Dimensions of Dental Hygiene Page 1 of 5

THE JOURNAL OF PROFESSIONAL EXCELLENCE

Dimensions.

OF DENTAL HYGIENE

Detecting Hereditary
Hemorrhagic Telangiectasia

Dental hygienists can improve health
outcomes by recognizing the first symptoms
of this genetic disorder.

By Sherri M. Lukes, RDH, MS

It has been 12 years since the release of "Oral Health in America: a Report

of the Surgeon General," which stressed the relationship between oral and

systemic health.! As a result, more dental professionals are collaborating : et
with other disciplines to address their patients' systemic health. Dental for':;fn‘fs'fscg:n"t;';;"g’i’:;;s
hygienists should be on the front lines of helping patients manage their and denigl assiciatts.
general health in addition to promoting good oral health. Frequent dental

visits provide an opportunity for dental hygienists to systematically follow

patients' medical and dental histories, which may help them recognize

developing conditions, such as hereditary hemorrhagic telangiectasia Educational Objectives
(HHT).
HHT | . L o g . After reading this course, the

HT is an extremely underdiagnosed condition,“™ and without accurate participant should be able to:
diagnosis and treatment, it can lead to serious morbidity and mortality (Table
1).2 Unfortunately, HHT has not been reported much in the dental or 1. Identify the symptoms of
dermatologic literature. Most people with HHT eventually present with hereditary hemorrhagic
telangiectasias (appearing as red to purplish dots) on the skin of the hands, telangiectasia (HHT).
face, and mouth—areas clearly noticeable during the dental appointment.
Dental hygienists can make a difference by noting these symptoms and 2. Discuss the diagnosis and

referring patients for accurate diagnosis and treatment before serious health  treatment of HHT.
consequences ensue.

3. Explain the dental implications
Etio[ogy of treating patients with HHT.

HHT is a hereditary autosomal dominant disease, thus, children of a parent with
HHT have a 50% chance of contracting the disorder. The prevalence of HHT is
approximately one in 5,000 North Americans, affecting 70,000 people in the
United States and more than 1.2 million people worldwide.”? Recent advances
in molecular genetics have provided greater insight into this genetic disorder,
but its variability, even among members of the same family, make diagnosis
and management problematic.

HHT is characterized by alterations in the growth factor receptors of endothelial iy :
cells in blood vessels.8 A focal dilation of postcapillary venules, which continue  Figure 1: Hereditary hemorrhagic
to grow and connect with dilated arterioles, is usually the first detectable lesion.  telangiectasia lesions on the hard
Over time, as the lesion begins to enlarge, the capillaries completely disappear ~ Palate and tongue.

and produce a complete venule and arteriole connection. The junction between

the artery and vein is thin, producing dilation in the vessel wall, which is called a telangiectasia. In a fully
developed telangiectasia, the venule and/or arteriole is very dilated and convoluted, and presents superficially on
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the skin or mucosal surfaces as a red/purplish dot. A larger vessel dilation, such as those found in some internal
organs, are called arteriovenous malformations (AVMs). Telangiectasias and AVMs are primarily asymptomatic
but prone to rupture, producing bleeding episodes that can have serious consequences depending on the

location—especially in the case of AVMs.8

Symptoms

Symptoms of HHT vary greatly, but the most common areas for telangiectasias
are the skin and nasal and oropharyngeal cavities. The earliest and most
common symptom is recurrent nosebleeds, which are present in more than
90% of affected patients.?~® Nosebleeds begin in most patients by
adolescence,® and can range in severity from harmless to so severe that blood
transfusion is required.

Telangiectasias of the skin and buccal mucosa occur in approximately 75% of - g ——— s
patients with HHT, are usually visible by age 30, and increase in size and te'lga:':xt;si:;:si;:;’;r:';“ﬁia’;g“
number with age.* Skin lesions primarily appear on the hands, face, and feet.? Foung on the hands, Face, and Feet.
Intraorally, they can present on the tongue, labial/buccal mucosa, palate, and

gingiva, although any oral mucosae can be affected.'0-12

Clinically, the telangiectatic areas appear as red to blue macules and/or papules, depending on the area
affected. Skin lesions tend to be macular red spots from 1 mm to more than 7 mm in size, while intracral lesions
can be macular or papular with the same variation in size. Oral lesions are often described as "pinpoint-sized" or
"pea-sized."® The lesions may appear as petechiae, but they all blanch upon pressure. They are asymptomatic
but prone to rupture and hemorrhage (Figure 1 and Figure 2).

