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∫∑§—¥¬àÕ ocular coloboma ‡ªìπ§«“¡º‘¥ª°µ‘·µà°”‡π‘¥∑’Ëæ∫‰¥â∫àÕ¬ ´÷ËßÕ“®æ∫√à«¡°—∫§«“¡º‘¥ª°µ‘

∑“ßµ“·≈–√–∫∫Õ◊Ëπ‰¥â ·¡â„πªí®®ÿ∫—π°“√µ√«®§—¥°√Õß¬’π‡æ◊ËÕ™à«¬°“√«‘π‘®©—¬®–°â“«Àπâ“‰ª¡“°·µà°Á¬—ß‰¡à·æ√à

À≈“¬π—° À“°æ∫ºŸâªÉ«¬ °“√´—°ª√–«—µ‘ µ√«®√à“ß°“¬∑—ÈßºŸâªÉ«¬·≈–≠“µ‘“¡“√∂„Àâ¢âÕ¡Ÿ≈∑“ßæ—π∏ÿ°√√¡‡∫◊ÈÕßµâπ

‰¥â √“¬ß“πºŸâªÉ«¬À≠‘ß«—¬°≈“ß§π 2 √“¬¡“¥â«¬Õ“°“√µ“¡—«∑—Èß 2 µ“®“°µâÕ°√–®° §«“¡º‘¥ª°µ‘∑’Ëæ∫ 

√à«¡§◊Õ bilateral iris coloboma ∑—Èß 2 √“¬‰¡àæ∫§«“¡‡°’Ë¬«‡π◊ËÕß∑“ßæ—π∏ÿ°√√¡ À≈—ß„Àâ°“√√—°…“µâÕ°√–®°

“¡“√∂øóôπøŸ°“√¡Õß‡ÀÁπ®π¡’√–¥—∫“¬µ“∑’Ë¥’‰¥â·≈–µ√«®æ∫  retinochoroidal coloboma √à«¡¥â«¬ 

®—°…ÿ‡«™“√ 2549 : ¡°√“§¡-¡‘∂ÿπ“¬π 20(1) : 73-83. 

À≈—ßÕ“¬ÿª√–¡“≥ 30 ªï ‰¡àª«¥‰¡à¡’ª√–«—µ‘Õÿ∫—µ‘‡Àµÿ

√â“¬·√ß∫√‘‡«≥¥«ßµ“¡“°àÕπ  

‰¡à¡’‚√§ª√–®”µ—«„¥ Ê 

ª√–«—µ‘§√Õ∫§√—« æàÕ·¡à æ’ËπâÕßÕ’° 9 §π ‰¡à¡’Õ“°“√ 

º‘¥ª°µ‘∑“ßµ“ ¡Õß‡ÀÁπ™—¥¥’ 

 

µ√«®µ“ ¢«“ ´â“¬ 

VA   FC PL 

Tn  12 21 

Corneal diameter (mm.) 

 Vertical 10 7.6 

 Horizontal 9.2 7.6 

Iris  coloboma coloboma 

Lens NS4+ NS3+with phacodonesis 

Fundus obscure obscure 

Axial length 22.79 24.64 

°Õß®—°…ÿ°√√¡  ‚√ßæ¬“∫“≈æ—∑≈ÿß 

∫∑π” 
 Ocular coloboma ‡°‘¥®“°§«“¡º‘¥ª°µ‘„π™à«ß

embryogenesis  ‚¥¬∑’Ë∑ÿ°™—Èπ¢Õß¥«ßµ“Õ“®‡°‘¥§«“¡º‘¥

ª°µ‘‰¥â∑—Èß iris, zonule, ciliary body, choroids, retina  

·≈– optic nerve Coloboma ∑’Ëæ∫‰¥â∫àÕ¬Õ“®‡ªìπ‡æ’¬ß

Õ¬à“ß‡¥’¬«‚¥¥Ê „π§πÿ¢¿“æ¥’À√◊Õ‡ªìπà«πÀπ÷Ëß„π

°≈ÿà¡Õ“°“√‡™‘ß´âÕπ∑’Ë∑√“∫À√◊Õ‰¡à∑√“∫“‡Àµÿ°Á‰¥â ´÷Ëß

¡’¡“°¡“¬∑—Èß°“√∂à“¬∑Õ¥∑“ßæ—π∏ÿ°√√¡À√◊Õªí®®—¬®“°

‘Ëß·«¥≈âÕ¡ º≈µàÕ°“√¡Õß‡ÀÁπ¢÷Èπ°—∫µ”·Àπàß∑’Ë‡ªìπ

·≈–§«“¡º‘¥ª°µ‘∑’Ëæ∫√à«¡¥â«¬ 

 

√“¬ß“πºŸâªÉ«¬ 2 √“¬ 

√“¬∑’Ë 1 ºŸâªÉ«¬À≠‘ß‰∑¬-æÿ∑∏ §Ÿà Õ“¬ÿ 57 ªï 

¿Ÿ¡‘≈”‡π“ ®.æ—∑≈ÿß Õ“™’æ∑”π“ 

Õ“°“√  µ“¡—«¡“° 2 ªï 

Õ“°“√·¥ß µ“¡Õß‡ÀÁπ‰¡à™—¥µ—Èß·µà‡¥Á° ¡—«≈ß‡√◊ËÕ¬ Ê 
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 √“¬π’È«‘π‘®©—¬«à“‡ªìπ bilateral uveal coloboma 

with cataract, lens subluxation and microcornea, left eye. 

 ‰¥â√—∫°“√√—°…“µâÕ°√–®°¥â«¬«‘∏’ Extracapsular 

cataract extraction with IOL „πµ“¢â“ß¢«“ à«πµ“´â“¬

‰¡à∑”Õ–‰√‡π◊ËÕß®“°§‘¥«à“¡’¿“«–µ“¢’È‡°’¬® (amblyopia) 

·≈–µ“¡’¢π“¥‡≈Á°¡“° À≈—ß°“√√—°…“√–¥—∫“¬µ“À≈—ß

ºà“µ—¥∑’Ë 2 ‡¥◊Õπ „πµ“¢«“‡∑à“°—∫ 20/70 (20/40 with 

PH) µ√«®®Õª√–“∑µ“À≈—ßºà“µ—¥æ∫¡’ retinochoroidal 

coloboma √à«¡¥â«¬ 

 

√“¬∑’Ë 2 ºŸâªÉ«¬À≠‘ß‰∑¬-æÿ∑∏ À¡â“¬Õ“¬ÿ 49 ªï 

¿Ÿ¡‘≈”‡π“  ®.æ—∑≈ÿß  Õ“™’æ∑”π“ 

Õ“°“√  µ“¡—«  2  ªï 

Õ“°“√·¥ß µ“¡—«µ—Èß·µà‡¥Á° ¡Õß‰¡à™—¥ ¡—«≈ß‡√◊ËÕ¬ Ê 

À≈—ßÕ“¬ÿ 20 ªï ‰¡àª«¥ ‰¡à¡’Õÿ∫—µ‘‡Àµÿ∑“ßµ“¡“°àÕπ 

‰¡à¡’‚√§ª√–®”µ—«„¥ Ê 

ª√–«—µ‘§√Õ∫§√—« æàÕ·¡à æ’ËπâÕßÕ’° 7 §π¡’°“√¡Õß 

‡ÀÁπª°µ‘ 

µ√«®µ“ ¢«“ ´â“¬ 

VA   5/200 HM 

Tn  14 18 

Corneal diameter (mm.) 

