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Lysosomal  

Grape Vine 

Newsletter                           December  2011 

Our Mission  

To improve contacts, information sharing and 

support among affected people and their 

families within New Zealand and 

Internationally. 

To advocate for and support accelerated 

research into the causes and treatment of 

Lysosomal Storage Diseases. 

To advocate for and support improvements to 

the clinical care of affected people. 

 

In this issue  

¶ LDNZ takes access to ERT to the public 

arena. 

¶ The Political campaign for Lysosomal 

Diseases 

¶ wŜǎŜŀǊŎƘ ǿƘŀǘΩǎ ƘŀǇǇŜƴƛƴƎ. 

¶ New Families to our network. 
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Was it You?  
 

A butterfly flew by my window today  

Was it you?  

A cool breeze kissed my face toady  

Was it you?  

The sun warmed my soul today  

Was it you?  

It must be you  

I see you every time I close my eyes  

You are in my every thought  

You are a quiet part of me  

I love you.  

 

 

Sadly we  mourn the loss of  

Stevie - Lee McCutcheon , Batten Disease 

ï July 2011  

Alex Clarke, Tay Sachs ï July 2011  

Benjamin Turner, Sanfilippo Disease 

September 2011  
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Hello to the Lysosomal Network, 

2011 has been a very busy year for LDNZ, with a tough time financially as well as hard 

yards trying to achieve progress on access to enzyme replacement therapies for our 

patients.  

On the income side we were fortunate to receive a share of the surp lus from the 2010 

Adelaide MPS conference which has carried us through and enabled us to continue to 

run our operations. Without that weôd have been in a very difficult situation indeed, because we have 

managed to raise only around $10,000 from various com munity sources in the past 18 months. This is 

clear evidence of the very tough time facing many small groups such as LDNZ.  

A positive fundraising initiative has been the great efforts of the Batten disease netwo rk that has raised 

well over $15 ,000 to help promote research on Batten disease and assist family attendance at Batten 

meetings. LDNZ has held these funds in trust for them. We can do the same for any other families 

wishing to raise funds to support similar objectives for any of the lysosomal disease s.  

On the medicine access side, we did have some success earlier in 2011 when it appeared Pharmac 

were putting continued access to Elaprase for Jack Peacock at risk by their tactics. Our political 

lobbying and media efforts did help secure his ongoing treatme nt and we are very pleased with that 

result.  

Early in the year we joined in partnership with NZORD and the Muscular Dystrophy Association to 

campaign for access to Myozyme for our adult Pompe patients. We chose this group of patients as the 

most suitable for our campaign because of the particular state of their symptoms, and the evidence 

that was available to support the benefits of treatment. We deliberately chose not to lead with some of 

the other Lysosomal diseases for which therapies are also available , such as Fabry and MPS6, because 

of the combined impacts of numbers of patients, actual disease symptoms and progression, and access 

for some to clinical trials, making these therapies a much more complicated case to argue. However 

our campaign emphasised  at all times the need for an Orphan Drugs Access programme for all rare 

disorders.  

Our campaign this year took a considerable investment in time and money. We have been considerably 

frustrated by Pharmacôs continued fudging of facts, figures and processes to deny access for our 

patients. It was particularly frustrating to witness the scenario where Ministers were presenting the 

review of the Exceptional Circumstances scheme as the intended solution to problems of access to 

highly specialised medicines, onl y to realise that the revised scheme would not deliver on that intention 

ï indeed Pharmac themselves told us directly in a briefing that the scheme had not fixed that problem 

ï and then witness government statements during the election campaign that the ne w scheme was the 

medicine access solution that our patients could apply to next year. This is clearly a case of smoke and 

mirrors, though what is not clear is whether Pharmac is telling Ministers the same things they have told 

us.  

In parallel with these po licy reviews, applications under the exceptional circumstances scheme for four 

patients were declined, appeals rejected, and submissions rebuffed. These experiences helped us 

clarify during this year that the solution does not lie in Pharmacôs policy and processes, but instead a 

different approach is needed for decisions on Orphan Drugs, just as there are in many other countries.  

Perhaps the most important achievement of this campaign has been the extent to which most political 

parties have acknowledged our  concerns about this issue, with many of them making helpful 

statements about the need to revise decision criteria, to ensure equity and community values are 

clearly incorporated into decision making, and with some also advocating that decisions about such  
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 medicines should be taken out of Pharmacôs hands and dealt with in other parts of the health system, 

such as the Ministry section that deals with other expensive specialist interventions. Unfortunately the 

parties that are supportive of our approach do no t occupy the Treasury benches in Parliament. A 

summary of political party responses is contained in this newsletter.  

Throughout the latter part of 2011 Pharmac was also doing a re -evaluation of therapies for all 

Lysosomal diseases and the recommendations f rom their expert advisory committee, PTAC, are 

expected to be published by February 2012. But given the policy paths that Pharmac seems intent on 

following, and the fact that their decision processes leave therapies for very rare diseases at a 

considerable  disadvantage, we can have little confidence that PTACôs recommendations or any 

subsequent decisions by the Pharmac board, are likely to lead to funded access for our patients.  

The commitment to this campaign has consumed much of our time and money over th is past year. In 

the year ahead we will have to keep this momentum up, for our most important objective is getting 

access to therapies for our patients once they are available. You can all look forward to more from us 

about this issue in 2012, but in the m eantime I hope you have an opportunity for some relaxing R&R 

over the holiday period.  

