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Etiology of Congenttal Blindness amoung Sirjan's Lore Tribe
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Upon a National research project, a study on Congenital blindness of Sirjan’s Lore Tribe was carred out. We
traced 27 patients in the 11th generation, 8 of whom were dead. The 12 living patients ranging from 10-63y,
mean age 21.5, were fully worked up by our clinician and ophthalmologist. Blindness is evident in early
neonatal period, without noticeable objective findings ( 12/12 ).

Nystagmus (8/12), keratoconus: 3 bilateral, 2 unilateral; leukoma: 2 bilateral, and one right unilateral; and 2
bilateral and one right eye cataract appeared later on. On fundus visualization narrowing of retinal vessels on all
vigible cases (10/10), dispersed pigment deposition (3/10), white spot, and retinal degeneration (1/12) were
remarkable. Electroretinogram of 2 cases revealed characteristic pattern. Blindness is profound, ranging from
2/10 in one case, finger count in 2/12, hand movement in 3/12, light perception in 5/12, to complete blindness
with NLP in one. Eye tension were normal in the 4 cases that could be examined. (4/4).

Neither history of seizure, nor mental retardation or myotonic weakness noted. One patient and his sister
showed moderate obesity. We blieve that we are dealing with Leber Congenital Amamrosis. Four mutant genes,
have been found, so far. We are working on the patients’ DNA and that of their first relatives to indentify
the mutant genes and its chromosomal mapping. To the best of our knowledge such large pedigree inthe
Medical Literature and no previous case from Iran have been reported.
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