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Abstract

CLINICAL FEATURES, COMPLICATIONS, AND GENETICS OF THAI
PEDIATRIC PATIENTS WITH ACHONDROPLASIA AND
HYPOCHONDROPLASIA

Introduction: Achondroplasia and Hypochondroplasia are common skeletal
dysplasias caused by FGFR3 militations. Ctimical characteristics are short-limbed
dwarfism, and petdliareraniofdcial-appearance. Complications are found in several
systems, andf¢anfresult invdeath or disability. In other.countriesthe health
supervision/suidetingsfor these disordersswas establishedito prewenticomplications

from infafncy to adulthood.

Objectives: In Thailand, patients*@atal0FAGhendroplasia and|Hypochandroplasia are
scarce. Thus the @bjective of fthisl studifs to'‘chiaracterize clinical features,

complicationsyand genetics of Mgl patients with these gonditiens.

Methods: This retrospéciivesstudy was-done by redruiting patients who followed in
Department of PediatriesySirirdjHospital*during 2008:2018 from ICD10 codes. Only
patients whose diagnoses were confirmed by FGFR3 mutation analysis or bone

radiographs were selected for medical chart review.

Results: From sixty-three recruited patients, only 38 and 8 individuals were confirmed
with Achondroplasia and Hypochondroplasia respectively. Patients with
Achondroplasia were referred to clinical geneticists at earlier ages than those with
Hypochondroplasia, and mostly before 12 months of age. Most common feature and

complication are disproportionate short stature and otitis media respectively. The



latter resulted in pressure equalizing tube insertions. Nervous system complications
including hydrocephalus or cervicomedullary compression are rare. Complications are
less frequently found in Hypochondroplasia. All Achondroplasia patients had
heterozygous c.1138G>A mutation, and common mutations in Hypochondroplasia

patients were ¢.1620C>A and ¢.1620C>G.
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