
Encouraged.  That is what I hope you will feel after reading  
this Newsletter.  Encouraged.  
We are highlighting the young and remarkable in this issue. Many years ago, at one of the first 
Daniella Maria Arturi Foundation International Consensus Conferences a Mom of a Diamond 
Blackfan Anemia (DBA) patient said she looked around the room and felt discouraged. She 
was concerned that we did not have any young investigators in the field. I could under-
stand her fear, but I was definitely not discouraged. I knew we were sitting in the room with 
renowned scientists, many of whom dedicated their lives to DBA, and whom would continue 
to lend their expertise and remarkable insight to inspire many brilliant young scientists to 
join them in making DBA an important area of study. I remain excited and encouraged today 
as we see the number of committed DBA scientists and clinicians grow and it’s my hope that 
this issue demonstrates the remarkable new talent that is entering the field of DBA, while 

By Marie Arturi

Searching for new  
DBA drugs that replace 
or boost the effect of 
Prednisone
Johan Flygare M.D., Ph.D.  
Postdoctoral Associate, Whitehead  
Institute for Biomedical Research

While we still do not 
understand the link 
between ribosomes 
and anemia in DBA, it 
is well established that 
Prednisone counter-
acts the anemia. 

My approach towards 
developing new DBA 

drugs is to first figure out why Prednisone is 
such an effective treatment, and then to use 
the information to find alternative drugs that 
are more potent and/or have fewer adverse 
effects than Prednisone.

continued on page 2

The 11th Annual DBA 
International Consensus 
Conference
Steven R. Ellis, Ph.D 
Department of Biochemistry & Molecular 
Biology, University of Louisville

It was a dark and stormy night that kicked off 
the 11th annual Daniella Maria Arturi Founda-
tion DBA International Consensus Confer-
ence.  And while the atmosphere outside on 
this March evening in New York City was 
forbidding, the ambiance inside was warm and 
collegial as clinicians, scientists, and numerous 
other interested parties gathered to begin this 
year’s conference.  After an introduction by 
Marie Arturi who regaled the audience with in-
spirational poetry and photography, research-
ers heard motivational talks from Janet Pereira 
whose son Jack has DBA, and Congresswoman 
Carolyn McCarthy, a longtime supporter of 
DBA research.  These talks set the tenor for 
meeting, fostering a common bond among 
meeting participants to continue the remark-
able progress in the DBA field witnessed over 
the past few years.

continued on page 11

Dreams Can Come True
Make A Wish Foundation Makes  
A Disney Dream a Reality
Ashley Green, mother to Peyton (DBA), 
New Jersey

On April 25, 2010 my 4 year old daughter 
Peyton, was granted her “Make A Wish” to 
go to Disneyworld in Florida to meet her 
favorite Princess, Snow White. 

This was the most magical thing that we as a 
family have ever experienced. 

The look on Peyton’s face when Snow White 
walked through the door in the Wish Lounge 
was the most priceless expression I have ever 
seen come across her sweet little face. She 
was literally stunned! 

The meeting with Snow White was great, al-
though Peyton had little to say to her favorite 
Princess, she let Snow White do all the talk-
ing! They talked about the dwarfs, 

continued on page 14
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honoring our longstanding and dedicated scientists and clinicians that serve as their mentors and sources of motivation and inspiration. It is 
our hope that this issue will help every patient and parent living with DBA feel the same sense of excitement and encouragement about the 
progress being achieved by this incredible team and all that is on the horizon of discovery. The ribosome discoveries that have been made are 
an example of the progress that is revolution izing our field and encouraging such extraordinary minds to look further into DBA and bone 
marrow failure syndromes.

We call our community of researchers our “DBA Family”, and they are indeed. This is an International family and we have gathered together 
for 11 years now to meet and discuss our progress. The Doctors that attend our meeting hail from Italy, Sweden, France, England, Germany, 
Canada, Czechoslovakia, and all parts of the U.S.; nothing has stopped them from attending our “family” gatherings. We’ve had windstorms and 
snow storms that cancelled flights but they’d find a work around. They changed flights, took trains, and even drove to make the meeting. There is 
very little that is more humbling than witnessing a world renowned Doctor/Scientist endure such difficulties in order to attend these meetings.

Our family has grown, as many families do, and our newer members have taken the fight up with intelligence and gusto. Together, they are 
some of the brightest minds in science and we are honored to have them as members of our family and integral parts of our team. Even in the 
midst of their busy schedules they have taken the time to write a little something for this Newsletter and may we all remember ….. English is 
not their first language. Thank heavens they have not requested anything from us in …. Italian or German …. or …. any other language. We 
would let them down indeed.

We have also included a little bit of fun information from our colleagues in this Newsletter to keep our “family” members up to date. As many 
of you may know, the NY Post has a “Page Six” and so, we’ll have a “Page Sixteen” to keep it light and interesting. We have some new babies and 
awards to fill you in on. So….. in the future we encourage each of you to send us your fun information so that we can keep everyone up to date.

Thank you all for your interest in DBA, and 
more importantly……. for being a member 
of this family.

I hope you too will feel encouraged.

Searching for New  
DBA Drugs
from page  1

Prednisone: side-effects versus  
therapeutic effect
Prednisone is a synthetic stress hormone that 
acts by binding to a protein called the glu-
cocorticoid receptor. Prednisone enables the 
otherwise inactive glucocorticoid receptor to 
enter the cell nucleus, where it functions as 
a switch that turns some genes on and oth-
ers off. One problem is that Prednisone can 
switch on genes in most cells of our body, 
such as bone, liver and eye lens cells, which 
can cause growth retardation, bone fractures, 
high blood sugar and cataracts. 

It is therefore important to determine which 
genes switched on by Prednisone, cause the 
adverse effects and which genes contrib-
ute to the therapeutic effect in DBA. Since 
Prednisone will switch on different genes in 
different cell types I first identified the exact 
cell type that responds to Prednisone during 
red blood cell development. I show that only 
the most immature red blood cell progeni-
tor cells respond to Prednisone. In these 
progenitor cells, Prednisone changes gene 
expression of a few hundred genes, which 

somehow allows these cells to multiply >10-
fold. This increased formation of red blood 
cell progenitor cells likely accounts for the 
therapeutic effect of Prednisone in DBA. 

Prednisone alternatives
I am currently determining which of the sev-
eral hundred genes affected by Prednisone 
account for the therapeutic effect. This will 
explain the mechanism of Prednisone treat-
ment and possibly lead to design of new 
drugs that specifically stimulate red blood 
cells without causing adverse effects.

Meanwhile, I have started to test different 
chemical compounds that based on other 
peoples research could have better thera-
peutic/adverse effect ratios than Prednisone. 
One of several interesting compounds is 
Deflazacort, which like Prednisone activates 
the glucocorticoid receptor, but cause less 
growth retardation in children with Duch-
enne muscular dystrophy. In my assays the 
stimulatory effect of Deflazacort on red 
blood cells progenitors is better than or 
equal to Prednisone, which suggests that De-
flazacort may be an alternative to Prednisone 
in DBA patients. 

Prednisone boosters
Other chemical compounds that I have 
identified as potential DBA drugs are called 

prolyl hydroxylase inhibitors (PHIs). I first 
observed that many of the genes activated 
by Prednisone in the red blood cell progeni-
tors are also activated by a group of proteins 
called hypoxia inducible factors. These are 
the same proteins that induce erythropoi-
etin production in kidneys when the blood 
does not carry enough oxygen. PHIs work 
by increasing the activity of hypoxia induc-
ible factors, and thus increase erythropoietin 
production and formation of red blood cells. 
Could it be that PHIs also stimulate red 
blood cell production directly in red blood 
cell progenitors? The answer is yes; PHIs 
boost the effect of Prednisone to a total 100-
fold increase in red blood cell formation. 
While it remains to be tested if PHIs have the 
same effect in cells from DBA patients, PHIs 
represent a group of potential Prednisone 
boosters that could lower the required doses 
of Prednisone to increase the therapeutic 
effect and reduce adverse effects.

We now have several promising leads in the 
search for better DBA drugs. Hopefully some 
of these will eventually result in improved 
treatment for DBA.  This work is still un-
published and was performed in the lab of 
Harvey Lodish with support from the DBAF. 
Thank you!

Young Investigator’s Viewpoint 
Suneet Agarwal, M.D., Ph.D. 
Children’s Hospital Boston

I started along the physician-scientist training path like most, 
starry eyed at the prospect of taking my patient’s mysterious prob-
lem back to the lab, and returning with a new answer or treatment.  
That was 17 years ago (!), but the driving motivation remains the 
same. The exciting part for me as I move to my own lab now is 
having powerful tools that were unimaginable at the outset of my 
training, to tackle diseases like DBA.

In Dr. George Daley’s laboratory at Children’s Hospital Boston, my 
colleague Yuin-Han (Jon) Loh and I are using a new technique to 
turn skin cells from patients back into embryonic-like cells, called 
“induced pluripotent stem” (iPS) cells. Remarkably, iPS cells have 
the potential to become any cell type, including blood cells.  By 
making iPS cells from skin cells donated by DBA patients, we hope 
to figure out what goes wrong with blood development in the dish, 
and then screen for drugs or other factors that will fix the problem.

Taking it a step further, can we use iPS cells to treat DBA? There 
are far fewer complications when using one’s own stem cells for 
transplantation as opposed to someone else’s. The holy grail in the 
iPS field is to fix the mutated gene in a patient’s own iPS cells, turn 
them back into blood stem cells, and return them to the patient for 
therapy.  

Suneet Agarwal, M.D., Ph.D. 

Yuin-Han (Jon) Loh, Ph.D

At times, iPS-based therapy seems like “pie-in-the-sky,” but most major advances in medicine 
have depended on obstinate vision as much as reason. We are emboldened by the courage 
and perseverance of patients and families, as exemplified by Marie and Manny Arturi, and the 
Daniella Maria Arturi Foundation (DMAF).  At this stage in our careers, it was exciting for 
Jon and me to present our early DBA iPS work to such a distinguished and inspiring group 
at the 11th Annual DBA International Consensus Conference. Human iPS technology is less 
than 3 years old. Together with the DMAF community, we look forward to unleashing its 
potential to understand and treat DBA. 

Thoughts from a Young 
Investigator
Anupama Narla 
Pediatric Hematology Oncology Fellow, 
Dana Farber Cancer Institute

My friend Lisa has 
been working in 
Kenyafor more than 
2 years in a clinic 
designed to treat 
children with HIV, 
TB, and malaria. 
I finally had the 
chance to visit her 
this year and it was 
remarkable to see 

her in action and to see the conditions that 
she has to deal with every day. One night, 
over our standard meal of wine and french 
fries, we discussed how different our paths 
have been since residency. While she moved 
to Kenya to tackle the major public health 
issues of delivering care in a third world 
nation with limited resources, I have found 
myself at a major academic institution focus-
ing increasingly on the very specialized area 
of pediatric bone marrow failure. But despite 
the obvious differences, I think Lisa and I 
were most taken by the fact that neither of us 
could imagine doing anything else with our 
lives. 

I actually attended my first DBA meeting 
in 2002 but it was mostly to visit my friend 
Keerthi who lived in Baltimore and to get 
a free meal from my dad. You might notice 
that travel and food tend to be recurring 
themes. I didn’t know at that first meeting 
that I would end up coming back every year 
but a series of events have led me here.

My first pediatric patient encounter as an 
overly eager second year med student at 
CHOP was eventually diagnosed with Dia-
mond Blackfan anemia. I still remember the 
anxiety of the parents and the team as they 
tried to figure out the diagnosis and then 
figure out how to treat the patient. I realize 
that there are only a few thousands patients 
with DBA but when I was in that room, it 
felt like DBA was the most important disease 
in the world because it was to that family. 
I remain in awe of the families affected by 
DBA especially in terms of their willingness 
to participate in research and to advocate for 
their children.  It is wonderful to work in a 
field with such great collaborators. 

