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Patients: 265 North American Caucasian
PD patients and 210 healthy controls from
the Parkinson’s Disease Center and
Movement Disorders Clinic (PDCMDC),
Baylor College of Medicine (BCM). All
research subjects signed an informed
consent, approved by BCM institutional
Review Board for Human Research. PD
samples were subcategorized into EOPD,
LOPD, familial PD and sporadic PD.

PITX3 is a transcription factor important for
the differentiation and survival of midbrain
d o p a m i n e r g i c n e u r o n s d u r i n g t h e
d e v e l o p m e n t . S i n g l e n u c l e o t i d e
polymorphisms (SNP) in the gene may be
associated with Parkinson’s Disease (PD).
To verify their findings and to determine the
nature of the association in a subset of our
PD patients we have analyzed two PITX3
SNPs (rs2281983 and rs4919621) in PD
patients and age-matched health controls.
Our data show that the substitutions of C/T
in SNP1 and A/T in SNP2 are significantly
higher in PD, and this finding is even more
robust in young onset and familial PD as
compared with age-matched healthy
controls. Our findings indicate that PITX3
may play a role in the pathogenesis of PD.

1.The frequency of substitutions of 
C/T in SNP1 rs2281983 and A/T in 
SNP2 rs4919621 is significantly 
higher in PD, and it is particularly 
high in EOPD and fPD as compared 
with age-matched healthy controls.

2.Our results support the hypothesis 
that PITX3 is critical not only in the 
develop-ment and maintenance of 
the dopaminergic system, but also in 
the pathogenesis of PD.
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PCR: Genomic DNA was extracted from 
peripheral blood using standard protocols. PCR 
products of PITX3 were amplified with the 
following primers:

Data Table 1.

Statistics: Pearson’s χ2 tests were 
applied to test for significance in 
differences of gene frequencies. A value (p
＜0.05, two-tailed) was considered to be 
significant.
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Figure 1. The gene loci of SNP1 rs2281983 
and SNP2 rs4919621

Data Table 2. Gender: male vs female (M/F); 
Age: Mean±SD; Significant (P＜0.05)
P-Value a : All PD when compared to controls
P-Value b : EOPD when compared to controls
P-Value c : LOPD when compared to controls
P-Value d : fPD  when compared to controls
P-Value e : sPD  when compared to controls
*: adjusted by sex and age

C allele:

Data Table 3. Gender: male vs female (M/F)
Age: Mean±SD; Significant (P＜0.05)
P-Value a : All PD when compared to controls
P-Value b : EOPD when compared to controls
P-Value c : LOPD when compared to controls
P-Value d : fPD  when compared to controls
P-Value e : sPD  when compared to controls

*: adjusted by sex and age

A allele:
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