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Swiss Group for Inborn Errors of Metabolism (SGIEM) 
General Assembly Meeting Minutes 

 
Date: Thursday, June 30th, 2016 
 
Time: 10:15 a.m. – 12:15 p.m. 
 
Location: Inselspital Bern, Frauenklinik, Stockwerk D, Raum 102 
 
Attendees: 
Fowler Brian (President), Ballhausen Diana, Baumgartner Matthias, Bonafé Luisa, 
Braissant Olivier, Burda Patricie, Christ Emanuel, Fernandez Susana, Fingerhut Ralph, 
García-Segarra Nuría, Gautschi Matthias, Häberle Johannes, Hasselmann Oswald, Link 
Bianca, Nowak Albina, Nuoffer Jean-Marc, Rohrbach Marianne, Salvisberg Claudia, 
Superti-Furga Andrea, Thöny Beat, Tran Christel, Bolli Sandra (minutes) 
 
Apologies for absence* / no show: 
Bärlocher Kurt* (his last day of employment, the President sends his regards), Barbey 
Frédéric, Barman-Aksözen Jasmin*, Cremonesi Alessio, Da Silva Cornelia*, Hersberger 
Martin*, Hochuli Michel*, Huemer Martina*, Hundsberger Thomas*, Jung Hans, Kern Ilse*, 
Krayenbühl Pierre-A.*, Kurth Eggimann Sandra, Lämmle Alexander*, Mathis Deborah*, 
Minder Elisabeth, Palla Antonella, Plecko Barbara*, Rösler Kai, Sluka Susanna*, Szinnai 
Gabor* 
 
1. Welcome, remarks to the agenda 

The President welcomes all attendees at 10:31 and excuses himself for being late. 
No additions to the agenda, however, Matthias Baumgartner kindly remarks that six 
dieticians are here today regarding agenda item No. 11. 
Regarding any other business, Brian Fowler reminds that short information is fine but 
any discussions / additions to the agenda need to be sent to the President no later 
than 7 days prior to the meeting. 

 
2. Minutes of previous meeting (21.01.2016) 

Contrary to the minutes, Johannes Häberle and Beat Thöny did not attend the 
January meeting. Also corrections to item No. 10 “good and bad” insurance 
companies were not included due to the take over of the distibution of the minutes 
from Diana Ballhausen by Sandra Bolli. The final corrected version of those minutes 
will be circulated. The President thanks Diana Ballhausen for writing the minutes and 
Sandra Bolli for their distribution. 
 

3. Matters arising from previous minutes 
Brian Fowler reports that the roles of the Steering Committee were decided and that 
existing members were contacted by Sandra Bolli. Potential New Members from 
SALS will be followed up later. 

 
4. Reporting from Steering Committee Officers (B. Fowler) & elections 

This will be a standing item on the agenda and no elections are necessary today. The 
1st Steering Committee Meeting took place on May 12th in Bern, attended by Diana 
Ballhausen, Matthias Baumgartner, Ilse Kern, Jean-Marc Nuoffer, Christel Tran, 
himself and Sandra Bolli for the minutes. Brian Fowler reports from this meeting:  
x Roles and tasks of the Sekretariat in Zürich were defined and it was decided that 

Diana Ballhausen will be the “official secretary” acting in an overseeing role, but 
actual administration will be continued through Zürich as before with SALS. 

x Jean-Marc Nuoffer will be treasurer 
x Budget: it was decided that there is no need for the treasurer to sign any invoices 

within the agreed budget, however, invoices outside / above the budget have to 
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be approved and signed by the treasurer. The treasurer will receive the three-
monthly overview from Sandra Bolli. 

x Potential members: these include existing SGIEM Members as well as the SALS 
Group (separate item). It was decided to approach other working groups such as 
the Swiss OI Group as well as individuals but the exact next steps are yet to be 
decided. Anybody interested in inborn errors should be welcomed to the group. 

x Website: we agreed to keep the SALS website for now but to develop a new one 
and contact has been made with a Basel company. It was considered having 
German, French and possibly Italian as languages as well as keeping English. 
We should have a person responsible for making sure that everything is kept up 
to date and Ilse Kern agreed to be the designated person for overseeing the 
website. 

x GUMV-Revision was discussed. 
x It was agreed to produce a comprehensive list of actual and potential sponsors. 
x Next Steering Committee Meeting should take place in the autumn before or after 

the Expert Panel Meeting. Any suggestions for future topics are welcome. 
 
