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- Collection of standardised clinical information on rare conditions:
- Understand pathogenesis
- Improve diagnostic yield
- Understand short-term and long-term outcome
- Assess quality of care
- Plan and perform clinical trials

- Facilitate and assess collaboration through a network of centres

- One of the core criteria for EU Centres of Expertise in Rare Diseases
(EUCERD)
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European Reference Networks

Mission, Vision and Scope of RD ERNs

 ERN to cover core tools and activities
— Registries
— quality assurance mechanisms for laboratory testing

— mechanism for information flow for good practice
guidelines

— training/education tools

— mechanisms for evaluation/indicators of performance
— communications infrastructure

— cross-border referral mechanisms

— telemedicine core

EUCERD

www.eucerd.eu Joint Action
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European Reference Networks

Mission, Vision and Scope of RD ERNs

* ERN to cover core tools and activities

— quality assurance mechanisms for laboratory testing

— mechanism for information flow for good practice
guidelines

training/education tools

mechanisms for evaluation/indicators of performance
communications infrastructure

cross-border referral mechanisms

telemedicine core

EUCERD

www.eucerd.eu Joint Action
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http://www.sgan.nhsscotland.com/
http://hyperion.nesc.gla.ac.uk:18080/gridsphere
http://www.mrc.ac.uk/
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Access Roles For Registry
-DSD Users

- Members of professional medical/scientific societies

I-DSD Clinical Centre Leads

- Responsible for data entry — governance and quality control
- View, modify, delete all data

- View core data on all cases — (future — fee)

I-DSD Research Users

Approval by PMG after completion of application form

Steering committee involvement if overlap with another project
6 months access — renewable on submission of progress report
(Future — fee per module access, project groups for modules)

I-DSD Patient/Parent Participants

- Access following registration of case

- View own core data

- Future —personalised sign-posting & patient involvement
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Statistics Research Results

Search registered users

Full Name:

Country & Centre:

Email:

Position:

Primary Role:

Secondary Roles:

r
v

——- Select Your Primary Role -—-

Professional Society membership:

Areas of Interest:

r

Please Select -— &%

Biochemical Evaluation
Genetic Evaluation
Clinical Evaluation
Medical Care

Surgical Care
Psychological Care
Genetic Counselling

Gonadal Development
Androgen Synthesis
Androgen Action
Androgen Excess
Mullerian Development

My Account

r
v

Provide Feedback

Algeria
Argentina
Australia
Austria
Belgium

Bosnia & Herzegovina

Brazil
Bulgaria
Canada
China
Colombia
Cyprus
Czech Republic
Denmark
Egypt
Estonia
France
Georgia
Cermany
Hong Kong
Hurnigary
India
Indonesia

Search Users

Bulk Upload

Iran

Israsl

Izaly

Jordan
Kazakhstan
Kuwait
Lithuania
Malawi
Malaysia
Mexico
Morocco
Metherlands
Migeria
Fakistan
Poland
Rorania
Russzia
Sarbia
Lpain

Sri Lanka
Sudan
bwaden
Swiitzerland
Turkey

LISA

Unitad Arab Emirates
United Kingdom
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Home  Records Statistics Research Results My Account Provide Feedback Bulk Upload
Search registered users Argentina 1 Israel 2
ltaly 2
Full Name: . -
Belgium 1 Cuwait 1
—--- Please Select -— & uwait
Country & Centre: . )
v Brazil 2
Email:
Position: China 1 Maroceo 1
Primary Role: -—- Select Your Primary Role -—— &
Biochemical Evaluation : - 1
Genetic Evaluation Czech Republic 1 Pa_klﬂ'_a
o , Poland 2
Clinical Evaluation 2
) Egypt 3 Romania
Secondary Roles: Medical Care
Surgical Care i
. rance
Psychological Care - Spain 1
Genetic Counselling
Cermany 5 1
. . -~ Sudan
Professional Society membership: 1
Lwaden
Gonadal Development Switzerland 4
Androgen Synthesis Turkey 4
Areas of Interest: Androgen Action
Androgen Excess
Mullerian Development United Kingdam 6

Search Users
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Research Results

There are currently 1881 records stored in the registry.