John Forman  

Chairperson   

Lysosomal Diseases New Zealand  

 

 

Pompe Patients and supporters march to Parliament November 2011  
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The political campaign for therapies for  

Lysosomal diseases.  

Our efforts during 2011 have seen us take numerous delegations to politicians and officials, hold many 

media interviews and press conferences, invite patient advocates from overseas to show the benefits of 

treatment, organise a march on Parliament during the election campaign, and hold a brief sit - in at 

Parliament seeking an explanation from the Prime Minister about why his partyôs promise is not being 

delivered, and why they will not ensure equi ty and community values are considered in the decision 

process.  

We have received extensive coverage on radio, TV, online news services and blogs, and in print media.  

Follow the campaign online at this link on our website: http://www.ldnz.org.nz/news_and_issues  

One of the most direct comments came from Grant Robertson:  

ñThe governmentôs refusal to explain why it has not delivered on a promise to ensure access 

to life -saving drugs for Kiwis suffering from rare diseases is cowardly and disrespectfulò, 

Labour's Health spokesperson Grant Robertson says .ò 18 October 2011. See the full statement at 

this link:  

http://www.scoop.co.nz/stories/PA1110/S00311/government -breaks -promise - to - rare -disease -

sufferers.htm   

The cartoon from the Taranaki Daily News summed up politiciansô enthusiasm and commitment to cute 

animals versus callous disregard for people in dire straits.  

 

http://www.ldnz.org.nz/news_and_issues
http://www.scoop.co.nz/stories/PA1110/S00311/government-breaks-promise-to-rare-disease-sufferers.htm
http://www.scoop.co.nz/stories/PA1110/S00311/government-breaks-promise-to-rare-disease-sufferers.htm
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 Political Party responses to our 2011 campaign for access to 

therapies and an Orphan Drug access p rogramme . 

The essence of our campaign was to change political perspectives about medicine access criteria and 

decision making. Here is how New Zealandôs political parties responded to our campaign: 

NZ First  

ñThank you for your 25 Oct e -mail.   A civilised society should and could afford this.   That is NZ First's 

view. ò Winston Peters . 

NZ Labour Party  

ñThe Labour Party believes that sufferers of rare diseases deserve fair and equitable treatment when it 

comes access to orphan drugs. As I said when I met with  Pompe sufferers recently Labour does not 

believe that politicians should make decisions about the availability of specific drugs.   What we can do, 

and what Labour will do , is  set the criteria and funding for such decisions so that there is fair and 

equita ble treatment.   Treating orphan medicines the same way as other medicines is not fair or 

equitable. We will urgently review the criteria for access to highly specialised medicines.   New 

Zealanders pride themselves on being caring and fair, we need to trans late that into reality for 

sufferers of rare diseases.ò  Grant Robertson.  

Green Party  

"If there is a right to good healthcare, and we believe there is, then there is no reason that people 

living with Pompe should somehow be exempted from this right. Certai nly the treatments are 

expensive compared to other pharmaceuticals, but no more expensive than quite a number of the non -

pharmaceutical therapies that are funded. People living with Pompe and their families deserve a better 

deal. In fact they deserve the b etter deal intended by the NZ Medicines Strategy. It's time to deliver 

that now." Kevin Hague . 

ACT Party  

ñAttached is a copy of ACT's policy on health for your information.  The ACT party is  dedicated to 

improving our economy and the efficiency of our Gover nment services. Without a strong economy and 

business growth, New Zealand cannot afford a first class health system.  In such 

circumstances  New  Zealand  will continue to see cases like this where other countries are able to fund 

appropriate healthcare and Ne w Zealand cannot. For this reason we are seeking ACT party votes in the 

coming election. It is time for change. ò Robyn Stent . 

Mana Party  

No response  

United Future Party  

ñI am committed to ensuring that those aspects of the medicine strategy that have not b een 

implemented would be worked on as a priority by the new government. ò Peter Dunne  

Maori Party  

ñThere is a profound injustice at play, when simply due to the rarity of the diseases in question, that 

some families are placed at considerable disadvantage w hen it comes to the consideration of the most 

appropriate treatment. The Maori Party want our whanau to be the best that they can be and to be 

supported by an equitable, sustainable health system. In this capacity, we are calling for an evaluation  
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of the  Exceptional Circumstances funding process which governs the management of diseases like 

Pompe disease that need highly specialised treatments.  

We would like to encourage support for a robust orphan drugs access programme that will ensure 

treatment for ou r Pompe patients and other rare diseases. Our major argument is that no -one in New 

Zealand that is ill should not have support to treat the disease. Everyone must have a right to 

treatment. ò Tariana Turia . 

National Party  

ñThe High Costs Highly Specialised Medicines Review -  a National promise ï recommended PHARMAC 

review its Exceptional Circumstances process. PHARMAC did that and the result is a new scheme ï to 

replace the old one called "Named Patient Pharmaceutical Assessment". It starts next March and it s 

budget is expected to go up from $4 million to $8 million in the first year.  

Patients previously declined will be able to apply to have their application reconsidered after 1 March 

2012. I encourage them to take advantage of the new clearer, more transpa rent criteria. I understand 

why patients with lysosomal storage disorders see some of the treatments now becoming available as 

offering them hope.  

