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ABSTRACT
Osteopetrosis, also referred to as Albers-Shonberg disease or marble bone disease, refers to metabolic bone diseases

that adversely affect bone health and can have far reaching health implications. Osteopetrosis is a rare genetic disease

that involves osteoclast dysfunction that leads to brittle bones that are susceptible to fracture. There are 4 forms of

the condition, each of which manifests differently and is managed differently. Here, we summarize the latest in what

is known about osteopetrosis and its management.
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INTRODUCTION
Osteopetrosis, also known as Albers-Schonberg disease, refers to 
a heterogenous group of hereditary metabolic bone diseases that 
have a negative impact on bone growth and bone health [1-3]. As 
the name implies, with ‘osteo’ meaning bone and ‘petrosis’ 
meaning stone, diseases of this category are characterized by 
abnormally high bone density, making the bone brittle and 
susceptible to fractures [4,5]. The disease was first systematically 
described in 1904 when it was referred to as ‘marble bone 
disease’ [5,6]. However, written reports suggest the disease has 
been recognized as far back as 350 A.D [7]. Here we summarize 
the incidence and pathophysiology of osteopetrosis, its 
complications and how it is diagnosed and treated.

OSTEOPETROSIS IS A GENETIC
DISEASE OF OSTEOCLAST
DYSFUNCTION
Osteopetrosis is rare and linked to mutations in several genes 
that influence the functions of osteoclasts, which breakdown 
bone [7-9]. Without proper osteoclast function, bone resorption 
is hindered, causing an imbalance in the rate at which bone is 

formed and broken down [1,10,11]. The result is a disorganized  
pattern of cortical bone deposition in those with osteopetrosis, 
making bones brittle and more prone to fracture as shown in 
Figure 1, marbleized, cancellous bone chips [7]. The disordered 
architecture of the bones is also accompanied by sclerosis. 
Research suggests that osteoblasts are also implicated in 
osteopetrosis, though the mechanisms by which osteoblasts 
contribute to the disease are unclear [12].
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Figure 1: Marbleized cancellous bone chips.



occur [24]. Patients therefore often suffer cranial nerve
compression, which can lead to a variety of symptoms [25].

Each form of osteopetrosis presents differently and each can be 
difficult to diagnose and treat [7]. However, clinical and 
radiographic findings usually prompt bone biopsy and genetic 
testing that lead to an osteopetrosis diagnosis [5]. While 
radiographic findings are recommended for diagnosis, genetic 
testing can provide critical information on mutations that are 
predictive of specific disease complications [26].

OSTEOPETROSIS MANIFESTS AS
MORE THAN JUST A BONE DISEASE
Patients with osteopetrosis tend to endure pathological fractures 
and are increased risk for skeletal abnormalities such as 
dwarfism and osteosclerosis [5,7,13,17]. In addition to bone 
fragility and bone deformities, they experience other 
complications at higher rates than the general population as 
well.
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There are 4 forms of osteopetrosis, named for their combination 
of severity and pattern of inheritance. They include type I 
autosomal dominant, type II autosomal dominant, intermediate 
autosomal recessive, and malignant autosomal recessive [7]. 
These forms occur at different rates in the population. While 
approximately 1 in every 20,000 births results in the autosomal 
dominant form of osteopetrosis, only about one in every 
250,000 births occur in the autosomal recessive form [7].

The form of osteopetrosis dictates the mechanisms of osteoclast 
dysfunction as well as the clinical presentation and prognosis. 
For instance, one genetic mutation may impact osteoclast 
differentiation while another may influence vesicle trafficking 
[1,11]. Those with the autosomal recessive forms of osteopetrosis 
often die in childhood from bleeding, secondary infections, or 
multi-organ failure, while those with autosomal dominant forms 
may have no reduction in life expectancy despite suffering 
significant orthopedic challenges [13-20].

