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Vital signs: Temperature 36.4 °c, pulse rate
84/minute regular, respiratory rate 16/min, blood
pressure 90/60 mmHg, height 160 cm, weight 41
kg, BMI 16 kg/m?

General appearance:

A young Thai male, alert, no pallor, no
icteric sclerae, decreased subcutaneous fat, no
muscle atrophy, dry skin

Hair: normal distribution, negative hair
pulling test

Eyes: no ptosis, clear cornea, anterior
chamber and lens both eyes, pupils 4 mm react
to light, full EOM, no nystagmus; normal visual
field, visual acuity and color vision

Oral cavity: normal tongue papillae, no

tongue fasciculation, no stomatitis
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Thyroid gland: no enlargement, no nodules

Cardiovascular, Respiratory and Gastro-
intestinal: normal

Extremities: no edema

Neurological Examination:

Cranial nerves: intact all

Motor tone: normal

Motor power: grade 5 all extremities

Sensory: intact pinprick sensation, vibration
and proprioception

Reflex: areflexia all extremities

Babinski’'s sign: absent both feet

Clonus: negative both feet

Cerebellar’'s sign: intact finger to nose and
dysdiadochokinesia, impaired Romberg’'s sign,
normal tandem gait

Action tremor

Stiffness of neck: negative
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1. Action tremor with ataxia slu&;’dfﬂ’l g qﬁaa
2. Intermittent diarrhea suspected fat
malabsorption syndrome

3. Severe malnutrition
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Smenuh fomsseutss By tone 209nd
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vestibular laiflorman VLNWUWNE\INGMTWWQGWW
Susma " uWIa%LLauﬂTi’ill’i@ﬂLL%HQ‘H@J‘H@ ot
mmﬂwlim g 8% Ana 1L46)AN cerebellar ataxia
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LﬁﬂLLUUﬁaHLﬂ%ﬁaH\lﬂ (slow progressive) ﬁﬂﬁ
ﬁ@ﬁﬂﬁ@hﬂﬁ@éﬁ@iﬂﬂﬁ &uA nutritional and
endocrine disorders, inflammatory or autoimmune
diseases, infections, and neoplastic/paraneoplastic
diseases

1. Genetic ataxia

- Nutritional deficiencies (L5 vitamin E,
vitamin B12, copper W)
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MIseuvlse masudneasy subacute combined
degeneration of spinal cord (sensory ataxia with
lower extremity spasticity, impaired propriocep-
tion and loss of vibratory sensation or peripheral
neuropathy paresthesias) s‘ﬁdvl,sit,%ﬁﬁummﬂaaﬁ
themeil sanfudiaelaifiuseaehdansvimngy
#1180 ey M‘%QQQWNLAEIGSH %] %% jejunos-
tomy feeding M3 iyt" e SENMAER ostomy %38
mammuﬂuﬁimmmﬂ Fugn vhlFaedenngd
uaaaﬂmgﬁammu

- Friedreich ataxia

Mg AHENEIULd gait and limb ataxia belTw
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WWEIT WEAENUANWIALYRY posterior columns
neuropathy 628 NN IMNTRENIDUARNANH
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2. Hypothyroidism ﬂﬂﬁﬁ cerebellar de-
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3. W®¥a1n 191U587 (inorganic mercury
toxicity) LO&SNNUEIMS “Wunaein (resting tremor)
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4. Neoplastic and paraneoplastic I@amwwz
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CBC: Hb 13.7 g/dL, Hct 43%, MCV 85 fL,
WBC 5,600/cu mm (N 58, L 39, M 3%), Platelets
254,000/cu mm, ESR 1 mm/hr VLsJﬁwa peripheral
blood smear

Stool exam: soft, yellow, no cells, no fat
globule

Liver function test: AST 50, ALT 42, ALP
277 u/L, TP 69, albumin 48 g/L

Blood chemistry: BUN 5, Cr 0.6, glucose 92
mg/dL, Na 139, K 3.9, Cl 105, CO, 25 mEq/L,
Ca 9, PO, 3, Mg 1.7 mg/dL

Thyroid function test: TSH 0.9 (0.35-4.94 ulU/
mL), FT4 0.9 (0.7-1.4 ng/dL)

Lipid profile: TC 39, TG 4, HDL-Chol 37, LDL-
Chol 0 mg/dL

Coagulation: PTT 34 (26.4-38.8 sec.), PT 17.3
(13.5-15.9 sec.), TT 11.2 (9-13.8 sec.)

Vitamin A level: 13.34 (20-50 mcg/dL)

Vitamin E level: 33.60 (700-1,200 mcg/dL)
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CT-scan brain: no intracerebral mass

utlawa: sesiulasiuluien (total cholesterol,
LDL-c, triglycerides) ag’iuazé’uﬁe’%wﬁw’%mwn TN
SYSLAMAN A UaY E ¢h uaxd prolonged PT

A aeislea abetalipoproteinemia 3N K9
Lﬁadmﬂﬁﬂiﬁa spinocerebellar ataxia SINNU fat
malabsorption syndrome MmAeamMsanne
NEAINTUE (FeBuiunmsasiasediAenaiug) &
SeeAMAmad LAt prolonged PT 21nM391a
Fonsiwa Hseeulasiuludon (total cholesterol,
LDL-c, triglycerides) G‘%W I@Bﬁ%ﬁu HDL-c agjslu,
NN
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NCV: distal > proximal, motor and sensory
involvement, mixed axonopathy and demyelina-
tion

