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in children and adolescents with knee pain or monoarthritis with
atypical features and/or a poor response to treatment.””-°

References

1. Moreno-Martinez M], Moreno-Ramos M], Diaz-Navarro M], Linares-
Ferrando LF. Osteoma osteoide pélvico simulando sacroileitis. Reumatol
Clin. 2016;12:177-8.

2. Allen R, Tiedemann K. Skeletal malignancies and related disorders. In: Petty R,
Laxer R, Lindsley C, Wedderburn L, editors. Textbook of Pediatric Rheumatology.
Philadelphia: Elsevier Saunders; 2016. p. 650-62.

3. Massei F, Laccetta G, Barrani M, Fabbri L, Zampa V, Paolicchi A, et al. Osteoid
osteoma mimicking monoarticular juvenile idiopathic arthritis in a girl. Pediatr
Int. 2016;58:791-4.

4. Kitsoulis P, Mantellos G, Vlychou M. Osteoid osteoma. Acta Orthop Belg.
2006;72:119-25.

5. Georgoulis AD, Soucacos PN, Beris AE, Xenakis TA. Osteoid osteoma in the differ-
ential diagnosis of persistent joint pain. Knee Surg Sports Traumatol Arthrosc.
1995;3:125-8.

6. Christodoulou A, Ploumis A, Karkavelas G, Terzidis I, Tsagias I. A rare case of jux-
taarticular osteoid osteoma of the calcaneus initially misdiagnosed as juvenile
chronic arthritis. Arthritis Rheum. 2003;48:776-9.

7. Traore SY, Dumitriu DI, Docquier PL. Intra-articular osteoid osteoma mimicking
juvenile arthritis. Case Rep Orthop. 2014;2014:912609.

8. Szendroi M, Kéllo K, Antal I, Lakatos ], Szoke G. Intraarticular osteoid osteoma:
clinical features, imaging results, and comparison with extraarticular localiza-
tion. ] Rheumatol. 2004;31:957-64.

9. Bea Mufloz M, Jiménez Alvarez M, Pérez Vallina JR, Medina Sanchez M.
Osteoid osteoma of the proximal femur presenting as knee pain: a well-known
problem difficult to diagnose. An Pediatr (Barc). 2009;71:89-90 [article in
Spanish].

10. Petty RE, Southwood TR, Manners P, Baum ], Glass DN, Goldenberg ], et al.
International League of Associations for Rheumatology classification of juve-
nile idiopathic arthritis: second revision, Edmonton, 2001. ] Rheumatol.
2004;31:390-2.

Alina Lucica Boteanu,® Walter Alberto Sifuentes-Giraldo,**
Fred Ant6n-Pagés,” Marfa Luz Gamir-Gamir®

3 Unidad de Reumatologia Pedidtrica, Hospital Universitario Ramén y
Cajal, Madrid, Spain

b Servicio de Reumatologia, Complejo Asistencial Universitario de
Palencia, Palencia, Spain

*Corresponding author.
E-mail address: albertosifuentesg@gmail.com
(W.A. Sifuentes-Giraldo).

2173-5743/
© 2016 Elsevier Espaia, S.L.U. and Sociedad Espaiiola de Reumatologia y Colegio
Mexicano de Reumatologia. All rights reserved.

A Case Report of Gaucher Disease™

@ CrossMark

Enfermedad de Gaucher: a propésito de un caso
To the Editor,

Gaucher disease (GD), described in 1882 by Philippe Charles
Ernest Gaucher, is a progressive, rare hereditary disease, with an
autosomal recessive inheritance pattern.! Included in the group
of lysosomal storage diseases, it is characterized as being the
most prevalent, with an estimated frequency of 1 per 50,000
to 1 per 100,000 population, with the exception of the Ashke-
nazi Jewish ethnicity in which the incidence is estimated to
be 1 per 850 births.2> It produces a deficiency in the activity
of the enzyme acid -glucosidase (GBA), provoking an accumu-
lation of glucocerebroside in the lysosomes of different cells,*
causing cytopenias, hepatosplenomegaly, changes in the central
nervous system (CNS) and skeletal manifestations, the latter being
one of the most disabling aspects. Depending on the clinical
expression, different types can be distinguished: type 1 (adult
non-neuronopathic), the most common form, occurring frequently
in Ashkenazi Jews, with variable manifestations, and not involv-
ing the CNS; type 2 (acute neuronopathic), infrequent, with no
ethnic-related dominance, fatal after birth and involvement of the
CNS; and type 3 (subacute or chronic neuronopathic),* beginning
during childhood, adolescence or adulthood, with involvement
of the CNS. Given the variety of conditions associated with
bone pain, we consider it appropriate to report the case of our
patient.

