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Etiology of disease is still unknown. Some investigators 
believe that it is a variant of JXG or GEH or perhaps 
they all belong within the spectrum of one single 
disease. The clinical features are small, papules and 
macules that are 1-8 mm in diameter with colours 
ranging from yellow to red-brown distributed mainly 
on the head, face, neck, and shoulders. Lesions may 
subsequently extend over the body.[3,4] There is no 
mucous membrane, acral and visceral involvement 
as in our case.[3] Although, systemic disease has not 
been associated with BCH, DI and insulin-dependent 
diabetes mellitus have been reported in association 
with BCH.[2,4,5] Our patient had multiple, 2-5 mm 
yellow-red monomorphic papules that first appeared 
on the face and spread over the upper part of the body 
and upper extremities. Hematologic and biochemical 
examinations, skeleton surveys, ADH hormone levels 
concurrent urinary osmolarity and blood biochemistry, 
insulin were normal. We did not find any association 
with other diseases in our case. BCH must primarily 
be differentiated from micronodular form of JXG and 
GEH. Lesions of JXG are not usually limited to the head 
and neck, but rather are more widely distributed over 
the entire body. Extracutaneous involvement occurs 
most significantly in the eyes. Histologically, abundant 
foamy cells and Touton giant cells can be seen in JXG. 
GEH is more common in adults, with a more extensive 
distribution of lesions, and occasional mucosal 
lesions. The histologic appearance may be similar 
to BCH. Furthermore, LCH, plane warts, urticaria 
pigmentosa, lichenoid sarcoidosis and multiple Spitz 
nevi can be confused with BCH.[3] The histopathologic 
hallmark of BCH is of a well-circumscribed histiocytic 
infiltrate in the superficial to mid-reticular dermis. 
This is associated with a mixed inflammatory 
infiltrate of lymphocytes, rarely, eosinophils. The 
Langerhans cell markers CD1a and S-100 protein 
are negative on immunohistochemical staining, 
whereas the macrophage/histiocytic markers (CD68 
and factor XIIIa) are positive. Histopathologic and 
immunhistochemical staining of the case showed 
dermal CD1a/S-100 negative, CD68 positive histiocytic 
cell infiltrate. Spontaneous regression of lesions begins 
on an average between 8 and 48 months and complete 
regression occurs on an average at 50 months.[1,3] 
During the follow-up time of our case, we didn’t see 
new lesions and there was no regression of lesions. 
Since BCH’s spontaneous regression is known, nature 
of BCH should be explained to the patient and the 
family. Although, no cases of BCH in association 
with systemic diseases have been reported, rare cases 
of DI or insulin-dependent diabetes mellitus in BCH 
patients, as well as transitions to other non-LCH 

disorders, have been reported.[1,4] The cause of DI or 
insulin-dependent diabetes mellitus that could be seen 
in BCH is not known. BCH is thought to represent a 
reactive histiocytic process to an infectious agent. 
Both diseases could result from a response to a viral 
infection.[5] The periodic follow-up of patients’ would 
be advisable.[1,4] We differentiated BCH from other 
diseases by clinical and immunohistopathological 
features of BCH. Our case has been included in 
periodic polyclinic follow-up. Our case is one of the 
rare BCH case reported from Turkey.
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  Rubinstein-Taybi syndrome:   Rubinstein-Taybi syndrome: 
A report of two siblings with A report of two siblings with 
unreported cutaneous stigmataunreported cutaneous stigmata

Sir,
   Rubinstein-Taybi syndrome is a rare congenital 
neurodevelopment disorder characterized by facial 
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dysmorphism, growth retardation, mental deficiency 
and a variety of systemic abnormalities.[1] Less than 
30 cases have been reported so far in the published 
Indian literature. Diagnosis is often delayed due to 
non-familiarity with the classical diagnostic features of 
the syndrome. Dermatological stigmata like hirsutism, 
hemangiomas, keloids and pilomatricomas have been 
described but there is not enough evidence to support 
their consistent association with the syndrome.[2] We 
report multiple exuberant keloids, dermatoglyphic 
abnormalities and vitiligo along with other classical 
features in two siblings with Rubinstein-Taybi 
syndrome. Cutaneous stigmata seen in the previous 
reports have also been reviewed.

