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Clinical features
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Methods

Retrospective multicentric 
cohort

UZ Leuven

OLVZ Aalst

UZ Brussel 

January 2000 

- September 2022

Patient records  
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Clinical features
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Imaging
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Potential long-term effects:
- Cardiovascular comorbidities 
- Bone demineralization
- Learning difficulties



Patient population

• 44 adults and 7 children 
• 27 females and 24 males 

51 patients 

Family history 53%

• Children 6 years old (range  1-9)
• Adults 39 years old (range 5-73)

Age of diagnosis 



Mutations

0 2 4 6 8 10 12

c.727C>T, p.Arg243Trp

c.959G>A, p.Arg320His

c.1378G>A, p.Glyc460Lys

c.1148G>A, p.Arg383His

c.1286G>A, p.Arg429Gln

c.1357C>A, p.Pro453Thr

c.959G>T, p.Arg320Leu

c.995G>A, p.Gly332Glu

Gly432del

c.1031G>C, p.Gly344Ala

c.1147C>T, p.Arg383Cys

c.1339C>A, p.Pro447Thr

c.790G>T, p.Val264Phe

c.949G>A, p.Ala317thr

Ile276del

c.1357C>T, p.Pro453Ser

No mutation

Number of patients



Clinical signs and symptoms: adults 
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Clinical signs and symptoms: children  
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Subgroup analyses 
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Screening of cardiovascular comorbidities

ECG Cardiac ultrasound
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Cardiovascular comorbidities
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Myocardial infarction

Stroke

Arterial hypertension

Atrial fibrillation

Dyslipidemia

No cardiovascular history



Bone demineralization
Screening Results
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Education

• Learning difficulties 66%

Children

• 82% no higher education
• 18 % professional bachelor degree 
• 0% university degree

Adults 



Treatment 

0%

10%

20%

30%

40%

50%

60%

70%

80%

90%

100%

Strumazol (Partial)
thyroidectomy

I 131 Beta-blocker TRIAC Levothyroxine

n =11

n = 29

n = 6

n = 15

n = 4
n =3



Conclusion

• Large Belgian RTHβ cohort 

• Heterogeneous clinical presentation

• Systematic screening

• International registries

• TRIAC  
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