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Osteogenesis Imperfecta Type II (Two Autopsy Cases)
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Table 1. Proposed classification of osteogenesis imperfecta (Sillence, 1981)

Type Description Inheritance Severity Clinical characteristics

1 Dominant inheritance Autosomal dominant Mild to moderate Bone fragility, blue sclera
with blue sclera presenile hearing loss(=)

I Lethal perinatal with Autosomal recessive Severe Extreme bone fragility
crumpled femora and crumpled  bones, perinatal
beaded ribs death

i Progressive deforming  Autosomal recessive Severe Severe bone fragility, normal
osteogenesis imperfecta progressive sclera, severe growth
with normal sclera deformity retardation, skeletal deformity

v Dominant inhertance Autosomal dominant Mild to moderate Bone fragility, normal sclera

growth retardation(=)

Dominant types (type I and II1) are subclassified as A (absent) and B by dentinogenesis imperfecta.
{Levin, 1978)
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Table 2. Analysis of microscopic change in osteogenesis imperfecta

Author(s) Numbers of cases Specimen Osteoblast Osteocyte Osteoclast
Key (1926) 1 Tibia 1 N !
Weber(1930) 1 Tibia i N i
Smith et al. (1935) 1 Rib, tibia, femur i T —
Fairbank (1948) 2 Femur, tibia ! — —
Follis (1952) 1 Long bones ! — 1
Follis (1953) 1 Long bones N — 1
Engfeldt et al. (1954) 3 Tibia N — —
Navani et al. (1967) 1 Calvarium — | N
Robichon et al. (1968) 29 Long bones N t N
Remigio et al. (1970) 2 Rib 1 — —_
Doty et-al. (1971) 4 Long bones N 1 N
Falvo et al. (1973) 16

Iium — 1 1

1 : Increase, ] : Decrease, N: Normal range,

—: Not specified.
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—ABSTRACT—

Osteogenesis Imperfecta Type II
(Two Autopsy Cases)

Woo Ho Kim, Byung Doo Lee and Je G. Chi

Depariment of Pathology, College of Medicine
Seou! National University

Ostecgenesis imperfecta is one of commen heredit-
ary anomalies, but its spectrum appears quite broad,
There are many clinical and pathological features
which suggest heterogeneity of this disease.

We report two cases of osteogenesis imperfecta
that we thought best fit for type II. Both cases
were born after gestational periods of 30 and 40
weeks, and died immediately after birth. Both clinical
and radiological findings were compatible with those
of osteogenesis imperfecta in both cases.

Majer histologic findings were alteration of both
endochondral and intramembranous ossification. And
interestingly osteoclasts were abundant in the surface
of lamellar bone and medullary spaces as well in
both cases.

We reviewed the literatures on histclogic features
and discussed on recently proposed classification of

osteogenesis imperfecta,
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Fig. 1.
Fig. 2.
Fig. 3.
Fig.

Fig.

Fig. 6.
Fig. 7.
Fig. 8.
Fig. 9.
Fig. 10.
Fig. 11.
Fig. 12.

LEGENDS FOR FIGURES

Postmortem picture of case ], showing short extremities and protruded abdomen. Note also abnormal
structures.

X-ray film of case 1 (oblique view). Extremity bones show multiple fractures. Basal skull and jaw
bones are barely seen in the head.

Photograph of ventral surface of the posterior thoracic wall, showing multiple callus formations
around the fracture sites(rosaries).

4. Photomicrograph of skull bone. The matrix is irregularly calcified without organized ossification.

5. Gross appearance after fixation at the time of autopsy., Large head and deformed extremities are

seen.

X-ray film of case 2. Extremity bones, especially both femurs are showing multiple fractures and
deformities.

Gross photograph of mid-longitudinal section of the lower extremities (Case 2). They are severely
deformed due to multiple fractures.

X-ray film of Fig. 7. Both healed and recent fractures are seen in both femurs and tibias. The
fibula bones are not well visualized.

Low power photomicrograph of epiphyseal end of femur {Case 1). Cartilage cells are orderly
arranged and matured. But osteoid formation is deranged and matrix is irregularly calcified. (x40
HE)

Medium power view of epiphyseal end of femur (Case 1). (x100 HE)

High power view of metaphysis of femur (Case 2). Numerous osteoclasts are seen around the callus,
(x 400 HE)

High power view of metaphysis of finger (Case 1). Matrix is heavily calcified together with incre-
ased number of osteoclasts. (x 400 HE)




