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Abstract : 
Purpose : The objective of the study is to describe a case of lens ectopia in children associated with Marfan 

syndrome. 

Introduction : 

Marfan syndrome accounts for 40% of congenital ectopies of the lens. It is transmitted in an autosomal dominant 

mode, as a result in mutation of a fibrillin-1 (FBN 1). In its complete form, it combines morphological, 

cardiovascular and ocular signs. 

Observation : 

We report the case of a 9-year-old child, from a consanguineous marriage, the first of two children, who had 

consulted ophthalmology for a progressive bilateral decrease in visual acuity in a non-traumatic context. 

Ophthalmological and general examination had revealed bilateral lens ectopia and a slender morphotype, 

respectively. The examination of the brother, aged 4, had noted bilateral lens ectopia with minimal lens 

displacement as well as heart disease. A cardiac ultrasound for etiological purposes had objectified tight mitral 

regurgitation associated with dilatation of the ascending aorta. The skin biopsy had noted an abnormality of 

fibrillin. Therapeutically, the child had benefited from anterior phacophagy without intraocular lens 

implantation, followed by correction of the aphakia with glasses and treatment for amblyopia. 

Conclusion : 

Marfan syndrome is a genetic fibrillinopathy with polymorphous clinical and paraclinical manifestations. The 

prognosis depends on heart damage, the main cause of death. The visual prognosis depends on the early surgical 

management and the well-conducted treatment of amblyopia. 
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I. Introduction : 
Marfan syndrome accounts for 40% of congenital ectopies of the lens [1-2]. It is transmitted in an 

autosomal dominant mode, as a result of a mutation in the gene encoding fibrillin 1 (FBN1) [3-4]. It is due to a 

defect in fibrillin, which is the essential component. It affects collagen-rich organs, including the eyes, 

cardiovascular system, and ligament system. In its complete form, it combines morphological, cardiovascular and 

ocular signs. The most common ocular manifestations are lens ectopia in nearly 70% of cases and rhegmatogenous 

retinal detachment in about one-third of cases [5-6].  The objective of the study is to describe a case of lens ectopia 

in children associated with Marfan syndrome. 

 

II. Observation : 
We reported the case of a 9-year-old male child, from a consanguineous marriage, the first of two siblings 

who had consulted ophthalmology for a progressive bilateral decrease in visual acuity evolving over the past 2 

years, without any notion of ocular trauma 

The ophthalmological examination had revealed a visual acuity counting the fingers at 1 m in the right 

eye and 1/10 in the left eye. On examination of the anterior segment, there was a bilateral lens ectopia with an 

inferonasal displacement (Figures 1 and 2), which was greater in the right eye than in the left. The intraocular 

pressure was 19 mmHg and 16 mmHg in the right and left eyes, respectively. There were no retinal degenerative 

lesions on examination of the fundus and retinal periphery. Examination of the optic disc noted an excavation of 

0.7 and 0.5 in the right and left eyes respectively. 
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Figure 1 : Displacement Of The Lens In The Inferior Nasal (Right Eye) 

Figure 2 : Displacement Of The Lens In The Nasal (Left Eye) 

 

On general examination, the child had a slender morphotype combining dolichostenomelia and 

arachnodactyly (figure 3). 

The examination of the brother, aged 4, had noted bilateral lens ectopia with a visual acuity of 5/10 and 

minimal lens displacement as well as heart disease. 

A cardiac ultrasound had been performed for etiological purposes, and had objectified a tight mitral 

regurgitation associated with dilation of the aorta. 

A protein test on a skin biopsy had revealed fibrillin abnomalies. 

Therapeutically, the child had benefited from mitral and aortic plasty and then anterior phacophagy in 

both eyes, without intraocular lens implantation, with postoperative prevention of infective endocarditis. The 

aphakia was corrected with glasses, then the child was treated for amblyopia. After two years of follow-up, 

corrected visual acuity was 4/10, intraocular pressure was stable varying between 10-12 mmHg in both eyes, and 

optic disc excavation and visual field were stable. As for the younger brother, he had benefited from cardiology 

care and ophthalmological monitoring. 

Genetic counselling had also been offered to the parents. 

 

 
Figure 3 : Arachnodactyly 

 

III. Discussion : 
Described by Bernard-Jean Antonin Marfan in 1896 [7], Marfan syndrome is one of the most common 

fibrillinopathies with clinical polymorphism. 

The prevalence of Marfan syndrome is estimated of 2 to 3 in 10,000 to 20,000 individuals [8].  Marfan 

syndrome accounts for 40% of congenital lens ectopies [1-2]. 

Marfan syndrome is inherited in an autosomal dominant mode, as a result of a mutation in the FBN 1 

gene.  It is a general disease affecting the collagen microfibril of the entire body. It is due to a defect in fibrillin, 

which is the essential component. 

The main clinical manifestations are the large size of the affected subjects, who have a slender 

appearance, with small limbs (dolichostenomelia) and hands with long fingers (arachnodactyly), ligament laxity, 

insufficiency of the large vessels (most often aorta), cardiac involvement, aortic or mitral insufficiency, and of 

course ectopic microspherophaquia. These abnormalities are part of the Ghent criteria [9-12]. The displacement 
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of the lens in Marfan syndrome is most often superotemporal but this is not a rule and all other anatomical types 

of subluxation can be seen. 

Therapeutic management has several components. The age of the patient is an important factor to 

consider when choosing the surgical technique for lens ectopy [13]. For some authors, surgery is indicated when 

visual acuity is less than 3/10. Phacophagy associated with anterior vitrectomy by the pars plana remains the most 

widely used 78% according to Charif-Chefchaouni [14]. However, Erdogan [15] as well as Dogaroiu [16] had 

used three different techniques associated with intraocular lens implantation in their series. In our case, the child 

had benefited from anterior phacophagia associated with an anterior vitrectomy without intraocualar lens 

implantation with correction of the aphakia made by glasses. 

An improvement in visual acuity of 0.5 to 0.3 logMAR in a cohort of 39 patients treated with vitrectomy 

with and without Artisan implantation, over a study period ranging from 44 months to 3 years [17-18]. In a study 

by Rezar-Dreindl [19] on a series of 41 patients after a 3-year follow-up, acuity improved in 83% of patients who 

underwent phacophagia (with or without secondary implantation of Artisan). These results are similar to our case. 

From a cardiological point of view, a valvuloplasty is proposed in the event of valve insufficiency, which is the 

case for the child who had benefited from a mitral and aortic plasty. 

The prognosis depends on vascular involvement, the most dangerous lesions being those of the root of 

the aorta, which can be the site of an aneurysm that can become dissectant, the main cause of death in these 

patients. The visual prognosis is conditioned by the precocity of treatment in children because of the risk of 

amblyopia [20]. 

 

IV. Conclusion : 
Marfan syndrome is a autosomal dominant fibrillinopathy transmission with polymorphous clinical and 

paraclinical manifestations. The prognosis depends on heart damage, the main cause of death. The management 

is multidisciplinary and the visual prognosis in children is conditioned by good compliance with amblyopia 

treatment. 
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