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Poewe. et al. Nat Rev Dis Prim 2018.
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Mutation in the «-Synuclein Gene ldentified in
Families with Parkinson’s Disease

Mihael H. Polymeropoulos,” Christian Lavedant,
Elisabeth Leroy?, Susan E. lde, Anindya Dehejia, Amalia Dutra,
Brian Pike, Holly Root, Jeffrey Rubenstein, Hebecca Boyer,
BEdward 5. Stenroos, Settara Chandrasekharappa,
Aglaia Athanassiadou, Theodore Papapetropoulos,
William G. Johnson, Alice M. Lazzarini, Roger C. Duvoisin,
Giuseppe i lorio, Lawrence |. Golbe, Robert L. Nussbaum

Science (1997)
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Okuzumi A, Hatano T, et al. Nature Medicine (2023)
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1st Jk—b
. . IP/RT-QuIC Positive
Diagiiels Results +/- Results
Alpha-synucleinopathies 270 244/26 90%
PD 221 210/11 95%
MSA 39 25/14 64%
DLB 10 9/1 90%
Non- Alpha- o
synucleinopathes 2 5/ 50 2
PSP 30 1/ 29 3%
AD 25 4/ 21 16%
Controls 128 11/ 114 8.5%
Park2 mutation patients 17 0/ 17 0%
2nd JjRk—p
. . IP/RT-QuIC  Positive
Diagnosis N Results +/- Results
ARl 38/2 95%
synucleinopathies
PD 34 34/0 100%
MSA 6 4/2 67%
Controls 9 0/9 0%

PD: X—=F>Y>9R
MSA: Z R TZHaAE
DLB: LI/ JMABLEERINE

Okuzumi A, Hatano T, et al. Nat Med (2023)
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Courtesy by Prof. Postuma
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First described in Japan

FEKBE, CA&S, REFEX, FTEEH,
#)II3&Xk: Shy-DragerfE{Z# (A 5 T-FEIR
[EE. B AER 21: 218-227, 1981

Schenck CH, et al. Sleep (1986)
English in 1986

Prevalence >1%
- not rare!

Generally males
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No. at risk 2

274

Years
147 162 127 55

RBD 2797E{5IEX

o / T T T T T
/ C 5 10 15 20 25 11
Time from RBD onset (years)

44 39 32 15 4 1

Postuma et al Ann Neurol 2015
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