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REPERTOIRE DE REGISTRES DE MALADIES RARES - Regroupement québécois
des maladies orphelines (www.rgmo.orq) — Décembre 2023

Nous listons ici les registres de maladies rares auxquels les patients/proches aidants peuvent s'inscrire eux-
mémes. Notez qu'il peut y exister plusieurs registres pour une méme maladie: ils sont indiqués dans la méme
case. La Section A contient des registres qui couvrent de grandes catégories de maladies, alors que la Section
B sont des registres pour des maladies spécifiques. Nous allons mettre ce répertoire a jour régulierement,
mais il se peut qu'un registre existant n'y soit pas. Pour vous informer pour votre maladie rare, pour obtenir de
I'aide pour votre inscription a un registre ou pour toutes autres questions, contactez-nous en écrivant a
info@rgmo.orqg.

SECTION A. Registres généraux pour catégories de maladies

2 DISEASE
ﬁﬁ{i%ﬁ;glz DIz CATEGORY Noms et sites web des registres
(ENGLISH)
Anomalies de Fatty acid Fatty Oxidation Disorders (FOD) Patient Insights Network:
I'oxydation des oxidation https://connect.invitae.com/en/org/fod
acides gras disorders
Cardiopathies Congenital heart | e Registre canadien des interventions en cardiopathie congénitale
congénitales diseases chez l'adulte
https://clinicaltrials.gov/ct2/show/NCT04288596 ?cond=Atrial+Septa
I+Defect&cntry=CA&draw=2&rank=3
Registre pour les interventions sur les cardiopathies congénitales
chez I'adulte. Vous devez contacter le coordonnateur de I'étude
pour vous y inscrire.
Deficiences Intellectual e Projet international de la Génétique de la Déficience Intellectuelle
intellectuelles et Disability and et des troubles du spectre Autistique®
troubles du Autism Spectrum https://genida.unistra.fr/
s:peqtre de Disorders e Simons Searchlight®:
lautisme https://www.simonssearchlight.org/research/
Ces deux registres sont disponibles en francais.
Maladies auto- Autoimmune e Autoimmune Registry?:
immunes diseases https://www.autoimmuneregistry.org/
e ARNet registr)[4
https://autoimmune.org/research/research-survey/
Maladies All genetic GenomeConnect
génétiques diseases https://www.clinicalgenome.org/genomeconnect/for-patients-
(toutes) genomeconnect/
Pour toute personne qui a subi un test génétique.
Maladies Inherited retinal  |e  Registre de patients de Vaincre la cécité Canada®
héréditaires de la | diseases https://www.fightingblindness.ca/fr/registre-de-patients/
retine Ce registre est disponible en francais.
e My Retina Tracker Registry®
https://www.oc-meridian.com/Desktop/Portal/Signup?id=ffb
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. DISEASE
ﬁﬁ[iGD%gE RE CATEGORY Noms et sites web des registres
(ENGLISH)
Maladies liée aux | Eosinophil- Eosinophilic Connect Patient Insights Network’
éosinophiles Associated https://connect.invitae.com/en/org/apfed
Disease
Maladies Lymphatic e International Lymphatic Disease and Lymphedema Patient Registry
Iymphatiqges et diseases & Biorepositon {8
lymphoedeme https://lernregistry.stanford.edu/
Ce registre demande une implication du médecin traitant.
Possibilité de fournir un échantillon biologique.

e International LGDA Patient Reqistry for complex lymphatic
Anomalies®
https://lgdareqistry.patientcrossroads.org/

e Lymphatic Anomalies Registry®
https://www.childrenshospital.org/programs/lymphatic-anomalies-
reqistry#:.~:text=The%20Lymphatic%20Anomalies%20Reqgistry%20
is,0r%20recurrence%20and%20inheritance%20patterns.

Maladies Mitochondrial e Registre de contact des patients MitoCanada®

mitochondriales

disorders

https://mitocanada.org/patient-contact-registry/

e North American Mitochondrial Disease Consortium Patient Registry
and Biorepository®
https://wwwl.rarediseasesnetwork.org/cms/namdc/Get-
Involved/Studies/7401
Il faut envoyer un courriel au coordonnateur pour s'y inscrire.

Maladies
musculaires
congénitales

Congenital
muscle diseases

Congenital Muscle Disease International Registry (CMDIR) 10

https://www.cmdir.org/index.php?lang=en-GB
Encouragent la participation de personnes ayant de la faiblesse
musculaire congénitale mais sans diagnostic jusqu'a présent.

Maladies neuro-
immunes rares

Rare
neuroimmune
disorders

SRNA Registry*!
https://wearesrna.org/shaping-the-future/research/srna-reqistry/#tab-id-
1

Maladies
neuromusculaires

Neuromuscular
diseases

Le registre canadien des maladies neuromusculaires (CNDR) 12

https://cndrorgfr.wordpress.com/

Maladies rares
(toutes)

All rare diseases

e Regqistre maladies rares Québec du RQMO
https://id.lunadna.com/referrer/rqmol
Pour toutes les personnes atteintes d'une maladie rare au Québec,
diagnostiquée ou non, ou leurs proches aidants.

e Coordination of Rare Diseases at Sanford (CoRDS)
https://research.sanfordhealth.org/rare-disease-reqistry
Registre en maintenance actuellement. Participant peut s'inscrire
par la poste pendant que le site web est mis a jour.

Maladies rares
avec
manifestations
buccodentaires

Rare diseases
with oral
manifestations

Base de données et banque de tissus de maladies rares avec
manifestations buccodentaire
https://www.rsbo.ca/plateformes/base-de-donnees/

Il faut envoyer un courriel au coordonnateur pour s'y inscrire.
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Maladies rares et | Rare disease and | Share4Rare — new international patient registry for COVID-19%3
Covid-19 Covid-19 https://www.share4rare.org/registration/rare-diseases-covid-19

Maladies rénales

Kidney diseases

National Kidney Foundation Patient Network
https://nkfpatientnetwork.healthie.net/reqister

Maladies sans
diagnostic

Undiagnosed
diseases

e Registre maladies rares Québec du RQMO
https://id.lunadna.com/referrer/rqmol
Pour toutes les personnes atteintes d'une maladie rare au Québec,
diagnostiquée ou non, ou leurs proches aidants.

e Undiagnosed Rare Disease Registry
https://undiagnosed.iamrare.org/

e MyGene2
https://mygene2.org/MyGene2/

Mucopolysacchari
doses

Mucopolysacchari
doses

ConnectMPS Patient Registry*
https://connect.invitae.com/en/org/connectmps

Neuropathies

Neuropathies

e Global Registry for Inherited Neuropathies (GRIN)
https://www.hnf-cure.org/reqistry/

Syndrome de
Marfan et
maladies
associées
(maladies du tissu
conjonctif)

Marfan and
related conditions

Marfan and Related Conditions International Patient Reqistrv16
https://my.backpackhealth.com/join/MarfanRelatedDisordersReqgistry

Syndromes Inherited bone Canadian Inherited Marrow Failure Registry’’

d'insuffisance marrow failure https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
medullaire syndromes Vous pouvez vous Yy inscrire directement en envoyant un courriel au
héréditaires coordonnateur, ou a travers votre médecin traitant.

Troubles du Urea cycle e The Urea Cycle Disorder International Patient Registry*®
métabolisme du disorders

cycle de l'urée

https://ucdpareqistry.patientcrossroads.org/index.php?option=com

content&view=article&id=412&Itemid=484
e National Urea Cycle Disorders Foundation International Patient

Registry18
https://www.ucdpareqistry.org/org/ucd

Troubles Inherited bleeding | RCTC- Registre canadien des troubles de la coagulation'®
héréditaires dela | disorders https://www.hemopbhilia.ca/fr/monrctc/

coagulation

Troubles Functional Functional Neurological Disorder (FND) Patient Reqistry
neurologiques neurological https://fndhope.org/registry/*°

fonctionnels disorders
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Vascularites Vasculitis

e The Vasculitis Patient-Powered Research Network (V-PPRN)

(extension of the VCRC Contact Reqistry) 20

https://www.vasculitisfoundation.org/research/vpprn/

e Vasculitis Pregnancy (V-PREG) Regqistry

https://www.vasculitisfoundation.org/vpreg/

Pour femmes enceintes atteintes de vascularite.
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Notes référencées dans le tableau de la section A:

! Registre incluant toutes les anomales de 'oxydation des acides gras, incluant (mais pas limité a); Déficit en 3-
hydroxyacyl-CoA déshydrogénase des acides gras a chaine longue, Déficit en acyl-CoA déshydrogénase des acides
gras a chaine courte, Déficit en acyl-CoA déshydrogénase des acides gras a chaine moyenne, Déficit en acyl-CoA
déshydrogénase des acides gras a chaine trés longue, Déficit en carnitine-acylcarnitine translocase, Déficit en protéine
trifonctionnelle mitochondriale, Déficit multiple en acyl-CoA déshydrogénases, Déficit systémique primaire en carnitine,
Déficit en carnitine palmitoyltransférase Il

2 Registre pour toute personne atteinte d'une déficience intellectuelle ou d'un trouble du spectre de l'autisme, incluant
(mais pas limité &): Syndrome de délétion 22q11.2, Syndrome de duplication Xq28 proximale, Syndrome de Jansen de
Vries,Syndrome de Koolen-de Vries, Syndrome de retard de développement-dysmorphie faciale par déficit en MED13L,
Syndrome KBG

3 Toute personne atteinte d'un trouble développemental avec un trouble autistique d'origine génétique.

4 Registre incluant toutes les maladies auto-immunes, incluant (mais pas limité a): Artérite & cellules géantes, Syndrome
de Cogan, Maladie de Kawasaki, Myélite transverse aigué, Polyendocrinopathie auto-immune type 1, Syndrome
Antiphospholipide, Cardiomyopathie dilatée, Anémies aplasiques, Neutropénies autoimmunes, Syndrome d'Evans

5 Registre pour toutes les maladies héréditaires de la rétine, incluant (mais pas limité a): Rétinite pigmentaire, Maladie de
Stargardt, Syndrome d’Usher, Amaurose congénitale de Leber et choroidérémie, Rétinoschisis lié¢ a I’X, Syndrome de
Bardet-Biedl

6 Registre pour toute personne atteinte d'une dégénérescence héréditaire de la rétine ou qui est liée a une personne
atteinte de la maladie, tel qu'un parent, enfant, oncle, grand-parents, etc.

! Registre pour toutes les maladies liées aux éosinophiles, incluant (mais pas limité a): Cystite a éosinophiles, Fasciite a
éosinophiles, Troubles gastrointestinaux a €éosinophiles, Granulomatose éosinophile avec polyangéite, Pneumonie a
éosinophiles, Syndrome hyperéosinophilique.

8 Registre pour toutes les maladies lymphatiques, inluant (mais pas limité &): Lymphoedéme, Lymphangiectasie
intestinale primitive, Malformation lymphatique diffuse, Malformation lymphatique macrokystique, Malformations
lymphatiques rares, Maladie de Gorham-Stout.

9 Registre pour toutes les maladies mitochondriales, incluant (mais pas limité a): Syndrome de déplétion de
I’ADN mitochondrial, Encéphalopathies mitochondriales, Neuropathies mitochondriales, Syndrome de Kearns-Sayre,
Syndrome de Barth, Syndrome de Leigh, Syndrome de Pearson

10 Toutes les maladies musculaires congénitales, incluant (mais pas limité &): Syndromes de myasthénie congénitaux,
Myopathies congénitales, Dystrophie musculaire des ceintures, Myopathie a némaline

1 Toutes les maladies neuro-immunes rares, inluant (mais pas limité a): Encéphalomyélite aigué disséminée, Myélite
flasque aigué, Neuromyélite optique, Névrite optique,, Encéphalomyélite aigué disséminée avec anticorps anti-MOG,
Myélite transverse, Sclérose en plagque
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12 Toutes les maladies neuromusculaires, incluant (mais pas limité &): Amyotrophie spinale, Arthrogrypose, Ataxie de
Friedreich, Ataxie récessive spastique autosomique de Charlevoix-Saguenay (ARSACS), Dystrophie facio-scapulo-
humérale, Dystrophies musculaires de Duchenne, de Becker, des ceintures, oculopharyngée, myotonique ou
congénitales, Maladie de Charcot-Marie-Tooth, Maladie de McArdle, Maladie de Pompe, Maladies a myosites
myasthénie grave, Myopathie a némaline, mitochondriales ou multicore, Myotonie congénitale, Neuropathie
sensitivomotrice avec agénésie du corps calleux, Syndrome de Guillain-Barré.

13 Registres pour personnes avec maladie(s) rare(s) et qui ont été testé positifs pour l'infection par le SRAS-CoV-2.

14 Registre pour toutes les mucopolysaccharidoses, incluant (mais pas limité a): MPS | (Syndrome de Hurler), MPS I
(Syndrome de Hunter), MPS Il (Syndrome de Sanfilippo), MPS IV (Syndrome de Morquio), MPS VI (Syndrome de
Maroteaux-Lamy), MPS VII (Syndrome de Sly).

15 Registre pour les personnes ayant un diagnostic de trouble neurologique fonctionnel, tel que troubles fonctionnels du

mouvement, trouble de conversion, trouble psychogéne du mouvement, trouble somatoforme, crises non épileptiques,
crises psychogenes non épileptiques (PNES), trouble d'attaque non épileptique (NEAD), trouble de faiblesse
fonctionnelle, dystonie fonctionnelle, etc.

16 Registre pour le syndrome de Marfan et autres maladies du tissue conjonctif, incluant (mais pas limité a): Anévrisme

familial de I'aorte thoracique et dissection aortique, Arachnodactylie congénitale avec contractures, Syndrome de
Loeys-Dietz, Syndrome de Shprintzen-Goldberg, Syndrome de Stickler, Syndrome d'Ehlers-Danlos.

17 Registre pour tous les syndromes d'insuffisance médullaire héréditaires, incluant (mais pas limité a): Anémie de

Fanconi, Syndrome de Shwachman-Diamond, Thrombocytopénies congénitales, Troubles liés a GATA2, Syndrome
de Pearson, Dysgénésie réticulaire, Syndrome WT, Syndrome d'ataxie-pancytopénie, Anémie de Diamond-Blackfan,
Anémie sidéroblastique, syndrome de Kostmann, Neutropénies, Syndrome de Barth, Syndrome de Cohen,
Thrombocytopénies, Syndrome IVIC.

18 Registre pour toutes les maladies du métabolisme du cycle de I'urée incluant (mais pas limité a): Déficit en ornithine

transcarbamylase, Déficit en carbamoyl-phosphate synthétase 1, Acidurie argininosuccinique, Citrullinémie,
Hyperammoniémie par déficit en N-acétylglutamate synthase, ou Acidémie propionique.

19 Registre pour tous les troubles de coagulation, incluant (mais pas limité a): HéEmophilie A et B, Maladie de von

Willebrand, Déficiences rares en facteurs de coagulation, Dysfonctions plaquettaires.

20 Registre pour toutes les vascularites, incluant (mais pas limité a): Artérite a cellules géantes, Syndrome de Cogan,
Granulomatose éosinophile avec polyangéite, Maladie de Behcget, Maladie de Kawasaki, Maladie des anticorps anti-
membrane basale glomérulaire
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SECTION B. Registres pour maladies spécifiques
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MALADIE SYNONYMES DISEASE (ENGLISH) Noms et sites web des registres
Acidémie Acidurie propionique, Déficit |Propionic Acidemia, Ketotic |e  Propionic Acidemia International Patient
propionique |en propionyl-CoA hyperglycinemia, Propionic Regqistry
carboxylase, Glycinémie aciduria, Propionyl-CoA https://www.ucdparegistry.org/org/paf
cétosique carboxylase deficiency e The Urea Cycle Disorder International
Patient Registry
https://ucdpareqistry.patientcrossroads.or
g/index.php?option=com_content&view=
article&id=412&Itemid=484
Acidurie Organic Aciduria, Organic e OAA Natural History Patient Reqistry
organique acidemia https://oaareqistry.iamrare.org/

Organic Acidemia Patient Insights
Network
https://connect.invitae.com/en/org/oaa

Acromégalie

Adénome somatotrophe,
Exces d'hormone de
croissance, Géant pituitaire

Acromegaly, Somatotroph
adenoma, Growth hormone
excess, Pituitary giant

The Canadian Acromegaly Reqistry

https://www.ucalgary.ca/research/participate/

study/14830/canadian-acromeqgaly-reqistry

Pour personnes >18 ans
Vidéo d'information sur ce registre en francais

Amyloidose |Amylose Amyloidosis Canadian Registry for Amyloidosis Research
https://www.ucalgary.ca/research/participate/
study/14718/canadian-reqistry-amyloidosis-
research
Pour personnes >18 ans

Anémie de ABD, érythroblastopénie Diamond-Blackfan Anemia, |e Diamond Blackfan Anemia Reqistry

Diamond- congénitale, anémie Blackfan-Diamond https://www.dbar.org/how-to-register

Blackfan aplastique pure congénitale, |Syndrome (BDS), anemia Il faut envoyer un courriel au

anémie hypoplasique Congenital Hypoplastic of coordo.nnateur pour s'y inscrire.

congénitale de Blackfan- Blackfan-Diamond, red cell |® g:”;‘t’r'a” Inherited Marrow Failure

Dlamf)n.d, erythroblgstopenle aplasia, Aase-Smith _g_yhttps: hwww.sickkids. ca/en/care-

congenltalg, maladie de Syndrome I services/clinical-departments/cimfr/

Blackfan Diamond, Syndrome Vous pouvez vous Yy inscrire directement

d'Aase, Syndrome d'Aase I en envoyant un courriel au
coordonnateur, ou a travers votre
médecin traitant.

Anémie de Anémie de Fanconi, Fanconi anemia, Fanconi e Fanconi anemia patient registry

Fanconi Pancytopénie de Fanconi pancytopenia http://www.fanconi.org/explore/registry

Canadian Inherited Marrow Failure
Reqistry
https://www.sickkids.ca/en/care-
services/clinical-departments/cimfr/
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https://www.ucdparegistry.org/org/paf
https://ucdparegistry.patientcrossroads.org/index.php?option=com_content&view=article&id=412&Itemid=484
https://ucdparegistry.patientcrossroads.org/index.php?option=com_content&view=article&id=412&Itemid=484
https://ucdparegistry.patientcrossroads.org/index.php?option=com_content&view=article&id=412&Itemid=484
https://oaaregistry.iamrare.org/
https://oaaregistry.iamrare.org/
https://connect.invitae.com/en/org/oaa
https://connect.invitae.com/en/org/oaa
https://connect.invitae.com/en/org/oaa
https://www.ucalgary.ca/research/participate/study/14830/canadian-acromegaly-registry
https://www.ucalgary.ca/research/participate/study/14830/canadian-acromegaly-registry
https://www.ucalgary.ca/research/participate/study/14830/canadian-acromegaly-registry
https://www.ucalgary.ca/research/participate/study/14830/canadian-acromegaly-registry
https://www.youtube.com/watch?v=3uJY5kQJo9g&t=15s
https://www.ucalgary.ca/research/participate/study/14718/canadian-registry-amyloidosis-research
https://www.ucalgary.ca/research/participate/study/14718/canadian-registry-amyloidosis-research
https://www.ucalgary.ca/research/participate/study/14718/canadian-registry-amyloidosis-research
https://www.ucalgary.ca/research/participate/study/14718/canadian-registry-amyloidosis-research
https://www.dbar.org/how-to-register
https://www.dbar.org/how-to-register
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
http://www.fanconi.org/explore/registry
http://www.fanconi.org/explore/registry
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
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MALADIE

SYNONYMES

DISEASE (ENGLISH)

Noms et sites web des registres

Vous pouvez vous y inscrire directement
en envoyant un courriel au
coordonnateur, ou a travers votre
médecin traitant.

