GLUT1 deficiency syndrome: a survey of clinical presentation in the UK and Ireland


Serial No:

Clinician:




Centre:

Please complete the following details on your patient using the form below 


1. Was your patient (mark with 'x')

Boy
     Girl            
Age now (yrs) 

2. Was the patient preterm?


Yes
    No           
Gestational age, if yes 
3. Age at presentation?

4.  Clinical feature(s) at presentation?



What other features led you to suspect this diagnosis?




5. Did your patient have any of the following features? (circle all applicable, or delete non-relevant)


Epileptic seizures     Developmental delay
      Microcephaly (OFC <2nd)      Macrocephaly (OFC >98th)


Mental retardation        
 Movement disorder     

 Alternating hemiplegia of childhood


Family history of movement disorder / exercise induced dystonia / clumsiness


Family history of learning difficulties / mental retardation


Family history of epilepsy (If yes, specify seizure type / diagnosis below)

6. If you replied yes to any of the above, please provide further information, otherwise go to Q7:

Epileptic Seizures Presenting seizures - describe ictal phemenology and age of onset


Epileptic Seizures Other seizure types: age of onset and seizure type for all seizures


Epileptic seizures List any anti-epileptic drugs used and response to treatment


Epileptic Seizures: Did any anti-epileptic drugs exacerbate seizures    
Yes

No


    If yes, please circle the names of those that did in the above box

Epileptic Seizures  List other aggravating factors, e.g. fasting, other drugs, caffeine


Epileptic Seizures: Has the child tried the ketogenic diet? 
Yes

No




     If yes, did it improve seizures?  

Yes

No


Epileptic Seizures: Which intervention(s) do you feel had most effect on seizure reduction / control?



Epileptic Seizures Descibe the EEG features, incl. background, interictal abnormalities and ictal changes 






Epileptic Seizures: Did you observe preprandial worsening of:  
Seizures 
Yes
      No               










EEG    

Yes
      No


Microcephaly:

Acquired
  
Congenital
   Unsure
Not applicable




Macrocephaly

Acquired

Congenital
   Unsure
Not applicable


Developmental difficulties: Did concerns with development affect:




All developmental domains

or
Cognition 

Gross motor  







Fine Motor
   Language

Social 

Vision

Hearing

Movement difficulties / disorder:
 Does your patient have:




Dystonia

Chorea / athetosis
Ataxia

Tremor 

Clumsiness




Spasticity or extrapyramidal signs

Hypotonia

Myoclonus







Paroxysmal exercise induced dyskinesia

Eye movement abnormalities



Movement difficulties / disorder: Are they

Continuous 
    Paroxysmal 
  




Continuous with paroxysmal worsening
       Worse with fasting
           Worse on exercise


Movement difficulties / disorder: Did abnormal movements improve on the ketogenic diet?





Yes


No


Didn't start diet

7. Please describe below any other features your patient developed that are not detailed above: 







8. Is the clinical course of the condition:    
Progressive
       Static
    Improving

9. Was a fasting CSF glucose sent  
Yes

No


(if no, move to question 10)



If yes, state 
CSF glucose result 


Serum glucose result







Was the serum sample taken before CSF?
Yes

No

Don't know

Other CSF results:
RBC                    WBC
                  Protein                
Lactate 



10. Did the child have neuroimaging?

Yes

No

(if no, move to question 11)
Please describe the neuroimaging results:



11. Did you send DNA for gene testing?

Yes

No
      (if no, move to question 12)


If yes, did you identify the SLC2A1 mutation? Yes

No
      (If yes provide details in box below)


Was any other mutation found?

Yes

No
      (If yes provide details in box below)


Were the parents tested? 


Yes

No
      (If yes provide details in box below)


If yes, was a mutation found?

 Yes

No
      (If yes provide details in box below)

12. Were glucose uptake studies sent?

 Yes

No
      (If yes provide details in box below)

Thank-you for completing this questionnaire. 

If you have additional information that would be of use, please document it on a separate piece of paper. 
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