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ABSTRACT

The fears associated with being diagnosed with
a disease unfamiliar to many, systemic sclerosis,
is described by a patient living with systemic
sclerosis. The patient, a coauthor, also describes
the challenges of being a young person diag-
nosed with a chronic and, at times, debilitating
disease. Despite initially being told that she had
6 months to live, she has embraced life and has
become a fierce advocate for others living with
systemic sclerosis. The physician perspective is
provided by two rheumatologists who specialize
in systemic sclerosis and work at a scleroderma
center of excellence. This section details the
current challenges in diagnosing systemic scle-
rosis early and the dangers of a delayed diag-
nosis. It also reviews the importance of multi-
disciplinary specialty centers in the care of
patients with systemic sclerosis as well as
empowering patients through education.
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Key Summary Points

This article describes the journey of one of
the co-authors, a patient living with
systemic sclerosis.

She describes her journey from her
diagnosis at 20 years old to her life today
as an advocate for others living with
systemic sclerosis.

The physician perspective discusses
challenges in diagnosing systemic
sclerosis as well as keys to a timely
diagnosis.

The physician perspective also emphasizes
the importance of multi-disciplinary care
and patient education in the care of
patients with systemic sclerosis.

MY STORY

“I'm so sorry, you're so young, you have scle-
roderma”, turned out to be the second most
impactful statement on my life and I had no
clue at the time. Those words were closely fol-
lowed by, “I'm giving her 6 months and that’s
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pushing it” and a hug from a doctor upon our
first meeting, turned out to be the first.

At 20 years old, I sat in a cold rheumatolo-
gist’s office with my mom after experiencing
various symptoms over the last year. A year
prior I had been diagnosed with Raynaud’s
phenomenon, as no other symptoms had pre-
sented themselves. Within a year of that diag-
nosis, symptoms started to randomly show up:
heart burn, difficulty swallowing, dry eye and
mouth, joint pain, weight loss, tiredness, and a
constant dry cough. With a referral to the
rheumatologist, I took all symptoms and the
minimal blood work that had been run, to see if
we could get an answer. Nothing could have
prepared me for what came next. My purple/
numb fingers were about to become the least of
my worties.

He asked me what seemed like 100 questions
and none of them made sense or fit together. I
answered each question, wondering what he
was getting at. He listened to my lungs and felt
my skin, the “pinch test”. Then he looked at my
mom and I, with defeat in his eyes and said,
“I'm so sorry, you're so young, you have scle-
roderma”. We had never heard of it, so asked
what it was, what this meant. He didn’t explain
much, he handed us a stack of papers and told
us not to Google it. My Mom asked, “so what'’s
next, what does the long-term diagnosis look
like?” He answered with “there is no long term.
I'm giving her 6 months and that’s pushing it.”.
CRUSHED is an understatement. I was com-
pletely numb. He informed us I needed a spe-
cialist and that he knew one at a well-known
scleroderma center. He would put the call in for
us along with the referral and he hugged us and
sent us on our way.

I'm not sure if you've ever been hugged by a
doctor, but it’s different when it’s your first time
meeting them, and they just put an expiration
date on your life. I was 20 years old; 3 months
shy of my 21st birthday.

I was given a devastating diagnosis, with no
proper testing and minimal blood work. He
recognized from my symptoms (hardened skin
and the sound of my lungs) that I was already
deep into the disease and needed more medical
attention than he could properly provide. For
that I am forever thankful. He was an asset in

my medical diagnosis and a vital part of my
journey with scleroderma and how my life
turned out.

By the next month, with his referral and
many calls from my mom, I was able to be seen
by my *lifesaver* and the team of amazing
doctors whom I can’t even express enough
thankfulness for! Many tests were run and a
crazy amount of blood work later, my final
diagnosis was confirmed, diffuse systemic scle-
roderma with pulmonary fibrosis (SSc-ILD); the
damage was extensive and the disease was pro-
gressing quickly. We needed to be aggressive
with treatment. My doctor, my lifesaver, made
sure to reassure us that this diagnosis was not a
death sentence; it would not be easy, but there
was hope.

I was diagnosed in May of 2016, officially
confirmed in June of 2016, and I started
aggressive treatment in July of 2016. My worries
went from what I'd wear when we went to the
bar for my 21st birthday, to how I'd feel each
day waking up and if I'd make it through the
day without getting sick. From what color to
dye my hair next, to waking up every morning
scared to lift my head off the pillow in fear that
I'd seen my first chunk of hair falling out. From
whom I was going to marry and what career I'd
have, to if I'd live long enough to experience
those joys. Some would argue that I was more
focused on the vain parts of life than actually
living and I'd say you are correct, but I was
20 years old and I'm human. In a sense, I was
forced to grow up quicker than I wanted to.
Having to make life-altering decisions and
accept a disease that I did nothing to cause was
not easy.

