RAERF 2026 FREEFHFRBRED A /MREA
NGNS

HEFRM

EFHFERAR (BMEZFE

=Rt

RIS EIFES BRI S T RS

WERM
/BER

mIgEZS

mB &

EIEMIBTE L MIEHIERS (Paroxysmal Kinesigenic Dyskinesia, PKD) B&E7TE
A, EEINILEFRANER, BHIMAFZFFEFRE. FEEH. RIAZEED
ESERIFIR, BT IRARRIMIFHRELRERIES, ZHRRSHKIRIE HEROERER, &
HiR121R/A. PKD Z27E)LEMB LV ERERER, WEENFES)., £ERBVMEREZWALHNTE,

KHIMUK, PKDRERER, RZIFFHEIZEREWFERETHAY, 27 EIEE R,
HAEEGHEMNREMLARES, ERIZESKIPRNTSHEURER, B—ERERKE,
ZRAIZHTKEAEBEE T IRRFHENZ RN E, T™EHILT PKD R EIZTT SEmRILEIRR.
X ERZOMkE, ARRREEABFERFENRAR, BXIE2INEFENFREANA
F PKD BUREREMNRFE, RATH T ANBHEEERRFR. BEVLHERRIE &L TR EII
RIFERIMETE, BISUTEEMR:

(1) %I PKD MIENEURERE PRRT2 MIEZANEIRERE TMEM151A, FAENHELALRER
BERIERE (OMIM) KR, RiJiZih PKD BYEIRA, PIT@i2 88. S%RIZK &M PKD BE, MRS
—FTMABLI"PKD ENEIRER PRRT2"AE"FESFLHRERRK", BESMEIAEH:

“PRRT2 RN FRDEMIMELBAEHEZRIVAHIG, EREAREIGKIZEKTEES
BREEENX",

(2) fBITT PRRT2 RESHEEMHIEoERRIEEILG, EXRIER/NRER AR PRRT2 48

KEEMIBENESPIZOMER, ZHRAE Cell Research ${EXE, Al PRRT2 #Hx7&%
REFENHIARNEEZEER; #— IR AR ER K PRRT2 RS BUNNE EN ERILT

WmIRES R, REREMHEEIER NS 8" FdlHl.,

(3) BRT AP PKD A MRAINEZEEZRERE; RIMEAEETES B 16p11.2 %
BARMEAt TS PKD, EFLILEI T PKD AEEIZEIRES; BBM/IFIZEF3EF (50mg/d)
=iAf7 PRRT2 18X PKD BV EIEZ5Y), BeIEHE MATFHEM: PRRT2 X EHBAVIEKF I,

ZRIIMER 8 BIARMIEX LR T Nature Genetics, Cell Research EEPFRNELHR
T, # Lancet EMNMKEATIME] 637 )R ; BEINEBATF 31I; ¥ THEE/ PKD12iaTEE—
(PEIREHEHBELMTIToNERRI2ATER) MIHITT, K& PRRT2 HBXEMRIGKIZTT RIEHVE
3 ERAE2021 FEFEMREHZFEXNER "' EREANFEZZAREFNZN+A
RERZEEZMAERR", REMIZEARE—FL, MRIAZERMNEKE,

RKRMEENER

an ¢

&=t

&

F,%5(8)
YR

=20
&

2EMFE (E
REETUES
PR )

BRFE (&

HE, ERfF

HIURE R
Ha)

