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ABSTRACT
Introduction: Maffucci syndrome is a congenital nonhereditary 
disorder in which patients develop multiple enchondromas 
and cutaneous, visceral, or soft tissue hemangiomas. Less 
than 200 cases of Maffucci syndrome have been published 
in the English literature. These lesions most commonly occur 
in the limb bones, especially in the hands and feet. Rarely, 
patients of Maffucci syndrome may present with mesodermal 
dysplasia involving head and neck region with nasal septum 
enchondromas reported only in two cases till now.

Aim: To report a rare case of nasal enchondroma in a patient 
of Maffucci syndrome.

Case description: A 15-year-old girl diagnosed with Maffucci 
syndrome 2 years back was referred to our ENT department 
with symptoms of left-sided nasal obstruction and epiphora. 
On thorough clinical examination and proper investigation, 
she was diagnosed to have nasal enchondroma. She 
successfully underwent endonasal endoscopic resection of 
nasal enchondroma.

Conclusion: Maffucci syndrome is a rare entity characterized 
by multiple enchondromas and hemangiomas, especially in 
the extremities. A manifestation in the head and neck region is 
rare and cartilaginous tumors of nasal septum are even rarer; 
however, differential of nasal cartilaginous tumors should be 
borne in mind in patients with underlying mesodermal dysplastic 
disorders like Maffucci syndrome.

Clinical significance: Patients of Maffucci syndrome with 
enchondromas are at high risk of undergoing malignant 
transformation, especially chondrosarcomas. These patients 
need vigilant and close follow-up. Despite their rarity, 
chondromas should be taken into consideration in the 
differential diagnosis of nasal tumors, especially those arising 
from the nasal septum.
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INTRODUCTION

Maffucci’s syndrome is an extremely rare disease char-
acterized by multiple enchondromas and cutaneous 
hemangiomas.1 It is a congenital nonhereditary meso-
dermal dysplasia causing enchondromas usually near to 
the growth plate cartilage of extremities. The first case 
of this syndrome was described by Angelo Maffucci in 
18812 and eponym, Maffuci’s syndrome was later pro-
posed by Carlton et al.3 Less than 200 cases have been 
reported in the literature till now.3 A manifestation in 
the head and neck region is rare with even rarer involve-
ment of nasal cavity. There are only two case reports that 
describe a primary involvement of the nasal cavities and 
paranasal sinuses (PNS).4,5 It results from deregulated 
proliferation and differentiation of chondrocytes during 
physiological enchondral ossification.3 Complications 
include spontaneous fracture, resulting in skeletal  
deformity and high risk of malignant transformation in 
up to 40% of the cases.3,6,7 Chondrosarcoma is the most 
common neoplasm in this syndrome.1 Classical clinical 
symptoms of cartilaginous nasal tumors include nasal 
mass, obstruction, headache, and epistaxis.8 The treat-
ment of choice is wide surgical excision.

CASE REpORT

A 15-year-old girl presented to our department with chief 
complaints of left-sided nasal obstruction and increased 
watering from left eye. She was diagnosed as a case of 
Maffucci syndrome at the age of 13 years when she de-
veloped multiplenodular outgrowths on the dorsum and 
ventral surface of the foot (Fig. 1). She underwent a series 
of investigation for the same in the form of radiography 
(X-rays) and magnetic resonance imaging (MRI). She 
was found to have multiple expansile lytic lesions with 
coarse and punctate calcifications involving the small 
bones of foot and log tubular bone of humerus and femur 
suggestive of enchondromas (Figs 2 and 3). On detailed 
examination and investigations, she was diagnosed to 
have associated splenomegaly. Splenic biopsy was done 
and was suggestive of splenic hemagiomas. She was thus 
diagnosed as a case of Maffucci syndrome with charac-
teristic features of multiple enchondromas and splenic 
hemangiomas.
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Two years later she presented to our Department of 
ENT with chief complaints of left-sided nasal obstruction 
and increased watering from left eye. On nasal examina-
tion we found a smooth firm nasal mass which appeared 
to be arising from nasal septum (Fig. 4). The endoscopic 
evaluation revealed a large mass in the left nasal cavity 
with no signs of inflammation or destruction of surround-
ing tissue suggestive of benign lesion arising from nasal 
septum which was suspected to be nasal enchondroma 
in a diagnosed case of Maffucci syndrome. To the best 
of our knowledge, this was one of the rarest case of 
nasal enchondroma in a patient of Maffucci syndrome 
with only two such cases reported in the literature till 
now.4,5 We got a computed tomography (CT) of paranasal  
sinuses PNS, which confirmed our clinical findings. The 
CT-PNS was suggestive of well-defined expansile nasal 
mass approximately 3 × 2 cm in size in left nasal cavity 
with epicenter in nasal septum, pushing on left lateral 
nasal wall with smooth pressure erosions on left half of 

