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Regular Heart Checks: Routine Clinical Cardiac Screening
for At-Risk Relatives is Important!

Due to the well-established genetic
and familial causes of dilated cardiomy-
opathy (DCM), professional organiza-
tions have recommended that those at
risk, even if they are healthy and do not
feel like they have heart problems, have
clinical screening throughout their lives
(Figure 1). As a part of the study, you
may have had at least one heart check
which includes this recommended
clinical screening. You may be due for
another check!

There are a variety of causes of DCM,
but when the cause is unknown, this is
called idiopathic DCM. Research in
cases of idiopathic DCM has identified
underlying genetic variants in DCM-re-

lated genes. Genetic causes of DCM
are most often inherited in families in an
autosomal dominant pattern. This
means that first-degree relatives, which
are parents, siblings, and children, of an
individual with DCM are at an up to 50%
chance to have also inherited the genet-
ic predisposition of DCM. Since family
members of an individual with DCM are
at risk, routine clinical cardiac screening
is recommended by several organiza-
tions including Heart Failure Society of
America, American College of Medical
Genetics, and the American Heart
Association to monitor at-risk relatives
heart size and function over time.

CONTINUED ON PAGE 3

€ DCM Project Portal GOES LIVE!

'E We encourage all DCM Research Project partici-
pants enrolled in any of our studies to create a user
account on the DCM Project Portal to stay in touch

with the program.

Scan this code with the camera on your device
or go to www.dcmprojectportal.com

Be sure to note that you have been “previously consented” when
asked during the user registration process so we can connect
your account with our database.

The portal is IRB-approved.




Study Participant Spotlight: The Emmons Family

K i A st 4
Dr. Keith Emmons and his daughter, Leslie Emmons Burthey

The Emmons family’s experience with dilated cardio-
myopathy has been a winding road that has nonethe-
less been met with optimism. Dr. Keith Emmons spent
majority of his professional career as a successful
general surgeon. Personally, Dr. Emmons led an equal-
ly active life as a father of two and friend to many.
However, in 1993 Dr. Emmons noticed he was unusual-
ly short of breath during a ski-trip with his fraternity
brothers. He returned home and was diagnosed with
DCM. The Emmons’ family’s experience with DCM over
the next 30 years is a testament to the power of modern
medicine alongside their family’s strength and desire to
give back.

While Dr. Emmons had hopes of returning to his
practice as a physician, he retired from his practice in
1994 following cardiac rehabilitation and placement of a
defibrillator. While he recalled going through the stages
of grief when processing his diagnosis, Dr. Emmons
returned to school at UCLA earning a master’s degree
in public health to become a physician executive. He is
now a valuable member of a non-profit communi-
ty-based health care organization helping determine
necessity of medical tests and procedures. Dr. Emmons
reflected on his decision to return to school, detailing
the importance he felt of setting an example for his
children on the impact an outlook can have in the face
of adversity.

“You have to stay positive. You have to stay
optimistic about what the future is and what
you can do... [adapted from Rahm Emanuel]

In every dark cloud, there is a silver lining.”
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In 2017, Dr. Emmons received a heart transplant. It
was also around this time when he recalls learning that
DCM can be genetic and enrolled into the DCM
Research Project. Dr. Emmons discussed his motiva-
tion for research and his overall perspective on the idea
of a greater purpose. “There comes a time where we
have to look past ourselves and look to hold the door
open for others coming behind us.” While this can be
applied to research, Dr. Emmons continues to live his
life with the mindset and desire to give back beyond
research. When he is not babysitting his 3 grandchil-
dren or exercising for his own health, he enjoys spend-
ing time mentoring high school students on their path to
college acceptance and choosing a career.

Leslie, Dr. Emmons’ daughter and participant of the
DCM study and the CMR Ancillary Study, reflected on
how she has embraced her father’s resiliency in times
of her own struggles and how her perspective of his
journey has remained positive. While she recognized
the struggles her family experienced even as a child,
she fondly remembers the extra time at home this
provided with her father as he recovered. Leslie, whom
is now a mother and marketing associate, stated “[My
father] has given me the strength to be brave and to do
my part. Something | would like to share with people as
a family member is even with all this exposure... | get
scared and nervous. Even though | may get some
news, it is a gift to get that feedback while | am healthy
and in this mindset. This is [an overall] good thing... It's
not just for [your relative with DCM] but its for you and
future generations. | just remind myself that if there’s a
little part that | can do, I’'m happy to help.”

Dr. Emmons and his family, including his daughter
Leslie, recognize the life-altering impact a diagnosis like
DCM can have to an individual and a family. However,
through positivity, support from each other, and
optimism in science and medicine, their family has
continued to blossom and form fond memories.

By Katie Parker, MS, Licensed Genetic Counselor and Team
Member in the DCM Precision Medicine Study.

The DCM Research Project is grateful for
the Emmons family and for/each one of our
study participants who help us advance
understanding of the‘genetics of DCM.



New Publications and Continued Content!

On May 30th, 2023 another contribu-
tion from the DCM Precision Medicine
Study was published in the Journal of

Hanyu Ni, PhD, MPH", Elizabeth Jordan, MMSc®®, Daniel D. Kinnamon, PhDe5, Jinwen | (1€ American College of Cardiology.

