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\/ To identify the cause of rare genetic
diseases, provide a clinical diagnosis
and, in time, new or more effective
treatments.

\/ To accelerate the uptake of genomic
medicine in the NHS.

\/ To provide new scientific insights
and discovery.

\/ To stimulate and enhance the UK
genomics industry.

\/ To increase public knowledge and
support for genomic medicine by
delivering an ethical and transparent
program.

http://www.genomicsengland.co.uk

genomicsrd@uhs.nhs.uk
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Kidney Disease and the

100,000
Genomes
Project

We will sequence 100,000 genomes
from 70,000 people; NHS patients with a
rare disease and their families, or patients
with cancer.

We will create a new genomic medicine
service for the NHS, transforming the way
people are cared for. Patients maybe offered
a diagnosis when there wasn’t one before.
In time, there may also be the potential of
new and more effective treatments.
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HOW TO REFER:

Discuss with the family in clinic

Explain purpose of study and that blood
samples will be needed from affected
individuals and unaffected parent(s) or
other affected family members.

Data will be made available in anonymized
form to research/commercial bodies.

Patients who already have a molecular
genetic diagnosis are excluded from

this project because the aim is to make
diagnoses that have not been previously
possible.

Where the inclusion criteria include
‘familial’, two or more family members
should be affected, even if only one is
available for DNA testing.

If at UHS: Once verbal consent has been
obtained, refer via the Genomics tab on
equest. Please complete both Request
Details tab and Service Details tab with
patient and relatives’ full names and
DOBs unless it is a singleton case.

If outside of UHS, refer to local Research
Nurse Team.

If you have any concerns about the
case fulfilling the referral criteria, or
how to refer, please contact the rare
disease team, genomicsrd@uhs.nhs.uk

Urine protein:creatinine ratio >100mg/mmol or
albumin:creatinine ratio >30mg/mmol on 2+ occasions AND
Family history of renal failure AND EITHER

Kidney biopsy showing FSGS, focal global glomerulosclerosis,
DMS, membranous glomerulonephropathy or isolated
podocyte foot process effacement OR

Familial steroid sensitive nephrotic syndrome OR

Evidence of proximal tubular dysfunction such as
glycosuria, aminoaciduria, vitamin B12 deficiency etc

(Exclusions: orthostatic proteinuria, proteinuria within 6
months of pregnancy, proteinuria due to systemic disorder
or other primary renal disorder).

Persistent microscopic haematuria AND, one or both of:
Family history of renal failure or microscopic haematuria

Kidney biopsy showing features of Alport syndrome or thin
glomerular basement membrane nephropathy

(Exclusions: renal/urinary tract malignancy or renal calculi)

Renal biopsy showing thrombotic microangiopathy

Triad of microangiopathic haemolytic anaemia,
thrombocytopenia and renal failure

(Exclusions: Shiga toxin associated HUS, known secondary
causes, ADAMTS13 activity >10% or anti-ADAMTS13
autoantibodies)

Dialysis or transplant <50 years.

(Exclusion: see full guidance at www.genomicsengland.co.uk)

Greater than 5 cysts affecting one or both kidneys.
If classical ADPKD, recruit just one family member.
If severe or syndromic disease, ideally recruit trios.

(Exclusions: advanced kidney failure due to non-cystic
disease and multisystem dysplastic kidneys)

Isolated CAKUT; one more of:

- renal hypodysplasia or agenesis

- congenital multicystic kidney

- congenital, persistent severe hydroureter

- congenital, persistent, severe hydronephrosis
- bladder exstrophy

- posterior urethral valves

Syndromic or Familial, with one or more of:
- duplex kidney
- vesicoureteric reflux

- vesicoureteric/ureteropelvic junction obstruction

Renal acid-base or other electrolyte disorders of unknown
aetiology.

Blood pressure >160/100 in clinic with average >150/95 on
ambulatory monitoring, with onset under 30 years.

(Exclusion: known endocrine cause)

Onset <21 years Metabolic acid/alkalosis
+ve family history Hypercalciuria
Aminoaciduria Hyperphosphaturia
Hyper/hypocalcaemia Hyperoxaluria
Abnormal PTH + normal Hypermagnesuria

eGFR Hypocitrarturia

If condition appears dominantly inherited, recruit as many affected
family members as possible.

If the case is a singleton with no other affected family members,
consistent with autosomal recessive disease, recruit affected
proband and parents where possible.

If you have a patient with a likely inherited condition which is not
included in this leaflet, please get in touch as we may be able to
recruit them under an ‘ultra-rare monogenetic disorders’ category.
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