
doi: 10.5606/ArchRheumatol.2017.6016
Arch Rheumatol 2017;32(1):76-79

CASE REPORT

Sacroiliac Joint Involvement in von Recklinghausen Neurofibromatosis
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Neurofibromatosis type I (NF-1), also named von 
Recklinghausen’s disease, is a genetic disorder 
caused by a mutation of the NF-1 gene.1 This 
genetic disorder alteration can either be inherited 
through an autosomal dominant lineage, or may 
result through de novo spontaneous mutations 
of NF-1. Clinically, NF-1 is characterized by 
café-au-lait spots, freckling, skin neurofibroma, 
plexiform neurofibroma, bony defects, Lisch 
nodules, and tumors of the central nervous 
system.2

Neurofibromas have been reported to cause 
accelerated bone and soft tissue growth.3 This can 
result in a variety of skeletal manifestations with 
spinal abnormalities being far and away the most 
common manifestation.4

Intra-articular involvement of NF-1 is rare. 
In this article, we report an exceptional case 
of NF localized in the sacroiliac joint which 
was examined in terms of clinical, radiological, 
histopathological, and therapeutic aspects.

CASE REPORT

A 33-year-old female patient admitted to the 
Department of Rheumatology with inflammatory 
right buttock pain for the past 18 months. She had 
a known history of von Recklinghausen’s disease 
with multiple café-au-lait spots. Buttock pain was 
not associated with fever or impaired general 
conditions or other axial/peripheral articular 
manifestations. Physical examination revealed 
numerous and diffuse characteristic skin lesions 
including café-au-lait spots and neurofibromas. 
We noted pain in midline sacral thrust and 
while mobilizing the right sacroiliac joint. 
Erythrocyte sedimentation rate was 28 mm/hour 
and C reactive protein was 5 mg/dL. Serum 
protein electrophoresis, calcium, and phosphorus 
levels were normal. Wright and Widal tests were 
negative. Sputum and urine tests for TB were 
also negative. However, tuberculin skin test 
was at 13 mm. A written informed consent was 
obtained from the patient.

ABSTRACT

Neurofibromatosis (NF) type I is a genetic disorder caused by a mutation of the NF type I gene. This disease is associated with a variety of skeletal 
manifestations. In this article, we report a 33-year-old female patient with a known history of von Recklinghausen’s disease and inflammatory 
right buttock pain. Diagnostic imaging pointed out unilateral sacroiliitis possibly of a septic origin. Sacroiliac biopsy showed histological patterns 
consistent with NF. This case report summarizes an exceptional localization of NF mimicking the imaging of infectious sacroiliitis.
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The radiographic exam of the pelvis pointed 
out a condensation of the right sacroiliac joint 
reflecting unilateral sacroiliitis (Figure 1). Osseous 
defects of the sacrum, iliac bones, and right femur 
were also noted. Pelvis computed tomography 
scan showed a sacroiliac joint space narrowing 
associated with sclerosis and microgeodes which 
might suggest a septic sacroiliitis, particularly 
of tuberculous or Brucella origin. Multiple 
bone defects of the sacrum and iliac bones and 
enlargement of sacral foramina corresponding 
to multiple neurofibromas (Figure 2) were also 
noted. Magnetic resonance imaging revealed a 

juxtaarticular plexiform neurofibroma with massive 
invasion of the right sacroiliac joint and soft tissue 
(Figure 3). Tuberculous origin and malignant 
transformation were both discussed. Sacroiliac 
biopsy was performed showing histological 
patterns consistent with NF, with fusiform cells 
and fibrillary cytoplasm making a typical lemuroid 
appearance. Patient was referred to surgery.

DISCUSSION

To the best of our knowledge, this is the first case 
of a patient with sacroiliac involvement of NF-1 
manifesting as an inflammatory unilateral buttock 
pain mimicking an infectious sacroiliitis.

Neurofibromatosis is a hamartomatous 
disorder of cellular components of neural crest 
origin. The neural crest is a transitory embryonic 
structure whose cells form neuronal, neural-
supportive, pigmentary, endocrine, and other 
tissues. In classical NF-1, skeletal defects occur 
as a result of abnormalities of the neuroectoderm 
and mesoderm.5

Skeletal involvement is one of the manifestations 
of the disease. In fact, neurofibromas have been 
reported to cause accelerated bone and soft tissue 
growth.3 Sometimes, the involvement is extremely 
severe, appearing from birth or becoming 
evident early in the childhood or adolescence 

Figure 1. Radiography of pelvis showing a condensation of 
right sacroiliac joint (arrow) reflecting unilateral sacroiliitis.

Figure 2. (a) Pelvis computed tomography scan showed multiple bone defect of sacrum and iliac bones and 
enlargement of sacral foramina (arrowhead) corresponding to multiple neurofibromas. (b) Pelvis computed tomog-
raphy scan showed a sacroiliac joint space narrowing associated with sclerosis and microgeodes (arrow).
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and accentuating with the age.6 Spine, long 
bones, and craniofacial bones are the main 
localizations of NF-1. Involvement of the spine 
includes scoliosis.6 Involvement of long bones is 
represented by pseudoarthrosis particularly of the 
tibia, although similar lesions may occur in radius 
or clavicle.7

Radiologic findings may include deformities, 
soft tissue swelling, pseudoarthrosis, scalloping 
aspect of vertebral bodies, and rib tabulation.5 
Magnetic resonance imaging is a useful tool of 
evaluating the extent of NF. Nevertheless, imaging 
features may be misdiagnosed as infectious or 
tumoral lesions.8

Intra-articular neurofibromas appear quite 
rare, limited to a few case reports.7,9-15 The rare 
cases of hip or knee joint involvement have 
occurred in patients with NF-1 by a process 
of intra-articular penetration of neurofibromas 
originating in extraarticular locations. These 
extra-articular tumors can cause bony erosion 
and deformity, and even joint dislocation by 
intraarticular extension.7,14,15

In our case, involvement of sacroiliac joint was 
secondary to juxtaarticular plexiform neurofibroma 
with massive invasion of the right sacroiliac joint. 
Infectious investigations were normal and there 
was no argument of spondyloarthritis. Imaging 
features including magnetic resonance imaging 
were useful to identify plexiform neurofibroma, 
whereas they were insufficient to eliminate malign 

transformation. Thus, histological examination 
established the diagnosis.
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