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Section 1: About DMuDB

The Diagnostic Mutation Database (DMuDB) was established in 2005 by NGRL as a repository of
diagnostic variant data, to support the diagnostic process in UK genetic testing laboratories. NGRL
developed DMuDB in response to a need amongst UK laboratories for an easy and secure way to share
variant data in order to support the interpretation of new variants and improve the quality and

consistency of diagnoses. The database also provides a way for diagnostic laboratories to share data that
they do not want to, or are not ready to, publish publically.

NGRL has built up the content of DMuDB over time through an active programme of laboratory visits to
provide training on the use of the database and to collect data to be submitted to the database. Access
to the database was originally restricted to UK diagnostic genetics laboratory professionals, and use of
the data is restricted to diagnostic use only. Data within DMuDB remains the property of the submitting
laboratory, and any non-diagnostic use of the data must be requested and agreed with the data owners
in advance.

Access to DMuDB has now been extended to non-UK laboratories through a partnership with EMQN. We
welcome this opportunity to extend the service to laboratories around the world, believing that the
database is an important facility that should be open to all diagnostic laboratories. By sharing variant
information more widely, the information stored within the database will become even more useful, and
the database will become an increasingly beneficial resource for the laboratories that use it.

Users of DMuDB do so within the terms and conditions stated in the DMuDB Acceptable Use Policy,
which can be accessed at or downloaded
from


http://www.ngrl.org.uk/Manchester/page/dmudb-usepolicy
http://www.ngrl.org.uk/Manchester/downloads/Acceptable Use Policy 01 08 11.pdf
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Section 2: Accessing the database

Please make sure you are familiar with the DMuDB Acceptable Use Policy before you log on to the
database. See for details.

Each laboratory that is registered with DMuDB has its own laboratory account. Each laboratory can have
multiple staff members, who will each have their own unique usernames and passwords.

New staff accounts can be created at any time by sending a request to . A DMuDB
curator will usually call the designated laboratory contact to confirm that the request is legitimate before
setting up the new account.

Your account comprises the following information:

Username: this is a permanent identification used to uniquely identify each user. You will use it to log on
to the database.

Display name: this is the name that other database users will see in areas where users are identified, e.g.
on data submission.

First name/Surname: this is a record of your name and can be different from your display name.

Laboratory: this identifies which laboratory you belong to. Database access rights and restrictions (i.e.
what data you can see in the database) are set for laboratories rather than for individuals.

Email address: this will be used to email password details if you ever need to reset your password, and
so must be an active email address.

Log in to your account at . Both username and password
are case sensitive.

Please login to the DmuDB

Username ‘ ‘

Password ‘ ‘

| Eorgotten your password?

If you have forgotten your password, click on the=orgotten your password?  link and follow the
instructions to reset your password.

Once logged in you will see buttons for the different control areas of the database in the top right hand
corner.

Diagnostic Mutation )
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Select an action from the menu above
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Modules: This area contains a file upload tool that allows you to upload bulk data to be formatted and
added to the database by a curator. Seée for details about this.

Submissions: In this area you will see all the submissions from your own laboratory, both draft and
active. See and for more information about
this.

Browse: This area provides a search tool for searching the database. See
for more information about this.

My Account: In this area you can view and edit your own account information.

You can change your display name, email address and password through the ‘My Account’ menu, but
you cannot change your username or the laboratory that you belong to. To make changes to these items
you will need to contact a curator ¢ ) with your request.

If a staff member leaves a laboratory we ask that the DMuDB curators are notified so that the individual’s
account can be deactivated.

Your database session will time out after a certain length of time if there is no activity. To re-access the
system you will need to return to the login screen. Your last session will not be saved, i.e. you will not be
returned to the place where you timed out and any incomplete referral submission that you were
working on will not be automatically saved.

To log out of the database, click theLogout link in the top right hand corner of the screen.

Diagnostic Mutation O
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Section 3: Searching the database

Using the Universal Browser

When searching for a variant submitted by another laboratory (as opposed to looking for a variant that
you have previously submitted, and maybe want to edit), we recommend that you use the Universal
Browser. This provides a graphical display of the variants in DMuDB, as well as a number of other
databases, against the relevant reference sequences.

