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=Abstract=
A familial Osteopetrosis

Yong Girl Lee, M.D., Sang Soo Do, M.D., Seung Gi Jeong, M.D., Hyung Joo Kim, M.D.
and Seung Jae Son, M.D.

Department of Orthopaedic Surgery, Capital Armed Forces General Hospital, Seoul, Korea

Osteopetrosis is a very rare bone dysplasia characterized by failure of resorption and persistence
of calcified chondroid and primitive bone. In 1904 Albers-Schinberg first described the radiological
appearance of marble bone. This is named osteopetrosis by Karshner in 1926. A fulminating form is
manifested from birth in which fractures and deformity, hydrocephalus and cranial nerve palsies
lead to early death from intractable anemia and intercurrent infection.

In other cases the stigmata are delayed until later childhood, when retardation of growth and of
mental and sexual development occurs, and not infrequently accompanied by rickets, dental caries
and osteomyelitis.

We have experienced a familial osteopetrosis, father and three siblings, which was thought to be a
autosomal dominant inheritance.

One of those family, 20 years old man, has been complained of anemia and low back pain without
radiating pain to the lower extremities.

The other 3 patients has not been complained of any other clinical symptoms. But X-Ray
examination of the entire skeletal survey of those members of the family have revealed the uniform
opacity of long bones and flat bones.
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Fig.l. Skull lateral view shows marked in-

creased density beneath the sella-turcica and
temporal with obliteration of the mastoid cells.
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Fig. 2. Thoracolumbar spine A-P & lat.
view show sand wich spine appearance.
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Fig. 3. Chest P-A view shows greater den-
sity of the anterior ribs compared with the pos-
terior ribs.

3 2o 29ddE AR FEY ek
9 =3, ux I LG} B2 Zael
= yHHoz Zo HMIFEE Yo v} X
Erlenmyer-flask¢} & 43¢ B¢ (Fig.
5), AgRJME 8¥F9 VT4 Fdo] B
A+ (Fig. 6).

MAHSEAH  AAZE AFFHAE w3 A
o) Asa A3 ol 49 A9
Aol Hage 3L HAdded THEL
HEso BT 7 tlEY 3w M o]
And TzHe WaE Yo AU =T
223 ZgdqAe] 28 A YN

WA XX GH 2H:ASVFY BEFEE -
abeculae$} nonlamellar boneo] €& % z¥ %
sgyTe #FA2E B F AUD oA X9}
ZolEe FAEE B F A}

X2 W Ao AR @ FgeR LEFE
o 9A3 ZaFHo HAedued aF 1de]
A AR Woe Adglol d4AEE d
2 Qo ANE AL BEFF Uk

Z2 2. (oA = O 9 F&t 504

a7 2E A Fo] ZEH A ¢AFE A
g53 glen Wohe FAL URT AHE
et 0.2, $¢t 0.20]8 AFL 155cm FEo|

-963-

" Fig. 5. Tibia & Femur A-P view show

Fig. 4. Pelvis A-P view shows the band
which runs across the ilium parallel to the crest.

Erlermyer-flask appearance.
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_Fig. 6. Forearm A-P & Lat. view show den-
sity due to old fracture and increased density.
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