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We have made remarkable progress; 
we encourage you to read all the way 

through our amazing newsletter.
Please know that it is only with your 
continued support that we are able to 

reach our goals!

Diamond Blackfan Anemia                When we all work together, anything is possible!

The 10th Annual DBA International Consensus Conference 
By: Steven R. Ellis, Ph.D

This year represents the 10th anniversary of the Diamond Blackfan Anemia International Consensus 
Conference. I have been attending these conferences since 2004. From my viewpoint this year’s 
conference was one of the most far reaching and important conferences from both the clinical and 
scientific perspectives.

And the DBA Scientific Meetings Continue…!
On May 19 and 20, 2009 the National Heart Lung Blood Institute (NHLBI) of the National Institutes of 
Health (NIH) hosted the fifth and final annual grantees meeting for the NHLBI’s “Molecular Mecha-
nisms Underlying Diamond-Blackfan Anemia and Other Congenital Bone Marrow Failure Syndromes” 
RFA. The goal of this $25M RFA initiative was to encourage research on the genetics and basic mech-
anisms of rare bone marrow failure disorders. Through this initiative, numerous new genes (ribosomal 

President Barack Obama supporting Diamond Blackfan Anemia
Creative Fundraising in Challenging Times! 

As many of you may likely be experiencing 
firsthand, these are difficult times economi-
cally on every level - whether as a family 
supporting medical expenses and care for 
our children or as a foundation as we seek 
to raise funds to support DBA research, im-
proved patient care and public awareness 
initiatives. We at the Daniella Maria Arturi 
Foundation as well as the entire DBA com-
munity remain indebted to Congresswoman 
Carolyn McCarthy of Long Island, New 
York for her unwavering dedication to DBA 
families and for her thoughtful and creative 
assistance in finding new ways to approach 

Camp Sunshine 2008 
Knowledge and Friendships Flourish at Camp Sunshine
By: Rebecca Bromet
Mother of DBA patient

Since 1998, the DBA Foundation has proudly sponsored a week every other year at Camp Sunshine 
in Casco, Maine. Camp Sunshine is a retreat for children with life threatening illnesses and their 
families. In 2008, over 40 DBA families attended the Camp Sunshine during the week of July 13 
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fundraising given the new economic reality. Recently, both Foundations have 
experienced the impacts of the difficult economic climate ourselves when 
we had to cancel our primary fundraising event of the year in October. It 
has presented a challenging reality, but with the motivation of knowing our 
DBA children and families need DBA research and innovation to continue, 
we have accepted this challenge and shifted our perspective regarding our 
traditional fundraising methods and are looking for creative new ways to 
raise awareness and the money necessary to continue our efforts. 
Internet based sites such as Facebook are proving to be an effective tool 
to raise awareness. Such sites provide a platform to disseminate updates, 
keep people informed about the direct impact of their donations, and show 
progress being achieved on a “real time” basis. 
Congresswoman Carolyn McCarthy also come up with a creative way to 
both help educate Members of Congress and Administration officials about 
Diamond Blackfan Anemia while also helping to raise money for important 
DBA initiatives! Each year Congresswoman McCarthy makes it her personal 

mission to utilize the popular Capitol Hill children’s book, House Mouse Senate 
Mouse, written by Peter and Cheryl Barnes as a memorable and effective 
educational tool for DBA. The book tells the story of how a congressional bill 
becomes law in a clever and fun way for children and includes wonderful 
illustrations of the House and Senate Chambers, Congressional offices, and 
the Oval Office itself. The Congresswoman adds a brief explanation of DBA 
and the need for federal support to the book and carries it with her to every 
Congressional Hearing and Floor proceeding throughout the year, including the 
Presidential State of the Union, to ensure as many Members of Congress as 
possible sign the book and learn about DBA. Each year, the book is filled with 
signatures from the President and hundreds of Congressmen and Senators 
from around the country and both sides of the political aisle. They not only 
have the opportunity to learn about DBA, but at the end of the year the book 
is auctioned off by the Daniella Foundation to raise much needed funds to 
support the Foundation’s DBA research and patient care initiatives! Thank you 
Congresswoman McCarthy for your longstanding friendship and commitment 
to unraveling clues in DBA and rare diseases.

President Barack Obama Continued from Page 1

through July 18th. Attendance at this amazing Camp is free for participating 
families, who are only required to provide their own transportation to Camp. 
There is 24-hour medical support and this year we were fortunate enough 
to have Camp Sunshine’s Medical Director, Andrew Eichenfield, M.D. as our 
camp doctor.

Like many others, it was our family’s first year at Camp Sunshine, and the 
first time we had the opportunity to meet anyone else who has DBA or 
other families with a DBA child. I was excited about going to Camp, but my 
husband, Mike, was more apprehensive because he did not know what to 
expect. We left Camp five days later, however, both feeling grateful for our 
experience and armed with much-needed knowledge and many friendships.
 
While we thought we knew nearly everything there was to know about 
DBA before Camp Sunshine, we quickly learned much, much more. The DBA 
Foundation presented the following lectures at Camp Sunshine in 2008:
 
•  Blanche P. Alter, MD, MPH, National Cancer Institute, Clinical Genetics 

Branch, Division of Cancer Epidemiology and Genetics, “DBA and Cancer” 
and “The NCI Study of Inherited Bone Marrow Failure Syndrome (IBMFS).” 

•  Deborah Chirnomas, MD, Children’s Hospital Boston, “Iron Overload, 
Treatments and Measurements.”

•  Josu de la Fuente, MD, St. Mary’s Hospital, London, “Prednisone and 
DBA” and “DBA and the United Kingdom.” 

•  Steven Ellis, Ph.D., Research Director, DBA Foundation, “Direction of DBA 
Research and Overview” and “Leucine and DBA.”

•  Hanna Gazda, MD, Children’s Hospital Boston, “Genetics and DBA 
Discovery.”

•  Jeffery Lipton, MD, and Adrianna Vlachos, MD, Schneider Children’s 
Hospital, “Treatment and Management of DBA (including Bone Marrow 
Transplant),” “DBA Alternative Treatments,” and “Preimplantation Genetic 
Diagnosis (PGD) and Invitro Fertilization (IVF).”

These generous doctors and scientists also made themselves available 
for one-on-one consultations with families. Also in attendance were Sally 
Owens and Gretchen Simmons from the Division of Blood Disorders, Centers 
for Disease Control and Prevention. Their focus group gave parents an 
opportunity to voice their opinion about the availability and content of DBA 
educational materials. 

Like many other families, we took advantage of meeting with several of 
these generous doctors and scientists who made themselves available for 
one-on-one consultations with families.
 
There were many formal and informal opportunities for families to come 
together and share their experiences related to living with DBA. There were 

Camp Sunshine 2008 Continued from Page 1

Continued on Page 17

Rebecca, Mike, 
Lauren (DBA) & 
Katherine Bromet.
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10th Annual DBA International Consensus Conference Continued from Page 1

Where once there were few treatment options for DBA, novel thera-
pies are moving forward into clinical trials with others in various stages 
of development. We heard from Dr. Adrianna Vlachos (New York) who is 
coordinating the North American clinical trial for the efficacy of leucine as a 
treatment for DBA. While there have been published reports of small trials 
where DBA patients have been given leucine and anecdotal reports from 
sporadic families trying leucine, a carefully controlled clinical trial is neces-
sary to truly address its efficacy and address any potential adverse side 
effects. Plans for this trial are nearing completion and patient accrual should 
begin soon! Dr. Vlachos also reported on a clinical trial being considered 
for the use of lenalidomide as a therapeutic option for DBA. This trial will 
be led by Dr. Bert Glader (Palo Alto). Initially this trial will be limited to a 
small number of adult patients because of the potential for serious adverse 
side effects. Dr. Monica Bessler (St. Louis) presented a novel idea for using 
a drug currently undergoing clinical trials for a number of different genetic 
diseases that may be efficacious in ~ 20% of DBA patients with a particular 
class of mutations. What is interesting about this drug is that it doesn’t 
matter which gene the mutation is in, it just targets the type of mutation. 
Thus, we could have designer drugs specific for some DBA patients and not 
others. Drs. Anu Narla (Boston) and Johan Flygare (Boston/Lund) presented 
work on the mechanisms by which steroids promote erythropoiesis in DBA 
patients. These studies are yielding fascinating new insights. Dr. Flygare 
wants to use this insight to create a method for screening thousands of 
chemicals for properties similar to steroids. Compounds identified in this 
manner would be lead compounds for drug development with the hope that 
drugs could be found that act like steroids but have fewer side effects. As I 
hope you can tell, there was considerable excitement at this meeting relat-
ing to possible new treatments for DBA. 

