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Introduction

Nevus comedonicus is a rare hamartoma of the pilosebaceous 

unit, first described by Kofmann in 1895 [1]. In most cases it 

is present at birth but may also develop later, usually before 

the age of 10 years, without racial or sexual preponderance. 

When appearing in adults, although rare, it is frequently 

associated with irritation or trauma [2].

The lesions typically present a linear or zosteriform dis-

tribution, but extensive areas have already been described, 

including variant with bilateral involvement. The most fre-

quently affected sites are the face, trunk, neck, and upper 

limbs. It may affect areas without hair follicles, such as the 

palms, soles, and the glans penis. Scalp involvement is rare 

[3]. There may be associations with other skin lesions or 

abnormalities of the central nervous, musculoskeletal, and 

ocular system [4].

We present a case of nevus comedonicus in a woman 

suffering from obesity and acne vulgaris.

Case Presentation

A 40-year-old woman with a history of obesity and acne 

presented with an asymptomatic lesion that had appeared 

20 years previously on the right thigh. The clinical aspect 

and extent of the lesion caused relevant psychosocial reper-

cussions, interfering with her personal relationships. At 

dermatological examination, bundles of dilated hair follicles 

were observed, filled with dark-colored plugs, presenting a 

linear distribution in the right thigh with alteration of the 

skin pigmentation at the site of the lesion; at dermoscopy, 

well-defined homogeneous areas in dark brown shades were 

noted (Figure 1, A and B). Some cysts had been treated in the 

past with antibiotics, leaving some hyperchromic signs on the 

thigh. The patient also suffered from facial acne (Figure 2) 

that was resistant to numerous treatments performed in pre-

vious years: topical and systemic antibiotics and topical and 

systemic retinoids. The histological examination performed 

with a 5-mm diameter punch showed a large group of dilated 

follicular ostia devoid of hair shafts but filled with keratin 

layers (Figure 3).

On the basis of the history and typical features of the 

lesion and histology, a nevus comedonicus in a patient with 

resistant acne and obesity was diagnosed. Consultations with 

other specialists excluded the presence of extracutaneous 

signs or association with genetic syndromes and other dis-

eases or nevus comedonicus syndrome. The patient refused 

genetic analysis. Because of the extent of the lesion and the 

possibility of its turning into an unaesthetic scar, we treated 
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In each case of nevus comedonicus, it is obligatory to rule 

out the comedonicus syndrome, which may include ocular 

lesions (cataract, corneal erosion), skeletal abnormalities 

(syndactyly, clinodactyly, the absence of hand bones on x-ray, 

scoliosis, vertebral defects), and neurological disturbances 

(microcephaly, mental deficiency, the dysgenesis of the corpus 

callosum) [7].

In some cases of nevus comedonicus, a somatic mutation 

in fibroblast growth factor-receptor gene 2 (FGFR2) has 

been identified, namely the Ser252Trp missense mutation. 

FGFR2 is expressed in keratinocytes, hair follicles, and 

sebaceous glands and has been implicated in induction of 

hypercornification and comedogenesis. Germline FGFR2 

mutations are also associated with acne, as seen in dominant 

Apert syndrome. When occurring as a mosaic, the acne lesions 

follow the lines of Blaschko, the pattern of embryological cell 

development and proliferation [8]. In a recent case, a postzy-

gotic mosaicism was found in exon 4 of FGFR2 (c.758C>G, 

p.Pro253Arg) in low copy number. A similar mosaicism was 

also found in 2 other patients in p.Ser252Trp of exon 4 [9].

FGF signaling pathways lead to the interplay of the 

mTORC1 and FoxO1 pathways; the same pathway is reg-

ulated by increased caloric intake, leading to the onset of 

acne and metabolic syndrome [10]. The 2 pathways could be 

strictly dependent, explaining our clinical case.

the patient with 33% salicylic acid peeling and home-based 

topical retinoid therapy, obtaining only partial benefit.

Discussion

The prevalence of nevus comedonicus has been estimated 

from 1 in 45,000 to 1 in 100,000. Nevus comedonicus lesions 

might present with various patterns of distribution: unilat-

eral, bilateral, linear, interrupted, segmental, or blaschkoid 

[5]. The major histopathological features are large-grouped, 

dilated follicular ostia devoid of hair shafts but filled with 

keratin layers. At some locations in the bases of the follicular 

invaginations one may observe singular rudimentary glands, 

which are not, however, obligatory as they may be absent. 

Small cysts, cystic invaginations, and occasionally large cysts 

may be seen in histopathological investigation; the variable 

cystic structures are lined by keratinizing squamous epithe-

lium. Hyperkeratosis and acanthosis of the epidermis may be 

present but not para- or dyskeratosis [6].

Nevus comedonicus syndrome (ORPHA:64754) belongs 

to the group of epidermal nevus syndromes including Schim-

melpenning syndrome, phacomatosis pigmentokeratotica, 

angora hair nevus syndrome, and Becker nevus syndrome 

among others in which a genetic basis has not yet been 

identified [7].

Figure 1. (A) Clinical presentation: 

plaque-like lesion with wide-open fol-

licles with blaschkoid distribution and 

alteration of the skin pigmentation. (B) 

Dermoscopy (polarized ×10): well-de-

fined homogeneous area in dark brown 

shade in the area of whitish skin of the 

right thigh.

Figure 2. Papulopustular acne lesions of the face and 

erythematous acne scars due to past treatments.

Figure 3. Histology presentation: dilated follicular ostia 

devoid of hair filled with keratin layers.
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Conclusions

We suggest that the coexistence of comedonic nevus, acne, 

and obesity may not be a random association. Future stud-

ies should investigate a screening of phenotypically similar 

patients for FGFR2 mutations and a possible therapeutic 

modulation of FGFR signaling.
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