The Universal Browser can be accessedfdtps://ngrl.manchester.ac.uk/Browser/

To search for a variant:
1. Select your gene of interest
2. Click on View Graphics

Home = Projects = Informatics = Universal Browser = Genes = BRCAY Databases | Genes

BRCA1

Infarmation about BRCA1

Gene name BRCAY
Description breast cancer 1, early onset
Aliases RMFS3, BRCCH
Created On 2003-01-01 00:00:00.0
Updated On 2008-01-09 13:19:08.0
Links HGMNC
LA
Ensermbl
Transcripts ENSTOOD00357 654 i Los

Wiews Graphics

disclaimer |

To view variants listed in DMuDB you will need to log on to the database through the Browser.

Graphical Display for BRCA1 - ENST00000357654
A& graphical representation of the gene selected is displayed below.

If there is an error with any of the variants, please email the site administrator here.

Graphics Information

Genes
Databases [IBIC (Logon) DMUNIGMA(cla) MIENIGMA(ref) [ dbSNP


https://ngrl.manchester.ac.uk/Browser/
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The graphical display for the gene can be seen below the Graphics Information box. The top view shows
the entire gene. Variants listed within different databases are shown on separate tracks.

Focus the view on a specific area of the gene to view variants in more detail. This can be achieved in a
number of ways:

1. Using the Graphics Information panel. Specify the area you are interested in by selecting the exon, or
by filling in the HGVS position or codon number in the Information box. Clickefresh display to jump
to that region.

— Graphics Information

Genes BRCAT v

Databases MBIC (Logon) MDMUDE MENGKMA(cla) MENIGHMA(ref) [¥]dBSNP
Features [ Coding sequence
Display region

HGVS positio

Codon

Search

Search sequence

[ Refresh display ]

2. Using the gene overview graphic. Click on an exon in the gene overview graphic, and then select
Centre Display On This Feature in the pop-up box that appears.

T GepEEEEs 0

e

] oo 5
Logon to l\?lll?lllls
10— ] LI I B | T 11 [ B T
I
I
I

3. Using navigation buttons. Use the navigation buttons at the top of the graphical view to change the
display.

ARGIER IR IEES

</>to move 100bp up/downstream; <</>>to move 1kb up/downstream; <<</>>> to move 5kb
up/downstream.



Diagnostic Mutation
I DMU DB o Database

Scroll down the screen to see your selected region at the sequence level. Mouse over a variant to see the
HGVS name, or click on the variant to open an information box - click oiiew All Database Entries to
see a list of database entries for that variant.

1965 1975 1985 1995 2005 2015 2025 2035
TACAAC AR AT OO AGTCAGECACAGCAGARACCOTACAAD TOATGGAACGETAAAGAACOTECAACTGGAGOCARGALAGAD
TyrasnGlnMetPFrovalargHisferirgianlbeudlnleulletGluGlyyasdlurProilaThrélyralalyalyade

DMuDB - - - - - - -
€.2002C>T .4 —
ENIGMA(cla) = Homenclature: ¢ 2002C:T
Hucleotide Change Type: substitution
ENIGMA(ref) - - - Atzrnative Hame:
In: 11
dbSNP _— _—— - - - o Predicted Consequence: --- -

2045 2055 2065 2075 View 4 Database Eniries | 2105 2115
TAACAAGCCAAATGAACAGACAAGTA '%GECETGECEMGEEGTTEEC==%TGC.‘—.CCTGGTT
rasnlyaProienGluGlnThroEerLlyesargHisrepf@eriapThrPheProcGluleulyaleuThraesnalarrocly @

DMuDB

Clicking on the entry accession number will take you to the source of that variant entry. We recommend
that you follow a variant to its source to ensure that you have the original information, as there is always
a small possibility that errors can be introduced during automated data extraction processes.

DMuDB

1 entryfentries found

Entry Accession Number Submitter Interpretation Other Yariants Associated With Entry
08576 Manchester Regional Unclassified

Labaratory
EHIGMA(ela)

1 entry/entries found

Entry Accession Number Submitter Interpretation Other Yariants Associated With Entry
000003 1 not known
ENIGMA(ref)

5 entry/entries found

Entry Accession Number Submitter Interpretation Other Yariants Associated With Entry
0000427 not known

[T not known

0000423 not known

0000430 not known

0000431 not known

dbSHP

1 entry/entries found

Entry Accession Number Submitter Interpretation Other Yariants Associated With Entry

230357250 not known not known
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You can of course browse for variants within DMuDB.