TR
E3EES
=3

fta3|
lé\ ;k

3

BFEE
B
258

E i

1 | Exome
sequencing
identifies
truncating
mutations in

Nature
Genetics

2011;
43(12):
1252-
1255

29.0

A%, MF,
REEE, M,
7, 1EEES,
AR, {3,

PRAEFT, K3

7, RER

Web
of
Scie
nce

414

&




the PRRT2

gene that N, FLm,
cause mE, REIE
paroxysmal 17, 1REIEE,
kinesigenic T, RER
dyskinesia
ZEE, BRE
TMEM151A i“h‘ff
variants =, E&, b Web
miE, e,
cause Cell 2021;7(1 N gEEE, RE | of
, Ol r2s | asom, ump | oo = |29 &
paroxysmal Discovery | ):83 N S Scie
kinesigenic ?, RES, nce
D A, fes
skinesia o
Y 5, RER
EEES, XiE
17, T8, =
E, KEE,
PRRT2 ZRE, B8
deficiency %, F,
induces =4, REA,
paroxysmal 2018 REE, BB Web
kinesigenic Cell ' B, PFR{ER, | . of
>L8eT 28: 90- | 25.9 E_iﬂft B , 85 &
dyskinesia by | Research 110 ZWE, PR Scie
regulating ¥, NFEL, nce
synaptic BEX, i,
transmission gRE,
in cerebellum Kenji
Sakimura,
BEdl, &
x, BESF
Cerebellar b s
<oreadin B, ZHRHR,
preating HEK, L1 Web
depolarizatio Cell 2021, o DE of
n mediates 36(12):1 6.9 %; *7:;:' REES , 24 &
aroxysmal Reports 09743 iKER, REWK, Scie
r?wovement FgE, = nee
disorder
Features
differ
between
aroxysmal . Web
baroXysma. 2022; BES, BB | . oo
kinesigenic Movement = s FRE, & | of
e , 37(3): 7.6 | %, FHEE\, | o . 16 a
dyskinesia Disorders N = Scie
, . 608-613 RiEHE
patients with nce
PRRT2 and
TMEM151A
variants
PRRT2
mutation
correlated FRE, KA
with 013 &, REE, Web
henotype of ' B, XIIOR, " of
P yp Neurology | 80(16):1 9.0 ;:H? Ai mj RER , 46 B
paroxysmal Fir, RBEF, Scie
] 8 ] 534-1535 R o
kinesigenic mauegE, RE nce
dyskinesia 7
and drug

response




PRRT2
€.649dupC
mutation CNS
i Neuroscie | 2013; FRE, i,
derived from e O .
7 ) nce & 19(1): 5.0 | REEZFT, ®il | RER . 17 B
de novo in ot Scie
Therapeut | 61-65 #®, RER
paroxysmal ics
kinesigenic
dyskinesia
Paroxysmal
kinesigenic
dyskinesia .
cZused b Neurolo 2022; RE=, Tl
Y &Y ' B, A, | 2EE, 2%
8 | 16p11.2 8(2): 4.3 — e | . 6 &
. . . BT, TR | & Scie
microdeletion | Genetics | e659 = o
B, REXR
and related
clinical
features
KRMESIXER
|2 wWaR M 5132 % ZRA /]
7 8| &H/ fEE BIXFIR
= EXFS (% B H)
The expanding universe of
disorders of the basal
anglia / Obeso JA,
L 1 gang. Lancet 2014 % 08 H09H
Rodriguez-Oroz MC,
Stamelou M, Bhatia KP,
Burn DJ.
The hidden genetics of
epilepsy-a clinicall Nature reviews.
5 ’ *pllepsy d.y 2014505801 H
important new paradigm / Neurology
Thomas RH, Berkovic SF.
Role of PRRT2 in common
p?roxysmal neurolog%cal Journal of Medical
3 1, 7 disorders: a gene with 2013503801 H
remarkable pleiotropy / Genetics
Heron SE, Dibbens LM.
PRRT2: from paroxysmal
disorders to regulation of Trends in
4 1 synaptic function / 2016 £ 108501 H
Valtorta F, Benfenati F, Neurosciences
Zara F, Meldolesi J.
The f?rty.yearé of med}cal Journal of Genetics
5 1 genetics in China / Cai L, 201811 B 20H
Zheng LA, He L. and Genomics
PRRT2-dependent
dyskinesia: cerebellar,
6 1, 3 paroxysmal and Cell Research 201801 H01H
persistent / Kros L, De
Zeeuw CT.
A Cerebellar Wave for
Paroxysmal Dyskinesia /
7 4 i 202112 K01
Mendonca MD, Alves da Movement Disorders =3 A =
Silva J.
8 1, 6, 7 The evolving spectrum of Brain 2015512801 H
PRRT2-associated
paroxysmal diseases /




Ebrahimi-Fakhari D,
Saffari A, Westenberger A,

Klein C.
TERABERLE
e HE= STRY BRI TEEfI ER#R 1TIRER S
IIXKZFEZREMEE_E | INIXKFZEFRHESE
KRR 1 B, EEEN BEE
fx ZEiR
ERFMRMBEAN, ZAEETEEMRMORA B, HALMESBKRIERE, BERKRMIEX
S ATE 1, 2, 5, 6, 7, sMIHFEBNEE, REHFLAUS—MHNZELRUS=MEERME, BERTMEE: LN
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BEFXRE, BUTRANTHHEEERIGKRBBENEMERE, HTElAlREHR T FENIGKE
R, FIDSKIRERE 2000 EHARBHGH, BERTENS FEVFXIRE. PI/P2 AREMZEIRE. &
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