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PRACTICE POINTS

. FLOTCH (leukonychia totalis-trichilemmal cysts-ciliary
dystrophy syndrome) syndrome is an extremely rare
condition that presents with multiple pilar cysts and
leukonychia totalis. Pilar cysts in unusual locations
along with distinct nail changes should prompt clini-
cians to consider further investigation for conditions
such as FLOTCH syndrome.

. Although FLOTCH syndrome has been associated
with other conditions such as ciliary dystrophy, renal
calculi, pancreatitis, and central nervous system
tumors, this does not preclude an extensive workup.
Rather, careful family history may be the best predic-
tor of clinical manifestations along the spectrum of
this disease.

FLOTCH (leukonychia totalis-trichilemmal cysts-ciliary dystrophy
syndrome) syndrome is a rare genetic cutaneous disorder primar-
ily characterized by multiple recurrent trichilemmal pilar cysts and
leukonychia. It may be associated with ciliary dystrophy, koilonychia,
and/or less frequently renal calculi and pancreatitis inherited in an
autosomal-dominant fashion. We report the case of a 25-year-old
Black woman who presented with white-colored fingernails and
enlarging cysts in multiple locations including the scalp, rib cage,
and forearm and was diagnosed with suspected FLOTCH syndrome.
Pilar cysts in unusual locations along with distinct nail changes

should prompt clinicians to consider further investigation for condi-
tions such as FLOTCH syndrome.
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LOTCH (leukonychia totalis-trichilemmal cysts-

ciliary dystrophy syndrome) syndrome is a rare

genetic cutaneous disorder primarily character-
ized by multiple recurrent trichilemmal pilar cysts and
leukonychia. It may be associated with ciliary dystro-
phy, koilonychia, and/or less frequently renal calculi
and pancreatitis. This disorder often presents in an
autosomal-dominant pattern of inheritance. Leukonychia
and associated pilar cysts originally were termed Bauer
syndrome in 1920 and later described in 1986 as FLOTCH
syndrome secondary to the association with ciliary dys-
trophy.'? The term FLOTCH was coined by Friedel et al'
to describe a combination of diagnoses experienced by a
family in which several members had multiple pilar cysts,
leukonychia, and ciliary dystrophy. We present a 25-year-
old Black woman with suspected FLOTCH syndrome
who was seen in our clinic for enlarging cysts.

Case Report

A 25-year-old Black woman with no notable medical
history presented to the clinic for a surgical evaluation
of cysts of several years’ duration that were enlarging
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and tender. Physical examination revealed multiple firm,
fixed, tender nodules on the left superior parietal scalp,
left inferior frontal scalp (Figure 1A), right inferior parietal
scalp, right central postauricular skin, and right inferior
occipital scalp. Similar-appearing cysts measuring 1.5 to
2 cm were seen on the left rib cage (Figure 1B) and left
lateral forearm. Upon further examination, there was
homogeneous, nonblanchable, white discoloration of
all 10 fingernails consistent with true leukonychia
(Figure 1C). When questioned about the nails, the patient
stated they had been this color her whole life. Moreover,
the patient confirmed that her brother’s nails had a
similar appearance.

The patient subsequently underwent elliptical exci-
sion of the cysts located on the left medial forehead and
left rib cage, and histopathology revealed trichilemmal
pilar cysts with dystrophic calcification, dermal fibrosis,
and mild chronic inflammation (Figure 2). The pathology
report also noted that the anatomic site was somewhat
unusual; however, the features were otherwise typical and
diagnostic. Given the presentation of multiple pilar cysts
throughout the body, leukonychia totalis, and positive
family history, the patient was diagnosed with FLOTCH
syndrome. Unfortunately, the patient was lost to follow-
up following the excision, and no further management
could be provided.

Comment

Leukonychia is an abnormality of the nail that results in
a visible distribution of white color across the nail plate.
It can be classified as totalis when covering the entire
nail or partialis when covering localized areas of the nail.
The disease also is categorized as acquired or inherited.
Acquired leukonychia may appear after damage to a
particular area of the nail or secondary to an underlying
systemic disease, clinically appearing as white puncta or
transverse striae. Hereditary leukonychia is rare, primar-
ily covering the entire nail (totalis), and often is inherited
in an autosomal-dominant pattern.>* The appearance of
this disease can be an isolated occurrence or may be a

FLOTCH SYNDROME

component of a condition such as FLOTCH syndrome, as
proposed in this case.

