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= Tubi: 70

» Dia chi: x4 Cam Hoa, huyén Cam Lam, Khanh Hoa
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» Khoa: phong 322- khoa A3A- BVYND115

= Ngay nhap vién: 10/10/2019

= Ngay lam bénh an: 11/10/2019

Ly do vao vién: Yéu t& chi + néi khoé + nudt khé




Bénh sw

= Bénh khgi phat cach ngay nhap vién khoang 8 thang (Thang 2/2019) bénh
nhan xuét hién yéu chan P tw tur, yéu lan dan lén tren khoang 1 tuan sau thi
yeu sang chan bén T, bénh nhan van di lai duog. Sau do 1 thang thi xuat hién
yéu 2 tay. Trwdc do benh nhan khdng cé cam s6t. Bénh nhan co di kham va
dwoc chup MRI cot sdng cb: két qua Thoai hoa cét song cb nhe, thoét vi cac
tang dia dém ttr C4-C7 khdng chén ép ré than kinh, dwoc diéu tr| ndi khoa va
cham ctu nhwng khdng d&.

» Bénh dién tién ndng dan, t&i T6/2019 bn yéu t& chi nhiéu hon, co teo, di lai
phai c6 nguwdi diu

= T&i T8/2019, BN chi nam taj chd, xuat hién néi khé kém nudt sdc, nghen. Bén
nay, bénh nhan néi kho, nubt kho nhiéu nén vao vién.

Trong qua trinh bénh, BN khong dau, khong té b, yéu c¢b dinh khéng dao déng, khéng
gidm cam giac, dai tiu tién tw cha.




Tién can

BAN THAN

» Chuwa ghi nhan tién can bénh ly dac biét
» Khong co bénh ly thoi ky chu sinh

» PARA: 3013, sinh thuwong

= Khong tién can dj irng

= Khong tién can phau thuat

= Khong dung chat kich thich, gay nghién



GIA BINH
» Chuwa ghi nhan tién can vé bénh ly lién quan
= Chwa ghi nhan bénh ly vé di truyén




Tham kham cac co quan

» Bénh nhan tinh tao,da niém mac nhat mau
= Hach khong s& thay, tuyén giap khéng lén
» Sinh hiéu: M: 70l/p. HA : 100/80mmHg

» Nhiét d6: 37 dé C, Nhip thd 18 I/p

= Can nang: 40kg, Chiéu cao: 150cm

= Thé trang gay (BMI = 17)

= Bénh ly ndi khoa: chwa ghi nhan bat thwdng




Tham kham than kinh

1. Chirc nang than kinh cao cap
» Tinh, tiép xuc tot
» Khdong hoang tuwdong, khéng ao giac

= Dinh hudng lwe tot
= Tap trung chu y tot

= Ngon ng: thdng hiéu tot, dién dat va |ap lai dwoc, cham do
noi kho




2. Tw thé dang bé

= Bénh nhan nam trén giwdng, khong tw xoay nguwdi dwoc, clr dong
yéu tw chi

3. Kham 12 day than kinh so

= D3y thiét hau IX, lang thang X:
NOI kho
Nudt khé
Phan xa ndn giam

VOm hau nang kém, déu 2 bén
= Day XI: yéu co gap, xoay dau 2 bén, yéu co thang
» Day Xll: Teo co lwdi 2 bén




3. Hé van dong
» Teo co tay chan 2 bén
= Rung giat bo co: co bap chan 2 bén, co bap tay, cang tay
» Co luc 2 tay: goc chi 4/5, ngon chi 3/5
2 chan: 3/5, ngon chi= goc chi

yéu tay chan P hon T
» Trwong lwc co tr chi giam
» Khong that diéu chi




4. Cam giac:
Khéng rdi loan cdm giac néng, sau
5. Phan xa

» Phan xa gan xwong ti chi: tang (+++)

= Phan xa da bung : am tinh

®» Phan xa bénh ly

- Babinski 2 chan: dwong tinh

- Hoffman 2 bén: dwong tinh

- Phan xa gan tay cam: am tinh




5. Than kinh thwc vat
Khéng rdi loan co vong
6. Dau mang nao: am tinh




' 4
A

Tom tat bénh an

Bénh nhan nir 70 tudi, vao vién vi yéu t chi, noi kho, nudt khé, bénh
dién tién tlr ttr, tién trién, bénh 8 thang. Qua thdm kham ghi nhan:

1. Triéu chwrng co’ nang
Yéu nang dan t chi
Noi kho
Nudt kho
Khéng roi loan co vong




2. Triéu chirng thwe thé
Liét day IX, X, XI, XII
Yéu ti chi: goc < ngon, trai< phai
Teo co tw chi, teo co O
Rung giat bo co
Phan xa gan xwong: tang +++
Phan xa thap: (+)
Phan xa da bung: (-)
Khéng roi loan cam giac



Pat van dé

= Hoi chirng yéu t& chi kiéu ngoai bién tién trién man tinh
» HGi chirng thap 2 bén
= Liét gia hanh (?)




