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Abstract 

Microphthalmia is a rare congenital or 
developmental anomaly in which the globe is 
abnormally small. Between one-third and one-half 
of affected individuals have microphthalmia as part 
of a syndrome that affects other organs and tissues 
in the body. These forms are described as 
syndromic. When microphthalmia occurs by itself, it 
is described as nonsyndromic or isolated. We aimed 
to describe the clinical and paraclinical features of 
nonsyndromic microphthalmia through three cases. 
The first patient was an 8-year-old female child who 
presented with bilateral refractive accommodative 
esotropia due to hypermetropia. She was diagnosed 
with bilateral posterior microphthalmia qualified as 
non-syndromic and simple. Eyeglasses prescription 
has been upgraded and a 6-month clinical 
monitoring has been undertaken. The second case 
was about a 16-year-old female patient who had a 
bilateral amblyopia due to a non-syndromic 
microphthalmia. She presented with unilateral high 
intra-ocular pressure. Anterior Segment OCT 
showed unilateral narrow angle with 
iridotrabecular contact in the right eye. 
Microphtalmia has been qualified as complex in the 
right eye and simple in the left eye. The patient has 
been put under IOP-lowering topical medication for 
the OD and peripheral YAG laser iridotomy has been 
performed. IOP reduction was noticed within five 
days. The third case was a 7-year-old male child 
with bilateral non-syndromic complex 
nanophthalmia. Ophthalmic examination revealed 
bilateral microcornea and OCT of the macula 
showed bilateral retinal folds with apical surface 
corrugations. Optical correction and active 
surveillance were adopted. Non-syndromic 
microphthalmia is a rare and potentially blinding 
disease. We highlighted the interest of ocular 
ultrasound, especially in young hypermetropic 
children completed by an examination in OCT. Non-
invasive, objective and repeatable, OCT seems to be 
of great interest in both the diagnosis and the 
monitoring of microphthalmia. 

 

Introduction     

The process of eye formation is controlled by a 
network of genes, and any disruption of these 
morphogenetic events by genetic or environmental 
influences can potentially result in growth and 
structural defects [1]. Microphthalmia is a rare 
congenital or developmental anomaly in which the 
globe is abnormally small. Although the diagnosis 
may be clear by observation, this can be clinically 
defined by an axial length of the eye < 21mm in 
adults and < 14mm in newborns. Microphthalmia, 
reported in up to 11% of blind children, is among 
the most severe developmental eye abnormalities 
and is frequently responsible for severe visual 
impairment [2]. The pathophysiological 
mechanisms responsible for this entity remain 
poorly understood. Between one-third and one-
half of affected individuals have microphthalmia as 
part of a syndrome that affects other organs and 
tissues in the body. These forms of the condition 
are described as syndromic. When microphthalmia 
occurs by itself, it is described as non-syndromic or 
isolated. In addition, microphthalmia can be 
classified as simple or complex. Simple 
microphthalmia refers to an eye with reduced size, 
but which is anatomically intact. In contrast, when 
microphthalmia is associated with abnormalities of 
the anterior or the posterior segment, it is defined 
as complex. When microphthalmia is combined 
with an optic fissure closure defect, it is referred to 
as colobomatous microphthalmia [3]. We aimed to 
describe the clinical features and the paraclinical 
aspects of non-syndromic microphthalmia through 
a retrospective, descriptive case series study. 

Methods     

We conducted a retrospective, descriptive study 
including three patients with isolated 
microphthalmia. All three patients underwent 
complete ophthalmological examination, A-scan 
ultrasound biometry, B-scan ultrasonography and 
Optical Coherence Tomography. MRI examination 
has not been performed. 
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Results     

