Developmental Anomalies of the Head and Neck

Orofacial Clefts

Due to disturbance in growth and fusion of facial growth centers

Often associated with developmental syndromes

Non syndromic clefts follow no identifiable hereditary patterns

Racial differences in frequency of occurrence:

Asian and Native American populations have highest incidence

Blacks have lowest incidence

Types:

Cleft lip

Failure of fusion of median nasal process and maxillary process

Males more often affected

May or may not extend to involve the nostril

If the nostril is involved it is classified as a complete cleft
Complete clefts may also involve the alveolar process

Alveolar cleft occurs between canine and lateral incisor teeth

Teeth on either side of the cleft may be missing or rudimentary

If there is no nostril involvement, it is classified as an incomplete cleft
Classification:
Unilateral or bilateral

Complete or incomplete

Cleft palate

Failure of fusion of lateral palatal shelves

Females more often affected

Fusion progresses from anterior to posterior, producing variations in presentation of the cleft:

1. Complete cleft involves both hard and soft palate segments

2. Soft palate cleft (hard palate segment is fused)

3. Cleft (bifid) uvula is the mildest manifestation

Cleft lip and cleft palate

Separate entity from isolated cleft palate

Males affected more often

Lip, alveolus, hard palate, and soft palate all involved in the cleft

Oblique facial cleft

Failure of fusion of lateral nasal process and maxillary process

Extends from the upper lip to the eye 

Almost always associated with a cleft palate

Transverse (lateral) facial cleft

Failure of fusion of the maxillary and mandibular processes

Extends from commissure area toward the ear

Unilateral or bilateral presentation is possible

Associated with mandibulofacial dysostosis (Treacher-Collins Syndrome) or other syndromes in some instances

Frequency of occurrence:

Cleft lip and cleft palate 45%

Isolated cleft palate 30%

Isolated cleft lip 25%

Unilateral 80%

Left side 70%

Right side 30%

Bilateral 20%

Oblique and transverse clefts are exceedingly rare

Lip Pits

Minimal clinical significance

Two variations:

1.  Paramedian pits

Persistence of lateral sulci of developing lower lip

Typically bilateral and symmetrical

Usually autosomal dominant inheritance pattern and are associated with cleft lip and/or cleft palate

2.  Commissural pits

Unilateral or bilateral

Usually asymptomatic; patient unaware of their presence

Often associated with preauricular pits

Double Lip

Minimal clinical significance

One or both lips may be involved; upper lip most often affected

Classification:

Congenital

Persistence of sulcus between pars glabrosa and pars villosa

Acquired

Likely trauma induced

Ascher Syndrome

Double lip

Blepharochalasis

Non-toxic thyroid enlargement

Occurs in approximately 50% of syndrome patients

Fordyce Granules

Also described as ectopic sebaceous glands
Probably best considered a normal occurrence since they are found in greater than 80% of the general population

Yellow to white, often grainy appearing, papular lesions

Buccal mucosa and vermillion border of the lips most often

Leukoedema

Most likely a variant of normal
More often noticed in blacks

Diffuse gray-white  appearance to the mucosa bilaterally

Milky or opalescent character; disappears when mucosa is stretched

Surface appears folded or wrinkled with white streaks

Lingual Thyroid 

Always found on the posterior third of the tongue in the area of the foramen cecum

Remnant of thyroid gland

Accessory (ectopic) thyroid tissue (30%)

Complete failure of thyroid to descend (70%)

10% of general population is affected subclinically

Females 4:1 if symptomatic

Symptoms primarily include dysphagia, dyspnea, dysphonia

Hypo- and hyperthyroidism often associated  

Diagnosis usually involves thyroid scan

Treatment dependent on severity of symptoms and thyroid status and may include:

No treatment

Supplemental hormone medication

Ablation with radioactive iodine

Surgical removal

Fissured Tongue

Also known as scrotal tongue
Relatively common variation of normal; of minimal clinical significance

Characteristic clinical appearance

Occasional patients complain of soreness or burning sensation

Etiology:
Hereditary??

Polygenic trait

Autosomal dominant with incomplete penetrance

Co-factors?

Aging

Local environmental factors

Associated conditions

Geographic tongue

Melkersson-Rosenthal syndrome

Hairy Tongue

Distinctive and pathognomonic clinical appearance

Usually of no clinical significance

Occasional patients complain of gagging sensation, foul odor, or bad taste

Uncertain etiology
Increased keratin production

Lack of desquamation of papillae

Factors

Smoking!!

