A case report on Stoneman syndrome

Abstract

Fibrodysplasia ossificans progressive is a debilitating autosomal dominant disease characterized by
postnatal progressive heterotopic which tissue that connects things together ossification and congenital
deformities of the big toes.

Fibrodysplasia ossificans progressiva affects about one out of every two million newborns born world
wide.

Almost

ninetypercent of people with fibrodysplasia ossificans progressiva are misdiagnosed and treated wrongl|
y, resulting in ineffective treatments. Approximately 700 cases have been identified so far around the w
orld. Clinical examinations, radiographic evaluations, and ACVR1 gene mutation testing are all considere
d confirmatory approaches for early illness diagnosis.

Case presentation:

We're reporting on the case of a 45-year-old man who was admittedt in our facility.

He had clinical and radiological evidence of fibrodysplasia ossificans progressing, as well as multiple pain
ful lumps on his back due to hard masses and rigidity of his shoulders, neck, and left hip.His left hip ossifi
cation was surgically removed, but he experienced an increased ossification reaction and early impairme
nt as a result.

Conclusion:

Fibrodysplasia ossificans progressive is an uncommon and severe illness that, if misdiagnosed, can result
in inappropriate surgical intervention and early paralysis with disastrous consequences.

We need to educate clinicians and patients' families concerning the
disease, as well as its symptoms for early detection and how to prevent flare-
ups, in order to improve quality of life.
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Introduction



FOP (fibrodysplasia (myositis) ossificans progressiva) is a rare hereditary condition characterised by prog
ressive ossification of muscles and connective tissue, which causes pain and impairment.

1. With about 700 instances reported, the incidence is about 1 in 2 million.

2. There have been no reports of sexual, racial, or ethnic preferences.

3. FOP manifests itself as an autosomal dominant characterized with complete penetrance in the fi
rst decade of life

4. Shore et al. found the FOP gene in 2006.

5. Guy Patin first defined this condition as "stone man" in 1648, and it can lead to full ossification o
f the muscular system.

6. Trauma to a body part can lead to the formation of a painful inflammatory tumour that eventual
ly calcifies.

Presentation of case :-

After all the investigation On the 14th of March 2021, a 45-year-old man was admitted to AVBRH
Wardha with the major complaint of many painful lumps on his back due to hard syndromed stiffness of
his shoulder, neck, and left hip for the past two months. The patient was diagnosed with Stoneman
syndrome after a radiological test.

Present medical history :-

A 45yearold man was admitted to Acharya Vinoba Bhave Hospital on the basis of a radiological assessme
nt.The main complaint was many uncomfortable lumps on his neck due to hard masses on the 14th of M
arch,20121.Since 2 months, he has had stiffness in his shoulder, neck, and left hip, and after inspection,
the patient was diagnosed withStoneman syndrome was diagnosed. On admission, the patient is weak a
nd idle.

Past medical history :-

Patient was diagnosed with Stoneman syndrome two months ago and was hospitalised to the
hospital because of many painful lumps on his neck caused by hard masses and stiffness in his
shoulder, neck, and left hip. He was admitted to the hospital for further management on a
regular basis till then.



Family history :-

The family consists of four members.

My patient was diagnosed with Stoneman syndrome, and none of the other members of the family had
any health issues, except for my patient, who was admitted to the hospital.

Clinical diagnosis

The clinic radiological syndrome FOP is named after. Congenital abnormality of the great toes,
heterotrophic soft tissue ossification, and disease progression in a predictable temporal pattern are
used to make the diagnosis. In roughly 79-90 percent of cases, bilateral great toe anomalies are present.

Pathological discussion:-

FOP is an extremely rare autosomal dominant connective tissue disorder also known as Munchmeyer dis
ease or Stoneman syndrome. The great toes and thumbs are malformed, and there is greater heterotopi
c ossification of skeletal muscles and connective tissue with this syndrome. FOP is a relatively rare diseas
e, with only one case in every 2 million individuals in the globe. Gender and race have no bearing on it.

Physical Examination :-

FOP is often diagnosed by the presence of two key criteria: great toe deformity and growing heterotopic
endochondral ossification.Laboratory tests may demonstrate a significant rise in ESR during the “flare-
ups.”The majority of FOP sufferers, on the other hand, do not live a life that is unnaturally short.

Medical Management:-

Currently, there is no cure for FOP. Exacerbations can be managed with corticosteroids, nonsteroidal ant
iinflammatory drugs, and bisphosphonates, according to open studies. Cyclooxygenase 2 (COX2) inhibito
rs and leukotriene inhibitors are two other options. Unfortunately, there is no effective treatment for fib
rodysplasia ossificans progressiva (FOP). Surgical excision of the excess bones is not a viable option beca
use surgery frequently leads to more bone formation. These extra bones do not disappear on their own.
FOP symptoms such as pain and inflammation can also be treated with medications.FOP is a progressive
condition that normally gets worse with age, though the rate of new bone formation varies from person



to person and the disease's progression is mostly unexpected. Even if a person is born with FOP, extra b
one may not form right away, and he or she may go months or years without a flare-
up, which suggests new bone production.

Surgical Management:-

Surgical removal of the excess bones is not an option because surgery often leads to further bone
development. These new bones don’t just vanish.

Nursing management

e Bisphosphonates may be used to treat patients with metastatic bone disease to prevent or delay
skeletal consequences such as pathologic fracture, radiation to the bone, and malignancy-
related hypercalcemia.

e Nurses can help patients understand their treatment options and support or encourage the use
of bisphosphonates throughout their treatment.

e Relevant effectiveness information on bisphosphonates and adverse events that may occur with
bisphosphonate therapy were found in the literature in congress reports.

e Patients can benefit from bisphosphonates, and zoledronic acid is now licenced for the treatmen
t of bone metastases caused by any solid tumour.

e Nurses can track pain scores, mobility changes, adverse events, and serum creatinine levels to i
mprove care.

e A patient diary is a good tool for tracking these information.

e Before starting therapy, the nurse should fill out the diary at each patient visit and compare it to
the baseline data.

e Patients should be educated on the need of proper hydration, oral cleanliness, the need for calci
um and vitamin D supplements, and how to appropriately manage potential adverse effects.

e Bisphosphonates are good at reducing and delaying skeletal issues, while zoledronic acid has sho
whn to be effective in preventing skeletal complications in a variety of solid malignancies and mul
tiple myeloma patients.

e Nurses are critical in assisting patients in optimising bisphosphonate therapy and in encouraging
them to continue treatment in order to maintain their functional independence.

Conclusion:-

e The patient was taken to Acharya Vinoba Bhave Rural Hospital with several tumors on his neck
and soreness in his shoulder, neck, and left hip.

e Consent with knowledge

e The patient gave his informed consent and signed the case report before it was created.
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