Angioedéme

Angio-oedéme bradykinique

Hereditary Angioedema,

Global Reqistry to Gather Data on Natural

héréditaire  |héréditaire, Angio-oedéme  |Familial angioneurotic History of Patients With Hereditary
non histaminique héréditaire, ([edema, HAE, Hereditary Anqigedt_er_na Type | and Il (HGR)
OANH, Oedéme angioneurotic edema, ggps./lclmlcaltrlals.qov/ct2/show/NCT038282
angioneurotique famil_ial, Hereditary b_radykinine- |l faut envoyer un courriel au coordonnateur d
Oedéme angioneurotique induced angioedema, pour s'y inscrire.
héréditaire Hereditary non histamine-
induced angioedema
Angiome Cavernomatose cérébrale Cavernous angioma, Cavernous Angioma Patient Reqistry
caverneux familiale, Angiome caverneux |[Familial cerebral cavernous [https:/angiomaregistry.org
cérébral cérébral familial, Angiome malformation, Familial brain
familial caverneux cérébral cavernous angioma Familial
héréditaire, Cavernome cerebral cavernoma,
cérébral héréditaire, Hereditary brain cavernous
Malformation caverneuse angioma, Hereditary
cérébrale familiale, cerebral cavernoma,
Malformation caverneuse Hereditary cerebral
cérébrale héréditaire cavernous malformation
Anomalie CDG, Syndrome des Congenital disorder of Congenital Disorder of Glycosylation Connect
congénitale |glycoprotéines déficientes en |glycosylation, CDG, Patient Insights Network
de la hydrates de carbone Carbohydrate deficient https://connect.invitae.com/en/org/cdg

glycosylation

glycoprotein syndrome

Aphasie
primaire
progressive

PPA, Syndrome de Mesulam

Primary progressive
aphasias, Mesulam
syndrome, PPA

FTD Disorders Reqistry

https://ftdreqistry.org/?utm_campaign=websit

e-
launch&utm medium=referral&utm_source=c

urepsp.org

Ataxie de
Friedreich

AF, FRDA

Friedreich ataxia, FA, FRDA

e Friedreich Ataxia Global Patient Reqistry
(FAGPR)
https://fapatientregistry.org/

e Le reqistre canadien des maladies
neuromusculaires (CNDR)
https://cndrorgfr.wordpress.com/
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https://clinicaltrials.gov/ct2/show/NCT03828279
https://clinicaltrials.gov/ct2/show/NCT03828279
https://clinicaltrials.gov/ct2/show/NCT03828279
https://clinicaltrials.gov/ct2/show/NCT03828279
https://clinicaltrials.gov/ct2/show/NCT03828279
https://angiomaregistry.org/
https://angiomaregistry.org/
https://connect.invitae.com/en/org/cdg
https://connect.invitae.com/en/org/cdg
https://connect.invitae.com/en/org/cdg
https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
https://fapatientregistry.org/
https://fapatientregistry.org/
https://fapatientregistry.org/
https://cndrorgfr.wordpress.com/
https://cndrorgfr.wordpress.com/
https://cndrorgfr.wordpress.com/
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MALADIE SYNONYMES DISEASE (ENGLISH) Noms et sites web des registres
Ataxie ARSACS, Ataxie spastique |Autosomal recessive spasticle  Registre international des patients
spastique autosomique récessive type |ataxia of Charlevoix- ARSACS

autosomique
récessive de

6, Ataxie spastique type 6,
SPAX6

Saguenay, ARSACS,
Autosomal recessive spastic

https://arsacs.com/fr/inscription/

Le reqgistre canadien des maladies
neuromusculaires (CNDR)

Charlevoix- ataxia type 6, SPAX6 httos://chdroraf r |
Saguenay ttps://cndrorgfr.wordpress.com
Ataxie Syndrome de Louis-Bar, Ataxia-telangiectasia (AT), |Global A-T Family Data Plateform

télangiectasie

Télangiectasie cérébello-
oculocutanée, Déficit
immunitaire avec ataxie
télangiectasie

Louis-Bar Syndrome,
Cerebello-oculocutaneous
telangiectasia,
Immunodeficiency with
ataxia telangiectasia

https://atfamilies.org

Option d'envoyer un échantillon de salive
pour séquencage génomique.

Atrésie des
voies biliaires

Biliary atresia, atresia of bile
ducts

Reqistre canadien d'atrésie des voies
biliaires

https://cbar.ca/?lang=fr

Il faut envoyer un courriel au
coordonnateur pour s'y inscrire.
Biliary Atresia and related diseases
Reqistry

http://www.bard-
online.com/ice/?domain=www.bard-
online.com&lang=2&fuseaction=extarticle
&menu=1993&id=1635

CACNA1A
(Calcium
Voltage-gated
Channel
subunit alpha-
1A)

CACNA1A

CACNAI1A - Data Collection Program

https://cacnala.rare-x.org/

CADASIL Artériopathie cérébrale CADASIL, Cerebral CADASIL Family Reqistry
autosomique dominante avec |Autosomal Dominant www.curecadasil.org/join-cadasil-registry/
infarctus corticaux et Arteriopathy with Subcortical
leucoencéphalopathie, Syndr |Infarcts and
ome de démence-infarctus  |Leukoencephalopathy,
cérébraux multiples Hereditary multi-infarct
héréditaires dementia
Cancer de Appendix cancer ACPMP Patient Registry
l'appendice https://acpmp.org/patients/acpmp-patient-

reqistry/

REPERTOIRE DE REGISTRES DE MALADIES RARES - Regroupement québécois des maladies orphelines

Derniére mise a jour: Décembre 2023
Page 9 de 49


https://arsacs.com/fr/inscription/
https://arsacs.com/fr/inscription/
https://arsacs.com/fr/inscription/
https://cndrorgfr.wordpress.com/
https://cndrorgfr.wordpress.com/
https://cndrorgfr.wordpress.com/
https://atfamilies.org/
https://atfamilies.org/
https://cbar.ca/?lang=fr
https://cbar.ca/?lang=fr
https://cbar.ca/?lang=fr
http://www.bard-online.com/ice/?domain=www.bard-online.com&lang=2&fuseaction=extarticle&menu=1993&id=1635
http://www.bard-online.com/ice/?domain=www.bard-online.com&lang=2&fuseaction=extarticle&menu=1993&id=1635
http://www.bard-online.com/ice/?domain=www.bard-online.com&lang=2&fuseaction=extarticle&menu=1993&id=1635
http://www.bard-online.com/ice/?domain=www.bard-online.com&lang=2&fuseaction=extarticle&menu=1993&id=1635
http://www.bard-online.com/ice/?domain=www.bard-online.com&lang=2&fuseaction=extarticle&menu=1993&id=1635
http://www.bard-online.com/ice/?domain=www.bard-online.com&lang=2&fuseaction=extarticle&menu=1993&id=1635
https://cacna1a.rare-x.org/
https://cacna1a.rare-x.org/
https://curecadasil.org/join-cadasil-registry/
http://www.curecadasil.org/join-cadasil-registry/
https://acpmp.org/patients/acpmp-patient-registry/
https://acpmp.org/patients/acpmp-patient-registry/
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MALADIE SYNONYMES DISEASE (ENGLISH) Noms et sites web des registres
Cancer Cancer de I'estomac Gastric Cancer, Cancer of |Global Gastric Cancer Reqistry
gastrique stomach https://connect.invitae.com/en/org/gastriccanc

erreqistry

Carcinome a

Carcinome ovarien a petites

Small cell carcinoma of the

e Small Cell Ovarian Cancer Foundation

petites cellules, SCCO ovary, SCCO, Small cell Patient Insights Network
cellules de ovarian carcinoma e https://connect.invitae.com/en/org/sccoht
|'ovaire SCCOHT-SMARCA4 Regqistry & Biobank
http://sccoht-smarca4.ca/
Il faut envoyer un courriel au
coordonnateur pour s'y inscrire.
Carcinome CPP, Carcinome papillaire  |Primary peritoneal ACPMP Patient Registry
péritonéal séreux du péritoine, carcinoma, EOPPC, Extra- |https://acpmp.org/patients/acpmp-patient-
primaire Carcinome péritonéal primitif |ovarian primary peritoneal registry/
extra-ovarien, Carcinome carcinoma, PPC, Primary
séreux primitif du péritoine, |peritoneal serous
Carcinome séreux péritonéal |carcinoma, Serous surface
primitif papillary carcinoma
CHAMP1 CHAMP1 (Chromosome CHAMP1’s Patient registry
(Phosphoproté Alignment-Maintaining https://champl1foundation.org/just-diagnosed/
ine 1 de Phosphoprotein 1)
maintien de
['alignement
des
chromosomes)
CHD2 CHD2 (Chromodomain CHD2 - Data Collection Program

(Protéine de
liaison a I'ADN
de I'hélicase
chromodomain
e2)

Helicase DNA Binding
Protein 2)-related disorders

https://chd2.rare-x.org/

Cholangiocar

CCA, Cancer des voies

Cholangiocarcinoma, Bile

International Cholangiocarcinoma Patient

Registry Database

cinome biliaires duct cancer, CCA
https://cholangiocarcinoma.org/professionals/
research/patient-reqistry/
Cholangite Cirrhose biliaire primitive, Primary biliary cholangitis, |e Canadian Network for Autoimmune Liver
biliaire Syndrome de Hanot Primary biliary cirrhosis, disease (CaNAL)
primitive Hanot syndrome. https://www.canalreqistry.ca/

Ceci est un registre auquel les médecins
affiliés au registre peuvent y entrer des
données.

e Patient reqistry for Primary Biliary
Cholangitis (PBC)
https://pbcers.org/patient-registry/
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https://connect.invitae.com/en/org/gastriccancerregistry
https://connect.invitae.com/en/org/gastriccancerregistry
https://connect.invitae.com/en/org/gastriccancerregistry
https://connect.invitae.com/en/org/sccoht
https://connect.invitae.com/en/org/sccoht
https://connect.invitae.com/en/org/sccoht
http://sccoht-smarca4.ca/
http://sccoht-smarca4.ca/
https://acpmp.org/patients/acpmp-patient-registry/
https://acpmp.org/patients/acpmp-patient-registry/
https://acpmp.org/patients/acpmp-patient-registry/
https://champ1foundation.org/just-diagnosed/
https://champ1foundation.org/just-diagnosed/
https://chd2.rare-x.org/
https://chd2.rare-x.org/
https://cholangiocarcinoma.org/professionals/research/patient-registry/
https://cholangiocarcinoma.org/professionals/research/patient-registry/
https://www.canalregistry.ca/
https://www.canalregistry.ca/
https://www.canalregistry.ca/
https://pbcers.org/patient-registry/
https://pbcers.org/patient-registry/
https://pbcers.org/patient-registry/
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Cholangite CSP Primary Sclerosing Primary Sclerosing Cholangitis Patient
sclérosante Cholangitis, PSC Registry

primitive https://www.pscpartnersregistry.org
Cholestase |PFIC Progressive familial Regqistre des patients du réseau PFIC

intrahépatique
progressive
familiale

intrahepatic cholestasis,
PFIC

https://www.pfic.org/pfic-patient-registry/

Choroidérémi
e

CHM

Choroideremia, CHM,
Tapetochoroidal dystrophy

CHM Reaqistr
https://www.curechm.org/for-patients-

families/#reqgistry

Registre de patients de Vaincre la cécité
Canada
https://www.fightingblindness.ca/fr/registr
e-de-patients/

Ce registre est disponible en francais.

My Retina Tracker Registry
https://www.oc-
meridian.com/Desktop/Portal/Signup?id=f
fb

Covid longue

Long Covid

QAPC - Québec Action pour Post-Covid
https://post-covid.quebec/fr/accueil/
Questionnaires a remplir en ligne,
disponibles en francais. Il faut contacter
le coordonnateur de I'étude pour y
participer.

You + ME Reqistry + Biobank
https://youandmeregistry.com/
Possibilité de donner un échantillon
biologique.

Cystinose Déficit en transporteur de la  |Cystinosis, Protein defect of |Cure cystinosis International Registry
cystine cystin transport https://www.cystinosisresearch.org/cure-
cystinosis-international-registry/
Cystinurie Syndrome de cystinurie- Cystinuria, Cystinuria- Cystinuria Reqistry
lysinurie lysinuria syndrome https://med.nyu.edu/departments-
institutes/medicine/divisions/nephrology/resea
rch/cystinuria-registry
Il faut envoyer un courriel au coordonnateur
pour s'y inscrire.
Déficit en Déficit en alphal-antitrypsine, |Alpha-1-antitrypsin e Alpha-1 Canadian Reqistry
alpha-1- Déficit en inhibiteur de deficiency, Alpha-1- http://alphalcanadianregistry.com/

antitrypsine

protéase alpha-1

proteinase inhibitor
deficiency, Alphal-
antitrypsin deficiency

The Alpha-1 Research Reqistry
https://www.alphal.org/alphas-friends-
family/resources/participate-in-research/
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https://www.pscpartnersregistry.org/
https://www.pscpartnersregistry.org/
https://www.pscpartnersregistry.org/
https://www.pfic.org/pfic-patient-registry/
https://www.pfic.org/pfic-patient-registry/
https://www.curechm.org/for-patients-families/#registry
https://www.curechm.org/for-patients-families/#registry
https://www.curechm.org/for-patients-families/#registry
https://www.fightingblindness.ca/fr/registre-de-patients/
https://www.fightingblindness.ca/fr/registre-de-patients/
https://www.fightingblindness.ca/fr/registre-de-patients/
https://www.fightingblindness.ca/fr/registre-de-patients/
https://www.oc-meridian.com/Desktop/Portal/Signup?id=ffb
https://www.fightingblindness.ca/patient-registry/
https://www.oc-meridian.com/Desktop/Portal/Signup?id=ffb
https://www.oc-meridian.com/Desktop/Portal/Signup?id=ffb
https://www.oc-meridian.com/Desktop/Portal/Signup?id=ffb
https://post-covid.quebec/fr/accueil/
https://post-covid.quebec/fr/accueil/
https://youandmeregistry.com/
https://youandmeregistry.com/
https://www.cystinosisresearch.org/cure-cystinosis-international-registry/
https://www.cystinosisresearch.org/cure-cystinosis-international-registry/
https://www.cystinosisresearch.org/cure-cystinosis-international-registry/
https://med.nyu.edu/departments-institutes/medicine/divisions/nephrology/research/cystinuria-registry
https://med.nyu.edu/departments-institutes/medicine/divisions/nephrology/research/cystinuria-registry
https://med.nyu.edu/departments-institutes/medicine/divisions/nephrology/research/cystinuria-registry
https://med.nyu.edu/departments-institutes/medicine/divisions/nephrology/research/cystinuria-registry
http://alpha1canadianregistry.com/
http://alpha1canadianregistry.com/
https://www.alpha1.org/alphas-friends-family/resources/participate-in-research/
https://www.alpha1.org/alphas-friends-family/resources/participate-in-research/
https://www.alpha1.org/alphas-friends-family/resources/participate-in-research/
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MALADIE SYNONYMES DISEASE (ENGLISH) Noms et sites web des registres
Déficit en FKRP (Fukutin Related Global FKRP Registry

FKRP Protein) deficiency, https://www.fkrp-reqistry.org/
(Protéine Conditions caused by

reliée a mutations in FKRP

Fukutin)

Déficit en Déficit en GAMT Guanidinoacetate Creatinelnfo Reqistry

guanidinoacét
ate
méthyltransfé
rase

methyltransferase
deficiency, GAMT deficiency

https://creatineinfo.iamrare.org/

Déficit en I-
arginine:glyci
ne
amidinotransf
érase

Déficit en AGAT

L-Arginine:glycine
amidinotransferase
deficiency, AGAT deficiency

Creatinelnfo Reqistry

https://creatineinfo.iamrare.org/

Déficit en
transporteur
de la créatine

Déficit en SLC6A8, Déficit en
transporteur de la créatine lié
alXx

Creatine transporter
deficiency, X-linked creatine
transporter deficiency,
SLC6A8 deficiency

Creatinelnfo Reqistry

https://creatineinfo.iamrare.org/

Déficit familial
en

Déficit en LPL

Familial lipoprotein lipase
deficiency, LPL deficiency

LPLD Connect Patient Insights Network

https://connect.patientcrossroads.org/?org=fnl

a

lipoprotéine o

lipase

Dégénérescen Frontotemporal FTD Disorders Reqistry

ce Degeneration https://ftdregistry.org/?utm_campaign=websit

Frontotempor e ,

ale launch&utm_medium=referral&utm_source=c

urepsp.org

Démence DFT-SLA, Démence fronto- |[Frontotemporal FTD Disorders Reqistry

fronto- temporale avec sclérose degeneration with motor https://ftdregistry.org/?utm_campaign=websit

temporale latérale amyotrophique neuron disease, FTD-ALS, (& ,

avec maladie FTD-MND, Frontotemporal launch&utm_medium=referral&utm_source=c
. . |urepsp.org

du dementia with amyotrophic

motoneurone lateral sclerosis
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https://www.fkrp-registry.org/
https://www.fkrp-registry.org/
https://creatineinfo.iamrare.org/
https://creatineinfo.iamrare.org/
https://creatineinfo.iamrare.org/
https://creatineinfo.iamrare.org/
https://creatineinfo.iamrare.org/
https://creatineinfo.iamrare.org/
https://connect.patientcrossroads.org/?org=fnla
https://connect.patientcrossroads.org/?org=fnla
https://connect.patientcrossroads.org/?org=fnla
https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
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ine synthase)

MALADIE SYNONYMES DISEASE (ENGLISH) Noms et sites web des registres
Démence Vvi-DFT Behavioral variant FTD, bv- |FTD Disorders Reqistry
fronto- FTD, Behavioral variant of |https:/ftdreqgistry.org/?utm_campaign=websit
temporale, frontotemporal dementia (= _
ariante launch&utm_medium=referral&utm_source=c
comportemen Hrepsp.org
tale
Dermatomyos |Dermatomyosite de I'adulte  |Dermatomyositis, Adult e Le reqistre canadien des maladies
ite dermatomyositis neuromusculaires (CNDR)
https://cndrorgfr.wordpress.com/
e The Autoimmune Reqistry
https://www.autoimmunereqgistry.org/
DHPS DHPS (Deoxyhypusine DHPS Patient Reqistry
(Désoxyhypus synthase) https://dhpsreqistry.iamrare.org/

Drépanocytos
e

Anémie a hématies
falciformes, Anémie
falciforme

Sickle cell anemia

Get Connected Patient Powered Registry

https://www.sicklecelldisease.ora/sickle-cell-

health-and-disease/getconnected/

Inclut aussi les personnes avec un diagnostic
suspecté ou a risque.