DIAGNOSIS DEPENDS ON CLINICAL
PRESENTATION AND RADIOGRAPHIC
FINDINGS
In most cases, patients with osteopetrosis present with fractures, 
which are often transverse and involve callus formation in 
multiple areas [3,21]. The medullary canal is lost in bones that 
lack osteoclast activity, leaving the end of long bones bulbous, 
with a characteristic metaphyseal flare, often referred to as 
Erlenmeyer flask deformity as demonstrated in Figures 2 and 3 
[22,23].

Marrow crowding is common in osteopetrosis, adversely 
affecting bone marrow function. Because there is no space for 
hematopoietic tissue, the development of anemia and 
extramedullary hematopoiesis with hepatosplenomegaly may
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Figure 2: Radiographic findings showing diffused bilateral 
narrowing of the intramedullary canals. Blastic activity 
involving the iliac bones and the sacral ala is also observable. 
Patient demonstrates right femoral neck fracture with varus 
deformity.

Figure 3: Cross-section demonstrates marked narrowing of 
medullary canal, consistent with osteopetrosis.



TREATMENT OF OSTEOPETROSIS
DEPENDS ON THE FORM OF THE
DISEASE

Severe osteopetrosis

Many of those with severe forms of osteopetrosis pursue 
Hematopoietic Stem Cell Transplantation (HSCT), which 
provides osteoclast precursors to the body and can restore bone 
metabolism [1,2,9-11,13,47,48]. Patients with Receptor Activator 
of Nuclear Factor Kappa-B Ligand (RANKL) deficiency are not 
good candidates for HSCT and thus may undergo RANKL 
replacement therapy or other forms of intervention [1]. 
Treatments that target RANKL are also used to prevent 
hypercalcemia in those who have undergone HSCT.

Less severe osteopetrosis

Consensus guidelines for osteopetrosis treatment for those with 
less severe forms of osteopetrosis focus on monitoring for 
complications and for mineral metabolism changes and 
providing supportive therapy where appropriate [26,49]. High 
doses of calcitriol are not recommended for these patients [26].

There is also ongoing research into experimental approaches to 
treating osteopetrosis, such as gene correction of Inducible 
Pluripotent Stem Cells (iPSCs), protein replacement, non-
genotoxic myeloablation, lentiviral-based gene therapy, prenatal 
treatment and RNA interference [50]. These innovative 
therapeutic advancements are improving our ability to provide 
targeted therapies that more precisely address the specific needs 
of individual patients.

CONCLUSION
Though osteopetrosis is a disease of osteoclast dysfunction, it is 
associated with clinical complications that extend well beyond 
the bone to the brain, blood and immune system. A 
combination of clinical and radiological findings tends to 
prompt the biopsy and genetic testing that lead to diagnosis. 
However, the management of the disease varies significantly, 
depending on clinical manifestations, severity, and prognosis, all 
of which result in part on the basis of the patient’s pattern of 
heredity. While people with less severe forms of osteopetrosis 
may live normal lives with regular clinical monitoring, those with 
more severe forms of the disease may pursue rigorous treatments 
such as stem cell transplantations to boost osteoclast functioning 
and mitigate symptoms associated with their disease. Though 
there is no cure for osteopetrosis, advances in therapy are now 
providing more options for patients suffering from the disease.

REFERENCES
1. Sobacchi C, Schulz A, Coxon FP, Villa A, Helfrich MH.

Osteopetrosis: Genetics, treatment and new insights into
osteoclast function. Nat Rev Endocrinol. 2013;9(9):522-536.

2. Penna S, Capo V, Palagano E, Sobacchi C, Villa A. One disease,
many genes: Implications for the treatment of osteopetroses. Front
Endocrinol. 2019;10:85.

3. Myers EN, Stool S. The temporal bone in osteopetrosis. Arch
Otolaryngol. 1969;89(3):460-469.

4. Bailey JR, Tapscott DC. Osteopetrosis. StatPearls. 2023.
5. Kumar N, Singh T. Radiological signs in osteopetrosis. Int J

Contemp Pediatr. 2023 10(2):248-251.

