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 ABSTRACT                                                                                                                                            

Abnormal presentation of Peters’ anomaly in a family 
with microcornea cataract syndrome
Rabah M. Shawky1 and Doaa I. Sadik2

1Pediatric Department, 2Medical Genetics Center, Ain Shams University.

A case of Peters’ anomaly with bilateral crease on ear lobule and hypospadius  
was reported in a family with microcornea, cataract syndrome. The eyes had 
all the features of Perters’ Anomaly. The combination of these fi ndings has not 
been reported in literature to our know ledge, making this case a unique one.
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INTRODUCTION                      

Peters’ anomaly consists of a 
central corneal leukoma, ab-
sence of the posterior corneal 
stroma and descemet mem-
brane, and a variable degree of 
iris and lenticular attachments 
to the central aspect of the pos-
terior cornea1. Peters’ anomaly  
may be caused by incomplete 
migration and differentiation of 
the precursor cells of the cen-
tral corneal endothelium and 
descemet membrane or a de-
fective separation between the 
primitive lens and cornea dur-
ing embryogenesis2. It occurs as 
an isolated ocular abnormality 
or in association with other ocu-
lar defects; for example, Peters’ 
anomaly with cataract and cata-
ract-microcornea syndrome.

Peters’ plus syndrome is an in-
frequently described entity that 
combines anomalies in the an-
terior chamber of the eye with 

other multiple congenital anomalies and 
a developmental delay. Major symptoms 
are extremely variable, anterior chamber 
anomalies, cupid bow of the upper lip, 
cleft lip and palate, short stature, broad 
hands and feet and variable mental de-
lay. The syndrome follows an autosomal 
recessive pattern of inheritance. The eti-
ology is unknown, but may involve ab-
normal neural crest development. 3 

CASE REPORT                                                     

An infant boy 2.5 months old, fi rst off-
spring of a non consanguineous mar-
riage. He was born at full term by vagi-
nal delivery. The birth weight was 2.9 
kg. The mother 26 years old was on 
aldomet during pregnancy for hyperten-
sion. She has sclerocornea, microcornea 
and cataract. Pedigree analysis revealed 
the presence of microcornea, cataract 
and convergent squint in the maternal 
father, microcornea and cataract in a 
maternal uncle and aunt and no other af-
fected family members (Figure. 1).
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On examination, the weight was 6 Kgs 
(90th centile). Facial examinations re-
vealed bilateral centeral corneal opac-
ity, the left corneal opacity was larger 
than that on the right side (Figure. 2), 
bilateral ear lobule crease and preau-
ricular pits (Figure. 3). He had wide 
forehead, broad nasal bridge and  long 
philtrum. Also he had short fi ngers, 
bilateral clinodactyly of little fi nger 
(Figure. 4) and bilateral simian creases 
in both hands (Figure. 5). Genital ex-
amination revealed hypospadius and 
bilateral descended normal sized tes-
tes. Abdominal examination was clini-
cally free and this was confi rmed by 
abdominal ultrasonography. Chest and 
cardiac examinations were free. He had 
no neurological manifestations. Oph-
thalmologic examination of the eyes 
revealed iridocorneal contact from 
persistent papillary membrane (Peters’ 
anomaly). The lenses were clear bilater-
ally. Fundus abnormality was excluded, 
and congenital glaucoma was ruled out. 
Various laboratory parame ters were 
normal. Echocardiography showed no 
apparent signifi cant cardic lesion. Pe-
ripheral blood cytogenetic analysis re-
vealed normal male karyotype.

A: Microcornea and cataract.
Fig. 1: Pedigree of the family.

Fig. 2: Bilateral central corneal opacity. 

Fig. 3: Ear lobule crease, pre auricular pits. 

Fig. 4: Short fi ngers and clinodactyly of little 
fi nger.
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Fig. 5: Simian crease.

DISCUSSION                                          

Peters’ Anomaly occurs with various 
ophthalmological fi ndings, mainly iri-
dolenticular contact, keratolenticular 
contact, cataracts, glaucoma and varia-
tions in the global volume4. A variant of 
Peters’ anomaly has been described in-
volving the lens. This has been termed 
as Peters’ anomaly with corneo lenticular 
contact or cataract5. By analysis of the 
pedigree of the family of our case, it 
revealed four members of the family 
with microcornea cataracat syndrome 
suggesting most probably autosomal 
dominant inheritance. Microcornea-
cataract syndrome (OMIM 116150) 
is characterized by the association of 
congenital cataract and microcornea, 
without any other systemic anomaly or 
dysmorphism. Many families showing 
microcornea-cataract syndrome have 
been described. The inheritance pat-
tern in these families has been reported 
as autosomal dominant6. Although the 
autosomal dominant inheritance pat-
tern, our case presented only with Pe-
ters’ anomaly without microcornea and 
cataracat. Salmon7, suggested that the 
embryological origins of microcornea, 
sclerocornea and Peters’ anomaly are 

similar on the basis of the analysis of 
a family with microcornea-cataract 
syndrome in which six individuals had 
sclerocornea and Peters anomaly.

Some investigators2, have divided 
Peters’ anomaly into 2 types: A me-
sodermal or neuroectodermal form                       
(Type I), which shows no associated 
lens changes and a surface ectodermal 
form (Type ΙΙ), which does. In our case 
Peters’ anomaly was present bilaterally 
as an isolated fi nding in both eyes as 
there was no cataract (Type Ι).

Also in our case there was no glau-
coma. Yang et al.8 reviewed the long-
term outcome in 19 patients with Pe-
ters’ anomaly. Severe glaucoma was a 
prominent feature among their patients. 
Despite combined medical and surgical 
interventions, glaucoma could be con-
trolled in only 32% of eyes with glau-
coma associated with Peters’ anomaly. 
Visual results were poor due to uncon-
trolled glaucoma, amblyopia, neuro-
logic impairment and other anterior and 
posterior segment anomalies that might 
accompany Peters’ anomaly.

The combination of bilateral ear lobule 
crease, pre auricular pits and hypospa-
dius with Peters’ anomaly has not been 
reported in literature to our knowledge. 
We presume that there no previous 
cases reported with Peters’ anomaly 
associated with ears abnormalities or 
hypospadius. Mayer9 and Heon et al.10 

published two series of cases with Pe-
ters’ anomaly. About 60% of cases had 
non-ocular abnormalities, 25% of the  
cases had cardiac defects, 30% had 
CNS abnormalities and an additional 
20% had developmental delay. Cases 
with 4p-, mosaic trisomy 9 and trisomy 
13 were also seen in these series. Tra-
boulsi and Maumenee11, reported a se-
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ries of 29 cases with a similar incidence 
of mental retardation and associated 
malformations.
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