5. Update on Membership (D. Ballhausen) 

SALS Members: All SALS members where contacted by Sandra Bolli asking whether 
they want to become an official SGIEM Member and indicating that in the absence of 
a reply by June 1st, their membership will automatically transfer to the SGIEM 
Membership. Only Christoph Stettler refrained since Emanuel Christ will act as a 
delegate for their department. 
Existing SGIEM Members: 17 confirmed their membership, 2 new members (Susana 
Fernandez and Deborah Mathis) and 4 (1 being on maternity leave) without a reply. 
Sandra Bolli will contact those 3 in order to find out why they did not respond. Andrea 
Superti-Furga also joins this meeting and as such will also be a new member. 
Total SGIEM Members at present: 42 (incl. the 4 “no replies”). 

 
6. Budget (J.-M. Nuoffer) 

Please forward any ideas for potential sponsors to Jean-Marc Nuoffer who will provide 
a list of potential sponsors to be circulated. Diana Ballhausen raises the idea of 
different levels of sponsors; to be further discussed. 
 

7. Activities and Contracts with Industry incl. SALS Sponsor Meeting (28.06.16, 
M. Baumgartner) 
Feedback: 
x Sponsor attendees: Shire, Biomarin, Actelion, Genzyme and newly present but 

not yet a sponsor: Alexion 
x All SALS sponsors were happy with the transfer to SGIEM 
x They will continue sponsoring in a similar way. In the past they gave CHF 6’000 

per year (Biomarin CHF 5’000) and Alexion also seems to be willing to contribute. 
The sponsor list should be expanded to dietary companies and more, however, 
we should not fix the amount. Nevertheless, the budget has basically been fixed. 

x Payments for 2016: Individual contracts need to be set up for this year. 
 

8. Update on sub-group SALS (M. Baumgartner) 
x New SALS Steering Board: Diana Ballhausen, Matthias Gautschi, Albina Nowak 

and Marianne Rohrbach 
x Membership transfer to SGIEM: all except Christoph Stettler (see item No. 5) 
x Website: as long as there is no SGIEM Website, SALS-Website remains as is 
x Registry: this will remain until other solutions are developed. Albina Nowak has 

interest to work on that while Mr. A. Wiesbauer who entered all MPS data is 
willing to put in more data. An idea is to extract data together with the providing 
company to eventually integrate in the Swiss Rare Disease Registry. 
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Marianne Rohrbach points out that a transfer should reduce costs and make it 
easier to use. 

x Expert Panel Meeting 2015: Marianne Rohrbach reports the following three 
discussion points: 1) data registry presented by Dr. A. Wiesbauer, 2) clinical trials 
in planning or ongoing and 3) individual treatment for GM1. 
Expert Panel Meeting 2016: One item is going to be “SOPs for MPS“. Any other 
items are welcome. Sandra Bolli to set up a doodle to find a date. 

 
9. Development of Website 

Brian Fowler informs that he and Matthias Baumgartner met with Frau Beatrice Duc of 
Bysite in Basel on June 27th where they outlined their aims, ideas and contents. She is 
going to make a proposal (incl. cost estimates) which will be further discussed at the 
next Steering Committee Meeting. The member section could be password protected 
(guidelines, member lists, minutes). A possible URL could be “swiss-inbornerrors.ch” 
since our group appears when entering this in Google. Any requests for the Website 
can be discussed any time with the Steering Committee. 
 

10. Update on Developments in Newborn Screening (R. Fingerhut) 
This topic will be a standing item on the agenda. Ralph Fingerhut reports on new tests 
available on the market (e.g. urea cycle disorders are now possible to be screened 
for). As soon as Kispi gives the ok to invest in new instruments, this can be 
implemented and included in the “Entblindung”. 
Johannes Häberle adds that the application for tyrosinemia type 1 screening is 
pending and in preparation, however, there is a big drawback as in Germany it has 
recently been decided not to include this disease in newborn screening since they did 
not find enough benefit for the patients. Thus the application process will be very 
difficult and may even fail! 
Matthias Baumgartner reports that the BAG application for “SCID” is pending. If we 
plan more diseases from the metabolic field, it would make very much sense to group 
them in any application after “SCID”. Thus no other applications are pending.  

 
Brian Fowler reminds participants that this is the opportunity to raise points regarding 
the organization of the screening program from the user point of view but none were 
forthcoming. 

 
Andrea Superti-Furga is interested to know how often unblinding data is being 
requested? Ralph Fingerhut estimates “about twice a day since they started in 2005” 
[correct number (MB, after meeting): 311 in 2015, i.e. less than 1/day]. This raises the 
question is it justified to ask so often and how often is it positive; which is about once 
every 2 months. Johannes Häberle emphasizes the value of negative results in 
patient management. Regarding whether this procedure is used in other countries, we 
only know that it also exists in Germany but not that detailed. 
Regarding unblinding requests, the rule is to address such requests to the doctors 
(Matthias Baumgartner, Johannes Häberle or Marianne Rohrbach). However, 
Lausanne usually sends it to Ralph Fingerhut which is acceptable with the proviso 
that the doctors are kept informed since they are going to prepare the report, and also 
for administrative reasons. 
 

