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Education

Réseaux sociaux
exemple: Arabie saoudite
Kenya
Education entre paramédicaux
Education entre paramédicaux oneline
Formation de patients a patients



Social media mprove disease awareness in patients suffering from
mherited clotang factor deficiencies in Saudi Arabia — A parents imuaave
VIQARUDDIN MOHAMMED.," MOHAMMAD ALSHAHR ANI1.-
AZZAH ALZAHRANI," TAHANIBIN ALI." ZIKRA ALKHAYAL,®
HAZZAH ALZAHRANIL.' MAHMOUD ABURIASH.' ZEY AD
ALSHATNAWI,' TAREK OWAIDAH' and MAHASEN SALEH'

'K img Faisal Specialist Hospital and Research Centre, Rawdab, Sanudi Arabia; and
“Prirnce Swultan Military Medical City, Rawdak, Saudi Arabia

Introduction et objectifs:

Anxiété a I'lannonce du diagnostic
Prise en charge au niveau tertiaire des maladies hémorragiques
provenant de tout le territoire
Arabie Séoudite: société conservatrice ou I'information concernant la
maladie n’est pas facilement partagée a cause de la stigmatisation d’ou
I'isolement



e Materiels et Methodes:

UngroupeWhatsAppappele® Co nysaid t  Dao «
été créepar lesperesdes patients emanvier2015 et
un groupede medecing hematologistesdiéteticiens
gynécologuegt dentisteset uneinfirmiere,

un pharmacien unphysiothérapeuteet une assistante
soclalg

* Les parents et les patiengpprennent du groupeet
desunsdesautreset recrutentd ' a untaladgesau

groupe



Resultats

« 100 participantsontajoutésaugroupe en un an.
(VlllpuisFacteursiX, XIlIl, XI, VI, 11,1).

 Enmoyenne5 consultations par jour
* Traumatismeet letraitement +++

Blessures saignemenbuccal lapréparationpour
| 7 e x t deataird, 1..0 n

Problemesxtraamédicaux rendezvous,assuranct
vacances...



Conclusions:

- les Parentsontpsychologiquementassurés o r g u
apprennentq u 'nedorgpasseulset acceptent ' a i c

les patientsagesont un effet positif surles plugeunes

* Il estinteressantde voir lesfamillespartagerleur
nistoires

* Les consultations emrgencesonteévitées

« Leréseausocialpeut étre adoptécommesupport
effectif en casde maladiechroniguemémedansune
sociétéconservatricecommel ' A rSadodites
cependantune plateformecommetwitter incluantles
chirurgiensorthopédistespeut-tre exploréee




The role of social media in hemophilia care in Kenya
CHRISTOPHER MW ANIKI
AMPATH Hematology, Moi Teaching and Referral Hospital, Eldoret, Kernya

Introduction et objectifs:

- Connaissancmadéquatesurl ' h € marrhiied | e
travailleursde la santé et la populatiogénérale

« Des effortsdoiventétre faits pour améliorerla situation

Exemple lancementd ' meseausocial typemessagerie
danslarégioncotieredu Kenya

« Lesobjectifs augmenter legonnaissancesurl ° h é mo p
Améeliorerlaqualitée dessoinset| ' a ¢ c ausraitenentt €

« larégioncotieredu Kenyaompte 1.2 millionhabitants et
environ 290hémophiles



Materiels and Methodes:

Un GroupeWhatsappa débutéenmai2015.Composeé
de 42membres 24 patients, 12uteurset 6 cliniciens

Communicatiorsousforme de texte et de photos
décrivantlessymptdmessontfournispar le patientou
sontuteur.

Leclinicienétudiel ' i n f oet doraéld consell
approprie réfererle patient,envoyerlesfacteurs
recommandationgour letraitement et le suivl

Education desuteurs



Resultats:

« SiXx previously undiagnoseearsons ( PUPsnt
éte testéssurune périodede 7 mois

* Les esontdeshemophileset ont saignés4
modeéréset 2 severes

« 2 workshopsont été organises

» Difficultés longuesdistances pout ' a @8ug 2 s
centresde soinspour hémophilesa Nairobi et
Eldoret



Conclusions:

» Accessibiliteunchallengedansles pays en
volede developpement

« Ceprogrammeamontre comment les
technologiesmodernessontsimplesmoins
colteuseset facilementaccessiblepour
étendreet disseminerlesconnaissance®t
lespratiqgues et ainsisauverdes vies



