FHRE: | HEE (B 5 K 4 ER

Involvement of mTOR pathway in neurodegeneration in NSF-related developmental
~ and epileptic encephalopathy

st S H
(NSF Beheisisl e C A AN ERIEOWHRZEIEI 51T % mTOR #&H OB

GRXXNEDHEF)

(F65] /It Tk 2 7o AEBEGUCARRI R CH Y | /IMa & HifaiEOR A1
N-ethylmaleimide—sensitive factor attachment protein receptor (SNARE) |ZJ ¥ FHEiSLD, fa#%
ML, TR MEE X —5 b 72 DHEC SNARE [RIEAMEGIRA AR L, M) i
HEND, AMA 757 2 U —ATPase Té 5 N-ethylmaleimide—sensitive factor (NSF) [3/NEMARETEAK L
“C SNARE BEEARA RS, 45 SNARE 43 R OIS B AUHN C R S b,

SNARE |ZRED 253 F-ORE L, TADM LA A RHE L - D52 C AL AANEIME

(developmental and epileptic encephalopathy, DEE) %5 |&E 29, U, NSFIEGFDO~T OfEs
PESY 72 A DEE (ZRRET 2 T & 03 SAU203, EDNRREREINI -5 e IBRIE BB ST
720N,

[HAY] NSF B&E DEE OJRHEAFRIA L, 1aMZ —7 v N &R0 FROBIRE[FET 2.,

UAE] BEZRE S7=/NY 7 0 b &R NSF AR Gre7 /L Clo % P12 M ZIRHIEL S, 43
W INIEROA— N7 7 D% Uiz, RIS, B iPS Hila DIl 2 o aRE L, T a1 T -
7

[FE5R13 ADBFEIZ 3FRIED de novo~T vz MY 70 M E[AIE LT, 2730 72 b (P563L & A459T)
I R—=Z k- Ty a U Z RS DEE &2, 130 72k B715K) 1 3ShVEHAD RS & U
S THHEDRBUZBRE L T,

77 PCI2 A T, B Y D AT KD B HREETE T oo/ M 2 S e oo BRI L R
L7z, Po63L & A459T Bk (DEE #K) Tl el 2 SHEReER L S eE L, I 2 2/ INIRPRDFER & [
SHVTU3, BPARINSE SRfEBUC KV g LT, S ORERD G NSF & DEE TidsF7" /1
e A OFERIFRAESE S TS AIEEMA VIR STz,

WIZ, Kk 7ot b B L2 O RS DB Tl D A— N 7 7 P—Z DWWl L 7=, DEE
FECIE, A— b7 7 D—EHERA— F T A VY — DEEEE S, nTOR ST LTV, &
7=, DEE #£ ClIAMRIS LM 278807, T H OBIGYIEFAERNSF FRHPREL mTOR BHEAICH 5 7 /%
~A U ARGIZ L VYGE LTS, S BIT, PHE3L EBE ORI LT- iPS e il o b st & 2
A, [FRRICA— b7 7 O—B5 LRGSO AT, T DRI K DIR N Y 7 OB T
AV ARFIZ RV EE LT, ZHORERD G, NSF BE DEE OHHRZSMEI 2350 YT mTOR #RFK i
IRIEMHEABS L QD 2B 2 B,

NSF 7% SNARE MG A2 it S M7 & LT, B EIROEZ b BT 5 BEE AR OREZ L A IE
\ZH XL 29 rotary hydrolysis model 2MEEIAL TS, NSF D563 FHD T 1Y b 459 FHDT
T = AIEEZE L TRE B GMIAE L TR Y | EZ LD SR EEECTh 2 IREMD VIR S 472,
REERD S B 1 DTHEEE D EE SN D LABEIME LT D720, DEE IZRBET 230 70 ME R
TV NRTT 4 TR ER O EEZ BID,

[#&7a] NSF Bee DEE Cl3 mTOR REEIRAFN T N WSoA— b 7 7 =D RE ST Y | mTOR PREA
DNEREA & 72 D ATRetE A R U, ABFRIZ 0 | DEE Jifes> NSF BEREDBMIFEN & DITIRE o7- &%
zbD,

GRoURE DR ROES)
HFERE A 2T A IE VE OFFAICHETH D N-mF /b~ LA X RS T

(NSF)DEF L, M T A AMEIEIZBHET 5, AWFFEITZ OIRREMIH 2 BAY L L,
NSF {513V 7> Ot 247572,

RN Y 7 N 2 RFO NSF 238N LT AR AT 7 /LRI T, /N WaRE % (2]
Ralsd SRR R A U, NEBROIERDEE ST e, Ziubnnb, Mk
BEHEOHFAIHANEE SN TWD Z &R I, £2, WYY 7 o MEARIER
ROMEF iPS MRS W T, A — T 7 DIE b L O — R Y Y Y — A
TR S L, RIS B — R A R L QU e, 2D OIS T mTOR BREA
THHT VA RGIZEVSE LT Eovb, NSF BEEPRSEEME T A0 AMERIE DI
AEIZIZ mTOR #REEIBE G- L TN D Z & SRR ST,

NSF [ ZEBRIK 6 EIREZ TR L, EEED B nD D Z & T ATP 2K %, Hid
FRNTCIE, /3 72 hOLEITHEER NSF ORSEZICBIO DATEICAAE L, fiE
IACDACFEZAT I S D REMED VR STz, TE-> T ZHODRAVSY 7o MEIRIF
¥ NRHT 4 TRREFFO LB Z BILD,

AHIZEIE NSF BERHDREEME C ADANEIEDIFIEA 1 =X L2 5N L, mTOR &
FIDTEEESAGRH & 72 D TREMZ MO TR Uz, ZAUD IS T A ANMEIRIE DI
TFhHT DL ZANEN,

L7zh3oC, AdeUidt: (B9 oFEasls UUIMESH 5 HD LR85,
B, AR EREEEIL. O 64 1 A 18 HFEMORSINE & F Ul ik
L7-iRZ2 52, B LR LN HDTH D,

HEABAAHER - & A B LU