Bi€n luan (Bs MAI THI HOANG LIEN)

= Hobi chirng yéu t& chi kiéu ngoai bién tién trién man tinh vi:
Yéu nang dan t& chi, khdng dbi xirng, yéu ngon chi nhiéu hon goc chi
Teo co, rung giat bo co
Dién tién tw ti, tdng dan trong 8 thang

= Goiy ton thwong soi truc

» HOi chirng thap 2 bén vi:
Phan xa thap tay, chan (+)
PXGX tang(+++)

» | iét gia hanh (?)

Liét day IX, X, XI, XII 2 bén




Bién luan
= \/j tri ton thuong

Hoi chirng yéu tw chi kiéu ngoai bién + Hoi chirng thap + Liét gid hanh
= goiy Ton thwong neuron van dong thap va neuron van déng cao

Khéng rdi loan cam giac va than kinh thwec vat nén tén thwong chi don
thuan-van dong

on thuong yéu tir chi, yéu co hau hong la cac nhém co hay gap goi y
én bénh than kinh van dong.

» Nguyén nhan: Bénh neuron van dong

» Chéan doan phan biét:

- Bé&nh day than kinh van déng nhiéu 6 (Multifocal Motor Neuropathy)
- Poliomyelitis

- Thiéu vit B12



Pé nghij can 1am sang

®» Pién co
» MRI ndo, cot sdng cd




Két qua CLS

= EEG: Ghi nhan méat phan bo than kinh dang dién tién & 3 chi
thé goi y neuron van déng

= C T scan so ndo: Chwa phat hién tdén thuwong
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Chan doan xac dinh

Xo cirng c6t bén teo co (ALS)
» Theo EL Escorial Revisited Criteria (1998), ap dung BN nay:

Bé&nh nhan tén thwong neuron van dong cao+ thap chi phoi
& 3 ving thudc hanh n&o ( yéu co hau hong, Iwdi), ving ¢ (yéu
2 chi trén), ving that lwng ( yéu 2 chi dwdi) nén chan doan xac
dinh bénh neuron van dong

Két qua dién co gitp khang dinh chan doan.

Bé&nh nhan niv, kh&i bénh & tudi 70 nén nghi dén day la Xo
ctrng cot bén teo co (ALS)



Piéu tri

» Khéng co diéu tri dac hiéu
» Diéu trj triéu chirng:

- Tap vat ly tri lieu

- Nudt kho: mé théng da day ra da
- suy hdé hap( giai doan mudn): Théng khi hé tro




BAN LUAN




Phan biét bulbar palsy va pseudobulbar

279

4 bulbar palsy - lower motor neurone dysarthria,
neuromuscular dysarthria, atrophic bulbar paralysis

U pseudobulbar palsy - upper motor neurone dysarthria,
spastic dysarthria




Cdc thanh phan cda 16 néi binh thuong

No6i la mét cong viéc tw chu (voluntary task) dwoc coi la dwong nhién nhung la
mot hoat dong chuyén mon cao.

Pé noi, cac phan sau cia khoang miéng can dwoc st dung:

Larynx - thanh quan

Pharynx - hau hong

Palate - vom miéng

Tongue - lwQi

Lips - moi

cung v&i diéu nay, doi hoi kiém soat thé ra, dé khong khi co thé dwoc giai
phéng & téc dd phu hop va voi sb lvong thich hop



Kiém soat than kinh cua Ioi néi binh thwéong

Céc cau tric can thiét cho 10 n6i dwoc kiém soat b&i hé thdng than kinh. B6
corticobulbar kéo tir ca hai vo ndo van déng gwi tin hiéu xudng nhan cua cac
day than kinh sau:

« D&y than kinh phé vi

- Day than kinh mét

« Day Xll (Hypoglossal nerve)
e Than kinh co hoanh

Céc khia canh van dbéng cua loi néi, gibng nhw cac van déng khac, ciing bi anh
huéng bdi hé thdng ngoai thap théng qua hach nén va tiéu ndo. Hién dang cé
nghién ctru vé nhitng khu vire cla vé ndo cé lién quan dén Ioi néi va déc biét Ia
phuc héi Ioi néi sau dot quy



Phat am va doc r6 rang (phonation and articulation)

L&i néi o hai yéu td: phat am, doc rd rang

« Phat am: san xuat am thanh, két qua ctia day thanh am trong thanh quan.

