Manual for Submitting Clinical Data
to the ECARUCA Database

After a case has been submitted by the cytogeneticist, the case record is available for
receiving clinical data. Submitting of clinical data is usually done by the clinician involved

in a particular case, but may also be performed by the cytogeneticist if he or she has the
clinical details.

You need an ECARUCA clinician account to be able to submit clinical information. An
account request form is available online at the log in page.

Follow the steps below to submit clinical data to the ECARUCA database:

1. Log in with your clinican account

ECARUCA

What is ECARLICA?
s

Log in

agister Account name |uger
s Password sesses || Lagin
Marnsals

Password forgotten? Please contact us .
Mot an ECARUCA-member yet? Please go to the account request form .

Cury

hg 1 RGN o hg 10 dep 5 on The microarray pIaHGrm used. Plaass taks This Inte account whan searching the
database via base position.

You will access the restricted pages of ECARUCA

Welcome to the restricted pages of the ECARUCA web site
s Please choose one of the following:

 Submit clinical information
+ Submit clinical pictures

 Search by chromosome aberration
« Search by clinical feature(s)

« List of all cases submitted by your institute
o List of all participating centres and how to contact them

+ Interesting case report
» Or return to the public pages to visit:

o General information

+ Rules and requlations

o Newsletter

+ Downloadable information letters for clinicians and parents

o Links to (cyto)genetic web sites, Parent Organizations and the ECA web site
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2. Click on the link ‘Submit clinical information’

Welcome to the restricted pages of the ECARUCA web site

5 Please choose one of the following:

 Submit clinical information

o Search by chromosome aberration
o Search by clinical feature(s)

o List of all cases submitted by your institute
o List of all participating centres and how to contact them

o Interesting case report
3¢ Or return to the public pages to visit:
General information

.
« Rules and regulations
o Newsletter
.
.

Downloadable information letters for clinicians and parents
Links to (cyto)genetic web sites, Parent Organizations and the ECA web site

ECARUCA shows all cases ready for submission on your account

Registration

Here are your cases available for the submission of clinical data. Please select the case you wish to register:

case id dob country oender
4564 2001-01-26 The MNetherlands Female
4568 2007-10-30 The Netherlands Female
4440 2004-02-12 The Metherlands hale

To run the above Java applet, you will require the Sun Java plugin

(at least version 1.4.0_01), and IE 6 or Firefox/Netscape 7 (or higher).

See FAQ page for further details.
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3. Select the case you wish to register

Registration

Here are your cases available for the submission of clinical data. Please select the case you wish to register:

case id doh country gender
4569 2001-01-26 The Metherlands Fermale
4568 2007-10-30 The Methetlands Female
4440 2004-02-12 The Methetlands Mlale

To run the above Java applet, you will require the Sun Java plugin
(at least version 1.4.0_01), and IE & or Firefox/Netscape 7 (or higher).

See FAQ page for further details.

4. Enter the clinical data

Case Detail g|
B: 1958-05-09 Country: The Netherlands Gender: Female

< ﬁ'clinical Data I' Clinil:?ﬁealures r()lher Clinical Investigations rPediuree Data rPuhIi[:aliuns rsuhmissinn |
Age at Lst Clinical Examination: Year Month Dﬂ

Mental R§tardation Level: Motor Milestone:

Age in Month \ Level Age in Month Motar Milestone

Clinical data

‘ Add || Modify H Delete | | Add H Moddify || Delete ‘

Exit

- Enter the year and choose the month of the Age at Last Clinical Examination. If
the age of the patient is less than 1 month, enter zero in both fields.
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Enter the level of mental retardation: Press the add button to enter the level of
mental retardation. Enter the required information and press the ‘OK’ button.

Case Detail E3
Case ID: 4966 DOB: 1958-05-09 Country: The Netherlands Gender: Female

Clinical Data |  Clinical Features | Gther Clinical

Age at Last Clinical Examination: Year Month I:E

Mental Retardation Level:

| Pedigree Data | Publications |’ ission |

Motor Milestone:

Age in Month | Level Age in Month

Motar Milestone

Mental Retardation Estimation

Age of Estimation: Year Month I:lzl

Add H Modify H Delete

Add H Modify || Delete ‘

[Leme ]

The information is now displayed on the Clinical Data tab. Press the button ‘modify’ if
you wish to change the entry or press the button ‘delete’ if you want to remove the entry.

Enter the milestones. Press the add button to enter the different milestones. Enter
the required information and press ‘OK’.

Case ID: 4966 DOB: 1958-05-09 Country: The Netherlands Gender: Female

Clinical Data | Clinical Features | Other Clinical i

Age at Last Clinical Examination: Year Month I:E

Mental Retardation Level:

| Pedigree Data | Publications |

Motor Milestone:

Age in Month | Level Age in Month

Motar Milestone

Motor Milestone

Age: Year ’j Month l:lzl

Motor Milestone: | -~

[Sit Independently el
[Stand

|Walk
[First Words

Add H Modify || Delete

Add H Modify H Delete |

Lo |

The information is now displayed on the Clinical Data tab. Press the button ‘modify’ if
you wish to change the entry or press the button ‘delete’ if you want to remove the entry.