 Vertical 9.4 6.8 

 Horizontal 10.2 7.3 

Iris  coloboma coloboma 

Lens NS2+ NS3+ 

Fundus obscure obscure 

Axial length 25.84 «—¥‰¡à‰¥â 

Exotropia 45 prism diopter 
Fig. 1 A case of bilateral uveal coloboma with cataract,  
 lens dislocation and microcornea in left eye  

 (¿“æ’∑â“¬‡≈à¡) 

Fig. 2 A case of bilateral uveal coloboma with cataract, mic- 

 rocornea and exotropia in left eye (¿“æ’∑â“¬‡≈à¡) 

 √“¬π’È«‘π‘®©—¬«à“‡ªìπ bilateral uveal coloboma 

with cataract, microcornea and exotropia in left eye. ‰¥â 

√—∫°“√√—°…“µâÕ°√–®°¥â«¬«‘∏’ Phacoemulsification with 

IOL „πµ“¢â“ß¢«“ À≈—ß°“√√—°…“√–¥—∫“¬µ“¢â“ß¢«“

À≈—ßºà“µ—¥∑’Ë 2 ‡¥◊Õπ‡∑à“°—∫ 20/70 (20/40 with PH) 

µ√«®®Õª√–“∑µ“À≈—ßºà“µ—¥æ∫¡’ retinochoroidal 

coloboma √à«¡¥â«¬ 
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π‘¬“¡·≈–Õÿ∫—µ‘°“√≥å 

 Coloboma æÀŸæ®πå§◊Õ colobomata ¡“®“°¿“…“

°√’°  koloboma1 À¡“¬∂÷ß ©’°, ∑”„Àâ‡’¬ §«“¡º‘¥ª°µ‘

∑’Ë‡°‘¥¢÷ÈπÕ“®‡ªìπ‡æ’¬ß√Õ¬À«” √Õ¬Àà“ß ‡ªìπ√Ÿ À√◊Õ

√Õ¬·¬°‰¥â∑ÿ°à«π¢Õß¥«ßµ“ ‚¥¬À≈—°·≈â«®–„™â°—∫

§«“¡º‘¥ª°µ‘·µà°”‡π‘¥ ·µà°Á¡’∑’Ë„™â°—∫§«“¡º‘¥ª°µ‘∑’Ë

‡æ‘Ëß‡°‘¥∑’À≈—ß‰¥â coloboma æ∫√à«¡°—∫ microphthalmia 

·≈– anophthalmia2 ‰¥â∫àÕ¬ Õÿ∫—µ‘°“√≥å¢Õß coloboma 

·µ°µà“ß°—πµ“¡°≈ÿà¡ª√–™“°√∑’Ë»÷°…“‡ª√’¬∫‡∑’¬∫®“°

°“√§≈Õ¥ 10,000 √“¬ æ∫‰¥â 0.5 √“¬„π‡ªπ3 1.4 

√“¬„πΩ√—Ëß‡»4 2.6 √“¬„πÀ√—∞Õ‡¡√‘°“5 ·≈– 7.5  

√“¬„π®’π6 „π°“√»÷°…“∑’ËÕ‡¡√‘°“®“°°“√µ—Èß§√√¿å 

50,000 √“¬ æ∫Õÿ∫—µ‘°“√≥å¢Õß anophthalmia ‰¥â 0.18 

√“¬ µàÕ 10,000 Õÿ∫—µ‘°“√≥å¢Õß microphthalmia „π 

µ“Õß¢â“ß‡∑à“°—∫ 0.22 √“¬µàÕ 10,000 æ∫ªí®®—¬ 

‡’Ë¬ß—¡æ—∑∏å‡æ‘Ë¡¢÷Èπæ∫„π¡“√¥“∑’ËÕ“¬ÿ¡“°°«à“ 40 ªï 

¡’Õ“¬ÿ°“√»÷°…“πâÕ¬°«à“ 12 ªï ·≈–°“√¡’≈Ÿ°¡“°°«à“  

1 §π7 „πºŸâ„À≠à∑’Ëµ“∫Õ¥æ∫«à“‡ªìπ coloboma 0.6-

1.9%8  ¢≥–∑’Ë„π‡¥Á°∑’Ëµ“∫Õ¥æ∫‡ªìπ“‡Àµÿ‰¥â 3.2-

11.2%9 „π§√Õ∫§√—«∑’Ë¡’°“√∂à“¬∑Õ¥∑“ß°√√¡æ—π∏ÿå

·∫∫ autosomal dominant ºŸâ∑’Ë¡’º≈°“√µ√«®µ“ª°µ‘¡’

‚Õ°“∑’Ë≈Ÿ°®–æ∫§«“¡º‘¥ª°µ‘π’È‰¥â 8.6%10 

  

Normal eye development 

 °“√æ—≤π“‡ªìπ¥«ßµ“¢Õß—µ«å¡’°√–¥Ÿ°—πÀ≈—ß

‡°‘¥®“° 

 1. multiple inductive, morphogenetic events 

 2. °“√‡æ‘Ë¡®”π«π·≈–‡ª≈’Ë¬π·ª≈ß‡ªìπ mature 

cells 

 3. °“√‡™◊ËÕ¡µàÕ neural network ®“° retina ‰ª 

Ÿà higher neural centres ‡™àπ superior colliculus, geni- 

culate nucleus, occipital lobe11-13 ‡°‘¥¢÷Èπ√“««—π∑’Ë 30 

¢Õß§√√¿å¡“√¥“ ¥â“π≈à“ß¢Õß optic vesicle, optic stalk 

‡√‘Ë¡À«”µ—«∑”„Àâ‡°‘¥ double-layered optic cup ·≈– optic 

fissure ´÷Ëß‡ªìπ∑“ßºà“π¢Õß‡âπ‡≈◊Õ¥®“° vascular meso-

derm ∑’Ë¡“‡≈’È¬ß≈Ÿ°µ“∑’Ë°”≈—ßæ—≤π“°“√º“π¢Õß optic 

fissure ‡°‘¥ª√–¡“≥—ª¥“Àå∑’Ë 5 ‡√‘Ë¡®“°µ√ß°≈“ß  

‰ª¥â“πÀπâ“ºà“π¢Õ∫¢Õß optic cup ·≈–¥â“πÀ≈—ß‰ª 

µ“¡ optic stalk ‘Èπÿ¥µÕπ—ª¥“Àå∑’Ë 714 ¢Õß§√√¿å

¡“√¥“ À“°¡’§«“¡º‘¥æ≈“¥‡°‘¥¢÷Èπ™à«ßπ’È°Á®–∑”„Àâ 

‡°‘¥‡ªìπ coloboma  ‰¥â 

 

