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ABSTRACT

‚√§‡≈◊Õ¥‰√â∫’μâ“≈‘‚æ‚ª√μ’π ‡°‘¥®“° mutation ¢Õß MTP gene ∫π chromosome 4 (4q22-24) ´÷Ëß∂à“¬∑Õ¥·∫∫ auto-
somal recessive ∑”„Àâ‡°‘¥§«“¡º‘¥ª°μ‘„π°“√ √â“ß apolipoprotein B  àßº≈„Àâ‰¡à “¡“√∂¥Ÿ¥´÷¡ ¢π àß‰¢¡—π·≈–«‘μ“¡‘π∑’Ë
≈–≈“¬„π‰¢¡—π‰¥â °“√√—°…“·¡â‰¡à “¡“√∂·°â‰¢∑’Ëμâπ‡Àμÿ ·μà°“√æ¬“°√≥å‚√§®–¥’‡¡◊ËÕºŸâªÉ«¬‰¥â√—∫°“√«‘π‘®©—¬∑’Ë∂Ÿ°μâÕß
√«¥‡√Á«·≈–‰¥â√—∫‚¿™π∫”∫—¥∑’Ë‡À¡“– ¡μ—Èß·μà‡√‘Ë¡μâπ

§” ”§—≠: ‚√§‡≈◊Õ¥‰√â∫’μâ“≈‘‚æ‚ª√μ’π «‘μ“¡‘π∑’Ë≈–≈“¬„π‰¢¡—π

√—∫ª√–∑“πÕ“À“√∫“ßª√–‡¿∑‚¥¬‡©æ“–Õ“À“√¡—π
Õÿ®®“√–¡’°≈‘Ëπ‡À¡Áπ ·μà‰¡à‰¥â —ß‡°μ ’·≈–≈—°…≥–¡—π≈Õ¬
‰¥â√—∫°“√√—°…“∑’Ë √æ.√“¡“∏‘∫¥’ ·μà‰¡à‰¥â‰ªμ‘¥μ“¡À√◊Õ
√—°…“μàÕ‡ªìπ‡«≈“π“π·≈â«

5 ‡¥◊Õπ°àÕπ ¡’Õ“°“√¡◊Õ —Ëπ¡“°¢÷Èπ‡«≈“‡¢’¬πÀπ—ß ◊Õ
 —ß‡°μ«à“≈“¬¡◊Õ·¬à≈ß ‡¡◊ËÕ‡¥‘π∂◊Õ·°â«πÈ”®–À°ÕÕ°®“°
·°â« ¡’Õ“°“√∑—Èß Õß¡◊Õ ‡«≈“π—ËßÀ√◊ÕÕ¬Ÿà‡©¬ Ê »’√…–
≈”μ—«·≈–¡◊Õ‰¡à —Ëπ ¬—ß¡’Õ“°“√‡¥‘π‡´‡À¡◊Õπ‡¥‘¡ ·μà‰¡à≈â¡
¡Õß‡ÀÁπª°μ‘ ‡¥‘π¢÷Èπ≈ß∫—π‰¥‰¥â ‡≈àπ°’Ã“∑’ËμâÕß„™â°“√

√“¬ß“πºŸâªÉ«¬
ºŸâªÉ«¬™“¬‰∑¬ Õ“¬ÿ 15 ªï ‡ªìππ—°»÷°…“ ¿Ÿ¡‘≈”‡π“

®—ßÀ«—¥√âÕ¬‡ÕÁ¥
Õ“°“√ ”§—≠: ¡◊Õ —Ëπ¢≥–‡¢’¬πÀπ—ß ◊Õ 5 ‡¥◊Õπ

ª√–«—μ‘ªí®®ÿ∫—π

10 ªï°àÕπ ºŸâª°§√Õß —ß‡°μ«à“ ºŸâªÉ«¬¡’Õ“°“√‡¥‘π‡´
μâÕß¬°‡∑â“ Ÿß¢≥–‡¥‘π ¡’Õ“°“√¡“μ≈Õ¥ ‰¡à‰¥âμ√«®À√◊Õ
√—°…“∑’Ë„¥ ¡’Õ“°“√∂à“¬‡À≈«‡ªìπÊÀ“¬Ê  —¡æ—π∏å°—∫°“√
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∑√ßμ—«≈”∫“° ‰¡à¡’Õ“°“√™“