I am advised PHARMAC is seeking further evidence. They've issued a request for information to 

manufacturers a nd other organisations around the world seeking data on patient outcomes from using 

Myozyme and other enzyme replacement therapies. PHARMAC would like to review that information as 

it would significantly assist their ability to make a better - informed fundi ng decision. We appreciate, and 

as I said, empathise with your situation. We'll never be able to afford everything we would like. But I 

am pleased that PHARMAC is continuing to look for information that could support applications for the 

kinds of drugs you  are seeking. ò Jackie Blue . 

Additional thoughts on the political dimension  

Perhaps this is the most relevant comment of the year:  

ñI say that one should judge a society by how it looks after the sick and the vulnerableò John Key, 

Prime Ministerôs Statement. Hansard, p16498, 8 February 2011  

This phrase was repeated in very similar words by John Key on TV Oneôs Sunday programme the day 

after the 2011 General Election.  

 

 

John a ddressing the marchers and 

Politicians.  
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LDNZ asked Allyson for her views on the  campaign we are running in our endeavor  to secure 

enzyme Replacement Therapy for our Pompe  p atients.  This has been a joint campaign with 

LDNZ, NZORD and the Muscular dystrophy association.  Below are her thoughts.  

Recently we were part of a campaign along with LDNZ and NZORD to get the message out to the public 

and the government that we with rare diseas es are forgotten in New Zealand and to highlight how we 

are unable to access highly specialised medicines needed for the rare diseases that we have.  Our 

government needs to help us, and we need to get them to fund these medicines.  Our families are in 

desperate need of help.  More needs to be done yet, but we have made a great start to this.  People 

nationwide are now talking about our situation, raising the awareness of our plight is paramount to 

getting what we need.  

This is where LDNZ comes in.  LDNZ wa s instrumental in organising media; TV, Radio and Newspaper. 

They sent out press releases to get the media interested in attending a press conference.  From this 

we were able to have our stories published in several newspapers nationwide, radio interviews and TV, 

namely Close Up and Maori TV.  We were also on National Radio on the first morning of the campaign 

which was very effective in encouraging interest and awareness of our campaign and what we are 

trying to achieve.  To have an organisation such as LD NZ to be able to get media interested in this 

type of story is imperative.  To try and do it alone is next to impossible.  We now have media 

contacting us and wanting to do updates.  Before LDNZôs involvement they wouldnôt have known we 

existed.  

When you are diagnosed with a strange disease that no one has ever heard of, it is a very difficult 

time.  You search and search to find people who will be able to understand what you are going 

through.  LDNZ is that organisation.  They are those people.   Who else out there will go in to bat for 

ñthe little peopleò.  By ñlittle peopleò I mean those of us who are unseen, unheard of, not listened to, 

and certainly not looked after by the very country they are a part of.  We are a very tiny minority of 

people who hardly anyone knows exists, to have a group like LDNZ which helps us is so important.  

One ñlittle personôsò voice is very very quiet, but a group of people can make so much more impact 

and be so much more effective.   

On a more personal note, I would like  to thank LDNZ 

and NZORD for their wonderful help and support.  

Through these organisations I have been able to meet 

the other 3 people in NZ with the same disease I have; 

Pompe Disease.  To meet someone else in the same 

situation is strangely comforting, suddenly you know 

you are not alone, and that is a wonderful thing J 

Allyson  had the opportunity to join the BioMarin 

clinical trial for Pompe disease which is taking 

part in the United States.   We look forward to 

hearing how she is getting on in our next 

newsletter.   

LDNZ takes Access to Enzyme Replacement Therapy out to 

the Public Arena 
By Allyson Lock  

June 2011  
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Battle to get drug funded  

Freda Evans battles every day with basic tasks like eating, 

breathing and walking, but is finding Pharmac the toughest 

opponent in her search for "a better quality of life".  The 

Papatoetoe woman is "absolutely gutted" the government drug 

agency's knocked back her third application to fund expensive 

treatment for her rare disease. 

Ms Evans is one of only four New Zealanders known to suffer from 

Pompe Disease, a rare form of muscular dystrophy caused by an 

enzyme deficiency that "wastes away" muscle. Daily tasks like 

eating, breathing and walking have become painfully difficult for the mother of two.  

Pharmac is "playing with people's lives" by refusing treatment, she says. "Millions are spent 

rehabilitating people who make poor choices ï they fix up a drunk  driver and spend millions on 

diabetes. "Those people had a choice. I never had a choice," she says, banging her tired legs with her 
breathing mask.  

A Pharmac advisory committee stopped Ms Evans' "exceptional circumstances" application for funded 

treatmen t from reaching the agency's board three months ago, she says.  A Request for Information 

was sent to her clinician, Middlemore Hospital respiratory specialist Dr Andrew Veale. Dr Veale 

diagnosed Ms Evans nearly 25 years ago and is acutely aware of her fra ilty. But at an estimated 
$500,000 a year, he knows funding of Enzyme Replacement Therapy is a tricky issue.  

International evidence on the therapy is inconclusive but does suggest it might improve quality of life 

and delay the disease's progress in some p atients. "Pharmac are in a terrible quandary of balancing the 
needs of a small group against the need of many," Dr Veale says. "That's the difficulty."  