Dysferlinopat
hie

Anomalie qualitative ou
quantitative de la dysferline

Dysferlinopathy, Qualitative
or quantitative defects of
dysferlin, Limb girdle
muscular dystrophy
2B/R2/Miyoshi myopathy
type 1/Dysferlinopathy

The Dysferlin Reqistry

https://dysferlinreqistry.jain-

foundation.org/#joining

Dyskératose
congénitale

DC, DKC, Syndrome de
Zinsser-Engman-Cole

DKC, Zinsser-Engman-Cole
syndrome

Dyskeratosis congenita, DC,

e TBD/DC - Data Collection Program
https://tbd-dc.rare-x.org/

e Canadian Inherited Marrow Failure
Reqistry
https://www.sickkids.ca/en/care-
services/clinical-departments/cimfr/
Vous pouvez vous y inscrire directement
en envoyant un courriel au
coordonnateur, ou a travers votre
médecin traitant.

Dyskinésie
ciliaire
primitive

DCP

Primary ciliary dyskinesia,
PCD

PCD Foundation Registry (PCDFR)
https://pcdfoundation.org/registry/
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Dysplasie
squelettique

Skeletal Dysplasia

International Skeletal Dysplasia Reqgistry

(ISDR)

https://www.uclahealth.org/ortho/isdr

Inclut aussi les personnes avec un diagnostic
suspecté ou a risque. Tous les participants
doivent fournir le nom d’un médecin pour
obtenir les dossiers du participant.

Dysplasies
ectodermique
S

Syndrome de dysplasie
ectodermique

Ectodermal Dysplasia,
Ectodermal Dysplasia
syndrome

Ectodermal Dysplasias International Reqgistry

https://nfed.patientcrossroads.org/

Dystonie

Dystonia

Global Dystonia Reqistry
https://www.globaldystoniaregistry.org/
Inclut aussi les personnes a risque.

Dystrophie
Musculaire
Congénitale
d'Ullrich

UCMD, Dystrophie
musculaire scléro-atonique,
Maladie d'Ullrich

Congenital muscular
dystrophy, Ullrich type,
Scleroatonic muscular
dystrophy, UCMD, Ullrich
disease

Global Reqistry for COL6-related
dystrophies

https://collagen6.org/

Collecte d'information du patient et des
médecins.

Le reqistre canadien des maladies
neuromusculaires (CNDR)
https://cndrorgfr.wordpress.com/
Congenital Muscle Disease International
Reqistry (CMDIR)
https://www.cmdir.org/index.php?lang=en
-GB

Encouragent la participation de
personnes ayant de la faiblesse
musculaire congénitale mais sans
diagnostic jusqu'a présent.

Dystrophie
musculaire de
Becker

BMD, DMB,
Dystrophinopathie de Becker

Becker muscular dystrophy,
BMD, Becker
dystrophinopathy

The Duchenne reqistry
https://www.duchennereqistry.org/? ga=
2.155538617.367899486.1650380593-
2053444240.1649966140

Inclut aussi les personnes porteuses.

Le reqistre canadien des maladies
neuromusculaires (CNDR)
https://cndrorgfr.wordpress.com/
Congenital Muscle Disease International
Reqistry (CMDIR)
https://www.cmdir.org/index.php?lang=en
-GB

Encouragent la participation de
personnes ayant de la faiblesse
musculaire congénitale mais sans
diagnostic jusqu'a présent.
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Dystrophie
musculaire de
Duchenne

DMD, Dystrophinopathie de
Duchenne

Duchenne muscular
dystrophy, DMD, Severe
dystrophinopathy, Duchenne

type

The Duchenne reqistry
https://www.duchenneregistry.org/? ga=
2.155538617.367899486.1650380593-
2053444240.1649966140

Inclut aussi les personnes porteuses.

Le reqistre canadien des maladies
neuromusculaires (CNDR)
https://cndrorgfr.wordpress.com/
Congenital Muscle Disease International
Reaqistry (CMDIR)
https://www.cmdir.org/index.php?lang=en
-GB

Encouragent la participation de
personnes ayant de la faiblesse
musculaire congénitale mais sans
diagnostic jusgu'a présent.

Dystrophie
musculaire
des ceintures
lige ala

Calpainopathie primaire,
Dystrophie musculaire des
ceintures autosomique
récessive type 2A, Dystrophie

Calpain-3-related limb-girdle
muscular dystrophy,
Autosomal recessive limb-
girdle muscular dystrophy

LGMD2A/R1 Global Patient Registry
https://www.lgmd2a.org/

Le reqistre canadien des maladies
neuromusculaires (CNDR)
https://cndrorgfr.wordpress.com/

calpaine-3 musculaire des ceintures par [type 2A, Calpain-3-related
déficit en calpaine LGMD R1, LGMD type 2A |® Congenital Muscle Disease International
. - o i Reqistry (CMDIR)
Dystrophie musculaire des  [LGMD2A, Limb-girdle - . . _
: . https://www.cmdir.org/index.php?lang=en
ceintures type 2A, LGMD liée |muscular dystrophy due to GB
a la calpaine-3 R1, LGMD calpain deficiency, Limb- Encouragent la participation de
type 2A, LGMD2A girdle muscular dystrophy personnes ayant de la faiblesse
type 2A, Primary musculaire congenitale mais sans
calpainopathy diagnostic jusqu'a présent.
Dystrophie Myotonic Dystrophy e  Myotonic Dystrophy Family Registry
myotonique https://myotonicreqistry.patientcrossroads

-org/

Le reqistre canadien des maladies
neuromusculaires (CNDR)
https://cndrorgfr.wordpress.com/
Congenital Muscle Disease International
Reaqistry (CMDIR)
https://www.cmdir.org/index.php?lang=en
-GB

Encouragent la participation de
personnes ayant de la faiblesse
musculaire congénitale mais sans
diagnostic jusqu'a présent.
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Dystrophie DNAI, Maladie de Infantile neuroaxonal Infantile Neuroaxonal Dystrophy - Data

neuroaxonale [Seitelberger, dystrophy, INAD, INAD1,  |Collection Program

infantile Neurodégénérescence PLAN, Phospholipase A2- [ntips:/infantileneuroaxonaldystrophy.rare-

associée a la phospholipase |associated x.org/
A2, PLAN neurodegeneration,
Seitelberger disease
Encéphalite |EA, EAI Autoimmune encephalitis, |e AEA Research Network
autoimmune AE, AIE https://aealliance.org/what-is-a-reqistry/
e The Autoimmune Reqistry

https://www.autoimmunereqistry.org/

Encéphalomy [EM Myalgic encephalomyelitis, [You + ME Reqistry + Biobank

élite ME https://youandmeregistry.com/

myalgique P_ossit_)ilité de donner un échantillon

biologique.

Encéphalopat KCNQ2-related epileptic e KCNQ?2 Cure International Patient

hie encephalopathy, KCNQ2 Reqistry

épileptique epilepsy, KCNQ2-NEE, https://connect.invitae.com/en/org/kcng2

associée a KCNQ2-related neonatal e KCNQZ2 Contact Registry

KCNQ2 epileptic encephalopathy https://www.kcng2cure.org/contact-
reqistry/
Registre de contacts pour informer les
participants des opportunités de
participer & la recherche.

Encéphalopat |SCN8A SCNB8A Developmental e The Cute Syndrome Foundation Global

hie
épileptique
développeme
ntale SCN8A

Epileptic Encephalopathy,
SNCB8A, SNC8A-DEE

SCNB8A Survey Series
https://tcsfsurveys.iamrare.org/
International lon Channel Epilepsy
Patient Reqistry (IICEPR)
https://sites.google.com/umich.edul/iicepr

Encéphalopat
hie
épileptique et
développeme
ntale associée
a SYNGAP1

SYNGAP1-related
developmental and epileptic
encephalopathy, SYNGAP1-
related DEE

SYNGAP1 (MRD5) Patient Reqgistry
https://syngaplreqistry.iamrare.org/
Syngapl Data Collection Program
https://syngapl.rare-x.org/

Possibilité de donner un échantillon
biologique.

SynGAP _Connect Patient Insights
Network
https://connect.invitae.com/en/org/SynGA
P1

Encéphalopat
hie liée a
STXBP1

STXBP1-related
encephalopathy

SETBP1 - Data Collection Program

https://setbpl.rare-x.org/
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Entérocolite Necrotizing enterocolitis, Natural History Reqistry for Necrotizing

nécrosante NEC Enterocolitis (NEC Reqistry)
https://averysangels.org/nec-reqgistry-3/

Epidermolyse |[EBA Epidermolysis Bullosa EBCare Patient Insights Network

bulleuse Acquisita, EBA, Aquired https://ebcare.patientcrossroads.org/

acquise epidermolysis bullosa

Epilepsie lon Channel Epilepsy International lon Channel Epilepsy Patient

causée par (genes SCN1A, SCN1B,  |Redistry (IICEPR)

dysfonction SCN2A, SCN8A, PCDH19, https://sites.google.com/umich.edul/iicepr

des canaux GABRD, GABRG2, KCNQ?2,

ioniques KCNQ3)

(génes

SCNI1A,

SCN1B,

SCN2A,

SCNB8A,

PCDH19,

GABRD,

GABRG2,

KCNQ?2,

KCNQ?3)

Epilepsie et EEF1A2-related epilepsy EEF1A2 International Reqistry

déficience and intellectual disability https://connect.invitae.com/en/org/EEF1A2

intellectuelle

lié & EEF1A2

Epilepsie Déficit en antiquitine, Pyridoxine-dependent The International PDE Reqistry

pyridoxino-  |Epilepsie vitamine B6- epilepsy, Antiquitin https://www.pdeonline.org/pdereqistry.html

dépendante |dépendante deficiency C’est le médecin traitant qui doit inscrire le

Vitamin B6-dependent
seizures

patient dans le registre.

Fibrodysplasi
e ossifiante
progressive

Maladie de I'homme de
pierre, Myosite ossifiante
progressive

Fibrodysplasia ossificans
progressiva, Myositis
ossificans progressiva,
Stone man syndrome

The FOP Reqistry

https://fopreqistry.org/

Galactosémie

Galactosemia

Galactosemia Patient Reqistry

https://galactosemia.iamrare.org/

Gangliosidose
a GM1

Déficit en GLB1,Déficit en
béta-galactosidase-1,
Maladie de Landing

GM1 gangliosidosis, Beta-
galactosidase-1 deficiency,

GM1 Patient Insights Network

https://connect.invitae.com/en/org/gml
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GLB1 deficiency, Landing
disease

Glomérulonép
hrite

Glomerulonephritis

The GN network & registry

http://www.bcrenal.ca/health-

professionals/clinical-

resources/glomerulonephritis

Il faut faxer le formulaire rempli disponible en
ligne au coordonnateur du registre.

Glycogénose
par déficit en
glucose-6-
phosphatase
de type 1b

Déficit en G6P translocase,
Déficit en G6P type 1b,
Déficit en G6PT type 1b,
GSD type 1b, GSD1b

Glycogen storage disease
due to glucose-6-
phosphatase deficiency type
Ib, GSD1B, G6P deficiency
type Ib, G6P translocase
deficiency, G6PT deficiency

GSD1b Data Collection Program

https://gsdlb.rare-x.org/

Granulomatos
e éosinophile
avec
polyangéite

Angéite allergique
granulomateuse, EGPA,
Syndrome de Churg-Strauss

Eosinophilic granulomatosis
with polyangiitis, Churg-
Strauss syndrome, EGPA,
Granulomatous allergic
angiitis

e Eosinophilic Granulomatosis with
Polyanqiitis (EGPA) Reqistry
https://www.vasculitisfoundation.org/vcrc-
vpprn-egpa-reqistry/

e The Vasculitis Patient-Powered Research
Network (V-PPRN) (extension of the
VCRC Contact Registry)
https://www.vasculitisfoundation.org/rese

arch/vpprn/

e Eosinophilic Connect
Patient Insights Network
https://connect.invitae.com/en/org/apfed

Gynandroblas
tome

Gynandroblastoma

e International Ovarian and Testicular
Stromal Tumor Registry
https://www.otstreqistry.org/who-is-
eligible/enrolling-in-the-registry/

Il faut contacter le coordonnateur pour s'y
inscrire.

Hémangioend
othéliome
épithélioide

Epithelioid
Hemangioendothelioma

e Center for Research and Analysis of
Vascular Tumors (CRAVAT) Patient
Insights Network
https://connect.invitae.com/en/org/cravat

e Rare Benign Vascular Tumor Registry
https://www.cincinnatichildrens.org/servic
e/c/clinical-trials/studies/benign-vascular-
tumor-research
Il faut contacter le coordonnateur pour s'y

inscrire.
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Hémiplégie |HAE, Hémiplégie alternante |Alternating hemiplegia of AHC - Data Collection Program
alternante de |du nourrisson, HAN childhood, AHC https://ahc.rare-x.org/

I'enfance

Hémoglobinur
ie
paroxystique

HPN, Maladie de
Marchiafava-Micheli

Paroxysmal nocturnal
hemoglobinuria,
Marchiafava-Micheli

Global PNH patient reqgistry

https://pnh.iamrare.org/

nocturne disease, PNH

Hémophilie A |Déficit congénital en F8, Hemophilia A, Congenital F8|RCTC- Reqistre canadien des troubles de la
Déficit congénital en FVIII,  |deficiency, Congenital FVIII [coagulation N
Déficit congénital en facteur |deficiency, Congenital https://www.hemophilia.ca/fr/monrctc/
VIII Factor VIl deficiency

Hémophilie B |Déficit congénital en F9, Hemophilia B, Christmas RCTC- Reqistre canadien des troubles de la

Déficit congénital en facteur
IX, Maladie de Christmas

disease, Congenital F9
deficiency, Congenital factor
IX deficiency

coagulation
https://www.hemophilia.ca/fr/monrctc/

Hidrosadénite
suppurée

Hidradenitis Suppurativa

Global Hidradenitis Suppurativa COVID-19

Reqistry
https://hscovid.ucsf.edu/global-hidradenitis-

suppurativa-covid-19-reqistry

Pour les personnes avec hidrosadénite
suppurée qui ont contracté la Covid-19.

Homocystinur
ie

Déficit en cystathionine béta-
synthase

Homocystinuria,
Cystathionine beta-synthase
deficiency

Homocystinuria - Data Collection Program

https://homocystinuria.rare-x.org/

Hydrocéphalie

Hydrocephalus

Hydrocephalus Patient Insights Network
https://connect.invitae.com/en/org/hydroc
ephalus

Hydrocephalus Patient Registry
https://www.hydroassoc.org/join-the-
hydrocephalus-patient-registry/

Hyperinsulinis
me congénital

HHPE, Hyperinsulinisme
congénital de I'enfant,
Hypoglycémie
hyperinsulinémique
persistante de I'enfant

Congenital hyperinsulinism,
PHHI, Persistent
hyperinsulinemic
hypoglycemia of infancy

HI Global Reqistry

https://www.higlobalreqistry.org/
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https://www.hydroassoc.org/join-the-hydrocephalus-patient-registry/
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Hyperplasie |Hyperplasie surrénalienne Congenital adrenal e Registre I-CAH

congénitale |congénitale, HCS, Syndrome |hyperplasia, CAH, Adreno- https://home.i-cah.org/

des adréno-génital genital syndrome Les informations du patient sont entrées
surrénales par le médecin traitant.

e CAHtalog Reqistry
https://picnichealth.com/CAH
Pour personnes vivant aux Etats-Unis
seulement.

Hypersomnie
idiopathique

Somnolence excessive
idiopathique

Idiopathic hypersomnia,
Idiopathic excessive
sleepiness

International Hypersomnia Patient Reqistry

https://www.hypersomniafoundation.org/reqist

ry/

Pour toute personne diagnostiquée avec un
trouble central d'hypersomnolence ou
d'hypersomnie.

Hypertension
intracranienne
idiopathique

HIl, Hypertension
intracranienne bénigne, IIH,
Pseudotumeur cérébrale,
Pseudotumor cerebri

Idiopathic intracranial
hypertension, Benign
intracranial hypertension,
IIH, Pseudotumor cerebri

The | Have |IH Foundation Patient Insights

Network
https://connect.invitae.com/en/org/ihiih

Hyperthermie

Malignant Hyperthermia

North American Malignant Hyperthermia

Reqistry (NAMHR)

maligne
https://anest.ufl.edu/namhr/
Les formulaires doivent étre remplis par les
participants et leur médecin.
Hypomyeélinis |H-ABC, Hypomyélinisation  |Hypomyelination with H-ABC/TUBBA4A Data Collection Program
ation avec avec atrophie des ganglions |atrophy of basal ganglia and [nttps://h-abc-tubb4a.rare-x.org/
atrophie des |de la base et du cervelet cerebellum, H-ABC
noyaux gris
centraux et du
cervelet
Hypoparathyr Hypoparathyroidism HypoPARAthyroidism - Data Collection
oidie Program
https://hypoparathyroidism.rare-x.org/
Hypophospha |HPP, Maladie de Rathbun, |Hypophosphatasia, HPP, HPP Patient Reqistry
tasie Phosphoéthanolaminurie Phosphoethanolaminuria,  |https:/softbones.org/research/
Rathbun disease
Insomnie IFF Fatal familial insomnia e PRIONConnect Patient Insights Network

familiale fatale

https://connect.invitae.com/en/org/prion
e Prion Reqistry

https://prionreqistry.org/

Les participants peuvent se faire

contacter pour des opportunités de

recherche futures.
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https://home.i-cah.org/
https://home.i-cah.org/
https://picnichealth.com/CAH
https://picnichealth.com/CAH
https://www.hypersomniafoundation.org/registry/
https://www.hypersomniafoundation.org/registry/
https://www.hypersomniafoundation.org/registry/
https://connect.invitae.com/en/org/ihiih
https://connect.invitae.com/en/org/ihiih
https://connect.invitae.com/en/org/ihiih
https://anest.ufl.edu/namhr/
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Insuffisance
surrénalienne

IS

Adrenal insufficiency, Al

Adrenal Insufficiency United Reqistry

https://connect.invitae.com/en/org/aiunited

Léiomyosarco
me

Leiomyosarcoma

Count me in
https://joincountmein.org/Ims

Leucodystrop
hie 4H

Leucodystrophie
hypomyélinisante associée a
POLR

4H Leukodystrophy, POLR-
related leukodystrophy

4H Leukodystrophy Data - Collection

Program
https://4hleukodystrophy.rare-x.org/

Leucodystrop |Déficit en arylsulfatase A, Metachromatic The Natural History of Metachromatic

hie MLD leukodystrophy, Leukodystrophy (HOME) Study
métachromati Arylsulfatase A deficiency, |Ditps:/mldhomestudy.iamrare.org/

que MLD

Leucoencéph |Syndrome CACH,Ataxie Vanishing white matter Global reqistry for patients with Vanishing
alopathie avec|infantile avec disease, CACH Syndrome, [White Matter (VWM)

perte de hypomyélinisation diffuse du |Childhood ataxia with diffuse[1tS://www.vwmconsortium.org/register-as-
substance systeme nerveux central, central nervous system vanishing-white-matter-patient/

blanche Myélinolyse centrale diffuse |hypomyelination,

Leukoencephalopathy with
vanishing white matter,
Myelinosis centralis diffusa

Lipodystrophi
e

Lipodystrophy

Lipedema Foundation Reqistry

https://www.lipedema.org/reqistry

Ce registre est disponible en francais.

