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• GMP manufactured IVD product for confidence in assay performance

• Four-step assay design for enhanced laboratory efficiency

• Dedicated software for easy and flexible result interpretation and reporting

EnLite™ Neonatal TREC System for Severe combined 
immunodeficiency disorder (SCID) screening

WE HAVE A NEW WEBSITE FOR NEWBORN SCREENING! 
For a complete insight on newborn screening products, services and  
latest updates, visit our brand-new website: 

www.newbornscreening.perkinelmer.com

SCID 
SCREENING

*Product may not be available in all countries. 
Please check availability with your local PerkinElmer representative.
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Vorwort

Sehr geehrte Damen und Herren, 
liebe Kolleginnen und Kollegen,

Wir freuen uns, Sie zur 25. Jahrestagung der Deutschen Gesellschaft für Neugeborenenscreening 
(DGNS) 2018 einladen zu dürfen. Als Besonderheit findet diese Tagung erstmalig außerhalb Deutsch-
lands, nämlich in Wien statt. Somit hoffen wir, neben einem wissenschaftlich interessanten Programm 
auch ein kulturell  interessantes Ambiente bieten zu können. Darüber hinaus wollen wir den Ort Wien 
nutzen, um Kontakt und Austausch mit unseren Nachbarländern herzustellen bzw. zu erweitern.

Unter dem Motto „Rückblick – Einblick – Ausblick“ wollen wir im Programm auf  Errungenschaften 
eingehen, um uns danach vertieft der aktuellen Problematik von Recalls und falsch positiven Ergeb-
nissen zu widmen und schließlich mit dem Schwerpunkt „SCID und andere noch nicht gescreente 
Konditionen“ in die Zukunft zu blicken.

Wir hoffen auf Ihre Teilnahme und eine rege Beteiligung am wissenschaftlichen Programm durch 
Einsendung von Abstracts zu diesen oder verwandten Themen. 

Wir freuen uns, Sie begrüßen zu dürfen und auf einen fruchtbaren Meinungs- und Erfahrungsaustausch. 

Mit freundlichen Grüßen

Vassiliki Konstantopoulou Maximilian Zeyda

Vassiliki Konstantopoulou

Maximilian Zeyda
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Foreword

Dear Guests, 
dear Colleagues,

We are pleased to invite you to the 25th Annual Meeting of the German Society of Newborn Screening 
(DGNS). We are pleased to announce that for the first time, for the first time this meeting will take place 
outside of  Germany – in Vienna. Thus, we hope that beyond an interesting scientific program, we can 
 offer a nice cultural ambience.  Moreover, we would like to take advantage of the location Vienna to 
foster contact and ex change to our neighboring countries.

Following the theme, “Review – Insights – Outlook”, the program will highlight achieve ments, focus on 
the present problem of recalls and false positive results, and look into the future with the emphasis on 
SCID and other not yet screened conditions.

We hope you will join us and take part in the scientific program by submitting abstracts on these or 
related topics.

We are looking forward to meeting you and a fruitful exchange of opinions and experience.

With best regards

Vassiliki Konstantopoulou Maximilian Zeyda

Vassiliki Konstantopoulou

Maximilian Zeyda



PKU (Phenylketonurie), GMP (Glycomakropeptid), PÄ (Proteinäquivalent), Phe (Phenylalanin), 1SSIEM abstract 2016, *per 20g PÄ erhältlich in Deutschland, #mindestens 6 Monate 
bei Kindern zwischen 6 und 16 Jahren. PKU sphere™ ist ein Lebensmittel für besondere medizinische Zwecke (bilanzierte Diät) mit Zucker und Süßungsmittel und darf nur unter 
medizinischer Überwachung verwendet werden. Für das Diätmanagement von PKU. 

Enthält Allergene: Milch, Soja, Fisch.

sphere 

A Nestlé Health Science Company
®Reg. Trademark of Société des Produits Nestlé S.A.

