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DFSP is a relatively uncommon spindle cell sarcoma 
of fibroblastic/myofibroblastic differentiation.[1‑3] 
Although first described by Taylor in 1890, it was 
Hoffman who coined the current nomenclature when 
he reported three cases in 1925.[4] Other terms used to 
describe the neoplasm are: Progressive and recurrent 
dermatofibroma (Darier and Ferrand), hypertrophic 
morphea (Sherwell), sarcomatous tumors resembling 
keloid (Taylor), fibrosarcoma of the skin (Stout).[4] 
Chromosomes 17 and 22 have been incriminated in 
its pathogenesis with translocation t (17:22) involving 
COL1A1 (collagen type 1α	1 gene) and platelet‑derived 
growth factor β (PDGF β) genes.[3] DFSP is commoner in 
men than in women with a peak incidence during the 
third decade.[2,4] Local recurrences occur in 20‑55% of 
cases. The trunk is the most common anatomical site 
affected (42–72%) followed by proximal extremities 
(16–30%) and head and neck (10–16%). It may occur 
at sites of previous trauma.[1]

Most of these tumors are focal in origin. However, 
the simultaneous occurrence of the two masses over 
face and abdomen in our case probably represents 
multifocal origin rather than cutaneous metastases. 
To the best of our knowledge cases of DFSP having 
multifocal origin as was our case, have rarely been 
documented in the literature.[4,5]

The tumor first appears as a single, red to bluish, 
blanchable, firm, cutaneous nodule. Its surface 
enlarges by expansile growth while the periphery of 
the tumor invades the adjacent skin and subcutaneous 
tissue. During the late stage, rate of growth accelerates, 
producing the characteristic protrusion from the skin. 
The overlying skin is stretched and undergoes, atrophic 
changes which lead to heightened susceptibility to 
trauma resulting in superficial ulceration and bleeding. 
The growth rate is usually variable.[4] Lesions may remain 
stable for many years or grow slowly with occasional 
periods of accelerated growth.[4,5] Histologically 
DFSP is characterised by irregular, interwoven 
dermal fibrocellular fascicles composed of uniform 
spindle‑shaped cells having a storiform appearance.[1,3‑5] 
Immunohistochemically these tumors stain positively 
for CD34 and mostly negative for factor XIIIa. 
Apolipoprotein D, a 33‑kD glycoprotein component of 
high‑density lipoprotein, has recently been proposed as 
a novel marker for DFSP.[3]

Wide surgical excision with a safety margin of 3 cm 
including the underlying fascia remains the mainstay 

of treatment. Mohs micrographic surgery having 
the advantages of high oncologic effectiveness and 
maximal tissue conservation, is increasingly being 
accepted as the treatment of choice.[1‑3] Radiation 
therapy and imatinib are alternative treatments for 
unresectable tumors or additional adjuncts.[1]

To conclude, this histopathologically proven case of 
DFSP is being reported for its rare occurrence with 
multicentric origin. To the best of our knowledge only 
two such cases with multicentric origin of DFSP have 
earlier been reported in the literature.[4,5]
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Ectodermal dysplasia with 

syndactyly

Sir,

Ectodermal dysplasias are genetically heterogenous 
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and complex group of inherited disorders characterized 
by structural and/or functional defects in one or 
more of the classical ectodermal appendages (hairs, 
nails, teeth, sweat glands) during morphogenesis or 
development.[1] These disorders are clinically divided 
into hidrotic and anhidrotic forms and each of these 
forms is further subdivided into various syndromes. 
Ectodermal dysplasia with syndactyly is a rare clinical 
entity. We present a patient of ectodermal dysplasia 
with syndactyly in view of the clinical rarity of this 
condition.