æ¬“∏‘°”‡π‘¥ 

 “‡Àµÿ¢Õß°“√‡°‘¥ coloboma ‚¥¬∑—Ë«‰ª‡°‘¥

®“°°“√ªî¥µ—«Õ¬à“ß‰¡à¡∫Ÿ√≥å¢Õß ectodermal optic 

vesicle fissure „π™à«ß—ª¥“Àå∑’Ë 5 ∂÷ß 6 „π§√√¿å¡“√¥“ 

(¢π“¥ 7-14 ¡¡.) ´÷Ëß‡ªìπ™à«ß√–À«à“ß°“√À«”µ—«¢Õß 

optic vesicle ·≈–°“√ªî¥µ—«¢Õß fetal fissure15,16 µà“ß 

®“°°“√‡°‘¥ eyelid coloboma ∑’Ë‡ªìπ°“√ªî¥µ—«∑’Ë‰¡à

¡∫Ÿ√≥å¢Õß mesodermal fold „π™à«ß—ª¥“Àå∑’Ë 7 ∂÷ß  

8  „π§√√¿å¡“√¥“ 

 ªí®®ÿ∫—π¡’§«“¡°â“«Àπâ“¥â“π molecular mecha-

nisms ¡“°¢÷Èπ‡°’Ë¬«°—∫æ¬“∏‘°”‡π‘¥¢Õß coloboma ®“°

°“√»÷°…“„π—µ«å∑¥≈Õß∑—Èß Mendelian genetic disorder, 

chromosomal abnormalities, toxic environmental agents 

‡™àπ ¬“, °“√¢“¥“√Õ“À“√ 

 

Classification 
Typical coloboma: 

 ‡ªìπ∑’Ë inferonasal quadrant ‡π◊ËÕß®“°°“√ªî¥ 

µ—«º‘¥ª°µ‘¢Õß fetal fissure æ∫‰¥â∫àÕ¬∑’Ëÿ¥ Õ“®æ∫

§«“¡º‘¥ª°µ‘√à«¡°—πµ—Èß·µà¡à“πµ“®π∂÷ß‡âπª√–“∑ 

µ“‰¥â13 
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Atypical coloboma: 

 ‡ªìπ∑’Ëà«πÕ◊ËππÕ°‡Àπ◊Õ®“° inferonasal qua-

drant ¢Õß≈Ÿ°µ“ ·≈–¬—ß‰¡à∑√“∫æ◊Èπ∞“π∑“ß embryo-

genesis ∑’Ë™—¥‡®π ¡’∫“ß sub-classification ∑’Ë·∫àß 

coloboma µ“¡§«“¡¬“«¢Õß°√–®°µ“·≈–§«“¡¬“« 

≈Ÿ°µ“‡ªìπ coloboma with cyst, coloboma with micro-

phthalmos, coloboma with microcornea ·≈– coloboma 

Õ¬à“ß‡¥’¬« ‡æ◊ËÕ™à«¬æ¬“°√≥å°“√¡Õß‡ÀÁπ ·µà‰¡à‰¥â

√«¡º≈®“°°“√¡’ chorioretinal ·≈– optic nerve colo- 

boma ´÷Ëß∑”„Àâ°“√¡Õß‡ÀÁπ‰¡à¥’‰¥â‚¥¬‰¡àµâÕß¡’ cyst, 

microphthalmos,  microcornea6 

 

Phenotypic expression 
 æ∫‰¥âµ—Èß·µà iris coloboma ®π∂÷ß orbital cyst  

´÷Ëß∫“ß§√—Èßª√“°Ø„Àâ‡ÀÁπ‡ªìπ anophthalmos ‡≈¬°Á‰¥â 

πÕ°®“°π’ÈÕ“®æ∫‡ªìπ choroidal coloboma, retinal 

coloboma ∑“ß¥â“π inferonasal quadrant µàÕ disc À√◊Õ 

Õ“®‚Õ∫≈âÕ¡ disc ∑—ÈßÀ¡¥ ·≈–‚¥π macula À√◊Õ‰¡à 

°Á‰¥â 

 

iris coloboma 
 Complete iris coloboma ‡°‘¥∑—Èß™—Èπ¢Õß iris  

stroma ·≈– pigment epithelium ‰ª∑“ß inferonasal qua-

drant ‡™◊ËÕ¡µàÕ°—∫ corneoscleral limbus ∑”„Àâ‡°‘¥ 

≈—°…≥–‡©æ“–¢Õß√Ÿ¡à“πµ“‡ªìπ√Ÿª keyhole ´÷Ëß‡ªìπ 

1 À√◊Õ 2 ¢â“ß°Á‰¥â10 à«π partial iris coloboma ¡—° 

‡°‘¥°—∫∫“ß™—Èπ ‡ÀÁπ√Ÿ¡à“πµ“‡ªìπ√Ÿª≈‘Ë¡À√◊Õ√Ÿª«ß√’·≈–

µ√«®‡ÀÁπ‰¥â™—¥‡®π®“°«‘∏’  iris  transillumination17 

 Chorioretinal coloboma ¡—°‡ÀÁπ‡ªìπ√Õ¬’¢“«

‡À≈◊Õ∫¢Õß sclera ¢Õ∫‡¢µ™—¥‡®π·≈–æ∫‰¥â∫àÕ¬∑’Ë¡’

°≈ÿà¡‡¡Á¥’Õ¬Ÿà∫√‘‡«≥¢Õ∫ ¢Õ∫¡—°‰¡à‡√’¬∫ ‚ªÉßπŸπ‰ª

¥â“πÀ≈—ß ‡ªìπ 1 À√◊Õ 2 ¢â“ß°Á‰¥â ‡°‘¥‡¡◊ËÕ fetal fissure 

ªî¥‰ª¥â“πÀ≈—ß‰¡à¡∫Ÿ√≥å∑”„Àâ RPE, neurosensory 

retina ·≈– choroid À“¬‰ª ∫“ß§√—ÈßÕ“®¡’ retina À≈ß

‡À≈◊ÕÕ¬Ÿà·µà∫“ß·≈–¡’ gliosis18 ¡—°‰¡àª√“°ØÕ“°“√ 

¬°‡«âπ¡’≈“π“¬µ“¥â“π∫π‡’¬‰ª¡“° Õ“®æ∫ sub-

retinal neovascular „π chorioretinal coloboma19 ·µà®–æ∫

¡“°¢÷Èπ‡¡◊ËÕæ∫√à«¡°—∫ optic nerve head coloboma20-22  

 Optic disc coloboma ‡°‘¥®“°°“√ªî¥µ—«Õ¬à“ß 

‰¡à¡∫Ÿ√≥å¢Õßà«πµâπ∑’Ëÿ¥¢Õß optic stalk §«“¡º‘¥

ª°µ‘æ∫‰¥âµ—Èß·µà enlarged optic cup ¡’§«“¡≈÷°ª√–¡“≥ 

2-8 diopters ®π∂÷ß unrecognizable optic nerve head23  

®ÿ¥°”‡π‘¥¢Õß retinal vessels °Á¡—°º‘¥ª°µ‘¥â«¬ Õ“®æ∫

§«“¡º‘¥ª°µ‘√à«¡¢Õß¡Õßà«πÀπâ“„π morning glory 

disc anomaly24 ´÷Ëß¡’≈—°…≥–º‘¥ª°µ‘¢Õß disc ‡ªìπ√Ÿª

°√«¬¢π“¥„À≠à·≈–¡’°“√¬°πŸπ¢Õß‡π◊ÈÕ‡¬◊ËÕ√Õ∫ disc 

≈—°…≥–‡©æ“–¢Õß‡âπ‡≈◊Õ¥§◊Õ °“√‡√’¬ßµ—«§≈â“¬√—»¡’

