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INTRODUCTION

Hypertrophic cardiomyopathy is a progressive NORMAL HEART
disease in which the walls of the heart thicken and
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There are two types of HCM. In an estimated two-thirds of people
with HCM, the wall that separates the two bottom chambers of the
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(obstructive hypertrophic cardiomyopathy). —
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cardiomyopathy).! The heart’s main pumping chamber is still

thickened and may become increasingly stiff, reducing the HEMHEARY

amount of blood taken in and then pumped out to the body

with each heartbeat.

HCM is the most common form of inherited heart disease, and it can
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affect people of any age. It is estimated that 1 in every 500 adults
living in the U.S. has HCM, although HCM is underdiagnosed.?

People with HCM face a risk of death more than three times greater

than the average person of the same age without HCM.
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People with HCM have a higher risk for
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failure, stroke and even sudden cardiac
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During the 2020 roundtable, several barriers

to timely HCM diagnosis were cited. These

included access to health care due to preexisting ...but even before they have access to
conditions, regional differences in care, access to a knowledgeable clinician, somebody
affordable care, physician gaps in understanding has to make the right diagnosis.

treatment guidelines and incomplete patient
information to reach diagnosis. The conversation
continued in this roundtable where health care
professionals and patients agreed that patients

face a variety of barriers in receiving an early diagnosis.

-ArVNaro NzknNooNL JUAAMNaTNo Va €aLVaT rUN nVTUr - rc kncxVLN Aa " LVATacoVos
proper specialist by their primary care physician or cardiologist. Patients also faced challenges accessing facilities
providing top HCM care, such as an HCM Center of Excellence. The high cost of HCM care and getting health

insurance to cover specialized care were also noted as barriers.

1V'VAANN{S -0 VLNarVENL clrAVaVvVaT AkkncknVArN nNSNnnA”o AalL JcaaNJrVaT kArVNarc
barriers to timely HCM diagnosis, especially with the scarcity of care for HCM patients in the southern United
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also pose challenges for obtaining accurate family medical history. In addition, the nuances and complexity of

HCM, along with HCM's overlap with other disease processes, continue to be barriers to timely diagnosis.
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Several potential ideas to
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Patients suggested that there should be
more public education about HCM to raise

awareness about HCM and its signs and
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HCPs discussed the challenges they face when collaborating
yVrU "N INno ¢S rUNVn UNA~rU JAnNN rNA" AalgV,
that HCPs could work together as a team to provide optimal ‘ Assuming you have a team that

patient care. thinks it's important, | think you
orAnr rc €TsnN csr yA{o rc ycn]
To build up the model for the coordination of care, HCPs together and communicate
should include patients at the center of their care, while together. Different EMRs can cause
involving patients’ families in HCM education and cascade a lot of miscommunications....
genetic testing. Integrating telemedicine could increase patients often have providers
access to specialists. Improving communication across at different hospitals, different
electronic medical records and health systems is also crucial systems, different places. And so,
to optimal treatment. HCPs discussed the inequities that trying to keep everyone on the
exist within medicine from primary care to specialty care same page is challenging. ’ ’

and noted the importance of allocating resources to address
them. Health care systems and payors should also allocate :
‘cnN €aAaJVA” nNocsnJNo rc SAJVAVrArN JccnLVaArVca A:

departments and health systems.
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Patients noted that an initial diagnosis can

be overwhelming, and there is often a lot of

information provided in a single visit. There is a = "- JAa IN "AaATNLS ~V]N {cs
need to improve how information is provided, manage diabetes. | wish that | had had

which could be supported by developing better someone...put it in perspective. Not that it's

ways for patients to record or document visits not serious and not that | can be cavalier

with HCPs. Patients cited a desire to connect
with others who have an HCM diagnosis

and a need for creating better pathways to
peer-support resources. They also want more
guidance on managing day-to-day living after

diagnosis, particularly on diet and exercise.

-0 UVTUAVTUrNL oVTaV€JAar TAko Va
exposure to HCM and relevant topics, such
as genetics, during all levels of medical
training. They also stated a need for more
geneticists and genetic counselors, and a
desire for standardized tools and methods
to discuss genetic risk for HCM with families.
Finally, several HCPs expressed a desire for
tools and resources in multiple languages
that they can review with patients,
especially at the time of diagnosis. Having
something to focus on and review would let
patients take notes within the document and

use it as a takeaway resource.
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The use of telemedicine has increased, particularly

during COVID when there was better institutional

AalL €aAaJVA” oskkecnr rc VaJnNAoN kArVNar AJ.

this type of care. Telemedicine can play a critical role
in connecting patients with specialists and genetic
counselors, particularly patients who lack local access
to those resources. There is also potential to improve
telemedicine platforms and increase their usability for
clinicians, such as software packages that would allow

clinicians to more easily review echos remotely.

Finally, HCPs cited the need to improve EMRs. One HCP

said “the struggle is real” when using EMRs, describing how
scanned PDFs of patient results can be a barrier for sharing
patient information among HCPs or health systems, and a
limitation for using the information for research purposes.

They also described how the cost of improving EMR platforms

is a barrier, and that there is a need to make improving these
rccro €aAaJVA{ INaN€JVA” Scn Jc ' kAaVNo™

As | last looked, there are

about 4,500 to 5,000 genetic
counselors in this country and

maybe about a thousand

geneticists... %0 IxVcso”{S acr aNAn”"{

NacsTU csr rUNnN rc IN AI*N rc
oNN kArVNaro yUNnN rUN{ AnNS o
rNAN"NLVJIJVaN Vo TcVaT rc IN A
NNA~AM{ V' kcnrAar kAnr ¢S rUAr™
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CONCLUSIONS

Reaching an “ideal state” for diagnosing and treating HCM patients requires systematic changes at the patient,
health care professional and health care system levels. Addressing the steps outlined during this discussion could
vastly improve treatment, outcomes and quality of life for patients with HCM as well as support health care

professionals as they provide timely, guideline-directed diagnosis and treatment.
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We extend our sincere thanks to all the roundtable participants who offered their time, expertise and personal
experiences to this discussion. Our patient participants included Christine Callans, Marlin Colon and Benjamin Lee.
Our health care professional participants included Alejandro De Feria Alsina, M.D.; Michael Burke, M.D.; Stephen
Cook, M.D., MPH; Pierre Elias, M.D.; Anjali Tiku Owens, M.D.; Dallas Reed, M.D.; and Sara Saberi, M.D.; and Celeste
Surreira, DNP, MS, FNP-BC, NP-C, CNL.
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