ª√–«—μ‘Õ¥’μ·≈–æ—≤π“°“√

¡“√¥“§≈Õ¥¥â«¬«‘∏’ª°μ‘ πÈ”Àπ—°‡°‘¥ 2,500 °√—¡
‰¡à¡’¿“«–·∑√°´âÕπÀ≈—ß‡°‘¥

‡√‘Ë¡æŸ¥‡ªìπ§” Ê ‡¡◊ËÕÕ“¬ÿ 3 ¢«∫ ‡¥‘π‰¥â‡¡◊ËÕÕ“¬ÿ 4
¢«∫ °“√‡√’¬π√–¥—∫ª√–∂¡»÷°…“ 1-6 Õ¬Ÿà„π‡°≥±å¥’

√–¥—∫¡—∏¬¡ (¬â“¬‚√ß‡√’¬π) ‡°√¥‡©≈’Ë¬‡À≈◊Õ 2
 Õ∫μ°«‘™“æ≈– ·≈–»‘≈ª–

√—∫«—§´’π§√∫μ“¡‡°≥±å
‰¡à‡§¬™—°¡“°àÕπ
‡¡◊ËÕÕ“¬ÿª√–¡“≥ 1 ‡¥◊Õπ ‡§¬¡’ªí≠À“°‘π·≈â«

Õ“‡®’¬π∫àÕ¬ √—°…“∑’Ë √æ.·ÀàßÀπ÷Ëß ‰¡à∑√“∫º≈«‘π‘®©—¬
‰¥â°‘π¬“·°âÕ“‡®’¬π ‰¡à∑√“∫™π‘¥ ®“°π—Èπ Õ“°“√À“¬‰ª
‡ÕßμÕπÕ“¬ÿ 3 ¢«∫

‡§¬‰¥â√—∫°“√√—°…“∑’Ë‚√ßæ¬“∫“≈√“¡“∏‘∫¥’μ—Èß·μà‡¥Á°
·μà‰¡à‰¥â‰ªμ“¡·æ∑¬åπ—¥‡ªìπ‡«≈“π“π·≈â«

ª√–«—μ‘§√Õ∫§√—«

∫‘¥“¡“√¥“·¢Áß·√ß¥’
¡’πâÕß™“¬ 2 §π πâÕß™“¬ 1 §π·¢Áß·√ß¥’

æ—≤π“°“√ª°μ‘

μ√«®√à“ß°“¬

Vital signs: Temperature 36.4 oC, pulse rate
84/minute regular, respiratory rate 16/min, blood
pressure 90/60 mmHg, height 160 cm, weight 41
kg, BMI 16 kg/m2

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

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
Babinskiûs sign: absent both feet
Clonus: negative both feet
Cerebellarûs sign: intact finger to nose and

dysdiadochokinesia, impaired Rombergûs sign,
normal tandem gait

Action tremor
Stiffness of neck: negative

 √ÿªªí≠À“ ”§—≠¢ÕßºŸâªÉ«¬

1. Action tremor with ataxia „πºŸâªÉ«¬Õ“¬ÿπâÕ¬
2. Intermittent diarrhea suspected fat

malabsorption syndrome
3. Severe malnutrition

·π«∑“ß°“√«‘π‘®©—¬

°“√«‘π‘®©—¬·¬°‚√§

Õ“°“√‡¥‘π‡´ ‡¥‘π∑√ßμ—«≈”∫“° ·≈–¡◊Õ —Ëπ·∫∫
symmetrical ´÷Ëß¡’≈—°…≥–°“√¥”‡π‘π‚√§·∫∫§àÕ¬

√Ÿª∑’Ë 1 ≈“¬¡◊Õ¢ÕßºŸâªÉ«¬
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‡ªìπ§àÕ¬‰ª ‚¥¬‡√‘Ë¡¡’Õ“°“√μ—Èß·μàÕ“¬ÿ¬—ßπâÕ¬ μ√«®
√à“ß°“¬æ∫«à“‰¡à¡’Õ“°“√ÕàÕπ·√ß ‰¡àæ∫ tone ¢Õß°≈â“¡
‡π◊ÈÕ‡æ‘Ë¡¢÷Èπ·∫∫ spasticity ‰¡àæ∫§«“¡º‘¥ª°μ‘¢Õß√–∫∫
vestibular ‰¡à¡’Õ“°“√™“ ‰¡àæ∫§«“¡º‘¥ª°μ‘¢Õß°“√
√—∫√Ÿâ°“√ —Ëπ –‡∑◊Õπ·≈–°“√√—∫√Ÿâμ”·Àπàß¢Õß¢âÕ ¥—ßπ—Èπ
Õ“°“√„πºŸâªÉ«¬√“¬π’È §‘¥∂÷ß “‡Àμÿ®“° cerebellar ataxia
¡“°∑’Ë ÿ¥