Case 1: an 8-year-old female child presented to our 
Department of Ophthalmology for bilateral visual 
decline. The child has been wearing prescription 
eyeglasses as optical correction of hypermetropia 
since the age of 18 months. Medical history taking 
did not note any environmental factors that might 
affect early development, such as nutrition 
shortage during pregnancy, radiation, infections 
(rubella) or exposure to teratogens. Best corrected 
visual acuity (BCVA) was 20/50 in the right eye (OD) 
and 20/40 in the left eye (OS). Refractive errors 
were +12.50 and +11.75 Diopters (D), OD and OS 
respectively. Both eyes (OU) were amblyopic. 
Orthoptic screening examination revealed bilateral 
refractive accommodative esotropia. Axial length 
(AL) was measured using ocular ultrasound in A-
mode, indicating 18.52mm (OD) and 18.1 mm (OS) 
(Figure 1). Slit-lamp examination displayed a 
normal corneal diameter and an anterior chamber 
and a lens of normal dimensions in both eyes. 
Intraocular pressure (IOP) was 14 mmHg OU. 
Fundus examination was unremarkable. Anterior 
segment OCT as well as macular OCT did not show 
any disruption. General medical examination did 
not reveal any extra-ophthalmic abnormality. The 
diagnosis of bilateral posterior microphthalmia has 
been made. We qualified the disease as non-
syndromic and simple (pure). Eyeglasses 
prescription has been upgraded and a 6-month 
clinical monitoring has been undertaken. 

Case 2: a 16-year-old female child presented to our 
institution seeking a refractive procedure. The 
patient had a history of visual and learning 
difficulties and had no systemic illness at 
presentation. The patient denied previous ocular 
surgery or a family history of visual dysfunction. On 
ocular examination, BCVA in the right eye (OD) was 
20/63 with a subjective cycloplegic refraction of 
+14.75 - 0.75 x 150° and 20/50 in the left eye (OS) 
with a subjective cycloplegic refraction of +13.50 -
0.50 x 30°. The interpupillary distance was 62 mm. 
IOP was 24 mmHg in the OD and 16 mmHg in the 
OS. Slit lamp examination showed shallow anterior 

chamber and mild cataract in the OD, yet no 
abnormalities in the OS. White-to-white corneal 
measurements were 12.6mm OD and 12.8 mm OS 
as measured with the slit lamp. The corneal 
thickness measurements were 518 μm OD and 
511μm OS. The biometric measurements of the 
anterior chamber depth revealed 2.45 mm OD and 
3.01mm OS. Indirect ophthalmoscopy was 
remarkable for crowded optic discs. Bilaterally, 
retinal tissue and retinal blood vessels appeared to 
be normal. Anterior Segment OCT showed 
unilateral narrow angle with iridotrabecular 
contact in the OD (Figure 2). Macular OCT did not 
reveal any retinal disruption. We diagnosed non-
syndromic microphthalmia in both eyes (OU), 
qualified as complex in the OD and simple in the OS. 
The patient has been put under IOP-lowering 
topical medication for the OD and peripheral YAG 
laser iridotomy has been performed. IOP reduction 
was noticed within five days and remained stable at 
14mmHg (OD) during one-year follow-up. In 
regards to the OS, IOP remained normal ranging 
from 14 to 16mmHg and we did not notice any 
angle narrowing. 

Case 3: we report the case of a 7-year-old male 
brought by his parents to our Department due to 
serious scholar issues. History taking revealed that 
the child has been earlier under optical correction. 
However, he had not been wearing eyeglasses since 
the age of five. Born from a consanguineous 
marriage, pregnancy and childbirth had proceeded 
normally while no notion of trauma or 
inflammation of the eye was noted in his history. 
BCVA was 20/200 in the OD with +23.50 D, and 
20/100 in the OS with +22.50 D. The patient was 
orthophoric and had normal oculomotricity. Slit 
lamp examination showed bilaterally a 
microcornea, an anterior chamber of normal depth 
and a clear vitreous. The corneal diameter was 
9.2mm in both eyes. Examination of the fundus 
revealed bilaterally a small crowded optic disc with 
a small excavation and a thick raised retinal fold in 
papillomacular location. The retinal vessels were 
normal. On A-mode ocular ultrasound, the axial 
length was 14mm in the OD and 14.20mm in the 
OS. The depth of the anterior chamber was 2.80mm 
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OU and the thickness of the lens was normal. B-
mode ultrasound showed sclera-choroidal 
thickening. The OCT B-scan of the macula showed 
bilateral retinal folds consisted only of partial 
neural retina with apical surface corrugations. We 
noted the disappearance of foveolar depression 
secondary to the dome-shaped thickening of the 
foveolar retina. The hyperreflectivity of the 
complex pigment epithelium - Bruch membrane - 
choriocapillary was normal. No choroidal fold was 
highlighted. OCT C-scan allowed to locate the 
retinal fold with more accuracy (Figure 3). On the 
basis of clinical examination and paraclinical 
investigation, we diagnosed a bilateral non-
syndromic complex nanophthalmia. The family 
investigation and the clinical examination was 
unremarkable. As to manage this case, optical 
correction and active surveillance were adopted. 

