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Hypotrichosis and Hair Loss
on the Occipital Scalp
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A 6-month-old infant girl was referred to the dermatology
service with hypotrichosis and hair loss on the occipital
region of the scalp of 4 months’ duration (top). The patient
was born at full term by cesarean delivery without compli-
cations. There were no comorbidities or family history of
alopecia. Clinical examination revealed an alopecic plaque
in the occipital region with broken hairs and some dystro-
phic hairs associated with follicular papules and perifollicu-
lar hyperkeratosis. A hair pull test was positive for telogen
hairs. Trichoscopy revealed black dots and broken hairs
resembling Morse code (bottom). Hair microscopy showed
regular alternation of constriction zones separated by inter-
vals of normal thickness.

WHAT’S YOUR DIAGNOSIS?

a. ectodermal dysplasia
b. monilethrix

C. pressure alopecia

d. tinea capitis

e. trichothiodystrophy

Original magnification X 10, PLEASE TURN TO PAGE E28 FOR THE DIAGNOSIS
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THE DIAGNOSIS:
Monilethrix

diagnosis of monilethrix was rendered based on the
clinical and trichoscopic findings. Simple surveil-
lance of the patient’s condition and prevention of
further hair trauma were proposed as management options.

Monilethrix is a hair shaft disorder that is inherited in a
predominantly autosomal-dominant pattern with variable
expressiveness and penetrance resulting from heterozygous
mutations in hair keratin genes KRT81, KRT83, and KRT86
in a region of chromosome 12q13.13."* An autosomal-
recessive form has been described with mutation in desmo-
glein 4, but it differs from the classical form by the variable
periodicity of the region between the nodules.>*

The morphologic alteration consists of the formation
of fusiform nodules of normal structure alternated with
narrow and dystrophic constrictions (Figure). These inter-
nodes are fragile areas that cause breakage at constricted
points.® Clinically, monilethrix presents as areas of focal
or diffuse alopecia with frequent involvement of the
terminal follicles, mainly in areas of friction. The hair is
normal at birth due to the predominance of lanugo in the
neonatal period, but it subsequently is replaced by abnor-
mal hairs in the first months of life.® Initial clinical signs
begin to appear when the terminal hairs begin to form.”
Although rarer, the eyebrows and eyelashes, as well as the
axillary, pubic, and body hair, may be involved.

Other hair shaft anomalies merit consideration in the
differential diagnosis of monilethrix, including pseudo-
monilethrix, pressure alopecia, trichorrhexis invaginata,
ectodermal dysplasia, tinea capitis, and trichothiodys-
trophy.® The diagnosis is reached by clinical history and
physical examination. Trichoscopy and light microscopy
are used to confirm the diagnosis. Trichoscopic examina-
tion shows markedly higher rates of anagen hair. The
shafts examined in our patient revealed 0.7- to 1-mm
intervals between nodes. Hair can be better visualized
under a polarized microscope, and the condition can
be distinguished from pseudomonilethrix using this
approach.”® In our patient, the diagnosis was made based
on light microscopy and trichoscopic findings with no
genetic testing; however, genetic testing for the classic
mutations of the keratin genes would be desirable to
confirm the diagnosis but was not done in our patient.®
The prognosis of monilethrix is variable; most cases per-
sist into adulthood, though spontaneous improvement
may occur with advancing age, during summer, and dur-
ing pregnancy.®

There is no definitive therapy for monilethrix. Although
there have been reports of cases treated with systemic cor-
ticosteroids, oral retinoids, topical minoxidil, vitamins, and
peeling ointments (desquamative oil), the cornerstone of
management is protecting the hair against traumatic pro-
cedures such as excessive combing, brushing, and friction,
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A and B, Optical microscopy showed uniform elliptical nodes sepa-
rated by intermittent constrictions and broken hair shafts at internode
levels, respectively (original magnifications X 100).

as well as parent and patient education about the benign
nature of the condition.” Additionally, some cases have
shown improvement with minoxidil solution at 2% and
5% concentrations, oral minoxidil, or acitretin.””

REFERENCES
1. Fontenelle de Oliveira E, Cotta de Alencar Araripe AL. Monilethrix:
a typical case report with microscopic and dermatoscopic findings.
An Bras Dermatol. 2015;90:126-127.
2. de Cruz R, Horev L, Green J, et al. A novel monilethrix mutation in coil
2A of KRT86 causing autosomal dominant monilethrix with incomplete
penetrance. Br | Dermatol. 2012;166(suppl 2):20-26.

WWW.MDEDGE.COM/DERMATOLOGY

Copyright Cutis 2023. No part of this publication may be reproduced, stored, or transmitted without the prior written permission of the Publisher.



Baltazard T, Dhaille F, Chaby G, et al. Value of dermoscopy for
the diagnosis of monilethrix. Dermatol Online . 2017;23:13030
/qt9hf1p3xm.

Kato M, Shimizu A, Yokoyama, et al. An autosomal recessive mutation
of DSG4 causes monilethrix through the ER stress response. ] Invest
Dermatol. 2015;135:1253-1260.

Gummer CL, Dawber RP, Swift JA. Monilethrix: an electron microscopic
and electron histochemical study. Br | Dermatol. 1981;105:529-541.

WWW.MDEDGE.COM/DERMATOLOGY
Copyright Cutis 2023. No part of this publication may be reproduced, stored, or transmitted without the prior written permission of the Publisher.

PHOTO CHALLENGE DISCUSSION

Sharma VK, Chiramel MJ, Rao A. Dermoscopy: a rapid bedside tool to
assess monilethrix. Indian ] Dermatol Venereol Leprol. 2016;82:73-74.
Sinclair R. Treatment of monilethrix with oral minoxidil. JAAD Case Rep.
2016;2:212-215.

Rakowska A, Slowinska M, Czuwara J, et al. Dermoscopy as a tool for
rapid diagnosis of monilethrix. ] Drugs Dermatol. 2007;6:222-224.
Karincaoglu Y, Coskun BK, Seyhan ME, et al. Monilethrix. Am | Clin
Dermatol. 2005;6:407-410.

VOL. 112 NO. 3 | SEPTEMBER 2023 E29





