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ABSTRACT

Objectives: We describe a case of systemic sclerosis (SS) with acro-osteolysis associated with cutaneous mucinosis, usually characterized by 

mucin deposition in the skin. The main differential diagnosis was multicentric reticulohistiocytosis due to the presentation of papulonodular 

skin lesions. 

Materials and methods: A physical examination, imaging studies and laboratory tests were performed.

Results: Distal bone resorption was evident on plain radiographs, and skin biopsy confirmed mucinosis. The SS diagnosis was based on the 

clinical features, high levels of antinucleolar antibodies and typical nailfold capillaroscopy findings.

Conclusion: To the best of our knowledge, this is the first description of cutaneous mucinosis accompanying SS with acro-osteolysis.

LEARNING POINTS

•	 Cutaneous mucinosis is rarely associated with systemic sclerosis.

•	 Systemic sclerosis with cutaneous mucinosis may resemble multicentric reticulohistiocytosis.
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INTRODUCTION

Cutaneous mucinosis (CM) refers to a variety of skin conditions where mucin deposition is a hallmark. This particular feature has been 

described in some cases of systemic lupus erythematosus (SLE) [1] and only rarely in other rheumatic diseases such as localized scleroderma 

and systemic sclerosis (SS) [2]. To the best of our knowledge, this is the first description of the association of SS with acro-osteolysis and 

papular mucinosis (PM). The main differential diagnosis was multicentric reticulohistiocytosis.
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CASE DESCRIPTION

A 60-year-old Brazilian woman presented for the last 6 years with cutaneous findings consisting of diffuse skin thickening in the trunk, 

forearms and hands, which was associated with asymptomatic clusters of firm, flesh-coloured papular and nodular lesions, predominantly on 

the hands, forearms and the extensor surface of the elbows. The papules were non-pruritic, with some coalescent, and had no inflammatory 

appearance, thus exhibiting a slow progression over time (Figs. 1A and 1B). She complained of fatigue, mild arthralgia, mostly in the hands and 

wrists, and mild dysphagia. She also demonstrated Raynaud’s phenomenon solely in her hands. Besides the skin features, musculoskeletal 

examination revealed abnormalities in the distal interphalangeal (DIP) joints of the hands, resembling a clubbing pattern sparing the left 

fourth finger (Fig. 1A). 

Figure 1. (A) Hands showing skin thickening, 

together with firm skin-coloured papules and 

pseudoclubbing with nail changes. The fourth left 

digit was spared. (B) A close-up of the skin lesion 

on the dorsum of the right forearm and hand 

Some of the DIP joints were extremely loose and displayed subluxation. The rest of the physical examination was unremarkable. Laboratory 

work-up showed normal kidney and hepatic function as well as a normal white blood cell count, while haemoglobin and platelets, acute phase 

reactants, and complement and serum protein levels were within the normal ranges. Investigation with respect to viral infections showed 

negative results for HBV, HCV and HIV. She had a positive antinuclear antibody (ANA) test, 1:640 with both fine speckled nuclear and 

nucleolar patterns. Testing for serum anti-Scl-70 (anti-topoisomerase I) was negative. Plain radiographs of both hands showed mild marginal 

erosions in some of the metacarpophalangeal joints of both hands, which were most evident in the second right finger as well as in the 

proximal interphalangeal joints (Fig. 2). In the DIP joints, images showed significant bone resorption, shortening of the fingers and the third 

left finger with a pencil-like appearance, suggesting advanced phalanx resorption known as acro-osteolysis. The distal bone in the fourth 

ipsilateral finger showed no abnormalities, and thus was spared. Nailfold capillaroscopy showed significant pericapillary oedema, minor 

disorganization of the capillary architecture, extensive and tortuous capillary ectasia, some giant capillaries and mild neoangiogenesis. The 

number of capillaries was reduced with irregular blood flow. The final description was compatible with an active pattern of scleroderma. The 

skin biopsy revealed dermis with intense collagen infiltration and mucin deposition as evidenced by Alcian blue staining (Fig. 3), suggestive 

of scleroderma in addition to mucinosis.

DISCUSSION

The skin findings for our patient suggested a diagnosis of diffuse scleroderma in the first instance, mainly because of the easily noticeable 

skin thickening. However, papular and nodular skin lesions are not described within the spectrum of scleroderma itself; hence, the need 

to establish a thorough differential diagnosis. In this case, this included multicentric reticulohistiocytosis, a type of non-Langerhans cell 

histiocytosis, particularly due to the presence of abnormalities in the DIP joints. However, the histopathological features found in our 

patient excluded this hypothesis. Moreover, the presence of acro-osteolysis leading to a pseudoclubbing pattern of the fingers is not rare in 

SS [3]. This was more likely since the ANA test was positive with a nucleolar pattern (although serum was negative for anti-Scl-70 antibodies) 

and the nailfold capillaroscopy findings were suggestive of SS based on previously described criteria [3].
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Figure 2. Resorption of distal phalanges and mild 

marginal erosions. Pencil-like appearance of the left 

third finger with apparent sparing of the ipsilateral 

fourth finger

CM involves a focal or diffuse deposition of mucin in the interstitial tissue of the dermis, which can be a primary phenomenon or observed 

in association with connective tissue disorders such as SLE, localized scleroderma or SS [1,2,4]. The pathogenesis of CM includes the 

overproduction of mucin, specifically hyaluronic acid, by pathologic fibroblasts. The pathogenetic mechanisms, although not completely 

understood, involve the participation of some cytokines. The main cytokine involved is transforming growth factor β (TGF-β), which is able 

to stimulate fibroblasts to produce extracellular matrix components, such as collagen, fibronectin and glycosaminoglycans [5]. TGF-β also 

reduces fibroblast apoptosis. 

Currently, there is no consistently effective therapy for the treatment of CM, although systemic and locally administered glucocorticoids, 

antimalarials and injections of hyaluronidase have been used for this purpose in the past. Our patient has only been treated for the symptoms 

of oesophageal dysmotility, with no apparent progression of the disease.

Figure 3. Skin biopsy with Alcian blue staining, demonstrating the 

presence of mucin deposition in the context of intense collagen 

deposition
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