LDNZ Field Officer Jenny Noble says Pharmac's decision is "appalling" and backtracks on the National's 
2008 election promise to find a solution for high -cost medicines.  

Pharmac wouldn't talk to the Manukau Courier about Ms Evans' case, with communications manager 
Julie Watson citing patient confidentiality and "commercially sensitive" information.  

However , Pharmac chief executive Dr Peter Moodie did call Ms Evans to confirm that the board will 
consider her application at its September monthly meeting.  

During our campaign there were interviews done with Laurie Hill, Dean Jones, Freda Evan, and Allyson  

Lock  who are adults with Pompe disease. Also an interview was done  with , Anthony Denovan whose 

children have Gaucher disease. Anthony very kindly bought the girls to Wellington to talk to the media 

about the benefits of having access to ERT. To view the interv iews  go either to our website under news 

and events or visit our facebook page.   

 

¶ http://www.ldnz.org.nz/news_and_issues/another_ca ll_to_action_for_all_lysosoma

l_families/media_interviews  

  

¶  

 

 

http://www.ldnz.org.nz/news_and_issues/another_call_to_action_for_all_lysosomal_families/media_interviews
http://www.ldnz.org.nz/news_and_issues/another_call_to_action_for_all_lysosomal_families/media_interviews
http://www.facebook.com/groups/172221112849202/
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Amicus Therapeutics Announces First Patient in Phase 2 Study for Pompe Disease  

AT2220 Co - Administered With Enzyme Replacement Therapy  

 
Second Phase 2 Pharmacological Chaperone - ERT Co - Administration Study  

CRANBURY, N.J., Dec. 1, 2011 (GLOBE NEWSWIRE) --  Amicus Therapeutics (Nasdaq:FOLD), a 

biopharmaceutical company at the forefront of developing therapies for rare diseases, announced the 

initial infusion of the first subject in an open - label Phase 2 drug -drug interaction study ( Study 010 ) of 

AT2220 (duvoglustat HCl) co -administered with enzyme replacement therapy (ERT) in individuals with 

Pompe disease.  

The purpose of Study 010 is to eval uate whether AT2220, an orally available, investigational 

pharmacological chaperone owned exclusively by Amicus, can be safely co -administered with the ERT 

alglucosidase alfa, the only approved therapy for Pompe disease. All subjects will be given a regula rly 

scheduled ERT infusion. One hour prior to the initiation of the next ERT infusion, subjects will receive a 

single oral dose of AT2220. In Study 010, alglucosidase alfa will be measured in plasma and muscle 

tissue, with and without AT2220.  

John F. Crowl ey, Chairman and Chief Executive Officer of Amicus Therapeutics said, "ERT is an 

important first generation treatment that has extended the lives of many individuals living with Pompe 

disease. We believe that chaperone -ERT co-administration has the potenti al to improve treatment 

outcomes for Pompe patients, and we are excited about commencing Study 010. Along with our work 

in Fabry, the co -administration approach may represent an important expansion of our technology 

platform into other lysosomal storage di seases where ERT is standard of care."  

In acid alpha -glucosidase (GAA) knock -out mouse models of Pompe disease, AT2220 co -administered 

with ERT increased ERT activity in plasma and uptake into key tissues, which corresponded with 

greater reductions in musc le glycogen, compared to ERT alone. Collectively these preclinical data 

highlight the potential for AT2220 to improve ERT in patients with Pompe disease.  

"Results from Study 010, if positive, may form the basis for later stage studies that would allow us t o 

evaluate the effect of AT2220 co -administered with ERT on glycogen reduction and ERT - related toxicity 

in patients with Pompe disease," said Pol F. Boudes, Chief Medical Officer of Amicus.  

Study Design  

Study 010  is a Phase 2 open - label, multi - center study to evaluate the safety and pharmacokinetic (PK) 

effects of four increasing oral doses of AT2220 co -administered with ERT versus ERT alone in 

individuals with Pompe disease.  

The study will enroll approximately 16 male or female subjects who have been on a stable dose and 

regimen of ERT for at least three months. All subjects will be gi ven a regularly scheduled ERT infusion. 

One hour prior to the initiation of the next ERT infusion, subjects will receive a single oral dose of 

AT2220. Plasma enzyme activity and protein levels will be evaluated during each infusion. Muscle 

biopsies will be  taken seven days after each infusion to measure tissue ERT activity with and without 

the chaperone, as well as the level of AT2220.  

To read more go to  http://ir.amicustherap eutics.com/releasedetail.cfm?ReleaseID=629205  

 

 

WHATS IN THE NEWS 
 

http://www.globenewswire.com/newsroom/ctr?d=239659&l=2&a=Study%20010&u=http%3A%2F%2Fwww.clinicaltrials.gov%2Fct2%2Fshow%2FNCT01380743%3Fterm%3Dat2220%26rank%3D2
http://www.globenewswire.com/newsroom/ctr?d=239659&l=8&a=Study%20010&u=http%3A%2F%2Fwww.clinicaltrials.gov%2Fct2%2Fshow%2FNCT01380743%3Fterm%3Dat2220%26rank%3D2
http://ir.amicustherapeutics.com/releasedetail.cfm?ReleaseID=629205
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Amicus Therapeutics Completes Enrollment of 67 Patients in  
Phase 3 Study of Migalastat HCl for Fabry Disease  

CRANBURY, N.J., Dec. 19, 2011 (GLOBE NEWSWIRE) --  Amicus Therapeutics (Nasdaq:FOLD), a 

biopharmaceutical company at the forefront of developing therapies for rare diseases , announced that 

enrollment is complete in the first Phase 3 global registration study ( Study 011 ) of migalastat HCl for 

Fabry disease. Based on the timing of this milestone, Amicus and its collaborator GlaxoSmithKline 

(GSK) anticipate Study 011 results  in the third quarter of 2012.  