My Account

Search Users

Provide Feedback

Case Records

Bulk Upload

Data for local Data for access by all
institution access Data For national Data for EEA access international
Centre Country Only access Only only collaborators Total -
Cambridge United Kingdom 0 162 47 17 226
Istanbul
University Turkey 1 0 63 136 200
Rotterdam Metherlands 71 0 107 0 178
Luebeck Germany 11 52 48 118
Ghent Belgium 0 0 112 2 114
Cairo National
Research Egypt 4 1 a0 5 100
Center
Glasgow United Kingdom 6 19 6 69 100
Pisa ltaly 13 73 a7
Bologna Italy 54 0 32 8 94
Stockholm Sweden 4 10 44 0 58
Magdeburg Germany 0 0 0 56 56
S ) United Kingdom 1 0 0 49 50
Hallamshire
Bern Switzerland 48 0 0 2 48
Lyon France 26 18 44
Nijmegen Metherlands 30 0 14 44
Lol Turkey 0 0 0 43 43
Marmara
Prague Czech Republic 0 1 39 1 41
Birmingham
Children's United Kingdom 0 0 0 41 41
Hospital
Berlin Germany 0 0 0 23 23
Birmingham United Kingdom 19 0 22
Khartoum Sudan 0 0 0 21 21
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& 1-D5D (English) & Germany < Spain

n  [-DSD Registry Information Leaflet & Consent Form v Aulklirung H
: . C ' dembre 14 6
n  [-D5D Registry Information Leaflet Child « Einverstindnic HI = Cl1-D5D-Diciembre 2014 pdi
Einverstandnis_HL

= [-DSD consent form (word) »  Zpanish Information sheet for adolescents
A ) = lsrael
< Argentina & Switzerland
n Igrael =uus puge mmses oevs DSD
n  CEl-aprob 1-DSD
) - n Switzerland 20131121 1C DSD
»  Registro 1-DSD Al 14-17 afios U ltaly

»  Registro 1-DSD Al 7-13 anos w Switzerland 200131121 _Studylnfo_DSD

® Registro 1-DSD CI Padres y adultos = informativa e consenso

n Registra 1-DSD SOP version 2 = Scheda_registro_cartaceo ) Turk ey

(i Belgium & Morocco s Aulklirung HL Turkish

M & Cople de consentement park (arabic) »  Einverstandnis HL Turkish
m | (\I_LIJI_':E, B WOrmoco Lople de consenlement Park (arabic)

n O patient

= Netherlands
& Brazil

» [nformatie brief vanaf 16 jaar | DSD 1 CAH registry version 1,0

n Informatie_brief_jengeren 12 tot 16 jaar [ DSD [_CAH registry version 1,0 [-CAH REgiﬁt!’}-’ Patient

»  Brazil (Portuguese) Information sheet for adults

»  Brazil (Portuguese) Information sheet for child n [nformatie brief_oudersverzorgers [ DSD 1 CAH registry version 1,0 Information Sheets kb'
1-C AN Infermation shovt Adult & Consent foer I-CAH

»  Brazil (Portuguese) Consent Form (Waord) Heghitny

L Poland 1-CAH Ini

»  Brazil TCLE GIEDDS

1 1
. n Poland Informed Consent Thie Pitlert Bofrmation Dests T betn mce i b e est ol
Seol. Research Ei i
) ) ) w Russia o versions available upon request f
»  China informed consent {chinese) 1R et .

