Succinyl-CoA:3-Oxoacid CoA Transferase (SCOT) Deficiency Questionnaire (Form 1:  general information)

Please type or write in BLOCK LETTERS.

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

Collaborating investigator (Your name)                                                                   

(Your address

Your fax number                                                                                                                                                                                                                           

Your e-mail address                                                          

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

1) Patient (proband) identification
Name or Initials  (                                          )

Birth date  (Day /Month/Year):                 /                  / 19         

Sex             (Male      or    Female     )

2) Family history
Consanguinity ( Yes     ,    No    )

Ethnic origin:  Mother ____________  ; Father __________

Number of siblings (                                )

  Number of affected siblings:             

  Proven __________; Suspected _________

(If you have data on affected siblings, please copy this form and fill it out for the siblings; for those in whom the diagnosis is suspected please briefly describe the clinical and/or biochemical findings in the following space:

                                                                                                                                                          3)  Pregnancy and neonatal history.

Pregnancy:  Normal          ; Abnormal 

If abnormal, please comment:                                                          

Neonatal period  Normal       ; Abnormal 

If abnormal, please comment :                                      

                                                                                                                                                              Neonatal Ketosis  Yes      ; No     ; Not tested        

If yes, please comment:

Duration of pregnancy (weeks) _______

Birth weight (g) _______

Apgar scores at 1 minute ________; at 5 min _______

4)  Acute ketotic episodes:

Age at first episode                         

Total number of ketotic episodes

Please indicate attacks as arrows on the dased line. 

0Y       1Y      　　2Y             3Y          4Y 

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

4Y       5Y          6Y             7Y           8Y 

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

8Y       9Y         10Y            11Y          12Y

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

For each severe and mild episodes, please complete one copy of form 2 (description of acute episodes)

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

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

5)  General course of the patient

a.  Clinical

i.  Growth:  adequate or failure to thrive          

Please give most recent data:

Height: _________ cm or                   inches; date: ____________

Weight:__________ Kg or                  lbs; date: ___________

Head circumference: _________ cm or           inches; date: _______ 

ii.  Mental development  Normal       ; Abnormal       

 (if abnormal, please describe the nature and severity of the problem and provide verbal and performance IQ scores if available:

School function:  is the child in a normal class? Yes   ; No 

(If not, please describe the school functioning:  

Has the patient ever had a convulsion? Yes    ; No            

(If so, how many; did they require long-term anticonvulsant treatment?

iii.  Biochemically, does the patient have urinary ketosis in the postprandial state? 

(yes      , no      , not tested       ) 

comments:

After how many hours of fasting does your patient  develop ketonuria? (Not tested; ________ hours (age at testing:  ______ mo)).

We would greatly appreciate it if you could send us the data for fasting test if available.

Fasting time       Glu       AcAc       3-OH B            FFA       

 Pre     0 hr

          hr

          hr                                                         

                                                                                                                                                         Other biochemical data (e.g. organic acids, carnitine levels)

6)  Treatment

Between episodes of ketosis, is your patient treated with the  following:

Special diet  No     ; Yes   (if so, describe e.g.:                                                                            

total energy content _____ kcal or            kJoules;

distribution of energy among carbohydrate (___%); fat (___%); protein (____%)

Frequent feedings No        ; Yes         

        Number of meals or snacks per day                 

        Time of last meal or snack before bedtime                  

        Time of first meal or snack following bedtime                      

L-carnitine treatment.  No       ; Yes         

(if so,              mg/day or            mg/kg/day)

Other treatment (please comment)

7)  Enzymatic diagnosis

 If enzymology has been performed, what percent residual activity was measured?

(if possible, please give reference for the method used, value for patient and control)

8)  Physician attitude to diagnosis and treatment
a.  Prenatal diagnosis.

Prenatal diagnosis of SCOT deficiency is possible by enzymatic or molecular techniques provided that the family and proband have been evaluated previously and that the deficiency has been documented.  However, SCOT deficiency is a treatable condition.  Based upon your experience with this condition,do you think that prenatal diagnosis should be offered to families at risk for children with SCOT deficiency?

b.  What in your opinion is the best way to treat ketoacidotic crises in children with SCOT deficiency?

CLINICAL REPORT

(please describe the patient’s clinical course briefly) 

Please continue Part 2.

Succinyl-CoA:3-Oxoacid CoA Transferase (SCOT) Deficiency Questionnaire  

(Form 2:Ketoacidotic Episodes) 

Please copy and fill out one form for each ketotic episode of the patient.

Please type or write in BLOCK LETTERS.

Patient identification (as in form 1) name or initials  (           )                      

Date of the episode (Day/Month/Year)              /                  /19                              

This attack was accompanied by 

( ex. URI, gatroenteritis:                                   )                                                      

Duration of hospitalisation:  not hospitalized  or ___________ days.

Clinical findings:  please describe the presentation and also check the appropriate answer for the following specific questions.

General description of the episode

Vomiting       Unknown     ; No     : Yes       

(if so, duration _______days;  describe severity:    

                                                                                                                                                          Tachypnea    Unknown     ; No      : Yes      

(if so, duration _______days; describe severity:

Hypotonia     Unknown     ; No     : Yes      

(if so, duration _______days; describe severity:

                                                                                                                                                            Lethargy        Unknown      ; No     :Yes      

(if so, duration _______days; describe severity:

                                                                                                                                                            Unconciousness   Unknown     ; No    : Yes       

(if so, duration _______days; describe severity:

Hepatomegaly  Unknown     ; No    : Yes       

(if so, duration _______days; describe severity:

Cardiomegaly Unknown      ; No     : Yes     

(if so, duration _______days;   describe severity:

                                                                                                                                                             Echo cardiography.  Not performed  ; Normal ; Abnormal         

 (Please describe if abnormal:  

Other clinical manifestations during the  episode

Laboratory data

please indicate the most abnormal values documented during the episode

Blood gases (please indicate:  capillary; arterial)

pH                ;  pO2_____ mm Hg ; pCO2_____ mm Hg; Bicarbonate_____mM

Base excess______mEq/L; 

Plasma glucose ______mM or             mg/dL)

Plasma carnitine

        Total_______mM or           mg/dL       

        Free  ______mM or            mg/dL

        Bound _____ mM or           mg/dL

Blood Lactate ______ mM or            mg/dL

Blood Pyruvate ______mM or            mg/dL

Blood Ammonia  _______ (micromole/L)

Total blood ketones _______ mM or              mg/dl

Blood acetoacetate ________  mM or             mg/dL

Blood 3-hydroxybutyrate _______ mM or             mg/dL

Plasma uric acid __________ mM or              mg/dL

Urinary ketone bodies

Absent            ; 1+      ; 2+      ;3+      ;4+   ; > 7.8 mM         

if urinary ketones were quantitated by organic acid measurements please give exact values and those of the other indicated organic acids below:

Unit of measurement: 

  mM  ;  mg/dL  ; mg/g creatinine  ; mM/mol creatinine  ; other ________

Acetoacetate                                                      

3-hydroxybutyrate                              

3-hydroxyisovaleric acid                                   

hexanedioic acid (adipic)                                 

octanedioic acid (suberic)                                     

decanedioic acid (sebacic)                                  

dodecanedioic acid                                     

Other organic acids:  please describe other abnormal organic acids and / or enclose a photocopy of the report.

FREE COMMENTS on the attack.

