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Case Report:  Biotinidase Deficiency
Name of baby (including alias):  










Date of birth:  




Gestational age: ________________________
Gender: ______________
Race: ___________________

Birth Weight: __________________

Mother’s Name:  






Phone #:  




Hospital of Birth/City:  











Specimen #: ______________________
Initial Screening Results: ______________________________
Primary Care Physician and phone number:  









Confirmatory testing:
  Biotinidase enzyme activity   Results: _____________________________


Additional testing:  

  Mutation analysis
List mutation results:  









  Urine organic acids    
  Plasma acylcarnitines

Diagnosis:

  Normal

  Partial deficiency 

  Profound deficiency
Date diagnosis Confirmed:  


    Date referred to CMS Network  



Treatment:  






Date Treatment began:  



Medical Summary:

Referral Center Information:

Name of Center:  














	Signature/Date of referral center director:


	Signature/Date of person completing this form:


	Date case report received from referral center:
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