Family screening and follow up for biscupid aortic valve
	Dear [Dr ____],

Advice and guidance response pertaining to [Patient name].

General information 
 
This information has been put together to help inform the clinical assessment and optimal management of patients with a bicuspid aortic valve diagnosis. It does not override the clinician’s responsibility to make decisions appropriate to the circumstances of the individual, in consultation with them or their families and carers. 
 
Bicuspid aortic valve is a common congenital abnormality of the aortic valve affecting 1-2% of the population. It is usually sporadic but is sometimes familial.
 
Bicuspid aortic valve can be associated with aortic root dilatation (which may cause dissection/rupture), with coarctation and with other congenital abnormalities. 
 
It predisposes to aortic valve stenosis and aortic valve regurgitation, and most affected patients will require some form of intervention (usually surgery) to repair or replace the valve or the aorta or both, commonly in the 5th decade of life.


	Surveillance of known bicuspid aortic valve:
Patients with a bicuspid aortic valve should generally undergo monitoring by echocardiography, however a personalised approach is needed particularly for patients with frailty or comorbidities in whom management would not be influenced by ongoing surveillance.

Refer to a cardiologist if not already under follow up for ongoing surveillance.   
Patients require monitoring by echocardiography (to assess both the valve and the aortic root dimensions) at intervals determined by the cardiologist/valve clinic, and this is usually undertaken by secondary care but local pathways may vary.

Family screening: 
· First-degree family members aged 18 yrs old and above of patients with a known bicuspid aortic valve may have an increased chance of having related problems. It is not known if screening for such affected relatives impacts on their future health. Advise the patient to discuss this with their relatives and if they wish to be checked, to discuss getting an echocardiogram with their own GP. This is an open access echocardiography indication PUE014_primary-care-triage-poster.pdf.
· First-degree family members < 18 yrs old: Unless there are symptoms or signs in the child echocardiography is normally deferred in children < 18 yr old as aortic enlargement cannot be conclusively ruled out in children and as such it is not secure to conclude that investigations undertaken in childhood establish that the child is unaffected. 

Do not recommend echocardiography for relatives other than first degree relatives, unless there is a clinical indication to do so e.g. a heart murmur requiring investigation in its own right. 
What advice should I give to the patient, carer and/or guardian?
· Patients found to have bicuspid aortic valve should be counselled that they require follow-up of their valve and aorta by a cardiologist who will determine the personalised screening frequency.
· If the ascending aorta is ≥ 4.5cm in diameter patients should not undertake strenuous or competitive exercise, weightlifting, extreme sports or exercise to exhaustion.
· Patients should be advised that they are at increased risk of endocarditis and should follow the recommendations for people at risk of endocarditis. This includes emphasising the importance of good oral health, the risks of undergoing invasive procedures including body piercing or tattooing and symptoms that may indicate infective endocarditis and the need to seek expert advice. Antibiotic prophylaxis is not normally required unless there is a history of prior endocarditis or prosthetic valves.
· Patients should call 999 if they experience sudden onset or severe chest, neck, abdominal or upper back pain, that does not go away within 3 minutes and make it clear to the emergency services that they think a CT scan is required for aortic dissection. This includes pregnant women. Think Aorta | Aortic Dissection Awareness.
· Pregnancy should be planned and the risks of pregnancy discussed with a cardiologist prior to conception.  
· Where the ascending aorta is > 4.0cm drivers and medical professionals should consult the DVLA guidance Cardiovascular disorders: assessing fitness to drive - GOV.UK. 


	Indications for a referral to secondary care:  
· If a patient with known aortic dilation calls the surgery for advice on sudden onset or severe chest, neck, abdominal or upper back pain, that does not go away, advise them to call 999. 
· Refer patients with severe AS or severe AR to secondary care on an urgent basis irrespective of valve morphology.  
· Refer patients with aortic dilatation ≥ 5cm on an urgent basis. 
· Refer all other patients with a bicuspid valve to secondary care on a routine basis.  

What information should I include in a referral?: 
· For family screening referrals, please specify the name and date of birth of the affected relative (the proband). This is extremely important as it is needed to determine whether the family member has undergone genetic testing and further investigations. 
· Presence and type of any symptoms and signs (as this will influence urgency of appointment). 
· An ECG is helpful but usually not critical. 
· If an Echocardiogram has ever been performed, the findings and when was it performed. 


	Links to reference documents, further reading and patient resources:   
· NICE Guidance 208 (2021) recommendations are silent on the issue of family screening in bicuspid valves, but the final version of the evidence review underpinning the guidance makes the following comment:
· The committee noted that first degree relatives of people with a bicuspid aortic valve also have an approximately 10% chance of having a bicuspid valve and should be offered echocardiography.
· NICE - Heart valve disease presenting in adults investigation and management: Section 4.1.5 
· Infographic that estimates the prevalence of (1) bicuspid valve, (2) an enlarged aorta, (3) both or (4) neither in a meta-analysis of relevant studies: Bray JJH, Freer R, Pitcher A, Kharbanda R. Family screening for bicuspid aortic valve and aortic dilatation: a meta-analysis. European Heart Journal. 2023 Sep 1;44(33):3152-3164.  
· NICE CG64 Prophylaxis against infective endocarditis: antimicrobial prophylaxis against infective endocarditis in adults and children undergoing interventional procedures. 
· Cardiovascular disorders: assessing fitness to drive - GOV.UK. 
· BHVS - British Heart Valve Society 
 
Resources for patients: 
· John Ritter Foundation for Aortic Health
· Bicuspid aortic valve - British Heart Valve Society


	If referring back, please state that the referral has already been through Advice and Guidance and include previous correspondence so we don’t duplicate advice.
With kind regards,
[Responding clinician name and role]



