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To try a kit call
+44 (0)1795 411 100

commercial@dri-dna.co.uk
www.chargeswitch.com

Remove invisible impurities from your DNA

Most existing technologies for nucleic acid purification are great at removing
proteins and lipids from DNA, but can introduce invisible impurities such as
organic solvents, alcohols and salts. These impurities can interfere or inhibit
enzyme-dependant downstream processes1,2. ChargeSwitch™ Technology utilises
a unique pH-dependant ionic switch and water-based buffers to purify nucleic
acids. This method does not introduce any inhibitory reagents which means
your purified DNA will be clean and free of invisible impurities. A wide range 
of kits are available for automated and manual use.

It’s time to switch and find out for yourself!

ChargeSwitch™ is a trademark of DNA Research Innovations Ltd, UK.

Improved sequencing performance of DNA 
purified using ChargeSwitch™ Technology

In a recent study, the sequencing of plasmid DNA purified using the CST ®

MiniPrep Kit showed improved performance in maximum and mean read
lengths over three other miniprep purification techniques (P<0.0001, df=46). 
Of the four methods tested, the CST ® MiniPrep Kit also showed the highest
level of reproducibility. 
Additionally, good sequencing results were obtained from as little as 16ng 
of plasmid DNA purified using the CST ® MiniPrep Kit. 
These data suggest that the CST ® MiniPrep Kit is an ideal method for the
reliable and reproducible production of high quality plasmid DNA for the
purpose of automated fluorescent sequencing.

Data presented at the CHI Genomic & Proteomic Sample Prep Meeting, Boston, April 2004.

1. Hiesinger M. et al (2001) The effects of phenol on nucleic acid preparation and downstream applications. Qiagen News 5.
2. Welters S. et al (1997) Effects of plasmid template quality on fluorescent sequencing. Qiagen News 4.

Visit our website for further details.

www.chargeswitch.com



Dear colleagues

We would like to welcome you cordially to the European Human Genetics Conference 2004 in Munich. Our meet-
ing is held in conjunction with the European Meeting on Psychosocial Aspects of Genetics, the Annual Meeting of 
the German Human Genetics Society, the Austrian Society of Human Genetics and the Swiss Society of Medical 
Genetics. We do hope that the congress shall continue the series of high profi le meetings providing to all profes-
sionals in the fi eld the best of science and the best of education. Due to the large number of abstracts submitted, 
the Scientifi c Programme Committee has increased the number of concurrent sessions and symposia. It has also 
scheduled exclusive poster discussion slots and has introduced an additional viewing time on Monday evening af-
ter the lectures. 

Munich and its region is amongst the renowned European centres for biomedicine and biotechnology. Genetics re-
search is very active in biotech companies and in several public research centres including the Ludwig-Maximilians 
University and the Technical University, several Max Planck Institutes, and the GSF National Research Centre. The 
city also has a new congress centre that has much to offer to the participants of this year’s ESHG meeting. In one 
of the large meeting rooms, we will provide an exhibit of the X chromosome sequence, which will be on display dur-
ing the entire meeting. Most participants will have her or his own links with the subject matter: via analysis of the 
chromosome under the microscope, care for patients with  X-chromosomal disorders, or research projects dealing 
with the more than 1000 genes located on this chromosome or the sequences in between. The exhibit may act as 
a projection space, allowing everyone to keep track of previous experiences while providing an outlook for future 
undertakings.

Both scientifi c endeavour and medical care for patients require ever more specialisation and the fi eld of human 
genetics makes no exception. One main purpose of a large international meeting is to bracket the various develop-
ments and to provide a comprehensive view of the whole fi eld. Apart from the genes, environmental issues play 
a major role in shaping the phenotype. We are confi dent that the congress venue, the city of Munich and its sur-
roundings will provide a suitable environment for successful interactions. 

Willkommen in München.

Thomas Meitinger
Local Host EHGC 2004

Welcome 

We cordially welcome all colleagues with an interest in the psychological and social aspects of genetic counselling 
and genetic testing to the 9th European Meeting on Psychosocial Aspects of Genetics in Munich. This EMPAG-meet-
ing is held for the second time in conjunction with the European Conference for Human Genetics. The success of the 
EMPAG meeting in Strasbourg in 2002 with many new participants, also from outside Europe, was a major reason 
to continue the joint organisation. 

The EMPAG-meeting in Munich offers an excellent and multifaceted programme attracting psychologists, genetic 
counsellors/nurses/social workers, clinical geneticists and other clinicians and social scientists with a particular inter-
est in psychological and social aspects of genetics. The meeting includes plenary sessions, poster presentations and 
workshops organised by the EMPAG scientifi c committee as well as sessions jointly organised by the ESHG/EMPAG 
committees. The scientifi c committee tried to achieve a good balance between research and practice and to provide 
suffi cient time for interaction and discussion. Multidisciplinarity is a major characteristic of the meeting. Participants 
of the European Conference of Human Genetics are welcome in all EMPAG-sessions and EMPAG-participants have 
access to all ESHG-sessions.

We are glad to have you with us in Munich for an exciting EMPAG-meeting!

 Lauren Kerzin-Storrar  Gerry Evers-Kiebooms

Co-chairs of the EMPAG scientifi c committee

Welcoming Addresses 5
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Room 01 Room 05 Room 13b Room 04
14.00

-
15.30

Educational Session I:
Referral diagnosis: 
The child with mental 
retardation Diagnostic 
strategies
G. Gillessen-Kaesbach

Educational Session 
II:
Genome Databases: 
Comparison and User’s 
Guide
J. Kunz, S. Uebe

Educational Session 
III:
Microarray analysis: 
A new tool of genetic 
diagnostics
M. Bonin

15.45 Opening Ceremony
Chair: V. van Heyningen and T. 
Meitinger
Welcoming addresses by:
Thomas Meitinger
Local Host
Claus Bartram
President of the GSHG
Gerry Evers-Kiebooms
Co-Chair EMPAG
Veronica van Heyningen
President of the ESHG
Awarding of the Honorary Membership 
of the GSHG to 
L. Zech and E.M. Mikkelsen
Laudation by C. Fonatsch

16.30
-

18.00

Opening Plenary Session P1
Chair: V. van Heyningen and T. 
Meitinger

16.30 L01. Multiple Sulfatase Defi ciency: 
Molecular defect and properties of 
the missing enzyme.
K. von Figura, M. Mariappan, J. 
Peng, A. Preußer, B. Schmidt

17.00 L02. Biogenesis of mitochondria: 
Human diseases linked to protein 
transport, folding and degradation
W. Neupert

17.30 L03. New aspects of genetic mosai-
cism
R. Happle

18.00
-

18.30
Coffee Break

18.30
-

20.00

Plenary P2: Regional Differences 
in genetic testing and counselling 
in Europe
(Joint with EMPAG)
Chair: L. Kerzin-Storrar and C. 
Bartram

18.30 L04. Regional differences in genetic 
testing and counselling in Europe 
- An overview
S. Aymé

18.50 L05. Hereditary Breast/Ovarian 
Cancer risk: international comparison 
of the acceptability of Preventive 
strategies
C. Julian-Reynier

19.10 L06. Variation in prenatal counselling 
in Europe: the example of Klinefelter
T. M. Marteau

19.30 L07. Fact and Fiction Across 
Frontiers. Perceptions and Attitudes 
of families across Europe towards 
genetic testing and counselling
L. Greene

20.00 Welcome Reception at the ICM

ESHG Scientifi c Pogramme - Saturday, June 12, 2004
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Room 01 Room 05 Room 13a Room 13b
8.45

-
10.15

Plenary P3 Genomic 
Disorders
Chair: Orsetta Zuffardi, 
Karl-Heinz Grzeschik

8.45 L08. Genome architecture, 
rearrangements, evolution 
and genomic disorders.
J. R. Lupski

9.15 L09. Chromosome territory 
arrangements in the cell 
nucleus:probabilistic order 
and functional implications
T. Cremer

9.45 L10. Williams syndrome
L. Perez Jurado

10.15
-

10.45
Coffee Break / Poster Viewing / Exhibition

10.45
-

11.15
Poster Viewing / Exhibition

11.15
-

12.15
Poster Viewing with Presenters (odd numbers)

12.15
-

13.15
Lunch / Poster Viewing / Exhibition

Room 01 Room 05 Room 13a Room 13b Room 04
13.15

-
14.45

W1 Cytogenetics
Chair: O. Zuffardi, 
N. Tommerup

W2 Syndrome 
identifi cation I
Chair: D. Donnai, Jill 
Clayton-Smith

W3 Common Diseases
Chair: M. Krawczak, C. 
van Duijn

W4 Models of service 
delivery (joint with 
EMPAG)
Chair: G. Evers-Kiebooms

W5 Quality Control
Chair: E. Dequeker, 
M. Morris

ESHG Scientifi c Pogramme - Sunday, June 13, 2004

GenomiPhi DNA Amplification
Kit introduces an easy-to-use,
isothermal whole genome
amplification method that
delivers high quality DNA and
operational simplicity.

One simple, easy to learn method offers:

• Representative amplification of the whole 

genome

• Ability to perform unlimited genetic tests 

from limited source material

• High-quality DNA for genetic analysis, DNA 

archiving, and library construction

Amersham Biosciences (now part of GE Healthcare)

invites you to a satellite meeting on:
GenomiPhiTM, a novel WGA (Whole Genome Amplification), technology for use in Human Genetics
on Sunday, June 13, 2004 at 11.15 -12.45 in room 2 of the ICM International Congress Centre, Munich

Places are limited, so to avoid disappointment, please register at booth number 224.

Amersham Biosciences UK Limited. © 2004 General Electric Company - All rights reserved.
Amersham plc, a General Electric company, going to market as GE Healthcare.

Presentations include:

1. A reliable whole genome amplification method for high quality STR and

SNP Genotyping: Pernille Sorensen Baker, Ph.D - Director of Marketing

Genotyping Services, deCODE genetics

2. Evaluation of whole genome amplification for high throughput SNP genotyping:

Thomas Bettecken - Institute of Human Genetics

GSF National Research Centre for Environment & Health

3. Comparative analysis of genotyping discordance rates between genomic

and whole genome amplified DNA by MALDI-TOF MS:

M. Riemenschneider

Department of Psychiatry & Psychotherapy

Neurochemistry & Neurogenetics Laboratory
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Room 01 Room 05 Room 13a Room 13b
15.00

-
16.30

Concurrent Session 
C1 Clinical Genetics I 
– Syndromes
Chair: H. Kääriäinen, A. 
Ballabio

Concurrent Session C2 
Molecular Genetics I
Chair: B. Wirth, J.L. Mandel

Concurrent Session C3 
Genomics
Chair: B. Weber, S. 
Antonarakis

Concurrent Session C4 
Population Genetics
Chair: F. Clerget-Darpoux, L. 
Cardon

15.00 C01. Phenylbutyrate increas-
es SMN gene expression and 
motor function in spinal mus-
cular atrophy patients
F. D. Tiziano, T. Vitali, C. 
Angelozzi, S. Messina, F. 
Colitto, A. M. Pinto, E. Bertini, 
G. Neri, E. Mercuri, C. Brahe

C07. Identifi cation of exonic 
splicing regulatory elements 
in CFTR and BRCA1 genes
F. Pagani, M. Raponi, E. 
Goina, C. Stuani, F. E. Baralle

C13. Identifi cation and detailed 
characterization of intragenic 
human single-exon genes, that 
arose late in evolution
A. Rump, I. Thielke, A. Herr

C19. Developing a screening 
tool for complex diseases us-
ing multiple genetic tests: how 
many genes are needed?
A. C. J. W. Janssens, Y. S. 
Aulchenko, E. W. Steyerberg, 
C. M. van Duijn

15.15 C02. Pilot study of in-vivo 
effects of valproic acid on 
SMN gene expression in SMA 
carriers
L. Brichta, K. Haug, Y. Sun, 
S. Stier, T. Klockgether, B. 
Wirth

C08. Is the mandibuloac-
ral dysplasia, a progeroid 
laminopathy, a new chromatin 
remodelling disease?
F. Gullotta, M. R. D’Apice, A. 
M. Nardone, G. Lattanzi, P. 
Sbraccia, I. Filesi, S. Biocca, 
R. Lauro, N. M. Maraldi, G. 
Novelli

C14. Microarray analysis of 
fetal human neocortex: candi-
date genes for brain develop-
ment and function
E. Weiß, U. Zechner, T. 
Tralau, C. Neuser, T. Haaf, D. 
Galetzka

C20. Human sequence 
variation and disease - The 
HapMap project
P. Deloukas, P. Whittaker, 
S. Hunt, X. Ke, J. Morrison, 
M. Delgado, L. Cardon, D. 
Bentley

15.30 C03. In vivo enhancing ef-
fect of SUMF1, the Multiple 
Sulfatase Defi ciency gene, on 
sulfatase activities
M. Cosma, A. Auricchio, C. 
Settembre, S. Pepe, M. Doria, 
A. Fraldi, A. Ballabio

C09. Impaired calmodulin 
binding of Myosin-7A causes 
autosomal dominant hearing 
loss (DFNA11)
H. J. Bolz, S. Bolz, G. 
Schade, C. Kothe, G. 
Mohrmann, M. Hess, A. Gal

C15. Gene Expression 
Variation In The Human 
Genome: Dissecting 
Regulatory Variation.
S. Deutsch, R. Lyle, C. 
Gehrig, S. Hunt, L. Parand, 
M. Forrest, M. Gagnebin, P. 
Deloukas, E. T. Dermitzakis, 
S. E. Antonarakis

C21. Comparative haplotype 
diversity among European 
populations: implications for 
gene mapping studies
J. C. Mueller, E. Lohmussaar, 
R. Mägi, M. Remm, T. 
Bettecken, P. Lichtner, T. Illig, 
P. Pramstaller, G. Romeo, 
H. Wichmann, C. Zoccali, A. 
Metspalu, T. Meitinger

15.45 C04. Functional overlap 
between ABCD1 (ALD) and 
ABCD2 (ALDR) transporters: 
a therapeutic target for X-
linked adrenoleukodystrophy
A. Pujol, I. Ferrer, C. Camps, 
E. Metzger, M. Ruiz, M. Giros, 
T. Pàmpols, J. Mandel

C10. SCA14 in the Dutch 
ataxia population
D. S. Verbeek, B. P. C. van 
de Warrenburg, D. Dooijes, C. 
C. Verschuuren-Bemelmans, 
H. P. Kremer, R. J. Sinke

C16. Functional analysis of 
Conserved Non-Genic se-
quences (CNGs)
C. Attanasio, E. T. 
Dermitzakis, R. Lyle, A. 
Reymond, S. E. Antonarakis

C22. Investigation of Genetic 
Variation in 111 Candidate 
Genes for Drug Response 
Shows Relevance of Rare 
Variants
Y. Freudenberg-Hua, J. 
Freudenberg, J. Winantea, N. 
Kluck, S. Cichon, P. Propping, 
M. M. Nöthen

16.00 C05. Paradoxical NSD1 
mutations in Beckwith-
Wiedemann syndrome and 
11p15 anomalies in Sotos 
syndrome
G. Baujat, M. Rio, S. 
Rossignol, D. Sanlaville, 
S. Lyonnet, A. Munnich, 
C. Gicquel, V. Cormier, L. 
Colleaux

C11. PA26 is a candidate 
gene for human heterotaxia
H. Peeters, M. L. Voz, H. 
Pendeville, B. Peers, M. 
Gewillig, W. Van de Ven, J. 
Fryns, K. Devriendt

C17. Evolutionary fragile sites: 
implications for hominoid chro-
mosome evolution
T. Haaf, B. Grossmann, E. 
Tsend-Ayush, F. Gruetzner, M. 
A. Ferguson-Smith, F. Yang, 
Y. Yue

C23. A large-scale association 
study reveals novel breast 
cancer susceptibility genes
A. Braun, S. Kammerer, R. 
Roth, M. Nelson, L. Griffi ths, 
U. Schwarz-Boeger, M. 
Kiechle, F. Ebner, J. Rehbock

16.15 C06. Mutations in the 
VKORC1 gene cause war-
farin resistance and multiple 
coagulation factor defi ciency 
type 2
S. Rost, A. Fregin, V. 
Ivaskevicius, E. Conzelmann, 
K. Hörtnagel, H. J. Pelz, 
K. Lappegard, E. Seifried, 
I. Scharrer, E. G. D. 
Tuddenham, C. R. Müller, T. 
Strom, J. Oldenburg

C12. Heterozygous missense 
mutations in BSCL2 are as-
sociated with distal hereditary 
motor neuropathy and Silver 
syndrome
C. Windpassinger, M. Auer-
Grumbach, J. Irobi, H. Patel, 
E. Petek, G. Hörl, R. Malli, 
J. A. Reed, I. Dierick, N. 
Verpoorten, T. T. Warner, C. 
Proukakis, C. Proukakis, P. 
Van den Bergh, C. Verellen, 
L. Van Maldergem, L. Merlini, 
P. De Jonghe, V. Timmerman, 
A. H. Crosby, K. Wagner

C18. In silico functional analy-
sis of human disease associ-
ated genes
A. Fritz, Y. Palchaninava, K. 
Wenger, K. Albermann

C24. High Resolution LD-
mapping of the Myocardial 
Ikr Channel Subunit Gene 
KCNQ1 reveals two inde-
pendent Effects of Gene 
Variants on the QT-Interval
A. S. Pfeufer, M. Hinterseer, 
S. Perz, S. Jalilzadeh, J. 
Müller, G. Goppel, T. Illig, H. 
Löwel, H. E. Wichmann, M. 
Näbauer, G. Steinbeck, S. 
Kääb, T. Meitinger

16.30
-

17.00
Coffee Break / Poster Viewing / Exhibition

ESHG Scientifi c Pogramme - Sunday, June 13, 2004
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Room 01 Room 05 Room 13a
17.00

-
18.30

Symposium S1 Counselling and 
management for genetic risk of 
sudden cardiac death 
(joint with EMPAG)
Chair: L. Kerzin-Storrar, K. Devriendt 

Symposium S2 Complex and 
common diseases
Chair: F. Clerget-Darpoux, C. van 
Duijn

Symposium S3 Epigenetics
Chair: J.L. Mandel, B. Horsthemke

Introduction
L. Kerzin-Storrar

17.00 S01. Long QT syndrome what it 
means to patients
S. Priori

S04. Using linkage disequilibrium pat-
terns to map human complex trait loci
L. Cardon

S07. microRNA and RNAi machiner-
ies in mammalian cells
W. Filipowicz, C. Artus, L. 
Jaskiewicz, F. Kolb, R. Pillai, H. 
Zhang

17.30 S02. Genetic testing for Hypertrophic 
cardiomyopathy: how and what in clini-
cal practice ?
P. Charron

S05. Human genetics of susceptibility 
to infectious agents: the example of 
mycobacterial infections
L. Abel

S08. The Human Epigenome 
Project
S. Beck, on behalf of the Human 
Epigenome Consortium

18.00 S03. Living with Marfan Syndrome: 
Perceptions of Cardiovascular Risk 
and Events
B. B. Biesecker, F. Kong, R. Horne, K. 
Peters

S06. The genetics of asthma and at-
opic dermatitis
W. Cookson

S09. Imprinted Genes and 
Transposons: Epigenomic Targets 
Linking Fetal Nutrition with Adult 
Disease Susceptibility
R. L. Jirtle

19.30 State Reception followed by an Evening in the World Famous ‘Hofbräuhaus’

ESHG Scientifi c Pogramme - Sunday, June 13, 2004
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Room 01 Room 05 Room 13a Room 13b
8.45

-
10.15

Plenary P4 Therapy for 
genetic diseases
Chair: G. Utermann, B. 
Gänsbacher

Patenting and Licensing 
of Genes for Diagnostic 
Purposes in Europe
10.30 - 15.00

8.45 L11. AAV vectors for the 
treatment of retinal and 
metabolic disorders
A. Auricchio

Workshop and Round-Table 
organized by the European 
Society of Human Genetics 
(ESHG) and the Technology 
Transfer Agency of National 
Genome Research Network 
(TT-NGFN).