Click on the Browse button Modules | Submissions lu'ly Account !

Click on Advanced search Search ¥4 Msﬂm :

———

In the resulting search form enter the search terms relevant to your enquiry. Field definitions are as
follows:

Referral ID : the unique DMuDB accession humber ascribed to each referral automatically on submission
HGVS name: the name of the variant in HGVS nomenclature, e.g. c.10234A>G

Gene name: the unique gene symbol (HGNC-approved) for the gene, e.g. BRCA1

Disease name: the name of the disease

Sequence: the name of the reference sequence, e.g. NM_000059.1

Alternative name : an alternative name for a variant, for example if there is an alternative reference
sequence that results in an alternative numbering of bases.

Interpretation value : search by interpretation, e.g. ‘pathogenic’

Protein : the protein change of interest, e.g. p.Ala742Val

If your search returns only one referral you will be taken directly to the referral record. If your search
returns more than one referral you will see these listed in a table of results. This table lists all of the key

information about each variant found. Click on to view the details of an individual entry, or click on
B next to the variant name to see the relevant variant information in a pop-up dialogue box.

The Universal Browser can also be accessed by clicking ofE:as in the right hand column of the
DMuDB search results table.

It is often useful to contact the laboratory or laboratories that have submitted a variant of interest — you
may have questions about the interpretation that they have recorded, or may wish to get the most up to
date information on the variant.

Once you have found the variant in which you are interested, click or-2! to email all the laboratories
that have submitted this variant.

An email form will pop up — the variant details will be automatically included and the email will be sent
from the email address set for your account. Write your message, including your name, laboratory and
details of your variant query, then clicksend Message.
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| Variant Enquiry Email
Variant

CABRIC=G
Exon: 11 i
Gene: BRCAZ

5 laboratories have submitted referrals for this variant.

To cantactthe laboratories that have submitted referrals associated with this variant fill outthe message below. Please
include yaur name, labaratory and contact details and aive brief details of any specific information that you need. The 4
variant details shown abowve will be included automatically. Fram this emnail the laharatory can choose to correspand with
you directly. DMuDB does HOT provide a secure email semrvice so DO MOT include any patient or atherwise canfidential
infarmation in this message.

Cancel

Email: | ENteryour enquiry here..

Send Message

Responding to variant enquiries

Each lab has designated a laboratory enquiry email address. All variant enquiries for that lab will be
emailed to this address. Individual laboratories can decide how they want to handle/process enquiries — a
single person can be responsible, or each enquiry can be forwarded to the appropriate person for
response.

DMuDB does not provide a secure email service, so do not exchange confidential information through the
database email.

To respond to an enquiry you should reply to the sender’s email address, which is provided in the enquiry
email. You are not obliged to respond, however if you are unable to help the sender with their enquiry
we suggest that you let them know.

It is the responsibility of the laboratories involved in each enquiry to assess the request and decide on the
appropriate response and the amount of information that should be shared.

10
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Section 4: Referral visibility

Your lab is a member of one or more groups in the database. Labs that have subscribed to the database
will be a member of the DMuDB visibility group. UK labs will be members of the UK Labs visibility group.
A subscribing UK lab will be a member of both groups. Each lab is also a member of its own lab group.
Each group has specific visibility settings:

Own lab : you will be able to see all data submitted by other members of your lab.

DMuDB: members of this group can see all data submitted under DMuDB and UK Labs visibility group
settings.

UK Labs: members of this group can see all data submitted under the UK Labs visibility group setting.

When submitting a referral (or multiple referrals) to the database you will need to choose the visibility
setting you would like to apply to it. The setting will default to your own lab to prevent any unintentional
release of data. Please note that unless you change the visibility setting only other members of your lab
will be able to see your data. As long as the referral you are submitting is not a special case we would
expect you to apply the following visibility settings, depending on the group(s) to which your lab belongs:

Non-UK DMuDB subscribers : should use theDMuDB visibility setting
UK labs: should use theUK Labs visibility setting
UK labs (subscribing) : should use theUK Labs visibility setting

Not all of the information collected when you submit a referral will be displayed to other database users.
There are two levels of display — full display and restricted display.