‡¡◊ËÕæ‘®“√≥“∂÷ßÕ“°“√· ¥ß‡√‘Ë¡‡¡◊ËÕÕ“¬ÿπâÕ¬‚¥¬
‡°‘¥·∫∫§àÕ¬‡ªìπ§àÕ¬‰ª (slow progressive) ∑”„Àâ
§‘¥∂÷ß‚√§„π°≈ÿà¡¥—ßμàÕ‰ªπ’È ‰¥â·°à nutritional and
endocrine disorders, inflammatory or autoimmune
diseases, infections, and neoplastic/paraneoplastic
diseases

1. Genetic ataxia

- Nutritional deficiencies (‡™àπ vitamin E,
vitamin B12, copper ‡ªìπμâπ)

ºŸâªÉ«¬¡’ª√–«—μ‘∂à“¬‡À≈«À≈—ß√—∫ª√–∑“πÕ“À“√¡—π
√à«¡°—∫πÈ”Àπ—°μË”°«à“‡°≥±å¡“μ√∞“π ·≈–≈—°…≥–¢Õß
cerebellar ataxia ‰¡à¡’Õ“°“√ neuropathy ™—¥‡®π
∑”„Àâ§‘¥∂÷ß¿“«–¢“¥«‘μ“¡‘π™π‘¥∑’Ë≈–≈“¬„π‰¢¡—π
‡π◊ËÕß®“°°“√∫°æ√àÕß¢Õß°“√¥Ÿ¥´÷¡‰¢¡—π∑“ß≈”‰ â ‚¥¬
‡©æ“–¿“«–¢“¥«‘μ“¡‘πÕ’ „πºŸâªÉ«¬∑’Ë¡’¿“«–∫°æ√àÕß¢Õß
°“√¥Ÿ¥´÷¡‰¢¡—π∑“ß≈”‰ â πÕ°®“°®–¡’Õ“°“√®“°°“√
¢“¥«‘μ“¡‘πÕ’·≈â« ºŸâªÉ«¬Õ“®®–¡’¿“«–¢“¥«‘μ“¡‘π‡Õ
«‘μ“¡‘π¥’ ·≈–«‘μ“¡‘π‡§‰¥â ‚¥¬Õ“®¬—ß‰¡à¡’Õ“°“√· ¥ß
®÷ßμâÕßÕ“»—¬°“√μ√«®√à“ß°“¬·≈–ÀâÕßªØ‘∫—μ‘°“√‡æ‘Ë¡‡μ‘¡
μàÕ‰ª

 ”À√—∫¿“«–¢“¥«‘μ“¡‘π∫’ 12 ·≈–∑Õß·¥ß Õ“°“√
∑“ß√–∫∫ª√– “∑®–‡ªìπ≈—°…≥– subacute combined
degeneration of spinal cord (sensory ataxia with
lower extremity spasticity, impaired propriocep-
tion and loss of vibratory sensation or peripheral
neuropathy paresthesias) ´÷Ëß‰¡à‡¢â“°—∫Õ“°“√¢ÕßºŸâ
ªÉ«¬√“¬π’È √à«¡°—∫ºŸâªÉ«¬‰¡à¡’ª√–«—μ‘ºà“μ—¥°√–‡æ“–
≈”‰ â‡≈Á° à«πª≈“¬ À√◊Õ§«“¡‡ ’Ë¬ßÕ◊Ëπ Ê ‡™àπ jejunos-
tomy feeding °“√ Ÿ≠‡ ’¬ “√πÈ”∑“ß ostomy À√◊Õ
∑“ßº‘«Àπ—ß„πª√‘¡“≥¡“° ‡ªìπμâπ ∑”„Àâ§‘¥∂÷ß¿“«–π’È
πâÕ¬≈ß„πºŸâªÉ«¬√“¬π’È

