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ABSTRACT

Osteogenesis Imperfecta: Report of a New Pedigree in Iran

D Farhud, MD, PhD, MG Tehran University of Medical Sciences, School of Public Health, Dept of Human
Genetics
J Mohammadi-Asl, MSPH Ahvaz University of Medical Sciences, Dept of Biochemistry
Poupak Derakhshandeh, PhD Tehran University of Medical Sclences, School of Public Health, Dept of Human
Genetics
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Osteogenesis imperfectais a heterogenous genetical disorderand is inherited as an autosomal dominant or autosomal
recessive trait. The primary defect lies in the mutation of genes that encode type 1 collagen. Organs bearing connective
lissue such as bone, sclerae, inner ear, skin, igaments, tendons, and fasciae are involved. With respect to clinical, bio-
chemical and inharitance charactenistics, this disorder is divided into 4 groups (OFL OV OV and O VY. The clinicsl fea-
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ture consists of mainly fragile bones with or without blue sclerae and deafness,
In report an &-year old boy is presentad with a pedigres suggesting an aujlosomal recessive type of inhertance in whom
with respect to clinical feature, osteogenesis type |18 is diagirosed.
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