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:

Step 1 logging in with clinican account
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Login

Account name |user

Password forgotten? Please contact us .

Password sssese

Not an ECARUCA-member yet? Please go to the account request form .

features, but MOT the patient material used for the analysis; this stays in the
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Step 2. You will access the restricted pages of ECARUCA

Log out  Help

Welcome to the restricted pages of the ECARUCA web site

+r Please choose one of the following:

e Submit clinical information
= Submit clinical pictures

e Search by chromosome aberration

e Search by clinical featurefs)

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

= Patient of the Month

4+ Or return to the public pages to visit:

General information

Bules and regulations

Newsletter

Downloadable information letters for clinicians and parents

Links to {cytolgenetic web sites, Parent Organizations and the ECA web site

Restricted homepage
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Welcome to the restricted pages of the ECARUCA web site

4+ Please choose one of the following:

ubmit clinical inforrmation
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Search by chromosome aberration
Search by clinical featureds)

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

Patient of the Maonth

+ Or return to the public pages to visit:

General information

Rules and regulations

Mewslatter

CLownloadable information letters for clinicians and parents

Links to (cytoigenetic web sites, Parent Organizations and the ECA web site

Step 4 ECARUCA shows all cases ready for submission on your account

Registration

Here are the cases available for registration:

case id | daokh | coumntry | gender
41149 2001-09-10 The Metherlands tale
41145 1998-10-05 The Metherlands tale
4113 1987-07-18 The Metherlands Female
4111 1992-11-02 The Metherlands Female
4067 2005-01-01 Switzarland tale
358490 2005-01-01 The Metherlands Female
3956 2005-01-01 The Metherlands Female

n f



Step 4. Select the case you wish to register

Registration

Here are the cases available for registration:

_ caseid | dob | eounty |  gender |

2001-09-10 The Metherlands

1998-10-05 The Metherlands
1987-07-18 The Metherlands Female

2005-01-01 Switzerland Male
2005-01-M The Metherlands Female
2005-01-M The Metherlands Female

Step 5 Enter the clinical data

Case Detail




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.

Step 5b
Clinical data: entering the level of mental retardation: Press the add button to enter the

level of mental retardation. Enter the required informationandpr ess t he , OK" but

Clinical Data | Clinical Features | Other Clinical Investigations | Pedigree Data | Publications | Submission
Age at Last Clinical Examination: Year Month s
Mental Retardation Level: Motor Milestone:
Age in Month | Level I Age in Month | Motor Milestone

Mental Retardation Estimation
Age of Estimation: Year Month 5
Mental Retardation Level: >

OK Cancel
Java Applet Window
add || Modty || petete add || Modity || pelete |
Exit
The information is now displayed ont the Clin
you wish to change the entry or press the but:
Step 5a
Clinical data: entering the milestones. Press the add button to enter the different
mi |l estones. Enter the requiered information a
Case ID: 4001 DOB: 1991-04-21 Country: The Netherlands  Gender: Male
Clinical Data | Clinic
Age at Last Clinical Examination: Year| | Month
Mental Retardation Level: Motor Milestone:
e in Month ] Level ] | Age in Month Motor Milestone

Motor Milestone

Age: vear| | montn| |

Motor Milestone: || |

Java Applet Window

Java Applet Window
| ada || modry || petete | | add || modry || petete |

The information is now displayed ont the Clini

you wish to change theentryorpr ess t he button ,delete” iif yo



Step 6 Enter Clinical features.

ase Detail a

Case ID: 3918 DOB: 1998-06-12 Country: The Netherlands Gender: Female

Standard Features for Selection: Selected Features:
[ Build Dysplastic ears
=3 stature Low-set ears
[ Cranium Narrow/Atretic auditory canal
[ Hair Deafness,conductive
[ Forehead Epicanthic folds
] Ears ~ | wide nasal bridge
[] Eyes,globes | IMacrostomia
— Eyes,associated structures Midline cleft upper lip
[ Nose Cleft palate
[ Face Small hands
=1 Mouth Clinodactyty
[ Oral region Tapering fingers
[ Teeth Proximal placement of thumb
[ voice __| [Small feet =
Mleck ~| lthmaotonia =
Select ” Find ” Collapse Remove
Other Clinical Features:
-
-
Exit

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:
1. expand the tree by double-clicking on the category (and sub-categories if
applicable) until the desired feature is listed.
2. search for a feature by
window is displayed.

pressing the *“f|

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
Ifyouwishtor e move features, select the

“ Ot hi
specific fe



Step 7 Enter Other clinical Investigations

Click on the tab “Other Clinical |l nvestigati o
information. Press the OduutetrorCl® Ad cc’a,l tl mev ewsitn dy

CaselD:4000 DOB: 2000-05-12  Country: The Netherlands  Gender: Male

res | Other Clinical Investigations | Pedigree Data | Publications | Submission

Standard Investigation Test: bl

Other Investigation Test: Cerebral CT Scan
Test Result: Cerebral MRI Scan

Metaholic Testing

Other
Test Date: Year Monthl.lanualy 'l Day| 01 'I

OK Cancel
Java Applet Window
| add || modiy || Detete |

Exit

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 testingandpr ess t he button “OK”. T
di splayed on the *“Other Clinical I nverstigati
If you either want to edit or remove an existing entry, highlight the chosen entry and

press the button “Modify” or “Delete” respect



Step 8 Enter pedigree information

3]

Case Detail

CaselD:3999  DOB: 1998-11-19  Country: The Netherlands  Gender: Male

Pedigree:

Pedigree data can be entered in the free text field.

Step 9 Enter publication if this case was published

3

Case Detail

Case ID: 1039 DOB: 2005-01-01 Country: Lithuania Gender: Female

Publications

Pubhlication Title \ Year | Authors

Publication (Case ID: 403%) ['X\

ion Title: | |
‘ear of Publication:

Authars List: [ |

ISBN: ]

ISSH:

\
URL: [ |
Journal: ‘

Volume:

Pages: ‘ |

Java Applet Window

| || modty || Deete |

Exit

Java Applet Window

Click on the tab “Publications” if you want
Pressthe butt on *“ Add”, the window “Publication” 1is



Step 10 Submission of the case

Case Detail @

Case ID: 4001 DOB: 1991-04-21 Country: The Netherlands Gender: Male

iblications || Submission |

Please note that once you have registered {submitted) this case data, you will not be able to
edit these details or register any additional information through this web interface.

The required information for the case registration includes clinical data, clinical features, other
clinical investigations, pedigree data and publications, as shown in the previous tabs.

If later on you wish to modify the information that you have submitted, or you wish to submit
further data, then you should email this information directly to the clinical data manager {(email
listed in main ECARUCA web pages).

Please tick the box below to indicate that you understand this instruction and wish to submit

the case details that you have registered.

/
\¢ 1 understand this instruction.

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

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

The case will now be removed from the list of cases which require your attention.

The cytogenetic information will be checked by a clinical cytogeneticist and the clinical
information by the clinical database manager before the case will be visible online. After
verification, the case will be recorded in the database and visible for account holders.



