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Case 2003-1 

Submitted by: Fausto Rodriguez, M.D., Caterina Giannini, M.D., and Bernd 
Scheithauer, M.D., Mayo Clinic, Rochester, MN 

Diagnosis: Solitary fibrous tumor and associated salivary gland 
heterotopia 

Comment: The tumor was positive for CD34 and BCL2. The glandular 
component was positive for PAS and lysozyme, and the glands were surrounded 
by a layer of smooth muscle antigen (SMA) positive cells, indicating that the 
glands are benign. 
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Case 2003-2 

Submitted by: William McDonald, M.D., and Andrew Bollen, D.V.M., M.D., 
UCSF, San Francisco, CA 

Diagnosis: Paraganglioma with gangliocytic differentiation 

Comment: Tumor cells were positive for chromogranin, according to a member 
of the audience. The presenter reported that the ganglionic tumor cells were 
positive for neurofilament protein, while the chief cells were positive for 
synaptophysin. The sustentacular cells were positive for S-100 protein . 

• 




• The patient subsequently underwent hysterectomy for pelvic symptoms and four 
large leiomyomas were found. Neurological examination three months after her 

• 


spinal canal tumor resection was normal, but the patient still had subjective 
complaints of pain and dysesthesia in her lower extremities. 

Comment from the presenter: Paragangliomas are neural crest derived 
neoplasms that usually arise in association with autonomic ganglia. When 
arising within the adrenal medulla they are referred to as pheochromocytoma. 
They may arise in the setting of autosomal dominant syndromes including 
Multiple Endocrine Neoplasia type 2 (MEN2), von Hippel-Lindau disease (VHL), 
and rarely neurofibromatosis type 1 (NF1). One quarter of non-syndromic cases 
of pheochromocytoma and paraganglioma are, nevertheless, associated with 
germline mutations of RET, VHL, SDHD, and SDHB. The relationship between 
these mutations and paragangliomas arising in the cauda equina is currently 
unknown. 
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Case 2003-3 

Submitted by: Ben Pang-Hsien Tu, Robert. E. Schmidt, and Arie Perry, 
Washington University, St. Louis, MO 

Diagnosis: Extra-nodal marginal zone lymphoma (MALT) with tumefactive 
amyloid deposition 

Comment: The cells were strongly positive for CD20, while the tumefactive 
areas stained for kappa light chain. The amyloid regions were strongly positive 
with thioflavin S staining. Only about 10 cases of this condition have been 
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reported, all in middle-aged women . 
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Case 2003-4 

Submitted by: France Berthelet, Notre-Dame Hospital, Montreal, Quebec, 
CANADA 

Diagnosis: Adult Alexander's disease with autosomal dominant 
transmission 

Comment: CSF examination during life was normal. In the brainstem, there was 
cavitation of the pyramids, with general myelin pallor elsewhere. The white 
matter in many regions of the brain was pale, with astrocytosis and Rosenthal 
fibers. There were also Rosenthal fibers in the hypothalamus, in the cerebellar 
white matter (mainly in the hilus of the dentate nucleus), and in the gray and 
white matter of the spinal cord. There was neither inflammation nor evidence of 
macrophages in any of the sections. 

Genetic testing of the patient's family has revealed a novel mutation in the first 
exon of the GFAP gene, in the rod domain of the protein. Five out of six 
heterozygotes in the family are symptomatic, with autosomal dominant 
transmission. 
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Case 2003·5 

Submitted by: Rolf Pfannl, M.D., and E. Tessa Hedley-Whyte, M.D., 
Massachusetts General Hospital, Harvard Medical School, Boston, MA 

Diagnosis: Bilateral degeneration of the amygdala of unknown etiology 

Comment: On gross inspection, there was some temporal lobe atrophy on each 
side. The amygdalae were normal in size, with a bilateral central yellow-white 
nodule. The microscopic changes present on the slides that were sent out were 
identical in both amygdalae. One observer suggested grumous degeneration, 
similar to what can be seen in progressive supranuclear palsy. Dr. Kathy Newell 
reported that she had seen a similar case, with bilateral lesions in the amygdala, 
in a 40-year-old woman with non-familial, severe Alzheimer's disease. The 
current case also exhibited changes associated with Argyrophilic Grain Disease. 

Comment from Dr. Hedley-Whyte: I am grateful to John Crary (MD/PhD student 
at SUNY Downstate, Brooklyn, NY) for bringing to our attention, subsequent to 
the meeting, an uncommon entity, Urbach-Wiethe's syndrome (lipoid proteinosis 
cutis et mucosae) This entity, amongst other things, is characterized by bilateral 
amygdala calcifications. The one or two autopsy reports of the brain have 
commented upon peculiar degenerative and vascular changes in the amygdalae. 
Whether our case truly represents this syndrome awaits further exploration. 
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Neurodegeneration: The molecular pathology of Dementia and Movement 
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Case 2003-6 

Submitted by: Vernon Armbrustmacher, M. D., and Barbara A. Sampson, M.D., 
Ph.D., Office of the Chief Medical Examiner of the City of New York, New York, 
NY 

