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The 17th Asian Oceanian Congress of Neurology (2021 AOCN/ARCH) will be held on April 1-
4,2021. (TICC B ALEFRE & 0. Details information & Registration:
http://www.aocn2021.com/

IUBMB Focused Meeting on Neurodegenerative DiseasesDate: April 21-23, 2021Location:
Interdisciplinary Research Building, Academia Sinica (H B2 5 sE B 78 K A#) . Details

information & Registration: https://iubmb.npas.programs.sinica.edu.tw/

The 13th Asian & Oceanian Epilepsy Congress (AOEC) as a virtual congress still on the same
dates in 2021, 10-13 June. Details information & Registration:
https://www.epilepsycongress.org/aoec/
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http://www.neuro.org.tw/active/news info.asp?/468.html
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Fdi Bl 2003 FEENEEEEREE, RN SR JC & B e A R SZ AR R,
R 2009 4F, ZHEEANZHL T BN FIA Epilepsy Research Center and Florey Institute of
Neuroscience and Mental Health fT 92 EBK, 7£EfAKE: Samuel F. Berkovic #4% I Ingrid E.
Scheffer BURMFEE .2 T, ZKEANTFORIE GRS 7 LRAL, H2IRE 2%, FKEAf
AETE MR RH B 2 B R SIE TR 85 00 S 1 R BB ER T 2 SR BHE AR 0 56 % IF T RE 2 AT
FEFR N SR VR, Rk, A2 R FE &7, B4 Epi25K Consortium, /Y
Nature Genetics, Neurology, Epilepsia, Clinical Genetics, and Frontiers in Genetics S5 sE 53K T 7T
LT9E. Bl BAE G PIGRE 2R NS T — (8B SR R 5, SRR Neuron RS (BE3E
B, RN RG AR PE B ERE A1) o

LA B E R | BINRENE2E (Epilepsy Society of Australia, and Taiwan
Epilepsy Society) . ZEBUEEE2E (American Epilepsy Society and International League against
Epilepsy) . BERIFRHUEHTEY (American Epilepsy Society and International League against
Epilepsy) TEFFFTIFFEAEIH, LG 2014 4 A R B 22 & SIS BT 9248,
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A G EEREAAE R ATE R A e 2R IRp AR TS B Tsc2 LRI — {2285 H, Sfigess
REL 1k MR AR P SO (1 i (R % H rp s A T BEME Y hamartin 5K tubering AT, 38 & (R BRI A HoAth 1E
S E AR R AR E E A ROER AT AR R, BN SELETR R R, R AR — A,
WAETE SRS g AR b e TSC1 BR TSC2 JEIRY 75 — {5 H 55 I 225,

H TSC1 FERI A W AE 1% H R M AE 22t iy, BB AS RE 2 LE AT B REMERY hamartin; B A WY
i gy Tsc2 Bk H IR A E 2 A LA hREVE 1Y tuberin, 38LEEE HE I LA
ZEER T RS2, TURER, 7 RASEEECERN A, 55/ TSC1 B TSC2 2
AT R B AN — TR 2 AEMI e, ARFERHIIE S hamartin 5X tuberin (525535
B A A 2 B R A g 1 2R =
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F5 EERE{LE (Tuberous sclerosis. Tuberous sclerosis complex (TSC), i Epiloia)s& —fadf g
MR R RN, B RSB REIE A R, TAE B A [RIERAZ (A0 REEER. il
O BN PSR SE)EE A RS AT /AG T, BB IR, A s B BRI AR
MEFRA B EHBABE SR, Dy S IR (o D nl R e A MR A e S BB, R B nl REFEBERAT . B RE(K
T, BEBERETAREENE, EXF 3 RS IEE S, KEyGH F 1/3 B
I IEVEEE,  2/3 AR A 5%, 1M TSC 7EHT A il 4 HeR ) % 1/6,000 - 1/10,000 (Randle,
2017).

