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FRONTLINE PEDIATRICS

i #E Al P R B BR A R

)

(EPNEEE= ST SRS IR ST
IR RE 74 28 75 2R H AR S 2 FRERER
/NSRRI R HER B R B IR B /)N
SRt A RSN (Neuromuscular
diseases, NMD) * NMD ZES AT -5 2 4
e - R R RIE Py TR » 3 NMD 47

RN RLEANA] R M EHANEIRAIIRAR
[RIZKFEHERS T IM % 16 (Disease-modifying
therapy, DMT) ZEVERE N FDA @S » {515 18
JR LA B TE R e B A PR A i (839%) THENEE 2
FRASAILZSERIE (Muscular dystrophy) 5% NMD 5
B P EIS g -

—  BRANEES R EERE

NMD & $533EHH) B A7 (motor unit) 25 Al
TR AN - E B A B AR A
BRI - RS - iSRS R LA
FHA% - NMD ¥ R H 8 a5 5E0s (4 : EEE
WUIEST ~ B lLRSE) ~ BRE(LEYE -
Y ESETE (A P s EERART |
L JE SR TR 48 © Statin JEZEY) T [REN A Bk
POVERES ) ~ BREE (A0 PR E O TT
HFE 17% BN ~ BT [REEE/ N S E
2y Hb o Hfth R SR LR - KB =
ZRPIREEAGR (40« HEEEEE
ff - FE A - AT EGESE ) » BRI T 70L&
—RY N2 E5 % - HATHS HkE® 1,216 fH
SEE TSNS (Genetic NMD, GNMD) il
2 686 EBUREER e E H'E » Hrb 78 fi
HLR AR RS R - GNMD £ s 5=

5ERlERAI#R FRONTLINE PEDIATRICS ‘

IERERDBRRESZMIA / BEBEABNRPNCSER)\ BB RRESE | EECHEERR

tuFh R g R (20 : B IRERLC 2
i ~ LR E R EE ) Sk a4
BRI ILAZE e RMENURERE ) PRI
B e B (40 - SRR ICHLACERE ~ Hoa KL
RARNE ~ H G E ) BOMERRE M E A (A
Danon [KSE -11b ZUHLAZYFFEE FATEE ) BRER
FEE (4 : MELAS SEfERE - Shr sl - 2
FRIMER T EVEAR ) S8 (FR—) »

= BREEAR © AL S BEE2ERERR

NMD R L A= 4E 3 4= 5a 3] ~ B2 5400
SeEE R B A - & A R R
77 [ EAFERREEZEGHE ST KILIE
MEMIRZETEIE R EHEE - NMD ' RAViEIRA 2
SWUERIET ~ Bl 22 S nE e it S Eh SR
EERE ~ WIAMEEST ~ SHENAIN 32 ~ BEEREARE
B WIS ~LAZEE ~ LSR EL (Myotonia)
FRIZEL ~ SR - REERURE MRS -
— H I BLE LR - e ZEHRRR i B
TCIRIA (A : SRR ~ 5071 - A E R
%) o RS MEERRETHIREE - A DIFER
B HARAVRF R IENUE TR 0 AT ~ 28
P ILBE S S~ SEEL HE 2 JRK S i S (B T ~ B
AN~ WU - LAty Frsk
E R RETR AL A BERT A ~ RLE S
ARSI A S e SR ARE RS () » $HEfE
%E NMD &l 5 55 75 20— R SR - 201K
AAE - AR - JIARE - DIAEHEY]
Fro~ EUEEIR] ~ BRI R~ ESMNETE P
ERRNE o TR2Ek S (=) »
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x— » BREGWEIAKR

4 - 2Rk
HHETENLAZEMEE (Spinal Muscular Atrophy, SMA)- % #f Fij A

AR (BUREREHE )
AR(1)