- Friedreich ataxia

¿“«–π’È ®–¡’≈—°…≥–¢Õß gait and limb ataxia ‰¥â‡™àπ

‡¥’¬«°—π ·μà®–æ∫≈—°…≥–¢Õß posterior columns
neuropathy √à«¡¥â«¬ √«¡∂÷ßÕ“°“√Õ¬à“ßÕ◊Ëπ∑’Ë¡’§«“¡
 —¡æ—π∏å°—π ‡™àπ ΩÉ“‡∑â“‚°àß (pes cavus), scoliosis,
diabetes and cardiomyopathy ‡ªìπμâπ1 ´÷Ëß‰¡àæ∫„π
ºŸâªÉ«¬√“¬π’È

2. Hypothyroidism ∑”„Àâ¡’ cerebellar de-
generation ‰¥â ºŸâªÉ«¬¡—°¡’Õ“°“√‡™◊ËÕß™â“ §«“¡®”‰¡à
§àÕ¬¥’√à«¡¥â«¬2 ·μà¡’¢âÕ§â“π§◊Õ‡√◊ËÕßπÈ”Àπ—°μ—«πâÕ¬ ‰¡à¡’
Õ“°“√∑âÕßºŸ° ·≈–μ√«®√à“ß°“¬‰¡àæ∫≈—°…≥–∑’Ë‡¢â“‰¥â

3. æ‘…®“° “√ª√Õ∑ (inorganic mercury

toxicity) ‚¥¬¡—°æ∫Õ“°“√ —Ëπ¢≥–æ—° (resting tremor)
·≈–™“√à«¡¥â«¬3 ∑’Ë ”§—≠§◊Õ ¡—°®–μâÕß¡’ª√–«—μ‘°“√
∑”ß“πÀ√◊ÕÕ“»—¬Õ¬Ÿà„π∫√‘‡«≥∑’Ë¡’°“√∑”‡À¡◊Õß·√à À≈Õ¡·√à
À√◊Õ‡º“∂à“πÀ‘π °“√∂≈ÿß‡À≈Á° °“√∑”ªŸπ´’‡¡πμå Õÿμ “À
°√√¡º≈‘μ§≈Õ√’π·≈–¥à“ß °“√∑”‡¬◊ËÕ°√–¥“… ·≈–
Õÿμ “À°√√¡‡§√◊ËÕß‰øøÑ“ ·μà‰¡à¡’ª√–«—μ‘ π—∫ πÿπ„π
ºŸâªÉ«¬√“¬π’È

4. Neoplastic and paraneoplastic ‚¥¬‡©æ“–
posterior fossa tumors ́ ÷Ëßπ÷°∂÷ßπâÕ¬¡“°„πºŸâªÉ«¬√“¬π’È

º≈μ√«®∑“ßÀâÕßªØ‘∫—μ‘°“√

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 ‰¡à¡’º≈ 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, CO2 25 mEq/L,
Ca 9, PO4 3, Mg 1.7 mg/dL

Thyroid function test: TSH 0.9 (0.35-4.94 uIU/
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
·ª≈º≈: √–¥—∫‰¢¡—π„π‡≈◊Õ¥ (total cholesterol,

LDL-c, triglycerides) Õ¬Ÿà„π√–¥—∫∑’ËμË”∂÷ßμË”¡“° √à«¡°—∫
√–¥—∫«‘μ“¡‘π A ·≈– E μË” ·≈–¡’ prolonged PT

®÷ß∑”„Àâ§‘¥∂÷ß‚√§ abetalipoproteinemia ¡“°∑’Ë ÿ¥
‡π◊ËÕß®“°¡’ª√–«—μ‘ spinocerebellar ataxia √à«¡°—∫ fat
malabsorption syndrome ∑”„Àâ‡°‘¥Õ“°“√®“°¿“«–
¢“¥«‘μ“¡‘πÕ’ (´÷Ëß¬◊π¬—π®“°°“√μ√«®√–¥—∫«‘μ“¡‘πÕ’) ¡’
√–¥—∫«‘μ“¡‘π‡ÕμË” ·≈– prolonged PT ®“°°“√¢“¥
«‘μ“¡‘π‡§ ¡’√–¥—∫‰¢¡—π„π‡≈◊Õ¥ (total cholesterol,
LDL-c, triglycerides) μË” ‚¥¬∑’Ë√–¥—∫ HDL-c Õ¬Ÿà„π
‡°≥±åª°μ‘

