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SETTING South West England and South Wales 

GUIDELINE FOR Cardiology teams in South West England and South Wales hospitals 

PATIENT 
GROUP 

Adult patients with congenital heart disease 

______________________________________________________________________________________________ 

GUIDANCE 
 
Follow-up:   annual, progression in adults rare 
  
Associated lesions:  feature of William’s syndrome (deletion at chromosome 7q11.23, 

elastin gene): elfin facies, outgoing personality, 
neurodevelopmental and multisystem manifestations including 
obstructive arteriopathy 

 hypoplasia of entire aorta 

 renal artery stenosis 

 stenoses of other major aortic branches 

 long-segment peripheral pulmonary artery stenosis 
 
Inheritance:  William’s syndrome is autosomal dominant  

 familial supraAS caused by mutation in elastin gene, also AD 
inherited (as are associated lesions of arteriopathy) 

                        rarely in homozygous hypercholesterolaemia 
                        test all non-syndromic for elastin mutations 

 
Long-term complications: progressive (or recurrent) obstruction, rare 

 AR in 25%, (usually not progressive after surgical relief) 
 patch repair aneurysm 
 coronary ischaemia (origin of the coronaries is usually proximal to 

obstruction, subjecting them to high systolic pressure and limited 
diastolic flow) 

 systemic hypertension 
 mitral regurgitation 

At each visit: 
 
History: dyspnoea, syncope or chest pain due to outflow obstruction 

 angina due to ischemia 
 
Exam:  systemic hypertension  

 heaving apex  
 suprasternal thrill  
 ejection systolic murmur 
 right arm systolic pressure higher than left (due to into right 

brachiocephalic artery) 
 

Clinical Guideline 

SUPRAVALVAR AORTIC STENOSIS 
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ECG:  LVH, ischaemia 
 
Echo:  anatomy of the LVOT and supra-aortic area   
   degree of obstruction (Doppler across supraAS  may overestimate 

pressure drop) 
 LV size and function  

   main and branch pulmonary artery anatomy and flow  
   aortic and mitral valves 

 diameter of the aortic sinuses, sinotubular junction, ascending aorta 
 origins of the coronary arteries (difficult) 

 
Further investigations: 
 
CXR: not routine 

 may be hypoplasia of ascending aorta 
 
CPET:    to assess functional capacity  

 other methods of stress testing can investigate ischemia and need 
 to be considered periodically  

 
Holter:  not routine 
 
TOE: can show anatomy, though CT/MRI best 
 
Catheter:  may need to show anatomy and measure gradients, though CT 

usually best 
 caution with coronary angiography as ostial stenosis common 

 
EP study: not usually needed  
 
MRI/CT: shows anatomy of lesion/repair and additional lesions in aorta and 

branches (carotid and renal artery stenosis) and pulmonary arteries 
 image whole aorta, including renal arteries 

 
Drugs: not usually indicated  

 
Pregnancy: avoid pregnancy if moderate or severe obstruction, coronary 

involvement, or aortic disease 
 
Contraception: no combined pill if hypertension 
 
Endocarditis:     antibiotic prophylaxis before high-risk dental work if prosthetic 

valve, previous endocarditis, residual defects at the site of or 
adjacent to the site of prosthetic material 

 

Discuss if:   
 

 Symptoms and/or severe obstruction (echo mean gradient ≥ 40mmHg)    
 

 Mean echo gradient < 40mmHg and:  
o symptoms  
o LV systolic dysfunction (EF<50% without other explanation)  
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o when surgery for significant coronary disease is required  
 

_____________________________________________________________________________________________ 
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