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DesCripTion 
We report a preterm female neonate with a 
positive combined first trimester screening 
(performed at 12 weeks of gestation), diagnosed 
with micrognathia, mandibular hypoplasia and 
retrognathia on prenatal ultrasonography. The 
serological screening was negative with immu-
nity for rubella. Her mother had psoriasis and 
a sickle cell trait and her older sister had retrog-
nathia and cleft of the soft palate. Due to the 
patient's prenatal ultrasonographic alterations 
as well as to her older sister's malformations she 
was submitted to a prenatal genetic screening. 
Amniocentesis revealed a normal cariotype with 
a positive array for Stickler syndrome (SS). She 
was born by eutocic delivery at 32 weeks of gesta-
tion with a birth weight of 1795 g and needed 
no resuscitation. On examination she presented 
with Pierre Robin sequence (PRS) (mandib-
ular hypoplasia, marked retrognathia and cleft 
of the soft palate) (figures 1–3). She presented 
respiratory distress with CO2 retention within 
24 hours of life, needing mechanical ventilation 
until the 14th day of life. Enteric nutrition was 
initiated on the second day of life with a naso-
gastric tube. Eye red reflex and newborn hearing 
screening were normal. A complete eye exam-
ination was performed and revealed no alter-
ations. She presented with multiple episodes of 
bradycardia and apnea secondary to glossoptosis 
which reverted with manipulation. The patient 
was submitted to a successful early mandibular 
distraction at 3 months of age and is currently 
being followed-up by a multidisciplinary team 
including specialists from plastic surgery, physical 

rehabilitation, ophthalmology, otolaryngology 
and orthopaedics. Furthermore the patient's 
older sister was also subsequently screened and 
diagnosed with SS.

Figure 1 Typical facial abnormalities in Stickler 
syndrome: a flat midface with a depressed nasal bridge, 
short nose, anteverted nares and a marked micrognathia 
(lateral view).

Figure 2 Typical facial abnormalities in Stickler 
syndrome: a flat midface with a depressed nasal bridge, 
short nose, anteverted nares and a marked micrognathia 
(frontal view).

Figure 3 Facial CT in three-dimensional resolution 
matching clinical orofacial features.
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PRS, characterised by micrognathia, glossoptosis and 
cleft palate, is associated with upper airway obstruction and 
feeding difficulties and its treatment consists in a corrective 
surgical distraction of the mandible.1 It is often an isolated 
abnormality but in some cases occur as part of a syndrome 
with multiple malformations. One-third of the patients with 
associated malformations presents SS.1 SS or hereditary 
progressive arthro-ophthalmopathy is a connective tissue 
disorder affecting about 1/7.500 to 1/9.000 newborns with 
a predominantly autosomal-dominant inheritance.2 It is char-
acterised by orofacial, ocular, skeletal and auditory abnor-
malities.1–3 Affected children typically have a flat midface 
with a depressed nasal bridge, short nose, anteverted nares 
and micrognathia. Cleft of the soft palate can occur and is 
associated with PRS.1 3 Abnormalities of vitrous gel architec-
ture are pathognomonic, usually associated with high myopia 
and retinal detachment. Joint hypermobility is present in 
infancy and osteoarthritis typically develops in the third 
or fourth decade. Sensorineural deafness and mitral valve 
prolapse may occur. Stature and intellect are usually normal.3 
Management should include not only a corrective distraction 
of the mandible for PRS but also an early follow-up in ophtal-
mology, orthopaedics and otolaryngology consultations since 
blindness, hearing loss and osteoarthritis may be among the 
main long-term complications.1 3
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Learning points

 ► Pierre Robin sequence is usually an isolated entity but in 
some cases can occur as a part of a syndrome.

 ► A high index of suspicion is needed to consider the diagnosis 
of Stickler syndrome in children with Pierre Robin sequence 
with ocular, skeletal and/or auditory abnormalities.

 ► Stickler syndrome requires a wider therapeutic approach 
when compared with isolated Pierre Robin sequence.
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