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ABSTRACT: Mutations in mitochondrail DNA (mtDNA) can lead to various genetic diseases, including diabetes mellitus. The most
common mutation associated with mtDNA mutation is tRNALeu (UUR)] 3243 A—G. This article describes the links between mtDNA
and diabetes mellitus, and makes an introduction of clinical characteristics and pathogenesis of diabetes mellitus, summarizes several mu-
tational genetic loci associated with diabetes mellitus, and mainly introduces mutational sites m.3243A —G 3310C—T 16189T—C as-
sociated with pathophysiology of maternally inherited diabetes. The authors believe that the study of genetic loci mutations provides new
insights of diabetic pathogenesis and offers new directions for treatment of diabetes mellitus.
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Table 1 The mitochondrial gene mutation associated with diabetes melllitus
(Locus) (Base pair) (Locus) (Base pair) (Locus) (Base pair) (Locus) (Base pair)
1310 C—-T 3260 A—G 3434 A—G 5301 A—G
1438 G—A 3264 A—G 3460 G—A 8344 A—G
1520 T—C 3271 T—-C 3537 A—G 8381 A—G
1888 G—A 3290 T—-C 3593 T—-C 12026 A—G
3098 C—-G 3302 A—G 3606 A—G 12153 C-T
3200 T—-C 3303 C—G 3618 T—-C 12258 C—A
3205 C-T 3310 C-T 3688 G—C 14577 T—-C
3206 C—-T 3316 G—A 4164 A—G 14693 A—-G
3243 A—-G 3394 T—-C 4200 A>T 14709 T-C
3250 T—-C 3398 T—-C 4216 T-C 14783 T-C
3251 A—G 3399 A>T 4833 A—G 15182 G—A
3252 A—-G 3421 G-T 4833 C—-T 15954 A—G
3254 C—-T 3423 G-T 4917 A—G 16189 T—-C
3256 C-T 3426 A—-G 4973 T-C
-2- 15 [tRNALeu(UUR)]3243 A—G 2.871 £ 0.484 pmol/h/107 P=0.0392 ,
1
5 5 0.191 = 0.080pmol/h/mg 0.288 +
OGTT 1 3 0.113pmol/h/mg P=0.0223 | ATP
GHb <6.1% 2 7 1.119 £ 0.344 pmol/105
3 - 13 m. 1.419 £ 0.378 pmol/105 P=0.044 .
3243A -G mtDNA 3310C—T
- B OGTT - 2 °
1.2.3 33 16189T—C
B : 2 3 Park KS ™
- m. mtDNA T16189C NIDDM
3243 A—G o . mtDNA T16189C
B m.3243 A— T—-C mtDNA
G - NIDDM 2621
B m.3243 A—G NIDDM 2469
° NIDDM 1205 .
3.2 3310C—T / 16189
ChenJ ™ 2 o meta 16189C
mtDNA 3310C—T NIDDM [ OR 1.256 95% CI
NADH 1 ND1 1.08-1.46 P=0.003],
o mtDNA NIDDM n=3283 n=2176 meta
(p 0) Hela mtDNA OR 1.335 95%CI 1.18-1.51 P=0.000003
mtDNA 3310C—T 5 DNA mtSSB 16189C

2.468 + 0.475pumol/h/mg o mtSSB
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