E%}fﬁ%;gg'@@”%ﬁ%ftﬁ (Amyotrophic Lateral Sclerosis, ALS) - i Hij AD(29), AR(5), XD(1) N
H 9 GHE - B HEERE LA ZEMEE (Kennedy disease, Spinal and XR(1)

bulbar muscular atrophy, SBMA)- ¥ & Hij FHHAE

gg%wﬂﬂﬁé'lﬂilﬁﬁ%%ﬁﬁ (Charcot-Marie-Tooth Disease, CMT)- J&] AD(65), AR(53), XD(2), XR(4)

44 - LB R VLA A EEEE (BURERIEHE )

KB CHLLERE (Duchenne Muscular Dystrophy, DMD) XR(1)

Hya IRHLAESE (Becker Muscular Dystrophy, BMD) XR(1) -

/

B - G EE (Emery—Dreifuss Muscular Dystrophy, EDMD)
SERFUPLAFERIE (Congenital Muscular Dystrophy, CMD)

XR(2), AD(4), AR(1)
AD(8), AR(44)

BRI AERRE (Limb-Girdle Muscular Dystrophy, LGMD ) AD(14), AR(37) b o
ALFE E RIS ERE (Myotonic Dystrophy, MyMD) AD(2)
1 J8 IFNERLRFRIE (Facioscapulohumeral Muscular Dystrophy, FSHD)|AD(1), DD(1), AR(1)
AD: fe OGRS E M - DD « BRSO REMEE - AR SR ERSERIEE M - XD: MoEEME
- XR: PR MSE
=S EKRERBELSEMEESE 7 29% B ALS 35 & > FHIEH 3 SOD1 & H
( 13; ) 4 [Tofersen (2023)] 5 534 LA & SMA ¥/ F&
SMN2 FEIKBYH - FEASEHE SMN I IR
BEIRARIGREE (Disease-modifying therapy 259 [Risdiplam (2020)] 5S¢ Fl FH — R VL % Ik
DMT) EHEHESTEE NMD B iR A R s CESTIRARBA G 2k (AAV9) HEFI7E SMA 5
FEPRHRALIIEHE B SI B NMD & DMDJREL > (1) W& IEHS SMNT IL XA B4
S R SR VE 5 A BHEE AR A - 255 FDA DNA -+ 3 E[ 7 42 52 5 SMN H 19 FERIG 5
1 2016 4F O R KZ v NMD B9 DMT » 401 ¢ ZEY) [Zolgensma (2019)] » (2) ZEM LA E H
SRR G R S BT T = (Micro-dystrophin) HIBSFEELA] » BENTLPYZE A2 K
NMD [ 34 5% » (1) DMD ¥ 5 4 88 T Gk 22 HATRINMEEH (Elevidys (2023)] °
A RV PR R A WL B HISB RE H RIS SRR BRI A
(Dystrophin) » 2% DMD RELEBIIRER  pe N BT REF IS BERR - (F1 1) BHe
A 3% i & [Ereplirsen (2016), Golodirsen (2019), iy B2 FZJE & Ik BB IMAE 25 — AU [Gluraric
Viltolarsen (2020), Casimersen (2021)] * (2) ci &t acidemia type IT (GAID)] » RG2S MERRILHH A
SMA_{P?'?E’%EF' SMN2 F:XBG: » a5 7 Sk Z E (Multiple acyl-CoA dehydrogenase
SEEBNHFRICAFNE (Survival motor neuron SMIj) deficiency, MADD) » —{ii/[NEHEF BIRAZ B -
HH Nusinersen 010)) * (3) ST SODI R gy iy o — 400 2 2k + 14 B4 ST
SNANANIAN .
TS ARRIIRITER 13

~~~~
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AT BRI
SR N " ElE AL H
S SR A=Y i JET— gg:uﬁ W WL e WA At
_3E B EHE e e » Rl R %
it I B meg
WL T R
HHERTA W) veee seee 3 IHAREL  #i (Fasciculations), — Zifi&{t WIAAAHIRINIR
A ’ B WEE WAL EEED MU B (FHEH)
(Fibrillations)
SRR . IR 7ita ) il SR - EHER
FEBIHE - e BE g on BB PERE L)
E) neostigmine i
# BRI E ( EE edrophonium TBIE
WM U OB, RO (HE
A5 ) JE LUK, BSAP ( AIFE J1) s B R ]
R ) SETERESL (AR
EhEE )
S Rl B
s FERE L s wm sy o TAERCO T
+ 1o ++++) T’F%Eﬁ E,].;E E = ( *ﬂ?ﬁxﬁ:ﬂ:ﬂ‘ )
