Genetic Testing for Congenital Hyperinsulinism (www.hyperinsulinismgenes.org)  
Please send EDTA blood (minimum 10ml adults; 5ml children; 1-2mls neonates) from the patient and both parents at room temperature to arrive in the UK within 5 days of venesection or send DNA (minimum of 5µg) to: Genetics Laboratory, RILD Level 3, Royal Devon & Exeter Hospital, Barrack Road, Exeter EX2 5DW
Clinical Scientist Lead:  Dr Jayne Houghton (jaynehoughton@nhs.net or tel: +44 (0)1392 408244) Clinical advice: Prof Khalid Hussain (International) khussain@sidra.org, Dr Indi Banerjee (NORCHI), Indi.Banerjee@cmft.nhs.uk or Dr Pratik Shah (GOSH) Pratik.Shah@gosh.nhs.uk    
Please complete form electronically, e-mail to rde-tr.moleculargeneticsadmin@nhs.net  and send a printed copy with the samples
Patient details



 

	SURNAME:
     
	CLINICIAN NAME:


	FORENAME:


	CLINICIAN E-MAIL ADDRESS FOR REPORT:

     

	D.O.B.: (DD/MM/YYYY)

	HOSPITAL:



	NHS/CHI Number (IF UK PATIENT):


	CITY and COUNTRY


	GENDER


	INVOICE ADDRESS


	ETHNIC ORIGIN


	


Consent 
1.  
2. I understand that my sample will be used only for diagnostic and research purposes relevant to myself and others in my family. Please Tick  FORMCHECKBOX 
 

3. I also consent for my sample to be used for future research into all forms of genetic hyperinsulinism and other beta cell conditions, whether or not it is of direct clinical benefit to me.  Please Tick:   Yes   FORMDROPDOWN 
    No   FORMDROPDOWN 

4. I am also happy to be contacted about research into genetic diabetes 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.:




Clinical Information
	AGE AT PRESENTATION (WEEKS):


	DURATION OF HYPERINSULINISM:


	INSULIN LEVEL (pmols/L)


	C-PEPTIDE (pmols/L):



	GLUCOSE LEVEL (mmol/L):



	CURRENT TREATMENT:


	RESPONSIVE TO CURRENT TREATMENT?


	OTHER MEDICATIONS TRIED? PLEASE GIVE DETAILS (NAME OF DRUG, DURATION TRIED):



	18F-DOPA/PET CT SCAN PERFORMED?:


IF YES, FOCAL/DIFFUSE/ATYPICAL DISASE?:
 
	PANCREATECTOMY PERFORMED?


IF YES, DID HISTOLOGY SHOW FOCAL/DIFFUSE/ATYPICAl DISEASE?



	BIRTH WEIGHT:


	GESTATION (WEEKS):


	PERINATAL ASPHYXIA?:



	HYPERAMMONAEMIA? (GIVE LEVEL AND NORMAL REFERENCE RANGE):


	ACYL CARNITINE PROFILE? (IF ABNORMAL GIVE LEVEL AND NORMAL REFERENCE RANGE):



	ANY FEATURES CONSISTENT WITH A SPECIFIC SYNDROME Example:BECKWITH WEIDEMANN SYNDROME, KABUKI SYNDROME, SIMPSON GOLABI SYNDROME etc
 (PLEASE GIVE DETAILS) 



	ANY OTHER MEDICAL PROBLEMS INCLUDING ABNORMAL BIOCHEMISTRY (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):
     


	IF SAMPLES FROM OTHER FAMILY MEMBERS HAVE BEEN SENT PREVIOUSLY PLEASE GIVE DETAILS:
     


Testing required If no boxes are ticked, testing will be performed according to the clinical information provided

For current prices please use the latest version of the request form and note that a 25% overhead will be applied for non-NHS referrals.

	URGENT TESTING: ABCC8 and KCNJ11 mutations  £1000:  FORMCHECKBOX 

Report issued in 1-2 weeks followed by 16 gene next generation sequencing test if no mutation found.
	16 gene next generation sequencing test for hyperinsulinism £750  FORMCHECKBOX 

Report issued in 8-12 weeks
www.exeterlaboratory.com/genetics/tngs

	GLUD1 analysis for hyperinsulinism-hyperammonaemia syndrome £300: FORMCHECKBOX 

	LOH Analysis for 11p15 (Paraffin-embedded pancreatic tissue required and Leukocyte DNA): £250
  FORMCHECKBOX 


	KNOWN MUTATION TEST (FOR FAMILIES WHERE A MUTATION HAS ALREADY BEEN IDENTIFIED) £100   FORMCHECKBOX 

Gene 