Discussion     

Microphthalmia is a rare bilateral hereditary 
condition characterized by reduced eye volume. It 
is defined by an eye with a total axial length less 
than two standard deviations from normal for the 
same age group [4]. Microphthalmia is the most 
common birth defect in the eye. It can be isolated 
as part of a simple or pure microphthalmia [5,6], 
but most often it is associated with other ocular 
disorders such as an iris or chorioretinal coloboma, 
a congenital cataract or corneal anomalies. In 
contrast of syndromic microphthalmia diagnosed in 
the context of mental retardation or cranial 
deformities, non-syndromic microphthalmia don´t 
affect other organs and tissues [7,8]. The term 
“nanophthalmia” is commonly used to describe 
microphthalmia associated with shortening of both 
anterior and posterior segments. This phenotypic 
abnomality involves a microcornea (Case 3), a thick 
sclera and a relatively normal-sized lens located 
inside a small eye, which leads to an increase in the 
volume ratio lens/eye and to a tendency to 
spontaneous or postoperative uveic effusion [9-
12]. A rare type of microphthalmia that 
disproportionately affects only the posterior 
segment of the eye and gives a normal outward 

appearance has been described as "posterior 
microphthalmia" [13]. This anomaly is 
characterized by a normal anterior segment, with 
therefore a normal corneal diameter, an anterior 
chamber and a lens of normal dimensions. The size 
incongruity affects only the posterior segment 
which is shortened (Case 1) [11,14]. This pathology 
is rare and usually isolated, not associated with 
other eye syndromes or malformations [10,13]. The 
existence of strong hyperopia (often greater than 
10 diopters) is characteristic of this condition. 
Visual acuity is usually reduced, often with deep 
amblyopia [10,15,16]. The existence of a raised 
papillo-macular fold of variable size and orientation 
is pathognomonic of posterior microphthalmia. 

Whether congenital or acquired, other lesions of 
the posterior segment can be observed, such as 
retinitis pigmentosa, albescent punctate 
retinopathy, retinal and chorio-retinal folds, 
crowded disc and uveal effusion. Microphthalmia is 
often associated with chronic angle-closure 
glaucoma caused by normal growth of the lens in 
an eye that is initially too small (Case 2) [17,18]. The 
closing of the angle can be secondary to anatomical 
anomalies but also to uveal effusion which can lead 
to an anterior displacement of the iris and the 
ciliary body, and a secondary development of 
anterior peripheral synechiae [19]. A multicenter 
study conducted in the USA, Sweden and Tunisia 
has demonstrated a link between posterior 
microphthalmia and angle-closure glaucoma 
through a genetic mutation involving the serine 
protease (PRSS56) [20]. Ocular ultrasound in A-
mode and B-mode is of a crucial importance since 
it establishes and confirms the diagnosis by 
assessing measurements of the anterior and 
posterior segments. While the anterior segment is 
normal in posterior microphthalmia, the axial 
length is reduced and the shortened posterior 
segment is associated with sclerochoroid 
thickening [8,9,20]. The papillo-macular retinal fold 
is not apparent on fluorescein angiography, which 
shows the absence of dye leakage and no 
abnormalities of the retinal pigment  
epithelium [10]. 
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Multimodal imaging in microphthalmia includes 
OCT. It provides objective and precise data. On B-
scan, we can evaluate the importance of the retinal 
fold and the increase in the thickness of the 
overlying retina (Case 3). Moreover, radial lines 
acquisition enables an accurate analysis of retinal 
fold position relative to the central fovea [8,21]. 
Cystic spaces within the retinal tissue can be 
noticed [22]. Futhermore, OCT allows to distinguish 
between retinal folds and chorioretinal folds [8,13]. 
Coronal sections (C-scans) have the advantage of 
specifying the location, the extent, the shape, the 
orientation and the structure of the papillo-macular 
fold. C-scans allow to study the vitreo-retinal 
junction and to locate small lesions not detected on 
scans B. OCT is noninvasive, fast, not expensive and 
can be repeated during the follow-up of posterior 
microphthalmia. In regards of the pathogenesis of 
posterior microphthalmia associated with a 
papillomacular retinal fold, Boynton et al. 
hypothesized that growth cease of the posterior 
outer layers of the eye, including the pigment 
epithelium and choroid, is responsible for a short 
posterior segment [8]. As the neurosensory retina 
has continued to grow, there is a formation of a fold 
located usually in the papillomacular region 
[10,11,14]. The management of microphthalmia 
appears to be challenging. Therapy aims to 
maximise existing vision and enhance cosmetic 
appearances rather than improve sight. Genetic 
counselling and antenatal diagnosis are highly 
recommended. 

