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The connection of rare,
complicated diseases
brings a unique set of
diagnostic challenges for
physicians
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 Connective tissue diseases (CTDs) such as lupus, systemic * Since the risk of morbidity and mortality is high with PAH-CTD, Participant characteristics
sclerosis, and mixed CTD are a diverse group of systemic early diagnosis and referral to PAH specialists is important to
diseases associated with a risk of developing several improve survival; yet diagnosis is often delayed’
cardiopulmonary comorbidities, including pulmonary arterial

hypertension (PAH)'

FIGURE 4: Participant quotes about their experience with PAH-CTD

FIGURE 3: Focus group participant demographics
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* PAH can be hard to recognize as people may have a more
sedentary lifestyle due to their underlying CTD and may not
notice shortness of breath. In addition, people with PAH-CTD
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— Participants are disease-aware and provide insights into their
experiences through specific, structured activities

- Diagnosed with sarcoidosis, pulmonary embolism,
chronic thromboembolic pulmonary hypertension,
interstitial lung disease, idiopathic pulmonary

alongside joint pain (n=3) and physical fatigue (n=3) (Figure 3)

and explained it extremely well., ,

PAH specialists

e Shortness of
breath during
walks and when

in the past 5 years dermatologist
diagnosed

scleroderma

a dermatologist

* Dermatologist
noticed spots

are for PH. ... , ’

* Pulmonologist and
cardiologist
diagnosed PAH,
ILD and mixed

* Referred to a
rheumatologist

-@®

* Undergoes 6MWD
test every 6 months

— Patient, age 61

 PAH functional — Patient, age 29

in 2017

 Worsening symptoms prompted the patients to seek help

and lupus in 2015 climbing stairs and PFTs every year

on face and

.. . . . class Il fibrosis, or pulmonary vascular occlusive disease . Presented to c ; Setailod aducaf Coudhi . Rheumatologist CTD im 2048
- - M M : . M M : M . Ingernails, * petallea eaucation * Lougning . . . . . . ] .
° |n May 2023, 4 individuals with PAH-CTD Jomed a 2-hour virtual focus ) Bleiesed wiilh BANSETD aver B yeers pradeusly from their primary care pI’OVIdeI‘ (PCP), their satisfaction with E;I:ie\:\gitgin suspected on CTD provided + Poorer running referred on to a . Detailed education CTD, connective tissue disorder; PCP, primary care provider; PH, pulmonary hypertension.

group moderated by a patient experience research specialist with live,

this interaction varied, depending on their PCP’s willingness to

pulmonologist
and cardiologist

scleroderma
(not followed up)

on PAH provided

PAH diagnosis

2013/2014 performance

. caused severe
* History of

I I ’ I I ifi 1 ) : : o : : . . anxiety warranting
active Input from the SPONSOrs medical/scientific team (Flgure 1) PAH-CTD, pulmonary arterial hypertension and connective tissue disease. listen (F|gure 4) pulmonary issues E s i e The PERC participants recommended several Strategies to help patientS
~2 years CTD 3 years . . . . .
FIGURE 1: Methodology - < e Within 6 months of experiencing their first symptoms, 3 < > < = receive the appropriate care as quickly as possible (Figure 5)
Key themes identified - . . -
by coding of participants referred to a rheumatologist were diagnosed - - L @ PN
} ] ge years? -~ ~ - = — \
t ts and direct : ' : ' : et - —_——— . . .
r A " observations via with CTD (1with lupus arid 2 with mixed CTD); the remaining / ,,@ @ . FIGURE 5: Recommendations for providers from people with PAH-CTD Acknowledgments
4 ) * Demographics and disease characteristics qualitative research part|C|pant, WhO had been referred tO d dermatOIOQISt, tOOk / P - . :Diagnqsezdo\évzh * ?Ohne(;ﬂgﬁetglggl:lit The authors thank the patients who participated in
[ US patient participants - First symptoms, providers and referrals, analysis software - . . \ . upus in - Experienced Heed - Pulmonologist ; - -
l with BAH—CTTD expeprience diagnoysticjourney (yMAXQDA) 2 years to be dlagnosed with SSC and |UpUS = ’ ii:biizlézn\}\%h shortness of ggggEgggu'l?s diagnosed PAH " RHG il over Increase education for providers to improve screening, referrals, and diagnoses of this Jan's'se.n S Patlem} Engagement Rese'ar(?h Council (PERC)
L ) \_ ) L ) agnoee breath and not followed up) in 2015 ari nhaly every high-risk population activities for their engagement and insightful feedback.
chest pain months, now less

* Presented to
PCP with joint
pain, rash, and
symptoms of

* Admitted through
ER with chest

in 2007

e Little information
on CTD provided

e Some participants received extensive education about CTD, frequently

while others reported receiving little to no education and
instead relied on their own research to better understand what
their diagnosis meant for them

* Unable to
exercise as
previously
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* Primary care and advanced practice providers: improve overall education around CTD and
PAH, including signs and first symptoms important in recognizing CTD
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o insights
were compensated for their time in the focus groups

 Rheumatologists: encourage providers to spend time assessing cardiopulmonary morbidities
associated with exercise intolerance in their patients who have CTD and improve education about
the risks of developing PAH in CTD

* Family history
of RA

medication

<8 months ~11 years

<<

* Only 1 participant was informed about the increased risk of

PAH at the time of her CTD diagnosis; the others experienced
petween 2 to ~11 years between CTD and PAH diagnoses,
eaving them at risk for symptom worsening and PAH
progression

4 )

- Conducted by a professional moderator using a research-informed, semi-structured discussion guide
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sAge at time of the PERC engagement. » Dermatologists: encourage referral to PAH specialist after diagnosing a patient with a CTD

- Transcripts and direct observations analyzed by a senior qualitative researcher to identify key themes
relevant to the study objectives using MAXQDA software

6MWD, 6-minute walk distance; CTD, connective tissue disease; ER, emergency room; ILD, interstitial lung disease; MG, myasthenia gravis; PAH, pulmonary arterial
hypertension; PCP, primary care provider; PFT, pulmonary function test; PH, pulmonary hypertension; PTSD, post-traumatic stress disorder; RA, rheumatoid arthritis;

RHC, right heart catheterization. CTD, connective tissue disorder; PAH, pulmonary arterial hypertension.

- Debrief session to input additional themes identified by sponsor’s medical/scientific team observers

PAH-CTD, pulmonary arterial hypertension and connective tissue disease. \. y
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