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Sebastian syndrome is an extremely rare autosomal 
dominant disorder, first described by Greinacher et al. 
in 1990.[7] Since then, only a handful of cases have 
been reported, including one South American[8] and 
six Japanese families.[9] It is characterized by the 
presence of thrombocytopenia with giant platelets and 
non-specific neutrophilic inclusions. Apart from easy 
bruising, there is usually no symptom. The pathogenesis 
of this condition is unclear though unusual expression 
of glycophorin A on the surface of platelets has been 
proposed.[10] There is no known specific treatment 
for Sebastian syndrome. Platelet transfusion is the 
treatment of choice in the rare situation of excessive 
bleeding. The role of 1-deamino-8-arginine vasopressin 
and spenectomy is controversial.[5]

Considering the history, clinical features and 
hematological picture in this case, we arrived at the 
diagnosis of an MYH9-related syndrome, most likely 
Sebastian syndrome.
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Infantile dermatofi brosarcoma Infantile dermatofi brosarcoma 
protuberans: An underrecognized protuberans: An underrecognized 
diagnosis?diagnosis?

Sir,
Dermatofibrosarcoma protuberans (DFSP) is a rare 
intermediate-grade malignancy considered uncommon 
in infancy, childhood and adolescence whereas it is 

usually described in middle-aged men.[1] We report a 
pediatric case of dermatofibrosarcoma protuberans 
in a 5-year-old girl from Bangladesh who was 
admitted to the University Hospital Spedali Civili of 
Brescia, Italy for a small asymptomatic subcutaneous 
mass on the anterior side of the left leg [Figure 1]. 
The lesion was evident since she was 5 months 
old and an ultrasound scan had been routinely 
performed since she was 2 years old showing an 
oval subcutaneous mass of 1-cm with a moderately 
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irregular appearance without evident vascular flows 
on Doppler examination suggesting the diagnosis of 
lipoma. The size had remained almost unchanged 
until the past year when it began to increase. The 
ultrasound scan performed before the admission of the 
patient in our unit confirmed the presence of an oval 
subcutaneous lesion of 1.7 × 0.8 cm that showed an 
irregular appearance characterized by a high vascular 
flow on Doppler examination [Figure 2]. Considering 
the clinical and the imaging findings, a surgical 
excision was suggested. The patient underwent 
surgery under general anesthesia. During the surgical 
procedure, we found an oval, nodular, subcutaneous 
yellowish color mass of 3 × 2 cm with a solid and 
fatty appearance extending until the muscular fascia 
without macroscopic infiltration of the muscle tissues. 
The lesion was easily excised from the surrounding fat 
and did not appear to be encapsulated.

Histology showed a lesion suggestive for a 
dermatofibrosarcoma protuberans infiltrating the 
surrounding fat tissue [Figure 3].

In view of this diagnosis, at re-excision we kept a 3-cm 
resection margin around the previous scar, including 
cutaneous, subcutaneous and muscular tissues. 
Primary closure of the wound was not done which 
was covered with a sterile dressing at the end of the 
procedure. Since histology did not reveal residual 
tumor tissue, the girl underwent surgery for closing 
the wound through local rotation flap after 3 days. On 
the 7th postoperative day, the patient was discharged. 
Currently, the patient is being regularly monitored 
with clinical evaluation of the skin and scans of soft 
tissues and lymph nodes. There were no signs of 
recurrence at follow up 2 years after surgery.

Recently, we conducted a review of the literature on 
dermatofibrosarcoma protuberans in infancy and 
adolescence emphasizing that this tumor is not so 
rare.[2] Dermatofibrosarcoma protuberans does not 
have a distinctively recognisable manifestation in 
adulthood, and even less so in childhood. Thus, the 
apparently benign appearance, variable location, 
slow growth and the lack of subjective symptoms can 
lead to a delay or misdiagnosis of the disease.[3,4] The 
tumour may consist of an asymptomatic, atrophic or 
exophytic, indurated plaque/nodule or compressible 
plaques similar to atrophoderma lesions.[2-4] Moreover, 
as in our case, it can simulate a lipoma and also other 
tumors such as sarcoma, neuroblastoma and other 
mesenchymal tumors.[5]