Lichtblau CH, et al.

Neurological disorders

Osteopetrosis heightens the risk for neurological conditions due 
to the compression of cranial nerves and cranial nerve 
entrapment [5,11,13,14,27]. Optic atrophy, blindness, auditory 
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Blood disorders
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Hematological failure can result when osteopetrosis prevents 
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Immune dysfunction

Osteopetrosis increases the risk of infection because those with 
the condition suffer compromised immune function [17]. Given 
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and NK cell activity deficits may contribute to reduced 
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Other complications

Several other complications are also observed in osteopetrosis, 
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specific approach to osteopetrosis treatment depends on the 
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Infantile-malignant osteopetrosis

Infantile-malignant osteopetrosis is treated with allogenic bone 
marrow transplantation, which is the only treatment that can 
cure the condition, thereby improving life expectancy [45,46].

Int J Phys Med Rehabil, Vol.12 Iss.S26 No:1000004 3

https://www.nature.com/articles/nrendo.2013.137
https://www.nature.com/articles/nrendo.2013.137
https://www.frontiersin.org/journals/endocrinology/articles/10.3389/fendo.2019.00085/full
https://www.frontiersin.org/journals/endocrinology/articles/10.3389/fendo.2019.00085/full
https://jamanetwork.com/journals/jamaotolaryngology/article-abstract/602138
https://www.ijpediatrics.com/index.php/ijcp/article/view/5197


6. Whyte MP. Osteopetrosis: Discovery and early history of “marble
bone disease”. Bone. 2023;171:116737.

7. Sabacinski K, Booth M, Bramer M. Managing osteopetrosis in the
complex polytrauma orthopedic patient. Cureus. 2022;14(2).

8. Gresky J, Dellú E, Favia M, Ferorelli D, Radina F, Scardapane A,
et al. A critical review of the anthropological and
paleopathological literature on osteopetrosis as an Ancient Rare
Disease (ARD). Int J Paleopathol. 2021;33:280-288.

9. Palagano E, Menale C, Sobacchi C, Villa A. Genetics of
osteopetrosis. Curr Osteoporos Rep. 2018;16:13-25.

10. Teti A. Early treatment of osteopetrosis: Paradigm shift to marrow
cell transplantation. Bone. 2022;164:116512.

11. Felix R, Hofstetter W, Cecchini MG. Recent developments in the
understanding of the pathophysiology of osteopetrosis. Eur J
Endocrinol. 1996;134(2):143-156.

12. Del Fattore A, Cappariello A, Teti A. Genetics, pathogenesis and
complications of osteopetrosis. Bone. 2008;42(1):19-29.

13. Teti A, Econs MJ. Osteopetroses, emphasizing potential
approaches to treatment. Bone. 2017;102:50-59.

14. Pillai NR, Aggarwal A, Orchard P. Phenotype-autosomal recessive
osteopetrosis. Bone. 2022;165:116577.

15. Shapiro F. Osteopetrosis: Current clinical considerations. Clin
Orthop Relat Res. 1993;294:34-44.

16. Erkus S, Turgut A, Köse O, Kalenderer Ö. Management of early-
onset hip osteoarthritis in an adolescent patient with osteopetrosis
tarda: A case report. J Pediatr Orthop B. 2019;28(5):487-490.

17. Nadyrshina DD, Khusainov RI. Clinic-genetic aspects and
molecular pathogenesis of osteopetrosis. Vavilovsky Journal Genet
Breedings. 2023;27(4):383-392.

18. Agarwal AM, Hanley TM. Osteopetrosis in a six-month-old infant.
J Hematop. 2020;13(3):193-196.

19. Ott CE, Fischer B, Schröter P, Richter R, Gupta N, Verma N, et
al. Severe neuronopathic autosomal recessive osteopetrosis due to
homozygous deletions affecting OSTM1. Bone. 2013;55(2):
292-297.