»  Hudopmaumorneii aner o Perserpe [-DSD gan sspociwx
~ Egypt . )
»  Hudopmaumounsi muer o Perwerpe 1-DSD gas gerei

»  Egypt consent form (arabic) = Corfacke Ha BB JaHHBX B Pernctp 1-DSD

{ iFrance () Romania

» Info Eclairée Patients EuraDSD = Information sheet for adult

n [nformation Sheet for child




University |\ Outputs Using The I-DSD Registry - 2014

- Cox K, Bryce J, Jiang J, Rodie M, Sinnott R, Alkhawari M, Arlt W, Audi L, Balsamo A,
Bertelloni S, Cools M, Darendeliler F, Drop S, Ellaithi M, Guran T, Hiort O, Holterhus
P-M, Hughes |, Krone N, LisaL, Morel Y, Soder O, Wieacker P, Ahmed SF. Novel
associations in disorders of sex development: findings from the I-DSD
Registry. J Clin Endocrinol Metab. 2014.

- Kolesinska Z, Ahmed SF, Niedziela M, Bryce J, Molinska-Glura M, Rodie M, Jiang J,
Sinnott RO, Hughes IA, Darendeliler F, Hiort O, van der Zwan Y, Cools M, Guran T,
Holterhus P-M, Bertelloni S, Lisa L, Arlt W, Krone N, Ellaithi M, Balsamo A, Mazen |,
Nordenstrom A, Lachlan K, Alkhawari M, Chatelain P, Weintrob N. Changes over
time in sex assignment for disorders of sex development. Pediatrics. 2014

- Ahmed SF, Bryce J, Hiort O. Clinical & research networks in DSD, in Differences
& Disorders of Sex Development. Ed Hiort O & Ahmed SF, Karger 2014
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International DSD Symposium 2015

5th International DSD Symposium n Total Attendees — 220 (multiple disciplines)
PR

g

Newe Zehira, e, Retgivn Argentina, Australia, Austria, Belgium, Brazil,
Bulgaria, Canada, Cyprus, Denmark, Egypt,
France, Germany, Indonesia, Israel, Italy,
Kazakhstan, Norway, Poland, Romania, Russia,
Sweden, Switzerland, Turkey, UK, USA,

11th-13th June 2015

Training workshop

Invited Speakers — 24

Oral communications — 32
Poster communications - 48

‘Active Participants’:Attendees — 50%

AR

Clinical I-DSD Registry User - £50
Non-clinical user - £35

Non-user - £70

Concessions - £30

Conference Dinner - £35

raon A
STOP(TINer Al
iy S S
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International DSD Symposium 2015

Best Long Oral Presentation D Baetens, Belgium
|dentification and functional characterization of ESR2, a new disease
gene for 46,XY DSD

Best Short Oral Presentation A Morris, Australia
CAH in Melbourne: Surgical timing and complications, with outcomes
Including body image and genital sensation in a cohort study

Best Poster Presentation A Zainuddin, Indonesia
Body mage and genitalia appearance concerns and virilization
features of CAH female patients in Malaysia.

Runner Up Poster Presentation N de Neve-Enthoven,
Netherlands
Psychosocial well-being in Dutch adults with a DSD



of Glasgow

B Unaversity ©

1-DSD
Registry |

J

P-1-61

Current Models of Practice & Professional Development of
Clinicians in DSD Centres - Results from an International
Survey of Specialist Care for DSD

ndreas Kyriakou?, Arianne B Desse "'\.'_ Jillian Bryce?, Ira Haraldsen

rawcIynssl’, Agneta Nor '."-:l:' odds, Marta ;‘:'..'.' us", Laroling sanders

P-2-307

Diagnostic Approach to a Newborn with Suspected DSD:
Results From an International Survey of Specialist Care for
DSD

Outputs — ESPE 2015

P-1-58
Long-term Endocrine Qutcome in Men with Partial Androgen
Insensitivity Syndrome

Angela K Lucas-Herald?, § Faisal Ahmed®, Silvano Bertelloni?, Anders Juul®, Jillian Bryce®, Jipu
Jiang?, Martina Rodie?, Marie L Johansen®, Olaf Hiortd, Paul-Martin Holterhus®, Martine Cools’, An
Deslooveref, Naomi Weintrob®, Sabine E Hannemah, Tulay Guran', Feyzad Darendeliler), Anna
Nordenstrom* & leuan Hughes!

