5 EH IR B ER e 88 -3 2025
= 05 H

g

miy

o I BIEN G B E T R A T

o #£/TH 2025/05/05

o FoEHFEREINS . AIPEFEREEFE, i, PEHFIEHE, REH. i

ZI~ AIIL

. BRI, FE, THE B, Mk, HEEHFASK. GFHE
11, FHE. WERFRL A ER

o IE ©

BEHERH 7

I ETTEBRI B2 5, PRSI

BHERE, SF1 A 11 A5 E
I PR B IE IR I TS Hoiaian i), Bl Tt i B BRI SR

HEBTRR PR (FAP), e BTEETEAE (TSC)ig# i LU BB (R ARE 55 f ey, AT
LU 7 i e B A i 1 B PR . LR B A H 5 T 2 i (] FAP B —1CH
Y, A = HEREF e LTS, A =K FIEH—K, HAF

B RIE IR, SIS, R FZSNE TR T EL E,



H175 B AT A, 2 ISR R 5 6 B A B B LT
T4 1 27 B Gt ONTFISETT, BTSSR A £ ZREF, T

E R, AL EFER) L P zed, #5H FA RIS o

T H

SEER, BIPRT RIAEENTI BARE B GBI, IHAAIE
8 /116 [1APREFHESUHITEB ST THFSA i I A, I 55 R A B S A
DI 75 55, 52 A2 TSR I LB TIAE, 8 /1 17 FLES 98
G RIS BATVGH TR S BRI, HAFK

LT HHIRET A, B O H B2 B IR A B

SEFEXE8 H 17 H) LF7EE S F, GBS, A B2 & P TR
5, EHEBED PRI A, 7505114 6 H 30 H Bl 252 B EZ/E,

BB B B0 12025 1F) IR Z 5l 71 Chk, T B ERE A A
AR 775, AL T, Pt iTIL 757w, LRI Z B AR e B

SNeR&-—' AENRERRREY

Society for Neurological Rare Disorders, Taiwan



R RPN 16 i
o HEEHIEE RpORRE e Rk e G F T, aEE RIORIT R
e, SEEEEG SN AR TSR RNRRGRE], SRR
Brepispist (FAP). AHERRE(LAE (TSC)MIAREE RSN, HinFaER A 4y
7, BB BGIREE T K, SRl SR, B B S R M R
5, BN KEE - FZ2HEE R, &R al DUARETIIN, el
DI B E R e, SRR 8, FUHR2EN. SRR R g, FHEICE
LR EIRIRON ;5 RIRERBUF BN S SR S, DB a7 3Gk, JIHEL
Mg

)

WRFE KRR ERRE

BRI 114 4 01 A 11 B (GX)
W EARREBREEEGRB(SLTLREE % —R 201 REFH—#)

Time. Topic Speaker Moderator

13:30-14:00 Registration

% 2F R

14:00-14:10  Opening Remark AR LR

cardiomyopathy: & X 38 B
d £ MR

14:10-14:30

Familial amyloidotic polyneuropathy: BEXBREG

1301430 catment and the unmet need &R B R s ara
LRWET
\4:50-15:10  Tuberous sclerosis complex: BEIEBE EfadeA LA
e treatment and the unmet need 5 RBB R
15:10-15:30 Panel discussion I SRERL
15:30-15:50 Coffee Break
~ ey FESESE
15:50-16:10 AEF RHAH SRR RRARE K SR ENH
16101630 Tuberous sclerosis complex KI5 Kf  FRIFFE 87 TS 33
S ES SRR T PN 17190 2 SABRAEBEN FREALET
16:30-16:50  Panel discussion II ARERI
g y Bl A EFR
16:50-17:00  Close remark SRARETRARE S

EMEMHEFRERET
FREREET

R RS R A LT o
ARG



HEF R B GRRE

1145018118 (%

Bt e

i

SN Rmusnanes  Jhumsssaie ':';:n-,!---!s-,-—,'_- ,‘&

» 7 .
Y 1 e | &
I 3
] £




1- PN HE T G~ EHR T F 0

HETRERGREN
B FE RERERBRR
RART R

2 - B S PEFR T RS S TR AT B 0 77 K



3 - FHILZEREL PN FIR K FE T (TFAH FAP DM B (R FE) R I TEZE (TR i

Familial anwy?

