A case of Conradi-Hünermann-Happle syndrome treated with topical simvastatin-cholesterol 
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Abstract :

Statement of the Problem: 
Conradi-Hünermann-Happle syndrome is a rare genodermatosis affecting cholesterol metabolism caused by mutations of EBP gene. Conradi-Hünermann-Happle syndrome presents with skin, skeletal and ophthalmological alterations. Cutaneous findings include hyperkeratotic lesions following Blaschko lines that which subsequently improve leaving scarring alopecia and patches of atrophy. The purpose of this study is to present a case of a patient treated with simvastatin-cholesterol ointment.

Methodology and Theoretical Orientation:
We present the case of a 1-day-old female newborn with congenital cutaneous lesions. Patient did not have family history of cutaneous or skeletal diseases. Physical exam revealed erythroderma and ichtyosiform hyperkeratotic scales following Blashcko lines on scalp, trunk and limbs. 

Findings:
Routine blood tests were normal. Radiographic survey revealed lumbar hemivertebra and stippled calcification involving left acromion, femoral epiphysis and bilateral hindfoot. Ophtalmic examination was normal. Skin biopsy showed epidermal hyperplasia, hypogranulosis, infundibular dilatation and follicular plugs with calcifications revealed by Von Kossa staining. Gene testing showed a pathogenic variant (C86G>A) of EBP gene. Patient was treated at 1-month-old with a simvastatin 2%/cholesterol 2% ointment twice a day. Patient presented improvement after 3 months of treatment except for the scalp. At 6 months of age, no scars or atrophy were found in trunk and limbs, but scarring alopecia was developed. No side effects were reported.

Conclusion & Significance: 
Topical simvastatin 2%/colesterol 2% can be a safe treatment for Conradi-Hünermann-Happle syndrome. Higher concentrations may be needed to prevent scarring alopecia. 
 