P-2-312
Birth Weight in Different Aetiologies of Disorder of Sex
Development

Sukran Poyrazoglu®, Feyza Darendeliler?, Syed Faisal Ahmed®, Jillian Bryceb, Jipu Jiang®, Martina
Rodie, Olaf Hiort<, Sabine E Hannemad, Silvano Bertelloni®, Lidka Lisaf, Tulay Gurang, leuan
Hughes“. Martine Cools!, Pierre Chatelaini, Hedi L Claahsen-van der Grinten¥, Anna Nordenstrom!,
Paul-Martin Holterhus™, Birgit Kéhler”, Marek Niedziela® & Nils KroneP

BARCELONA

Buropean Scoety for Poediotric Endocrinalogy



.iﬁ University
of Glasgow DD
egistry |

This is the exact view that the participant will see for Record ID 21 should you approve this access

New Development - Patient Area

Core Information

Register ID

Country & Centre

Year of Birth
Age of First Presentation
Climician

Contact

21

United Kingdom
Clasgow

2007

< 1 month
Ahmed

faizal.ahmediglasgom

DED Classification

Sex Assigned

“aryotype

Disorder Tyoe & Actual Diagnosis

Birth Weight [Gram)

Associated Conditions

M

A XX

Disorder of gonadal ¢
Testicular D50

3200

Craniofacial

To grant participant access to this record, please provide the participant’s email address:

Grant Participant Access

Cancel
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New Development - Patient Area

This is the exact view that the participant will see for Record ID 21 should you approve this access

Core Information

Register ID

Country & Centre

Year of Birth
Age of First Presentation
Climician

Contact

21

United Kingdom
Clasgow

2007

< 1 month
Ahmed

faizal.ahmediglasgo

DED Classification

Sex Assigned

“aryotype

Disorder Tyoe & Actual Diagnosis

Birth Weight [Gram)

Associated Conditions

M

A XX

Disorder of gonadal ¢
Testicular D50

3200

Craniofacial

To grant participant access to this record, please provide the participant’s email address:

Grant Participant Access

Cancel
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Home Records Statistics Research Results My Account Search Users Provide Feedbac Bulk Upload

Upload Record to Database - Core Information & Diagnosis
Register ID: 2051

= Fialds marked with * are mandatory to fill in.
= Only Core Information & Diagnaosis, is mandatory. Other sections are all opkicnal.

Save Core [nfo & Diagnosis

Core Information D50 Classification
United Kingdom H Sex Assigned [?] = =M o F , Mot Assigned
Country & Centre [} =
Glasgow ¥ Karyotype [?] = | 46 XY &
Flease keep a local copy of the Registry ID - . " " . A
Local I - vou will be provided with after saving this| Disorder Type & ﬁ-ﬂ'-Eﬂ[-;] o \ Longenital Atranil Hyparp ki r
(7] entry. This ID will map your iocal patient Ciagnosis ' 21-hydroxylase def (CYP21A} =
recard with the registry record.
Year of Birth [*] = | 2010 et
Age of First Presentation [#] < 1 month H Free Tesxt [
Clinician [¥] ® Ahmed
Contact [¥] * faizal.anmed@glasgow. i

Consent has been obtained to share data with (*): | Registered International Collaborators - Sharing data across all international partners &

L

Save Core [nfo & Diagnosis
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A Mew CAH visit

= Please note that a new CAH visit will be a copy from the last saved visit. If this is the first visit, Not Known will be default selection for Radio buttons below.

= Any change to CAH static data will also be saved when oreating or updating CAH wisits.

