HYPERGLYCEMIA
IMODY: A DIAGNOSIS TO REMEMBER
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BACKGROUND \_/

The detection of hiperglycemia on occasional evaluation raises the diagnosis of diabetes mellitus (DM). Maturity
Onset Diabetes of the Young (MODY), namely glucokinase deficiency, should be considered in cases of non-
progressive hyperglycemia associated with a positive family history.

We describe two unrelated cases of asymptomatic hyperglycemia where glucokinase mutations were detected.

CASE REPORT

CAasE 1 MOTIVE: IMPAIRED FASTING GLUCOSE

FAMILY HISTORY

[
: FATHER — IMPAIRED FASTING GLUCOSE AND HEPATIC STEATOSIS \
' PATERNAL GRANDPARENTS — T2DM .
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CASE 2 MOTIVE: OCCASIONAL HYPERGLYCEMIA

: MOTHER — GESTATIONAL DIABETES; CURRENTLY T2DM
:_ MATERNAL GRANDMOTHER AND GREAT-GRANDFATHER — T2DM

PRESENTATION

6 YEARS OLD, FEMALE
3 YEARS OLD — HYPERGLYCEMIA (195 MG/DL) WAS DETECTED
EVALUATION WAS REPEATED — FASTING GLYCEMIA 110-128wmG/DL

5 YEARS OLD, MALE
3 YEARS OLD — GASTROENTERITIS , HYPERGLYCEMIA (169MG/DL)
REPEATED HOME MONITORING:
FASTING (104-117MG/DL); POSTPRANDIAL (120-160MG/DL)
6 YEARS OLD — OGTT (FASTING - 122MmG/DL; 120’ - 144mG/DL)
REFERRED TO OUR CENTER; CLINICAL OBSERVATION WAS NEGATIVE

REFERRED TO OUR CENTER; CLINICAL OBSERVATION WAS NEGATIVE

LABORATORY EVALUATION

FASTING GLYCEMIA 121MG/DL
Al1cHB 6,6%
INSULIN 4,4NG/ML HOMA 1,2
POSITIVE ANTI-GAD ANTIBODY (5,4U/mL - N<0,9)
UNDETECTABLE ICA AND IAA AUTOANTIBODIES

OGTT — FASTING 109mG/pL; 120’ 162mG/DL
AlcHB 6,3%
INSULIN 1,6NG/ML HOMA 0,3
NEGATIVE AUTOANTIBODIES

DIAGNOSTIC HYPOTHESIS: MODY
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IN BOTH CASES, ONLY DIETETIC MEASURES HAVE BEEN USED SO FAR

CONCLUSION

In patients with asymptomatic hyperglycemia, MODY diagnosis should be considered as it has both prognostic and
therapeutic implications. The genetic characterization of the subtype is essential.

References
Owen K. Monogenic diabetes: old and new approaches to diagnosis. Clinical Medicine 2013, Vol 13, No 3: 278—-81. American Diabetes Association. Diagnosis and classification of diabetes mellitus. Diabetes Care 2012;35:564—71. Pearson ER, Starkey BJ, Powell
RJ et al. Genetic cause of hyperglycaemia and response to treatment in diabetes. Lancet 2003;362:1275-81. Diabetes Genes. Genetic diabetes nurses locations map. www.diabetesgenes.org. Shields BM, Hicks S, Shepherd MH et al. Maturityonset diabetes of

the young (MODY): how many cases are we missing? Diabetologia 2010;53:2504-8.




