
1A case report : Twins with blue iris

A CASE REPORT : Twins with blue iris

Õ“®“√¬å·æ∑¬åÀ≠‘ß«√—∑æ√ ®—π∑√å≈≈‘µ

¿“§«‘™“®—°…ÿ«‘∑¬“ §≥–·æ∑¬»“ µ√å ¡À“«‘∑¬“≈—¬∏√√¡»“ µ√å

‡¥Á°∑’Ë¡’µ“ ’øÑ“ À√◊Õ Ocular albinism πÕ°®“°ªí≠À“ photophobia ·≈â« ‡¥Á°Õ“®¡’ªí≠À“

§«“¡º‘¥ª°µ‘∑“ßµ“Õ◊Ëπ ´÷Ëß®—°…ÿ·æ∑¬åµâÕß„Àâ§«“¡ ”§—≠ ‡æ√“–Õ“®™à«¬·°â‰¢·≈–ªÑÕß°—πªí≠À“

 “¬µ“æ‘°“√„Àâ‡¥Á°‰¥â  πÕ°®“°π—Èπ„π‡¥Á° Albinism ‡Õß Õ“®¡’∫“ß¿“«–∑’ËÕ“®‡ªìπÕ—πµ√“¬∂÷ß·°à

™’«‘µ ∑’Ë®—°…ÿ·æ∑¬å·≈–°ÿ¡“√·æ∑¬å§«√∑√“∫·≈–„Àâ§«“¡ ”§—≠

‡¥Á°™“¬‰∑¬ Ω“·Ω¥·∑âÕ“¬ÿ 4 ‡¥◊Õπ ¡“√¥“

æ“¡“æ∫·æ∑¬å ‡π◊ËÕß®“° —ß‡°µ‡ÀÁπ‡¥Á°∑—Èß Õß§π¡’

µ“ ’øÑ“µ—Èß·µà°”‡π‘¥ ‡ªìπ≈Ÿ°§π·√° ª√–«—µ‘Ω“°§√√¿å

·≈–ª√–«—µ‘§≈Õ¥ª°µ‘ ‰¡à¡’§π„π§√Õ∫§√—«¡’µ“ ’øÑ“

À√◊Õ¡’°“√¡Õß‡ÀÁπº‘¥ª°µ‘

«“√ “√®—°…ÿ∏√√¡»“ µ√å ªï∑’Ë 1 ©∫—∫∑’Ë 1 ¡°√“§¡-¡‘∂ÿπ“¬π 2549
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2 «√—∑æ√ ®—π∑√å≈≈‘µ

°“√µ√«®µ“

VA : fix and follow OU

OD OS

Cornea clear clear

Anterior chamber deep deep

Iris blue color blue color

Lens clear clear

-  No nystagmus

-  No strabismus

Fundus : generalize hypopigment of RPE, well

development of fovea

°“√µ√«®√à“ß°“¬
› º¡ ’¥”

› º‘« Õß ’

› æ—≤π“°“√ª°µ‘

°“√«‘π‘®©—¬ : Ocular albinism

Review : Ocular albinism
Albinism ‡ªìπ‚√§∂à“¬∑Õ¥∑“ß°√√¡æ—π∏ÿå

 “¡“√∂·∫àß‰¥â‡ªìπ 2 ™π‘¥

1. Oculocutaneous albinism

‡°‘¥‡π◊ËÕß®“°®”π«π melanin pigment ∑’Ë

Õ¬Ÿà„π melanosome ≈¥≈ß∑—Ë«√à“ß°“¬ ∑”„Àâ ’¢Õß

º‘«Àπ—ß º¡ ·≈– µ“ ÕàÕπ≈ß°«à“ª°µ‘ ·≈–¬—ß·∫àß

‡ªìπÕ’° 2 ™π‘¥µ“¡°“√ª√“°Ø¢Õß tyrosinase

enzyme ∑’Ë‡ª≈’Ë¬π tyrosine ‡ªìπ melanin

2. Ocular albinism

‡°‘¥‡π◊ËÕß®“°®”π«π melanosome ≈¥≈ß

¡—°®–¡’§«“¡º‘¥ª°µ‘∑’Ëµ“‡ªìπ à«π„À≠à ∫“ß§πÕ“®¡’