Innovation in Nutrition T  +49 (0) 6172 253 234 0 
M  info@vitaflo.de
W  www.vitaflo.de

A  Vitaflo Deutschland GmbH
 Industriestr. 17
 61449 Steinbach (Taunus)

Mit 15/20g PÄ

Nur 91/120 kcal

Nur 28/36mg Phe

sphere

PKU sphereTM gibt es in zwei köstlichen Geschmacksrichtungen: 
Vanille und Erdbeer-Himbeer. Es ist austausch - und 
kombinierbar mit PKU express®, PKU cooler® und PKU air®. 
Geeignet ab einem Alter von 4 Jahren.

Der erste GMP basierte Proteinersatz für PKU mit Langzeitstudien# an Kindern 
und Jugendlichen.1

Der leckere Geschmack verbessert die Einhaltung der Ernährungstherapie.1

Der GMP basierte Proteinersatz für PKU mit niedrigem* Kaloriengehalt.

Der GMP basierte Proteinersatz für PKU mit geringem* Volumen.

Deutschlands erster GMP basierter 
Proteinersatz für PKU

Glycomakropeptid (GMP) ist eine Eiweißquelle, die von Natur aus einen 
sehr niedrigen Phenylalaningehalt hat. GMP basierte Proteinersatz-
produkte bieten vielen PKU Patienten somit eine Alternative zu dem 
Proteinersatz auf Basis ausschließlich freier Aminosäuren.

 Seit Februar     
2018 auch in 

15g-Eiweißäquivalent 
Beuteln erhältlich. 

Ab 4 Jahren.

15g 
oder

 20g
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Program, Friday 15th of June 2018

08:50   Welcome  
Vassiliki Konstantopoulou & Maximilian Zeyda

09:00   Opening  
Markus Müller, Rector Medical University of Vienna, Austria

Session 1 Development of newborn screening and specifics in Austria 
Chairs:   Susanne Greber-Platzer, Head of Department of Pediatrics, Medical University of Vienna, Austria 
  Vassiliki Konstantopoulou, Austrian Newborn Screening, Department of Pediatrics, Medical University of Vienna, Austria

09:15 L4  Beginnings, developments, future of Austrian newborn screening - a Canadian point of view 
Sylvia Stöckler-Ipsiroglu 
Department of Pediatrics, University of British Columbia, Vancouver, Canada 

10:00 L5  Austrian nation-wide mandatory prenatal toxoplasmosis screening 
Michael Hayde 
Department of Pediatrics, Medical University of Vienna, Austria 

10:45  Coffee, industrial exhibition & poster viewing

Session 2 Recalls & psychological aspects 
Chairs:   Sylvia Stöckler-Ipsiroglu  
  Maximilian Zeyda, Austrian Newborn Screening, Department of Pediatrics, Medical University of Vienna, Austria

11:30 L1  First results from a study for the evaluation of 26 additional target disorders  
for the German newborn screening panel 
 Gwendolyn Gramer 
Center for Pediatric and Adolescent Medicine, University Hospital Heidelberg, Germany

12:15 O1  Parents’ opinions on the communication of positive newborn screening results  
for cystic fibrosis in Bavaria 
 Inken Brockow 
Bavarian State Office for Health and Food Safety, Munich, Germany 

12:30 O2  Psychological follow-up of patients with inborn errors of metabolism diagnosed  
in newborn screening at the Department of Pediatrics and Adolescent Medicine,  
Medical University of Vienna 
 Marion Herle 
Department of  Pediatrics, Medical University of Vienna, Austria

12:45  Lunch

Session 3 Free topics 
Chairs:   Gwendolyn Gramer, Center for Pediatric and Adolescent Medicine, University Hospital Heidelberg, Germany 
  Dorothea Möslinger, Department of Pediatrics, Medical University of Vienna, Austria

13:45 O3  Newborn screening and vitamin disorders 
Petr Chrastina 
Department of Pediatrics and Adolescent Medicine, General University Hospital in Prague, Czech Republic

PKU (Phenylketonurie), GMP (Glycomakropeptid), PÄ (Proteinäquivalent), Phe (Phenylalanin), 1SSIEM abstract 2016, *per 20g PÄ erhältlich in Deutschland, #mindestens 6 Monate 
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Enthält Allergene: Milch, Soja, Fisch.
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EU/PKU/0130  Dezember 2017

BIOMARIN® HAT ES SICH ZUR AUFGABE 
GEMACHT, BEHANDLUNGSLÜCKEN ZU 
SCHLIESSEN UND PATIENTEN, FAMILIEN 
SOWIE ÄRZTEN ENTSPRECHENDE 
THERAPIEN BEREITZUSTELLEN
Bei einer Vielzahl schwerwiegender Erkrankungen, wie 
beispielsweise der Phenylketonurie, liegt der Fokus von 
BioMarin auf der Forschung, inspiriert durch die Patienten und 
die möglichen Auswirkungen einer Therapie auf ihr Leben. 