Link nurse teaching day to bring haecmophilia to ward nurses

W ADND AT M APOS A J.':.'ll.']"'rl- BOY ILES, ]"':.J-""-IJ-"'r]J-J"':. FEMT I,
CAROLINE FOLETY mMmrAasxNIEL P HART ABIGAITL M OKREREITS .,
JOHR PAST., 1'.-]:"r]—.|.—"|.]..].—"LJJ-.J....HJ-..—"LJHJ-.J{ WILLIAMS and K ATE
F J"“. ST H

K Lowndon Hospital Comsprebernsive Haemrophilia Ceratre Barts Health, Nosadon
L .F-..

Introduction et Objectifs:

* Depuis2010The Royal London Comprehensive
Care Centrgournéed '’ é tsurid’'eh é mo p h i
pour infirmieres

* L'enseignementait par lesinfirmieresautres
quecelless ' a ¢ cdesué&sordres
hémorragiquesn ' @as pptimum

* Le but denotre etudeestd ' € d ucgsu e r
infirmierespour supprimerleur anxietéet ainsi
ameliorerla priseen charge des patients



Materiels and Methodes:
3journéesd ' ét ude

Combinaisord ’ apprentissagelassigueet de savoir
faire avec urgroupede travail avec des patients.

Sujet vuegénéralesurlesdesordredhémorragiques,le
traitementet le colt, lerdle de la physiothérapie les
Infectionsviralesassociéeesleshemorragieschez la
femme,l * h é magqghisect lapeiseen chargedans
les pays ewoiede développement

Avec un Feedback




Resultats:

Plus de84%de réponsesxcellentes

et 71%:style deprésentationexcellent
100%0estimentl ’ é bammkeu excellente

86% des participanitant dit que cesjournees
vont les aiderdansleur activité



Conclusion:
SUCCES

Conflancean solaugmentee
Multidisciplinarité
Extention de la formation



The Bott-Harrington Nursing Fellowship in Bleeding Disorders: Broad
disseminaton of a nursing education tool

SARAH CRYM Hl.]‘.,l GEORGINA FLORO f"-r_l VAMESS A
BOUSKILL? and LORI LAUDENBACH"

'Ser. Mic I!J.-.l'L'n"z-_Hu:-f.l.'L'.-.n'. lNoromnto, Canada; 2 The Hospital for Sick Children, Toronto,
Canada; and - London Health Scienices Centre, London, Canada

Introduction et objectifs

« Au Canada les patients hemophiles sont pris
en charge au niveau de centres de traitement
pour hemophiles

» Pas de formation formalisée des infirmieres

* Mécéenat: programme de dix modules a été
cree

« Ce programme a eté rapidement adopte



B

MODULE 2:  coagulation and Genetics of Bleeding Disorders

DR p—

MODULE 4: coagulation Therapy & Management of Bleeding

DR —

MODULE 6:  Musculoskeletal complications of Hemophilla and Other Bleeding Disorders

DT —

MODULE 8: inhibltors

DR ———

MODULE 10 The impact of HIV and Hepatitis € on Patlents With Bleading Disorders:
A Historical Perspective



e Results:

An online elearning tool has was developed that can
be accessed bgnyone interestedn using the material
to train nurses new to hemophilia care, fldNC
successiomplanning, or to development a nursing
fellowship In their own institution

 Conclusion:

Managinghemophilia and inherited bleeding
disorders is a unique ared nursingthat requires
specific education. Having an organized, online tool
could providethe framework for educating nurses to
this specialized area of care.



Parents Empowering Parents (PEP) Project: Evaluating its |mhpun;l in
providing effective parenting tools to parents of children with bleeding

disorder in East r1nd North India

J'i'.][H-"L "'.l':.'lH-"L""-l !r:ll_:|J'J'|' KUEBLER?

J" mipowering Minds Society for Research and Development, Ghaziabad, India; and
‘UT Gul '?.rrz-Hr:'JJJI!,' a o Ibrombophilia Center, erz- o, TX, USA

* Un environnementpsychologiquesocial et
éducatif estcrucial pour lgprisee n  c h ar
patient.

