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ABSTRACT
Congenital absence of the nose or arhinia is a rare form of birth defect of often associated with other
facial abnormalities. Congenital Arhinia is a life threatening condition that requires a
multidisciplinary team approach which starts from highly skilled neonatologist, anesthetist, ENT
surgeon and pediatric surgeon in the delivery room. The associated anomalies of congenital arhinia
often have a significant effect on the immediate as well as long-term outcome of the neonate. This
case report presents a rare case of congenital arhinia and its management.
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INTRODUCTION
Congenital absence of nasal bones
also known as congenital arhinia is an
extremely rare malformation. It causes
severe airway obstruction at the time of
birth and feeding problems later during the
course of time in the neonate. This defect is
known to have associated facial anomalies,
especially defects of the eyes, ears, palate,
and midline defects described in the
literature.
Background –
Congenital arhinia, also called nasal
agenesis is partial or complete absence of
the nose at birth in a neonate. It is an
extremely rare condition, with only around
47 cases reported in the literature since the
first report came in 1931. (1–19) Congenital
arhinia generally classified as a craniofacial
abnormality
due
to
defective
embryogenesis. Congenital arhinia is
complex
syndrome
associated
with
microphthalmia or coloboma of olfactory
bulbs, coloboma of iris, microtia, absence of
nasal cavities and high arched palate as a
part of syndromic malformation.

CASE REPORT
A Full term girl was born by
uncomplicated cesarean section. The 26
year old primigravidae mother reported a
normal pregnancy with prenatal care
including sonographic findings was being
normal. No history of amniotic fluid
imbalances or drug intake during pregnancy.
Just after delivery, the neonatologist
found the baby with absent eyes and
deformity of nose showing rudimentary and
blind ending nostril. The root of nose was
also absent (fig.1, 2). The neonate also had
sub mucous cleft palate. Baby was breathing
with his mouth and there was minimal
respiratory distress. No other physical
abnormality was seen. Laboratory findings
were normal with no obvious abnormality
found. Our case had mos46,XX/47,XX,+9
on chromosomal analysis.
Spiral axial CT scan with 3mm thick
sections were obtained. It showed non
visualisation of nasal bones and nasal
septum. Cribriform plate and crista gali
were not visualized. Right nostril and nasal
cavity appeared rudimentary with nonvisualization of bony turbinates. Par nasal
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sinuses were not visualized. There was a
defect of size 1.1 cm * 7 mm in frontal bone
in left paramedian position with exophytic
soft tissue of size 9.2 * 8.6 mm at level of
defect suspecting maldeveloped left nasal
placode.

Figure 2 = Absent eyes and deformity of nose showing
rudimentary and blind ending nostril

Figure 1 = Neonate

Figure 3 = CT scan images

DISCUSSION
The crucial development of major
areas of facial region occurs between fourth
and eighth embryonic weeks preceded by
wavelike migrations of cranial neural crest
cells from the region of trigeminal nerves to
the face. The development of nose and nasal
cavities occur between 3rd and 10th week of
life. (20) At 24th days of life, the face is
divided into a superior frontal process,
paired bilateral maxillary processes in the
mid-face and paired bilateral mandibular
processes caudally respectively. (21) The

Both orbits were shallow, small with
maldeveloped eyeglobes (Right > Left)
along with hypertelorism. The brain
parenchyma was normal.
MRI Brain screening showed similar
results with normal whole spine screening.
Airway management and proper feeding
was important to the management to this
neonate.

Figure 4 = MRI images

nasal alae are formed by the complete
fusion of the nasal lateral and medial
processes. The medial nasal processes attach
in the midline with frontal prominence
which results in the formation of frontonasal
process which results in the origin to the
nasal bones, columella, philtrum, upper lip
and superior alveolar ridge. The nasal
placodes are the local bulgings of surface
ectoderm. The nasal placodes form the
frontal process between the lateral and
medial processes during 4th week of
gestation. It invaginate to form pits of nasal
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cavity during 5th week of gestation which
later gives rise to nostrils. By 9th week of
life, the cartilaginous nasal septum, which
results from persistence of neural crest cells
between the nasal cavities, directly overlies
buccal cavity. The palatal shelves of the
maxillae migrate medially as the septum
migrates inferiorly. The posterior nasal
cavities are separated from buccal cavity by
the bucconasal membrane that ruptures
forming communication between nasal and
buccal cavities which occurs at 10th week.
The primary posterior choanae formed as
the nasal cavities canalize are filled by
epithelial plugs which eventually resort to
form the secondary posterior choanae and
establish the potency of nasal cavities.
The
pathogenesis
of
this
malformation has not been fully understood.
It is postulated that lack of development of
the nasal apparatus results from medial
failure and lateral nasal process growth. But
there may be a possibility of overgrowth
and premature fusion of the nasal medial
process result in the formation of the atretic
plate. (17) Many genes involved in facial
development however, no consistent gene
mutations have been identified, hence
genetic testing is not yet available. The
chromosomal analysis in the patients with
congenital arhinia show normal results. (10)
Our case had mos46,XX/47,XX,+9 on
chromosomal analysis.
CONCLUSION
Congenital arhinia is a rare birth
defect of organogenesis, associated often
with other anomalies which significantly
influence the immediate and long-term
outcomes of the neonate. It is a potentially
life-threatening condition and requires the
presence of a highly skilled neonatal
resuscitation team at the time of delivery.
Multidisciplinary team approach is required
to optimize neonatal outcome.
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