ÕÕ°®“° disc ¡—°‡ªìπ¢â“ß‡¥’¬« —¡æ—π∏å°—∫¿“«–µ“‡¢

·≈–“¬µ“‡≈◊Õπ√“ß à«π optic nerve pit °Á∑”„Àâ‡°‘¥ 

central serous retinopathy ‰¥â25 

 Microphthalmia, microcornea, uveal coloboma 

æ∫‰¥â„π§πÿ¢¿“æª°µ‘ À√◊ÕÕ“®‡ªìπà«πÀπ÷Ëß¢Õß

§«“¡º‘¥ª°µ‘´È”´âÕπÕ◊Ëπ microphthalmia À¡“¬∂÷ßµ“ 

∑’Ë¡’ axial length πâÕ¬°«à“‡°‘π 2 ‡∑à“¢Õß§«“¡‡∫’Ë¬ß- 

‡∫π¡“µ√∞“π§«“¡¬“«µ“‡©≈’Ë¬„π™à«ßÕ“¬ÿπ—Èπ Ê ·≈–

À√◊Õ¥«ßµ“∑’Ë¡’ª√‘¡“µ√πâÕ¬°«à“ª°µ‘ simple micro-

phthalmia À¡“¬∂÷ß≈Ÿ°µ“¢π“¥‡≈Á°·µàà«πÕ◊Ëπª°µ‘ à«π 

complex À√◊Õ complicated microphthalmia ®–æ∫§«“¡

º‘¥ª°µ‘Õ◊Ëπ√à«¡¥â«¬‡™àπ¡’ retinochoroidal coloboma à«π 

clinical anophthalmia ¡—°®–„™â°—∫ microphthalmia ¢π“¥

‡≈Á°¡“° Ê ´÷Ëßà«πµà“ß Ê „π¥«ßµ““¡“√∂·¬°‰¥â®“° 

°“√µ√«®™‘Èπ‡π◊ÈÕ∑“ßæ¬“∏‘«‘∑¬“‡∑à“π—Èπ microcornea

æ∫√à«¡°—∫ microphthalmia ‰¥â∫àÕ¬ §«“¡¬“«·π«µ—Èß

·≈–·π«πÕπÕ“®·µ°µà“ß°—π∑”„Àâ cornea ¡’√Ÿª√à“ß√’‰¥â 
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“‡Àµÿ·≈–≈—°…≥–°“√∂à“¬∑Õ¥∑“ßæ—π∏ÿ°√√√¡ 

Isolated ocular monogenic syndrome 

 Autosomal dominant 

 Autosomal recessive 

Multisystem monogenic syndrome 

 Autosomal dominant inheritance 

 Autosomal recessive inheritance 

 X-linked inheritance 

 Unknown etiology 

 Chromosomal aberrations 

Environmental causes and intrauterine insults 

Isolated ocular monogenic syndrome: 

 Autosomal dominant 

 Autosomal dominant coloboma  microphthalmia 

∑’Ë‰¡à¡’§«“¡º‘¥ª°µ‘Õ◊Ëπ√à«¡¥â«¬æ∫‰¥â∫àÕ¬ ¡—°‡√’¬°«à“ 

familial uveal coloboma ‚¥¬¡’Õ“°“√·¥ßÀ≈“°À≈“¬ 

µ—Èß·µà iris coloboma, choroidal coloboma ¢π“¥‡≈Á°®π 

∂÷ß clinical anophthalmia À√◊Õ orbital cyst ‰¥â ‰¡àæ∫

§«“¡º‘¥ª°µ‘¿“¬πÕ°≈Ÿ°µ“ µ‘ªí≠≠“§«“¡©≈“¥®–

ª°µ‘ æàÕ·¡à∑’Ë∑√“∫«à“µπ‡ªìπæ“À–¢Õß¬’π™π‘¥π’È ¡’

‚Õ°“∑’Ë≈Ÿ°®–‰¥â√—∫¬’π 50% Õ¬à“ß‰√°Áµ“¡‚Õ°“∑’Ë®–

‡°‘¥§«“¡º‘¥ª°µ‘¥â“π°“√¡Õß‡ÀÁπÕ¬à“ß¡’π—¬”§—≠Õ—π

‡π◊ËÕß¡“®“°§«“¡º‘¥ª°µ‘∑“ßµ“πâÕ¬°«à“‚Õ°“°“√

∂à“¬∑Õ¥¬’π‡¡Õ ¡—°æ∫‡ªìπµ“¢â“ß‡¥’¬«·µà°Áæ∫Õß

µ“∑’Ë¡’¢π“¥‰¡à‡∑à“°—π‰¥â ‡π◊ËÕß®“° gene penetrance  

‡°‘¥‰¡à¡∫Ÿ√≥å ∑”„Àâ—¥à«π¢Õßæ“À–¬’ππ’È¡’Õ“°“√

·¥ßπâÕ¬°«à“ 100% ¿“«– incomplete penetrance π’È‡Õß

≈¥‚Õ°“∑’Ë≈Ÿ°¢ÕßºŸâ∑’Ë¡’ coloboma ®–¡’ coloboma mi- 

crophthalmia26  

Autosomal recessive 

 æ∫§√Õ∫§√—«µ—«Õ¬à“ßπâÕ¬ à«π„À≠à·≈â«‡ªìπ 

sporadic case ∑’Ë‰¡à¡’¡“™‘°§πÕ◊Ëπ‡ªìπ¥â«¬ 

Multisystem monogenic syndrome : 

 Autosomal dominant inheritance 

 Ocular coloboma Õ“®‡ªìπÕ“°“√·¥ßÀπ÷Ëß„π 

single gene disorder ∑’Ë¡’À≈“¬Õ«—¬«–º‘¥ª°µ‘‡™àπ basal 

cell nevus syndrome ª√–°Õ∫¥â«¬ basal cell carcinomas, 

dyskeratotic cysts of the jaw, dyskeratotic cysts of the  

ribs, spinal anomalies, pits of hands and feet, mental 

retardation Õ“°“√·¥ß∑“ßµ“æ∫‰¥â∑—Èß colobomatous 

microphthalmia, congenital cataract ·≈– strabismus ‡°‘¥

®“°¬’π∫π  long arm ¢Õß‚§√‚¡‚´¡§Ÿà∑’Ë 9 º‘¥ª°µ‘ 

 Autosomal recessive inheritance 

 ‡™àπ Mekel-Gurber syndrome, Sjοgren-Larsson 

syndrome, Walker-Warburg syndrome °≈ÿà¡Õ“°“√‡À≈à“π’È

∂à“¬∑Õ¥·∫∫ autosomal recessive ¡’Õ“°“√·¥ßÕ◊Ëπ Ê 

∑’Ëæ∫√à«¡°—∫ coloboma, microphthalmia ‰¥â 

 X-linked recessive 

 ‡™àπ Aicardi syndrome, MIDAS syndrome, Catel 

Manzke syndrome ‡ªìπ§«“¡º‘¥ª°µ‘∑’Ë∂à“¬∑Õ¥·∫∫  

X-linked recessive 

 Chromosomal aberrations 

 æ∫√à«¡°—∫ colobomatous microphthalmia ‰¥â 

chromosomal aberrations ∑’Ëæ∫∫àÕ¬ ‡™àπ Trisomy, 

13 Triploidy, Cat Eye syndrome ·≈– 4p- ∑’Ëæ∫‰¡à∫àÕ¬

‡™àπ 11q-, 13q- , 18q- , Trisomy 18 ‡ªìπµâπ 

 Trisomy 13 ¡’Õ“°“√·¥ß∑“ßµ“·≈–√–∫∫ 

Õ◊Ëπ Ê ¥—ßπ’È 

 ∑“ßµ“ : microphthalmos, coloboma, µâÕ°√–®°, 

persistence of primary vitreous ·≈– hyaloidal vasculature, 

absence of secondary vitreous ·≈–®Õª√–“∑µ“À≈ÿ¥≈Õ° 

 √–∫∫Õ◊Ëπ Ê : Microcephaly, hydrocephalus,  

septal defects, patent foramen ovale, cleft lip, cleft  

palate,  polydactyly  

. . 
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“‡Àµÿ®“°‘Ëß·«¥≈âÕ¡·≈–º≈°√–∑∫¢≥–Õ¬Ÿà„π§√√¿å : 

