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● How do I know when to see a geneticist? How do I know if it will benefit me? 

○ You should consider seeing a geneticist when there is a family history of hypermobility and autonomic 
symptoms in which EDS may be a root cause of. Knowing whether you have EDS or HDS can be 
beneficial in understanding the symptoms that you have and can give your other doctors or healthcare 
professionals answers in terms of how you may be best treated.  

 
● What role does a geneticist play on my healthcare team?  Is it a one time visit or do they help with 

my treatment? What does a geneticist do after diagnosis? 
○ The main role of the geneticist to diagnose EDS, HDS, other connective tissue, or genetic disorder that 

may be the root cause of patient’s symptoms.  Whether the geneticist continues to see for follow up 
with the patient depends on the condition diagnosed and the comfort the geneticist has with treating 
the patient.   

○ Most geneticists don't do a lot with follow up, but it can depend on the individual circumstances. 
Typically when someone is diagnosed, genetics will help refer to specialists that can help more specific 
symptoms.  Because treatment mostly revolves around symptoms management, they can give you 
information and resources, things that can potentially help in regards to therapy or joint stabilization, 
but otherwise things can be very different between patients.  Some management can be done through 
a genetics though if the physician is knowledgeable.  

 
● When diagnosed with hEDS, should genetic testing still be done for other forms of EDS? Should 

family members be tested also?  What labs offer cascade testing? 
○ hEDS doesn't have a known genetic mutation and is strictly a clinical diagnosis currently.  However, if 

no testing has been done and/or there is indication in the patient’s family or in the clinical 
presentation to suggest a different form, then testing should be done. 

○ Furthermore, it is believed that there are still mutations that have not been discovered yet; so testing 
hEDS patients may prove useful for them down the line as well. 

○ Potentially, yes. Many labs offer cascade testing that will include family members, some free of charge. 
Most EDS types runs true within a family, however, it can be polygenic.  If a family member’s 
symptoms suggest that they may have a different or additional form of EDS, then they should have 
their own consultation and testing. In the future, it will likely be recommended for testing to be done 
rather than not. 
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● Can geneticists do mitochondrial testing and how would those results potentially affect my care 
plan? 

○ There are two types of mitochondrial disease - primary and secondary.  Most EDS patients have a 
secondary form of mitochondrial dysfunction and not necessarily actual mutation.  It is more that 
they are not working up to the level that they should. This type of dysfunction will not show up in 
testing, but there are things that a patient can do to help improve  

○ Secondary mitochondrial disorder occurs from de-conditioning, so joint conditioning and exercise 
conditioning can help with this.  It can not be tested for genetically however.  

 
● Why do many geneticists see only pediatric patients?  How can I find one that sees adults? 

○ Mostly the problem comes down to the fact that there are so few geneticists serving a large population 
of patients. 

○ Primary training with most geneticists is in pediatrics and most of them work in pediatric limited 
systems 

○ Companies are looking to innovate to offer more diagnostics in testing with less barriers. Some 
geneticists are going out on their own. 

○ The new guidelines are really meant to help doctors or other healthcare professional diagnose EDS, 
but it requires learning and feeling comfortable going outside of their comfort speciality. 
Rheumatologists and physiatrists  and physical therapists 

  
● What kind of information should I bring to an appointment? 

○ List of diagnoses - not necessarily exhaustive, but a summary across specialities, starting from birth, 
going in chronological order as they were diagnosed 

i) Surgeries 
ii) Injuries 

iii) Autonomic function disorders 
iv) Family history (genetic testing if done) 

○ When talking about genetic testing - only clinical grade testing.  Direct to consumer testing are very 
limited in terms of being able to diagnose or come up with clinical decisions.  

 
● What's the difference between HSD and hEDS? 

○ There is still some confusion and debate, but generally what is being understood is that there is a 
spectrum of hypermobility, that as it gets worse, more systemic and autonomic issues come into play.   