idotic I
polyneuropa U

eatment an

the unmet n

e

4 - B KEBIaELE X BRI FAP & HFS I T 5 (AR EEH) LU I 575 real world data



6 - B KESBCIRITIE B ALY TSC 23 P17 i K2 i B 75



7 - B B I E R EF# S

AR -
HRAR [HETRRATREL LRI T, FAP BE AR

https://health.udn.com/health/story/5999/8502271?fbclid=lwY2xjaw)80alleHRuA2FIbQIxM
QBicmIkETFsc2U4Y3NvbmZNWU9nanNCAR7j0krSTO7hxSGG88owrKu-
izZ38fAOWVNoBXdXyG190M5pNNE1EzJc-Z8I13yQ aem xoylLtg0-pugFR5uvFHC7A

PR AT R &
SRYR R A B R SR |

o HMAEMEEEE TN, GEEEE RPN i A E S & i M 2

ST & 1E 04 A 27 HA LB EREh OIEN BT

B

o RIRIEFECCES, HrAVIGHE HATH %, BAGES MRy aliG B aliR i oK
i, AN E TR, Sl AN, HEAHR AR PN IREE, BT
RHAE M, EFEH%, BRBEHEEAE S BRI SO 4 H
BB AR S S En Bl 3R, HINTR A B ERERERRE, DU
B ARSI )


https://health.udn.com/health/story/5999/8502271?fbclid=IwY2xjawJ8OalleHRuA2FlbQIxMQBicmlkETFsc2U4Y3NvbmZNWU9nanNCAR7j0krST07hxSGG88owrKu-iz38fAOWVNoBXdXyG19OM5pNNE1EzJc-Z8l3yQ_aem_xoyILtg0-puqFR5uvFHc7A
https://health.udn.com/health/story/5999/8502271?fbclid=IwY2xjawJ8OalleHRuA2FlbQIxMQBicmlkETFsc2U4Y3NvbmZNWU9nanNCAR7j0krST07hxSGG88owrKu-iz38fAOWVNoBXdXyG19OM5pNNE1EzJc-Z8l3yQ_aem_xoyILtg0-puqFR5uvFHc7A
https://health.udn.com/health/story/5999/8502271?fbclid=IwY2xjawJ8OalleHRuA2FlbQIxMQBicmlkETFsc2U4Y3NvbmZNWU9nanNCAR7j0krST07hxSGG88owrKu-iz38fAOWVNoBXdXyG19OM5pNNE1EzJc-Z8l3yQ_aem_xoyILtg0-puqFR5uvFHc7A

o ANTHTMGEREE, SAGRS ERTGENTHZERN SRS, 8K
eakal A ECR EMRIE, LA S RN, AR BT AR ORI TR
BN TR S RE TR e iy, 0] DR R S B e M ) R iy 5 B ) PR B

o EVERIERIEENITCRIEE, WMy REfEE BRI B 7 A
HuEE AR K A FE B 75 5 BA M MBI KA ERERE A E, UK
2B RPN ANATEESS . TR [y, SR B CHTIEE R, Rptse
pei BN O R Al EAERAGRG 7 AN RS R HRE, BRI bE
T 5 PR A B B ER T FE AP

o —fEl T, RRMER 7RISR BRI IREAE )], SRS R DU AT IR N,
M REVE O B B BRI

ERHEEFTREF UL RAHT
MR: 114304 K 27 8(a) 14:00-17:00
A LA RS SCTIC Rocm 10143
Time Top Spesker Nectormor
PUASRANAAS IAHE Basnn
1480 Newnlogal Disene Care and e Pateon Right 1o PAIIEUTRTS R
Avtoa T v o
AZNLEUSTOAN KEHAGNASELE o e
ane
L R R = Py PRIRERRAENN

g = kA
Clatloes i bnklhvbual Prpons Mrctam ol brbace MIRSTALATS

150+ 19:00  Collis ek

R ‘nlf-».lunmuunmtloul P ERESH
2 Jlurimg e Natunal Hursan Bivbark Inkcys ion ARmIREY P-4
Pliahonn m Cleical Modicine - i
ANIMScATRInRA Aedan Li b
16201700 Ethical s Lol Combderion Semunbiag Gonths rhaEAN SRS pransEnssnn
Duwssacs fasts ARWRTLAASE

SO ARHERS TRt
WM AR ERASE Y

£

£
A
=B
T m
o B
R
s
iz
@ B
m e
A
'