A 20‑year‑old female, born at term of a first degree 
consanguineous marriage presented with a history 
of delayed dentition and repeated dental caries. 
Her parents reported that her temporary teeth were 
abnormal in number and shape and were lost early. She 
had abnormal permanent teeth and had to use dentures 
in place of her lost teeth from the age of 15 years. She 
also gave a history of sparse and brittle hair as well 
as abnormal nails since childhood. Her developmental 
milestones were normal as per her age. There was no 
history of recurrent or high grade fever, recurrent upper 
or lower respiratory tract infections and convulsions 
during infancy. There were no such cases known in the 
family till date. There was no history of hypohidrosis, 
hypotrichosis or dental abnormalities in the family. She 
had a normal intelligence and was a college student.

Examination of the patient revealed dental 
abnormalities including malformed teeth, 
hypodontia, oligodontia, dental caries [Figure 1], 
upper fixed denture and high arched palate. 
Cutaneous examination revealed hair abnormalities 
including sparse and lustreless scalp hair. Eyebrows 
and eyelash were also sparse. However, pili torti 
(twisted hair) was not observed. Examination of 
nails showed ridging and yellowish discoloration of 
nails more marked on fingernails than toenails. She 
also had syndactyly involving her second and third 
toes of both feet [Figure 2]. Systemic examination 
revealed no abnormality. Neurological examination 
as well as ophthalmological examination revealed 
no abnormality, and her speech was also normal. 
Examination of the parents and siblings was normal and 
revealed no abnormality of hair, nails or teeth. Starch 
iodine test was done which was positive demonstrating 
normal sweat gland function. Radiography of the 
bones and joints revealed no evidence of any bony 
lesion. Chest X‑ray as well as ultrasonography of 
abdomen were both normal. Skin biopsy was not done 

Figure 1: Showing hypodontia, oligodontia and carious teeth

Figure 2: Showing syndactyly involving toes of both feet along 
with nail changes

as the patient was quite reluctant for the procedure. 
In view of the constellation of clinical features, a 
diagnosis of ectodermal dysplasia with syndactyly was  
considered.

Ectodermal dysplasias constitute a complex group of 
disorders characterized by various defects in hair, nails, 
teeth and sweat glands. Several classifications exist for 
this disorder. Friere ‑ Maia and Pinheiro have proposed 
a classification based on the involved ectodermal 
derivatives.[1] There are more than 10 subgroups in this 
classification. Anhidrotic (hypohidrotic) ectodermal 
dysplasia is the most common type of ectodermal 
dysplasia (80%). Ectodermal dysplasias (ED’s) may 
be pure ED’s involving only classical ectodermal 
appendages or syndromic ED’s affecting other organs 
and organ systems. The number of ectodermal 
dysplasia syndromes has increased to more than 
170 syndromes.[2] Syndromic forms of ectodermal 
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dysplasias are mostly associated with deafness, 
skeletal defects, mental retardation, icthyosis, 
palmoplantar keratoderma, ocular abnormalities, 
cleft lips and palate, and other systemic conditions.[3] 
Few syndromic forms of ectodermal dysplasias have 
been characterized at the molecular level. Still large 
numbers have been reported, which are awaiting their 
molecular diagnosis.

Several types of ectodermal dysplasias associated 
with syndactyly have been reported in literature.[4,5] 
Ectodermal dysplasia with syndactyly is a rare ED 
entity. This syndrome has an autosomal recessive 
mode of inheritance. Recently, sequence analysis has 
revealed that a homozygous missence mutation in the 
PVRL 4 gene may have a role in the development of 
this distinct entity.[6]

This syndrome is clinically characterized by 
hypotrichosis with brittle scalp hair, pili torti especially 
of the eyebrows and eyelashes. Dental abnormalities 
may present as hypodontia or anodontia, delayed 
and atypical eruption of permanent teeth. Nails are 
yellowish and partially thickened. There may also be a 
transverse crease on both the palms. The sweat glands 
may be normal in function. The ocular manifestations 
include mild crowding of the lenses and a discrete 
hypermetropia. Syndactyly may be present in fingers 
and toes to variable degrees. Other phenotypic 
characteristics include a highly arched palate and 
lordosis.

Our patient had ectodermal dysplasia with syndactyly 

and high arched palate. There were no ocular features 
or transverse palmar crease in our patient.
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