Continued on page 4

The Study of Translation, Ribosomes and Disease
Sean Clohessy, PhD Research Fellow 
Pandolfi Lab, Harvard Medical School

One research focus within the Pandolfi lab centers around the 
study of translation and disease, with an emphasis on cancer.  
While it is clear that deregulated signaling within the cell can 
impact the regulation of translation, the role of the ribosome 
itself and how it is altered in disease is poorly understood. Thus, 
we are particularly interested in studying the role that aberrant 
ribosomes play in disease with the aim to understand how ribos-
omes are affected, and the functional consequences for ribos-
omal defects on translation and subsequent gene expression.  

In order to best understand and study the role of the ribosome 
in disease, appropriate models are required.  There are a number 

of bone marrow failure syndromes and related diseases that are associated with mutations in 
genes and genetic loci that play roles in ribosome biogenesis (e.g. Ribosomal protein genes 
in Diamond Blackfan anemia (DBA), DKC1 in dyskeratosis congenita, SDBS in Shwach-
man Diamond syndrome (SDS), RPS14 and NPM1 in 5q related myelodysplastic syndromes 
(MDS)).  

Continued on page 4
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Study of Translation,  
from page 3

To date, it is currently unclear whether 
alteration to these disease genes result in 
defective ribosomes that actively contrib-
ute to disease phenotypes, or if there are 
ribosome independent roles for these genes 
that contribute to the disease.  Given the 
common link to the ribosome and ribosome 
biogenesis, we hypothesize that defective 
or aberrant ribosomes play a role in their 
pathogenesis, and these diseases offer clues 
that will enable us uncover the role of the 
aberrant ribosome in these disease.  

Diamond Blackfan Anemia (DBA) is a 
particularly good example of such a disease.  
Mutation and loss of ribosomal proteins 
themselves are frequently observed in this 
disease and we are particularly interested 
in understanding how this impacts the 
ribosome itself and its consequences for 
translation within the affected erythroid 
lineage.  In approaching this problem we are 
evaluating how ribosomes are assembled 
and their functional capacity in models of 
these diseases.  We have a strong interest in 
the potential of NPM1 to contribute to these 
diseases.  Not only is NPM1 implicated as 
an MDS gene through its location on 5q and 
from heterozygous modeling in the mouse, 
but it is frequently targeted for mutation in 
de novo AML.  

By gaining a better understanding of ri-
bosomal deficiencies and their associated 
outcomes at a molecular level we hope to be 
able to generate more accurate models for 
diseases such as DBA, thereby allowing us to 
develop and optimize therapeutic interven-
tions for the treatment of these diseases. 

Thoughts from a Young Investigator, from page 3

After my time at CHOP and residency at UCSF, I ended up at Boston Children’s for my fel-
lowship. During the first clinical year, I had Colin Sieff and Akiko Shimamura as my hematol-
ogy attendings. I actually also had George Daley and Len Zon but they were always in lab. 
Both Colin and Akiko had a long-standing interest in bone marrow failure and watching 
them interact with their patients, some of whom they had known for years, was an invaluable 
lesson. Not only did they have to deal with the acute issues, they also had to address the long-
term medical and psychosocial issues that arise from a chronic illness like DBA. Fortunately, 
there is a host of people involved in the medical care of patients with DBA, from research co-
ordinators to nurses to social workers. Working in a field of medicine where you can establish 
such substantial connections with families and with colleagues is really all I ever wanted to do. 

After my clinical year of fellowship, my dad mentioned that there was this nice, young 
scientist named Ben Ebert who he met at this meeting and who was starting a new lab at the 
Brigham who I should think about working with. We had coffee, he seemed normal, and 
that was the start of my research career. And it’s been a wonderful experience. Ben identi-
fied mutations in RPS14 as causing the anemia in the 5q- syndrome which linked DBA to a 
much more common adult disease. Since then, ribosomal dysfunction has been implicated in 
several other bone marrow failure syndromes including Shwachmann-Diamond and Carti-
lage Hair Hypoplasia. All of these are rare diseases but the fact that we didn’t even know that 
ribosomes could cause bone marrow failure 15 years ago makes me think there is a lot more 
that is going to be uncovered. And that is so exciting. To be involved in such a young field 
with so many mysteries to uncover is thrilling. I get to belong to a community of families, 
clinicians, and researchers who are all working together to figure out how to cure Diamond 
Blackfan anemia. And I can’t imagine doing anything else. 

Modeling Diamond-Blackfan Anemia in the mouse
Pekka Jaako, PhD Student  
Lund Stem Cell Center, Lund University, Lund Sweden

My first contact with Diamond-Blackfan anemia took place 
during my undergraduate studies when I was an exchange 
student in Lund, Sweden. As a part of the exchange program, 
I applied for a project work in Dr. Stefan Karlsson’s group 
since I thought it was a good way to learn about hematopoi-
esis and also to get some laboratory experience. Soon I found 
myself working with one of Stefan’s graduate students, Johan 
Flygare, who was about to start a project aiming to generate 
mouse models for DBA. I found this time period very stimu-
lating and ended up continuing the project as a graduate 
student.  

Today, approximately 4 years later, we have two different 
DBA mouse models that we are studying in order to under-

stand more about the mechanisms underlying the disease. I find this very exciting since for 
the first time we have model systems that can be used to address certain physiological aspects 
of DBA. By using these models we are trying to locate the cellular stage when the failure in 
red blood cell production takes place, followed by isolation and molecular characterization of 
these cells. Hopefully these studies will lead to the identification of genes and genetic path-
ways that play an important role in DBA pathogenesis, and could provide a basis for design-
ing novel therapies. 

As a biologist I have been interested in DBA mostly because of the fascinating connection 
between ribosomes and hematopoiesis. However, the chance to attend the DBA Consensus 
Conference in New York earlier this year really made me to think about our work in a more 
important context. I was also impressed not only by the scientific standard of the meeting, but 
the openness of DBA community, and received a lot of encouraging feedback and new ideas 
that will definitely keep me motivated. 

DBA & Zebrafish
Allison Taylor 
PhD Student, Children’s Hospital Boston

It might seem unlikely that a tiny fish native 
to India can provide insights to understand-
ing Diamond Blackfan anemia.  Yet, while 
working on my thesis with Dr. Leonard Zon 
at Children’s Hospital Boston, we learn about 
DBA by studying the zebrafish, a vertebrate 
organism that is commonly used in the 
scientific community.  The small size of the 
zebrafish makes it suitable for experiments 
that require large numbers of animals.  This 
is more feasible in a zebrafish model than a 

mouse model.  Zebrafish development is widely studied, as zebrafish 
lay hundreds of optically clear eggs a week.   Using this system, it is 
possible to observe the effects of a gene mutation on early develop-
ment.  In addition, genes critical for blood development in people 
have the same functions in zebrafish.  As a result, the zebrafish has 
proven to be a great model for blood diseases, including DBA.  

In our lab, we study zebrafish with a mutation in a ribosomal protein 
to reproduce DBA symptoms in the zebrafish.  Fish embryos with 
these mutations have decreased blood stem cells and affected red 
blood cells.  The effects are mostly in the blood, as is seen in patients. 

In zebrafish models of DBA and other models, the importance of p53 
has been tested.   The p53 gene, a well-studied tumor suppressor, is 
important for mediating the effects of ribosomal protein mutations.  
Because it is possible to watch fish embryos develop, we can deter-
mine how p53 affects blood cells in the DBA model.  When a fish has 
mutations in both p53 and a ribosomal protein, the blood cell defects 
are corrected.  It is believed that the p53 protein becomes activated 
when ribosomal proteins are mutated, which is then problematic for 
blood cells.  Targeting other genes in this pathway may be useful in 
developing treatments.

Now that several zebrafish models of DBA have been established, 
they can be used for studying new genes that may cause the effects 
seen in DBA patients.  An additional advantage of studying zebrafish 
is that large numbers of genes can be tested, or screened.  This may be 
helpful in identifying unexpected genes that are important in DBA, 
and is one of the most exciting aspects of using zebrafish for biomedi-
cal research.

The number of scientists working to understand the pathogenesis of 
DBA is continuously growing, as is apparent at the annual DMAF 
meeting in New York.  As a PhD student, it’s inspiring to do research 
in a field where everyone is so dedicated to finding a cure, and know-
ing that what we do in the lab may help patients and their families.  
I hope that the knowledge gleaned from the zebrafish model, along 
with research from other model systems, will contribute to under-
standing this disease and developing better treatments.

Rastislav Horos 
Erasmus University Medical Center, 
Rotterdam, The Netherlands

Is there an occupation more exciting than 
that comprising the discoveries of the basic 
principles of the life?  Since my first university 
internship in a lab science is not simply a job, 
but passion to me. 

After graduation from university in Kosice, Slo-
vak Republic I was fortunate to meet Marieke 
von Lindern from Erasmus University Medical 
Centre in Rotterdam, The Netherlands. My 
visit to her lab at the Hematology Department 

showed me how exciting and broad the research in blood disorders 
can be. I moved to Rotterdam, much further from my home that 
initially planned, however strong international community and warm 
welcome at the lab soon made me feel accustomed. I was trained to 
work with erythroid cultures, as red blood cell development has been 
for years the main focus of Marieke’s lab. We initiated a PhD project 
on ribosomal disorders and looked at them from the perspective of 
protein production – which is the job the ribosome does.

In our lab we culture erythroblasts, the cells preceding the mature red 
blood cells. They are the fast dividing cells in bone marrow and these 
types of cells are mainly missing in DBA patients. We considered 
those cells to be a good model to investigate what goes wrong with cell 
growth and erythrocytes production, in case there are less ribosomes 
present. We mimicked the conditions of the defective ribogenesis in 
mouse erythroid cells and obtained interesting results: we found that 
specific proteins are not made in our DBA model. Because we work 
with mouse cells, it was of crucial importance to apply these find-
ings to patients. There are a few ways one can obtain erythroid cells 

from humans and grow them in a laboratory. One of them is ex vivo 
expansion in a culture flask, based on collection of patient’s blood and 
stimulating the hematopoietic stem cells circulating in small quanti-
ties in the blood stream to become erythroblasts. Such procedure al-
lows scientists to collect enough quantities of diseased cells to be able 
to subsequently perform various analyses, while the method requires 
only simple collection of a blood sample from the patient.

Luckily we met Dr. Dagmar Pospisilova from the Czech DBA reg-
istry, at the Bone Marrow Failure Meeting in Rotterdam in 2009. 
When we discussed our aims and results with Dagmar and explained 
the necessity of blood as research material she was very interested in 
collaboration. She informed the families and patients of the ongo-
ing research and we were happy to hear that most of them agreed to 
donate a blood sample. Thus we could start culturing the cells in the 
lab. The first pair of patients who were so kind to donate their blood 
enabled us to culture enough cells to do certain biochemical tests 
with promising results. This encouraged us to continue and soon we 
had cultures from several patients, including a child of 5.

With the analysis of DBA patients’ cells I hope to add a part into the 
growing database of knowledge coming from DBA research groups 
in Europe and the North America, trying to discover the background 
of the illness, to find the possible methods of cure or, at least, prolong 
the life of patients. In March 2010 I was honored to present my re-
search at DBA ICC in New York, USA. I considered it to be an excel-
lent and important meeting for physicians and scientists to exchange 
their knowledge and experience. We all are joined by one common 
goal – to understand the biology of DBA that is necessary for design-
ing the treatment. I would like to thank to Marie Arturi and the 
DMAF for their continued encouragement to work harder and to 
express my admiration for the DMAF’s devotion to support science 
and research on behalf of all the DBA families around the globe.

