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Abstract

Epidermal nevus syndromes are a group of rare multiorgan disorders. Schimmelpenning syn-
drome is a clinical variant of epidermal nevus syndromes. This congenital syndrome is charac-
terized by the existence of nevus sebaceous and usually accompanied by abnormalities of the
eyes, skeletal, cardiovascular, and central nervous systems. A 2-year-old girl presented with
large, hairless, yellowish-brown plaques on the scalp and face along with multiple brownish-
black verrucose plaques and brownish-black macules on almost all parts of the body. The skin-
colored verrucose tumors were also found on the lips and around the mouth. Histopatholog-
ical examination of the lesion on the forehead revealed hyperkeratosis, acanthosis, and seba-
ceous gland hyperplasia supporting the diagnosis of nevus sebaceous, while histopathological
examination of the lesions on the lips and abdomen demonstrated hyperkeratosis, acanthosis,
and papillomatosis consistent with verrucous epidermal nevus. The pediatrician suspected that
the patient had mental retardation; however, there were no neurological, cardiac, skeletal, nor
ophthalmologic abnormalities. The lesions on the lips and around the mouth were excised,
and it demonstrated a good result. To conclude, epidermal nevus syndrome (e.g., Schimmel-
penning syndrome) should be considered in children born with nevus sebaceous.
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Introduction

Schimmelpenning syndrome is a variant of epidermal nevus syndromes, characterized by
one or several nevus sebaceous with abnormalities of ocular, cardiac, skeletal, and nervous
systems [1, 2]. The occurrence of this syndrome is very rare. It occurs sporadically and affects
both genders [2]. Nevus sebaceous, the hallmark of Schimmelpenning syndrome, is a
hamartoma of the epidermal, follicular, sebaceous, and apocrine elements, with sebaceous
glands as a predominant element. The scalp is the predilection of nevus sebaceous, followed
by the face. This nevus has also been identified on the preauricular area, neck, and locations
far from the head and neck [3, 4]. Neurological abnormalities in Schimmelpenning syndrome
include mental retardation, seizures, hemiparesis, and structural abnormality of the cerebrum
and cranium [5, 6]. This case report aims to demonstrate a rare case of Schimmelpenning syn-
drome with a large nevus sebaceous on the scalp and face along with multiple epidermal nevi
on almost all parts of the body.

Case Presentation

A 2-year-old girl presented with yellowish-brown plaques on the head along with brown
plaques and brown macules on almost all parts of the body since birth. New skin lesions ap-
peared as verrucose, brown tumors on the lips and around the mouth in the last 5 months
prior to visit. She was born to a G1P0 healthy mother via normal spontaneous vaginal delivery
at a gestational age of 38 weeks with normal birth weight. Physical examination was normal
without any neurological abnormalities. Large, hairless, yellowish-brown plaques were found
on the scalp and face (Fig. 1a), accompanied by brownish-black, verrucose plaques and
brownish-black macules on the trunk and extremities following the Blaschko line (Fig. 1b).
The skin-colored verrucose tumors were also found on the lips and around the mouth (Fig.
1c). Histopathological examination of the plaque lesions on the forehead revealed hyperkera-
tosis, acanthosis, and sebaceous gland hyperplasia, while histopathological examination of the
plaque lesions on the lips and abdomen showed hyperkeratosis, acanthosis, and papillomato-
sis (Fig. 2). These histopathological findings supported the diagnosis of nevus sebaceous on
the forehead and verrucous epidermal nevus on the lips and abdomen. The patient was also
evaluated with a multidisciplinary approach to identify any abnormalities associated with the
epidermal nevus syndromes. The Growth and Development Division of the Pediatric Depart-
ment diagnosed the patient with suspected mental retardation. In addition, the Cardiology Di-
vision of the Pediatric Department found no abnormalities in the cardiovascular system,
which was proven by electrocardiography, echocardiography, and chest X-ray findings. The
neurologist found no neurological deficit with no abnormalities on the computed tomography
scanning of the head. Neither skeletal deformities nor ophthalmic abnormalities were found
upon examination by the Orthopedic and Ophthalmology Department, respectively. There-
fore, the diagnosis of Schimmelpenning syndrome was established. The lesion on the lips and
around the mouth were excised by a plastic surgeon, and it showed a good result. The patient
is still observed for additional symptoms of Schimmelpenning syndrome.

