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Abstract Haim-Munk syndrome (HMS) is a rare autosomal recessive disorder of keratinization clinically 

characterized by early onset severe periodontitis, palmoplantar keratoderma, onychogryphosis and 

arachnodactyly. Pes planus, acro-osteolysis and recurrent pyogenic infections are the frequent 

findings. Lysosomal protease cathepsin C gene mutation is the key etiological factor. Diagnosis is 

established on the basis of clinical features. We described a case of HMS presented in our OPD, 

with an unusual presentation i.e. erythroderma.  
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Introduction 

Palmoplantar keratoderma (PPK) is a 

heterogeneous condition characterized by 

hyperkeratosis and erythema of the palms and 

soles. Papillon-Lefèvre syndrome (PLS) and 

Haim-Munk syndrome (HMS) are rare 

autosomal recessive PPK characterized by early 

onset periodontal disease.
1,2 

Patients with HMS 

also show hypertrophy and curving of nails 

(onychogryphosis), flat foot (pes planus), 

extreme length and slenderness of fingers and 

toes (arachnodactyly) and osteolysis involving 

the distal phalanges of fingers and toes (acro-

osteolysis).
3 

We report a case of HMS presented 

in our OPD, in a 32-year-old woman who 

suffered from dry and thickened skin with 

recurrent skin infections. 

 

Case report  

A 32-year-old female from Sialkot with a 

consanguineous family presented in outpatient 

department of Dermatology, Mayo Hospital 

Lahore. Written informed consent was taken 

from the patient. 

She was evaluated for palmoplantar 

hyperkeratosis, multiple psoriasiform plaques on 

trunk and extremities, periodontitis and recurrent 

skin and soft tissue infections. The patient 

started developing thickening of the skin of her 

palms and soles and shedding of primary 

dentition as a result of periodontitis at the age of 

4 years. Secondary dentition was also affected 

by periodontal disease, with subsequent 

premature shedding of permanent teeth. At the 

age of 16, she lost all her permanent teeth. She 

also gave history of multiple episodes of 

erythroderma. 

The physical examination showed severe 

yellowish hyperkeratosis of the palms and soles 

along with fissures (Figure 1). The keratotic 

lesions   of  the   palms  extended   to  the  dorsal  
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Figure 1 Plantar keratoderma   Figure 2 Feet of the patient             Figure 3 Palms and dorsal aspects of hands 

 

      
Figure 4 Dorsal aspect of hands, slender fingers,    Figure 5 Pes planus and anodontia 

onychogryphosis and lower limbs of the patient 

 

  
Figure 6 Soft tissue infection 

aspects of the fingers (Figure 3); besides the 

lesions on the soles, which were more severe, 

erythema and scaling extended up to the upper 

arm and mid-thigh respectively (Figure 4, 6). 

In addition, the patient had multiple, scaly, and 

erythematous patches on elbows, arms and 

shins. Few of her finger nails showed 

onychogryphotic changes (Figure 3, 4). She also 

had pes planus (Figure 5), and the X-ray of 

hands revealed typical arachnodactyly and acro-

osteolysis.  

Blood cell count, erythrocyte sedimentation rate, 

liver function transaminase levels, alkaline 

phosphatase, total bilirubin, renal functions, 

serum electrolytes were normal. Rheumatoid 

factor and Antinuclear antibodies were not 

detected. Based on the patient’s history, clinical 

and radiographic findings, the diagnosis of 

Haim-Munk Syndrome (HMS) was made. 

The patient`s family members were unaffected 

and no abnormal signs were present on physical 

examination.  

The patient was treated with oral retinoids, 

topical diluted steroids, keratolytics and 

systemic antibiotics. Oral antihistamines were 

also given. She was asked to visit after a week 

and then after four weeks. The follow-up visits 

showed complete remission of skin infection 

along with improvement in her symptoms. 

Discussion 

a b 

a b b a 

a b 
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HMS is a rare autosomal recessive congenital 

disorder which was named after the investigators 

Salim Haim and Dr. J. Munk who reported it 

among members of Jewish family from Cochin, 

India.
4
 It affects males and females in equal 

number.
5 

HMS presents with severe and extensive 

cutaneous manifestations. In addition to the 

marked palmoplantar hyperkeratosis, patients 

may present with erythematous, scaly and well 

circumscribed patches on the knees, elbows and 

dorsal aspect of the hands and feet. Severe, 

early-onset progressive periodontal disease 

affects both the deciduous and permanent 

dentitions and presents with gingival 

inflammation and alveolar bone destruction.
6 

Onychogryphosis, arachnodactyly, acro-

osteolysis and pes planus are additional features 

that help to distinguish HMS from other forms 

of PPKs.
7 
A peculiar claw-like volar curve of the 

fingers with tapered and pointed phalangeal ends 

is a hallmark of HMS. Destructive arthritis of 

the wrist and shoulder joints has been reported 

in isolated cases.
8
 Patients with HMS have 

increased susceptibility to bacterial skin 

infections.
1 

PLS is a rare syndrome characterized by certain 

features similar to those seen in HMS. Genetic 

analysis of many kindreds suggest these two 

syndromes to be due to mutation of a gene 

CTSC, known as cathepsin C.
9-14 

This gene 

encodes the production of an enzyme, lysosomal 

protease and it is expressed in various organs 

and tissues of our body. It also plays a role in the 

differentiation of epidermis and binding gingiva. 

Mutation of the CTSC gene may result in 

reduced levels of cathepsin C or defective 

cathepsin C that cannot perform its normal 

functions in the body. Although both PLS and 

HMS share the cardinal features of PPK and 

severe periodontitis, a number of additional 

findings are reported in HMS including 

arachnodactyly, acro-osteolysis, atrophic 

changes of the nails, and a radiographic 

deformity of the fingers.
7   

Management of HMS needs a multidisciplinary 

approach however dermatological therapeutic 

options include oral retinoids, cotrimoxazole and 

topical keratolytics.
15,16

 

Conclusion  

We are presenting this case as it is a very rare 

disease and not many cases have been reported 

and our case is the first one to be reported with 

history of recurrent episodes of erythroderma. 

HMS requires a multidisciplinary approach to 

achieve better management and control and our 

patient will be managed accordingly in future. 
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