Save CAH Visit MNext Section

CAH Blood Tests
. Test Result Date Time WValue
Date ¥ = —
Sodium [?] Sslect . = by
Age ? VEars ) —
? (2l Patassium [?] Select # = Y
Anthropometry 11-deawycartiszal [?] Select $ 3 By
Weight 7] kg Renin [?] Sslect ] _' I'—"El
. ] . Haematocrk {?] Selnct H T B
Height [?] cm Adverse Events Since Last Visit -
. SHEG [¥] Salect 3 =l
. . . Mumber of discete  sick  dayo, . |
Waist Circumference [?] am apisodes [View Selectad] [71
Bore Agae
. - Mumiber of sick days in totaol [?
Hip Circumference [?] cm ' I S
| Ciatte: of tesi 7]
- Currant Modication .
BMI [?] -
Rosult d|
Has traalirnant Shengesd [?] ® - sass Selec: - §
BSA [?] - R Methae & — Pisase Selact - 8
Wiy was trestment chianged [?] * | .-- Pisase Salect i
Cushingoid (7] Yes o Noow Not Known Glotocorticoids [View Selected]  [7] Yes 1 Mo & Not Known P i (b Fok o Vs G Mo w Nok Kmown
Virilisation 7] Yes No = Mot Known Fludmapatisans 71 =] Yo Mot Krowr Bone Mineral Density Test Date 7 __-
) Applicable ; i - -
Flud s eartsard dewi M Borne Mineral Density Test Result | H
Blood Pressure Y Bore Mineral Density Test Result,
Flugracamtisandg fraguansy ™ obh o BD o TOS IHcte J G|
. o Salt reglscemaen 7 Yai o N o Mot ¥naes
Eystalic [7] mm Hg Sa¥ ruplecamant 7 e sy Male
Salt replacement dose " :
Diastalic 7] mm Hg Genital Stage 7] Faass Select §
Oiestrogen [ Yk Wo ) Not Knowm :
Pubic hair stags 7] —- Pigasd Select -~ &
Testosterone 7 Yes 1 Mo o Mot Kniown -
Axillary hair flege 7] - Miagae Select - B
GnRH analogues 5] ¥es [ Mo o Not Knowm
ANEIN DR TG [71 ¥es o Wo @ ok Known Testicular Voluma Left (71 i
Antidiabetic " Fes 0 Ma ) Net Knoms Tasticular Voluma Right | mi

Antideetsanks M ¥es 1 Mo 0 Nob Knoen .
Testicular testure "] Faasa Selact H
Cher drags [ Ve L' Not Krown

dance of TAAT 71 Ve Ko & Net KPaws

Fertility desired | Yo L Moot Kmown
ELn [ Ved o Ne e Net Known Afternpted 171 Fed o Ma o Net Kagwa
Surgmry | Yes 0 Mo w Nok Knawn Eperm Storage ] Yes o Mo 0 Not Known
Cahr surgery 7 Yes | Mo & Not Kmown Mumber of offspring 17
Caher congenital sonormalities [ Yes Mo = Not Knoen reatory of sasifed cocestion & Wes Mo o Not Known
Disbetes Mellitus Type 1 | Yes o Wo = Not Known

Diabetes Melliz Type 2 [ L= %o = Mot Known
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Steering Committee & Project Management Group

Steering Committee

Project Management Group

Anna Nordenstrom
(Chair)

John Achermann
Olaf Hiort

Rodolfo Rey
Stephanie Bernstein
Carol Proctor
Miriam Muscarella
Alex Springer

Anu Bashamboo
Richard Ross

Amy Wisniewski

ESPE DSD WG Chair, Faisal Ahmed (PI)

Stockholm _ _
Martina Rodie (Co-I)

London
Richard Sinnott (Co-I)
Luebeck
] [illian Bryce (Project Manager)
Buenos Aires
. ipu Jiang (Database Engineer
Gottingen i sneen

Patient GrOUp John Watt (GRID Enginear)

Patient Group

University ol Glasgow
University of Glasgow
University of Melbotrne
University of Glasgow
University ol Glasgow

University ol Glasgow

Vienna - PMG meets every month

Paris - Close links to DSDnet, ESPE DSD WG,
Sheffield I-CAH

Oklahoma

- Steering Committee members serve for 3 yrs.
- Any I-DSD user can apply

- Meeting 1-2 per year
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