* Plusieursetudesontdémontre|l ' a mé | dec
la situation pal ' a p p r edestparents.a g

* un programmevalidé commeceluide parents
stimulantd * a uparents $PSPelonle modele
USestappligué aux parents doord et du nord-
estdel ' | appdbréelesoutils neécéssaires



Methode: Le PSP comprend 10 sessions
delivrées en 2 jours et demi

Leprogrammeestdispensgiar une equipede
facilitateursentrainesa 10 a 12 couples de
parentsd ' e n maladésmésde 4 a 14 ans.

_es parentsecoiventunmanueld " e x er c 1
oratigues avec desxercicesa domicile

_es parentsontentrainésentant que parents
educateurspour formerd ' a uparengssurles
10 chapitres




Résultats:
parents « éducateurs »

- Changement de comportement des parents formes vis
a-vis de leurs enfants

* Moins de stress

* Melilleure relation parentenfants

* Mellleure estime de sol

* meilleure assurance

* parents « éducateurs » et parents falicitateurs

pour former les patients et leur parents (fondation
NovoNordisk




Au total

L’ eéducati on ne se di

Les approches peuvent
| autre et dans un peé

Les nouvelles plateformes sont adaptables
rapidement

La multidisciplinarité avec le patient partie
iIntégrante

| " éval uati on



Genetique
« Séquencage de genes nouvelle génération
 Disparité entre les laboratoires

cGénotypes et deével oprg



Next Generation DNA sequencing for haemostatic anc

platelet disorders

ANNE GOODEVE , LAURA CROOKES, NIKOLAS NIKSIC and
NICHOLAS BEAUCHAMP
Sheffield Children’”s NHS Foundat

Introduction et Objectifs:

e« L’ | nt r osdquendagele geneshouvellegenérationa
revolutionél ’' a ngéhéygaseal asupplantéla methode
Sarger

Materiel et Méthodes:

« Un panel de 13 genesstutilisé (ADAMTS13, F5, H),
F13A1, F13B, FGA, FGB, FGG, ITGA2B, ITGB3, MYH9 and \

Utilisation de la méthoddlluminaMiSeqou HiSeq



Next Generation DNA sequencing for haemostatic and platelet

disorders

ANNE GOODEVE , LAURA CROOKES, NIKOLAS NIKSIC and
NICHOLAS BEAUCHAMP
Sheffield Children’s NHS Foundati o

71 patientsanalysés
« mutationsidentifieeschez 50(70%).

Sept patients: pour l@brinogene FXIII et
thrombastheniede Glanzmann

Mutations du F8: 29/36 (81%).
Mutation détéctéechez 6 femmes /10
8/14 maladies de vowillebrand(VWD)



Discrepancy of F8 and F9 gene variant classifications between clinical
laboratories
MICHELLE ALABEK, MARGARET RAGNI, LYNN MALEC and
CRAIG SEAMAN
HemophiliaCenter of WesteriPennsylvaniagPittsburgh, PA, USA

Introduction and Objectives:

Variant classification is a critical element of the genetic testing
process which can I nfluence a

Clinical laboratories utilize lines of evidence to categorize an
identified variant into one of the following classifications:
pathogenic, likely pathogenic, uncertain significance, likely benign,
benign. Not all variants in the F8 and F9 genes are pathogenic.
Targeted,familiajenetic testing for F8 or F9 gene variants which
are not pathogenic may lead to inaccurate risk assessment and
genetic counseling for relatives.

We review the experience of our Hemophilia Treatment Center
(HTC) with discrepant F8 and\giant classificationsetween
clinicallaboratories



Methods and Materials:

Patients with hemophilia A or B from our HTC who had a genetic
test result, including an interpretation and classification, from more
than one clinical laboratory were identified. Interpretation and
classification of test results wemmparedfor eachindividual

Results:

Twelve patients were Identified with ten unique variants,
summarized in table 1. Two variants were each identified in two
patients, not known to be related.

Results were from 3 clinical laboratories. Seven individuals (58.3%)

had a discrepant variant classification between their two laboratory
reports.

Eleven individuals (91.7%) had at least one different line of
evidence documented between their two laboratory reports.



Conclusions:
Variant interpretation and classification can be laboratdgpendent.

Coll aboration between our HTC’
been helpful for determining clinical implications of variant
classification for patients and families.

Understanding a | aboratory’s I
has also been helpful, and this may be one of many factors to cons
when selecting a laboratory.

Recent American College of Medical Genetics guidelines may help
Improve consistency across laboratories; however, providers shoulc
still understand variant classification concepts in order to best asse:
the clinical utility of a genetic test result.



