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Sanfillipo Syndrome Script. 

Hello my name is Hannah Thomas and I would like to talk to you today about Sanfilippo syndrome. I have chosen to talk about this topic as I was made aware of it after seeing a video of a family and learning about their life with Sanfilippo syndrome and I wanted to gain a further understanding of it. 

About Sanfilippo Syndrome 
Sanfilippo Syndrome also known by the name of Mucopolysaccharidosis type III or MPS III. Sanfilippo syndrome is a neurodegenerative rare disease and currently has no cure (O’Neill, 2023). Sanfilippo syndrome is caused by a mutation in one gene which prevents the child’s body to break down a specific type of carbohydrate called Heparan Sulphate this then causes a build-up of sugar molecules called glycosaminoglycans or GAGs in the child’s body which due to the genetic mutation the child’s body can’t break the GAG’s down causing a build-up in the brain and nervous system (Beneto, 2020). A child can have Sanfilippo syndrome if they’re both parents carry a defective copy of the gene used for enzyme production (Boston Children’s Hospital, 2024). Sanfilippo syndrome doesn’t have a long-life expectancy as Sanfilippo syndrome is known as childhood dementia and can cause the child to lose abilities that they have previously gained in their early childhood such as, loss of speech, toileting skills and intellectual disability.  Children with Sanfilippo syndrome type A which is the most common and the most deadly have an average life expectancy of eighteen years old (Cure Sanfilippo Foundation, 2023). 


Early signs and Symptoms
Sanfilippo syndrome is not frequently tested for in Chorionic Villus Sampling in pregnancy, however pilot trials are in development to improve the lives of people with Sanfilippo syndrome and allow families to prepare, plan and receive support and guidance on raising a Child with Sanfilippo syndrome (Muschol et al., 2022).Sanfilippo syndrome isn’t easily identified when the child is a newborn, indicators and symptoms don’t start arising until the child is ages 2 to 4 when developmental delays will be prominent and easily identified. The symptoms that are commonly identified in children early on are: Hyperactivity, inability to sleep for long periods of time, change in facial and skeletal structures and narrowing of the airway causing difficulty swallowing and eating. Children with Sanfilippo syndrome will also suffer with stiffness of joints ad will slowly begin to regress in skills that they have gained from early childhood (Kumar, 2022). Parents have also listed that their children also had frequent ear infections and headaches in the early stages of identifying diagnosis and recognising new symptoms. Sanfilippo syndrome causes a change in children’s appearance and skeletal structure. Children with Sanfilippo syndrome are commonly notified to have ‘coarse facial features’ including thick dark eyebrows that continue to grow as the child ages, full lips commonly the bottom lip, large head circumference and larger nose (Bale, 2011, p. 223). 

Barriers
Sanfilippo syndrome provides very demanding care from both parents and practitioners. Focusing on the Medical model of disability, this model focuses on the additional need and how it effects the child whereas the social model focuses on people’s attitudes and outlook of additional needs (Ombusdmun, 2015)   Disabilities are seen as something that need to be treated, in the case of Sanfilippo syndrome this currently has no cure however there are experimental trials that are being provided to children who have Sanfilippo syndrome to delay the deterioration. Children with Sanfilippo syndrome can develop skills and speech however due to the nature of this condition these skills become lost, and the child loses the ability to communicate needs and socializing with families and caregivers. (National MPS Society, 2021). According to an article by Congedi (2018) Children with Sanfilippo syndrome suffer with pains in their joints and mobility issues, having such discomfort when performing activities and tasks can demote the child’s engagement and concentration in cognitive tasks due to internal pain and restriction of movement due to joint stiffness and inflamed tendons, Abraham Maslow also supports these findings as the hierarchy of needs provides evidence that if children are to learn and be the best versions of themselves they need to have the basic Physical needs met and then the child can be motivated achieve goals and milestones therefore boosting concentration and attention  (Maslow, 2022). 
 
Strategies 
It is known that there is currently no cure for Sanfilippo syndrome, however parents, carers and practitioners are working together to fundraise, support and care for the children who face this condition. As explained in the section highlighting the barriers that the children with Sanfilippo syndrome face extreme joint pain and inflamed tendons, a method that has been discovered that will aid in easing physiotherapy techniques and will also be an exciting way to tackle treatment, Hydrotherapy.
Hydrotherapy is a method that has been used in recent studies and shown positive results and outcomes to people facing many different conditions, hydrotherapy’s purpose is to use temperature controlled water to allow the patient to be submerged in, the temperature of the water will cause the patients muscles and joints to relax therefore providing a comfortable experience for the child (Almassmoum, 2018).  Hydrotherapy does not only relax the child’s muscles, but it also provides the child the ability to move their body in a full range of movement due to the properties of water supporting the child’s bodyweight making this an amazing experience for the child who may be restricted to wheelchair use due to the strain this condition has had on their ability to be mobile (Physio.co.uk, 2024). Hydrotherapy doesn’t always focus on relaxing joint pain, often when children go to participate in a hydrotherapy class they are accompanied by a key worker or a family member to join them in the water, this time will allow time for all who are involved to bond with each other and allow this to be an enjoyable experience for everyone (Carere, 2016). 

Conclusion – Sanfilippo syndrome can have heart breaking outcomes due to the lack of treatments and exposure of this condition. It Is important that the children that are living with this condition and their families feel like they have a voice and are provided with the support required for their children to thrive.  practitioners who have an understanding and are educated on how severe this condition is by providing exposure through webinars like the one we are currently holding, thank you very much for your time and attention, is there any questions? 

Question - were there any other ways practitioners can support children and families with Sanfilippo syndrome?
 
Practitioners can support families. By offering families time to discuss their child and gain personal insight and also providing information of professionals that parents can go to find relief and comfort to talk about concerns regarding their child as Sanfilippo syndrome can be overwhelming by children not sleeping and hyperactivity being common I children with this condition, aside from being an emotional support for families practitioners can also be expanding their personal understanding by taking educational courses to understand how to directly support the child and improve their quality of life while the child is in their care, understanding that launching this has its barriers of cost and time for practitioners however I feel this will greatly benefit the child’s quality of life and make a difference in the development for a treatment to improve the children quality of life. 
 

