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A Case of Proteus Syndrome with New Ophthalmic Presentation
Mirshahi A, MD; Mir Mohammad Sadeghi A, MD; Espandar L, MD

Purpose: To report a case of Proteus syndrome with new ophthal mic findings not reported
elsewhere.

Patient and findings: The patient is an 18-year-old girl with red lesions on hand and foot from birth
and disproportionate growth of right upper and lower limbs from the first year of life. On
examination, the patient has enlargement of the right upper and lower limb, macrodactyly, vascular
malformations on limbs, epidermal nevus on trunk, and kyphoscoliesis. On ophthalmic examination,
the patient has posterior subcapsular cataract, dilation of inferior and nasal retinal veins, narrowing
of the superior and temporal retinal veins, and macular hypoplasiain both eyes.

Conclusion: The patient had general criteria, and two group B and one group C criteria of proteus
syndrome. From ophthalmic presentation, only cataract has previously been reported in proteus
syndrome and others are new.

Key words: proteus syndrome, ophthalmic presentation
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General Criteria
The general characteristic of mosaic (the juxtaposition in an organism of genetically different tissue)
distribution of lesions progressive course and sporadic occurrence in a given patients.

Specific Criteria
A category a abnormality, if present, suffices for the diagnosis .of proteus syndrome. Connective
tissue nevi are common and are facultative but not obligatory

Diagnostic criteria of Proteus Syndrome

For Diagnosis: General Criteria Specific criteria (Category signs):
(Mandatory) : Either one from A
Mosaic distribution of lesions Or
Progressive Course Two from B
Sporadic Occurrence Or
Three from C

A 1. Connective tissue nevus Common
B 1 — Epidermal nevus Common
2 — Disproportionate over growth (one of mor)
- Limbs Common
Arms/legs Common
Hands/Feet/digits
-Skull UnCommon
Hyperostosis
- Vertebrae Common
Megaspondylodysplasis
- Visera UnCommon
C Spleen / thymus
3 — Spesific tumors before end of second decade
(either one) UnCommon
- bilateral ovarian cystadenoma UnCommon

- parotid nomomorphic adenoma
1 - Dysregulated adipose tissue (either one)

- Lipoma Common

- Regional absence of fat Common
2 — Vascular malformations (one of more)

- Capillary Malformation Common

- Venous malformation Common

- Lymphatic malformation Common
3 — Facial Phenotype

- Dolichocephaly UnCommon

- Long face

- Minor downslanting of palpebral fissures
and / or minor ptosis

Low nasal bridge

Wide or antiverted nares

Open mouth at rest.

Sheard RM, Pope FM, Snead MP. A novel ophthalmic presentation of the proteus syndrome.

Ophthalmology 2002;109:1192-1195.
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