    A 18-year-old male born out of consanguinous marriage 
presented to the outpatient department of our tertiary 
care hospital with multiple raised scars over the 
body for 8 years. The lesions appeared spontaneously 
without any history of preceding trauma, pustular 
lesions, injections, or burns. There was history of 
occasional itching in the lesions. Patient gave history 
of similar lesions, though of a lesser severity in the 
elder brother.

On examination, there were multiple keloidal scars 
present over the chest, abdomen, shoulders, back 
and thighs [Figure 1]. The patient had distinct facial 
features with an antimongoloid slant of palpebral 
fissures, thick eyebrows, long eyelashes, a prominent 
beaked nose and less developed alae nasi [Figure 2a]. 
The columella extended well below the nares. The 
ears were small, and posteriorly rotated. Microstomia 
with hypoplastic maxilla were present. Intraoral 
examination revealed a high arched palate. The teeth 
in the upper jaw were malpositioned and most of 
them showed caries, though talon cusps, a distinct 
finding in this syndrome was not observed in our 
patient [Figure 2b].

  The gait, muscle tone and overall anthropometric 
measurements of the patient were within normal 
limits. He had broad thumbs and broad short 
halluces [Figure 2c]. The middle finger of the left hand 
was slightly deviated towards the ulnar side [Figure 3a]. 
The patient also showed supernumerary digital flexion 
creases on the middle finger of right hand, and index 
and ring fingers of left hand [Figure 3b].

  There was mild mental retardation. The 
electrocardiography and echocardiography did not 

show any abnormality. Rest of the neurological, 
ophthalmological, genitourinary, audiological and 
skeletal examinations were normal.

The patients’ elder brother also showed multiple keloidal 
scars over the chest and back, though the extent and 
severity was lesser. He also had broad thumbs and broad 
toes and showed dysmorphic facial features, including 
antimongoloid slant of palpebral fissures, ptosis of the 
left upper eyelids, a prominent beaked nose and low set 
ears [Figure 4]. The patient also had a high refractive 
error in both eyes for which he had to wear high power 
spectacles. He had mild mental retardation and speech 
difficulty, including articulatory problem and stuttering. 
Interestingly, he also had vitiligo involving the areolar 
area of both nipples [Figure 4].

  The parents and the other three siblings of the affected 
patients did not have keloids or any other features of 
the syndrome.

  Rubinstein-Taybi syndrome or Broad Thumb-Hallux 
syndrome was first described by Michail et al. in 1957 
and then reported by Rubinstein and Taybi in a series of 
seven cases in 1963. Since then, a number of reports have 
come up and many new features have been added to the 
syndrome. Mutations and chromosomal rearrangements 
in the gene encoding the CREB (cAMP response element 
binding protein), also known as (CREBBP/CBP) located on 
16p13.3 have been found in few patients diagnosed with 
the syndrome.[3] The gene functions as a transcriptional 
co-activator and in the regulation of cell growth, cellular 
differentiation, tumor suppression, and long-term 
memory. The disease commonly occurs sporadically; 
very few cases have been reported to occur in more than 
one member of the family.[4] The presence of disease in 
siblings born to apparently unaffected parents and the 
finding of consanguinity strongly suggests autosomal 
recessive transmission in our patients.

Apart from the classical facial and skeletal anomalies, 
various other features have been described like stiff 
gait, hypotonia, hyperextensible joints, congenital 
heart defects, cryptorchidism, feeding problems, 
constipation and increased risk of tumors.

Cutaneous features have also been described, but due 
to paucity of literature, further evidence is required 
to confirm if the findings are a consistent part of the 
syndrome or not. The most frequent associations have 
been hirsutism and capillary malformations. Keloids 
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were first described by Kurwa[5] and then subsequently 
reported in few other patients. Pilomatricomas have 
also been described in a few reports but whether the 
association is due to a contiguous gene syndrome or a 
mere coincidence is difficult to assess.[6]

  Another interesting finding seen is the dermatoglyphic 
abnormalities like increase in frequency of arches, 
additional apical triradius on the thumb or great toe, 
single transverse palmar crease and deep plantar 
crease in first interdigital area. The presence of 
supernumerary digital flexion creases as in our 
patient has not been described in previous cases of 
Rubinstein-Taybi syndrome, though the finding has 
been reported in few cases of Alagille syndrome.[7]

The presence of vitiligo as in our patient has also 

not been reported in association with the syndrome 
before. Since genetic factors play an important role in 
the development of vitiligo lesions, a possible common 
genetic etiology cannot be excluded for the occurrence 
of vitiligo in our patient.