TSC 1 BB SR KL A ) 72 B R] LA 99 2 55— Y (TsC1) B 55 — U (Tsc2), Hih, Tsc1 @A Tsc1 %
R R YLt 934.13) 88 A HkFE, 522 Hamartin 2 A BFTEEL 5 1f TSC2 HIEE Tsc2 F [ (hr
YRS 16p13.3)988, F2& Tuberin BB H G CHRA(ZR—), TSC1 Bd TSC2 & H 2 ELHFLENIY) &
AR RS A 1 2AUE fEUIR FR 1S (MTOR signaling pathway) U F#E(B—), IEHIEIL T, Tsc1 B
TSC2 #E H (855 —H H TBC1D7) & HUE AREHIH] mTOR i& 1, {HE TSC1 8¢ TSC2 KK #E 4%
i, ERE TSCL B TSC2 A% AR mTOR & FRIE TR LRI EDE, (& I E &R
H, FlEMEA I EEEE, REE{L(Oncogenic transformation), HHI, KA TSC BETE
TSC1 B TsC2 BLA I [FIRF B B0R 228,  1fil mTOR signaling pathway H,  HoAth B K] (401

TBC1D7. Rheb) L2, RIFCREEE BL TSC AU A=A R,
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1 . AL S AL A WA A 97 SRS (5(mTOR signaling pathway) P8 FrU BN
HH : Caban, et al., 2016),
TsC1 B Tsc2 B L EAIEA A KSR 2e I, SR T e ERER L E R A E
it (Loss of function), BUEMEEMESGTEHEHEE AR, Hdb, TSC1 H RAyZet i =4/
F Btk 2K /48 A (Small deletions/insertions), 4E 2 H #% (%2 1% &2 F1’E (Truncated protein), [fli TSC2
Rzt B SRR K R Bk, /N B AR /A AL TR 225 (Nonsense mutation) B # 2 ik
(Missense mutation), TSC1 Hi TSC2 2248 n] LAYE 22 B & BHEE H (www.lovd.nl/TSC1 J%
www.lovd.nl/TSC2)iEfT#E =, #E 2018 4 8 H 8 H, 73/lH 930 flil TSC1 228 EL 2,689 fli] TSC2
R TSR, TERERE TSC B Th, TsC2 ZRBEECA AL, KUNY 6o%iy R EEL, 1M TSC1 Z¢
i, BIRITE 26% B E el LASEHL, AL, ARBE seny 8, HEEW IR H A A s (R



s A R MEE Y TSC AT S, TSC1 8 TSC2 ZeBE IR R I ¥ 20T (Caban, et
al., 2016),

RS Y TSC RUME R 2 B A L B B W R R GE R B R A B2, Al 735 % e Tscl
B TSC2 MEAT IR RIE P or i, 2 PR FHRE RO R i B ik 2k /48 A2, 4l1: qPCR. MLPA. aCGH
LS Ak, o EERE AT R A 2 E R E R (Multigene panel) 1T 8UE LR (40
TSC1 B TsC2)EfTHitg, BHRSEMEAEZE, AInlfeEnT, HEEMBREAGT BEIgHASEsEh 2
ORI 1) DR 2 A v R 1 7 208 A S
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1. Randle SC. Tuberous Sclerosis Complex: A Review. Pediatr Ann. 2017;46(4):e166-e171.

2. CabanC, KhanN, HasbaniDM, CrinoPB.Genetics of tuberoussclerosis complex: implications for
clinical practice. Appl Clin Genet.

2016;10:1-8.
3. AR IS R A AE b

(http://www.ttsc.org.tw/clinic_d/content/category id/1/id/13/).

4. BE R AN FE BBR R4 @ (http://www.tfrd.org.tw/tfrd/rare b/view/id/69),

e AR f;;fg BBEA BEGRY RN R
ﬁi’ijﬁﬁ&iﬁﬁ TSCle 9q34.13» i:;@g ~26%¢ LARRFAH
. 2B K Bk KB
N ) 7 3.5 ARaAlEE
HBRREESZL i EREE (Multigene panel) -+
(TSC2) B e