º≈μ√«®∑“ßÀâÕßªØ‘∫—μ‘°“√‡æ‘Ë¡‡μ‘¡

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

°“√«‘π‘®©—¬‚√§¢ÕßºŸâªÉ«¬√“¬π’È §◊Õ Abetalipo-
proteinemia

∑∫∑«π«√√≥°√√¡

Abetalipoproteinemia (ABL) ‡ªìπ‚√§∑“ßæ—π∏ÿ
°√√¡∑’Ë∂à“¬∑Õ¥·∫∫ autosomal recessive ́ ÷Ëßæ∫‰¥âπâÕ¬
‡ªìπÀπ÷Ëß„π “‡Àμÿ¢ÕßÕ“°“√ genetic ataxia „π‡¥Á° ¡’
√“¬ß“πÕÿ∫—μ‘°“√≥å°“√‡°‘¥‚√§πâÕ¬°«à“ 1 „π 100,000 √“¬4

 “‡Àμÿ‡°‘¥®“° point mutation ¢Õß MTP gene ∫π
μ”·Àπàß chromosome ∑’Ë 4 (4q22-q24) ∑”„Àâ Micro-
somal Triglyceride Transfer Protein (MTP) ¡’
ª√‘¡“≥≈¥≈ßÀ√◊Õ¢“¥ °àÕ„Àâ‡°‘¥ plasma apolipoprotein
B (apo-B)-containing lipoproteins ‰¡à‡æ’¬ßæÕ5  àß
º≈„Àâ√à“ß°“¬‰¡à “¡“√∂¥Ÿ¥´÷¡ “√Õ“À“√ª√–‡¿∑‰¢¡—π
√«¡∂÷ß°≈ÿà¡«‘μ“¡‘π∑’Ë≈–≈“¬„π‰¢¡—π («‘μ“¡‘π ‡Õ, ¥’, Õ’ ·≈–
‡§) ∑“ß≈”‰ â ‡æ◊ËÕ‡¢â“ Ÿà°√–∫«π°“√¬àÕ¬ ≈“¬·≈–π” “√
Õ“À“√‰ª„™â‡ªìπæ≈—ßß“π·°à√à“ß°“¬μàÕ‰ª

æ¬“∏‘°”‡π‘¥®“°°“√‡ª≈’Ë¬π·ª≈ß°√–∫«π°“√
‡¡μ“∫Õ≈‘ ¡¢Õß‰¢¡—π „π°√≥’∑’Ë¡’ point mutation ¢Õß

√Ÿª∑’Ë 2 º≈°“√μ√«®√–¥—∫ apo-B100 ·≈– apo-B48 ¢ÕßºŸâªÉ«¬·≈–≠“μ‘ “¬μ√ß æ∫«à“¡’√–¥—∫∑’ËμË”„πºŸâªÉ«¬ (À¡“¬‡≈¢ 3) ·≈–
πâÕß™“¬ (À¡“¬‡≈¢ 4) ‚¥¬≈—°…≥–°“√∂à“¬∑Õ¥∑“ßæ—π∏ÿ°√√¡‡¢â“‰¥â°—∫ autosomal recessive (√ÿàπæàÕ·≈–·¡à‰¡à¡’
§«“¡º‘¥ª°μ‘ √ÿàπ≈Ÿ°∑’Ëº‘¥ª°μ‘ ‰¡à‡ªìπ∑ÿ°§π ·≈–‰¡à —¡æ—π∏å°—∫‡æ»∑’Ë‡°‘¥)
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MTP gene ®–¡’º≈∑’Ë‡´≈≈å≈”‰ â‡≈Á° ∑”„Àâ Apo-B48 ·≈–
triglyceride ‰¡à “¡“√∂√«¡°—π‡æ◊ËÕ √â“ß chylomicron
particle ‡™àπ‡¥’¬«°—π°—∫μ”·Àπàß liver cell ∑”„Àâ Apo-
B100 ·≈– triglyceride ‰¡à “¡“√∂√«¡°—π‡æ◊ËÕ √â“ß
VLDL ‰¥â  àßº≈„Àâ√à“ß°“¬¢“¥ apo-B-containing
lipoproteins ∑”„Àâ√–¥—∫ plasma LDL, VLDL ·≈–
chylomicron μË”¡“°

Õ“°“√·≈–Õ“°“√· ¥ß

·∫àß‰¥â‡ªìπ 2 °≈ÿà¡„À≠àÊ §◊Õ
1. Fat malabsorption syndrome
2. Fat-soluble vitamins deficiency
Õ“°“√· ¥ß ¡—°æ∫μ—Èß·μà‡ªìπ∑“√° ‚¥¬æ∫°“√