Full display —is currently only available to other members of your lab. They will be able to see all the
information you have entered for a referral.

Restricted display — other DMuDB users, who aren’'t members of your own lab, will not see all of the
information included in each referral.

The image below highlights the fields that willnot be shown in the restricted view (fields are greyed out).

View

View Referral Details
Patient ID .. st=ADNIN & Gender Fernale

Ethnicity EBritish

Referral ID 18590
Date 05042011 Submitting Lab MGRL

Wisibility NGRL

Status Draft

Submit for approval Rermove referra

11
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Section 5: Submitting data

If the disease and/or gene for which you want to submit data is not present in the database, please
contact a curator ( ) to request that it is set up. You will need to provide the
following information:

Disease name

Disease OMIM number

Disease mode (e.g. autosomal recessive, X-linked dominant)
Gene symbol

Gene OMIM number

Reference sequence

Data can be submitted to DMuDB one referral at a time. To submit a new referral, go to the
Submissions button and selectNew Referral .

Submit new Referrals to the repository Help

i Referral Search Filter
Enter values to search the list of Referrals by. See the help for advice on performing more complicated queries

rerap [ | sawe [ <] owmsewe’ [ =

Mew Referral

You are asked to enter a patient identifier — this must be de-identified before you enter it here. To de-
identify your patient ID follow the link to the NGRL’s pseudonymisation tool — se®

for guidance on using this software. Sample identifiers are usually used as they
can identify the referral and patient in the laboratory’s own database, but do not contain any personal
patient detalils.

Enter your pseudonymised patient ID and click oBubmit .

Submit new Referrals to the repository

Enter a patient identifier to check for an existin
Patient ldentifier

Fill in the patient details in the form that is presented. Fields marked with must be completed.

Gender - select a gender, or use Not Known when the information is not available. (Not Specified should
be used when gender cannot be determined).

Patient location — country from where the patient has been referred.

Year of birth — we do not collect exact date of birth to avoid patient identification.

Ethnicity — this can be left blank if it is not of relevance to the disease.

You do not need to enter aPatient Clinic ID — this is only required for certain referrals that are part of a

project that requires the collection of additional data from the referring clinic. ClickContinue to proceed
with the referral submission.

12
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Enter the details of the new patient record

Gender! [Male =
Patient Location”! [United Kingdom -1
Year of Birth® |2000 -
Ethmicity® |Black British |v

Submitting Lab NGRL TestLab

On clicking Continue you will be alerted if identical patient details already exist in the system. In this case
you will either have already entered this referral, and should not proceed; or you will be entering a new
report for a patient that has already been reported, in which case you can proceed and a new referral will
be created. Please note that multiple referrals for the same patient ID are not linked in the system and will
be treated as separate and independent referrals.

Submit new Referrals to the repository Help

' |Information

, Qeating a new Referral for patient
SyeRaidbaearthid 1agivmbUPETVO6VgP gvo 1bvB7Z Gkark TAQL CAULIJFUV G2wL58ptdTpOpoSLEakLgwLalaCnls Lxpk3vrpkiDLgso=TEST.
There are 0 existing Referral(s) for this patient.

Enter the referral details in the form provided. Please notReferral Contact, Referring Clinician and
Referred Clinic are not required for standard referrals.

Notes — use this field to record any clinical notes about the referral that were received with the sample.
Please do not enter any patient identifying information here. Additional information that may be useful
can also be entered here.
Report Date should be set to the date that the referral was reported.
Visibility should be set depending on who you would like to share the referral with — se&

for more details on this setting. The options you see here will depend on what visibility
groups your lab is a member of. Standard options are:

Your own lab : only members of your own lab will be able to see the referral.
DMuDB: all labs that have subscribed to DMuDB will be able to see the referral.
UK labs: all UK labs and all labs that have subscribed to DMuDB will be able to see the referral.