Conclusion     

Non-syndromic microphthalmia is a rare and 
potentially blinding disease. We highlighted the 
interest of ocular ultrasound, especially in young 
hypermetropic children with normal-looking eyes 
in order to diagnose the anomaly as soon as 
possible. The ultrasound should be completed by 
an examination in optical coherence tomography. 
Non-invasive, objective and repeatable, OCT seems 
to be of great interest in both the diagnosis and the 
monitoring of non-syndromic microphthalmia. 

What is known about this topic 

 Non-syndromic microphthalmia is a rare 
and potentially blinding disease. Among the 
most severe developmental eye 
abnormalities, it is frequently responsible 
for severe visual impairment; 

 Ocular ultrasound has a high interest in the 
diagnosis of microphtalmia; 

 The management of non-syndromic 
microphtalmia is particularly challenging 
and the prognosis is variable. 

What this study adds 

 Non-invasive, objective and repeatable, 
Optical Coherence Tomography (OCT) 
seems to be of great interest in both the 
diagnosis and the monitoring of non-
syndromic microphthalmia; 

 OCT is beneficial in the analysis of both 
anterior (cornea, angle) and posterior 
(macula) segments. 
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Figures     

Figure 1: (A) scan ultrasound biometry showing an 
axial length of 18.52mm; (B) scan showing the 
ultrasound aspect of a microphtalmic eye 

Figure 2: anterior segment optical coherence 
tomography (optovue RTVue XR 100 avanti) 
showing a narrow angle with iridotrabecular 
contact 

Figure 3: optical coherence tomography (optovue 
RTVue XR 100 Avanti) of the macula showing a 
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retinal fold consisted only of partial neural retina 
with apical surface corrugations 

References     
1. Nowilaty SR, Khan AO, Aldahmesh MA, 

Tabbara KF, Al-Amri A, Alkuraya FS. 
Biometric and molecular characterization of 
clinically diagnosed posterior 
microphthalmos. Am J Ophthalmol. 
2013;155(2): 361-72. PubMed| Google 
Scholar 

2. Verma AS, Fitzpatrick DR. Anophthalmia 
and microphthalmia. Orphanet J Rare Dis. 
2007;2: 47. PubMed| Google Scholar 

3. Plaisancié J, Ceroni F, Holt R, Zazo Seco C, 
Calvas P, Chassaing N et al. Genetics  
of anophthalmia and microphthalmia,  
Part 1: non-syndromic 
anophthalmia/microphthalmia. Hum 
Genet. 2019;138(8-9): 799-830. PubMed| 
Google Scholar 

4. Elder MJ. Aetiology of severe visual 
impairment and blindness in 
microphthalmos. Br J Ophthalmol. 
1994;78(5): 332-4. PubMed| Google 
Scholar 

5. Weiss AH, Kousseff BG, Ross EA, 
Longbottom. Simple microphthalmos. Arch 
Ophthalmol. 1989;107(11): 1625-30. 
PubMed| Google Scholar 

6. Vingolo EM, Steindl K, Forte R, Zompatori L, 
Iannaccone A, Sciarra A et al. Autosomal 
dominant simple microphthalmos. J Med 
Genet. 1994 Sep;31(9): 721-5. PubMed| 
Google Scholar 

7. Weiss AH, Kousseff BG, Ross EA, 
Longbottom J. Complex microphthalmos. 
Arch Ophthalmol. 1989;107(11): 1619-24. 
PubMed| Google Scholar 

8. Boynton JR, Purnell EW. Bitaleral 
microphthalmos without microcornea 
associated with unusual papillomacular 
retinal fold and high hyperopia. Am J 
Ophthalmol. 1975;79(5): 820-6. PubMed| 
Google Scholar 

