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Abstract

Introduction: Bart’s syndrome is a rare neonatal pathology combining con-
genital skin aplasia affecting the extremities and congenital epidermolysis bul-
losa, exceptionally described on black skin. Observation: A 2-day-old male
newborn was referred for multiple ulcerations of the limbs observed at birth.
The clinical examination found an absence of bilateral and symmetrical skin
occupying almost all of the two lower limbs with some flaccid bubbles. The
vascular network was clearly visible. The rest of the skin coating was normal.
The diagnosis of Bart syndrome in connection with epidermolysis bullosa was
evoked clinically and despite pediatric and dermatological management, the
evolution was rapidly fatal by severe sepsis. Discussion: Bart syndrome cor-
responds to a clinical picture of congenital skin aplasia associated with con-
genital epidermolysis bullosa suspected by areas of fragility and sometimes
bubbles. All types of congenital epidermolysis bullosa may be associated with
this syndrome. The clinical diagnosis is generally easy but the therapeutic
management is difficult and the prognosis reserved. Conclusion: Bart syn-
drome is a curious congenital association of well-defined skin symptoms, the
etiopathogeny of which still remains poorly elucidated, hence the difficulty of
establishing an antenatal diagnostic strategy or giving appropriate genetic ad-

vice.
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1. Introduction

Bart syndrome is a rare neonatal pathology combining congenital skin aplasia
affecting the extremities and exceptionally described congenital epidermolysis
bullosa on black skin, as well as ungeal deformities. Clinical diagnosis is easy but
its management is delicate and the extended forms represent a real therapeutic
challenge. It was first described in a family by Bart et a/ in 1966 [1]. Pathophysi-
ology is still poorly understood. The goal of management is to prevent secondary
complications and to prepare the ground for possible reconstructive surgery.
The prognosis is generally good and depends directly on the proper manage-
ment of skin lesions [2]. About twenty forms of congenital and hereditary epi-
dermolysis bullosa are observed and are classified into three groups according to
the level where cleavage occurs: in the dermorepidermal junction zone: these are
the simple and non-scarring inepidermal forms, at the level of the pars lucida:
these are the junctional forms and under the basal lama: these are the dystrophic
forms. We report an observation of a neonatal Bart syndrome on black skin, and

propose a review of the literature.

2. Observation

He is a male newborn, born to apparently healthy, first-degree consanguineous
parents, a primigestprimipare mother who has had a poorly followed pregnancy
to term, and a vaginal delivery. She was admitted on the second day of life on
suspicion of early neonatal infection from the regional referral health center where
he was born. The infectious anamnesis was negative. The newborn had been
presenting skin lesions since birth, with the parents finding at d 2 of life of an
unquantified fever. The entrance examination found a term newborn, hytrophic,
with a weight of 1760 g (less than—2 DS of the reference curves), a height of 46
cm (in the average), a head circumference of 33 cm (in the average). The hemo-
dynamic state was stable, with a fever at 38.6°C, a skin recoloration time of less
than three seconds, a normal heart rate of 160 beats/min, and a respiratory rate
of 40 cycles/min. minimal respiratory distress with 97% oxygen saturation.
There were post-bullous erosions at the outer face of the leg and right foot
(Figure 1), an absence of skin extending from the back of the foot to the middle
1/3 of the thigh. The lesions were bilateral and symmetrical occupying almost all
of both legs and the front faces of the thighs only a few islands of healthy skin
persisted on both legs (Figure 2). This absence of skin was also noted on the
outer side of the left and right hands with skin fragility and some flaccid bubbles
(Figure 3). The edges of the lesion were sharp and the skin on the periphery had
a normal color. The vascular network was clearly visible at the level of substance
loss. The rest of the skin coating was normal. The integuments and mucous
membranes were unremarkable. The nails were dystrophic. In front of this atyp-
ical clinical picture associating a lack of localized skin predominant in the lower
limbs and a skin fragility, the histopathological examination in the bullous zone

allowed to show a dermoepidermal cleavage evocating a bullous epidermolysis
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Figure 1. Ruptured bubbles on the
right foot.
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Figure 3. Skin aplasia of the hands (left and right)
with the presence of small bubbles.
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of junctional type. The blood test is detailed in Table 1. The diagnosis of Bart
syndrome was retained. Hydration of the child to compensate for water loss, an-
tibiotic coverage with third-generation cephalosporins and intravenous genta-
micin. Conservative treatment consisted of twice-daily local care and coverage of
all lesions by vaseline compresses with gentle manipulation and analgesic treat-
ment. The child died five days later despite this therapeutic management in a

severe sepsis table. Parents were referred for genetic counseling.

