12-year-old Male with Amelogenesis Imperfecta: a Case Report
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CLINICAL PRESENTATION

A 12-year-old male presented to the Riley Hospital for Children
Outpatient Dental Clinic for a comprehensive examination by
referral due to the complexity of the patient’s clinical
presentation. Mom reports that the Amelogenesis Imperfecta
diagnosis was confirmed through genetic testing and denies any
other medical conditions or diagnoses. The patient reports
frequent sensitivity to cool or warm liquids, chewing, and any

BACKGROUND _ PANORAMIC RADIOGRAPH

Amelogenesis Imperfecta (Al) is a complex hereditary disorder e - S |
involving various conditions causing developmental alterations in ‘ '3 -
enamel structure in the absence of a systemic disorder!. Al has an 5
estimated frequency between 1:718 and 1:14,000 and may be
inherited as autosomal dominant, autosomal recessive, or X-linked.
With at least 14 different hereditary subtypes identified, Al exhibits
a wide variety of clinical manifestations. In general, Al diffusely

affects both deciduous and permanent dentitions?. Al may result
from disruption and/or dysregulation of any one of the steps of
enamel formation. The resulting defects can be divided into 3
categories: hypoplastic, hypocalcified, and hypomaturation?. There
are several subtypes within each classification based on inheritance.

COL 17A 1 (hypoplastlc) AMELX female (hypoplastlc/bandmg) ODAPH (hypomature)
~ ? R ‘ e

J : £ , Lk
2 Oz < »% !%...‘. e | ¥ Byt S
_" n ' ﬂ ; “’ %
SLC24A4 (h pomature)

"\b

(V"

L 2 . L4 .
= .' -
- -~ -

FAM8H (hypommerallzed)
“ o. b TS
-*&NN |~

DLX3 (hypoplastlc/taurodontlsm)

" senibns. T
‘“‘A-' ;.LU"-

CLINICAL MANIFESTATION

ldentification of Al can prove to be difficult due to the variability in
appearance of the different types of Al. Some manifestations may
appear normal clinically, while others present much more obvious
and disfiguring3. Possible manifestations of Al include delayed,
accelerated, and/or ectopic tooth eruption, permanent tooth
impaction, anterior open bite, agenesis of permanent 2" molars,
and enlarged dental follicles?. Hypoplastic Al is associated with
inadequate deposition of enamel matrix. Any enamel matrix present
is appropriately mineralized with pits scattered across the surface of
teeth. In contrast, with Hypocalcified Al, no significant enamel
matrix mineralization occurs. Teeth are appropriately shaped on
eruption, but with irregular, soft enamel that tends to chip from the
underlying dentin. Hypomaturation Al is characterized by a defect in
the maturation of enamel crystal structure. Affected teeth are also
normal in shape on eruption, but with mottled, opaque, yellow-
brown discoloration and soft enamel?.

tactile sensation to the teeth. Dental presentation: Mixed
dentition (retained primary teeth #C, D, E, F and several

unerupted permanent teeth) with all teeth exhibiting

characteristics of hypocalcified/hypoplastic Al with notable

severe loss of enamel resulting in misshapen and brown-yellow
appearance. The dentition varies from rough/soft and depressible
upon tactile examination. The patient initially presented with
generalized heavy calculus throughout dentition. Radiographic
exam revealed pathologically unerupted, impacted and/or

misshapen teeth #6-11, 19.

TREATMENT/MANAGEMENT

It was determined that comprehensive dental treatment under
general anesthesia in an operating room setting was the best
modality to provide care for this patient. Issues to address
include esthetics, dental sensitivity, loss of vertical dimension of
occlusion, delayed eruption, tooth impaction, and retained
primary teeth. The patient’s specific severity and subtype of Al
indicates full coverage treatment of all restorable dentition?. All

retained primary teeth will be extracted a
extraction of malformed, impacted/uneru

ong with the surgical
oted tooth #19. Delay

of full coverage treatment may result in loss of sufficient crown
length, and full dentures may often become the only satisfactory

treatment approach?3.
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Specific Features

Inheritance
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