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Abstract

The clinical presentation of dermatomyositis (DM) is diverse, with varied phenotypes that may
be correlated with specific autoantibodies. The anti-melanoma differentiation-associated
gene 5 (MDAS) antibody in DM is associated with an amyopathic phenotype of DM, with sev-
eral unusual cutaneous manifestation and increased risk for rapidly progressive interstitial
lung disease. Initial presentation may be subtle, but early diagnosis is key to initiation of prop-
er immunosuppressive therapy. In this report, we describe perinasal edema and erythema as
a presenting complaint of anti-MDA5 DM in an otherwise healthy 40-year-old woman. The
edema began shortly after heavy sun exposure and was followed by painful papules in her
hands and arthritis within a few weeks. She was found to have high titer of anti-CCP and anti-
MDAD5, and thus was diagnosed with DM and rheumatoid arthritis overlap. A CT chest, abdo-
men, and pelvis showed patchy ground-glass and interstitial opacities in bilateral lower lobes
consistent with mild interstitial lung disease without evidence of malignancy. Perinasal cuta-
neous findings and arthralgias improved with initiation of prednisone. To our knowledge, this
is the first report of perinasal edema as a presenting symptom for DM and should raise sus-
picion for MDA-5 disease.
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Introduction

The clinical presentation of dermatomyositis (DM) is diverse, with varied phenotypes
that may be correlated with specific autoantibodies [1]. The anti-melanoma differentiation-
associated gene 5 (MDAS5) antibody in DM is associated with a lower incidence of myositis
with an increased risk for rapidly progressive interstitial lung disease [2]. Here, we describe
a patient with perinasal edema as a presenting complaint in MDA-5 DM to raise awareness of
unique and distinctive cutaneous features in this enigmatic disease.

Case Report/Case Presentation

A 40-year-old Caucasian woman with no significant past medical history presented with
a 1-month history of painless swelling around the dorsum and nasal sidewall which began
within days of a trip to the beach with heavy sun exposure (shown in Fig. 1a). This was soon
followed by an erythematous rash across the cheeks and nasolabial folds. She was evaluated
by an otolaryngologist and was treated with antibiotics for presumed sinusitis without
improvement. Routine CBC and CMP, and a CT of the sinuses were unremarkable. A few weeks
later, she developed joint stiffness and swelling of the hands and feet. This was accompanied
by erythematous and painful papules at the palmar aspect of her fingers (shown in Fig. 1b),
Gottron’s papules (shown in Fig. 1c), and an erythematous rash across her chest. Further
workup revealed an ANA 1:320, and a high-titer anti-CCP and anti-RF. A myositis panel
showed a positive anti-MDAS5 antibody at high titer. She was started on prednisone 10 mg
daily with immediate improvement in her perinasal swelling and cutaneous findings. A CT
chestshowed patchy ground-glass and interstitial opacities in bilateral lower lobes consistent
with mild interstitial lung disease and pulmonary function tests were normal. There was no
evidence of malignancy in an abdominal/pelvic CT. She had normal muscle enzymes and no
subjective or objective weakness. She was diagnosed with MDA-5 DM with an overlap of rheu-
matoid arthritis, and was started on methotrexate and higher doses of steroids. Given persis-
tence of palmar rashes and joint swelling, she was eventually transitioned to Rituximab which
led to disease control.

Discussion/Conclusion

Patients with anti-MDAS5 DM represent a distinct subtype of DM, with several unique cuta-
neous features differing considerably from the classic ones of DM, such as cutaneous and oral
ulcerations, palmar papules, alopecia, and panniculitis [3]. The list of unusual manifestations of
this syndrome continues to grow, including descriptions of unilateral heliotrope rash and eyelid
swelling as a first sign of this phenotype [4, 5]. In a case series of 3 patients described by Kume
et al. [6], they also found that this unilateral heliotrope rash was only seen in DM patients with
MDA-5 antibodies, preceded the usual manifestations of DM, and could be associated with
rapidly progressive interstitial lung disease. Another unique early finding thathas been reported
in MDA-5 DM is lobular panniculitis of the cheek or mandible [7, 8]. In both cases, swelling and
unilateral erythema of the angle of the jaw was seen, and correlated with a lobular panniculitis
of lymphoplasma-histiocytic infiltrates that rapidly improved with treatment. More typical skin
findings of DM as well as pulmonary involvement followed these initial eruptions.

The exact mechanisms underlying the edematous cutaneous manifestations seen in DM
are unclear. Increased dermal mucin has been described together with an interface derma-
titis in periorbital edema [9]. Interestingly, there has been growing evidence that anti-MDA5
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Fig. 1. a Perinasal edema and mild erythema on bilateral cheeks. b Palmar surface of the right-hand showing
painful papules described in MDA-5 DM. ¢ Dorsal surface of the right hand showing violaceous rash on the
surface of the joints consistent with Gottron’s papules.

affects the type 1 interferon (T1-IFN) pathway [10], which has been associated with more
extensive skin involvement, including palmar papules and cutaneous ulcerations [3]. MDA-5
is a key viral sensor [11] and activating this pathway is a common antiviral response in
healthy skin presenting as dermatitis [12]. T1-IFNs are known to have vasculopathic effects
[13], which raises the question of whether endothelial injury may be driving both the cuta-
neous manifestations and interstitial lung remodeling associated with this subset of DM. In
fact, a recent study showed that anti-MDAS patients had high titers of T1-IFN in serum and
affected skin [14].

To our knowledge, this is the first case to describe perinasal swelling in DM and may
indicate a spectrum of facial or cutaneous involvement particular to MDA-5 disease. The
differential diagnosis for isolated perinasal swelling would be quite limited and may include
allergic and local reactions, granulomatous disease, T-cell lymphoma, cellulitis, or rosacea.
However, a history of cutaneous changes presenting days after heavy sun exposure should
also raise suspicion for an autoimmune process. While UV-exposure is more commonly asso-
ciated with triggering cutaneous features of systemic lupus erythematosus, it is also impli-
cated in DM [15]. Additionally, while the manifestation has never before been described in
DM, the development of more typical DM rashes later on in the course of her disease
strengthens this association. This case highlights a novel and unique finding of anti-MDA5 DM
that if recognized, may lead to an earlier diagnosis and improved outcome for patients with
this rare disease.

Statement of Ethics

Written informed consent was obtained from the patient for publication of the details of
this medical case and any accompanying images. The case complied with the Declaration of
Helsinki. Ethical approval beyond written informed consent that was obtained was not
required for this study in accordance with local/national guidelines.
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