 ºŸâªÉ«¬®”π«π¡“°∑’Ëæ∫‡ªìπ sporadic, unilateral 

case ´÷Ëßπà“®–¡’“‡Àµÿ®“° non-genetic factors À≈“¬µ—« 

‡™àπ¢Õß non-Mendelian, multisystem malformation syn-

dromes ∑’Ëæ∫ coloboma ¥â«¬‡™àπ CHARGE association  

æ∫ uveal À√◊Õ iris coloboma 86%27 ·≈– nevus seb- 

aceous of Jadassohn °Áæ∫ iris ·≈– choroidal coloboma28 

¡’√“¬ß“π“√µà“ß Ê ∑’Ë¡’º≈µàÕ∑“√°„π§√√¿å‰¥â·°à 

thalidomide ‡¥Á°∑’Ë‡°‘¥®“°¡“√¥“∑’Ë„™â¬“π’Èæ∫«à“¡’ colo-

boma 4%, microphthalmia 7%,29 benomyl (fungicide), 

anticonvulsants ·≈– alcohol æ∫«à“‡¥Á°∑’Ë‡°‘¥®“°¡“√¥“

∑’Ë∫√‘‚¿§ alcohol ¢≥–µ—Èß§√√¿å¡’§«“¡º‘¥ª°µ‘∑’Ëµ“ 

90%,30 à«π®“°°“√µ‘¥‡™◊ÈÕ°Á¡’√“¬ß“π‡™àπ°—π‰¥â·°à 

CMV, toxoplasmosis,31,32 EMV, Varicella zoster ·≈– 

Herpes simplex virus ¡’√“¬ß“π¿“«–¢“¥‰«µ“¡‘π‡Õ„π

À≠‘ß¡’§√√¿å Õ“®‡ªìπ“‡Àµÿ¢Õß ocular coloboma „π

‡Õ‡™’¬‚¥¬‡©æ“–∑’ËÕ‘π‡¥’¬„µâ33,34  

 

æ◊Èπ∞“π¥â“π‚¡‡≈°ÿ≈‡°’Ë¬«°—∫ coloboma (Molecular basis 

of coloboma) 

 ¢—ÈπµÕπ°“√‡®√‘≠‡µ‘∫‚µ¢Õß≈Ÿ°µ“„π√–¬–·√°

®–¡’‚ª√µ’π§Õ¬§«∫§ÿ¡„Àâ‡ªìπª°µ‘‚¥¬ complex network  

of transcriptional factors, cell cycle regulators ·≈– diffu-

sible signaling molecules35 ‡æ◊ËÕ„Àâ‡°‘¥‡ªìπà«πµà“ß Ê 

¢Õß≈Ÿ°µ“ °√–µÿâπ„Àâ¡’ cell proliferation, migration,  

apoptosis ·≈– specify cell identities À“°‡°‘¥§«“¡º‘¥

ª°µ‘¢Õß‚ª√µ’πÀ√◊Õ¬’π‡À≈à“π’È°Á®–‡°‘¥ coloboma ‰¥â¡’

°“√√«∫√«¡¬’π∑’Ë—¡æ—π∏å°—∫°“√‡°‘¥ ocular coloboma 

∑—Èß„π¡πÿ…¬å·≈–ÀπŸ ‡√’¬°«à“ CGN (Coloboma Gene  

Network) model36 (√Ÿª∑’Ë 3) ‡æ◊ËÕ„Àâßà“¬µàÕ°“√∑” 

§«“¡‡¢â“„®‡√◊ËÕß fetal development ·≈–æ¬“∏‘°”‡π‘¥ 

¢Õß‚√§37 ¡’ 2 ¬’πÀ≈—°„π‡§√◊Õ¢à“¬π’È§◊Õ Sonic hed- 

Fig. 3 Coloboma gene network (CGN) model. Mutations  
 in genes or signalling molecules that are associated  
 with coloboma are depicted in bold black text.  
 Mutations in genes that are associated ano- 
 phthalmia/microphthalmia are in normal text.  
 Mutations in genes that are associated with other  
 eye defects are shaded grey. Genes in bold grey  
 text have not been associated with developmental  
 eye defects, but are directly involved in regulation/ 
 interaction of downstream coloboma target genes.  
 SHH and PAX6 are boxed as they regulate many  
 genes associated with coloboma. Human genes are  
 in uppercase, and mouse genes are in lowercase. 

gehog (SHH) ·≈– PAX638-41 À“°‡°‘¥§«“¡º‘¥ª°µ‘¢÷Èπ

°Á®–‡°‘¥ coloboma πÕ°®“°π’È¬—ß∑”Àπâ“∑’Ë‡ªìπ trans-

criptional regulators ‡°’Ë¬«¢âÕß°—∫¬’πµ—«Õ◊Ëπ∑’Ë∑”„Àâ‡°‘¥  

coloboma  ¥â«¬‡™àπ°—π 

 ®“°√Ÿª∑’Ë 3 ¬’πÀ√◊Õ‚¡‡≈°ÿ≈àß—≠≠“≥∑’Ë‡°‘¥

§«“¡º‘¥ª°µ‘·≈â«∑”„Àâ‡°‘¥ coloboma ®–·¥ß‡ªìπ

Õ—°…√’¥”Àπ“ ¬’πÀ√◊Õ‚¡‡≈°ÿ≈àß—≠≠“≥∑’Ë‡°‘¥§«“¡

º‘¥ª°µ‘·≈â«∑”„Àâ‡°‘¥ anophthalmia/microphthalmia ®–

·¥ß‡ªìπÕ—°…√∏√√¡¥“ ¬’πÀ√◊Õ‚¡‡≈°ÿ≈àß—≠≠“≥∑’Ë

‡°‘¥§«“¡º‘¥ª°µ‘·≈â«∑”„Àâ‡°‘¥§«“¡º‘¥ª°µ‘Õ◊Ëπ Ê ¢Õß 
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≈Ÿ°µ“®–·¥ß‡ªìπÕ—°…√’‡∑“ ¬’π∑’Ë·¥ß‡ªìπ’‡∑“µ—«

Àπ“¬—ß‰¡àæ∫«à“—¡æ—π∏å°—∫ coloboma ‚¥¬µ√ß·µàæ∫«à“

§Õ¬§«∫§ÿ¡ coloboma target genes Õ¬Ÿà à«π SHH ·≈– 

PAX6 Õ¬Ÿà„π°√Õ∫‡æ◊ËÕ·¥ß«à“ 2 ¬’ππ’È§«∫§ÿ¡¬’πÕ’°

À≈“¬µ—«∑’Ë‡°’Ë¬«¢âÕß°—∫ coloboma   

 

