The joys of fragile X: Understanding the strengths of fragile X and delivering a diagnosis in a helpful, holistic way (summary)

When people are diagnosed with Fragile X syndrome, the way it is presented to them has a strong influence on their understanding of the disease, their perception of themselves and that of others. Poorly informed, patients may turn to the internet, which can generate anxiety and confusion. It is therefore essential that health professionals provide complete, balanced and respectful information.
The authors underline an overly negative view of the syndrome: the medical literature focuses mainly on deficits, comparing people with the disease to an "ideal" standard and with stigmatizing language because the terms used in the medical descriptions are pejorative, reinforcing the marginalization of those affected.  It neglects the strengths, such as humour, visual memory or empathy, which are known to families and recognised by an emerging literature.
Fragile X families denounce an ableist perspective that describes disability in terms of what deviates from the norm, instead of highlighting human diversity and the abilities specific to each individual.  They argue for more nuanced and humane communication when announcing the diagnosis, including both challenges and strengths. This can not only help them better understand and accept the syndrome, but also promote a more fair and inclusive representation of disability in society.
Why are the positive aspects omitted?
The positive aspects of the syndrome are often absent from medical descriptions, as they are dominated by the medical model, which focuses on identifying and managing health "problems". This model is well suited to temporary or curable illnesses, but it is not suitable for chronic conditions such as the syndrome, which profoundly affect the identity of the people concerned.
Thus, the syndrome is presented almost exclusively from the perspective of its deficits, because the medical model directs research towards difficulties and interventions, to the detriment of a more global vision of the person. This approach, although unintentional, leads to an unbalanced and reductive representation of affected individuals, often experienced as hurtful by families.
In addition, since medical descriptions are based on published data, if the data focus only on deficits, clinicians will replicate this view in their communications with families. To correct this, the article calls for more inclusive and nuanced research, which also takes into account the qualities, abilities and diversity of experiences of people with fragile X, in order to better reflect their reality and humanize the diagnostic process.
The impact of focusing on the negative aspects of the Syndrome
Excessive emphasis on the negative aspects of Fragile X syndrome has profound consequences, as this condition, permanent and identity-based, becomes an essential part of the person concerned. When a diagnosis is communicated in a unilaterally negative way, it can negatively influence the individual's self-image, with descriptions of the disease perceived as judgments about the person itself. The stigmatizing language used about the syndrome therefore contributes to the stigmatization of the individual.
In addition, this vision focused on "problems" prevents the qualities and potential of fragile X people from being valued, which limits the prospects for personal fulfillment. It also neglects the wide variety of manifestations of the syndrome, creating a uniform and inaccurate picture. It is essential to recognize each person as unique, with varying traits, rather than generalizing weak points as certainties.
Finally, this approach can lead to the misconception that the difficulties are fixed, whereas many studies show that some skills evolve positively over time. Traits perceived as negative in childhood can become neutral or even positive, depending on the context or duration. A more balanced, person-centred approach is therefore needed to support each individual in a fair and constructive way.
The evolution of perceptions and the importance of context in the evaluation of the syndrome
Some characteristics associated with autism, such as the need for routine or perseverance, may initially be perceived as problematic, but become advantageous in the long term in a structured environment. This change in perception depends largely on the model adopted by professionals: the medical model considers disability as a defect to be corrected in the individual, while the social model sees it as the result of an unsuitable environment.
In the context of the social model, adaptations (such as the use of a wheelchair or a predictable environment) are perceived positively, as they allow the people concerned to develop better. This view also extends to neurodivergence[footnoteRef:1], where acceptance and adjustment of the environment are essential to well-being. [1:  Neurodivergence: where the brain works differently from the norm, as opposed to neurotypical.
] 

