LETTERS
v

A case of benign hereditary telangiectasia without family history®
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Dear Edito,

A 60-year-old white female patient sought treatment for
asymptomatic erythematous-telangiectasia macules on her upper
limbs, back, abdomen, thighs, neck, and lips (Figures 1 and 2). The
condition started at 7 years of age. Her lower limbs showed no skin
alterations, and she never developed mucosal nor visceral bleed-
ing. Darier’s sign was negative. She suffered from hypertension and
type I diabetes mellitus; atenolol, hydrochlorothiazide, furosemide,
and metformin were used for treatment. She denied skin lesions in
other family members, including her only daughter. She had quit
smoking, had no history of alcohol abuse, and had reached meno-
pause at the age of 45. Histopathological examination performed
on her skin (back and left shoulder) showed preserved epidermis,
dilated superficial dermal blood vessels, mild lymphocyte reaction,
and absence of mast cells (Figure 3). Lab tests - e.g., complete blood

count, renal and liver function - were normal. Based on these re-
sults, we diagnosed benign hereditary telangiectasia, despite the
absence of family history. Once the benign nature of the lesions was
verified, we proposed intense pulsed light as a treatment for aes-
thetic purposes.

Telangiectasias are abnormal dilations of the terminal ves-
sels of the subpapillary plexus in the superficial dermis. They might
be associated with systemic diseases, such as lupus erythematosus,
dermatomyositis, scleroderma, cutaneous mastocytosis (telangi-
ectasia macularis eruptive perstans), cirrhosis, pregnancy, and an-
giotropic lymphoma. They may also be associated with inherited
diseases, such as ataxia telangiectasia, hereditary hemorrhagic tel-
angiectasia (Rendu-Osler-Weber syndrome), and benign hereditary
telangiectasia (BHT).!

FiGuURE 1: Telangiectasia on the neck
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FiGURE 2: Telangiectasia on the lips and oral mucosa
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F1GURE 3: Preserved skin, superficial dermis with dilated vessels,
and mild lymphocyte reaction

BHT is an inherited dermatosis characterized by the pres-
ence of telangiectasia on the skin and lips. It is a rare infection of
unknown cause and autosomal dominant inheritance. It is an idio-
pathic or primary telangiectasia, developed during childhood, pos-
sibly at birth, without systemic lesions.?

Clinically evaluation shows multiple telangiectasias ran-
domly disseminated in the integument, including the vermilion of
the lips. In the early phases, the lesions are small and red, usually
increasing in size and becoming brighter over the years.'? They are
asymptomatic without systemic involvement.?

Main differential diagnoses include: hereditary hemorrhag-
ic telangiectasia with mucosal and visceral cutaneous lesions associ-
ated with pathological bleeding; generalized essential telangiectasia
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affecting primarily the lower extremities in women with 40-50 years
of age; spider angiomas, usually found in pregnant women and
patients with liver diseases; unilateral nevoid telangiectasia with
skin and mucosal lesions, showing unilateral distribution along a
dermatome; and telangiectasia macularis eruptiva perstans caused
by the massive infiltration of mast cells in the upper dermis with
dilated capillaries, shown in anatomopathology through specific
staining.*®

BHT histology shows preserved skin and dilated blood
vessels in the superior dermis.1 This case presented all abovemen-
tioned findings. Hereditary hemorrhagic telangiectasia is different
from BHT, as the capillary walls in the latter get thicker, which ex-
plains the absence of hemorrhagic phenomena.'?

Brancati et al.! performed a genetic study of an Italian fam-
ily with 13 members affected by BHT over three generations. Their
autosomal dominant inheritance showed complete penetrance, and
the study found a genetic variant in the 7Mb region on chromosome
5q14, called CMC1.

As described by Cai et al.* and Nakajima et al.*, we report a
case of BHT without family history, suggesting that this dermatosis
might occur sporadically. Luiti ef al.> have recently reported the first
case of BHT in the literature without family history in monozygotic
twins.

Due to a lack of resources, our hospital failed to perform a
genetic study of this case. Therefore, it is unclear whether a genetic
mutation occurred. Despite this fact, our clinical diagnosis remains
confirmed. Further studies focusing on the genetic aspect of BHT
cases should be performed in order to improve our understanding
of its means of transmission.

There is no effective treatment to prevent telangiectasia.
Being a benign condition, presenting no health risks, except for aes-
thetic nuisance, laser treatments and intense pulsed light are recom-
mended treatments> Q
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