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®% - Fabry disease revisited: Management and treatment recommendations for adult patients. Alberto Ortiz
et al. Molecular Genetics and Metabolism 123(2018)
- Recommendations for initiation and cessation of enzyme replacement therapy in patients
with Fabry disease: the European Fabry Working Group consensus document. 2015
- Fabry nephropathy: indications for screening and guidance for diagnosis and treatment by
the European Renal Best Practice. 2012
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O Canadian Fabry Disease Treatment Guidelines 2018.
Cardiac Disease Evidence level II-2 - Grade B

2 criteria required

Criteria:

e LV wall thickness >12 mm in males and >11 mm in females

e LV hypertrophy (LVH) by Estes ECG score must be greater than 5

® LV mass index by 2D echo 20% above normal for age

¢ Increase of LV mass of at least 5 g/m?2/year, with three measurements over a
minimum of 12 months

® Diastolic filling abnormalities by 2D echocardiogram, Grade 2 or Grade 3
diastolic dysfunction as outlined by ASE and/or the presence of speckle
tracking abnormalities

® Abnormal base to apex circumferential strain gradient

® Increased LA size on 2D echo. In parasternal long axis view (PLAX) >40 mm;
Left atrial volume index > 34 ml/m2

e Cardiac conduction and rhythm abnormalities: AV block, short PR interval, left
bundle branch block (LBBB), ventricular or atrial tachyarrhythmias, sinus
bradycardia (in the absence of drugs with negative chronotropic activity or
other causes)

® Moderate to severe mitral or aortic insufficiency

e Late enhancement of left ventricular wall on cardiac MRI




e T1 values using a 1.5 Tesla magnet in males below 901 ms and females below
916ms

e Increase of either N-terminal pro-natriuretic brain peptide (NT-proBNP) above
the upper limit of normal for age and gender OR an increase of high
sensitivity troponin (a surrogate marker of fibrosis) more than 2 times the

upper limit of the normal range

O Adult Fabry Disease Standard Operating Procedures (January 2013)
Evidence of cardiac disease
A. ECG
a. presence of left ventricular hypertrophy (Romhilt-Estes or Cornell criteria)
b. Isolated repolarisation abnormalities (in absence of other causes such as
hypertension, aortic stenosis)
c. Conduction abnormalities: (Short PR interval, 1, 2 or 3 degree heart block,
bundle branch block)
B. Echocardiogram
a. Increased left ventricular mass (in patients with concentric remodelling or
hypertrophy) Criteria (Devereux et al 1977,1986)
Normal LVMI defined as < 134 gm/m2 for men and < 110 gm/m2 in
females.
Relative wall thickness (RWT) calculated as ((IVS + PW)/LVed) at the mitral
valve level.
LV remodelling or LVH defined as a RWT > 0.4514.
LV geometry defined as normal (normal LV mass and normal RWT),
concentric remodelling (normal LV mass and increased RWT), eccentric LVH
(increased LV mass and normal RWT), and concentric LVH (increased LV
mass and increased RWT).
b. Increased left ventricular wall thickness (13 mm in any segment).
c. Left atrial enlargement
d. Valvular thickening/insufficiency
e. Systolic impairment (regional wall motion abnormality or reduction in left
ventricular ejection fraction (< 50%)
f. Diastolic dysfunction (using age corrected Doppler assessment )
C. Arrhythmia
a. 24 hour ECG (or other documented ECG evidence) showing

bradyarrhythmia, atrial arrhythmia, ventricular tachycardia.