○ The previous school of thought was that they were distinct and different, but there is gravitation that 
they are more connected and more of a spectrum. 

○ Currently no genetic testing exists where mutations are actually known, but discovering those 
mutations continues to be something that is being searched for. Different forms of EDS are still be 
discovered as well.  There are many diseases out there in which we know there are genetic links, but 
finding those those links is difficult work.  
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● Why is the Breighton scale made up of the joints it uses currently?  Is there any discussion in terms 
of changing the scale to include more joints? 

○ The Beighton scale uses current joints as its a quick easy way to assess small and large joint 
hypermobility. Measuring hypermobility in the shoulder for example has an increased risk of 
dislocation given the nature of the shoulder. It is important to note the Beighton scale is a good 
measure to assess hypermobility, but certainly not the only measure or test we can use. 

 
● Can someone with hEDS have a child with HSD and not EDS? 

○ That is a great question.  Because the specific gene mutations for hEDS are still unknown, it is hard to 
say.  However, the answer is likely that it is possible - especially if only one parent has EDS.  Some types 
of EDS are autosomal recessive (require inheritance from both parents). 

○ Hypermobile EDS generally is counseled as an autosomal dominant condition, but the severity and 
manifestation varies very broadly even within a family unit. 

 
● How can you get other doctors to listen to you about EDS after diagnosis? 

○ Probably the easiest thing to do is to get your doctor to print you out a clinical note that can be 
presented to your other healthcare providers.  You may also ask for a description of your condition or 
what considerations you should bring up with your other doctors.  The best way is likely to get the 
diagnosing doctor to send the other docs a consult note, physician to physician. 

 
● Wanted to know Dr. Atwal's thoughts of whether he thinks there might be doctors in the future 

who are like functional medicine doctors, but for EDS and it's related comorbidities. 
○ I think geneticists will remain the experts in EDS due to the genetic nature of the condition. We will 

see certain geneticists, such as myself, that specialize in connective tissue. 
 

● Generally speaking, is there any thought or studies regarding using physical therapy over surgery 
for EDS related injury? 

○ Generally surgical outcomes are not as optimal as the general population in EDS with respect to joint 
surgeries. For that reason a strong focus on medical (non-surgical) interventions should be made which 
includes PT. 

 
● How can DSN or we as patients best support our geneticist(s)? 

○ Helping raise awareness, trying to be patient with us! 
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● Have you had any issues regarding lack of family history due to adoption, deceased family members 

or inability to contact other relatives? How have you addressed this if/when you've seen geneticist 
given that many diagnoses require a positive family history as a major criterion? 

○ It is common to not know all details surrounding your family history, in particular if adopted. We say 
family history is the 'first genetic test' & it can be very helpful in guiding a genetics visit. That being 
said the individual's symptoms are also highly valuable and often there is no family history of a genetic 
disease in other family members. 

 
● In 2017, the classification system was changed for Ehlers-Danlos Syndromes. How did that impact 

previously diagnosed patients? Do any of them not have an EDS diagnosis now? Has the change 
affected you personally? 

○ Yes the criteria has been updated and I am sure it will be modified again in the future! I am not aware 
of much change for previously diagnosed patients. As a clinical geneticist with expertise in connective 
tissue diseases the purpose of these criteria is to guide non-specialists in feeling confident in making a 
diagnosis. There are always caveats, and no set of criteria is perfect. 

 
● What can be done to raise awareness regarding the importance of genetic testing and genetic 

counseling to get an accurate diagnosis?  
○ Having a genetic expert partner to help guide you to the right diagnosis & test & help manage the 

downstream of this is critical, and is the main aim for us in the practice of clinical genetics. Patient 
support groups, campaigns, education session for doctors and events like this all are ways to improve 
awareness. 

 
● If you are diagnosed with EDS, did you have any suspicions prior to diagnosis? Had you ever heard 

of it? If you weren't aware of the condition how can we collectively raise awareness & create an 
atmosphere that makes this a well-known condition to the entire medical community? 