= IRHEEE S+ to rren DAIFFRAYELERRZREL 5 4 A MRSRIEGAES (repetitive nerve stimulation

test) ; BSAP: brief duration, small amplitude, overly abundant motor unit potentials; CK: creatine kinase.
Modified from the 21st Nelson Textbook of Pediatrics, 2020, Chapter 625, pp3246.

PR TR LA ST - R RAGE R AUE T RE

A R R e 7 (e 7 R0 R 90 AR RS EZ B Ky
MADD - #&RH$IER & B NIET & -
RRIFHZER - #6 T EHE%3=5R (Riboflavin)
%% il (L-Carnitine) £ » B #E £ 45 23 38
=& S MERERY AR T 5 (B 2) ¢ Se REAENL AR
J7 iE & BE (Congenital myasthenic syndrome,
CMS) J& —FELANLIE T S B B 1% 25 32 Ry e 13
HUREREE - AFEIRIEILA - IRISREEILA -

NELES AL )L A R B RS - CMS B 7 Hil
e BE TR e 38 T A BB MBI - BRIR
12 5E CMS FREEL R E P&+ AN [A CMS FE AU
] PUZE R ZEYIEIR IRAE N T IRk A 25 25 I 22

5ERlERAI#R FRONTLINE PEDIATRICS E

B (B 3) + 5L B I B L RR S I LA
S R T T MR ALR R - B e
3 25 i B R Kl o A B R L R T A Y
Al A (SR B Z R ERBE LA (Reversible
cytochrome ¢ oxidase deficiency myopathy caused
by m.14674 T>C mt-tRNAGlu mutation) & —
FEHISN - 2NIRERSIAE NICU IRUEH N5 A4z an
e HIR%AE H - AT H AR - S5 LR
ST i B B 5 [RT Rl ] USR8 IR SR A R
Frillps A RIraR BB R R &G
BErES ] o (B 4) © WUAIEET-#8E RN (Muscle
channelopathies) E 12 SRR B B 1 fE
e B3 MR W - AR EERR R 2l - TR
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RENEELL (CMAP)

IIRGL v EaN Creatine kinase(CK) * Lactate » Pyruvate ~ H 2 &ETIHE ~ FiE GRIGER S

e TREFHAS ~ ARk ~ T ZHEmA - JHE) - AR ~ DB DIEE -
PEEVRE W~ AN B TR o R NE LB T RER AL

L B T RS RS AR T - S EGAES - WIEE - BEEMEILER - BEE L

WA R | - SR - kg

LAY F HHREEEG ~ SRR b ERge t ~ BBTHRR S
REE] MR LR~ SRR b SRt ~ BB TR

OlEshrete e LR - ODREE B - OIRIRSE

ffiThReRa £

fizhaetas  BARIRIKZ HAE Y e

FRREE ST )

gzl (18| HR1EK] Gene by gene/ FfE FEKIEEEF (Targeted gene capture)/
& B EE R B & | &4 MET-EF (Whole exome sequencing) / EHRRREERF (Whole genome sequencing)/
KEHERZIR (RNA) EfF (RNA sequencing)

CMAP: Compound muscle action potential; ZIHREESERT Fy 5t K MK ZIE T IS R s s 25

#& T Mexiletine * Phenytoin * Procainamide 5§
Acetazolamide FFSEWIIRHR - 1L B A 1
B R T il A B o AE FRIR IR B T S T 1 D
PR 6 T FUIR IR 53 HE 1695 © (61 5): Emery-
Dreifuss /L 2K #2iE (EDMD) B3 38 R Fy
WUAEEST ~ FIIRAED (I - BR B SH) B
D DA BRI R - AUERAIEE - 38
S FUH T RE R (R N RSEE O ~ SRR
A T T e e O M S S R B I 3 SR JEL g
O RN BE B R 0 B I 1 A TR B T 2
(Pacemaker ) BUFREHAZS A] DABEREE Ly -

Pg - 558 :

HEBNIGHERD BT « B IR ~ AL
A ¢ G NMD S RS e
EATHEE

(1) #ESR AEB 53 GNMD 1EAE AT [ Y B&
FETSK - (RIS E DMT @ £ FDA s6JEh &l
FEIENIBEEE - FRALIIEFILRTE » &K KEE