At some point, not long after diagnosis, I was
sent a quote. “She is clothed in strength and
dignity and she laughs without fear of the
future”, now I had seen this many times before,
but it didn’t resonate with me, until then. I kept
reading that over and over and realized that
“she” was who I wanted to become “she” was
who I wanted to be. The she, who was strong,
resilient and fights with all that she has, takes
all the chances, she also does all that she can to
make her life, hers. I no longer wanted to be
someone who has a life controlled by sclero-
derma, rather a life with scleroderma, and so I
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became her, so much so that the quote is tat-
tooed on my shoulder as a daily reminder, that I
am her.

I went from not even taking a daily vitamin
to a medication regimen that needed to be
closely followed. Treatment began to halt the
disease and it was terrifying, knowing what I
had to pump into my body, just to try to slow
the progression, with no guarantees that it
would work. It helped, but wasn’t sufficient,
and another medication had to be added to the
regimen. I was hesitant to add the second
medication, thinking that if the first wasn’t
working, how would adding the second help?
My doctor brought in the big guy, my second
lifesaver, to explain to me that this was basically
our only option. He understood my hesitations,
all the side effects, and possible complications
that could come with these and he explained it
all in depth. By the end of the discussion, it was
agreed that we would try it. It ended up being
the best decision that we could have made. It is
part of the reason I am where I am today.

Although my doctor has so much knowledge
of the disease, other specialists were added to
my team as well. A pulmonologist and gas-
troenterologist who also have extensive knowl-
edge in the disease and are at the same clinic,
were the first to be added. Soon after a dentist
with knowledge of scleroderma, along with an
ENT. A physical therapist and occupational
therapist, whom both had little knowledge of
the effects, worked very hard to learn and adapt
my care. We did seek a second opinion from a
doctor out of state, not because we didn’t trust
my doctor here, more so just to get a fresh pair
of eyes on my case. He was impressed with the
care I was receiving and believed we were on the
right track; he did suggest a slight change to a
medication, and it’s been how I've done it ever
since. My medical team is the best, we have
been so fortunate.

With treatment, countless medications and
vitamins, amazing doctors, physical and occu-
pational therapy, positivity, knowledge, and so
much support, I am here today. It’s been almost
11 years since my devastating diagnosis. That’s
10.5 years past, what was “expected”, and he
thought 6 months was pushing it? I will con-
tinue to push it, if it means I get to continue on

this journey. Scleroderma, ILD, Raynaud’s dis-
ease... none of these diseases are easy. They are
hard and devastating, but I can’t help but think
where my life would be without them. Within
the last 10 years I: graduated college with my
bachelors in Child and Adolescent Develop-
ment, witnessed the growth of all the new baby
cousins and have had the joy of being part of
their lives, witnessed my sister find her calling
and grow with her career, have the ability to
continue to work full-time while also having
the chance to share my story, became a Co-
Leader of the Young Adults Support Group and
working towards giving patients what I didn’t
have when I was diagnosed, have had oppor-
tunities to witness my family hit so many
amazing milestones together and create and
grow in a “normal” relationship that I always
thought I'd miss out on. Scleroderma taught me
how to live, love, and how to accept. I've lived a
lot of the last almost 11 years, like they really
were my last 6 months. I learned love, a hard-
core love, a love that doesn’t give up and gives
you strength when you need it most, my sup-
port system (my entourage), and how to accept
the unknown and take what life gives you and
make the most of it!

PHYSICIAN PERSPECTIVE

Delayed Diagnosis—Challenges
and Future Directions

Systemic sclerosis (SSc) is an autoimmune
fibrosing disease that affects 24.4 in 100,000
people in the United States [1]. Given its rarity
in the general population, delays in diagnosis
are common. Early in the SSc disease course,
patients often present to their primary care
physicians with a constellation of non-specific
signs and symptoms, including fatigue and
Raynaud phenomenon [2]. Depending on the
cutaneous subtype of SSc (e.g., limited versus
diffuse cutaneous disease), the timing of the
evolution of symptoms varies. For example, in
patients with limited cutaneous sclerosis,
patients may present with isolated Raynaud
phenomenon, and it may take 5-10 years for
the next manifestation of SSc to occur [3]. Both
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the non-specific nature of the symptoms and
the variable course of the disease make it a
challenging diagnosis for both rheumatologists
and non-rheumatologists alike. In fact, a study
of patients with scleroderma in Canada found
that the average time to diagnosis was 2.4 years
[4].

