Molecular Genetic Testing for Endocrine Disorders (Neoplasias and Parathyroid)
Please send EDTA blood (1ml minimum for neonates, 5ml for children and 10ml for adults) or DNA to Prof. S. Ellard, Molecular Genetics Laboratory, RILD Level 3, Royal Devon & Exeter NHS Foundation Trust, Barrack Road, Exeter EX2 5DW with this form. 

Clinical Lead (MEN): Dr. Bijay Vaidya (01392-403831 or bijay.vaidya@nhs.net), Clinical Lead (FIPA): Prof. Marta Korbonits(m.korbonits@qmul.ac.uk) 

Consultant Molecular Geneticist:  Prof. Sian Ellard (01392-408259 or sian.ellard@nhs.net)

Patient details


                       Requestor Details 

	SURNAME:

     
	CLINICIAN NAME:

     

	FIRST NAME(S):


	TELEPHONE:



	DATE OF BIRTH:


	E-MAIL ADDRESS:



	PATIENT’S POSTCODE (UK ONLY):


	REPORT ADDRESS:


     

	INVOICE ADDRESS:

     

	NHS NUMBER:


	
	

	GENDER:


	
	

	ETHNIC ORIGIN 


	GENETICS NO.:




Clinical Information             Status:  AFFECTED    FORMCHECKBOX 
                AGE AT DIAGNOSIS                                NOT CLINICALLY AFFECTED  FORMCHECKBOX 

	Hyperparathyroidism/Hypercalcaemia  FORMCHECKBOX 
   Recurrent  FORMCHECKBOX 
   Multi-gland involvement  FORMCHECKBOX 
        Adenoma  FORMCHECKBOX 
  Hyperplasia  FORMCHECKBOX 
  Carcinoma  FORMCHECKBOX 
  Not known  FORMCHECKBOX 
 

	Biochemistry results (state normal reference ranges):  PTH:                  
	                    
	Phosphate:      

	Serum adjusted Calcium:                                                                
	Serum creatinine:      

	24hr urine calcium:                                            
	24hr urine creatinine:                                         

	Calcium/creatinine clearance ratio : Urine Calcium (mmol/l) x [Serum Creatinine (umol/l) / 1000] / Serum Calcium (mmol/l) x Urine Creatinine(mmol/l ):                               

	Pituitary tumour            FORMCHECKBOX 
     GH-secreating  FORMCHECKBOX 
    Prolactinoma  FORMCHECKBOX 
    Non-functioning   FORMCHECKBOX 
   Cushing’s disease  FORMCHECKBOX 
   Other: 

	Pancreatic tumour        FORMCHECKBOX 
      Insulinoma  FORMCHECKBOX 
   Gastrinoma    FORMCHECKBOX 
   Glucagonoma       FORMCHECKBOX 
   VIPoma  FORMCHECKBOX 
   Other: 

	Hypoparathyroidism    FORMCHECKBOX 


	Medullary thyroid carcinoma   FORMCHECKBOX 
             

	Phaeochromocytoma   FORMCHECKBOX 
   Bilateral  FORMCHECKBOX 
     Unilateral  FORMCHECKBOX 
               
	Paraganglioma  FORMCHECKBOX 
   Location: 

	Skin pigmentary abnormalities   FORMCHECKBOX 
       
	Lentigines    FORMCHECKBOX 
                                                                  

Location:   
	Blue nevus   FORMCHECKBOX 
  
Location:   
	Other   FORMCHECKBOX 


	Myxoma  FORMCHECKBOX 
   Cardiac  FORMCHECKBOX 
   Cutaneous  FORMCHECKBOX 
   Breast  FORMCHECKBOX 
   Bone  FORMCHECKBOX 
   Other: 

	Schwannoma:   FORMCHECKBOX 
                                                                                              Adrenocortical disease  FORMCHECKBOX 
      

	Other clinical features: 

	Family History:                                                                          
	Yes  FORMCHECKBOX 
          No  FORMCHECKBOX 
               A pedigree showing clinical details of affected family members would be very helpful.

	Affected parent:                   
	Father   FORMCHECKBOX 
 Name: 
	Mother   FORMCHECKBOX 
 Name: 

	Affected grandparent:   FORMCHECKBOX 
         
	Affected sibling(s):         FORMCHECKBOX 
  
	Affected Children:        FORMCHECKBOX 

	Other affected relatives (aunts, uncles, cousins):  FORMCHECKBOX 


	Details: 



Test requested  

*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.
	Endocrine Neoplasia NGS panel (MEN1, CDKN1B, RET, AIP) - £750*                                                 

Familial Isolated Hyperparathyroidism NGS panel (MEN1, RET, CDC73, CASR, CDKN1A, CDKN1B,CDKN2B, CDKN2C) - £750*
Primary Pigmented Nodular Adrenocortical Disese (PPNAD) NGS Panel (PRKAR1A, PDE11A, PDE8B) - £750*
Familial Isolated Hypoparathyroidism NGS panel (PTH, CASR, GCM2,GNA11) - £750*
Familial hypocalciuric hypercalcaemia NGS panel (CASR, AP2S1, GNA11) - £750*
Phaeochromocytoma and Paraganglioma (RET, VHL, SDHA, SDHB, SDHC, SDHD, SDHAF2, TMEM127, MAX, FH) - £650*
	 FORMCHECKBOX 

 FORMCHECKBOX 

 FORMCHECKBOX 

 FORMCHECKBOX 

 FORMCHECKBOX 

 FORMCHECKBOX 


	Individual gene test (Sanger sequencing):

	Multiple Endocrine Neoplasia type 1: MEN1    FORMCHECKBOX 

	Multiple Endocrine Neoplasia type 4:CDKN1B   FORMCHECKBOX 

	  Carney Complex: PRKAR1A    FORMCHECKBOX 


	Dosage analysis: MEN1, CDKN1B and AIP    FORMCHECKBOX 

	X-linked Acrogigantism (Dosage analysis of the GPR101 gene)  FORMCHECKBOX 


	Familial Isolated Pituitary Adenoma: AIP         FORMCHECKBOX 

	Multiple Endocrine Neoplasia 2/Familial Medullary Thyroid Carcinoma: RET   FORMCHECKBOX 


	Testing for known mutation in family member      FORMCHECKBOX 
    

Mutation details:  
Name of affected family member in whom mutation was identified: 
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