~~~~ I

~~~~

BB A SAIIGHE STk - % GNMD
) DMT FHERTEERS H AIfF

(2)GNMD HJRZET ~ HE A1 & IR
A iU NMD B AR HE TR » DU R e 3¢
J& Fyrhuls - FEARFEIZSE (411 DMD » SMA »
CMD * FSHD °» MyMD - Congenital myopathy
F) B F R S IREEYER] - R RS
2T~ GEEEEH ~ IR LB IERE
TEIGE ~ B e - BRUEE - 35S
k- BENEIERE - LBt e - %
Vi b ~ HoAhAs B b B S e A d s -

(3) FIIRS B UG 7% n] DUTE iy 78
#% - HATEI A $ 5 H RAE « GAIL ~ SMA
DMD Z5i AT f HopT AR S ka7 A8 5 0]
T REARBTRS BT AR TS 5 e B 2% R AR 5
WU T S e 5 Bk g B s W2 a2
JHFFFE D S [A] 85 T 155 B B2 NMD 5 5 e
TREE ~ SRR BRI AT A E

TEHERL B RIVERATER
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&

chronic inflammatory demyelinating
polyradiculoneuropathies, AIDP/CIDP)

HrienT EE (IS EIERBEAE (Amyotrophic lateral Antisense oligonucleotide [Tofersen (2023)]

N sclerosis, ALS) Antisense oligonucleotide[Nusinersen (2016)],
HHE N LAZEMEIE (Spinal muscular atrophy, | Gene therapy [Zolgensma (2019), Small
SMA) molecule drug [Risdiplam (2020)]

FHERT R | ZMEHAE IR BER (Acute flaccid myelitis): A | SCRFIEFERH > FEIERS - AR EHAEGEFIRE

FAHTAE H57 Fale i Bk Y (2 IO ER R - VB G IR RRETG IR

JEE B | SR R 22 2 A8, (Familial Transthyretin stabilizer, SIRNA [Patisiran

8 amyloid polyneuropathy, FAP) (2018)] > Antisense oligonucleotide

[Eplontersen (2023)] * F S tE
g (PR |/ 1B MERER IS RS R (Acute/ G | BB s Bk

AIESR

MRS |3

S R EREN 48 e R (Congenital
myasthenic syndrome): 5 7 FEBG#EEEH 5
38 TS R N

AChE inhibitors, Ephedrine, Quinidine
sulfate( FRARAFIITL S EFNFEIZEY) )

dystrophy, DMD)

Emery-Dreifuss JJIKFERE

Brown-Vialetto-Van Laere Syndrome

EEP TR PIRRIERZIE (Systemic primary
carnitine deficiency)
AR B R KRR (Reversible
cytochrome c oxidase deficiency myopathy)
ety B2 S IR BRIMIESS —AY
(GAII) » XABZ 2R A RSBz

fiE (Riboflavin-responsive multiple acyl-CoA
dehydrogenase deficiency, MADD)

# CoQ10 IEHI (Coenzyme Q10-
responsive myopathy)

LA TBIE R (Muscle Channelopathies):
B 12 TEEGRA I 5 1 FERERS I e

GNE 5&0ifJ J%# (GNE Myopathy)

JEEH IUE (Pompe disease)

TSI |2 K |EERENIE T (Myasthenia gravis) AChE inhibitors * e I
AR5 — T A S BN (Transient neonatal | 2R

myasthenia gravis)
WA EfE | FRERCHISSEE (Duchenne muscular ¥H[ENE - Antisense oligonucleotides