5% EEEHRARA -«

2- K FHITFOEEAERT 2, R, RSB R 77

VPRI 2 s
R iR AT SRR

HEYELRN R R

w R ACAE ) T BB ARAE IR R IR 2« R, R REMRERGE, FEEIERR. R LARAT AR, YRR
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EREELOIThRE R D RE RS RS, WEAERGIESESLRE ) BiErmE, Kol
e b AR R, (R th BRI, EE K B B RUE R % 1B
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LARNMYT, FABAEERERY), WO E RS A R
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http://www.ttsc.org.tw/clinic_d/content/category _id/1/id/13
2. BHESS . EEFE. BOR. BREERK. w383 (2013), /NAELEEE: (5B =R). HIARHLES -
Adbii, HkEE @ RAERAERLE,
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i EiPEREILSE (Tuberous Sclerosis Complex, TSC) 2y — B (B 50, A1 (K] 22 888 1Tk il 22 3 A
NEABEEE A R, EERGERE(L, D ERo B EERAS E,  iod e (SR 52 fH, Elﬁ%ﬂﬁ”wﬁ
FEARTERRCE, 58, AR BRAK & vl & B PEGIRT A2 1, (HEri e igice, SE2FH
HE—LERIEEE N LG PR LAY ek, A BE R B A, S
b Rte, WelREEEE MBS, KEFERE B 7 E e ilE 0 EEGE, I
FH R PR A B o5 SR B A A R A s,  DURE ARG (R B eE 8, 2ot AR ia
B E AR TC R AT R AR PR TS B R R R, R s i BB A BB R DL, A T A Lo
EEENEIEIE, BRI HERERERIRAE,
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2.Coppola, G., Klepper, J., Ammendola, E., Fiorillo, M., della Corte, R., Capano, G., & Pascotto, A.
(2006). The effects of the ketogenic diet in refractory partial seizures with reference to tuberous
sclerosis.European Journal of Paediatric Neurology, 10(3), 148-151.

3.Frangz, D. N,, Bissler, J. J., & McCormack, F. X. (2010). Tuberous sclerosis complex: neurological,
renal and pulmonary manifestations. Neuropediatrics,41(5), 199.
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WEBAE RA RS, & LR, At DUA RIS @ st D, 16 fR 2 A0 S8 EL 0 i i (e
o MR AU R PR IR R AEREAE bk = M B s h R85 AL R — B R AT,
HHBRNERE RS, &%, W REINE G S ERRE, mAFICKE, Zsiigy), X
AT M AT, RIS . 0 R MRS E, B5ER KB /T R T RS M, AT LOE G Y
TTSRIEAEBY AR Z, LA, A, FRZD, K2, RINAIFEF. RIEES ORI
HERE, LBESZ 7T % HHERET T, AT DARERFAF B A St CASRAT DB —RF T, BAHEZ1E
TR EHROR, FTAESY B CIE G, RFRFORIFEIE ) 2B 5, R R4 208,

Bt FEHTAN

R PG 72 B BB S R SE R & 80 [PRSAE ) Bowt i
[ U FABZEHERESABIT—HF 110 F2 A1 HEFA]

O R ENEIREBRIIR £

ME (L) S8 20 5%, HZERARE N TR 220, (R 4545 S B th 1935 = RE
NP R RS, 2 —5tE A el — W /IMETE 3 B 4 B R R EAf
CEERERF b 28 1F) |, FRRORBIY 5 08, 8 seWFRERS AEAE, (HRNGEARA % fE i
ey, B8 H R — 2 R R

oo M AR R B B B/ IMA A KBS ER A AN ARAN IR, 75 B Y R IS 8052 A T A Gl
& CPESE) . KRS NTTIEEE, Bk O R BRSSO FEAE, FER R IUE F i
fir, B/AMEARAMGE B WT9E, BB IME T2 R R — R AR 0 2@ i i (K S B P8 2
9P B A OEREIAE . 35 (AT 09 P RS AE BOMIE R —CEPSSL, &0l AR B ER 228, AQREBUER
WAE AR R 72, A S 2 2 A 5 B a1 s LRI N B A5 A A A

B AR KIERAEEH L 00E, MR, MmPERmrines e 2 e, HAmRDE
MNEGER A HBSEB AL, SHECHEROHEN IS, Rgs ERE] , 6 ETHELS
A 300 AR A, B—HEIERHFERNEHEE R, KA. LAV ERKELE R B S
F, BB 7 PREGRERBOR T B R —CEPSSL, WFFTHG R E &R 2020 4 4 H #hiE R 2 H Bl
T [#8IC (Neuron) |, HASE RS HE B2 SEA) BUHL [RIVR oA B S8 J 7 1v,