BioMarin entwickelt “First-in-class”- bzw. “Best-in-class”-
Therapeutika, die für kleine Patientenpopulationen von 
großer Bedeutung sein können. So fi nden wissenschaftlich 
nachgewiesene Ergebnisse genau dort Anwendung, 
wo nachweislich Behandlungslücken bestehen.

12053 BIOMARIN PKU Journal Ad_DE_AW.indd   2 05/12/2017   16:37
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14:00 O4  Combined tandem mass spectrometry (TMS) screening method for biotinidase deficiency  
and sickle cell disease (SCD) 
Jeannette Klein 
Newborn Screening Laboratory, Charité Medical University Berlin, Germany 

14:15 O5  High-throughput identification of hemoglobinopathies & thalassemias by HRAM/MS 
Zoltan Lukacs 
Hamburg University Medical Center, Germany

14:30 O6  Simultaneous detection of amino acids, acylcarnitines and succinylacetone  
by tandem mass spectrometry without butylation: Influence of succinylacetone extraction  
on an established non derivatised newborn screening procedure 
Sabine Rönicke 
Newborn Screening, Institute for Clinical Chemistry and Pathobiochemistry,  
Otto-von-Guericke University Magdeburg, Germany

14:45  Coffee & industrial exhibition

15:00   Poster sessions I & II

  Poster session I - Screening programs; diseases

 P1  Screening for galactosemia: A study from Hungarian NBS system 
Ildikó Szatmári 
Center of Newborn Screening and Inherited Metabolic Disorders, 1st Department of Pediatrics,  
Semmelweis University, Budapest, Hungary

 P2  Severe anemia in a newly diagnosed infant with LCHAD deficiency  
Andraz Šmon 
University Children’s Hospital, UMC Ljubljana, Slovenia

 P3  Newborn screening in Slovakia – overview 
Maria Knapkova 
Newborn Screening Centre Slovak Republic, Children’s University Hospital Banská Bystrica, Slovakia

 P4  Newborn Screening and Childbird outside Health Care Facility/Center in Slovakia  
Andrea Revtakova 
Newborn Screening Centre Slovak Republic, Children’s University Hospital Banská Bystrica, Slovakia

 P5  Marked reduction of false-positives in Austrian newborn screening for cystic fibrosis  
after implementation of pancreatitis- associated protein (PAP) as second-tier test  
Andrea Schanzer 
Austrian Newborn Screening, Department of Pediatrics and Adolescent Medicine, Medical University of Vienna, Austria

   P6 Decreased concentrations of isovaleryl-carnintine in patients with maple syrup urine disease (MSUD) 
 Ralph Fingerhut 
 University Children’s Hospital, Swiss Newborn Screening Laboratory and Children’s Research Center, Zurich, Switzerland

Program, Friday 15th of June 2018



SCREEN-ID 
Neonatal TREC-KREC kit

     
Newborn screening for SCID and XLA 

based on quantification of 
TREC and KREC

www.immunoivd.com

Immuno
IVD
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  Poster session II - Vitamin B12; parameter evaluation

  P7 Vitamin B12 deficiency detected in newborn screening – an important secondary finding 
 Vassiliki Konstantopoulou 
 Austrian Newborn Screening, Department of Pediatrics and Adolescent Medicine, Medical University of Vienna, Austria

 P8  Maternal vitamin B12 deficiency leads to elevated methylmalonate and total homocysteine  
with normal propionyl carnitine in dried blood spots from newborn screening 
Alexandra Tsouka 
Center des maladies moléculaires – CHUV, Lausanne, Switzerland

 P9  Screening for Vitamin B12 deficiency in Austrian newborns by measurement of  
homocysteine as second-tier test 
Tomaž Rozmaric 
Austrian Newborn Screening, Department of Pediatrics and Adolescent Medicine, Medical University of Vienna, Austria