See ‘Satellite Meetings’ for 
further details

9.15 L12. Enzyme replacement 
for Pompe disease
A. van der Ploeg

9.45 L13. Management of he-
reditary dyslipidemia; from 
pharmacogenomics to gene 
therapy
J. J. P. Kastelein

10.15
-

10.45
Coffee Break / Poster Viewing / Exhibition

10.45
-

11.15
Poster Viewing / Exhibition

11.15
-

12.15
Poster Viewing with Presenters (even numbers)

12.15
-

13.15
Lunch / Poster Viewing / Exhibition

Room 01 Room 05 Room 13a Room 13b Room 04
13.15

-
14.45

W6 Prenatal, 
Preimplantation
Chair: C. Delozier, 
R.D. Wegner

W7 Syndrome 
identifi cation II
Chair: D. Donnai, 
J. Clayton-Smith

W8 Gene patenting 
in Europe
Chair: G. Matthijs, 
with TT-NGFN

W9 Diffi cult 
Counselling Cases
(joint with EMPAG)
Chair: H. Skirton, 
G. Wolff

W10 Community 
Genetics - Genetic 
Education
Chair: D. Coviello, 
M. Cornel, L. Ten Kate

Room 11: W11 Biobanking Chair: H. E. Wichmann

ESHG Scientifi c Pogramme - Monday, June 14, 2004

TKT EUROPE 5S
For the benefit of patients

with Fabry Disease

Fabry disease: new insights in 
genetics and treatment
11:15–11:20
Introduction
Chairman: Prof R Ricci, Rome, Italy

11:20–11:40
The wide spectrum of genetic abnormalities in Fabry disease
Dr E Schäfer, Hamburg, Germany

11:40–12:00
Screening methods for mutations in the alpha galactosidase A gene
Prof A Rolfs, Rostock, Germany

12:00–12:20
X-chromosome inactivation in Fabry disease:
Can it explain the female phenotype?
Dr A Morrone, Florence, Italy

12:20–12:40
Clinical achievements with agalsidase alfa enzyme replacement therapy
Dr P Deegan, Cambridge, United Kingdom

12:40–12:45
Conclusions

Lunch boxes will be available in the meeting room

SATELLITE SYMPOSIUM

JUNE 14, 2004, HRS 11:15–12:45
ESHG

ROOM 2
INTERNATIONAL CONGRESS CENTER,

MUNICH, GERMANY
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Room 01 Room 05 Room 13a Room 13b
15.00

-
16.30

Concurrent Session 
C5 Clinical Genetics II 
Dysmorphology
Chair: S. Lyonnet

Concurrent Session C6 
Mental Retardation
Chair: G. Rappold, H. Ropers

Concurrent Session C7 
Technology
Chair: A. Metspalu, A. Reis

Concurrent Session C8 
Cancer Genetics
Chair: C. Buys

15.00 C25. Shprintzen-Goldberg 
Syndrome: Fourteen New 
Patients and a Clinical 
Analysis
S. Tinschert, P. N. Robinson, 
S. Demuth, H. Enders, U. 
Jung, R. König, B. Mitulla, 
D. Müller, P. Muschke, L. 
Pfeiffer, M. Somer, L. M. 
Neumann

C31. High prevalence of 
SLC6A8 defi ciency, a novel 
X-linked mental retardation 
syndrome
G.S. Salomons, E.H. 
Rosenberg, L.S. Almeida, T. 
Kleefstra, R.S. deGrauw, H. G. 
Yntema, N. Bahi, C. Moraine, 
H.H. Ropers, J.P. Fryns, T.J. 
deGrauw, C. Jakobs

C37. Detection of subtelomer-
ic rearrangements in 173 pa-
tients with unexplained mental 
retardation using MLPA
D. A. Koolen, W. Nillesen, 
D. Smeets, C. M. A. van 
Ravenswaaij, C. G. de 
Kovel, B. B. A. de Vries, E. A. 
Sistermans

C43. Expression profi ling of 
Wilms tumors reveals novel 
prognostic markers
B. Zirn, O. Hartmann, B. 
Samans, M. Krause, S. 
Wittmann, M. Eilers, M. 
Gessler

15.15 C26. Autosomal recessive 
congenital cutis laxa: further 
evidence for heterogeneity 
and delineation of the Debré 
type with eight new cases
L. Van Maldergem, E. 
Seemanova, S. Giurgea, 
M. Greally, J. Vigneron, M. 
Yuksel-Apak, M. Salih, Y. 
Gillerot, S. Mundlos

C32. Severe X-linked mental 
retardation caused by mu-
tations in the gene for the 
thyroid hormone transporter 
MCT8
S. Lenzner, M. D. 
Rosenkranz, A. Grueters, 
H. Biebermann, J. Chelly, 
C. Moraine, J. Frijns, H. 
van Bokhoven, T. Visser, H. 
Ropers

C38. Application of the 
Universal Linkage System to 
genomic microarrays
J. A. Veltman, I. Janssen, 
E. Meershoek, E. F. P. 
M. Schoenmakers, R. 
Schaapveld, A. Geurts van 
Kessel

C44. Expression analysis of 
Wilms’ Tumor specimens by 
high density oligonucleotide 
arrays
C. Ulger, G. A. Toruner, A. 
Galante, P. Soteropoulos, J. J. 
Dermody, M. N. Schwalb, M.
Alkan

15.30 C27. Multicentric study of 
Baraitser-Winter syndrome: 
critical review, further deline-
ation and re-defi nition in 19 
patients
A. Verloes, P. Blanchet, P. 
Bitoun, H. Brunner, A. David, 
A. Moncla, J. Roume, C. 
Rusu, P. Sarda, M. Till, R. 
Winter, W. Dobyns, D. Pilz

C33. Impairment of the renin 
receptor prevents ERK1/2 
activation in a patient suffer-
ing from mental retardation 
and epilepsy
J. Ramser, C. Burckle, F. 
Abidi, C. Lenski, G. Wen, 
H. Toriello, S. Engert, C. E. 
Schwartz, G. Nguyen, A. 
Meindl

C39. Microdeletion/
duplication scanning using 
whole genome SNP Chip-
Arrays
A. Rauch, F. Rueschendorf, 
J. Huang, U. Trautmann, C. 
Becker, K. Jones, A. Reis, P. 
Nuernberg

C45. Germline mutations of 
the paired-like homeobox 2B 
(PHOX2B) gene in neuroblas-
toma.
J. Amiel, D. Trochet, F. 
Bourdeaut, I. Janoueix-
Lerosey, L. de Pontual, G. 
Schleiermacher, A. Deville, C. 
Coze, N. Philip, T. Frébourg, 
A. Munnich, O. Delattre, S. 
Lyonnet

15.45 C28. Homozygous missen-
se mutation in the lamin 
A/C gene causes autosomal 
recessive Hutchinson-Gilford 
progeria syndrome
M. Plasilova, C. 
Chattopadhyay, P. Pal, N. 
Schaub, S. Buechner, H. 
Mueller, P. Miny, A. Ghosh, K. 
Heinimann

C34. New insights from a 
mouse model for Anderman 
syndrome
M. B. Rust, J. Faulhaber, C. 
Pfeffer, H. Maier, T. Boettger, 
R. Schubert, F. X. Beck, H. 
Ehmke, T. J. Jentsch, C. A. 
Hübner

C40. Using a highly-multi-
plexed approach to quickly 
score tens of thousands of 
SNPs and scale up to whole 
genome studies
T. Willis

C46. Expression of SPOC1, 
a novel gene encoding a pu-
tative transcriptional regulator, 
is associated with ovarian 
carcinoma patient survival
G. Mohrmann, J. G. 
Hengstler, T. G. Hofmann, 
S. U. Endele, C. Stelzer, 
B. Zabel, H. Will, A.
Winterpacht

16.00 C29. Clinical and Mutational 
spectrum of Mowat-Wilson 
syndrome
C. Zweier, F. Beemer, B. 
Dimitrov, G. Gillessen-
Kaesbach, P. Meinecke, O. 
Rittinger, H. Seidel, C. Thiel, 
M. Zenker, B. Weschke, A. 
Rauch

C35. A novel open reading 
frame for the MECP2 gene 
is mutated in Rett syndrome 
and defi nes the MeCP2 iso-
form relevant to the disease
J. B. Vincent, S. E. Alfred, 
G. Mnatzakanian, H. Lohi, 
T. Yamada, I. Munteanu, J. 
R. Jones, M. Friez, S. W. 
Scherer, P. J. M. MacLeod, N. 
C. Schanen, B. A. Minassian

C41. Gene mapping by link-
age analysis with large SNP 
marker panels
F. Rüschendorf, C. Becker, K. 
Strauch, P. Nürnberg

C47. Molecular Genetic 
Profi ling of Normal Prostate, 
Benign Prostatic Hyperplasia, 
Dysplasia and Gleason 
Grade 3, 4 Prostate Cancer
J. Palma, M. Mahadevappa, 
X. Guo, Z. Zhang, M. C. 
Caldwell, Z. Chen, Z. Fan, J. 
E. McNeal, R. Nolley, T. A. 
Stamey, J. A. Warrington

16.15 C30. Clinical variability of 
Cohen and Mirhosseini-
Holmes-Walton syndromes 
caused by mutations in 
COH1
D. Horn, A. Rauch, W. 
Seifert, G. Tariverdian, K. H. 
Chrzanowska, A. Reis, H. 
Hennies

C36. Arhgef6-defi cient mice, 
a model for non-specifi c X-
linked mental retardation, 
show a decrease of mature 
dendritic spines
K. Kuchenbecker, E.J.M. 
van Galen, R.E. Baker, 
G.J.A. Ramakers, A. Gal, K. 
Kutsche

C42. Parallel Genotyping 
of over 100,000 SNPs 
Using a One Primer Assay 
on a Pair of High Density 
Oligonucleotide Arrays
R. Mei

C48. Organizing genetic 
counselling for cancer in 
Finland - 10 years experi-
ence of the Finnish Cancer 
Society’s three-stage model
M. H. Pöyhönen, M. 
Rautalahti, A. R. Aro, H. A. 
Kääriäinen

16.30
-

17.00
Coffee Break / Poster Viewing / Exhibition

ESHG Scientifi c Pogramme - Monday, June 14, 2004
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Room 01 Room 05 Room 13a Room 13b
17.00

-
18.30

Symposium S4 Cancer 
genetics
Chair: A. Read, T. Frebourg

Symposium S5 
Mechanisms of retinal 
degeneration
Chair: B. Weber, A. Gal

Symposium S6 Model 
systems for genetics
Chair: A. Reis, V. van 
Heyningen

Symposium S7 
Pharmacogenetics and 
preventive strategies
Chair: A. Metspalu, T. 
Meintinger

17.00 S10. Gene Expression net-
works in Breast Cancer
A. Børresen-Dale

S13. Photoreceptor biology 
in drosophila
C. Desplan

S16. Kremens are novel 
Dickkopf receptors that 
regulate Wnt/ -catenin sig-
nalling
C. Niehrs, B. Mao, W. Wu, 
G. Davidson, J. Marhold, M. 
Li, M. Mechler, H. Delius, A. 
Glinka

S19. Pharmacogenetics
K. Lindpaintner

17.30 S11. Dependence recep-
tors: cell death inducers 
and conditional tumor sup-
pressors
P. Mehlen

S14. The role of A2-E in 
Macular Degeneration
F. G. Holz

S17. Viral vectors as tool 
to create animal models of 
CNS disorders
N. Deglon

S20. Genetics of the antide-
pressant response
E. Binder, F. Holsboer

18.00 S12. Methylation in cancer
M. Esteller

S15. From epithelial cell po-
larity to retinal degeneration: 
lessons from Drosophila
E. Knust

S18. Combining HT-RNAi 
and high-content assays in 
human cells and model or-
ganisms for target discovery 
and validation
B. Sönnichsen

S21. The polypill
M. Law

18.30
-

21.00
Free poster viewing with wine and cheese

18.45
-

22.00
Business Meetings

ESHG Scientifi c Pogramme - Monday, June 14, 2004

OTT Satellite SymposiumABBO
uman Genetics Conference (ESHG)European Hu

Munich, Germany

Pre/Postnatal Molecular Diagnostics: Moving from Research to Clinical Applications
June 14th 2004, 18.30 pm – 20.00 pm, Room 3, International Congress Center, Munich

Chair:
Prof. D. Ledbetter, USA

AAAk 1: The value of FISH technology in PGD for infertile couplesAAAAA
Prof. L. Gianaroli, Italy

AAAk 2: Towards a molecular karyotype: progress and promiseAAAAA
Prof. D. Ledbetter, USA

AAAk 3: Cystic Fibrosis – update on worldwide epidemiologyAAAAA
Prof. M. Macek, Czech Republic
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Room 01 Room 05 Room 13a
8.45

-
10.15

Symposium S8 Cytogenetics: 
Understanding translocations 
Chair: N. Tommerup, O. Zuffardi

Symposium S9 Functional 
Genomics
Chair: B. Wirth, W. Wurst

Symposium S10 Developmental 
Genetics
Chair: S. Lyonnet, G. Rappold

8.45 S22. The complex nature of constitu-
tional de novo apparently balanced 
translocations in patients presenting 
with abnormal phenotypes
N. P. Carter

S25. Affi nity Proteomics to Explore 
the Human Genome
M. Uhlen

S28. Genetic architecture of Hsp90-
buffered traits
S. Rutherford, K. F. Gorman, R. 
Howsmon, J. Biava, C. Carey, A. 
Aragaki, C. Kooperberg

9.15 S23. Molecular analysis of breakpoint 
sequences in non-recurring balanced 
translocations
R. Giorda, U. Pozzoli, M. Bonaglia, 
S. Giglio, G. Gimelli, G. Gregato, T. 
Pramparo, M. Sironi, C. Baschirotto, 
O. Zuffardi

S26. Function prediction and protein 
networks
P. Bork

S29. Pituitary development
S. Amselem

9.45 S24. Translocation breakpoints and 
disease genes
V. Kalscheuer

S27. Genome-wide Cell based RNAi 
Screens in Drosophila
M. Boutros

S30. Cholesterol Biosynthetic 
Disorders - What Can We Learn from 
Mouse Models?
G. E. Herman

10.15
-

10.45
Coffee Break / Poster Viewing / Exhibition

ESHG Scientifi c Pogramme - Tuesday, June 15, 2004

http://europe.appliedbiosystems.com

Meet Applied Biosystems at ESHG 2004, booth 218, and register for our 
seminar to learn more about new Gene Expression and Genotyping solutions:

Delivering the Genome - Accelerating discovery 
in Human Disease Research”
Monday 14 June 2004, 13.00 - 14.30 - ICM International Congress Center Munich, Room 3, Applied Biosystems

iScience. Applied Biosystems provides
the innovative products, services, and
knowledge resources that are enabling
news, integrated approaches to 
scientific discovery.

* The comments and opinions expressed in this
presentation are of the presenters and do not 
necessarily reflect the view of Applied Biosystems.

Applera Corporation is committed to providing the world’s leading technology and information for life scientists. Applera Corporation consists of the Applied Biosystems and Celera
Genomics businesses. For Research Use Only. Not for use in diagnostic procedures. Applied Biosystems is a registered trademark and AB (Design), Applera, iScience, iScience
(Design) and SNPlex are trademarks of Applera Corporation or its subsidiaries in the US and/or certain other countries. TaqMan is a registered trademark of Roche Molecular System, Inc.

Agenda
Genome variation analysis: new SNP Genotyping and Resequencing strategies for Gene Discovery
Raimo Tanzi, Applied Biosystems, Monza, Italy

SNPlexTM technology: an integrated high-throughput custom SNP genotyping platform, 
suitable for use with pre-amplified gDNA*
Francis Rousseau, IntegraGen, Evry, France

Highly sensitive integrated approaches for Gene Expression: from whole genome to single gene, 
a content driven discovery path
Roland Wicki, Applied Biosystems, Rotkreuz, Switzerland

Genomic studies of sepsis using TaqMan® Low Density Arrays*
Andreas Pahl, Institute of Pharmacology, University of Erlangen, Germany

Please visit booth 218 for on-site registration.