20. Ambler MW, Trice J, Grauerholz J, O'Shea PA. Infantile
osteopetrosis and neuronal storage disease. Neurology. 1983;33(4):
437-441.

21. Hasenhuttl K. Osteopetrosis: Review of the literature and
comparative studies on a case with a twenty-four-year follow-up. J
Bone Joint Surg Am. 1962;44(2):359-370.

22. Faden MA, Krakow D, Ezgu F, Rimoin DL, Lachman RS. The
Erlenmeyer flask bone deformity in the skeletal dysplasias. Am J
Med Genet A. 2009;149(6):1334-1345.

23. Spinnato P, Pedrini E, Petrera MR, Zarantonello P, Trisolino G,
Sangiorgi L, et al. Spectrum of skeletal imaging features in
osteopetrosis: Inheritance pattern and radiological associations.
Genes. 2022;13(11):1965.

24. Kaur R, Dahuja A, Tapasvi C, Kaur S. Osteopetrosis: A rare
disease with unusual presentation as non-neutropenic typhlitis.
IJMSR. 2023;5:68-71.

25. Steward CG. Neurological aspects of osteopetrosis. Neuropathol
Appl Neurobiol. 2003;29(2):87-97.

26. Wu CC, Econs MJ, DiMeglio LA, Insogna KL, Levine MA,
Orchard PJ, et al. Diagnosis and management of osteopetrosis:
Consensus guidelines from the osteopetrosis working group. J Clin
Endocrinol Metab. 2017;102(9):3111-3123.

27. Khsiba A, Nasr S, Hamzaoui L, Mahmoudi M, Mohamed AB,
Yaakoubi M, et al. Osteopetrosis: A rare case of portal
hypertension. Future Sci OA. 2022;8(8):FSO817.

28. Klintworth GK. The neurologic manifestations of osteopetrosis
(Albers‐Schönberg's disease). Neurology. 1963;13(6):512-519.

29. Kulkarni ML, Marakkanavar SN, Sushanth S, Pradeep N, Ashok
C, Balaji MD, et al. Osteopetrosis with arnold chiari malformation
type I and brain stem compression. Indian J Pediatr.
2007;74:412-415.

30. Saeedinia S, Jaafari M, Nejat F, Pourmand N, El Khashab M.
Neurological manifestations as presenting feature of osteopetrosis
in children; A review of 11 cases. Arch Neurosci. 2014;1(1):21-25.

31. Chindia ML, Ocholla TJ, Imalingat B. Osteopetrosis presenting
with paroxysmal trigeminal neuralgia: A case report. Int J Oral
Maxillofac Surg. 1991;20(4):199-200.

32. Amacher AL. Neurological complications of osteopetrosis. Childs
Brain. 1977;3(5):257-264.

33. Isler C, Kayhan A, Ugurlar D, Hanimoglu H, Ulu MO, Uzan M,
et al. An exceptional neurosurgical presentation of a patient with
osteopetrosis. World Neurosurg. 2018;119:25-29.

34. Lehman RA, Reeves JD, Wilson WB, Wesenberg RL. Neurological
complications of infantile osteopetrosis. Ann Neurol. 1977;2(5):
378-384.

35. Penna S, Villa A, Capo V. Autosomal recessive osteopetrosis:
Mechanisms and treatments. Dis Model Mech.
2021;14(5):dmm048940.

36. Reeves JD, August CS, Humbert JR, Weston WL. Host defense in
infantile osteopetrosis. Pediatrics. 1979;64(2):202-206.

37. Popoff SN, Jackson ME, Koevary SB, Marks Jr SC. Coexistence of
reduced function of natural killer cells and osteoclasts in two
distinct osteopetrotic mutations in the rat. J Bone Miner Res.
1991;6(3):263-271.

