
Journal of Clinical and Diagnostic Research. 2013 Jul, Vol-7(7): 1450-145214501450

Case Report DOI: 10.7860/JCDR/2013/6119.3185

  
 

Bilateral Ptosis Due to a Rare  
Cause-Pachydermoperiostosis
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ABSTRACT
Pachydermoperiostosis is a rare hereditary disorder that is 
characterised by pachydermia (thickening of the facial skin and/
or scalp), and periostosis (swelling of the periarticular tissue and 
a subperiosteal new bone formation). Other associated features 
are arthralgia, polyarthritis, clubbing, seborrhoea, hyperhidrosis, 

hypertrophic gastropathy, peptic ulcer and gyanecomastia. Eyelid 
ptosis which is caused by thickened eyelids (blepharoptosis) is 
a less common association. We are hereby reporting a patient 
with a complete form of Pachydermoperiostosis, wherein the 
presenting feature was bilateral ptosis.

INTRODUCTION
Pachydermoperiostosis (Syn:Touraine Solente Gole syndrome, 
Primary Idiopathic Hypertrophic Osteoarthropathy) is a rare disease 
which is characterised by a periosteal new bone formation which 
involves the distal parts of the extremities, clubbing of fingers and 
toes, a column-like enlargement of lower limbs, swelling or pain 
of the large joints, excessive sweating of the palms and soles 
(hyperhidrosis), thickening of the skin, especially over the face 
and forehead, Cutis verticis gyrata (an undulating grooved and 
thickened scalp) and hypertrophic gastritis.The common symptoms 
which make the patients consult the health care provider are joint 
manifestations and skin changes [1]. Ptosis is a less commonly 
encountered association. We are reporting a case of complete 
Pachydermoperiostosis with ptosis as a presenting complaint.

CASE REPORT
A 25 years old male presented with a history of puffiness and 
drooping of eyelids, which was there since one year. There was 
no diurnal variation in the severity of drooping or puffiness. He 
also had a history of pain in knee and ankle joints, with associated 
swelling, in the same period. Excessive sweating of hands and feet 
was also present.
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He had earlier been seen at peripheral primary health centres by 
generalists, where he was advised investigations for myasthenia 
gravis and rheumatoid arthritis. 

An examination revealed drooping of both eyelids with a narrowed 
palpebral fissure [Table/Fig-1]. The skin of both the eyelids was 
thickened. The levator palpebral strength was normal. There was 
also a thickened forehead skin with furrowing.

He had clubbing of the finger nails [Table/Fig-2]. The hands and 
feet were enlarged and they had a spade like appearance which 
was similar to that which is seen in acromegaly. The legs were 
widened and they had a “Column – Like” appearance [Table/Fig-3]. 
There was no joint effusion but a mild restriction of motion was 
present in both knees and ankles. Examination of cardiovascular 
system, respiratory system and abdomen revealed no significant 
abnormalities.

Investigations: Haemoglobin 13.3 gm/dl. The Total Leukocyte 
Count and Platelet count were normal. Erythrocyte Sedimentation 
Rate was 39 mm in the first hour. Random Blood Sugar was 85mg/
dl, Urea was 1.6 mg/dl and Creatinine was 0.9 mg/dl. Serum 
Calcium, Phosphate, Alkaline phosphatase, and Liver Function 
Tests were normal. Thyroid Stimulating Hormone was normal at 
2.41 U/l. Rheumatoid Factor and ANA were negative. VDRL test 
for Syphilis was negative. There was no albuminuria. 

[Table/Fig-3]: Spade 
like hands and feet[Table/Fig-1]: Drooping of both eyelids [Table/Fig-2]: Clubbing of fingers
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X–rays of hands and knees showed a sub – periosteal new bone 
formation and cortical thickening without narrowing of the medullary 
cavity [Table/Fig-4 and 5]

Chest X–ray was normal. An X–ray of the skull showed a normal 
pitutary fossa. 

The constellation of a thickened skin, a periosteal reaction in 
the long bones, clubbing and hyperhydrosis pointed to a clinical 
diagnosis of Pachydermoperiostosis (PDP). Another feature of 
PDP, thickened eyelids with ensuing mechanical ptosis, was a 
presenting complaint in this patient. 

DISCUSSION
PDP was first described by Nikolaus Friedreich in 1868, who 
considered it to be an example of Acromegaly. In 1935, Albert 
Touraine, Gabriel Solente andLaurent Gole identified it as a 
syndrome which was separate from acromegaly and secondary 
hypertrophic pulmonary osteoarthropathy [2]. Three forms of PDP 
have been described: Complete (Pachydermia with Periostosis and 
clubbing), incomplete (No pachydermia) and frusteform (Prominent 
Pachydermia with no Periostitis) [2,3]. The exact incidence is not 
known. There are ninety-six cases which have published from 
1947-1960 and fifty cases have been published since 1990 [4]. 
Typically, men are more severely affected than women, with a ratio 
of 9:1 [5] and it has been reported in all the races. PDP is inherited 
in an autosomal dominant pattern, with a variable expression [6].