“
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Room 01 Room 05 Room 13a Room 13b
10.45

-
12.15

Concurrent Session C9 
Molecular Genetics II
Chair: K.H. Grzeschik, 
G. Utermann

Concurrent Session C10 
Cytogenetics
Chair: N. Tommerup

Concurrent Session C11 
Clinical Genetics III - 
Skeletal Dysplasias
Chair: S. Mundlos

Concurrent Session C12 
Genetic Epidemiology
Chair: C. van Duijn, L. Abel

10.45 C49. Novel point mutations 
R173C and A170P in the 
SHOX homeodomain defi nes 
impaired nuclear translocation 
as a molecular cause for Léri-
Weill dyschondrosteosis and 
Langer dysplasia
N. Sabherwal, R. J. 
Blaschke, K. U. Schneider, 
A. Marchini, D. Heine-Suner, 
J. Rosell, W. F. Blum, G. 
Rappold

C55. Tiling path resolution map-
ping of 1p36 deletions by array-
CGH: contiguous gene deletion 
or ‘deletion with positional effect’ 
syndrome?
R. Redon, M. Rio, N. P. Carter, 
L. Colleaux

C61. Mutations in the gene 
encoding the cytoskeletal 
protein fi lamin B affect skel-
etogenesis, vertebral seg-
mentation and joint formation 
in humans.
S.P. Robertson, D. Krakow, 
L. M. King, T. Morgan, E.T. 
Sebald, C. Bertolotto, S. 
Wachsmann-Hogiu, D. 
Acuna, S.S. Shapiro, T. 
Takafuta, S. Aftimos, C. Ae 
Kim, H. Firth, C. E. Steiner, 
V. Cormier-Daire, A. Superti-
Furga, A. Grix, L. Bonafe, 
J.M. Graham, C.A. Bacino, 
J. Allanson, M.G. Bialer, R.S. 
Lachman, D.L. Rimoin, D.H. 
Cohn

C67. Fast estimation of 
critical values of correlated 
genome scans for linkage
S. Bacanu

11.00 C50. Mutations in the human 
TBX4 gene cause small pa-
tella syndrome
E. M. H. F. Bongers, P. H. F. 
Duijf, S. E. M. van Beersum, 
J. Schoots, A. van Kampen, 
A. Burckhardt, B. C. J. Hamel, 
F. Lošan, L. H. Hoefsloot, H. 
G. Yntema, H. van Bokhoven, 
N. V. A. M. Knoers

C56. Non-random asynchro-
nous replication at 22q11.2 and 
the human 22q11.2 deletion
A. Baumer, M. Riegel, A. 
Schinzel

C62. Acromesomelic 
chondrodysplasia with 
genital anomalies due to a 
homozygous mutation in 
BmpR1b
S. Türkmen, O. Demirhan, 
G. Schwabe, P. Seemann, 
H. Krude, S. Mundlos, K. 
Lehmann

C68. Accounting for strong 
age-specifi c sex-limitation 
in IgE QTL linkage analysis
M. A. R. Ferreira, D. L. 
Duffy, N. G. Martin

11.15 C51. Three candidate genes 
for autism with a possible role 
in neuron vesicle traffi cking
D. Castermans, J. R. 
Vermeesch, C. T. Schrander-
Stumpel, J. P. Fryns, W. J. 
Van de Ven, J. Steyaert, J. W. 
Creemers, K. Devriendt

C57. Age-related skewing of X 
chromosome inactivation is not 
a stochastic process
K. H. Orstavik, M. Kristiansen, 
G. P. S. Knudsen, L. Bathum, 
T. I. A. Sorensen, T. Brix, A. J. 
Svendsen, K. Christensen, K. 
Ohm Kyvik

C63. A novel X-linked leukod-
ystrophy with metaphyseal 
chondrodysplasia maps to 
Xq25-q27
C. A. Hübner, U. Orth, I. 
Stefanova, A. Kohlschütter, B. 
A. Neubauer, A. Gal

C69. Identifi cation of genes 
linked to complex disease
E. Roschmann, A. Philippi, 
P. Brooks, F. Tores, S. 
Friedel, A. Hinney, J. 
Hebebrand, J. Hager

11.30 C52. Functional characteriza-
tion of mutations found in the 
PTPN11 gene in patients with 
Noonan syndrome
L. Musante, P. Wechner, 
H. Ropers, S. Schweiger, V. 
Kalscheuer, R. Schneider

C58. A new recurrent 8p dupli-
cation mediated by an olfactory 
receptor gene cluster and the 
MYOM genes: which relation-
ship with the Kabuki syndrome?
R. Ciccone, R. Giorda, G. 
Gimelli, S. Giglio, T. Pramparo, 
G. Gregato, G. Neri, M. 
Genuardi, J. Argente, O. Zuffardi

C64. Functional analysis of 
the receptor tyrosine kinase 
Ror2 in mouse and chick
S. Stricker, N. Verhey van 
Wijk, K. Suering, S. Mundlos

C70. Dissecting the ApoE 
locus with respect to 
Alzheimer’s disease using 
novel association statistics
S. Böhringer, E. R. Martin, 
A. Steland

11.45 C53. Functional charac-
terization of wild-type and 
mutant wolframin, the WFS1 
(wolfram syndrome 1) gene 
product
S. Hofmann, K. Gerbitz, M. 
F. Bauer

C59. Cytogenetic and molecular 
characterisation of balanced 
chromosomal rearrangements in 
patients with limb malformations 
and breakpoints in chromosome 
band 2q31 near the HOXD 
complex
B. Dlugaszewska, A. 
Silahtaroglu, C. Menzel, S. 
Kuebart, S. Mundlos, N. 
Tommerup, H. Ropers, V. 
Kalscheuer, H. Neitzel

C65. Hereditary nanism with 
autosomal recessive inherit-
ance in Yakut population 
(Russia)
N. R. Maximova, A. 
Sukhomyasova, A. 
Nogovitsina

C71. Effects of population 
substructure on associa-
tion studies: Calpain-10 in 
patients with diabetic neph-
ropathy
T. H. Lindner, M. Berger, 
H. H. Stassen, K. Köhler, 
C. Wanner, K. Hoffmann, 
M. Zimmer, H. Bickeböller

12.00 C54. Loss of desmoplakin 
isoform I causes severe ar-
rhythmogenic left and right 
ventricular cardiomyopathy, 
palmoplantar keratoderma 
and woolly hair
E. E. Norgett, A. Uzümcü, 
O. Uyguner, A. Dindar, H. 
Kayserili, K. Nisli, E. Dupont, 
N. Severs, M. Yuksel-Apak, 
D. P. Kelsell, B. Wollnik

C60. 22q11.2 microdeletion 
Syndrome: small deletions (1.5-
2 Mb) are more frequent in fa-
milial cases than in sporadic.
L. Fernández, P. Lapunzina, I. 
López Pajares, G. Rodríguez 
Criado, J. Pérez, L. García 
Guereta, A. Delicado

C66. The European Skeletal 
Dysplasia Network (ESDN) 
J. Taylor, R. Elles, G. Mortier, 
P. Coucke, M. Wright, J. 
Goodship, J. Bonaventure, M. 
Le Merrer, V. Cormier-Daire, 
L. Ala-Kokko, M. Mannikko, 
M. Majava, B. Zabel, J. 
Spranger, G. Wildhardt, A. 
Superti-Furga, L. Bonafe, A. 
Zankl, M. Briggs

C72. Disregulation of mul-
tiple LOX-1/OLR1 mRNA 
isoforms as risk factor in 
myocardial infarction.
R. Mango, F. Clementi, 
P. Borgiani, L. Vecchione, 
G. B. Forleo, F. Amati, M. 
D’Apice, A. Botta, C. Cola, 
A. Amato, F. Del Vecchio, 
F. Sangiuolo, F. Romeo, J. 
L. Mehta, G. Novelli

12.15
-

13.00
Lunch  / Exhibition / Poster Removal

ESHG Scientifi c Pogramme - Tuesday, June 15, 2004
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Room 01 Room 05 Room 13a Room 13b
13.00

-
13.45

Plenary P 5 Late Breaking 
Research
Chair: A. Read

13.00 LB3. Germline mutations of 
the Ephrin-B1 gene cause 
Craniofrontonasal Syndrome
I. Wieland, S. Jakubiczka, P. 
Muschke, M. Cohen, H. Thiele, K. 
L. Gerlach, R. Adams, P. Wieacker

13.15 LB2. A Molecular Pathogenesis for 
Transcription Factor Associated 
Poly-Alanine Tract Expansions
A. N. Albrecht, U. Kornak, A. 
Böddrich, K. Süring, R. Lurz, S. 
Stricker, E. Wanker, S. Mundlos

13.30 LB1. NIPBL, encoding a homo-
logue of fungal Scc2-type sister 
chromatid cohesion proteins and 
Drosophila Nipped-B, is mutated in 
Cornelia de Lange syndrome.
E. T. Tonkin, T. J. Wang, S. Lisgo, 
M. J. Bamshad, T. Strachan

13.45 ESHG Award Lecture 2004 
Bernhard Horsthemke

14.45 ESHG Award
Isabelle Oberlé Award
Lodewijk Sandkuijl Prize

15.15 Closing
Chair: H. Brunner, L. Peltonen

ESHG Scientifi c Pogramme - Tuesday, June 15, 2004



19

Agenda Round Table 13:
“Patenting and Licensing of Genes for Diagnostic Purposes in Europe”

Organized by the European Society of Human Genetics (ESHG) and the 
Technology Transfer Agency of National Genome Research Network (TT-NGFN).

Monday, June 14, 2004, 10.30 - 15.00, Room 13a
Proposed Programme as per date of printing.

Patenting of Diagnostic Tools: Legal and Socio-economic Issues

10.30 to 10.40 Welcome and Introduction Gert Matthijs, Center for Human Genetics, 
University of Leuven, Leuven

11.05 to 11.30 Description of the legal status in Europe EPO, Munich; N.N.

11.30 to 11.55 Freedom of research vs. reglementation by 
patents: which consequences for the imple-
mentation of clinical studies

Alexa von Uexküll, Vossius & Partner, Germany

11.55 to 12.20 Patenting of genes for diagnostic purposes: 
review of the exclusion of diagnostic testing 
methods

William Bird, Bird&Goën, Belgium

12.20 to 12.45 In-licensing strategies for diagnostic tools 
for multigenetic diseases

N.N., F.Hoffmann-La Roche Ltd;

12.45 to 13.15 Lunch

Licensing: Current Practice and Future Options

13.15 to 13.30 Re-Introduction and short summary of the 
fi rst part of the workshop

13.30 to 13.45 Empirical insights to gene patents Jon F. Merz, Center for Bioethics, University of 
Pennsylvania, Philadelphia 

13.45 to 14.00 (In)effi ciency of the compulsory licensing 
system – the new French legislation

Alain Gallochat, Ministère de la Recherche et 
des Nouvelles Technologies, Paris 

14.00 to 14.15 Licensing practice and alternatives for li-
censing: the ‘clearing house’ model

Joseph Straus, MPI for Intellectual Property, 
Competition and Tax Law 

14.15 to 1455 Panel-Discussion Joseph Straus, Jon F. Merz, Alain Gallochat, 
N.N. (Roche)

14.55 to 15.00 Closing the Meeting 

Workshop Biobanking,

Monday, June 14, 2004, 13:15 – 14:45, Room 11

Organisation: H.E. Wichmann

13:15 – 13:30 Bartha Knoppers (Canada) Overview on the international situation including the P3G Project
13:30 – 13:45 John Newton (UK) The UK Biobank
13:45 – 14:00 Jaanns Pikani (Estonia) The Estonian Biobank
14:00 – 14:15 Toshihiro Tanaka (Japan) The Japanese Biobank
14:15 – 14:30 H.-Erich Wichmann (Germany) The German situation
14:30 – 14:45 Discussion 

Satellite Meetings
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Voicing the Interests of Patients  & Families

Timely Diagnosis & Effective Treatment in the Political and Scientifi c Arena

Benefi ting from Genetics, Genomics & Biotechnology

Organised by Patient Organisations EAGS / GIG / VSOP
at the European Human Genetics Conference Munich June 12 -15 2004

Sunday, 13 June 2004: morning programme

9.00-11.00 INVITATIONAL CONFERENCE
Room 12 Meeting European Genetic Alliance Policy, priorities, program, procedures 

Sunday, 13 June 2004: afternoon programme

15.00 OPEN SESSION Chairman: Alistair Kent / Michael Griffi th
Room 12 Meeting European Genetic Alliance in collaboration with other patient alliances The role of pa-

tient alliances in infl uencing healthcare policy and R&D

The American model Patrick Terry

President International Genetic Alliance

The Australasian model Dianne Petri (tbc)
CEO of the Australasian Genetic Alliance

IPA as a model for a disease specifi c patient or-

ganisation

Maryze Schoneveld van der Linde
Int Pompe patient Association (IPA)

The role of the European Patient Forum Jean Georges
secretary general European Patient Forum

ENMC as a model for coordination an stimulation 
of research

Michael Rutgers
Director European Neuromuscular Centre 
(ENMC)

A vision statement Ad van Bellen
chairman HEART EU

The European Platform Patient Organisations, 
Science and Industry

Ysbrand Poortman

chairman European Platform Patient 

Organisations, Science and Industry 

(EPPOSI)

16.30 Coffee/Tea (ESHG)
16.45 The collaboration: a round table conference Opinions: Eurordis, EFNA, EPF, 

Joint ventures, proposed projects 
Support centre for patient organisations

18.00 Conclusions/Closure

Sunday, 13 June 2004: evening programme

20.00 RECEPTION ESHG State reception and evening in  the World 
Famous ‘Hofbräuhaus’

EAGS Satellite Meeting
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Monday, 13 June 2004: morning programme

Room 12 OPEN SESSION

GENETIC TESTING

Chairman: Jean Georges (EPF)

This session is organised in collaboration with 

EDMA

9.00 Introduction Alastair Kent

09.15 Gene chips and population screening to be proposed by EDMA

09.35 Pharmaco Genetic Testing:
new achievements, opportunities and bottle-
necks

Prof. Klaus Lintpainter, Roche genetics

09.50 Access to and reimbursement for clinically nec-
essary tests

Prof. Jorg Schmidtke, School of medicine 
Hannover

10.10 Improving the quality of genetic testing  (im-
plemented in the EU/DG- research project 
“EUROGENTEST”)

Prof. Jean Jacques Cassiman, Human 
Genetics, University of Louvain

10.30 Genetic Testing and decision making procedures 
(implemented in the EU/DG research project
GENGUIDE

Alastair Kent

10.45 Coffee break (ESHG)

Room 12 OPEN SESSION
 PAEDIATRIC RESEARCH
 IN MEDICINE

Chairman: Cor Oosterwijk
This session is organised in collaboration with 
EFPIA

11.00 More, better, faster new drugs, view from the 
patient perspective

Ysbrand Poortman

11.15 New safe medicines faster; revision of the R&D 
process

Jorgen Dirach, 
Novo Nordisk director research affairs

11.35 Paediatric medicines research, view from indus-
try on draft EU proposals

Daniel Vasmant, 
Aventis, pediatrics working group

11.55 An overview of the EC- paediatric regulation Louis Nicolas Fortin
(EFPIA)

12.15 A patient driven approach for treatment in pediat-
ric disease

Michael Rutgers
European Neuromuscular centre

12.30 Critical issues in paediatric medicine: views of 
Eurordis

Micelle Lipucci (TBC)
Eurordis

12.45 Innovative therapies Alastair Kent, Maryze Schooneveld

13.00 Lunch (ESHG)

EAGS Satellite Meeting
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Monday, 13 June 2004: afternoon programme

Room 12 INVITATIONAL CONFERENCE
 GENETIC TESTING 

 MORE & BETTER  

MEDICINES

Chairman: Alistair Kent

13.30 Streamlining opinions and activities of  

patient alliances

Working conference

15.30 Coffee/Tea (ESHG)

Room 12 OPEN SESSION
 EU-ENLARGEMENT

Bottlenecks and opportunities

Chairman: David Bennett, Michael Griffi th 
In collaboration with EPPOSI

16.00 Introduction chairman EPPOSI

The EU/DG- Sanco view Speaker to be confi rmed
European Commission

Opportunities for CEE scientists in western 
research programs 

Prof. Cassiman 
Int Federation of Human Genetic Societies

The EFB- view Dr. David Bennett
Eur Federation of Biotechnology

The Industry experience Dr Ute Stozle 
(Genzyme)

The views of the CEEC-GN Grzegorz Wegrzyn (tbc)
Chairman CEEC-GN, Chairman Polish 
Mucosaccharidosis Parent/patient alliance

Views from practice Piraye Serdaroglu (tbc)
World Alliance of Neuromuscular diseases

5 minutes statements European patient alliances  expressing their 
views and activities

18.15 Closing remarks

EAGS Satellite Meeting
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Sunday, June 13, 2004, 11.15 – 12.45 – ICM International Congress Center Munich, Room 02
Amersham (now part of GE Healthcare)

GenomiPhi, a novel WGA (Whole Genome Amplifi cation) technology for use in Human Genetics

1. A Reliable whole genome amplifi cation method for high quality STR and SNP Genotyping
Pernille Sørensen Baker, Ph.D. 
Director of Marketing, Genotyping Services, deCODE genetics
Reykjavik, Iceland

deCODE offers an array of genotyping services to the research community. This work also includes whole genome 
amplifi cation (WGA) which enables us to rescue samples that otherwise would need to be excluded due to insuffi -
cient quantity. Whole genome amplifi ed DNA using the Amersham GenomiPhi WGA kit is a reliable source for both 
SNP and STR genotyping. 

2. Evaluation of whole genome amplifi cation for high throughput SNP genotyping
Thomas Bettecken
Institute of Human Genetics
GSF National Research Center for Environment and Health
Neuherberg, Germany

Recent improvements in whole genome amplifi cation (WGA) techniques have given high throughput genotyping 
methods new perspectives. The fi delity of WGA of human and bovine genomic DNA was tested by SNP 
genotyping. Aiming at WGA of DNA from single cells, stable amplifi cation of DNA from about 10 cells could be 
obtained.

3. Comparative analysis of genotyping discordance rates between genomic and whole genome amplifi ed DNA 
by MALDI-TOF MS
M. Riemenschneider, H. Gohlke and T. Illig
Department of Psychiatry and Psychotherapy
Neurochemistry and Neurogenetics Laboratory
Munich, Germany

Suffi cient availability of DNA is critical for several genetic approaches and of particular interest if the samples 
cannot be substituted. Whole genome amplifi cation (WGA) by multiple strand displacement (MDA) therefore rep-
resents a straightforward method to ensure suffi cient DNA availability if the DNA is amplifi ed without any altera-
tions. To prove the accuracy of the WGA process (GenomiPhiTM Amplifi cation Kit) we compared genotyping results 
(MALDI-TOF) of 10 SNPs in 149 individuals using amplifi ed and genetic DNA. With a call rate of 98% we detected 
only one discordant genotype out of 2930 which corresponds to an accuracy of 99.94% of the WGA process. 
Therefore, WGA amplifi cation may represent a valuable tool to ensure DNA availability.

Sunday, June 13, 2004, 13.00 – 14.30 – ICM International Congress Center Munich, Room 3, Molecular Staging

Whole Genome Amplifi cation: Enabling Technology To Extend Precious Sample Collection

Molecular Staging Inc. (MSI) has developed the fi rst effective whole genome amplifi cation method based on Multiple 
Displacement Amplifi cation (MDA) technology.

In a few simple steps, the MSI MDA method amplifi es the genome, providing comprehensive genome coverage and 
minimal bias between any loci. This technology, known as REPLI-g™, yields 10+kb fragments that permit the use of all 
traditional genotyping assays, including SNP assays, STR analysis, and RFLP. REPLI-g™ is optimized to be the gold 
standard for high accuracy genotyping of amplifi ed DNA from a wide range of DNA template quality and concentrations.

The REPLI-g™ platform enables:

• Unlimited number of tests per sample
• Amplifi cation directly from whole blood or purifi ed DNA
• Large quantities of DNA from small samples, such as buccal swabs, mouthwash, and fi nger prick
• Use of DNA from alternative sources, such as biopsies and needle aspirates
• An increase in the practice of archiving DNA for additional testing or re-testing

Molecular Staging has also developed the fi rst comprehensive Quality Assessment Assay for estimating the genotyping 
accuracy of any whole genome amplifi ed DNA sample, including Molecular Staging’s service and kits, Amersham kits, 
service and kits from Rubicon Genomics, and DNA amplifi ed using the Taq based method IPEP.  

Satellite Meetings 
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Monday, June 14, 2004, 11:15 - 12:45 - ICM International Congress Center Munich, Room 02 
TKT Europe-5S 

Fabry disease: new insights in genetics and treatment

11:15 - 11:20
Introduction
Chairman: Prof. R. Ricci, Rome, Italy

11:20 - 11:40
The wide spectrum of genetic abnormalities in Fabry disease
Dr. E Schäfer, Hamburg, Germany

11:40 - 12:00
Screening methods for mutations in the alpha galactosidase A gene
Prof. A Rolfs, Rostock, Germany

12:00 - 12:20
X-chromosome inactivation in Fabry disease: Can it explain the female phenotype?
Dr. A Morrone, Florence, Italy

12:20 - 12:40
Clinical achievements with agalsidase alfa enzyme replacement therapy
Dr. P. Deegan, Cambridge, United Kingdom

12:40 - 12:45
Conclusions

Lunch boxes will be available in the meeting room

Monday, June 14, 2004, 13.00 – 14.30 – ICM International Congress Center Munich, Room 03
Applied Biosystems

Meet Applied Biosystems at ESHG 2004, booth 218, and register for our seminar to learn more about new Gene 
Expression and Genotyping solutions.

Delivering the Genome -
Accelerating discovery in Human Disease Research

Genome variation analysis: new SNP Genotyping and Resequencing strategies for Gene Discovery
Raimo Tanzi, Applied Biosystems, Monza, Italy

SNPlexTM technology: an integrated high-throughput custom SNP genotyping 
platform, suitable for use with pre-amplifi ed gDNA*
Francis Rousseau, IntegraGen, Evry, France

Highly sensitive integrated approaches for Gene Expression: from whole genome to single gene, a content 
driven discovery path
Roland Wicki, Applied Biosystems, Rotkreuz, Switzerland

Genomic studies of sepsis using TaqMan® Low Density Arrays*
Andreas Pahl, Institute of Pharmacology, University of Erlangen, Germany

*The comments and opinions expressed in this presentation are of the presenters and do not necessarily refl ect the 
view of Applied Biosystems.

Satellite Meetings 
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Monday, June 14, 2004, 18.30 – 20.00 – ICM International Congress Center Munich, Room 03
Abbott

Pre/Postnatal Molecular Diagnostics: Moving from Research to Clinical Applications 

Chair: Prof. David Ledbetter, Department of Human Genetics, Emory University, Atlanta, USA 

The value of FISH technology in PGD for infertile couples
Prof. Luca Gianaroli, Reproductive Medicine Unit, S.I.S.ME.R Centre, Bologna, Italy 

Towards a molecular karyotype: progress and promise
Prof. David Ledbetter, Department of Human Genetics, Emory University, Atlanta, USA 

Cystic Fibrosis – update on worldwide epidemiology
Prof. Milan Macek, Department of Molecular Genetics, University Hospital Motol, Prague, Czech Republic 

Tuesday, June 15, 2004, 12.15 – 13.00 – ICM International Congress Center Munich, Room 03
IBM

“Information Based Medicine - A New Era in Patient Care”

“Integrated Applications and Technologies for Analyzing, Managing, and Storing Genetic, Genealogical and 
Clinical Data”

Speaker: Khaja Zafarullah, IBM

Discover Solutions for Clinical Genomics

Are you looking for an end-to-end solution for your research and analysis in human genetics?
Do you need an application which allows you to import your data into one database and query many types of 
genetic and genomic information simultaneously?
Do you have the need for a collaborative network with built-in security features?

If so, come to our company satellite meeting and hear from IBM the latest developments on IBM’s solutions for 
clinical genomics and deCODE’s Clinical Genome Miner DiscoveryTM.  IBM Healthcare and Life Sciences is imple-
menting an open framework for population genetics research in the discovery phase that can help to streamline 
therapeutic delivery and DNA-based diagnostics for better patient care.

Why is this signifi cant?
• Speed up the time to reach research milestones – We provide laboratories and institutions with an integrat-

ed human genetics platform that is designed to speed up research and productivity.
• Collaborative networks – Build a state-of-the-art, security-rich, collaborative network across research divi-

sions.
• Ease of Use – deCODE’s Clinical Genome Miner DiscoveryTM is user friendly software that can help give re-

searchers and scientists an effi cient way to manage, mine and analyze genetic data.
• Flexible, Scalable – The IBM clinical genomics framework can integrate diverse data formats and support nu-

merous off the shelf genetic analysis tools.
• End-to-End solution – Researchers and scientists can benefi t from an array of proven technologies including 

software applications, database management and data integration tools from deCODE and a range of system 
solutions from IBM.

We look forward to meeting with you to see how the IBM Healthcare and Life Sciences team can help streamline 
your population genetics research and target discovery. 

For more information, visit our booth #518

Satellite Meetings
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As per date of printing

Saturday, June 12, 2004
8.30 – 12.30, Room 21a
ESHG Board Meeting I (closed)

11.00 – 14.00, Room 2ab
IFHGS Executive Board Meeting (closed)

13.00 – 15.30, Room 13a
BVHG General Assembly (open to members)

17.45 – 18.15, Room 21a
ESHG SPC Meeting I (closed)

Sunday, June 13, 2004
9.00 – 18.00, Room 12
EAGS Annual Conference and Meeting (Please see separate announcement for further details) (open)

10.15 – 13.15, Room 21b
Kommission Fachhuman-Genetiker GfH (closed)

12.45 – 15.00, Room 21a
GENED Research Group (closed)

15.00 – 17.00, Room 21b
Public and Professional Policy Committee (closed)

18.00 – 19.00, Room 11
ECA General Assembly (open to members)

19.00-21.00, Room 21a
GfH Executive Board Meeting (closed)

Monday, June 14, 2004
9.00 – 18.15, Room 12
EAGS Annual Conference and Meeting (Please see separate announcement for further details) (open)

10.30 – 12.30, Room 21b
Education Committee (closed)

10.30 – 11.30, Room 11
European Molecular Genetics Quality Network (EMQN) (open)

12.00 – 13.00, Room 21a
Editorial Board Meeting European Journal of Human Genetics (closed)

12.00 – 13.00, Room 22a
VPAH ordentliche Mitgliederversammlung (open to members)

12.15-13.15, Room 04
EMPAG General Assembly (open to members)

18.30, Room 04
GfH General Assembly (open to members)

18.45-19.30, Room 01
ESHG Membership Meeting (open to members)

19.30 - 20.30, Room 01
IFHGS Membership Meeting (open to members)

Tuesday, June 15, 2004
10.15 – 10.45, Room 21a
ESHG Board Meeting I (closed)

12.15 – 13.00, Room 21a
ESHG SPC Meeting II (closed)

12.15 – 13.00, Room 21b
EMPAG SPC Meeting II (closed)

ESHG Business Meetings
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Clinical genetics ................................................................................................................................. P0001 – P0169 
Cytogenetics ....................................................................................................................................... P0170 – P0375
Cancer genetics.................................................................................................................................. P0376 – P0540
Molecular and biochemical basis of disease, and molecular diagnostics ................................... P0541 – P0853
Genetic analysis, linkage, and association ..................................................................................... P0854 – P0991
Normal variation, population genetics, genetic epidemiology ...................................................... P0992 – P1050
Genomics, technology, gene function, bioinformatics....................................................................P1051 – P1156
Genetic counselling, education, genetic services, and public policy ............................................P1157 – P1205
Therapy for genetic disease .............................................................................................................. P1206 – P1218

ESHG Scientifi c Information

Poster Sessions
All Posters will be on display from Sunday, June 13 (8.30 hrs) to Tuesday, June 15 (13.00 hrs).

Poster Mounting 
Saturday June 12, 2004, from 14.00 - 17.00 hrs.

Poster Removal 
Tuesday, June 15, 2004, from 13.00 hrs - 16.00 hrs. 

Please note that posters not removed until then, will be taken down by the staff of the conference center and will
not be stored or sent to the authors after the meeting.
You will fi nd your poster board number on the website about 2-3 weeks before the meeting and in the fi nal pro-
gramme, that you will receive at the registration desk. 

Free Poster Viewing with wine and cheese
Monday, June 14, 2004, from 18.45 hrs - 21.00 hrs.

Presence at Posters
In order to enable discussion and interaction with other participants, we request you or one of your group to be at 
your poster board between:

• 11.15 and 12.15 hrs on Sunday June 13 for posters with odd numbers
(e.g. P1, P3 - this refers to your fi nal poster board number - not the abstract control number!)
or

• 11.15 and 12.15 hrs on Monday June 14 for posters with even numbers
(e.g. P2, P4 - this refers to your fi nal poster board number not the abstract control number!) 

If this is not possible, please leave a note on your poster board detailing the times when you will be present at the 
board.

Programme Changes
The organisers cannot assume any liability for changes in the programme due to external or unforeseen circum-
stances.

Projection and Technical Setting
• All rooms will be equipped with data- and overhead projection (no slides).
• It is essential that you load and view your presentation in the slide preview room preferably in the morn-

ing of the day your talk is scheduled, but not later than 1 hours in advance.
• The lecture rooms are exclusively equipped with Windows-PCs (no Macintosh machines). You will not 

be able to use your own laptop or notebook.
• Please bring a USB-stick, CD-ROM, ZIP- or fl oppy disk all formatted for Windows® (PC). You may 

want to carry a second disk/CD as a back-up in case there is any insoluble technical problem.
• File Format: Microsoft® Power Point™ presentation formatted for Windows® (PC) only. (Operating

system: Windows 2000®)
• Preferred Resolution: XGA (1024 x 768 pixel)

ESHG Poster Topics



28

Awards

The ESHG Young Investigator Prizes are awarded for outstanding research by young scientists presented as a 
spoken contribution at the conference.
The Scientifi c Programme Committee has short listed the following for the Young Investigator Award. The commit-
tee will judge fi nalists’ presentations during the conference. Winners will be announced, and awards made in the 
closing ceremony on Tuesday, June 14, 2004 at 14.45.

The Isabel Oberlé award is awarded yearly to the best presentation by a young scientist on research concerning 
the genetics of mental retardation. 

The Lodewijk Sandkuijl Prize was instituted in 2004 to be awarded to the author of the best presentation at the 
ESHG conference within the fi eld of complex disease genetics and statistical genetics.

Young Investigator Award Finalists

Catia Attanasio (C16) Luis Fernández (C60) Aurora Pujol (C04) 
G Baujat (C05) Yun Freudenberg-Hua (C22) Richard Redon (C55) 
Stefan Böhringer (C70) Francesca Gullotta (C08) Marco Rust (C34) 
Hanno Bolz (C09) Anna Janssens (C19) Nitin Sabherwal (C49) 
Ernie Bongers (C50) David Koolen (C37) Gajja Salomons (C31) 
Lars Brichta (C02) Ruggiero Mango (C72) Francesco Tiziano (C01) 
Dries Castermans (C51) Nadejda Maximova (C65) Christian Windpassinger (C12) 
Maria Pia Cosma (C03) Luciana Musante (C52) Birgit Zirn (C43) 
Samuel Deutsch (C15) Elizabeth Norgett (C54) 
Barbara Dlugaszewska (C59) Hilde Peeters (C11) 

ESHG Award

The ESHG Award, formerly “Mauro Baschirotto Award”, was founded in 1992 and is presented by the European 
Society of Human Genetics during its annual European Human Genetics Conference in recognition of individual 
achievement in human genetics. The laureate receives a cheque of EURO 1,500.- to cover the expenses of partici-
pating in the meeting.

Award Holders

1992 Lore Zech 1997 Leena Peltonen 2002 Albert de la Chapelle
1993 Pierre Maroteaux 1998 Jean-Louis Mandel 2003 Peter S. Harper
1994 Mary Lyon 1999 Pat Jacobs 2004 Bernhard Horsthemke
1995 Jean Weissenbach 2000 Dirk Bootsma
1996 Malcolm Ferguson-Smith 2001 Robin Winter

The X chromosome sequence: An exhibit accompanying the ESHG 2004 meeting in Munich

The X chromosome plays a central role in the history of human genetics. Many basic principles in the fi eld such as 
linkage, positional cloning, triplet expansion or gene inactivation have been pioneered with X-linked genes.
The entire sequence and its annotation will be published this year by an international consortium led by investiga-
tors from the Sanger Centre at Hinxton, UK. 
The exhibit displays the 150 million bases printed onto 800 square meters of paper, which will cover the walls of 
room 14 at the conference centre.
The exhibit will provide the scene for the opening mixer and will be on display during the entire conference.

ESHG Scientifi c Information
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Room 01
15.45 – 16.30  Opening Ceremony
Chair: V. van Heyningen and T. Meitinger

 Welcoming addresses by:

 Thomas Meitinger
 Local Host

 Claus Bartram
 President of the German Society of Human Genetics 

 Gerry Evers-Kiebooms
 Co-Chair European Meeting on Psychosocial Aspects of Genetics

 Veronica van Heyningen
 President of the European Society of Human Genetics

Room 01
16.30 – 18.00  ESHG Opening Plenary Session P1
Chair: V. van Heyningen and T. Meitinger

16.30 L01. Multiple Sulfatase Defi ciency: Molecular defect and properties of the missing enzyme.
K. von Figura, M. Mariappan, J. Peng, A. Preußer, B. Schmidt

17.00 L02. Biogenesis of mitochondria: Human diseases linked to protein transport, folding and degrada-
tion
W. Neupert

17.30 L03. New aspects of genetic mosaicism
R. Happle

18.00 – 18.30 Coffee Break

Room 01
18.30 – 20.00 ESHG Plenary P2: Regional Differences in genetic testing and counselling in Europe
Chair:  L. Kerzin-Storrar and C. Bartram

18.30 L04. Regional differences in genetic testing and counselling in Europe - An overview
S. Aymé

18.50 L05. Hereditary Breast/Ovarian Cancer risk: international comparison of the acceptability of 
Preventive strategies
C. Julian-Reynier

19.10 L06. Variation in prenatal counselling in Europe: the example of Klinefelter
T. M. Marteau

19.30 L07. Fact and Fiction Across Frontiers. Perceptions and Attitudes of families across Europe to-
wards genetic testing and counselling
L. Greene

EMPAG Scientifi c Programme - Saturday, June 12, 2004
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Room 04
08:45 – 10.45 EMPAG Plenary session EP1: Prenatal screening and testing
Chair: T. Marteau, C. Julian-Reynier

8.45 EL01. Why do pregnant women decide for or against prenatal screening?
M. van den Berg, D. R. M. Timmermans, A. J. H. Kleinveld, E. Garcia, J. T. M. van Eijk, L. P. ten 
Kate, D. S. de Smit, J. M. G. van Vugt, G. van der Wal

9.05 EL02. Antenatal haemoglobinopathy screening: The role of faith and religion
S. Ahmed, K. Atkin, J. Hewison, J. M. Green

9.25 EL03. A fourteen-year social, ethical and technical struggle toward creating a model to prevent -
Thalassemia in Iran
H. Najmabadi, A. Ghamari, F. Sahebjam, R. Kariminejad, T. Khatibi, A. Samavat, E. Mehdipour, M. 
Jogattaei, M. H. Kariminejad

9.45 EL04. Multi-Center Study Shows Utility of the Beck Depression Inventory II (BDI-II) in a Population 
of Advanced Maternal Age Patients (AMA) Patients
J. G. Edwards, S. Hoyle, R. Abramson, J. Bacon, M. Cuccaro, E. Dempsey, C. Lovell, S. Shields, 
C. Singletary, V. Vincent, C. Wolpert

10.05 EL05. Generating narratives after an adverse result from prenatal diagnosis: program evaluation
J. Rocha, A. Leonardo, M. Fernandes, C. Cruz, M. Correia, J. Sequeiros, P. Tavares, C. Paúl

10.25 EL06. Does offering prenatal screening infl uence the psychological well-being of pregnant women?
J. H. Kleinveld, D. R. M. Timmermans, M. van den Berg, J. T. M. van Eijk, L. P. Ten Kate, D. J. de 
Smit, G. van der Wal

10.45 – 11.15 Coffee Break and Poster viewing

12.00 – 13.15 EMPAG hosted lunch – Restaurant Seeblick

Room 13b 
13.15 – 14.45 ESHG Workshops including EMPAG/ESHG workshop Models of service delivery
Chair: G. Evers Kiebooms 

13.15 Introduction
G. Evers-Kiebooms

13.25 EWS01. Multidisciplinary genetic clinics for individuals with genetic syndromes and developmental 
delay.
K. Devriendt

13.45 EWS02. A multidisciplinary out-patient service for Huntington’s disease.
D. Craufurd, E. Howard, J. Osborne, C. Stopford, G. Taylor, J. Thompson, T. Westhead, J. 
Snowden, D. Neary

14.05 EWS03. A Multidisciplinary Approach to von Hippel Lindau Disease
S. A. Watts, S. Hodgson, S. Sutton, A. Cargill, L. Fraser

EMPAG Scientifi c Programme - Sunday, June 13, 2004
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Room 04
15.00 – 16.30 EMPAG Plenary Session EP2: Living with a genetic condition
Chair: H. Skirton, T. Brouwer

15.00 EL07. Stigma in ectodermal dysplasia narratives
A. J. Clarke, L. C. Howell, S. Sarangi

15.20 EL08. Turner Syndrome: Four Challenges Across the Lifespan
B. B. Biesecker, E. Sutton, A. McInerney-Leo, S. Gollust, C. Bondy

15.40 EL09. A study of the psychosocial impact that reproductive information has on young males living 
with Cystic fi brosis
N. Moreton, D. Scotcher, A. Nicholas, J. Fitzjohn, H. Oxley, K. Webb

16.00 EL10. Long-term Satisfaction with Bilateral Prophylactic Mastectomy and Immediate Breast 
Reconstruction in Genetically Predisposed Women
P. J. C. Bresser, C. Seynaeve, A. R. Van Gool, C. T. M. Brekelmans, E. J. Meijers-Heijboer, A. N. 
van Geel, M. B. E. Menke-Pluijmers, A. A. G. Claessens, H. J. Duivenvoorden, J. G. M. Klijn, A. 
Tibben

16.30 – 17.00 Coffee Break

Room 01
17.00 – 18.30 ESHG Symposium S1: Counselling and management for genetic risk of sudden cardiac 

death (joint with EMPAG)
Chair:  L. Kerzin-Storrar, K. Devriendt 

 Introduction
L. Kerzin-Storrar

17.00 S01. Long QT syndrome what it means to patients
S. Priori

17.30 S02. Genetic testing for Hypertrophic cardiomyopathy: how and what in clinical practice ?
P. Charron

18.00  S03. Living with Marfan Syndrome: Perceptions of Cardiovascular Risk and Events
B. B. Biesecker, F. Kong, R. Horne, K. Peters

EMPAG Scientifi c Programme - Sunday, June 13, 2004



32

Room 04
8.45 – 10.45  EMPAG Plenary Session EP3: Predictive testing
Chair: G. Jacopini and A. Tibben

8.45 EL11. Outcome of non-carriers after predictive testing for Huntington’s disease: Short-term para-
doxical reactions and long-term psychological and social adjustments
M. Gargiulo, S. Lejeune, K. Lahlou, A. Cardoso, A. Faudet, J. Feingold, A. Dürr

9.05 EL12. Predictive testing for Huntington’s disease: The relationship with the partner in the 5-year 
period after testing.
M. Decruyenaere, G. Evers-Kiebooms, T. Cloostermans, A. Boogaerts, K. Demyttenaere, R. Dom, 
J. Fryns

9.25 EL13. Predictive genetic testing for BRCA1/2 in the UK: The long-term psychosocial impact
C. Foster, R. Eeles, G. Evans, D. Eccles, S. Ashley, R. Davidson, J. Mackay, P. Morrison, P. 
Hopwood, M. Watson

9.45 EL14. Predictive genetic testing for hypertrophic cardiomyopathy (HCM) in children .
I. Macciocca, A. Newson, S. M. White, T. M. Marteau, W. J. McKenna

10.05 EL15. Genetic testing for melanoma susceptibility: Psychosocial issues for families at high-risk.
N. A. Kasparian, B. Meiser, M. Hughes, S. Job, G. J. Mann

10.25 EL16. Hereditary melanoma and predictive genetic testing: Why not?
S. R. Riedijk, F. A. De Snoo, S. Van Dijk, W. Bergman, A. Van Haeringen, J. Walz, S. Silberg, T. M. 
T. Van Elderen, A. Tibben

10.45 – 11.15 Coffee Break

11.15 – 13.15 Poster viewing and lunch break

Room 04
12.15 – 13.15 EMPAG General Assembly

Room 13b 
13.15 – 14.45 ESHG workshops including EMPAG workshop: Diffi cult Counselling Cases
Chair: H. Skirton, G. Wolff

During this workshop we will be discussing challenges in counselling, using actual cases as examples.  Participants 
in this workshop are invited to bring a case that presented a challenge in terms of counselling.  A brief description 
of the situation (anonymised) should be put onto one or two transparencies for use during the workshop.  It may not 
be possible to cover all cases.

EMPAG Scientifi c Programme - Monday, June 14, 2004
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Room 04
15.00 – 16.40 EMPAG Plenary EP4: Current issues and new approaches
Chair: G. Wolff and R. MacLeod

15.00 EL17. How to raise the haze of Bayes - improvement of diagnostic inferences and of the under-
standing of risk by students and physicians is possible
J. Pelz

15.20 EL18. Impact of an information booklet on satisfaction, knowledge and decision making for BRCA 
genetic testing
J. Mancini, C. Nogues, A. Chompret, C. Cypowyj, J. Fricker, C. Lasset, A. Lortholary, T. N’Guyen, 
H. Sobol, D. Stoppa-Lyonnet, P. Vennin, C. M. Julian-Reynier

15.40 EL19. Providing psychosocial care in hereditary cardiac disorders - possible indicators of psycho-
social vulnerability.
E. Mollema, A. M. Schiphorst, M. E. Richard, I. M. van Langen, A. A. M. Wilde, N. J. Leschot

15.50 EL20. A way to improve case-management in psychosocial counselling in the day-to-day practice 
in Clinical Genetics - a Practice-based Instrument for Predictive Testing (PIPT).
A. M. Schiphorst, M. E. Richard, A. M. Blom, E. M. A. Smets, E. D. Mollema

16.00 EL21. Counselling Supervision for a Team of Genetic Counsellors from the UK
A. Middleton, V. Wiles, S. Downing, S. Everest, A. Kershaw, S. Robathan, H. Burton, A. Landy

16.20 EL22. Pharmacogenetics: Ethical issues
N. Rose

Room 04
17.00 – 18.30 EMPAG Workshop: Genetics and the visual image
Chair: Chris Barnes

17.00 EWS10. Photogenetics
G. Glover

17.20 EWS05. Information leafl ets: Aiding patient understanding.
T. J. Bussoli

17.40 EWS06. Seeing Chromosomes - translating genetic information into British Sign Language
R. A. Belk, A. Middleton

18.10 EWS07. Translating genetics leafl ets into languages other than English: lessons from an assess-
ment of Urdu materials
A. Shaw, M. Ahmed

EMPAG Scientifi c Programme - Monday, June 14, 2004
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Room 04
8.45 EMPAG Plenary EP5: Family issues
Chair: M. Decruyenaere and A. Clarke

8.45 EL23. The psychological burden of diagnostic uncertainty for parents of disabled children
W. Henn, W. Lenhard, H. Ebert, H. Schindelhauer-Deutscher, E. Breitenbach

9.00 EL24. Genetic professionals’ reports of non-disclosure of genetic risk information within families
L. Kerzin-Storrar, A. J. Clarke, M. P. M. Richards, J. Halliday, M. Young, S. A. Simpson

9.15 EL25. Experience of Growing up with a Sibling affected by Down syndrome and Reproductive 
Choice
C. J. Riddick

9.30 EL26. Psychosocial counselling of healthy siblings in a genetic clinic.
H. Österholm, M. Pöyhönen, M. Sipponen

9.45 EL27. Patients’ understanding of their family history of common chronic diseases
F. M. Walter, J. D. Emery

10.00 EL28. Implications of genetic risk information in families with a high density of bipolar disorder: An 
exploratory study
B. Meiser, P. B. Mitchell, H. McGirr, M. Van Herten, P. R. Schofi eld

10.15 Concluding remarks 
Evers-Kiebooms and Kerzin-Storrar

10.30 – 11.00 Coffee Break

11.00 – 12.30 EMPAG Concurrent Workshops

Room 04 EWS08. Cognitive theory and its utility in genetic counselling
R. MacLeod, A. Silver

Room 11 EWS09. A workshop on the use of non-verbal techniques in psycho-educational group work in ge-
netic counselling
T. Brouwer, H. van Spijker, A. Blom, D. Rozendal

12.30 – 13.00 Lunch break

Room 01
13.00 – 13.45 ESHG Plenary P 5 Late Breaking Research
Chair: A. Read

13.00 LB3. Germline mutations of the Ephrin-B1 gene cause Craniofrontonasal Syndrome
I. Wieland, S. Jakubiczka, P. Muschke, M. Cohen, H. Thiele, K. L. Gerlach, R. Adams, P. Wieacker

13.15 LB2. A Molecular Pathogenesis for Transcription Factor Associated Poly-Alanine Tract Expansions
A. N. Albrecht, U. Kornak, A. Böddrich, K. Süring, R. Lurz, S. Stricker, E. Wanker, S. Mundlos

13.30 LB1. NIPBL, encoding a homologue of fungal Scc2-type sister chromatid cohesion proteins and 
Drosophila Nipped-B, is mutated in Cornelia de Lange syndrome.
E. T. Tonkin, T. J. Wang, S. Lisgo, M. J. Bamshad, T. Strachan

13.45 ESHG Award Lecture by B. Horsthemke

14.45 Awards
 ESHG Award
 Isabelle Oberlé Award
 Lodewijk Sandkuijl Prize

15.15 Closing
Chair: H. Brunner, L. Peltonen

EMPAG Scientifi c Programme - Tuesday, June 15, 2004
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Genetic risk perception .........................................................................................................................EP01 – EP05
Regional/cultural differences in genetic counselling .........................................................................EP06 – EP07
Models of genetic service delivery .......................................................................................................EP08 – EP11
Family issues and impact of genetic disease......................................................................................EP12 – EP25
Reproductive decision making, Prenatal testing and Preimplantation, Genetic Diagnosis ...........EP26 – EP31
Approaches and impact of predictive testing......................................................................................EP32 – EP37
Genetics counselling process ..............................................................................................................EP38 – EP41
Other relevant psychological and social topics in genetics ..............................................................EP42 – EP56

EMPAG Scientifi c Information

Poster Sessions
All Posters will be on display from Sunday, June 13 (8.30 hrs) to Tuesday, June 15 (13.00 hrs).

Poster mounting 
Saturday June 12, 2004, from 14.00 - 17.00 hrs.

Poster Removal 
Tuesday, June 15, 2004, from 13.00 hrs - 16.00 hrs. 

Please note that posters not removed until then, will be taken down by the staff of the conference center and will
not be stored or sent to the authors after the meeting.
You will fi nd your poster board number on the website about 2-3 weeks before the meeting and in the fi nal pro-
gramme, that you will receive at the registration desk. 

Presence at Posters
In order to enable discussion and interaction with other participants, we request you or one of your group to be at 
your poster board between:

• 11.15 and 12.15 hrs on Sunday June 13
If this is not possible, please leave a note on your poster board detailing the times when you will be present at the 
board.

Programme changes
The organisers cannot assume any liability for changes in the programme due to external or unforeseen circum-
stances.

Projection and Technical Setting
• All rooms will be equipped with data- and overhead projection (no slides).
• It is essential that you load and view your presentation in the slide preview room preferably in the morn-

ing of the day your talk is scheduled, but not later than 1 hours in advance.
• The lecture rooms are exclusively equipped with Windows-PCs (no Macintosh machines). You will not 

be able to use your own laptop or notebook.
• Please bring a USB-stick, CD-ROM, ZIP- or fl oppy disk all formatted for Windows® (PC). You may 

want to carry a second disk/CD as a back-up in case there is any insoluble technical problem.
• File Format: Microsoft® Power Point™ presentation formatted for Windows® (PC) only. (Operating

system: Windows 2000®)
• Preferred Resolution: XGA (1024 x 768 pixel)

EMPAG Poster Topics
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Badges
Participants should collect name badges from the conference registration desks. As only registered participants will 
be permitted to attend the Scientifi c Sessions, the Exhibition and poster areas, you are kindly asked to wear your 
badge when entering the congress venue.
Accompanying persons and exhibitors will also receive badges to allow access to the appropriate areas.
Lost badges can be replaced at the registration desk. However, a handling fee of EURO 10.- will be charged.

Bank services
Banks are generally open weekdays from 08.30 – 16.00 (– 18.00 on Tuesdays and Thursdays). They are closed 
from 13.00 – 14.00 and on Saturdays and Sundays.

Cancellations and Refunds
Notice of cancellation had to be made in writing by registered letter or fax to the Congress Offi ce.
The policy for refunding registration fees is as follows:
Written cancellation received:
- before May 12, 2004 75% refund
- after May 12, 2004 no refund
The date of the postmark or fax ID was the basis for considering refunds. Refunds will be made after the congress.

Car Parking
Ample parking space is available at the ICM. Daily rates are available.

Certifi cate of Attendance
Confi rmations of attendance will be issued at the registration desk.

Cloakroom and Luggage
A cloakroom and luggage storage is available in the ICM.

Congress Venue
ICM - Messe München, Messegelände 
81823 Munich, Germany
Tel. +49 89 9 49 - 2 07 20, www.icm-muenchen.de 

Coffee Breaks
During the session breaks refreshments (coffee, tea, and water) will be served free of charge to participants wear-
ing name badges.

Eating Out in Munich
Most restaurants in Munich are open from lunchtime onwards until late in the evening 7 days per week. Please note 
that service charges are generally included in the price. However, it is usual to add up to 10% of the bill as a tip.

Electricity Supply
220-240 V - 50Hz AC.

Exhibition Opening Hours
Sunday, June 13 08.30 – 18.00 hrs  
Monday, 14 June 08.30 – 20.00 hrs 
Tuesday, 15 June 08.30 – 13.00 hrs

Insurance
In registering for the ESHG 2004 participants agree that neither the organising committee nor the congress offi ce 
assume any liability whatsoever. Participants are requested to make their own arrangements for health and travel 
insurance.

Language
The offi cial language of the congress will be English (no simultaneous translation)

Lunch and Refreshments
Lunch tickets for lunch boxes (containing a sandwich, fresh fruit, crisps and fruit juice) for Sunday, Monday and 
Tuesday,  had to be be pre-ordered on the registration form - they cannot be purchased on site. Price per 
day: EUR 10.-. Please note that lunch tickets are not refundable.

General Information
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Message Centre
A Message Centre is available in the Registration Area.

Poster Removal
The organisers cannot assume any liability for loss or damage of posters displayed in the poster area. Posters that 
were not removed after Tuesday, May 6, 16.00h, will be removed by the staff and will not be kept or mailed to the 
author after the meeting.

Preview Room
Equipment for a fi nal check of the sequence of your presentation is available in the preview room (on the 1st fl oor). 
All presenters should bring their electronic presentation to the preview room preferably in the morning of the day of 
the talk, but not later than 1 hour before the start of the session.

Registration Desk opening hours
Saturday, June 12 10.00 – 20.00 hrs
Sunday, June 13 08.00 – 18.30 hrs
Monday, June 14 08.15 – 21.00 hrs
Tuesday, June 15 08.15 – 15.30 hrs

Shops
Shops in Munich are usually open from 9.00 to 20.00 six days per week. On Sundays and Holidays shops are 
closed.

Smoking Policy
The EHGC 2004 is offi cially declared as a “Non-smoking-Conference”.

Staff
If you should have any questions, the congress staff will be pleased to help you.

Travelling to the ICM by Public Transportation
The trade fair grounds are about 20 minutes from the city centre by underground. The U2 runs at 10-minute in-
tervals (at 5-minute intervals during international trade fairs) from 5.30 to 24.00. It takes you straight to the ICM 
- Messestadt West. 

Tickets for public transport can be purchased from ticket machines, at ticket offi ces at underground and urban rail-
way stations. Make sure you have enough small change at the ready. 
There are single and multiple-ride tickets. The fare depends on the number of zones. Within the city boundaries, 
and thus when travelling to the New Munich Trade Fair Centre, you have to stamp 2 stripes of the multiple-ride 
ticket at the machines provided. 

Travelling to the ICM by car
If you travel to Munich by car, simply follow the trade fair signs “Messe München / ICM” from the outskirts and 
throughout the city to the ICM. There you will fi nd plenty of parking space.

General Information
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PAYMENT RECEIVED before March 31, 2004 after March 31, 2004
ESHG Members* EUR 260.- EUR 360.-
Non-Members EUR 370.- EUR 470.-
Students** EUR 130.- EUR 160.-
Accompanying Persons EUR 90.- EUR 90.-
Conference Party at the ‘Hofbräuhaus’ Brewery 
(Members, Non-Members or Acc.Persons) EUR 45.- EUR 45.-

Conference Party at the ‘Hofbräuhaus’ Brewery (Students) EUR 25.- EUR 25.-
* Participants having applied for ESHG membership and paid their contribution may pay the Member’s fee. Membership information is avail-
able at www.eshg.org.
** Please provide a copy of a Student’s ID or a confi rmation signed by the head of department

What is covered by the registration fee?
Participants:

• Admission to all scientifi c sessions, exhibition and 
welcome reception

• Abstract book and Programme 
• Coffee/Tea during breaks from Saturday, June 12 

to Tuesday, June 15 

Accompanying Persons:
• Admission to the Opening Ceremony 
• Admission to the Welcome Reception 
• Admission to the Exhibition Area 
• Munich City Tour on Sunday June 13, 2004

Payment of Registration fees, may be made in EURO by:
Credit Cards (Diners Club, Mastercard and Visa (Amex cards cannot be accepted), Bacnk cheque, Cash.

Please note
The reduced registration fee is only applicable, if it has been credited to the congress account before the deadline. 
Having registered before March 31, 2004 without having performed the payment is not suffi cient to benefi t from the 
reduction on site. 

Cancellations and Refunds
Notice of cancellation must be made in writing by registered letter or fax to the Congress Offi ce.
Registration fees may be refunded as follows:
Written cancellation received:
- before May 12, 2004: 75% refund
- after May 12, 2004: no refund
The date of the postmark or fax ID will be the basis for considering refunds. Please indicate the preferred method of 
reimbursement (cheque or bank transfer, incl. account number) on your written cancellation. Refunds will be made 
after the congress.

Joint Arrangements for the ESHG / EMPAG meeting
Some sessions are shared (as indicated in the programme). In addition, EMPAG delegates are welcome to at-
tend any of the symposia, concurrent sessions or workshops of the ESHG programme on Sunday or Monday, and 
ESHG delegates are welcome to attend any of the EMPAG concurrent sessions, space permitting.

Social Events

Saturday, June 12, 2004, 20.00 hrs, Room 14

Welcome Reception at the ICM with EMPAG participants
Meet your colleagues at the Welcome Reception. Drinks and nibbles will be served in the ICM following the Social 
Opening of the Conference with the ‘X-Chromosome Sequence Exhibition’ in Room 14.
Although the attendance at the welcome reception is free of charge, we kindly ask you to register for this event.

Sunday, June 13, 2004, 20.00 hrs

State Reception at the ‘Residenz’, the former residence of Bavaria’s Kings and Dukes, followed by an evening in 
the world famous ‘Hofbräuhaus’ Brewery (with EMPAG participants). 
Enjoy the traditional Bavarian food and a world class beer produced in the brewery. After dinner, the dance fl oor will 
be open. Bus departure from 18.45
Contribution towards expenses: EUR 45.- (Students EUR 25.-) 

Registration Fees
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Exhibition Organiser

Name ROSE INTERNATIONAL
Exhibition Management & Congress Consultancy bv

Address P.O. Box 93260
NL-2509 AG The Hague
The Netherlands

Telephone +31 70 383 89 01
Fax +31 70 381 89 36
E-mail eshg@rose-international.com

Exhibition Dates & Opening Hours

Sunday, 13 June 2004 08.30 – 18.00 hrs
Monday, 14 June 2004 08.30 – 20.00 hrs
Tuesday, 15 June 2004 08.30 – 13.00 hrs

Location

Venue International Congress Centre Munich – ICM
Exhibition Area Hall BO
Address Messegelände

DE–81823, Munich, Germany
Telephone +49 (0)89 949 89280
Website www.icm-muenchen.de 

Exhibition
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as per date of printing

Company Name Stand# 
Abbott 118
ABgene 414
Affymetrix 124
Amersham Biosciences (GE Healthcare) 224
Applied Biosystems 218
Applied Imaging 426
Applied Spectral Imaging 208
Beckman Coulter 318
Biocomputing Platforms 310
Bioglobe 200
BIOLOGICAL INDUSTRIES 324
BioMarin Pharmaceutical 126
BioRep 402
Biotage 130
BioView 428
BIOZOL Diagnostica 240
Blackwell Publishing 500
Cancer Genetics 116
Chemagen Biopolymer-Technologie 238
Complement Genomics 244
Coriell Institute for Medical Research 506
CRYO BIO SYSTEM 410
Cytocell Technologies 242
CytoGen 102
deCODE genetics 216
EAGS–European Alliance of Genetic 
Support Groups 328
ECARUCA–European Cytogeneticists Association 
Register of Unbalanced Chromosome Aberrations 332
Elchrom Scientifi c 302
Endo-Gen 420
ESHG–European Society of Human Genetics 334
ETC Elektrophorese–Technik 326
Euroclone 240
EUROGENTEC 104
European Collection of Cell Cultures 510
GE Healthcare (Amersham) 224
Genial Genetic Solutions 106
Genomic Solutions 204
GENOSYSTEMS 308
Gentra Systems 132
Genzyme 214

Company Name Stand# 
IBM 518
ICHG 2006 330
IHG DIAGNOSTICS 418
Implen 514
Ingenium Pharmaceuticals  320
INGENY 516
INNOGENETICS 120
Invitrogen 210
JSI medical systems 140
MetaSystems 508
Microarray Facility 202
MMI 512
Molecular Staging 222
MRC geneservice 226
Nanogen 110
Nature Publishing Group 122
NGFN – German Genome Research Network 236
NimbleGen Systems 230
ogham 420
P.A.L.M. 508
PerkinElmer 234
PhenoSystems 136
Progeny Software 220
Qbiogene 514
QIAGEN 408
Roche Diagnostics 314
Schleicher & Schuell BioScience 304
SEQUENOM 502
Shire Management Services 306
Sigma-Aldrich 510
Silicon Genetics 138
SoftGenetics 406
Tecan 504
Tepnel Diagnostics 322
TKT Europe-5S 142
Tm Bioscience 108
Transgenomic 110
VARIOM Biotechnology 100
Watrex Praha 206
Wisepress Online Bookshop 600
WKS-Diagnostik 324
Zeiss 422

Alphabetical List of Exhibitors
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as per date of printing

Stand# Company Name
100 VARIOM Biotechnology
102 CytoGen
104 EUROGENTEC
106 Genial Genetic Solutions
108 Tm Bioscience
110 Nanogen
110 Transgenomic
116 Cancer Genetics
118 Abbott
120 INNOGENETICS
122 Nature Publishing Group
124 Affymetrix
126 BioMarin Pharmaceutical
130 Biotage
132 Gentra Systems
136 PhenoSystems
138 Silicon Genetics
140 JSI medical systems
142 TKT Europe-5S
200 Bioglobe
202 Microarray Facility
204 Genomic Solutions
206 Watrex Praha
208 Applied Spectral Imaging
210 Invitrogen
214 Genzyme
216 deCODE genetics
218 Applied Biosystems
220 Progeny Software
222 Molecular Staging
224 Amersham Biosciences (GE Healthcare)
224 GE Healthcare (Amersham)
226 MRC geneservice
230 NimbleGen Systems
234 PerkinElmer
236 NGFN – German Genome Research 

Network
238 Chemagen Biopolymer-Technologie
240 BIOZOL Diagnostica
240 Euroclone
242 Cytocell Technologies
244 Complement Genomics 
302 Elchrom Scientifi c

Stand# Company Name
304 Schleicher & Schuell BioScience
306 Shire Management Services
308 GENOSYSTEMS
310 Biocomputing Platforms
314 Roche Diagnostics
318 Beckman Coulter
320 Ingenium Pharmaceuticals 
322 Tepnel Diagnostics
324 BIOLOGICAL INDUSTRIES
324 WKS-Diagnostik
326 ETC Elektrophorese–Technik
328 EAGS–European Alliance of Genetic Support 

Groups
330 ICHG 2006
332 ECARUCA–European Cytogeneticists 

Association Register of  Unbalanced 
Chromosome Aberrations

334 ESHG–European Society of Human Genetics
402 BioRep
406 SoftGenetics
408 QIAGEN
410 CRYO BIO SYSTEM
414 ABgene
418 IHG DIAGNOSTICS
420 Endo-Gen
420 ogham
422 Zeiss 
426 Applied Imaging
428 BioView
500 Blackwell Publishing
502 SEQUENOM
504 Tecan
506 Coriell Institute for Medical Research
508 MetaSystems
508 P.A.L.M.
510 European Collection of Cell Cultures
510 Sigma-Aldrich
512 MMI
514 Implen
514 Qbiogene
516 INGENY
518 IBM
600 Wisepress Online Bookshop

Exhibitors by Stand Number
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Abbott GmbH & Co. KG 
Division: Abbott Molecular Diagnostics

Stand number: 118

E-mail: franck.radenne@abbott.com
Website: www.abbottdiagnostics.com

Abbott Molecular Diagnostics, with its wholly-
owned subsidiary Vysis Inc. and its partner Celera 
Diagnostics, is a leading Genomic Disease 
Management Division of Abbott Laboratories that de-
velops, commercializes and markets DNA-based clini-
cal products providing information critical to the evalu-
ation and management of cancer, prenatal disorders, 
cystic fi brosis and other genetic diseases.

ABgene®

Stand number: 414

E-mail: infogermany@abgene.com 
Website: www.abgene.com 

ABgene®, an Apogent company, produce a diverse 
range of molecular biology reagents, plastic consuma-
bles and instruments, enabling us to offer complete 
product solutions. Now we are focusing on real-time 
PCR and compound storage. Our aim is to build on our 
strengths of quality, competitiveness, innovation and 
responsiveness. We are confi dent that our commit-
ment to science and new technologies will enable us 
to offer the best products and service now and in the 
future.

Affymetrix UK Ltd

Stand number: 124

E-mail: Nicole_day@Affymetrix.co.uk
Website: www.affymetrix.com

Affymetrix is a pioneer in creating breakthrough tools 
that are driving the genomic revolution. By applying 
the principles of semiconductor technology to the life 
sciences, Affymetrix develops and commercializes 
systems that enable scientists to improve quality of 
life.The Company’s customers include pharmaceuti-
cal, biotechnology, agrichemical, diagnostics, and 
consumer products companies, as well as, academic, 
government, and other non-profi t research institutes. 
Affymetrix offers an expanding portfolio of inte-
grated products and services, including its integrated 
GeneChip® platform, to address growing markets 
focused on understanding the relationship between 
genes and human health.

Amersham Biosciences 
(Now part of GE Healthcare)

Stand number: 224

E-mail: Patrick.degrave@amersham.com
Website: www.gehealthcare.com 

GE Healthcare provides transformational medical 
technologies that are shaping a new age of patient 
care. GE Healthcare’s expertise in medical imaging 
and information technologies, medical diagnostics, 
patient monitoring systems, disease research, drug 
discovery and biopharmaceuticals is dedicated to 
detecting disease earlier and tailoring treatment for 
individual patients. GE Healthcare offers a broad range 
of services to improve productivity in healthcare and 
enable healthcare providers to better diagnose, treat 
and manage patients with conditions such as cancer, 
Alzheimer’s and cardiovascular diseases.

Applied Biosystems

Stand number: 218

E-mail: abdirect@eur.appliedbiosystems.com 
Website: www.europe.appliedbiosystems.com 

Applied Biosystems presents: The Applied Biosystems 
Expression Array System for the complete human ge-
nome. The 7300 and 7500 Real-Time PCR Systems. 
The TaqMan® Gene Expression and SNP Genotyping 
Assays and the TaqMan® Low Density Arrays for 
gene expression studies and SNP genotyping The 
VariantSEQr™ Resequencing System for Mutation 
Detection in complex diseases. The SNPlex™ 
Genotyping System for high-throughput LD association 
studies or family-based linkage analysis. The Applied 
Biosystems SNPbrowser™ Software for SNP linkage 
disequilibrium studies.

Applied Imaging 

Stand number: 426

E-mail: info@aii.co.uk
Website: www.aicorp.com

Applied Imaging is the leading supplier of automated 
imaging systems utilized in genetics and pathology 
laboratories throughout the world for the analysis of 
chromosomes in cancer and prenatal disorders. The 
Company manufactures a range of imaging systems 
for fl uorescence and brightfi eld microscopy applica-
tions, including the Company’s Ariol®, SPOT®, and 
CytoVision product lines. Applied Imaging has installed 
in excess of 3,000 systems in over 1,000 laboratories 
in more than 60 countries.

Exhibitors Listing
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Applied Spectral Imaging

Stand number: 208

Website: www.spectral-imaging.com

Applied Spectral Imaging (ASI) is an innovative bio-
imaging company. It offers a complete line of cytoge-
netics imaging products called CytoLabView, which 
includes its FDA-approved BandView~ automated 
karyotyping system, FISHView~, a FISH imaging sys-
tem. CGHView~, a HRCGH system, and SKYView~, 
the gold standard in multicolor karyotyping. All work-
stations include a unique Manual Counting utility 
and the Case Data Manager (CDM), a powerful and 
sophisticated patient database. ASI also markets 
SpectraView~, a general analytical imaging system.

Beckman Coulter

Stand number: 318

E-mail: bioresearch.de@beckman.com 
Website: www.beckmancoulter.com/
genomelab

Beckman Coulter’s GenomeLab offers you a unique 
suite for your research. It comprises all the steps you 
need from DNA isolation and preparation to analysis 
and evaluation. All steps can be automated with the 
new generation of Biomek liquid handlers. The CEQ 
8800 performs sequence analysis of up to 1,000 
bases, SNP- and microsatellite analysis, with no need 
to change capillary or gel. The SNPstream allows the 
analysis of 800,000 SNPs per day.

Biocomputing Platforms Ltd

Stand number: 310

E-mail: info@bcplatforms.com
Website: www.bcplatforms.com

Data management platform for genetic research stud-
ies with support for microsatellite genotype, SNP, 
haplotype, pedigree and phenotype data. Due to the 
underlying IBM DB2 SQL database, the platform can 
handle very large data amounts. The system includes 
connections to commonly-used genotyping/SNP instru-
ments and user interfaces for popular genetic analysis 
software including quality checks, linkage/QTL, TDT, 
haplotype and association. Input fi les for these pro-
grams are automatically generated eliminating tedious 
manual editing.

Bioglobe – Medical Genetics Laboratory

Stand number: 200

E-mail: info@bioglobe.net 
Website: www.bioglobe.net 

The Medical Genetics Laboratory of Bioglobe is a 
leader in the fi eld of molecular diagnostics. Integrated 
in a network of co-operations with physicians, we of-
fer a large number of DNA-oriented genetic tests for 
clinical routine and academic research. We provide 
DNA-testing in the following fi elds: Congenital adre-
nal hyperplasia, Diabetes, Gynecology, Andrology, 
Endocrinology and Metabolism, Neurology, 
Mitochondriopathies, Oncology, Hemophilia, 
Immunology, Pharmacogenetics.

BIOLOGICAL INDUSTRIES LTD

Stand number: 324

E-mail: info@bioind.com
Website: www.bioind.com

Biological Industries is a manufacturer in Israel of 
products for animal cell culture and molecular biology, 
with exports to 25 countries of Europe and Asia. An 
extensive product line for cytogenetics laboratories is 
available, including highly successful and cost effi cient 
media products for human amniotic fl uid cells. 

Co-Exhibitor: WKS -Diagnostik, Vertrieb Cytogenetik-
und Molekularbiologie-Produkte

BioMarin Pharmaceutical Inc.

Stand number: 126

E-mail: jjohnson@bmrn.com
Website: www.bmrn.com

BioMarin Pharmaceutical Inc. focuses on 
developing and commercializing fi rst-to-market 
biopharmaceuticals to improve the lives of people 
living with life-threatening diseases or serious medical 
conditions. The company’s pipeline includes US 
FDA/ European Commission-approved Aldurazyme®  
(laronidase) for MPS I and investigational therapies 
including Aryplase™ for MPS VI, Phenoptin™ and 
Phenylase™ for PKU, and Vibrilase™ for burn 
debridement.

Exhibitors Listing
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BioRep S.r.l.

Stand number: 402

E-mail: info@biorep.it
Website: www.biorep.it 

BioRep is a privately held Italian company located 
in Milan; its founding partners include Sapio Life, 
Angelantoni Industrie and ISE. BioRep’s operational 
partnership with the Coriell Institute of Medical 
Research provides access to the largest cell line and 
biomaterials storage facility in the world. Beginning 
in late 2004, services to the pharmaceutical, 
biotechnology, clinical trial and scientifi c institutions will 
include receiving, processing, classifying, storage and 
distribution of cell cultures, tissue samples, DNA and 
RNA.

Biotage

Stand number: 130

E-mail: info@biotage.com
Website: www.pyrosequencing.com

Biotage offers complete solutions for accurate 
genetic determination, particularly appropriate 
for clinical research applications. Technologies 
include Pyrosequencing and quantitative PCR. 
Pyrosequencing assays for genetic typing of clinically 
important markers is easier, faster, more accurate 
and mutation-tolerant compared to other genotyping 
technologies. For CpG methylation analysis, 
Pyrosequencing offers important advantages of 
sensitivity and resolution, and has been identifi ed as 
a technology of choice by leading cancer research 
institutes.

BioView

Stand number: 428

E-mail: alan@bioview.co.il
Website: www.bioview.co.il

BioView develops, manufactures and supplies cell-
imaging equipment, preparation kits and software to 
commercial laboratories, and hospitals. Our Duet™ 
system combines morphological, immuno-staining 
and FISH information on the same cell so that a
specifi c genetic mutation can be visually identifi ed 
in specifi c blood cell type. The Duet™ generates 
increased information that is not provided by any other 
commercial technology while providing fast, accurate 
and highly sensitive results.

BIOZOL Diagnostica Vertrieb GmbH

Stand number: 240

E-mail: info@biozol.de
Website: www.biozol.de

BIOZOL is the German Distributor of well known 
International Companies for Media and FISH-Probes 
for Human Genetic Laboratories. We do offer Media 
for Amniocytes, Bone-Marrow and Peripheral Blood 
Cells, FISH Probes for alpha Satellites, Microdeletions, 
Sub-Telomeres and Whole Chromosome Paints. We 
do have special FISH-products for the Screening of 
Translocations, Sub-Telomeres, DMD Exon-deletions 
and alpha Satellites on one slide.

Co-Exhibitor: Euroclone

Blackwell Publishing

Stand number: 500

E-mail: melanie.thomson@oxon.blackwellpublishing.com
Website: www.blackwellpublishing.com

Visit the Blackwell Publishing exhibition stand at 
the EHGC 2004 and browse journals and books in 
your fi eld of expertise. Pick up free sample copies 
of journals including Clinical Genetics and Annals of 
Human Genetics (ESHG members can subscribe to 
these journals at a reduced rate!) and purchase books 
at a 20% discount including Primrose & Twyman 
– Genomics: Applications in Human Biology, Pritchard 
– Medical Genetics at a Glance and Korf – Human 
Genetics.

Cancer Genetics Germany

Stand number: 116

E-mail: probes@cancergenetics.com
Website: www.cancergenetics.com

Cancer Genetics, Inc. (CGI) is an industry leader with 
its state-of-the-art diagnostic reagents and genetic 
diagnostics focused on cancer. CGI has developed 
new reagents based on novel Fluorescence in situ 
Hybridization (FISH) technology for detecting non-
random chromosomal abnormalities commonly 
encountered in multiple myeloma, leukemia, 
lymphomas, and solid tumors. The company’s products 
and services provide more timely and accurate 
diagnostic and monitoring information to researchers 
and clinicians thereby allowing more effective patient 
treatment and improved outcomes

Exhibitors Listing
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Chemagen Biopolymer-Technologie AG

Stand number: 238

E-mail: info@chemagen.de
Website: www.chemagen.com

Complement Genomics Ltd

Stand number: 244

E-mail: sales@geneblitz.com 
Website: www.geneblitz.com

Geneblitz® is the contract research and services 
arm of Complement Genomics Ltd. Our experienced 
team is able to offer you a comprehensive range of 
laboratory services; from DNA extraction, gene cloning 
and sequencing to gene expression profi ling and 
genotyping studies. All work is performed in our BS EN 
ISO9001:2000 accredited laboratories and delivered to 
the highest specifi cation. Why not visit us at Stand 244 
to discuss how we can help you realise your research 
goals.

Coriell Institute for Medical Research

Stand number: 506

E-mail: jbeck@umdnj.edu
Website: http://locus.umdnj.edu/ccr

The Coriell Cell Repositories, including collections 
sponsored by the NIGMS, NIA, NINDS, NCI, and 
NSF among others, distribute well-characterized 
cell cultures and DNA samples with a wide variety 
of inherited diseases and chromosomal aberrations, 
human/rodent somatic cell hybrids, CEPH families, 
human variation collections, and non-human primates.

CRYO BIO SYSTEM

Stand number: 410

E-mail: ag@cryobiosystem-imv.com
Website: www.cryobiosystem-imv.com

CryoBioSystem, an expert in cryopreservation; manu-
factures and markets equipment, consumables and 
storage management systems for the cryopreservation 
of all types of biological samples (blood-components, 
cells, DNA, gametes, embryos,…). Our company’s 
mission is to serve all organizations that need to 
create/maintain biorepositories (“biobank”), providing 
them with the best packaging and tracking solution in 
terms of preservation of initial qualities, safety (both, 
for samples and their environment) and traceability 

(thanks to inviolable identifi cation and tracking proce-
dures.)

Cytocell Technologies Ltd.

Stand number: 242

E-mail: probes@cytocell.com
Website: www.cytocell.com

Cytocell Technologies is Europe’s leading DNA FISH 
probe manufacturer providing DNA screening solutions 
for human genetic analysis. We offer a wide range of 
FISH products in the Aquarius liquid format and in our 
unique and innovative Chromoprobe Multiprobe tech-
nology, utilising a single slide to analyse the 24 chro-
mosomes simultaneously. Come and visit us at our 
stand to discuss our NEW product ranges: Aquarius 
Whole Chromosome Painting probes, Aquarius 
Dystrophin Exon Specifi c probes and Chromoprobe 
Multiprobe-DMD System.

CytoGen GmbH

Stand number: 102

E-mail: CytoGen@EuroBiz.de
Website: www.cytogen.info 

CytoGen is focused on R&D, production + distribution 
of cytogenetic laboratory supply: Speciality sera, cell 
culture media, Reagents + fi ne chemicals, „Ready-
to-use“ complete IVD (CE) media. Branch offi ce re-
gion east: CytoGen Polska Sp. z o.o., Lodz, Poland. 
Worldwide: Network of International Distributors.

deCODE genetics

Stand number: 216

E-mail: genotyping@decode.com
Website: www.decode.com/genotyping 

deCODE genetics is a population genetics company 
that conducts research into the genetic causes of 
common complex diseases. To support its research, 
deCODE has built the largest and most modern high-
throughput genotyping facility in the world. Backed by 
a wide experience in human genetics and an impres-
sive track record in fi nding genes for common complex 
diseases, deCODE offers the following high quality, 
high-throughput genotyping services: Genome-wide 
scans at 3 average marker densities, fi ne mapping, 
whole genome amplifi cation and DNA extraction. 

Exhibitors Listing
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EAGS – European Alliance of Genetic Support 
Groups

Stand number: 328

E-mail: ria.guijt@gaucher.nl

The EAGS is a European umbrella organisation of 
national and supra-national genetic support groups. 
Representatives of European umbrella groups for the 
support of those affected by genetic disorders will be 
gathering to discuss general and specifi c issues such 
as orphan medicinal products, public awareness, edu-
cation, scientifi c research, patents, ethics, reproduc-
tive choice and screening, insurance and quality of life 
regulation. ESHG delegates are very welcome at any 
of the open sessions of the EAGS meeting. 

ECARUCA - European Cytogeneticists Association 
Register of Unbalanced Chromosome Aberrations 

Stand number: 332

E-mail: info@ecaruca.net 
Website: www.ecaruca.net

ECARUCA is the online database collecting and pro-
viding clinical, cytogenetic and molecular information 
on rare chromosomal disorders. The ECARUCA data-
base contains > 4000 cases and is easily accessible 
for all participants. ECARUCA facilitates information 
exchange as well as exchange of technical knowledge 
between genetic centres throughout Europe, thereby 
improving patient care and collaboration in the fi eld of 
clinical cytogenetics & molecular genetics.