PR H AT C AR5 17 S il BRY us1 BN PTERK, Pt —a s ER A b s 12
fEFRGREME %, ATl i A fr S 2 5% WMo fed#, B3REAAE 3 £ 6 i H R

lhttps://www.cgmh.org.tw/cgmn/category.asp?id seq=2010005#.YDy0ZVUzapp




B, HHEAOMEENZERER D LORERRIE, BREEEERAES. FUEUeiTER
B A IE KRR TTERT & E,

B — 5050 B PR /2 R 2 BRI Je B T il . (R KISTE SR B IRy, ARASHIIO R e Bh B RS R
H (KE) , e RS BRI, ISR T, ARSI Sk B 2 S
75, sRES RSB REIER T, mES T, TR, 2. BREmE
FEE R ATE, AR 12 RS cEP8sL LK ZE8 R A, FE— A BLRG A K E2AE
FHEERF ST 4% 2 B AU RIS B A AF, fE8hY bofiaii=t, Rt R & S R ryfE
BRI E R R RGN & AR OB R, RIS T O RS R
DR #e s BRI P HEE A AL

O E SR E M K, AR RE B R (8 A I B SR, eGSR
MR B A IRE B (R, OREMIB BN A BHRATEE, #6255 A A% i,
peE O EE, e TR R A E) T, SETET SR AR L T DR R R FR A,
ROV IEHE ) 2 2B AT A ] o0 B B 6o

HAEHE T, A B IE AR K B RE RS EE SRS 5 B S PR, % T
KB R A SRR, R/ NMEE GRS R PR I REM] 5 E 2R A] AR Gl Ry 2 Al
Eg BRI, BB A R . ERHER 5T, S ] AR RSB N REORI 3% 5 HE i
WIRA T, HASE R RE A B B R R TR I B

A4 SCHEAE ¢ Pathogenic Variants in CEP8SL Cause Sporadic and Familial Posterior Predominant

Lissencephaly?

T2 1L-33 KASHE R IE T HERE [o) gk i BRI A il 0T
[ L FAZES H 20210218 FI2ZH FIFIEEHRE 2 A5 470 BF]

BB S SBIREUR, F24iBEVE (Alzheimer’sdisease) s B il BELA ¥ 6 v 1 T BR g%
Y, 0 e—%BKEE (amyloid B, AB) 5K tau EEH AR, MARM & B P RHZ B E R HT
(glymphatic system) , ‘E@&@ERASHIIREI KB EREEY), KB RERDIRERE, he
B gy i B B i B D B MR B, SERIPEIN R EIR L B 2R h D R I IS4

i, /A —33 (Interleukin-33, IL-33) HYBRZIERK T BWE R iRz, KL rlpetE—F
HEIIGIEIRE, AT CRRAE (O TREANE)  (Molecular Psychiatry) 1T,

Zhttps://www.sciencedirect.com/science/article/abs/pii/S0896627320300532
3https://www.scimonth.com.tw/tw/article/show.aspx?num=48408&kind=5&cat=3&page=1




B RS SIS B RER  (cerebrospinal fluid, CSF) 3B EBRIS H i 881, IS A o 45 [
MG 25 1M R BR (perivascular space) , PEEZIMA, HMEER|H 2RBHIIE (astrocyte) FIF
W, & CSFIREBIRAINAE FIFRRE, mLEEEIRIRENRY /)2, B CSF M B E HH A
(parenchyma) W5 AHES, 7 ANSEE R cSF BELIHBRETE (interstitial fluid, ISF) E&, BIHF
AERHRRERIEEY), B, CSFAEE LY R MG T ERIRA I RIS, PR R R bk
% (meningeal lymphatics) , R&EALRBEZME R, TEHBEHIF, CSFTEBWRE R
Ak, ZEANRE 2 IRIBIE L r/KoEEE H 4 (aquaporin-4, AQP4)

TEMRERIWT 7278 th e rl ke e e, B RY AQPa 70 By T ) A T RE, — T2 0 A IR
EARBHIAIFEE (endfoot) &, BIRERIMEE & BRAVEER) p-AQP4 (AQP4 at perivascular
endfoot) , DA AR EARBHIACE L, HH#FEITH n-AQP4 (AQP4 at neuron-facing
membrane domain) . %IFFEHE—HHEH, 1L-33 BIFRER L, AR R B+ AQp-4
R E IR, HORFRE tau E EIERR 2 RLEMMAAE T a2 TR, ETS MR =
fH 1L-33 2 1L-33 B GIBRE S,  wHnE & RRRIE B E h p-AQpa KRB &, (HIEEKE
n-AQP4 IVRILE, AalEREHE, n-AQP4 TETHFRAME 2 E tau EH B AGHEREENA G,
IRMANEATEE CRIFEES], St 7R EBR A=,