Study 011 Highlights:  

¶ Final enrollment of 67 patients exceeds initial target of 60 patients ð results anticipated in 

3Q12  

¶ As of December 2011, 21 of 23 patients who have completed the six -month treatment and six -

month follow -up periods are currently enrolled in the ongoing Phase 3 extension study  

¶ Patient demographics to be featured at scientific congress in 1Q12  

John F. Crowley, Chairman and Chief Executive Officer of Amicus Therapeutics stated, "The completion 

of enrol lment in Study 011 is a major accomplishment for Amicus, GSK and all those who have been 

involved in our Fabry program over the last several years. We believe this Phase 3 study will be well -

positioned to support a U.S. marketing application for migalastat  HCl, and we look forward to 

announcing results in the third quarter of next year."  

Study 011 is a six -month, placebo -controlled global Phase 3 study of migalastat HCl for Fabry disease 

to support marketing applications for the U.S. Food and Drug Administ ration (FDA) and other 

regulatory agencies. In September 2009, the first patient was randomized in Study 011 to receive 

migalastat HCl 150 mg or placebo on an every -other -day (QOD) oral dosing schedule for a six -month 

double -blinded treatment period. Durin g a six -month open - label follow up period, patients continue 

treatment with migalastat HCl or switch from placebo to migalastat HCl. As of December 2011, 21 of 

23 patients who have completed the six -month treatment and six -month follow -up periods are 

curre ntly enrolled in the ongoing Phase 3 extension study and remain on migalastat HCl treatment.  

The primary efficacy endpoint for Study 011 is a change in interstitial capillary globotriaosylceramide 

(GL-3) as measured by kidney biopsy. Patients in Study 011 with a reduction of GL -3 deposits per 

capillary of at least 50% at six months will be considered responders. The final analysis will compare 

the number of responders in the migalastat HCl group vs. the placebo group. Amicus and GSK will 

utilize the Barison i Lipid Inclusions Scoring System (BLISS) for the histological evaluation of GL -3 in 

the kidney biopsies. A manuscript on the BLISS methodology is currently in press and will be published 

in an upcoming issue of Archives of Pathology & Laboratory Medicine.  

Secondary endpoints for Study 011 include safety and tolerability, urine GL -3, renal function, and 

quality of life (QOL). Urine GL -3 will be analyzed using the first analytically validated GLP assay, which 

was developed by Amicus to measure forms of GL -3 found in kidney cells. Renal function will be 

assessed by measuring iohexol glomerular filtration rate (GFR), eGFR, and 24 -hour urine protein.  

Read more at: http://ir.amicustherapeutics.com/releasedetail.cfm?ReleaseID=634125 

 

 

 

http://www.globenewswire.com/newsroom/ctr?d=232050&l=4&a=Study%20011&u=http%3A%2F%2Fwww.clinicaltrials.gov%2Fct2%2Fshow%2FNCT00925301%3Fterm%3Dat1001%26rank%3D3
http://ir.amicustherapeutics.com/releasedetail.cfm?ReleaseID=634125


 

 

 
11  

Lysosomal  Grape Vine  

 
Genzyme Corporate Pipeline research:  

 
Research  Preclinical  Phase 1  Phase 2  Phase 3  Post marketing Studies  

GENETIC DISEASES 
 

Fabrazyme 
Fabry disease       

Myozyme 
Pompe disease       

Genz-112638 oral therapy 
Gaucher disease       

Ataluren 
Duchenne and Becker 
muscular dystrophy 

      

Acid Sphingomyelinase 
Niemann-Pick Type B       

Gene Therapy 
Parkinson's disease       

Neo-GAA 
next generation Pompe 
disease treatment 

      

To see what else they are doing go to  http://www.genzyme.com/research/pipeline/pipe_home.asp  

 

 

BioMarin Initiates Phase 2 Study for GALNS in Patients Under Five 
Years of Age With MPS IVA  

NOVATO, Calif., Nov. 29, 2011 / PRNewswire/ --  BioMarin Pharmaceutical Inc. (Nasdaq: BMRN) today 

announced the initiation of a Phase 2 study for GALNS (N -acetylgalactosamine 6 -sulfatase) in patients 

under five years of age with mucopolysaccharidosis IVA (MPS IVA).    

"We expect this study  to build our knowledge base in enzyme replacement therapies wherein clinicians 

believe earlier therapy is more impactful," said Hank Fuchs, M.D., Chief Medical Officer of BioMarin.   

"Comparatively speaking, this study is starting years before a similar st udy for Naglazyme, which was 

done as a post -marketing commitment.   We will also conduct a study in non -ambulatory patients, 

which, along with the study in patients under five years of age, will encompass the spectrum of MPS 

IVA patients not included in the  Phase 3 trial.   Enrollment in the Phase 3 pivotal study is on track for 

results in the second half of 2012, and its execution is BioMarin's highest product development 

priority."  