Enter details for this Referral

PatientID _gso=TEST @ Patient Clinic ID
Case Notes” Report Date” [05/07/2011
Submitting Lab NGRL TestLab Visibility” |DMuDB [~]
Referral Contact | | Referring Clinician | |
; Referred Clinic [MNot Set -
I I

Click Save to continue. Once saved, a referral ID will be created for your referral — you can use this ID to
find your referral in the future.

13
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Enter details for this Referral

05/07/2011
DMuDB

You can change the visibility of your referral at any point by changing the selection in the drop down list
and then clicking Save.

To add a variant to the referral, first add a disease to the record:

Associated Diseases

Add Dis

‘alidity Valid Status Draft

Add Disease o

Add Disease to Referral 18589

teurafibramatasis, Type | 162200

T Sample 1O _ TS50 Type

If the disease you need is not in the list, contact a curator to request that the disease (and gene) is set up.
Click Save to continue.

Add sample details.

Add Sample

14
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oy - |umuue [l HETErral Lontact |

Add Sample

Help
. Add Sample to Referral 18589

Sample ID becomes important when multiple samples are tested for one patient. Use 1, 2, 3...etc.
Tissue type — select from the drop down list. If you need a new term adding to the list, contact a curator
with your request.

The remaining fields are not relevant for a standard referral.
Click Save to continue.

Add a gene test — select the gene and then the type of test.

ssociated Genes Tested

Add Gene Test

MF1 - 162200 -
Sequencing - —
| Save V] Cancel )

Gene Test Type

i

Click Save to continue.

Add your variant(s).

ariants Found

Add New Variant

15
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| Select variant
Use this form to select the reference sequence used then select or create the variant.

Reference
Sequence !

Variant !

Predicted
Consequence !

Exon / Intron !
Alternative Name
Protein

|
|
Variant Type ! | - |
|
|

Reference

T T

Select your reference sequence, and then start to enter your variant in HGVS nomenclature. If the variant
has already been submitted to the database you will find it in the drop down list, and the remaining
details will be automatically filled in. If any of these details differ from your report then you can amend
them as necessary. If your variant has not been submitted before then continue to fill in the required
fields.

Notes on non-essential fields:

Alternative name - this can be used if a different naming system is used by your lab, or other labs,
rather than HGVS. Enter the alternative variant name here.

Protein — you can record the protein change here

Reference — if there is published literature referencing the variant then you can enter the details here.

Once saved you will need to provide details of how the variant has affected the patient. Set the sample
ID, genotype and interpretation values — sample ID is the ID you entered earlier; if you are entering
multiple samples for this patient make sure that you set the Sample ID to the correct value.

i variants Found

Reference Gene  Variant Sample Genotype 3:! Interpretation Browser

i —

il = Edit BRCA1 c4327C=( |1 v K Heterozygous v qpathogenic \E = Browser
Remove LiJ Te——  ——

Add New Variant

Interpretation value options are as follows:

Non-pathogenic

Probably not pathogenic

Probably pathogenic

Pathogenic

Unclassified (i.e. variant of unknown clinical significance — there is not enough evidence to make a
decision on pathogenicity)

Not known (i.e. information on interpretation has not been provided)

Add further tests and/or variants to your patient referral by repeating these steps.
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Associated clinical keywords

Keyword data can be added to a referral to allow analysis of phenotypic data in the future. The data
entered here should be an abstraction of the clinical information presented in the referral notes using a
controlled list of keywords for the disease in question. Each keyword can be qualified to indicate
presence/absence of the phenotype, severity, laterality, etc. Some keywords require a quantity, e.g. age
of onset, which should b entered in the box provided (include units too as appropriate). See the image
below for an example.

Asgsociated Clinical Keywords

-

i Qualifier * Keyword Quantity
Affected Uterine cancer

Family history Breast cancer

Age of onset 58 years

¥ Add Keyword

Submitting, editing and reworking referrals

Once you have created your referral it will sit in your laboratory’s Draft folder (within the Submissions
menu). Referrals in the Draft folder are only visible to other members of your laboratory.

Dra;t ;eferrals

i This page shows draft referrals, new referrals and referrals being reworked. Draft & new referrals have not been submitted for approval yet, new referrals being

i those that have newly created and draft referrals being those that have been edited. Referrals being reworked have previously been approved but require
: updates.