Screening for Dilated Cardiomyopathy in At-Risk First-Degree
Relatives

Cao, MS*®, Garrie J. Haas, MD"¢, Mark Hofmeyer, MDY, Evan Kransdorf, MD, PhD®, The study showed cardiovascular
Gregory A. Ewald, MD', Alanna A. Morris, MD, MSc9, Anjali Owens, MD", Brian Lowes, screening identified DCM related
MD, PhD', Douglas Stoller, MD, PhD', W.H. Wilson Tang, MD!, Sonia Garg, MD*, Barry H. findings in at-risk first degree relatives

Trachtenberg, MD', Palak Shah, MD, MS™, Salpy V. Pamboukian, MD", Nancy K. Sweitzer, that were thought to not have disease

MD, PhD®, Matthew T. Wheeler, MD, PhDP, Jane E. Wilcox, MDY, Stuart Katz, MD', Stephen regardless of race or ethnicity. This

Pan, MD, MS®, Javier Jimenez, MD, PhD', Daniel P. Fishbein, MDY, Frank Smart, MD", ST o

Jessica Wang, MD", Stephen S. Gottlieb, MD*, Daniel P. Judge, MDY, Charles K. Moore, Sl further, gl e e wppor
tance of routine heart checks in

MD?, Gordon S. Huggins, MD*", Ray E. Hershberger, MD* < DCM Precision Medicine Study | ™ )
of the DCM Consortium first-degree relatives.

The study aimed to examine the prevalence of DCM-related findings through cardiac
screening completed in at-risk first degree relatives. The summary of the article is at
https://pubmed.ncbi.nim.nih.gov/37225358/ and can be accessed by scanning this
QR code with the camera on your device.

@.—
This paper analyzed echocardiogram and electrocardiogram data from a total of 1,365 first-degree
relatives who were reported to not have DCM prior to screening. Of the at-risk relatives that completed
these heart checks, 14.1% , or 1 in 7 FDRs, had DCM-related findings. Abnormal cardiac screening was
most commonly found in those 45 to 64 years of age, in those with prior history of high blood pressure
or obesity, and in those with a family history of a disease-causing variant found in their relative with
DCM. These findings did not differ by race or ethnicity. The findings of this study further supports the
importance of at-risk relatives completing routine heart checks to monitor for early signs of disease,

Comprehensive screening includes (1) a history and physical examination by a doctor or other trained health
care provider, (2) an electrocardiogram (ECG) and (3) an echocardiogram. This screening is recommended to
repeat every few years (see figure 1) even if the at-risk relative is not experiencing any symptoms. If symptoms
present, it is recommended to report these to a physician to determine appropriate follow-up care.

With our current knowledge, we are only able to identify a genetic cause approximately 30% of the time. We
still have much more to learn regarding DCM genetics. Addressing this knowledge gap is part of the mission of
the DCM Research Project. The goal of keeping up with routine heart checks for at-risk family members is to
attempt to catch early signs of disease to start appropriate care before disease progresses.

How often should | complete these heart checks?
| am a parent, sibling, or child of an
. .. . 0-5 6-12 13-19 20-50 Over 50
|nd|V|dua| W|th DCM years of | yearsof | yearsof years of | years of
age age age age age
Electrocardiogram
(ECG)
What heart checks are anriially Every Every Every Every
recommended? Echocardiogram or Cardiac Magnetic 1-2 years | 1-3 years | 2-3 years | 5 years
Resonance Imaging (CMR)

It is importantto note additional tests may be considered while working with their physician dependingon an individual’s
personal and family history. All abnormal symptoms should be reported to a physician!
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1 CLINICAL GENETIC TESTING?

While our research continues even after a research result is
identified in a family, we recommend that all individuals
with DCM consider undergoing clinical genetic testing.
Clinical genetic testing is done similarly to any other blood
test that is ordered by your doctor and sent out to a labora-
tory. Your results would be provided to your doctor. Clini-
cal genetic testing can be a complex process. Therefore,
referral to a center expert in genetic evaluation should be
considered. We can help you identify a clinic that offers
genetic counseling and testing for DCM.

If you have undergone clinical genetic testing outside
of this study and have results, please provide us with a
copy of your results for our database. You can share
these by contacting the study or by uploading to your
DCM portal account.

Please contact us (toll-free) at 877-800-3430 or email the
DCM Research Project at DCM.research@osumc.edu.

MEDICAL UPDATES

If anyone in your family is newly diagnosed with heart problems,
please let us know. Similarly, if you or anyone in your family has
had heart or genetic tests performed outside of the study,
regardless of results, we would be interested in receiving copies.
Please contact us and we will send you a medical records release
form. If we have already sent you medical record release form(s),
please send us the completed form(s) as soon as possible. You
may also complete medical record release forms and upload
medical records in your DCM portal account.

CONTACT INFORMATION UPDATES

If you have moved, have a new phone number, or new
email address, please let us know. Call 877-800-3430 or
email us (DCM.research@osumc.edu), or update your
information through your DCM portal account directly.
This way we can get in touch with you for any follow-up
and continue to send you our newsletter.

” GO PAPERLESS!

If you would like to receive our newsletter by email, please
contact us with your email address, and we will be pleased
to add you to our email mailing list. You may also opt out
of receiving a paper copy of this newsletter.
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