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# 1 HEREISMRL N — <Sporadic Juvenile-Onset Spinal-Cranial Nerve Muscle Atrophy,”Motonic Dystrophy >
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— < Sporadic Juvenile-Onset Spinal-Cranial Nerve Muscle Atrophy,”Motonic Dystrophy >

BMBRAE — FERESMEBHE
ER ER
BEAL OREIC>I<EA FRERR T WFEE
ER ER
INFE(RRE O RRAE AL - RRE - EHBE juvenile-onset
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—EEREBUETEBRAE (distal--->proximal--- >cranial N (bulbar-suprabulbar muscle)
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RS AL ZRA4-/4-, (B8R4 +/4+. FBERIE R/ 2/4. biceps 4/ *, triceps 4/ *,
wrist.ext 3/ * wrist.flex 3/ %, digits.ext 3/ *, digits.flex 3/ *,
FREdh4+/4+ RRA+/4+, BRIEHR4/4 10EA/4

iliopsoas 5-/5-, gluteus 5/5,

Myotonia ?

B/ 5t 0 T5E - BTR-/- BrTR-/- TTR -/- PTR -/- ATR -/- Hoffman -/-
Trommner-/- Wartenberg -/- Babinski -/- Chaddock -/-

ALT (U/1) 23 LDH (U/1) 165 CPK (U/1) 77

FE - F - EBHAHET M ? FEERL Y H{ETdistal weakness

TEMARE A BT lumboabdominal muscle weakness
UH 'S B5 S {E T cranial N muscle weakness(N V VIl suprabulbar)
R BIENE Bh AR RE S KRR ET ? proximal weakness
BEREARBHOET B BEEMIEL? proximal weakness
F-EiBHL KT distal weakness
LREBRENES) AIEE &N RULIEEY Lo AL myotoniaZ L ?
FETEHH ET proximal weakness
EEREEH S ET? proximal weakness?
FHER - BARREN D ? (cranialN muscle weakness)

IO DMET - 24 cranialN V VIl muscle atrophy (suprabulbar muscle)

cranialNVIEF HET suprabulbar weakness

cranial N Ill 8507 (suprabulbar weakness ?)

HEREHHIET cranial NIl - IV - VI BH{ET  suprabulbar weakness

#EE7 L cranial N VIl weakness7: L

cranilNXIE7 H{ET bulbar muscle weakness
bulbar muscle weakness

(U-Limb) distal muscle atrophy
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BEERRNE
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MAEL (ERORR) MNBEFES FRODD) &2

(U-limb>L-L) distal weakness
quadriceps 4,5 BEAIRER &K ? (BHIXER 2 EREEIESHE
ileopsoas 55 BEEMIL ? BEERTR & AER ? (B IEER?)
BRE 2Rt B REEHH4/4T PTR-ATR AL

CPK normal % < ddystrophyld &E
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Neuropathy Myoathy 24 THF
£ ER

BRE #ME -BEE  BAOok

rBES IE

EUHLYIRLED

ALT (U/1) 23 LDH (U/1) 165 CPK (U/1) 77 (IE® CP K)
RS ES L (BRE?)

EEH b —XXET

ERRES  BALAVICRAEDT R

BABIBARE (BUSAEBTESA

¢

Myopathy = Motor Neuropathy
Myopathy = Motor Neuropathy
Neuropathy > Myopathy
Neuropathy > Myopathy

(Myopathy > Neuropthy)
Myopathy = Lower Notor Neuropathy
Lower Notor Neuropathy >Myopathy (#h 4/ 5Tkt
Myopathy > Neuropathy

Myotonia+ ? — ?

(Myotonia + 7% & 1£) Myopathy: Myotonic Dystrophy

(Myotonia— 7% & 1£) Neuropathy:Lower Motor Neuropathy

— < Sporadic Juvenile-Onset Spinal-Cranial Nerve Muscle Atrophy,/Myotonic Dystrophy >

B35 AR
BRI/ IEEARIE etiology
ER ER
D 8OIRICHNEE TIEE R BEH S - EHEE/ BN DS RigA L ; BEtE R EREE? FTTRBEAL?
KRIE MR AR RS | W ifHereditary A-D - X-D&EE
457%kE - AR (AR % F4i7) BRI B | FRREIC 1% ?
FIEEE IS BLEZFRE (A5FARMOEINEIE) FTEL oA 5 2457 #1?

TP (g/dl) 6 Alb (g/dl) 3.1 TGI 2.9
WBC (/1) 4200 PLT ( 75 / 141)26.8 Hb (g/dl)11.9 MCV (f)107.2

hypergammagloburinemia 7% L
signs of active inflammation % L immune-mediated disease & &

B ME ILdegenerative disease

(EEREE)
* Hereditary Spinal Muscle Atrophy : A-R
* Hereditary Progressive Spinobulbar Atrophy : X-R
* Myotonic dystrophy : A-D

P) Dx : EMG NCS
Genetic Study

7A7'L L : Muscle Weakness
Myopathy
D Hereditary O Dystrophiy © - Duchenne muscular dystrophy: Proximal pelvic>shoulder Calf hypertrophy Scapular wing X-R
+ Myotonic dystrophy 1 and 2: Myotonia ldistal 2proximal Cataract Frontal balding Eyelid ptosis A-D

Mitochondrial myopathies: Exercise intolerance Proximal girdle Extraocular muscle Migraine

O Congenital > -+ Nemaline Myopathy

S Acquired O Immune-mediated D - Polymyositis
- Dermatomyositis
- Incusion Body Myositis:Men Asymmetrical quadriceps Finger-flexor Dysphagia

2 Toxic N

Neuropathy
D Upper Motor Neuron © - ALS
- Progressive Lateral Sclerosis
S Upper and Lower Neuron © = Progressive Bulbar Palsy
S Lower Motor Neuron D Hereditary 2 - Progressive Muscular Atrophy(PMA)
- Spinal Muscle Atrophy (SMA A-R):Proximal - Lower--> Distal = Upper
SMAL onset >6mo infantile
SMAZ2 onset 6-18mo
SMA3 onset >12mo juvenile
SMA4 adult-onset 3rd-4th decade
- Progressive Spinobulbar Muscular Atrophy(X-R) : most common adult-onset
Slowly progressive Lower limbs Proximal and/or distal
Facial - Bulbar = Llimb = Orolingual fasciculations
- Hereditary Distal Spinal Muscular Atrophy
Slowly progressive symmetrical (Legs - Feet-->Hands - Foean®
D Acquired D Sporadic D - Sporadic Adult-Onset Spinal Muscular Atrophy(Sporadic SMA):
M>F (Onset Proximal Upper)
- Sporadic Distal Spinal Muscular Atrophy:
Slowly progressive symmetrical (Legs - Feet-->Hands - Faeand

O Immune-mediated © =  Multifocal Motor Neuropathy(MMN) :
slowly progressive asymmetrical distal weakness of the limbs



- Chroniclnflammatory Demyelinating Polyneuropathy(CIPD)

Neuromuscular Junction Disease > - Myasthenia Gravis
- Eaton-Lambert Syndrime
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