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A genetic cause of Parkinson's disease is supported by the occurrence of familial
disease with identified gene defects, a increased prevalence in homozygous twin pairs
and the existence of family clusters. In a few families with autosomal dominant
inheritance and typical Lewy-body pathology, a gene locus has been mapped to the
long arm of chromosome 4, and mutations have been identified in the gene for
a-synuclein. A gene causing autosomal recessive parkinsonism of juvenile onset has
been mapped to chromosome 6, and the causative gene has been identified and named
Parkin. This form of parkinsonism differs pathologically from the sporadic disease, as
no Lewy bodies are found in the substantia nigra. A third locus, again in families with
dominant inheritance, typical Lewy-body pathology and late onset, has been mapped
to chromosome 2p13. At present, there is no evidence that any of these genes for
familial Parkinsonian syndromes have a direct role in the etiology of the common
sporadic form of PD. To account for apparently sporadic cases of Parkinson's disease,
an involvement of susceptibility genes has been proposed to explain the inherited
component of the disorder. However, to date most studies have failed to identify

specific genotypic associations with Parkinson's disease. (J Intern Med Taiwan



2001;12: 168-176)

Fo DFERE S DO ] FER L W 4
EE T I T e ey e FI9RASEL Pt A |
PD 7 4q21-23 a-synuclein (1) missense mutation: Ala53Thr s Ala30Pro ;
(2) (2) Ala53Thr* a -synucleina Rl [
PD 1 4ql4 UbiquitinC-f‘lﬂ%} missense mutation I1le93Met
i
(UCHL)
A 4p15.1 T NG
&
ik
ARJP % I ¥ |6925.2-27  |Parkin deletion 5 point mutation
Eaall)
PD 5 2p13 TH PD pb g L
FTDP-17 % Y |17q21-22  |Tau point mutation
557
PD & & Ak

ARJP = R IIRIE = R L2 AT
FTDP-17 & S 17530 FIREHAL Y R gl 218 A




