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Abstract: Osteogenesis imperfecta (Ol) is a congenital, generalized connective tissue disorder characterized by severe osteoporosis and
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1. Introduction

Osteogenesis imperfecta (OI) is a congenital, generalized
connective tissue disorder characterized by severe
osteoporosis and bone fragility. Other features of the disease
include dentinogenesis imperfecta, scoliosis, short stature,
blue sclerae, hearing loss, and skin and ligament laxity!.
Molecular defects in type I collagen genes, COL1A1 and
COL1A2, were first associated with OI in the early 1980°s2.

Osteogenesis imperfecta was classified several years ago
into four types based on clinical, radiological and genetic
features?.

variability in terms of number of fractures, even within the
same family. Fractures typically begin when the children
start to ambulate. Plain radiographs often are normal in
appearance. These individuals may have blue sclera and
hearing loss, although this may not occur before the second
or third decade. Dentinogenesis imperfecta is not typically a
major component of Type I. There may be subtle dental
findings. There are no long-term studies to determine if the
collagen defect might lead to later dental problems. Growth
and stature are typically mildly decreased in type 1 OI.

Type II: Type II is historically described as perinatally
lethal, typically from pulmonary failure related to the severe
involvement of the chest cavity with small volume,
deformity, and recurrent rib fractures. There may also be
some involvement of the intrinsic collagen of the lung
parenchyma * .These children are frequently diagnosed in
prenatal ultrasounds with short, severely bowed long bones
with multiple fractures. Radiographically, at the time of
birth, they have severe bowing of the long bones, multiple
fractures in different stages of healing, poorly defined
cortices, and crumpling or wrinkling of the bones in an
accordion-type fashion. There is poor tubulation with wide
medullary canals. There is typically severe wedging
deformity of the vertebrae. The skull is usually quite soft
and large. Some of these children, including some treated
with bisphosphonates, have survived for several years.

Type III: These patients are also frequently diagnosed on
prenatal ultrasound. They also have relative shortening of
the long bones, significant bowing, and multiple prenatal
and postnatal fractures. These children continue to have

fractures even with gentle handling. This is the most severe
non-lethal form. They may have a very typical triangular
facies, blue sclerae, dentinogenesis imperfecta, vertebral
fractures, and frequently scoliosis. Without treatment with
bisphosphonates, this OI type frequently demonstrates
classic “popcorn epiphyses” of the long bones and patients
have significant short stature.

Type IV: Traditionally, this classification has included
children with phenotypes that did not fit into Sillence type I
or III. These children typically have multiple fractures,
varying degrees of deformity, as well as a great deal of
variation in terms of color of the sclera, cranial settling,
dentinogenesis imperfecta, and stature. With the recognition
of recessive forms, many of these children previously
classified as having type IV are now recognized as having
one of these other, less common forms.

Type V: These individuals have increasing bone fragility
and a moderately severe phenotype of OI. They also have
calcification of the interosseous membrane which can be
noted in the first year of life. This causes a significant
decrease in pronation and supination. The radial head
dislocates anteriorly, and long bone fracture can result in a
very hypertrophic callus. There can be a radio-dense band at
the end of the metaphysis. There is a unique mesh-like
pattern of lamination histologically under polarizing light.

2. Histopathological Features

It is composed of immature spongy bone with trabeculae of
cancellous bone are delicate and often shows mild fractures.
Osteoblastic activity appears retarded and imperfect.

3. Management and Treatment

OI have not only recurrent fractures and severe bowing
deformities, but also lax joints and connective tissue
associated problems. Long-term, individuals may develop
other significant health issues, including cardiac, pulmonary,
and joint problems. Management consists of physiotherapy,
rehabilitation and orthopaedic surgery.
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4. Discussion

Osteogenesis imperfect also known as brittle bone disorder
exhibits fragile bones leading to multiple fractures during
day today life. Other features include blue sclera, hypoplasia
of teeth, impacted teeth, dirty pink tooth, bowing of limbs,
deafness and peculiar shape of skull. Some bone diseases is
till a myth , OI is one such disease which had to be identified
in early childhood and proper management and treatment
has to be taken throughout the life span
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