Lipoedeme |Adipose douloureuse, Adiposis dolorosa, e Lipedema Foundation Reqistry
Lipomatose symétrique Adiposalgia, Adipose tissue, https://www.lipedema.org/reqgistry
douloureuse, Maladie de heumatism, Dercum Ce registre est disponible en frangais.
Dercum, Neurolipomatose  |disease, Lipomatosis * International Lymphatic Disease and
douloureuse de Dercum dolorosa Lymphedema Patient Registry &

Biorepository
https://lymphaticnetwork.org/living-with-
lymphedemalresearchers-need-you
Demande une implication du médecin
traitant. Possibilité de fournir un
échantillon biologique.

Lipomatose Familial Multiple Lipedema Foundation Registry

multiple Lipomatosis https://www.lipedema.org/reqistry

familiale Ce registre est disponible en francais.
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Lupus LES Systemic lupus Southern Alberta Registry for Lupus
érythémateux erythematosus, SLE Erythematosus
disséminé https://www.ucalgary.ca/research/particip
ate/study/12964/starlet-southern-alberta-
reqistry-lupus-erythematosus
Il faut contacter le coordonnateur pour s'y
inscrire. La participation implique une
visite sur place au pour compléter
I'histoire médicale et des questionnaires.
The Autoimmune Registry
https://www.autoimmunereqistry.org/
Lymphcedéme Lymphedema International Lymphatic Disease and
Lymphedema Patient Reqistry &
Biorepository
https://lernreqistry.stanford.edu/
Demande une implication du médecin
traitant. Possibilité de fournir un
échantillon biologique.
Lipedema Foundation Reqistry
https://www.lipedema.org/reqistry
Ce registre est disponible en francais.
Lymphome Lymphome B d'évolution Double Hit Lymphoma, High [Double Hit Lymphoma Patient Insights
double-hit agressive avec un grade B-cell lymphoma with [Network o
réarrangement de MYC et/ou [MYC and/ or BCL2 and/or  |NttpS:/connect.invitae.com/en/org/tdhlf
BCL2 et/ou BCL6 BCL6 rearrangement
Mal de MdD Mal de debarquement, Mal de débarquement syndrome (MdDS)
débarquement Disembarkment syndrome, Foundation Patient Insights Network
MdD, MdDS, Sickness of https://connect.invitae.com/en/org/mdds
disembarkment Vestibular Disorder Association Patient
Insight Network
https://connect.invitae.com/en/?org=veda
Maladie de Déficit en ACY2, Déficit en  |Canavan Disease,ACY2 Canavan Disease Research Patient Insights
Canavan aminoacylase 2, Déficit en deficiency, Aminoacylase 2 [Network o
aspartoacylase, deficiency, Aspartoacylase https://connect.invitae.com/en/org/canavan
Dégénérescence spongieuse |deficiency, Spongy
du cerveau degeneration of the brain
Maladie de Hyperplasie ganglionnaire Castleman disease, ACCELERATE reqistry
Castleman |angiofolliculaire, Hyperplasie |Angiofollicular ganglionic ~ [www.cdcn.org/patients-loved-ones/join-the-

lymphoide angiofolliculaire,

Pseudotumeur de Castleman,

MC

hyperplasia, Angiofollicular
lymph hyperplasia,
Castleman tumor, giant
benign lymphoma,giant
lymph node hyperplasia,

reqistry/
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hamartoma of the
lymphatics
Maladie de Trypanosomiase américaine, (Chagas disease, American |Chagas Disease Foundation Patient Insights
Chagas Trypanosomose américaine |trypanosomiasis Network
https://connect.invitae.com/en/org/Chagas
Maladie de Neuropathie sensitivo-motrice|Charcot-Marie-Tooth e Global Registry for Inherited
Charcot- héréditaire, disease, Hereditary motor Neuropathies (GRIN)
Marie-Tooth  |CMT/HMSN,europathie and sensory neuropathy, https://www.hnf-cure.org/registry/
héréditaire de Charcot-Marie- CMT/HMSN, Charcot-Marie-|®  Le registre canadien des maladies
Tooth Tooth hereditary neuropathy neuromusculaires (CNDR)
https://cndrorgfr.wordpress.com/
Maladie de Maladie de Charcot-Marie- |[CMT4B3, Charcot-Marie- |CMT4B3 Rare-X Data Collection Program
Charcot- Tooth avec repli localisé de la|Tooth disease type 4B3, https://www.cmt4b3research.org/data-
Marie-Tooth  |myéline Charcot-Marie-Tooth collection
type 4B3 disease with focally folded
myelin
Maladie de Anévrisme miliaire de Leber, |Coats Disease, Congenital |e Coats’ Disease Patient Registry
Coats Télangiectasie rétinienne retinal telangiectasia, Leber .https://connect.invitae.com/en/org/coats
congenitale miliary aneurysm e Registre de patients de Vaincre la cécité
Canada
https://www.fightingblindness.ca/fr/reqistr
e-de-patients/
Ce registre est disponible en francais.
Maladie de Creutzfeldt-Jakob disease |e PRIONConnect Patient Insights Network
Creutzfeldt- https://connect.invitae.com/en/org/prion
Jakob e Prion Reqistry

https://prionregistry.org/

Les participants peuvent se faire
contacter pour des opportunités de
recherche futures.
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Maladie de Néphrolithiase liée a I'X, Dent disease, Dent e Dent Disease Reqistry
Dent Protéinurie de faible poids syndrome, Low-molecular- https://med.nyu.edu/departments-
moléculaire avec weight proteinuria with institutes/medicine/divisions/nephrology/r
hypercalciurie et hypercalciuria and esearch/dent-disease-registry .
néphrocalcinose, Syndrome |nephrocalcinosis, Renal il:]fsa(\:t:itrgf)ntacter le coordonnateur pour s'y
de Dent, Syndrome de Fanconi syndrome with . .
Fanconi rénal- nephrocalcinosis and renal * Dent Dlseas_e Daa Colecton Progra
) i i https://dentdisease.rare-x.org/
néphrocalcinose-calculs stones, X-linked recessive
rénaux hypercalciuric
hypophosphatemic rickets,
X-linked recessive
nephrolithias
Maladie Erdheim-Chester disease  |Reqistry For Patients With Erdheim-Chester
d'Erdheim- Disease
Chester https://redcap.mskcc.org/surveys/?s=JXWLJ
MMXFED
Registre initié et géré par des chercheurs
auquel les participants peuvent s’inscrire en
ligne.
Maladie de Déficit en GALC, Déficiten  |Krabbe disease, GALC Krabbe CURES
Krabbe galactocérébrosidase, Déficit |deficiency, https://krabbecures.iamrare.org/
en galactosylcéramidase, Galactocerebrosidase
Leucodystrophie a cellules  |deficiency,
globoides Galactosylceramidase
deficiency, Globoid cell
leukodystrophy
Maladie de Borréliose de Lyme Lyme Disease, Lyme e Canadian Lyme Disease Research
Lyme borreliosis Network (CLYDRN)
https://www.clydrn.ca/about-the-network/
Registre et biobanque.
e MylymeData
https://www.mylymedata.org/
Maladie de Maladie de Moyamoya Moyamoya disease, Global Moyamoya Patient Reqistry
Moyamoya |idiopathique Idiopathic Moyamoya https://moyamoya-foundation.org/registry

disease
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Maladie de
Niemann-Pick

Déficit en sphingomyélinase
acide, ASMD, Déficit en
sphingomyélinase acide,
forme neuro-viscérale
chronique, ASMD neuro-
viscérale chronique, type A/B

Niemann-Pick Disease, Acid
Sphingomyelinase
Deficiency, ASMD, Acid
Sphingomyelinase-deficient
, ASM-deficient Niemann-
Pick Disease, Chronic
neurovisceral ASMD, NPD-
A/B

International Niemann-Pick Disease Registry

https://inpdr.org/

Le médecin traitant entre les données dans le
registre.

Maladie de Leucodystrophie sudanophile [Pelizaeus-Merzbacher PMD Natural History Study
Pelizaeus- de Pelizaeus-Merzbacher, |disease, Diffuse familial https://www.pmdfoundation.org/pmd-natural-
Merzbacher |Sclérose cérébrale de brain sclerosis, PMD, history-study
(PMD) Pelizaeus-Merzbacher, Pelizaeus-Merzbacher brain
Sclérose cérébrale diffuse sclerosis
familiale Sudanophilic
leukodystrophy, Paelizeus-
Merzbacher type
Maladie de Déficit en phytanoyl-CoA Refsum disease, Adult e Global Patient Reqistry for Refsum
Refsum dioxygénase, Hérédopathie |Refsum disease, Classic Disease
ataxique po|ynévritique, Refsum disease, HMSN 4, https://www.defeatadultrefsumeverywher
Maladie de Refsum HMSN IV, Hereditary motor e.org/refsum-patient-registry
classique, Maladie de and sensory neuropathy * Egg:éf de patients de Vaincre la cécite
Refsum de. Iadultc.e,. . type 4, Hereditary motor and https://www.fightingblindness.ca/fr/reqistr
Neuropathie sensitivo-motrice|sensory neuropathy type IV, e-de-patients/
heréditaire type 4, Heredopathia atactica Ce registre est disponible en francais.
Neuropathie sensitivo-motrice|polyneuritiformis, Phytanic- |e Ny Retina Tracker Registry
héréditaire type IV CoA hydroxylase deficiency https://www.oc-
meridian.com/Desktop/Portal/Signup?id=f
fb
Maladie de Déficit en hexosaminidases A [Sandhoff disease, GM2 GM2 Tay-Sachs and Sandhoff Disease
Sandhoff et B, Gangliosidose a GM2, |gangliosidosis 0 variant, Patient Insights Network
variant O Hexosaminidases A and B |NttPs://connect.invitae.com/en/org/gm2
deficiency
Maladie de Déficit en hexosaminidase A, [Tay-Sachs disease, GM2 |GM2 Tay-Sachs and Sandhoff Disease
Tay-Sachs  |Gangliosidose & GM2 gangliosidosis, B, B1 Patient Insights Network

variants B, B1

variant, Hexosaminidase A
deficiency

https://connect.invitae.com/en/org/gm2
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https://connect.invitae.com/en/org/gm2
https://connect.invitae.com/en/org/gm2
https://connect.invitae.com/en/org/gm2
https://connect.invitae.com/en/org/gm2
https://connect.invitae.com/en/org/gm2
https://connect.invitae.com/en/org/gm2
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Maladie de Angiomatose Von Hippel-Lindau disease, |[MyVHL: Patient Natural History Study
von Hippel- |cérébellorétinienne de von  |Familial cerebelloretinal https://databank.vhl.org/
Lindau Hippel-Lindau, Angiomatose [angiomatosis, Lindau
cérébellorétinienne familiale, |disease, VHL, Von Hippel-
Angiomatose Lindau syndrome
rétinocérébelleuse de von
Hippel-Lindau, Maladie de
Lindau
Maladie de Maladie de von Willebrand  [Von Willebrand disease, RCTC- Reqistre canadien des troubles de la
von constitutionnelle, Maladie de [Hereditary von Willebrand ~|coagulation N
Willebrand  |von Willebrand héréditaire  |disease https://www.hemophilia.ca/fr/monrctc/
Maladie de Dégénérescence hépato- Wilson disease, Wilson Disease Association Patient Registry
Wilson lenticulaire hepatolenticular Study
degeneration https://wilsondisease.org/living-with-wilson-
disease/patient-reqistry-study/
Il faut contacter le coordonnateur pour s'y
inscrire.
Maladie des |APBD Adult polyglucosan body APBDRF FAN Natural History Study.
corps de disease, APBD https://apbd-fan.iamrare.org/
polyglucosan
e de l'adulte
Maladie des Morgellons Disease, Morgellons Global Data Registry
Morgellons Morgellons https://connect.invitae.com/en/org/cehf
Maladie Ascite gélatineuse, PMP, Pseudomyxoma peritonei, |[ACPMP Patient Reqistry
gélatineuse  |Pseudomyxome péritonéal  |Adenomucinosis, Gelatinous https://acpmp.ora/patients/acpmp-patient-
du péritoine ascites, PMP registry/
Maladie GATAD2B-associated GAND Patient Reqistry

neurodévelop

neurodevelopmental

https://www.gatad2b.org/registry.html

pementale disorder, GAND syndrome

associée a

GATAD2B

Maladies a Maladie & prion humaine Human prion diseases, e PRIONConnect Patient Insights Network

prion humaine

génétique, Maladie a prions
familiale

Familial prion disease,
Genetic human prion
disease

https://connect.invitae.com/en/org/prion

Prion Reqistry
https://prionregistry.org/

Les participants peuvent se faire
contacter pour des opportunités de
recherche futures.

REPERTOIRE DE REGISTRES DE MALADIES RARES - Regroupement québécois des maladies orphelines

Derniére mise a jour: Décembre 2023
Page 26 de 49


https://databank.vhl.org/
https://www.hemophilia.ca/fr/monrctc/
https://www.hemophilia.ca/fr/monrctc/
https://www.hemophilia.ca/fr/monrctc/
https://wilsondisease.org/living-with-wilson-disease/patient-registry-study/
https://wilsondisease.org/living-with-wilson-disease/patient-registry-study/
https://wilsondisease.org/living-with-wilson-disease/patient-registry-study/
https://wilsondisease.org/living-with-wilson-disease/patient-registry-study/
https://apbd-fan.iamrare.org/
https://apbd-fan.iamrare.org/
https://connect.invitae.com/en/org/cehf
https://connect.invitae.com/en/org/cehf
https://acpmp.org/patients/acpmp-patient-registry/
https://acpmp.org/patients/acpmp-patient-registry/
https://acpmp.org/patients/acpmp-patient-registry/
https://www.gatad2b.org/registry.html
https://www.gatad2b.org/registry.html
https://connect.invitae.com/en/org/prion
https://connect.invitae.com/en/org/prion
https://prionregistry.org/
https://prionregistry.org/
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Malformation
capillaire-
malformation
artérioveineus
e

CM-AVM

Capillary malformation-
arteriovenous malformation,
CM-AVM

RASNet Contact Reqistry

https://rasopathiesnet.org/patient-reqistry-

coming-soon/
Registre de contact seulement. Il faut
contacter le coordonnateur pour s’y inscrire.

Malformation
d'Arnold-
Chiari

Malformation d'Arnold-Chiari,
Malformation de Chiari

Arnold-Chiari malformation,
Chiari malformation

e Bobby Jones CSF International Patient
Regqistry for Chiari malformation,
syringomyelia and related disorders (RD)
https://bobbyjonescsf.org/i-am-
patient/reqistry/

e Worldwide Syringomyelia & Chiari Task
Force (WSCTF) SYRINGOMYELIA AND
CHIARI WORLDWIDE REGISTRY
https://www.wstfcure.org/wsctf-
syringomyelia-and-chiari-worldwide-
registry.html
Registre non-actif actuellement. On peut
laisser son adresse courriel pour étre
informé quand le registre sera actif.

Mastocytose
cutanée ou
systémique

Cutaneous or systemic
mastocytosis

e The Mastocytosis Reqistry
https://www.mastocytosis.ca/en/get-
involved/join-the-mastocytosis-reqistry
Il faut contacter le coordonnateur pour s’y
inscrire.

e Mast Cell Connect Patient Reqistry
https://tmsforacure.org/research/mast-
cell-disorder-patient-registries/

Mélanome des

Mucosal melanoma,

RARE Melanoma Patient Insights Network

https://connect.invitae.com/en/org/raremelano

muqueuses Mucosal lentiginous

melanoma ma
Mélanome Mélanome acral, Mélanome |Acral melanoma, Acral RARE Melanoma Patient Insights Network
lentigineux acral lentigineux lentiginous melanoma https://connect.invitae.com/en/org/raremelano
des ma
extrémités
Mélanome Mélanome choroidien, Uveal melanoma, Choroidal [e The Patient Powered Ocular Melanoma
uvéal Mélanome de l'iris melanoma, Iris melanoma Reqistry

https://melanoma.org/visionreqistry/
e A Global Ocular Melanoma Patient

Reqistry
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https://rasopathiesnet.org/patient-registry-coming-soon/
https://rasopathiesnet.org/patient-registry-coming-soon/
https://rasopathiesnet.org/patient-registry-coming-soon/
https://bobbyjonescsf.org/i-am-patient/registry/
https://bobbyjonescsf.org/i-am-patient/registry/
https://bobbyjonescsf.org/i-am-patient/registry/
https://bobbyjonescsf.org/i-am-patient/registry/
https://bobbyjonescsf.org/i-am-patient/registry/
https://www.wstfcure.org/wsctf-syringomyelia-and-chiari-worldwide-registry.html
https://www.wstfcure.org/wsctf-syringomyelia-and-chiari-worldwide-registry.html
https://www.wstfcure.org/wsctf-syringomyelia-and-chiari-worldwide-registry.html
https://www.wstfcure.org/wsctf-syringomyelia-and-chiari-worldwide-registry.html
https://www.wstfcure.org/wsctf-syringomyelia-and-chiari-worldwide-registry.html
https://www.wstfcure.org/wsctf-syringomyelia-and-chiari-worldwide-registry.html
https://www.mastocytosis.ca/en/get-involved/join-the-mastocytosis-registry
https://www.mastocytosis.ca/en/get-involved/join-the-mastocytosis-registry
https://www.mastocytosis.ca/en/get-involved/join-the-mastocytosis-registry
https://tmsforacure.org/research/mast-cell-disorder-patient-registries/
https://tmsforacure.org/research/mast-cell-disorder-patient-registries/
https://tmsforacure.org/research/mast-cell-disorder-patient-registries/
https://connect.invitae.com/en/org/raremelanoma
https://connect.invitae.com/en/org/raremelanoma
https://connect.invitae.com/en/org/raremelanoma
https://connect.invitae.com/en/org/raremelanoma
https://connect.invitae.com/en/org/raremelanoma
https://connect.invitae.com/en/org/raremelanoma
https://melanoma.org/visionregistry/
https://melanoma.org/visionregistry/
https://melanoma.org/visionregistry/
https://insight.iamrare.org/
https://insight.iamrare.org/
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Myopathie de |Myopathie autosomique

Bethlem myopathy, Benign

Global Reqistry for COL6-related

Bethlem dominante bénigne autosomal dominant dystrophies
myopathy https://collagen6.org/
Collecte d'information du patient et des
médecins.

e |e registre canadien des maladies
neuromusculaires (CNDR)
https://cndrorgfr.wordpress.com/

e Congenital Muscle Disease International
Registry (CMDIR)
https://www.cmdir.org/index.php?lang=en
-GB
Encouragent la participation de
personnes ayant de la faiblesse
musculaire congénitale mais sans
diagnostic jusqu'a présent.

Myopathie CNM, MCN Centronuclear myopathy, e International Family Reaqistry for

centronucléair

e

CNM

Encouragent la participation de personnes
ayant de la faiblesse musculaire congénitale
mais sans diagnostic jusqu'a présent.

Centronuclear and Myotubular
Myopathies
https://www.joshuafrase.org/research/get
-involved/global-map.php

Le reqistre canadien des maladies
neuromusculaires (CNDR)
https://cndrorgfr.wordpress.com/
Congenital Muscle Disease International
Registry (CMDIR)
https://www.cmdir.org/index.php?lang=en
-GB

Myopathie
congénitale

myotubulaire

Myotubular myopathy

Encouragent la participation de personnes
ayant de la faiblesse musculaire congénitale
mais sans diagnostic jusqu'a présent.

