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To the Editor:
Dermatofibrosarcoma protuberans (DFSP) is a
relatively rare fibrohistiocytic skin tumor of

intermediate malignancy with an incidence of 0.08
per 100,000 [1]. Congenital cases are infrequent,
accounting for 1.5% of all DFSP cases [2]. We report a
case of congenital DFSP confirmed by the detection
of platelet-derived growth factor beta (PDGFB) gene
rearrangement on fluorescence in situ hybridization
(FISH).

A 14-year-old girl presented at our hospital with a
brownish pigmented macule, that had progressed
gradually on her left neck and was present since
birth. She visited a local hospital two months before
the first visit to our department and was suspected
of having a malignant tumor based on the biopsy
findings. Physical examination revealed a slightly
thickened superficial induration covering an area of
35x35mm (Figure 1). Histopathologically, the
biopsy specimen showed fibroblast-like spindle cells
that had densely proliferated in the dermis and
subcutis (Figure 2A) in a storiform growth pattern
(Figure 2B). Immunohistochemical staining showed
positive expression of CD34 (Figure 2C).

As DFSP was suspected, FISH was performed, which
revealed COLTAT-PDGFB gene fusion (Figure 3).
Therefore, a diagnosis of DFSP was made and wide

local excision with 2cm surgical margins containing
the fascia was performed. Postoperatively, no
recurrence occurred after three years.

Congenital DFSP often shows unusual clinical
findings that mimic hemangiomas, birth marks, and
subcutaneous masses. Therefore, its diagnosis is
initially challenging. Moreover, reports on congenital
DFSP diagnosed using PDGFB gene analysis are
limited. To our knowledge, PDGFB has been detected
by reverse transcription polymerase chain reactionin

Figure 1: Clinical findings at the patient’s first visit: brownish
pigmented macule on the left neck from birth.
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Figure 2: Pathological findings. H&E staining: A) tumor consists of hypercellular proliferation of spindle cells in a lace-like infiltrative
pattern within the dermis and subcutis, 40x. B) Storiform growth pattern of spindle cells is observed, 200x. €) Inmunohistochemical

staining: tumor cells are positive for CD34, 200x.

only three reports [3-5]. Despite our case, only one
case of congenital DFSP with PDGFB gene
rearrangement detected using FISH has been
reported [5].

A literature review on the initial clinical diagnosis of
congenital DFSP cases revealed 76 «cases of
congenital DFSP, including our case. Among them,
52 case reports described the initial clinical
diagnosis. The tumors were initially diagnosed as

Figure 3: Fluorescence in situ hybridization analysis for COL1A1-
PDGFB fusion gene, 200x. The merged green and red signals
indicate COL1A1-PDGFB fusion gene (yellow arrow). Separated
green signal (COLATA probe) and red signal (PDGFB probe)
indicate the absence of COL1A1-PDGFB fusion (white asterisks).
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