Where once there were none, we now have several animal models for 
DBA. In the past, most laboratory studies on DBA relied on tissue culture 
cells and yes, even Brewer’s yeast. As you might expect, these cell based 
models lack the complex physiology of a complete organism and, so while 
valuable, are limited especially for matters like drug testing and understand-
ing factors like why mutations in ribosomal protein genes selectively affect 

the production of red blood cells. We heard reports on three mouse models 
of DBA from Drs. David Bodine (Washington D.C.), Kelly McGowan (Palo 
Alto), and Stefan Karlsson (Lund). We also heard about zebrafish models 
for DBA from Drs. Kathleen Sakamoto (Los Angeles) and Alison Taylor (Bos-
ton). Recent technological developments have allowed scientists to create 
embryonic stem cell-like cells from adult cells. These cells, called induced 
pluripotent stem cells, allow investigators to study complex developmental 
questions in cell based models. Drs Alan Warren (Cambridge, England) 
and William Lensch (Boston) described studies using this class of cells, 
whereas Dr. Sharon Singh (New York) spoke on similar studies using mouse 
embryonic stem cells. Again, with so many possible models to choose from, 
progress on the translational research front should move forward rapidly.

Where once there was RPS19, we now have a total of six genes known 
to be affected in DBA. Dr. Hanna Gazda (Boston) reported on the identifica-
tion of two new DBA genes, with other genes identified, but not as yet 
confirmed. Dr. Vlachos (New York) reported studies trying to correlate the 
gene affected in DBA patients with various clinical parameters associated 
with the disease. Interesting relationships are being found. One of the goals 
of this type of study would be to determine if knowledge of gene affected 
could give physicians insight into how well a patient might respond to 
therapy or perhaps even go into remission. Dr. Helene Moniz (Paris) reported 
that cells from patients with different types of mutations behaved different-
ly in cell culture, adding fuel to the fire that the nature of the gene affected 
will likely influence clinical presentation. I could go on and on about remark-
able new insights being uncovered at the basic science level pertaining to 
the underlying molecular basis for DBA. As this is my own research area, I 
am hoping all remaining investigators focusing their time and energies in 
this area will forgive my cutting this discussion short. Let me just close by 
saying without the foundations laid by these studies on the basic science 
side of DBA: Drs. Gleizes (Toulouse, France), Fumagalli (Cincinnati), Dianzani 
(Novara, Italy), Meerpohl (Freiburg, Germany),  Pospisilova (Czech Republic), 
Keel (Seattle), Dahl (Uppsala, Sweden) Mason (St. Louis), Tailor (Toronto), 
Loreni (Rome), Caywood (Baltimore), and Sieff (Boston), I doubt we would 
have seen all the progress discussed above.  

DBA ICC Annual Meeting – Researchers: has your reach information changed?
Please e-mail Lauren Carroll at lcarroll@dmaf.org with your complete reach information.

Co-SponSor
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This newsletter’s research spotlight highlights 
the Narla family, a family of scientists and 
 physicians who contribute their scientific and 
clinical talents toward improving the lives  
of patients and families affected by Diamond 
Blackfan Anemia. 

The patriarch of this family, Dr. Mohandas Narla, DSc Vice President and 
Director, Lindsley F. Kimball Research Institute at the New York Blood Center 
who has led a distinguished career studying various aspects of red blood 
cell physiology. Approximately 5 years ago, Mohandas turned his expertise 
in red cell physiology towards obtaining a better understanding of the role 
through which mutations in RPS19 interfere with red cell production in 
Diamond Blackfan Anemia. One of the outgrowths of Dr. Narla’s studies is 
the development of a transgenic mouse model for DBA in collaboration with 
Dr. David Bodine at the National Institutes of Health. 

Another member of the Narla family performing DBA-related research is 
Dr. Anu Narla, a pediatric hematology/oncology fellow at Boston Chil-

DBA SPOTLIGHT
From Their Family to Yours
By: Steven R. Ellis, Ph.D
Professor of Biochemistry, University of Louisville
Research Director, Diamond Blackfan Anemia Foundation

dren’s Hospital. Anu is working in the laboratory of Dr. Benjamin Ebert at 
Brigham and Women’s Hospital. Dr. Ebert identified RPS14 as a gene that is 
important for the erythroid defect in the 5q- syndrome, a subtype of myelo-
dysplastic syndrome, which shares many features with DBA. Patients with 
the 5q- syndrome have a striking erythroid response to lenalidomide. Anu 
is examing the effects of lenalidomide on normal hematopoietic cells and 
on cells with decreased expression of RPS14 and RPS19 to help inform the 
clinical development of lenalidomide for the treatment of DBA. 

The final member of the Narla family in our research spotlight is Dr. Gout-
ham Narla, a physician scientist who is a clinical geneticist at the Mount 
Sinai School of Medicine. Dr. Narla’s studies on a tumor suppressor protein 
KLF6 may seem far afield of DBA research, but Dr. Narla will be providing 
assistance with the clinical trial for analyzing the effect of leucine on DBA 
now being considered within the United States. 

We would like to express our gratitude to this devoted family of physicians 
and scientists for their efforts on behalf of patients and their families af-
fected by DBA. 

Diamond Blackfan Anemia (DBA) Family Day was 
held at Children’s Medical Center in Dallas, Texas 
on Saturday, October 25, 2008. This highly suc-
cessful event was the culmination of five months 
of planning by my close colleague Debbie Boger, 
R.N. and other members of the staff of the DBA 
Education and Outreach team at Children’s and 
the University of Texas Southwestern Medical 
Center at Dallas (UT Southwestern). 

Our purpose was to sponsor an event which was free of charge to bring 
together patients with DBA and their families for the purpose of getting 
acquainted with one another, sharing experiences and stories, and receiving 
medical updates. This event was a “first” for our center and we believe also 
the first of its kind in the central and southwest United States for persons 
affected with this rare blood condition.

We know that having a chronic medical problem such as DBA is frustrating 
for patients and their families, especially since so few doctors know much 
about it, since its cause is unclear, and since the treatment is often unsat-
isfactory. However, much research about DBA is being carried out, so one 
purpose of DBA Family Day was to bring patients and families up-to-date 
with some of the important new discoveries.

A total of 16 DBA patients as well as over 40 of their family members 
attended and participated. The patients ranged in age from 9 months to 
30 years. Only two or three of them had ever met another patient or family 
with DBA. The entire day appeared to be a highly positive experience for all 
concerned. It certainly was for our program staff. As Dawn Baumgardner, 
our guest speaker from the Diamond Blackfan Anemia Foundation, predicted 
many tears were shed by patients and their families describing their fears, 
frustrations, uncertainties, and loneliness having such a rare condition and 

dealing with doctors and other medical professionals who for the most 
part were totally unfamiliar with DBA and/or unable to answer their many 
questions.

Ten of the patients/families attending DBA Family Day were children or 
adolescents with DBA followed in our center (including two now entering 
adulthood and having their care transitioned to an adult specialist). Another 
was a 30 year old whom I diagnosed shortly after birth. Two were from 
West Texas and followed by other physicians, and two families were from 
out of state (one followed in our center). One person who hoped to attend 
but could not asked that his message of greeting be read to the group. This 
gentleman lives in South Texas, is 50 years old, has DBA, and shared with 
all of us his struggles and successes, particularly the good fortune of having 
a wonderfully supportive family. His remarks brought tears to many eyes.

The patients present represented the entire spectrum of clinical severity, 
complications, and treatments. Some were in spontaneous remission, others 
requiring high dose intermittent or low dose steroids, several receiving 
regular transfusions, and one having had a successful stem cell transplant. 
Others present included Dr. Zora Rogers (one of my UT Southwestern faculty 
associates who is an expert in bone marrow failure syndromes and was 
a speaker at the event) and staff members from the hematology-oncology 
program (including social worker, Spanish translator, staff assistant, and 
volunteer staff). The translator was key since three of the families spoke 
little or no English but benefited from the simultaneous translation of the 
presentations and subsequent discussion as well as having the opportunity 
to tell their own stories about their child’s DBA, and ask questions.

Debbie Boger and others on our DBA team in Dallas felt privileged to be part 
of this event and are pleased to share its planning and results with others in 
the DBA Community. We look forward to future opportunities to expand our 
education and outreach initiatives, especially in Texas and surrounding states. 

DBA FAMILY DAY
By: George R. Buchanan, M.D.
Children’s Medical Center and the University of Texas Southwestern Medical Center at Dallas, Dallas, Texas
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DBAF Dedicates Website to All DBA Families
By: Dawn Baumgardner

The Diamond Blackfan Anemia Foundation (DBAF) is proud to announce the 
launching of our updated website, www.DBAFoundation.org. It is the DBAF’s 
sincere intent to educate, to inform, to empower, to support, and to connect 
our families with the entire DBA Community. We are extremely grateful to 
all those who have helped in creating this comprehensive site. Our deepest 
appreciation to our patients and families, who have shared their time, 
stories, and lives with us. It is with heartfelt appreciation that we dedicate 
this new website to you, our DBA family.
 
