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Heterozygous exonic deletion of the GTP cyclohydrolase I gene in a Han Chinese dopa—responsive dystonia
patients
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Abstract Objective: To investigate whether exonic deletions of GTP cyclohydrolase I (GCH1), Tyrosine hydroxylase (TH), and Epsilon—
sarcoglycan Encoding (SGCE) genes account for the etiology of dopa—responsive dystonia (DRD) in Han Chinese patients. Methods: The
blood samples were collected from 26 subjects: 8 patients and 5 healthy family members in four pedigrees, 10 sporadic patients, and 3
unrelated normal individuals. Multiple ligation—dependent probe amplification analysis was performed on 22 exons of 3 genes (GCH1, TH,
and SGCE) to detect plausible deletions. To confirm the MLPA results, quantitative real-time PCR was applied to candidate exons, and the
comparative threshold cycle method (ddCt) was used to detect exonic deletions of GCH1, TH, SGCE genes. Results: A GCH1 exon 1
heterozygous deletion was detected in a sporadic DRD patient while no other deletions/duplications were observed in family or sporadic
samples. Conclusion: Exonic deletion of GCH1 may contribute to certain DRD cases, but it is relatively rare; It is necessary to detect exonic
deletions in the DRD cases if no genetic mutation is found.
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Fig1 The normal electrophoresis
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Fig 2 The electrophoresis of a heterozygous exonic deletion of the

GTP cyclohydrolase I gene
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Fig3 The MLPA result of 22 exons in GCH1,TH,SGCE genes of a
sporadic DRD patient
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