[Eteplirsen (2016), Golodirsen (2019),
Viltolarsen (2020), Casimersen (2021), Gene
therapy [Elevidys (2023)] , HDAC inhibitor

[Duvyzat (2024)]
JLMERANEE Ky FUAHIRE v E R
Riboflavin

L-carnitine

STRPIE

FRAIER R B AR - R RIRE
[EIZA B , Pl %R (Riboflavin, 100-
400 mg/ K * AIF8 L-Carnitine B CoQ10

CoQ10, Riboflavin

Mexiletine, Phenytoin, Procainamide,
Acetazolamide, ! ( {ESH A AHAMERE ),
?iﬂﬁﬂ%%ﬁ?ﬁﬁ ( FRARRR 3 M A A
P52 )

CIARZEY) Acenobel ( CAEHANBURF PAFSC
BN R > FHAT 2024 4F 6 H LTI
PR AL

16 5ERlERAI#R FRONTLINE PEDIATRICS E
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WA

KW | ZH)12E (Dermatomyositis/
polymyositis)

necrotizing myositis, IMNM)

IS EHE P (Immune-mediated

FIRBRME A (Hypothyroid myopathy)

IR

G IR $14%) and-HMGCR IMNM:
IVIg, Rituximab
TEPEHR R T

A 8K B ml AR R i LA 5

PRI R SRS g R E 2R — Y (Carnitine

palmitoyltransferase II deficiency)

ElRZKAEEPIRUEAEER B (High carbohydrate and
low fat diet)

RIFRAE —TREE H AR E (Mitochondrial

trifunctional protein deficiency)

MR RIFHZE R - AR TRy RBETR I
(Avoidance of fasting, decreasing LCFAs in the diet)

FeoiNEIlE A SR TR ZE (Long-chain
3-hydroxyacyl-CoA dehydrogenase deficiency)

rhgE = FRH iR (MCT) i
Medium Chain Triglyceride (MCT) oil

g R L SRR E AE (Medium-chain acyl-
coenzyme A dehydrogenase deficiency)

REGIHOKM LS YIS SR B

(Get enough calories from complex carbohydrates)

FERERE IR 5 S WEERZ IE (Short-chain acyl-CoA
dehydrogenase deficiency)

RYRI1-related congenital myopathy (Malignant
hyperthermia susceptibility, &4 = E G R )

A T FE 9 5 o i A DL P

HETRRIRF A2
(Avoid long periods of fasting)

AE TR {5 FH B LRI AR AL 5 A LT LA RR St B
FIHES [FEMYER MG b AR an I I

CACNA1S-related periodic paralysis (Malignant
hyperthermia susceptibility, &% =245 B )

Emery-Dreifuss /LG EE

ARG {5 FH B LRI AR AL 25 A L LA RR St B
FIHES [FEMYBR G e AR I IS

VRN R AR S R AR A D BRI 23
( pacemaker ) BYFREAZS i] DARR R AL iy

Exon skipping in Duchenne muscular dystrophy: Eteplirsen (Exon 51), Golodirsen (Exon 53), Viltolarsen
(Exon 53), Casimersen (Exon 45) ; HDAC: histone deacetylase ; anti-HMGCR: anti-3-hydroxy-3-
methylglutaryl CoA reductase; IVIg: intravenous immunoglobulin
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