Diagnosis primarily rests upon the classical clinical 
features of the syndrome. Treatment requires a 
multidisciplinary approach. In the first year of life, 
specific attention should be paid to feeding problems, 
constipation, lacrimal duct stenosis and congenital heart 
defects. Undescended testes in males can be surgically 
corrected. Treatment of extensive keloids is often 
disappointing. Early recognition of malignancy increases 
the chances of successful intervention.

Figure 1: Patient showing multiple keloidal scars over chest, 
abdomen and back
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Figure 2: (a) Dysmorphic facial features with antimongoloid 
slant of palpebral fi ssures, thick eyebrows, prominent beaked 
nose and hypoplastic maxilla (b) Intraoral examination showing 
malpositioned teeth in the upper jaw (c) Examination of the feet 
revealing short and broad halluces
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Figure 4: Elder brother of the patient showing dysmorphic facial 
features (antimongoloid slant of palpebral fi ssures, ptosis of 
left upper eyelid, prominent beaked nose and low set ears) with 
multiple keloidal scars over the chest and vitiligo involving areolar 
area of both nipple

Figure 3: (a) Middle fi nger of left hand showing deviation towards 
ulnar side (arrow) (b) Supernumerary digital fl exion creases 
appreciated on the index and ring fi ngers of left hand and middle 
and ring fi ngers of right hand (arrows)
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This report demonstrates two cases of Rubinstein-Taybi 
syndrome with their unique dermatological 
features. Though keloids have been reported before, 
further evidence is required to confirm if vitiligo 
and dermatoglyphic findings seen in our patients 
are regularly associated with the syndrome. The 
report also favors an autosomal recessive mode of 
inheritance, which has rarely been reported for the 
syndrome, and encourages further genetic studies to 
substantiate this finding.
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Familial Bowen’s diseaseFamilial Bowen’s disease

Sir,
Bowen’s disease has its highest incidence in the 
older age groups, while it rarely occurs in younger 

patients. We report a case of a pair of father and 
daughter suffering from Bowen’s disease. A   genetic 
basis for Bowen’s disease should be considered and 
investigated.

A 21-year-old Chinese woman presented to our 
department in 2007 with papules and plaques on 
trunk and limbs for more than 10 years. The patient 
first presented with an asymptomatic plaque about the 
size of a coin at the age of 10. The number of lesions 
gradually increased before generalizing rapidly during 
her pregnancy in 2004. The patient denied a history of 
exposure to radiation and immunosuppressive therapy. 
The patient lived in Jianshui County in Yunnan, China, 
where arsenic pollution is not significantly present. 
The physical examination revealed brownish, scaling 
patches and plaques [Figure 1a]. Cutaneous signs of 
arsenism,[1] including hyperkeratosis of the palms 
and soles and cutaneous hyperpigmentation with 
“raindrop” depigmentation, were absent. There was also 
no peripheral lymphadenopathy. Routine laboratory 
examinations were within normal limits. The biopsy of 
the lesions over the back and abdomen both revealed 
epidermal thickening with hyperkeratosis, dyskeratosis, 
loss of polarity, cellular derangement with atypia and 
many mitoses, along with variable degrees of acanthosis 
and chronic inflammatory infiltrates in the upper 
dermis [Figure 1b]. The immunohistochemical stains 
for human papillomavirus   (HPV) types 16 and 18 were 
negative [Figure 1c]. Electron microscopy examination 
revealed intercellular inflammatory infiltrates in the 
epidermis with mild edema. The basement membrane 
was intact with the absence of viral particles [Figure 1d].

The father of the patient (mentioned in the first case) 
complained of an asymptomatic salmon-red plaque 
on his left upper arm for 3 years. He is a farmer by 
occupation and both patients denied the pre-existence 
of freckles/tendency to sunburn. Physical examination 
revealed an erythematous, dome-shaped plaque with 
crusting on his left upper arm [Figure 2a]. Laboratory 
examinations were normal. The biopsy of the lesions 
revealed the same results as the first case [Figure 2b]. The 
immunohistochemical staining for HPV type 16 and 18 
and electron microscopy examination also revealed the 
same results as the first case [Figure 2c].

The exact cause of Bowen’s disease remains unclear, 
although arsenic poisoning, sun exposure, and HPV 
infection are likely to be responsible for it. The 
incidence of Bowen’s disease in the Chinese population 
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