International Family Reqistry for
Centronuclear and Myotubular
Myopathies
https://www.joshuafrase.org/research/get
-involved/global-map.php

Le reqistre canadien des maladies
neuromusculaires (CNDR)
https://cndrorgfr.wordpress.com/
Congenital Muscle Disease International
Reqistry (CMDIR)
https://www.cmdir.org/index.php?lang=en
-GB
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https://collagen6.org/
https://collagen6.org/
https://cndrorgfr.wordpress.com/
https://cndrorgfr.wordpress.com/
https://cndrorgfr.wordpress.com/
https://www.cmdir.org/index.php?lang=en-GB
https://www.cmdir.org/index.php?lang=en-GB
https://www.cmdir.org/index.php?lang=en-GB
https://www.cmdir.org/index.php?lang=en-GB
https://www.joshuafrase.org/research/get-involved/global-map.php
https://www.joshuafrase.org/research/get-involved/global-map.php
https://www.joshuafrase.org/research/get-involved/global-map.php
https://www.joshuafrase.org/research/get-involved/global-map.php
https://www.joshuafrase.org/research/get-involved/global-map.php
https://cndrorgfr.wordpress.com/
https://cndrorgfr.wordpress.com/
https://cndrorgfr.wordpress.com/
https://www.cmdir.org/index.php?lang=en-GB
https://www.cmdir.org/index.php?lang=en-GB
https://www.cmdir.org/index.php?lang=en-GB
https://www.cmdir.org/index.php?lang=en-GB
https://www.joshuafrase.org/research/get-involved/global-map.php
https://www.joshuafrase.org/research/get-involved/global-map.php
https://www.joshuafrase.org/research/get-involved/global-map.php
https://www.joshuafrase.org/research/get-involved/global-map.php
https://www.joshuafrase.org/research/get-involved/global-map.php
https://cndrorgfr.wordpress.com/
https://cndrorgfr.wordpress.com/
https://cndrorgfr.wordpress.com/
https://www.cmdir.org/index.php?lang=en-GB
https://www.cmdir.org/index.php?lang=en-GB
https://www.cmdir.org/index.php?lang=en-GB
https://www.cmdir.org/index.php?lang=en-GB
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NAA10 Syndrome d'Ogden, NAA10, Ogden Syndrome, |e Etude sur le NAA1O
Syndrome d'aspect Premature aging https://www.naal0gene.com/research
progérioide-retard de appearance-developmental Il faut contacter le coordonnateur pour s'y
développement-arythmie delay-cardiac arrhythmia inscnre.
cardiaque syndrome e ORIGINAL Ogden Syndrome - Data
Collection Program
https://1ogden.rare-x.org/
Narcolepsie |Narcolepsie avec ou sans Narcolepsy, Narcolepsy with|e  Hypersomnia Foundation Reqistry

cataplexie

or without cataplexy

https://www.hypersomniafoundation.org/r
eqistry/

Pour toute personne diagnostiquée avec
un trouble central d'hypersomnolence ou
d'hypersomnie.

CATNAP® Pediatric Narcolepsy Reqistry
https://catnap.healthie.net/welcome

Pour les enfants (<18 ans) souffrant de
narcolepsie et leurs proches.

Neurinome de

Schwannome vestibulaire

Vestibular schwannoma,

Acoustic Neuroma Association Patient

l'acoustique Acoustic neurilemoma, Insights Network
Acoustic neurinoma, https://connect.invitae.com/en/org/ana
Acoustic neuroma e Vestibular Disorder Association Patient
Insight Network
https://connect.invitae.com/en/?org=veda
Neurodégénér BPAN, Encéphalopathie Beta-propeller protein- BPAN - Data Collection Program
escence statique de I'enfant avec associated https://bpan.rare-x.org/
associée a neurodégénérescence chez |neurodegeneration, BPAN,

une protéine
béta-propeller

l'adulte, NBIAS,
Neurodégénérescence avec
surcharge cérébrale en fer
type 5, SENDA

NBIA5, Neurodegeneration
with brain iron accumulation
type 5, SENDA, Static
encephalopathy of childhood
with neurodegeneration in
adulthood

Neurofibromat
osetypel

Maladie de Recklinghausen,
NF1

Neurofibromatosis type 1,
NF1, Von Recklinghausen
disease

NF REGISTRY
https://www.nfreqgistry.org/insight/prd/#/w
elcome

RASNet Contact Reqistry
https://rasopathiesnet.org/patient-
reqgistry-coming-soon/

Registre de contact seulement. |l faut
contacter le coordonnateur pour s’y
inscrire.

Neurofibromat
ose type 2

NF2, Neurinome de
l'acoustique familial, Neurome
de l'acoustique familial,

Neurofibromatosis type 2,
NF2

NF REGISTRY
https://www.nfreqistry.org/insight/prd/#/w
elcome

NF2 Biobank
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https://www.naa10gene.com/research
https://www.naa10gene.com/research
https://1ogden.rare-x.org/
https://1ogden.rare-x.org/
https://1ogden.rare-x.org/
https://www.hypersomniafoundation.org/glossary/hypersomnia/
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https://www.hypersomniafoundation.org/registry/
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https://rasopathiesnet.org/patient-registry-coming-soon/
https://www.nfregistry.org/insight/prd/#/welcome
https://www.nfregistry.org/insight/prd/#/welcome
https://www.nfregistry.org/insight/prd/#/welcome
https://nf2biosolutions.org/gene-therapy-and-nf2/open-access-nf2-tissues-cells-bank/
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Schwannome vestibulaire
familial

https://nf2biosolutions.org/gene-therapy-
and-nf2/open-access-nf2-tissues-cells-
bank/

Pour faire un don de tissu a la
biobanque.

Neuropathie
motrice
multifocale

MMN, MMNCB, NMMBC,
Neuropathie motrice
multifocale a bloc de
conduction

Multifocal motor neuropathy,
MMN, MMNCB, Multifocal
motor neuropathy with
conduction block

Guillain-Barré Syndrome | Chronic
Inflammatory Demyelinating
Polyneuropathy, MMN, Anti-Mag Reqistry
https://gbs-cidp.iamrare.org/

e Le reqistre canadien des maladies
neuromusculaires (CNDR)
https://cndrorgfr.wordpress.com/

Neuropathie
optique
héréditaire de
Leber

Atrophie optique de Leber,
LHON

Leber hereditary optic
neuropathy, LHON, Leber
optic atrophy

e | HON - Data Collection Program
https://lhon.rare-x.org/

e Reqistre de patients de Vaincre la cécité
Canada
https://www.fightingblindness.ca/fr/registr

e-de-patients/
Ce registre est disponible en francais.

Neutropénie
congénitale
sévere

Severe chronic neutropenia,
Severe congenital
neutropenia

The Severe Chronic Neutropenia

International Reqgistry

WWW.Schir-neutropenia.uw.edu/

Il faut contacter le coordonnateur pour s'y
inscrire.

Neutropénie

Neutropénie chronique

Adult idiopathic neutropenia,

The Severe Chronic Neutropenia

idiopathique |idiopathique de I'adulte Adult chronic idiopathic International Registry
de I'adulte neutropenia WWW.Schir-neutropenia.uw.edu/
Il faut contacter le coordonnateur pour s'y
inscrire.
Ostéogénese |Ol, Maladies des os de verre, |Osteogenesis imperfecta, |e Osteogenesis Imperfecta (Ol) Reqistry
imparfaite Maladie de Lobstein Brittle bone disease, Glass https://oif.org/oireqistry/

bone disease, Lobstein
disease, Ol

Pachyonychie

PC

Pachyonychia congenita,

International PC Research Registry (IPCRR)

congénitale PC https://www.pachyonychia.org/patient-
reqistry/
Paralysie Syndrome PSP Progressive supranuclear |FTD Disorders Registry

supranucléair
e progressive

palsy, PSP syndrome

https://ftdreqistry.org/?utm_campaign=websit

e-
launch&utm medium=referral&utm_source=c

urepsp.org

Pemphigoide

Pemphigoid

IPPF Natural History Registry

https://pemphigus.iamrare.org/
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https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
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https://pemphigus.iamrare.org/

RQMO 2,

REGROUPEMENT QUEBECOQIS
DES MALADIES ORPHELINES "

MALADIE

SYNONYMES

DISEASE (ENGLISH)

Noms et sites web des registres

Pemphigus

Pemphigus

IPPF Natural History Reqgistry

https://pemphigus.iamrare.org/

Phénylcétonu
rie

Déficit en PAH, Déficit en
phénylalanine hydroxylase,
PCU PKU

Phenylketonuria, PAH
deficiency, PKU,
Phenylalanine hydroxylase
deficiency

PKU patient registry

https://pku.iamrare.org/

Polyendocrin
opathie auto-
immune type
1

APS type 1, APS1, Syndrome
APECED, Syndrome HAM,
Syndrome MEDAC,
Syndrome
d'hypoparathyroidie auto-
immune-candidose
chronique-maladie d'Addison,
Syndrome de déficit
endocrinien multiple-maladie
d'Addison-candidose,
Syndrome de
polyendocrinopathie auto-
immune-candidose-
dystrophie ectodermique,
Syndrome polyglandulaire
auto-immun type 1

Autoimmune
polyendocrinopathy type 1,
APECED syndrome, APS
type 1, APS1, Autoimmune
hypoparathyroidism-chronic
candidiasis-Addison disease
syndrome, Autoimmune
polyendocrine syndrome
type 1, Autoimmune
polyendocrinopathy-
candidiasis-ectodermal
dystrophy syndrome,
Autoimmune polyglandular
syndrome type 1, HAM
syndrome,
Hypoparathyroidism-
Addison disease-
mucocutaneous candidiasis
syndrome, MEDAC
syndrome, Multiple
endocrine deficiency-
Addison disease-candidiasis
syndrome

APS1 Autoimmune Polyglandular
Syndrome type 1 Reqistry
https://apstypel.iamrare.org/
Autoimmune Reqistry
https://www.autoimmunereqistry.org/

Polymicrogyri
es

Polymicrogyria

PMG Awareness Patient Insights Network

https://connect.invitae.com/en/org/pmg

Polyneuropat
hie associée a
une
gammopathie
monoclonale
IgM ayant une
activité anti-
MAG

Neuropathie anti-MAG,
Neuropathie associée a une
IgM monoclonale anti-MAG,
Neuropathie associée a une
IgM monoclonale anti-
glycoprotéine associée a la
myéline

Polyneuropathy associated
with IgM monoclonal
gammapathy with anti-MAG,
Anti-MAG neuropathy,
Neuropathy associated with
monoclonal IgM antibodies
to myelin-associated
glycoprotein

Guillain-Barré Syndrome | Chronic

Inflammatory Demyelinating Polyneuropathy,

MMN, Anti-Mag Reqistry

https://gbs-cidp.iamrare.org/
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https://gbs-cidp.iamrare.org/
https://gbs-cidp.iamrare.org/
https://gbs-cidp.iamrare.org/
https://gbs-cidp.iamrare.org/
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Polyneuropat
hie

inflammatoire
démyélinisant

Polyradiculonévrite
inflammatoire démyélinisante
chronique

Chronic inflammatory
demyelinating
polyneuropathy, CIDP,
Chronic inflammatory

Guillain-Barré Syndrome | Chronic

Inflammatory Demyelinating Polyneuropathy,

MMN, Anti-Mag Reaqistry

https://gbs-cidp.iamrare.org/

e chronique demyelinating
polyradiculoneuropathy
Polypose FAP, PAF, Polypose Familial adenomatous DTRF Patient Reqistry
adénomateus |adénomateuse colorectale, [polyposis, Colorectal https://dtrf.iamrare.org/
e familiale Polypose rectocolique adenomatous polyposis,
familiale FAP, Familial polyposis coli
Progéria HGPS, Syndrome de Hutchinson-Gilford progeria [Registre international de la progeria de PRF
Hutchinson-Gilford syndrome, HGPS, Progeria [nttps://www.progeriaresearch.org/internationa
I-reqistry/
Il faut remplir le formulaire en ligne et
I'envoyer par courriel au coordonnateur.
Pseudoxantho|PXE, Syndrome de Gronblad-|Pseudoxanthoma elasticum, [PXE International Reqistry

me élastique

Strandberg-Touraine

PXE, Gronblad-Strandberg-
Touraine syndrome

https://www.pxe.org/research

Sarcoidose

BBS, Maladie de Besnier-
Boeck-Schaumann ,Maladie
de Boeck

Sarcoidosis, Besnier-Boeck-
Schaumann disease Boeck
sarcoid

Foundation for Sarcoidosis Patient
Registry (FSR-S.A.R.C.)
https://apply.stopsarcoidosis.org/submit/2
965fa99-85f9-4097-9c6b-
149d120cd5dc/patient-registry-data-
application

Sarcoidosis Advanced Reaqistry for Cures
https://fsr-sarc.patientcrossroads.org/

Sarcome des
tissus mous a
cellules
claires

Mélanome des tissus mous,
Mélanome des parties molles,
Sarcome a cellules claires
des tendons et des
aponévroses

Clear cell sarcoma,
Melanoma of soft tissue,
Clear cell sarcoma of the
tendons and aponeuroses

Clear Cell Sarcoma Foundation Reqistry
https://www.clearcellsarcoma.org/patient-
reqistry

The Sarcoma Reqistry for Outcomes and

Results (ROAR)

https://medicine.uiowa.edu/sarcomaregist
ry/

Sarcome
d'Ewing

Tumeur d'Ewing

Ewing Sarcoma, Ewing
tumor

The Sarcoma Reqistry for Outcomes and

Results (ROAR)

https://medicine.uiowa.edu/sarcomareqistry/
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https://gbs-cidp.iamrare.org/
https://gbs-cidp.iamrare.org/
https://gbs-cidp.iamrare.org/
https://gbs-cidp.iamrare.org/
https://dtrf.iamrare.org/
https://dtrf.iamrare.org/
https://www.progeriaresearch.org/international-registry/
https://www.progeriaresearch.org/international-registry/
https://www.progeriaresearch.org/international-registry/
https://www.pxe.org/research
https://www.pxe.org/research
https://apply.stopsarcoidosis.org/submit/2965fa99-85f9-4097-9c6b-149d120cd5dc/patient-registry-data-application
https://apply.stopsarcoidosis.org/submit/2965fa99-85f9-4097-9c6b-149d120cd5dc/patient-registry-data-application
https://apply.stopsarcoidosis.org/submit/2965fa99-85f9-4097-9c6b-149d120cd5dc/patient-registry-data-application
https://apply.stopsarcoidosis.org/submit/2965fa99-85f9-4097-9c6b-149d120cd5dc/patient-registry-data-application
https://apply.stopsarcoidosis.org/submit/2965fa99-85f9-4097-9c6b-149d120cd5dc/patient-registry-data-application
https://apply.stopsarcoidosis.org/submit/2965fa99-85f9-4097-9c6b-149d120cd5dc/patient-registry-data-application
https://fsr-sarc.patientcrossroads.org/
https://fsr-sarc.patientcrossroads.org/
https://www.clearcellsarcoma.org/patient-registry
https://www.clearcellsarcoma.org/patient-registry
https://www.clearcellsarcoma.org/patient-registry
https://medicine.uiowa.edu/sarcomaregistry/
https://medicine.uiowa.edu/sarcomaregistry/
https://medicine.uiowa.edu/sarcomaregistry/
https://medicine.uiowa.edu/sarcomaregistry/
https://medicine.uiowa.edu/sarcomaregistry/
https://medicine.uiowa.edu/sarcomaregistry/
https://medicine.uiowa.edu/sarcomaregistry/
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Schwannomat
ose

NF3, Neurilemmomatose,
Neurofibromatose type3

Schwannomatosis, NF3,
Neurilemmomatosis,
Neurofibromatosis type 3

NF REGISTRY
https://www.nfreqistry.org/insight/prd/#/w
elcome

International Schwannomatosis

Database
http://sid2011.squarespace.com/participa
te

Il faut contacter le coordonnateur pour s’y
inscrire.

Sclérodermie

Scleroderma

The CONQUER Reqistry

https://srfcure.org/research/conquer/

Spectre de
retard de
développeme
nt-épilepsies-
anomalies du

Spectre lié a GNAO1

GNAO1-related
developmental delay-
seizures-movement disorder
spectrum, GNAO1-related
spectrum

GNAOL1 International Reqistry

https://connect.invitae.com/en/org/gnaol

mouvement
lieé a GNAO1
Syndrome 4p- [Syndrome de Wolf- 4p- syndrome, Wolf- International 4-P Patient Registry
Hirschhorn, Délétion distale |Hirschhorn Syndrome, Distal|nttps:/4p-supportgroup.org/reqistry/
4p, Délétion télomérique 4p, |deletion 4p, Distal
Monosomie distale 4p monosomy 4p, Telomeric
deletion 4p
Syndrome Déficience intellectuelle ADNP Syndrome, ADNP-  |ADNP International Patient Registry
ADNP syndromique-trouble du related syndromic Research Study
spectre de l'autisme liés & [intellectual disability-autism [AtiRs://www.adnpfoundation.org/adnp-patient-
ADNP, HVDAS, Syndrome de|spectrum disorder registry.html ,
Il faut contacter le coordonnateur pour s’y
Helsmoortel-Van Der Aa HVDAS Helsmoortel-Van inscrire.
Der Aa Syndrome
Syndrome Syndrome CFC Cardiofaciocutaneous e CFC International Patient Insight Network
cardio-facio- syndrome, CFC syndrome https://connect.invitae.com/en/?org=cfc
cutané e RASNet Contact Registry

https://rasopathiesnet.org/patient-
registry-coming-soon/

Registre de contact seulement. |l faut
contacter le coordonnateur pour s’y
inscrire.
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https://www.nfregistry.org/insight/prd/#/welcome
https://www.nfregistry.org/insight/prd/#/welcome
https://www.nfregistry.org/insight/prd/#/welcome
http://sid2011.squarespace.com/participate
http://sid2011.squarespace.com/participate
http://sid2011.squarespace.com/participate
http://sid2011.squarespace.com/participate
https://srfcure.org/research/conquer/
https://srfcure.org/research/conquer/
https://connect.invitae.com/en/org/gnao1
https://connect.invitae.com/en/org/gnao1
https://4p-supportgroup.org/registry/
https://4p-supportgroup.org/registry/
https://www.adnpfoundation.org/adnp-patient-registry.html
https://www.adnpfoundation.org/adnp-patient-registry.html
https://www.adnpfoundation.org/adnp-patient-registry.html
https://www.adnpfoundation.org/adnp-patient-registry.html
https://connect.invitae.com/en/?org=cfc
https://connect.invitae.com/en/?org=cfc
https://rasopathiesnet.org/patient-registry-coming-soon/
https://rasopathiesnet.org/patient-registry-coming-soon/
https://rasopathiesnet.org/patient-registry-coming-soon/
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Syndrome
corticobasal

