
PDF hosted at the Radboud Repository of the Radboud University

Nijmegen
 

 

 

 

The following full text is a publisher's version.

 

 

For additional information about this publication click this link.

http://hdl.handle.net/2066/80782

 

 

 

Please be advised that this information was generated on 2017-12-06 and may be subject to

change.

brought to you by COREView metadata, citation and similar papers at core.ac.uk

provided by Radboud Repository

https://core.ac.uk/display/16165247?utm_source=pdf&utm_medium=banner&utm_campaign=pdf-decoration-v1
http://hdl.handle.net/2066/80782


Acta Derm Venereol 89

210 Letters to the Editor

© 2009 The Authors. doi: 10.2340/00015555-0601
Journal Compilation © 2009 Acta Dermato-Venereologica. ISSN 0001-5555

Sir,
In 1999 Juhlin & Alkemade (1) described erythrosis 
pigmentosa mediofacialis (Brocq) and erythromelanosis  
follicularis faciei et colli (EFFC), occurring in the same 
patient. It was concluded that both entities may in fact 
be the same disease. Nine years later the younger half-
sister of the original patient visited our outpatient clinic 
with the same symptoms.

CASE REPORT
A 38-year-old woman was referred to our clinic with a 6-year 
history of dryness, scaling and an orange-brown to reddish 
discoloration of the middle of the face. Whereas it had started 
suddenly and progressively over the first 2 years, in subsequent 
years the skin lesions had stabilized. As shown in the pedigree 
(Fig. 1) three of her half-sisters had the same skin changes 
including the one reported by Juhlin & Alkemade (1). Sun ex-
posure was beneficial as it provoked hyperpigmentation of the 
uninvolved skin of the cheeks, which resulted in camouflage. 
No treatment had been initiated. The patient was otherwise 
healthy and only used oral contraceptive medication.

Dermatological examination revealed sharply demarcated 
erythematous to orange macules with a dry and rough slightly 
hyperkeratotic surface on the forehead, the perinasal and peri-
oral region and on the chin. Teleangiectasias were apparent (Fig. 
2). Diascopy resulted in a less intense discoloration, leaving a 
slight yellowish pigmentation. There were no signs of keratosis 
pilaris, EFFC, granulosis rubra nasi or rosacea.

Histological examination showed slight orthokeratotic hyperke-
ratosis with a regular epidermis. There was no specific inflamma-
tory epidermal reaction pattern. Some oedema was detected in the 
papillary dermis. Remarkably, multiple enlarged follicular open-
ings were observed. These openings contained small horny plugs, 
often with demodex folliculorum. There were some teleangiectatic 
vessels and an apparent pigment incontinence in the dermis was 
noticed, consisting of melanin-containing macrophages. The 
reticular dermis did not show any abnormalities (Fig. 3).

General investigation of peripheral blood including anti-
 nuclear antibodies was normal.

The diagnosis: erythrosis pigmentosa mediofacialis (EPM) 
was established on clinicopathological correlation and the 
evident familial involvement led us to the earlier report of her 
sister (1). Whilst the histopathology of EPM remains rather  

aspecific, there is a remarkable concordance between the clinical  
and histological presentation of the two half-sisters. 

DISCUSSION

In 1923, Brocq described patients with rough and dry, 
yellow-brown to erythematous lesions around the nose 
and on the chin (2, 3). Since then, around 30 female 
patients and 5 male patients with EPM have been de-
scribed in literature. The nomenclature of the lesions 
has evolved from erythrose pigmentaire faciale, to 
dermatose pigmentée médiofaciale, to erythrosis pig-
mentosa peribuccalis, to erythrosis pigmentata faciei, 
to erythromelanosis follicularis faciei and erythrosis 
pigmentosa faciei et colli, which makes it difficult to 
cluster these from the literature (1). 

This report emphasizes the familial occurrence of 
EPM in our patient. The pedigree in Fig. 1 shows that 
all affected family members are female and half-sisters. 
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Fig. 2. (A) Clinical picture showing sharply demarcated hyperkeratotic 
erythematous to orange macules in the middle of the face. (B) Reminder: the 
half-sister of our patient, as described by Juhlin & Alkemade (1).

Fig. 1. Pedigree. *Patient of Juhlin & Alkemade (1). **The present index 
patient. / = Divorced.
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The parents did not have the skin disorder, neither did 
the grandparents. Two children of the affected patients 
(aged < 10 years) did not (yet) have EPM. It is of note 
that the unaffected mother had 7 children, 4 with her first 
(Dutch) partner and 3 with a subsequent (Greek) part-
ner. The children from both partners included affected 
daughters. None of the parents were consanguine.

Juhlin & Alkemade (1) postulated that EPM and EFFC 
may belong to the same spectrum of disease. Although 
our patient did not have EFFC, it is remotely possible 
that there are either genetic links or environmental fac-
tors that may induce these skin abnormalities. However, 
the pathogenesis of both remains largely unknown.

There is a small amount of evidence that the prevalent 
EFFC has an autosomal recessive mode of inheritance 
(4). On the contrary, EPM is an exceptionally rare skin 
disorder, for which no genetic factors have been described 
thus far. Given the current family it is highly unlikely that 
EPM has an autosomal recessive mode of inheritance, 
since the chance of the carrier (mother) meeting two 
carriers in a row (both fathers) is merely theoretical. 
Instead, the fact that only females are affected, with an 
unaffected mother, suggests an autosomal dominant pat-
tern with incomplete penetrance, gonadal mosaicism or 
a mitochondrial defect. This would implicate that EPM 
is, in fact, a distinct clinical entity, in contrast to the sug-
gestion by Juhlin & Alkemade (1) that EPM and EFFC 
may be part of the same spectrum. The fact that EFFC 
is more prevalent in men, whereas EPM is more often 
described in women also supports this theory.

It is widely accepted that ultraviolet (UV) radiation 
and fragrances are contributing factors in the pathogene-
sis of the more common EFFC. One report emphasizes 
the combination of genetic and environmental factors 
in EFFC, thereby referring to a chromosomal instability 
syndrome (6). Demodex folliculorum does not seem to 
be of aetiological relevance (1, 7). Indisputably, envi-
ronmental factors such as exposure to UV and fragrance, 
or a combination of both, may also be factors involved 
in the pathogenesis of EPM (5).

No treatment options are available for EPM (5). Only 
one case series is reported on the beneficial effect of 
pulsed dye laser treatment for EFFC, which might be-
long to the same spectrum of disease (8). Our patient 
was instructed to minimize sun exposure and to stop 
the use of fragrance. Furthermore, she was treated with 
systemic metronidazole 500 mg thrice daily, which 
resulted in stomach-ache and was therefore ceased. 
Topical metronidazole cream 1%, topical adapalene 
gel 0.1% and urea cream 10%, all twice daily, did not 
result in any benefit. 

In conclusion, EPM is a therapy-resistant skin dis-
order of the mid-face of unknown origin. Whereas UV 
radiation and fragrances may aggravate the disease, the 
familial occurrence of EPM in the present cases may 
point toward a role for genetic susceptibility in the 
pathogenesis of this skin disorder.
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Fig. 3. Histopathological examinat-
ion showed: (A) dilated follicular 
opening with orthokeratotic plugs, 
(B) dermal oedema, pigment 
incontinence and teleangiectatic 
vessels. Magnification ×100.
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