday activities like storytelling, games, and making choices (Makaton, 2025b). 
 Socially, those with Down syndrome may feel left out or misunderstood by others, which can impact their confidence and emotional wellbeing (Global Down Syndrome Foundation, 2018). Families might also find it difficult to access the right services or support, especially if there are delays or complicated systems. These barriers can limit progress and independence, however with the right support, such as inclusive teaching, staff training, and strong family-school partnerships, children with Down’s syndrome can thrive and reach their full potential (Skotko, Levine and Goldstein, 2011). 
Children and young people with Down syndrome typically require support with their speech and language development, cognitive processing and memory, social and emotional skills and fine and gross motor development (NHS, 2023b). 
This support often includes IDP’s, speech and language therapy, classroom adaptations, and sometimes health and social care input such as physiotherapy, a hearing specialist or optometrist and an occupational therapist, which aligns with children and young people with down syndrome meeting the legal definition of ALN (NHS, 2023b). 
The medical model of disability views conditions such as Down syndrome as having unavoidable limitations which requires treatment or care, focusing on the individual's impairments. In contrast, the social model, which has gained prominence in the UK over the past two decades, sees disability as a result of social barriers, attitudinal and physical, that exclude people with impairments. This model argues that individuals with Down's syndrome are not disabled by their condition alone, but by a society that fails to accommodate their needs (Inclusion, 2025). 
One highly effective support strategy for children with Down syndrome is the use of visual timetables (Early Years SEND Partnership, no date). These are structured, picture-based representations of a child’s daily routine that help make the child’s day more predictable and manageable (Advocate Health Care, 2025). Children with Down syndrome often have stronger visual processing skills compared to their auditory memory and verbal comprehension (Advocate Health Care, 2025). When used consistently, visual timetables promote independence by reducing the need for constant adult prompting, allowing children to follow routines and complete activities with greater confidence (Wilkinson and Bennett, 2019). They also support emotional regulation, as children feel more secure when they understand the structure of their day (Rutherford et al, 2019). 
By providing clear, consistent visual cues, visual timetables reduce anxiety, support understanding of transitions, and help children anticipate their next steps. This can be especially important for managing change, which may otherwise cause distress or confusion (Early Years SEND Partnership, no date). 
To be most effective, visual timetables can be tailored to the individual child’s developmental level and interests, for example, using real photos for younger children or symbols for those with greater understanding. Allowing children to have an input into their visual timetables can aid success in its use (Rutherford et al, 2020). 
Visual timetables are particularly powerful because they align with the learning profile of many children with Down syndrome (Knight, Sartini and Spriggs, 2015). 
While visual timetables are a simple tool, their impact can be profound, helping children with Down syndrome to access learning, communicate needs more effectively, and feel more included in the classroom environment (Rutherford et al, 2019). However, success depends on staff using them consistently and with understanding, highlighting the importance of proper training and whole-school commitment to inclusive practice (The Sunshine Room, 2022). Rutherford et al., (2020) discusses how they had conducted a survey with Down syndrome children and found that the groups involved found visual supports more helpful when they had more say in how these were updated and put into practice. It must also be considered how children with Down syndrome are at a disadvantage visually, compared to their peers, which may result in modifications to the visual timetables, emphasising the importance of treating each child as an individual (Zahidi, Vinuela-Navarro and Woodhouse, 2018).
To conclude my presentation, it can be seen how
Down’s syndrome is a complex genetic condition that requires early and accurate diagnosis to support timely intervention. While diagnostic methods such as prenatal screening and postnatal assessments are well established, challenges remain in terms of accessibility, accuracy, and the emotional impact on families. Barriers such as limited resources, cultural stigma, and lack of awareness can further hinder effective support. However, with the right strategies in place, including the use of visual timetables, children with Down’s syndrome can experience significant developmental benefits. Visual supports help promote routine, reduce anxiety, and enhance communication, particularly in educational settings. A comprehensive, inclusive approach that recognises both the needs and potential of these children is key to improving outcomes and ensuring they are supported to thrive. 

Thank you for listening, does anyone have any questions? 
Charis asks - What are the main challenges in accurately diagnosing Down syndrome at birth, and how can they be addressed?
Answer:
Thank you for your question Charis, so one of the main challenges is that while many physical features of Down syndrome can be observed at birth, these can sometimes be subtle or shared with other conditions. To ensure accuracy, a definitive diagnosis is made through genetic testing, such as a karyotype. Raising awareness among healthcare professionals and providing standardised screening protocols can help improve early identification and reduce uncertainty for families during an already difficult time. 


Tracy asks - How can cultural or social factors affect the identification and diagnosis of Down syndrome?
Answer:
Thank you Tracy, cultural beliefs and social stigma can sometimes delay diagnosis or discourage families from seeking medical advice. In some communities, there may be a lack of awareness or understanding of the condition, which can impact how quickly support is accessed. Culturally sensitive communication and education are crucial to overcoming these barriers and ensuring families receive timely and appropriate care from professionals. 


Christie asks - What steps can be taken to improve early screening and diagnosis during pregnancy?
Answer:
Thank you Christie, improving access to non-invasive prenatal testing (NIPT) and ensuring that expectant parents receive clear, balanced information about screening options is vital. Training healthcare providers to deliver results sensitively and supporting informed decision-making can enhance the overall screening process and promote early, supportive intervention if a diagnosis is confirmed. Honesty here is important for the families too. 
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