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Genes: GCH1, PTS, SPR, PCBD, QDPR 
 
Patient ID#  
BIODEF ID#  
Country  
Gene    GCH1          PTS         SPR          PCBD        QDPR 
Phenotype    HPA            DRD        severe      mild 
 Mutation name* 

(amino acid change) 
Systemic name** 
(nucleotide change) 

Exon / Intron 

Allele 1 
 

   

Allele 2 
 

   

Literature: 

Comments: 

*Example: p.E390G; **Example: c.1169A>G (use HGVS nomenclature) 
 
 
 
Name (print): 
 
Address (print): 
 
 
 
Date:        Signature: 
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Prof. Dr. Nenad Blau 
Division of Clinical Chem. & Biochem. 
University Children's Hospital 
Steinwiesstrasse 75 
CH-8032 Zürich / Switzerland 
Tel.: +4144 266 7544 
Fax: +4144 266 7169 
E-mail: nenad.blau@kispi.unizh.ch 
 