-

¢ W
ikﬁ&%&%ﬁww;ﬂ

S
ERBRAE S 1. M%mgﬁ&

ERCRTER 70 FRT
R ST TR R

mational Taiwanese

s Connress ofiNedrolony

JitiEastAsian
NeurolonicallEor




REEDI 269

BREATER

A‘ﬁ A i
annasse
Neurological S¢

“"Juwnum

EP“M'_U]' 0f -
el ﬂamﬁ 'f_ﬂdj Suslai)
sTEERSEREES

B NEEHEES

Advancing Neurological
Care and Research through >
Muluplofesslonal Imegratmn %




FH/ A
. NS A M) B o2
ational Biobank Consorf?uf zn\ffr_a?
'wan

(NBCT)

o P s RBBSAALEH—MERNABLH AR
AT E— AR LT
145 Bkt o o 21K @ 4 Jebiobank (34X %)
B o R FHERE AR B ,

AED BB

ERRLHRR

Geneanng

e el sy

SREERRARIE
S4OREAHERRE

Advancing Neurological.

Care and Research through el
Multprofessional ntegration A
- ‘ﬁ »29)|

\Ci’cm




i

526 BHRE

TRARRIIPRRR AMEPUZE

@‘aﬁmﬂ#l
Tatwan Newogical Sixiey

SHEARERREEY
%19 REHBIESRE

FEEIFES]
2025/08/16(;E/S) T 2R 25T |
2025/08/17(EH) 5EMHREREREEE S BERMRMNEEGHARNEER]



R

A

PE R

(=pe il

i

25/08/16(;H7Y)

PSR . 8/17(H H)FF A G, FRER R BRI
WA E S T HEVRE GRS, RS B UIEE RS

%‘ﬂ 4%‘ o

HEAPAGFEERAR LAY
2025 6 MAHBE LEAECE & BEARHEHBE G S Li 4R

B5R]: 114 48 A 16 8 (%) 13:30-17:00
s ELRROBRBERE —/F 40T

1:30~1:50

Avenue F-ARE FoABE

Session Genomic/Epigenomics Neuroimages in neuroscience

Chair: #H48F B5m% 2 #H52F K Chair: & A B it 2205 7 S8 67
ERARBEHELERMITE i e X L MY L
Speaker Speaker

1:50~2:20,

Applications of whole genome sequencing in
neuroscience

ELRRABRAEAATIHS BT

The Application of Simultancous EEG-fMRI in
Epilepsy
5 9 303 KA 400 R AT AR R

2:20~2:50

From Genes to Clinical Practice: Apphcauons of the

Taiwan Biobank in and T

Medicine
L BRRE MR R BRI

of brain images
BARE RIEEG R KRB

2:50~3:20

Transcriptional and epigenetic regulation in
development and disease

EEE A S L RSN R

Advanced light microscopy on neuroscience
EEFL R B2 -2 E DL TS B3I

3:20~3:35

coffee bre:
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Session

Modeling for diseases

Neurophysiology in biomedicine

Chair: £3bi 282§ RELaIR&

Chair: £ 36 R 44080 #1822 R 8 67

PR A B FEA R A EAR R WA RS R R B
Unraveling Glymphatic Function in Humans and T ;
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B5R: 114 48 A 17 B(B) 8:30-16:40
hgh: BLRRABRBRBHEE —/F-HE

FoRmE FowHRE
8:20~8:50 Registration
8:50~9:00 Opening & 3 % #139
Keynote lecture

Chair: HEFREFKEFEHSZFR
Developing novel therapeutics for Alzheimer’s
9:00~9:40 disease and neurodegenerative disorders
b S BRRE A Ay B ASEE S0 A ERAR AE A e
Translating Innovative Research into Industrial
9:40~10:20 Application : From Bench to Bedside

RS E AT T LA aidiin:d
10:20~10:35 Coffee break
New Aspects of Neuroscience
Chair: £ ABRE(-BE Chair: HitkAKIMEEH
AR A AL AT A 81 R EMAR L GHEHBERHR
f S ik Altered sensory coding in mouse model of
10:35~11:00 ans:r;x;‘tzo;k:ﬁf::s;n;;}na;‘: onet autism spectrum disorder
b A b A E R B S B
Gene-targeted therapies in neurological rare Recent advances and current status of gene and