Your support brings  
us closer to a cure!  To purchase  
a DMAF Guardian Angel Bracelet  
e-mail daniellafoundation@dmaf.org
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DBA’s Young Italian Investigator’s
Dr. Paola Quarello MD 
Dr. Ilenia Boria PhD        

Dr. Paola Quarello and Dr. Ilenia  
Boria, two young Italian women  
of quite different backgrounds  
focus their efforts to understand  
the molecular basis of DBA and  
find improved approaches to  
DBA diagnosis and treatment.  

Dr. Paola Quarello MD is a physician scientist who has worked 
on DBA both from the standpoint of clinical care and laboratory 
research. Dr. Quarello trained with Dr. Ugo Ramenghi in the Depart-
ment of Pediatric Hematology/Oncology at the University of Torino.  
She has played a critical role in characterizing genes mutated in the 
Italian DBA population.  She has also published on other aspects 
of DBA pathophysiology including what may be an unusually high 
sensitivity of DBA patients to severe iron overload when being trans-
fused.  While Dr. Quarello’s current position as an emergency room 
physician keeps her extremely busy, she still finds time to pursue her 
long standing interest in DBA.  In this regard, Dr. Quarello has joined 
forces with our second young investigator, Dr. Ilenia Boria PhD, as 
part of a consortium of investigators whose goal is to create a Euro-
pean DBA Registry.  Dr. Boria is a physicist and her dissertation stud-
ies at the Universita del Piemonte Orientale were carried out in the 
laboratory of Genetic Pathology headed by Professor Irma Dianzani. 

You may be wondering how a physicist got involved in DBA research.  
Dr. Boria states that her choice of studying physics arose as a passion 
for understanding the world around her and what better way to fulfill 
this desire than to understand the physical laws that govern nature.  
Similar to the early days of molecular biology when many physicists 
turned their attention to biological processes, Dr. Boria followed the 
advice of her professors Drs. G. Dellacasa, I. Dianzani, and C. Santoro 
and turned her attention to understanding life processes through 
the field of bioinformatics.  According to answers.com the definition 
of bioinformatics is: the use of computer science, mathematics, and 
information theory to model and analyze biological systems.  Thus, 
through bioinformatics Dr. Boria has used her background in the 
physical and mathematical sciences to contribute to the DBA field.   
During her PhD studies, she focused her efforts on the creation of a 
mutation database for DBA genes to provide a comprehensive view 
on genetic and clinical aspects of DBA.  This database will be of value 
for both clinicians and basic scientists working on DBA.  Updating 
this database has been a multinational effort requiring the skills of an 
accomplished bioinfomatician.  Her current efforts are directed to-
wards creation of a European DBA Registry.  Dr. Boria looks forward 
to working with other groups on the European Registry stating that 
the keyword for successful research is “collaboration”.

Dr. Boria’s expertise is in the field of bioinformatics, and as part of 
her dissertation work she has created the DBA mutation database that 
includes RPS19 and other ribosomal proteins known to be affected 
in DBA. These studies are part of a continuing worldwide effort to 
understand the relationships between genes mutated in DBA and 
clinical parameters such as response to different therapies, probability 
of remission, and risk of cancer. 

Our hats go off to these young investigators for interest in the DBA field 
and efforts to improve the lives of individuals affected by this disease.  

Dr. Paola Quarello MD Dr. Ilenia Boria PhD        

“A Bit Of Magic”

There are two articles here that have a magical connection.  I’m not sure that you’d realize after reading these two articles 
that one would not, and could not have occurred without the other.  One article was written by the Trebing family who just 
published a book called,“The Match” and the other is by Dr. Niklas Dahl who discovered the first DBA gene. 

We were honored to have the opportunity to introduce the Trebing family to Dr. Niklas Dahl at our ICC 2009 meeting and it was 
one of those “big” life moments.  Had Dr. Dahl not discovered Rps19 gene the Trebing family would not have been able to identify a 
healthy embryo through IVF and PGD and give birth to a healthy newborn, and then a bone marrow transplant for their DBA-affect-
ed child.  Everyone in the Trebing family is healthy and free of the bone marrow complications of DBA.  Magic, simply magic.

So …how does this magic occur?  Hard work, vision and a bit of guts on the part of all involved.  The doctor, through hard, relent-
less work discovers something and then redoubles his efforts to prove his discovery.  He checks, double checks and then publishes 
these findings after peer review.  The family hears the heartbreaking news of a rare disorder, researches any and all ways of finding 
treatment in the hope of curing their child.  The family and the doctor come together without ever meeting or knowing of each 
other’s existence and begin the journey of curing this beloved child.  Both efforts are heartfelt, heartbreaking and heartwarming. 

 Their paths are entwined but neither knows of the other.  The family now knows that there are doctors working diligently on this 
disorder and the doctor, of course, knows of the families with fragile hearts dealing day to day with challenges imposed by DBA on 
their affected child.  And then the science advances, putting in extra pieces as science will, and the puzzle comes together – magi-
cally.  The family has confirmed it has the gene, then through IVF and PGD they identify an embryo lacking the disease gene, they 
become pregnant, the child is born healthy, and they decide to go to transplant.  The transplant is a success, and the donor sibling 
is healthy and beautiful. 

It’s all magic, and hard work, and lots of love, and lots of stress, and lots of ……magic.

We travel our life’s path, often not knowing of the people that are working on our behalf, people we’ll never meet and these people 
have the power to change our lives permanently. How blessed we were to be able to introduce this doctor from Sweden to this 
family from Long Island.  How blessed we all are that those beautiful children are healthy. 

Summer 1996. I was close to finish my training in Pediatrics, 
including a year of pediatric hematology when I decided to 
become a clinical geneticist. My supervisor in hematology knew 
I was interested in genetics and he called me one day to discuss 
an unusual case. A seven years old girl, Hanna, had been re-
ferred to the Uppsala University Hospital because of Diamond-
Blackfan anemia and a second opinion. Hanna had a transfu-
sion dependent DBA, her parents and siblings were healthy. The 
chromosome analysis, routinely performed on hematological 
disorders, showed an unusual pattern in all Hanna’s cells. She 
had two chromosome breaks with exchange of the genetic mate-
rial between chromosome X and 19 (Figure 1). We discussed if 
this could suggest any specific bone marrow disease or if it was 
a possible risk factor. Hanna became my first patient with DBA 
and I went through her files and read all what I could find about 
DBA. Nothing was found in the literature that could fit with the 
chromosome abnormality. It was known that balanced chromo-
some translocations may be found accidentally in healthy indi-
viduals. However, in some cases chromosome breaks may cause 
disease by the disruption of a functional gene. DBA is a disease 
affecting both genders with a similar expression and I reasoned 
that the X chromosome could not host the DBA gene (i.e. the 
X chromosome break). Thus, we hypothesized that if Hanna’s 
chromosome abnormality had anything to do with DBA the 
gene should be close to, or at the breakpoint on chromosome 19.

Continued on page 8

Figure 1. The chromosome translocation found in a girl 
with DBA.

Chromosomes X and 19 have exchanged material. The 
hypothesis was that the break on chromosome 19  
disrupted a functional gene causing DBA in the girl. 

Disrupted 
DBA gene?

They came from all over New York, the tri-state area, Florida, 
Washington D.C. and even Canada to support the much anticipated 
“Spring Into Action For A DBA Cure” fundraising event May 14, 
2010.

The event; held in the marvelous New York venue Chelsea Piers, was 
a delightful evening filled with good friends and supporters of the 
Daniella Foundation to raise awareness and much needed funds for 
continued DBA scientific research initiatives.  A cocktail reception, 
silent auction, raffles and live entertainment by the granddaugh-
ter of our own Dr. Nathan, violinist, Sarah Charness, who is now 
touring with the Trans-Siberian Orchestra highlighted the evening.  
Vic Hadfield, former New York Rangers hockey great and DMAF’s 
Honorary Chairman opened the evening by introducing Executive 
Director Marie Arturi who spoke about the heart of the Daniella 
Foundation and how she hoped that our many guests would take 
pride in knowing that their support not only funds research, but 
funds results!  She proved this in her state of science update “DBA 
Then & Now” that captured 12 years of progress and most definitely 
the spirit of our generous and loyal supporters.

The event also featured special guest speakers Dr. Jeffrey Lipton & 
Dr. Charles Peterson, who spoke of their dedication to finding a cure 
for Diamond Blackfan Anemia.

Our most heartfelt thanks to our event sponsors for partnering with 
us to make the first “Spring Into Action For A DBA Cure” fundrais-
ing event a complete success!

For more information about future events, please contact Lauren 
Carroll lcarroll@dmaf.org

How we got the first gene for DBA
Niklas Dahl, Professor, M.D. 
Dept. of Genetics & Pathology/Clinical Genetics 
The Rudbeck Laboratory, Uppsala University Children’s Hospital, Sweden
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First Gene for DBA, from page 7

Hanna having DBA and the chromosome translocation had given me 
the idea about a gene on chromosome 19 and I strongly felt I wanted 
to confirm it - or exclude it. A group of young and enthusiastic stu-
dents had just joined me and with the technological progress we saw 
possibilities to proceed with the project (Figure 2). Still, this would 
require a major effort with the limited resources we had. We were 
also dependent on collaborations, grants and samples from as many 
patients and families with DBA that we could possibly reach. I im-
mediately got in contact with the small but vivid community of DBA 
families in Sweden (around 20 known at that time). Hours, days, 
weeks and weekends were spent in the telephone to explain the idea 
to families and to arrange sampling all over the country. We also had 
a few national reunions in the countryside arranged by a very active 
and charismatic family “headed” by Lena-Maria Gestrin. Her affected 
son later became a key case to confirm we were on the right track. 
We also contacted colleagues abroad and a major help came through 
the European working group on hematology/oncology consisting 
of a handful of experienced hematologists.  The response was quick 
and encouraging from all foreign colleagues. Within a year or so we 
had a collection of samples to work on and we used a variety of novel 
techniques established in my close environment. Two brilliant Ph.D. 
students, Natalia Draptchinskaia and Peter Gustavsson focused on 
the project with some assistance from other members in my group.

From the analysis of families with inherited forms of DBA we ob-
served that affected family members frequently shared one specific 
chromosome 19 suggesting a possible gene variant on chromosome 
19 predisposing to DBA. A major supporting finding for chromo-
some 19 came with a sporadic patient, a young boy with transfusion 
dependent DBA. He had lost a small part of chromosome 19 approxi-
mately at the same location as the chromosome translocation found 
in Hanna. With these combined findings, we were confident that the 
DBA gene was located in a specific region on chromosome 19. We 
understood that the most direct way to get the gene was to identify 
the chromosome 19 breakpoint carried by Hanna. Very little were 
known about chromosome 19 at that time and the human genome 
was far from sequenced. We decided to start a laborious “chromo-
some walk” from a position we knew was quite close to the break-
point. This was exciting and we were convinced we were approaching 
the gene. Nights and weekends were sacrificed in the lab. We felt as 
if we were digging in a mine with a hidden diamond. After several 
months of “walking” we finally got a genomic clone (a cosmid) 
shown to cover the chromosome 19 breakpoint and we knew we were 
very close to, or at the gene we were searching for. With help from a 
DNA sequencing platform just established in Uppsala we started a 
systematic and large scale sequencing of this clone as well as adjacent 
genomic clones. This was at that time a major effort involving several 
technicians and a bioinformatician. We soon identified three genes 
adjacent to the breakpoint none of which gave us any hints about 
anemia or bone marrow failure. One of the genes was the ribosomal 
protein S19 gene (RPS19). At this stage, samples from numerous 
DBA patients sent from collaborators and pediatric hematologists in 
different countries became critical. We started to analyze the three 
genes in all patient samples. To our initial disappointment – and 
surprise – the only variations that came up were in the ribosomal 
protein S19 gene. Ribosomal proteins were as far from hematopoiesis 
as east to west and we initially thought the DBA associated variations 
in RPS19 were normal variants, so-called polymorphisms. However, 
the more patient samples we analyzed the more variants accumu-
lated in the RPS19 gene. With all combined findings we finally got 
convinced this was the gene despite only a proportion of patients 
(25%) carried variations. In September 1998, a group of collaborating 
clinical colleagues from different countries met in Uppsala and the 
findings were presented and discussed.  We all agreed on the findings 
being solid enough and that the conclusions were correct – this must 
be the DBA gene but not the only one. The results were submitted for 
publication and became available for the community in early 1999.