WARITZERE S, WIoeE R — G « B R, RSB o 55y, —2H
AR APAETCHY n-AQP4 BB ST AT 2 A I B IR BERRAR T, 55— 5000 Fl e A B 28 T B
BER) p-AQP4 A F 7w E) CSF HHBNIR S B sR S BRI ED, #5 bh wa & 2L [FIEE) cSF ryfmE, F5LA
RIS Y, fHIMS 2, 1L-33 RUBZ ATREE K H AQP4 SRELELH,  RIILAEFS B IR Ht
DIRESZA8, I P B SO v B2 A 1 AR T 2 AR AR RSB M5

TENR BT FEE B R R, — BIEE@ROBICREE:,  HI E2A Rt A (LR ) SRR 0E i £
&, MR EENEERTLEBYIE], & nT DU 1L-33 LUS H: At B ] s i BROREAH BH A2 M)A
FCIIRER . B FMERRNE (L33 Wiz, SRR S7 BIAYER R/ A S, wTRER BIR TEFG# SR
PR 2R

A4 SGEAE ¢ Jean Wu et al., Requirement of brain interleukin33 for aquaporin4 expression in

astrocytes and glymphatic drainage of abnormal tau, Mol Psychiatry, 2021.4

4https://www.nature.com/articles/s41380-020-00992-0
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[ UTAZBEE (FIEA) #i53 ARREAHRE #EHA e °]

NI AL I A — E i B A E SRR, SR, E AJHER B E 7 7E TS 4R 1R
H5 H, EEEERZEGISREE B AR N BRI A R T (< Bz =1) o BIEm Lt
HEHAB AV NERIRE RDETEEHRFATERI AR, 5, (MR FEBUL Ly N
WIIREAI, BHEEE, EEAPEEITI e hRER N 2, MRS BRI, RHE
SRR T HIRER —/ RSy, BEAR, BAMETH S RN R, a2, AR
G AT R HIHRSH,

RGeS R RIS T ARG T 5E B KT FEEBR, R R A ER 75 R A DU o i/ N il g
DRIRE, R DU S TR, o2t b e DAL 2 e A Y REL L S LA B R e B 2 St AR ) B
P, SERK T i — 8 1T W FLEN ) R R BRAH RS A B DhRER THI B EAR . 2 RP AL Lo Fe il e
T, BEBREHE S0 {8 THH B SEAH B AT S A b Bk 1 20 flA, AGEAEBERS SRS B
LRI REL (FrikE R IR L AE SIS S A RIREER) o RERBUR, AH02/\t+5h
DAk ik PRI B R 1 T B IR R R Tl RES LR B IR BT R R, e TR
FEIR T RE TR HERE VR, 7E LT 72 58 B B S AH BRI AT S A €L & Adal. Ankrd33. Carl4,
Ccdc126. Dhx32. Dkk3. Fam169a. Grifin. Kenjl4. Lrit2. Ppef2. Ppmiln Bl wdr17 %, bkt
(1 9 8 B KRR F i@ SR AT AR ) 8 FSE RIEIRR (T & Sl (AR A R AL e S el
FEEE, HOCIR, BARESE) R ERRIRIA, FEAREN C BUREL R, R RN
Computational and Structural Biotechnology Journal (2020; 18: 73-82),

M SCER  https://www.sciencedirect.com/science/article/pii/S2001037019303265

BEPREEE RREE S (Society for Neurological Rare Disorders-Taiwan, f&iffi SNeRD Taiwan)
JRAZHN 2016 4E, B R (et B N AR RPRIT7E.2 S8R IR P A RS 2R RO 2
Ak, ANTRE SRS & 2 U B B gt e, I HLRC & BURFHET T RH BR 2 A8 22 PR BOR,
AREECHFS R RRIT e < st dl, 88, A BEE,

OB E E e E ¢ https://www.snerdtaiwan.org

E-mail : snerd.taiwan@gmail.com

TEaf ¢ (04)723-8595#4751/4752

Shttps://sa.ylib.com/MagArticle.aspx?id=4920
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