It is because of our passion to ensure our loved ones a better life that we 
remain solidly committed to our mission. We are forever grateful to all those 
who have acknowledged this mission and have heartened us with support 
and hope. As you navigate your way through our website, it is our desire 
that you will not only learn more about Diamond Blackfan Anemia, the 
disorder, but will also be touched by the inspirational faces of our beautiful 
babies, children, and adult Diamond Blackfan Anemia patients. It is because 
of these faces and the hundreds more unseen, in collaboration with the 
dedication, hard work, and the love of all our DBA families that we continue 
to exist. We invite you to partner with us as we continue to strive to make a 
difference in the lives of our children, our patients… our DBA family. To add 
your patient’s website (CaringBridge, CarePages, etc.), photo, news story 
link or fundraising event to the DBAF’s website, please contact 

 Dawn Baumgardner at 716.674.2818 or email your information to  
DBAFoundation@juno.com.

The DBAF’s new website is continuously being updated with informational 
and useful materials. Through the hard work and support of many of our 
families, the DBAF proudly funds worthwhile DBA research projects. Please 
visit our website www.DBAFoundation.org to read about the recent projects 
our families have made possible through their donations and fundraisers. 
Also, recently added to our site is a “Downloadable Materials” navigation 
bar. Here you will find all recently published downloadable materials in 
one convenient location. Please help us to keep you informed. We strongly 
encourage all DBA families to use the registration form under the “For Fami-
lies” navigation bar to register with the DBAF and/or to update your contact 
information. Thank you DBA families!

In addition to our comprehensive website, the DBAF announces the creation 
of our Facebook Page and Cause. If you have a Facebook account, please 
be sure to become both a “Fan” of the DBAF’s Page and a “Member” of our 
Cause! Facebook, a social networking site, is another way for our families 
to stay connected and informed. You can find the Diamond Blackfan Anemia 
Foundation’s Page and Cause by searching for us on Facebook, or through 
our website’s links under the “For Families” navigation bar. 

DBA patients & familes: Has your e-mail changed? Have you moved?  
Please send your updated address information to  
Dawn Baumgardner at dbafoundation@juno.com
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CENTER FOR DISEASE CONTROL AND PREVENTION:

2008 marked another year of progress for DBA working with the Centers for 
Disease Control and Prevention (CDC). 

CDC and DBA, Partnering to Improve Quality of Life
The Centers for Disease Control and Prevention (CDC) is the primary Federal 
agency for conducting and supporting public health activities in the United 
States. 

CDC’s focus is not only on scientific excellence but also on the essential 
spirit that is CDC – to protect the health of all people. CDC achieves its 
mission to ensure health protection through promotion, prevention, and 
preparedness. 

CDC’s Prevention Research and Awareness Activities
CDC has a lot of experience working in other hematologic diseases such 
as hemophilia, a hereditary bleeding disorder that affects about 20,000 
individuals in the US. CDC has demonstrated that coordinated specialty 
care provided through Hemophilia Treatment Centers resulted in 40 percent 
lower mortality and hospitalization rates among hemophilia patients who 
visit a specialty center. By collecting information about medical outcomes 
and complications, new therapies and approaches can be developed to 
improve care. Also providing educational materials and programs can help 
patients and their healthcare providers to be more informed and assist fami-
lies in engaging in activities to improve their health. These were the primary 
principles in initiating a CDC program for DBA.

Providing Information about DBA 
CDC together with nurses and doctors from DBA resource centers have 
developed a patient education brochure and series of fact sheets for DBA 
families that are available on the CDC website on DBA at:  
http://www.cdc.gov/ncbddd/hbd/dba/default.htm. The patient education 
brochure provides newly diagnosed patients and their families with a gen-
eral overview of DBA, while the fact sheets focus more in depth on specific 
treatment options and available resources and support. The fact sheets 
online now include:
 • Chelation Therapy Fact Sheet
 • Corticosteroid Therapy Fact Sheet
 • Stem Cell (Bone Marrow) Transplant Fact Sheet
 • Blood Transfusion Therapy Fact Sheet
 • Resources Fact Sheet

In addition, Managing Your DBA Care: A Notebook for Families is available 
on the CDC DBA home page and also through the national resource centers, 
DMAF, and DBAF. This helpful resource provides recommendations on the 
types of health information important for people affected by DBA to track in 
order to best manage their own, or their child’s care and provides ready-to-
use forms to help them collect and organize this information. 

The CDC DBA Working Group has also begun working to develop new mate-
rials on the following topics: 
 • Genetics 
 • Congenital anomalies 
 • Growth and development issues 
 • Transition issues
 • Materials for schools

In addition, the CDC is developing a registry for public health surveillance.  
It’s purpose is to characterize the population with DBA and to identify both 

the patients that are seen in DBA Resource Centers as well as patients 
seen by hematologists and other healthcare providers outside the Resource 
Centers.  This public health survey will describe the phenotype of patients 
across a broad spectrum and will identify patients throughout the U.S. 
as candidates for clinical research and outreach and education. For more 
information, contact Sally Owens, CDC at SOwens1@cdc.gov
Or call 404-498-6730

Clinical Resource Center Network  
CDC is working with a network of Diamond Blackfan anemia (DBA) clini-
cal resource centers to advance research and improve the quality of life 
of people with DBA. At these centers, specialists from many fields work 
closely with local health care providers to meet patients’ individual needs. 
The clinical resource center network aims to:  
 •  Provide specialized health services to help prevent and reduce compli-

cations of DBA. 
 •  Learn whether the care received at these centers makes a difference in 

the lives of people with DBA. 
 •  Increase awareness of DBA among other doctors to improve early 

diagnosis of people with DBA. 
 •  Gather important health information about people with DBA by en-

couraging patients to enroll in the Diamond Blackfan Anemia Registry 
or DBAR. This information will help support research on the genetics, 
treatment, and the way DBA affects people with this condition. 

DBA NURSE HOTLINE  
1 (877) DBA-NURSE

DIAMOND BLACKFAN ANEMIA 
National Resource Centers 
 
Schneider Children’s Hospital  
Adrianna Vlachos, MD  
Assistant Professor of Pediatrics  
Albert Einstein College of Medicine 
Head, Bone Marrow Failure Program  
Director, Diamond Blackfan Anemia Registry  
Main number: 718-470-3024 
 
University of Texas Southwestern Medical Center 
George Buchanan, MD 
Professor of Pediatrics  
Director, Division of Hematology-Oncology 
Department of Pediatrics 
Main number: 214-456-2382

Stanford University Medical Center 
Bertil Glader, MD, PhD 
Stanford University School of Medicine 
Lucile Packard Children’s Hospital 
Professor of Pediatrics and Pathology 
Division of Hematology/Oncology 
Main number: 650-723-5535  
 
Children’s Hospital Boston 
Ellis J.Neufeld MD, PhD 
Associate, Professor of Pediatrics 
Harvard Medical School 
Associate Chief, Division of Hematology/Oncology  
Main number: 617-355-8246

CDC UPDATE & HIGHLIGHTS
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The first Diamond Blackfan Family Day at Lucile Packard Children’s Hospital 
at Stanford was held in 1998. It was organized by Dr. Bert Glader who 
wanted our DBA patients and their families to learn more about this condi-
tion and more importantly, meet other patients and families with this rare 
disorder. Dr. Glader provided a medical update with background information 
about DBA as well as current medical and research information. Participants 
had the opportunity to ask questions and connect with other families and 
patients over lunch and discussions that followed the meeting. This meeting 
was a big success. 

After a break of a few years, DBA Family Day was revived in 2007 and 20 
families from all over California attended. At this meeting it was suggested 

we continue this type of get-together on a regular basis. Thus we had 
another DBA Family Day on October 4, 2008. The attendance at our most 
recent event was good and families were there from California, Oregon and 
Washington. Anita Shier Bruton, a member of the DBA Foundation Board of 
Directors, also was present and participated in our meeting. She introduced 
the DBA Foundation and provided an update about the resources avail-
able and exciting projects they are working on. During the medical update 
attended by parents, grandparents and other family members, patients and 
their siblings had the opportunity to work with Art Therapist, Jo Wallace 
and other hospital volunteers in hospital school room. 

 The meeting format in 2008 was similar to the previous DBA family days. 
Dr Glader provided a brief review of DBA and presented a summary of the 
medical and scientific advances that have occurred. In addition there was 
a panel discussion with physicians, nurses and our social worker. During 
the discussion session several questions came up related to how patients 
and families cope with the diagnosis of DBA and how the diagnosis of DBA 
in one family member affects the entire family. We were fortunate to have 
adult siblings in the audience who shared their experiences of what it was 
like for a child and their siblings to grow up with the uncertainties that came 
with the diagnosis of DBA. Other families talked about the challenges faced 
by siblings at school. The discussion that followed offered touching insight 
into how families, patients and, especially siblings, react and respond to 
having a brother or sister with DBA. Based on feedback and requests from 
DBA families, Social Worker Heather Zarrilli, prepared a handout for parents 
to help children cope with the diagnosis of a chronic illness like DBA. 