Corticobasal degeneration,
CBD, Corticobasal
syndrome

FTD Disorders Reqistry

https://ftdreqistry.org/?utm_campaign=websit

e-
launch&utm_medium=referral&utm_source=c

urepsp.org

Syndrome Syndrome de rétinite Usher syndrome, Retinitis |[e¢ USH Trust
d’Usher pigmentaire-surdité, USH pigmentosa-deafness https://www.usher-syndrome.org/what-is-
syndrome, Retinitis usher-syndrome/join-the-ush-trust/
pigmentosa-hearing loss e Reqistre de patients de Vaincre la cécité
syndrome, USH Canada .
https://www.fightingblindness.ca/fr/reqistr
e-de-patients/
Ce registre est disponible en francais.

e My Retina Tracker Reqistry
https://www.oc-
meridian.com/Desktop/Portal/Signup?id=f
fb

Syndrome Dysplasie artério-hépatique, [Alagille Syndrome, Alagille- |Alagille Syndrome Patient Insights Network
d'Alagille Paucité des voies biliaires Watson syndrome, https://connect.invitae.com/en/org/alagille
syndromique, Syndrome Arteriohepatic dysplasia,
d'Alagille-Watsons Syndromic bile duct paucity
Syndrome Syndrome de surdité- Alport syndrome, Alport Alport Syndrome Treatments and Outcomes
d'Alport néphropathie deafness-nephropathy, Registry
Alport hearing loss- https://astor.umn.edu/
nephropathy
Syndrome Alstrém Syndrome e Alstrom Patient Reqistry
d'Alstrom http://www.alstrom.org.uk/patient-registry/
Pour personnes >18 ans seulement.

e Reqistre de patients de Vaincre la cécité
Canada
https://www.fightingblindness.ca/fr/reqgistr
e-de-patients/

Ce registre est disponible en francais.
Syndrome Angelman Syndrome Angelman Registry
d'Angelman https://angelmanregistry.info/
Syndrome Maladie associée & KAT6B |[KAT6B-related multiple KAT6A/ KAT6B Patient Registry
d'anomalies congenital anomalies https://kat6a.org/reqistry/
congénitales syndrome
multiples
associé a
KAT6B
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https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
https://ftdregistry.org/?utm_campaign=website-launch&utm_medium=referral&utm_source=curepsp.org
https://www.usher-syndrome.org/what-is-usher-syndrome/join-the-ush-trust/
https://www.usher-syndrome.org/what-is-usher-syndrome/join-the-ush-trust/
https://www.usher-syndrome.org/what-is-usher-syndrome/join-the-ush-trust/
https://www.fightingblindness.ca/fr/registre-de-patients/
https://www.fightingblindness.ca/fr/registre-de-patients/
https://www.fightingblindness.ca/fr/registre-de-patients/
https://www.fightingblindness.ca/fr/registre-de-patients/
https://www.oc-meridian.com/Desktop/Portal/Signup?id=ffb
https://www.oc-meridian.com/Desktop/Portal/Signup?id=ffb
https://www.oc-meridian.com/Desktop/Portal/Signup?id=ffb
https://www.oc-meridian.com/Desktop/Portal/Signup?id=ffb
https://connect.invitae.com/en/org/alagille
https://connect.invitae.com/en/org/alagille
https://astor.umn.edu/
https://astor.umn.edu/
https://astor.umn.edu/
http://www.alstrom.org.uk/patient-registry/
http://www.alstrom.org.uk/patient-registry/
https://www.fightingblindness.ca/fr/registre-de-patients/
https://www.fightingblindness.ca/fr/registre-de-patients/
https://www.fightingblindness.ca/fr/registre-de-patients/
https://www.fightingblindness.ca/fr/registre-de-patients/
https://angelmanregistry.info/
https://angelmanregistry.info/
https://kat6a.org/registry/
https://kat6a.org/registry/
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Syndrome
DDX3X

DDX3X Syndrome

e DDX3X Syndrome Reqistry
https://ddx3x.org/reqgistry/

e Projet international de la Génétique de
la Déficience Intellectuelle
et des troubles du spectre Autistique :
https://genida.unistra.fr/
Ce registre est disponible en francais.

Syndrome de
Bardet-Bied|

BBS

Bardet-Biedl syndrome, BBS

e The Clinical Reqistry Investigating
Bardet-Biedl Syndrome (CRIBBS)
https://www.bbs-registry.org/

e Reqistre de patients de Vaincre la cécité
Canada
https://www.fightingblindness.ca/fr/registr
e-de-patients/

Ce registre est disponible en francais.

My Retina Tracker Registry
https://www.oc-
meridian.com/Desktop/Portal/Signup?id=f
fb

Syndrome de
Barth

Acidurie 3-
méthylglutaconique type 2,
BTHS, MGA2, Myopathie
cardioquelettique et
neutropénie liée a I'X,
Syndrome de myopathie
cardiosquelettique-
neutropénie

Barth Syndrome, 3-
methylglutaconic aciduria
type 2, BTHS,
Cardioskeletal myopathy
with neutropenia and
abnormal mitochondria,
Cardioskeletal myopathy-
neutropenia syndrome,
MGA2, X-linked

cardioskeletal myopathy and

neutropenia

e Barth Syndrome Reqistry and Repository
https://barthsyndromeregistry.patientcros
sroads.org/

e Canadian Inherited Marrow Failure
Reqistry
https://www.sickkids.ca/en/care-
services/clinical-departments/cimfr/
Vous pouvez vous y inscrire directement
en envoyant un courriel au
coordonnateur, ou a travers votre
médecin traitant.

e Reqistre de contact des patients
MitoCanada
https://mitocanada.org/patient-contact-
reqistry/

e North American Mitochondrial Disease
Consortium Patient Reqistry and
Biorepository
https://www1.rarediseasesnetwork.org/c
ms/namdc/Get-Involved/Studies/7401
Il faut envoyer un courriel au
coordonnateur pour s'y inscrire.

Syndrome de
chylomicroné
mie familiale

Familial chylomicronemia
syndrome

LPLD Connect Patient Insights Network

https://connect.patientcrossroads.org/?org=fnl

a
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https://ddx3x.org/registry/
https://ddx3x.org/registry/
https://genida.unistra.fr/
https://genida.unistra.fr/
https://genida.unistra.fr/
https://genida.unistra.fr/
https://www.bbs-registry.org/
https://www.bbs-registry.org/
https://www.bbs-registry.org/
https://www.fightingblindness.ca/fr/registre-de-patients/
https://www.fightingblindness.ca/fr/registre-de-patients/
https://www.fightingblindness.ca/fr/registre-de-patients/
https://www.fightingblindness.ca/fr/registre-de-patients/
https://www.oc-meridian.com/Desktop/Portal/Signup?id=ffb
https://www.oc-meridian.com/Desktop/Portal/Signup?id=ffb
https://www.oc-meridian.com/Desktop/Portal/Signup?id=ffb
https://www.oc-meridian.com/Desktop/Portal/Signup?id=ffb
https://barthsyndromeregistry.patientcrossroads.org/
https://barthsyndromeregistry.patientcrossroads.org/
https://barthsyndromeregistry.patientcrossroads.org/
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
https://mitocanada.org/patient-contact-registry/
https://mitocanada.org/patient-contact-registry/
https://mitocanada.org/patient-contact-registry/
https://mitocanada.org/patient-contact-registry/
https://connect.patientcrossroads.org/?org=fnla
https://connect.patientcrossroads.org/?org=fnla
https://connect.patientcrossroads.org/?org=fnla
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Syndrome de
Cohen

Cohen syndrome

Cohen Survey
http://www.cohensyndrome.org/cohen-
survey/

Canadian Inherited Marrow Failure
Reqistry
https://www.sickkids.ca/en/care-
services/clinical-departments/cimfr/
Vous pouvez vous y inscrire directement
en envoyant un courriel au
coordonnateur, ou a travers votre
médecin traitant.

Syndrome de
Costello

Syndrome FCS, Syndrome
facio-cutanéo-squelettique

Costello Syndrome, FCS
syndrome,
Faciocutaneoskeletal
syndrome

Costello Syndrome Patient Insight
Network
https://connect.invitae.com/en/org/costell
o)

Projet international de la Génétigue de
la Déficience Intellectuelle

et des troubles du spectre Autistique :
https://genida.unistra.fr/

Ce registre est disponible en francais.
RASNet Contact Reqistry
https://rasopathiesnet.org/patient-
registry-coming-soon/

Registre de contact seulement. Il faut
contacter le coordonnateur pour s’y
inscrire.

Syndrome de
déficience
intellectuelle
associé a
DYRK1A

Syndrome de DYRK1A

DYRK1A-related intellectual

disability syndrome,
DYRK1A syndrome

DYKRI1A - Data Collection Program
https://dyrkla.rare-x.org/

Projet international de la Génétique de
la Déficience Intellectuelle

et des troubles du spectre Autistique :
https://genida.unistra.fr/

Ce registre est disponible en francais.

Syndrome de
déficience
intellectuelle
autosomique
dominante-
anomalies
craniofaciales
-hypotonie-
cardiopathie
(KAT6A)

Autosomal dominant
intellectual disability-
craniofacial anomalies-
cardiac defects syndrome
(KAT6A)

KAT6A/ KAT6B Patient Reqistry
https://kat6a.org/reqistry/

Projet international de la Génétique de
la Déficience Intellectuelle

et des troubles du spectre Autistique :
https://genida.unistra.fr/

Ce registre est disponible en francais.
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Syndrome de
déficit en AP4

Déficience intellectuelle
sévere et paraplégie
spastique progressive,
Paraplégie spastique
autosomique récessive

AP4 deficiency syndrome,
Severe intellectual disability
and progressive spastic
paraplegia

Cure AP-4 Connect Patient Insights
Network
https://connect.invitae.com/en/org/CureA
P4

Projet international de la Génétigue de
la Déficience Intellectuelle

et des troubles du spectre Autistique :
https://genida.unistra.fr/

Ce registre est disponible en francais.

Syndrome de |Trisomie 21 Down syndrome, Trisomy 21/DS-Connect

Down https://dsconnect.nih.gov/
Syndrome de |SFC Chronic fatigue syndrome, |You + ME Reqistry + Biobank
fatigue CFS https://youandmeregistry.com/
chronique Possibilité de donner un échantillon

biologique.

Syndrome de
Gerstmann-
Straussler-
Scheinker

Encéphalopathie spongiforme
subaigué type Gerstmann-
Straussler

Gerstmann-Straussler-
Scheinker syndrome,
Subacute spongiform
encephalopathy,
Gerstmann-Straussler type

PRIONConnect Patient Insights Network
https://connect.invitae.com/en/org/prion
Prion Reqistry

https://prionregistry.org/

Les participants peuvent se faire
contacter pour des opportunités de
recherche futures.

Syndrome de
Gorlin

NBCCS, Naevomatose
basocellulaire, Syndrome de
Gorlin-Goltz

Gorlin Syndrome, Basal cell
nevus syndrome, Gorlin-
Goltz syndrome, NBCCS,
Nevoid basal cell carcinoma
syndrome

GSA Patient Reqistry

https://gorlinsyndrome.iamrare.org/

Syndrome de
Guillain-Barré

SGB Syndrome de Guillain-
Barré-Strohl

Guillain-Barré syndrome,
GBS, Guillain-Barré-Strohl
syndrome

Guillain-Barré Syndrome | Chronic
Inflammatory Demyelinating
Polyneuropathy, MMN, Anti-Mag Registry
https://gbs-cidp.iamrare.org/

Le reqistre canadien des maladies
neuromusculaires (CNDR)
https://cndrorgfr.wordpress.com/
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Syndrome de
Kearns-Sayre

Kearns-Sayre syndrome

Champ Foundation Reqistry (CFR)
https://cfr.thechampfoundation.org/
Reqistre de contact des patients
MitoCanada
https://mitocanada.org/patient-contact-
registry/

Canadian Inherited Marrow Failure
Reqistry
https://www.sickkids.ca/en/care-
services/clinical-departments/cimfr/
Vous pouvez vous y inscrire directement
en envoyant un courriel au
coordonnateur, ou a travers votre
médecin traitant.

Syndrome de
Kleefstra

Kleefstra Syndrome

Kleefstra - Data Collection Program
https://kleefstra.rare-x.org/

Projet international de la Génétigue de
la Déficience Intellectuelle

et des troubles du spectre Autistique :
https://genida.unistra.fr/

Ce registre est disponible en francais.

Syndrome de
Kleine-Levin

Kleine-Levin syndrome

Hypersomnia Foundation Reqistry

https://www.hypersomniafoundation.org/reqist

ry/

Pour toute personne diagnostiquée avec un
trouble central d'hypersomnolence ou
d'hypersomnie.

Syndrome de
Koolen-de
\Vries

KdVS, Syndrome de
microdélétion 17g21.31,
Délétion 17g21.31

Koolen-de Vries syndrome,
KdVS, Kdv syndrome,
17921.31 deletion, 17g21.31
microdeletion syndrome

KDVS - Data Collection Program
https://kdvsf.rare-x.org/

Projet international de la Génétique de
la Déficience Intellectuelle

et des troubles du spectre Autistique :
https://genida.unistra.fr/

Ce registre est disponible en francais.

Syndrome de
Kostmann

Agranulocytose

constitutionnelle,
Agranulocytose infantile,
Neutropénie congénitale

sévere type 3

Kostmann syndrome,
Infantile agranulocytosis,
Severe congenital
neutropenia type 3

The Severe Chronic Neutropenia
International Reqistry
WWW.Scnir-neutropenia.uw.edu/

Il faut contacter le coordonnateur pour s'y
inscrire.

Canadian Inherited Marrow Failure
Reqistry
https://www.sickkids.ca/en/care-
services/clinical-departments/cimfr/
Vous pouvez vous y inscrire directement
en envoyant un courriel au
coordonnateur, ou a travers votre
médecin traitant.
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https://cfr.thechampfoundation.org/
https://cfr.thechampfoundation.org/
https://mitocanada.org/patient-contact-registry/
https://mitocanada.org/patient-contact-registry/
https://mitocanada.org/patient-contact-registry/
https://mitocanada.org/patient-contact-registry/
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
https://kleefstra.rare-x.org/
https://kleefstra.rare-x.org/
https://genida.unistra.fr/
https://genida.unistra.fr/
https://genida.unistra.fr/
https://genida.unistra.fr/
https://www.hypersomniafoundation.org/glossary/hypersomnia/
https://www.hypersomniafoundation.org/registry/
https://www.hypersomniafoundation.org/registry/
https://kdvsf.rare-x.org/
https://kdvsf.rare-x.org/
https://genida.unistra.fr/
https://genida.unistra.fr/
https://genida.unistra.fr/
https://genida.unistra.fr/
http://depts.washington.edu/registry/
http://depts.washington.edu/registry/
http://www.scnir-neutropenia.uw.edu/
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
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Syndrome de
la personne
raide

Spectre du syndrome de
I'homme raide, Syndrome de
Moersch-Woltman

Stiff person spectrum
disorder, Stiff man
syndrome, Moersch-
Woltman syndrome

Etude IGNITE & I'Université de Stanford
https://stiffperson.org/

Les personnes a l'extérieur des Etats-
Unis doivent passer par leur médecin
traitant pour s'y inscrire.

Autoimmune Reqistry
https://www.autoimmunereqistry.org/

Syndrome de
Legius

Syndrome NF1-like,
Syndrome neurofibromatose
1-like

Legius syndrome, NF1-like
syndrome,
Neurofibromatosis 1-like
syndrome

RASNet Contact Reqistry

https://rasopathiesnet.org/patient-reqistry-

coming-soon/
Registre de contact seulement. Il faut

contacter le coordonnateur pour s’y inscrire.

Syndrome de
I'X fragile

Syndrome FRAXA, Syndrome
FraX, Syndrome de Martin-
Bell

Fragile X syndrome, FRAXA
syndrome, FraX syndrome,
Martin-Bell syndrome

International Fragile X Premutation
Reqistry

https://fragilex.org/our-
research/projects/premutation-
reqgistry/?utm_campaign=Premutation%?2
OCarrier%20Reqistry&utm_medium=ema
iI& hsmi=134430941& hsenc=p2ANqgtz-
8elD3IcAlxgUwj8mj7Rz9s z900gSzajCN
OP2I52RAUA22-
jPcK3EwHaHxvwIP98DR0OXdYsRRUoeB
e3V-
tQctfYTHO9A&uUtM_content=134430941&
utm_source=hs_email

Projet international de la Génétique de

la Déficience Intellectuelle

et des troubles du spectre Autistique :
https://genida.unistra.fr/

Ce registre est disponible en francais.

Syndrome de
Marfan

MFS

Marfan Syndrome, MFS

Marfan and Related Conditions International

Patient Reqistry
https://my.backpackhealth.com/join/MarfanRe

latedDisordersReqistry

Registre disponible en francais.

Syndrome de
microdélétion
17912

Del(17)(g12), Monosomy
17912

17912 microdeletion
syndrome, Del(17)(q12),
Monosomy 17q12

17912 Interest Group Patient Insights

Network
https://connect.invitae.com/en/org/17q12

Syndrome de
microdélétion
3q29

Del(3)(g29), Délétion
30g29,Délétion 3qter,
Monosomie 329,
Monosomie 3qter, Syndrome
de délétion subtélomérique

3q

30929 microdeletion
syndrome, 3q subtelomere
deletion syndrome, 3qter
deletion, Del(3)(g29),
Monosomy 3q29,
Monosomy 3qter

3029deletion Registry
https://3929deletion.patientcrossroads.org/
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https://rasopathiesnet.org/patient-registry-coming-soon/
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https://fragilex.org/our-research/projects/premutation-registry/?utm_campaign=Premutation%20Carrier%20Registry&utm_medium=email&_hsmi=134430941&_hsenc=p2ANqtz-8elD3IcAIxgUwj8mj7Rz9s_z9o0gSzajCN0P2l52RAUA22-jPcK3EwHaHxvwIP98DR0XdYsRRUoeBe3V-
https://fragilex.org/our-research/projects/premutation-registry/?utm_campaign=Premutation%20Carrier%20Registry&utm_medium=email&_hsmi=134430941&_hsenc=p2ANqtz-8elD3IcAIxgUwj8mj7Rz9s_z9o0gSzajCN0P2l52RAUA22-jPcK3EwHaHxvwIP98DR0XdYsRRUoeBe3V-
https://fragilex.org/our-research/projects/premutation-registry/?utm_campaign=Premutation%20Carrier%20Registry&utm_medium=email&_hsmi=134430941&_hsenc=p2ANqtz-8elD3IcAIxgUwj8mj7Rz9s_z9o0gSzajCN0P2l52RAUA22-jPcK3EwHaHxvwIP98DR0XdYsRRUoeBe3V-
https://fragilex.org/our-research/projects/premutation-registry/?utm_campaign=Premutation%20Carrier%20Registry&utm_medium=email&_hsmi=134430941&_hsenc=p2ANqtz-8elD3IcAIxgUwj8mj7Rz9s_z9o0gSzajCN0P2l52RAUA22-jPcK3EwHaHxvwIP98DR0XdYsRRUoeBe3V-
https://fragilex.org/our-research/projects/premutation-registry/?utm_campaign=Premutation%20Carrier%20Registry&utm_medium=email&_hsmi=134430941&_hsenc=p2ANqtz-8elD3IcAIxgUwj8mj7Rz9s_z9o0gSzajCN0P2l52RAUA22-jPcK3EwHaHxvwIP98DR0XdYsRRUoeBe3V-
https://fragilex.org/our-research/projects/premutation-registry/?utm_campaign=Premutation%20Carrier%20Registry&utm_medium=email&_hsmi=134430941&_hsenc=p2ANqtz-8elD3IcAIxgUwj8mj7Rz9s_z9o0gSzajCN0P2l52RAUA22-jPcK3EwHaHxvwIP98DR0XdYsRRUoeBe3V-
https://fragilex.org/our-research/projects/premutation-registry/?utm_campaign=Premutation%20Carrier%20Registry&utm_medium=email&_hsmi=134430941&_hsenc=p2ANqtz-8elD3IcAIxgUwj8mj7Rz9s_z9o0gSzajCN0P2l52RAUA22-jPcK3EwHaHxvwIP98DR0XdYsRRUoeBe3V-
https://fragilex.org/our-research/projects/premutation-registry/?utm_campaign=Premutation%20Carrier%20Registry&utm_medium=email&_hsmi=134430941&_hsenc=p2ANqtz-8elD3IcAIxgUwj8mj7Rz9s_z9o0gSzajCN0P2l52RAUA22-jPcK3EwHaHxvwIP98DR0XdYsRRUoeBe3V-
https://genida.unistra.fr/
https://genida.unistra.fr/
https://genida.unistra.fr/
https://genida.unistra.fr/
https://my.backpackhealth.com/join/MarfanRelatedDisordersRegistry
https://my.backpackhealth.com/join/MarfanRelatedDisordersRegistry
https://my.backpackhealth.com/join/MarfanRelatedDisordersRegistry
https://my.backpackhealth.com/join/MarfanRelatedDisordersRegistry
https://connect.invitae.com/en/org/17q12
https://connect.invitae.com/en/org/17q12
https://connect.invitae.com/en/org/17q12
https://3q29deletion.patientcrossroads.org/
https://3q29deletion.patientcrossroads.org/
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Syndrome de
microduplicati
on 17913

Dup(17)(q12), Trisomy 17q12

17912 microduplication
syndrome, Dup(17)(gq12)
Trisomy 17912

17912 Interest Group Patient Insights

Network
https://connect.invitae.com/en/org/17g13

Syndrome de
Moebius

Syndrome de Md&bius

Moebius syndrome, Mébius
syndrome

Moebius syndrome contact reqgistry

https://moebiussyndrome.app.neoncrm.com/n

p/clients/moebiussyndrome/survey.jsp?surve

vld=5&
Registre de contact.