» Loi n6i 16 rang: sw co that cac co' cla céc cau tric khac nhau lién quan dén 16
noi, thi du: hau hong, vdom miéng, lvdi va mai. Nhirng con co that co nay lam

thay déi Am thanh tr thanh quén, do dé tao ra tiéng dong dwoc cdng nhan nhw
la tie(words)



Thanh quan - tao ra nguy&n am va mot s6 phu am.
M®i - s&n xuat m, b va p.

Lingula - | vart.

C6 hong va vom miéng mém (guttural) - nk va ng.

Larynx - produces vowels and some consonants.
Lips - produce m, b and p.

Lingula - | and t.

Throat and soft palate (guttural) - nk and ng.




Réi loan phat am rd rang (Disorders of articulation)

Con duwoc goi la noi kho (dysarthria or anarthria).
C06 nhiéu nguyén nhan:

 Bulbar palsy

* Pseudobulbar palsy
 Cerebellar -ataxic

* Hypokinetic

* hyperkinetic




Phan biét liét gia hanh va liét hanh tay

Liét gia hanh (Pseudobulbar palsy) dwoc gay ra boi bénh ly duong vo
hanh(corticobulbar) hai bén (bénh UMN).

> Bé&nh nhan sé co6 cac dau hiéu no ron van ddng trén bao gom:
¢ phan xa giat ham (jaw jerk) dwong
- clr ddng lwdi cham sang hai bén véi ham thwéng xuyén di chuyén bang lwdi.

» Bénh nhan nang khéng hoan toan vom miéng vo&i thoat khi mai qua mrc khi noi "pah”
hoac "kah" (giam hoat déng tw chu (volitional) CN 9 & 10) nhwng phan xa nén (gag
reflex) tang (tang van déng khéng tw chu(non-voluntary) hoac phan xa van déng cua CN
9 & 10).




Khi bénh nhéan bi yéu liét co vom miéng, diéu quan trong la phai xac
dinh xem day co phai la do bénh UMN so v&i LMN hay khéng:

> Bénh nhan bj tén thwong LMN hai b&n mat ca hoat déng tw chii va phan xa
> Bénh nhan bij yéu liét hoac rdi loan chirc ndng UMN hai bén sé méat van doéng tw
chu cua vom miéng nhwng sé tang phan xa vom miéng (giong nhw tang phan

Xa gan xwong trong tén thwong UMN ).

> Bénh UMN gay ra yéu co vdom miéng, nd phai Ia hai bén vi UMN phan bod than
kinh 2 bén cho nhan ambiguus.



Bulbar palsy

Bulbar palsy & két qua cla cac bénh anh hudng dén cac day than kinh so (VII-XII).
Thiéu hut giong n6i xay ra do té liét hoac yéu co phat am dugc cung cap boi cac
day than kinh so nay.

guyén nhan :

* Bénh co.

« B&nh nhan van déng & hanh tdy va cau ndo duwoi .

- Bé&nh vé day than kinh néi tay cda tly sdng(Diseases of the intramedullary nerves
of the spinal cord)

- Bénh cla cac day than kinh ngoai bién cung cap cho co (Diseases of the
peripheral nerves supplying the muscles)

Diéu quan trong, nhiing ton thuong nay khéng énh hudéng dén I6i néi don thuan.
Cac day than kinh bulbar cting cung cap than kinh co nuét va co mat



Liét hanh n&o (bulbar pqlsy) twong tw nhw ligt gia hanh (pseudobulbar
palsy), gay ra b&i cac ton thwong té bao than kinh van déng thap

Bao gom cac dau hiéu LMN & céac ving phan bo:
> than kinh mat (VII),

> thiét hau (1X),

» Vagus (X)

» va hypoglossal (XII)




« Méi - run ray.

- Ludi - yéu liét va teo, rung giat b6 co (fasciculation).

« Chay nuwéc bot - vi nwédce bot tich tu trong miéng va bénh nhan khéng thé nudt (khé nudt).
* Khdéng c6 cir déng vom miéng.

« Chirng khé doc (Dysphonia) — am kéu cot ket do liét day thanh am; giong mi néu liét hai
bén vom miéng.

hat am(Articulation) - khé phat am r; khéng thé phat am phu am khi tién trién dysarthria.

Néu qué trinh bénh ly tién trién thi 167 ndi tré nén chdm chap(slurred) va cudi cling khdng ré rang.
Cdng co thé c6 nhirng khiém khuyét vé than kinh & cac chi - vi du, trirong lt'e mém nhéo, yéu va rung
giat bo co




Can nguyén

Nhiéu c&n nguyén:

* Diphtheria.

« Poliomyelitis .

« Motor neurone disease - eg, progressive bulbar palsy (features of
pseudobulbar palsy may also be present).

«  Syringobulbia.

« Cerebrovascular events of the brainstem.

« Brainstem tumours.

