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Abstract: Background: Pachydermoperiostosis is a rare inherited disorder 
occurring mainly in males and represents 5% of all cases of hypertrophic 
osteoarthropathy. It is characterized by the clinical triad of finger clubbing, 
periostitis and pachydermia. Unlike the secondary forms of hypertrophic 
osteoarthropathy, pachydermoperiostosis is not associated with 
cardiopulmonary diseases or malignancies. Case report: A 19-year-old male 
patient presented with thickening of the skin on the face, dorsum of the hands 
and feet, and skin folds of the face and scalp. Osteoarticular system 
examination revealed: finger clubbing and bilateral tibiotarsal joints 
swelling. Hematological, biochemical and endocrine tests were within 
normal limits. Computed tomography of cephalic extremity showed a 
normally sized sella turcica. Ultrasonography of tibiotarsal area revealed 
bilateral perimalleolar soft tissue swelling and irregular bone surfaces. The 
diagnosis of pachydermoperiostosis was made. Patient's mother and sister 
also presented with blepharoptosis but in the absence of other manifestations 
of pachydermoperiostosis. Conclusion: Presence in the family of patients 
with pachydermoperiostosis of other members with only minor signs of this 
disease suggesting that all the family members require a thorough physical 
examination for early diagnosis of incomplete or fruste forms of the disease. 
 
Key words: pachydermoperiostosis, hypertrophic osteoarthropathy, 
pachydermia, cutis verticis gyrata. 
 
 

                                                 
1 Faculty of Medicine, Transilvania University of Braşov. 
2  University of Medicine and Pharmacy Targu-Mures 

1. Introduction 
 
Pachydermoperiostosis (PDP) represents 

the primary form of hyperthrophic 
osteoarthropathy (HOA), accounting for 
5% of all HOA cases. First described in 
1868, it is also known as primary 
hypertrophic osteoarthropathy or Touraine-
Solente-Gole syndrome [4]. PDP is a rare 
hereditary disease characterized by finger 
clubbing, periostitis and pachydermia. 
Besides these three major criteria PDP may 
be found a series of minor criteria: 
hyperhidrosis, arthralgia, joint collections, 
gastric ulcer, cutis verticis gyrata, 
blepharoptosis, edema, seborrhea, acne. 

Unlike the secondary forms of 
hypertrophic osteoarthropathy, PDP is not 
associated with cardiopulmonary diseases 
or malignancies. Usually, the progression 
of PDP ceases after about 10 years of 
evolution. We present the case of a young 
man diagnosed with PDP whose mother 
and sister presented with blepharoptosis. 

 
2. Case report 

 
A 19-year-old patient presented with 

skin folds on his forehead and scalp, 
occurred about 3 years ago, and bilateral 
tibiotarsal joint swelling occurred six 
months ago. Dermatological examination 
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revealed thickening of the skin on the 
forehead and the dorsal side of the hands 
and feet (Fig. 1, 2, 3), presence of skin 
folds on the forehead and scalp, prominent 
nasolabial folds and facial hyperseborrhea.  

 

 
Fig. 1. Pachydermoperiostosis: thickening 
of the skin and skin folds on the forehead 

 

 
Fig. 2. Pachydermoperiostosis: thickening 

of the skin on dorsum of the hands 
 
On examination of osteoarticular system 

finger clubbing, tibiotarsal joints swelling 
were noted. It should be noted that 
patient's mother and sister also presented 
with blepharoptosis but in the absence of 
other manifestations of PDP.  

 
Fig. 3. Pachydermoperiostosis: thickening 

of the skin on feet 
 

Hematological and biochemical tests and 
endocrine markers were within normal limits. 
CT scan of the cephalic extremity showed a 
normally-sized sella turcica, without intraselar 
tumor, and thickened and folded skin of the 
scalp. Ultrasonography of the tibiotarsal joints 
showed bilateral edema of the perimalleolar 
superficial soft tissue and tendons. No 
intraarticular effusion or significant synovial 
proliferation was seen, but irregularities of the 
tibiotarsal bone surfaces, periostosis and 
calcifications were present.  

Treatment consisted of Diclofenac gel 3 
applications/day and long-acting 
Piroxicam 1 tablet/day for 10 days. 

 
3. Discussion 

 
HOA is a syndrome characterized by 

finger clubbing, periostitis and arthritis. 
PDP is the primary or idiopathic form of 
HOA in which, along with periostitis and 
finger clubbing, pachyderma represents the 
main characteristic. Besides these three 
major criteria PDP may be found a series of 
minor criteria: hyperhidrosis, arthralgia, joint 
collections, gastric ulcer, cutis verticis 
gyrata, blepharoptosis, edema, seborrhea, 
acne. Clinical suspicion of PDP is confirmed 
by radiography of the long bones. 