11. Dietary products and KSME/GGML lists (BSV/BAG) (M. Baumgartner) 
An important issue is that when patients order fancy desserts and cookies via the 
website, it causes problems with reimbursement through the IV insurance.  
The dietician group have therefore worked on a list of potential dietary products that 
should be covered by the IV versus those that should be paid by the patients / 
parents.  
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Sandra Bollhalder from the dietician presents the summary with main points as 
follows: 
It is difficult to keep such a list up to date. Therefore, a global allowance might be 
easier but this needs to be discussed. In agreeing, Matthias Baumgartner suggests 
having a general policy that the IV should pay for the «Grundnahrungsmittel» without 
having a specific list. However, such a list might be needed for the Sachbearbeiter for 
verification of claims. Modifications are made to the list every year (beginning of July) 
and Luisa Bonafé offers to track them. The company name and Grundprodukt such as 
bread and pasta could be specified although there are various sorts of bread but 
“Grundprodukte” would exclude Gummibärli and chocolate! Some companies have 
apparently shown their willingness to issue separate invoices (one for the patient and 
one for the IV). The dietician group would be willing to define such a potential list to be 
circulated within this group for feedback before delivery to the IV. They should send 
the list to the President and Luisa Bonafé (our BSV representative); this update could 
be a yearly task for this group. Finally our French speaking colleagues should be 
involved.  
A copy of the Swiss PKU’s “position paper” will be attached to these minutes. 
 

12. Lab Analysis List/BAG, Revision GUMV-EDI (B. Fowler) 
Brian Fowler reports that the official lab analysis list application is almost finished and 
the aim is to have this list done before the next SSIEM meeting! Andrea Superti 
thanks Brian Fowler for his efforts. Brian Fowler will circulate the list once it’s done. 
Revision GUMV-EDI: Brian Fowler explains that with a “C” you can do enzymatic 
testing for inborn errors that now fall also under the GUMV. Beat Thöny mentions that 
for genetic testing nothing changes, i.e. if the geneticist is doing it already, you cannot 
do it unless you are a carrier of a “G” FAMH title. 

 
13. Swiss Rare Disease Registry and Reference Centres: update (M. Baumgartner) 

Little has changed since our last meeting of January 21st, 2016. However, 
establishment of a Swiss Rare Disease Registry is ongoing, currently trying to involve 
more stake holders including discussion with the BAG. The chances that there will be 
sustainable long term funding are quite good but a solution will take more time than 
originally thought. 
Reference Centres: not much news. Matthias Baumgartner informs again that 
Roman Lazor (Lausanne) and himself were excluded from the SAMW working group. 
The working group consisting of people from the SAMW and Univ. Med. Schweiz has 
advanced; the proposal was presented at the Rare Disease Day in February 2016 
which apparently has meanwhile been submitted to the BAG. 
It looks that there will be a platform for rare diseases and patients, and an overarching 
organization similar to SCTO. It will definitely not be easy to become a Ref. Centre! 
 
Matthias Gautschi makes a detailed presentation about “The future of Metabolic Ref. 
Centres in Switzerland” as encouraged by the steering committee which is very much 
appreciated. Since there is no time to discuss this right now, the presentation will be 
circulated within the group for feedback and a separate meeting could be organized to 
further discuss this very important topic. 

 
14. Future Meetings 

x One annual general meeting with all members – i.e. as today 
x One educational meeting SGIEM (ASMM as in Salzburg next year) 
x SALS based meeting in the autumn 
x Sponsor Meeting SGIEM (StC members meeting the sponsors) 
x The steering committee to meet as needed 
 
In answer to the question whether it would be possible to create a “genetic bone 
diseases group” (AS), it was reiterated that this was positively discussed by the 
Steering Committee and is pending (see item No. 4) 
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15. Any other business 

Jean-Marc Nuoffer informs that he was asked by Nutricia to remind everybody of a 
new grant: Metabolics Research Funds Æ details will be circulated by Jean-Marc 
Nuoffer. 
 
Luisa Bonafé is in the working group of the BSV for the revision of the list of 
congenital diseases (GG / IC) of the invalidity insurance, together with 
Prof K. Baerlocher. 

 
Patricie Burda informs that the Phosporylase b-Kinase assay for the diagnosis of GSD 
IX is currently not available due to Sigma’s delivery problems of a new “lot” for a 
required substrate. She will keep the group informed should this situation change. 
 

16. Time and place of next meeting 
Matthias Baumgartner proposes to schedule the next meeting a bit earlier, i.e. in April/ 
May 2017. 
 
 

 
The President closes the meeting at 12:18 hrs. 
 
 
 
 
Sandra Bolli 