Delays in diagnosis often lead to increased
morbidity and mortality, as early therapeutic
intervention may prevent progression of inter-
nal organ involvement. Given the importance
of early diagnosis, developing criteria for the
early diagnosis of SSc has been the subject of
intense investigation. In a study by Koenig and
colleagues, investigators followed 586 patients
with Raynaud phenomenon for 26 years and
found that 65.9% of patients with abnormal
nailfold capillaroscopy and SSc-specific autoan-
tibodies at baseline developed definite SSc at
5 years [5]. More recently, the European League
Against Rheumatism (EULAR) Scleroderma Trial
and Research (EUSTAR) group established a
proposed workflow for the diagnosis of very
early SSc. In their proposed algorithm, Raynaud
phenomenon, puffy fingers, and positive
antinuclear antibodies are considered red flags
and should trigger referral to a rheumatologist
for further evaluation [6]. Thus, a reasonable
approach for a primary care provider would be
to obtain antinuclear antibodies in patients
with a history of Raynaud phenomenon and/or
puffy fingers along with prompt referral to a
rheumatologist. Rheumatologists can then per-
form nailfold capillaroscopy and more specific
and comprehensive autoantibody testing to
confirm the diagnosis. This workflow will
hopefully minimize delays in diagnosis and
facilitate earlier therapeutic intervention and
appropriate monitoring of the disease.

Specialty Centers—Access to Experts
and Clinical Trials

Once a diagnosis of SSc has been made, referral
to a center that specializes in the care of patients
living with SSc is essential. According to the
National Scleroderma Foundation, there are
currently 61 Designated Scleroderma Research
& Treatment Centers in the United States [7]. To

be listed as a Scleroderma Center, facilities are
required to have physicians with expertise in
scleroderma, conduct scleroderma research, and
provide educational activities and information
for patients and families of patients with scle-
roderma [7]. Seeking care at a specialty center
has several advantages. First, it allows patients
to be monitored and treated according to the
latest evidence in scleroderma research. Second,
specialty centers are a way for patients to learn
about and enroll in clinical trials. Lastly, many
specialty centers allow patients to access mul-
tiple specialists with expertise in SSc in one
place.

One caveat, however, is that at present,
scleroderma specialty centers only exist in 21
out of 50 states. This presents a challenge for
patients who are living outside of these states to
access expert care. It is therefore critical that
physicians, allied healthcare professionals, and
patients in these areas arm themselves with
information about this disease and its associ-
ated complications. For example, knowledge
about the appropriate baseline screening
assessments for interstitial lung disease and
pulmonary hypertension are essential since
these manifestations contribute to the highest
morbidity and mortality associated with the
disease [8]. Patients with SSc should undergo
baseline high-resolution computed tomography
(HRCT) scans of the chest, pulmonary function
tests, and echocardiogram to screen for the
presence of one or both of these complications.
These tests should be repeated throughout the
disease course based on patient-specific factors,
disease progression, and symptoms [9]. Addi-
tionally, telemedicine presents an opportunity
for patients who do not live in a state with a
scleroderma specialty center to seek the expert
opinion of scleroderma specialists. Alterna-
tively, patients can contact their country’s
scleroderma patient advocacy group to inquire
about the nearest specialty center where they
can be seen once or twice a year [7]. It is vital,
however, that patients who are seen remotely
by a scleroderma specialist or who travel only
once or twice a year to a specialty center also
have a local theumatologist to help execute and
coordinate their care.
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Multidisciplinary Care—Communication
is Key

As noted previously, specialty centers offer the
advantage of bringing together multiple spe-
cialists with expertise in caring for patients with
SSc. Given that SSc affects multiple organ sys-
tems, it is critical that the healthcare team car-
ing for these patients reflects the
multidisciplinary nature of the disease. Health
professionals who are needed in the care of
patients with SSc include rheumatologists, pul-
monologists, dermatologists, gastroenterolo-
gists, hematologist/oncologists, radiologists,
pathologists, and cardiologists among others.
With such a diverse team of experts, commu-
nication among providers is an essential piece
of providing optimal care. Patients and physi-
cians benefit from interdisciplinary rounds
where multiple specialists gather to discuss
complex cases and develop treatment plans.
Many patients with SSc also benefit from
having nutritionists, respiratory therapists,
physical and occupational therapists, and psy-
chologists as members of their healthcare team.
Patients with this disease suffer from disability
as a result of skin disease and joint contractures,
and participation in physical and occupational
therapy programs can decrease long-term dis-
ability [10, 11]. Patients with SSc are also at
higher risk than the general population to
develop depressive symptoms. In a study by
Benrud-Larson et al., investigators surveyed 142
patients with SSc and found that 50% of
patients reported at least mild depressive
symptoms [12]. Additionally, fatigue is one of
the most common symptoms of SSc and has a
significant impact on patients’ quality of life. A
multidisciplinary task force in the Netherlands
developed recommendations for the non-phar-
macological treatment of fatigue in patients
with SSc. Per their recommendations, patients
with SSc who report fatigue should be educated
about maintaining a physically active lifestyle,
good sleep hygiene, as well as relaxation tech-
niques, healthy diet, and the association
between fatigue and certain medications.
Additionally, they recommended that patients
with persistent fatigue that affects their daily
life receive psychoeducational interventions (by