‡®√‘≠‡μ‘∫‚μ™â“ (failure to thrive) ∂à“¬‡À≈« ≈—°…≥–
Õÿ®®“√–‡ªìπ¡—π≈Õ¬À√◊Õ ’¢“«´’¥ ¡’°≈‘Ëπ‡À¡Áπ (lipid
malabsorption syndrome)6 μ√«®√à“ß°“¬æ∫∑âÕßÕ◊¥
‚μ æ—≤π“°“√™â“‰¡à ¡«—¬ æŸ¥™â“ ‡¡◊ËÕ‡«≈“ºà“π‰ª ®–æ∫
¿“«–¢“¥«‘μ“¡‘π∑’Ë≈–≈“¬„π‰¢¡—π (fat-soluble vitamins
deficiency) ∑”„Àâ‡°‘¥ atypical retinitis pigmentosa,
coagulopathy, posterior column neuropathy ·≈–
myopathy7  ”À√—∫§«“¡º‘¥ª°μ‘¢Õß√–∫∫ª√– “∑∑’Ë
‡°’Ë¬«°—∫°“√∑√ßμ—« (balance) ·≈–°“√∑”ß“πª√– “π
°—π¢Õß°≈â“¡‡π◊ÈÕ (coordination) ¡—°æ∫„π™à«ßÕ“¬ÿ 10
ªï¢÷Èπ‰ª8 ¡’√“¬ß“πæ∫ basal ganglion degeneration
√à«¡¥â«¬9 À“°‰¡à‰¥â√—∫°“√«‘π‘®©—¬·≈–√—°…“∑—π∑à«ß∑’ ®–
‡°‘¥ spinocerebellar degeneration „π™à«ßÕ“¬ÿª√–¡“≥
30-40 ªï10 „π√“¬∑’Ë‡ªìπ√ÿπ·√ß æ∫§«“¡º‘¥ª°μ‘¢Õß√–∫∫
ª√– “∑∑’Ë‰¡à “¡“√∂√—°…“„ÀâÀ“¬¢“¥‰¥â°àÕπ™à«ßÕ“¬ÿ 30 ªï8

√–¬–À≈—ß ¡’¢âÕ¡Ÿ≈∑’Ë√“¬ß“π§«“¡ —¡æ—π∏å√–À«à“ß
abetalipoproteinemia ·≈– immune disease ´÷Ëß
‡ªìπ∑’Ë∑√“∫°—π¥’«à“ MTP gene ¡’Àπâ“∑’Ë§«∫§ÿ¡ cell
surface glycoprotein (CD1) ´÷Ëß‡ªìπ lipid antigen-
presenting molecules function11 ´÷Ë ß°“√≈¥
ª√– ‘∑∏‘¿“æ°“√∑”ß“π¢Õß CD1 ∑’Ë‡°‘¥¢÷Èπ∑”„Àâ°“√
μÕ∫ πÕß¢Õß Natural Killer T-cells (NKT) πâÕ¬≈ß
 àßº≈μàÕ innate ·≈– adaptive immune system
®“°¢âÕ¡Ÿ≈„π —μ«å∑¥≈Õß æ∫«à“ NKT cell ¡’º≈μàÕ°“√
ªÑÕß°—π°“√μ‘¥‡™◊ÈÕ ªÑÕß°—π‚√§¡–‡√Áß ·≈– π—∫ πÿπ
°√–∫«π°“√μÕ∫ πÕßμàÕ°“√Õ—°‡ ∫¢Õß√à“ß°“¬12 ·μà¬—ß
‰¡àæ∫√“¬ß“π∑“ß§≈‘π‘°∑’Ë· ¥ß∂÷ß§«“¡ —¡æ—π∏åπ’È

