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e TSN 2020: Interdisciplinary Neuroscience Congress ([ 55 S L B2 IR PR 2R it ey« HE
WEBRAL RRANL. LARROBER). 5109 4 9 A 11-13 HEE BRI, SONSBIHEH
HBM, MM E https://tsfn.neuroscience.org.tw
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http://www.tsmrm.com/Seminar/ugC ConferenceRec.asp?hidPagel=1&hidConferenceCatl
D=1&hidConferencelD=13

o 22 JHE RO EHAE LG G I A SR ] & 2020 4F 12 1 19-20 H,
TE bR SRR BIRENT 7E M (i = RIE- 42— 100 5%) #AHE
http://www.neuro.org.tw/active 109 001

o BEBIERERES S 2020 ST & & B E U 2020 4 7 A 11 HREREHHTE
HE .0 =R B A WlE (Brbiii 5 H IR SR 3% 26 5%, A 8RS H Ik 3~
FE) BRI, SREME http://www tic-pdmd.org/reg/login.asp
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e 61st Annual Meeting of the Japanese Society of Neurology (JSN H A ff E& & 4 ) date

has been postponed from May 20th — 23rd, 2020 to August 31st — September2nd at the
same venue due to COVID-19(Coronavirus) concerns.Main venue: Okayama Convention
Center. https://www.neurology-jp.org/neuro2020/

e Dueto the global COVID-19 pandemiccrisis, the AOCN 2020 officially announces thatit has
no choice butto make the necessary decision to postpone the 17th AOCN (Asian Oceanian

Congress of Neurology TR fARREELEE) from October 8-11, 2020 to April 1-4, 2021, and re-

entitled the congress asAOCN 2021, which will be hell in Taipei International Convention
Centre(TICC), Taipei, Taiwan.http://www.2020aocn.com
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e XXV World Congress of Neurology (WCN 2021 5 —+ F.J&E T SR E2EL 558 )Rome, Italy |
3 - 7 October 2021 in Barcelona https://2021.wcn-neurology.com/
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AR EE 4 AR SR IR ) ik [R] 38 SLE

(2) BIm B U S BB R R 7K b, B HUBTRAEOR AN 218, BEAER=ECET
7t A L <R AR ECE A RTRE B0k R 2253 (57 B2 s [RTHR A (knock-in) B 5 B knkck-out) 22 fHAS A
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(3) Bl 8 S o 2 B b B S 3| 32 B L2 4 AR ECIE Y Biomarkers ZEWIHREC & A CER B Behli R
SEEERHER R, AR AR B A R e e A By, B LR AR FO SR I
Hh B L g B AR I B AR ARSI DA R L B B Rl E2 B B A
e E HBFEEN T H, .

ZIHITAA - Spinal muscular atrophy B Eal: LA Z=AEAE

@cDp-10-CM Z BRI : G12.9 Spinal muscular atrophy F B8 HEILAZEHMGEO [ LA T A A fiEkH
A EBE T F RN E T H]
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N BB REENLZEHEAE, AR Kugelberg-Welander JRESAERY, EAFBCEORAY RS, w84
SR RIS RN, B 0 B ERE NS (8 RE o] DUESZ sk 2 AT e, (B2
TN TCREERS ] RSB SABR IN BE, 5T 20 5252 2000 ) GRIHE LA AR 1 v 7 B iimtar 177 B
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SMN1 F1 SMN2 FERIFR T FH IR B s 2B B eSOt e (SMN) S EERE IS SMN
B EHER A A E B RO T R ARSI AR B 2, @B RSTT A B RE AR R b At P42
WLRLES), K% EDIRELE SMN & B SMNL JERIES:, A& SMN2 FERES, 7 SMN2 B
IRl A A R R SMN & H, (B U — R U8 R SPRIDhREER.
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— SN RE S L E A, S BUETIHES)Z1E,
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Ho BB sMN2 BRI Hn] LA B it UL 25 0@, B SMN2 ZERIEESME B R
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SMN2 FERIH5 BB, iR A s G EL7E A dnf2 A B AR,
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E1 5. *4HG2 LA & 0 E A0 AR B, UBAL FEIN 2 E B0 RERR/K Y- FE{E Bk
K, PEMBOEE A E R, MRS A B R TS BN G B TR A 5 %

P& HE MR,
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A, EMEEEYFERIE, B8 A B ARG k2. TERITH, B
R E AT RS BRI RO BRI RHE 225 B — Ml mooid
SEE) 55 —{E RS TT DYNCIHL JE A 22388 5L SMA-LED W3S B & A A VI ThEE, F53R, Mg
WNEFVE, MR Y B E B2 B, P LA LES) Y T 2 R EHE B ERRY
PR T 72 BB SMA-LED [ ISR R LA DAY L IR, H i AN A IS S R P
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U2 h At B DRI 22 58 5 2

