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Abstract

: Microphthalmia is defined as the presence of a small eye inside the
orbit, which occurs 30 times per 100,000 live births. 11% of which have been
reported blind.

: The patient was a 35-year-old pregnant woman born to a normal
mother of 33 years and one day pregnant on the basis of NT sonography.
Examination was observed on the first day after delivery of left eye microphthalmia.

: To prevent microphthalmia, it is necessary to address this issue in the
second trimester of pregnancy, and if the pregnant mother has been exposed to X-
rays or has an infectious disease or other risk factors such as long-term use of
thalidomide, warfarin and alcohol, deficiency Vitamin A, it is recommended in
addition to ultrasound if possible genetic testing.
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Introduction

Anophthalmia is defined as the absence of one
eye inside the orbit and microphthalmia as the
presence of a small eye inside the orbit, with 30
cases per 100,000 live births, of which 11% are
reported to be blind. Anophthalmia and
microphthalmia are associated with multiple
systemic abnormalities in more than 50% of cases
and have multiple and complex environmental and
chromosomal causes, in which chromosomal
proliferation, deletion, and displacement play an
important role. Related genes include STRA6
"OTX2" SOX2 genes. Microphthalmia and
anophthalmia are sometimes seen in isolation and in
a third of cases are associated with other
abnormalities including heart disease, esophageal
malformation, genital tract and ocular syndrome and
dysmorphia of the face, heart, teeth and heterotaxy
and Fraser syndrome. Environmental factors also
play an important role in creating it. Acquired
pregnancy infections appear to be the strongest, but
maternal vitamin A deficiency, maternal X-ray
exposure during pregnancy, alcohol consumption,
and thalidomide exposure may also play a role.

Prenatal diagnosis is possible with imaging
techniques such as ultrasound, MRI, and CT scan,
as well as amniotic fluid analysis and genetic testing
or a combination of these. At 14 weeks of gestation,
anophthalmic amniotic fluid can be detected by
cytogenesis. Ideal treatment should be started as
soon as possible after delivery. In neonatal MRI
with anophthalmia, the volume of the brain in the
tape and optic rays and the lateral knee body is
reduced and the most common MRI image
difference between anophthalmic patient and a
healthy person is the absence of eyes, optic nerve
and optic chiasma.

These babies are treated with the help of a team
of doctors, including a pediatrician, a pediatric
ophthalmologist and a genetic counselor. Mild to
moderate microphthalmia is managed with
conservative treatments. Severe microphthalmia
and anophthalmia rely on volume reconstruction
and replacement strategies with implants and fat
grafts and soft tissue regeneration. The ideal
treatment for anophthalmia is the expansion of the
eyelids, eye sockets, and eye sockets as the baby
grows, which should be done as soon as possible
after delivery. Expanding the cavity with self-
expanding expanders is a useful method. However,
using a conformer may have similar results.
Transplantation of skin fat inside the eye socket is
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another option that causes the eyelids to widen and
the eye socket to become larger. The potential for
visual development in microphthalmic patients
depends on retinal growth and other ocular
characteristics.

Due to the rarity of this disease, ie 30 per 100,000
births, and its importance, a case of microphthalmia
with other brain disorders is introduced here.

Methodology

This article has been registered with the code
IRMEDSAB.REC.1399.101 in the ethics
committee of Sabzevar University of Medical
Sciences. After learning about the birth of a baby
with microphthalmia, a written consent was
obtained from the mother and father of the baby to
participate in this study and disseminate
information. The infant was visited by researchers
and the infant's file was studied and a face-to-face
interview was conducted with the infant's mother.
The patient is a 35-year-old primiparous female who
was 33 weeks and one day pregnant on the basis of
NT sonography due to a ruptured amniotic sac. Due
to premature rupture of the membranes and preterm
infancy, the infant mother was treated with
antibiotics and betamethasone in the delivery block.
The delivery process was normal and no special
problems were observed during the delivery. The
mother's pregnancy tests were as follows:

(BG: B -, WBC: 14.8, Hb: 12.1, PIt: 131,000, CRP +)

TORCH tests were negative during pregnancy.
No specific environmental risk factor was found in
the patient. The patient's parents had no family
relationship. There was no history of taking any
particular drug during pregnancy. He did not
mention the history of a particular disease or the use
of a particular drug. There was no eye disease or eye
problems in the mother and father and relatives. It
does not mention a history of drug or cigarette or
alcohol addiction during or before pregnancy.

