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Abstract

Project Code : RSA/05/2544

Project Title : Clinical variability of FGFR mutations: from malformations to malignancies.
Investigator : Vorasuk Shotelersuk, MD.

Section on Medical Genetics and Metabolism, Department of Pediatrics, Faculty of Medicine,
Chulalongkom University

E-mail Address : vorasuk.s@chula.ac.th

Project Period : 1 December 2000 — 30 November 2003

While dysmorphic syndromes and inherited metabolic disorders are individuaily rare, they
collectively account for a significant proportion of illness, especially in children. They present
clinically in a wide variety of ways, involving virtually any organ or tissue of the body making them
relatively difficult to diagnose. However, reaching an accurate diagnosis for children with
dysmorphic features and suspected inherited metabolic disorders is important to them and their
families both for treatment and for the prevention of disease in other family members. It also makes
available all the accumulated knowledge about the relevant condition.

We studied clinical features, developed biochemical and molecular techniques to help
making definite diagnoses for Thai patients with genetic disorders, including dysmorphic syndromes
and inherited metabolic disorders. We found out that Thai patients with many of these disorders such
as syndromic craniosynostoses, Van der Woude syndrome, Pseudoachondroplasia, Kabuki syndrome,
hydrolethalus, and methylmalonic academia, have unique clinical and molecular features. In addition,
some of these mutations, besides being responsible for malformation syndromes are related to

cervical and nasopharyngeal cancer developments.

Keywords : malformation syndromes, Inherited metabolic disorders, cervical cancer, nasopharyngeal

cancer, mutation analysis



