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Osteopoikilosis-A Case Report 
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Abstract

Osteopoikilosis (Spotted Bone, Osteopathia Condensans Disseminata) is a rare autosomal dominant bone disorder with characteristic radiological 
features. Prevalence has been estimated 1/50.000. The diagnosis usually done according to radiographs which are performed incidentally. 
Diagnostic lesions of osteopoikilosis are typically diffuse, round or oval, symmetrically shaped sclerotic bone areas. It should be differentiated from 
osteoblastic metastasis, tuberous sclerosis and mastocytosis due to the similarity of radiological images. We report a case of osteopoikilosis patient 
presenting with left hip and left groin pain.
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Introduction

Osteopoikilosis (spotted bone disease, osteopathia conden-
sans disseminata) is a rare osteosclerotic dysplasia that shows an 
autosomal dominant transmission and has characteristic radiologi-
cal features (1,2). Although the exact cause and the pathogenesis 
are unknown, the inherited deficiency in the normal formation of 
trabeculation along stress lines of bones is thought to be respon-
sible for the pathogenesis (3). The prevalence was determined as 
1/50,000 and the diagnosis can be made at any age range (4). 
Although lesions are seen in both sexes, they are more common 
in men than in women (4). It is generally asymptomatic and does 
not require treatment (5). The diagnosis is often radiological or 
incidental (1,5,6). Osteopoikilosis is histologically defined as bone 
islands that form dense core structure and are not associated with 
bone marrow in trabecular or cancellous bone (7). Radiologically, 
many sclerotic lesions of symmetric and homogeneous structure 
that are typically circular or ovoid can be observed; each lesion has 
a size of a few millimeters (1,6). These lesions are more prominent 

in long bones and the metaphyseal and epiphyseal pelvis; they are 
also common in phalanges and in spongy tissues of the tarsal and 
carpal bones (1). Osteopoikilosis can be confused with osteoblas-
tic metastases, tuberous sclerosis, and bone mastocytosis because 
of the similarity of radiological images (1). These diseases should 
be considered in the differential diagnosis.

In this article, a case of patient with osteopoikilosis who pre-
sented to our clinic because of pain in the left hip and left groin 
area is presented. 

Case Report

A 26-year-old male patient presented at our clinic with the 
complaint of left hip and left groin pain. The patient gave a 
history of increase in pain over the last month. The pain had 
a mechanical character and increased especially while walking. 
There was no night pain, pain spread, and morning stiffness. 
The patient did not describe any numbness, tingling, and weak-
ness in the legs.
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In the examination and inspection of the patient, no skin 
lesions or rashes, including those in the scalp, were encounte-
red. Other systemic examination findings were normal. In the 
musculoskeletal examination, tenderness was detected in the 
following joints: 1st right metacarpophalangeal (MCP) joint; 2nd, 
3rd, and 4th MCP, 4th proximal left interphalangeal (IP) joint; right 
1st, 2nd, 3rd, 4th, and 5th metatarsophalangeal (MTP) joints; left 
2nd and 4th MTP joints, right ankle; and anterior aspect of both 
shoulder joint capsules. However, no arthritis was detected in 
any joint. Waist and hip movements were unaffected and pain-
less. Patrick’s test was positive on the left at the border. His ne-
urological examination was normal. In laboratory examination, 
routine biochemistry, erythrocyte sedimentation rate, C-reactive 
protein, urinalysis, and tumor marker levels were normal. In 

the radiological assessment, no pathological findings were fo-

und in lumbar and chest radiographs. Scattered, small, well-
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Figure 1. Anteroposterior radiograph of the pelvis. Black arrows 
show the femoral head and proximal acetabulum; a number of 
small, well-circumscribed, circular sclerotic bone lesions in the 
ischium

Figure 2. Anteroposterior radiograph of the left shoulder. Black 
arrows show the humeral head and widely distributed, small, 
well-circumscribed and circular sclerotic bone lesions around 
the glenoidal cavity

Figure 3. Bilateral anteroposterior radiograph of the hand. 
White arrows show widely distributed sclerotic lesions 

Figure 4. Radiograph of the left ankle. White arrows indicate scle-
rotic lesions
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circumscribed, and circular sclerotic bone lesions were detected 
in the anteroposterior radiographs of the pelvis (Figure 1) and 
the shoulder (Figure 2). Similar lesions were also detected in the 
anteroposterior radiographs of the hands (Figure 3) and the left 
ankle (Figure 4). Computed tomography (CT) of the left hip jo-
int and whole-body bone scintigraphy were then performed. CT 
of the left hip joint showed multiple scattered and hyperdense 
areas of size in millimeters (Figure 5) located in the left part of 
the femoral head and neck and in the acetabulum. This view 
suggested a diagnosis of osteopoikilosis. No significant increase 
in the activity was detected in Technetium-99m (Tc-99m) whole 
body bone scintigraphy.

The patient was diagnosed with characteristic radiological 
findings and osteopoikilosis by excluding other differential di-
agnoses. The patient was informed about the disease and was 
followed up. Similar lesions were observed in the evaluation of 
patient’s mother among the other family members at our poly-
clinic; the mother had prominent lesions in her left ankle (Figure 
6). The family was directed to the department of genetics for 
genetic examination. Paracetamol 1500 mg/day was started as 
treatment for the patient’s hip pain. A decrease in hip pain was 
detected in the follow up a month later. A written informed con-

sent was obtained from the patient for the publication of this 
report.