The first trimester screening test is reported to be
low risk (DOWN: 1/20000, Trisomy 18: 1/20000,
Trisomy 13: 1/17000). No abnormalities were
reported in all ultrasounds performed during
pregnancy, except for the last ultrasound performed
on the day of admission and lateral ventricular
dilatation on both sides with a view of the
colposcopy and dilatation of ventricle 3 to 8 mm.
The baby was born with a weight of 2030 grams and
a head circumference of 31.5 cm. immediately after
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delivery, the infant was transferred to the NICU due
to respiratory distress, grants, subcostal retraction,
and tachypnea, and was ventilated with CPAP mode
for one day. Microphthalmia of the left eye was
observed on the first day after delivery. CXR was
normal and did not require surfactant. Abdominal
examination was normal. The following was
reported on the ultrasound: The brain tissue on the
right side has a normal echo. There was no evidence
in favor of Pvl (periventricular leukomalacia) and
IVH (intraventricular hemorrhage). Right lateral
ventricular diameter is normal. The image of a cystic
lesion measuring 25 x 30 mm has been observed in
the left ventricular region.

GMH (Germinal matrix hemorrhage) grade 1 is
seen on the left. The kidneys on both sides are
normal (right kidney 43 mm and left kidney 40 mm).
Grade 1 pilectasia is observed bilaterally and the
bladder has a normal wall thickness.
Ophthalmological consultation was performed for
the infant, but no specific action was suggested in
the current situation. In neurological counseling due
to corpus callosum agenesis and brain cysts, genetic
counseling and WES and EEG two weeks after birth
were  suggested. = Neonatal  nephrological
consultation was reported due to USG: 1002. MRI
showed microphthalmia and left hemisphere
hypoplasia of the left cerebellum and cerebral
hemisphere with aplasia of the corpus callosum and
cyst formation in the medial region of the left
temporal lobe. The baby's heart counseling was
normal. Breastfeeding started from 3 days after birth
for the baby. Due to the drop in severity (55%) and
apnea, ambobag therapy was performed on the third
day of birth and the infant was reconnected to the
ventilator with CPAP mode for three days. Due to
neonatal jaundice, phototherapy was performed for
the infant from the second day of birth (bill T: 8.5,
bill D: 0.16). Lutyroxine was started for the baby
because of T4: 4/3 and TSH: 7/65.

The results of TORCH, CMV, HSV and DNA
EXTRA tests were negative. The patient was
discharged after 14 days in good general condition.
This article has been registered with the code
IR.MEDSAB.REC.1399.101 in the ethics
committee of Sabzevar University of Medical
Sciences.

Discussion

In one case, the reported microphthalmia was
narrow eyelid cleft palate with lashes at the edge of
the eyelid, not cryptophthalmos. In the definition of
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cryptophthalmos, Amit Verma says that the eyelids
are fused, fused and have no eyelashes. Amit Verma
et al. And Holly Bridge et al. Showed that on MRI,
globes are absent in anophthalmia, but nerve tissue
and muscle are seen in small orbit, but in
microphthalmia a normal but small globe is seen.
MRI revealed microphthalmia and left hemisphere
hypoplasia of the cerebellum and cerebral
hemisphere with ACC and cyst formation in the
medial region of the left temporal lobe.

In the etiology of anophthalmia, genetic or
environmental factors have been implicated. Gene
mutations can also cause anophthalmia. The
strongest environmental causes of anophthalmia are
maternal infections during pregnancy, which
include  rubella, toxoplasmosis, varicella,
cytomegalovirus, herpes zoster, influenza, and
coxsackie. Non-infectious environmental causes
include vitamin A deficiency, fever, and x-ray
exposure, and pharmacological causes include the
use of talidamide, warfarin, and alcohol. But in the
case reported, the baby's mother did not mention any
of the above environmental factors during
pregnancy. Therefore, it seems that environmental
factors could not have been involved in causing this
disease. No history of congenital eye disease was
found in the patient's family history. To prevent
recurrence of the disease in these cases, genetic
testing of the parents is required and ultrasound, CT
scan and MRI of the fetus in the second trimester of
pregnancy should be performed in subsequent
pregnancies. It is also recommended that young
people from relatives of the patient's parents seek
genetic counseling for prevention.

Conclusion

In the etiology of anophthalmia, genetic or
environmental factors have been implicated.
Gene mutations can also cause anophthalmia.
The strongest environmental causes of
anophthalmia are maternal infections during
pregnancy, which include rubella,
toxoplasmosis, varicella, cytomegalovirus,
herpes zoster, influenza, and coxsackie. Non-
infectious environmental causes include
vitamin A deficiency, fever, and x-ray
exposure, and pharmacological causes include
the use of talidamide, warfarin, and alcohol.
But in the case reported, the baby's mother did
not mention any of the above environmental
factors during pregnancy. Therefore, it seems
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that environmental factors could not have been
involved in causing this disease. No history of
congenital eye disease was found in the
patient's family history. To prevent recurrence
of the disease in these cases, genetic testing of
the parents is required and ultrasound, CT scan
and MRI of the fetus in the second trimester of
pregnancy should be performed in subsequent
pregnancies. It is also recommended that
young people from relatives of the patient's
parents seek genetic counseling for prevention.
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