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Royal Devon and Exeter

www rdehospital.nhs.uk/profimolecular_genetics
TellFax +44{0)1382 402946

Tatient Name:
TDate of Birth:
Lab. No.:

MHS Ne.:
OurRet Noz:
Referred by:
Dete of Report:

<FULLNAME>
<DATEOFBIRTH:>
<SAMPLEID>
<NHSNUMEER »
<FAMILYNO>
<TOPEESON>
<CURRENTDA]
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<STATEMENTS>

Molecular Genetics Department
Royal Devon and Exeter

NHS Foundation Trust
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Request form

Print label
with barcode
for blood
tube(s)

Scan request
form to LIMS



Blood tube
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Printed on: 30403/2011

Stock DNA
in 2D barcode tube

Plate ID: RK110968-1-01

1

3 4

5

6

7

Extomss

WECh

Ex 1102822
OTTR RIL

B0t
Eza4

EXTI01623
cLabvin

Bbbanan
Sog4

gz
aNTRaL
it s

ombiaeps
Tonas

Extiozs

£L DRI

Gt

ity

ot
He.1s

Exriotes
WELIER
Robbe

iy
LipattEc)
oo

Ex1izese

Joties

Mok

WA

dbbias00s
(5

Barcode check
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2D barcodes are exported
from database

1 2 3
FH71567 B9 15310 6497 15626
B9 15529 BRY15525 BRY 15373
B9E/4509 854559755 BRY 15375
B9 15539 82609160 B2 15354
BY/15524  BUR0E3YY Mo TrakMs
FH712647 BY7 15581 Mo Trakhz
B97 155332 BR715574 Mo TrakMs
9715572 B2 15567 Mo TrakMs

1 2 3
BYF1E52Y | BYA15310| BYS 15526
FA715529 | BO9715528| 9715373
BY9R/74809 88459755 9715375
EI718539| BYBE09160| BY7 15354
RA715524| BO9E08327 INa TrakMa
BY7 12647 | BE715581 |No TrakMs
B9715332| B9 15574 Mo TrakMs
BY/ 15372 BY7 15567 Mo Trakhz
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| Stock DNA Barcode check Dilute DNA
in 2D barcode tube jl

Printed on: 3003/2011 Plate ID: RK110968-1-01

2 3 4 5 6 7 8 9 10 1 12

Normalised DNA plate
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Normalised DNA plate TagMan PCR set up TagMan 7900

: Tagman Analyst: SYSADM
I108Es Worklist Date: 300032011
Worklist Time:  13:27:58

Worklist Name:

Sample1 Patient 1D Location Concentrauon Transfer Vol Final vol. Required
411028 Christophar LICOGH 0D0243G02 140,51 ]
63001 (478071 8783)
£411028  Car0lGEMTIE[s76  000243HOZ 50565 a
53001 274 78561
EA11020  LesBAMFCRD4G0 000243403 135.50 ]
65001 29 1303]
EA11023  Alpson MUCKETT 000243803 197.69 ]
66001 [282 054 3898]
EX11023  Rebecca SLATER 200243C03 18328 a
57001 [450579 2280]
EX11028  NicholaDOBSON 000243003 173.29 o
68001 [#00437 5908]
Ex110z3 oanna 0op2azFIL asa.1g a
DOOUL FAVTER-SMAL [462

757 88501
EX11023  Dorothy SANDERS 000242032 7415 a
35001 [438 744 2034]
BX11022  RoyBARBOLR (706 000239611 3.6 0
63001 205 6413]
611023 PeterCULSHAW [455 000242612 53750 a
49001 214 0188]
BXil023  KennethKIDO[404  00D243F03 sz6 ]
30001 197 aa24]
11028 Suzanna SUMPNER 000243H03 159.62 a
83001 [4208163904]
EXi1023  CliveSLRT [S16.447 000245404 448,63 a
54001 0z42]
411028 Burton LOVEL (610 000243804 05.16 0
85001 440 7924]
BA11028  MariensKEW[610 000243004 657,04 a
6001 166 £150]
BX11025  CarolynBARIETT o0n243C05 329.08 a
97001 [445 943 9113]




TagMan analysis using
autocall feature

Data checked by GT

Data upload to STARLIMS

Results
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Normalised DNA

PCR set up PCR
(barcode check for primers)



PCR products

Sequencing set up ABI 3730



ABI 3730 Data checked by GT Data upload to STARLIMS
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Generate custom report for the 384-well plate using MutAutoRun.

The result for any sequence that meets QC criteria (ROI quality score
60 and no bases with Phred <20) and does not contain variants is
uploaded as “Pass” without visual inspection.

Low quality sequences are visually inspected and either passed or the
test repeated.

Sequences with variants are visually inspected within Mutation
Surveyor and the variant confirmed/deleted. Known polymorphisms are
automatically tagged within the custom report. All variants are
uploaded into STARLIMS where the status is assigned as
polymorphism/mutation.



. Royal Devon and Exeter
CPA
- . wwwi.rdehospital.nhs uk prof molecular_genetics
. TelFax +44{0)1392 402946

Patient Name:

Date of Birth:

Gender: Male

Sample Receiwed: 08 /03/2011

&.@k' o Ex1102445

IHS Mo 650 592 4305

Referred by: Dr M Clemments, Watford General Hospital

Drate of Report: 28 /03 /2011

GEMNETIC TESTING FOR MULTIPLE ENDOCRINE NEOPLASIA TYPE 1

Reason for Request
has hyperparathyroidism. There is no known family history of Multiple Endocrire
Meoplasiatype 1. Mutation anaysis of the MENT gene has been requested.

Test methodol ogy
Sequence analyss of exons 2-10 and flarding introric regions jof the MENT gene (MM_130799.2),
Result: Heterozygons mutation identified
Gene : MENT
Location : Exon 7
Mutation details: DMA Description : c936C=4
Protein Description : p Tyrd12X (pY312K)
Conseguence : Nonsense

Interpretation

: is heterozygous for the MENT mutati on, p¥F12%. This mutation has been reported
previously (Agarvral et al 1997, Hum Mol Genet, & 1169) and confirms a diagnosis of Multiple
Endocrine Meoplasia type 1. If this patient has children then they will each be at 50% risk of
inherting this mutation and developing Multiple Endocrire Neoplasia type 1. Testing for other
family members is now possible by referra to the Clinical Genetics service.

Eesulis are dependent on samples beimp comveefly labeled and family reltionships as indicated. Flease note that ary
yemaiming DI74 will be stere dinthe labeoratery.

/yi;lfwﬂjv =, ANyl

Iartina Cwens Sian Ellard PhD FEC Path
Clinical Scientist Consultant Clinical Scientist




Paperless system apart from stored request forms and printed reports

All information in one place

Improved workload management



Barcode checks reduce risk of sample transfer errors

Automated genotype upload reduces risk of transcription errors

Improved reporting times (nearly!)

% reports
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STARLIMS Go Live



Develop automated GeneMarker workflow for CFTR mutation test,
MLPA and microsatellites

Develop automated NextGENe sequencing workflow

Inter-laboratory sample transfer

STARLIMS a