Figure 2. The research group involved in the identification of the 
RPS19 gene in DBA.

From upper left: Natalia Draptchinskaia, Birgit Carlsson, Joakim 
Klar, Maritta Pigg, Peter Gustavsson, Hans Matsson. Lower left: 
Dimitri Tentler and Niklas Dahl. The picture was taken in 1999.

Figure 3. Niklas seeing a patient.

The finding of RPS19 gene mutations associ-
ated with DBA was an exciting story with 
several coincidences. Hanna with DBA and 
the chromosome translocation brought the 
initial clue but favorable circumstances led 
us through. These circumstances included 
a good research environment, collaborative 
families, enthusiastic clinical colleagues and 
Ph.D. students, funding and hard work. The 
story became an important platform for fur-
ther clinical work, diagnostics and research 
in DBA. We suddenly had a first and precise 
diagnostic tool for at least a proportion of 
patients with DBA and, more important, we 
had a starting point for understanding the 
disease mechanism. The continuous and 
successful search for mutations in DBA have 
to date revealed mutations in another eight 
genes encoding ribosomal proteins and we 
expect even more. Furthermore, the genetic 
findings have contributed to a new research 
field around different disorders caused by 
impaired ribosome function, collectively 
named ribosomopathies. 

Along my road as a clinical geneticist it is a 
privilege to meet patients and their families 
and to discuss the continuous progress made 
in DBA research as well as the possibilities 
this may bring (Figure 3). These meetings, 
with the feeling we are sitting in one boat 
and with the same goals, are amongst the 
most satisfactory moments in my career.

We ask Stacy what life has been like since publication of the book.
Q: Were you surprised by the invitation to appear with Barbara Walters and Joy Behar on 
“The View”? What was it like meeting them and Whoopi Goldberg and Sherri Shepherd? 

A: (Stacy):  We were very surprised to be invited on the view.  Steve and I did feel the 
story was very inspiring and amazing in terms of  the science we used, so we knew the 
interest was there, but never imagined “The View”  We were a bit nervous knowing the 
show was a live broadcast, but we figured we knew the story pretty well.  Going into the 
studio and into the “green room” was very cool.  The kids felt like celebrities as we walked 
past the people on line waiting to get into the show.  The producers were very nice and 
hospitable, but the best was going into the make up room and seeing Whoopi Goldberg 
and Joy Behar sitting there.  We were all a little star struck and didn’t know what to say, 
but they made us feel welcome.  Whoopi was especially kind to Katie who was getting 
her hair done next to her, she ran out of the room and gave her one of the children’s 
books she had written.  Sherri Shepherd was also very warm, she came running into the 
make up room and gave us all a hug before she had to go on set.  We met Barbara up by 
the set she was cordial.

Continued on page 10

When Stacy and Steve Trebing agreed to 
participate in the new book, “The Match: 
‘Savior Siblings’ and One Family’s Battle 
to Heal Their Daughter,” they probably 
didn’t imagine that the whole family 
would end up backstage at ABC Studios’ 
“The View,” having their makeup done 
alongside Whoopi Goldberg and Joy 
Behar.  But that’s what life has been like 
for the past few months since the April  
publication of the story of their quest to 
use IVF and PGD to have Christopher, a 
sibling who could give their daughter, 
Katie,  born with DBA, a bone marrow 
transplant.

Keep up to date  
with DBA News!   
To receive all the  

latest updates  
“Subscribe” to 
DMA4DBA at
www.dmaf.org
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Continued from We ask Stacy what life has been like since the publication of the book

Q: What other appearances have you made? Which was your favorite experience? 

A:  Since the 5 day series, written by Beth Whitehouse printed in October of 2007 we were 
featured on 20/20, the Today Show, in numerous other newspapers world wide, and since 
Beth wrote the book  “The Match”, we were on WPIX with Dr. Steve, The View, Japanese Pub-
lic Television, German Public Television contacted us for a possible story, we spoke on several 
radio shows, went to high school and college courses to speak, on Book TV and we are going 
to the Nursing Fertility National Conference in August to be on a panel with Dr. Marcus 
Hughes.  My personal favorite experience was the WPIX with Dr. Steve, he was able to get 
all of the important information to the public in a clear and concise manner.  We wanted to 
educate people about DBA, encourage blood donations, educate about IVF with PGD, and of 
course Ovary Cryopreservation, but mostly wanted people to witness a true miracle of science 
and understand how it forever changed our families world and changed what would have 
been a challenging future for Katie into a healthy, normal little girl.

Q: What about the kids? What did they like best? 

A:   I think the kids enjoyed the view because of all the hoopla, they were stars for a day.  Ka-
tie’s classmates watched the show on the smart board at school. 

Q: How have  Katie, who is now 7, and Christopher, now 5, reacted to the media attention? 
What about your older son, Calvin?

A: All three of the children are somewhat accustomed to having a reporter and cameras 
around as Beth Whitehouse followed us for several years and was at most doctors appoint-
ments and family functions.  She has become part of the family and the kids enjoy her 
around, so there experience with media has always been pleasant, they still get the talk before 
to behave of course, but kids are kids and there is only so much you can control!  Calvin has 
become interested in modeling and acting and I believe it is a result of having media around a 
lot. 

Q: You appeared on Japanese TV and have been approached by German public television. 
What is it like to have your family broadcast in other countries?

A: It is very interesting to see other countries interests and laws on IVF with PGD.  Compar-
ing the different countries laws from when we first were introduced to IVF with PGD until 
today there have been changes.  For example, when we were trying to conceive using IVF with 
PGD in 2004, England did not permit PGD to be used for HLA matching, and at the time the 
family the Whitakers were very public about there quest to cure their son of DBA using the 
technology, they had to come to the U.S. to do it.

Q: You volunteered your family to do the book and weren’t paid for your participation or any of 
your TV, radio and print appearances. What was your motivation for doing the project?

A:  When we were first approached by Beth Whitehouse to cover our story we never imag-
ined that it would become a 5 part series in Newsday, and certainly never imagined it would 
become a book.  Yet, as time passed and we lived through an unbelievable journey with our 
family, we realized we were blessed.  Blessed that Katie was born in a time when doctors like 
Jeffrey Lipton and Marcus Hughes dedicated there lives to studying Diamond Blackfan Ane-
mia and Preimplantation Genetic Diagnosis.  She was born after families like the Nashes and 
the Strongnin’s ( the first families to try IVF with PGD) paved the way.  She was born during a 
time where bone marrow transplants have become safer, still can be devastating, but the odds 
were now in her favor for a successful outcome.  Katie may even one day give birth to her own 
biological child who is DBA free because she utilized cutting edge technology to preserve one 
of her ovaries through cryopreservation, she is believed to be the youngest.  She also may use 
IVF with PGD to achieve this goal.  So how could we possibly be that selfish not to share all of 
this with the world.  Yes, we worry like all parents if and how the media may affect any of our 
children.   Already we have been contacted by several families, some who have children with 
DBA, some who have children with other diseases, and to Steve and I, that is enough motiva-
tion.  Perhaps we can help one other family in their quest for a cure for their child.  

For more information on The Match or to view photos & press coverage, please visit:  
www.bethwhitehousejournalist.com

The 11th Annual DBA 
International Consensus 
Conference, from cover

Susan Shurin, acting director of the National 
Heart Lung and Blood Institute, began the 
scientific sessions by describing the NHLBI’s 
strategic plan to support crosscutting transla-
tional research to further understanding and 
treatment options for a myriad of human dis-
eases including DBA.  Continued progress in 
DBA research depends on our ability to recruit 
young investigators into the field.  With young 
investigators like Anu Narla, who followed with 
a talk on the perspective of a young investiga-
tor entering the field, I think it is clear that the 
future looks bright for DBA research. 

One of the major features of this year’s confer-
ence that really stood out in my mind is how 
the recent explosion of animal models for DBA 
has altered discussions at the meeting.  While 
basic ribosome biology remains an undercur-
rent of most talks, the animal models have 
shifted the focus to hematopoiesis and other 
parameters relevant to the disease state.  You 
can tell by the expansive discussions after each 
talk engaging both clinicians and scientists 
that the field is maturing to the point where 
basic science discoveries are being translated 
into clinical applications.  There were 4 talks 
on mouse models of DBA (Mason, Bodine, 
Abkowitz, and Jaako), and 2 talks on zebrafish 
models (Taylor and Lin).  There was also con-
siderable interest in induced pluripotent stem 
cell models (Agarwal, Loh) and mouse em-
bryonic stem cell models (Goldberg) for DBA, 
both of which promise to shed light on how 
ribosomal protein haploinsufficiency disrupts 
developmental pathways.               

The translational research theme was present 
throughout this year’s meeting.  Fumagali 
and Flygare presented recent studies on novel 
approaches to DBA therapy while Vlachos, 
Pospislova and Glader discussed the status of 
clinical trials for leucine and lenalidomide.  Al-
ter reported on cancer risk in DBA patients and 
Ball led a spirited discussion on strategies to re-
vise the DBA consensus document with regular 
updates.  Gene discovery for DBA appears at 
a crossroads.  Gazda and Farrar reported that 
when virtually all of genes encoding ribosomal 
proteins were examined in patients in North 
American Registries, almost half of the patients 
did not have readily identified mutations.  
These observations indicate that the search 
for new genes needs to be broadened either 
through the analysis of other genes involved in 
ribosome synthesis or by using recent advances 
in genome-wide research to analyze virtu-
ally every gene is a DBA patient.  Pre-rRNA 
processing studies can potentially be used to 
determine whether a patient has a mutation 
in a gene that affects ribosome biogenesis, and 

Leblanc reported on studies developing this 
tool for potential diagnostic and gene discovery 
applications.  

Ribosome biology emerged from the shadows 
in the last session where hot topics contin-
ued to be the extent to which nucleolar stress 
signaling to p53 activation (Monitz, Arceci) 
or altered translation (Horos, Loreni) or both 
(Du, earlier session) contribute to the clinical 
features of DBA.  Gleizes ended the scientific 
portion of the meeting by showing the effects 
of ribosomal protein haploinsufficiency on 
nucleolar dynamics during the cell cycle.  

In addition to oral presentations at the meet-
ing a poster session was held which included 
reports on protein (Dianzani), gene (Da Costa, 
Dahl), and patient (Vlachos, Kartal, Meerpohl) 
databases.  There was also a poster reporting 
work on the enhanced severity of iron overload 
in DBA patients (Quarello).  

Last but certainly not least, the meeting ended 
with talks from officials from the National 
Heart Lung and Blood Institute (Qasba) and 
the National Institute of Diabetes and Diges-
tive and Kidney Disease (Bishop) on funding 
opportunities for DBA research. 

I would be remiss if I didn’t take this oppor-
tunity to provide a special note of thanks to 
Lauren Carroll and Shannon Scott for their 
behind the scene efforts that keep these meet-
ings running smoothly.

The annual Daniella Maria Arturi Foundation 
DBA International Consensus Conference 
continues to be the premier venue for bringing 
together International experts on all facets of 
Diamond Blackfan anemia for a weekend of 
intense and stimulating presentations.    