Elchrom Scientifi c

Stand number: 302

E-mail: service@elchrom.com
Website: www.elchrom.com

Elchrom Scientifi c supplies high performance DNA / 
RNA analysis and purifi cation solutions based on high 
resolution, high throughput proprietary non-toxic hydro-
gels and analytical systems tailored to diagnostics and 
research in molecular biology (Microsatellites, RFLP, 
AFLP, SSCP, RNA, MS-PCR, SNPs, direct sequencing 
etc.). Elchrom products are present worldwide in labo-
ratories where accurate DNA / RNA fragment analysis 
and DNA / RNA sample preparation, associated to high 
throughput / low cost, are prerequisites. Elchrom is 
continually developing and evaluating synergetic coop-
eration with partners worldwide.

Endo-Gen GmbH Heidelberg

Stand number: 420

E-mail: Susanne.Rondot@endo-gen.de
Website: www.endo-gen.de

Endo-Gen GmbH Heidelberg is a molecular diagnos-
tics company that is specialized in mutation screen-
ing in patients with endocrine disorders for clinics, 
research centres and other customers. Endo-Gen 
GmbH develops new assays for mutation screening in 
endocrine and metabolic disorders (e.g. hyperandro-
genemia, diabetes, osteoporosis). Endo-Gen GmbH 
offers DNA sequencing services and SNP-genotyping 
services.

Co-exhibitor of Ogham GmbH

ESHG - European Society of Human Genetics

Stand number: 334

E-mail: eshg@eshg.org 
Website: www.eshg.org

The European Society of Human Genetics is a thriv-
ing international society offering high quality science 
through its European Human Genetics Conference and 
European Journal of Human Genetics. The several 
committees such as the Public and Professional Policy 
Committee and the Education Committee are making 
active contributions to the Society and to Genetics as a 
whole.  When policy statements are fi nalised they are 
posted on our website. We are keeping in touch with 
our members through a regular newsletter, and are 
collaborating with the European Genetics Foundation 
on genetics courses.

ETC Elektrophorese–Technik GmbH

Stand number: 326

E-mail: hpsetc@t-online.de 
Website: www.etcelpho.com 

ETC Elektrophorese-Technik produces consumables 
(Gels and Buffers) and develops methods for the hori-
zontal electrophoresis. 

Exhibitors Listing
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Euroclone SpA – Life Sciences Division

Stand number: 240

E-mail: marketing@euroclone.net 
Website: www.euroclone.net

Euroclone Life Sciences manufactures and sells 
products for the Cell Biology, Cytogenetics, Molecular 
Biology and Immunology markets. In conjunction with 
our distributor we are exhibiting a selection of products 
from the Proteomics and Genomics product area 
including Megafl uor (non toxic Ethydium Bromide), 
GellyPhor, LiteABlot and Taq DNA Polymerase. We 
also exhibit a selection of our Cytogenetics product 
range. Please come and see us on stand 240.

Co-Exhibitor of Biozol Diagnostica

EUROGENTEC

Stand number: 104

E-mail: info@eurogentec.com
Website: www.eurogentec.com 

Eurogentec was founded in 1985 as a spin-off of the 
University of Liège (Belgium). Its mission is to de-
sign and deliver reliable and innovative services and 
products for the Life-Science community. As a lead-
ing supplier for genomic and proteomic research, 
Eurogentec is able to offer its customers integrated 
solutions, whether they use DNA, antibodies, peptides 
or proteins as research tools. Eurogentec also offers 
research and development services for the biopharma-
ceutical industry.

European Collection of Cell Cultures

Stand number: 510

E-mail: elizabeth.fashola-
stone@hpa.org.uk
Website: www.ecacc.org.uk

Within the last two decades ECACC has grown and 
diversifi ed into new product areas. In particular, the 
development and manufacture of authenticated human 
genomic DNA, derived from Caucasian patients who 
have given consent for its use in genetic research. The 
standardised DNA products available include Human 
Random Control Panels, Genetic Control Panels, 
Ethnic Diversity Panels and HLA defi ned DNA. Each 
are supplied as individuals in a 96-well format or as a 
custom service.

Co-Exhibitor: Sigma - Aldrich

GE Healthcare 

See Amersham Biosciences, stand number 224

Genial Genetic Solutions 

Stand number: 106

E-mail: sales@genialgenetics.com 
Website: www.genialgenetics.com

Genial Genetic Solutions is proud to present our range 
of products for the Genetic and Pathology markets. For 
chromosome preparation we have the Procell range 
of reagents and MultiPrep, a robotic harvester custom 
designed to overcome the shortfalls inherent in all 
other systems currently used for surface culture har-
vesting. Our software range Genial and Lab Passport, 
developed in collaboration with a senior NHS scientist, 
encompasses multi discipline genetic patient manage-
ment and aids scientists in the pathology accreditation 
process and document control.

Genomic Solutions Ltd.

Stand number: 204

E-mail: mark.eddy@genomicsolutions.co.uk
Website: www.genomicsolutions.com

Genomic Solutions develops, manufactures, and sells 
instrumentation, software, and consumables used to 
determine gene activity, isolate, identify and character-
ize proteins, and dispense small volumes of biologi-
cally important materials. The company’s products and 
systems, marketed as the GeneMachines® product 
line, enable researchers to perform complex, high vol-
ume experiments at a lower cost and in less time than 
traditional techniques. As a result, Genomic Solutions 
products and systems facilitate rapid and less expen-
sive drug discovery. 
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GENOSYSTEMS

Stand number: 308

E-mail: sales@genosystems.net
Website: www.genosystems.co.uk

Genosystems is a European based (Paris, France), in-
tegrated production, distribution and scientifi c profi ling 
support company offering FISH based genomic probes 
and high resolution CGH micro-arrays to the fast grow-
ing genomic diagnostic market. It’s major objective is 
to provide scientists with innovative and cutting edge 
technology products derived from the Human Genome 
project to provide high level sensitivity and specifi city 
to rapidly identify chromosomic anomalities.

Gentra Systems, Inc.

Stand number: 132

E-mail: info@gentra.com
Website: www.gentra.com

Gentra Systems provides easy-to-use, conven-
ient PUREGENE® DNA and VERSAGENE™ 
RNA Purifi cation Kits used to produce high yields 
from a variety of sample types. Gentra also offers 
AUTOPURE®, an automated instrument for high-
throughput DNA purifi cation, and GENERATION® kits 
for isolating DNA from small samples. 

Genzyme

Stand number: 214

Telephone: +31 (0)35 699 1200
Website: www.genzyme.com

With three products on the global market and two in 
the pipe line, Genzyme is the leader in the develop-
ment of enzyme replacement therapies for lysosomal 
storage disorders. Cerezyme® (imiglucerase) is the 
standard of care for Type 1 and Type 3 Gaucher dis-
ease. Fabrazyme® (rh α-galactosidase) is indicated 
for enzyme replacement therapy to treat the underlying 
symptoms of Fabry disease. Aldurazyme® (laronidase) 
is indicated to treat the non-neurological symptoms of 
all mucopolysaccharidosis type I patients, across the 
disease spectrum (Hurler-Scheie). Currently clinical tri-
als are conducted or scheduled with enzyme replace-
ment therapy for Pompe disease and acid sphingomy-
elinase (ASM) defi ciency.

IBM Corporation

Stand number: 518

E-mail: pfoucher@us.ibm.com 
Website: www.ibm.com/industries/
lifesciences

IBM is the world’s largest information technology com-
pany, with 80 years of leadership in helping businesses 
innovate. Drawing on resources from across IBM and 
key Business Partners, IBM offers a wide range of 
services, solutions and technologies that enable cus-
tomers, large and small, to take full advantage of the 
new era of e-business.

ICHG 2006

Stand number: 330

E-mail: Ichg2006@icms.com.au
Website: www.ichg2006.com 

We would like to welcome you all to participate in 
the 11th International Congress of Human Genetics, 
which will be held from August 6-10, 2006 in Brisbane, 
Australia. The Congress is held every fi ve years and 
in 2006 it will be hosted jointly by the Human Genetics 
Society of Australasia (HGSA) and the International 
Federation of Human Genetics Societies (IFHGS).
Over 3000 delegates are expected to attend. We hope 
to see you in Brisbane!

IHG DIAGNOSTICS LIMITED

Stand number: 418

E-mail: enquiries@ihgdiag.com 
Website: www.ihgdiag.com

IHG Diagnostics Limited produces diagnostic kits for 
genetic disease and genetic risk factors. Novel propri-
etary technology offering simplicity and speed employs 
Induced Heteroduplex Generators, and the choice of 
instrumentation platforms to distinguish defective from 
normal genetic variants easily. IHGs are unique in 
employing single reagents to detect multiple genetic 
defects and haplotypes with precision. Clinical tests for 
Factor V Leiden, Prothrombin, MTHFR, AAT PIS and 
AAT PIZ will be available plus a range of 38 research 
tests.
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Implen GmbH

Stand number: 514

E-mail: info@implen.de
Website: www.implen.de

Implen offers solutions for microarray hybridizations/
incubations (Fluorescence in-situ, Tissue Section 
(TMA, IHC, FISH), DNA/Oligo, Protein) to improve sig-
nal intensity, homogenenity and specifi ty of  the experi-
ments, whilst reducing costs.

Co-exhibitor of Qbiogene

Ingenium Pharmaceuticals AG

Stand number: 320

E-mail: juergen.laufs@ingenium-ag.com
Website: www.ingenium-ag.com

Ingenium Pharmaceuticals AG (Munich, Germany) is 
a drug discovery company focused on generating the 
biological information essential to the development of 
therapeutics. Ingenium is an expert in the functional 
analysis of the rodent model system, which provides 
medically relevant biological pathways for discovering 
novel therapeutics and produces genetic rodent mod-
els for pharmaceutical development and for human 
disease research. Ingenium’s INGENOtyping technol-
ogy is the most rapid method for producing mouse and 
rat genetic models.

INGENY 

Stand number: 516

E-mail: info@ingeny.com
Website: www.ingeny.com

Ingeny has been the research community’s innovative 
supplier of technology for detection of mutations and 
SNP’s. With DNAlyser Ingeny enters the high through-
put fi eld. The system performs DNA amplifi cation, 
electrophoresis (e.g. DGGE), staining and imaging , all 
in the same capillary in 60-90 minutes. Blocks with 96 
capillaries, complete with precast gels, are available as 
consumables. Current applications are in human ge-
netics, microbiology and food safety.

INNOGENETICS

Stand number: 120

E-mail: info@innogenetics.be
Website: www.innogenetics.com

Innogenetics, a Belgian-based international biophar-
maceutical company, has built a highly successful and 
profi table global specialty diagnostics business and is 
a pioneer in the development of therapeutic vaccines. 
The Company aims to build on its leadership position 
in molecular diagnostics. Visit our booth to learn more 
about our reverse hybridization tests (INNO-LiPA) for 
cystic fi brosis mutation analysis, HLA tissue typing, 
ApoE genotyping, and our latest product for innate im-
munity, the INNO-LiPA MBL2.

Invitrogen

Stand number: 210

E-mail: euroinfo@invitrogen.com
Website: www.invitrogen.com 

Invitrogen provides products and services that sup-
port academic and government research institutions 
and pharmaceutical and biotech companies worldwide 
in their efforts to improve the human condition. The 
company provides essential life science technologies 
for disease research, drug discovery, and commercial 
bio-production. Invitrogen’s own research and develop-
ment efforts are focused on breakthrough innovation in 
all major areas of biological discovery including func-
tional genomics, proteomics, bio-informatics and cell 
biology - placing Invitrogen’s products in nearly every 
major laboratory in the world. 

JSI medical systems GmbH

Stand number:  140

E-mail: mail@jsi-medisys.de
Website: www.jsi-medisys.de

Sequence Pilot – Laboratory Information System for 
molecular genetics. Software package for easy ana-
lysing, organizing and archiving DNA sequence data. 
Compatible to all sequencers. Available as stand-
alone or multi-user system for all Windows or Linux 
Platforms.

MetaSystems

Stand number: 508

E-mail: info@metasystems.de
Website: www.metasystems.de

MetaSystems is a worldwide operating company spe-
cialised in image analysis systems for karyotyping and 
FISH analysis. The multicolour FISH applications are 
complemented by MetaSystems’ own DNA probes for 
mFISH and mBAND analysis. On our booth we display 
the automatic multipurpose scanning system Metafer, 
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that provides applications for automatic metaphase 
fi nding –(MSearch), automatic interphase FISH spot 
counting (MetaCyte), rare cell detection (RCDetect) 
and automatic comet assay analysis (CometScan). 
Please feel free to visit our booth and see the system 
in full action.

Co-exhibitor: P.A.L.M. Microlaser Technologies AG

The Microarray Facility Tuebingen

Stand number: 202

E-mail: Michael.Bonin@microarray-
facility.de
Website: www.microarray-facility.de 

The focus of our Affymetrix® Genomic Processing 
Facility is to provide you with expression gene profi ling 
and genotyping services which give you microarray 
data that are both highly reproducible and cost effec-
tive. With internally developed SOPs, our expression 
and genotyping service assures the highest level of 
quality with minimal variability. To ensure integrity and 
accuracy of your data, the procedures performed by 
our experienced technicians include extensive quality 
control checks throughout the analysis of your sam-
ples.

MMI AG

Stand number: 512

E-mail: info@molecular-machines.com
Website: www.molecular-machines.com

MMI AG is a leading manufacturer of laser optical in-
struments such as laser microdissection and optical 
tweezers. The SL µCut is a professional tool for micro-
dissection of single cells and groups of cells from par-
affi n samples, cryo samples, smears and cell culture. It 
is offering an outstanding image quality, high precision 
cutting, safe and reliable operation, contamination-free 
sample recovery and a long laser lifespan.

Molecular Staging Inc.

Stand number: 222

E-mail: wga@molecularstaging.com
Website: www.molecularstaging.com

Molecular Staging Inc. (MSI) has developed a range 
of transformational products and services based on its 
advanced amplifi cation technologies. These products 
and services include REPLI-g™ whole genome ampli-
fi cation kits and services, a rapid, reliable method of 
generating unlimited DNA from a few cells to address 

DNA constraints arising from the rapid growth in vol-
ume and variety of genetic tests.

MRC geneservice

Stand number: 226

E-mail: info@geneservice.mrc.ac.uk 
Website: www.geneservice.mrc.ac.uk

MRC geneservice is a contract research organization 
and biological resource centre supported by the UK 
Medical Research Council. We are a leading provider 
of innovative functional genomic products and technol-
ogy services to academic and commercial research 
communities worldwide.  The current product portfolio 
includes genomic clones from a wide range of organ-
isms in various formats, including RNAi libraries. The 
range of services offered includes DNA sequencing, 
microsatellite and SNP genotyping, and RNA expres-
sion profi ling.

Nanogen Europe B.V.

Stand number: 110

E-mail: info@nanogen-europe.com
Website: www.nanogen-europe.com 

Nanogen integrates advanced microelectronics and 
molecular biology into a platform technology with po-
tential commercial applications in the fi elds of medical 
diagnostics, biomedical research, genomics, genetic 
testing and drug discovery. The NanoChip(r) Molecular 
Biology Workstation is an integrated bioassay system 
that uniquely bridges the gap between scientifi c re-
search and actual clinical practice, and delivers excep-
tionally accurate, versatile, effi cient and user-friendly 
analytic capability. Nanogen’s focus is on translating 
this genomic data into useful information by providing 
the tools that simplify genetic research.

Co-exhibitor of Transgenomic

Nature Publishing Group

Stand number: 122

Website: www.nature.com 

NPG publishes quality, peer-reviewed research; review 
and reference material; timely news; and essential 
career and recruitment information in print and online. 
The NPG portfolio combines the excellence of Nature, 
its associated primary research journals, the Nature 
Reviews journals, and 30 leading international sci-
entifi c and medical journals, including the European 
Journal of Human Genetics.
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Visit the stand to place your subscription, pick up a 
sample copy and fi nd out about advertising in any of 
our titles. 

NGFN - German Genome Research Network

Stand number: 236

E-mail: Pm-ngfn@dlr.de
Website: www.ngfn.de 

In 2001 the National Genome Research Network 
(NGFN) was established by the German Federal 
Ministry of Education and Research. Ambitious aim 
of the NGFN is the systematic elucidation of gene 
function to gain further insight into the molecular and 
genetic basis of diseases with a high socio-economic 
impact. To achieve the goals Germany`s leading scien-
tists of the areas of basic molecular genetic and clini-
cal research combine their efforts in a common inter-
disciplinary approach.

NimbleGen Systems, Inc.

Stand number: 230

E-mail: info@nimblegen.com 
Website: www.nimblegen.com 

NimbleGen provides customized oligonucleotide 
microarray design, manufacture and hybridization 
services to life science researchers worldwide. The 
company focuses on customized high-density biochips 
with unprecedented fl exibility for functional genom-
ics experiments, including gene expression analysis, 
genotyping, toxicity studies and high-throughput, low-
cost screening. Benefi ts include optimized design, high 
reproducibility, statistically robust results, low cost and 
quick turnaround.

ogham GmbH

Stand number: 420

E-mail: info@ogham.de 
Website: www.ogham.de

ogham GmbH manufactures and sells a complete 
genetic diagnostic system based on DNA microarray 
technology. Current products include the solas 
1 automated microarray reader and a series of 
microarrays for detecting polymorphisms associated 
with common diseases: thrombo|check for genetic 
risk of thrombosis, coro|check for genetic risk of heart 
attack and osteo|check for genetic risk of osteoporosis. 
Further products will follow in the fi eld of genetic and 
infectious diseases.

Co-exhibitor: Endo-Gen

P.A.L.M. Microlaser Technologies AG

Stand number: 508

E-mail: request@palm-microlaser.com  
Website: www.palm-microlaser.com

P.A.L.M. is a world-wide active biotechnology company 
providing scientists, physicians, developers and other 
users with innovative laser micromanipulation systems. 
These highly specialized tools are primarily used in the 
various life sciences and in human medicine, opening 
up entirely new possibilities for the capture, processing 
and preparation of microscopic biological specimens 
on the cellular level. They provide the means for ad-
vancements in science and medicine that were be-
lieved to be impossible just a few years ago.

Co-exhibitor of MetaSystems

PerkinElmer

Stand number: 234

E-mail: ai.itinfo@perkinelmer.com 
Website: www.perkinelmer.com 

PhenoSystems

Stand number: 136

E-mail: info@PhenoSystems.com
Website: www.PhenoSystems.com

With Gensearch®, PhenoSystems targets laboratories 
and hospitals active in the area of molecular genetic 
diagnosis, offering a user-friendly software to fi nd and 
understand mutations on DNA sequences generated 
by high-through-put capillary sequencers. Our cross-
disciplinary competences lie in medical and molecular 
genetics and information technology and help provide 
high-performance, user-friendly software.

