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Mutation Search Help

About PD

Parkingon's disease (PD) is a progressive degenerative disorder of the central
nervous systermn. The mechanisms to cause PD are not fully clarified. The aim of this
database is to collect mutations related to PD and their clinical information
exhaustively in order to deepen our understanding of PD. Both our original data and
extracted data from published papers are accumulated in this database.

=Causative genes

PARKT FParkinson disease (autosomal recessive, early onsef) 7

LRRKZ  leucine-rich repeat kinase 2

glucosidase, beta; acid {includes glucosylceramidase)

GBA
HIRAZ Htra serine peptidase 2

NR4AZ  nuclear receptor subfamily 4, group A, mermber 2

PARKZ Farkinson disease (autosomal recessive, juvenile) 2, parkin
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#2464 GCCTAGCGAGTTATGGCGACGAAGGCCETGTGOETECTGAAGGGCGACGGCCCAGTGCAG
#3002 GCCTAGCGAGTTATGGCGACGAAGGCCGTGCTGOGTGCTGAAGGGCGACGGLTCAGTGCAG
#a71 GCCTAGCGAGTTATGGCGACGAAGGCCETGTGOETECTGAAGGGCGACGGCCCAGTGCAG
#3320 GCCTAGCGAGTTATGGCGACGAAGGCCETGTGCETECTGAAGGGCGACGGCCCAGTGCAG
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#3213 GCCTAGCGAGTTATGGCGACGAAGGCCETGTGOETECTGAAGGGCGACGGCCCAGTGCAG

31953805 >
5 3
NP_000445 H H NM_000454
POn441 H H X02317
Swerre w Wivav v r v ve vﬁ.ln“*’v 'W"'L'
Active sites
Maotif/domains
IPRODIA2 1 I
IPRO01424 | | -
IPRO0IA2Y o — —
IPRO0IA2Y o — —
IPRO01424 e
IPRO01424
nolfR — —
nolfR — —
B PARKT Parkmoon divease (nAosomsl tecessio, eal by onsel) 1
Detaf mode /£ onk
AToeATA | HM_00THE hrl GTMEH05A L] W_0batad Har)
GRGSGAC | OO ehet GIUAGTIC () e ]
T T | NOOTND "’:.‘_’;:‘_" v o Omnay Fees
COMGCAS | MM_O0TET ehl G e [ ot
COMOCAT | hea_ 0TS chel GIISIsaA o [T et
COMCAD | NMDOTIEZ chel OTREISEIA Lo e _ooatay Hebery Expyption

11



A

REEDHE

- CNVOBHEFHEDS B ECNVDcase-control DBDIESE
- KYZBLDCGWAST—2DZ T AN, BEfE AR

—RT—HBEZRT—EDOEREDRT. FRT—4GE

DHRERT G ELDEREHERTEGLE. GWAS DBOD

i/

- SNPHEE{ERER S DI HEFEDHFE
- FEICEOAMEBRE. RUOFIEICHE>T=T—2DFEITA

nEBEHY—EXDRR

- BN S DEE DR ET
- IN—F YR —H T ADBDEEIF
- BB A AD—1)—9 T ADB | EHEXTERE

S—H I ADBDIESE

12