3. Discussion

Bart syndrome is characterized by a clinical triad: congenital cutaneous aplasia
(ACC) localized at the extremities, congenital epidermolysis bullosa (EBC) and
occasional ungeal deformities [1] [3] [4]. Congenital skin aplasia is a rare der-
matosis, it is defined as the localized absence of the skin at birth [5]. It is most
often sporadic, but familial cases have been reported [6]. This congenital defect
remains generally limited to the vertex in 85% of cases. The involvement of the
limbs is generally bilateral and symmetrical but not very extensive unlike our
case. His pathophysiology is very controversial [5] [6] [7]. Some authors explain
it by intrauterine mechanical trauma, in particular by friction. This idea is how-
ever debated since the lesions of Bart syndrome are generally bilateral and more
or less symmetrical. Also, their localization at the level of the plants of the feet
and toes makes it difficult to theory of trauma by intrauterine friction. Other
authors have made the link between the topography of ACC lesions and Blasch-
ko lines, cutaneous embryonic migration lines that take, among other things, an
italic S arrangement along the limbs. ACC lesions that follow these lines are
symmetrical, and have a characteristic appearance of S-bands with well-delineated
edges. Finally, adhesion of amniotic bands to the skin, placental infarction or
death of a twin fetus in utero have also been proposed [5]. Spontaneous healing
in the form of an atrophic scar sometimes intrauterine is possible. Extended and
deadly forms are rare. Aplasia is sometimes associated with minor malforma-
tions or polymalformative syndromes. Clinically our patient had no other mal-
formations. EBC are genodermatoses corresponding to an attack on the der-
moepidermal junction, responsible for the formation of bubbles and dermal ero-
sions [8]. There are three types depending on the level of dermoepidermal clea-
vage: simple epidermolysis bullosa (EBS), junctional EB (EBJ) and dystrophic EB
(EBD). We distinguish EBS where the cleavage is intraepidermal in the epidermal

Table 1. Blood test results.

Blood tests Result
C-reactive protein (CRP) 150 mg/L
Hemogram normocytic anemia normochrome at 12 g/dl
rhesus group 0 positive
glycemia normal
syphilitic serology negative
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basal layer, EB] where the cleavage is located at the level of the basement mem-
brane itself, and EBD where the cleavage is located under the basement mem-
brane, more precisely at the level of the anchoring fibrils of the superficial der-
mis. There are several differential diagnoses to be eliminated before retaining
CBC, mainly infectious causes.

Bart syndrome is increasingly considered an intrauterine variant of EBD [6]
[9] [10]. This is due to the fact that the mutation of the p21 region of the short
arm of chromosome 3, involved in Bart’s syndrome, is contiguous to the type
VII collagen gene (COL7A1) which encodes for type 7 collagen fibers, the main
constituent of anchoring fibrils allowing cohesion between the dermis and the
basement membrane [11] [12]. The mutation of the COL7A1 gene, which results
in a substitution of glycine into arginine, is the main mutation of EBD [8]. That
being said, since Bart syndrome can be found in any type of EBC [13] [14] [15]
as in the case of our patient where Bart syndrome was associated with EBJ, sev-
eral authors consider that Bart syndrome is only the result of a simultaneous
intrauterine presence of a localized absence of the skin and EBC [12]. All in all,
despite the still poorly understood genetic basis of Bart syndrome, it is nonethe-
less considered to be an autosomal dominant genetic disease with complete pe-
netrance and variable expression [11]. The ungeal malformations encountered
during this syndrome are ungeal dystrophy, onychomadesis, and anonychia [6]
[16]. The mechanism of ungeal involvement in the context of Bart syndrome is
so far poorly elucidated. It is an exceptionally reported syndrome in black new-
borns.

The treatment is first conservative, aimed at promoting the epithelialization
and therefore the healing of skin lesions, then possibly surgical for restorative
purposes [5] [8] [17]. Conservative treatment relies mainly on local care, by ap-
plying non-sticky vaseline gauze dressings to clean erosions and antibiotic oint-
ments to superinfected lesions. A bath is recommended every day or every other
day, using diluted antiseptics, also used to remove dressings in the bath if they
stick too much. Bubbles should be pierced, and handling should be as gentle as
possible to avoid further skin trauma. To prevent syndactyly, small bands be-
tween the fingers and toes are recommended. In the case of sepsis with a cuta-
neous starting point as in the case of our patient, intravenous antibiotic therapy
first probabilistic and then oriented by the antibiogram is indicated. Analgesic
treatment is a very important part of conservative treatment, since local care is
very painful, but unfortunately unavoidable. Complications that can be grafted
during conservative treatment are infections (secondary sepsis, localized supe-
rinfection), hemorrhage due to skin fragility, dehydration and hydroelectrolytic
disorders, hypothermia, and subsequently, atrophic or hypertrophic scars [6] [8]
[18]. On chronic erosions that do not heal, autografts or skin allografts may be
used. The prognosis is generally favourable, the earlier the management is better,
and the less severe the CTE [6] [19] [20].

Genetic counseling is very difficult given the highly variable mode of expres-
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sion of the disease as well as the interindividual and interfamilial difference of

the phenotype.

4. Conclusion

Bart syndrome is a curious congenital association of well-defined skin symptoms
namely ACC, EBC and ungeal involvement, the etiopathogeny of which is still
poorly elucidated, hence the difficulty of establishing an antenatal diagnosis
strategy or giving appropriate genetic advice. If the clinical diagnosis is easy, the
management is complex aimed at healing the skin lesions as well as possible
while avoiding secondary complications, thus directly conditioning the progno-

sis.
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