
gros

Clinical History

• A 27-year-old male presented with a vascular lesion 
initially believed to be benign that progressively enlarged 
and was ultimately diagnosed as CIC-rearranged sarcoma.

• The patient, years prior, first noticed a nail plate lesion 
with a melanonychia beneath the left thumbnail, 
prompting removal, followed by partial nail disruption. 

• The patient underwent emergency partial nail removal 
involving the dorsal aspect of the left thumb.

• The patient subsequently sustained repeated traumatic 
injuries to the same thumb, which initiated the 
development of the hemorrhagic, friable tumor, 
progressively increased in size. No pathology evaluation 
was performed. 

• There were no signs of active infection, and neurovascular 
status of the hand remained intact.
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CIC-rearranged sarcoma is a rare, highly aggressive soft tissue 
malignancy with a deceptively benign clinical presentation. 
Early recognition and multimodal diagnostic confirmation are 
essential for accurate diagnosis and appropriate 
management. 

Conclusion

• CIC-rearranged sarcoma is an aggressive malignancy that 
most commonly affects adolescents and young adults. 

• CIC is a gene encoding a transcriptional repressor that 
normally suppresses gene expression. In CIC-rearranged 
sarcoma, gene fusions disrupt its regulatory function, 
resulting in dysregulated transcription and aberrant 
activation of oncogenic pathways that promote tumor 
growth. 

• CIC-rearranged sarcoma is a soft tissue tumor arising from 
non-bony tissues, including muscle, fat, fibrous connective 
tissue, or peripheral nerves of the extremities and trunk.

• Features that should raise concern for a malignant 
neoplasm rather than a benign reactive vascular lesion 
include rapid or progressive enlargement, hemorrhage, 
and a friable appearance.

• Persistent or indeterminate lesions warrant imaging and 
biopsy to exclude rare malignant entities.

Background Pathologic Findings

A rapidly growing, hemorrhagic exophytic tumor 
demonstrating features of a small round blue cell neoplasm. 
The diagnosis was confirmed by IHC, FISH and next-generation 
sequencing. Histologic examination demonstrated a small 
round blue cell neoplasm with nuclear pleomorphism, high 
mitotic activity, and myxoid stromal changes, supporting the 
diagnosis of an aggressive malignant neoplasm and ultimately 
leading to partial amputation of the thumb. CIC-rearranged 
sarcoma can resemble other small round blue cell tumors 
morphologically, making molecular studies necessary for 
definitive diagnosis.

Discussion 

• Accurate diagnosis requires histopathological assessment in 
conjunction with molecular genetic testing. 

• Overall, the integrated diagnostic workup confirmed CIC-
rearranged sarcoma, characterized as a small round blue 
cell neoplasm. 

• The patient's tumor was initially considered a benign 
vascular lesion due to its subungual location, history of 
repeated trauma, and absence of neurovascular 
compromise. 

• The significance of this case lies in the fact that CIC-
rearranged sarcoma can arise in unusual anatomic locations 
such as the thumb.

• The tumor was subsequently managed with surgical 
excision achieving local control, with consideration of 
further oncologic evaluation and radiation therapy given its 
poor prognosis.

• Maintaining a broad differential diagnosis is essential, as 
delayed recognition of CIC-rearranged sarcoma may 
postpone treatment of a highly aggressive malignancy.
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Figure 2B. The histologic sections demonstrate typical bone 
mineralization and normal articulation, with no evidence of 
abnormal spindle cells or atypical cartilage. Figure C1-2. Clear 
surgical margins were achieved at the amputation site. The tumor 
was confined to soft tissue arising from the nail bed and overlying 
skin at the distal aspect of the left thumb. Extent of tissue 
involvement justified thumb amputation. Margins inked in black. 
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Figure 1A. The exophytic thumb tumor excised specimen measured 
5.5 × 4.5 × 2.8 cm. Figure 1B. The excised tumor histopathology 
demonstrated a highly vascularized stroma with fibrous connective 
tissue, consistent with the macroscopic grossly hemorrhagic 
appearance. Figure 1C. The histological image demonstrated tumor 
cells with intercalating collagen fibers. 
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2AFigure 2A. Post-surgical 
partial amputation of the 
first digit measured 2.9 × 2.4 
× 1.6 cm and was 
disarticulated at the 
interphalangeal joint. The 
inked soft tissue margin was 
histologically negative, with 
no residual tumor identified.
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