a nurse, social worker, or occupational thera-
pist), cognitive behavioral therapy, participa-
tion in group classes, and assistance with
modifying their work environment or switching
to a different work environment [13]. Lastly, GI
dysmotility, = decreased  absorption, and
decreased oral aperture can make it difficult for
patients to meet their nutritional requirements
and as a result, 18% of patients with SSc suffer
from malnutrition [14]. Registered dieticians
and nutritionists can help prevent and/or
reverse malnutrition in these complex patients.

Patient Education—Knowledge is Power

Optimal management of SSc requires an ongo-
ing partnership between patients and physi-
cians. In order to be an active participant in
their care and make informed treatment deci-
sions, it is imperative that patients become
knowledgeable about their disease. Given how
rare SSc is, many patients with the disease first
learn about it in their initial rheumatology visit.
As such, the responsibility for educating
patients largely lies with rheumatologists. This
is especially important in the age of the Inter-
net, a time in which patients have access to
nearly unlimited information, much of which
may not be relevant to them. Educating
patients up front may lessen the fear and dev-
astation around their diagnosis as they are able
to understand their individual disease instead of
looking to the internet for answers [15].
Patient education is also critical for the early
detection of complications of SSc. For example,
interstitial lung disease (ILD) affects 47-84% of
patients with SSc and is the leading cause of SSc-
related death [10]. As such, all patients should
have a baseline high-resolution chest CT to
screen for ILD. Specific patient factors are asso-
ciated with an increased risk of developing ILD,
including diffuse cutaneous SSc, male sex, Afro-
Caribbean ethnicity, and anti-topoisomerase I
positivity [16]. However, patients without these
risk factors (e.g., female patients, patients with
limited cutaneous disease) can develop ILD.
With the expansion of therapeutic options for
managing SSc-ILD, patients should receive
education regarding the risks and benefits of

I\ Adis



790

Rheumatol Ther (2023) 10:785-792

these different therapies, and efforts should be
made to personalize the care for patients based
on their unique disease features and underlying
co-morbidities. Nonpharmacologic treatments
for ILD should also be discussed with patients,
including the importance of staying up to date
on age-appropriate vaccinations and abstaining
from smoking or vaping. Other nonpharmaco-
logic treatments such as occupational therapy,
physical therapy, nutritional guidance, psy-
chological support, pulmonary rehabilitation,
and oxygen therapy should also be offered
when appropriate [17]. Patients should also be
educated about the importance of controlling
gastroesophageal reflux disease (GERD), as there
has been some evidence that uncontrolled
GERD is associated with progression of ILD
[18, 19]. Treatment of GERD should also include
both pharmacologic treatment with proton
pump inhibitors and non-pharmacologic treat-
ments [20] including dietary adjustments and
lifestyle changes (avoiding eating close to bed-
time and elevating the head of the bed).

Patient education is also important for
symptom management. For example, a study
examining the effects of an Internet-based
educational program found that patients with
SSc who participated in the program experi-
enced significant decreases in fatigue and
depression [21]. Additionally, another study
evaluated a home-based program for hand
exercises in patients with SSc. The investigators
observed a significant improvement in hand
pain and hand function at the end of 8 weeks
[22].

Lastly, it is important for rheumatologists to
provide information about support groups.
Although some patients may find it challenging
and at times frightening to spend time with
others whose disease is more advanced, many
patients find support groups immensely helpful.
Given the rarity of SSc, connecting with others
who have shared experiences can be tremen-
dously comforting.

Providing patients with information and
resources empowers them to participate in the
shared decision-making process and fosters
their sense of autonomy. Additionally, patients
who are aware of the complications of SSc are
able to better advocate for themselves when

they are seeing other providers who may not be
as knowledgeable about their disease.
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