The primary objective of the Phase 2, open - label, multinational clinical stu dy is to evaluate the safety 

and tolerability of infusions of GALNS at a dose of 2.0 mg/kg/week over a 52 -week period in ten to 

fifteen MPS IVA patients under five years of age.   The secondary objectives are to evaluate urinary 

keratan sulfate (KS) levels and growth velocity.  

To read other related articles please visit : 

http://phx.corporateir.net/phoenix.zhtml?c=106657&p=irol -news&nyo=0  

http://www.genzyme.com/research/clinical_trials/trialprocess.asp
http://www.genzyme.com/research/clinical_trials/trialprocess.asp#pre-clinical
http://www.genzyme.com/research/clinical_trials/trialprocess.asp#clinical
http://www.genzyme.com/research/clinical_trials/trialprocess.asp#clinical
http://www.genzyme.com/research/clinical_trials/trialprocess.asp#clinical
http://www.genzyme.com/research/clinical_trials/trialprocess.asp#post-marketing
http://www.genzyme.com/research/medical/medi_home.asp#genetic
http://www.genzyme.com/research/medical/medi_home.asp#genetic
http://www.genzyme.com/research/pipeline/pipe_home.asp
http://phx.corporateir.net/phoenix.zhtml?c=106657&p=irol-news&nyo=0
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Zacharon  Pharmaceuticals Announces Research and Development 
Collaboration with Pfizer to Develop Drugs for Multiple Rare 

Disorders  
 

Strategic Collaboration to Leverage Zacharonôs Platform for Developing Small 

Molecule Drugs Selectively Targeting Carbohydrate Polym ers  

 

SAN DIEGO, April 7, 2011 ï Zacharon Pharmaceuticals, Inc. announced that the  company has entered 

into a strategic research collaboration with Pfizer Inc. to develop drugs for  orphan diseases, including 

lysosomal storage disorders. The potential value of the collaboration  to Zacharon is approximately USD 

$210 million. The collaboration includes the potential  development of compounds that may be 

discovered using Zacharonôs innovative platform for developing small molecule drugs targeting specific 

carbohy drate polymers or glycans.  

 

To read more go to: 

http://www.zacharon.com/pages/news/downloads/ZacharonPfizerPressReleas4711.pdf  

 

 
 

Zacharon Pharmaceuticals and ARU P Laboratories Establish  
Partnership to Commercialize the Sensi -ProÊ Assay for 

Lysosomal Storage Diseases  
 

San Diego, CA (June 6, 2011) ï Zacharon Pharmaceuticals, Inc. announced the  establishment of a 

collaboration with ARUP Laboratories, Inc. to develop and commercialize  glycan -based diagnostics for 

lysosomal storage diseases. The partnership will focus on clinical  diagnostic applications of the Sensi -

ProÊ Assay, a highly sensitive assay developed by Zacharon for analyzing glycan accumulation in 

multiple lysosomal storage diseases.  

 

ñARUP Laboratories is a world leader in the development and commercialization of innovative clinical 

diagnostics,ò said Robin Jackman, Ph.D., President and Chief Executive Officer of Zacharon. ñThese 

outstanding capabilities co mbined with Zacharonôs unique expertise in 

analyzing glycans provide the foundation for an excellent partnership.ò 

 

ñThe Sensi-Pro Assay has the potential to improve the diagnosis and optimization of treatment  for 

patients with lysosomal storage diseases,ò said Marzia Pasquali, Ph.D., Medical Director of  Newborn 

Screening and Biochemical Genetics Laboratories at ARUP Laboratories. ñWe are pleased to be 

partnering with Zacharon to realize this potential.ò 

 

Under the terms of the partnership, Zacharon and ARU P will complete analytical validation of  the 

Sensi -Pro Assay at ARUPôs CLIA-certified reference laboratory and then conduct clinical  studies across 

multiple forms of lysosomal storage disease. ARUP will receive a non -exclusive  commercial license to 

the Sen si-Pro Assay for certain clinical diagnostic applications in  lysosomal storage diseases. Zacharon 

will receive an up - front payment and is eligible for  milestones and royalties upon commercialization.  

Read more at  :http://www.zacharon.com/pages/news/downloads/ZacharonPfizerPressReleas4711.pdf  

http://www.zacharon.com/pages/news/downloads/ZacharonPfizerPressReleas4711.pdf
http://www.zacharon.com/pages/news/downloads/ZacharonPfizerPressReleas4711.pdf
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Zymenex enzyme gets EU  

Orphan Drug Designation Approval  

  

October 3 2011  -The European Commission (EU) has on September 27, 2011 granted ACE 

BioSciences A/S (a subsidiary of Zymenex Holding A/S) Orphan Drug Designation for its recombinant 

human enzyme Galaczym, for the treatment of the rare, lysosomal disease Globoid Cell 

Leukod ystrophy (Krabbe Disease). Orphan designation qualifies the sponsor of the product for fee 

reductions, protocol assistance, centralized application procedure and access to 10 years marketing 

exclusivity once authorized, according to the Orphan Drug Regulat ion. Zymenex has previously 

received Orphan Drug Designation in both the EU and US for two other lysosomal enzyme products 

Metazym for the treatment of Metachromatic Leukodystrophy and Lamazym for alpha -Mannosodisis, 

which is presently in Phase 2 clinical trials.  