Adaptation is not only individual: it also affects families. Parents may change their view of certain traits over time, perceiving them less as flaws and more as neutral or even positive aspects. This reflects a transformation in their parental identity and understanding of the syndrome.
In short, the traits related to the syndrome cannot simply be categorized as "positive" or "negative": their meaning is contextual, evolutionary and subjective. It is therefore crucial that professionals take a nuanced approach when describing the SYNDROME, acknowledging the diversity of experiences and perceptions over time.
The positive aspects of Fragile X syndrome
Although the syndrome is often portrayed in a negative light, emerging research and testimonials from lived experience highlight several notable positive aspects. These strengths, although sometimes overlooked, can enrich the lives of those affected, especially when they work in an inclusive and well-adapted environment.
Among the main qualities identified:
· Excellent long-term memory, both visual and verbal. Fragile X people can accurately retain information they feel passionate about, which can offer them advantages in various fields: theater, (sport) journalism, languages, or professions involving facial recognition (museums, schools, cinemas, etc.).
· Rich vocabulary often exceeding their overall cognitive abilities, allowing them to excel in certain forms of expression or learning, especially if their motivation is strong.
· Highly developed rote learning ability, useful in practical or professional contexts.
These skills are all the more promising if they are supported by appropriate educational support, particularly to promote functional literacy (reading and writing). Although the level of proficiency in these areas varies from individual to individual (especially in fragile X girls), their strong memory can provide a valuable strategic basis for learning.
· Natural honesty:
Fragile X people are often distinguished by their great frankness. They have difficulty lying, spontaneously admit their mistakes, and consistently respect the rules once they understand. They are looking for clear instructions and are motivated to do the right thing.
· Sense of humour and imitation:
They often possess a spontaneous, subtle and refreshing sense of humour, based on keen observation and irony of everyday life. Their ability to mimic others —noticed from childhood—reinforces this social expressiveness, making their interactions natural and amusing.
· Kindness and helpfulness. Although they suffer from social anxiety, fragile X people nevertheless show a desire to be.  On a daily basis, we see that they see people as they are and that they are not bound by any traditional classification of society. For example, fragile X people often happily interact with older people and people with disabilities, never seeing them as having less value than younger or able-bodied people (Weight, 2021).[endnoteRef:1] [1:  Weight, E. (2021). Mental essence: Because there is meaning in a mental difference... (A. Neill, Trans.). Amazon. Print and Kindle. Exists in French, original language: Mental Essence: A Different Look! Format Kindle 
] 

