‘\\j

Finding the Needle m«a-HayQt ékxﬁrom@somal - A

E . = University

Hospitals

Ospidéil na h-Oliscoile Gaillimh
UNIVERSITY HOSPITAL GALWAY
g O I q I n I rS e p I s ; O e MERLIN PARK UNIVERS ITY HOSPITAL

"p’s hcﬁs in-the CAMHS Inpatient Unit

i “=  R. Scrooby, D. O’Sullivan, C. O’Brien
‘" Chrld~and Adelesdént Psychiatry, Merlin Park University Hospital CAMHS Inpatient Unit

Feidhmeannacht na Seirbhise Slainte

Health Service Executive a S S a y S C re e :- 1

- =

Introductlon

The prevalence of a 22q11.2 deletion among patients with schizophrenia is unclear, with some studies
favouring prevalence of around 1% in this population®. The array of associated findings are typically identified
In early childhood and are associated with conotruncal cardiac anomalies, thymic hypoplasia, hypocalcaemia
and structural facial and velopharyngeal abnormalities?. Neuropsychiatric and behavioural disorders are
usually diagnosed at a later stage. 22q11DS is formally diagnosed following genetic testing.

We present a case of a 16 year old male whose first engagement with CAMHS was that of paranoid
psychotic symptoms and catatonia.

Case Description

The young person had no initial physical concerns on examination besides very subtle facial dysmorphism,
however no cleft palate was noted in his history. His complex course of treatment involved unsuccessful trials
of olanzapine and aripiprazole, after which a diagnosis of treatment resistant schizophrenia was made.
Adverse events secondary to medication up to this point included syncope, hypotension, oversedation and
iIncontinence. He additionally suffered idiopathic ventricular fibrillation requiring an emergent Implantable
Cardiac Device placement. No root cause for this was found following investigation. Echocardiogram and
cardiac MRI were normal and while waitlisted for genetic screening through cardiology, velocardiofacial
syndrome was believed unlikely. Clozapine was initiated as per guidelines, however the patient experienced
seizures soon after commencement. Clozapine was curtailed to allow for investigation, which at the time
proved inconclusive. Clozapine was reinitiated at low dose and titrated up cautiously, with the anti-epileptic
support of Lamotrigine. Extensive liaison took place with adult psychiatry, medical and paediatric colleagues
and a diagnosis of 22q11DS was made 6 months after admission following genetic screening.

Conclusion

This complex case would support the need to consider routine chromosomal assay screening for 22911.2DS
In those presenting with first episode psychosis to CAMHS |IPU. Recent studies highlight prognostic indicators
for the development of psychosis in the syndrome using neuroimaging and genetic analysis3. There are more
than 15 studies that have shown the antipsychotic efficacy of clozapine in childhood and adolescent
schizophrenia. However, research has found that while those with 22g11DS schizophrenia respond as well to
Clozapine treatment, they may represent a disproportionate number of those with serious adverse events
compared to those patients with other forms of schizophrenia®. Such side effects primarily include seizures.

& FISH analysis of the Normal heart Ventricular septal defect & The majority of presentations

22q11.2 microdeletion.
The green dots mark
the 22" chromosome

_ Aorta Aorta of 22q11.2DS are in childhood
ey Pulmonary with paediatricians diagnosing
| oft z artery :

afiiro = 3 Vantieulir congen.ltal heart defeclts, palate or
Sl endocrine concerns. Mild

: { | defect . .
Left / dysmorphic facial features may be

3 % ventricle P >
\))\~’ \ present such as short forehead,

while the red dots
highlight the
microdeleted 22q11.2
region-.

upslanting palpebral fissures,
malar flatness and a prominent
upper jaw®. While some of these
subtle facial features were present
in this case the absence of other
more significant medical signs
contributed to diagnostic delay.
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Discussion

Although this may statistically represent a small population group, routine genetic screening for 22911 in the
CAMHS Inpatient Unit in patients with first episode psychosis would promote the formation of a personalised
treatment plan, and emphasise the need to monitor for and minimise adverse events in potentially complex
~and unresolving cases.

1. Bassett AS, Chow EW. Schizophrenia and 22q11.2 deletion syndrome. Curr Psychiatry Rep. 2008;10(2):148-157. doi:10.1007/s11920-008-0026-1

2. Hacthamdioglu B, Hacthamdioglu D, Delil K. 22g11 deletion syndrome: current perspective. Appl Clin Genet. 2015;8:123-132. Published 2015 May 18. doi:10.2147/TACG.S82105

3. O'Rourke L, Murphy KC. Recent developments in understanding the relationship between 22g11.2 deletion syndrome and psychosis. Curr Opin Psychiatry. 2019 Mar;32(2):67-72. doi:
10.1097/YC0O.0000000000000466. PMID: 30394904; PMCID: PMC6419739.

4. Butcher NJ, Fung WL, Fitzpatrick L, Guna A, Andrade DM, Lang AE, Chow EW, Bassett AS. Response to clozapine in a clinically identifiable subtype of schizophrenia. Br J Psychiatry. 2015 Jun;206(6):484-91.
doi: 10.1192/bjp.bp.114.151837. Epub 2015 Mar 5. PMID: 25745132; PMCID: PMC4459828.

5. Burtey S, Dussol B, Philip N, Berland Y. The Case: Hypocalcemia, chronic renal failure and dysmorphism. Kidney Int. 2008 Dec;74(11):1495-6. doi: 10.1038/ki.2008.430. PMID: 19008915.

6. Bassett AS et al; International 22g11.2 Deletion Syndrome Consortium. Practical guidelines for managing patients with 22g11.2 deletion syndrome. J Pediatr. 2011 Aug;159(2):332-9.el. doi:



