Questionnaire form for beta-ketothiolase (mitochondrial acetoacetyl-CoA thiolase) deficiency

Please type or write in BLOCK LETTERS.

1. Patient (proband) identification

name or initial  (                           )  

birth date  (D         / M                   / Y 19       )

sex  (Male  or  Female)   
nationality (                        ) race (                            )     

2. Family history

consanguinity ( Yes  ,    No )

parents: If you know origins of the parent, please write down (ex.  mother; spanish-Canadian)

(                                         )       

number of siblings (                                ) 
number of affected siblings(including suspected)   (                 )                                             If possible, please describe affected siblings.

(

                                                                                                                                                                       If you have some data on affected siblings, please copy this form and fill it for the siblings.

3. Perinatal events

birth weight   (                 g)  gestational  age (     Mo      Day) 

apgar score(1min        5min              ) 

complication(s)  example: retrospectively,  transient tachypnea was noted in some organic acidurias.

(            

                                                                                                                                                                        neonatal ketoacidosis  (  present   ,  absent  ,    unknown  )

    If it was present, please describe it.

    (            

4. The first attack

age of onset   (          y         m         d)

symptom(s):   vomiting ( Yes , No, unknown)       

tachypnea (Yes,  No,  unknown) 

hypotonus  ( Yes , No, unknown)      

hepatomegaly ( Yes, No, unknown)  

        If yes, please describe the size (                            )                       cardiomegaly  ( Yes, No, unknown)

  if you perform cardioechogram, did you find any abnormality?

(

unconsciousness  ( Yes, No, unknown)   duration :  (              ) days

   if it presented, please give the degree (                                                                                                          

other symptoms  (                                                                                                                                        

laboratory data  of the first attack

      Blood gas    pH (           )   pO2  (         mmHg) 

                pCO2 (       mmHg)      HCO3 (      mmol/L)     

                  BE (       mmol/L) 

      anmonia   (      micromol/L) blood glucose  (     mmol/L or    mg/dl)

      lactate   (           micromol/L)  pyruvate  (          micromol/L)

      blood total ketone  (                  mmol/L)                         

       acetoacetate  (          mmol/L) 3-hydroxybutyrate (     mmol/L)

      uric acaid  (                               )   

      urinary ketone body (        )      

 other abnormal laboratory  findings 

The first attack was accompanied with    (                                     ). 

Treatment of the first attack; please describe briefly.

( 

5. Typical ketoacidotic attack of your patient  which you could describe most informatively. (Sometimes you could not describe the first attack  precisely because the diagnosis was  not confirmed at that time. In such a case, please fill in this part.)

age of onset   (          y         m         d)

symptom(s):   vomiting ( Yes , No, unknown)       

tachypnea (Yes,  No,  unknown) 

hypotonus  ( Yes , No, unknown)      

hepatomegaly ( Yes, No, unknown)  

        If yes, please describe the size (                            )                       cardiomegaly  ( Yes, No, unknown)

  if you perform cardioechogram, did you find any abnormality?

(

unconsciousness  ( Yes, No, unknown)   duration :  (              ) days

   if it presented, please give the degree (                                                                                                          

other symptoms  (                                                                                                                                        

laboratory data  of the first attack

      Blood gas    pH (           )   pO2  (         mmHg) 

                pCO2 (       mmHg)      HCO3 (      mmol/L)     

                  BE (       mmol/L) 

      anmonia   (      micromol/L) blood glucose  (     mmol/L or    mg/dl)

      lactate   (           micromol/L)  pyruvate  (          micromol/L)

      blood total ketone  (                  mmol/L)                         

       acetoacetate  (          mmol/L) 3-hydroxybutyrate (     mmol/L)

      uric acaid  (                               )   

      urinary ketone body (        )      

 other abnormal laboratory  findings 

The attack was  accompanied with   (                                     ). 