The patient was a 53-year-old man with no significant family
or personal history. He was being studied because of neutropenia
and thrombocytopenia with a duration of 10 years, as well as bone
pain that had started 3 years earlier. He reported no hemorrhagic
diathesis, infections or abdominal pain. Physical examination
revealed splenomegaly, but the rest was normal. The results of

" Please cite this article as: Herriez-Albendea MM, Ferndndez-Cofrades EG, Jarilla-
Fernandez MC, Jiménez-Burgos F. Enfermedad de Gaucher: a propdsito de un caso.
Reumatol Clin. 2017;13:242-243.

laboratory tests included a leukocyte count of 3400 mm3, neu-
trophils at 1200/mm? and platelets at 93,000 mm?; findings regard-
ing hemoglobin, reticulocytes, coagulation, serum electrolytes,
liver function, vitamin By, folic acid, tumor markers (carcinoem-
bryonic antigen, alpha-fetoprotein, CA 19-9, CA 15-3, prostate-
specificantigen), 3,-microglobulin, rheumatoid factor, erythrocyte
sedimentation rate, antinuclear antibodies, immunoglobulins, pro-
tein profile and lymphocyte populations were normal. Serologic
tests for hepatitis B and C viruses and human immunodefi-
ciency virus were negative. Plain radiography of distal femur and
thoracolumbar spine were normal. However, lumbar magnetic
resonance showed a homogeneous hypointense signal in the ver-
tebral bodies on T1 and T2-weighted sequences. Splenomegaly
was confirmed by abdominal ultrasound and osteoporosis by bone
densitometry (T-score femur: —2.9 standard deviations (SD); T-
score spine: —2.8 SD). Bone marrow aspirate/biopsy (BMA/BMB)

)4
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Fig. 1. Gaucher cells.
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detected cells with eccentric nucleus, basophilic cytoplasm with
the appearance of tissue paper, suggestive of Gaucher cells (GC)
(Fig. 1). The GBA enzyme activity was determined in leukocytes by
spectrofluorometry, which confirmed that it was lacking. The
molecular genetic study showed double heterozygosity for the
L444P and p.Tyr244Cys mutations.

This observation constitutes a representative example of the
clinical, biochemical and genetic characteristics of type 1 GD.> The
fact that our patient had a history of years of bone pain can make
diagnosis more difficult, when these manifestations are associated
with other signs of the disease like cytopenias or organomegaly.
Extra-articular manifestations are useful for reaching a correct
diagnosis, avoiding incorrect diagnoses of inflammatory and/or
autoimmune diseases. The BMA confirmed GD, which is account-
able for an accumulation that generates substances responsible
for bone resorption, producing pain, deformity and functional
disability.® Radiographic examination reveals manifestations such
as abnormal bone remodeling (disclosing the Erlenmeyer flask
deformity, which was not found in our patient), spontaneous
fractures, osteopenia, osteonecrosis and osteolysis. However, the
development of osteoporosis of unknown cause, whether or not
it is associated with thrombocytopenia and splenomegaly, should
lead us to suspect GD. These findings were significant and enabled
the quantification of GBA activity, and led us to request a genetic
study to confirm the disease.® A high index of suspicion and initial
biochemical studies are needed to verify the diagnosis and begin
enzyme replacement therapy to revert, establish and improve the
clinical prospects of the patient.
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The Great Unknown, Whipple’s Disease™ @
CrossMark

Enfermedad de Whipple, la gran desconocida
To the Editor,

Whipple’s disease was first described by George Hoyt Whipple
in 1907. It is a multisystem infectious disease, produced by Tro-
pheryma whipplei, which was identified for the first time in 1991.
The name is of Greek origin (trophe nutrient + eryma barrier) and is
related to the defective absorption of nutrients characteristic of this
disorder. The clinical signs include arthralgia, weight loss, diarrhea
and abdominal pain, although the clinical manifestations can vary
widely. Thus it may take up to 6 years to be diagnosed. We report
2 cases in which the final diagnosis was Whipple’s disease.