Antibiotic or radiation therapy

Poor oral hygiene or general debilitation

Chromogens

Pigment producing bacteria

Stains

Varicosities

Also known as varices
By definition, an abnormally dilated, tortuous vein

A clinical curiosity of minimal significance

Not consistently associated with any specific etiologic factor

Age is major factor

Very common over age 60

Most common oral site is sublingual

Often described as caviar tongue due to multiple lesions

May present as a firm blue nodule if thrombosed

No treatment normally required

Exostoses

Localized bony overgrowth that alters the normal smooth contours

Asymptomatic unless traumatized; no treatment usually necessary

Categories

Buccal and Palatal

Often bilaterally symmetrical

Torus Palatinus

Midline lesion

More prevalent in Asian and Eskimo populations

20-35% of general U.S. population

Females 2:1

Variable size and clinical presentation

Torus Mandibularis

Usually bilateral (90%)

More prevalent in Asian and Eskimo populations

5-40% of general U.S. population

Slight male predominance

Sub-Pontine

Proliferation of crestal alveolar bone beneath a pontic

Most likely etiology is the mild chronic trauma of pontic impingement on the tissues

Appears to be limited to the mandible

Genetic vs environmental etiology?

May show gradual, continued enlargement

May ulcerate in areas prone to trauma

Eagle Syndrome

Also known as stylohyoid syndrome and carotid artery syndrome
Adults almost exclusively

Etiology

Elongation of the stylohyoid process

Fracture of elongated stylohyoid process

Calcification of the stylohyoid ligament

Unilateral or bilateral presentation

Often well visualized on panoramic radiographs

Elongated process may be palpated in the tonsillar fossa

Symptoms

Pain on swallowing, turning the head, or opening the mouth

Headache, dizziness, syncope

Classic syndrome often associated with recent tonsillectomy

If symptoms are severe or persistent, surgical intervention may be necessary

Stafne Defect

Also referred to as Stafne bone cyst, lingual submandibular salivary gland depression, latent bone cyst, static bone cyst, lingual cortical mandibular defect
Concavity in the lingual surface of the mandible, normally housing the submandibular gland 

Clinical presentation:

1.  Asymptomatic radiolucency

Well circumscribed

Sclerotic border

May interrupt the continuity of the inferior border

Rarely bilateral

2.  Posterior mandible

Occasional cases, housing the sublingual gland, reported in the anterior mandibular areas also

3.  Below the inferior alveolar canal

4.  Males 4:1

If necessary, diagnosis can be confirmed by CT scan, MRI, or sialography

Neonatal Developmental Cysts

All present as small, white to yellow, papular lesions

Common finding of minimal clinical significance

Classsification according to their location:

Epstein’s Pearls

Median palatal raphe area

Derived from epithelium entrapped along the line of palatal fusion

Bohn’s Nodules

Hard palate

Derived from developmental lamina of the minor salivary glands

Dental Lamina Cysts

Alveolus

Derived from developmental lamina of odontogenic origin

Fissural Cysts

Originally believed to arise from cystic degeneration of epithelium entrapped along lines of fusion of embryonic growth processes; now origin is controversial

Nasopalatine Duct Cyst

Also known as incisive canal cyst

Cystic degeneration of epithelial remnants of the nasopalatine duct

The most common non-odontogenic cyst of the oral cavity

Any age, most common in 4th-6th decades

Slight male predilection

Many are asymptomatic, if symptomatic it often indicates infection

Lucency between roots of central incisors > 6 mm in diameter

Classically described as a heart-shaped lesion due to superimposition of the anterior nasal spine on periapical radiographs

Cyst of incisive papilla if no bone involvement

Simple excision is the treatment of choice

Histopathology:
Variable epithelial lining, often more than one type is present

Stratified squamous 75%

Pseudostratified columnar 33%

Simple columnar

Simple cuboidal

Moderate sized nerves, arteries, veins in the wall of the cyst

Small mucous glands, not normally found in the anterior palate, are present in ~33%

Islands of hyaline cartilage on occasion

Median Palatal Cyst

Most probably represent cysts of posterior superior portion of the nasopalatine duct

May be difficult to distinguish from nasopalatine duct cyst

Lucency in the midline of the hard palate is best demonstrated on occlusal radiograph

