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Please send EDTA whole blood (minimum 5ml adults; 3ml children; 1ml neonates) or DNA (minimum of 5μg) direct to: 
Exeter Genomics Laboratory, RILD Level 3, Royal Devon & Exeter Hospital, Barrack Road, Exeter EX2 5DW 
Clinical Scientist Lead: Jayne Houghton (rduh.betacellgenomics@nhs.net ) 
Please complete form electronically, e-mail to rduh.exetergenomicslaboratory@nhs.net  and send a printed copy with the samples
Patient details



 

	Surname:
     
	Clinician(s) name:


	Forename:

	Clinician(s) e-mail address for report:
     

	D.O.B.: (dd/mm/yyyy)

	Hospital:


	NHS/CHI number (if UK patient):


	City and Country



	Sex


	Invoice address:


	Ethnic origin


	GP Practice Details (UK only)



Consent 

1. We understand that our samples and clinical information will be used only for diagnostic and research purposes relevant to ourselves and others in my family.  Please Tick  FORMCHECKBOX 
 

2. We also consent for our samples and clinical information to be saved in the Genetic Beta Cell Bank for use in future research into all forms of hyperinsulinism and other beta cell conditions, whether or not it is of direct clinical benefit to us.  Please Tick:   Yes   FORMCHECKBOX 
  No   FORMCHECKBOX 

3. We are also happy to be contacted about research into hyperinsulinism and you may contact me directly at:   
Name: 
Signed by patient/ guardian/advocate: …………………………………….



Date: ……………..………
For more information (and patient information sheets) please see www.diabetesgenes.org/content/genetic-beta-cell-research-bank
Parent details
	Mother’s Surname:


	Mother’s Forename:


	Mother’s D.O.B.:



	Father’s Surname:


	Father’s Forename:


	Father’s D.O.B.:



	Names of other family members sent and their relationship to proband:


Clinical Information
	Age at onset (weeks):


	Duration of Hyperinsulinism  if no longer on treatment:

	Current Treatment and dose:


	Responsive to current treatment?


	Other medications tried? please give details (name of drug, dose, duration tried):


	Glucose Level (mmol/L OR mg/dL):



	Insulin Level (pmols/L OR mU/L)



	Ketone level (BOHB, mmol/L)


	C-Peptide (pmols/L):



	Free Fatty Acid level (mmol/L)


	Hyperammonaemia? (give level and normal reference range):


	Acyl Carnitine Profile? (if abnormal give level and normal reference range):



	Birth weight (grams):


	Gestation (weeks):


	Perinatal Asphyxia?:



	18F-DOPA/PET CT scan performed?:  
If Yes, Focal/Diffuse/Atypical disease?:

 
	Pancreatectomy Performed? 
If yes, did histology show focal/diffuse/atypical disease?



	Any features consistent with a specific syndrome Example:Beckwith Wiedemann Syndrome, Kabuki Syndrome, Simpson Golabi Syndrome etc

 (Please give details) 


	Any other medical problems including abnormal biochemistry, karyotype/array results (please give details)



Family history 
	Are parents related? if yes, how?
     

	Any family history of hypoglycaemia?: (please give details of affected family members (age of onset, treatment and duration of hypoglycaemia):
     

	Any family  history of diabetes, including gestational diabetes? (please give details of affected family members (age of onset, treatment (diet/OHA/insulin) and duration of diabetes):
     


Testing required for non-NHS England referrals please visit our website for current testing options & costs (www.hyperinsulinismgenes.org)
	· URGENT TESTING: ABCC8 and KCNJ11 Report issued in 1-2 weeks followed by targeted next generation gene panel test if no variant found.  FORMCHECKBOX 


	· Targeted next generation sequencing gene panel test for Congenital Hyperinsulinism Report issued in 8-12 weeks  FORMCHECKBOX 
     

	· Known variant test (For families where a variant has already been identified) Gene: 
            Name and date of birth (DD/MM/YYYY) of relative with variant: 


www.exeterlaboratory.com 


www.hyprerinsulinismgenes.org


+44(0)1392 408229


rde-tr.exetergenomicslaboratory@nhs.net 





Genetic testing for Hyperinsulinism


National Genomic Test Directory for Clinical Indication R144


� HYPERLINK "https://www.england.nhs.uk" �https://www.england.nhs.uk�








