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FIGURE 1 Genome-Wide Associations and Candidate Genes
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e Nederlands onderzoek toonaangevend in de wereld
— DPP6 (VF gen)
— Phospholamban
— Lang QT syndroom / Brugada
— Counseling
— Organisatie
— Informed consent van alle “cardiogenetische patiénten”
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A group approach to genetic counselling of
cardiomyopathy patients: satisfaction and e o Coe oy Pndin SN
psychological outcomes sufficient for further '

implementation

Heart Rhythm Disorders

Active Cascade Screening in
Primary Inherited Arrhythmia Syndromes

Does It Lead to Prophylactic Treatment?

Ellen Otten*!, Erwin Birnie', Adelita V Ranchor?, J Peter van Tintelen' and Irene M van Lang

Nynke Hofman, MSc,* Hanno L. Tan, MD, PHD,t Marielle Alders, PHD,*

Irene M. van Langen, MD, PHD,* Arthur A. M. Wilde, MD, PHDY
AMERICAN
RESEARCH ARTICLE medica Amsterdam, the Netherlands

Family Letters Are an Effective Way to Inform
Relatives About Inherited Cardiac Disease

Wilma P. van der Roest,i* José M. Pennings,2 Marian Bakker,1 Maarten P. van den
and J. Peter van Tintelen®

- L]
!Clinical Genetics Section, Department of Genetics, University Medical Center Groningen, University of Groningen, Gr Ratlonale and des'gn Of the CAR EFU L

The Netherlands

STUDY DESIGN ARTICLE

2l)epartmem of Health Sciences/Metamedica, University Medical Center Groningen, University of Groningen, Groning stu dy
*Department of Cardiology, University Medical Center Groningen, University of Groningen, Groningen, The Netherlanc

The yield of CARAiggenetic scrEening in First degree
relatives of sudden cardinc and UnexpLained death victims
<45 years

A. Hendrix, C. van der Werf, M.L. Bots, E. Birnie, J.J. van der Smagt, C.J. W. Borleffs,
A. Vink, H.C. van Weert, P.A.F.M. Doevendans, A.A.M. Wilde, A. Mosterd, I.M. van Langen
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WHERE WE DONATE VS. DISEASES THAT KILL US

. Heart Disease Suicide
Jump Rope for Heart (2013) Out of Darkness Overnight Walk (2014)

- Diabetes - HIV/ AIDS - Breast Cancer
Step Out: Walk to Stop Diabetes (2013) Ride to End Aids (2013) Komen Race for the Cure (2012)

Motor Neuron Disease (including ALS) Chronic Obstructive Pulmonary
ALS Ice Bucket Challenge (2014) . Fight for Air Climb (2013) - Movember (2013)

MONEY RAISED DEATHS (US)

Source: CDC (z011) V
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Position ESC as best source of comprehensive information on CVD research
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MRI: normale hartfunctie (muis)
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construction of a conditional PLN R14 del mouse

Chr. 10 Al = L] LX)
Figure 1: location of the Pln gene on chromosome 10. T
WT:
Targeted:

1 2 P 3 PaFa Nneo o F 3*
Flp:

An additional exon with the R14

Cre: deletion has been introduced in mice.

The original exon can be removed
_H_E_D'O-H_ with Cre recombinase.

\
O\
o = Flp recombination site (FRT) . = exon, non-coding . = coding region §
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D = Cre recombination site (loxP) M . . Ny
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Nog nooit was het zo makkelijk
om DNA te veranderen.

The GMTMaster 11.
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CRISPR-cas. Over gaatjes prikken in DNA,

Stan Brouns (37), microbioloog aan de Wageningen Universiteit, is een echte
wetenschapper. Puur uit nieuwsgierigheid werkt hij aan het immuunsysteem
van bacterién. Gok zij hebben last van infecties door virussen die de hacteriecel

Rl mncmAdlcnmnen men Arnne Arnd nem crnwdnaf mnnlae

Hidde Boersma

Bl elololelslrell]®] o0

¥ f Tin & MEERKENNIS N\
2N

Expertisecentrum cardiogenetica UMCG



rijksuniversiteit % umce
groningen ‘.

CRISPR Mentions in Scientific Publications Since 2002
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Prevention of muscular dystrophy
in mice by CRISPR/Cas9-mediated
editing of germline DNA

Chengzu Long,'* John R. McAnally,'* John M. Shelton,? Alex A. Mireault,'
Rhonda Bassel-Duby," Eric N. Olson'}

A
Dmd it &
______________________ //,-@Casg gongNA
_________ Ex22 Ex23 Ex24  Ex25 ""-e-ae.___ 4 ODN
1

S i t i D oo

WT 5 :_.—.—'I-‘TG AAA GAG CAA CAA AAT GGEZ-.-._ .ar

mdx 5’ ...TTG AAA GAG CAA TAA AAT GGC... 3’ —-

(Btop) Reimplantation

B target-mdx PAM madx Zygote =

mdx 5’ ...AGT TCT TTG AAA GAG CAA TAA AAT GGC TTC... 3 ‘»/
ssODN 5’ ...AGT TCT TTA AAG GAG CAG CAG AAT GGC TTC... 3’ &

Tsel ;
sid Donor Mutant Corrected Mice (mdx-C)
c F primer R primer
—_— 0 -—
HDR-mediated correction \\:Q NHEJ-mediated correction
Cas9 <
Eionzg oz »
Tsel In-frame deletion of §
Corrected gene premature stop codon >

D

o

Long C, et al. Science. 2014;345:1184-1188 Expertisecentrum cardiogenetica UMCG
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Quadriceps

Diaphragm
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First trial of CRISPR in people

Chinese team approved to test gene-edited cells in people with lung cancer.

A

Nature. 2016; 535:476-477 Expertisecentrum cardiogenetica UMCG
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Gemeenschappelijke agenda

* We doen ons onderzoek niet op u, maar met u!

« Graag komen wij in contact met u
— Opstellen agenda
— In kaart brengen behoefte(s)
— Aanscherpen protocollen
— Genereren van ideeén en een agenda

A
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Conclusie

« We kunnen hartziekten steeds beter behandelen
maar er is nog veel te doen!

* Moderne technieken zijn aanwezig en zullen de
ontwikkelingen versnellen

« Het Nederlandse CV onderzoek werkt met u aan
een toekomst met minder (erfelijke) hartziekten
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