11:00~11:25 |  diseases- recent achievements and unmet needs cell therapies for epilepsy

iih#&ﬂ#ﬂl"lﬂ*i#“‘ﬁ HORERBEAEAAETREE

Geneti encoded for Electrical stimulation modulates peripheral

11:25~11:50 neuronal metabolism neuromuscular reinnervation and regeneration

 HE R A A AR B4R A BH 5 R R PR A TR A % OB S A

Immuen axis-targeted therapy for Clinical Utility of EEG-fMRI in the Localization of |
11:50~12:05 neuroinflammatory disease Seizure Onset Zones

A B 48 874 6 B 67 AL R AT A P 1 B

12:10~12:40 HERAAR ELA SN 4
12:40~13:20 Lunch symposium I Lunch symposium IT
13:30~14:20 Poster round

&% % XM (+ oral presentation)
14:30~15:00 AR IR A o4 D 33
6 A0 IT A SRR
15:00~15:15 coffee break
Plenary Lecture
Chair: & % % é¢4 48 el
TBD
LEEESY A A
Autism Spectrum disorders: from genes to circuits
15:55~16:35 and interventions in mouse models

bR A B — SR AR A R B
16:35~17:00 Closing

15:15~15:55
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SR 2 — 5 R ARCR AT, AR, ISR B R 2 AR R BT S IR A (R A Y
RN, D2 B A PR TG e ) B B R, SR, e AT E S A BRI
Ml THE5%,  WREL ) R i T SRR AR 2 SCREAIMADE R A s Al T ik 2 2% %5
a5 B A EE B, BB S N5 4 (2025 4F) IS REE 51 90 Lk,
B LS B A A R R B 5 | . ASGRFDA G 5 DR 3, Jein SRS B e
AR HE R A B, DA ol PR e T T T 1

35

H R R £ BRI 2 —

R (epilepsy) HAZ UE AR 72 HR B SR AR T 4G AS 15 HCEE 28 BT B 227 (epileptic
seizure), i H AJPEBEA S, SRR, (O PESR[ERGE, MR BRI 2 1F 9 B REAH B % AR,
B KA A IR [R50 2 TR R 3 50 FH ) 2 R B Ui . (International
League Against Epilepsy ; ILAE) 7 1989 fEFTHEH,  RHRAI Ak K K 73 2 o5 kM JReii
(lesional or symptomatic epilepsy). FEKIPEREN (cryptogenic epilepsy). LA A~ BH i (XI5
i (idiopathic epilepsy). [ 7 # IR 55 —HMIHECREL K CHRNA4, H i 24 8 100 1
FL DR R L R BOREE R, ILAE 7Y 2017 AEERH T ST 20 FEHESE (Framework
for epilepsy classification), MR > 2 /N KHH « ik, JERUEEER . e, (AR,
FERRANE —), Hrh, FERBRRYGEES 0 LA RS R LA LA BA 5 KR
FEIRAL

FERE 2 A K 2 FEE IR

Epilepsy syndrome (EEJEEMRRE) 1245 — (i E4er FL G R B 75 [ 2% 0 i 7Y R,
2SS RERRR. BABREL ETERTRETEER, 1 AR E
PR, W rERERE R E ). KSR HA RSN, 2022 4F ILAE 17E 2017 4R

STRERAEZRT,  IRISREIEAYRE . Al AR, DR (AR L A E 0 R (1 )

]

i

DUT AR AL (e fie, BBk N Som it B 2 S DI RH R -

2



(1) FEMBEEER® (developmental and epileptic encephalopathies, DEE) : EUiR ik
RIBR T i R i st 2 Ak, e g B, B ILAE 1E 2017 B IR E 7
[ %% F 4 BRER 14 %88 | (Developmental and epileptic encephalopathies), 4355
A FREASRRE  eterioration) ([E =)

(2) FEE A HEETTHARREE(L (Syndrome with progressive neurological deterioration)
(& =)

(3) IR EHRBIREMRREE (Etiology-specific syndromes) : Ji& [KIfiff 7E JRAJE AL B AR 1
fEERIRA, A RE R B AEPER L BRIk, UBRE R, KRERD A3 HT
Az 53 B SR 5 L2 s DRI X8 JRaRTE fe e J S 28 PR M i 3, 508k, AR oo mlia i iE
/AT PRI, T S 32 B DASK B S ia R, S0 A (IR TE e S A s s AR K
([EPY) 5 A oL R 5 s B URRI 454 1) 0 T ST

