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Carrier frequency of p.R¥#AH in glaucoma causing gene CYP\B\ may justify pre-marital screenings in eastern Guilan

:)Li’n.‘ﬁl‘ho

(1399 :Jlw) Suj (sLo 0,555 (aa@3j3is 9 GlLall (a2 )55 uo)lez
1 :alis Juol Sloniuo Slass

:C,lf.\uw’ STV
ali heshmati - School of Biology, College of Science, University of Tehran

peyman Taghizadeh - School of Biology, College of Science, University of Tehran

Elahe elahi - School of Biology, College of Science, University of Tehran

Fatemeh suri - Ophthalmic Research Center, Shahid Beheshti University of Medical Sciences, Tehran, Iran
hasan Behboudi - Guilan University of Medical Sciences, Rasht, Guilan, Iran

Mahsa Alizadeh - Astaneh Ashrafieh Health Center, Astaneh, Guilan, Iran

:dlio AoMS

Background and Aim: Glaucoma is a major cause of blindness. Primary congenital glaucoma (PCG) is the most
severe form of glaucoma. Genetic factors significantly contribute to its etiology, and CYP\B\ is its most important
causative gene. In the first study on the genetics of PCG among Iranians, it was shown that mutations in CYP\B\ were
the cause of disease in approximately Yo% of \oo patients studied. Also, among 14 different mutations identified, four
were most frequent. Additionally, the western and north western regions of Iran had the highest prevalence of PCG,
and the distribution of the mutations in various regions of Iran differed. Guilan was a province with high PCG
prevalence. A subsequent study on Yoo patients from Guilan, suggested that mutated alleles that are causative of
p.G#E and p.Rv¥sAH were frequent specifically in, respectively, Talesh and eastern regions of Guilan. Here, we aimed
to get a more accurate estimate of carrier frequencies of these mutations in these regions in order to consider need for
pre-marital screenings.Methods: In order to achieve a carrier frequency estimate with maximum error of ¥%, leco
individuals from Talesh and ¥.co from eastern regions of Guilan needed to be screened for the respective mutations.
Individuals were recruited based on cluster sampling. DNA was extracted from saliva samples. The c.\AYG>A
causative mutation of p.G#\E was screened in the Talesh samples using an RFLP protocol. The c.\.¥*G>A mutation
causative of p.R¥$AH was screened using an ARMS PCR protocol. Statistical analyses were done using
OpenEpi.Results: Nine individuals among 1-¥# from Talesh were shown to be carriers of the p.G#\E mutation, and Y
among YY1 individuals from eastern regions of Guilan were carriers of the p.R¥#AH mutation. These figures indicate
a carrier frequency of .coA# (40% confidence interval: o.ooF® — 0.0\5F) for p.G#IE in Talesh, and «.oY¥ (40% confidence
interval: .01 — o.0¥o) for p.R¥$AH in east of Guilan.Conclusion: The carrier frequencies calculated are within ranges
previously assessed, but with significantly improved confidence intervals. Based on results of premarital screenings of
thalassemia causing mutations on incidence of this disease in Iran, premarital screenings of the p.R¥#AH may be
Justified
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