The information is included as a special insert to this edition of the DBA 
Newsletter and is intended to be used as a guide along with support from 
the patient’s doctor, nurse or social worker. We hope it is helpful. 

Diamond Blackfan Anemia Day – STANFORD
By: Kirsten Mouradian RN FNP  
Pediatric Hematology  
Lucile Packard Children’s Hospital  
Palo Alto,CA 94304 

Ribosomes and Their Role in Disease
By: Terry Rogers Bishop, Ph.D.
Hematology Program Director
DKUHD/NIDDK/NIH

Nearly one hundred international and domestic scientists attended a U.S. 
government interagency meeting to discuss this important topic in Rockville, 
Maryland, on August 11  –12, 2008. With the recent finding that some 
Diamond-Blackfan Anemia patients have mutations in a gene encoding 
ribosomal protein 19 (RPS19), this topic was actively pursued by meeting 
participants. Since all cells require ribosomes to make proteins, how is 
anemia caused by the alteration of one of the nearly 80 proteins that make 
up ribosomes? Discussion of the structure of the ribosome itself led to more 
questions on signaling and defective proteins:

•  When ribosomes are synthesized within a cell, what signals are emanat-
ed that affect the cell’s metabolism? And how do these signals sometimes 
lead to cancer? Do we have small molecules at hand that could alter 
these signals? 

•  Is there a difference in the outcome of a defective protein in the large 
versus the small subunit of the ribosome? 

Research scientists collectively felt that they are chinking away at the tip of 
the iceberg. The discovery of ribosomes playing a role in Diamond-Blackfan 
Anemia may be the beginning toward identifying more landmark character-
istics of this disease. Better understanding of the ribosomal role in anemia 
may lead to discovering the causes of other diseases. Researchers agreed 
that patients’ participation is vital to understanding these causes of disease, 
to the discovery of therapies, and eventually, to curing Diamond-Blackfan 
Anemia and other diseases caused by defects in ribosomes that are being 
discovered. For more information about this meeting, please contact Dr. 
Terry Bishop, Hematology Program Director, Division of Kidney, Urologic, and 
Hematologic Diseases at (301) 594-7726. The meeting website is available 
at: http://www3.niddk.nih.gov/fund/other/ribosomes/index.htm.

Researchers & Colleagues!! Has your work relating to DBA recently been published?  
Do you have a story you would like to share in our next DBA Newsletter?  

Please e-mail Lauren Carroll at lcarroll@dmaf.org
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Finding the time and energy to organize a fundraiser while dealing with 
the challenges of “normal” everyday life and managing the care of a DBA 
patient is not an easy task. The DBA community is fortunate to have many 
families that recognize the importance of supporting DBA research and pa-
tient support and have coordinated many successful events. We are grateful 
to all our families for their partnership and continued support and hard work.

Amelia Lamb was diagnosed with DBA when she was two months old. The 
Lamb family from Lenexa, Kansas has been active in raising funds and DBA 
awareness since their 5 year old daughter, Amelia, has been 2 years old. 
Over the past 3 years, Tige and Vickie have enthusiastically organized and 
participated in numerous events benefitting the Diamond Blackfan Anemia 
Foundation, including an annual DBA Cylclocross Race, a 100 mile bike race, 
and a half marathon. While these events were geared mainly for adults, 
this June they decided to “get the kids involved.” Amelia’s preschool hosted 
“The Amelia Lamb Invitational”, a miniature golf tournament for the young 
children at their school. Parents, teachers, and various groups from the 
church sponsored and created a hole for the course. The golfers were able 
to color their own golf balls and then kept the ball as a souvenir. One hole 
on the course was designated as the “Masters Hole” and when the golfers 
reached that hole they were photographed wearing a kid-sized suit jacket 
with the words “Mini-Master” stitched on the lapel. The event was not only 
a huge success; it was an event that involved their entire family, including 
Amelia’s 6 year old brother, Griffin. Vickie was touched by the support of 
Amelia’s school and their friends and families. She stated, “We had nothing 
but positive feedback from everyone involved and we were thrilled we could 
contribute to something so near and dear to our hearts!” Their fundraising 
activities continue with Tige’s Shawnee Mission Northwest High School’s 
20th Reunion which will be a benefit for the DBAF, and the 3rd DBA Cylclo-
cross Race. Thank you Lamb family for your tireless efforts in supporting 
research and family support.

Through their combined efforts, our DBA families have achieved remarkable 
accomplishments. Our families have provided funding for three research 
projects and a bronze sponsorship for a scientific conference in the past 
three months alone! It is our hope that these worldwide projects will help 
facilitate a better understanding, and ultimately a cure for DBA. A sincere 
thank you to all our families and supporters. The DBAF’s families have 
funded the following research projects:

Principal Investigator: Dr. Johan Flygare 
Research: Characterizing the Mechanism Glucocorticoid Treatment in DBA”. 
Glucocorticoids (steroids such as prednisone) have been used as a treatment 
for DBA for many years. How they work to stimulate a rise in some DBA 
patient’s hemoglobin is unknown. Dr. Flygare’s goal is to understand the 
mechanisms that make the glucocorticoids work. By understanding these 
mechanisms it may be possible to develop less toxic drugs that have similar 
or improved clinical benefits. 

Principal Investigator: Dr. Shuo Lin, Co-PI: Nadia Danilova 
Research: “Mechanism underlying erythroid deficiency in DBA using a 
zebrafish model.” Dr. Lin and co-investigator Dr. Kathy Sakamoto received 
funding in 2005 from the DBAF to develop an animal model of DBA. They 
developed a zebrafish model of DBA which recapitulates some of the clinical 
features of DBA in humans. They were able to show that these clinical 
features could be rescued by genetically targeting a protein known as p53 or 
with drugs that inactivate p53. These studies had a dramatic affect on DBA 
research. Dr. Lin will use the current award to further investigate the ze-
brafish model of DBA with an eye towards understanding the role played by 
p53 in DBA pathology. Understanding this pathway could lead to molecular 
targets for the development of new therapeutics for use in DBA.

Principal Investigator: Dr Lydie Da Costa 
Research: “Genotype/phenotype relationships in DBA” DBA is a very 
heterogeneous disease. All DBA genes identified to date encode ribosomal 
proteins. These proteins can be components of the large or small ribosomal 
subunits. A growing number of studies indicate that the clinical presentation 
of DBA may be influenced by the nature of the ribosomal protein affected. 
Dr. Da Costa’s group has shown that different ribosomal protein mutations 
have distinct affects on the behavior of cells derived from the marrow of 
DBA patients. These studies will provide insight into the clinical variability 
of DBA and perhaps ultimately lead to designer therapies.

Scientific Conference: “3rd Congress of the International BioIron Society 
and the 8th International Symposium on Microbial Iron Transport, Storage, 
and Metabolism”. Iron overload and chelation therapies are major topics of 
interest to DBA families. The DBAF was a bronze level sponsor of the 3rd 
Congress of the International BioIron Society where investigators from all 
over the world congregated to advance the fields related to iron metabolism.

DBA Families Support Diamond Blackfan Anemia Research
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DBA Government Advocacy Update
With the new Administration under President Barack Obama well under-
way, the excitement in Washington has remained with the welcome of a 
new team of policy leaders. The appointment of Kathleen Sebelius, former 
Governor of Kansas, as the 21st Secretary of the Department of Health 
and Human Services (HHS) on Tuesday, April 29, 2009 was one of the more 
significant appointments in the world of DBA. As Secretary of Health and 
Human Services, Secretary Sebelius oversees both the National Institutes of 
Health (NIH) and Centers for Disease Control and Prevention (CDC). As many 
in the DBA community are aware, the NIH and CDC have been critical part-
ners over the last five years in our efforts to improve DBA awareness and 
surveillance, advance effective treatment options, and continue research 
initiatives to better understand and find a cure for DBA. 

We are excited to report that President Obama has shown early support 
for DBA families by including $517,000 for the CDC’s DBA Awareness 
and Surveillance Program within his Fiscal Year 2010 Presidential Budget 
Request sent to Congress in May 2009. The DMAF Government Advocacy 
team began working with the CDC to initiate this program beginning in 2004 
to help improve DBA awareness and patient care through the establish-
ment of the four DBA Clinical Care Centers in New York, Boston, Texas and 
California, and through the implementation of new outreach and education 
initiatives within the United States and around the world. We were grateful 
to receive annual funding within President Bush’s Budget for the past five 
fiscal year cycles and are thrilled that President Obama’s Administration has 
recognized the great value being provided to families through this program 
and has chosen to support its continuation. 

