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‘Individuals and families
living with PKD require
flexible” access to many
different health services’
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Summary of talk

Discussion points!

How are individuals and families with PKD

currently managed within the NHS
What improvements can we make?
The Cambridge RGTD Clinic

What are the challenges?
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‘At Addenbrooke’s Hospital ~ 12% of all patients
attending nephrology outpatient clinics have a
primary renal genetic disorder’
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‘No national guidelines or data on the management or
use of genetic services or screening for inherited
renal disease’

* White paper “Our inheritance, our future —
realising the potential of genetics in the
NHS"(2000)

 Renal NSF ...... “to provide our patients with
tailored information that will empower them to
make informed decisions about their care”

« Single gene disorders account for over 6% of
adult patients requiring renal replacement
therapy, but currently there Is no specialist

provision for this group of patients or their
families
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GP Hospital

o At-risk family members
clinician

Referral to urologist Referral to geneticist

Referral to renal clinic : :
Referral to endocrinologist

Biochemical &

radiological Renal nurse specialist
investigations Renal dietitian
as appropriate

Further specialist
referral
if appropriate
e.g. Neurosurgeon

Current Care Pathway
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Department of Health:
‘Bringing Genetics into Mainstream Medicine'

2 year pirlotformultidisciplinary . clinic attAddeNRIOOKE'S
External evaluation (Nottingham University and Do H)
SpPecialiStcommISSIGNEr approval required

Clinic
Care pathway
Genetic Tests
Educational material - patients and GPs

© The PKD Charity 2007 Jul 6-8 2007 / Slide 7



« Clinic opened on 12t January 2005
 To date >250 patients seen

« Patients are allocated to RGTD1 or RGTD2

— RGTD1: PKD
Familial hypertension
Gitelman / Bartter syndrome
Other tubular disorders
'‘Funny' potassium

— RGTD2: inherited stone forming disorders (eg cystinuria)
recurrent nephrolithiasis
nephrocalcinosis
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GP Hospital

o Nurse specialist
clinician

Referral to renal genetics/tubular disorders clinic

On waiting list:
- Information sheet about clinic
- Provision of family information

Clinic appointment with appropriate member(s)
of multidisciplinary team:

Nephrologist

At-risk family ~ Geneticist
members: Clinical biochemist
genetics nurse Urologist
specialist

Renal nurse specialist
Genetic counsellor
Renal dietitian

monitors/educates

Clinical/Genetic diagnosis

Further specialist
referral
if appropriate
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Communications

Web-based clinic access to patient data

Web pages for patients and GPs
(www.addenbrookes.nhs.uk/serv/clin/med/renalgenetics_clinic.html)

Patient information leaflets
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www.addenbrookes.nhs.uk/serv/clin/med/renalgenetics_clinic.html
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Renal Genetics and Tubular Disorders Clinic
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What doss the clinic offer?
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‘Gene dossiers’:
almost no genetic tests for inherited kidney diseases
currently available in the UK

* Advantages of genetic tests:
— diagnostic/predictive testing
— optimizing therapy
— exclusion from unnecessary follow up
— consideration for living related transplantation
— patient knowledge
— Prenatal diagnosis
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Genetic testing: PKD2

 ADPKD Is caused by mutations in PKD1 and
PKD2

* 85% have a mutation in PKD1
« A PKDZ2 mutation predicts ‘milder disease’.

Renal survival
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PKD2 mutation testing in Cambridge

« RGTD1 clinic
« All ADPKD patients with Cr < 400

 Patients > 60
« 25/50 (50%) have PKD2

* Implications for
 Management
 Follow-up
« Family screening
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Ultrasound screening in ADPKD:

Effect of genotype
sensitivity PKD1 PKD2
<30 95% 67%

>30 100% 100%
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Management of ADPKD:

« Specialist referral when appropriate (CKD
guidelines)

 CKD management

« Genetic counselling

« Genetic testing

« Monitoring disease progression
« Disease specific treatment

* Family screening

* Flexible follow-up
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Current Challenges

* How best to provide services for
Individuals and families living with PKD

» Access to and provision of screening
services (in-clinic)

* Role of genetic testing

« Equality of Management

» Current best treatments for complications
21010 MOAVASH 157 ¢

 Clinical trials
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The next 5 years.........
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