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Is Parkinson™s disease lysosomal disease? A large-scale clinical and genetic
approach
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At the discovery stage, 300 familial Parkinson®s disease (PD% cases, 100
sporadic PD cases, and 200 healthy controls were used to comprehensively analyze 54 lysosomal
disease (LSD) genes by targeted sequencing. From the obtained genetic information, we extracted
genetic mutations in the familial PD patient group and the sporadic PD patient group, and added
statistical analysis with the healthy control group and analysis using the genetic information of
the public database. We narrowed down new candidates of causative genes and susceptibility genes.
Next, we are going to add gene analyses of the replication stage and isolate novel PD-related genes.
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No. YVY—LIR HWEF  No. YYY—LFA WIEF No. UVY—LIE BEF

1 Aspartylglucosaminuria AGA 19 Morguio A disease GALNS 37  Alpha-mannosidosis MAN2B1
2 Metachromatic leukodystrophy ARSA 20  Gaucher disease GBA 38 Beta-mannosidosis MANBA
3 Maroteaux—-Lamy disease ARSB 21 Fabry disease GLA 39 Mucolipidosis type IV MCOLN1
4 Farber Lipogranulomatosis ASAH1 22 GMi-gangliosidosis/Morquio B GLB1 40  Neuronal ceroid lipofuscinosis (GLN7) MFSD8
5 Kufor-Rakeb syndrome ATP13A2 23 GM2-gangliosidosis GM2A 41  Schindler disease/Kanzaki disease NAGA

6 Neuronal ceroid lipofuscinosis (CLN3) CLN3 24 I-Cell disease GNPTAB 42 Sanfilippo B syndrome NAGLU
7 Neuronal ceroid lipofuscinosis (CLN5) CLNS 25 Sanfilippo D syndrome GNS 43  Sialidosis NEU1

8 Neuronal ceroid lipofuscinosis (CLNG) CLN8 26 Neuronal ceroid lipofuscinosis (GLN11)  GRN 44  Niemann—Pick disease type C1 NPC1

9 Neuronal ceroid lipofuscinosis (CLN8) CLN8 27  Sly disease GUSB 45  Niemann-Pick disease type C2 NPG2
10 Cystinosis CTNS 28 Tay-Sachs disease HEXA 46  Neuronal ceroid lipofuscinosis (CLN1) PPT1

11 Galactosialidosis CTSA 29  Sandhoff disease HEXB 47 i id-activator deficiency PSAP

12 Neuronal ceroid lipofuscinosis (GLN10) ~ CTSD 30  Sanfilippo C syndrome HGSNAT 48  Action mycolonus-renal failure syndrome SCARB2
13 Neuronal ceroid lipofuscinosis (CLN13) CTSF 31 Mucopolysaccharidosis type IX HYAL1 49  Sanfilippo A syndrome SGSH
14  Pyenodysostosis CTSK 32 Hunter syndrome DS 50 Salla disease SLC17AS5
15  Neuronal ceroid lipofuscinosis (CLN4B) DNAJCS 33  Hurler syndrome IDUA 51 Niemann—Pick disease type A/B SMPD1
16 Fucosidosis FUCA1 34 Neuronal ceroid lipofuscinosis (CLN14) KCTD7 52 GM3-gangliosidosis ST3GALS
17  Pompe disease GAA 35 Danon disease LAMP2 53  Multiple sulfatase deficiency SUMF1
18  Krabbe disease GALC 36  Wolman disease LIPA 54  Neuronal ceroid lipofuscinosis (CLN2) TPP1
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