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* What Is Alport Syndrome?
e How rare IS It?
e |Ss there a treatment for It?



Alport Syndrome

 Kidney disease
» Deafness

* Eye changes



Kidney disease and deafness

 Alport syndrome

 BOR Syndrome

« MYH9 diseases

* Mitochondrial DNA problems
* Others ...
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What happens in Alport Syndrome



What happens in Alport Syndrome

A kidney

A single nephron

1 million nephrons
per kidney




The glomerulus

10 on a pin
1 million per kidney

Beth Shortt




The GBM and filtration barrier




The GBM and filtration barrier




Normal and Alport GBM



Normal Hearing
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Kidney disease in Alport’s

 Haematuria (blood in urine)
* Proteinuria (protein in urine)

» Creatinine rises (GFR falls)

Speed varies



What happens

Haematuria
Proteinuria

GFR slips
Need dialysis

Age
0

5-15
15-35
15-70 (35)
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How many have Alport Syndrome
In the UK?



Patients with Alport Syndrome on RRT In
the UK

10

93ejuadiad

N

- 0T0¢C

Jlaquinn

o))
o
o
N

K Renal Registry

- 800C
L £002
- 9002
- 5002
- 7002
- €002
- 2002
- 1002
- 0002
- 6661

8661




How many have Alport Syndrome
In the UK?

450-500 on dialysis/ transplanted
450-500 not on RRT
Carriers — 20007 (underestimate)

Total — maybe 30007



15 per year start RRT in the UK

6-7 on RRT per renal unit
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e |s there a treatment for I1t?
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Gross 2008




ACE Inhibitors

* Work in animals (mice, dogs)



Murnber of patients
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Date of RRT initiation

Oliver Gross, CJASN
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Earlier treatment iIs better?
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time to dialysis (in years)

no. at risk
no therapy 109 105 96 75 a0 29 10 5 0 0 0
very late therapy 26 26 26 25 17 10 8 5 2 1 0
late therapy 115 113 105 84 o2 31 15 g fi 4 3
early therapy 33 a2 20 g 2 1 1 1 1 0 0

Gross, Kidney Int 2012



ACE Inhibitors

* Work in animals (mice, dogs)

« Work In humans



ACE Inhibitors now

Anyone with proteinuria

o ‘Carrier’ or fully affected
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ACE inhibitors

* Work in animals (mice, dogs)
* Work in humans

* There are other candidate drugs



ACE Inhibitors

» Work In animals (mice, dogs)
* Work iIn humans

* There are other candidate drugs
* Lower proteinuria?

* Reduce scarring?
» Stabilise GBM?
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e Scottish Liver Tran_sg!gm_,_um
e East of Scotland Renal Transplant Unii
e Scottish Pancreas Transplant Unit

e Scottish Islet Transplant Unit

* 4




All patients on dialysis/transplanted
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The challenge

* [mprove

e Prevent
 Find the next treatments



Neil Turner
nell.turner@ed.ac.uk

www.edren.org







Eye changes
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