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Rapid-onset obesity with hypoventilation, hypothalamic dysfunction and autonomic dysregulation (ROHHAD)

	Abstract
	Rapid-onset obesity with hypoventilation, hypothalamic dysfunction and autonomic dysregulation (ROHHAD) is a rare condition which causes life-threatening obesity, trouble breathing at night, a wide range of hormone problems and an irregular heartbeat. Children often need masks and machines to breath at night, take hormone tablets and injections for the rest of their lives, as well as having a greater cancer risk. We do not know why children get this condition and as there is no single test for diagnosis, and it can take a long time for families to get a diagnosis. We do not yet know of any treatments that can cure the condition. This study will help to estimate how many children have ROHHAD, and understand more about the condition and how it is being managed.
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	Background
	We do not know why children get ROHHAD syndrome. There is no single test for diagnosis, and it can take a long time for families to get a diagnosis. We do not yet know of any treatments that can cure the syndrome. As ROHHAD is rare, many doctors in the UK will not have heard of it. We think that more children have this condition than is currently recognised and we want to find out how many children it affects in the UK. We urgently need to know more about ROHHAD and how patients are being cared for by doctors across the UK. We would also like to raise awareness about ROHHAD. 


	Coverage
	United Kingdom and Republic or Ireland

	Duration
	November 2024– November 2025 (13 months)

	Research Questions
	1)
Incidence – to estimate how many patients with ROHHAD are diagnosed in the UK and ROI in 12 months. 

2)
Prevalence - to identify the total number of children in UK and ROI currently with an existing diagnosis of ROHHAD.

3)
Clinical presentation – to find out about signs and symptoms of patients diagnosed with ROHHAD, including past medical history, weight gain, features of hypothalamic dysfunction, hypoventilation and autonomic dysfunction. 

4)
Clinical management – to collate information on how patients with ROHHAD are currently being managed in the UK and Republic of Ireland, in terms of diagnosis, investigations, screening and treatments.

5)
Outcomes: (12-month questionnaire data) – to understand about how ROHHAD progresses after diagnosis by collecting follow-up information about clinical features and treatments 12-months later. 

6)
Impact on patient and their family – to include ascertaining the impact on schooling and family life, parents experience of services and support available for the child.

7)
To develop and improve diagnostic pathway for ROHHAD, understanding of co-morbidities and their management.

	Case 

definition
	Please report any patients under the age of 15 years with:

i)
Rapid onset of obesity in childhood after 12 months of age in a previously healthy child

a.
with evidence of crossing three major centile lines for weight within a 12-month period (e.g. 9th to 75th centile)
b.
or family photographic evidence of highly significant weight gain in 12 months, in cases with no baseline weight measurement.

And 
ii) 
Sleep disordered breathing requiring overnight respiratory support 

Exclusion, any of:

i)
Evidence of structural abnormality of hypothalamic-pituitary axis on MRI

ii)
Congenital structural brain abnormality e.g., septo-optic dysplasia

iii)
Acquired brain injury e.g., craniopharyngioma

iv)
Other cause identified for obesity e.g., Prader Willi syndrome, monogenic obesity

v)
PHOX2B variant associated with congenital central hypoventilation syndrome

	Reporting instructions
	Please report all existing and new cases you have seen in the last month fulfilling this case definition of ROHHAD (in the UK and Republic of Ireland) not previously notified.

	Methods
	Clinicians who report a case of ROHHAD syndrome via the orange card will receive a link to complete a questionnaire on the dedicated BPSU online reporting system. 12-months after the initial case notification 
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