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 Stickler syndrome is known by several names. This syndrome has been identified as 
Progressive Arthro-Opthalmopathy (Gilbert, 1996; Jung et al., 2000), Hereditary 
Arthroopathalmopathy (Shprintzen, 2000) or Hereditary Progressive 
Arthoophthalmopathy (Francomano, 2010). In 1965, Stickler, et al first described the 
disorder at Hereditary Arthro-opthamlopathy.  Since then, other identifiers, as listed 
above, were named. Currently it is known as Stickler Syndrome.  It is an autosomal 
dominant collagen connective tissue disorder, and most recently, has been found to also 
be of autosomal recessive inheritance (Boothe, et.al, (2020). 

 Multiple organ systems throughout the body may be affected by connective tissue. 
Collagens (COL) are the main source of connective tissue and give the tissues strength 
and form.  All chromosomes consist of a long arm and a short arm as seen on a 
photograph called a karyotype. The letter “q” represents the long arm, and the letter “p” 
represents the short arm. Several genes have been identified and mapped to 
chromosomes 12q.13, 11-q 13.2, 1p21, 6p21.3 and 6q.1. Genes that have been identified as 
causing Stickler have been associated with mutations in COL2A1, COL11A1, COL11A2, 
COL9A2 for autosomal dominant while COL9A1, COL 9A2, and COL9A3 are reported to 
cause recessive forms (Boothe et al., 2020). These are associated with the development of 
collagen for connective tissues and cartilages. According to Van Camp et al., (2006), 
Snead and Yates (1999), Francomano (2010), and Boothe, et al, (2020), Stickler is 
characterized by ophthalmic, articular, orofacial, musculoskeletal, and auditory 
manifestations. Major systems affected are craniofacial, ocular, growth, and 
musculoskeletal. 

 It is the most common syndrome that results in the Robin sequence. Shprintzen (2000) 
stated that one-third of all babies diagnosed with Robin sequence has Stickler syndrome. 
The incidence is one in every 7500 to 9000 newborns in the United States and Europe. 
Stickler affects males and females equally. 

Stickler was originally subclassified into three (3) subtypes based on molecular studies 
and ocular phenotype as indicated by Online Mendelian Inheritance in Man (2000), an 
online catalog of human genes and genetic disorders, from Johns Hopkins University 
(http://omim.org) However, additional subdivisions  were identified according to the 
National Organization of Rare Diseases (NORD, 2015) and Snead et al. (2021). 

INTRODUCTION

http://omim.org/
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They are as follows:

Major Characteristics

 Can also be described in categories as ocular, craniofacial, auditory, skeletal 
(Boothe et.al, 2002; Francomano, 2010; Gilbert, 1996; Jung et.al, 2012; Rose et.al., 
2005; Shprintzen, 2000; Snead et.al., 2020; Snead et al., 2021; Snead & Yates, 1999; 
Van Camp et al., 2006):
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CONSIDERATIONS AND IMPLICATIONS FOR EVALUATION/ASSESSMENT  
/INTERVENTION FOR SPEECH-LANGUAGE PATHOLOGISTS

 An interprofessional practice approach is critical in the considerations for 
evaluation/assessment. The number of major characteristics and symptoms identified in 
Stickler syndrome is a call for all professionals to be cognizant of the possible effects. The 
variety of characteristics can differ from each identified type. Therefore, a team approach 
to include the parents/caregivers is ideal. All the major characteristics should be known 
and explored by an interprofessional team. Team meetings to discuss findings from each 
discipline would be an asset in planning since Stickler is a syndrome with multiple 
systems involved according to type.Since there is not definitive testing or an agreed 
upon criteria for diagnosis to identify Stickler, observational charting is critical and should 
be compared with other observations of the interprofessional team. According to Snead 
and Yates (1999), Rose et al. (2005) and Snead et al. (2020), the diagnosis should be 
considered if the neonate has Robin sequence or midline cleft, infants with 
spondyloepiphyseal dysplasia (short stature and skeletal anomalies affecting the spine 
and bones in legs and arms) associated with myopia and deafness, patients with a family 
history of retinal detachment, and sporadic cases of retinal detachment associated short 
with joint hypermobility, midline, or deafness.

Listed below are a few of the major characteristics that the SLP should be aware of when 
evaluating/assessing and planning for treatment.

Micrognathia and Glossoptosis 

 This is common in Robin sequence where the jaw is small, and the tongue is retracted or 
displaced downwardly. When thus occurs, there may be airway obstructions. Depending 
on the severity, a tracheostomy may be justified. Later, jaw surgery may be performed to 
lengthen the jawbone. Feeding difficulties may be present.

Craniofacial Anomalies 

 There is evidence of an underdeveloped maxilla, and this leads to a flattened facial 
profile known as midface hypoplasia. Robin sequence and clefts of the hard and soft 
palate are common. Most children with Stickler present with a cleft palate, mostly a soft 
palatal cleft. Others may present with a submucous cleft or a bifid uvula. Cleft lip occurs 
from a different embryonic pattern and is not associated with Stickler. Depending on the 
severity of the cleft, resonance disorders, such as hypernasality, may be observed. Repair 
of the cleft is usually successful.

Resonance Disorders 

 Hypernasality secondary to the cleft palate is a finding. Hyponasality and cul-de-sac 
resonance have been identified in patients with a small nasal cavity or small nostrils.



Feeding Disorders 

 Upper airway obstructions and respiratory distress may lead to feeding problems. 
Failure-to-Thrive (FTT) has been noted and is a product of glossoptosis. If there is a short 
genioglossus muscle and lingual attachment in the mandible, anterior tongue 
movement is restricted. Initial treatment usually revolves around feeding and airway 
concerns. Trials with nipples and special bottles. It is important to work the team to 
determine correct position for oral feedings.

Speech and Language Difficulties  

Since most patients present with clefts, problems with high pressure consonant 
production may be observed and treated when the patient is in the emerging and 
developing stages of speech and language development. Hearing and vision problems 
may lead to the need for speech and language intervention and may cause learning 
difficulties in school. 

Hearing 

Loss of hearing is a common feature of Stickler syndrome. Losses may be sensorineural 
that increases with age. Conductive and mixed sensori-neural losses have 
occurred.Patients with STL1 generally exhibit mild to moderate losses in the high 
frequencies. In STL2 patients, tend to exhibit a more profound loss at younger ages. An 
increased risk for middle ear infections occurs. Monitoring hearing acuity is critical 
throughout the diagnostic and intervention process.

Ocular 

Many are diagnosed with myopia. There is a high risk for cataracts (some are congenital), 
glaucoma and detached retinas. The risk for blindness comes from the problems with 
retinal detachment.
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CULTURAL CONSIDERATIONS

Stickler syndrome affects males as well as females.It does not target a specific ethnic 
group. When treating persons with Stickler, one must consider the values and customs 
of the family.
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