Treatment of the attack; please describe briefly. ( 

6. Urinary Organic Acids

                                     TIG      2M3HB   2M-AcAc    

1)analysis during acute phase          

2)analysis during good condition

3) the most recent analysis (       y    m)                                                                                                                             

please describe ++ or + or -. TIG,  2M3HB and 2M-AcAc indicate tiglylglycine,  2-methyl-3-hydroxybutyrate and 2-methyl-acetoacetate, respectively.  If you have further precise data such as nmol/mol creatinine, please give us a copy of GC/MS data.

Especially, We are interested in the presence or absence of TIG during attacks and good conditions.

7. Diagnosis 

What was a tentative diagnosis you or your colleagues made first ?

( ex. organic aciduria suspect, etc                                                                                              

Age at the diagnosis of beta-ketothiolase deficiency. (    y      m) based on ( GC/MS analysis or enzyme assay)

Enzymatic analysis was  not done    or   done by                                  .  

if possible,  could you enclose the results?  If your paper did not show the data. 

8. Clinical course and prognosis

This part is essential for our paper. I would greatly appreciate it if you could describe here in detail. We expect that like most organic aciduria, frequency of attacks is decreased in late childhood  and  frequent events of unconsiousness during attacks are associated with the patient prognosis (mental retardation).

Frequency of ketoacidotic attacks (please check attacks as an example)

0         1         2         3        4        5       6Y 

----------------------------------------------------------------------------------------

6      7      8     9    10   11   12  13  14   15   16   17Y

-------------------------------------------------------------------------------------------

Please use symbols as follows:

+: severe ketoacidotic attacks with unconsciousness, or blood PH <7.15

* :mild ketoacidotic attacks without unconsciousness and blood PH

>7.15

#: Admission for more than 1 day-intravenous glucose infusion to prevent  from ketoacidosis (No apparent ketoacidosi

=====================================================

Example

0      1       2       3       4       5      6      7Y

-------------------------------------------------------------------------------------

      +  +      *       #             #

      1  2      3       4             5

1: severe ketoacidotic attack following mumps partitis. 

2: severe ketoacidotic attack following  gastroenteritis

3: mild attack following URI High fever, Blood PH 7.25, BE-15, 2-days

 admission

4, 5: URI  addmission for 2 days for glucose DIV, no ketoacidosis

=====================================================

development  before the first attack ( intact    retarded   unknown)

prognosis    

1. failure to thrive ( yes    no )   

        recent body weight (                   kg)  

             height (         feet           inch   or              cm) 

             at  (            y                m)

2. mental development (  normal       retarded)  

        (severity                         )

3. If you know         

DQ  (                     by                                )                          

IQ   (                     by                                 )                                             4. age of the last attack (     y           m)

5. please describe general condition of the patient now.

           examples   he always shows ketonuria while he is well. 

                             Everywhen he is febrile, intravenous glucose

                             infusion is given.  

           (                                                                      

9. Treatment 

1) at stable condition

       diet-restriction: ( yes , no  )   (       

        l-carnitine supplement: ( yes,   no ) (     

        other devices (        

2) Could you describe what condition of the patient   you have performed intravenous glucose injection? Or your recommendation is also helpful.  example 1. every time when the patient was febrile  2. when ketonuria was evident 3. when ketonuria was strongly positive (3+)

      (

3) Could you have any suggestion about treatment of acute ketoacidotic attacks?

      (  

4) When your patient became treatment-free? (                                                                           

10. Prenatal diagnosis

I have performed prenatal diagnosis on an American  family because the family wanted to do it. The fetus was not affected with this disorder (Prenatal diagnosis 15:363-367,1995).  What do you think about prenatal diagnosis  of this disorder?  necessary or not? etc.

 (

12  Case presentation 

=========================================================

Your name                                                                                                                       

Your address                                                                                                                                                 

Your fax number                                                                                                                                                                                                                           

Your e-mail address                                                          

=========================================================

Thank you very much for your kind assistance.  
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