
which can be isolating. The UK and Ireland group is accessible through
email and WhatsApp and is always available for a quick question or
check in. Keeping membership up to date, particularly with some
nurses only joining for short periods of time to cover maternity leave,
can be challenging. Tomorrow the numbers may have changed again!
Discussion/Results: The growth of this group, particularly over the
last two years, could be for a number of reasons:
1. Regular virtual meetings have been advertised on social media chan-
nels, especially via the British Society of Rheumatology (BSR). These
don’t have to be sighted by Rheumatology nurses themselves but may
have been noticed from other Rheumatology multidisciplinary team
members, who then encouraged their nurses to make contact.
2. Having regular virtual meetings ensures that all of the Paediatric
Rheumatology Nurses are invited and can take turns in attending and
sharing best practice, so it is in a team’s best interest to encourage
more hesitant nurses to ask to join.
3. The development of the WhatsApp group has provided quick and
instantaneous responses and has clearly proven beneficial according
to member feedback.
4. During the Covid-19 pandemic, working patterns changed with
nurses being allowed to work from home. This change contributed to
nurses feeling isolated from their peers, and also not having the wider
multi-disciplinary team easily on hand and therefore asked the group
their clinical questions.
5. Some members of the group have taken on additional roles, either
within BSR or the Royal College of Nursing and this offers wider com-
munication channels and increased visibility of the group through
advertising.
6. Membership growth appears to mirror the growth seen in
Rheumatology services, for example some centres have appointed
Uveitis Clinical Nurse Specialist posts to work in conjunction with the
Rheumatology Nursing Team.
7. The change in societal ways of working, with more work and meet-
ings occurring virtually, and outside of the 9-5 office hours, means that
nurses can attend meetings easier than having to expend time and
finances to travel to face-to-face meetings.
8. New members joining naturally increases word of mouth and the
wider reach of the group.
Key learning points/Conclusion: Raising and maintaining the profile
of this group is important. We know that there is no similar group for
adult Rheumatology Nurse Specialists in the UK. Also, there is no other
similar European Paediatric Rheumatology Nurses group. Paediatric
Rheumatology is a huge speciality with nurses needing to be able to
support families in their management of conditions outside of hospital
appointments to prevent hospital admissions. The scope of the
Rheumatology nurse is also always increasing, with pressure on nurses
to undertake postgraduate studies, become nurse prescribers, carry
out joint examinations, deliver nurse-led clinics and manage patients
on immunomodulatory therapies in the community. The Paediatric
Rheumatology Nurse also requires knowledge and skills in best practi-
ces for young people transitioning into adult services and be an expert
in child development stages and the implications of these, whilst man-
aging the needs and expectations of the child’s main carer and wider
family. For these reasons alone, it is vital that we protect the Paediatric
Rheumatology Nurse Specialist and ensure that they are supported,
developed and valued, and therefore, stay in Rheumatology.
The ask of the wider multidisciplinary team is to allow Paediatric
Rheumatology Nurses time to attend group meetings, encourage them
to ask questions of the wider nursing group and to promote the group
to new nurses or those who may not be aware of the group, to reach
out and seek expert peer support.
Please contact: Dr Polly Livermore (PhD, MSc, BSc, Dip HE Nurse),
Paediatric and Adolescent Rheumatology Nurses Lead for the UK and
Ireland, if you would like to join this national group: polly.livermore@
gosh.nhs.uk
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Introduction/Background: Sarcoidosis is a rare multisystemic inflam-
matory disorder with 2 distinct presentations in childhood. A

monogenic form associated with mono-allelic mutation in NOD2
presents with the triad of uveitis, rash and arthritis in children less than
4-years (early-onset sarcoidosis). The other presentation affects older
children with similar presentation to adults, with greater pulmonary and
lymph node involvement. Histopathological evidence of non-caseating
granulomas is essential for the diagnosis but does not exclude alterna-
tive diagnoses. We report a 17-month-old infant, who presented with
atypical features suggestive of sarcoidosis, but was subsequently
found to have a rare cardiac angiosarcoma driving an exaggerated
granulomatous reaction.