Opthalmic examination: normal color vision

and visual field

Electroretinogram: no significance both eyes

i 26 aUlufl 2 wommeN - “ImeK 2561

nisatodelsavovdUossiall Ao Abetalipo-
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Abetalipoproteinemia (ABL) L‘fluiiﬂ“/mﬁuﬁq
PESMTENEVIBRLLL autosomal recessive e @tioe
Funilelu Wwigrasems genetic ataxia lwdin &
NunugtiEmanimafinlaestasnd 1 1w 100,000 11

WL‘Vi@j}Lﬁﬂmﬂ point mutation 2839 MTP gene Ui
¢ chromosome ‘ﬁ 4 (4q22-q24) 1% Micro-
somal Triglyceride Transfer Protein (MTP) EY
1F10anadinna ﬁalﬁLﬁm plasma apolipoprotein
B (apo-B)-containing lipoproteins Tiioowa® s
nalvemeld 3nsngedn 1sensdsziam ledu
muﬁamjm‘imﬁuﬁazmﬂuimﬁu Ao 1o, 7, 8 way
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wenued uvadlesiu lunsaiA point mutation 284

5Ufl 2 WAMIFITIATERY apo-B100 AT apo-B48 oLl iasnnd 1amas wunSlsyaufisn luthy (snenas 3) uag
flasny (maneiey 4) lasdnsaemsmenaameiugnasadn|éiy autosomal recessive (Fumouazuallaid
ARRLNG Jugniiaung aiuvnen uazld “wisiumediia)
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MTP gene atiinanizadd| “&n vl Apo-Bas uay
triglyceride »LS\J' mﬁmwﬁmﬁ'a 14 chylomicron
particle WAHLATUALEIWALS liver cell ¥ W Apo-
B100 Wwag triglyceride b BnsETINTie 3
VLDL 1@ ‘swal#s19meea apo-B-containing
lipoproteins ﬁﬂﬁizéﬁ_l plasma LDL, VLDL Lag
chylomicron @%Wmﬁ
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1. Fat malabsorption syndrome

2. Fat-soluble vitamins deficiency

1Ml a9 snuseudiunmsn Taowuns
WSGLleth (failure to thrive) Themias Snwouy
panasfiudiuasavia“anda Sndumdu (ipid
malabsorption synohrome)6 AITIATIMENLIDIDA
To Wannmatlal w¥e wedh Wanawwly aswy
rmzaneRmAniazans lulasi (fat-soluble vitamins
deficiency) ‘Vlﬂﬁﬁ@ atypical retinitis pigmentosa,
coagulopathy, posterior column neuropathy Lag
myopathy’ WSuANNRAUNGYRITEULLSE Wi
Aenfumsmsssn (balance) warmsvhamlss 1
ffuzaandaidie (coordination) sinwulugeeng 10
ﬂ%ﬂﬂ,ﬁig A9UNY basal ganglion degeneration
Faene’ ynlaldFumsitasuuasinmiiviei ay
\{® spinocerebellar degeneration SLu‘ﬁ’Nm EJ‘]J?BNWM
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abetalipoproteinemia L&Y immune disease ?flid
Jufinauiudid MTP gene fwihiimauen cell
surface glycoprotein (CD1) ?ENL’IGJ% lipid antigen-
presenting molecules function' %dﬂﬁ‘ia@
sy nEmmwmavhauees CD1 7AnTwnlfns
MaL 1a92e9 Natural Killer T-cells (NKT) Haeaa
WA innate Lag adaptive immune system
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N1SASIDONIINBVLUAUANISDIWI:

1. CBC wuanuiAaUndrasgnaudedan
LAITIALLY thorny shaped cells Y58 acanthocytosis
azmutSanoudiadenuasfifianuinlnddona
Sauae 50 varnnd wasdumsamanulesalu
FIUIN mﬂmmﬁ@ﬂﬁamadgﬂémﬁ viliud
MIN@ rouleaux formation WaZAN Erythrocyte
Sedimentation Rates (ESR) ﬁ@h@%m’hﬁﬂﬁ

2. Serum apolipoprotein B levels (low or
absent) or undetectable levels plasma apo-B

3. Lipid profile: low level of total cholesterol,
VLDL, LDL, triglycerides

4. Fecal fat study: high levels with steatorrhea

5. Fat-soluble vitamin levels: low levels of
serum vitamin E, retinol, and vitamin D

6. Coagulogram: prolonged PT, INR

7. EMG or nerve conduction velocity test-
ing (demyelination of peripheral nerve)

8. Intestinal and liver biopsies WU free lipid
droplets MUWIUIN ¢ S\ISL% cytoplasm %84 entero-
cytes Ly lrlepatocytes7
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(Medium-Chain Triglycerides, MCTs) Lﬁlaslﬁﬂzﬂ"m
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YW 919avdas i linoleic acid b SHYNwiaaa
Aaeniialigihelfunaalasuduin (Essential
Fatty Acids, EFAs) WNeane

nsliiamauiiazarelwlasiu (fat-soluble
vitamin supplement) JUMULFUUSTBlWA 9
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