In 1968 Friederich described a family 
case of HOA under the name of 
hyperostosis of the entire skeleton [4], and 
Pierre Marie described it as 
osteoarthropathie hypertrophiante 
pneumique [7]. Touraine, Solente and Gole 
[17] are those who have individualized the 
PDP in 1935 as the primary form of HOA 
and called it pachydermie plicaturee avec 
pachyperiostose des extremites and also 
suggesting its classification into three 
forms: complete form including 
pachydermia, finger clubbing and 
periostitis; a fruste form with predominant 
pachydermia and minor skeletal 
modifications; and incomplete form in 
which pachydermia is missing. 

In the pathophysiology of PDP the 
fibroblast is involved in fibrosis processes 
by increasing the production of collagen 
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fibers [8, 14]. PDP is a rare genetic 
syndrome, 25-38% of patients having a 
family history of the disease [9, 10]. 
Commonly, it is a disorder of autosomal 
dominant inheritance with variable 
expression and penetrance [9–12], but an 
autosomal recessive inheritance may also 
occur [3], [15]. PDP affects mostly men 
with a sex ratio of 9:1 [10].  

The symptomatology of PDP is 
dominated by pachydermia which occurs 
mainly on the face and dorsal side of the 
hands and feet. In addition to skin 
thickening and deepening of facial skin 
folds (especially naso-labial folds), facial 
changes are also due to eyelids 
hypertrophy causing ptosis and giving the 
face an expression of despair. Cutis 
verticis gyrata, seborrhea of the face, 
palmoplantar hyperhidrosis, swelling of 
the calves with column-like appearance 
can also be found in the PDP. Hippocratic 
fingers, with thickening of the hands, feet 
and fingers occur during adolescence in 
89% of patients [9, 10]. Joint collections 
(especially of the knees), arthritis, acro-
osteolysis affecting the terminal phalanges 
of fingers and toes, or periostitis of the 
long bones are osteoarticular system 
changes encountered in PDP. Mental 
retardation in patients with PDP is 
moderate, rarely severe. 

The clinical suspicion of PDP is 
confirmed by radiological examination that 
shows soft tissue swelling, irregular 
periosteal proliferation with cortical 
thickening of the long bones, metacarpals, 
metatarsals, phalanges and long bones 
epiphysis. Sometimes, calcifications of the 
musculotendinous insertions and Achilles 
tendon may be present [2, 16]. Bone 
scintigraphy shows a tracer accumulation 
in the area of affected joints and clubbed 
fingers [6]. 

The differential diagnosis should be 
made mainly with secondary HOA which 
occurs in various disorders including 
paraneoplastic syndrome, especially in 
men aged between 30 to 70 years. In the 
secondary form of HOA prevails painful 

bone changes, the cutaneous changes being 
mild or absent. Cutis verticis gyrata, 
encountered in PDP, can be primary or 
secondary to diseases such as myxedema, 
hematodermia, neurofibromatosis, acro-
megaly. Psoriatic onichopachy-
dermoperiostitis consists of association of 
osteoperiostitis with inflammation of the 
soft tissues of the distal phalanx and 
psoriatic onychopathy. Differential 
diagnosis should be completed with 
acromegaly in which there are changes in 
the skeleton of the face, as well as 
rheumatoid arthritis. 

Treatment is mainly directed to alleviate 
rheumatologic manifestations. 
Nonsteroidal anti-inflammatory drugs may 
improve osteoarticular symptoms 
associated with PDP [18]. After two weeks 
of colchicine administration joint 
symptoms, folliculitis, and pachydermia 
are improved [11]. The improvement of 
rheumatologic symptom was observed 
after the intravenous administration of 
pamidronate 1 mg/kg [5]. Intra-articular 
corticosteroid injections improve the joint 
diseases. A dose of isotretinoin of 0.5 
mg/kg/day resulted in an obvious 
improvement of cutaneous symptomatol-
ogy (seborrhea, acne, folliculitis, 
pachydermia) [1]. Plastic surgery can be 
successfully used in the correction of facial 
wrinkles, excision of cutaneous folds or 
correction of blepharoptosis. Injections of 
botulinum toxin type A may improve facial 
wrinkles. Vagotomy can relieve pain and 
swelling of the joints and finger clubbing 
correction can be done surgically [11]. 

The particularity of the presented case is 
the presence of blepharoptosis in two other 
members of patient’s family, suggesting that 
all the family members require a thorough 
physical examination for early diagnosis of 
incomplete or fruste forms of the disease. 
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