· Sociability and empathy:
Contrary to some medical stereotypes, many fragile X people are warm, sociable and empathetic, which is reported by many families. Eye-tracking studies have demonstrated that people with the syndrome are sensitive to the emotions and social cues of others. What's more, although many fragile X people avoid direct staring, the eye-tracking recording showed that, unlike children with autism, fragile X boys follow another person's direction of attention to an object of interest just as often as neurotypical children.
· A unique and precious vision of the world:
'Human metronome'. Parents have told the authors that people living with syndrome are not able to keep up with the often hectic pace of life in modern society, and therefore keep up with a slower, more humane pace. They can't rush – their inability to go as fast as society forces us to go and keep them from rushing and wasting their lives, running ever faster to catch superficial or impossible dreams of consumerism. 
Their way of being is often perceived by those close to them as a reminder of the essential things in life, which society sometimes forgets.
The authors insist on the need for an individualized approach. Not all of these positive traits manifest themselves in the same way in each of them. It is essential to recognize the uniqueness of each fragile X person, avoiding generalizations and favoring a personalized and inclusive approach.
In short, recognising and valuing these individual strengths can open up new perspectives for fragile X people, by going beyond a vision solely focused on challenges. Rather than focusing on challenges, it's crucial to value strengths, adapt environments, and recognize the unique potential of fragile X people. This change in perspective would make it possible to build a more just, inclusive society that respects all forms of neurodivergence.
Stigmatizing terminology and ableism in the description of Fragile X Syndrome
Until 2022, the gene responsible for the syndrome was called FMR1 where MR stood for Mental Retardation, a term considered offensive. It was renamed Fragile X messenger ribonucleoprotein 1, marking a breakthrough in the language used to talk about the syndrome by eliminating the word "retardation".
Language plays a crucial role in the social perception of disability. The use of terms such as "retarded" is now widely recognized as offensive and outdated. Several campaigns have sought to ban these terms in favour of designations such as "intellectual disability". However, these words are still used, even in recent scientific literature.
As a result of this stigmatization, the social and personal perception of individuals X fragile is affected. Their self-esteem and identity are negatively influenced by the ableist view perpetuated by medical language: any difference from the "norm" is seen as a flaw.  The "capability standard" is taken for granted and the syndrome is described in terms of (inevitably negative) deviations from this norm, making the strengths and assets of people with disabilities invisible. The exclusion of these positive aspects in the medical discourse prevents a balanced understanding of the syndrome.
The debates on newborn screening for the syndrome illustrate this negative vision: the emphasis is on the risks, little on the benefits or strengths that can be developed through early support.
The authors call for a cultural and linguistic change. To build an inclusive society, it is essential to abandon stigmatizing terms, recognize the capacities of fragile X-people, foster respectful and people-centred language, integrate the perspectives of affected people into health research and policy.
The announcement of the diagnosis 
Announcing the diagnosis of Fragile X syndrome requires caution and skill. It should be remembered that diagnostic wandering can last for years and can lead to health problems for parents due to stress and anxiety.  The diagnosis is delivered in this specific context. If the syndrome is presented in a way that places too much emphasis on the flaws without presenting the strengths, or by using stigmatizing language, it can cause unnecessary pain for fragile X people and their loved ones.
Diagnoses should preferably be made in person (not by phone or mail), by someone trained to support the family in processing the information. A diagnosis of the syndrome must be holistic – it affects the whole family (Johnson et al., 2024[endnoteRef:2]). For them, it's the beginning of a lifelong journey with someone who will have unique characteristics, qualities, and love them madly. [2:  Johnson, K., Stanfield, A. C., Scerif, G., McKechanie, A., Clarke, A., Herring, J., Smith, K., & Crawford, H. (2024). A holistic approach to fragile X syndrome integrated guidance for person-centred care. Journal of Applied Research in Intellectual Disabilities, 37(3), e13214. https://doi.org/10.1111/jar.13214] 

The focus on the alleged harms of the syndrome means that – often – it goes undiagnosed. Strikingly, many fragile X girls are not diagnosed or supported throughout their lives, unless they are tested following a diagnosis (usually male) in their extended family.
This inability to recognise the syndrome may reflect the fact that many girls/women have the positive aspects of it but are therefore not considered to have a "problem" in need of medical attention. If Fragile X syndrome were considered to lead to both positive aspects and aspects that require more support, diagnosis rates in girls may well increase.

Conclusion
One parent (Weight, 2021) had this experience: "Our specialist told us, make sure you believe in him, otherwise he will sense your fears and doubts and won't try to develop. Since then, I have experienced the truth of this precious advice every day."
The announcement of the diagnosis is a key aspect of the fragile X pathway. It is important that it highlights the strengths of fragile X-people, as well as areas where additional support is needed. It is also important to make it clear that the manifestation of the syndrome is variable: each fragile X individual has a unique journey based on mosaicism, gender, environmental factors, and early support – all factors impacting individual experiences. The explanation provided to the families of newly diagnosed fragile X people is essential throughout life: the focus is often on deficits and problems, which must be solved through education and appropriate care. Fragile X people can live their lives to the fullest: hold a job, enjoy social groups, have hobbies, and travel autonomously.
Every fragile X person is unique, and there will always be challenges, just as we will all experience them in our lives. What is missing from the medical literature, and is therefore often omitted from being conveyed at the time of diagnosis, are the many moments of happiness and positive aspects associated with the syndrome.
A positive, more inclusive and assertive approach would highlight each fragile X person with their humour, talents, honesty and perspectives as soon as the diagnosis is announced.
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