Syndrome de
mort subite
causée par
['arythmie

Syndrome de Brugada,
Fibrillation ventriculaire
idiopathique type Brugada

Brugada syndrome,
Idiopathic ventricular
fibrillation, Brugada type,
Sudden arrhythmic death
syndrome, SADS

SADS International Reqistry of

Channelopathies (SIRCh)

https://sads.patientcrossroads.org/

Syndrome de
Noonan

Noonan syndrome

Noonan Syndrome Foundation Patient
Reqistry/Noonan Syndrome Patient
Insights Network
https://connect.invitae.com/en/?org=noon
an

Projet international de la Génétique de
la Déficience Intellectuelle

et des troubles du spectre Autistique :
https://genida.unistra.fr/

Ce registre est disponible en francais
RASNet Contact Reqistry

https://rasopathiesnet.org/patient-
registry-coming-soon/

Registre de contact seulement. Il faut
contacter le coordonnateur pour s’y
inscrire.

Syndrome de
Noonan avec
lentigines
multiples

Lentiginose
cardiomyopathique,
Syndrome LEOPARD,
Syndrome des lentigines
multiples familial

Noonan syndrome with
multiple lentigines,
Cardiomyopathic
lentiginosis, Familial multiple
lentigines syndrome,
LEOPARD syndrome

Noonan Syndrome Foundation Patient
Reqistry/Noonan Syndrome Patient
Insights Network
https://connect.invitae.com/en/?org=noon
an

RASNet Contact Reqistry
https://rasopathiesnet.org/patient-
reqgistry-coming-soon/

Registre de contact seulement. |l faut
contacter le coordonnateur pour s’y
inscrire.
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https://connect.invitae.com/en/org/17q12
https://connect.invitae.com/en/org/17q12
https://connect.invitae.com/en/org/17q12
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https://connect.patientcrossroads.org/?org=noonan
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https://genida.unistra.fr/
https://genida.unistra.fr/
https://genida.unistra.fr/
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https://rasopathiesnet.org/patient-registry-coming-soon/
https://rasopathiesnet.org/patient-registry-coming-soon/
https://rasopathiesnet.org/patient-registry-coming-soon/
https://connect.patientcrossroads.org/?org=noonan
https://connect.patientcrossroads.org/?org=noonan
https://connect.patientcrossroads.org/?org=noonan
https://connect.invitae.com/en/?org=noonan
https://connect.invitae.com/en/?org=noonan
https://rasopathiesnet.org/patient-registry-coming-soon/
https://rasopathiesnet.org/patient-registry-coming-soon/
https://rasopathiesnet.org/patient-registry-coming-soon/
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Syndrome de
Pallister-
Killian

Tétrasomie 12p,
Isochromosome 12p en
mosaique Isochromosome
12p surnuméraire

Pallister-Killian syndrome,
Tetrasomy 12p,
Isochromosome 12p
mosaicism Isochromosome
12p syndrome

Pallister-Kilian Syndrome - Data Collection

Program
https://pks.rare-x.org/

Syndrome de
Parry-
Romberg

Atrophie hémifaciale
progressive, Atrophie
hémifaciale, Hémiatrophie
faciale progressive,
Syndrome de Romberg

Parry-Romberg syndrome,
Progressive hemifacial
atrophy, Hemifacial atrophy,
PHA, Progressive facial
hemiatrophy, Romberg
syndrome

Parry-Romberg Patient Insights Network

https://connect.invitae.com/en/org/romberg

Syndrome de
Pearson

Pearson syndrome

Champ Foundation Reqistry (CFR)
https://cfr.thechampfoundation.org/
Reqistre de contact des patients
MitoCanada
https://mitocanada.org/patient-contact-
reqistry/

Canadian Inherited Marrow Failure
Reqistry
https://www.sickkids.ca/en/care-
services/clinical-departments/cimfr/
Vous pouvez vous y inscrire directement
en envoyant un courriel au
coordonnateur, ou a travers votre
médecin traitant.

Syndrome de
Phelan-
McDermid

Monosomie 22g13.3, Délétion
22g13.3,

Phelan-McDermid
Syndrome, Monosomy
220913.3, 22913.3 deletion

Phelan-McDermid Syndrome Data Hub
https://pmsf.org/datahub/

International Survey for those living with
Phelan-McDermid syndrome
https://pmsf.org/international-survey/
Sondage international disponible en
francais.

Syndrome de
Poland

Anomalie de Poland,
Séquence de Poland

Poland Syndrome, Poland
anomaly, Poland sequence

Poland Syndrome Community Register

https://pip-uk.org/poland-syndrome-

community-register

Syndrome de
Potocki-
Lupski

Syndrome de
microduplication 17p11.2,
Trisomie 17p11.2

Potocki-Lupski syndrome,
17p11.2 microduplication
syndrome, Trisomy 17p11.2

Potocki-Lupski Syndrome DATA BASE-

Reqistry
https://ptlsfoundation.org/reqistry/
Questionnaire disponible en francais.
Potocki-Lupski Patient Insights Network
https://connect.invitae.com/en/org/pls
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Syndrome de
Prader-Willi

Syndrome de Prader-Labhart-
Willi

Prader-Willi Syndrome,
Prader-Labhart-Willi
syndrome

Global PWS Regqistry
https://pwsreqistry.org/

Hypersomnia Foundation Registry
https://www.hypersomniafoundation.org/r
eqistry/

Pour toute personne diagnostiquée avec
un trouble central d'hypersomnolence ou
d'hypersomnie.

Syndrome de
Rett

Rett syndrome

Registre canadien du syndrome de Rett

http://canadianrettsyndromereqistry.com/fr/

Syndrome des
antiphospholi
pides

APS, SAPL, Syndrome de
Hughes, Syndrome des
anticorps antiphospholipides

Antiphospholipid antibody
syndrome, APS, Familial
lupus anticoagulant, Hughes
syndrome

Regqister for Pediatric Patients With
Antiphospholipid Syndrome (APS):
European Project Extended
Internationally Study (APS)
https://clinicaltrials.gov/ct2/show/NCT006
16317?recrs=ab&cond=Antiphospholipid
+Syndromeé&draw=2&rank=4

APS ACTION International Clinical
Database and Repository
https://apsaction.com/research/
Rheumatology Patient Reqistry and
Biorepository
https://clinicaltrials.gov/ct2/show/NCT044
020867?recrs=ab&cond=Antiphospholipid
+Syndrome&draw=2&rank=22

Il faut contacter les coordonnateurs pour
s'inscrire a ces 3 registres.

Syndrome de
Schinzel-
Giedion

SGS

Schinzel-Giedion Syndrome,
SGS

Global Schinzel-Giedion Syndrome (SGS)

Reqistry
https://sgsfoundation.org/sgs-reqistry/

Syndrome de
Shwachman-
Diamond

Insuffisance pancréatique et
dysfonctionnement de la
moelle osseuse, SDS, SSD,
Syndrome de Shwachman,
Syndrome de Shwachman-
Bodian-Diamond

Shwachman-Diamond
Syndrome, Pancreatic
insufficiency and bone
marrow dysfunction, SDS,
Shwachman syndrome
Shwachman-Bodian-
Diamond syndrome

The Shwachman-Diamond Syndrome
Registry (SDSR)
https://www.sdsregistry.org/ways-to-help
Il faut contacter le coordonnateur pour s’y
inscrire. Possibilité de donner un
échantillon biologique.

Canadian Inherited Marrow Failure
Reqistry
https://www.sickkids.ca/en/care-
services/clinical-departments/cimfr/
Vous pouvez vous y inscrire directement
en envoyant un courriel au
coordonnateur, ou a travers votre
médecin traitant.
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https://pwsregistry.org/
https://pwsregistry.org/
https://www.hypersomniafoundation.org/glossary/hypersomnia/
https://www.hypersomniafoundation.org/registry/
https://www.hypersomniafoundation.org/registry/
http://canadianrettsyndromeregistry.com/fr/
http://canadianrettsyndromeregistry.com/fr/
https://clinicaltrials.gov/ct2/show/NCT00616317?recrs=ab&cond=Antiphospholipid+Syndrome&draw=2&rank=4
https://clinicaltrials.gov/ct2/show/NCT00616317?recrs=ab&cond=Antiphospholipid+Syndrome&draw=2&rank=4
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https://clinicaltrials.gov/ct2/show/NCT00616317?recrs=ab&cond=Antiphospholipid+Syndrome&draw=2&rank=4
https://clinicaltrials.gov/ct2/show/NCT00616317?recrs=ab&cond=Antiphospholipid+Syndrome&draw=2&rank=4
https://apsaction.com/research/
https://apsaction.com/research/
https://apsaction.com/research/
https://clinicaltrials.gov/ct2/show/NCT04402086?recrs=ab&cond=Antiphospholipid+Syndrome&draw=2&rank=22
https://clinicaltrials.gov/ct2/show/NCT04402086?recrs=ab&cond=Antiphospholipid+Syndrome&draw=2&rank=22
https://clinicaltrials.gov/ct2/show/NCT04402086?recrs=ab&cond=Antiphospholipid+Syndrome&draw=2&rank=22
https://sgsfoundation.org/sgs-registry/
https://sgsfoundation.org/sgs-registry/
https://sgsfoundation.org/sgs-registry/
https://www.sdsregistry.org/ways-to-help
https://www.sdsregistry.org/ways-to-help
https://www.sdsregistry.org/ways-to-help
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
https://www.sickkids.ca/en/care-services/clinical-departments/cimfr/
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Syndrome de
Smith-
Kingsmore

Syndrome de macrocéphalie-
déficience intellectuelle-
trouble neurologique du
développement-petit thorax,
Syndrome MINDS

Smith-Kingsmore syndrome,
Macrocephaly-intellectual
disability-
neurodevelopmental
disorder-small thorax
syndrome, MINDS
syndrome

Global patient reqistry for Smith-Kingsmore

syndrome
https://smithkingsmore.org/patient-reqistry/

Syndrome de
Smith-
Magenis

Syndrome de microdélétion
17pl11.2

Smith-Magenis syndrome,
17p11.2 microdeletion
syndrome

SMS Patient Reqistry
https://www.prisms.org/research/sms-
patient-reqistry/

Questionnaires disponibles en francais.
Vanda Pharmaceutical's Smith-Magenis
Syndrome Patient Registry
https://www.prisms.org/vanda-patient-
reqistry/

Pour les troubles du sommeil reliés au
SMS.

Syndrome de
Sturge-Weber

Angiomatose de Sturge-
Weber-Krabbe, Angiomatose
encéphalofaciale,
Angiomatose
encéphalotrigéminée, SSW,
SWS, Syndrome de Sturge-
Weber-Dimitri, Syndrome de
Sturge-Weber-Krabbe

Sturge-Weber Syndrome,
Encephalofacial
angiomatosis,
Encephalotrigeminal
angiomatosis, SWS, Sturge-
Weber-Dimitri syndrome,
Sturge-Weber-Krabbe
angiomatosis, Sturge-
Weber-Krabbe syndrome

The online Sturge-Weber International Patient

Reqistry
https://sturge-weber.org/sws-reqistry/

Syndrome de
tachycardie
orthostatique
posturale

Intolérance orthostatique,
Tachycardie orthostatique
familiale

Postural orthostatic
tachycardia syndrome,
Familial orthostatic
tachycardia, Orthostatic
intolerance, POTS

The Big POTS Survey
http://www.dysautonomiainternational.org
[page.php?ID=48

Hypersomnia Foundation Registry
https://www.hypersomniafoundation.org/r
eqistry/

Pour toute personne diagnostiquée avec
un trouble central d'hypersomnolence ou
d'hypersomnie.

Syndrome de
Tatton Brown
Rahman

Syndrome de croissance
excessive lié a DNMT3A

Tatton Brown Rahman
Syndrome, DNMT3A-related
overgrowth syndrome,
Tatton-Brown-Rahman
overgrowth syndrome

Tatton Brown Rahman Syndrome Community

Patient Reqistry
https://tbrsreqistry.iamrare.org/
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https://smithkingsmore.org/patient-registry/
https://smithkingsmore.org/patient-registry/
https://smithkingsmore.org/patient-registry/
https://www.prisms.org/research/sms-patient-registry/
https://www.prisms.org/research/sms-patient-registry/
https://www.prisms.org/research/sms-patient-registry/
https://www.prisms.org/vanda-patient-registry/
https://www.prisms.org/vanda-patient-registry/
https://www.prisms.org/vanda-patient-registry/
https://www.prisms.org/vanda-patient-registry/
https://sturge-weber.org/sws-registry/
https://sturge-weber.org/sws-registry/
https://sturge-weber.org/sws-registry/
http://www.dysautonomiainternational.org/page.php?ID=48
http://www.dysautonomiainternational.org/page.php?ID=48
http://www.dysautonomiainternational.org/page.php?ID=48
https://www.hypersomniafoundation.org/glossary/hypersomnia/
https://www.hypersomniafoundation.org/registry/
https://www.hypersomniafoundation.org/registry/
https://tbrsregistry.iamrare.org/
https://tbrsregistry.iamrare.org/
https://tbrsregistry.iamrare.org/
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Syndrome de
Turner

Syndrome 45,X, Syndrome
45,X/46,XX

Turner Syndrome, 45,X
syndrome, 45,X/46,XX
syndrome

TSF Patient and Caregiver Reqistry
https://turnersyndromefoundation.org/res
earch/reqistry/

Turner Syndrome Research Exchange
https://connect.invitae.com/en/org/tsf
[-DSD/I-CAH/I-TS Registry
https://home.i-dsd.org/

Syndrome de
Vici

Syndrome
d'immunodéficience-
cataracte-agénésie du corps
calleux, Syndrome de Vici-
Sabetta-Gambarara

Vici syndrome, Corpus
callosum agenesis-cataract-
immunodeficiency
syndrome, Dionisi-Vici-
Sabetta-Gambarara
syndrome

Vici Syndrome - Data Collection Program

https://vicisyndrome.rare-x.org/

Syndrome de

Syndrome DIDMOAD

Wolfram syndrome,

\Wolfram Syndrome Global Patient Registry

Wolfram DIDMOAD syndrome, https://wsglobalregistry.iamrare.org/
Diabetes insipidus-diabetes
mellitus-optic atrophy-
deafness syndrome,
Diabetes insipidus-diabetes
mellitus-optic atrophy-
hearing loss syndrome
Syndromes Elhers-Danlos Syndromes, DICE EDS & HSD Global Reaqistry &
d'Ehlers- EDS Repository
Danlos https://www.ehlers-danlos.com/dice-eds-
and-hsd-global-registry-community-
members/
Marfan and Related Conditions
International Patient Reqistry
https://my.backpackhealth.com/join/Marfa
nRelatedDisordersReqistry
Hypersomnia Foundation Registry
https://www.hypersomniafoundation.org/r
eqistry/
Pour toute personne diagnostiquée avec
un trouble central d'hypersomnolence ou
d'hypersomnie.
Syndrome Food Protein Induced FPIES Foundation Global Registry

d'entérocolite
induit par les
protéines
alimentaires

Enterocolitis Syndrome
(FPIES)

https://connect.patientcrossroads.org/org/fpie

S
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https://turnersyndromefoundation.org/research/registry/
https://turnersyndromefoundation.org/research/registry/
https://turnersyndromefoundation.org/research/registry/
https://connect.invitae.com/en/org/tsf
https://connect.invitae.com/en/org/tsf
https://connect.invitae.com/en/org/tsf
https://home.i-dsd.org/
https://home.i-dsd.org/
https://vicisyndrome.rare-x.org/
https://vicisyndrome.rare-x.org/
https://wsglobalregistry.iamrare.org/
https://wsglobalregistry.iamrare.org/
https://www.ehlers-danlos.com/dice-eds-and-hsd-global-registry-community-members/
https://www.ehlers-danlos.com/dice-eds-and-hsd-global-registry-community-members/
https://my.backpackhealth.com/join/MarfanRelatedDisordersRegistry
https://my.backpackhealth.com/join/MarfanRelatedDisordersRegistry
https://my.backpackhealth.com/join/MarfanRelatedDisordersRegistry
https://my.backpackhealth.com/join/MarfanRelatedDisordersRegistry
https://www.hypersomniafoundation.org/glossary/hypersomnia/
https://www.hypersomniafoundation.org/registry/
https://www.hypersomniafoundation.org/registry/
https://connect.patientcrossroads.org/org/fpies
https://connect.patientcrossroads.org/org/fpies
https://connect.patientcrossroads.org/org/fpies
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Syndrome Syndrome de Rahman HIST1H1E syndrome, Hist1H1E Syndrome (HNDS) Patient Insights

d'HIST1H1E Rahman syndrome Network
https://connect.invitae.com/en/org/hist1IH1E

Syndrome OMP, OMS, Opsoclonus- Opsoclonus Myoclonus OMS patient reqistry

d'opsoclonie- |myoclonus paranéoplasique, |Syndrome, Ataxo-opso- https://oms.iamrare.org

myoclonie Syndrome OMA, Syndrome |myoclonus syndrome,

ataxo-opso-myoclonus,
Syndrome d'opsoclonie-
myoclonie-ataxie, Syndrome
de Kinsbourne, Syndrome
des yeux dansants,
Syndrome néoplasique
d'opsoclonie-myoclonie-
ataxie, Syndrome
opsoclonus-myoclonus
syndrome des yeux et des
jambes dansantes