38. Clowes JA, Riggs BL, Khosla S. The role of the immune system in
the pathophysiology of osteoporosis. Immunol Rev. 2005;208(1):
207-227.

39. Saxena Y, Routh S, Mukhopadhaya A. Immunoporosis: Role of
innate immune cells in osteoporosis. Front Immunol.
2021;12:687037.

40. Madel MB, Ibáñez L, Wakkach A, De Vries TJ, Teti A, Apparailly
F, et al. Immune function and diversity of osteoclasts in normal
and pathological conditions. Front Immunol. 2019;10:1408.

41. Benichou OD, Laredo JD, De Vernejoul MC. Type II autosomal
dominant osteopetrosis (Albers-Schönberg disease): Clinical and
radiological manifestations in 42 patients. Bone. 2000;26(1):87-93.

42. Loría-Cortés R, Quesada-Calvo E, Cordero-Chaverri C.
Osteopetrosis in children: A report of 26 cases. J Pediatr.
1977;91(1):43-47.

43. de Azambuja Carvalho PH, Moura LB, Gabrielli MF, Gabrielli
MA, Pereira Filho VA. Maxillary osteomyelitis associated with
osteopetrosis: Systematic review. J Craniomaxillofac Surg.
2018;46(11):1905-1910.

44. Wu CC, Econs MJ, DiMeglio LA, Insogna KL, Levine MA,
Orchard PJ, et al. Diagnosis and management of osteopetrosis:
Consensus guidelines from the osteopetrosis working group. J Clin
Endocrinol Metab. 2017;102(9):3111-3123.

45. Gerritsen EJ, Vossen JM, Van Loo IH, Hermans J, Helfrich MH,
Griscelli C, et al. Autosomal recessive osteopetrosis: Variability of
findings at diagnosis and during the natural course. Pediatrics.
1994;93(2):247-253.

46. Katsafiloudi M, Gombakis N, Hatzipantelis E, Tragiannidis A.
Osteopetrorickets in an infant with coexistent congenital
cytomegalovirus infection. Balkan J Med Genet. 2020;23(2):
107-110.

47. Steward CG. Hematopoietic stem cell transplantation for
osteopetrosis. Pediatr Clin North Am. 2010;57(1):171-180.

48. Even‐Or E, Stepensky P. How we approach malignant infantile
osteopetrosis. Pediatr Blood Cancer. 2021;68(3):e28841.

Lichtblau CH, et al.

