PLEASE RETURN THIS FORM WITH DNA OR EDTA BLOOD WHEN GENETIC TESTING IS REQUESTED
Genetic testing for GI tract malformations/Alveolar capillary dysplasia

Please send DNA or EDTA blood (1ml minimum for neonates, 5-10ml for children and 10-20ml for adults) to Prof S. Ellard, Molecular Genetics Laboratory, RILD Level 3, Royal Devon & Exeter NHS Foundation Trust, Barrack Road, Exeter 

EX2 5DW
Consultant Molecular Geneticist:  Prof Sian Ellard (01392 408259 or Sian.Ellard@nhs.net)

Clinical Lead: Dr Charles Shaw-Smith, Department of Clinical Genetics, Royal Devon and Exeter Hospital (Heavitree), Gladstone Road, Exeter EX1 2ED (01392 408250 or charles.shaw-smith@nhs.net)
Please note that for research testing, parental samples must be sent with the index case sample; parental samples  may be needed in NHS testing to aid in interpretation of variants of uncertain significance.

You can manage this form electronically or manually, it is designed to work either way!  
Patient details



 

	SURNAME:
     
	CLINICIAN NAME:


	FORENAME:

     
	TELEPHONE:



	D.O.B.:


	E-MAIL ADDRESS:



	CLINICAL GENETICS NUMBER:


	ADDRESS FOR REPORT:



	ADDRESS FOR INVOICE:




	HOSPITAL NUMBER:


	
	

	GENDER:


	
	

	ALIVE/DECEASED:


	TYPE OF TEST (NHS/RESEARCH):


	HAS CONSENT FOR RESEARCH BEEN OBTAINED?:



	CLINICAL DIAGNOSIS (OR CLOSEST MATCH)




  
Clinical information

	Congenital malformations/ Dysmorphism
	Pregnancy
	Growth parameters
	Family history

	  1.  
	

	Teratogen exposure?
	Birth weight                      
	Parental consanguinity

	
	
	
	Value
	
	Age
	
	%ile
	
	 FORMCHECKBOX 
 Tick if present    

	  2.

  
	

	Bleeding?
	Height
	If consanguineous, parental relatedness

	
	
	
	Value
	
	Age
	
	%ile
	
	

	  3.

  
	

	Multiple pregnancy?
	Weight
	Any relevant family history

	
	
	
	Value
	
	Age
	
	%ile
	
	

	  4.

  
	

	
	Head circumference
	

	
	
	
	Value
	
	Age
	
	%ile
	
	

	  5.
	     
	Development 
	
	Previous investigations

	  6.
	
	(please tick one box)
	
	Gene(s) tested

	  7.
	
	 FORMCHECKBOX 
 Normal                   
	
	

	  8.
	
	 FORMCHECKBOX 
 Mild delay               
	
	ArrayCGH result (if done)

	  9.
	
	 FORMCHECKBOX 
 Moderate delay     
	
	
	Platform
	

	10.
	
	 FORMCHECKBOX 
 Severe delay           
	
	


Other information
	


Alveolar capillary dysplasia
	Histological confirmation of diagnosis obtained?                                                                            
	 FORMCHECKBOX 

	

	If yes,
	
	

	Ante mortem or
	 FORMCHECKBOX 

	

	Post mortem
	 FORMCHECKBOX 

	


Testing required

	NMYC 
                                                                            
	 FORMCHECKBOX 

	Please refer to website http://www.rdehospital.nhs.uk/prof/molecular_genetics/tests/Clinical_Genetics_Tests.html for further information/cost

	RFX6
	 FORMCHECKBOX 

	

	FOXF1
	 FORMCHECKBOX 

	

	Exome sequencing
	 FORMCHECKBOX 

	By prior agreement. Exome sequencing is available free of charge on a research basis only; informed consent is required
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