Molecular Genetic Testing for Familial Medullary Thyroid Cancer
Multiple Endocrine Neoplasia Type 2 and Hirschsprung disease
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 5AD with this form. 
(rde-tr.MolecularGeneticsAdmin@nhs.net)
Clinical Lead: Dr. Bijay Vaidya (01392-402555 or bijay.vaidya@nhs.net)

Consultant Molecular Geneticist:  Prof. S. Ellard (01392-408259 or Sian.Ellard@nhs.net) 
Patient details


    Requestor Details
	SURNAME:


	CLINICIAN NAME:



	FIRST NAME(S):

     
	TELEPHONE:



	DATE OF BIRTH (dd/mm/yyyy):


	E-MAIL ADDRESS:



	PATIENT’S POSTCODE (UK ONLY):


	REPORT ADDRESS:


	INVOICE ADDRESS:

     

	NHS NUMBER:


	
	

	GENDER:

Male  FORMCHECKBOX 

Female  FORMCHECKBOX 

	
	

	ETHNIC ORIGIN 


	GENETICS NO.:




Clinical Information                                                             AGE AT DIAGNOSIS           
	Multiple Endocrine Neoplasia type 2A and 2B, Familial Medullary Thyroid Carcinoma (FMTC)

RET gene – exons 5,8,10,11,13-16


	MTC                            FORMCHECKBOX 

	
	Mucosal neuroma:                       FORMCHECKBOX 
 
	

	Phaeochromocytoma  FORMCHECKBOX 

	
	Marfanoid habitus                        FORMCHECKBOX 

	

	Hyperparathyroidism   FORMCHECKBOX 
                      
	
	Medullated corneal nerve fibres  FORMCHECKBOX 

	

	Other Clinical features (please state)      

	Hirschprung disease  
 

	Long-segment
 

 FORMCHECKBOX 

	  
	RET exons 5,8,10,11,13-16                                      FORMCHECKBOX 

      RET exons 1-20 and dosage analysis by NGS           FORMCHECKBOX 


	Short-segment
      
        
 FORMCHECKBOX 

	
	

	Total colonic aganglionosis      
 FORMCHECKBOX 

	
	

	Total intestinal aganglionosis  
 FORMCHECKBOX 

	
	

	Phaeochromocytoma and Paraganglioma



	Phaeochromocytoma   FORMCHECKBOX 
 
	
	Test requested: 

	Paraganglioma             FORMCHECKBOX 
  
	Location :        
	RET,VHL,SDHB/C/D,SDHAF2,TMEM127,MAX,FH by NGS     FORMCHECKBOX 


	Bilateral                        FORMCHECKBOX 

	
	TMEM127 and MAX only                                                           FORMCHECKBOX 


	Unilateral
           FORMCHECKBOX 

	
	TMEM127 only (patient diagnosed age >45y)                           FORMCHECKBOX 


	Malignant
           FORMCHECKBOX 
           
	
	Or list genes:      

	Other relevant clinical details:                      

	                                                                       Family History      Yes   FORMCHECKBOX 

               No  FORMCHECKBOX 

Details of affected family members:       
Please include a pedigree indicating relationships and details of affected family members.

If genetic testing has been carried out in this family please give details below.

	Testing for known familial mutation

	Is this patient
  Affected   FORMCHECKBOX 

Unaffected   FORMCHECKBOX 
   (If this patient is affected please provide clinical details above)

	Name of index case/proband:
	     
	Laboratory where testing of index case/proband was carried out:         

	Relationship to patient:
	     
	

	Gene mutation details: 
	     
	

	Please include a copy of the laboratory report for the index case/proband.
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