Version: sept 2012



5. Enter Clinical Features.

Case Detail @
Case ID: 4966 DOB: 1958-05-09 Country: The Netherlands Gender: Female
[ Clinical Data_| Clinical Features | Other Clinical | | Pedigree Data | Publications |’ ission |
Standard Features for Selection: Selected Features:
D Irritability |*| |Low birth-weight (< 3rd centile)
[ Letharay Short stature,proportionate
D Spinal muscular atrophy Low-set ears .
D Indifference to pain De_a[nes?,condut:lwe
D Spontaneous pain sensation picanttic folds
0 no o Wide nasal bridge
Peripheral mﬂjurupathy [———
[y Mormal intelligence Midline cleft upper lip(*)
D Mental retardation Cleft palate(*)
D Happy disposition/aughter Irregular or crowded teeth
[ seizuresimnnomal EEG Speech delay
D Sensary abnormalities Hypotonia
[ spasticityincreased tendon reflex — szuresmhnm!nal EEG
O Tremors Mental retardation
[0y Autistic behaviour L
[ Angressive behaviour
[ Athetosis
[ Persistens of archair reflexes
[ schizophrenia - |
| Select Find Collapse | | Remove |
Other Clinical Features:

In the section Standard Features, an expandable tree of clinical features is shown. The
tree of features is a hierarchical structure in which the features are divided into
(sub)categories. A description of a feature is obtained by right-clicking on the feature of
choice.

There are two ways of finding a specific clinical feature:
» Expand the tree by double-clicking on the category (and sub-categories if
applicable) until the desired feature is listed.
» Search for a feature by pressing the “find” button, the Feature Search window is
displayed.

When you have found a clinical feature, add it to the case by clicking this feature and
the select button thereafter. The selected features will be visible in the Selected
Features tab. Features which are not listed in the feature tree can be added to the case
by entering the description in the field “Other Clinical Features”.

If you wish to remove features, select the specific feature and click the ‘remove’ button.
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6. Enter Other Clinical Investigations

Click on the tab “Other Clinical Investigations” if you want to record additional
information. Press the button “Add”, the window “Other Clinical Investigation” displays.

Case ID: 4966 DOB: 1958-05-09 Country: The Netherlands Gender: Female

Clinical Data_| Clinical Features | Other Clinical Investigations | Pedigree Data | Publications | Submission |
Investigation I Date I Result
5 i)
Other Clinical Investigation @ Ay
Standard Investigation Test: | -

Other Investigation Test: lCerebral CT Scan

Test Result: ICerebral MRI Scan
Metabolic Testing
(Other

Test Date: Vear| Month |January - Day

[ ndd || moiy |[ Derete

EN

Choose a type of investigation from the Standard Investigation Test list or enter a short
description in the field Other Investigation Test.

Enter the test result and the date of testing and press the button “OK”. The entry is now
displayed on the “Other Clinical Investigations” tab.

If you either want to edit or remove an existing entry, highlight the chosen entry and
press the button “Modify” or “Delete” respectively.
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7. Enter pedigree information

Case Detail

Case ID: 4966 DOB: 1958-05-09 Country: The Netherlands Gender: Female

Clinical Data | Clinical Features | Other Clinical | | Pedigree Data | Publications |  Submission |

Pedigree:

Pedigree data can be entered in the free text field.

8. Enter publication if this case was published

[ Case Detail

Case ID: 4966 DOB: 1958-05-09 Country: The Netherlands Gender: Female

Clinical Data |  Clinical Features | Other Clinical | | Pedigree Data | | Submission |

Publication Title | Year |

Authars

Publication (Case ID: 4966)

x'\

ion Title:

Year of

Authors List:

ISBN:

URL:

Journal:

Volume:

[
[
[
[
ISSN: |
[
[
[

Pages:

Add

H Modify || Delete |

e« ]

Click on the tab “Publications” if you want to add a publication on the current case.

Press the button “Add”, the window “Publication” is displayed.
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9. Submission of the case

Case Detail E

Case ID: 4966 DOB: 1958-05-09 Country: The Netherlands Gender: Female

[ Clinical Data | Clinical Features | Other Clinical Investigations | Pedigree Data | Publications | ission |

Please note that once you have registered (submitted) this case, you will not be able to edit these details or register
any additional information through this web interface. If you wish to modify the submitted information please email
these directly to: info@ecaruca.net

Please tick the box below to indicate that you understand this instruction and wish to submit the case details that you
have registered.

After clicking the submit button the case will be removed from your list of cases that are available for registration.

The submitted data will be checked by the daily management team. After approval the case will be available for account
holders. An overview of the data will be sent to you by email, including the parent account details (see "parent account”
in the menu bar).

/

VI understand this instruction.

Exit

When you have finished entering the information about the patient, click the tab
“Submission”.

Read the instruction and tick the box below it to indicate that you understand the
procedure. Press the “Submit” button.

The case will be removed from your list of cases that are available for registration.

The submitted data will be checked by the daily management team. After approval the
case will be available for account holders. An overview of the data will be sent to you by
email, including parent account details.

The ECARUCA parent account gives the parents access to a restricted ECARUCA
webpage that includes an overview of their child’s clinical data. In this way the parents
can see whether the information on their child is correct. It also allows the parents to
submit additional information.
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