Caseno. 1

The patient was a 47-year-old man, a farmer, who had a 15-
month history of polyarthritis in knees, ankles and hands. He was
admitted by the gastroenterology department because of abdomi-
nal pain, vomiting and fever. Physical examination revealed pain
in left abdomen and there appeared to be a mass on palpa-
tion. Ancillary tests showed an erythrocyte sedimentation rate of
100 mm/h and normochromic anemia, and thoracoabdominal com-
puted tomography (CT) disclosed mesenteric infiltration and lymph
nodes in the jejunal loops. Exploratory laparotomy was performed,
as was biopsy of the lymph nodes and bowel mesentery. The patho-
logical study resulted in a diagnosis of Whipple disease, with the

¥ Please cite this article as: Moreno Garcia MS, Casorran Berges M, del Rio-Martinez
PS, Bosque Peralta MT. Enfermedad de Whipple, la gran desconocida. Reumatol Clin.
2017;13:243-244.

presence of periodic acid Schiff (PAS)-positive macrophages with
intracellular inclusions. The patient was treated with cotrimoxa-
zole for 2 years, accompanied by tetracycline for the first 3 months.
Twenty years later, the patient is asymptomatic.

Case no. 2

This patient was a 63-year-old man with systemic hyperten-
sion, renal failure, arthritis and a 9-year history of low back pain,
with a diagnosis of spondyloarthritis. He had posterior uveitis and
vitritis affecting right eye and had had 3 episodes of pancreatitis
requiring hospital admission in the gastroenterology department.
Computed tomography revealed nonspecific mesenteric lymph
node enlargement (Fig. 1). Gastroscopy, during which a specimen
was removed for biopsy, disclosed erosive disease involving the
duodenal bulb. One month later, the patient was readmitted in the
gastroenterology department with fever, diarrhea and abdominal
pain. According to a duodenal biopsy (Fig. 2) that had been carried
out during the earlier hospital stay, the diagnosis was Whipple’s
disease. Treatment was begun with ceftriaxone and imipenem, and
included cefixime during the first 2 months. He was subsequently
treated for 2 years with trimethoprim/sulfamethoxazole.

Whipple’s disease is frequently associated with rheumatic
manifestations (60% of the cases), which precede the gastroin-
testinal signs in three fourths of the patients. They are often the
first symptoms of the disease. They commonly appear in the
form of polyarthritis, generally chronic, intermittent, seronegative
and nonerosive,! although cases have been reported in which
there are atypical rheumatic symptoms such as spondylodiscitis,?
erosive arthritis,”> and even osteonecrosis of the hip. The joints
most frequently affected are the carpi and large joints of the lower
limbs. When the diagnosis is uncertain, it is important to rule
out this disease in patients with seronegative arthritis and signs


http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0035
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0040
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0040
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0040
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0040
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0040
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0040
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0040
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0040
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0040
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0040
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0040
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0040
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0040
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0040
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0040
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0040
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0040
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0040
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0040
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0045
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0045
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0045
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0045
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0045
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0045
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0045
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0045
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0045
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0045
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0045
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0045
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0045
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0045
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0045
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0045
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0045
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0045
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0045
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0050
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0050
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0050
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0050
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0050
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0050
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0050
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0050
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0050
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0050
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0050
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0050
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0050
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0050
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0055
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0060
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0060
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0060
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0060
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0060
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0060
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0060
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0060
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0060
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0060
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0060
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0060
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0060
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0060
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0060
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0060
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0060
http://refhub.elsevier.com/S2173-5743(17)30068-0/sbref0060
mailto:marherraez@gmail.com
http://crossmark.crossref.org/dialog/?doi=10.1016/j.reumae.2016.08.002&domain=pdf

	A Case Report of Gaucher Disease
	References
	Osteoid Osteoma of the Knee Mimicking Juvenile Psoriatic Arthritis
	References
	A Case Report of Gaucher Disease
	References
	The Great Unknown, Whipple's Disease
	Case no. 1
	Case no. 2

	References
	Septic Arthritis Without a Clear Focus Due to Eikenella corrodens
	Conflicts of Interest

	References
	Primary Hyperparathyroidism: An Unusual Presentation
	References

