
Learning Points for this Article:
Although extremely rare, Scheie syndrome patients may develop cervical myelopathy; treating physicians should be aware of the high risks of 
anesthesia, as well as of the nature of the disease which may not allow for fusion.
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Introduction: Scheie syndrome is an extremely rare systematic disease that represents the most attenuated form of mucopolysaccharidosis 
Type I disorder. Although associated with a variety of manifestations, Scheie syndrome leading to the development of cervical myelopathyis yet 
to be reported. Our purpose was to present a unique case of a Scheie syndrome patient, who underwent surgery due to cervical myelopathy, and 
to discuss the clinical and imaging findings, as well as the challenges and outcomes of surgical treatment.
Case Report: A 33-year-old man with Scheie syndrome presented with neck and radicular pain, upper extremity weakness, and insecure gait. 
The workup studies revealedcervical spine stenosis at multiple levels, caused by accumulation of soft tissue, within the cervical spinal canal. 
Despite the high risks of anesthesia, and the patient’s inherent poor bone quality that could lead to failure of spinal fusion, we decided to proceed 
with surgery; indeed, decompressive laminectomies combined with C1-7 posterior stabilization led to immediate pain relief.Despite counter 
advised, the patient returned to sports rather early, and 6months after index procedure neck pain relapsed, while screw breakage and cutout 
occurred at the level of C7. Consequently, the initial instrumentation was revised and extended at T2 level. At 2years follow-up, the patient 
remained continuously pain-free and ambulatory.
Conclusion: Although cervical myelopathy in Scheie syndrome represents an extremely rare entity,it can make a severe impact on patients’ 
quality of life. If timely managed though, these patients can be offered a significant relief from symptoms. Surgery is rather challenging and 
treating physicians should be aware of the high risks of anesthesia. Especially spine surgeons should be aware of the nature of the disease, since it 
may not allow for fusion, causing instrumentation to fail.
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Figure 1: A 33-year-old Scheie syndrome patient is presenting clinical signs of cervical myelopathy. Note the 
characteristic abnormal vertebral formation, and the hypoplastic anterior superior vertebral endplate (a) a 
lateral radiograph of the cervical spine. It is recommended for mucopolysaccharidoses patients to be evaluated 
for atlantoaxial instability before anesthesia with at least one set of flexion and extension lateral radiographs of 
the cervical spine. Dynamic lateral radiographs (b) flexion and (c) extension show no atlantoaxial instability.

Figure 2: (a) Sagittal and (b) axial T2-weighted magnetic resonance imaging of the cervical  spine 
of  the same patient, show cervical spinal stenosis, secondary to massive accumulation of soft tissue 
behind the odontoid process (d=9.3 mm). Areas of high signal intensity within the spinal cord (at 
levels  C2-C3) advocate the presence of  cervical myelopathy.

Figure 4: Radiological control of the cervical spine following C1-T2 posterior  fusion  with  T1 
and T2 pedicle screws, and C5 lateral mass screws, showing good implant positioning with no 
related failure. Lateral radiographs (a) immediate postoperatively, (b) at 12 months, and (c) at 24 
months after surgery.

Figure 3: (a) Anteroposterior radiograph, and (b) axial computed tomography scan of the 
cervical spine, showing the loosening of the right (yellow arrows) and breakage of the left C7 
pedicle screw (yellow arrowheads).
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                                                                                 Clinical Message

Patients with Scheie syndrome may develop cervical myelopathy, consequently 
requiring surgery. Surgical considerations, however, regarding delayed spinal 
fusion and the high risks of anesthesia, render surgical management rather 
challenging. Thorough pre-operative planning and patient compliance are of 
paramount importance, for satisfactory outcome to be achieved.

Vazifehdan F, Karantzoulis VG, Ebner R, Igoumenou VG. A Unique Case of Cervical 
Myelopathy in an Adult Patient with Scheie Syndrome. Journal of Orthopaedic Case 
Reports 2017 Nov-Dec : 7(6):Page 27-30 

Igoumenou VG et al


	1: 27
	2: 28
	3: 29
	4: 30