« After radiotherapy for nasopharyngeal carcinoma.
« After surgery for acoustic neuroma.

e Guillain-Barré syndrome.




Pseudobulbar palsy

Pseudobulbar Palsy

+ Perceptual voice signs & symptoms:

Pseudobulbar palsy két qua tur

Tén thwong bo hai bén phai xay ra » Prosodic excess (excess rate & stress)
doi v&i bang chirng 1am sang vi cac
co dwoc cung cap 2 bén

» Prosodic insufficiency (monopitch,

monoloudness, reduced stress, short phrases)

» Articulatory-resonatory incompetence
(imprecise consonants, distorted vowels,

hypernasality)

» Phonatory stenosis (harsh voice, strain/struggle,
pitch breaks) 3




Tongue - paralysed; no wasting initially and no fasciculations; 'Donald Duck'
speech; lwdi khdng thé dwa ra.
Palatal movements absent.
Chay nwéce bot lién tuc (Dribbling persistently).
Facial muscles - may also be paralysed.
Reflexes - exaggerated (eg, jaw jerk).
O ra mii c6 thé hién dién (Nasal regurgitation).
Dysphonic.
Dysphagic.
Cam xutc khdng 6n dinh (Emotional lability).

There may also be neurological deficits in the limb - eg, increased tone, enhanced
reflexes and weakness.



Can nguyén

« Cerebrovascular events - eg, bilateral internal capsule infarcts.
« Demyelinating disorders - eg, multiple sclerosis.

 Motor neurone disease.

e High brainstem tumours.

 Head injury.

* Neurosyphilis.

In motor neurone disease it is common to see both bulbar and pseudobulbar palsies




Bulbar palsy Pseudobulbar palsy Opercular syndrome

Site of lesion Nuclear/infranuclear Supranuclear (upper "Cortical variant” of supranuclear
(brain stem/nerves/neuromuscular motor neuron) (bllateral  palsy (bilateral opercular cortex
Junction/muscle diseases) cortico-bulbar pathways)  or its subcortical projections)

Weakness Flaccid Spastic Present unclassifiable

Atrophy ++ . Absent

Fasciculations ++ . Absent

Dysphagia ++ Severe, nasal regurgitation Mild, Coughing more Moderate, Coughing as well as

than nasal regurgitation  nasal regurgitation

Speech Nasal, breathy, Heavy, spastic Mixed spastic and nasal

Automatic movements Absent Absent Present

Faclal weakness LMN type If present, of UMN type  Difficult to classify

Palatal gag reflex Absent Exaggerated Absent

Jaw jerk Absent Exaggerated Normal/absent

Other release signs: Snout/ Absent Present Absent

suck/frontal release signs

Emotional incontinence Absent Present Absent

Long track UMN signs in limbs  Present if site in brain stem absentif site  Present Present/absent

Is extra-axial nerve, or distal

Y\



Phan biét ALS(Amyotrophic lateral sclerosis) va
MND (Motor Neuron Disorders)




Amyotrophic lateral sclerosis (ALS)

"My expectations were
reduced to zero when |
was 2 1. Everything since
then has been a bonus”
Stephen Hawking

Lou Gehrig's disease |
(Rosen DR et al. Nature 1993)



Amvotrophic lateral sclerosis (ALS)

> Puoc dat tén bdi Jean Martin Charcot, thé ky 19

> Bénh Lou Gehrig, tén nguwdi choi bong chay ndi tiéng dwoc chan
doan mac ALS vao nam 1930 (?).

> Suw thoai hoéa cla té bao than kinh van déng (UMN & LMN) & vd ndo
van déng, than n&o va tly song.

AMYOTROPHY: Teo co - Teo cac soi co do thodi hoa té bao sirng trude

LATERAL-SCLEROSE: Xo clrng bén - Xo clrng cua cac bd vo gai trvde
va bén, va duoc thay thé bdi gliosis tién trién




Bénh noron van dong
(Motor Neuron Disorders)

Bao gom:
4

5 g . Medulla
- inflammmatory/immune disorders,

- sporadic/familial disorders

- va roi loan khéng xac dinh nguyén nhan

* Thoracic




UMN DISORDERS




R6i loan UMN

» Primary Lateral sclerosis: a diagnosis of exclusion

» Hereditary spastic paraplegia

» HTLV-1 associated myelopathy: X-linked recessive
Inheritance, increased serum of very-long-chain fatty acids

» Adrenomyeloneuropathy

» Lathyrism: history of consumption of chickpeas




Xo crng bén nguyén phat
(Primary Lateral sclerosis)

Chan doan loai trir

Ty 1é 2-4% ALS

Khéng lién hé LMN

Hién dién truec 50 tudi

Liét cleng tién trién 2 chi dwdi cham sau liét 2 chi trén

Thoi gian bénh trung binh 19 nam

Fasiculation, cramps, bladder dysfunction, cognitive deficits
& abnormal voluntary eye movement

Pang chu y méat Betz cells (in layer 5 of frontal and
prefrontal cortex) v&i laminar gliosis of layers 3 & 5 va thoai
hoa degeneration corticospinal tract




Liét ctrng 2 chi dwédi di truyén (Hereditary
spastic paraplegia)

Con goi familial spastic paraparesis or Strumpell-Lorrain syndrome

The common feature of this syndrome is progressive, often severe, spasticity in the
lower extremities.

