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A clear decrease of viable sweat gland structures 
was seen compared to baseline sample with a sparse 
inflammatory infiltrate.[5,10,12] 

Even though fractionated microneedle radiofrequency 
can be used as an effective, harmless, and nonaggressive 
method for treatment of primary axillary hyperhidrosis, 
further studies are needed to confirm and clearly 
define the histopathological changes induced in the 
skin by radiofrequency.
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Scar examination in Scar examination in 
sporotrichosis: An additional tool sporotrichosis: An additional tool 
for clinical diagnosis for clinical diagnosis 

Sir,
Sporotrichosis is a subcutaneous mycosis caused by a 
dimorphic, saprophytic fungus Sporothrix schenckii. It 
affects several animal species including humans, and 
usually occurs after inoculation of the fungus through 
the skin or mucosa following minor trauma.

The infection may be acquired during leisure activities, 
or occupationally among farmers and gardeners who 
come in contact with vegetables or soil. Transmission 
from cats via bites or scratches has been reported as 
the main form of transmission in Rio de Janeiro.[1,2] 
A feline epidemic was detected in 1998, which was 
accompanied by an increase in the number of human 
cases suffering from sporotrichosis.[3] At the Evandro 
Chagas Infectious National Institute, 13 cases were 
registered between 1975 to 1997, 759 cases from 
1998 to 2004, and 804 cases from 2005 to 2008.[4] In 
2013, the number of new cases remained high and no 
reduction was expected in the short term.

The characteristic cutaneous lesion is a gumma, but 
it may be verrucous, plaque-like, nodular or ulcerated 
as well. Unusual clinical manifestations have been 
reported.[5] The disease evolves according to the patient’s 
immunity. Subclinical to localized forms with a solitary 
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lesion without regional lymphangitis (25.3% cases), 
lymphocutaneous (55.6% cases), disseminated cutaneous, 
and extracutaneous forms have been described. A 
differential diagnosis of cutaneous leishmaniasis (due 
to overlapping of endemic areas) and other verrucous 
diseases must be included in the work up.

The large sample size allowed us to observe a 
clinical aspect not yet described in literature, which 
is the tendency of lesions to become linear when 
scarring [Figures 1 and 2]. This is independent of the 
original shape of the lesion or skin tension lines. The 
presence of atrophic areas intermixed with hypertrophic 
areas give the scar a unique appearance [Figure 3].

Dermatological diagnosis is usually difficult in 
this region, as several infectious diseases such as 
leishmaniasis, sporotrichosis, chromomycosis, 
tuberculosis and paracoccidioidomycos coexist. The 
classical description that ulcerated lesions predominate 
in leishmaniasis, while gummas and lymphangitis 
predominate in sporotrichosis is valid, but there are 
exceptions to this rule. In such cases, the appearance 
of the scar becomes an important finding for 
differential diagnosis. Leishmaniasis scars are usually 
hypochromic, atrophic, or hypertrophic and tend 
to maintain the size of the primary ulcer. The newly 
described characteristics of sporotrichosis scars allow 
a good clinical differentiation in cases where scars 
coexist with active disease.

The diagnosis of sporotrichosis should be confirmed 
by isolation and identification of cultured Sporothrix 
schenckii, while leishmaniasis can be confirmed by 
culture, direct microscopic and histopathological 
examination. However, these diseases affect 
economically disadvantaged populations in developing 
countries, and such tests may be unavailable. In this 
scenario, good clinical examination and observing the 
appearance of scars during active disease will be a 
valuable tool to arrive at the dermatological diagnosis.
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Figure 1: (a) Linear scar on the face. (b) Hypertrophic linear scar 
on the right hand. (c) Arcuate scar on the forearm. (d) Multiple 
linear scars on the forearm
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Figure 2: (a) Multiple gummas at different stages of evolution: 
Nodular, fi stulation and ulcerated lesions over the lower abdomen 
and inguinal region. (b) Presence of linear scars at the sites of 
preexisting disease
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Figure 3: (a and b) Atrophic scars intermixed with areas of 
hypertrophic scars 

a b



Letters to the Editor

Indian Journal of Dermatology, Venereology, and Leprology | May-June 2015 | Vol 81 | Issue 3292

Infect Dis 2005;11:1952-4.
3. Barros MB, Schubach TM, Galhardo MC, Schubach AO, 

Monteiro PC, Reis RS, et al. Sporotrichosis: An emergent zoonosis 
in Rio de Janeiro. Mem Inst Oswaldo Cruz 2001;96:777-9.