Int J Phys Med Rehabil, Vol.12 Iss.S26 No:1000004 4

https://www.sciencedirect.com/science/article/abs/pii/S8756328223000704
https://www.sciencedirect.com/science/article/abs/pii/S8756328223000704
https://www.cureus.com/articles/84131-managing-osteopetrosis-in-the-complex-polytrauma-orthopedic-patient
https://www.cureus.com/articles/84131-managing-osteopetrosis-in-the-complex-polytrauma-orthopedic-patient
https://www.sciencedirect.com/science/article/pii/S1879981721000346
https://www.sciencedirect.com/science/article/pii/S1879981721000346
https://www.sciencedirect.com/science/article/pii/S1879981721000346
https://link.springer.com/article/10.1007/s11914-018-0415-2
https://link.springer.com/article/10.1007/s11914-018-0415-2
https://www.sciencedirect.com/science/article/abs/pii/S8756328222001892
https://www.sciencedirect.com/science/article/abs/pii/S8756328222001892
https://academic.oup.com/ejendo/article-abstract/134/2/143/6750906
https://academic.oup.com/ejendo/article-abstract/134/2/143/6750906
https://www.sciencedirect.com/science/article/abs/pii/S8756328207006278
https://www.sciencedirect.com/science/article/abs/pii/S8756328207006278
https://www.sciencedirect.com/science/article/abs/pii/S8756328217300406
https://www.sciencedirect.com/science/article/abs/pii/S8756328217300406
https://www.sciencedirect.com/science/article/abs/pii/S875632822200254X
https://www.sciencedirect.com/science/article/abs/pii/S875632822200254X
https://journals.lww.com/corr/abstract/1993/09000/osteopetrosis__current_clinical_considerations.5.aspx
https://journals.lww.com/jpo-b/abstract/2019/09000/management_of_early_onset_hip_osteoarthritis_in_an.12.aspx
https://journals.lww.com/jpo-b/abstract/2019/09000/management_of_early_onset_hip_osteoarthritis_in_an.12.aspx
https://journals.lww.com/jpo-b/abstract/2019/09000/management_of_early_onset_hip_osteoarthritis_in_an.12.aspx
https://vavilov.elpub.ru/jour/article/view/3781
https://vavilov.elpub.ru/jour/article/view/3781
https://link.springer.com/article/10.1007/s12308-020-00399-4
https://www.sciencedirect.com/science/article/abs/pii/S8756328213001506
https://www.sciencedirect.com/science/article/abs/pii/S8756328213001506
https://www.neurology.org/doi/abs/10.1212/WNL.33.4.437
https://www.neurology.org/doi/abs/10.1212/WNL.33.4.437
https://journals.lww.com/jbjsjournal/abstract/1962/44020/osteopetrosis__review_of_the_literature_and.12.aspx
https://journals.lww.com/jbjsjournal/abstract/1962/44020/osteopetrosis__review_of_the_literature_and.12.aspx
https://onlinelibrary.wiley.com/doi/abs/10.1002/ajmg.a.32253
https://onlinelibrary.wiley.com/doi/abs/10.1002/ajmg.a.32253
https://www.mdpi.com/2073-4425/13/11/1965
https://www.mdpi.com/2073-4425/13/11/1965
https://mss-ijmsr.com/osteopetrosis-a-rare-disease-with-unusual-presentation-as-non-neutropenic-typhlitis/
https://mss-ijmsr.com/osteopetrosis-a-rare-disease-with-unusual-presentation-as-non-neutropenic-typhlitis/
https://onlinelibrary.wiley.com/doi/abs/10.1046/j.1365-2990.2003.00474.x
https://academic.oup.com/jcem/article/102/9/3111/3892399
https://academic.oup.com/jcem/article/102/9/3111/3892399
https://www.tandfonline.com/doi/full/10.2144/fsoa-2022-0028
https://www.tandfonline.com/doi/full/10.2144/fsoa-2022-0028
https://www.neurology.org/doi/abs/10.1212/wnl.13.6.512
https://www.neurology.org/doi/abs/10.1212/wnl.13.6.512
https://link.springer.com/article/10.1007/s12098-007-0070-6
https://link.springer.com/article/10.1007/s12098-007-0070-6
https://brieflands.com/articles/ans-73231.html
https://brieflands.com/articles/ans-73231.html
https://www.sciencedirect.com/science/article/abs/pii/S0901502705801730
https://www.sciencedirect.com/science/article/abs/pii/S0901502705801730
https://karger.com/cbr/article-abstract/3/5/257/54700/Neurological-Complications-of-Osteopetrosis?redirectedFrom=fulltext
https://www.sciencedirect.com/science/article/abs/pii/S187887501831297X
https://www.sciencedirect.com/science/article/abs/pii/S187887501831297X
https://onlinelibrary.wiley.com/doi/abs/10.1002/ana.410020506
https://onlinelibrary.wiley.com/doi/abs/10.1002/ana.410020506
https://journals.biologists.com/dmm/article/14/5/dmm048940/261835/Autosomal-recessive-osteopetrosis-mechanisms-and
https://journals.biologists.com/dmm/article/14/5/dmm048940/261835/Autosomal-recessive-osteopetrosis-mechanisms-and
https://publications.aap.org/pediatrics/article-abstract/64/2/202/79069/Host-Defense-in-Infantile-Osteopetrosis
https://publications.aap.org/pediatrics/article-abstract/64/2/202/79069/Host-Defense-in-Infantile-Osteopetrosis
https://onlinelibrary.wiley.com/doi/abs/10.1002/jbmr.5650060308
https://onlinelibrary.wiley.com/doi/abs/10.1002/jbmr.5650060308
https://onlinelibrary.wiley.com/doi/abs/10.1002/jbmr.5650060308
https://onlinelibrary.wiley.com/doi/abs/10.1111/j.0105-2896.2005.00334.x
https://onlinelibrary.wiley.com/doi/abs/10.1111/j.0105-2896.2005.00334.x
https://www.frontiersin.org/journals/immunology/articles/10.3389/fimmu.2021.687037/full
https://www.frontiersin.org/journals/immunology/articles/10.3389/fimmu.2021.687037/full
https://www.frontiersin.org/journals/immunology/articles/10.3389/fimmu.2019.01408/full
https://www.frontiersin.org/journals/immunology/articles/10.3389/fimmu.2019.01408/full
https://www.sciencedirect.com/science/article/abs/pii/S8756328299002446
https://www.sciencedirect.com/science/article/abs/pii/S8756328299002446
https://www.sciencedirect.com/science/article/abs/pii/S8756328299002446
https://www.sciencedirect.com/science/article/abs/pii/S0022347677804411
https://www.sciencedirect.com/science/article/abs/pii/S1010518218303287
https://www.sciencedirect.com/science/article/abs/pii/S1010518218303287
https://academic.oup.com/jcem/article/102/9/3111/3892399
https://academic.oup.com/jcem/article/102/9/3111/3892399
https://publications.aap.org/pediatrics/article-abstract/93/2/247/72584/Autosomal-Recessive-Osteopetrosis-Variability-of
https://publications.aap.org/pediatrics/article-abstract/93/2/247/72584/Autosomal-Recessive-Osteopetrosis-Variability-of
https://sciendo.com/article/10.2478/bjmg-2020-0019
https://sciendo.com/article/10.2478/bjmg-2020-0019
https://www.pediatric.theclinics.com/article/S0031-3955(09)00169-2/abstract
https://www.pediatric.theclinics.com/article/S0031-3955(09)00169-2/abstract
https://onlinelibrary.wiley.com/doi/abs/10.1002/pbc.28841
https://onlinelibrary.wiley.com/doi/abs/10.1002/pbc.28841