 P10  Evaluation of newborn screening for congenital adrenal hyperplasia in Austria since  
its implementation in 2001 
Melanie Friedrich 
Department of Pediatrics and Adolescent Medicine, Clinical Division of Pulmology, Allergology and Endocrinology,  
Medical University of Vienna, Austria

 P11  Stability of IRT in dried blood samples  
Ralph Fingerhut 
University Children’s Hospital, Swiss Newborn Screening Laboratory and Children’s Research Center, Zurich, Switzerland

 P12  Seasonal variation of IRT values and sex differences  
Thomas Metz 
Austrian Newborn Screening, Department of Pediatrics and Adolescent Medicine, Medical University of Vienna, Austria

15:30  DGNS report and discussion 
  (in German)

16:30  DGNS general meeting 
  (for members only, in German)

18:00  Guided walk and educational dinner

Program, Friday 15th of June 2018

Program modifications reserved.

Abstracts published in the meeting report in the 
International Journal of Neonatal Screening 2018, 
4(2), 17. 
Available online at:  
http://www.mdpi.com/journal/neonatalscreening
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ChromSystemS
D I A G N O S T I C S B Y H P L C & L C -M S/MS

Chromsystems Instruments & Chemicals GmbH 
Am Haag 12, 82166 Gräfelfing 
Tel.: +49 89 18930-0, mailbox@chromsystems.de

Managementsystem zertifiziert nach: 
DIN EN ISO 9001, DIN EN ISO 13485, 
ISO 13485 CMDR

tuv-sud.com/ps-cert

w w w . c h r o m s y s t e m s . d e / n b s

Zuverlässiges Neugeborenen-Screening mit LC-MS/MS

MassChrom® Aminosäuren
und Acylcarnitine 
aus Trockenblut

CE-IVD validierte Kits und Kontrollen
EG-Zertifikat (TÜV) Phenylketonurie
Multiple Diagnostik in einem einzigen Lauf
Mit Succinylaceton-Upgrade*
Kits mit und ohne Derivatisierung

*Derivatisierung erforderlich

DGNS-2018_Wien.indd   1 25.05.18   12:40
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09:00   Opening remarks  
Vassiliki Konstantopoulou & Maximilian Zeyda

Session 4 Screening for primary immunodeficiencies 
Chairs:     Kaan Boztug, Ludwig Boltzmann Institute for Rare and Undiagnosed Diseases; CeMM Research Center for Molecular 

Medicine of the Austrian Academy of Sciences; St. Anna Children’s Hospital and Children’s Cancer Research Institute;  
Department of Pediatrics and Adolescent Medicine, Medical University of Vienna, Austria  
Elisabeth Förster- Waldl, Jeffrey Modell Diagnostic & Research Center Vienna and Division of Pediatric Immunology, 
Department of Pediatrics, Medical University of Vienna, Austria

09:05 L2  Experiences from Israeli nation-wide screening for primary immunodeficiencies  
Raz Somech 
Jeffrey Modell Foundation Center, Edmond and Lily Safra Children‘s Hospital, Sheba Medical Center, Sackler Faculty of 
Medicine, Tel Aviv University; Israeli national lab for confirming PID in NBS, Tel-Hashomer, Israel 

09:50 L3  Screening for primary immunodeficiencies in Andalucia  
Beatriz de Felipe, Unidad de Pediatria, Hospital Virgen del Rocío, Sevilla; Instituto de Biomedicina de Sevilla, Spain 

10:35  Coffee, industrial exhibition & poster viewing

Session 5 Conditions considered for NBS 
Chairs:   Beatriz de Felipe 
  Raz Somech

11:15 O7  First PID screening experience with a qPCR-based Trec/Krec-assay 
 Ralph Fingerhut 
University Children’s Hospital, Swiss Newborn Screening Laboratory and Children’s Research Center, Zurich, Switzerland

11:30 O8  RareScreen – a cross-border newborn screening project detecting SCID,  
hemoglobinopathies and familial hypercholesterolemia 
 Theresa Winter, University of Medicine Greifswald, Germany 

11:45 O9  Early Check: Generating evidence to inform newborn screening for rare disorders 
 Don Bailey, Center for Newborn Screening, Ethics, and Disability Studies, Research Triangle Park, North Carolina, USA

12:00   General discussion – new conditions 
 Chair: Ralph Fingerhut & Uta Nennstiel, President DGNS

12:20  Best poster award  
  Uta Nennstiel, President DGNS

12:25  Introduction of IJNS, best abstract award 
  Ralph Fingerhut, Editor-in-Chief IJNS

12:35  Introduction of next meeting

12:45  End of meeting

13:00  Snack

Program, Saturday 16th of June 2018

Program modifications reserved.