Il A v B BRI ZE ML R At bE R s R R, G R T A A e
SMN1 L[N B 2288, BATH S R R PP rOfa 85 0 SQRHR (G T — (8l 2258 (K it
H, BEEefMEs A EURRIENIER. SMN2 B KRR ME Hig i e IR+ 80k -l ig thelre
SRR BLEHTH DNA B H (%) IRpr BER S,

SMA-LED H1H VAPB JE[XZ2 55 [ Ay S2 R RE TN A LA i o iR B B DT -0EH, EX
IR A 1AL A A — 1A SRR IR 48 EL R A [RES

X JEPH A REE L2240 LA X S OB, Pl UBAL AN b x Jettfl, S 27E Mgt
SR —fE, TEREE (e X @i, AR — R R RSO Bt R A5 &
EREI. et CAEMR X R0fs) d, SATER KRR B dhag e 228y e g [
Joio  DRIZR M TR AN K R REAG S R BLIAT Y RRME S8 B, T DARIETRSZ X H SRR 50 28 1A B
SHES, X SR —ERHEUR BN RE RS X B R DR AR M R . (LA EZFRAA
W2 #% B National Institutes of Health ]
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BHREMENL A ZEMEHE (Spinal muscular atrophy, SMA) & —fHAS YL fE RSB B, T EERAE
HERY BT A E B AROTINENRAL, EEBILPZREs5 1 K 5, BEE Al K B, SMA
153852 OIS NFESE AL RGO B8 A 5q11.2q13.3 1Y DHEBIHES T IERE R (Survival of
motor neuron, SMN) | #¥4: il fEEk 228t Mk A B REE B8, — R ARG 1okt
P A W {18 [R5 AR R SMING BEIAT: TR SE R L e RE SRR A SMN 1 B SR (1 R b T Y

SMN2, SMN1 & SMN2 FEDI# e EfTidek, Hrp, smN1 B nleEE S E HOhRE e &N
B 5 1 SMN2 FE[K P B SMNT FE A 2252, EEERIRE n] EEAR [ T4 ET 12 (Alternative splicing) |
FITEEE ) mRNA K &R (~90%) iRV 255 7 5ESMET-(Exon 7) P4, EEURRIERRHIRIEHH %
Ry AKEE (B —)o SMA FYHE A2 FAHAC Hh mafli 2 BB SMNT BRERIERSE AL g, (B A H
—{lEE HEH) sSMN1 BLRIAF AR EE, BIA AR (Carrier), A WA FERECAEMAEIR, %
BOETE SMA 7 (K3 FLBIRITE 1/25-1/50 5 T SMN2 BRI #8 B BCH HII L SMA #YREIR iz B A
B, —kiMiE, SMN2 FERHE HEED, JERERUEE, SMA (RSN PG, e R %
ANE R AT S % 5 B —),


https://youtu.be/UPdbfpBe9tM
https://youtu.be/Ax89gbbC-4g
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1-[d—, BREVENLAZRIESMA) FIBEAL, SMINT 4] i IR I AR RS H D pE 72 B 5 1 B, il SMN2 4187

BHZEHIANG 2 1 % 2 EE H AN ETIRE, B B AR, 5 B A R a1 4677 © Butchbach,
2016 ),

WHEBER, £ 95% 1 SMA R A SMN1 2 [R5 4= [A] & ik (Homozygous deletion), H gk
BHE A% BB —E SMN1 # Bivsk, FES —E SMN1 5 57512258 i sl e &1 5
£ F(Compound heterozygote) St S FiTs&i i, [KlItk SMA 73 FHHl], 2 SEtEfT SMN1 il K Agnl,
o AgElRE B HERR SMN1 [Rl & Fike,  BIIEE FtEfT FERI B & 9 HT (Dosage analysis) B K7 41 74T
(DNAsequencing), ASiknIREMEDMEE S(E ), HATEAMRDE SMA R EE T em R
SMN1 FE[RI#E2E [R & 7P 51| 2238 E L, SMA iR B EE RS Bl 7R, RIIE S0 SMIN2 ZE A $ H
B, W% A BA 2-5 ##E HEU sMN2 FEA, (HH 10% 096 HE A2 B sSMN2
K, {HEZEBR, AR FRE SMNL B SMN2 BRI 2E 58 f25(SMN & F 564
2 nlRE A B M) . o FHRHPRREE EnTH R SMA FRETEREZET EER T E 2T, 8
NLASERA, TRl EEATRERAHEA B & {272 T Preimplantation genetic screening, PGS).
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TN Dvbtian bl

SN desage lending

ey AL
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. Srguoncing of IS goar | Yo

2- [ =, BHEENAZEFEIESMA) 7 72 Br i i [ 54607 - Arnold, etal., 2015),
XEB%E

1. Butchbach ME. Copy Number Variations in the Survival Motor Neuron Genes: Implications for
SpinalMuscular Atrophy and Other Neurodegenerative Diseases. Front Mol Biosci. 2016;3:7.

