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Introduction 

Being less familiar with rare conditions such as myofibromatosis can lead to confusion and delays, whether for our  

maxillofacial colleagues in emergency departments or practice. Early identification of an active oral fibroma can prevent 

panic or overtreatment. A lack of clarity in the literature regarding its presentation would suggest further case reports 

are required. We present such a case of a 15-year-old male with an unknown syndrome presenting to A&E with a  

one-week history of sudden upper lip and gingivae swelling. 

 

Case Report 

On presentation, no trauma, insect bite, new food/medication or change in behaviour was reported and the patient had 

not experienced a situation like this before. The patient was born with various subcutaneous lesions at 34+6 week and 

further myofibromas had developed throughout his body ever since. Several cycles of chemotherapy had attempted to 

stabilize their growth. Extensive genetic investigation had failed to diagnose the patient’s syndrome, other than identify a 

mutation in the PTEN gene, which was proposed as a cause for his adolescent myofibromatosis. No family history of  

congenital or metabolic disorders was reported. No allergies nor regular medications were noted.  

On examination, thickening of the bridge of the nose, frontal bossing and bilateral ptosis were visible. The upper lip was 

clearly enlarged and of a beefy texture (figure 1). There was no lymphadenopathy and no paraesthesia. Intraorally, the 

few teeth present were sound and non-mobile. His upper incisors appeared nearly completely embedded due to the 

swelling (figure 2). Further findings included fragile and telangiectatic skin, reduced joint mobility and clawing and  

overgrowth of the hands and feet (figure 3). Historic diagnoses included astigmatism, bilateral conductive hearing loss, 

factor XII deficiency, pansynostosis and infantile myofibromatosis. 
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Abstract 

Myofibromatosis is a rare condition involving multiple soft tissue tumours. It is believed to be a disease of infancy,  

presenting only in older individuals as solitary lesions (myofibromas). We present a case of oral myofibromatosis in an 

adolescent with sudden facial swelling, demonstrating the misleading nomenclature of the condition. Whilst the family 

history was unremarkable, extensive investigation had failed to diagnose the patient’s congenital genetic syndrome but 

had proposed a mutation in the PTEN gene as a cause for his ongoing myofibromatosis. Greater distinction is needed 

between myofibromatosis and myofibromas to draw reliable conclusions from the literature. Only one case clearly  

detailed myofibromatosis in an adult. Further information is also needed on medical and family histories to gain a better 

understanding of the disease’s aetiology. Only one case reported an autosomal dominant pattern of inheritance.  
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Possible causes attributed to the swelling included allergic reaction, oral facial granulomatosis, and resurgence of the 

patient’s myofibromatosis. A dental abscess was ruled out. An OPG (figure 3) revealed multiple unerupted, ectopic teeth 

with several large maxillary and mandibular radiolucencies. Facial bones views were also taken, depicting the  

‘copper beaten’ appearance of the patient’s skull (figure 5). No fractures were noted. An updated MRI showed no  

conclusive evidence of new myofibromas, however. Bloods were in normal range except for an elevated CRP of 36mg/L a 

total bilirubin of 23umol/L and a low creatine of 46umol/L.  

The patient’s painkillers were optimised to an adult dose and a trial of antihistamines was initiated. The patient was ad-

mitted for two nights of observation and started on IV metronidazole and ceftriaxone. Following some reduction in the 

swelling and pain, the patient was discharged with oral antibiotics. A marked improvement was noted at the 3-month 

review and no further appointments required.  
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Figure 1: Frontal and oblique profiles of patient. Figure 2: Intraoral view with embedded upper 
incisor. 

Figure 3: Clawing and overgrowth of the  
patient’s hands.  

Figure 4:  OPG demonstrating abnormal denti-
tion.  

Figure 5: Copper beaten appearance on OM views.  
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Literature Review 

A search of the English literature using the keywords ‘myofibromatosis’, ‘oral’, ‘jaw’ and ‘mouth’ returned 63 results. The 

inclusion criteria specified papers available through the Healthcare Library of Northern Ireland search engine. Those not 

involving the oral cavity or only detailing myofibromas were excluded, leaving five publications. Two presented 24 and 

79 new cases but neither specified which were myofibromas and which were myofibromatosis.1,2 Medical/family  

histories were also not made clear. The three remaining cases from 2002-2012 affected the gingiva, mandible and palate 

with one patient being of 14 years.3-5 All were surgically excised with unremarkable medical histories. Only one case 

mentioned genetic disposition where an autosomal dominant pattern of myofibromas across three generations was  

noted.  

Discussion  

One third of myofibromas arise within the head and neck, occurring anywhere within the oral cavity.6 There is little  

consensus on clinical presentation, but most affect the mandible.1 They are benign, can regress spontaneously but also 

display aggressive behaviour. Ulceration and tooth displacement is not uncommon. Dependent on the location of the 

tumour, facial paraesthesia, muscle entrapment and obstruction of the airway are possible developments.2,7 Diagnosis is 

determined histologically but differentiation of myofibromatosis from malignant tumours can be difficult.2,6,8 Dependant 

on the size and extent of the disease, surgical excision is often the chosen treatment. Recurrence is uncommon, at  

approximately 18% in the oral cavity.2 Chemotherapy or observation till growth completion are also commonly opted 

for. 

Conclusion 

When more than one lesion is present, the condition is commonly referred to as infantile myofibromatosis. This  

presentation of myofibromatosis could be linked to the patient’s undiagnosed genetic condition but could equally be part 

of an unappreciated adult manifestation of the disease. Raising awareness of the misleading nomenclature can only be 

achieved by adding further case reports to the literature. Review of the literature produced only one reliable case of  

non-infantile myofibromatosis. More are needed for future systematic reviews, with particular attention to  

pattern-recognition in the medical and familial histories of such cases. Greater detail is needed in case reports, especially 

in the distinction between myofibromas and myofibromatosis. Clinicians should be wary of the potential of the latter to 

present and cause sudden swellings in older demographics too.  
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