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Abstract

We present the case of a patient with the followdiignosis: 29 weeks pregnancy in evolution, fatdiondroplasia
with orofacial manifestations: macrocephaly, dorf@a@head, depressed nasal bridge, maxillary hygapkand general
manifestations: short fingers, swelling of the batkhe hand, increased angle between the femeead and the femoral
shaft, dorsal swelling of the foot, micromelia. THiagnosis was established prenatally after arasduind complex

investigation and confirmed postnatally. We empasie increasingly important current role of thenatal ultrasound
investigation in early diagnosis of congenital aaties like fetal achondroplasia and in the cormcitidisciplinary

management of cases.
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I ntroduction

Skeletal dysplasias are disorders characterized by
abnormal growth and remodeling of cartilage andebon
Achondroplasia is considered as a form of skeletal
dysplasia dwarfism that manifests with stunteduseat
and disproportionate limb shortening [1].

Achondroplasia is one of the oldest known birthedé.
The average frequency of achondroplasia worldwade i
about one case per 25,000 births [2]. It is an ritéa
disease that causes most types of dwarfism. Intabou
75% of cases, the disease has a genetic deternfiBjsm
Achondroplasia is transmitted as an autosomal
dominant trait with complete penetrance [4,5] and
approximately 80% of cases are due to de novo
dominant mutations. Achondroplasia is charactertaed
abnormal growth of bones, the affected patientsngav
short stature, short disproportionate arms and. legs
Achondroplasia is of dental interest because of its
characteristic craniofacial features which include
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relative macrocephaly, depressed nasal bridge and
maxillary hypoplasia [1,6,7]. These characteristitasy
lead to number of complications including
hydrocephalus, apnea, upper-airway obstructiorisoti
media, sinusitis and dental malocclusion [8,9]. édth
associated comorbidities include clubbed feet and
adenotonsillar hypertrophy [10]. Hydrocephalus is
concerning due to the chronological changes in the
eruption of teeth, changes in occlusion, greater
accumulation of plaque, and a higher caries precale
[11]. Regular dental visits are needed to contesles

as well as to educate the caregivers regarding oral
hygiene needs for children with hydrocephalus. In
addition, the dental practitioner needs to be awéthe
danger of placing pressure on the ventricular-peeéal
drainage tube during dental treatment. [11,12]. The
mortality rate is high for all ages. Children undér
years can die of skull base compression, patients
between 5 and 24 years old can encounter respijrator
and central nervous system conditions, and
cardiovascular problems may occur to people over 25
years old [12].
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Case Report

The purpose of this case report is to present tiheeist role of imaging in the prenatal ultrasounagdosis of a fetus
with systemic achondroplasia and discuss speciaideration that should be taken in the case ofatilemnagement of
this condition. The pregnant woman, aged 33 yeatls @ngoing pregnancy (29 weeks) comes to the talsfor a
specialized ultrasound exam. It is the first premyaof a Caucasian non-consanguineous couple withriaal general
health.

Methods

A Voluson E8 ultrasound, mode 3D/4D life, was uged investigation.The ultrasound investigation revealed the
following results:

Skull with biparietal head diameter: 85.8 mm (cepending to 34 weeks), occipitofrontal head diamet81.7 mm
(corresponding to 34 weeks), head circumferenc@: i2én. Macrocephaly, (Figure 1), Domed foreheadgyfé 2),
Depressed nasal bridge and Maxillary hypoplasia.

Figure-1: M acrocephaly Figure-2: Domed forehead

The thorax showed apparently normal shape andtstaucorresponding to 30 weeks), anterior-postatiameter: 72.2
mm and transverse diameter: 76.4 mm. The abdommmeshan apparently normal conformation (correspundd 30
weeks), anterior-posterior diameter: 72.7 mm; warse diameter: 91.6 mm; Abdominal circumferencg.2 mm.
Upper limbs: Humerus: 40.9 mm (corresponding td24deeks). Ulna: 41 mm (corresponding to 26.5 wedRalius:
37.5 mm (corresponding to 26.2 weeks). Short fing8mwelling of the back of the hand (Figure 3). s:elgemur: 43.7
mm (corresponding to 24.2 weeks). Tibia: 39.3 miiglily curved) (corresponding to 25 weeks). Fibud.7 mm
(corresponding to 24.2 weeks). Increased angledgetwhe femoral head and the femoral shaft{1@gure 4). Dorsal
swelling of the foot (Figure 5). Micromelia.

Figure-3: Swelling of the back of the hand Figure-4: Increased angle between the femoral
head and the femoral shaft
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Figure-5: Dorsal swelling of the foot

After the ultrasound investigation the followingadgnosis was established: Pregnancy 29 weeks irutévnl Fetal
achondroplasia with Macrocephaly, Domed foreheadprBssed nasal bridge, Maxillary hypoplasia, Sfioders,
Swelling of the back of the hand, Increased angtevben the femoral head and the femoral shaft,dbargelling of the

foot, Micromelia, Estimated weight: 1270 g.

The detected prenatal diagnosis was confirmed pdstm. Because of early complications, severe raspy

insufficiency, the baby was died 6 days after birth
Discussion

Achondroplasia also known &hondrodystrophia
fetalisis a non-lethal form of chondrodysplasia, with
general physical features and craniofacial features
[1,13].

Achondroplasia is of special interest in the fialé
dentistry because of its characteristic craniofacia
features which include relative macrocephaly with
hydrocephaly, depressed nasal bridge and maxillary
hypoplasia.

Hydrocephaly, is characterized by accumulation of
cerebrospinal fluid in the lateral ventricles oé thrain
causing progressive ventricular dilatation. It Heeen
reported that patients with achondroplasia and
hydrocephaly can present chronological changefeén t
eruption of their teeth, changes in the occlusgreater
accumulation of plaque, and have a higher caries
prevalence.

Typically, there is no delay in the eruption sequeenf
primary or permanent teeth. [14,15].

However, due to the jaw structure and small stature
teeth are sometimes larger than the jaw can support

Patients with achondroplasia are somewhat prone to
gingivitis [16] and periodontal disease [17]. Ifildhen
require general anesthesia for dental work, thexg e
concern with enlarged adenoids or small nasal
pharynxes and larynxes causing difficulty for the
anesthesia to be successful [18].

Moreover, there are situations of malocclusion twe
crowding, and children with achondroplasia neethéo
monitored by an orthodontist to assist with spagcing
occlusal interferences, and difficulty with speech.
American Academy of Pediatrics recommends review
of orthodontic problems in achondroplasia aftee&rg

of age [19].

Dealing with achondroplastic children needs special
psychological management during dental treatmesnt, a
the presence of disproportionate short staturecease
a number of psychosocial and social problems [}, 19

It is imperative to consider the accommodationsiade
for dental patients with achondroplasia. The office
should evaluate the height of the front desk, efficea,
and restroom facilities, as well as the operatory
accessibility [20].
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Conclusions

The importance of ultrasound imaging investigation

the accurate prenatal diagnosis of congenital aliesna
and correct management of the case is to be noted
[21, 22].

This case study report provides important infororati
about the conditions of achondroplasia and periect
o people with achondroplasia. Dentists should baraw
of the clinical features of achondroplasia and the
complications of this genetic disorder [23].

A patient with achondroplasia requires specific tinul
disciplinary management, psychological social and
familly support to help him lead a normal life.
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