○ Often people who get diagnosis with EDS have a prior suspicion. In fact I would say this is the more 
common scenario! They usually have been from doctor to doctor, often for years (sometimes decades) 
on a diagnostic journey trying to find someone who is knowledgeable about their rare disease. Often it 
is just the confirmation that people are looking for rather than any treatment, although we certainly 
try and help with both. 
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● What advice do you have for someone newly diagnosed with Ehlers-Danlos Syndrome(s) or another 
genetic disorder? 

○  I would say that knowing the diagnosis is the first step in good medical management. Only then can 
we tailor therapies to treat the underlying root cause. Finding a good doctor with knowledge of your 
condition is obviously important, but just as important are good structures and networks. 
Maintaining follow-up after a diagnosis is key to staying informed of the latest developments. 

 
● What do you think is best way to get other MDs to listen to/believe dx after geneticist diagnosis? 

○ We would recommend showing them the evidence-base behind the diagnosis and sharing appropriate 
documentation i.e. https://t.co/zseEnB4ZD5 

 
● My daughter has hEDS but no gene detected. Can you explain why? 

○ Great question. The gene for hEDS has not been found yet and it remains a diagnosis based on set 
findings on patient symptoms and physical exam. Hopefully in the near future we will find out the 
underlying genetics!  

 
● My primary care has referred me to a geneticist to confirm a suspected diagnosis of hEDS. If there is 

no gene link, would this still be an avenue to pursue? 
○ Yes, in general, seeing genetics is appropriate for suspected hEDS as the diagnosis can be made on 

clinical criteria. 
 

● If EDS is misdiagnosed as something else, what syndrome/diseases is it commonly confused/ 
misdiagnosed as? 

○ Great question! EDS can be misdiagnosed as fibromyalgia, 'mixed connective tissue disease' or 'chronic 
fatigue syndrome' or 'autoimmune arthritis'. There are others but these seems most common. 

 
●  Do you have any suggestions for what to do if we encounter a doctor -  specifically a geneticist - 

using the old criteria? 
○ It is fine to print the new criteria and bring it to your appointment. Of course the criteria is useful, but 

it is worth taking the opinion of the geneticist into account as well if there is a reason they are deviating 
from the criteria. 

 
● Is EDS commonly diagnosed after an aortic aneurysm or dissection or before? 

○ For Types of EDS that include vascular issues (such as vascular EDS) it is more common a diagnosis is 
made after the event, which is unfortunate. 

 
● Are there any current research studies being done on EDS? 

○ Yes there are many, including ones to find the gene for hEDS 
 

●   What goals do you have concerning the future of EDS? Is it limited to diagnosing or are you 
researching ways to reverse the symptoms or is the focus on management only. 

○ Both, we are looking for better understanding into the mechanism and hoping to find some novel 
therapies to help. 
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● What is the process to appeal to insurance companies to go out of network for genetic testing and 

counseling? 
○ This depends on individual insurance companies, often it is a not so straightforward process and 

certainly the medical team can try and assist as much as they are able 
 

● Are there any especially good labs or direct to consumer genetic tests that you would recommend 
specifically for EDS or other connective tissue disorders? 

○ There are literally thousands of genetic tests on the market today which makes it very difficult to know 
the good ones from the bad ones and what is right for a particular individual. 

○ High quality labs such as GeneDx, Invitae have good panels which are the usual goto for geneticists. 
There are other good labs of course, and each should be evaluated on individual merit. 

 
● Is it worth testing and knowing when treatment is limited and it may affect my insurance (health, 

life, or long-term disability) coverage?  And can insurance companies deny coverage if positive for a 
genetic condition? 

○ There is something called GINA that prohibits medical insurance discrimination against 
genetic diseases.  http://www.ginahelp.org/ 

○ This does not cover long-term care, disability, life insurance etc however 
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