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Please submit to: 
Regional Genetics Laboratory

Great Ormond Street Hospital for Children NHS Trust

Level 6, York House,

37 Queen Square, London WC1N 3JH

Tel: 020 7762 6888 Fax: 020 7813 8196
PRE-TEST PROFORMA - SEVERE DELAY – SEIZURE PANEL TESTING
Forename:……………………..
Surname: ………………………
DOB: ………………..

NHS#:………………………….
Local ID: ……………………….
Local family ID: …………….

Gender:  Male   FORMCHECKBOX 
    Female  FORMCHECKBOX 

Consultant: ……………………….
Hospital: ……………………
Working clinical / electro-clinical diagnosis: …………………………………………..………………….
Genes you consider likely to be causative: ……………………..…………………………………………
……………………………………………………………………………………………………………………….

Seizures:
Yes   FORMCHECKBOX 
    No  FORMCHECKBOX 


Age of onset ………………….

Febrile seizures only:  Yes   FORMCHECKBOX 
    No   FORMCHECKBOX 

Further details re seizures (including pattern / type of seizures, EEG findings): …………………………

...................................................................................................................................................................
Developmental delay:  Severe delay   FORMCHECKBOX 
  Moderate delay   FORMCHECKBOX 
    Mild Delay   FORMCHECKBOX 
    No delay   FORMCHECKBOX 

Further details: ………………………………………………………………………………………………….

…………………………………………………………………………………………………………………….

Physical and other clinical findings:  Dysmorphism:  Yes   FORMCHECKBOX 
    No   FORMCHECKBOX 

If yes, further details including suspected dysmorphic diagnoses:………….………………………………

…………………………………………………………………………………………………………………….

Microcephaly:  Yes   FORMCHECKBOX 
    No   FORMCHECKBOX 
 If yes, current measurement / centile: …………………………………..
Other medical problems:  Yes   FORMCHECKBOX 
    No   FORMCHECKBOX 
   If yes, give details: ……………………………………………

………………..…………………………………………………………………………………………………….
Family:  Parental DNA samples stored: Mother  FORMCHECKBOX 
    Father  FORMCHECKBOX 
    Both  FORMCHECKBOX 
    Samples not yet taken  FORMCHECKBOX 

Parental consanguinity: 
Yes   FORMCHECKBOX 
 
No    FORMCHECKBOX 

Positive family history: 
Yes   FORMCHECKBOX 
   
No    FORMCHECKBOX 


If yes to either, further details: ………………………………………………………………………………..
…………………………………………………………………………………………………………………..
Previous investigations:

Microarray: 
                  Not done   FORMCHECKBOX 
    Normal   FORMCHECKBOX 
    Abnormal   FORMCHECKBOX 
    
Unknown   FORMCHECKBOX 

Angelman methylation:     Not done   FORMCHECKBOX 
    Normal   FORMCHECKBOX 
    Abnormal   FORMCHECKBOX 
 
Unknown   FORMCHECKBOX 

Previous gene tests (please list): ……………………………………………………………………………
Positive MRI brain findings: ………………………………………………………………………………….

Other positive or important negative investigation findings: ……………………………………………….
Already recruited to research study:  Yes   FORMCHECKBOX 
    No  FORMCHECKBOX 
 If yes, which study: ………………………………
Suitable for recruitment to GOSH EIEE research? Yes   FORMCHECKBOX 
    No   FORMCHECKBOX 
  (see details / contact overleaf) 

List of genes included in panel (For Information) – January 2014
ADSL; ALG13; ARHGEF9; ARX; ATP1A3; ATRX; CDKL5; CHD2; CHRNA4; CHRNB2; CNTNAP2; EHMT1; FOXG1; GABRB3; GRIN2A; GRIN2B; KCNQ2; KCNT1; KIAA1279; LGI1; MAGI2; MBD5; MECP2; MEF2C; NRXN1; PCDH19; PLCB1; PNKP; POLG; PRRT2; SCN1A; SCN2A; SCN8A;  SIP1 [ZEB2]; SLC16A2; SLC25A22; SLC2A1 [GLUT1]; SLC9A6; SPTAN1; STXBP1; SYNGAP1; TBC1D24; TCF4; UBE2A;  UBE3A
GOSH EIEE study contact: Dr Amy McTague a.mctague@ucl.ac.uk
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