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[ Abstract] The clinical data of a patient with maturity — onset diabetes of the young 11 (MODY11) caused by
B lymphocyte kinase( BLK) gene mutations in Children’s Hospital Affiliated to Nanjing Medical University were retro-
spectively analyzed. The diabetes mellitus epidemiologic investigation was carried out on the patient’s family. The 13 —
year — old boy was diagnosed with type 1 diabetes at the local hospital 6 months ago. Physical examination showed that
he was 65.5 kg in weight,169.2 cm in height and 22.9 kg/m’ in the body mass index. He was overweight without
acanthosis nigricans. Laboratory measurements revealed fasting blood glucose 11. 79 mmol/L, fasting insulin 18. 05
mmol/L,and fasting C — peptide 1. 12 mmol/L. The glycosylated hemoglobin was 12. 0% , while the islet antibodies
were all negative. Among 4 consecutive generations of this family,11 members presented with diabetes,8 cases of who
were treated with insulin and 3 cases with oral hypoglycemic drugs. The whole exome sequencing identified a heterozy-
gous mutation in exon 9 of BLK (c¢.809C > T) in this patient and his mother. This mutation caused the amino acid
change p. T270M ( threonine > methionine ). Many cases of MODY are misdiagnosed as either type 1 diabetes or type 2
diabetes. MODY11 is rare,mostly characterized by overweight or obesity, insufficient serum insulin secretion and com-
monly insulin dependence.
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Figure 1 Pedigree of the family with diabetes
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Figure 2 Sanger sequencing to confirm variants of the BLK gene A :the ar-
rows indicate mutation sites. The sequence analysis of the patient demonstrated
a C to T substitution (¢.809C >T) in exon 9. The mother of the patient was
heterozygous for the same mutation;B: According to the conservation compari-

son of BLK of six species,p. T270M was highly conservative among species
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Table 1 BLK gene mutations causing MODY11

5 AT IR AR TR R itk
1 ¢.107C>T P36L (4]
2 ¢.197T > C L66P (7]
3 ¢.211G > A A7IT (4]
4 ¢.338T>G V113G [15]
5 ¢.392G > A RI31Q [14]
6 ¢.809C > T T270M [14]
7 ¢.901G > A A301T (7]
8 €. 907G >T V303P (7]
9 . 1252G > A V418M [13]

10 . 1336C > G RA66G [12]

11 c. 1351G > A G451S (7]
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