We also continue to receive tremendous support from the National Insti-
tutes of Health (NIH). In 2009, the NIH’s DBA research initiative, “Molecular 
Mechanisms Underlying Diamond-Blackfan Anemia and Other Congenital 
Bone Marrow Failure Syndromes” overseen by the National Heart Lung 
Blood Institute (NHLBI) entered into its fifth year of a federally funded $25M 
grant. This research initiative has made great strides in advancing the un-
derstanding of DBA and continues to receive significant support by the U.S. 
Congress. The DMAF Government Advocacy team is actively working with 
Congress and the NIH to encourage new research opportunities that will 
expand upon the promising research has resulted from this initial NIH grant.

One of several DBA areas that have gained significant interest within the 
NIH Institutes is the discovery of additional DBA ribosomal protein genes. 

In August 2008, the NHLBI and National Institute of Digestive, Diabetes and 
Kidney Diseases (NIDDK) joined together to host the first NIH sponsored 
scientific workshop regarding the implications of ribosomal protein defects 
in DBA and other diseases. The U.S. Congress commended their attention 
to this link and encouraged cross-Institute research initiatives related to 
ribosomal protein defects found in DBA and their implication in disease 
areas important to both Institutes. 

The DMAF Government Advocacy team is also pursuing new and exciting 
opportunities to engage the health and medical research branches within 
the US Department of Defense (DOD). The DOD’s Congressional Directed 
Medical Research Program has added a program focusing on bone marrow 
failure research and we are hopeful that future research in this area will 
include DBA related initiatives. DMAF will also be working with the DOD to 
explore their potential involvement in supporting the DBA Leucine Trial that 
will be led by Schneider Children’s Hospital with broad participation from 
the DBA Clinical Care Centers and other physicians around the country treat-
ing interested DBA patients. Our efforts will also include investigating the 
possibility of coordinating a collaborative effort between the country’s lead-
ing hematology scientists and other government agencies with an interest in 
examining ways to advance the understanding of red cell development. 

Clearly, there continues to be a lot of exciting efforts underway in Washing-
ton. The DBA community remains incredibly fortunate to have the continued 
and unwavering support of well respected Congressional leaders including 
Congresswoman Carolyn McCarthy and Congressman Tim Bishop, both of 
New York, and Senator Arlen Specter of Pennsylvania and over 100 more 
Congressional Members from around the country who co-sponsored the 
DBA Congressional Resolution. Their support will remain critical as we 
collectively work in 2009 to continue to educate Congress and new Admin-
istration officials in Washington about the important advancements being 
achieved through the federal government sponsored DBA research and 
patient care initiatives. 

“BE AN ADVOCATE FOR DBA RESEARCH! 
WRITE TO YOUR MEMBER OF CONGRESS!”
If you want to learn how you can write your Member of Congress to thank 
them or encourage them for their support for DBA initiatives, log on to 
www.dmaf.org within the “News and Research” tab under “Government 
Advocacy”. 

DBA NEWS FROM CAPITOL HILL
By: Shannon Scott & David O’Brien
O’Brien & Associates, LLC

Check out the DMAF Website for your updated DBA news on research,  
patient care efforts, government advocacy, and more! www.dmaf.org
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Several years ago, I was introduced to a brave woman named Marie Arturi. 
Marie came to me because her daughter had recently fallen victim to an ex-
ceptionally rare bone marrow failure disorder called Diamond Blackfan Ane-
mia (DBA). She wanted people to know about the existence of the disease 
and the devastation it has caused to her family, amongst only a scattered 
handful of others. There currently is no cure for DBA other than stem cell 
(bone marrow) transplantation, and the treatments have limitations.

I began to explore what I could do from my position as a member of 
Congress to help encourage research into rare diseases like DBA.  I was for-
tunate enough to secure appropriations funding for upkeep of the Diamond 
Blackfan Anemia Registry of North America, maintained at Schneider’s 
Children’s Hospital. Registries like the DBA registry at Schneider’s have 
the ability to collect clinical and demographic information on diseases that 
show significant gaps in the natural history of the disorder. 

Recent years have been a very good time for research on orphaned and rare 
diseases like DBA. The National Institutes of Health and Centers for Disease 
Control and Prevention have recognized for years the great value of support-
ing DBA initiatives that have yielded valuable insights into the biology of 
blood disorders, blood cell formation, leukemia, the genetics of birth defects 
and more. 

Thanks to these research efforts and the efforts of the DBA registry, there 
are exciting new areas of science being explored following the identification 
of DBA’s link to this intercellular structure, which is an important example 
of the profound potential of these initiatives and justification for their con-
tinued support. This discovery may well yield the keys to finding cures for a 
host of rare blood diseases.

Last fall, by passing H.Res. 524, legislation I introduced to express the 
sense of Congress regarding Diamond Blackfan Anemia, the House formally 
acknowledged these scientific and clinical achievements and praised the 
NIH and CDC for the foresight demonstrated in their active involvement. 
As well, the work of the Daniella Maria Arturi Foundation, Schneider’s 
Children’s Hospital, and the Diamond Blackfan Anemia Foundation were 
commended for their dedication and cooperation in identifying the markers 
of the disease.

While I am very pleased to have been successful in helping to bring both 
research dollars and recognition to DBA, it is unfortunate that so many rare 
diseases continue to go without such recognition.
Recently, I have been working to raise awareness for another rare illness 
known as Inflammatory Breast Cancer. IBC is a very rare yet very aggressive 
type of breast cancer that is little known and often misdiagnosed until it is 
too late. My interest was piqued when I was approached by one of my staff 
to ask if I had ever heard of the disease — even with over 30 years of work 
as a nurse, I had not.

As it turns out, most medical professionals and women are unaware of the 
disease and its deadly potential (survival rates are significantly lower than 
with other types of breast cancer). Unfortunately for many women, this lack 
of awareness has cost them their lives.
I set out to learn more about IBC, and in the process determined that I need-
ed to work to make sure that other women and medical professionals knew 
about the disease and its deadly potential. For this reason, I introduced 
H.Res. 1300, supporting efforts to raise awareness, improve education and 
encourage research of inflammatory breast cancer. If only one woman or 
doctor becomes aware of IBC and is able to self-diagnose or diagnose the 
disease before it is too late, then the goal will have been achieved.

I will continue to work to raise awareness about orphan diseases. We 
cannot risk people losing their lives or watching their loved ones suffer from 
illnesses simply because of a lack of awareness. Americans need to know 
the risks of illnesses that might not currently be on the tips of most people’s 
tongues but have devastating consequences. Congress needs to work with 
the next president to make sure that all Americans have affordable access 
to healthcare to cover the costs of treating these lesser-known but devastat-
ing diseases.
 
McCarthy is a member of the House Education and Labor Committee.

Disclaimer:
The Daniella Maria Arturi Foundation and Diamond Blackfan Anemia Foundation are grate-
ful to all of the Congressional Members of the U.S. Senate and House of Representatives 
who have shown tremendous dedication to advancing the cause for Diamond Blackfan 
Anemia. The Foundations appreciate all support and do not formally endorse political 
campaigns. H.Res 524 was passed on 10/15/07.

Op-eds

Congress members must strive to keep the spotlight on lesser known illnesses
By Rep. Carolyn McCarthy (D-N.Y.)

Help Us Cure DBA! Buy your 
DMAF Guardian Angel Bracelet 

e-mail daniellafoundation@dmaf.org
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On June 8 & 9 2009 the National 
Heart Lung Blood Institute (NHLBI) of 
the National Institutes of Health (NIH) 
hosted their tenth annual Public Interest 

Organization Meeting (PIO). This meeting encourages an exchange of ideas 
between different Foundations supporting disease research and provides 
significant opportunity for networking between members of fellow patient 
interest groups, representatives from the American Society of Hematology 

and NHLBI staff. A program highlight this year was a discussion on how to 
maintain Foundation effectiveness during tough economic times led by PIO 
representatives including Marie Arturi, Executive Director the Daniella Ma-
ria Arturi Foundation. Marie’s presentation showed the dramatic scientific 
and patient care advancements achieved in the DBA world over the last few 
years, demonstrating the significant benefits being achieved with funding 
that has been granted to continue DBA initiatives.