Dancing eye syndrome,
Dancing eye-dancing feet
syndrome, Kinsbourne
syndrome, OMA syndrome,
OMS, Opsoclonus-

myoclonus-ataxia syndrome,

POMA syndrome,
Paraneoplastic opsoclonus-
myoclonus, Paraneoplastic
opsoclonus-myoclonus-
ataxia syndrome

Syndrome du
chromosome
14 en anneau

Chromosome 14 en anneau

Ring chromosome 14
syndrome, Ring 14, Ring
chromosome 14

Ring14 and related disorders - Data

Collection Program

https://ring14.rare-x.org/

Syndrome du

Monosomie 5p, Délétion 5p

Cri du chat syndrome,

Cri Du Chat Research Foundation Reqistry

cri du chat Monosomy 5p, Deletion 5p |and Biobank
http://www.criduchatresearch.org/cdc-genetic-
alliance-reqgistry
Syndrome Encéphalopathie épileptique- [FOXG1 Syndrome, FOXG1- |[FOXG1 Patient Biobank (Global)
FOXG1 dyskinétique liée & FOXG1 [related epileptic-dyskinetic  |https://foxglresearch.org/patient-biobank
encephalopathy Biobanque avec I'Institut Corriell.
Syndrome Syndrome de déficience FOXP1 syndrome, FOXP1 Data Collection Program
FOXP1 intellectuelle-trouble sévére |Intellectual disability-severe [nttps://foxpl.rare-x.org/
du langage-dysmorphie speech delay-mild
modérée dysmorphism syndrome
Syndrome Kabuki make-up ,Syndrome |Kabuki Syndrome, Kabuki |Kabuki Syndrome Patient Reqistry
Kabuki de Niikawa-Kuroki make-up syndrome, https://www.allthingskabuki.org/patient-

Niikawa-Kuroki syndrome

reqgistry
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https://connect.invitae.com/en/org/hist1H1E
https://connect.invitae.com/en/org/hist1H1E
https://connect.invitae.com/en/org/hist1H1E
https://oms.iamrare.org/
https://oms.iamrare.org/
https://ring14.rare-x.org/
https://ring14.rare-x.org/
https://ring14.rare-x.org/
http://www.criduchatresearch.org/cdc-genetic-alliance-registry
http://www.criduchatresearch.org/cdc-genetic-alliance-registry
https://foxg1research.org/patient-biobank
https://foxg1research.org/patient-biobank
https://foxp1.rare-x.org/
https://foxp1.rare-x.org/
https://www.allthingskabuki.org/patient-registry
https://www.allthingskabuki.org/patient-registry
https://www.allthingskabuki.org/patient-registry
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Syndrome NS/LAH, Syndrome de Noonan syndrome-like ¢ Noonan Syndrome Foundation Patient
Noonan-like |Mazzanti disorder with loose anagen Registry/Noonan Syndrome Patient

avec cheveux hair, Mazzanti syndrome, Insights Network

anagénes NS/LAH https://connect.invitae.com/en/?org=noon
caducs an )

e RASNet Contact Reqistry
https://rasopathiesnet.org/patient-
registry-coming-soon/

Registre de contact seulement. Il faut
contacter le coordonnateur pour s’y
inscrire.
Syndrome Syndrome CBL CBL syndrome, Noonan ¢ Noonan Syndrome Foundation Patient
Noonan-like syndrome-like disorder with Reqistry/Noonan Syndrome Patient

avec leucémie
myélomonocy
taire juvénile

JMML

Registre de contact seulement. Il faut
contacter le coordonnateur pour s’y inscrire.

Insights Network
https://connect.invitae.com/en/?org=noon
an

RASNet Contact Reqistry
https://rasopathiesnet.org/patient-
registry-coming-soon/

Syndrome Syndrome PHACES, PHACE syndrome, e PHACE Regqistry
PHACE Syndrome de Pascual- PHACES syndrome, https://www.phacesyndromecommunity.o
Castroviejo type 2 Pascual-Castroviejo rg/research
syndrome type 2 !I fau_t contacter le coordonnateur pour s'y
inscrire.

e Rare Benign Vascular Tumor Registry
https://www.cincinnatichildrens.org/servic
e/c/clinical-trials/studies/benign-vascular-
tumor-research
Il faut contacter le coordonnateur pour s'y
inscrire.

Syndrome PHTS, PTHS PTEN Hamartoma Tumor |[PTEN Patient Registry and Natural History
tumoral syndrome, PHTS Study

hamartomateu https://ptenfoundation.org/join-our-patient-
X lié & PTEN powered-reqistry/

Syndromes  [Syndrome de Dandy-Walker, |Syndromes with a Dandy- |e Dandy-Walker Alliance

avec une malformation de Dandy- Walker malformation as a Patient Insights Network
malformation |Walker major feature, Dandy- https://connect.invitae.com/en/org/dwa
de Dandy- Walker syndrome, Dandy- |® Hydrocephalus Patient Registry
\Walker Walker malformation https://www.hvdroa.\ssoc.or.q/ioin—the-
comme hydrocephalus-patient-reqistry/
manifestation

majeure
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https://connect.patientcrossroads.org/?org=noonan
https://connect.patientcrossroads.org/?org=noonan
https://connect.patientcrossroads.org/?org=noonan
https://connect.invitae.com/en/?org=noonan
https://connect.invitae.com/en/?org=noonan
https://rasopathiesnet.org/patient-registry-coming-soon/
https://rasopathiesnet.org/patient-registry-coming-soon/
https://rasopathiesnet.org/patient-registry-coming-soon/
https://connect.patientcrossroads.org/?org=noonan
https://connect.patientcrossroads.org/?org=noonan
https://connect.patientcrossroads.org/?org=noonan
https://connect.invitae.com/en/?org=noonan
https://connect.invitae.com/en/?org=noonan
https://rasopathiesnet.org/patient-registry-coming-soon/
https://rasopathiesnet.org/patient-registry-coming-soon/
https://rasopathiesnet.org/patient-registry-coming-soon/
https://www.phacesyndromecommunity.org/research
https://www.phacesyndromecommunity.org/research
https://www.phacesyndromecommunity.org/research
https://www.cincinnatichildrens.org/service/c/clinical-trials/studies/benign-vascular-tumor-research
https://www.cincinnatichildrens.org/service/c/clinical-trials/studies/benign-vascular-tumor-research
https://www.cincinnatichildrens.org/service/c/clinical-trials/studies/benign-vascular-tumor-research
https://www.cincinnatichildrens.org/service/c/clinical-trials/studies/benign-vascular-tumor-research
https://ptenfoundation.org/join-our-patient-powered-registry/
https://ptenfoundation.org/join-our-patient-powered-registry/
https://ptenfoundation.org/join-our-patient-powered-registry/
https://ptenfoundation.org/join-our-patient-powered-registry/
https://connect.invitae.com/en/org/dwa
https://connect.invitae.com/en/org/dwa
https://connect.invitae.com/en/org/dwa
https://www.hydroassoc.org/join-the-hydrocephalus-patient-registry/
https://www.hydroassoc.org/join-the-hydrocephalus-patient-registry/
https://www.hydroassoc.org/join-the-hydrocephalus-patient-registry/
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Syringomyélie

Hydromyélie

Syringomyelia, Hydromyelia

Bobby Jones CSF International Patient
Regqistry for Chiari malformation,
syringomyelia and related disorders (RD)
https://bobbyjonescsf.org/i-am-
patient/reqistry/

Worldwide Syringomyelia & Chiari Task
Force (WSCTF) SYRINGOMYELIA AND
CHIARI WORLDWIDE REGISTRY
https://www.wstfcure.org/wsctf-
syringomyelia-and-chiari-worldwide-
registry.html

Registre non-actif actuellement. On peut
laisser son adresse courriel pour étre
informé quand le registre sera actif.

Télangiectasie
hémorragique
héréditaire

HHT, Maladie de Rendu-
Osler, Maladie de Rendu-
Osler-Weber

Hereditary Hemorrhagic
Telangiectasia, HHT,
Rendu-Osler disease,
Rendu-Osler-Weber disease

Hereditary Hemorrhagic Telangiectasia
Patient Directed Reqistry
https://my.backpackhealth.com/join/hht
Hereditary Hemorrhagic Telangiectasia
(HHT) Research Outcomes Reqistry
https://clinicaltrials.gov/ct2/show/NCT041
50822?recrs=a&cond=Hereditary+hemor
rhagic+telangiectasia&cntry=CA&draw=2
&rank=2

Il faut contacter le coordonnateur pour s'y
inscrire.

Thrombopéni
eimmune

Purpura thrombopénique
immunologique, TPI,
Thrombocytopénie immune

Immune Thrombocytopenia,
ITP, Immune
thrombocytopenic purpura

ITP Natural History Studies Reqistry

https://itpstudy.iamrare.org/

Tremblement
orthostatique
primaire

TOP

Primary orthostatic tremor,
POT

Movement Disorders Research Reqistry
Ceci est un registre de contact pour étre
contactés a propos d'études futures.
Vous devez créer un compte sur le site
web et remplir les questionnaires.
https://pittplusme.org/studyarms/publicdet
ails?quid=ecd24fbc-bf43-4e44-84el-
185e686d58ad

Trisomie 13

Syndrome de Patau,
Duplication du chromosome
13

Trisomy 13, Patau
syndrome, Chromosome
13 duplication

SOFT - Support Organization for Trisomy

18, 13, and Related Disorders Reqistry

Register - SOFT - Support Organization For

Trisomy

Trisomie 18

Duplication du chromosome
18, Syndrome d'Edwards

Trisomy 18, Chromosome
18 duplication, Edwards
syndrome

Trisomy 18 International Patient Registry
https://connect.invitae.com/en/org/trisomy;
18

SOFT - Support Organization for Trisomy
18, 13, and Related Disorders Reqistry
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https://bobbyjonescsf.org/i-am-patient/registry/
https://bobbyjonescsf.org/i-am-patient/registry/
https://bobbyjonescsf.org/i-am-patient/registry/
https://bobbyjonescsf.org/i-am-patient/registry/
https://bobbyjonescsf.org/i-am-patient/registry/
https://www.wstfcure.org/wsctf-syringomyelia-and-chiari-worldwide-registry.html
https://www.wstfcure.org/wsctf-syringomyelia-and-chiari-worldwide-registry.html
https://www.wstfcure.org/wsctf-syringomyelia-and-chiari-worldwide-registry.html
https://www.wstfcure.org/wsctf-syringomyelia-and-chiari-worldwide-registry.html
https://www.wstfcure.org/wsctf-syringomyelia-and-chiari-worldwide-registry.html
https://www.wstfcure.org/wsctf-syringomyelia-and-chiari-worldwide-registry.html
https://my.backpackhealth.com/join/hht
https://my.backpackhealth.com/join/hht
https://my.backpackhealth.com/join/hht
https://clinicaltrials.gov/ct2/show/NCT04150822?recrs=a&cond=Hereditary+hemorrhagic+telangiectasia&cntry=CA&draw=2&rank=2
https://clinicaltrials.gov/ct2/show/NCT04150822?recrs=a&cond=Hereditary+hemorrhagic+telangiectasia&cntry=CA&draw=2&rank=2
https://clinicaltrials.gov/ct2/show/NCT04150822?recrs=a&cond=Hereditary+hemorrhagic+telangiectasia&cntry=CA&draw=2&rank=2
https://clinicaltrials.gov/ct2/show/NCT04150822?recrs=a&cond=Hereditary+hemorrhagic+telangiectasia&cntry=CA&draw=2&rank=2
https://clinicaltrials.gov/ct2/show/NCT04150822?recrs=a&cond=Hereditary+hemorrhagic+telangiectasia&cntry=CA&draw=2&rank=2
https://clinicaltrials.gov/ct2/show/NCT04150822?recrs=a&cond=Hereditary+hemorrhagic+telangiectasia&cntry=CA&draw=2&rank=2
https://itpstudy.iamrare.org/
https://itpstudy.iamrare.org/
https://pittplusme.org/studyarms/publicdetails?guid=ecd24fbc-bf43-4e44-84e1-185e686d58ad
https://pittplusme.org/studyarms/publicdetails?guid=ecd24fbc-bf43-4e44-84e1-185e686d58ad
https://pittplusme.org/studyarms/publicdetails?guid=ecd24fbc-bf43-4e44-84e1-185e686d58ad
https://pittplusme.org/studyarms/publicdetails?guid=ecd24fbc-bf43-4e44-84e1-185e686d58ad
https://trisomy.org/register/
https://trisomy.org/register/
https://connect.invitae.com/en/org/trisomy18
https://connect.invitae.com/en/org/trisomy18
https://connect.invitae.com/en/org/trisomy18
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Reqister - SOFT - Support Organization For
Trisomy
Trouble Syndrome de déficience SETBP1 haploinsufficiency [SETBP1 - Data Collection Program
d'haploinsuffi |intellectuelle-aphasie disorder, Intellectual https://setbpl.rare-x.org/
sance en expressive-dysmorphie disability-expressive
SETBP1 faciale aphasia-facial dysmorphism
syndrome
Trouble du CDD, Syndrome CDKLS5, CDKL5-deficiency disorder, |e The International CDKL5 Disorder
déficit en Trouble CDKL5 CDD Database (ICDD)
CDKL5 https://www.cdkl5.com/cdkI5-
international-registry-database/
Inclut les personnes porteuses.
e CDKLS5 Reqistry
https://cdkl5.healthie.net/reqister
e Connect CDKL5
https://www.cdkl5.com/connect-cdkl5/
Inclut les personnes porteuses.
Trouble PANDAS Pediatric autoimmune e International PANS Registry
neuropsychiat disorders associated with WWW.pansreqistry.org
rigue auto- Streptococcus infections, e PANS Epideomiology Study & Reqistry
immun par PANDAS, Pediatric https://aspire.care/blog/pans-
infection a autoimmune epidemiology-study-reqistry/
streptocoques neuropsychiatric disorders
associated with
Streptococcus infections
Troubles du Disorders of sex [-DSD/I-CAH/I-TS Regqistry
développeme development https://home.i-dsd.org/
nt sexuel

Troubles liés
a CASK

Déficience intellectuelle liée a
I'X type Najm, MICPCH,
Syndrome de déficience
intellectuelle liée a I'X-
microcéphalie-hypoplasie
pontocérébelleuse

CASK-related disorders, X-
linked intellectual disability,
Najm type, MICPCH, X-
linked intellectual disability-
microcephaly-
pontocerebellar hypoplasia
syndrome

CASK Reqistry
https://www.caskgene.org/register
CASK - Data Collection Program
https://cask.rare-x.org/

Projet international de la Génétique de
la Déficience Intellectuelle

et des troubles du spectre Autistique :
https://genida.unistra.fr/

Ce registre est disponible en francais.

Troubles liés
a FAM177A1

FAM177A1-related
disorders

FAM177A1 - Data Collection Program

https://faml177al.rare-x.org/
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https://trisomy.org/register/
https://trisomy.org/register/
https://setbp1.rare-x.org/
https://setbp1.rare-x.org/
https://www.cdkl5.com/cdkl5-international-registry-database/
https://www.cdkl5.com/cdkl5-international-registry-database/
https://www.cdkl5.com/cdkl5-international-registry-database/
https://www.cdkl5.com/cdkl5-international-registry-database/
https://cdkl5.healthie.net/register
https://cdkl5.healthie.net/register
https://www.cdkl5.com/connect-cdkl5/
https://www.cdkl5.com/connect-cdkl5/
https://pansregistry.org/
http://www.pansregistry.org/
https://aspire.care/blog/pans-epidemiology-study-registry/
https://aspire.care/blog/pans-epidemiology-study-registry/
https://aspire.care/blog/pans-epidemiology-study-registry/
https://home.i-dsd.org/
https://home.i-dsd.org/
https://www.caskgene.org/register
https://www.caskgene.org/register
https://genida.unistra.fr/
https://genida.unistra.fr/
https://genida.unistra.fr/
https://genida.unistra.fr/
https://fam177a1.rare-x.org/
https://fam177a1.rare-x.org/

RQMO 2,

REGROUPEMENT QUEBECOQIS
DES MALADIES ORPHELINES "

MALADIE SYNONYMES DISEASE (ENGLISH) Noms et sites web des registres
Tumeur Fibromatose agressive, Desmoid tumor, Aggressive |IDTRF Patient Registry
desmoide Fibromatose type desmoide [fibromatosis, Desmoid type |https:/dtrf.iamrare.org/
fibromatosis
Tumeur Cancer de la granulosa, Malignant granulosa cell International Ovarian and Testicular Stromal

maligne de la
granulosade
['ovaire

Tumeur maligne de la
granulosa

tumor of the ovary,
Granulosa cell cancer,
Granulosa cell malignant
tumor

Tumor Reqistry
https://www.otstreqistry.org/who-is-

eligible/enrolling-in-the-registry/

Il faut contacter le coordonnateur pour s'y
inscrire.

Tumeur Androblastome, Malignant Sertoli-Leydig cell |International Ovarian and Testicular Stromal
maligne de  |Arrhénoblastome, Cancer de [tumor of the ovary, Tumor Registry
Sertoli-Leydig [Sertoli-Leydig de I'ovaire, Androblastoma, https://www.otstreqistry.org/who-is-
de I'ovaire Tumeur ovarienne maligne de|Arrhenoblastoma, Ovarian eligible/enrolling-in-the-registry/ ,
. . . . Il faut contacter le coordonnateur pour s'y
Sertoli-Leydig, Tumeur Sertoli-Leydig cell cancer, | <rire.
virilisante de I'ovaire Ovarian malignant Sertoli-
Leydig cell tumor, Virilizing
ovarian tumor
Tumeurs Benign Vascular Tumours  [Rare Benign Vascular Tumor Registry
vasculaires https://www.cincinnatichildrens.org/service/c/c
bénignes linical-trials/studies/benign-vascular-tumor-

research
Il faut contacter le coordonnateur pour s'y
inscrire.
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https://dtrf.iamrare.org/
https://dtrf.iamrare.org/
https://www.otstregistry.org/who-is-eligible/enrolling-in-the-registry/
https://www.otstregistry.org/who-is-eligible/enrolling-in-the-registry/
https://www.otstregistry.org/who-is-eligible/enrolling-in-the-registry/
https://www.otstregistry.org/who-is-eligible/enrolling-in-the-registry/
https://www.otstregistry.org/who-is-eligible/enrolling-in-the-registry/
https://www.otstregistry.org/who-is-eligible/enrolling-in-the-registry/
https://www.otstregistry.org/who-is-eligible/enrolling-in-the-registry/
https://www.otstregistry.org/who-is-eligible/enrolling-in-the-registry/
https://www.cincinnatichildrens.org/service/c/clinical-trials/studies/benign-vascular-tumor-research
https://www.cincinnatichildrens.org/service/c/clinical-trials/studies/benign-vascular-tumor-research
https://www.cincinnatichildrens.org/service/c/clinical-trials/studies/benign-vascular-tumor-research
https://www.cincinnatichildrens.org/service/c/clinical-trials/studies/benign-vascular-tumor-research

