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Abstract:

Gaucher’s disease is rare and is the most common lysosomal storage disease. There are only
a few case reports that show association between Gaucher’s disease and lymphoproliferative
disorders. Psudo-Gaucher’s cells are reported in patients with leukemia and lymphomas. Here
we present a case of adult type 1 Gaucher’s disease associated with lymphoma.
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Introduction: bone and bone marrow involvement may

be seen in all of them.
Gaucher’s disease is an autosomal reces- o ] ) )

Clinical manifestations are different and
sive metabolic disorder. It is the most . .

includes organomegaly, cytopenia, ane-
common glycogen storage disease which ) ) )

mia, bleeding tendency, bone pain, os-
is more prevalent in Ashkenazi Jew- ) i

teopenia and pathologic fractures. Cen-
ish.(*2) Lack of Glucocerebrosidase leads , ,

tral nervous system involvement is seen
to accumulation of glucocerebroside and ) )

only in type 2 and 3, but not in type 1.
other glycolipids in lysosomes of macro- )

Due to high costs of enzyme replacement
phages.® Gaucher’s disease includes _ o o

therapy (with Cerezyme), it is adminis-
three clinical subtypes. Visceral organ,
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tered only in neuropathic forms and in
selected patients with clinically significant
non-neuropathic forms ) including
symptomatic children and Patients with
severe disease (platelet count
<60,000/pL, liver size >2.5 times of
normal, spleen size >15 times of normal,
existence of skeletal involvement in radi-
ography).®

Review of the literature shows that there
are a few reports regarding an associa-
tion between Gaucher’s disease and Non-
hodgkin lymphoma.(®781% | andgren in
2007 studied risk of cancer in 1525 adult
male US veterans with Gaucher’'s dis-
ease. They showed a non significant 2-3
times increase in risk of Non Hodgkin
lymphoma, melanoma and pancreatic
cancer.® Castelli in 2006 reported un-
usual development of severe common B-
lymphoblastic leukemia in Gaucher’s dis-
ease type 1.(*V

Psudo-Gaucher’s cells were reported in
bone marrow and lymph nodes of pa-
tients with lymphoproliferative disor-
ders.(121314)  Knox-Macaulay reported
psudo-Gaucher’s cells in association with
common acute Ilymphoblastic leuke-
mia.(*?) Padamalatha reported pseudo-
Gaucher’s cell in lymph node biopsy of
IgM-k plasmacytoid lymphoma. They said
macrophages containing the crystal-like
inclusions that probably represent altered
immunoglobulin are very similar to
Gaucher’s cells.*®  Alterini reported
pseudo-Gaucher’s cells in bone marrow

of a case with non-hodgkin lymphoma.®%

Case Report:

A 27 year old male was admitted to hos-
pital due to with fatigue, myalgia and

weakness since 2 years ago. Past medical

history was positive for jaundice and ele-
vated liver enzyme (4-5 times above
normal) with negative results for viral
serologic studies, normal CBC and differ-
ential count. Erythrocyte sedimentation
rate was elevated (ESR=64). He refused
further evaluation and had left hospital
without especial diagnosis at that time.
Due to bone pain, arthralgia and wrist
and knee joints arthritis, he had been
visited by an internist. Pelvic X-ray
showed bilateral sclerosis and joint space
narrowing especially in left side compati-
ble with bilateral severe sacroileatis. Se-
rologic test was reported positive for hu-
man leukocyte antigen HLA B27. After
starting Sulfasalazine the arthralgia was
resolved. The physical examination re-
vealed fever, tachycardia, pallor and
huge splenomegaly.

Results of the blood works:

White blood cell (WBC) count=1100/pL,
Hemoglobin=5.4 gr/dl, MCV=95 fl, Plate-
let counts=15,000/pl.

Aspartate aminotransferase (AST)=11
U/L, Alanine aminotransferase (ALT)=
12U/L, Alkaline phosphatase (AlkP)=127
U/L, Lactate dehydrogenase (LDH)=558
U/L, Total Billirubin=1.9 mg/dl, Direct
billirubin=0.32 mg/dI.

Hepatitis B surface antigen (HBS Ag),
Hepatitis C antibody (HCV Ab), Antinu-
clear antibody (ANA), Anti-Double
stranded DNA antibody (anti-Ds DNA),
Human T-lymphotropic virus (HTLV)
type-1&2 Antibodies all were negative.
Serum protein electrophoresis revealed
polyclonal gammapathy. Prothrombin
time (PT)=17.5 second, Partial throm-
boplastin time (PTT)=32 second, Fer-
ritin=323 ng/ml. Coomb’s test (both di-

rect and indirect) were negative. Cal-
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cium=7.3 mg/dl, Potassium=3.3 meq/L,
Albumin=3.5g/dl. Iron and total iron
binding capacity (TIBC) were normal.
Abdominal CT Scan showed hepa-
tosplenomegaly. Bone marrow aspiration
was dry tap initially, so was repeated and
revealed a dilute marrow with many lym-
phoid blasts with basophilic cytoplasm
and cleaved nucleous in some of them.
Bone marrow biopsy revealed cluster of
Gaucher’s cells compatible with
Gaucher’s disease. PAS staining was
done on bone marrow and was positive.
Immunohistochemistry (IHC) was posi-
tive for S100.

Results:

We found a case of Gaucher’s disease
which was presented in adulthood and
had been transformed to lymphoma. Also
we found a new association between
Gaucher’s disease and positive serology
for HLA-B27 in this patient for the first

time.

Discussion:

Literature review shows that the risk of
malignancy is high in patients with
Gaucher’s disease, but there are only a
few reports exist about association of
Gaucher’s disease with lymphoprolifera-

7:8:910,11)  Bacause the

tive disorders.®
psudo-Gaucher’s cell had been reported
in bone marrow of patients with lym-
phoproliferative disorders (21314 it js
necessary to confirm diagnosis of
Gaucher’s disease with enzymatic analy-
sis and finding reduced glucocerebrosi-
dase activity in peripheral leucocytes and
differentiate between these two condi-
tion: Gaucher’s disease associated with

lymphoma, and psudo-Gaucher’s cells

which may be seen in patients with lym-
phoma. Enzymatic analysis for gluco-
cerebrosidase activity is not available in
Iran. It seems that there is a potential
association between Ilymphoma and
Gaucher’s disease. Early diagnosis and
treatment not only prevents disease pro-
gression but also may decreasre of de-
velopment of lymphoproliferative disor-

der.
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