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Parkin Gene Mutation in Korean Patients with Young Age Onset

Sporadic Parkinson’s Disease

Kee Ook Lee, M.D., Chul Hyoung Lyoo, M.D., Myung Sik Lee, M.D., Ph.D.

Department of Neurology, Youngdong Severance Hospital, Yonsei University College of Medicine, Seoul, Korea

Background: Abnormalities of the parkin gene is the most frequently found genetic abnormality in patients with
sporadic young age onset of Parkinson’s disease (PD). We investigated the frequency of abnormalities of the
parkin gene in Korean patients with young age onset PD (YOPD).

Methods: This study included 18 patients (M : F=10:8) who developed PD before the age of 45. DNA was isolated
from peripheral blood leukocytes. Exonal deletion and nucleotide sequence changes in the parkin gene was
searched by quantitative PCR and sequencing of all coding regions.

Results: Only one patient had a heterozygous mutation at the nucleotide position 1473 in exon 12 (A1473C). The
remaining 17 patients showed no mutations in the coding region of the parkin gene. In all 18 patients, we could
not find any compound heterozygotic as well as homozygotic exonal deletion. The patient who had the
heterozygotic point mutation in the parkin gene did not present any clinical features differentiating the patient
from the others with YOPD. The frequency of parkin mutation in patients with YOPD in our series was 5.6
percent.

Conclusions: In Korean patients with YOPD, the frequency of parkin mutation seems to be lower than that of
other ethnic groups. Further studies with a larger number of patients with YOPD are needed to support this
suggestion.
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Table 1. Clinical characteristics of 18 patients with young age onset Parkinson's disease

Patient Sex / age of . Disease duration Duration of levodopa Long term responsiveness
Initial symptom
number onset (years) (years) treatment (years) to levodopa
1 M/44 gait slowness 12 9 poor
2 M/41 Rt leg tremor 12 9 poor
3 F/38 Lt clumbsiness 13 13 good
4 F/40 Rt hand tremor 7 6 good
5 M/44 Rt hand tremor 16 15 good
6 M/45 Rt hand tremor 19 9 good
7 F/41 Lt hand tremor 13 13 good
8 F/38 Lt arm bradykinesia 9 9 good
9 F/42 Lt hand tremor 9 7 good
10 F/42 Rt side tremor 11 8 good
11 M/37 Lt leg dragging 10 9 poor
12 M/45 Lt bradykinesia 12 12 good
13 M/41 Lt hand tremor 8 6 good
14 M/34 Rt hand tremor 29 13 good
15 F/35 Lt leg tremor 16 13 good
16 M/40 Lt hand tremor 10 6 good
17 M/30 Lt leg dragging 7 5 good
18 M/43 Lt leg tremor 6 5 good
M; male, F; female, Rt; right, Lt; left
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