°“√μ√«®∑“ßÀâÕßªØ‘∫—μ‘°“√®”‡æ“–
1. CBC æ∫§«“¡º‘¥ª°μ‘¢Õß√Ÿª√à“ß‡¡Á¥‡≈◊Õ¥

·¥ß‡ªìπ·∫∫ thorny shaped cells À√◊Õ acanthocytosis
®–æ∫ª√‘¡“≥‡¡Á¥‡≈◊Õ¥·¥ß∑’Ë¡’§«“¡º‘¥ª°μ‘¥—ß°≈à“«
√âÕ¬≈– 50 À√◊Õ¡“°°«à“ ·≈–‡ªìπ°“√μ√«®æ∫‰¥â‡√Á«„π
™à«ß·√° Ê ®“°§«“¡º‘¥ª°μ‘¢Õß√Ÿª√à“ßπ’È ∑”„Àâ¬—∫¬—Èß
°“√‡°‘¥ rouleaux formation ·≈–§à“ Erythrocyte
Sedimentation Rates (ESR) ¡’§à“μË”°«à“ª°μ‘7

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 æ∫ free lipid

droplets ®”π«π¡“° – ¡„π cytoplasm ¢Õß entero-
cytes ·≈– hepatocytes7

°“√√—°…“

®ÿ¥ª√– ß§å
● ™–≈Õ°“√¥”‡π‘π‚√§‡æ◊ËÕªÑÕß°—π°“√‡¢â“ Ÿà¿“«–

§«“¡º‘¥ª°μ‘∑“ß√–∫∫ª√– “∑∑’Ë‰¡à “¡“√∂√—°…“„Àâ
À“¬¢“¥‰¥â

● ªÑÕß°—πÕ“°“√·≈–Õ“°“√· ¥ß¢Õß¿“«–¢“¥ “√
Õ“À“√

À≈—° ”§—≠„π°“√√—°…“ §◊Õ°“√„Àâ‚¿™π∫”∫—¥∑’Ë
‡À¡“– ¡ √«¡∂÷ß°“√„Àâ«‘μ“¡‘π∑’Ë≈–≈“¬„π‰¢¡—π‡æ◊ËÕ
√—°…“√–¥—∫¢Õß«‘μ“¡‘π‡À≈à“π—Èπ„ÀâÕ¬Ÿà„π‡°≥±åª°μ‘ ‡æ◊ËÕ
„Àâ‡´≈≈åμà“ß Ê„π√à“ß°“¬∑”ß“π‰¥â‡À¡“– ¡À√◊Õ„°≈â‡§’¬ß
‚¥¬Õ“À“√∑’Ë„Àâ ®–‡ªìπÕ“À“√∑’Ë¡’‰¢¡—πμË” ‡π◊ËÕß®“°‚¥¬
ª°μ‘‰¢¡—π®“°Õ“À“√¡—°‡ªìπ triglycerides ™π‘¥ “¬¬“«
(Long-Chain Triglycerides, LCT) ´÷Ëß®–¥Ÿ¥´÷¡‰¡à‰¥â
∂â“‡ªìπ‚√§π’È Õ“À“√∑’Ë¡’‰¢¡—π™π‘¥ LCT μË”®÷ß “¡“√∂
™à«¬≈¥Õ“°“√∂à“¬‡À≈« ∑”„Àâ°“√¥Ÿ¥´÷¡ “√Õ“À“√®”‡ªìπ
Õ◊Ëπ Ê„π∑“ß‡¥‘πÕ“À“√¥’¢÷Èπ ¡’º≈¥’μàÕ°“√‡®√‘≠‡μ‘∫‚μ
·≈–æ—≤π“°“√„π‡¥Á°7 ·≈–‡≈◊Õ°„™â‰¢¡—π “¬°≈“ß
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(Medium-Chain Triglycerides, MCTs) ‡æ◊ËÕ„ÀâºŸâªÉ«¬
‰¥â√—∫æ≈—ßß“π‚¥¬‰¡àμâÕß„Àâ§“√å‚∫‰Œ‡¥√μ¡“°‡°‘π‰ª „π
∫“ß°√≥’ Õ“®®–μâÕß„Àâ linoleic acid ‡ √‘¡∑“ßÀ≈Õ¥
‡≈◊Õ¥¥”‡æ◊ËÕ„ÀâºŸâªÉ«¬‰¥â√—∫°√¥‰¢¡—π®”‡ªìπ (Essential
Fatty Acids, EFAs) ‡æ’¬ßæÕ

°“√„Àâ«‘μ“¡‘π∑’Ë≈–≈“¬„π‰¢¡—π (fat-soluble
vitamin supplement) √Ÿª·∫∫√—∫ª√–∑“π„π¢π“¥ Ÿß
¡’√“¬ß“π«à“  “¡“√∂À¬ÿ¥°“√¥”‡π‘π‚√§‡°’Ë¬«°—∫√–∫∫
ª√– “∑‰¥â„π∫“ß√“¬7 ¡’√“¬ß“π∑’Ë§“¥«à“°“√„Àâ«‘μ“¡‘π„π
¢π“¥∑’Ë Ÿß ®– “¡“√∂ºà“π‡¢â“ Ÿà portal circulation ‰¥â13