Discussion

Osteopoikilosis is a rare bone disease first described in the 
beginning of 20th century by Albert–Schönberg (8). The inci-
dence of the disease was reported as 1/50,000 (9). Although 
it was reported that this disease can be observed in both sexes 
and at any age (10,11) and usually shows autosomal dominant 
transmission, sporadic cases are also reported (5,10,12). In the 
examination of the first-degree relatives of our patient, typical 
osteopoikilosis lesions were also observed in the patient’s mot-
her. 

Although the disease usually remains asymptomatic, joint 
effusion occurs in 15%–20% patients with moderate joint pain 
(1,6). Because the disease does not have typical clinical findings, 
diagnosis is often radiological or incidental. Hip pain and ten-
derness in the finger, leg and shoulder joints suggest that he is 
in the symptomatic group. 

Radiological lesions of osteopoikilosis are typical. They are 
characterized by numerous symmetrical, homogeneous, well-
circumscribed, small (1–10 mm in diameter), round or oval-sha-
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Figure 6. Radiograph of the left side of the ankle of the mother of 
26-year-old patient. The white arrows show well-circumscribed scle-
rotic lesions 

Figure 5. The left hip computed tomography, transverse 
cross-section passing through the femoral head. White arrows 
show numerous hyperdense lesions that conform with the os-
teopoikilosis in the femoral head; lesions are well-circumscribed 
and have size in millimeters
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ped sclerotic lesions. The most commonly affected areas are the 
epiphyses of short tubular bones and the metaphyses of long 
bones. In addition, carpal bones, tarsal bones, scapula, pelvis, 
and sacrum are reported to be frequently affected (13,14). In 
our case; small, well-circumscribed, circular sclerotic bone lesi-
ons were detected in the pelvis, shoulder, hand, and foot radi-
ographs in accordance with the literature.

The radiological lesions of osteopoikilosis may frequently 
be confused with osteoblastic bone metastases because of their 
similarity. For this reason, the accurate diagnosis of this benign 
disease is important (1,15,16). Osteoblastic metastases are the 
lesions that are more asymmetrical than the osteopoikilosis le-
sions, and they vary in size and occur in more locations. Axial 
skeleton involvement, positive scintigraphy findings, and bone 
destruction at the forefront suggest metastases. Bone scintig-
raphy, especially, has a crucial role in definitive diagnosis. Alt-
hough bone scintigraphy is usually normal (1,17) in osteopoiki-
losis, unusual involvements may be seen, especially in younger 
patients (18-20). Osteopoikilosis diagnosis is not excluded with 
abnormal involvement (8,10). Increased involvement is thought 
to be an indicator of active bone remodeling in osteopoikilosis 
lesions (10,21). Four different cases at 29–35 years of age ha-
ving abnormal scintigraphic involvements were reported in the 
literature (10,20,22,23). If the cellular activity in the lesions of 
osteopoikilosis continues, it should not be neglected that ma-
lignant transformation may develop in these areas (24). With 
regard to the differential diagnosis, apart from osteoblastic bone 
tumors, mastocytosis, tuberous sclerosis, osteopathy striata, me-
lorheostosis, and osteoma should be considered; in addition, it 
should be remembered that they may occur concurrently (5). 
Melorheostosis presents with a more painful clinical picture be-
cause of the associated bone deformities, ossification, and nerve 
compressions in the soft tissues around the joint (25). It can 
concurrently present with enchondroma (26). Compared with 
other concomitant conditions, the association of osteopathia 
striata type 1 and melorheostosis, which has a more severe clini-
cal picture with ectopic bone formation, with osteopoikilosis has 
been reported to be more frequent in endosteal and periosteal 
areas of long bones (13). In mastocytosis and tuberous sclero-
sis; symmetricity, metaphyseal and epiphyseal involvement, uni-
form and well-circumscribed focii are rarely seen in lesions (1).

Although osteopoikilosis is generally accepted as benign, 
clinical situations that may accompany and complications must 
be considered. Although isolated osteopoikilosis does not man-
date treatment, the therapeutic necessity arises in the presence 
of accompanying pathological and clinical findings (1,5).

Cutaneous lesions with a number of different features may 
be encountered in 25% of these patients. Discoid lupus erythe-
matosus, keloids (1,27), and dermatofibroma are often conco-
mitant skin lesions; these lesions associated with osteopoikilosis 
are related to metabolically active fibroblast proliferation, similar 
to the pathogenesis osteopoikilosis lesions (28). The associa-
tion of dermatofibroma with osteopoikilosis was described as 
Buschke–Ollendorff syndrome (dermatofibrosis lenticular dise-
minada) (29). In addition, the association of osteopoikilosis with 
musculoskeletal disorders, organ abnormalities (coarctation of 

the aorta, double ureter, precocious puberty, urogenital defects) 
(4), endocrine dysfunction (diabetes mellitus), dental, facial 
anomalies (30), dacryocystitis (31), scleroderma (31) fibrom-
yalgia syndrome, spinal canal stenosis, and myelopathy (30,32) 
was previously described. Our patient dies not have skin lesions, 
developmental anomalies, or rheumatic disease.

Because of the possibility of osteosarcoma development to 
be associated with active osteogenesis in osteopoikilosis (15), re-
gular follow-up of patients with osteopoikilosis is also important.

Conclusion

Although osteopoikilosis is a rare condition especially in 
young patients, it is diagnosed through typical radiological fin-
dings. In the literature, an algorithm regarding the diagnosis 
and treatment is not yet available in patients with osteopoiki-
losis. Therefore, radiological diagnosis of these rare patients is 
important to avoid unnecessary invasive methods of diagnosis 
and aggressive treatments.
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