Genotype and inhibitedevelopment in hemophilia patients in Japan
KE|JINOGAMIASASHI TAKI, 2 TETSUHITO KOJ IMA, 3
KEIKO SHINOZAWA, 4 KATSUYUKI FUKUTAKES and MIDORI
SHIMA1
1Department of Pediatrics, Nara Medical Univerd{tyshiharaJapan; 2Yokohama
City Seibu Hospital, St. Marianna University School of Medicine, Japan, Yokohama,
Japan; 3Department d?athophysiologicdlaboratory Sciences, Nagoya University
Graduate School of Medicine, Nagoya, Japan; 4Department of Molecular Genetics of
Coagulation Disorders, Tokyo Medical University, Tokyo, Japan; and 5Department of
Laboratory Medicine, Tokyo Medical University, Tokyo, Japan

Introduction and Objectives:

Some studies reported the relationship between genotype and development of inhibitor
hemophilia A(HA) patients. It has been little reported how the real situation of genotype
phenotype, treatment and inhibitedevelopment are in Japanese HA (HB) patients,
however. We have set out to analyze genotype and investigate the inhib#eglopment in
Japanese patients through a nati@nde research called Japanese hemophilia inhibitor

study (JHIS) since 2010.



Materials and Methods:

JHIS consists of a retrospective studyH($1)
and prospective one {d1S2).

The patients enrolled indIS1 have (had)
been affected by inhibitor development, while
the patients in <HIS2 were diagnosed as ron
Inhibitor at enrolled timepoint.

F8 or F9 was sequenced in DNA obtained fror
patients enrolled in our study.



Results:

One hundred and six patients #HIS1 consist of
91 HA (severe 81%, moderate 17% and mild 2%)
and 15 severgype HB.

Genotypes In 50 HA and 8 HB of them were
identified as follows: 21 inversions, 4 nonsense, 7
missensdp.AlalllThr, p.Prol65Ser,
P.Gly498Arg, p.Arg503Cys, p.Arg2016Trp,
P.Gly2022Asmand p.Trp2248Arg), 10 small in/del
(SID), 7 large deletion (LD) and 1 splicing
mutation in HA,

and 4 nonsense, thissensel LD and 2 SID in HB.




Results:

« 289 patients consisting of 241 HA (69%, 16% anc
15%) and 48 HB (58%, 25% and 17%) were
enrolled in JHIS2.

* Genotypes in 179 patients (148 HA and 31 HB) o
them were as follows: 55 INV (including 20 with
iInhibitor-development during observatiomf+)),

1 LD (dinh+), 46missensg?2inh+), 17 nonsense
(6Inh+), 20 SID (h+) and Splicing(4 inh+) In
HA,and 3 LD (Inh+), 3 nonsense (&h+), 1 SID
(1inh+), 14missensd0inh+), 8 splicing

* (1inh+) and Zoromotor mutations (Oinh+) in HB.




Genetics
o anaancoeat s concismicnons ACIVIG STANDARDS AND GUIDELINES | inMedicine

Standards and guidelines for the interpretation of sequence
variants: a joint consensus recommendation of the American
College of Medical Genetics and Genomics and the
Association for Molecular Pathology
Sue Richards, PhD', Nazneen Aziz, PhD*'¢, Sherri Bale, PhD?, David Bick, MD# Soma Das, PhD>,
Julie Gastier-Foster, PhD%"#, Wayne W. Grody, MD, PhD®*%"! Madhuri Hegde, PhD'?,

Elaine Lyon, PhD'3, Elaine Spector, PhD™, Karl Voelkerding, MD™ and Heidi L. Rehm, PhD™;
on behalf of the ACMG Laboratory Quality Assurance Committee

(senef Med advance online publication 5 March 2015



Conclusion

* The relative risk of inhibitedevelopment in LD,
nonsense and splicing were higher than that in
Inversion, whilst that in SID amdissenseavere
lower than that in inversion among HA HHIS2.

* Most patients withmissensanutation in JHIS1

showed severaype and each mutation seemed
to affect the conformation essential to facilitate
the hemostaticfunction resulting in inhibitor
development.



Au total



Vide sidéral

Pas la moindre étoile, galaxie, gaz ou autre
matiere noire a perte de vue : un immense
vide d'un milliard d'années-lumiere de large.



