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Exeter Exome Sequencing Request Form
· Please e-mail the completed request form to rde-tr.MolecularGeneticsAdmin@nhs.net to notify the laboratory that samples are pending. This will allow us to start testing at the earliest opportunity. Any queries please telephone 01392 408229. 
· Further information is available at https://www.exeterlaboratory.com/test/exome-sequencing-services/. Analysis includes SNVs, indels and CNVs. Please contact the laboratory if somatic mosaicism is suspected. 
· Referrals are only accepted for NHS patients.
· Sample requirements: Please send at least 1µg DNA or EDTA blood to: Prof. S. Ellard, Molecular Genetics Laboratory, RILD level 3, Royal Devon & Exeter NHS Foundation Trust, Barrack Road, Exeter EX2 5DW.
	CONSENT: Receipt of this test request form assumes that Informed consent has been obtained for all family members being tested and the possibility of incidental findings has been discussed  (see http://www.exeterlaboratory.com/test/exome-sequencing-services/)  

	PLEASE TICK IF TESTING IS URGENT:  NICU patient  
  PICU patient 
Child with an undiagnosed rare disease whose mother is pregnant and where a diagnosis would inform prenatal testing options 

	CLINICIAN DETAILS 

	REQUESTING CLINICIAN NAME
 
	CLINICAL GENETICIST NAME                       CLINICAL GENETICS FAMILY NUMBER
                                                                    

	HOSPITAL

	HOSPITAL


	E-MAIL ADDRESS FOR REPORT (nhs.net)   TELEPHONE

	E-MAIL ADDRESS FOR REPORT (nhs.net)   TELEPHONE


	DESCRIPTION OF CLINICAL FEATURES

Please list the patient’s clinical features using HPO term names where possible (see https://hpo.jax.org/).  
	FAMILY HISTORY/PEDIGREE: Please include relevant information for relatives and relationships to other individuals, including disease status and age of onset. 

	
	     

	CONSANGUINITY                 Additional information: 



	WHICH EXOME TEST? (for further information see http://www.exeterlaboratory.com/test/exome-sequencing-services) 

	Trio analysis         £1,995[image: image4.png]



Exome sequencing for an affected proband and their unaffected parents to identify de novo heterozygous, compound heterozygous, homozygous, X-L recessive (in males) and mitochondrial DNA disease-causing variants or uniparental disomy.
	 Consanguineous families       £1,100        
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                                     Exome sequencing for an affected proband

                                   to identify homozygous variants.[image: image6.png]Royal Devon and Exeter NHS

NHS Foundation Trust
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	Parental analysis for lethal autosomal recessive disorders        £1,595
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Exome sequencing for a couple who have had one or more pregnancies or neonates affected with a presumed autosomal recessive disorder (Ellard et al 2015 PMID 24961629; Stals et al 2017 PMID 29096039). Our strategy identifies genes where both parents have a heterozygous potentially pathogenic variant. Likely disease-causing variants are then tested in the affected fetus(es) and any unaffected siblings to confirm co-segregation.  This approach conserves precious fetal samples and/or is appropriate when fetal DNA is of insufficient quality or quantity for exome sequencing.



	Bespoke virtual gene panel      £1,100 (Proband only)          £1,595 (Proband and one unaffected parent)
This is the only option for some families due to sample availability or pedigree structure. A virtual gene panel can either be provided by the clinician or selected from those curated by Genomics England PanelApp (https://panelapp.genomicsengland.co.uk/). In the situation where testing of a large gene panel is requested and both parents are unaffected but DNA is only available from one, it can be helpful to test the unaffected parent at the same time in order to exclude any inherited variants.

	DNA SAMPLES (PLEASE ENSURE NAMES ARE INCLUDED ON THE PEDIGREE)

	SURNAME:


	FORENAME:


	D.O.B:


	NHS NUMBER:


	GENDER:


	DECEASED 
	AFFECTED            UNAFFECTED      

	SURNAME:


	FORENAME:


	D.O.B:


	NHS NUMBER:


	GENDER:


	DECEASED 
	AFFECTED            UNAFFECTED      

	SURNAME:


	FORENAME:


	D.O.B:


	NHS NUMBER:


	GENDER:


	DECEASED 
	AFFECTED            UNAFFECTED      


Price:


£1650: “whole” exome (23,243genes)*





£1320: rare disease exome


(6,110 genes) *








