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An 8-year-old female child presented with leg pain and pancytopenia.

Her medical history was unremarkable. Upon physical examination,

the patient demonstrated hepatosplenomegaly without neurological

deficits. Radiology studies were concerning for a marrow infiltra-

tive process. Bone marrow biopsy was normocellular and revealed

F IGURE 1 (A) Core biopsy (hematoxylin and eosin [H&E] 200×):
normocellular for age (90% cellularity) with prominent histiocytic
hyperplasia in the background of trilineage hematopoiesis. (B) Core
biopsy (H&E 1000×): histiocytes contain abundant eosinophilic
cytoplasm that may appear fibrillar. Inset: bonemarrow aspirate
(Wright–Giemsa stain 1000×) histiocytes with abundant blue-gray
cytoplasm andwrinkled paper-like fibrillar pattern. The nucleus is
small with coarse chromatin, irregular nuclear contour, and indistinct
nucleolus. (C) CD68 immunohistochemical stain highlights histiocytes.
(D) PASD (Periodic acid-Schiff with diastase) stain demonstrates a
reddish-magenta color within the histiocytes’ cytoplasm.
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prominent histiocytic hyperplasia in the background of trilineage

hematopoiesis (Figure 1, panel A; original magnification 200×;

hematoxylin and eosin [H&E] stain). Histiocytes contain abundant

eosinophilic cytoplasm that appears fibrillar, resembling wrinkled

tissue paper (Figure 1, panel B; original magnification 1000×). Bone

marrow aspirate also showed histiocytes with abundant blue-gray

cytoplasm and wrinkled paper-like fibrillar pattern. The nucleus is

small, with coarse chromatin, irregular nuclear contour, and indistinct

nucleolus (Figure 1, panel B, inset, original magnification 1000×;

Wright–Giemsa stain). CD68 immunohistochemical stain highlights

histiocytes (Figure1, panelC; originalmagnification500×). PASD (Peri-

odic acid-Schiff with diastase) stain demonstrates a striated cytoplasm

that is reddish-magenta within the histiocytes (Figure 1, panel D; orig-

inal magnification 500×). These findings were consistent with storage

disorders, such as Gaucher disease. Low beta-glucosidase activity of

0.176 nmol/mL blood/h (reference range, 1.69–22.6) and genetic test-

ing by single-gene analysis revealed heterozygous mutations in exon

11 c.1448T>C (p.Leu483Pro) and exon 9 c.1214G>A (p.Ser405Asn)

of the GBA1 gene, confirming the diagnosis. Subsequently, the patient

started treatment with Imiglucerase.
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