Abstract

We studied two affected patients of a Hill tribe family and have found for the first time that
KLHL20 gene is likely to have important role in the closure of ductus arteriosus. The
mutation in KLHL20 caused the patients to have blonde hair at birth and the hair color
darkened as they aged. Our research team has also found a novel mutation in CDKN1C in
a hill tribe family affected with Beckwith-Wiedemann syndrome and cleft palate and
sensorineural hearing loss. We have collaborated with a Turkish researcher and published
a paper on Twins with hereditary sensory and autonomic neuropathy type IV with
preserved periodontal sensation. We have found for the first time that agenesis of the
maxillary permanent canines is a distinct entity caused by mutations in WNT710A. We also
discovered that plasminogen has important role in root dentin formation. We have found a
novel mutation in FBLNS gene that caused cutis laxa with pulmonary emphysema,
conjunctivochalasis, nasolacrimal duct obstruction, and abnormal hair. We have also made
a comprehensive study on oral manifestations of patients with mucopolysaccharidosis type
VI. This project we collaborated with researchers in Turkey, India, and Poland. We have
also discovered that mutations in FAM20A could cause kidney stones and coined the

name “Enamel-Renal-Gingival syndrome”
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