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Figure 1. Amyotrophic lateral sclerosis phenotypic variation and spectrum with frontotemporal dementia.
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and behavioral impairment )  [FJFFfF & ALSEL
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“Have you ever performed or assisted in nerve
decompression surgery on a patient who was lat-
er diagnosed with Amyotrophic Lateral Sclerosis
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MRARRBAESR
O B Z IR -

O 112 (8w A e 1 3 BUDLA 254 -
© i IRBEIRS ] % g 12 M A b -
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dementia ; FTD) J&MR[E—ERIER (disease
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18% 1997 AR ALSHIZ2HT (Ref9-10) -
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Bl (Table 1) - Hr1C9orf72 » SOD1  TAR-
DBP . FUSHYZE 8 E i F Y (Refll) -
Horp—#0or F K [A] I GESE AL S-FTDAl
C9orf72 ~ TBK1 » UBQLN2 * VCP%: - FEifiE
BB G IR R R A B AR - TR LU T IR ALS
(975 BRI o 2725 ALSAHRBERY L RIEE TR 7 2R
B RS IE  SBRNARE - DNASE K
fhZeEIETIHE (Fig.3) -
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The Gold Coast Diagnostic Criteria for Amyotrophic Lateral Sclerosis®

Progressive motor impairment documented by history or repeated clinical assessment,
preceded by normal motor function

AND

Presence of upper® and lower® motor neuron dysfunction in at least one body region® (with
upper and lower motor neuron dysfunction noted in the same body region if only one body
region is involved) OR lower motor neuron dysfunction in at least two body regions

AND

Investigations® excluding other disease processes

* Modified with permission from Shefner JM, et al, Clin NELICI[Jh'jI’SI'DLB @ 2020 Elsevier Ltd.
® Upper motor neuron dysfunction implies at least one of the following:

(1) Increased muscle stretch reflexes, including the presence of a reflexin a clinically weak
and wasted muscle, or spread to adjacent muscles

(2) Presence of pathologic reflexes, including the Hoffman sign, Babinski sign, crossed
adductor reflex, or snout reflex

(3) Increase in velocity-dependent tone (spasticity)

(4) Slowed, poorly coordinated voluntary movement, not attributable to weakness of lower
motor neuron origin or parkinsonian features

© Lower motor neuron dysfunction in a given muscle requires either:
Clinical examination evidence of muscle weakness and wasting
OR
EMG abnormalities that must include:
Evidence of chronic neurogenic change, defined by large motor unit potentials of increased duration or

increased amplitude or both, with polyphasia and motor unit instability regarded as supportive
but not obligatory evidence

AND

Evidence of ongoing denervation including fibrillation potentials, positive sharp waves, or fasciculation
potentials

9 Body regions are defined as bulbar, cervical, thoracic, and lumbosacral. To be classified as an involved
region with respect to lower motor neuron involvement, there must be abnormalities in two limb muscles
innervated by different roots and nerves, or one bulbar muscle, or one thoracic muscle either by clinical
examination or by EMG.

® The appropriate investigations depend on the clinical presentation and may include nerve conduction
studies and needle EMG, MRI or other imaging, fluid studies of blood or CSF, or other modalities as
clinically necessary.

Figure 2. The Gold Coast Diagnostic Criteria for ALS. (Ref 5)
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B AR ) ~ SRR E MM RERERE ~ /NBE Relivrio jZ Tofersen © RiluzoleHJ1'F FFEHE 11 Jik
HITIDIRERRE - SR AR ST - B DSBS - BdaravoneMIRIR LD 1
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hEEAEE | 27



BB AR EELIRE ©
RiluzolefE & BB TCA » REAE
REPAR HIHE PSSR A ZAK © Edaravone JXRe-
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silencing therapiesfER RERER (EAEHETTH -
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KRR - TR ERRNEY) - &