Inheritance may be X-linked, autosomal recessive, or autosomal dominant (70-85%)
May occur at any age

For patients with uncomplicated HSP, the life expectancy is typically unchanged.




HTLV-1 associated myelopathy

Caused by a human T-cell leukemia virus type I(HTLV-I) after a long
Incubation period.

Characterized by a chronic progressive paraparesis with sphincter
disturbances, no/mild sensory loss, the absence of spinal cord
compression and seropositivity for HTLV-1 antibodies.

Endemic in Caribbean, southern Japan, equatorial Africa, South Africa,
and parts Central and South America




Adrenomyeloneuropathy(ALD)

Variant of adrenoleukodystrophy, an X-linked recessive disorder (X-ALD).
The genetic defect is located in the Xg28 region, which encodes a
peroxisomal membrane protein.

X-ALD causes progressive demyelination in brain, the adrenal gland and
testicular atrophy.

Mean age of onset is 27 years, slow progressive spastic paraparesis and
sphincter dysfunctions.

88% presents with Addison’s disease




Lathyrism

Chronic neurogenic disease — long term ingestion of chickpeas(Lathyrus
sativus: dau xanh) containing B-N-oxalylamino-L-alanine(BOA), which is an
glutamate receptor agonist.

The onset is acute or chronic

Muscle spasm and leg weakness

Spastic paraparesis with or without some sensory and bladder dysfunction.
Leg motor neurons in the motor cortex and the corresponding pyramidal tracts
are predominately affected.

Found in Bangladesh, China, Ethiopia, India, Romania, Spain

Ngd doc do an lathyrius gay liét chan

Chi Bau hoa hay chi Bau thom la chi thuec vat co hoa thudc ho Bau. Chi nay cé khoang
16,0 loai, ban dia cua khq vire ¢6 nén nhiét dé cao, trong dé cé 52 loai & chu Au, 30 loai &
Bac My, 78 loai & chau A, 24 loai ¢ vung Dbng Phi nhiét doi va 24 loai & Nam My.




LMN DISORDERS




Roi loan LMN

Poliomyelitis

Multifocal Motor Neuropathy(MMN)

Benign Focal Amyotrophy

Spinal Muscular Atrophy

Bulbo-Spinal Muscular Atrophy (BSMA; Kennedys Syndrome; X-linked)
Primary Muscular Atrophy (PMA)




Poliomyelitis

» Acute poliomyelitis is prototypical disorder of acute LMN dysfunction.
» Caused by RNA poliovirus, genus Enterovirus, family Picornavirus.

» Major iliness resembles aseptic meningitis. Approximately 50% of patient
progress to paralytic disease within 2-5 days.




Progressive post poliomyelitis muscular atrophy
(PPMA)

Antecedent poliomyelitis

Residual paralysis was generally absent or only minimal.

Both polio-affected and unaffected site of the limbare equally
iInvolved by PPMA

Asymmetrical proximal muscular atrophy and flaccid motor paresis
In one or two limbs with decreased tendon reflexes.

Fasciculation; myalgia, and hypesthesia

No Definite cause has been determined




Bénh than kinh van dong da 6
(Multifocal Motor Neuropathy)

YV VYV

A\

Slowly progressive, asymmetrical muscle weakness and atrophy
Multifocal conduction block in motor nerve conduction studies
Elevated titer GM1 antibodies

May be mistaken with ALS, SMA, benign focal amyotrophy,
progressive muscular atrophy, CIDP, GBS.

Treatment: IVIG, and cyclophosphamide



Benign Focal Amyotrophy

» Monomelic amyotrophy, and juvenile muscular atrophy are used to
describe this intriguing entity.

» Etiology is unknown.

» Hirayamas disease: Progressive weakness over 1 to 4 years, then plateau




Teo co tuy (Spinal Muscular Atrophy)

» According to the ISMAC system, the age of onset for spinal muscular atrophies is
as follows:

SMA type | (acute infantile or Werdnig Hoffman): Onset is from birth to 6 months.
SMA type Il (chronic infantile): Onset is between 6 and 18 months.

SMA type Il (chronic juvenile): Onset is after 18months

SMA type IV (adult onset): Onset is in adulthood(mean onset, mid 30s).



