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PREVALENCE OF MITOCHONDRIAL tRNA“"""® GENE
MUTATION IN DIABETIC PATIENTS WITH FAMILY
HISTORY AND CLIN ICAL CHARACTERIZATION
OF THE SUFFERED PATIENTS

Zhang Qing' Zeng Ruiping' Du Chuanshu' Xiu Tingling® Cheng Hua’

(1 Department of Sun Yat-sen Medical Genetics, 2 Endocrinology of Krst Affiliated Hospital,

3 Endocrindogy of Sun Yat-sen Memorial Hospital, Sun Yatsen University of M edical Sciences, Guangzhou, 510089)

There is suggestion recently thatan A to G transition at nucleotide pair 3243 of the mitochondrial gene,
a tRNA™("Y" mutation may play a role in the pathogenesis of diabetes mellitus. To assess the prevalence of
this mutation in South China, we screened 140 unrelated diabetic patients with family history of diabetes us—
ing polymerase chain reaction (PCR) and restriction fragment length polymorphism ( RFLP). Six patients
(4.3 ) were identified as having this mutation. There was none with this mutation in 50 normal controls.
Those with the mutation possess the following clinical features @ the mitochondrial gene is maternally inher-
ited; @ the age of diabetes onset is lower ( < 40 years old); @ the patients relatively have lean constitutions
(BMI< 24 kg /m?); @ they more likely have to be treated with insulin due to secondary failure to oral hypo—
glycemic agents; © about 60% of them suffered from hearing loss. The study suggested that diabetes melli—
tus and deafness associated with the mutation represents a subtype of diabetes found in both patients with ID-
DM and NIDDM in China and the prevalence of the mutation is relatively high in diabetes mellitus with a fam—
ily history-
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