 ’º‘«Àπ—ß·≈–º¡ÕàÕπ°«à“ª°µ‘‰¥â ·µà®–‰¡à‡¥àπ™—¥

Ocular albinism ¡’°“√∂à“¬∑Õ¥·∫∫ X-link

‡ªìπ à«π„À≠à À√◊Õ‡√’¬°Õ’°™◊ËÕÀπ÷Ëß«à“ Nettleship -

Fall ocular albinism ·≈–¡’°“√∂à“¬∑Õ¥∑“ßæ—π∏ÿ

°√√¡·∫∫ autosomal recessive ‰¥â ·µà “¡“√∂æ∫

‰¥âπâÕ¬°«à“ „πªí®®ÿ∫—πæ∫ “‡Àµÿ‡°‘¥ ®“°¡’°“√

°≈“¬æ—π∏ÿå¢Õß¬’π OCA1 ·≈– OCA2

Õ“°“√· ¥ß∑“ßµ“∑—Èß„π oculocutaneous

·≈– ocular albinism ¡’Õ“°“√‡À¡◊Õπ°—π ‰¥â·°à

photophobia, refractive error, reduce vision ´÷Ëß

‡™◊ËÕ«à“‡°‘¥®“° foveal hypoplasia, strabismus ·≈–

nystagmus µ√«®√à“ß°“¬æ∫ iris transillumination,

hypopigment of RPE, foveal hypoplasia ·≈–

abnormal decussate of optic nerve fiber ÷́Ëßµ√«®

‰¥â®“° VEP ®–æ∫¡’ asymmetrical decussate

‡π◊ËÕß®“°°“√∂à“¬∑Õ¥ à«π¡“°‡ªìπ·∫∫ X-

link „πºŸâÀ≠‘ß®÷ß¡—°‡ªìπ carrier ´÷ËßÕ“®‰¡à¡’Õ“°“√

·µà “¡“√∂µ√«®æ∫§«“¡º‘¥ª°µ‘∑’Ëµ“‰¥â  ‡™àπ  partial

iris translucency, macular mottling, scattered

depigmentation of RPE À√◊ÕÕ“®∑” skin biopsy

‡æ◊ËÕ°“√«‘π‘®©—¬ ®–æ∫ macromelanosome

‡π◊ËÕß®“° albinism ‡ªìπ‚√§∑’Ë∂à“¬∑Õ¥∑“ß

æ—π∏ÿ°√√¡ ®÷ß‰¡à¡’°“√√—°…“∑’Ë®”‡æ“–‡®“–®ß ·µà¡’

§«“¡®”‡ªìπÕ¬à“ß¬‘Ëß„π°“√À“ associate syndrome

√à«¡°—∫°ÿ¡“√·æ∑¬å ‰¥â·°à Chadiak-Higashi

syndrome ÷́Ëß¡’§«“¡‡ ’Ë¬ß ŸßµàÕ°“√µ‘¥‡™◊ÈÕ ·≈–

lym-phofollicular malignancy ·≈– Hermansky-

Pudlak syndrome ¡—°¡’ªí≠À“ø°™È”‰¥âßà“¬ ‡π◊ËÕß

®“°‡°≈Á¥‡≈◊Õ¥º‘¥ª°µ‘ ·≈–Õ“®‡ªìπ‚√§‰µÀ√◊Õ

‚√§À—«„®‰¥â

°“√√—°…“Õ◊ËπÊ ‡ªìπ°“√√—°…“µ“¡Õ“°“√

‡™àπ ·°â‰¢ “¬µ“º‘¥ª°µ‘, low visual aid, ºà“µ—¥
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·°â‰¢µ“‡¢ À√◊Õ nystagmus ·≈–∑’Ë ”§—≠§◊Õ „Àâ

§”ª√÷°…“¥â“πæ—π∏ÿ°√√¡ (genetic counselling)
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