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Introduction 

Gaucher's disease is a leading cause for recurrent 
fetal loss in treated and untreated patients.1-3 
Gaucher's disease is associated with increased 
activity of immune system,4 and raised auto-
antibodies titers but there are a few reports in 
support of contribution of autoimmune phenomena 
in these patients.5 In 1990, Haratz et al reported 
Coombs positive warm type autoimmune hemolytic 
anemia in a 23 year-old female with Gaucher's 
disease. They reported that further study on 72 
patients with Gaucher's disease revealed another 
case of Coombs positive autoimmune hemolytic 
anemia in one of them and other autoimmune 
disorders in 17 patients of them.6 

Sherer et al (2002) reported Coombs positive 
hemolytic anemia and antiphospholipid antibody 
syndrome in a 27 year-old female with Gaucher's 
disease who had successful outcome of pregnancy 
after treatment with combination of aspirin, low 
molecular weight heparin, prednisolone, and 
replacement of enzyme with Imiglucerase.7  

Case Report 
I would like to present a case of Gaucher's 

disease with recurrent fetal loss and 
Antiphospholipid antibody syndrome. 

A 31 year-old female was referred to our 
hematology clinic due to splenomegaly and 
pancytopenia. She had developed left upper 
quadrant pain and fatigue since 9 months ago with 
significant exacerbation during pregnancy which 

ended to a living child. She had history of five 
pregnancies terminated with spontaneous 
abortions at 8-12 weeks. She had family history of 
anemia without taking any medical care in her 
father and sister. Physical examination showed 
pallor and splenomegaly (4cm below costal margin). 

Laberatory findings revealed a white blood cell 
count of 3500/μL (Polymorphonuclear=65%, 
Lymphocyte=35%). Serological studies for HBS Ag, 
and HCV Ab were negative. Peripheral blood smear 
showed red blood cells with hypochromia, a few 
target cells, and a few ovalocytes. Bone marrow 
aspiration revealed hypocellolar marrow, cells 
containing "crinkled paper" cytoplasm, and 
glycolipid-laden macrophages. Hence, diagnosis of 
Gaucher's disease was made. 
Immunohistochemistry (IHC) on bone marrow 
biopsy of this patient demonstrated positve CD68 in 
all large cells, as well as, positive lysozym in all large 
cells compatible with Gaucher’s disease. The 
enzymatic assay revealed the level of 
glucocerebrosidase to be 0.5 μmol/1h (with 
reference range>4 μmol/1h). Our therapuetic plan 
was administration of Cerezyme (Imiglucerase). 

Further assessment for other causes of recurrent 
fetal loss revealed antiphospholipid antibody 
syndrome with high titer of anti-ß2-glycoprotein I 
antibody. Serologic tests for ANA, Anti-dsDNA, anti-
phospholipid antibody (IgM, IgG) and VDRL were 
negative.  
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Discussion 
Untreated and trated patients with Gaucher's 

disease are at risk for recurrent fetal loss. Diagnosis 
of Gaucher's disease should be considered in cases 
with unexplained and recurrent fetal loss. 
Hematologic and genetic study is recommended. 
Although recurrent fetal loss has been reported in 
patients with Gaucher's disease, we recommend 
assessment for antiphospholipid antibody 
syndrome in every patient with recurrent fetal loss 
and Gaucher's disease. 

Acknowledgement 
We would like to thank Dr Zahra Zohdi in Jahan 

Behbood company in Tehran for her  cooperation 
with us in sending this patient’ blood sample to 
Austria for enzymatic analysis. We want to thank Dr 
Amir Ali Hamidieh, assistant professor of pediatric 
hematology and oncology in Tehran University of 
Medical Sciences who helped us in management of 
this patient. Finally we would like to thank Dr 
Kamran Keyvan Pazhuh, assistant professor of 
rhuematology in Uromia University of Medical 
Sciences who helped us in diagnosis and 

management of antiphospholipid antibody 
syndrome in this patient. 

References 
1. Goldblatt J, Beighton P. Obstetric aspects of Gaucher 

disease. Br J Obstet Gynaecol. 1985; 92: 993.  
2. Elstein D, Granovsky-Grisaru S, Rabinowitz R, Kanai 

R, Abrahamov A, Zimran A. Use of enzyme replacement 
therapy for Gaucher disease during pregnancy. Am J 
obstet gynecol. 1997; 177: 1509-12. 

3. Sakarelou N, Kosmaidou Z, Mesogitis S, Dimitriou E, 
Michelakakis H. Pregnancy in Gaucher disease. Eur J 
Obstet Gynecol Reprod Biol. 1999; 83: 113-4. 

4. Pratt PW, Estern S, Kochwa S. Immunoglobulin 
abnormalities in Gaucher’s disease. Blood. 1968; 31: 
633–40. 

5. Shoenfeld Y, Beresovski A, Zharhary D, Tomer Y, 
Swissa M, Sela E, et al. Natural autoantibodies in sera of 
patients with Gaucher’s disease. J Clin Immunol. 1995; 
15:363–72. 

6. Haratz D, Manny N,.Raz I. Autoimmune hemolytic 
anemia in Gaucher's disease. Klin Wochenschr. 1990; 68: 
94-5. 

7. Sherer Y, Dulitzki M, Levy Y, Livneh A, Shoenfeld Y, 
Langevitz P. Successful pregnancy outcome in a patient 
with Gaucher's disease and antiphospholipid syndrome. 
Ann Hematol. 2002; 81: 161-3. 

 
 

 [
 D

ow
nl

oa
de

d 
fr

om
 ij

bc
.ir

 o
n 

20
23

-0
5-

22
 ]

 

Powered by TCPDF (www.tcpdf.org)

                               2 / 2

http://ijbc.ir/article-1-15-en.html
http://www.tcpdf.org