NHLBI 10th Annual Public Interest Group Organization Meeting
National Heart, Lung, and Blood Institute – 10th Annual Public Interest Organization Meeting,  
Marriott Bethesda, MD, June 9, 2009
In the photo: Marie Arturi
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also helpful in making a DBA diagnosis, but this measurement is difficult to 
perform technically and is not widely used through-out the world. Since it is 
easier to measure the amount of adenosine deaminase as opposed to its ac-
tivity, studies could address whether the former measurements can replace 
the latter in contributing to DBA diagnosis. Once a diagnosis has been made 
and if the choice of therapy is transfusion, Italian clinicians agree that it is 
very important to evaluate iron content regularly in patients with DBA and to 
start promptly chelation therapy. Italian patients are regularly checked with 
the SQUID apparatus located in Turin. There is also the feeling that stem 
cell transplantation is used more frequently in Germany and in Italy, than in 
other countries. In these countries registries report successful outcome of 
stem cell trasplantation both from cord blood or unrelated bone marrow.
 
Foundations play very important roles in connecting patients and their 
families with clinicians and scientists working in the field. The US is lucky to 
have two energetic foundations: the DBA Foundation and the Daniella Maria 
Arturi Foundation.
In Italy we have a young foundation. It began two years ago and is led by 
a very enterprising lady with DBA. She is helped by a group of parents of 
children with DBA. It is called Gruppo di Sostegno DBA Italia Onlus (www.
diamondblackfanitalia.org).

One of the mechanisms of support for the Italian Foundation is where 5 eu-
ros of every 1,000 euros in taxes can be directed to foundations supporting 
health care and biomedical research. Last year funds from the Italian DBA 
Foundation helped start the Italian DBA Registry which is directed by Dr.Ugo 
Ramenghi housed in the Hematology Unit in Department of Pediatrics at 
the University of Turin. The Italian DBA Foundation also has a working 
relationship with Telethon Italia, the main private Italian foundation working 
for genetic diseases. Telethon has financed 5 DBA research projects in 
past years. Last year the Telethon dedicated a portion of their TV program-
ming during the Telethon Marathon to DBA awareness. A child with DBA, 
his parents and I were interviewed and all Italians had the opportunity of 
hearing of this rare disease. The Italian government has also funded several 
small DBA research projects. Finally, European Economic Community (EEC) 
funded a small project focused on the dissemination for information about 
rare anemias, including DBA. 

In conclusion, in Italy several organizations and foundations are involved 
in partially funding DBA research. Italian researchers have also received 
support from the DBA Foundation in the US and we are grateful for this 
additional support for our research efforts. I strongly believe that research 
supported by private foundations and government agencies in the near fu-
ture science will explain the mechanisms that cause early death of erythroid 
precursors in DBA. We all hope that this will open new treatment avenues.

When I was asked to write an Italian perspective on DBA for the upcoming 
Newsletter, I was very honored, but I also felt a great responsibility because 
this newsletter is read by the parents of the children with DBA and not only 
by scientists. It is important for me to communicate my great enthusiasm 
for science without raising false hopes in families burdened by this rare 
and chronic disease. In a similar way, I was excited when I was invited to 
the annual ICC meeting for the first time. I immediately appreciated the 
particular atmosphere of this meeting where scientists and physicians are 
brought together to share their experiences. The general feeling is: “we are 
here together to find a solution”. For me, a scientist raised as a medical doc-
tor, the mix is fascinating. Great strides have been made since my first visit 
to New York in 2005: new scientific and clinical collaborations, new genes, 
new pathogenetic mechanisms, for the first time a consensus protocol for 
treatment. But there is still a lot to be done.

I therefore bring you my voice from overseas to give you an Italian perspec-
tive on DBA. 

Much progress has been made in recent years on the pathogenic mecha-
nisms that cause DBA. We now know that DBA is a ribosomal disease, 
since more than 50% of patients carry mutations in ribosomal protein genes. 
As far as we know, these mutations cause a reduction of the total number 
of ribosomes leading to a decreased protein synthesis. It is likely that red 
blood cell precursors suffer this defect more than other cell types, either 
because they replicate very rapidly or because they are endowed with a low 
amount of certain RPs. It is known that alterations in ribosome synthesis 
may induce cell death and many laboratories are now trying to elucidate the 
mechanisms underlying this process. My own laboratory has been catego-
rizing mutations in RPS19, the first gene known to be affected in DBA. Our 
goal in these studies was to determine if there are relationships between 
different types of mutations and clinical features of the disease. We have 
recently extended this analysis to other DBA genes. In 2008, we developed 
the first Database for DBA mutations. In its first disclosure it included only 
RPS19, RPS17 and RPS24 mutations, but now we are updating it to the 
other DBA genes. We hope it may be useful to clinicians and scientists 
(www.dbagenes.unito.it). We have also been studying potential functions 
for RPS19 by identifying proteins that interact with it. Finally, we have been 
characterizing the effects mutations in RPS19 have on global gene expres-
sion patterns within cells. We have found numerous important physiological 
processes that appear to be changed in cells where RPS19 is mutated. 

Genetic screening is essential for the diagnosis of DBA. We need methods 
to make this technology more effect and efficient when applied to DBA. We 
need to find a way to use the amazing technologies derived from the human 
genome project to sequence the 80 ribosomal protein genes in suspected 
DBA patients. Measurement of erythrocyte adenosine deaminase activity is 

Italian Perspective
By: Dr. Irma Dianzani
University of Eastern Piedmont “A.Avogadro”
Dept. of Medical Sciences
Novara, Italy

U P C O M I N G  E V E N T S :
Jack’s Fight for a Cure
September 11, 2009
Caesar’s Event Centre
12495 Hwy. 50
Bolton, Ontario Canada
For more information regarding this event or to donate an auction item 
please contact Janet Pereira janetgp@me.com (519)942-4555 or go to 
www.jacksfightforacure.com

Friends of DBAF
3rd Annual Golf Outing and Silent Auction
Saturday, September 12, 2009
Cherokee Hills Golf Club 
Valley City, Ohio
For more information regarding this event or to donate an auction item 
please contact Carol Mancuso at (440)572-8247 or on-line at  
c-mancuso@sbcglobal.net
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The past year has seen major advances in the clinical, genetic and bio-
chemical understanding of DBA. For many years the only gene mutations 
causing DBA were in the gene encoding ribosomal protein S19, part of the 
small subunit of the ribosome, the cell’s protein synthesizing machinery. 
Now mutations in other ribosomal proteins are known to cause DBA and 
these proteins may be part of the large or small ribosomal subunit. Analysis 
has shown that the disease is most likely due to cells having half of the 
normal amount of specific ribosomal protein. All cells need ribosomes so the 
big question researchers want to answer is why are red cells affected more 
than other cells? We do not yet know the answer to this but it may have 
something to do with the sheer number of ribosomes needed to make all 
the hemoglobin required in a red cell. In red cell development this massive 
amount of protein must be made in a short period of time before the matur-
ing red cell loses its nucleus, increasing the need for rapid and high-level 
ribosome production.

Genotype/phenotype correlations emerge
With the newly found mutations in several ribosomal proteins came the in-
teresting observation by Hannah Gazda and her colleagues that some of the 
features of the disease were more likely to be found when some proteins 
were lacking rather than others. DBA patients all have defective red blood 
cell production but in addition they sometimes have defects in other parts 
of the body and no consistent pattern has been found in the appearance or 
nature of these other abnormalities. The new work showed that multiple 
somatic abnormalities (craniofacial, thumb and heart anomalies) were more 
likely to be found in patients with mutations in RPL5 while isolated thumb 
abnormalities were associated with RPL11 mutations. The reasons why this 
is so are unknown but would be very interesting to know since they concern 
the severity of expression of the disease in different tissues. Comment on: 
Gazda et al. Am J Hum Genet. 2008 83:769-80. 

The p53 connection
If we are going to treat DBA with specific drugs we need to know how the 
shortage of ribosomal proteins leads to failure of red cell formation. Kelly 
McGowan and her colleagues in Stanford turned up ribosomal protein gene 
mutations in mice that caused pigmentation abnormalities and mild anemia. 
Careful investigation of these mice showed that shortage of ribosomal 
proteins caused an increase in the amount of a key surveillance protein, 
p53, within the cell. Increasing the amount of p53 in cells leads to cell cycle 
arrest and death and this may be important in the development of DBA. Con-
nections between ribosomal proteins and p53 have been made before and 
seem to be mediated by a chain of events involving a protein called MDM2 
which is usually found in the nucleolus, the site of ribosome production. It 
is possible that scientists are homing in on some key molecules that may 
be important in causing the effects of DBA and further studies may lead to 
the identification of potential drug targets. Comment on: McGowan et al. 
Nat Genet. 2008 40:963-70A second approach to treating genetic disease 
like DBA is to develop the use of gene therapy. Here additional copies of the 
defective gene would be introduced into the appropriate cells. In the case 
of DBA this would be primitive cells that are precursors to red blood cells. 