2. Arnold WD, Kassar D, Kissel JT. Spinal muscularatrophy: diagnosis and managementinanew
therapeuticera. Muscle Nerve. 2015;51(2):157-167.

3. B EBBENLAZEMEAE R A7 & (https://www.taiwansma.org.tw)o



https://www.taiwansma.org.tw/

4, W EE N RBR AR S @ (http://www.tfrd.org.tw/tfrd/rare_b/view/id/73).
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SNB¥ER - —R
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2 LE S~
SMAl Debowmiz 0 3 “em K THRIHGHE A
Sreme (6128 7) N REAHNAR
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SALEN SRS
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3- 26— BHEIENLIAZ 4 Spinal muscular atrophy, SMA) 777, ZERERT, EEHE TR G,

BEEKCER
PAEBEEGNEBEYahO B0 E £

EACEBEEGNE SR GO RER 2B

FHEVENLAZE ML & — MRS IUAZIN, RrRUEEEHE o MSEBLRIL, EBGHEANIA
JE S AN, It LA KA S8 e A A R e R, R MHR UL 25 e il e i)
AR, IERERKH, METPRERE, RUERESEEN R FEEILNZH6E
BEEEN BN e, THRAERGZE

Pt R AR, BAEIERE S5 100keal/kg/ K. SEEE 70kcal/kg/ K. HEINE A BEREN %
He, clfRfsiE, EAHENEED 12 25/Ar R, BRIEEIGES, HLH IR
TRIUC R, FGHEEVEZ 5%, BERRIEESREA, Wi ERR NI L e 6 /NRE, 4
BB LA 10-12 /N, B S R OB R,  FRLAER R, BE IR
ERZIEL, MHWEHE I K, RS, Wi NS, Py DABKE i R vk s e b
St ey, PERLE, ERArEs Y. WIERAIERE, MamAERES. R
MRV, PIIRRIEER, B, FRFRYISE. FREtENA ZE S A RGP E s A, bR
SRR TN B A RZIRD

XRB%
LR LU SG- PR RE L A2 e R T


http://www.tfrd.org.tw/tfrd/rare_b/view/id/73

2. Mercuri, E., Bertini, E., & lannaccone, S. T. (2012). Childhood spinal muscularatrophy:
controversiesand challenges. The Lancet Neurology, 11(5), 443-452.
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R HE A BEER ERE Y B AT

FREMENLA ZAEE R IRE R U LN MR, BEAA LB E S ORI BINUA S, =8, (2
RNASES), %55, HREESR L RN HRE R SERs - "hoE, A O, B

fili, Bz, BN, EREmE, "R ERR EE BRSNS B R
B, SURIUE IREBRAAERS, TR B EREEAIE ARG, UL R IR IR, FIZGR
PEECTHALRES (1), 1B RS () o

AN MER A EE LR TR REEY,  FLATHFRME A n] DU P s 55 s EEFI LAY 55X, fi
HEH SR M E AL DIURE, 2Pl dass s PU i isEh, P DUERRAC A R ISR B iR elis
BIREE, TTREIR R IRER,

WFgEHA

T %o i ERAER 22« PRI AR 5 1 3D S E A HT iR %
[ LA T AZEEEE 2020-06-29 B BR4E HtE https://www.gbimonthly.com/2020/06/73167/]

i IRB EEZEFEHRAR A & (IRB Barcelona Alumni), IKER % BNAL Z2A02EPIRFFERT (Institut
Européen de Chimie et Biologie ,IECB) Hi/NH £1E A NataliaCarulla, LAKXIT: Grup CIEF JH H &
BTN E, BRI T B & H (amyloid-beta , AB) I R T-#titf, 5% 38 M RETE AD 1Y
TGP T AT B R 220

B E N H KR B AMSRAROTIR, SR H2E P, (e HAE CRIBEY ). S IERTER
B, AB & 1 BRSO AR 2L SR 7E Bl St B b B B WP E BT ae Ty JRIA, B
&, AB S H BN N R RN, R E BA R (sticky) f1H & #lACHIGES), WEA AR
TERAIR N