hard palate and right-sided middle and inferior turbinate 
(Figs 5A and B). The tumor was resected via a transnasal 
endoscopic approach with the help of computer-assisted 
navigation. During surgery, the smooth and lobulated 
tumor was found to have infiltrated the nasal septum and 
the anterior wall of the sphenoid sinus. Consequently, the 
posterior part of the nasal septum and the anterior wall 
of the sphenoid sinus had to be removed. Specimen was 
sent for histopathological examination. Postoperative 
hospital performance report confirmed the diagnosis of 
nasal enchondroma. Since it was a benign cartilaginous 
tumor, no additional treatment was given.

DISCUSSION

Maffucci syndrome is a rare genetic disorder character-
ized by benign enchondromas, bone deformities, and 
irregularly shaped hemangiomas. In 2011, the cause of 
Maffucci syndrome was discovered to be a mutation in 
a gene known as IDH1 (rarely IDH2).7 There is no racial 

Fig. 1:  Multiple nodular outgrowths on foot in a case of 
Maffucci syndrome

Fig. 2:  Expansile lytic lesion with coarse and punctate 
calcifications in shaft of humerus

Fig. 3:  Expansile lesions with ground glass appearance in 
proximal and distal phalanx of third and ring figure

Fig. 4:  Pale smooth nasal mass seen on anterior rhinoscopy  
in left nasal cavity
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or sexual predilection in Maffucci syndrome. No famil-
ial pattern of inheritance has been shown, but Maffucci 
syndrome manifests early in life, usually around 4 and  
5 years of age, with 25% of cases being congenital. The  
lesions most commonly occur in the limb bones, espe-
cially in the hands and feet; however, they may also 
occur in the skull, ribs, and vertebrae. Enchondromas 
may result in severe bone deformities, shortening of the 
limbs, and fractures. The affected individuals are at high 
risk of developing bone cancers called chondrosarcomas. 
Manifestation of Maffucci syndrome in the head and  
neck region is rare. Chondroma of the nasal septum is in 
itself a very rare entity. Till now, only two cases have been  
reported in the literature that describe cartilaginous  
tumor of the nasal cavities in a case of Maffucci syn-
drome. The symptoms of nasal septum chondroma are 
nasal obstruction, headache, and epistaxis. The treatment 
of choice for nasal chondroma is wide surgical excision.

The diagnosis of Maffucci syndrome is made by a 
detailed history, thorough physical examination, and 
radiologic assessment, i.e., plain radiographs, CT scans, 
and MRI. Surgical removal and microscopic study of the 
bony lesions confirm the presence of enchondroma and 
distinguish the tumor from chondrosarcoma.

Management of Maffucci syndrome is focused on 
the specific signs/symptoms in the particular affected 
individual. No intervention is needed for asymptomatic 
patients. Enchondromas can be surgically removed 
(resected) if necessary. A patient with Maffucci syndrome 
should be regularly monitored because of the risk 
of malignant transformation of an enchondroma or 
development of a tumor elsewhere.

CONCLUSION

Maffucci syndrome is an exceedingly rare mesodermal 
dysplasia. Its manifestation in the head and neck region is 

Figs 5A and B: 3 × 2 cm well-defined mass in left half of nasal cavity with smooth pressure erosions of left maxilla,  
left half of hard palate, right middle and inferior turbinate

less common and enchondroma involving nasal septum 
and PNS is even rarer. A patient of Maffucci’s syndrome 
needs vigilant observation for the development of 
sarcomatous lesions which is known to occur in almost 
40% of cases. Malignant transformation of the associated 
enchondromas into chondrosarcomas is common, and 
should be considered whenever a change in the clinical 
course like pain or sudden increase in size occurs. 
No intervention is needed for asymptomatic patients. 
However, enchondromas can be surgically resected if 
necessary. Through this publication we take pleasure to 
report a very rare case of Maffucci syndrome presenting 
with enchondroma of nasal septum.

CLINICAL SIGNIFICANCE

Patients of Maffucci syndrome with enchondromas are 
at high risk of undergoing malignant transformation 
specially chondrosarcomas. These patients need vigilant 
and close follow-up. Despite their rarity, chondromas 
should be taken into consideration in the differential 
diagnosis of nasal tumors, especially those arising from 
the nasal septum. These patients can be successfully 
treated with transnasal endoscopic resection.
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