- Childhood or Juvenile
- Cramps may be 1st symptom
- Weakness
- Proximal; Symmetric
- Variable degrees of severity
1 Some never walk
+ Poor prognosis
+ Scoliosis early
] Later onset: Better prognosis
- Progression
] Most have loss of function over time
1 ? Change in strength over time
+ Difficult to measure
- Tremor
- Tendon reflexes: Reduced



- Serum CK: Normal
- Electrophysiology

+ EMG: Fibrillations; Large amplitude action
potentials

+ NCS: Small amplitude CMAPs; Mild slowing;
Sensory normal
- Muscle biopsy

+ Grouped atrophy

+ Type | muscle fiber predominance




Teo co tay — hanh ndo, Hoi chirng Kennedy
(Bulbo-Spinal Muscular Atrophy, Kennedy's Syndrome; X-linked)




ALS and Kennedy's Disease, Both of the genetic disorders are motor neuron diseases.

They both provide muscular atrophy. However, prognosis for ALS is much shorter than

Kennedy's Disease. ALS often die in less than 3 years of respiratory failure, while Kennedy's
Disease patients live close to a normal lifespan.

ALS and Kennedy's disease have different proteins that are mutated. The protein that

causes Kennedy's Disease is the androgen receptor protein, while the protein that causes
IS the SOD protein.

ALS has a very rapid rate of muscular atrophy, unlike Kennedy's Disease which provides a
time up to seventy years of atrophy,

Superoxide dismutase [Cu-Zn] also known as superoxide dismutase 1 or SOD1 is an
enzyme that in humans is encoded by the SOD1 gene, located on chromosome 21.
SODL1 is one of three human superoxide dismutases. It is implicated in apoptosis and
amyotrophic lateral sclerosis




Age: Mean 27 years; Range 15 to 60 years

Early symptoms & signs: Adolescence but symptoms usually at 30 years
Muscle discomfort: Cramps or Pain

Fatigue: General, Chewing

Gynecomastia: May be asymmetric

Weakness: Not common early; May be distal

Lower > Upper limb weakness

VVVVYYVYY




Tremor: Hands; Postural & Action
Tongue Wasted; Weak; Moves rapidly
NO upper motor neuron signs
Androgen insensitivity related
Gynecomastia (50% to 70%)
Reduced fertility

Testicular atrophy

Groin hernia: 33%

Other endocrine

- Diabetes mellitus in some patients
- Pituitary microadenoma: Rare

VVVYVVYVYYVYVY

Bulbo-Spinal Muscular Atrophy
Gynecomastia




Teo co nguyén phat
(Primary Muscular Atrophy)

» Widespread Lower Motor Neuron Syndrome

» Weakness: Distribution
- Distal & Proximal: Either may be more prominent
- Asymmetric
- Often involves paraspinous & respiratory muscles
- Often spares bulbar musculature



» Spontaneous motor activity
- Cramps: Common in legs, at night
- Fasciculations
» No upper motor neuron signs
» Pain: Related to immobility
» Time course
- Progressive
- Similar to, more rapid, or slower than, typical ALS




Laboratory

Muscle pathology: Grouped atrophy >Fiber type grouping
No serum antibodies

No conduction block

No evidence for response to treatment

Differential diagnosis

Proximal lower motor neuron syndrome

Pathology

Loss of motor neurons in anterior horn of spinal cord
Shrinkage of remaining motor neurons

Inclusion bodies: Intracytoplasmic, Hyaline




UPPER AND LOWER MOTOR

DISEASL:




Bénh xo cng cOt bén teo co
(Amyotrophic lateral sclerosis)

» Bénh xo cirng ¢t bén teo co (Amyotrophic lateral sclerosis, ALS) la mét
trong nhiéu bénh than kinh van dong thoai hoa dwoc xac dinh lam sang dwa
trén sw tham gia cua cac té bao than kinh van déng trén va / hoac duwdi.

» ALS la dang pho bién nhat va bao gom bénh Iy té bao than kinh van dong
trén (UMN) va té bao than kinh van déng dw¢i (LMN) )




Typical pattern (60%) * Upper + Lower motor neuron signs with
normal sensation * Spinal form

Combined upper and lower motor neuron disorders: Amyotrophic Lateral sclerosis:
« Familial Adult onset
« Familial juvenile onset

« Sporadic
* ALS plus syndromes like... ALS and frontotemporal dementia, Western Pacific ALS-

Parkinsonism-dementia complex




Dich té hoc

Ty 1& mac bénh - 1 dén 2,7

Ty |& hién mac - 2,7 dén 7,4

Xu hwéng gidi tinh M>F (2: 1 dén 7: 1) F>M thé kh&i phét bulbar palsy
Tang nguy co trén 74 tudi

Phan bé theo dia ly - O cac khu vwc nguwdi Chamorro & dao Guam va ban
dao Kii cua Nhat Ban.