Progeny Software, LLC

Stand number: 220

E-mail: info@progeny2000.com
Website: www.progeny2000.com

New Product Announcement! PROGENY LAB is de-
signed to handle large-scale genome-wide studies. 
Utilized for both linkage type analysis or association 
studies, Progeny Lab supports both microsatellite 
markers and management of large-scale SNP stud-
ies. Pedigrees are integrated with genotype data and 
linkage analysis results in one database. Time-saving 
features include a variety of error checks over large 
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amounts of data to insure integrity, helping to stream-
line the process of identifying genes. Pick up a CD 
today!

Qbiogene

Stand number: 514

E-mail: Mvetter@qbiogene.com
Website: www.qbiogene.com

Qbiogene Molecular Cytogenetics has become a 
leader in the FISH market over the years. Throughout 
the world Cytogeneticists, Hematologists, Pathologists 
and Genetic Research Scientists rely on our highly 
qualifi ed products to improve the detection and man-
agement of human genetic diseases. In addition to our 
constantly expanding product line, we also offer spe-
cifi c custom services and support all products with our 
established technical expertise.

Co-exhibitor: Implen

QIAGEN GmbH

Stand number: 408

E-mail: vertrieb-de@qiagen.com
Website: www.qiagen.com

QIAGEN — leadership in molecular biology. QIAGEN 
is the world’s leading provider of innovative technolo-
gies for separating, purifying, and handling nucleic 
acids. QIAGEN offers a comprehensive range of inte-
grated kits and reagents, as well as complete automa-
tion systems, and provides custom synthesis of DNA 
and siRNA oligonucleotides.

Roche Diagnostics GmbH

Stand number: 314

E-mail: biochemts.row@Roche.com
Website: www.roche-applied-science.com

Roche Applied Science provides systems and rea-
gents for life-science research. For SNP genotyping on 
many samples simultaneously, the LightTyper System 
has been developed. Using a homogeneous assay, 
requiring no post-PCR handling steps, the LightTyper 
System is capable of fast and cost-effective SNP de-
tection. The LightCycler System is established in hun-
dreds of laboratories for quantitative PCR and for real-
time, on-line detection of nucleic acids in biological 
samples. LightCycler and LightTyper instruments can 
ideally be combined with the MagNAPure LC System 
for automated sample preparation. 

Schleicher & Schuell BioScience GmbH

Stand number: 304

E-mail: techbio@schleicher-schuell.de
Website: www.schleicher-schuell.com/bioscience

Schleicher&Schuell BioSciene GmbH focus the re-
search to discoveries in genetic screening tools, which 
are ideal for handling of drug discovery SNP libraries, 
forensic samples, epidemiological studies and popu-
lation screening. One of those excellent tools is the 
IsoCode, a specifi cally formulated specimen collection 
paper designed to meet the special requirements of 
advanced DNA archiving, isolation, and PCR template 
preparation. Cells were lysed on this paper, proteins 
and enzymes are inactivated and fi xed to the matrix. 
Elution of DNA just with water.

SEQUENOM

Stand number: 502

E-mail: dna@sequenom.com 
Website: www.sequenom.com 

SEQUENOM® is a provider of integrated technologies 
for genetic analysis utilizing the precision and accuracy 
of the MassARRAYTM system. This system is based on 
MALDI-TOF analysis and enables moderate and high 
throughput applications including genotyping, allele 
frequency analysis, SNP discovery, quantitative gene 
expression and oligonucleotide quality control.

Shire Management Services Ltd

Stand number: 306

E-mail: sales@shireman.com
Website: www.shireman.com

Shire Management Services presents their Genetic 
Software. Genetic Computer System: This Windows 
based multi-user software is ideal for the admin-
istrative requirements within a modern Genetics 
Department in both Genetic Counselling and laborato-
ries. The database interfaces with Hospital Information 
Systems and analytical equipment. Available in any 
language, there are now over 60 installations world-
wide. Pedigreeassistant: Pedigree Drawing soft-
ware. Karyotutor: Training software for Cytogenetic 
Technicians.
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Sigma–Aldrich

Stand number: 510

E-mail: tmatthes@europe.sial.com 
Website: www.sigma-aldrich.com 

Sigma-Aldrich is one of the worlds leading companies 
for Life Science and High Technology. Our LifeScience 
focus is on Molecular Biology, CellCulture, Proteomics, 
Cell Signaling and Drug Discovery. Sigma-Aldrich sup-
plies 85.000 different products for laboratories and re-
search institutes, by which 40.000 are manufactured in 
our own production facilities. We are committed to the 
success of our customers, employees and sharehold-
ers through leadership in Life Science, High Technology 
and Service. 

Co-Exhibitor of European Collection of Cell Cultures

Silicon Genetics

Stand number: 138

E-mail: information@silicongenetics.com
Website: www.silicongenetics.com

Silicon Genetics is the leading provider of software 
solutions for life science discovery. With combined ex-
pertise in biostatistics, molecular biology, and informa-
tion technology, Silicon Genetics is the only company 
to offer scalability that meets the demands of both high 
throughput sample volumes and increasing numbers of 
users. Thousands of scientists at hundreds of organiza-
tions, including 12 of the world’s top 13 pharmaceutical 
companies, currently use Silicon Genetics desktop and 
enterprise solutions to advance their research. If you 
have any questions, please don’t hesitate to ask.

SoftGenetics LLC

Stand number: 406

E-mail: softgenetics@att.net
Website: www.softgenetics.com

SoftGenetics LLC provides unique, analytical software 
tools for discovery and molecular diagnostics of SNP’s 
and other DNA variants from sequence traces. Mutation 
Surveyor and Explorer have quickly become the analy-
sis tool of choice at leading institutions worldwide such 
as the Sanger Centre, Riken Institute, and NIH. The 
programs provide sensitivity to 2%, 99.5% accuracy at 
low false positive rates.  Indels are detected by moni-
toring fragment mobility. Heter-indels are separated into 
two clear traces.

Tecan Deutschland GmbH

Stand number: 504

E-mail: info.de@tecan.com 
Website: www.tecan.com

Tecan is a leading player in the Life Sciences 
supply industry that specializes in the development, 
production, and distribution of solutions enabling the 
discovery of pharmaceutical substances, as well as 
for genomics, proteomics, and diagnostics. Tecan 
clients are leading pharmaceutical and biotechnology 
companies, university research departments and 
diagnostic laboratories. 

Tepnel Diagnostics

Stand number: 322

E-mail: elucigene@tepneldiagnostics.co.uk
Website: www.tepnel.co.uk

The Tepnel Group of companies offer a wide range of 
products and services within the healthcare industry, 
including food allergen testing kits and DNA extraction 
systems. Tepnel Diagnostics, recently acquired from 
Orchid BioSciences, develop and supply the simple to 
use ELUCIGENE range of mutation screening products 
for human in-vitro diagnostic use. Kits are available 
for cystic fi brosis, predisposition testing for deep 
vein thrombosis and genetic analysis of 10 diseases 
common to Ashkenazi Jews.

TKT Europe–5S AB

Stand number: 142

E-mail: contact@tkt5s.com
Website: www.tkt5s.com

TKT Europe-5S AB is a European pharmaceutical 
company that is dedicated to develop and market 
drugs to treat rare genetic diseases. The company 
has its headquarters in Stockholm, Sweden and 
has representation in most countries in Europe. The 
company has a close collaboration with Transkaryotic 
Therapies Inc. (TKT), a pharmaceutical company 
based in Cambridge, MA, USA. The Niche Protein 
product platform is based on enzyme replacement for 
the treatment of rare genetic disorders, such as Fabry 
disease, Gaucher disease and Hunter disease. These 
conditions belong to a group of disorders characterized 
by the absence of certain metabolic enzymes. The 
company’s fi rst product, agalsidase alfa (Replagal), is a 
specifi c enzyme replacement therapy for patients with 
Fabry disease. 
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Tm Bioscience 

Stand number: 108

E-mail: dcarey@tmbioscience.com
Website: www.tmbioscience.com 

Tm Bioscience is developing, manufacturing and 
commercializing a suite of diagnostic tests, marketed 
under the Tag-It™ product name. Tag-It Mutation 
Detection Kits provide an effi cient, cost effective 
solution for laboratories looking for advantages in 
multiplexing and high sample throughput without 
sacrifi cing performance. Tag-It products include 
expanded ACMG panels for the detection of CFTR, 
thrombosis and drug metabolism (P450-2D6, P450-
2C9, P450-2C19) related mutations. Pipeline products 
include a hereditary disease panel and others. Tag-It, 
it’s a SNaP!

Transgenomic Ltd.

Stand number: 110

E-mail: cbowinkelmann@transgenomic.com
Website: www.transgenomic.com

Transgenomic’s WAVE® System offers an accu-
rate and cost-effective solution for genetic variation 
analysis, including the detection of low-abundance 
genetic variation. New distribution agreements with 
both SpectruMedix LLC and Nanogen Inc have al-
lowed Transgenomic Ltd to expand this core expertise 
to include two very complementary platforms: The 
RevealTM System is a multicapillary gel electrophore-
sis instrument, scalable to support high throughput ge-
netic variation discovery. The NanoChip® Workstation 
is an automated, open-architecture instrument that 
facilitates routine genotyping of known mutations and 
SNPs.
Co-Exhibitor: Nanogen

VARIOM Biotechnology AG

Stand number: 100

E-mail: info@variom.com
Website: www.variom.com

VARIOM Biotechnology provides solutions for mo-
lecular diagnostics based on our Solid-Phase 
Oligonucleotide Ligation Assay (SPOLA) technology. 
Applied to a variety of platforms, SPOLA enables our 
customers to meet the needs of throughput, multiplex-
ing and accuracy. SPOLA is a user-friendly and accu-
rate method for the detection of SNPs, insertions and 
deletions for use on microplate, microarray and bead-
based platforms. VARIOM offers a range of pre-confi g-
ured kits for medically relevant mutations and a rapid 
customization service.

Watrex Praha, Ltd.

Stand number: 206

E-mail: watrex@watrex.com
Website: www.watrex.cz

Watrex Praha has been manufacturing HPLC equip-
ment since 1990, growing from an instrument provider 
to an application provider delivering top expertise in 
complex solutions. Our latest production line is dedicat-
ed to denaturing-HPLC. AltrionTM dHPLC system pro-
vides high DNA mutation sensitivity based on accurate 
temperature setting and precise gradient pump control. 
Altrion’s primary application is in detection of somatic 
mutations as well as screening of inherited mutations 
and SNP’s for clinical research and diagnostics.

Wisepress Online Bookshop Ltd

Stand number: 600

E-mail: bookshop@wisepress.co.uk
Website: www.wisepress.co.uk

Wisepress Online Bookshop is pleased to present a 
display of publications chosen especially for the EHGC 
2004 from many of the world’s leading publishing hous-
es. All the books on display can be ordered/bought di-
rectly at the stand or via our website. We can also order 
you free sample copies of the journals on display and 
take subscription orders. Whatever your book require-
ments, Wisepress will be happy to help.

WKS-Diagnostik, Vertrieb Cytogenetik-und 
Molekularbiologie-Produkte

Stand number: 324

E-mail: wks-diagnostik@web.de
Website: www.wks-diagnostik.de

WKS-Diagnostik, Frankfurt, is the German Distributor 
for Products from Biological Industries for Cytogenetics 
Laboratories: BIO-AMF Complete Medium, 
Karyotyping Medium for Blood and Bone Marrow, PHA, 
Colcemid,Try! psin. Molecular Biology Laboratories: 
EZ-DNA Isolation Test-Kits, EZ-RNA Isolation Test-Kits, 
EZ-PCR Mycoplasma Test-Kits.
Co-Exhibitor of Biological Industries 

Carl Zeiss Jena GmbH Microscopy

Stand number: 422

E-mail: mikro.verkauf@zeiss.de 
Website: www.zeiss.de/mikro

Microscope for laboratories, routine applications and 
reseach, stereomicroscopes and digital imaging.
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Abstracts

L01. Multiple Sulfatase Defi ciency: Molecular defect and properties of the 
missing enzyme.

K. von Figura, M. Mariappan, J. Peng, A. Preußer, B. Schmidt; 

Biochemie II, Georg August Universität Göttingen, Göttingen, Germany.
Based on purifi cation and peptide sequencing of the missing 
enzyme (1) and complementation cloning using minicell mediated 
chromosome transfer (2) the gene defective in multiple sulfatase 
defi ciency (MSD) was identifi ed. The SUMF 1 gene encodes a 
protein that is located in the lumen of the endoplasmic reticulum, 
N-glycosylated and converts cysteine residue in the active site of 
newly synthesized sulfatases into C -formylglycine (FGly). This FGly-
generating enzyme (FGE) is conserved from bacteria to man and 
contains three subdomains, separated by protease sensitive linker 
sequences. Two of the subdomains are linked by intramolecular 
disulfi de bonds. The oxidation of cysteine to FGly is linked to the 
consumption of molecular oxygen. In the absence of FGE catalytically 
inactive sulfatase polypeptides are synthesized that contain cysteine 
instead of FGly , the biochemical hallmark of MSD.
Sequencing of 48 MSD-alleles of SUMF1 revealed in 44 alleles 
21 different mutations. The spectrum of mutations comprises 
missense and nonsense mutations, deletions and insertions of single 
nucleotides and splice-donor site mutations. The effect of these 
mutations on the synthesis, stability, location, processing and activity 
of FGE is presently under investigation. In mammals a close paralog 
of SUMF1 1 gene is observed. This SUMF 2 gene encodes a protein 
that has a similar domain structure as FGE and is also located in the 
endoplasmic reticulum, but lacks FGE activity. The biological function 
of SUMF 2 remains to be determined.
1) T. Dierks et al, Cell 113 (2003) 435-444
2) M.P. Cosma, Cell 113 (2003) 445-456

L02. Biogenesis of mitochondria: Human diseases linked to 
protein transport, folding and degradation
W. Neupert;

Adolf Butenandt-Institut Physiologische Chemie der Universität München, Mu-
nich, Germany.
Mitochondria are the „powerhouses“ of the cell. In these organelles 
energy present in oxidizable substrates is transduced into energy 
stored in ATP. Mitochondria have an own genome. In humans it 
encodes 13 proteins. However, the vast majority of proteins is 
encoded by nuclear genes, translated in the cytosol and then 
transported into the mitochondria. Proteins must then be folded 
and assembled to functional enzyme complexes. In addition, many 
proteolytic processes are required in mitochondria to maintain the 
steady state, such as processing of preproteins and proteolytic 
turnover of proteins. A number of protein complexes exist that 
mediate these various rather intricate reactions. These include: 
(i) Preprotein translocases which facilitate the transfer of proteins 
and the insertion of proteins across and into the mitochondrial 
membranes, the TOM, TIM23, Tim22, and OXA complexes. (ii) 
A number of molecular chaperones and cochaperones, such as 
mitochondrial Hsp70s, Hsp60/10 and Mge1. (iii) The mitochondrial 
processing peptidase (MPP) which cleaves off the N-terminal 
targeting sequences, and the Lon and AAA-proteases which degrade 
matrix and membrane proteins in a regulated ATP-dependent 
manner.
The morphology of mitochondria is highly dynamic. Mitochondria are 
highly motile within the cell. Quite a number of genes are involved 
in these processes which are closely linked to the inheritance and 
maintenance of the mitochondrial genome.
In recent years, an increasing number of human diseases have been 
identifi ed in which genes involved in the processes described above 
are involved. We will report on experiments aiming at understanding 
the biochemical basis of these diseases.

L03. New aspects of genetic mosaicism
R. Happle;

Department of Dermatology, Philipp University of Marburg, Marburg, Germany.
The skin is especially suitable for the study of mosaicism because 

such phenotypes can be recognized most easily in the integument. 
There are two main types of mosaicism: epigenetic or genomic 
mosaicism. Recent research indicates that both X-linked and 
autosomal forms of epigenetic mosaicism can be caused by 
retrotransposon activity.
X-linked epigenetic mosaicism: Different patterns of lyonization 
include Blaschko lines (many syndromes), checkerboard pattern (X-
linked hypertrichosis), and lateralization (CHILD syndrome).
Autosomal epigenetic mosaicism: This concept may explain the 
exceptional familial aggregation of pigmentary mosaicism that would 
visualize the action of a retrotransposon that is partly silencing and 
partly activating a pigment gene. Similar linear patterns are caused 
by retrotransposon activity in plants such as petunia or in animals 
such as mice or dogs.
Genomic mosaicism of lethal autosomal mutations: Some of these 
phenotypes have been elucidated at the molecular or cytogenetic 
level, but the genetic basis of Schimmelpenning syndrome and 
Proteus syndrome is still unclear. Phylloid hypomelanosis, a recently 
recognized neurocutaneous entity, is caused by mosaic trisomy 13.
Genomic mosaicism of nonlethal autosomal mutations: The hitherto 
prevailing theory that mosaic forms of autosomal dominant skin 
diseases always originate from a new mutation, is no longer valid. 
Today we distinguish two types of segmental manifestation. The 
type 1 refl ects heterozygosity, whereas the type 2 results from allelic 
loss in a heterozygous embryo and shows pronounced lesions 
superimposed on the ordinary phenotype. This concept has now 
been proven at the molecular level in Hailey-Hailey disease.
Revertant mosaicism giving rise to unaffected skin areas in 
autosomal recessive cutaneous traits will certainly be recognized 
more often when clinicians are bearing this concept in mind. Such 
cases can be taken as examples of “natural gene therapy”.

L04. Regional differences in genetic testing and counselling in 
Europe - An overview
S. Aymé;

INSERM, Paris, France.
Text not available. Please check the website www.eshg.org/eshg2004 
for submissions after the printing deadline.

L05. Hereditary Breast/Ovarian Cancer risk: international 
comparison of the acceptability of Preventive strategies
C. Julian-Reynier;

INSERM 379, Institut Paoli-Calmettes, Marseille, France.
The availability of genetic tests for BRCA gene mutations prompted 
cancer geneticists to give information about genetic risk and to 
assess many women with a personal or family history of breast or 
ovarian cancer to inform them of preventive measures. Previous 
results have shown international variations in women’s theoretical 
acceptability of the preventive strategies available. The highest level 
of acceptability was obtained for by mammographic screening, and 
chemoprevention was the secondly preferred option. Prophylactic 
oophorectomy and prophylactic mastectomy were thought to be 
acceptable before the age of 35 by a minority of the samples 
surveyed. A literature review will confront theoretical attitudes and 
actual behaviours of women at risk for HBOC observed in different 
countries. Several hypotheses to explain these results will be 
assumed among which the cultural component will be discussed 
more in depth.

L06. Variation in prenatal counselling in Europe: the example of 
Klinefelter
T. M. Marteau;

Institute of Psychiatry, London, United Kingdom.
The organisation and delivery of prenatal counselling services varies 
across Europe. Focusing upon counselling for Klinefelter syndrome 
(KS), three questions are considered:
1. Does the content of prenatal counselling vary across Europe?
2. Is the variation in counselling associated with variation in 
termination rates?
3. To what extent is any variation to be reinforced or reduced?
Variation in counselling. Data from fi ve European countries reveal 
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