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Fragile X, not fragile legs 
A young doctor’s experience of fragile X 
by Lucy Southwell, who wrote this essay as part of the Medical Humanities section of the BSc 
which forms the fourth year of her six year medical training at Imperial College, London.  
  
At six years old I was more independent and intellectually advanced than my ten-year-old 
brother. Jonathan, now aged 25, has fragile X syndrome and is at a special education college 
where he takes part in activities including cooking, baking and farming, whilst I, aged 21, am 
in my fourth year at medical school, two years shy of becoming a doctor. 
 
 

 
 
Jonathan at 6 years old and …… more recently, aged 24. 
 
Fragile X syndrome, despite being the most common cause of inherited mental impairment, is 
remarkably little known and wrongly perceived both in the general population and within the 
medical world. In my four years of study, I recall fragile X being mentioned fewer than half a 
dozen times and even then, inaccurately. I have, for example heard it taught as “an x-linked 
disease, affecting only males”, though my female cousin is affected. It has also been 
mentioned as “a severe form of mental retardation”, again inaccurate as there is a wide 
spectrum of intellectual impairment. My cousin has a job and lives independently; Jonathan 
can interact socially, help with household chores (until he gets bored) and write his name 
(‘Jothan’); whilst a friend’s twin brother has no speech, is notably autistic, hyperactive and 
has severe behavioural difficulties. Whilst it is the case that fragile X is more common in boys 
and often appears to affect boys more severely than girls, it is not true to say that only males 
are affected, nor generalise on the severity of the cognitive impairment. Males can also be 
carriers of the condition, again dispelling a common misconception that the defect is only 
carried by females. 
 
Bearing in mind this lack of proper understanding within the medical world, it is hardly 
surprising that fragile X is not well known by the lay public. On hearing that my brother has 
fragile X, people have responded with comments about brittle bone disease, hearing “fragile 
legs”. More distressingly I have been met with: “Ah yes, my uncle’s in a mental institution”, 



due to confusion between mental handicap and mental illness, demonstrating the lack of 
public understanding. In the light of such confusion, Jonathan is often treated with surprise 
and distrust by those he encounters. Unlike some fragile X sufferers with the characteristic 
long face and prominent ears, he does not have any obvious physical traits, just a slightly 
unkempt look due to lack of awareness of his appearance (he would quite happily wear the 
same clothes for days on end, not being constrained by the bonds of fashion and cleanliness!) 
Hence, when he comes out with a veritable inquisition of unabashed questions to perfect 
strangers, they wonder what’s going on, why this slightly odd looking man is accosting them 
and what he wants, unsure how to react. On first meeting him friends say that “you can tell 
there’s something not quite right but you don’t really know what”. Perhaps he is just an 
eccentric, or maybe he is after your money? Some people quickly realise he is harmless and 
engage him in conversation, often finding it hard to escape as Jonathan ploughs on, with no 
concept of time, totally oblivious to the fact that these people may have places to be. On 
family camping holidays he will spend many happy hours lying in wait in the washing up 
area, chatting away merrily to one happy camper after the next, unperturbed by those who are 
less obliging and shun his friendly advances. 
 
One of the more awkward things with Jonathan in public situations is when people merely 
observe him from a distance, seeing only a sometimes loud, excitable, slightly peculiar man 
and think he is just strange and disruptive. He loves to come out with his sisters and our 
friends and do ‘normal’ things like go to the pub, the cinema, gigs and so on but he is inclined 
to draw attention to himself, not always positive. One experience that sticks in my mind is 
taking him to the cinema to see American Pie, which he found hilarious. In his excitement he 
kept loudly repeating things, shouting them across the cinema, which, bearing in mind the 
content of the film, was not vastly appropriate and earned our party some strange looks. I 
often wonder what people think of him and hope that they react with some degree of 
understanding but unfortunately this is not always the case, as the lack of knowledge about 
such disabilities skews their perception and perhaps makes Jonathan a confusing, even scary 
entity. 
 
Whilst it would be satisfying, in a med school interview kind of way, to claim that growing up 
with a special needs brother inspired me to study medicine (seeing my chance to help the 
afflicted), that is not the case. My childhood was not spent looking after Jonathan, suffering 
through his disability, or defending him against the cruel world; he is in fact a loving, very 
sweet, protective big brother and not a sorry case steering me into a medical career. There 
have been difficult times when I have seen Jonathan unhappy and wished I could do 
something to help but in general, living with my brother was a happy experience and his 
influence has given me greater understanding, tolerance and awareness of the learning 
disabled. 
 