49. Polgreen LE, Imel EA, Econs MJ. Autosomal dominant
osteopetrosis. Bone. 2023;170:116723.

50. Maurizi A. Experimental therapies for osteopetrosis. Bone.
2022;165:116567.

Lichtblau CH, et al.

Int J Phys Med Rehabil, Vol.12 Iss.S26 No:1000004 5

https://www.sciencedirect.com/science/article/abs/pii/S875632822300056X
https://www.sciencedirect.com/science/article/abs/pii/S875632822300056X
https://www.sciencedirect.com/science/article/abs/pii/S8756328222002447

	Contents
	Understanding Osteopetrosis as a Rare Genetic Bone Disorder and its Multisystemic Impact
	ABSTRACT
	INTRODUCTION
	OSTEOPETROSIS IS A GENETIC DISEASE OF OSTEOCLAST DYSFUNCTION
	DIAGNOSIS DEPENDS ON CLINICAL PRESENTATION AND RADIOGRAPHIC FINDINGS
	OSTEOPETROSIS MANIFESTS AS MORE THAN JUST A BONE DISEASE
	Neurological disorders
	Blood disorders
	Immune dysfunction
	Other complications

	TREATMENT OF OSTEOPETROSIS DEPENDS ON THE FORM OF THE DISEASE
	Infantile-malignant osteopetrosis
	Severe osteopetrosis
	Less severe osteopetrosis

	CONCLUSION
	REFERENCES