M Tofersen®—

Table 1. Overview of the most important ALS gene. (Ref 11)
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vances in molecular pathology * diagnosis > and treatment
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lateral sclerosis. Lancet
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CRmi?y LoLE el Liad el S0
s00r #qFr11 s L 12-30% LT
TAEDP kple 13 ALr L] Ll ks
[ TS AL} AR L A% T
Fhm braidd Adr L] . L
TismALA Igts Fr i 1% I
MR apihn X e, Al ! <1% <%
VIF WLE Ak [ 1% L]
L] (L0 ALy AR L] (LY <
L] Aqd Ak ! 1 oL
TelRaa0)
TAY LI ALY i ™ A%
ATENG VIqIeaz AL i 1% s
AMEAY VBqIER ALY (Y % 1T
SOATME N3 A i 1% 1%
G Viqil 3 F i A% A%
R FETEEES AL, AR i i 3%
N LE R Alr ! E L
LLEd h L] Adr ! 1% L
SPEiE B a Ay L] <% <%
PGl (i B ] ALy, AR ! <1% L
DTN Eate Ay i A% <%
daky ik Ay [l <1% <k
. ol B R ALy L 1% i
AT A Ay ) 1% i
HEFH Tz A i 1% a%
Crie TN AR D MaIry L [l 1% i
CHAAFTE Al ALY i 1% %
cHaOLn LT AD ! 1% %
LA 1ML ALY L [I% 9 T
o R o I i 8 e R DR T
L Lpiry i [ i <k
[T ET] ALY i 14 A%
IREREAL T ERE] s i 1% %
IR ST ALY i A% A%
WA LR A L 1% 1%
SHAARL LT AL AR i 1% A%
SFILCY 1N [Perey i 1% A%
Cosmemion varismin st o pmail affect sins
A, fgenal omat, 1
LA (LA ERL i i i 5%
et S ! ! ¢ m.re
SLCAS FHqEELE ! i I %
SEOL Vel i i i s
A WY i i i ]
ORI I3qI4 1% i i i FoE
W quLE i i i P
FIFEND o i i ) 1A%
A 713 i i i T

28 | EEA A

INAR ST
L

a7
AN
B2 AY
-

i
1435
LELHS
EREL]

N

Ackie, Palbhim e, AT Frateoicssh.

Ak, Chwsks LN domsinant Tt e, Tadasen vr e
Ackain, i, LA doemaraat, Doy orvt, Hlo pioge it FNA moFLaboliom, S i sk
Acksle: Tlrisac; kiwvnde: Farnt progreson. A e L, 11 e
ke, (Rl A EIE Fratiiinsh.

Ack, Chwik Cmksbion

ks, bperids, Pl desir | 8 F 10 Frliri b

Ak, Cheide, MBI it

Ak, sl arist, s 4 o e
Aakain, Raidi.

Ak, Chmrke, MR T A Lo, 11 sk
Ak, Sparal eset, ALSYID B o e, St e ke
[y —— FrateiEnn.

Ak, Chwile, ALENTI Fratroinmh.

Ackale, Chsib A oot Lt

Akl Lpal crvdt Dk ton

Aakin, fpanad gt i b ¥ il b B i s Ll by o Bt
e PR e Lol [t i
bwerdie, Bl il feriset, S o g i el b g

e e b ] Frstirinah.

kel Rt S o g et el 1 s

e, LB kel Fr-tiri b,

ekl Syl LR it Preteiiinh

S, i Fristain s

Ak, Chaniie Cirrbrion

ki, (R ib it by, 08, P, Ll
Arksle, Bl aewel, NS 1D

ki, ol cbvirl, AL 1D Bl il By b ey
Ak, Sparsal e, iy vt Skow [ o eviien Aol birrpsn

ki, € Ry Frlini e

Acksls Clavaic D b

Acksls Spimal srvat, Vsl mm, Show p oaraviian ERA o e

Ackale, Sparal coveet, Vsl sm A o by

Ak, Tk Frotwoiteh.

v, Aparcl orviart, Showw s s Fratersn.

beerd, Sparal oo, LM domsinant Sphangolpsd syraheus

Ak, Bt vl | pr o edan Syruaplic hurtion

L) Frofeoibien.

A Ionlerembann

A Prafeoibenn.

A B e i

A Frateo e

A kst v

M Py phaosphataue

™Y I L



BEvE  HEEET

o |

.U L

| Cyepmn

Figure 3. Pathophysiology of ALS. EEAALSERIEEMAVRIEHER S (A) RBEMEMERK - (B) EHEIEEESILFE - (C)
HIARBEINBERERT © (D) DNA{BEINRETE © (E) RNARBIREL » (F) MRS RENZSEHEE o (Ref. 11 )
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© Balint, B., et al. (2024). "Stiff person syndrome spectrum disorders." Nature Reviews Neurology.

® Newsome, S. D, et al. (2025). "Stiff-person syndrome: an update." Practical Neurology.

® [ AM: Celine Dion (2024) Documentary Film, directed by Irene Taylor.
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