Pilar cysts (also known as trichilemmal cysts) are
benign, slowly growing, firm, subcutaneous nodules
that are similar to epidermoid cysts but arise from the
root sheaths of hair follicles. Pilar cysts are inherited in
an autosomal-dominant pattern and are caused by a
mutation involving a 2-hit mechanism of variants of the
phospholipase C delta 1 gene, PLCD1. Patients typically
present with multiple cysts,® as in our case.

This association of leukonychia and multiple pilar
cysts previously has been reported in 7 family lines.' %
The molecular basis of FLOTCH syndrome is unknown,
and these combined diagnoses may be of syndromic
nature. Histologic observations of leukonychia and the
mechanism of the creation of pilar cysts suggest deriva-
tion from similar abnormal keratinization in the nail beds
and hair follicles, respectively.®

The first familial association between leukonychia
totalis and sebaceous cysts was described by Bauer® in
1920. In 1975, Bushkell and Gorlin” reported a simi-
lar inherited association with the addition of a history
of renal calculi. In 1986, Friedel et al' coined the term
FLOTCH syndrome when reporting a case of an affected
family presenting with leukonychia, recurrent cysts, and
ciliary dystrophy. Slee et al® reported 2 cases of pan-
creatitis experienced by patients presenting with these
cysts and leukonychia. The etiology of the pancreatitis was
unknown, leading researchers to believe it may be a com-
plication associated with the spectrum of diseases.® In 2008,
Morin et al® proposed that those with linked leukonychia
and trichilemmal cysts may be at risk for neuromas or spinal
tumors and suggested systematic screening after observing a
family member with an ependymoma and bilateral multiple
acoustic tumors. Rodriguez-Lojo et al® described a 5-gen-
eration family with leukonychia totalis and numerous
pilar cysts. Mutoh et al’ reported another 5-generation
family with associated leukonychia and multiple pilar
cysts as well as koilonychia. One family member had a
reported history of renal calculus.’

FIGURE 1. FLOTCH (leukonychia totalis-trichilemmal cysts-ciliary dystrophy syndrome) syndrome. A, A well-circumscribed nodule on the

left inferior frontal scalp with overlying erythema and no prominent follicular ostia. B, A similar firm, mobile, violaceous nodule on the left rib
cage with no follicular ostia. C, Homogeneous rue leukonychia involving all 10 fingernails with no associated onychodystrophy or subungual or
periungual hyperkeratosis.
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FIGURE 2. A and B, Histopathology of a trichilemmal cyst on the left
inferior medial forehead and of a trichilemmal cyst on the left rib cage,
respectively, revealed central dystrophic calcification, dermal fibrosis,
and mild chronic inflammation (H&E, original magnifications x<40).

C, Higher magnification of the cyst on the left rib cage showed abrupt,
dense, pink, homogenized keratin with the granular layer missing
(H&E, original magnification x100).
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In our case, FLOTCH syndrome was suspected given
the patient’s concurrent pilar and follicular infundibular
cysts. No specific treatment was indicated; however, as
seen in prior cases and in ours, many patients prefer to
have the cysts excised. A more comprehensive investiga-
tion could have revealed other associations, such as cili-
ary dystrophy, renal calculi, or pancreatitis. It is possible
that in conjunction with the syndrome, patients could
develop other such clinical manifestations. Pilar cysts
most frequently are found on the scalp, yet in patients
with concurrent leukonychia, the cysts have been shown
to also develop in other regions of the body, as seen in
our patient and in the case reported by Mutoh et al’
Given the autosomal-dominant nature of this disease
and the keratinizing structures affected, we confer with
the hypotheses that a general keratin dysfunction is sus-
pected. Further investigation is needed to determine the
exact altered genetic mechanism or deficiency that may
be causing this abnormal keratinization as well as a more
extensive examination of patients to confirm if other
described symptoms may be related.
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