1 Found 2 Records.
D Date Created | Created By | Status
Hl == Edit View Submit Remove 18589 05/07/2011 10/08/2011 15:02 NGRL Test &1 Draft @
== Edit View Submit Remove 18575 02/08/2011 02/08/2011 11:21 NGRL Test &1 Draft @

To share your data with other database users you must submit it to the active system — click SE[:113.
The referral will now be found in the Active folder.

£E Active

{ Active Referrals

| This page shows approved referrals. withdrawn referrals and referrals awaiting approval. Referrals awaiting approval have been submitted but not approved,
! whereas active and withdrawn referrals have been approved. Withdrawn referrals are currently suspended.

1 Found 1 Recards.
: 1 Date | Created | Created By | Status
: View Rework Reject Approve 18580 05/07/2011 10/08/2011 15:02 NGRL Test & Awaiting Approval €

To make a change to an active referral it must be removed to the Draft folder. Click and then
make your edits to the referral. Once saved you will be able to find the referral in the Draft folder.

To delete a referral you must first move it to the Draft folder. From the Draft folder clickglEie.

Multiple referrals can be uploaded in bulk to the database by a curator. Labs can send data sets to the
curator who will then format and upload them using XML. The most straightforward format in which to

submit bulk data is in excel spreadsheets, although the curator can handle data in other formats if
necessary.

17
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We do not want the submission of data to be overly complicated or time consuming for DMuDB users.
We recommend that you spend time only ensuring that patient identifying fields are removed before
sending your data to a curator, and allow the curator to format the data into the required configuration.
The curator will work closely with you during this process to resolve any issues with your data and fill in
any missing information before upload to the database.

De-identifying your data

Patient IDs should be de-identified using the NGRL's Pseudonymisation tool before they are uploaded to
the database. If you wish to do this before you send your data to the curator, see

for instructions on using this tool. At present it is not possible for users to de-
identify multiple patient IDs in a batch. If your patient ID is a laboratory-generated identifier, and not
related to patient information such as name, address or date of birth, then we suggest that this is
sufficiently secure to allow transfer of the data to the secure DMuDB server. From here a curator will
format your data and patient IDs will be automatically de-identified as part of the XML process.

What data to send

There are a number of essential fields that are required before a data set can be uploaded to the
database. This information can be provided all together, or in separate parts (e.g. variants for a gene
provided in a spreadsheet, and essential information about that gene provided in an accompanying
email).

Essential information Optional desirable information
Patient Identifier Gender

Disease Ethnicity

Your lab name Year of birth

OMIM number of gene tested Contact name (lab contact for this
Variant name (in HGVS gene)

nomenclature) Report date

Reference sequence Interpretation of variant

Genotype (heterozygous,
homozygous, etc.)

Exon number

Predicted consequence (missense,
nonsense, frameshift, etc.)

Sending your data to a curator

The most secure way to send your data to a curator is via the secure DMuDB server. Files names should
include your laboratory name and an indication of the disease/gene data that it contains.

To upload a file go to the Modules menu and clickNew Report .

Modules | Skbmissions | Browse | My Account !

Modules Help
Created Created .
- Name | Before After |Status |—.II -
Reports for module 'Repository Loader
1 Found 0 Records.
Name Date | Created By - Status |

Browse for your file and then clickUpload .

18
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Upload data file(s) for report: '"New Report'
File name * |C:1.Documents and Settings\kathryn robertson\Desktop\Example spreadsheet xlsx K || Browse. .. | )
| Upioad "9)

Click Done to complete the upload.

Source Data Files

Name File

File name

Reload Files

Only DMuDB curators and other members of your laboratory will be able to see the files uploaded here.
You can leave all uploaded files as a record of the data you have submitted, or you can delete them
through the edit menu. Please note that if you delete a file it will be permanently removed from the
system so make sure that the curator has processed your data first.

Once a referral has been submitted to the active database it will be marked as ‘Awaiting approval'.

EDEED

Active Referrals

This page shows approved referrals, withdrawn referrals and referrals awaiting approval. Referrals awaiting approval have been submitted but not approved,
whereas active and withdrawn referrals have been approved. Withdrawn referrals are currently suspended.