4. Schubach A, Barros MBL, Wanke B. Epidemic Sporotrichosis. 
Curr Opin Infect Dis 2008;21:129-33.

5. Mahajan VK, Sharma NL, Shanker V, Gupta P, Mardi K. 
Cutaneous sporotrichosis: Unusual clinical presentations. 
Indian J Dermatol Venereol Leprol 2010;76:276-80.

Access this article online

Quick Response Code: Website: 
www.ijdvl.com

DOI: 
10.4103/0378-6323.152746

PMID:
*****

Novel transglutaminase 1 Novel transglutaminase 1 
mutations in a Chinese patient mutations in a Chinese patient 
with severe lamellar ichthyosis with severe lamellar ichthyosis 
phenotypephenotype

Sir,
Autosomal recessive congenital ichthyosis (ARCI) has 
three clinical subtypes: lamellar ichthyosis (LI; OMIM 
242300), congenital ichthyosiform erythroderma (CIE; 
OMIM 242100), and harlequin ichthyosis (HI; 
OMIM 242500).[1] Lamellar ichthyosis is a rare, 
autosomal recessive skin disorder characterized by 
generalized hyperkeratosis, with estimated incidence 
rates of 1:250000.[2] Genetic mutations reported 
to cause lamellar ichthyosis include mutations in 
transglutaminase 1 (TGM1), ABCA12, CGI-58/ABHD5, 
FLJ39501 (a homolog of CYP4F2), ALOX12B, ALOXE-3, 
and ichthyin (NIPAL4).[3] This report describes the 
identification of a novel mutation of the TGM1 gene 
in a Chinese patient with the phenotype of severe 
lamellar ichthyosis.

The proband was a 42-year-old Chinese man who 
presented with generalized, large, gray-brown, plate-like 
scales covering the entire body surface including the 
face and flexures. Though not in frank erythroderma, 
he had universal alopecia, severe ectropion of eyelids, 
conjunctival congestion, eclabium, palmoplantar 
hyperkeratosis with fissuring and thickening and 
dystrophy of the nail plates which resembled glossy 
spoons. He also had severe hypohidrosis, dysplasia 
of the auricular cartilage, teeth abnormalities, and 

deformities of the small hand joints. His left eye had 
impaired vision due to corneal ulceration. History of 
consanguinity was present; his parents were second 
cousins. His mother had died of hepatic carcinoma in 
2009. The parents had normal skin but all his siblings 
had a skin problem similar to his and had died shortly 
after birth, possibly due to infections [Figure 1]. 
Light microscopy of lesional skin showed marked 
hyperkeratosis and acanthosis with a normal granular 
layer. Neutrophil collections were found beneath the 
stratum corneum [Figure 2i-j]. Based on the clinical 
and histopathological features, a diagnosis of lamellar 
ichthyosis was made.

After obtaining informed consent from all participants, 
DNA was extracted from the peripheral blood of the 
patient, his father and unrelated controls. The exon 
sequences of transglutaminase1 gene (TGM1) were 
amplified by polymerase chain reaction (PCR) using 
an automated sequencing system. A novel missense 
mutation was found. The patient’s DNA harboured 
a homozygous mutation of A → C transition located 
in exon 3(c. 386A > C) of TGM1, resulting in the 
substitution of histidine for proline at amino acid 
position 129(p.H129P). In a three-dimensional 
model of human transglutaminase 1, it appeared 
at the beginning of the N-terminal beta-sandwich 
domain [Figure 3]. The presence of the mutation 
was confirmed with re-sequencing of repeated 
PCR products. It was not found in 50 samples from 
unrelated healthy controls. The patient’s father’s DNA 
was heterozygous for the above-mentioned p.H129P 
mutation, which further supports the likelihood of its 
pathogenic role. As his parents were consanguineous, 
we speculate that the patient inherited the p.H129P 
mutation from both his parents. However, his mother’s 
sample was not available to confirm our theory. We 
conclude that p.H129P (c. 386A > C) is a novel 
mutation of TGM1 responsible for lamellar ichthyosis; 

Figure 1: Pedigrees of the family. His parents are consanguineous 
and his brothers and sisters died shortly after birth
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