
Method

Ocular Involvement in the Mucopolysaccharidosis: An 8-Year Longitudinal Study

Purpose 

Mucopolysaccharidoses (MPS) are inherited disorders characterized by impaired lysosomal degradation of glycosaminoglycans. 

Ophthalmic manifestations, including corneal clouding, optic neuropathy, elevated intraocular pressure, and retinopathy in MPS types 

I, II, III, IV, and VI, can lead to significant visual impairment. This study presents clinical observations and corneal changes in MPS 

patients.
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Results

 80 MPS patients, aged 3 to 58 years, were evaluated. Various degrees of corneal clouding were present in 71 patients. The cohort 

included 30 MPS I Hurler, 14 MPS I Hurler-Scheie, 4 MPS I Scheie, 2 MPS II, 13 MPS IV, and 8 MPS VI. Two patients underwent corneal 

transplants, one had penetrating keratoplasty and the other bilateral deep anterior lamellar keratoplasty (DALK). Median LogMAR 

visual acuity was 0.62 in patients with MPS I Hurler, 0.18 in MPS I Hurler/Scheie, 0.08 in MPS I Scheie and MPS II, 0.54 in MPS IV, and 

0.32 in MPS VI.   Retinopathy was found in 32 patients: 25 MPS I, 4 MPS II, 1 MPS IVA, and 2 MPS VI. All patients received enzyme 

replacement therapy (ERT), hematopoietic stem cell transplantation (HSCT), or both except (2 MPS II & 3 MPS IV).

Conclusions

Corneal clouding was prevalent across all MPS subgroups, mostly mild to moderate changes, and 32 patients had retinopathy. 

While it was challenging to assess progression due to additional ocular conditions, visual acuity remained relatively stable.

A prospective study assessed visual acuity, corneal clouding, fundoscopy, OPTOS imaging, optical coherence tomography (OCT), and 

electroretinography (ERG) in our MPS patients. 
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