Description/Method: A previously healthy 17-month-old girl born to
non-consanguineous Caucasian parents presented with recurrent
fever for 3-months, associated with lethargy, weight loss and worsen-
ing anemia. Examination revealed an irritable febrile child, weight on
5th centile, with muffled heart sounds; there were no skin lesions, no
lymphadenopathy, and no arthritis. Investigations showed severe ane-
mia (Hb 46g/L), leukocytosis (WBC 24/L), thrombocytosis (662/L), high
inflammatory markers (CRP >300mg/L, ESR 160mm/hr), high ferritin
(600ug/L). CT thorax with cardiac angiogram revealed a large intra-
atrial septal mass, extensive pulmonary nodules, bilateral hilar and
mediastinal lymphadenopathy and pericardial effusion. She was man-
aged with broad-spectrum antibiotics, blood transfusions and pericar-
diocentesis with endomyocardial biopsy. Extensive infectious workup,
including TB from pericardial exudate, was negative. Serum
angiotensin-converting enzyme was normal, with no blasts in blood
film; eye examination was unremarkable. The endomyocardial biopsy
was inconclusive, so underwent lung and lymph node biopsies, which
were initially reported as revealing florid multiple non-necrotising gran-
ulomas, but no evidence of malignant cells. Whole-exome sequencing
was performed, result pending at that stage. Differential diagnosis
included malignancy, infection, immunodeficiency or autoimmune dis-
order including sarcoidosis, in light of histopathology. With malignancy
and infection felt to be excluded, she was managed empirically for
atypical sarcoidosis and treated with IV methylprednisolone 30mg/kg
followed by tapering steroid and anti-TNF; IL-1 was added later.
However, there was no clinical response with ongoing fever, irritability
and static inflammatory markers (CRP�300mg/L). Immunomodulating
medications were subsequently stopped. Repeat chest imaging
revealed progression of pulmonary findings and increasing cardiac
mass. Open-heart bypass surgery with debulking of cardiac mass and
further biopsies. Histopathology revealed an extremely rare primary
cardiac malignant vascular tumour, angiosarcoma, with loss of
SMARCB1 protein staining. Retrospective review and specific staining
with SMARCB1 of initial lung biopsy subsequently confirmed that the
granulomatous reaction was in response to micro-metastases of
tumour throughout the lungs.
Discussion/Results: The differential diagnosis of granulomatous dis-
ease in paediatric patients is very broad. Ultimately, the diagnosis of
cancer driving and exaggerated immunological response was provided
by a combination of very invasive surgical biopsy of the heart; com-
bined with whole exome sequencing. Whole exome sequencing
revealed 2 distinct genetic diagnoses which fully explained the pheno-
type: heterozygosity for a stop mutation in SMARCB1 (p.R158X) con-
sistent with Rhabdoid Tumour Predisposition Syndrome Type 1; and
homozygosity for the hypomorphic PRF1 p.A91V mutation explaining
low (but not absent) intracellular perforin levels and exaggerated granu-
lomatous immunological response to tumour. The rare angiosarcoma
detected is scarcely reported in the literature, but entirely compatible
with the type of cancer associated with RTPS1. Hypomorphic perforin
mutation probably explains the exaggerated but frustrated granuloma-
tous immunological response to tumour in this case.
Key learning points/Conclusion: This case serves to remind us that
granulomas can occur in response to malignancy in children. Lack of
response to immunosuppression with ongoing severe systemic inflam-
mation in this case provided an important clue to the need for more
invasive diagnostic biopsies. Particular challenges relates to the time it
takes to obtain genetic test results; but in this case whole-exome
sequencing resolved the phenotype fully. Patients with rare and
unusual presentations may have more than one genetic diagnosis, with
a blending of phenotypes thereafter. Screening of other family mem-
bers for the mutation associated with RTPS1 is ongoing.
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