RESEARCH HIGHLIGHT
By: Philip J Mason, Ph.D & Monica Bessler, M.D., Ph.D.
Division of Hematology, Department of Internal Medicine
Washington University School of Medicine, St. Louis MO

Using human red cell precursors Johan Flygare and his colleagues in Lund 
found that by adding RPS19 genes to primitive cells from DBA patients with 
deficient RPS19 improved red cell production and engraftment in a mouse 
system. These studies may represent the first tentative steps on the long 
road to developing gene-based therapy for DBA. Comment on: Flygare et al. 
Exp Hematol. 2008 36:1434-41

CONFIRMED DBA GENES and RESEQUENCING PROJECT UPDATE!!
In addition to RPS19, five other ribosomal protein genes have been shown 
to be mutated in patients with DBA. Mutations in these genes account 
for approximately 50% of DBA cases. The genes identified to date encode 
proteins of both the 40S ribosomal subunit (RPS17, RPS19, and RPS24) and 
the 60S subunit (RPL5, RPL11, and RPL35A). Many of these proteins have 
been shown to be required for the maturation of their respective ribosomal 
subunits in both yeast and mammalian cells.

We are excited to announce progress with the Diamond Blackfan Anemia 
Gene Discovery and Resequencing Project, which will no doubt result in the 
identification of additional DBA genes. Investigators, in collaboration with 
the NHLBI Resequencing and Genotyping Service, (http://rsng.nhlbi.nih.gov/
scripts/ about.cfm) have just finished sequencing each of the 80 ribosomal 
protein genes in patients from the North American DBA registry. As a result, 
all of the ribosomal protein genes in approximately 80 patients from the 
Diamond Blackfan Anemia Registry where the gene affected is unknown 
have been sequenced. Since all “DBA genes” identified to date encode ribo-
somal proteins, it was reasoned that the remaining genes would also likely 
encode ribosomal proteins and that by this brute force approach it should 
be possible to identify a number of new DBA genes. The resequencing team 
(Drs. Vlachos, Gazda, Beggs, Ellis, Farrar, Arceci, and Lipton) is hard at work 
analyzing the sequence data. These data promise to provide a wealth of 
new information on the genetic underpinnings of DBA. 

DBA RESEARCH PUBLICATIONS:
Both DBA Foundations are thrilled to include the many published DBA 
Research Publications from 2008. Should you be interested in reviewing 
any of these articles, they can be found on both www.dmaf.org and www.
dbafoundation.org

New in 2009
Additional information on the emerging role of p53 activation in DBA 
pathophysiology can be found at the www.pubmed.com or on both founda-
tion websites by searching the title below:

Absence of nucleolar disruption after impairment of 40S ribosome 
biogenesis reveals an rpL11-translation-dependent mechanism of 
p53 induction. 
By Fumagalli et al Nat Cell Biol 11:501-508

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

The document is available on both foundations websites to download and print. 
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I became interested in research during my 
college years.   As I progressed from washing 
glassware to performing my own experiments, 
my interest in science became a driving force in 
my life.  I realized that I wanted to pursue a dual 
degree program due to my interests in science 
and medicine.  I began that journey almost 
three years ago as an MD/PhD student at the 
University of Louisville in the hopes of develop-
ing a thesis project based on a disease model, 
but I was undecided on what topic I wanted to 
pursue. 
 

During the interview process for graduate school I met dozens of physicians 
and scientists, but I was searching for a role model who could guide me 
through the rigors of graduate school but also had a passion for the people 
affected by their research.  I wasn’t sure that person existed until I met Dr. 
Steve Ellis at the University of Louisville during my medical school interview.  
During our first meeting he introduced me to the disease Diamond Blackfan 
Anemia.  His passion for research and the families it affects was very clear. 

After a rotation in his lab one summer it was evident to me that I had found 
both an interesting research topic and a valuable mentor. The potential 
for discoveries from DBA research have reached far beyond the specific 
disease. As a deficiency in a ribosomal protein, the manifestations of this 
disease allow for study of the various functions of the components of the 
ribosome.  Also the pathway of blocked erythropoeisis lends itself to the 
study of other blood lineage diseases. 
 
When I began my thesis research in the lab last summer I was fortunate 
enough to attend a conference on ribosomes and disease and meet mem-
bers of the DBA community.  It was then that I knew I had found a perfect fit 
for me.  Though DBA is a rare anemia, the people that study it are fervently 
focused on both the scientific and clinical aspects of the disease.   It was 
also a distinct pleasure to meet Marie Arturi of the Daniella Maria Arturi 
Foundation, in whom we have a great motivator.  I have found exactly what 
I hoped to find during my graduate career and what I hope to maintain in my 
future career…  a group where families, physicians, scientists and students 
are all working together to further the understanding and knowledge of DBA 
to ultimately find a cure.

YOUNG INVESTIGATOR VIEWPOINT
By: Adrianna Henson
University of Louisville 
Louisville, KY

ARE YOU REGISTERED?
By: Eva Atsidaftos, MA, Clinical Research Coordinator,Diamond Blackfan Anemia Registry

Diamond Blackfan Anemia Registry (DBAR) of North America

Greetings from the Diamond Blackfan Anemia Registry (DBAR) of North 
America. For those who do not know us, the DBAR is a comprehensive 
database dedicated to improving our clinical and epidemiologic knowledge 
about Diamond Blackfan anemia. The DBAR, headquartered at Schneider 
Children’s Hospital in New Hyde Park, New York, under the direction of Drs. 
Adrianna Vlachos and Jeffrey M. Lipton, serves as a resource for patients, 
families, clinicians and researchers to guide diagnostic and therapeutic 
decisions as well as provide a well-characterized substrate for research. To 
date, we have clinical information on 568 DBA patients. 

One of the ongoing projects of the DBAR has been to established a tissue 
bank (DBA biorepository), where samples from DBA patients and their fami-
lies (consisting of blood, saliva, and/or cheek swab samples) can be stored 
and be made available for research . Thanks to the participation of our DBA 
families, we currently have samples from over 100 DBA patients and their 
families. We are happy to report that through a grant awarded to the DBAR 
from the National Institutes of Health (NIH), 75 DNA samples from our 
biorepository have already been submitted to the J. Craig Venter Institute 
for investigation. The Venter Institute is the gene sequencing facility that 
sequenced 80 ribosomal protein genes in each sample in anticipation that 
additional DBA genes can be identified. See the “CONFIRMED DBA 
GENES and RESEQUENCING PROJECT UPDATE!!” in this Newsletter 
for an update on this project.

A current research study of the DBAR is focused on patients who are, or at 
some point in their life have undergone remission. By studying the remission 
patients, we hope that the factors influencing remission will be unraveled. 

We have thus far identified 68 patients in the DBAR that fulfill the remission 
criteria. If you have been in remission and have not recently been contacted 
by the DBAR staff for an update, kindly notify us so that we may add your 
information to our analysis.

Other patients of particular interest for the DBAR are the patients with 
a cleft palate. It has long been our theory that DBA patients with a cleft 
palate represent a unique genetic mutation. To further support this theory, 
our collaborator, Dr. Hanna Gazda, has recently discovered yet another DBA 
gene that seems to be found mainly in DBA patients with a cleft palate. We 
ask that any DBA patient or family member with a cleft palate contact us for 
further investigation of this association.

Since Diamond Blackfan anemia is such a rare disorder, every patient’s 
information is crucial in helping better understand the causes of the disease 
as well as finding the best treatment options for each patient. Please help in 
our efforts and enroll in the DBAR.

To enroll in the DBAR and participate in research studies please 
contact:
Eva Atsidaftos, MA
Clinical Research Coordinator
Diamond Blackfan Anemia Registry
Schneider Children’s Hospital
269-01 76th Avenue
New Hyde Park, New York 11040
Tel. (718) 470-3610
Toll-free 888-884-3227
http://dbar.org
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proteins) have been identified for DBA and other related marrow failure 
syndromes. To date, more than six ribosomal genes have been implicated 
with DBA and related disorders. For the first time a ribosomal gene defect 
has been linked to human a disease. In addition, a new candidate gene for 
dyskeratosis congenita, a mouse model for Shwachman-Diamond syndrome 
and development of a Zebrafish model for Congenital Myeloid Failure 
Syndromes also resulted from this RFA. This RFA has so far generated more 
than 100 hundred peer reviewed publications and two patents, success that 
is reflected in the impressive rise in peer reviewed publications of rare bone 
marrow failure disorders. More importantly, the RFA has generated interest 

among other NIH Institutes and Centers that has resulted in an Interagency 
Coordinating Committee for Hematology. Meeting participants included 
Monica Bessler, Steven Ellis, Leighton Grimes, Eric Hedrickson, Marshall 
Horowitz, Graham Lieschke, Daniel Link, Clinton Lothrop, Philip Mason, 
Thomas Mier, Johanna Rommens, Adrianna Vlachos, Narla Mohandas, 
Jeffrey Lipton, Pankaj Qasba, David Bodine & Emily Devlin and Marie Arturi 
of the Daniella Maria Arturi Foundation. Pankaj Qasba, the Program Director 
for this RFA, and the entire NHLBI team have done a remarkable job lead-
ing this strong group of investigators and have demonstrated the federal 
government’s strong support for continued DBA research.
 

