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& 3. UKGTN THEGR=NTULD/CRILT R b (2013 5F)

PA BER O BER O
OI1A 01\'|D O D D
Cardiomyopathy 5 28
Dementia 25 16
Neuropathy, epilepsy & spastic 233 124
paraplegia
Congenital cataract 206 108
Joubert & related syndromes 3 18
Parkinson disease 8 6
Brain channelopathay 21 11
Muscle channelopathy 9 5
Steroid resistant nephrotic syndrome 15 16
Entire mitochondrial genome 10 37
Mitochondrial DNA depletion syndrome 15 13
Conditions that cause progressive 8 13
external ophthalmoplegia with
mitochondrial DNA deletions

% Dr Mark Kroese [C&2L>F7—>3> “UKGTN Genetic Test Evaluation Process” &£b.
RADFA]Z1S TEns)
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Gene Dossier application by UKGTN member lab

Further information required

l A
Gene Dossier received by UKGTN Project team I—.

Gene Dossier evaluated by the UKGTN GDD

-

Working Group N
Recommendation to
UKGTN Clinical & Scientific
v Advisory Group
Recommendation is to reject application T A *
'
h 4

UKGTN member lab wishes to appeal against GDD
Working Group recommendation and provides
rationale in support of appeal

A4

Gene Dossier resubmitted to GDD Working Group
and re-evaluated

Y Y
Not approved Approved  f---e-seemmeeeeaa- '
v

1
1
i
1
1
1
1
1
i
1
1
1
1
]
1
1
1
1
1
1
1
1
1
1
1
1
1
]
1
1
1
1
!
1
1

Gene Dossier evaluated by the Appeals Committee

|:)—> Gene Dossier process |:|- - -» Appeals procedure

1. gene dossier MFHEDRN

% Dr Mark Kroese [C&B LT F—33> “UKGTN Genetic Test Evaluation Process” 0.
ARADFE] %S TERE,
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757 1. UKGTN hEHEILIZE UL B G FARE DL

UKGTN evaluation of new genetic tests 2004 - 2013

80

N
: ) "

I s
w

2004 2005 2006 2007 2008 2009 2ma 2011 2017 2013

Number of gene dossiers evaluated Number of gene dossiers approved

Number of Testing Criteria developed

% Dr Mark Kroese [C&3LT>F7—>3> “UKGTN Genetic Test Evaluation Process” &£D.
ARADFA]ZS THRE,
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Name of Disease/test:
Steroid Resistant Nephrotic Syndrome; NPSH2 testing

Referrals only will be accepted from one of the following:
(Please indicate with a tick which category refers to the referrer).

Referrer Tick if this
refers to you.

Paediatric Nephrologist
Consultant Clinical Geneticist

Minimum criteria required for testing to be appropriate as stated in
the Gene Dossier:

Criteria Tick if this
patient meets
criteria

Presence of nephrotic syndrome (Serum albumin
= 25¢g/l and urine albumin = 4 mg/m2/h or urine
albumin/creatinine ratio = 100 mg/mmol ), that is
either:

1) resistant to treatment with steroids, or

2) present in the first 3 months of life, or

3) has a histological picture of FSGS an biopsy.

If the sample does not fulfil these criteria and you still feel that testing
should be performed please contact the Paediatric Nephrology Service
at the Royal Manchester Children’s Hospital 0161 727 2357 to discuss
testing of the sample.

2. BILFIREMRFADH]

% Dr Mark Kroese (C&2TLP>F—23> “UKGTN Genetic Test Evaluation Process” &0,
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