¿“«–·∑√°´âÕπµà“ßÊ 

 1. Rhegmatogenous ·≈– Nonrhegmatogenous 

retinal detachment æ∫‰¥â 4-43%42-45 ¡—°‡°‘¥®“°√Õ¬

©’°¢“¥¿“¬„πÀ√◊Õ„°≈â‡§’¬ß coloboma º≈°“√ºà“µ—¥°Á

ª√–∫º≈”‡√Á®·µ°µà“ß°—π46,47 

 2. µâÕ°√–®° æ∫À≈“°À≈“¬·∫∫‡™àπ isolated 

pigment clumping on lens capsule at the equator, sub-

capsular, cortical opacification, anterior ·≈– posterior 

polar cataract 

 3. µâÕÀ‘π, ¿“«–“¬µ“¢’È‡°’¬®, anisometropia, 

sensory strabismus 

 

°“√µ√«®ª√–‡¡‘πºŸâªÉ«¬ 
 §«√µ√«®Õ¬à“ßæ‘∂’æ‘∂—π ·µà∫“ß§√—Èß∑”‰¥â¬“°

À“°ºŸâªÉ«¬‰¡à√à«¡¡◊ÕÀ√◊Õ¡’ nystagmus, microphthalmos 

√à«¡¥â«¬ ºŸâªÉ«¬§«√‰¥â√—∫°“√µ√«®¥—ßµàÕ‰ªπ’È 

 1. «—¥√–¥—∫“¬µ“ 

 2. refraction 

 3. slit lamp examination ¥Ÿ anterior segment 

manifestation 

 4. direct & indirect ophthalmoscopy µ√«®À“

choroids, retina ·≈– optic nerve involvement 

 5. ultrasonography ‡æ◊ËÕ«—¥ axial length ·≈–

µ√«®¿“«– anophthalmia  

 6. CT scan ‡æ◊ËÕ¥Ÿ CNS malformation 

 7. Genetic evaluation „π°√≥’∑’Ëß—¬ 

°“√√—°…“ 

 Iris coloboma : ‡π◊ËÕß®“° ‰¡à¡’º≈µàÕ°“√¡Õß

‡ÀÁπ ¢âÕ∫àß™’È„π°“√√—°…“§◊Õ°“√µ°·µàß‡æ◊ËÕ§«“¡ß“¡ 

À√◊Õ·°â‰¢¿“«–°≈—«·ß (photophobia)48-50 ¡—°®–∑”°ÁµàÕ

‡¡◊ËÕ¡’°“√ºà“µ—¥„π≈Ÿ°µ“Õ¬à“ßÕ◊Ëπ à«π„À≠à®–‰¥âª√–‚¬™πå 

®“° cosmetic contact lens ´÷Ëß®–∑”„Àâ‡À¡◊Õπ¥«ßµ“Õ’°

¢â“ß∑’Ëª°µ‘ Retinochoroidal coloboma : ‡π◊ËÕß®“°Õÿ∫—µ‘-

°“√≥å¢Õß®Õª√–“∑µ“À≈ÿ¥≈Õ°æ∫‰¥â∫àÕ¬ ®÷ß§«√„™â 

laser photocoagulation °√≥’∑’Ë√Õ¬‚√§Õ¬Ÿà¥â“πÀ≈—ß·≈– 

cryopexy °√≥’∑’Ë√Õ¬‚√§Õ¬Ÿà∑“ß¥â“πÀπâ“ Microphthal 

mia : „™â cosmetic scleral shell fitting ·≈–§«√‡ª≈’Ë¬π

¢π“¥‡¡◊ËÕ‡¥Á°‚µ¢÷Èπ‡√◊ËÕ¬ Ê 

 

°“√„Àâ§”ª√÷°…“¥â“π°√√¡æ—π∏åÿ 

 ·π«∑“ß°“√„Àâ§”ª√÷°…“„π√“¬∑’Ë‡ªìπ familial 

cases, ∑’Ë¡’ coloboma Õ¬à“ß‡¥’¬«·≈–°√≥’∑’Ë¡’§«“¡º‘¥

ª°µ‘Õ◊Ëπ√à«¡¥â«¬¡’¥—ßπ’È 

 °√≥’∑’Ë‡ªìπ familial form ·≈–°≈ÿà¡Õ“°“√∑’Ë¡’ 

coloboma √à«¡¥â«¬„Àâ„™âÀ≈—°æ◊Èπ∞“πÕ‘ßµ“¡ Mendelian 

inheritance (autosomal dominant, recessive, X-linked) 

 °√≥’∑’Ë‡ªìπ isolated coloboma æ∫ recurrence 

risks 8.1% (single incomplete ascertainment, SIA) ·≈– 

13.3% (multiple incomplete ascertainment, MIA)51 À“°

æ‘®“√≥“‡©æ“–°≈ÿà¡ coloboma 2 µ“ §«“¡‡’Ë¬ß¢Õß 

æ’ËπâÕß®–‡æ‘Ë¡‡ªìπ 33% ‡¡◊ËÕ‡∑’¬∫°—∫∑’Ë‡ªìπµ“¢â“ß‡¥’¬« 

Õ¬à“ß‰√°Áµ“¡æ∫«à“À“°π”æàÕ·¡à¢ÕßºŸâªÉ«¬∑’Ë‡ªìπ 2 

µ“ ¡“µ√«®Õ¬à“ß≈–‡Õ’¬¥®–æ∫§«“¡º‘¥ª°µ‘·≈–à«π

„À≠à‡ªìπ retinal coloboma ´÷Ëß∫àß™’È«à“¡’°“√∂à“¬∑Õ¥·∫∫ 

dominant inheritance ·µà∂â“æàÕ·¡àª°µ‘æ∫«à“ bilateral 

recurrence risk ≈¥≈ß‡ªìπ 2.9% (SIA) ·≈– 4.3%  

(MIA) À“°æ‘®“√≥“‡©æ“–°≈ÿà¡∑’Ë‡ªìπ¢â“ß‡¥’¬« ®–¡’ 

recurrence risk 4.9% (SIA) ·≈– 7.9% (MIA) ´÷Ëßπà“
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·ª≈°„®∑’Ëæ∫«à“À“°æàÕ·¡àª°µ‘ ‚Õ°“¢Õß≈Ÿ°§π∂—¥

‰ª¡’ coloboma ¡“°°«à“„π°≈ÿà¡∑’Ë‡ªìπ¢â“ß‡¥’¬« ¥—ßπ—Èπ

°àÕπ„Àâ§”ª√÷°…“§«√µ√«®æàÕ·¡à„Àâ≈–‡Õ’¬¥‚¥¬‡©æ“–

√“¬∑’Ë‡ªìπµ“ 2 ¢â“ß ‡æ◊ËÕ·¬°°≈ÿà¡∑’Ë¡’°“√∂à“¬∑Õ¥ 

·∫∫ dominant inheritance ªí®®ÿ∫—π§«“¡°â“«Àπâ“∑“ß 

genetic ¡’¡“°¢÷Èπ °“√µ√«®À“ gene ∑’Ë∑”„Àâ‡°‘¥ colo-

boma Õ“®™à«¬„π°“√«‘π‘®©—¬·≈–§—¥°√Õß °“√µ√«®À“

„π√“¬∑’Ëß—¬°√≥’‡ªìπ°≈ÿà¡Õ“°“√‡©æ“–‡™àπ renal- 

coloboma syndrome µ√«®À“ PAX-2 holoprosencephaly  

µ√«®À“ SIX3 ·≈– SHH genes °√≥’∑’Ë‡ªìπ isolated 

coloboma ¬’π∑’Ë§«√µ√«®§—¥°√Õß§◊Õ PAX6, MAF1, 

VAX1, VAX2 ·≈– SHH À“°‡ªìπ isolated micro- 

phthalmia §«√µ√«®¬’π CHX10, RX, SOX2, BMP4, 

BMP7, MAF1 ·≈– NOG Õ¬à“ß‰√°Áµ“¡°“√µ√«®§—¥

°√Õß¬’π„πªí®®ÿ∫—π¬—ß¡’§«“¡®”°—¥„πÀ≈“¬¥â“π∑—Èßπ’È

‡π◊ËÕß®“° coloboma genes à«π„À≠à·≈â«¬—ß‰¡à∂Ÿ°µ√«®

æ∫·≈–°“√µ√«®§—¥°√Õß¬’π¬—ß‰¡à‡ªìπ∑’Ë·æ√àÀ≈“¬„π

À≈“¬ª√–‡∑» ·π«∑“ß∑’Ë¡’ª√–‚¬™πå∑’Ëÿ¥§◊Õµ√«®À“

„π§√Õ∫§√—«∑’Ë√ÿª‰¥â·≈â««à“‡ªìπ®“° mutation 

 