“Mother Knows Best”
Janet Pereira, mother to Jack Pereira (DBA),  
Toronto Canada 

When our son Jack was first diagnosed with Diamond 
Blackfan Anemia I truly thought that my world was going 
to crash. As you can imagine, as a family we were devastated 
not only to learn that our child had a life threatening medi-
cal condition, but then to learn how incredibly rare it was 
and how little support there was out there. 

After the realization of Jack’s diagnosis sunk in, I picked 
myself up, dusted myself off and set about making a change 
myself, thus starting “Jack’s Fight For A Cure”.  Jack’s Fight 
for a Cure is our family’s personal fundraising effort to raise 
funds for continued Diamond Blackfan Anemia (DBA) 
research.

My mission to raise funds for DBA research led me to two amazing foundations that have 
helped me to get to the place I am at today. After countless hours at my computer learning 
about DBA, the scientific advancements being made and the need for continued funding, I 
decided that On September 11th 2009 the Pereira family would host the First Jack’s Fight for a 
Cure fundraising event with all proceeds raised benefitting The Daniella Maria Arturi Foun-
dation’s Annual DBA International Consensus Conference (DBA ICC) in New York.   Jack’s 
Fight for a Cure fundraising evening included a sit down dinner, dancing, open bar, silent and 
live auctions, raffle give-aways, a live band and was a complete success. 

In March of 2010 my family and I were invited to New York to attend the DBA ICC Confer-
ence.  Being asked to attend and kick off the meeting with a speech about our experience with 
DBA was incredibly flattering, but I had no idea that this experience was going to be so much 
more than I could have possibly imagined. 

 As I sit here writing this, thinking back on the conference I get goose bumps down my spine. 

I have never been in a room with so many amaz-
ingly kind, dedicated and brilliant people, ALL OF 
WHOM in one way or another were there to help 
find a cure for MY SON.  Finding out how rare 
DBA was really scared me because all I could think 
was, “who is ever going to care when there are so 
few people suffering from this”.   Let me tell you, 
the ICC not only completely changed my train of 
thought but gave me so much hope that I am no 
longer scared.  This conference brings research-
ers and physicians from around the globe into 

one room one time a year that put their heart and soul into this disorder every day.  Not for 
money, not for fame or glory, but because they TRULY CARE.

During my stay I was speaking with one of the doctors and he made a really good point that 
I keep in my thoughts daily; he said “the ratio of people researching DBA to those who have 
it is about 1:5… pretty good, right?” Pretty good indeed!  On the last night during wrap up, 
my 10 year old son was sitting, discussing hockey with one of the amazing doctors from the 
states attending the two day, “long day” sessions.  My son nudged him and said, “Hey Buddy, 
Canada put you (the United States) out for the gold”!  This kind gentleman played along mak-
ing my son feel like his equal. It wasn’t until I went back to my room and looked him up in the 
ICC manual that I realized who my son’s “buddy” was. A “Chief of Genetics and Molecular 
Biology”!!  As I went to sleep that night all I could think was that these amazingly brilliant 
people are so incredibly down to earth and so caring that I am blessed to have met each and 
every one of them and we are blessed as a DBA community. 

Thank you DMAF for allowing my family to have this experience and for giving us new hope 
for our son Jack.  I feel honored to have spent an entire weekend with everyone and am so 
thankful to all for your continued dedication to finding a cure for DBA.

Have you moved? Has 
your reach information 
changed?  Please e-mail 
Lauren Carroll  
lcarroll@dmaf.org  
with your complete  
reach information.
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The New DBA Meeting Format
Many of you have received the letter below and I hope agree, on 
some level, with our decision for 2011.  When we asked our remark-
able young investigators for short articles for this Newsletter we were 
touched, and a bit shaken, by their kind words about the ICC meet-
ing.  Touched by their remarks about the impact the meeting had on 
them but shaken a bit worrying that we may have interrupted the 
momentum on the disease. 

Change is the constant in life and we are hoping that these smaller, 
more intimate meetings will have far reaching scientific and clinical 
implications.  Our colleagues are talented and motivated and we hope 
that these meetings will keep and even accelerate our progress.  We 
also hope that as we decide upon appropriate forums for our meet-
ings going forward that we will all be motivated to stay connected in 
a more constant way through the amazing tools the web now offers.  

Please stay connected and communicate with us, and…..please visit 
us at ASH.  We’ll have our booth again and will be looking forward to 
seeing you all!

We are forever indebted to you for your commitment and friendship.

*   *   *   *   *   *   *

Dear Colleagues,

 As many of you know, we have decided modify the meeting format 
for 2011 by returning to the original concept we had 11 years ago — a 
brainstorming meeting.  We never imagined the meeting would grow the 
way it did, nor did we expect it to bring such a remarkable team together 
in the way that it has.  The meeting has proven to be nothing short of 
remarkable and we always look forward to seeing everyone each year.  In 
fact, the word we always use to describe the ICC meeting is “reunion” 
because it feels just like a reunion.  When we gather for the dinner before 
the all day session and we see our colleagues and friends, we are heart-
ened to hear about their year.  As in any family gathering, we share in each 
other’s triumphs and unfortunately, on occasion, even the sadness of our 
tragedies. We truly are a family and when we are together we know we’re 
a part of something special that joins us and moves us to continue to 
make progress. The results have been incredible and we all have so much 
to be proud of. 

Any effort that has made progress is a direct result of participation by 
every single member of that team.  Our team has quite a collection of 
members, from Congresswoman McCarthy and former NY Ranger Vic 
Hadfield, to some of the most renowned scientists in the world.  What 
has happened in DBA would not have happened without each and every 
member pulling their weight and collaborating the way that they do.  We 

have had colleagues shooting emails back and forth with vigor as each 
new thought comes to mind and even find that we have researchers 
presenting findings prior to publishing. Many in our community have 
said that they have never worked in this way before but certainly believe 
this is not only an appropriate way to work, but a very necessary way to 
work to achieve true progress.  We agree wholeheartedly and are sincerely 
grateful for this foresight and selflessness, which reflects the incredible 
respect our investigators have for the patients living with our disease. 

 One comment that has made the DMAF incredibly proud is when our 
meeting is compared to the Gordon Red Cell Conference.  It is a compli-
ment that is taken with full humility and we are deeply honored to find 
our conference compared to such an illustrious meeting.  In these conver-
sations we have been advised that we might consider hosting the meet-
ing every two years.  It is something that we have considered with great 
trepidation.  What we have is so special that we are concerned we may 
disrupt the marvelous momentum that is occurring.  But yet   we would 
like to get back to the brainstorming origins of our journey.  We believe 
that by providing a forum that allows us to bring a collection of world-
class clinicians and scientists to a relaxed environment, where they can 
focus and “noodle” on nothing but the molecular mechanisms and clinical 
observations that are involved in DBA, is too tempting to ignore.  

So, again, with a bit of trepidation, we are going to try a new meeting 
format this year by hosting brainstorming sessions instead of what would 
have been our traditional spring 2011 ICC, with the intent of going back 
to the larger format in 2012.  We also intend to create a forum for scientific 
“chat” which we hope to roll out before too long.  It will be a place for us to 
gather and stay connected while we try this new format.  We hope you’ll 
share your scientific and clinical musings and that others will respond 
when they have helpful insights.  And, above all, please know how much 
we appreciate each and every member of this team. 

With the passing of George Steinbrenner there was a quote in the paper 
that made us think about our DBA Family.  

“Many players, one goal”

The way a team plays as a whole determines its success. You may have the 
greatest bunch of individual stars in the world, but if they don’t a play to-
gether, the club won’t be worth a dime.  
–Babe Ruth

We hope you understand our decision to try this variation to our meet-
ing that we believe will advance the DBA cause.  Thank you, all of you, for 
playing like a team and continuing to be a part of this journey.  You are 
indeed a team of stars!

With humility and affection,

All of us at the Daniella Foundation

CLINICAL CARE GUIDELINES:  
In August 2008, the Diamond Blackfan Anemia Clinical Care Guidelines were published “Diagnosing and 
treating Diamond Blackfan anemia: results of an international consensus conference” Vlachos et al  
Br. J Haematol 142:859-876

The Document is available to download and print at www.dmaf.org 

State of the Science, THEN and NOW
THEN: ICC 1998

NOW: ICC 2010
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The Nurse is IN
Debbie Boger, R.N. 
The University of Texas  
Southwestern Medical Center

As summer comes to an end, it is time to 
start planning for going back to school.  
For teens and young adults who are plan-
ning to go to college, this time can be 
filled with excitement.  College life brings 
independence and the opportunity to make your own decisions.  
If you have Diamond-Blackfan Anemia there are some important 
things to remember as you plan for college.

 Your college or university will require a completed health form.  You 
and your health care provider will need to provide important infor-
mation including your health history, allergies, immunizations and 
any special accommodations you will need while at college. Make 
sure you know this information well!

You may need additional immunizations if you are going to live in a 
dorm.  Student health services office can give you information about 
which vaccines you need.  Ask your health care provider about the 
meningococcal vaccine, which can reduces your chances of getting a 
serious infection of the brain tissue called meningitis.

Make an appointment to talk with the staff at the Student Health 
Center at your University  before school starts to discuss your health 
history. They can tell you what services are available for you there. 
They may be able to provide some of your treatment there or connect 
you with other providers in the area.  They can also connect you with 
the “disability services” office to see what services they have and if 
they can help you. 

If you require blood transfusions, it will be extremely important that 
you know where you will go for your transfusions, and how you will 
plan your classes to make time for the transfusions. 

It is important for you to know what health insurance coverage you 
have, and what it covers.  If you will be attending college out of state, 
you will want to know if your insurance covers treatments or emer-
gency room care out of state. You should also know if your insurance 
provider requires you to contact them prior to receiving any treat-
ment.  Most colleges also offer a student health care plan.  Talk with 
your parents to see if this plan will be helpful for you.

Have all your prescription medications filled prior to leaving for col-
lege.  Make sure you know what medications you take including the 
dosage and timing.   Plan for how you will get your refills.  If you are 
not receiving them through mail pharmacy, it will be helpful to find 
a pharmacy near your school that you can have your refills sent to.

Take care of yourself while you are at school! Eat a healthy diet, ex-
ercise daily, and make sure you get enough sleep! Take your medica-
tions as they are prescribed.  It is important to avoid risky behaviors 
including smoking, drinking and illicit drugs.  Know how to deal 
with stress.  Know when you need help and where you can go to get 
it.

There are lots of things to consider as you get ready to go to college.  
With careful planning you can decrease the stress.  

Diamond Blackfan Anemia:   
MY COMPANION
Maria Elisabetta Villa (DBA), Italy

“When you discover to have a disease that nobody 
else has, you feel suddenly alone. It is why I decided 
to create an association of people with whom to 
share our experiences, our anxieties, our fears, but 
also our joy” My name is Maria, I am 39 and I have 
Diamond Blackfan anemia (DBA). 

During my childhood in Verona (Italy) I spent a 
lot of weekends in the Pediatric Hematology Dept. 
of my hospital to not miss school.  I thought all 
children went to the hospital for a transfusion on 
“weekends”!

DBA was the invisible companion in my life, a 
hidden presence whose identity was revealed to 
me at the age of 33.  Come to think of it now, it seems incredible that until just a few years 
ago, I lived totally unaware of my illness.  I think my not knowing is based on the rarity of 
DBA with genetic heterogeneity and variability in clinical characteristics making it particu-
larly difficult to diagnose.  Also, I need to add that in the seventies, when I was born, DBA 
was unknown in Italy.  In addition to the delay of my diagnosis, I “missed” explanations that 
would’ve helped me to understand the extent of my illness. 

