Molecular genetic analysis of the Hepatocyte Nuclear Factor 1 beta (HNF1B) gene in patients with Renal Cysts and Diabetes (RCAD)

Please send EDTA whole blood (minimum 5ml adults; 3ml children; 1ml neonates) or DNA (minimum of 5µg) to: 

 Prof. S. Ellard, Molecular Genetics Laboratory, RILD Level 3, Royal Devon & Exeter NHS Foundation Trust, Barrack Road, Exeter EX2 5DW Rde-tr.MolecularGeneticsAdmin@nhs.net
Clinical Head: Professor A.T. Hattersley (01392 408260 or A.T.Hattersley@ex.ac.uk)

Consultant Molecular Geneticist:  Professor S. Ellard (01392 408259 or Sian.Ellard@nhs.net)

Please complete form electronically and send a printed copy with the sample

Patient details



 
	SURNAME:


	CLINICIAN NAME:



	FORENAME:


	TELEPHONE:



	D.O.B.:


	E-MAIL ADDRESS:



	PATIENT POSTCODE:


	REPORT ADDRESS (UK only):


	INVOICE ADDRESS:



	NHS/CHI NUMBER:


	
	

	GENDER:

 FORMDROPDOWN 

	ETHNIC ORIGIN:


	GENETIC DIABETES NURSE:




Consent 

1. 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 
 

2. I also consent for my sample to be used for future research into all forms of genetic diabetes and other beta cell conditions, whether or not it is of direct clinical benefit to me (Yes/No)  FORMDROPDOWN 
 

3. 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 https://www.diabetesgenes.org/current-research/genetic-beta-cell-research-bank

Clinical information

	RENAL DISEASE? (YES/NO):

	DETAILS OF RENAL DISEASE (INCLUDING SUMMARY OF USS RESULT IF AVAILABLE):



	AGE AT DIAGNOSIS OF RENAL DISEASE:

	

	RENAL CYSTS?:


	RENAL DYSPLASIA?:


	RENAL AGENESIS?:


	RENAL FAILURE?: 

	PROTEINURIA?:



	SERUM CREATININE:

	CREATININE CLEARANCE/eGFR:

	HYPERURICAEMIA AND/OR GOUT? 

(INCLUDE URATE RESULT AND AGE OF ONSET):

	HYPOMAGNESAEMIA? 

(INCLUDE MAGNESIUM RESULT):


	PANCREATIC AGENESIS/HYPOPLASIA?:


	PANCREATIC EXOCRINE INSUFFICIENCY?
(INCLUDE FAECAL ELASTASE RESULT IF AVAILABLE):


	ABNORMAL LFTS?

	HEARING LOSS?


	GENITAL MALFORMATION? (PLEASE GIVE DETAILS):


	NEURODEVELOPMENTAL DISORDER? (E.G. COGNITIVE IMPAIRMENT, AUTISM, SEIZURES):



	DIABETES? (YES/NO)::


	AGE AT DIAGNOSIS OF DIABETES:


	DIABETIC COMPLICATIONS: 

	HEIGHT: 

	WEIGHT:


	BMI:


	BIRTH WEIGHT: 

	GESTATION:



	
	
	
	C-PEPTIDE (GIVE UNITS):


	DATE OF C-PEPTIDE:



	INITIAL THERAPY AND DURATION: 

	CURRENT THERAPY AND DURATION:


	HBA1C:


	GAD ANTIBODY RESULT:


	IA-2 ANTIBODY RESULT:



	OTHER CLINICAL FEATURES:




Family history Please give age at diagnosis and current treatment (Diet/OHA/Ins)
	DIABETIC GRANDPARENT(S)?:


	FATHER’S FATHER: 

	FATHER’S MOTHER:



	
	MOTHER’S FATHER:


	MOTHER’S MOTHER:



	DIABETIC PARENT(S)?:

	FATHER:


	MOTHER:



	DIABETIC SIBLING(S)?:


	NUMBER AND AGE AT DIAGNOSIS:



	DIABETIC CHILDREN?:


	NUMBER AND AGE AT DIAGNOSIS:



	OTHER DIABETIC RELATIVES (N.B. A PEDIGREE SHOWING AGE AT DIAGNOSIS AND CURRENT TREATMENT OF AFFECTED FAMILY MEMBERS WOULD BE VERY HELPFUL):



	FAMILY HISTORY OF RENAL DISEASE? (CYSTS, PROTEINURIA, RENAL FAILURE, RENAL DYSPLASIA, RENAL AGENESIS) PLEASE GIVE DETAILS:



	FAMILY HISTORY OF GENITAL MALFORMATIONS? (PLEASE GIVE DETAILS):


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



Testing required

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.
	HNF1B gene sequencing and dosage analysis by MLPA (£350)  FORMCHECKBOX 
  


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

Mutation 