The pathogenesis of Pachydermoperiostosisis is unclear. A larger 
prevalence of HLA B12 was reported in one study [7]. A pathogenetic 
role of the vascular endothelial growth factor has been suggested, 
due to a good response to octreotide and the frequent finding of 
capillary endothelial hypertrophy in skin biopsies. Mutations in the 
gene which codes for 15–hydroxyprostaglandin dehydrogenase, 
the key enzyme which is responsible for prostaglandin degradation, 
which is located on chromosome 4q 33 4q34, which would lead 
to high concentrations of prostaglandin E2, a mediator which 
is involved in the processes of clubbing, skin thickening and 
periostosis have been described. Increased concentrations of 
Interleukin 6 have also been found [1].

Thickening of both eyelids, which gives rise to the mechanical 
ptosis which is seen in PDP, has been aptly termed as 
“Blepharoptosis”, to differentiate this kind of ptosis from that which 
results from neurologic causes.Sebaceous gland hyperplasia and 

dermal mucin deposition contribute to eyelid thickening and the 
development of ptosis [8]. In the report of Kirkpatrick et al., the 
patient had a difficulty in opening both eyes and he complained 
of findings crusts on the eye lid margins on waking up in the 
mornings. Tarsectomy of the tarsal plate, with shortening of the 
lid was performed, with excellent functional and cosmetic results. 
Excessive deposition of mucin in the dermis and sebatious 
gland hyperplasia were noted on histopathological examination 
[9]. Other ocular associations of PDP which are reported in the 
literature are corneal leucoma cataract and presenile macular 
dystrophy [9].

PDP is often confused with several other disorders. Acromegaly 
is the most common misdiagnosis which is made. However, in  
acromegaly, the facial skeleton, the jaw and the skull, as a whole, 
are enlarged. Visual defects may be detectable and there is no 
hormonal abnormality in pachydermoperiostosis. Pachydermo-
periostosis may be identical clinically to hypertrophic pulmonary 
osteoarthropathy, but the distinguishing features of the former 
include a lack of pain and the absence of an underlying bronchial 
lesion (usually a carcinoma) [10]. This disorder must be differentiated 
from other causes of secondary hypertrophic osteoarthropathy, like 
suppurative pulmonary disease, congenital cyanotic heart disease 
and infective endocarditis. Thyroid acropachy and Syphilitic 
periostosis should also be considered. Diagnosis is based on 
recognising the characteristic phenotypical and radiological 
abnormalities and the exclusion of other diseases.

Although symptoms may begin to be seen at age of 7 or 8 years, 
this problem doesn’t strike anyone’s attention until adolescence. 
The most common presenting symptoms are aching along 
the tibial shafts and/or effusions into the knees. The symptoms 
slowly progress over the next 10-15 years and they later become 
quiescent, but the disorder can result in significant morbidity [11]. 

Patients may develop disabilities like severe kyphosis, restricted 
motion, and neurologic manifestations. Osteonecrosis of the 
femoral head and compressive myeloradicuopathy are other 
complications [12].

The characteristic radiologic features are cortical thickening and 
long bone periostitis, which is bilateral and symmetric. Periosteal 
reaction is irregular and it often involves epiphysis; there is 
preservation of the joint spaces and absence of erosions or 
periarticular osteopenias [13].

[Table/Fig-4]: X–ray of hands showing sub – periosteal new bone 
formation and cortical thickening

[Table/Fig-5]: X–ray of knees showing cortical thickening with periosteal 
reaction
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At present, there is no effective disease modifying therapy. Non 
Steroidal Anti – inflammatory Drugs (NSAIDS) and corticosteroids 
are used in symptomatic patients to alleviate the polyarthritis. 
Pamidronate, tamoxifen citrate octreotide, colchicine and bispho-
sphonates have been reported as effective therapies in refractory 
cases [14].

Plastic surgery is indicated for cosmetic reasons, to change the 
facial and scalp appearances. Bilateral blepharoplasties, tarsal 
wedge resections and excisions of skin furrows can be done to 
achieve a cosmetic improvement.

Our patient refused further investigations and a surgical referral 
for ptosis. He was managed conservatively with etoricoxib for the 
arthralgia and he had a good symptomatic relief. 

CONCLUSION
Owing to the extreme rarity and varied presentation, the diagnosis 
of PCP requires a high degree of suspicion. A conservative 
management is sufficient in a majority of the cases. Counselling 
forms an important part of the therapeutic process.
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