Globoid cell leukodystrophy (also known as Krabbe disease) is a hereditary disease that is caused by 

the lack of an enzyme (a specialised type of protein) called galactocerebrosidase (GALC). This enzyme 

is needed to break down certain fatty substan ces including two lipid substances called 

galactosylceramide and psychosine. The accumulation of these substances is thought to destroy the 

cells that produce myelin, the protective sheath that surrounds the nerve cells, resulting in nerve 

damage in the br ain and other parts of the body. The symptoms include extreme irritability or 

hypersensitivity, spasticity, and developmental delay. The symptoms and signs of central nervous 

system involvement are severe and intellectual deterioration is seen, leading to lack of voluntary 

movement and contact with the surroundings.  

Krabbe Disease is a long - term debilitating disease that can be life - threatening particularly in the early 

onset form, which typically leads to death in early infancy.  

Zymenex has two other proj ects for Orphan Diseases in the development pipeline; Lamazym for alpha -

Mannosidosis, which is in Phase 2 trials and a new early discovery project.  

Read more at : http://www.zymenex.com/composite -80.htm  

 

 

 

POSITIVE CLINICAL EFFECT ON PHASE 2 CLINICAL TRIAL S FOR 

ALPHA -MANNOSIDOSIS  

October 17, 2011 The  biotechnologically derived human enzyme rhLAMAN (LamazymTM), 

which is produced by the Danish biotech company Zymenex and developed for the treatment 

of patients suffering from the rare lysosomal storage disease alpha - Mannosidosis, has 

successfully complet ed a Phase 2a clinical trial.  

"9 patients aged 7 to 18 years were recruited to the Phase 2a clinical trial from European hospitals and 

each week flown to Copenhagen, Denmark to be treated here at the Department of Clinical Genetics, 

Copenhagen University H ospital", says Chief Physician Dr. Allan Meldgaard Lund MD, who is the 

Principal Investigator and treating physician. "There is an unmet need for the patients suffering from 

this disease and we are very encouraged by the results we see."  

http://www.zymenex.com/composite-80.htm
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 The patients were divided into two cohorts receiving doses of 1 mg/kg or 2mg/kg respectively each 

week. Apart from finding the minimum effective dose, the goal of the Phase 2a trial was to 

demonstrate that the enzyme was effective and improved the patient's condition. There  was a clinically 

relevant improvement in the parameters measured and thus the goal has been achieved.  

This now allows the 9 patients to be moved forward into a 6 -month Phase 2b clinical trial, where the 

aim is to verify the minimum effective chosen dose of 1mg/kg, by monitoring the effect on chosen 

composite efficacy endpoints in order to confirm the clinical effect of repeated weekly i.v dosing.  

"The positive results of the clinical trials are due to the collaborations over the years between the 

Zymenex team and many leading scientific and clinical collegues from different European countries in 

the joint EURAMAN, HUE -MAN and presently ALPHA -MAN EU Framework projects," says Dr. Jens Fogh, 

President and CEO of Zymenex A/S. "We have spent 10 years developing  this product and are now 

near to our goal, which is to provide an enzyme replacement therapy available for ALL alpha -

Mannosidosis patients."  

To read more about this exciting development for Alpha - Mannosidosis visit 

www.zymenex.com/composite - 81.htm  

 

Raptor Pharmaceutical Corp. Holds Pre - NDA Meeting With FDA for 
RP103 for Nephropathic Cystinosis  

NOVATO, Calif., Oct. 25, 2011 (GLOBE NEWSWIRE) --  Raptor Pharmaceutical Corp. ("Raptor" or the 

"Comp any") ( Nasdaq:RPTP), announced  that the Company concluded a pre -New Drug Application 

("NDA") meeting with the U.S. Food and Drug Administration ("FDA") related to its investigational drug 

candidate, RP103 (delayed - release formulation of cysteamine bitartrate), fo r the treatment of 

nephropathic cystinosis. The purpose of the meeting was to discuss the proposed NDA and to confirm 

the clinical, non -clinical and manufacturing requirements for the Company's NDA submission, which the 

Company intends to file in the first  quarter of 2012, as previously announced.  

"We've come out of the pre -NDA meeting with a bolstered understanding of the agency's requirements 

for our submission," said Christopher M. Starr, Ph.D. and CEO of Raptor. "Based on feedback received 

during the me eting and in prior correspondence, we are moving forward with our NDA submission for 

RP103 in the first quarter of next year."  

About Cysteamine and RP103 :  RP103 is Raptor's proprietary enteric -coated, microbead oral 

formulation of cysteamine bitartrate des igned to potentially reduce dosing frequency and reduce 

gastrointestinal side effects associated with immediate - release cysteamine bitartrate, which is 

approved for sale by the FDA and the European Medicines Agency ("EMA") to treat nephropathic 

cystinosis.  Raptor has been granted orphan product designation for RP103 by the EMA and FDA.  

In December 2007, Raptor obtained an exclusive, worldwide license from the University of California, 

San Diego for the development DR Cysteamine for nephropathic cystinosis a nd cysteamine for other 

potential indications including Huntington's Disease and Non -alcoholic Steatohepatitis .   