As a newborn it was immediately clear that something was wrong.  Besides being very pale, as 
my grandfather did often note in his unmistakable accent from Romagna saying “bella ma un 
po’ bianchin sta burdela”, (nice but a bit white child)!  I was tiny and my growth was slow.  We 
did make some progress and found that I was anemic, but no one spoke of Diamond Black-
fan anemia.  The doctors treated me with cortisone that I continued taking it until the age of 
thirteen.   Cortisone is known to have several side effects including lowering of the immune 
system making you more vulnerable to viruses from outside, so even if my anemia was stable, 
I was never really in the clear.  Just a little exerted effort or a stroke of cold could make me 
sick, and once sick, it look me longer than a normal, non-DBA person get healthy.   

When a doctor told us I would be cured with puberty, I welcomed this news as a true libera-
tion.  I was thirteen and stopped taking Cortisone.  Without Cortisone I really seemed to feel 
better and also, I discovered that my body was able to make up to 6g/ml of hemoglobin (about 
½ of what a healthy person makes), which made me think I was cured.

I lived a regular life, without undue effort and this helped me feel “good” although, in reality 
DBA was always with me.  Whenever I did something out of my routine, my body was tired 
and she appeared again.  I remember three episodes in particular. The first at 18 as a result of 
a move, then 25 years old when I went to Denmark to follow a training course organized by 
the University to which I attended, and then shortly after I started working due to a hectic 
work pace.  

During all three of these occasions, when I pushed my body beyond its capacity, I had to be 
taken to the hospital.  Still with a diagnosis of “anemia”.  Not knowing the seriousness of my 
situation and beginning to feel better after each of these episodes, I would discontinue my 
Cortisone treatment.  Unconsciousness, blindness, bad information?  As I said before, a com-
bination of all three of these factors and a desire to feel what “normal” life without treatment 
felt like for everyone else, was what I wanted.  A “normal” life, at 25, to pursue my career… 
even if it meant travel frequently and thereby weaken my immune system.  My body was 
slowly giving way after these three episodes along with countless other small signals.  All ways 
of my body trying to tell me “you have something more than “anemia”, look”!  How is it I can 
understand different languages (Italian, German & English), but I could not understand the 
language of what my body was trying to tell me?

Continued on page 18

Italian Adventure
Steven R. Ellis, Ph.D 
Department of Biochemistry &  
Molecular Biology, University of Louisville

I spent the early part 
of this summer visiting 
some of our DBA col-
leagues in Europe.  The 
trip began in Novara 
Italy where I am cur-
rently a visiting profes-
sor at the Università del 
Piemonte Orientale.  I 
am hosted in Novara by Dr. Irma Dianzani a 
well known researcher in the DBA field.  My 
stay in Novara is supported in part by the 
Italian DBA Foundation and the University.  
My role as a visiting professor is both in 
didactic teaching and in working one on one 
with Ph.D. students and postdoctoral fellows 
in the medically related graduate programs 
within the University.  As part of this effort, 
I have also worked extensively with mem-
bers of the Dianzani Laboratory on studies 
related to the molecular basis of DBA.  This 
visiting professorship has been a delightful 
experience and I look forward to my return 
to Italy to continue working with the faculty 
and students in Novara.

As part of this European experience, I have 
also visited other laboratories in the region 
working on DBA.  These visits included a talk 
I gave to the Hematology Unit at the Pedi-
atric Hospital in Torino where I was hosted 
by Dr. Ugo Ramenghi who has made many 
important contributions to the characteriza-
tion of the Italian DBA patient population 
and our general understanding of the clinical 
features of DBA.  I was also fortunate enough 
to visit the laboratory of Dr. Pierre-Em-
manuel Gleizes at the Université Paul Saba-
tier in Toulouse France.  Dr. Gleizes and I 
share a background in ribosome biology and 
were both drawn into the DBA field around 
the same time.  The University in Toulouse 
houses a number of investigators working on 
the ribosome and it was great hearing about 
their research efforts as well as getting their 
feedback on some of our studies.  My brief 
tour of Southern Europe finished with the 
European Hematology Meeting in Barcelona.  

After this whirlwind trip it was good to 
get back to Novara, a peaceful city, largely 
ignored by tourists, where one can enjoy the 
Italian culture.  I can’t thank the administra-
tion, faculty, and students at the Università del 
Piemonte enough for giving me the opportu-
nity to work as a visiting professor this year.       

Dreams Can Come True, from cover

Dopey in particular and what kinds of foods they liked to eat. The 
best part to Peyton, aside from meeting Snow White was that she 
got a special kiss on her forehead from Snow White. Peyton walked 
around Magic Kingdom all day with Snow White’s ruby red lips on 
her head! 

Once she met Sleeping Beauty and Belle later on in the day, she 
added 2 more kisses to her cheeks from each Princess. On the way 
back to Give Kids the World after a long day, Peyton told us “All my 
dreams came true today!”

This was a much needed and much deserved break from our every-
day life with DBA. We got to spend Peyton’s 4th birthday there and 
it was so bittersweet to my husband, Mom and I. We never imagined 
4 years ago; this is where we would be with Peyton. It was so great to 
see her so happy and a smile on her face almost the whole time we 
were there. I have a very vivid memory of sitting in a hospital room 
in Philadelphia with Peyton watching her sleep after the diagnosis of 
DBA was discovered. I remember looking at her and thinking to my-
self, I can’t see past one day at a time with her, let alone think about 
milestones or birthday parties. I don’t think there was anywhere in 
the world I would rather be then with my family celebrating Peyton’s 
life on April 28th. 

The whole week we were in Florida, I honestly don’t think we 
mentioned DBA once. We were even allowed to skip her nightly 
desferal doses while we were there. It really gave us insight on what 
a “normal” life might be like, no Dr appointments, no medicine and 
no transfusions. 

This vacation will be the best vacation that we will probably ever 
have. I will cherish ever memory and picture forever. My family 
could never thank Make A Wish and Give Kids the World Village 
enough for the joy they brought to not only Peyton, but the rest of 
my family too.
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Dr. Stefan Karlsson was awarded the Tobias 
Prize given out by The Royal Swedish Academy 
of Sciences (established in 1739!).  The Swed-
ish Academy of Sciences uses international 
reviewers to help them to select an appropri-
ate candidate to receive the prize. It consists 
of 100.000 Swedish crowns as a personal prize 
(approx 15,000 dollars) and 10 million Swed-
ish crowns (total) (1.5 million US dollars) in a 
Research grant divided over 5 years. 

Dr. Charles Peterson received The Alumni 
Gold Medal for Distinguished Achievements in 
Medicine at Columbia University! 

Dr. Jeffrey Lipton was elected President of 
the American Society of Pediatric Hematology 
Oncology.  His term as President of ASPHO will 
run from April 2010 through April, 2012.  

Dr. Leonard Zon will be receiving the E. 
Donnall Thomas Lecture and Prize at the  
annual meeting of the American Society of 
Hematology.  Dr. Zon is the Grousbeck  
Professor of Pediatrics at Childrens Hospital  
of Boston and Harvard Medical School. 

E. Donnall Thomas Lecture and Prize 
This lectureship was created in 1992 and named after the Nobel 
Prize laureate and past society president E. Donnall Thomas. The 
E. Donnall Thomas Lecture and Prize is intended to recognize 
pioneering research achievements in hematology. The Society’s 
Awards Committee recommends to the Executive Committee the 
E. Donnall Thomas Lecture and Prize recipient.

Sightings!
Congresswoman Carolyn McCarthy, with 
Manny and Marie Arturi at the DMAF ICC Kick 
Off Dinner held at Tribeca Grill in New York. 

Dr. Collins singing “I’m walking through the 
genes” …..”Amazing DNA” at the annual NHLBI 
PIO Conference!

Sarah Charness, 
Dr. Nathan’s grand-
daughter, captivat-
ed guests May 14th 
at DMAF’s Spring 
Into Action for a 
DBA Cure Fundrais-
er playing electric 
violin with classical, 
contemporary, and 
popular music. 

Katie Trebing and Whoopie Goldberg in hair 
& makeup before “Hot Topics” covering “The 
Match” on ABC’s “The View”

“As the DBA  
World Turns”
Dr. Steve Ellis entering the lab where he is a 
visiting professor at the Università del Piemonte 
Orientale, Novera, Italy 

Dr. Monica Bessler & Dr. Philip Mason 
relocate!  The Children’s Hospital of Philadel-
phia (CHOP) and Hospital of the University 
of Pennsylvania (UPENN) have recruited Dr. 
Monica Bessler MD PhD, and Dr. Philip J Mason 
PhD to initiate The Pediatric & Adult Compre-
hensive Bone Marrow Failure Center at CHOP 
and UPENN. In July 2010 Dr. Bessler will take up 
the position as the Director of this new center 
and program. “This is an exciting and unique 
opportunity for us to bring together brilliant sci-
entists and outstanding physicians in Pediatric 
and Adult Hematology to jointly investigate 
the underlying mechanisms of bone marrow 
failure (BMF), improve its diagnosis, explore new 
forms of treatment and mentor a new genera-
tion of students and physicians in the front-line 
investigation and care of patients with BMF and 
their families.” 

Dr. Bert Glader, Lucile Packard Children’s Hos-
pital at Stanford, Palo Alto, California & Maricruz 
Ormeno, pediatrics resident at Exequiel 
Gonzalez Hospital, from Universidad de Chile in 
Santiago, Chile, make progress regarding a DBA 
patient setting up time to talk using “Skype” !!

Oh Baby!
Alec Gazda-Tran was born August 20, 2009!  He 
is the joy of Dr. Hanna Gazda & husband Tim’s 
lives!  

Dr. Ben Ebert, his wife Jane and big brother 
Eliot welcomed a beautiful baby girl Iris, born 
October 15, 2009!  Congratulations Ebert  
Family!

Dr. Johan Flygare and family welcomed a 
beautiful baby girl Anna to their family in 
November, 2009.  Kristina, Johan along with 
big brother Arvid and big sister Ingrid are 
thrilled to introduce Anna to our DBA  
Community and loving every minute of her.

Dr. Mohandas Narla and his grandson Nico, in 
New York City.

High Honors!
David G. Nathan received a Doctor of Science award at the Harvard Commence-
ment in May of this year.  Sitting beside him, the beautiful, Academy Award-winning 
actress, Meryl Streep who received a Doctor of Arts.

David G. Nathan received the Distinguished 
Career Award of the New York Academy of 
Medicine in April 2010. 

Overheard!
Speaking about DBA public advocacy….

“we’re not republicans, we’re not democrats —
we’re hematocrats”

-Dr. Jeffrey Lipton

No David…my movie “It’s Complicated” 
had nothing to do with unraveling the 
clues in erythropoiesis .... really ... it didn’t.

…. “And so Nico, 
...those planets are 
big and round ... and 
even though they are 
white - they make 
me think of big ‘ol 
red blood cells”

Do you have news or fun 
information to share? Please 
send your “Page Sixteen” 
news to lcarroll@dmaf.org
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 My Companion, from page 15

The more years that passed, the more my situation worsened. Eve-
rything I ate gave me an upset stomach, I’d get sick more frequently 
and I felt very tired. I remember getting home from work on a Friday 
night and despite sleeping almost the entire weekend, on Monday I 
still would not feel rested. 

I was away from home, working for a firm near Padua (northern 
Italy). Three weeks ill with a high fever and my throat covered with 
infection and was hospitalized.  For the first time I heard my diagno-
sis: Diamond Blackfan Anemia “It’s a rare genetic disease – they told 
me – you are our only chance”.