Carulla fitRE, TS E HEAGIRIVEEL B EMEr T BERBIK, BREGEHE
PR NG BB, B MRS ] (1 EB 2k BOE MRS TR AR SE AR

B T IRRAFIRERIIATTEE, W50/ IV E S e e iU U AR b, BRAMISE T
AB HEH, LARAZRIAR & m BA B G- EATIRAERE AB TEX, 857 THERL AR LA HIFTT
J5F-# 3D S,


https://www.gbimonthly.com/2020/06/73167/

PFEEBER, SEHNTTE P RIRIE AR S 2EMCHS, —fEdpufld Ap EEAK, F—fEh/\
AR, MBI B ABIEMIE i IRE /1, EERORFEME 25 | Pl gk i BROE st P aese
HN, HAl, S TAEERIER 1L ERE B E AR 5k, (e B IR,

ZEZEEl ¢ https://bioengineer.org/a-new-mechanism-of-toxicity-in-alzheimers-disease-revealed-
by-the-3d-structure-of-a%ce %b2-protein/

IS HE R LA R | A iGN AR S s A S B A B i 2
[ LU T AAEEE A 2020-07-16 | 122 FBHIE

BRI e B e 2 B 2o e B http: / /icob.sinica.edu.tw/article.php?id=687 ]

BREEELIRE —%8 DNA 7241, ‘e aesy7E FE R AH HhodE 552 59 52 (cut and paste) B & i35 i i §5%/
G (copy and paste) VR, FREA S AL EL, EANFEREERFA S, #E 2 o HrRER
Fe i1 2y Bk IE IR . KR fn Bk B B DRI A7 A5 S i i i e B sl BRIV e 41, e el ia
AV SR . H AT CASRETE SRR B A D, BRI R R iR ], SRR
(R B R R e S b, ISR E LAY R IEEL R e — SEORA PR TR B, JRIE
ST A AR A e Y 52 B AN

2 BB B R IO, s C A A M ool & & R i B S BT Gy g

WORERL, EENTT R ED Toll 2R Y Sy aA e BESR B RTHA A HIE Toll 28 ELANAMEHI EE LR )

B, EZH] Toll FAUE BEEE Bl F FHH7K K %€ (Lamivudine, 3TC, —FRIT S EERREEEEY), FIZRK

TERST SR TR 52 385098 ) 10 7l B i b A S R REL L P 2 M i L S i el e i e, AR Ay

&, ST NER R R EREE,  #E ORI I IEREERE T, B R SRR -
[FRBRG T, FHELFRORREREAEE | o FRATRIERHER, S HRA BRI REHE R Jill nH fe LR 72

B,

Fo%, AEAHRGRACPES RN — Tk i BOE AN, GSk3 & I AME B S s v (LAt A B 2 i
ARSI, Bl kBRI A e S SRR T 52, T8RP TN R 2 K e
ATLARR GSK3 S ERUIETE, R bR IR L sCE U BRI AHT 22

AR — VBRI Ry T it See B Bt J2 A AR (TIGP-MBAS) TR -2, pfy P IS A e B 1
VTR R E RIS B 1R, AT e B i b i e B RS R ) S T S Bk
. POTHCERRHENI AT TS B, P tbe P S hR 1 .0 o SERENT FERI B, 52
FKE V)RR B TOCFERIE . RS E Y 5% SO s LA 5 R B R AR
WFFERT R TR . WFFEAE AR AR B T iIe S RS il 3 iRt 2

NSRS ¢ https://doi.org/10.1038/s41467-020-16858-6



https://bioengineer.org/a-new-mechanism-of-toxicity-in-alzheimers-disease-revealed-by-the-3d-structure-of-aβ-protein/
https://bioengineer.org/a-new-mechanism-of-toxicity-in-alzheimers-disease-revealed-by-the-3d-structure-of-aβ-protein/
https://newsletter.sinica.edu.tw/幹細胞也懂得維持社交距離！-老化活化內生性反轉/
http://icob.sinica.edu.tw/article.php?id=687
https://doi.org/10.1038/s41467-020-16858-6
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B R R EE S (Society for Neurological Rare Disorders-Taiwan, f##5 SNeRD Taiwan)
FAZHR 2016 4, B AR B AR 2 R IITST 2 S8, HEtE B N T FE i 22 R R 2
fEtk, hnsEE N A BB 2 SRR R IR, I HBC A BURHHE S TAHRE 2 S 22 RUERIBCE,
ARBOEA MRS E RPRitst 2 stal, £88. A BEH,

OB B e i B ¢ https://www.snerdtaiwan.org

E-mail : snerd.taiwan@gmail.com
T - (04)723-8595#4751/4752
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