Retrospectively, I think that knowing Jonathan has enhanced my perspective on medicine and 
improved my skills with patients in a clinical setting. Having interacted both with Jonathan 
and others with a range of disabilities I feel more able to show understanding in situations I 
have not encountered before and be tolerant and considerate when talking to unusual or 
difficult patients. It is easy to be thrown by the unfamiliar and it can affect one’s conduct 
around patients, especially when things are not going as expected. I have had to learn how to 
relate to people with many different special needs, patiently attempting to decipher frustrated 
attempts at communication, often by those with limited speech. I have seen the importance of 
treating each as an individual and assessing their needs in their own right. Such situations are 
not dissimilar to dealing with elderly patients suffering from dementia, or working through a 



language barrier and these experiences have been a useful learning curve and good 
preparation for studying medicine. 
 
Fragile X syndrome is associated with a connective tissue disorder causing an excessive laxity 
of the joints, leading to a high risk of joint dislocation and injury. This features in Jonathan 
most notably as recurrent knee problems; he first dislocated his knee at the age of 14 and has 
repeated it twice since, the second time cracking the patella and tearing the anterior cruciate 
ligament, splitting the femur vertically. The abnormal pain perception and avoidance of 
confrontation, characteristic of fragile X, led to Jonathan saying he was fine and insisting he 
could walk on the leg, the only indication that something was wrong being uncharacteristic 
anger and aggression. Only when he was taken to hospital and the knee x-rayed was the 
severity of the injury revealed. On meeting Jonathan, noting his apparent lack of pain and 
commencing an examination, the doctor demonstrated to me the importance of individual, 
patient-centred care and the benefits of specific knowledge about conditions affecting 
patients. He performed a standard knee examination, bending and straightening the leg, 
rotating the joint and moving the patella. During this, he did not once look at Jonathan’s face 
(a picture of agony) but kept asking, “Does this hurt?”, to which Jonathan, wanting to make 
the whole situation go away would obligingly reply “No, no”. The examination over, the 
doctor reported “Well, he’s not in pain”, ready to discharge him and only after my mother’s 
vehement insistence that x-rays were carried out was the doctor forced to admit that the injury 
was perhaps a little more serious. This appalling story demonstrates the importance of full 
consideration and awareness of how a patient is actually feeling, even if they are, for whatever 
reason, unable to express themselves. Specialist knowledge about features and behaviours 
associated with fragile X would also have made the doctor aware that Jonathan’s responses 
were more a representation of his fear and emotional discomfort than a reflection of what 
must have been a truly excruciating experience. 
 
Jonathan was not diagnosed until he was ten years old. Following diagnosis he finally 
received all the support he had been deprived of for ten years; benefit payments, council aid 
and relocation to a more appropriate school for his needs. Our mother describes, above all, 
“the sense of relief, that Jonathan’s difficulties had an explanation, that we had not done 
anything awful to him”. She also speaks of the relief of knowing that there was support out 
there, other families she could talk to about the condition and ways of helping Jonathan cope 
with the world. This highlights the importance to patients and their families of an early 
diagnosis following presentation. The worry and confusion surrounding Jonathan’s early 
childhood could have been avoided. Early diagnosis is important for more efficacious medical 
treatment, appropriate education and genetic counselling for the family. 
 
The implication of a genetic diagnosis for the wider family cannot be ignored. Thankfully, my 
two sisters and I have all tested negative for carrier status but my mother, who proved to be a 
carrier, had to inform her extended family that they too may carry the condition. We soon 
discovered that there were other affected family members who, like us, had been suffering 
without a diagnosis. There are 19 members of my family who have now been diagnosed as 
either carrying or being affected by fragile X. This taught me that the impact of a genetic 
disease is far-reaching and that as doctors, we should be aware of this and ensure that families 
get adequate counselling and support.  
 
Though Jonathan may be barely able to read, incapable of writing a full sentence unaided and 
genetically ‘imperfect’, I have learnt so much from knowing him. His influence has helped 
me to be more understanding and tolerant, to see things beyond face value and despite not 



inspiring my medical career, he has certainly enhanced it. Finally and perhaps most 
importantly, I now know the profound importance of finding a diagnosis for every patient. It 
is not sufficient to send someone home with a vague diagnosis, hoping that will suffice; the 
worry and confusion of uncertainty can be mollified by making the extra effort, doing the 
extra tests and finding the answer. A mother should not be left thinking that perhaps her son’s 
difficulties are her own fault. We may think of something as uncommon and, as such, 
unimportant; with all we have to learn it is easy to ignore the lesser diseases. However, to 
those who are affected no disease is a rare, insignificant syndrome; it is life-altering and 
momentous, not to be glossed over and ignored, too minor to come up in the exam. 
 
Membership of the Fragile X Society is free to fragile X families and carers living in the UK. 
The Society also welcomes as associate members those with a professional interest in fragile 
X and families living outside the UK join as overseas members. 
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