It was then that I started looking into the “ocean” of internet infor-
mation for someone to share my situation and questions with. In 
Italy I found no DBA association.  The closest was in Frankfurt, Ger-
many.  I contacted them and organized to go to their yearly meeting.  
Meeting other people who understood me and my challenges made 
me feel less alone.  In addition, being involved in a group of people 
actively engaged on the front lines of DBA has allowed me to dis-
cover useful information from Doctors I would have probably never 
spoke to.  For example, I discovered that I can have my prescriptions 
filled for free, and at the University of Turin, Italy there is a center 
studying Diamond Blackfan Anemia!  I am now being treated by 
Prof. Ramenghi at the University of Turin.  

After returning from one of my DBA trips in Germany, I had the 
idea of creating an association as such in Italy.  In September 2005 
with a parade of jewelry and handbags, created by me and my two 
friends to be sold, I collected the first funds to open a savings ac-
count and create Diamond Blackfan Italia!  
www.diamondblackfanitalia.org 

Shortly after came the first family member with a DBA newborn 
being treated with frequent transfusions and then other families with 
stories to tell.  Everyone I met gave me a new energy and incentive to 
never give up.  

Because of my illness, my life has totally changed.  I had to give up 
my career and travel but feel that the path I’m on is not only ex-
tremely important, but, a path made perfectly for me! 

My job now consists of working with Prof. Ramenghi on the Italian 
DBA Registry, an online database that connects all the DBA hospitals 
and patients in Italy while also collaborating with Prof. Dianzani 
and the DBA Telethon project.  Our association, in fact, has multiple 
projects, one of them, for example, has financed the establishment 
and creation of an Italian register of Diamond-Blackfan anemia, 
which until now has been mostly on paper and not in software. The 
register will be used to collect and study the clinical data of patients: 
molecular analysis and genetic counseling for the evaluation of bone 
marrow donors, creating a database useful for studying the evolution 
of the disease.   My hope is to expand our association by increasing 
members in order to have more opinions exchanged.  Our exchange 
of experience will enable us to increase public attention to Diamond 
Blackfan Anemia in Italy and around the globe.  

The new path I’m on enables me to not only provide support for 
DBA patients and their families but to also promote initiatives 
through collaborations with specialized medical centers and other 
international DBA groups.  To reach new milestones in raising DBA 
awareness and to continue scientific research allowing us to find a 
cure for DBA.   

Get Involved! 
Become a DBA Advocate in Action! 
Shannon Scott & David O’Brien 
O’Brien & Associates, LLC

As many in our DBA community know, the Daniella Foundation is 
dedicated to educating anyone and everyone who will listen to us 
about the importance of Diamond Blackfan Anemia.

This has included the Foundation’s Government Advocacy Cam 
paign which makes it a priority to ensure that Members of Congress 
and Federal Agency officials in Washington D.C. have the latest 
information about the journeys of our DBA patients, the remarkable 
scientific advancements that are being achieved, and the importance 
of the role they themselves play, as our government partners, in 
ensuring that DBA research and clinical care initiatives continue to 
advance.

As the country faces continued economic challenges and subsequent 
budget constraints, the Daniella Foundation is particularly grateful 
for the remarkable support we have from congressional leaders and 
agency officials that are helping us keep the DBA momentum going 
strong.

With so much rapid progress in this field, it is critical that we con 
tinue to do everything we can as a community to pursue forward 
thinking, innovative research and clinical care concepts that merit 
the support of these precious and limited federal dollars.

At the Daniella Foundation, we remain committed to continue to 
help translate the success of the DBA initiatives currently underway 
and to promote promising future research and patient care opportu 
nities through our government initiatives. We are also committed to 
helping you find the best way YOU can get involved!

How can you get involved?
As a rare disorder, it’s particularly imperative that communities like 
ours do all that we can to make our voices heard! Not only is this 
important here, among the decision makers and purse holders in 
Washington D.C, but it is also significant at a local level: within your 
state legislatures, your hospitals and treating physician centers, and 
your local communities at-large.

As is human nature, it often takes a personal experience or connec 
tion to become actively engaged in an issue. The more people that we 
as a community can reach and help them understand the personal 
side of DBA, the more real and relevant this disease will become to 
those that surround us and the more compelled they will feel to help. 
We all know that DBA is personal. From the struggles and triumphs 
that our patients and families endure to the tremendous potential 
that lies within the scientific advancements, we all have a story to tell, 
and generally more than one!

What is not always known is exactly how each of us can use our voice 
most effectively or make the biggest impact possible in a way that fits 
our talents, resources and lives as individuals or families. Getting in 
volved in advocacy efforts can sound daunting and conjure questions 
of how one person or one family’s story can make a difference, but 
the reality is that if each of us can find one way, however big or small, 
to get involved and share the DBA story, the more we will start to feel 
a groundswell of support and momentum that will ultimately lead to 
a better life for our DBA patients, and perhaps sooner than we ever 
believed, a cure!

Whether you are a patient or family member enduring the daily 
impact of DBA, a scientist dedicating hours upon hours conducting 

difficult DBA research initiatives, or a treating physician hoping to 
make life a little easier for each DBA patient you see, there is a role 
for you to get involved and become a DBA advocate!

The Daniella Foundation has always been so proud that one of the 
initial efforts that kick-started the Foundation’s successful Govern 
ment Advocacy work in Washington included a grassroots letter 
writing campaign by DBA families from all across the United States! 
These stories and letters made an impact not only in the volume of 
letters that were sent to Congress, but also in the reality and sincerity 
with which each story was shared.

The letters helped us rally tremendous congressional support from 
around the country with members such as Congresswoman Caro-
lyn McCarthy, Congressman Tim Bishop, Senator’s Arlen Specter 
and Kristen Gillibrand and others leading the way. This support has 
resulted in tens of millions of dollars dedicated to DBA federally 
sponsored initiatives over the years, propelling DBA scientific and 
clinical advancements and even led to a DBA Bill passing Congress!

Everyone in the DBA community should feel proud of their contribu-
tions to this effort and we hope you feel inspired to find the role that 
fits your life best to become, or continue to be, a DBA Advocate in 
Action!

 Raising awareness and advocating for increased rare disease and 
DBA specific initiatives, organizing community fundraisers, and edu 
cating your local State Representatives and Federal Congressmen and 
Senators are just a few ways you can get involved. We encourage you 
to use our “DBA Advocate in Action Tools” on the Daniella Founda 
tion website www.dmaf.org to find more great tips and tools to make 
your voices heard!

U.S. Congress: Fiscal Year 2010 Federal 
Government Support for DBA
The Daniella Foundation continues to work hard to make the voice of 
the DBA community heard in Washington, D.C.!

The tremendous progress that has been achieved in the DBA scien 
tific and clinical world has led to continued and strong support from 
Congressional leaders and Agency partners, and has allowed us to 
leverage the DBA community momentum and private fundraising 
dollars by turning them, literally, into tens of millions of dollars.

To date, over $34million and counting has been dedicated to ad 
vancing the DBA mission by the federal government!

Here’s a quick snapshot of some of the federally supported DBA 
activity for 2010!

The Labor, Health & Human Services Appropriations Bill of 2010 
included congressional language supporting advanced DBA  
research initiatives at NIH!

NATIONAL HEART, LUNG, BLOOD INSTITUTE

“Diamond-Blackfan Anemia [DBA]- The Committee understands 
that DBA’s recent identification as the first human disorder linked 
to a ribosomal protein deficiency has led to breakthrough discov 
eries indicating that decreased expression of ribosomal proteins 
can have pathogenic consequences within bone marrow and dur 
ing development of other tissues. The Committee commends the 
NHBLI for its attention to this important area of disease research 
and encourages efforts to further investigate the role of ribosomal 
proteins in DBA and related marrow failure diseases.”

Over $800,000 in direct federal funding for DBA specific patient 
and medical outreach and surveillance programs in 2010!

CENTER FOR DISEASE CONTROL AND PREVENTION

Congress approved the President’s budget request for $517,000 in 
funding for the continuation of the CDC’s DBA Public Health Out-
reach and Surveillance Program. This year’s funding will con tinue 
to support the collaborative initiative CDC has embarked upon 
with Dr. Bert Glader at Stanford University and Dr. Zora

Continued on page 20

We would like to highlight our appreciation for all of your support.  
The NIH, CDC and our loyal supporters have helped us get to where we are today.  Many of us did not anticipate these molecular findings in DBA and believe as a 
result we will make a difference in additional disease states.  We do need to mention that while these numbers are astounding ... they are running out.  Most of these 
grants are nearing completion and the challenge is to raise enough money to keep it all going.  We must continue to work with our government partners to ensure 
their initial investments are maximized through new opportunities to continue the scientific and clinical efforts that are yielding such remarkable results. And as a 
community, we will need to redouble our fundraising efforts going forward.

Thank you, all of you, for your friendship and support on this journey.
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Federal Support for DBA, from page 19

Roberts at the University of Texas to create new ways to locate 
DBA patients and to develop better outreach and surveillance 
methods that will ensure the patient and medical community have 
access to the most current and accurate DBA information available 
to improve the lives of DBA patients around the world.

CENTER FOR DISEASE CONTROL AND PREVENTION

Congress included $300,000 to fund the comprehensive Diamond 
Blackfan Anemia awareness and surveillance program at Cohen 
Children’s Hospital at Long Island Jewish Medical Center in New 
Hyde Park, NY.

Government DBA Grant Opportunities Continue to Grow!

NIH CHALLENGE GRANTS!

As part of The American Recovery and Reinvestment Act of 2009 
NIH designated at least $200 million for an initiative called the 
NIH Challenge Grants in Health and Science Research. NIH 
describes this program as supporting research that address specific 
scientific and health research challenges in biomedical and behav 
ioral research that will benefit from significant 2-year jumpstart 
funds.

NIDDK Challenge Grants Awarded to DBA Related Research  
Initiatives!

Dr. Phil Mason, Washington University:
Modeling and Rescue of DBA in the Mouse

Dr. Pier Paolo Pandolfi, Beth Israel Deaconess Medical Center: 
Nucleophosmin and ribosomal dysfunction in hematological 
diseases

Dr. George Thomas, University of Cincinnati: 
Model systems for hematologic disorders caused by ribosomal 
protein deficiency

NHLBI Challenge Grants Awarded to DBA Related Research 
Initiatives!

Dr. Mitchell Weiss, Children’s Hospital of Philadelphia: 
Hematopoiesis from Normal and Patient-Derived Induced 
Pluripotent Stem Cells

THE “SHINE” PROGRAM AT NIDDK!

Following the National Institute of Diabetes and Digestive and 
Kidney Disorders (NIDDK) and the National Heart Lung Blood 
Institute (NHLBI) joint workshop on Ribosome Biogenesis in He 
matological Diseases, the NIDDK issued a research opportunity 
under the “Stimulating Hematology Investigation: New Endeavors 
(SHINE)” program. This research opportunity promotes innova 
tive, high quality hematology research relevant to understanding 
the role of disordered ribosome biogenesis and function in the 
pathogenesis of hematologic diseases. One of the primary ques 
tions that NIDDK is hoping will be answered in this research is: 
“Which genes are modifying severity of hematologic diseases, 
such as Diamond-Blackfan Anemia? Are there genotype-pheno 
type correlations evident from point mutations or deletions of RP 
genes?”

Over the years, research resulting from the SHINE program has 
generated important insights and enabling technologies that have 
not only led to progress in understanding and treating blood dis-
orders but have also contributed to advances in biomedical science 
generally. SHINE Awards have not been made yet, but we are hope-
ful that this research opportunity will continue to help advance the 
understanding of DBA!

CONFERENCE GRANT FOR THE DBA INTERNATIONAL 
CONSENSUS CONFERENCE

The 2010 DBA International Consensus Conference had the honor 
of receiving a Conference Grant to help defray some of the confer 
ence costs from the National Heart Lung Blood Institute and the 
Office of Rare Diseases! We’re grateful for the support they are 
providing to help us host this critical meeting of the minds that 
will spark new innovative research and patient care ideas from the 
DBA community at large!