(4) BEEL2EEE (genetic generalized epilepsy, GGE) : IZ1EFTH % KN EH
(polygenetic) FYJ4:HRFTAERHE,

o HFEZEMLSMIEE (idiopathic generalized epilepsies, IGE) & 5a 3 2 #RE/R
(Childhood absence epilepsy, CAE). A 4E R (Juvenile absence epilepsy,
JAE) . HAENEEE (Juvenile myoclonic epilepsy, JIME) . Bl 4 [ 5 4. [ii A 5%
V298 (Epilepsies with generalized tonic-clonic seizures alone, GTCA), CAE.
JAE, JME B2 2 [ A B o ([ 1) o

o GEMEMERIRINECE T ()N FA AR EE N2 R, (o) HthZE R
THERRTAE A,  HIAn LR 5R 1R (Epilepsy with myoclonic-atonic
seizures, EMAtS). ARHGALFESE R (Epilepsy with eyelid myoclonia, EEM). LR
A% I FHARE (Epilepsy with myoclonic absence, EMA) . B 88 5 A e 458 Jag i

(Myoclonic epilepsy in infancy, MEI) , & £& 3 fth 4 T ERSRTAE e Bt & IR e IR 2
FREL, TR N RE AT RE L5 BURAR, i A n] DAFRB S e M ke st i 1
fa s, B e M AP A ([ 7).

R Rl R s e B R « R



FLINRZENER T o Bh R e RE e R e A R2 B, T g B in i B( L. DL MR A
HIBI-35 A

(1) Pathogenetic mechanism-targeted treatment : 7] LA S35 5t KI5t (1 iR BRASS e ik 4= B
BEETRRE A, (R)

(2) Empirical treatments of certain antiseizure medications (ASMs) in a specific epilepsy
syndrome : {E1SERRYE, Bk R BT B W RETIE G ERT 2 1L R BB IR 489 miin
TEIRES (drug resistant epilepsy, B CASER T WFELL LrYEEY), HEEMEgEYIHE CAES
RN EHIG AR IRy, R E ) A RES2 2 RAFRPER]), A7 IR AL A2 T,
FHRREYREF AR, ATDUKERL R, ERATEHENE +, BERE
BEE BB LE. ()

(3) EESR B EEEYIREUR FE © HLA-B 1502 % 5 7E {4 ] carbamazepine. oxacarbamazepine
Z HTES AR, ek SE 35 2SR AR (A R R BE B U E T — el A A
friaft,

T = R A 7 AR

A Bl RIS B R B BOR EE A, SRR A A2 BT S I PR RS B KRR
o GBI T E R R, DU LPURISEIEE, s IR EYia T
A rTRERI A id . R DAt rT IR AR N RIITAR EGN, TR T R, SRR,
e, AvE L AOHERTEY, DGR AN R EETEERER . 7ok,

HL N2 B AT RESE AL e e (8 22 B SR IR 45D (AR, ARSI Es) RIR
AR B, IR PR A A R V2 P R B a2 T

KR EREFEM (Next generation sequencing, NGS) i/ Enl & 17T 7E K

(High throughput massively parallel Sequencing), #& i[RI IR ARG 251 Fr BUE
iR DA S EnE S R, AT DMRIRFE R, P[RR E TS A A e RS E
Fro NGS HY#E f BtE 2 S RL RS T 78 B AU B S R A M B R YR8, CBMERI R
SRR R R ER R AR, 2R E R ([whole] genome sequencing, WGS/GS) .
T ER ([whole] exome sequencing, WES/ES). % R:[KIfHZE (multi-gene panel,
MGP) BB AR IR Fe AN IR e i [ ) e



AT 2 R A 5 FH 5 3 L

1. 2RAEEERF ([whole] genome sequencing, WGS/GS)
2.  2HMETER ([whole] exome sequencing, WES/ES)
3.  %FEAMHE (multi-gene panel, MGP)

4, Pt BBIEIEEY 58T (chromosomal microarray, [CMA]/ comparative genomic
hybridization [CGH])