1 Found 1 Records.
D ; Date |, Created | Created By | Atue—
£= View Rework Reject Approve 18589 05/07/2011 10/08/2011 15:02 MNGRL Test & Awaiting Approvalﬂ

The approval status feature has been designed to mirror the approval process followed by many
diagnostic laboratories, where reports are checked and signed off by a second scientist before being sent
to the clinician for reporting to the patient. Once you have checked the referral, approve it by clicking
(referral must be in the Active folder) and confirm your approval. Your referral will then be
marked as ‘Approved’. To withdraw approval for an approved referral, clicill 0.

If a referral that you are approving is not correct, you can send it back to the Draft folder, without editing
it, by clicking .
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Section 6: De-identifying your data

Referrals must be effectively de-identified before being submitted to the database. To help you to do this
we have developed a tool to pseudonymise your patient IDs. Each laboratory has its own unique and
permanent key which is used to encrypt submitted text specifically for that lab.

Access the pseudonymisation software &i
Log on to the tool by selecting your laboratory from the drop down list and typing your laboratory’s key

into the Password box. If you are submitting data for the first time, please contact
to request your laboratory key.

Logon to the DMuDB Anonymising Software

To preserve patient confidentiality within the Diagnostic Mutation Database, lab identifiers {such as lab sample ids) cannot be
used directly. Therefore you must use an encrypted version of the lab identifier (a pseudonym) in DMUDB. So that vou can later
reassociate the DMUDB entries with vour lab database entries wou must also be able to decrypt the patient identifier stored in
DMUDB to the original lab identifier. The DMUDB Anonvmising Software provides the facility to do this reversible encryption. To
logon to the software selact your lab from the list below and enter your lab password.

If wou do not know your lab password, or your lab is not listed, please contact us.

Laboratory

Password

|

Once logged on you will be presented with two fields — one for your lab patient ID and one for the
encrypted DMuDB ID.

To encrypt a patient ID, insert the ID into the lab ID box. Clickncrypt. The encrypted ID will appear in
the DMuDB ID box. You should copy and paste this into DMuDB as the patient identifier when creating
the new referral.

To reverse the process, paste the DMuDB ID into the DMuDB ID box and clizkcrypt . The original
patient ID should appear in the Lab ID box.

Encrypt/Decrypt Lab Ids

To convert a lab identifier to a patient identifier {which can be used in DMuDB), enter the lab identifier {lab sample id is
recommended) into the box provided and press the Encrypt button. To convert a patient identifier (as stored in DMUDB) to a lab
identifier, enter the DMUDB patient identifier in the box provided and press the Decrypt button.

Lab ID
testID1234

Patient (DMuDB) ID

G2RYW2 Oy T AWDYG Y X EDCevK PVEEYEEEWL T+++/ Ty rmz LWy ChyvmnHA JC 1Zye 3UTyL Y Led
ZG14TEFROgEkY Al BCn0s Lxpk Jvr pk3DLgs o=GMAMD
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Section 7: Help and
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support

This User Manual outlines most of the key features and processes for DMuDB. Additional information can
be found by clicking the ‘Help’ and *?’ links on the database pages.

Modules i Submissions | Browse | My Account

1 performing more complicated queries.

_n

The DMuDB team is always happy to provide technical support to individuals. If you need help, or have

guestions please contact us on

Tel
Email

DMuDB team

Kathryn Robertson
Project manager
kathryn.robertson@cmft.nhs.uk

Glen Dobson
Health Informatics Scientist
glen.dobson@cmft.nhs.uk

Mike Cornell
Clinical Bioinformatician
michael.cornell@cmft.nhs.uk

Bharathi Kattamuri
Health Informatics Scientist
bkattamuri@nhs.net

+44 (0)161 276 8716
support@dmudb.net

Stephanie Farrell
Project Assistant
stephanie.farrell@cmft.nhs.uk

Jasmin Opitz
Health Informatics Scientist

Andrew Devereau
Director
andrew.devereau@cmft.nhs.uk

NGRL Genetic Medicine, 6th Floor, St Mary’s Hospital
Central Manchester University Hospitals NHS Foundation Trust
Oxford Road, Manchester, M13 9WL, UK
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