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7 Abstract

s A 25-year-old female present to us in the emergency department with atraumatic fracture of

o the proximal femur. She had a cafe-au-lait spot on the face and gave history of precocious

10 puberty. A skeletal survey showed polyostotic fibrous dysplasia. A clinico-radiological

1 diagnosis of McCune-Albright syndrome was made which was further confirmed on biopsy. An
12 extra-medullary fixation was done and at 6 months follow-up, the fracture had united and the
13 patient could walk without support.

14

15 Index terms—

s 1 Introduction

17 ibrous dysplasia/McCune-Albright syndrome (FD/MAS) occurs due to somatic gain-of-function mutations of the
18 GNAS gene. These mutations cause over activity in the target tissues leading to clinical features that vary in
19 severity and age of onset. 1 Since the disease is rare and can have atypical presentation, the diagnosis can be
20 missed. We report the case of a young female with McCune-Albright syndrome presenting to us with pathological
21 fracture of the proximal femur and highlight the challenges one can face in fixation of such fractures.

» 2 II.
» 3 Case Presentation

24 A 25-year-old female patient presented to us with a history of sudden onset of pain in her right hip and inability
25 to bear weight over the affected limb. There was no history of trauma, fever or weight loss. On examination,
26 the right lower extremity was externally rotated and shortened. Movements at the right hip elicited pain. The
27 patient was of short stature and had acafé-au-lait skin macule with jagged, irregular borders (coast of Maine) on
28 her face with short stature.(Figure ??7) On further inquiry, she gave a history of precocious puberty.

29 Radiographs revealed lytic expansile lesion with ground-glass appearance and thinning of cortex in metaphyseal
30 region of the right proximal femur associated with a pathological subtrochanteric fracture. Other sites like skull,
31 radius and phalanges also had similar lytic lesions.(Figure 2)

32 Based on clinical and radiological features, a diagnosis of McCune-Albright syndrome with pathological right
33 subtrochanteric fracture was made.
34 The patient was put on skin traction for the right lower limb and advised to undergo surgery for the

35 subtrochanteric fracture of right femur in view of the nature of the fracture and the requirement of early
36 ambulation. After proper consent, the patient was taken up for surgery. Fracture was reduced on a traction
37 table after opening the fracture area. Biopsy was taken from the fracture site followed by reduction and fixation
38 with distal femoral locking plate of opposite side in reverse configuration. The initial plan was of internal fixation
39 with cephalomedullary nail, but due to very narrow diameter of the medullary canal, an extramedullary fixation
40 had to be done. (Figure ??) The patient was discharged on postoperative day 5 after confirming healthy state of
41 the wound. She was started on partial weight-bearing with crutches at 2 weeks continuing to full weight-bearing
42 at 6 weeks. At 6 months follow-up, the patient could walk without support and with no residual complaints.
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4 DISCUSSION

4 Discussion

McCune-Albright syndrome is a rare sporadic disease caused by somatic postzygotic activating mutations in
the GNAS gene. It is characterised by polyostotic fibrous dysplasia, café-au-lait skin spots and variable
hyperfunctional endocrinopathies. 2 A fibrous dysplasia lesion predisposes a person to have a pathological
fracture and if involving a large area can lead to deformity of the bone. Although a small lesion can be left as
such, a larger lesion causing pain or threatening to fracture should be curetted and bone grafted even though
there is a high tendency for it to recur. If the site and extent of the lesion necessitates, prophylactic fixation
should be done. The management of fibrous dysplasia becomes more complicated when it is associated with
extra-skeletal manifestations. 1,3 A lesion of the proximal femur causes more pain, fractures and deformity than
any other skeletal localization of the disease. [2][3][4][5] A pathological fracture of the proximal femur secondary
to fibrous dysplasia poses several intra-operative challenges. A surgeon should do proper pre-operative planning
and have backup fixation devices. Also, good post-operative wound care and early rehabilitation should be done.

Figure 1: Figurel:Figure 2 :
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