Abstracts published in the meeting report in the 
International Journal of Neonatal Screening 2018, 
4(2), 17. 
Available online at:  
http://www.mdpi.com/journal/neonatalscreening



RATIONALE
PAP is a pancreatic secretory protein    
PAP is  - ABSENT from normal pancreas
 - OVEREXPRESSED in the diseased pancreas (e.g. in CF) and leaks to blood
In newborns, elevated IRT AND PAP strongly suggests CF

THE IRT/PAP STRATEGY
Assay IRT in all newborns, then assay PAP in newborns with elevated IRT
Newborns with high IRT and PAP are recalled for a sweat test

COMPARED TO IRT/DNA
- same specificity and sensitivity
- number of detected mild forms of CF is decreased
- no need for extending the panel of CFTR mutations in multi-ethnic populations
- cheaper
- may be followed by a DNA tier to increase specificity

REFERENCES
1 -  Farrell PM, Sommerburg O. 

Toward quality improvement in cystic fibrosis newborn screening: Progress and continuing 
challenges. J Cyst Fibros. 2016;15:267-9.

2 -  Sommerburg O, Hammermann J, Lindner M, Stahl M, Muckenthaler M, Kohlmueller D, Happich 
M, Kulozik AE, Stopsack M, Gahr M, Hoffmann GF,  Mall MA. 
Five years of experience with biochemical cystic fibrosis newborn screening based on IRT/PAP in 
Germany. Pediatr Pulmonol. 2015;50:655-64

3 -  van der Ploeg CP, van den Akker-van Marle ME, Vernooij-van Langen AM, Elvers LH, Gille JJ, 
Verkerk PH, Dankert-Roelse JE; CHOPIN study group. 
Cost-effectiveness of newborn screening for cystic fibrosis determined with real-life data.  
J Cyst Fibros. 2015;14:194-202.

4 -  Sarles J, Giorgi R, Berthézène P, Munck A, Cheillan D, Dagorn JC, Roussey M. 
Neonatal screening for cystic fibrosis: comparing the performances of IRT/DNA and IRT/PAP.  
J Cyst Fibros. 2014;13:384-90.

Dynabio S.A. Luminy Biotech Entreprises, Case 922, Parc de Luminy, 163 avenue de Luminy
13288 Marseille cedex 9 – France 

+33 (0)4 86 94 85 04          www.dynabio.com          info@dynabio.com

CF NEWBORN SCREENING:
THE IRT/PAP STRATEGY
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Information & Sponsors

Accreditation:  
The event has been granted 7 European  
CME credits (ECMEC®s) by the European  
Accreditation Council for Continuing  
Medical Education (EACCME®).

DFP points are available  
(14 points).

Chromsystems Instruments & Chemicals GmbH 
Dr. Schär Medical Nutrition GmbH
DYNABIO SA 
Laborservice Onken GmbH
Lucane Pharma SA
metaX Institut für Diätetik GmbH 
Nutricia GmbH
RECIPE Chemicals + Instruments GmbH
Shimadzu Handelsgesellschaft m.b.H. 
Swedish Orphan Biovitrum GmbH
Waters Ges.m.b.H.

Gold sponsors

We would like to thank the following sponsors:

Event sponsors

Bronze sponsors

Contact:  
MEDahead – The Medical Information Company 
Seidengasse 9/Top 1.3, 1070 Vienna 
Simone Nistl 
Phone: 01/607 02 33-71  |  Fax: 01/607 02 
33-971  |  s.nistl@medahead.at 
www.medahead.at

Scientific guidance: 
medfor – Verein zur medizinischen 
Fortbildung von Ärzt/innen 
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