Clinically, the telangiectatic areas appear as red to blue macules and/or papules, depending on the area
affected. Skin lesions tend to be macular red spots from 1 mm to more than 7 mm in size, while intraoral lesions
can be macular or papular with the same variation in size. Oral lesions are often described as "pinpoint-sized" or

"pea-sized."® The lesions may appear as petechiae, but they all blanch upon pressure. They are asymptomatic
but prone to rupture and hemorrhage (Figure 1 and Figure 2).

AVMs in the organs can be congenital or develop over time, and they may be asymptomatic.” The most
frequently affected internal organs include the lungs, brain, gastrointestinal tract, and liver.2-® Pulmonary AVMs
(PAVM) are the most common, appearing in roughly 30% to 40% of patients with HHT. PAVMs can lead to
hypoxemia, are prone to hemorrhage if not treated, and can cause serious health problems because emboli can
travel from the lungs and lodge in the brain. Cerebral AVMs are the least common (10% to 15%) and can result
in headaches, seizures, and ischemia in the case of a hemorrhage. Gastrointestinal bleeding from telangiectasia
can result in melena and iron deficiency anemia.®'! Frequent nosebleeds can cause iron deficiency anemia, as
well. AVMs in the liver are mostly asymptomatic and produce few problems for the patient.’3

Table 1. Hereditary Hemorrhagic Telangiectasia At a Glance

s Hereditary hemorrhagic telangiectasia (HHT), also known as Osler-Weber-Rendu Syndrome, is a multi-
system vascular dysplasia.

* Approximately 1.2 million people worldwide have HHT, making the disorder uncommon, but not rare.

» Telangiectasias and arteriovenous malforma - tions (AVMs) are the characteristic lesions.

e Symptoms range from mild to severe.

* Physicians frequently miss the diagnosis in affected individuals.

 Most commonly affected organs are nose, lungs, gastrointestinal tract, brain, and spine.

e HHT is an autosomal dominant genetic disorder. Denovo mutations are rare. A targeted family history shows
almost all cases to be familial.

e HHT is heterogenic with defects in at least three genes.

e It is extremely rare for one individual to present with all manifestations of HHT.

* The severity of a nosebleed does not predict the likelihood of internal (ie, brain and lung) manifestations.
» Severity of the disorder varies tremendously, even between close relatives.

* Treatments are available for all manifestations of HHT.
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¢ Men and women are affected by HHT in equal numbers.
» The HHT Foundation International recommends that patients receive an assessment at a specialized HHT
center at least once as early in life as possible. Diagnosis and treatment for HHT is complex and has changed

significantly in the past decade.

Reprinted with permission from HHT Foundation Intemational

Diagnosis and Treatment

In 1999, the Curacao criteria were developed for diagnosing HHT (Table 2).2 Three of the four criteria must be
present for a definite diagnosis of HHT. The disease is suspected if two criteria are met, and unlikely if only one
is present.2? Screening should include contrast echocardiography of the lungs and magnetic resonance image
(MRI) of the brain. Genetic testing can be performed as well, and is preferred for families with a history of HHT.
Most, however, are unaware that they carry the gene for the disease.

HHT is often unrecognized by health care providers. The HHT Foundation International estimates that nine out of
10 people with HHT go undiagnosed.® Among people with undiagnosed HHT, 20% are either disabled or die due
to lack of recognition of the disease and subsequent care.® The literature contains several reports of preventable
deaths due to HHT among adults, adolescents, and children who went undiagnosed. 2914 If the condition is
diagnosed, AVM complications can be prevented.