Read more at : http://seekingalpha.com/news -article/2046915 - raptor -pharmaceutical -corp -holds -pre -

nda -meeting -with - fda - for - rp103 - for -nephropathic -cystinosis  

 

http://www.zymenex.com/composite-81.htm
http://seekingalpha.com/news-article/2046915-raptor-pharmaceutical-corp-holds-pre-nda-meeting-with-fda-for-rp103-for-nephropathic-cystinosis
http://seekingalpha.com/news-article/2046915-raptor-pharmaceutical-corp-holds-pre-nda-meeting-with-fda-for-rp103-for-nephropathic-cystinosis
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 Synageva BioPharma  Expands International Clinical Trial for 

Infants with Lysosomal Acid Lipase Deficiency,(Wolman Disease) 

A Lysosomal Storage Disorder  

28 th  September:  Lysosomal Acid Lipase Deficiency is a rare, progressive disease with devastating 

consequences for infants,  children and adults. -  

Synageva BioPharma Corp., a biopharmaceutical company developing therapeutic products for rare 

disorders (ñSynagevaò), has announced that it has expanded its ongoing clinical trial for infants with 

Lysosomal Acid Lipase (ñLALò) Deficiency to the United States. This global clinical trial is open for 

enrollment at multiple sites. LAL Deficiency, a Lysosomal Storage Disorder (LSD), is also known as 

Wolman Disease or Cholesteryl Ester Storage Disease (CESD) and is a rare, autosomal reces sive, 

progressive disease with devastating consequences for infants, children and adults.  

ñInfants with severe LAL Deficiency (Wolman Disease) have a serious and devastating disease that is 

typically fatal in the first year of life. This trial is an import ant advancement for these patients and their 

families who have limited options,ò said Dr. Martin Bialer, an Investigator at the North Shore LIJ Heath 

System in New York. Patients typically present with diarrhea, persistent vomiting, feeding difficulty and 

failure to thrive. Hepatosplenomegaly is often seen. Also, adrenal calcification is suggestive of this 

diagnosis but is not present in all patients.  

When LAL Deficiency manifests after infancy, it is typically associated with liver and spleen 

enlargement, fibrosis, cirrhosis and liver failure. Premature cardiovascular events have been described 

as well. This form of the disease is sometimes referred to as Cholesteryl Ester Storage Disease. Dr. 

Vassili Valayannopoulos, an Investigator for clinical trials in both the early and late onset populations, 

stated, ñNow that there is an investigational therapy, it is imperative that physicians consider the 

diagnosis in infants with failure to thrive and hepatosplenomegaly. Additionally, diagnosis should be 

considered  in children and adults with unexplained liver dysfunction and an abnormal lipid profile.ò 

Treatment in the ongoing trial for adult patients continues to add human experience for SBC -102 as an 

enzyme replacement therapy for LAL Deficiency.  

There are no app roved or effective therapies for patients suffering from LAL Deficiency. SBC -102 has 

the potential to be a disease modifying long - term enzyme replacement therapy for patients (infants, 

children/adolescents and adults) with LAL Deficiency.   

Read more at:  

http://www.synageva.com/Collateral/Documents/EnglishUS/PR_Early%20Onset%20First%20US%20Si

te_2011 -09 -28.pdf  

 

 

 

http://www.synageva.com/Collateral/Documents/EnglishUS/PR_Early%20Onset%20First%20US%20Site_2011-09-28.pdf
http://www.synageva.com/Collateral/Documents/EnglishUS/PR_Early%20Onset%20First%20US%20Site_2011-09-28.pdf


 

 

 
16  

Lysosomal  Grape Vine  

  

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

LDNZ knows of  more  than 100 families affected by a Lysosomal disease.  

We want to warmly welcome the following fa milies to our Lysosomal network who have 

made contact with us over the last year or so.  

¶ Scott and Brenda Jones  ï Brenda has Fabry disease and has  been accepted into the Amicus 

t rials in Melbourne.  

¶ Paul and Fiona Marquardt  whose son James has Hunter Syndrome  

¶ Susan Donaldson  whose daughter has Metachromatic Leukodystrophy  

¶ Donna and Mark McLay  who daughter has Metachromatic Leukodystrophy  

¶ Bruce Wells  who is Allyson Locks brother and twin both have Pompe  

¶ Jo Heslop  whose son has Sanfilippo Disease  

¶ Anton Peach  who has Late onset Sialidosis ï Anton also has a brother and sister affected.  

¶ Michael and Lisa Smith  ï Michael has Late onset Sandhoff disease  

¶ Jes sica and Doug Walker who have two children with Batten Disease  

 
 

May the meaning of Christmas  

be deeper, its friendships stronger,  

and its hopes brighter  

as it comes to you  

this year.  

Merry Christmas everyone.  

Have a safe and Happy New Year.  

 

LDNZ Trustees  

John Forman, Dianne Webs ter, David Palmer, Philip McKin stry  

and Jenny Noble Field Officer  
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Please  help the work of Lysosomal Diseases New 

Zealand  

 

 

Chairperson: John Forman               |   Field Officer : Jenny Noble 

E-mail: john.forman@xtra.co.nz        Email: jenny.noble@xtra.co.nz 

Phone 04 566-7707            Phone 07 544-8886 

 

 

Trustees: 
Dr Dianne Webster - Auckland 

Prof. David Palmer - Christchurch 

Philip McKinstry - Auckland 
  

 

 

 

 

The offices in Wellington and 

Tauranga will re open on 9 th  

January 2012  


