Medium chain acyl CoA Dehydrogenase Deficiency  

Investigation of presumptive positive screening cases 

Request for Extended Mutation Screen

Referring laboratory: Name
_________________________
                                     Address
_________________________        Date of request:





_________________________                





_________________________
                  



_________________________
                                     Fax/Email
_________________________
Report will be sent to referring laboratory
 If Copy report required – provide details

 Invoice details (if other than referring lab)
Name

____________________    
Name
    
_____________________

Address
____________________    
Address
_____________________



____________________   



_____________________



____________________    

   
_____________________



____________________    

   
_____________________

Fax/Email
____________________

Fax/Email   
_____________________
Sample date  ((/ ((/ ((   Local Lab Number ___________ 
Infant’s details





Case ID
((/ (((
Surname _____________________    Forename ______________________

Date of Birth   ((/ ((/ (((dd/mm/yy)

NHS Number ((( ((( ((((
-----------------------------------------------------------------------------------------------------

Initial Screening Results

C8 ________(mol/l 
C10 ________(mol/l  
C8/C10 ratio _____________

Results of Follow Up Investigations 

Biochemical follow up: persistently abnormal / normal / equivocal

985A>G mutation analysis:   Heterozygous / None detected

Suspected diagnosis: MCADD / Carrier / Other:_____________________
Clinical status: Well / Other:  ___________________________________




Please complete this form and send with sample to: -          

DNA Laboratory 

GSTS Pathology

Floor 5 Tower Wing

Guy’s Hospital

London SE1 9RT                               

Please also alert the laboratory by telephone, fax or email

Tel: 0207 188 1714              Fax: 0207 188 7273               Email: kirsty.stewart@gsts.com
For EMS lab use: Fax/email confirmation of sample receipt  (