A variety of treatments are available for HHT, depending on the size and Table 2. Curacao Criteria for
location of the telangiectasias or AVMs. Laser coagulation therapy works well Diagnosing Hereditary
for nasal telangiectasias that cause nosebleeds. Therapeutic drug sprays are ~ Hemorrhagic Telangiectasia
also being studied as possible treatments. Skin lesions can be treated with a

laser as well. Lung lesions are addressed by embolization (blocking off an 1. Spontaneous and recurrent
artery). Brain AVMs are sometimes treated with more than one modality, nosebleeds

depen@mg on the size, str_ucture, and location of_ the abnormal ve_ssels_,. . 3. Multiple telangieciasias o
Gastrointestinal bleeding is usually only treated if it causes anemia, with iron characteristic sites

therapy providing the first step in treatment.®
3. Internal arteriovenous

malformations

Dental Implications
4, Family history

The dental hygienist is in an optimal position to recognize the symptoms of

HHT. Medical/dental history forms should be updated at every recare visit. Health history forms should include
questions about frequent nosebleeds in both patients and their family members. During patient assessment, any
telangiectasias occurring intraorally; extraorally; or on the head, neck, or hands should be identified and
documented.

Unfortunately, symptoms of other oral health problems may mimic HHT oral lesions. Several lesions in the oral
cavity, such as palatal petechiae, which can have multiple etiologies, appear similar to HHT oral lesions. The
appearance of telangiectasias on the skin can also be very subtle, and they may resemble cherry angiomas.'® If
HHT is suspected, the patient's health history should be reviewed very carefully, with special attention paid to
familial nosebleeds, the addition of new lesions, and changes to any lesions noted during the last visit.

When treating patients with diagnosed HHT in the dental office, stringent assessment procedures and
appropriate documentation should be implemented at each recare visit. Many patients with HHT need antibiotic
prophylaxis before undergoing any dental procedure that may produce bacteremia, such as oral
debridement.2:38.10 This is primarily due to problems from PAVMs, which lack capillaries to filter the blood as it
passes through the lungs, allowing bacteria to travel to the brain—potentially producing a cerebral abscess. If a
patient with HHT has not had the appropriate diagnostics test for pulmonary AVMs, dental treatment should be
delayed until testing is accomplished.3 101618 Researchers have reported cases of brain abscesses among
patients with HHT who had teeth extracted without antibiotic premedication.'”-'® Premedication before dental
procedures is not necessary for patients who have AVMs in other organs, but mandatory for those with AVMs in
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the lungs. During treatment, patients with HHT should remain upright to reduce the risk of nasal bleeding. Anti-
inflammatory drugs, such as ibuprofen, naproxen, and aspirin, should be avoided due to the increased risk of
bleeding.®” Oxygen should be readily available, and blood pressure should be monitored before and after

treatment. 18

The purview of dental hygienists is expanding to include risk assessment and systemic health promotion. The
ability to recognize symptoms and safely treat patients with HHT supports the role of the dental hygienist as a
knowledgeable and effective health care provider. For more information about HHT, visit www.hht.org.

Case Study

A 57-year-old male patient presented with a long history of recurrent
nosebleeds—approximately once per day, lasting 6 minutes to 15 minutes,
which began in his mid-20s. He also experienced bleeding gums while
brushing his teeth several times per week. Intraorally, telangiectasias were
present on the tongue and hard palate. Skin lesions were noted on the
palmar surfaces of his hands, as well as on the left check and along the

pinna of his left ear.

After seeking care from multiple specialists, he was diagnosed with HHT
through assessment with the Curacao criteria. Additional examination
revealed small AVMs of the pancreas and spleen, which were considered
innocuous. An MRI of the brain showed nothing abnormal. No gross PAVMs
were discovered, but there was evidence of intrapulmonary shunting, a
common side effect of HHT in which a region of the lungs is perfused with
little or no filter capacity. This finding warranted the use of antibiotics prior
to certain procedures, especially dental treatments, as per the American
Heart Association endocarditis prophylaxis guidelines.19 He was encouraged to repeat his chest computed
tomography scan again in 5 years in case of focal macroscopic development of pulmonary AVMs. He was also
advised to undergo regular surveillance for the development of iron deficiency anemia as an indicator for the
onset of significant occult bleeding due to gastrointestinal telangiectasias. This particular patient had seen
several physicians and oral surgeons before he was finally diagnosed with HHT. Patient information provided

by Michelle Atkins, RDH.
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