∫∑√ÿª 
 Ocular coloboma ¡—°æ∫√à«¡°—∫ microphthalmia 

‡ªìπ§«“¡º‘¥ª°µ‘·µà°”‡π‘¥∑’Ëæ∫‰¥â∫àÕ¬ Õ“®‡ªìπ§«“¡

º‘¥ª°µ‘ ‡™‘ß‡¥’Ë¬«À√◊Õ¡’§«“¡º‘¥ª°µ‘¢Õß√–∫∫Õ◊Ëπ√à«¡

¥â«¬°Á‰¥â ¡’À≈“°À≈“¬“‡Àµÿ∑’Ë∑”„Àâ‡°‘¥≈—°…≥–‡™àππ’È 

ºŸâªÉ«¬·µà≈–√“¬§«√‰¥â√—∫°“√µ√«®¥—ßπ’È 

 1. µ√«®µ“∑—ÈßÕß¢â“ßÕ¬à“ß≈–‡Õ’¬¥ 

 2. §âπÀ“«à“¡’§«“¡º‘¥ª°µ‘¢Õß√à“ß°“¬√–∫∫

Õ◊Ëπ√à«¡¥â«¬À√◊Õ‰¡à 

 3. ª√–«—µ‘°“√µ—Èß§√√¿å ‡æ◊ËÕÀ““√ teratogen 

 4. ª√–«—µ‘§√Õ∫§√—« ‡æ◊ËÕÀ“ºŸâªÉ«¬ coloboma 

§πÕ◊Ëπ Ê 

 5. µ√«®µ“∑—ÈßæàÕ·¡à·≈–æ’ËπâÕß 

 ‡π◊ËÕß®“°Õ“°“√·¥ß·µ°µà“ß°—π‰¥â¡“° ®“° 

small iris coloboma  ®π∂÷ß§«“¡º‘¥ª°µ‘∑’Ë∑”„Àâ°“√¡Õß

‡ÀÁπ·¬à¡“° °“√√—°…“®÷ß¢÷Èπ°—∫µ”·Àπàß·≈–§«“¡√ÿπ 

·√ß∑’Ë‡ªìπ 
 

‡Õ°“√Õâ“ßÕ‘ß 
 1 Dorland’s Illustrated Medical Dictionary 27th Edition. 

Philadelphia. WB Saunders ; 1988 : p 359. 
 2 Gregory-Evans K. Developmental disorders of the 

globe. In : Moore A, Lightman S, eds. Fundamentals 
of clinical ophthalmology: paediatric ophthalmology. 
London : BMJ Books, 2000 : 53-61. 

 3. Bermejo E, Martinez-Frias ML. Congenital eye malfor- 
mations : clinical-epidemiological analysis of 1,124,654 
consecutive births in Spain. Am J Med Genet 1998 ; 
75 : 497-504. 

 4. Stoll C, Alembik Y, Dott B, Roth MP. Congenital eye 
malformations in 212,479 consecutive births. Ann 
Genet 1997 ; 40 : 122-8. 

 5. Porges Y, Gershoni-Baruch R, Leibu R, Goldscher D, 
Zonis S, Shapira I, Miller B. Hereditary microphthal- 
mia with colobomatous cyst. Am J Ophthalmol 1992 ; 
114 : 30-4. 

 6. Hornby SJ, Adolph S, Gilbert CE, Dandona L, Foster 
A. Visual acuity in children with coloboma: clinical 
features and a new phenotypic classificatio n system. 
Ophthalmology 2000 ; 107 : 511-20. 

 7. Shaw GM, Carmichael SL, Yang W, Harris JA, Finnell 
RH, Lammer EJ. Epidemiologic characteristics of 
anophthalmia and bilateral microphthalmia among 2.5 
million births in California, 1989-1997. Am J Med 
Genet A. 2005 Aug 15;137(1) : 36-40. 

 8. MacDonald AE. Causes of blindness in Canada : an 
analysis of 24,605 cases registered with the Canadian 
National Institute for the Blind. Can Med Assoc J 
1965 ; 92 : 264-79. 

 9. Fujiki K, Nakajima A, Yasuda N, Tanabe U, Kabaswa 
K. Genetic analysis of microphthalmos. Ophthalmic 
Paediatr Genet 1982 ; 1 : 139-49. 

 10. Pagon RA. Ocular coloboma. Surv Ophthalmol 1981; 
25 : 223-36. 

 11. Ozanics V, Jacobiec FA. Prenatal development of the 
eye and its adnexa. In : Jacobiec FA, ed. Ocular ana-
tomy, embryology and teratology. Philadelphia : Har-
per and Row, 1982 : 11-96. 

 12. Remington LA, McGill EC. Ocular embryology. In : 
McGill ED, ed. Clinicalanatomy of the visual system. 



80 Thai J Ophthalmol • January - June 2006

«√“ß§≥“ ‡®√‘≠°ÿ≈ Uveal Coloboma : Case Reports 

Vol. 20 No. 1 81

Oxford : Butterworth-Heinemann, 1997 : 103-21. 
 13. Onwochei BC, Simon JW, Bateman JB, Couture KC, 

Mir E. Ocular coloboma. Surv Ophthalmol 2000 ; 45 : 
175-94. 

 14. Graw J. The genetic and molecular basis of congenital 
eye defects. Nat Rev Genet 2003 ; 4 : 876-88. 

 15. Duke-Elder S. System of Ophthalmology 1963 ;  Vol 
3, Part 2 St. Louis, CV Mosby pp 456-72. 

 16. Mann I. Developmental abnormalities of the eye.  
Philadelphia : Lippincott, 1957 : 81-103. 

 17. Vieira H, Gregory-Evans K, Lim N, Brookes JL, 
Brueton LA, Gregory-Evans CY. First genomic lo- 
calisation of oculo-oto-dental syndrome with linkage 
to chromosome 20q 13. 1. Invest Ophthalmol Vis Sci 
2002 ; 43 : 2540-5. 

 18. Yanoff M, Fine BS. Ocular pathology : a text and 
atlas. Philadelphia : Harper and Row, 1982 : 402-4. 

 19. Leff SR, Britton WA, Brown GC, Lucier AC, Brown 
JF. Retinochoroidal coloboma associated with subre-
tinal neovascularization. Retina 1985 ; 5 : 154-6. 

 20. Shaikh S, Trese M. Infantile choroidal neovascu- 
larization associated with choroidal coloboma. Retina 
2003 ; 23 : 585-6. 

