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ABSTRACT Objective: To analyze the gene mutation site and investigate the outcomes of mitochondrial diabetes mellitus. Methods:
Clinical data of a family with mitochondrial diabetes mellitus were collected. High incidence of mitochondrial tRNA*W® gene mutation
in the family with mitochondrial diabetes mellitus was detected by PCR and DNA direct sequencing assays. These members were fol-
lowed up for eight years to further observe the changes of their clinical conditions and pancreatic 8-cell function. Results: In the 6 cases
of family members, 5 cases carried mt3243A —G gene mutation, 4 cases were diabetic patients with different degrees of hearing loss
(sensorineural deafness), and one father's daughter didn't get the mutation. During follow-up of the family, the proband died. Based on
conventional treatment, the other three diabetic patients also received long-term oral coenzyme Q10 combinedly. Their blood glucose
were controlled stably, and there were no serious complications. However, the bilateral hearing loss was becoming severe and pancreatic
secretion function decreased significantly. One case of carriers had impaired glucose tolerance. Conclusions: It is confirmed that there is a
correlation of diabetes with the mitochondrial tRNA"™™® point mutation.
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JURRE B A Ml S W BR 5 3R MR OL ) o 2R 7R - 2R L

B, W AR IR R R 5 25 IE AR 5 2hC BRIRHE T
[, W3 1,

& 1 MDM BER R 518 C AT 45 R (AL ng/ml; IEESERE : 1.10~~4.40 ng/mL)
Table 1 C peptide detection results of MDM family members (unit: ng/ml; normal range: 1.10~4.40 ng/mL)

Initial diagnosis time

8 years later

Family members

Fasting Postprandial 2 h Fasting Postprandial 2 h
[1 0.72 4.01
12 1.81 11.97 1.01 2.24
13 1.53 10.25 0.94 1.62
15 1.42 7.51 0.80 1.37
118 1.48 6.84 1.32 6.53
112 1.64 5.28 1.73 6.76
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