20% s6ng 5 nam va 10% song 10 ndm

Binh khé&i phat thap nién thir 6 va 7
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Can nguyén

Can nguyén khéng xac dinh.

Twong tac phire tap di truyén-méi trwdng dbi véi sy thoai hda té bao than kinh.
90-95% la lé té (sporadic).

Gia thuyét thoai hoa dwoc dé xuat 1a nhiém virus, kich hoat mién dich va réi loan
noi tiét to.

ALS Ié té wu thé autosomal dominant inheritance

Co s& phan tw de nghi: excitotoxicity, oxidative stress,mitochondrial dysfunction,
Impaired axonal transport, neurafilament aggregation

> Anh hwéng di truyén(Genetic susceptibility)
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2/3 dang dién hinh / ALS thé tiy song véi yéu co van déng goc hay ngon chi
trén hoac chi dwdi. Yéu lan dén cac co tieép giap trong cung mot khu vure trwroc
khi khu vuwe khac.

Dang pseudoneuritic - lién hé cac co phan bd ré rang ciia mét day than kinh
ngoai bién

Monomelic- lién hé dén mét chi
Pseudopolyneuritic- yéu co phan ngon chi duéi
Mill's Hemiplegic variant- yéu co’ han ché nira nguoi

Bulbar/pseudobulbar palsy
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1-2% yéu nhom hd hap cla co hé hap

10% - yéu va teo co’ chi trén hai bén, (flail arm of flail person in barrel syndrome)
Pau rét xudng (head drop)

Rung giat bo co (Fasiculation) - (Khéng phai 1a triéu chirng dau tién, khédng xuat
hién & tat ca bénh nhan)

Chudt rat( cramps) - dui, bung, lwng hoac tham chi lwdi

Triéu chirng khdng van dong - Roi loan giac ngud, Roi loan nhan thive tinh té va
thay déi khi sac

Hiém khi lién quan: Bang quang; dai tién; TK tw chid; Van nhan (extraocular
movements); Cam giac



R&i loan chirc nang hanh tay

Pho bién hon & phu ni 16N tudi: 50% biéu hién hanh tay
Bulbar khéi phat & 20% dén 30% trong tat ca cac trwdng hop ALS

Features
INDvsarthria
Speech rate: Slow
Voice cquality: Reduced
IDvsphagsia

Pscudo-Bulbar dvsfunction
~Coticobulbar tracts involvement

-Spastic dysarthria,dysphonia,.dysphagia
~Emotional lability(forced crying or laughter)
“Brisk jaw jerk

~-Hyperactive gag reflex




Chan doan

» Kham lam sang va danh gia electrophysiological

» Chan doan phan biét ALS mimickers
- Paraneoplastic
- Hyperthyroidism
- Vit B12 Deficiency
- HIV Infection(may present with flail arm syndrome)
- Cervical spondylotic myelopathy(MRI helpful)
- Myeloradiculopathy
- Multiple Sclerosis
- Craniovertebral Anomalies




bién co

Nerve Conduction Study
Normal in ALS except for low amplitude of compound muscle action

potentialCMAP)which is due to wasting of muscles being recorded.
Sensory nerve conduction is normal

Electromyogram
signs of denervation include fibrillations, positive sharp waves,
fasciculations, neurogenic units, and a neurogenic pattern of

recruitment




Motor Unit Number Estimation - Quantitative assesment of progressive
motor axon loss

Transcranial Magnetic stimulation —Measures the central motor conduction
and so the upper motor neuron involvement could be documented

'SPLIT HAND’ Phenomenon - In cases of Severe changes in the thenar
eminence and the relative sparing of hypothenar eminence, observed on the
EMG study



Tieu chuan chan doan

Clinical exam, EMG and pathology

Definite ALS : Progressive disease with
Upper & lower motor neuron signs in bulbar & 2 spinal regions, or
Upper & lower motor neuron signs in 3 spinal regions

Probable ALS : Progressive disease with
Upper & lower motor neuron signs in 2 regions and
Upper motor neuron signs in a region rostral to the lower motor neuron signs

The four regions are bulbar, cervical, thoracic, and lumbosacral




EL ESCORIAL DIAGNOSTIC CRITERIA

Weakness/Atrophy/ Hyper-reflexia/Spasticity
Progression over time
EMG/NCV/ Neuroimaging/Biopsy

Neuropathology
LMN - UMN LMN + UMN LMN - UMN LMN - UMN
1 region 1 region 2 regtons 3 reglons
or UMN
; =/ -1 region
Probable Definite
Possible ‘ | ALS | ALS
I ALS
EMG acute
‘ denervation
>f = Imbs
1denufied
DNA -
Gene
Probable ALS
‘ Laboratory
rted
Suppo
Familial ALS
Laboratory
Supported