Diagnosis: West Nile virus poliomyelitic encephalitis 

Comment: This case occurred in the late summer. There was no evidence of 

hepatitis or myocarditis, at autopsy. PCR was positive for West Nile virus (WNV) 

in brain tissue, performed at the Centers for Disease Control and Prevention 

(CDC). 
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Case 2003-7 

Submitted by: Ana Sotrel, M.D., William Bellini, Ph.D., Atilano G. Lacson, M.D., 
Mario A. Reyes, Nolan Altman, M.D., Jeannette Guarner, M.D., Glenn Morrison, 
M.D., and Michael Duchowny, M.D., Miami Children's Hospital and University of 
Miami, Miami, FL, Centers for Disease Control and Prevention, Atlanta, GA, and 
All Children's Hospital and University of South Florida, Tampa, FL 

Diagnosis: Subacute sclerosing panencephalitis (SSP E) 

Comment: From the presenter: SSPE is a rare, almost "forgotten," potentially 
"resurging" CNS disorder of children and young adults. It is a slowly-evolving, 
progressive, untreatable, viral/degenerative panencephalopathy with or without 

• 
retinopathy, caused by a persistent CNS-retinal infection with a defective, 
hypermutated, SSPE-form of wild measles virus (WMV). SSPE usually starts 



-9y after either a clinically apparent or a subclinical form of systemic WMV • infection. No vaccine strains of measles virus have been documented as the 
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cause, by genomic sequence analysis (GSA) in SSPE patients, even though 
50% of them have had a history of measles vaccination. Their SSPE is most 
likely related to a presumed or known exposure to WMV before vaccination took 
place, at <1y of age. From 1989-1991 there was resurgence of measles in the 
USA, well documented in 55,622 children, most of whom were either 
unvaccinated and less than 5 years of age, or pre-vaccinated at greater than 1 
year of age. Most causative WMVs during this epidemic were shown to belong to 
a single indigenous MV-genotype 03. 

This patient was born in the USA in 1990 (during the period of the epidemic), and 
she was first vaccinated in 1991. The light and electron microscopic diagnosis of 
SSPE was confirmed by the CDC by the demonstration of CSF titers of MV­
specific IgG (1 :6,400), as well as by immunohistochemically demonstrable MV­
antigen within the paraffin-embedded brain tissue, in glial and neuronal nuclei. 
MV RNA was detected in frozen brain tissue and was proven to be WMV­
genotype 03 by GSA (as opposed to the MV-genotype A, which is contained in 
all currently used measles vaccines). 
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Case 2003·8 

Submitted by: Joshua D. Stephany, M.D., and Gary S. Pearl, M.D., Ph.D., 
Orlando Regional Medical Center, Orlando, FL 

Diagnosis: Amebic meningoencephalitis consistent with Naegleria fowleri 

Comment: This type of meningoencephalitis was first reported from Orlando, 
Florida, in 1966. A member of the audience pOinted out that the organisms can 
be recognized in cerebrospinal fluid. The treatment of choice for this disease is 
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amphotericin . 
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Case 2003-9 

Submitted by: Edward S. Johnson, M.D., Kinga Kowaleswska-Grochowska, 
M.D., Stan Houston, M.D., and John McKean, M.B.,Ch.B., University of Alberta, 
Edmonton, Alberta, CANADA 

Diagnosis: Focal cerebral neuro-schistosomiasis due to Schistosoma 
mekongi 

Comment: In addition to the history supplied, after the lesion was excised it was 

learned that the patient had recently traveled to Laos, where he swam in the 

Mekong River on several occasions. The history of travel to the Carribean 

proved to be incorrect. The diagnosis in this case was made on examination of 

organisms recovered at the time of surgery. S. mekongi does not have a lateral 

spine, in contrast with S. mansoni. The patient had serology that was positive for 

both S. japonica and S. mekongi. 
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Editor's note: Dr. Carlo Urbani, an expert in parasitic diseases with the World 

Health Organization, was one of the first people to recognize the newly emerging 

infection, severe acute respiratory syndrome, or SARS, which he described in 

Hanoi, Vietnam (reference: Ksiazek TG, Urbani C, and the SARS Working 

Group: A novel coronavirus associated with severe acute respiratory syndrome. 
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N Engl J Med 2003; 348:1953-1966). Dr. Urbani died of SARS in March 2003 . 



• Case 2003·10 

Submitted by: Roberta J. Seidman, M.D., and Stephanie Horowitz, M.D., Stony 

Brook University Hospital, Stony Brook, NY, and Office of the Medical Examiner, 

Suffolk County, NY 


Diagnosis: Adrenoleukodystrophy, adult cerebral type 


Comment: There was some loss ofaxons, in severely involved areas, as judged 

by immunocytochemistry for neurofilament protein. Electron microscopy 

revealed lamellar or striated inclusions in macrophages. The adrenals were not 

atrophic, but the adrenal cortical cells were distended with material that had 

striated inclusions, on EM. The peripheral nerve was normal. ALD is a 

peroxisomal disorder, with a mutation at Xq28. The ALD protein is a peroxisomal 

membrane protein. 
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