May or may not be clinically evident

Surgical excision is treatment of choice

Nasolabial Cyst

Also called nasoalveolar cyst, Klestadt cyst

May arise from epithelium of developing nasolacrimal duct rather than, as originally theorized, from entrapped epithelium in line of fusion of median nasal, lateral nasal, and maxillary processes

Histology shows respiratory type epithelium

Soft tissue cyst, does not normally involve bone

Symptoms:

Asymptomatic swelling in the labial vestibule

Elevation of the ala of the nose

Occasionally bilateral (10%)

Adults, 4th-5th decades, females 3:1 

Excision is treatment of choice

Globulomaxillary Cyst

Originally thought to arise from epithelium entrapped along the line of fusion between the median nasal process and maxillary process

Classic presentation is an inverted pear shaped lucency between the lateral incisor and canine teeth

Likely not a true fissural cyst since most cases can be linked to another specific etiologic category

Median Mandibular Cyst

Very rare

Probably not a true fissural cyst; most cases linked to another specific etiology, primarily odontogenic

Epidermoid Cyst

Also referred to as infundibular cyst, epidermal inclusion cyst, sebaceous cyst, pilar cyst, trichilemmal cyst
Common in the acne prone areas of the head and neck

Males affected more often than females

Unusual prior to puberty unless associated with Gardner syndrome

Present as nodular, doughy subcutaneous lesions, normal to yellow or white in color

Simple excision is curative

Dermoid Cyst 

Also referred to as benign cystic teratoma
Usually are midline lesions

Floor of mouth is most common location

Clinical presentation and symptoms depend on location relative to geniohyoid and mylohyoid muscles

Young adults most commonly affected

Slow growing, painless, doughy or rubbery mass

May retain pitting after application of pressure

Histopathology:
Orthokeratinized stratified squamous epithelium

Prominent granular cell layer

Abundant keratin in the cyst lumen

May show focal areas of respiratory epithelium

Cyst wall contains one or more types of skin appendages:

Hair follicles

Sebaceous glands

Eccrine sweat glands

Surgical excision is treatment of choice

Thyroglossal Duct Cyst

Also referred to as thyroglossal tract cyst
Proliferation of epithelial remnants of embryonic thyroglossal duct

Midline lesion, can arise anywhere along the path of the duct

60-80% develop below the hyoid bone

Intralingual cysts are rare

Any age but usually before 20 years

Presents as painless, fluctuant, movable mass

Classically moves vertically with swallowing

Sinus tracts to the skin seen in ~33%

Histopathology

Variable epithelial lining, sometimes multiple types

Stratified squamous

Columnar

Cuboidal

Intestinal

Thyroid follicles may or may not be found in the cyst wall

Treatment is surgical excision

Sistrunk procedure often utilized

Aggressive surgery

Removes cyst, mid portion of the hyoid bone and muscle all along the tract

Recurrence rate is <10% 

Less aggressive surgery is associated with a much higher recurrence rate

Branchial Cleft Cyst

Also referred to as cervical lymphoepithelial cyst
Disputed histogenesis

Cystic development from cervical sinus of His

Cystic change of parotid duct epithelium entrapped in upper cervical lymph nodes

Young adults, 20-40 years most often

Clinical presentation:

Presents in upper lateral neck along anterior border of sternocleidomastoid muscle

May be bilateral

Soft, fluctuant mass, usually painless

May develop sinus orifice to the skin surface

Histopathology:

Stratified squamous epithelium in > 90%

Keratinization may or may not be present

Respiratory epithelium occasionally seen

Lymphoid tissue characteristically found in the cyst wall

Germinal centers may be seen

May demonstrate reactive lymphoid hyperplasia

Treated by surgical removal

Lymphoepithelial Cyst

Also referred to as oral lymphoepithelial cyst, occluded oral tonsil
Develops in areas of accessory oral tonsils

Floor of mouth

Adjacent to lingual frenum is most common site

Ventral and posterior lateral tongue

Soft palate

Presents as a small, usually asymptomatic, white to yellow, submucosal mass that may be soft or firm to palpation

Any age, most common in young adults

Histopathology:

Epithelial lined “cyst”

Usually stratified squamous epithelium

Parakeratinized 

Serial sections often will show communication with the surface epithelium

Lymphoid tissue in the wall

Germinal centers usually present

