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(1.12 mmol/L; normal range 1.09-1.4 mmol/L), 25-hy-
droxyvitamin D (30.5 ng/mL; normal value >30 ng/
mL), 1,25-dihydroxyvitamin D (65.5 pg/mL; normal 
range: 19.9-67 pg/mL); parathyroid hormone (PTH) 
(37.6 pg/mL; normal range: 12-72 pg/mL), bone al-
kaline phosphatase (82.3 U/L; normal range 40-140 
U/L), osteocalcin (90 ng/mL; normal range 45-110 
ng/mL), and urinary deoxypyridinoline (46 nM/mM 
creatinine; normal range 30-60 nM/mM creatinine) 
levels. Her blood chemistry was AST 23 IU/L, ALT 
36 IU/L, γ-GTP 27 IU/L, ferritin 10.5 ng/mL, HbA1c 
5.6%, triglycerides 138 mg/dL, total cholesterol 235 
mg/dL, HDL cholesterol 49 mg/dL, LDL cholesterol 
158 mg/dL, insulin 26 µU/mL, glycaemia 130 mg/dL. 
No excretion of glucose in the urine was detectable. 

However, an oral glucose tolerance test indicated 
diabetes mellitus with hyperinsulinism and insulin 

resistance: glycaemia was 131 mg/dL at 0’, and 205 
mg/dL at 120’, whereas insulin was 34.6 µU/mL at 
0’, and 78.8 µU/mL at 120’ (Table 1). Homeostasis 
Model Assessment - Insulin Resistance (HOMA-IR) 
index (11.19) and Matsuda index (1.29) indicated 
insulin resistance.

Coeliac disease screening was negative (IgA 129 
mg/dL; anti-tissue transglutaminase (tTG) antibod-
ies 0.5 U/mL). The HLA was DQ2 DR3, 11 DRB3* 
DRw52.

Routine cytogenetic investigations revealed an 
apparently normal female karyotype (46,XX). For 
the next diagnostic plan, the sequence analysis of 
the TRβ gene revealed a mutation in exon 9 and an 
amino acid alteration, namely, a substitution of valine 
for methonine at codon 313 (Met313Val) (Figure 
1). This mutation has not, to our knowledge, been 

table 1. Thyroid hormone and TSH levels and metabolic evaluation before and after TRIAC administration

before trIAc (10 years 7 months) After trIAc (11 years 9 months)

Height (SDS) -0.20 -0.11

Weight (SDS) -1.75 -1.83

BMI (SDS) -3.00 -2.78

FT4 (ng/dL) 4.26 2.47

FT3 (pg/mL) 8.02 5.23

TSH (µIU/mL) 3.90 2.60

Total cholesterol (mg/dL 235 176

HDL cholesterol (mg/dL) 49 53

LDL cholesterol (mg/dL) 158 101

Triglycerides (mg/dL) 138 108

OGTT

Glycaemia (mg/dl)

T0’ 131 106

T30’ 222 132

T60’ 189 144

T90’ 146 116

T120’ 205 129

Insulin (mU/mL)

T0’ 34.6 15.4

T30’ 89.3 34.9

T60’ 110.3 67.8

T90’ 35.4 25.3

T120’ 78.8 31.2

HbA1c 5.6 5.2