Figure 1: Subcutaneous mass on the anterior side of the left leg 
increasing in diameter for one year

Figure 2: Ultrasound scan: (a) Oval-shaped lesion with 
heterogeneous echogenicity (clippers) characterized by 
mixed hypo-and hyperechoic components is localized to the 
subcutaneous tissue near the underlying muscle fascia. The 
margins are blurred focally. (b) On color Doppler evaluation, 
intralesional vascular structures can be detected
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Figure 3: (a) Panoramic vision of dermatofibrosarcoma 
protuberans infi ltrating the surrounding fat tissue (H and E, ×20); 
(b) Typical spindle cell proliferation (these spindle cell were 
positive when labeled with anti-CD34 antibodies [not shown]) 
(H and E, ×400)
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Histologically, dermatofibrosarcoma protuberans is 
characterized by a CD34+ spindle-cell proliferation 
arranged in a cartwheel or storiform pattern infiltrating 
deep into the dermis and adipose layers in a fascicular 
growth pattern. The histopathological differential 
diagnoses may include dermatofibroma, thymoma, 
or malignant fibrous histiocytoma-pleomorphic or 
atypical fibroxanthoma which also show a storiform 
pattern but are usually CD34 negative. Cytogenetic 
abnormalities that characterize dermatofibrosarcoma 
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protuberans can be shown through fluorescence 
in situ hybridization and multiplex reverse 
transcription polymerase chain reaction for the 
detection of the distinctive gene rearrangements of 
chromosomes 17 and 22. The standard treatment 
for dermatofibrosarcoma protuberans is wide local 
excision with resection of at least 3 cm of normal 
looking surrouding skin and block removal of 
the underlying fascia. Revision surgery may be 
performed to ensure complete excision and reduce 
the risk of local recurrence. Alternatively, surgical 
excision with Mohs technique could be employed. 
Due to re-growth of residual tumor following 
incomplete removal of microscopic projections of 
the neoplastic cells, the local recurrence, rate of 
dermatofibrosarcoma protuberans is high (32–76%).[2] 
For this reason, follow-up visits are required in order 
to recognize any unusual changes in the scar of the 
previous excision. In case of recurrence a further 
wide excision is recommended. Radiation therapy 
shows good control in recurrent disease. Moreover, 
chemotherapy (e.g., vinorelbine and methotrexate) 
and more recently imatinib mesylate have been 
reported to be effective. However, the metastatic rate 
of dermatofibrosarcoma protuberans is low (4%), 
occurring principally as lung and lymph node 
metastases. Careful regional lymph node examination 
is necessary.

In conclusion, slow growth and difficulties in 
recognising the standard clinical appearance may delay 
diagnosis of the disease. In our case, a lesion was present 
at the age of 5 months but interpreted at ultrasound 
examination as a lipoma. However, we can assume 
that the initial lesion was a dermatofibrosarcoma 
protuberans because its evolution from another tumor 
has not been reported.
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Anti-BP180-type oral mucous Anti-BP180-type oral mucous 
membrane pemphigoid reactive to membrane pemphigoid reactive to 
both NC16a and C-terminal domainsboth NC16a and C-terminal domains

Sir,
Mucous membrane pemphigoid is a chronic 
autoimmune blistering disease, commonly affecting 
oral and conjunctival mucosae.[1] We report a case 
reactive to both the BP180 NC16a and C-terminal 
domains of BP180.

A 23-year-old Japanese woman presented with a 3-month 
history of oral bullous lesions. Her past medical history 
was not significant. On examination, several blisters 
and erosions were observed on the gingivae [Figure 1a]; 
the conjunctivae and the skin were clear. A biopsy 
from the erosion on the gingivae showed subepithelial 
detachment with infiltration of lymphocytes and 
neutrophils in the lamina propria [Figure 1b]. Direct 
immunofluorescence demonstrated linear deposits 
of IgG and C3 in the epithelial basement membrane 
zone (BMZ) [Figure 1c]. Indirect immunofluorescence 
on 1M salt-split normal human skin demonstrated 
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