187



Case Reports Case Rep Dermatol 2020;12:186-191
. DOI: 10.1159/000509992 © 2020 The Author(s). Published by S. Karger AG, Basel
in Dermatology www.karger.com/cde

Dwiyana et al.: Schimmelpenning Syndrome with Large Nevus Sebaceous and Multiple
Epidermal Nevi

Discussion and Conclusion

Epidermal nevus syndromes are a group of distinct disorders, characterized by the pres-
ence of epidermal nevus in association with various developmental abnormalities of the skin,
eyes, nervous, skeletal, cardiovascular, and urogenital systems [2, 7]. Most epidermal nevi are
present at birth and frequently follow the Blaschko line [2]. There are nine epidermal nevus
syndromes that are well-defined by clinical, histopathological, and genetic criteria [7]. Schim-
melpenning syndrome is a well-known variant of the epidermal nevus syndrome [4]. The
cause of Schimmelpenning syndrome has not been elucidated, but it has been hypothesized to
result from genomic mosaicism.[8] This syndrome is uncommon, occurring sporadically with
a female-to-male ratio of 1:1 [2].

Schimmelpenning syndrome is a congenital neurocutaneous disorder encompassing the
cutaneous nevi (nevus sebaceous of Jadassohn) in conjunction with extracutaneous (neuro-
logic, skeletal, cardiovascular, ophthalmic, and urologic) abnormalities. Nevus sebaceous is a
hallmark of Schimmelpenning syndrome. If the physicians are aware of this distinct skin le-
sion, the diagnosis can be established early. In a review of nevus sebaceous patients, the scalp
was found to be the most common location (59.3%), followed by the face (32.6%) [3, 4]. To
date, there are very few reports of Schimmelpenning syndrome. Wang et al. [4] and Greene et
al. [9] reported cases of the Schimmelpenning syndrome with nevus sebaceous alone as the
cutaneous manifestation [9]. A case of the Schimmelpenning syndrome reported by Joshi et
al. [10] demonstrated nevus sebaceous and giant melanocytic nevi as cutaneous manifesta-
tions. In this case report, a girl was diagnosed with a Schimmelpenning syndrome with clinical
manifestations of a large nevus sebaceous on the scalp and face along with multiple epidermal
nevi on almost all parts of the body, which has never been reported before.

In Schimmelpenning syndrome, neurologic findings are identified in 66% of the cases
with major abnormalities; e.g., mental retardation, seizures, hemiparesis, lateral ventricle en-
largement, complete or partial hemimegalencephaly [11, 12]. Ophthalmological abnormalities
are present in 59% of the cases with major abnormalities; e.g., colobomas and choristomas
[13]. Cardiovascular abnormalities that can be identified in this syndrome are patent ductus
arteriosus, patent foramen ovale, ventricular septal defect, coarctation of the aorta, hypoplasia
of the aorta, arterial flutter/fibrillation, and arterial premature systoles [14]. Hypophos-
phatemic rickets (vitamin D-resistant rickets) has been described in several cases of Schim-
melpenning syndrome [12, 15]. This condition is characterized by bone deformations and
growth retardation in childhood [12]. In this case, the patient was suspected to have mental
retardation without any neurological, cardiac, skeletal, and ophthalmologic abnormalities.

There is no ideal treatment for the cutaneous lesions of epidermal nevus syndromes. The
skin lesion can be treated with surgery. Sometimes, it responds to topical salicylic acid, topical
and systemic retinoids, topical vitamin D analogue, laser treatment, shave dermabrasion, or
cryotherapy. Emollients, such as hydrated petrolatum, vaseline, or mineral oil, have also been
used. Evaluation of child growth and development as well as multiorgan involvement might
be important for long-term observation of the patient [2]. In this case, surgical excision was
performed on the epidermal nevus with good result, and multiorgan involvement is still ob-
served.

In conclusion, epidermal nevus syndromes should be considered in children born with
nevus sebaceous. Schimmelpenning syndrome is associated with a wide range of abnormali-
ties, and careful evaluation of multiorgan involvement is necessary.
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Fig. 1. Cutaneous manifestations of Schimmelpenning syndrome. Nevus sebaceous on the scalp and face
(a), epidermal nevi on the trunk and extremities (b), and verrucous epidermal nevi on the lips (c).
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Fig. 2. Histopathological examination of the plaque lesions on the lips and abdomen revealed hyperkera-
tosis, acanthosis, and papillomatosis (hematoxylin-eosin staining. x100).
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