9. Aras C, Ozdamar A, Ustundag C, Ozkan S. 
Optical coherence tomographic features of 
papillomacular fold in posterior 
microphthalmos. Retina. 2005;25(5): 665-7. 
PubMed| Google Scholar 

10. Goldblum D, Mojon DS. Posterior 
microphthalmos associated with 
papillomacular fold and high hyperopia. J 
Pediatric Ophthalmol Strabismus. 
1999;36(6): 351-2. PubMed| Google 
Scholar 

11. Khairallah M, Messaoud R, Zaouali S, Ben 
Yahia S, Ladjimi A, Jenzri S. Posterior 
segment changes associated with  
posterior microphthalmos. Ophthalmology. 
2002;109(3): 569-74. PubMed| Google 
Scholar 

12. Brockhurst RJ. Nanophthalmos with uveal 
effusion: A new clinical entity. Trans Am 
Ophthalmol Soc. 1974;72: 371-403. 
PubMed| Google Scholar 

13. Kim JW, Boes DA, Kinyoun JL. Optical 
coherence tomography of bilateral 
posterior microphthalmos with 
papillomacular fold and novel features of 
retinoschisis and dialysis. Am J Ophthalmol. 
2004; 138(3): 480-1. PubMed| Google 
Scholar 

14. Meire F, Leys M, Boghaert S, Delaey JJ. 
Posterior microphthalmos. Bull Soc Belge 
Ophtalmol. 1989;231: 101-6. PubMed 

15. Spitznas M, Gerke E, Bateman JB. 
Hereditary posterior microphthalmos with 
papillomacular fold and high hyperopia. 
Arch Ophthalmol. 1983 Mar;101(3): 413-7. 
PubMed| Google Scholar 



Article  
 

 

Besma Ben Achour et al. PAMJ-CM - 3(79);01 Jul 2020.  -  Page numbers not for citation purposes. 7 

16. Ryckewaert M, Zanlonghi X, Bertrand-
Cuigner H, Constantinides G. High hyperopia 
with papillomacular fold. Ophtalmologica. 
1992;204(1): 49-53. PubMed| Google 
Scholar 

17. Hooyberghs P, Foets B, Casteels I. Two 
siblings with small eyes. Bull Soc Belge 
Ophtalmol. 2008;309-310: 11-7. PubMed| 
Google Scholar 

18. Yalvac IS, Satana B, Ozkan G, Eksioglu U, 
Duman S. Management of glaucoma in 
patients with nanophthalmos. Eye. 2008 
Jun;22(6): 838-43. PubMed| Google 
Scholar 

19. Ryan EA, Zwaan J, Chylack LT Jr. 
Nanophthalmos with uveal effusion: clinical 
and embryologic considerations. 
Ophthalmology. 1982 Sep;89(9): 1013-7. 
PubMed| Google Scholar 

20. Nair KS, Hmani-Aifa M, Ali Z, Kearney AL, 
Ben Salem S, Macalinao DGet al. Alteration 
of the serine protease PRSS56 causes angle-
closure glaucoma in mice and posterior 
microphthalmia in human and mice. Nature 
Genteics. 2011 Jun;43(6): 579-84. PubMed| 
Google Scholar 

21. Tran HV, Borruat FX, R-Gruber S, Schorderet 
D, Munier F. Evanescent white linear flecks 
and posterior microphthalmos: new 
features of a recently established disease. 
Klin Monatsbl Augenheilkd. 2006;223(5): 
397-9. PubMed| Google Scholar 

22. Wells JR, Ready E. Bilateral papillomacular 
retinal folds. J Pediatr Ophthalmol 
Strabismus. 2009; 46(4): 254. PubMed| 
Google Scholar 

 

 

 

Figure 1: (A) scan ultrasound biometry showing an axial length of 18.52 mm; (B) scan showing 

the ultrasound aspect of a microphtalmic eye 
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Figure 2: anterior segment optical coherence tomography (optovue RTVue XR 100 avanti) showing a 

narrow angle with iridotrabecular contact 

 

 

Figure 3: optical coherence tomography (Optovue RTVue XR 100 Avanti) of the macula showing a 

retinal fold consisted only of partial neural retina with apical surface corrugations 

 