5. BEAEF (Sanger sequencing)

ZIEENAFIRE T 2B RAMARE Fe AR R DA SRR (8 % R 1R, 7Ew]
TSI T, WGS B WES SUERRIERASE —ilbgill, 755 IRER0N 751 5 B Iy,
T [E] BT T BT (copy number variation analysis, CNV analysis), MGP B] BAZE
WGSWES SEHEITIRER, AT &t 25 (REER BUHE Bl i, H AT NGS
(WGS/WES/MGP) Fiiigifll ZIiy r o 5, [Pk EfTEERER (Sanger sequencing)
LG %Eﬁﬁf}\lﬁlﬂﬂﬁﬁ%ﬁﬂﬁﬁ/ﬁﬁBﬁﬁﬁﬁﬂ/ﬂiﬂ%%%fﬂ TE AR B

T

i B ] [R] IREE £ T R RE DR 73 AT  (CMA/CGH) . A e 226 (R 32 T e 3R e
TR P Z2E[EN,

1A 1R %l SRS B R Al % SRS B E 2 i 2R, ERR EEAEE Syt 2
(variant of uncertain significance, VUS) HR{53E [ B2 5 {2 [ FLNREE2 e (American
College of Medical Genetics and Genomics, ACMG) ik, AFEZB A RERRIT R,
SR JEFEER5> (polygenic risk score)  H il I A PRI ER AR 208 JRUBER (52288, AN IEAC /s I
T2 B,

R A T SR 2 R A 2

O AR SRR S, 52 ZE AR VR RS B 3R i i WO R Ry B R MR A . &
PR R R, FRAEN, R ARG R 1 R BHERRE.



1. AEMEERFHAFREEER (unexplained epilepsy) s AGERRESTIE KA,
2. FFAELUTGRMEMIMEZR, v] LA el T R R

(1) e W DA RITRC AR

o

(2) BERHITERTE =R EAn, W HASKR G % PIER MY BRe S P R At £ R 2
TATHE A

(3) ERARAEIRAT & ILAE TE RV ERENTAEeAE,  ELEZREIE et vl REAI L A B
(4) FEMHE R & LT RPE R RE

(a) %% BN/ B REIR R/ 22 E [5HRE (developmental delay/intellectual

disability/learning disability)
(b) H PAAEFARE IR EZ H PASERERE  (autism spectrum disorder)

(c) NS B e 3 B BE B K1 B SRS E (structural abnormality, 4l

dysmorphism X
congenital malformation)
(d) SV LR R A I RE SRR 3R (unexplained cognitive or memory decline)
(5) FHHMEZ BRI A A @RI TR,
(6) CHEBRERIFEI (acquired cause) AIZEWZEHIA KM .
(7)  FOSERAR GBS R J000
(8) FIFHKGRALMEBIR HIRE R A BRI

(9) FPEHZEMHHREES R (Ul: paroxysmal dyskinesias. episodic ataxias. hemiplegic
migraine) 3 [l (T REE o

(10) BOAfEmEmsR RS (KRR A 2 E WA B AR E, BRI
R eriE e RPERD) o

(11) ZHE BB E AR (5 =),



H: IR 2 BTy i T

TEPAT R R 2 if, R B ES A RE, Sl EeeRl, B SRS U B SR R il T
e 1o pe AR R AR, BR DRI 5 ik S AR BRI A e i A B LR A IR
HFETHRHIBHEEFEF (pretest genetic counseling), SRR H Y, ATEEER
il 7 AR PR M. MRS SR BN K&, MIREEE Rl Ress &, AR
BRI, MEEEmE (BOUEE R . MR IRR. st Eai.

b={1113
/

ll

x| B, =
MEERER T, TR SRR R F AR R AR
H: ARl SR A IR

FERASHIRS R HIRE, HR B BT B AT, AR EOLAE, B G. H
R, MR F R AR, FIETE & R 2 RAH B HAE IR A, R fE
SRHILRIETTHRIR N AT ERRE, T Rede SR 8 S S B oK i Bl At

DKIR2 7 2 B0 B PR 32 T B M A~ ] sty T 5, tho Bl BOR I A 4 B A B %
bk, FEIBSEEAREEST, R AE SRS A ) BOW IR, AR ERE B i
FHEERT, BA LR BT AR R, A ER BRI BTG, S B R A
ATk, HEMERIRRTR, TComRmRElE, DUHBT RS ER, FTReRitEN
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1. ES, SL 3 7JE/7 (exome sequencing) ; GS, ZIABEE/T (genome sequencing) ; MGP, % ZEA1#1 4 (multi-gene
panel) ; CNV, #Z#EHZE (copy number variant)

2. EAZIAIEIT T, A EIEE T TS TIE S/ FEREE ST (ES/GS), ZHBIMG (MGP) FLUTES T FIE )7/ %
HIFGESF (ES/GS) HEAETTHFIEN,

3. HEEG gl (targeted testing) 25 HIZLLIH#H (single gene testing ), ZZVEji#l 4 (phenotype-driven panel),
BEH BRI 7T (repeat expansion analysis ).