Awaiji Criteria(Proposed to Increase the Sensitivity of
Revised El Escortal Criteria for Early Diagnosis of ALS)

AND
d At least two spinal regions or the presence of LMN and UMN signs in three spinal regions

Probable ALS

with some UMN signs necessarily rostral fo (above) the LMN signs




Possible ALS

OR
O UMN signs alone in two or more regions,
OR

O LMN signs rosfral fo UMN signs
(ALS mimics should be excluded by EMG, appropriate neuroimaging, and clinical
laboratory studies)

** EMG evidence for denervation has equal value to clinical LMN signs; when there is clinical

determining denervation




Piéu tri

» Hién tai khéng c6 chira tri cho ALS, vi vay muc tiéu cua tri liéu la cai thién
chat lwgng cudc song.

> Riluzole 1a loai thudc duy nhat dwoc chirng minh ¢6 hiéu qua trong ALS,
50 mg hai 1an mét ngay, cai thién ty 1& song thém 1 nam khoang 15% va
kéo dai thoi gian sdng thém 2 dén 3 thang

> Co ban diéu tri triéu chirng ciia ALS bao gom diéu tri suy hé hap, dinh
dwdng, diéu tri tang tuyén nwéc bot (sialorrhea) va cham séc gidm nhe
(palliative care)




T6 chirc s&m thdng khi ap lwe dwong khéng xam 1an cé thé gitp cai thién
kha ndng song so6t va lam cham qua trinh suy gidam FVC (“Forced Volume
Capacity”).
Piéu tri hé tro (supportive)

- Co cwrng (Baclofen / tizanidine),

- Chu6t rut (Vit B complex, CCB, levetiracetam),

- Sialorrhea(TCA,anticholinergics) ,

- Tram cam (SSRIs / TCA)
Tao nhip co hoanh(Diaphragm pacing) da dwoc st dung & nhirng bénh
nhan chon loc mac ALS v&i chirc nang hd hap bi suy gidm vira phai va day
than kinh hoanh va co hoanh cé thé thwc hién(viable phrenic nerves and
diaphragm)
Percutaneous endoscopic gastrostomy (before FVC drops <50%)



TOM TAT VA KIEN NGHI

> Cac Iwa chon diéu tri stba ddi cho bé&nh xo ctrng cot bén teo co (ALS) rat han
ché. Riluzole la loai thudc duy nhat cé tac déng dén sw sdng con, lam cham
tién trien ALS & mirc dd khiém ton.

> DAbi véi bénh nhan mac ALS, chung t6i khuyén nén diéu trj riluzole 50 mg hai
lan méi ngay (D6 1A). B&nh nhan c6 nhiéu kha nang dwoc hwédng loi tir liéu
phap riluzole 1a nhirng bé&nh nhan mac ALS xac dinh hodc co thé xay ra véi
cac triéu chirng dwdi 5 ndm, kha nang sinh ton bat buéc (a forced vital
capacity, FVC) > 60% dw doan va khéng can phau thuat mé khi quan.



» DOi v&i nhitng bénh nhan mac ALS cé thoi gian mac bénh tir hai nam tré
xudng, séng doc 1ap va cé FVC = 80 phan trdm, ching téi dé nghi diéu tri bang
edaravone (D6 2B).

> Trong khi c6 it loai thudc diéu chinh bénh cho ALS, mét s6 thudc dang duoc
nghién curu.

> Viéc kiém soat triéu chirng clia ALS (bao gdm yéu co’ hé hap, kho nubt, dinh
dwdng, noi kho, khé thé, mét mai, co that co, co cleng, yéu co, suy giam chirc
nang, chay nwéc miéng, day niém (sialorrhea, thick mucus), dau, anh huwéng
gia hanh, van dé tam ly xa hoi va giac ngu) .




ALS di truyén va ALS Ié té




ALS tudi tré(Juvenile)

Trwdc 25 tudi

UMN va LMN

Mua giat, that diéu , chAm phat trién tdm than khéng co diéc tai
Bn khdng co triéu chirng hanh tly cho dén giai doan tré

Pot bién gene ALSIN




ALS PLUS syndrome

ALS benh ly thoai héa UMN va LMN, tuy nhién vai bn co
hinh anh Iam sang ALS di kem rdi loan khac nhw:

* Frontotemporal dementia
« Autonomic insufficiency

» Parkinsonism, supranuclear gaze paresis and/or
sensory loss.

Bn nay dwoc xem nhw: ALS plus syndrome




GIVENTWO YEARS TO LIVE
~ 1IN 1963

-
REVOLUTIONIZES PHYSICSIFOR

THE NEXT HALF A CENTURY




