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A Case of Type I Osteogenesis Imperfecta Differentially Diagnosed
as a Cause of a Spinal Compression Fracture
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ABSTRACT

Osteogenesis imperfecta (OI) is a genetic disease that is caused by a synthetic anomaly of type I collagen.
It is characterized by such features as low bone density, multiple fractures, bone deformities and chronic bone
pain. According to the hereditary pattern and degree of phenotypical expression, it also has various
extraskeletal manifestations such as blue sclera, hearing deformities and dentinogenesis imperfecta.

Recently, an expanded seven subgroup classification of OI has been suggested by means of its clinical
severity and mutational characteristics. However, most of the OI cases reported in Korea have been classified
as type II or III that can be diagnosed easily and present with severe clinical manifestations. Only rare type
I OI cases have been currently reported in Korea.

Herein, we report a case of type I OI that was differentially diagnosed as a cause of a spinal compression
fracture. (J Kor Endocr Soc 22:446~452, 2007)
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Fig. 1. Blue Sclera which are typical characteristic of
osteogenesis imperfect were observed in the patient.
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Fig. 3. Compression Fractures of T12 and L1 bodies with diffuse
osteoporotic change were observed in Plain XR images.
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AP Spine Bone Density

PP A
Reference: L2-L4

BMD (g/cm?
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1.6 2 3
BMD Young-Adult Age-Matched
Region (g/em? T-Score 7-Score
L1 0.740 =27 -34
L2 0.671 -3.7 -4.4
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Shaft 0.813 = -
Total 0.663 =23 =25

Fig. 4. Initial bone mineral density findings of the patient.
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Fig. 5. No special abnormal findings were observed other than
compression fractures of T12 and L1 bodies in *™Tc bone scan images

Table 1. Laboratory findings of the patient

Ref. value At admission 1 year after

Serum Ca (mg/dL) 8.4~10.2 9.5 8.6
P (mg/dL) 2.5~5.5 3.1 33
ALP (U/L) 39~117 166 89
iPTH (pg/mL) 13~54 13.6 43.4
Osteocalcin (ng/mL) 3.2~12.2 4.7 -
25-(OH) Vit D3 (ng/mL) 11~70 25.1 -
1,25- (OH),-vit D3 (pg/mL) 25~66 52.7 -
24hr Urine P (mg/dL) 900~1300 61 -

Ca™ (mg/d) 100~240 28 -

Creatinine (mg/d) 70~157 726 -
Urine deoxypyridinoline (nmol/mmol cretinine) 2.5~6.5 10.41 -
TSH (ug/mL) 0.3~4.0 0.11 0.79
T3 (ng/mL) 80~200 200 -
Free T4 (ng/dL) 0.77~1.94 2.05 1.34
TBII (%) <10 25.3 0.1
TPO Ab (ug/mL) <8 6.1 -
Thyroglobulin Ab (IU/mL) <100 113 -
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Fig. 6. Follow-up bone mineral density findings of the patient after 1 yr of first admission.
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