 21. Guirgis MF, Lueder GT. Choroidal neovascular mem-
brane associated with optic nerve coloboma in a 
patient with CHARGE association. Am J Ophthalmol 
2003 ; 135 : 919-20. 

 22. Dailey JR, Cantore WA, Gardner TW. Peripapillary 
choroidal neovascular membrane associated with an 
optic nerve coloboma. Arch Ophthalmol 1993 ; 111 : 
441-2. 

 23. Gopal L, Badrinath SS, Kumar KS, Doshi G, Biswas 
N. Optic disc in fundus coloboma. Ophthalmology 
1996 ; 103 : 2120-6. 

 24. Kindler P. Morning glory syndrome: unusual con-
genital optic disk anomaly. Am J Ophthalmol 1970 ; 
69 : 376-84. 

 25. Aroichane M, Traboulsi EI. Congenital anomalies of 
the optic nerve head. In : Traboulsi EI, ed. Genetic 
diseases of the eye. Oxford : Oxford University Press, 
1998 : 115-41. 

 26. Morle L, Bozon M, Zech JC, et al. A locus for auto-
somal dominant colobomatous microphthalmia maps 
to chromosome 15q12-q15. Am J Hum Genet 2000 ; 
67 : 1592-7. 

 27. Russell-Eggitt I, Blake K, Taylor D, Wyse R. The  
eye in CHARGE association. Br J Ophthalmol  
1990 ; 74 : 421-6. 

 28. Baker RS, Ross PA, Baumann RJ. Neurologic com-
plications of the epidermal nevus syndrome. Arch 
Neurol 1987 ; 44 : 227-32. 

 29. Miller MT, Stromland K. Teratogen update-thali-
domide : a review, with a focus on ocular findings and 

new potential uses. Teratology 1999 ; 60 : 306-21. 
 30. Stromland K, Pinazo-Duran MD. Ophthalmic invol-

vement in the fetal alcohol syndrome: clinical and 
animal model studies. Alcohol Alcohol 2002 ; 37 :  
2-8. 

 31. Hittner HM, Desmond MM, Montgomery JR. Optic 
nerve manifestations of human congenital cyto-
megalovirus infection. Am J Ophthalmol 1976 ; 81 : 
661-5. 

 32. Suhardjo, Utomo PT, Agni AN. Clinical manifes-
tations of ocular toxoplasmosis in Yogyakarta, Indo-
nesia : a clinical review of 173 cases. Southeast Asian 
J Trop Med Public Health 2003 ; 34 : 291-7. 

 33. Rahi JS, Sripathi S, Gilbert CE, Foster A. Childhood 
blindness due to vitamin A deficiency in India : re-
gional variations. Arch Dis Child 1995 ; 72 : 330-3. 

 34. Hornby SJ, Ward SJ, Gilbert CE, Dandona L, Foster 
A, Jones RB. Environmental risk factors in congenital 
malformations of the eye. Ann Trop Paediatr 2002 ;  
22 : 67-77. 

 35. Jean D, Ewan K, Gruss P. Molecular regulators in- 
volved in vertebrate eye development. Mech Dev 
1998 ; 76 : 3-18. 

 36. Cheryl Y Gregory-Evans, M J Williams, S Halford, K 
Gregory-Evans. Ocular coloboma : a reassessment in 
the age of molecular neuroscience. J Med Genet 2004 
; 41 : 881-91. 

 37. Robles AI, Linke SP, Harris CC. The p53 network in 
lung carcinogenesis. Oncogene 2002 ; 21 : 6898-907. 

 38. Cohen MM. The Hedgehog signalling network. Am  
J Med Genet 2003 ; 123A : 5-28. 

 39. Schimmenti LA, de la Cruz J, Lewis RA, et al. Novel 
mutation in Sonic hedgehog in non-syndromic colo-
bomatous microphthalmia. Am J Med Genet 2003 ; 
116A : 215-21. 

 40. Ton CC, Hirvonen H, Miwa H, et al. Positional clon-
ing and characterisation of a paired box and ho- 
meobox-containing gene for the aniridia region. Cell 
1991 ; 67 : 1059-74. 

 41. Azuma N, Yamaguchi Y, Handa H, et al. Mutations  
of the PAX6 gene detected in patients with a variety  
of optic-nerve malformations. Am J Hum Genet 2003 
 ; 72 : 1565-70. 

 42. Schepens CL. Retinal detachment and Allied dis- 
eases. Philadelphia WB Saunders 1983 ; pp. 58-62, 
615-32.  

 43. Jesberg DO, Schepens CL. Retinal detachment 
associated with coloboma of the choroid. Arch Oph-
thalmol 1961 ; 65 : 163-73. 

 44. Daufenbach DR, Ruttum MS, Pulido JS, Keech RV. 
Chorioretinal colobomas in a pediatric population. 
Ophthalmology 1998 ; 105 : 1455-8. 

 45. Morrison DA, Fleck B. Prevalence of retinal detach- 



82 Thai J Ophthalmol • January - June 2006

«√“ß§≥“ ‡®√‘≠°ÿ≈ Uveal Coloboma : Case Reports 

Vol. 20 No. 1 83

ment in children with chorioretinal colobomas. 
Ophthalmology 1999 ; 106 : 645-6. 

 46. Gopal L, Badrinath SS, Sharma T, et al. Surgical 
management of retinal detachments related to colo-
boma of the choroid. Ophthalmology 1998 ; 105 : 
804-9. 

 47. Unlu N, Kocaoglan H, Acar MA, Aslan BS, Duman S. 
Surgical management of retinal detachment with 
choroidal coloboma. Eur J Ophthalmol 2002 ; 12 : 
299-303. 

 48. Blackmon DM, Lambert SR. Congenital iris colo-
boma repair using a modified McCannel suture tech- 
nique. Am J Ophthalmol 2003 ; 135 : 730-2. 

 49. Burk SE, Da Mata AP, Snyder ME, Cionni RJ, Cohen 
JS, Osher RH. Prosthetic iris implantation for con-
genital, traumatic, or functional iris deficiencies. J 
Cataract Refract Surg 2001 ; 27 : 1732-40. 

 50. Watt RH. Inferior congenital iris coloboma repair and 
IOL implantation. J Cataract Refract Surg 1993 ; 19 : 
669-71. 

 51. Morrison D, FitzPatrick D, Hanson I, et al. National 
study of microphthalmia, anophthalmia, and coloboma 
(MAC) in Scotland : investigation of genetic aetio-
logy. J Med Genet 2002 ; 39 : 16-22.  



82 Thai J Ophthalmol • January - June 2006

«√“ß§≥“ ‡®√‘≠°ÿ≈ Uveal Coloboma : Case Reports 

Vol. 20 No. 1 83

*Department  of Ophthalmology, Phatthalung Hospital 

Uveal Coloboma :  Case Reports 
 
Warangkhana  Charoenkul,  M.D.* 

  
ABSTRACT : Ocular coloboma is a common congenital malformation which may occur as an isolated 
ocular anomaly or in association with multisystem anomalies. Candidate gene screens are currently 
limited, because probably most coloboma genes are still not known and gene screening for genetic eye 
diseases is currently very limited in most countries. Prompt evaluation by history taking and physical 
examination of patient and family members may give useful informations. Ocular coloboma in 2 female 
patients were reported with no familial interconnection. After cataract surgery, there was improvement of 
visual function.     Thai J Ophthalmol 2006 ; January-June 20(1) : 73-83. 
 
Keywords  :  ocular coloboma, uveal coloboma. 