ª√‘¡“≥«‘μ“¡‘π∑’Ë·π–π” ‡ªìπ¥—ßπ’È «‘μ“¡‘π‡Õ ¢π“¥
15,000 ¬Ÿπ‘μμàÕ«—π «‘μ“¡‘πÕ’ ¢π“¥ 1,000 ¡‘≈≈‘°√—¡μàÕ
«—π ∑“ßª“° ·≈–„Àâ«‘μ“¡‘π‡§ À√◊Õ fresh frozen plasma
1 ¬Ÿπ‘μ °àÕπ°“√ºà“μ—¥„À≠à14

·¡â‰¡à§àÕ¬æ∫√“¬ß“π¿“«–¢“¥«‘μ“¡‘π¥’„πºŸâªÉ«¬
°≈ÿà¡π’È7 ¬—ß·π–π”„Àâ‡ √‘¡∑ÿ°√“¬ ·≈–§«√„Àâæ√âÕ¡°—∫∏“μÿ
‡À≈Á°·≈–‚ø‡≈μ13

∑—Èßπ’È μâÕß¡’°“√μ‘¥μ“¡√–¥—∫«‘μ“¡‘π ·≈–ª√—∫
¢π“¥¬“„Àâ‡À¡“– ¡ ‡æ◊ËÕ√—°…“¿“«–¢“¥ ·≈–ªÑÕß°—π
¿“«–‡°‘π¢Õß«‘μ“¡‘π

°“√μ‘¥μ“¡Õ“°“√

°“√μ‘¥μ“¡√–¥—∫«‘μ“¡‘πÀ≈—ß°“√√—°…“æ∫«à“ ¡’
ª√–‚¬™πå„π·ßà°“√ª√–‡¡‘π¢π“¥«‘μ“¡‘π∑’Ë„Àâ ·≈–Õ“®∫àß
™’È°“√√—∫ª√–∑“π«‘μ“¡‘π‰¥â ¡Ë”‡ ¡ÕÀ√◊Õ‰¡à‚¥¬‡©æ“–
√–¥—∫«‘μ“¡‘πÕ’„π‡≈◊Õ¥ ¡—°æ∫º≈°“√μ√«®∑’Ë‰¡à‰¥â°≈—∫
¡“Õ¬Ÿà„π√–¥—∫ª°μ‘ ·¡â‰¥â√—∫°“√√—°…“„π¢π“¥∑’Ë Ÿß7 ∑—Èßπ’È
°“√μ‘¥μ“¡√–¥—∫«‘μ“¡‘π ¡’ª√–‚¬™πå‡æ◊ËÕªÑÕß°—π¿“«–
‡ªìπæ‘…®“°°“√‡ √‘¡«‘μ“¡‘π„π¢π“¥ Ÿß‡™àπ°—π

°“√√—°…“Õ◊Ëπ Ê „π√“¬∑’Ë¡’Õ“°“√ —Ëπ·≈–‡¥‘π‡´ Õ“®
¡’ª√–‚¬™πå„π°“√∑” Bilateral Thalamic Deep Brain
Stimulation (DBS)15

°“√æ¬“°√≥å‚√§

¡’ªí®®—¬∑’Ë¡’º≈μàÕ°“√¥”‡π‘π‚√§À≈“¬ªí®®—¬ ‰¥â·°à
MTP genotype ™à«ßÕ“¬ÿ∑’Ë‰¥â√—∫°“√«‘π‘®©—¬·≈–‡√‘Ë¡μâπ
°“√√—°…“7 ‚¥¬∑—Ë«‰ª À“°‰¡à‰¥â√—∫°“√√—°…“‡≈¬ life
expectancy ¢ÕßºŸâªÉ«¬®– —Èπ≈ß

¬—ß‰¡à¡’¢âÕ¡Ÿ≈∑’Ë™—¥‡®π‡°’Ë¬«°—∫√“¬≈–‡Õ’¬¥§«“¡
 —¡æ—π∏å¢ÕßÕ“°“√· ¥ß·≈– genotype ‡π◊ËÕß®“°
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