4. FZREEEZTIHT (CNV analysis) F KT E/FRERIZBIETERFIEN, 15 R BRI 7 C 5 2 e S 7 b7

(chromosomal microarray ), Z/E1FE TN T T /BRI HH T (gene-specific exon-level

deletion/duplication analysis ).



5. HIRIETCHIE TR FE L VTR TE LI, e Z IR BRI HT (reanalysis) JETE R AR 71145 K VIR 252

(variants of uncertain significance ),

T H & B R g2 e tE 7145 - E ik, Adapted from Smith L et al. Journal of Genetic Counseling 2023;32(2):266-80.

BRER AR/ AR AR
Tuberous Sclerosis
mTOR pathway inhibitor:
TSC1/TSC2 Complex (TSC); focal
Rapamycin/analog
cortical dysplasia (FCD)
FFEVF; familial mesial mTOR pathway inhibitor:
DEPDC5 temporal lobe epilepsy; Rapamycin/analog
West syndrome
mTOR pathway inhibitor:
NPRL2/NPRL3 FFEVF
Rapamycin/analog
Cerligonase alfa, enzyme
TPP1 CLN2

replacement therapy

ALDH7A1, PNPO,

Vitamin B6-dependent

Pyridoxine or pyridoxal-5'

ALPL/ALDH4A1, PROSC. epilepsy -phosphate supplement
SLC2A1 GlutlDS Ketogenic diet
GRIN2A Atypical SeLECTS; CSWS; Memantine

Landau—Kleffner

syndrome; DEE
GRIN2B West syndrome; LGS; DEE | Memantine, radiprodil
GRIN2D DEE Ketamine, memantine
PCDH19 PCDH19-female epilepsy Ganaxolone
CDKL5 CDKLS deficiency disorder [ Ganaxolone

17 - Table 1.

CLN2: Neuronal ceroid lipofuscinosis type 2, CSWS: Continuous spike and wave during slow wave sleep, FFEVF: Familial
Focal Epilepsy with Variable Foci; familial mesial temporal lobe epilepsy, FCD: Focal cortical dysplasia (FCD), Glut1DS:
Glucose transporter type-1 deficiency syndrome, SeLECTS : Self-limited epilepsy with centrotemporal spikes, TSC: Tuberous
Sclerosis Complex



BAER HR/ R HMBEEY BEER
Epilepsy/Paroxysmal
SRR kinesigenic dyskinesia [  SCB: CBZ, OXC,
/Familial hemiplegic PHT or LTG
migraine
Tuberous Sclerosis
TSC1/TSC2 Vigabatrin, CBD
Complex (TSC)
SCN1A Dravet syndrome CBD SCB: CBZ, OXC,
PHT or LTG
SCN2A ASD/ID and SCB: CBZ, OXC,
childhood-onset PHT or LTG
seizures
SCN2A BFNS; DEE; EIMFS SCB: CBZ, OXC,
PHT or LTG
SCN8A DEE; familial SCB: CBZ, OXC,
myoclonic epilepsy; PHT
BFNE; EIMFS
KCNT1 AD-NFLE, EIMFS; Quinidine
NFLE; DEE
KCNQ2 DEE; BFNE CBZ, PHT, RTG
KCNQ3 DEE; BFNE
KCNA2 DEE, severe ataxia, Acetazolamide
familial epilepsy
CACAN1A DEE, episodic ataxia Acetazolamide
18 - Table 2.

AD-NFLE: Autosomal dominant nocturnal frontal lobe epilepsy, ASD: autistic spectrum disorders, ID: intellectual disability,
BFNE: Benign familial neonatal seizures, DEE: developmental and epileptic encephalopathies, EIMFS: Epilepsy of infancy
with migrating focal seizures, NFLE: Nocturnal frontal lobe epilepsy

Sodium channel blockers (SCB): Carbamazepine (CBZ), Oxcarbazepine (OXC), Phenytoin (PHT), Lamotrigine (LTG),

Cannabidiol (CBD)
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