DEPARTMENT OF DEFENSE

The Department of Defense, Bone Marrow Failure Research 
Program (BMFRP) as part of the Office of the Congressionally 
Directed Medical Research Programs (CDMRP) at DOD granted 
a Synergistic Idea Award to one of our own DBA Collaborative 
Teams!

Dr. Mitchell Weiss & Dr. Monica Bessler, Children’s Hospital  
of Philadelphia:
The Study of Bone Marrow Failure in Patient-Derived Induced 
Pluripotent Stem Cells (iPSCs)

LEUCINE STUDY

A formal Leucine Trial for DBA patients in the United States 
has been accepted by the Telemedicine & Advanced Technology 
Research Center (TATRC), a Department of Defense entity run by 
the US Army Medical Research and Materiel Command. TATRC 
fosters medical research initiatives that can benefit both the warf 
ighter and the wider civilian population and has expressed a shared 
interest in understanding the potential impact of leucine in red cell 
deficiency. The trial will include qualified DBA patients with a goal 
of gaining a better understanding of the potential benefits of using 
pure leucine as a form of treatment in DBA patients.

The trial will be run by the DBA team at Cohen Children’s Hospital 
with participation from DBA clinicians from around the country 
including Stanford University, Children’s Hospital of Philadelphia, 
and the University of Texas Southwestern.

TATRC is finalizing all details in preparation for the Leucine 
Study Award — Stay tuned to the DMAF Website for details to find 
out when the study will formally begin and how you can inquire 
with one of the participating DBA Centers to learn about who can 
participate!

An Update on CDC’s Diamond Blackfan  
Anemia Program
Commander Althea M. Grant, Ph.D. 
U.S. Public Health Service 
Chief of Epidemiology and Surveillance Branch 
Centers for Disease Control and Prevention

Diamond-Blackfan Anemia (DBA) is a rare, red blood cell anemia of infancy and child-
hood resulting from the failure of the bone marrow to produce sufficient red blood cells. It is 
estimated that there are 25-30 new cases of DBA per year in the United States, however the 
precise number is not known.  Although DBA can be a severe disease, with proper care and 
treatment people with DBA can live full lives and enjoy most of the activities that other peo-
ple do. Thus, the Centers for Disease Control and Prevention’s Division of Blood Disorders in 
collaboration with partners has developed a public health program for people with DBA with 
the goal of increasing the number of people with DBA who receive appropriate treatment and 
care. The CDC’s current program is entitled “Promoting Education and Outreach of Persons 
with Hereditary Blood Disorders: Identifying Patients with Diamond Blackfan Anemia “. The 
program has two major components, 1) a public health surveillance component and 2) an 
outreach and education component.

The goals of the public health surveillance component are to enhance the understanding of 
the prevalence and characteristics of people with Diamond Blackfan Anemia and to educate 
the physicians that are caring for them.  The surveillance program is collecting information 
on the types of physicians who care for people with DBA, demographic characteristics of 
patients, disease characteristic, circumstances surrounding diagnosis, family history of DBA,  
treatments received, and outreach and  education resources utilized. By understanding more 
about this disease, clinicians will be able to make more accurate diagnoses and patients will 
be treated more appropriately.  Additionally, the information gained from a surveillance of 
people with DBA may be extended to enhance the knowledge of other health fields, such as 
birth defects and pediatric cancer.  This surveillance component is being conducted through a 
collaboration with Dr. Bert Glader of Leland Stanford Junior University and Dr. Zora Rogers 
of University of Texas Southwestern Medical Center at Dallas who are using novel methods to 
identify and characterize people with DBA.

The benefit of self management and health information programs for people with common 
chronic diseases is well documented in the literature.  These programs have been shown to 
help patients gain confidence in their ability to control symptoms and make informed health-
care decisions. Focus groups, conducted by the CDC, indicated that although people with rare 
diseases, such as DBA, seek information from a number of different sources, they are often 
unable to obtain adequate information about their disorder due to the scant resources avail-
able.  The DBA community, through a series of focus groups, has identified the need for DBA 
specific educational materials. Thus, the goal of the health education and outreach component 
of the CDC DBA program is to increase the awareness of this disorder; to promote wellness; 
to develop and evaluate DBA resource materials on line and in print; to encourage families 
to engage in health promotion activities to reduce or prevent complications of DBA; and to 
develop partnerships with other entities to enhance the identification of families with these 
disorders for self care and referral to high quality care and prevention programs.  As part of 
this program, CDC already has many resources available online for patients and families on 
our website and is currently developing new facts and resources that will be available soon. 
To learn more about DBA and to access resources and information discussed in this article, 
please visit us online at www.cdc.gov/dba. 

National Center for Birth Defects and Developmental Disabilities 
Division of Blood Disorders 
1600 Clifton Road, MS E64 
Atlanta, GA 30333 

DBA China
Bertil Glader, MD, PhD 
Professor of Pediatrics (Hematology/ 
Oncology) and Pathology  
Stanford University Medical Center

In May, 2010 Dr’s 
Bert Glader and 
Michael Jeng of 
Stanford Univer-
sity Medical Center 
were honored to 
be invited guests to 
Beijing Children’s 
Hospital in China. 

The purpose of the visit was to possibly es-
tablish a working relationship with the pedi-
atric hematologists in Beijing, China related 
to the care of children with non-malignant 
blood disorders.  

The doctors in China were interested in 
the types of patients cared for at Stanford 
and also our ongoing research activities. I 
am happy to report to our DBA colleagues, 
families and supporters that the overall visit 
was very successful.  As a result, we will now 
collaborate and plan to have periodic video 
conferences via Skype to discuss common 
clinical issues.  

During our three day trip, it was a particu-
lar surprise to hear that 8 to 10 new DBA 
patients are encountered each year at the 
Beijing hospital.  One of the physicians 
primarily involved with DBA patients, Dr. 
Jie Zheng also has a PhD in molecular and 
cellular immunology.  Her current research 
interests focus on identifying genetic muta-
tions associated with DBA.  We offered for 
Stanford to help with eADA measurements 
to aid in the diagnosis of DBA. Unfortunate-
ly, at this time, blood and/or DNA samples 
are not allowed to be sent out of China.  We 
did provide their special hematology lab our 
eADA data and methodology; and our Stan-
ford lab personnel will also provide consulta-
tion to them as needed.

In the upcoming year we hope to provide an 
opportunity for the Bejing hematologists to 
spend time at Stanford to further expand on 
research initiatives. 

“BE AN ADVOCATE FOR DBA RESEARCH!  
WRITE TO YOUR MEMBER OF CONGRESS!”  
If you want to learn how you can write to you Member of  
Congress to thank them or encourage them for their support  
for DBA initiatives, long on to www.dmaf.org within the 
“News & Research” tab under “Government Advocacy”.
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CDC funded DBA  
Community Project
Zora R. Rogers, MD and  
Mary M. Hulihan, MPH

The Centers for Disease Control and Preven-
tion’s (CDC) Division of Blood Disorders 
has funded a 2-year public health surveil-
lance pilot project, “Promoting Education 
and Outreach of Persons with Hereditary 
Blood Disorders:  Identifying Patients with 
Diamond Blackfan Anemia.”  This is a coop-
erative agreement between two medical cent-
ers and the CDC.  The centers will survey 
Pediatric Hematologists and other physi-
cians who treat patients with DBA to try to 
understand how many people there are with 
DBA, who cares for those patients, and what 
educational needs the physicians, nurses and 
families may have.  The DBA centers at Stan-
ford (Dr Bert Glader and Kirsten Mouradian 
RN, FNP) and UT Southwestern in Dallas 
(Dr Zora Rogers and Deborah Boger RN, 
CPNP) will carry out the survey in their geo-
graphical region.  In addition, Dr Rogers and 
Ms Boger will oversee the development of 
additional educational materials about DBA, 
the content of which will be determined in 
part by the results of the survey.  This is an 
exciting time for information in the public 
health aspects of blood disorders such as 
DBA; the CDC is leading the DBA commu-
nity to new levels of care for those affected 
by the disorder.  Previous work funded by 
the CDC supported the establishment of the 
DBA Nurse program and the development 
of the DBA notebook (the contents of which 
can be found online at http://www.cdc.gov/
ncbddd/dba/index.html).

DBA DAYS
SAVE THE DATES!

DBA Family Information Day – California
Saturday October 2, 2010

Join us for a day of DBA research updates, and more!

Some of the issues to be discussed are:
•  Advances in the treatment and monitoring of iron overload 
•  Current clinical trials for DBA 
•  Updates from the DBAR and CDC

Lucile Packard Children’s Hospital at Stanford, Palo Alto, California.

11am -4pm (lunch included)

Please let us know if there is a topic you are interested in hearing about.

This event is open to anyone (patients, families, friends, adults and children)  
interested in DBA. 

There is no charge to participate in this event.

 For questions, requests, or to register, please email: 

Kirsten Mouradian, R.N. & Dr. Bert Glader at kmouradian@lpch.org

DBA FAMILY DAY – Texas
Saturday, November 6, 2010

Children’s Medical Center Dallas & The University of Texas Southwestern Medical Center, 
Dallas Texas will sponsor its second DBA Family Day!

 Free to everyone interested in DBA regardless of where you receive health care,  
but we need to know you are coming. 

 This day will bring DBA patients in the central and southwest United States and  
their families together for the purposes of becoming acquainted, sharing stories  

or experiences, and receiving up-to-date medical updates and news.  

 For more information, to suggest areas you would like to discuss, request translation  
services, AND to register to take part in this special day please contact Debbie Boger.

 Debbie Boger, R.N. 
(214) 456-6102 

deborah.boger@childrens.com 
BoneMarrowFailure@UTSouthwestern.edu

 

DBA DAY – New York
Saturday, November 13, 2010

 DBA Day! At The Steven & Alexandra Cohen Children’s Medical Center of New York  
(formerly Schneider Children’s Hospital)

 Join us for a day of learning about DBA. Topics to be discussed will include:
•  Diagnosis
•  Genetics and Reproductive Medicine
•  Treatment - Corticosteroids and Transfusion Therapy
•  Stem Cell Transplantation
•  Iron Overload

 Entertainment will be provided for the children. Lunch and snacks for all.

Space is limited so please reserve early by calling/e-mailing

Ellen Muir, MSN, CNS at 877-DBA-NURSe (877-322-6877) or emuir@nshs.edu Disclaimer: The Daniella Maria Arturi Foundation Inc. its officers, directors and volunteers are not responsible for the information in this newsletter.   
The DMA4DBA Newsletter is for informational purposes and does not constitute medical opinion or advice.  Consult your personal physician as to  

whether any information in this newsletter may be useful in your specific case. 

Keep up to date  
with DBA News!   
To receive all the  

latest updates  
“Subscribe” to 
DMA4DBA at
www.dmaf.org

Are you on Facebook?  
Stay up to date with announcements. . . Join the Daniella  
Foundation “Support DBA, Raise Awareness” Cause Page!

www.twitter.com/dmafoundation

Newsletter Design Donated by:

Diamond Blackfan Anemia Registry 
For those of you needing to contact or mail records of the  
Diamond Blackfan Anemia Registry (DBAR) please use the  
following information.

Mailing Address:
Diamond Blackfan Anemia Registry 
c/o Dr. Adrianna Vlachos / Eva Atsidaftos, MA
Steven and Alexandra Cohen Children’s Medical Center of New York.
Division of Pediatric Hematology/Oncology and Stem Cell Transplantation
269-01 76th Avenue
New Hyde Park, NY 11040

Toll Free Phone Number:  
1-888-884-DBAR

e-mail address :
Dr. Adrianna Vlachos  avlachos@lij.edu
Eva Atsidaftos  eatsidaf@lij.edu 

Web Address: 
www.dbar.org
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