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K 3. UKGTN TERBENTWB/CRILFA M (2013 F)

PANEL TEST o v NUMBER OF NUMBER OF
TOTAL 12) ."CONDITIONS TESTED GENES TESTED

Entire mitochondrial genome 37

Conditions that cause progressive 8 13
external ophthalmoplegia with
mitochondrial DNA deletions

% Dr Mark Kroese (&3> F—33> “UKGTN Genetic Test Evaluation Process” &0,
KADFFOIZE TEREL
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Gene Dossier application by UKGTN member lab - - -
Further information required

Gene Dossier received by UKGTN Project team ;..—______.

A

Gene Dossier evaluated by the UKGTN GDD i
Working Group N
" Recommendation to
UKGTN Clinical & Scientific
‘ Advisory Group
Recommendation is 1o reject application I A *

)

4

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

T
i
i
A 4

Gene Dossier resubmitted to GDD Working Group
and re-evaluated

1 1
1 ¥

k4 \ 4
Not approved Approved  bee-remcemeneeecans !
¥

W W e e A b W W e S e

Gene Dossier evaluated by the Appeals Committee

[::::j-——» Gene Dossier process [:::j- - - Appeals procedure

1. gene dossier MDD

% Dr Mark Kroese (C&3TLTP>FT—33> “UKGTN Genetic Test Evaluation Process” &0,
ARADFFO] 215 TEREY
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37 1. UKGTN DEHELIERLWVEE FAREDOH

UKGTN evaluation of new genetic tests 2004 - 2013

80
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30

2004 2005 2006 2007 2008 2009 2010 2011 2012 2013

== NUumber of gene dossiers evaluated === Number of gene dossiers approved

== NUmMber of Testing Criteria developed

%  Dr Mark Kroese [C&2TLP>F—23> “UKGTN Genetic Test Evaluation Process” &D.
ARANOFFE]ZS CHRER
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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
< 25g/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 on 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. BIEFREMRFEDSL

% Dr Mark Kroese (C&2SLt>F—33> “UKGTN Genetic Test Evaluation Process” &D.
RANDFO] %15 TR,
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/NVEAE MR E IR RIR R AT JE S ¥ 12 B 1T D Record Linkage TF1E D B % & B4

WrgesyiEE  BPRE OAR GRURHEERRIZERT 7 — 2 BEMER HE)

MAEEE ABETIE, NEEMBERERENEEETNESNLZT—2 %, HHOL
BREFH M TEFEDT —FN— R LEMHICY 7T 57D DEHE &7z Record
Linkage FIEDBFE L BM & 1T 5. AEEIT, WA OLEN R ERE TEE N TWVD
VAT LR, AEOY T NU 2T R EDIKEHBRHEEZT, AMEEETHAST L&Y
AT LDIZOVWTOREFZITHI L L L.

fif /& & L T, Australian National University 7353 L 7= Febrl (Freely Extensible
Biomedical Record Linkage) AfHiE LW D & & %, BE, O HAEAFELLIZOWVWTOT 1
Pl FEEITHTH D, HZITHRE S 7z BHARGE(L Febrl X, JA < AT 5% FWF
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R #E:
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DTF—2%V 7 LT, BGE- -TUMILL
TREBEEIZOWTOIEREHI A2, MEIR
METHI>ZLIERDION—FKATH D

(Olsen, 2008) . /N1 MHEHF E B FBIRFEIFZE
RHEOT—HEFH LT, P - BRARF
FerERT SIS, FlAE, BAEGTEE D
AR EEHEH 2 E OB REZFIMT 52 &
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security number) ® X 9 72l N Z 5517 5 &
WBFIHTET (KBICBIT D, 2T
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Missing values: |

; Use Hés::ier%ina W Strip ﬁelﬁﬁ

Racord identifier field % rec id

EEIN dizdrich 14

ﬁecard idartifier ﬁéld:g{ (Mo

SOUFCE url
hooverweb hitpyweitfst.com
hoowereek Btlp i Tihlevel corn

Hoverdeb hetpifstreetink.com

rec_id given name surnarne streétwnumbér address_1 address”i suburh poastoode ;
281 eren rradhern 3 rarriatira drive rpsth adelaide. 50853
3321 hughes 14 uhverstone sirest jeffell park paddimgtan 9551
1621 jacynia kassrier 27 tauchert strast wahroongs. 5083
: armily steinwedel strast  amberley rabins 255G
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AFront Software International, e,
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hoverwel hitpipeavw abbott com Abhott Laboratories

hacuerweh, hrto: e brislsvisioncor . SRC Ine
Read first 18 lines frhm‘ data zeti homefchstenjcurrentnorkfebd-0 djdataise condstingbusiness tab,
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Mo mialehes
Pozsyhie matches

~ Linkage quality : Linkage comphexity
&L war:y : Bedusction ratio: 0.547
Precision: = [ < Pais cumpleteness - :
a‘??a“?' ! Pairs qualityg - i
FATIEREUrE! -5 :

Caleulated quality and complexity measures,

2 Record Linkage ¥ 7 b7 =7 Febrl DA F > 7" = v b, &E7: Linkage D7 /L= Y
ALY, BHHEQBETHRY) LN TES.
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