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Abstract

Monilethrix is a rare genodermatosis characterized
by a hair shaft dysplasia responsible for hypotrichosis.
We report the case of a child with monilethrix with no
associated cases in the family. Trichoscopy facilitated
the diagnosis. A 2-year-old boy presented with diffuse
alopecia and persistent fragile hair for several months.
Clinical examination revealed alopecia with hairs
broken several millimeters from the scalp. Trichoscopy
revealed zones of dystrophic constriction of the hair
shaft, separated at regular intervals by elliptical nodes
of normal thickness, giving a “necklace” appearance.
The diagnosis of monilethrix was made on the basis
of these specific features. The diagnosis of monilethrix
was more difficult to establish in our patient owing to
the absence of any familial cases.
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Monilethrix is a rare hereditary hair shaft anomaly
in which affected hairs have a specific beaded
morphology. This disease has a predominantly
autosomal dominant transmission, a variable
penetrance, and clinical presentations of variable
severity (dystrophic hair confined to the occiput
to total alopecia). It is usually first observed during
early childhood. We report a patient with severe
monilethrix diagnosed by trichoscopy.

A 2-year-old boy was referred to our department
with suspected trichotillomania. He presented with
diffuse alopecia and persistent fragile hair for several

months. He was born at term and exhibited vellus
hair at birth. Clinical examination revealed alopecia
with hairs broken several millimetres from the scalp
(Figure 1), particularly in the temporal and occipital
regions. The hair was slightly denser at the vertex
and pruriginous keratosis pilaris was noted. The nails
of the great toes were thin and fragile with discreet
koilonychia. The rest of the clinical examination,
particularly the eyebrows, eyelashes, and body hair,
was normal.

Trichoscopy revealed zones of dystrophic constriction
of the hair shaft, separated at regular intervals
by elliptical nodes of normal thickness, giving a
“necklace” appearance; perifollicular papules were
also visible (Figure 2). The diagnosis of monilethrix
was adopted on the basis of these specific features.
Careful examination of the parents did not reveal
any signs of monilethrix. Simple surveillance and
avoidance of hair trauma were proposed.

Four genes are associated with monilethrix and are
responsible for autosomal dominant transmission of
the disease [1, 2]. An autosomal recessive form has
also been described and is caused by mutations of
gene DSG4 coding for desmoglein 4 [3]. The diagnosis
of monilethrix was more difficult to establish in our
patient owing to the absence of any familial cases.
A de novo mutation could explain why this boy
was the only one in the family to be affected by this
hair disease [4]. As penetrance of the disease is also
variable from one subject to another, the diagnosis
may have been missed in one of the two parents
despite a thorough examination.
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Figure 1. Rarefaction and shortening of the hairs that are broken several millimetres from the scalp with apparent sparing of the vertex.

Figure 2. Dermoscopic (x20) appearance with regular nodes and
intermittent constriction along the hair shaft and fracture zones
in the narrowed segments, giving a “necklace” appearance (red
arrow,).

The diagnosis of monilethrix is essentially clinical,
usually confirmed by microscopy or histology
showing abnormal hair follicles with alternating
constricted and normal portions.

Trichoscopy is much easier and less time consuming
than ex vivo microscopic examination; microscopic
examination was not performed in this patient.

The characteristic trichoscopy features enables
one to establish a rapid diagnosis and reveals a
characteristic “necklace” appearance of the hair with
marked fragility of the hair in the internodal region.
In addition, perifollicular keratotic papules may be
visualized. The presence of these typical signs in our
patient was immediately suggestive of the diagnosis
[2, 5]. Regrowth of apparently normal hair at the
time of puberty and during summer is classically
reported. Treatment with minoxidil and acitretin can
be proposed in some cases, but symptoms recur after
discontinuation [6, 7]. The avoidance of hair trauma
remains the cornerstone of the management of this
hair disorder.

Conclusion

Trichoscopy permits a simple, rapid, and non-invasive
examination. This is useful for the diagnosis of
monilethrix by revealing a “necklace” appearance of
the hair and could substitute for ex vivo microscopic
examination.
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