And the DBA Scientific Meetings Continue Continued from Page 1

DBA & Related Bone Marrow Failure Disorder RFA Grantee Meeting: NHLBI Headquarters, 
Bethesda, MD, May 19, 2009
In the photo: Thomas Meier, Monica Bessler, Jeff Lipton,Graham Lieschke , Phil Mason, 
Leighton Grimes, Steve Ellis, Pankaj Qasba, Mohan Narla, Akiko Shimamura

The Daniella Maria Arturi Foundation was proud to participate at the 50th 
Anniversary of the American Society of Hematology (ASH) conference 
December 6 – 8 in San Francisco, California. 

The DBA booth exhibit in “Not For Profit Row” provided hematologists from 
around the world with copies of the 11 newly published DBA articles in 
addition to the Clinical Care Consensus document “Diagnosing and treating 
Diamond Blackfan anaemia: results of an international clinical consensus 
conference”, the CDC DBA fact sheets and the CDC DBA Brochure “Answers 
to commonly asked questions”. The Annual American Society of Hematology 
Conference is an annual forum for discussing critical issues in hematol-
ogy. More than 21,000 clinicians, scientists, and interested parties attend 
the four-day meeting, which consists of a superb educational program and 
cutting-edge scientific sessions in the area of blood disorders. The meeting 
features oral and poster presentations that are chosen by peer-reviewers 

from abstracts submitted prior to the meeting and contain the latest and 
most exciting developments in scientific research. Plenary symposia and 
named lectures on specialized areas of hematology are also presented 
throughout the meeting program. There were 15 DBA/Bone Marrow Failure 
related seminars at this year’s conference. During the meeting, attendees 
can also visit exhibits from pharmaceutical companies, medical suppliers, 
clinical diagnostic and research-based companies, and nonprofit organiza-
tions, such as the Daniella Maria Arturi Foundation for DBA.
 
The Daniella Foundation and Diamond Blackfan Anemia Foundation would 
again like to congratulate Dr. George Buchanan who was the recipient of 
The 2008 ASH Mentor Award for Clinical Investigation and Emily Devlin, BA 
who was the recipient of the 2008 ASH Merit Award for her DBA Mouse 
model abstract.

Daniella Maria Arturi Foundation Booth at 
the ASH 2008 Conference

Pankaj Qasba of the NHLBI and DBA Dr’s 
Bert Glader, George Buchanan, Adrianna 
Vlachos talk with Marie Arturi of the DMAF 
at the ASH DBA Booth on Non-Profit Row

ASH 2008
The Daniella Maria Arturi Foundation Participates at The 50th Annual American Society of Hematology (ASH) Conference 
San Francisco, CA     December 2008
By Lauren Carroll
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How did we get excited about Diamond Blackfan Anemia?

Dave Bodine:
One thing I have learned is 
that you never know when 
somebody is going to do or 
say something that will affect 
you in a profound way. My 
path into the field of Dia-
mond Blackfan Anemia (DBA) 
research was certainly not a 

direct one. When my PhD committee asked me what I would like to work 
on when I had my own lab I answered “I would like to understand how 
cells in the bone marrow decide to become red blood cells”. However, 
like most graduate students and post docs, I worked on projects that 
were related to the interests of my hematologist mentors. When I got 
my own lab we continued in these areas and our initial projects had 
little to do with DBA. Nonetheless, I always followed the field of DBA 
with interest and I was particularly excited when Dr. Niklas Dahl identi-
fied the Ribosomal protein S19 (RPS19) deletion associated with DBA.
 
I probably never would have entered the field of DBA research directly 
if Dr. Mohandas Narla had not invited me to visit the New York Blood 
Center. Mohan and I met in his office, and he asked if I could help 
him with a DBA mouse model. We reviewed some recent work of Dr. 
Lydie DaCosta and decided that we should investigate the RPS19 point 
mutations associated with DBA. I diagrammed some mouse models on 
Mohan’s blackboard, and Lydie provided the mutations to test. The work 
progressed from diagrams to mice very rapidly because the student 
working on the project in my lab is Emily Devlin, whose hard work and 
dedication has made the project succeed. Emily’s first mutant RPS19 
mice all died, which was encouraging because it looked like we had 
a mouse model of DBA, but discouraging because we could not study 
them. We modified our approach so that Emily could control the produc-
tion of the mutant RPS19. This allowed her to demonstrate that her mice 
have a red cell production defect that closely resembles DBA. 
 
Mohan, Lydie, Marie Arturi and Kathi Vroman encouraged Emily and me 
to attend the 9th annual DBA Consensus Conference last year. I was very 

excited to attend because I was sure that the DBA mouse model was 
telling me something new about red cell production. At the beginning 
of the meeting we heard a passionate speech from Jason Rose about 
his life with DBA and his hope for the future. Jason thanked the many 
people who were studying DBA for all of their efforts, especially Dr. 
David Nathan, one of my idols. The next morning Kathi Vroman read a 
letter that was written by her son who has DBA. Similar to Jason’s talk, 
the letter was full of gratitude for the efforts to date and expressed 
great hope for the future. At that moment, my desire to understand red 
cell production changed from something that satisfied my curiosity into 
something much more important. That was the moment I became dedi-
cated to finding out how ribosomal protein gene mutations cause DBA. 
Every day Emily finds out something new that is a step in that direction 
and I am excited to be a part of the future that Jason and Kathi talked 
about.
 
Emily Devlin:
I initially worked on several hematology projects when I started in Dave 
Bodine’s lab as an undergraduate student, but it was one result in our 
project to develop a mouse model for Diamond Blackfan Anemia that 
really got me excited. After the previous months of screening mice and 
finding no live animals expressing mutant RPS19, the transgene con-
structs were redesigned and I was hopeful that with the new construct 
we would have a mouse we could study. I was thrilled the day we dis-
covered our first anemic animal, and even more excited when I showed 
that it did contain the mutant RPS19 gene. I was also encouraged when 
Dave and our collaborators, Mohandas Narla and Lydie DaCosta, were 
equally enthusiastic. Now I’m devoting all of my efforts to our new 
mouse model in the hopes of understanding more about the mechanism 
underlying the disease. More significantly, I see practical rewards in the 
idea that we could one day help patients. I was particularly aware of 
this when I had the opportunity to attend the DBA Consensus Confer-
ence last year in New York and learn from the doctors and scientists 
involved in the DBA community. I was also honored to meet the patients 
and their families. I’m grateful that Dave introduced me to Diamond 
Blackfan Anemia and this community, and I do hope that our work may 
help in understanding DBA and working towards a cure.

OUR DBA JOURNEY
By: David Bodine, Chief, Genetics and Molecular Branch, Head, Hematopoiesis Section, NHGRI &  
Emily Devlin, Student, Hematopoiesis Section, NHGRI

Back by Popular Demand! DBA wristbands!  
Show your support for DBA families and research.  

For more information email DBAFoundation@juno.com



Camp Sunshine 2008 Continued from Page 2

judges with chocolates, beverages, and other trinkets all failed this year 
in the face of spirited teenagers. The adults will need to up the ante or the 
performance in 2010!

No camp would be complete without a talent show, and, in fact, there are 
two at Camp Sunshine. All of the children had an opportunity to showcase 
their talents on stage in front of everyone. Katherine whispered “Twinkle 
Twinkle” into a microphone. Older children played the piano, sang beautiful 
songs, and performed dance routines. The adults, on the other hand, got to 
display their vocal talents during an adults-only karaoke night. Participation 
in the karaoke was technically “voluntary.”
 
Camp Sunshine motivated me to get involved in the DBA Foundation. I 
sought out Dawn Baumgardner and asked what I could do to help. Through 
Camp Sunshine, I realized that there is no cause more important to me than 
helping raise awareness about DBA, funding scientific research about DBA, 
and educating families and doctors about DBA.
 
The next DBA week at Camp Sunshine will be during the Summer of 2010. 
Applications will be posted on the Camp Sunshine website in January 2010. 
The Bromet family will be first in line to submit our application! We can’t 
wait and hope to see you all there!
For more information about Camp Sunshine, please see: http://www.
campsunshine.org/

group sessions led by Camp Sunshine Psychosocial Director, Nancy Cincotta, 
L.C.S.W. This was a little outside of Mike’s comfort zone, but with some 
encouragement Mike attended the first session. It turned out to be a good 
experience for both of us as we heard, for the first time, that we were not 
alone in our experience as parents of a DBA child.
 
We got to know many families during meals and on the porch in the eve-
ning. The DBA Camp Sunshine porch parties are legendary! These impromp-
tu, informal parties were a chance to unwind and make friends. We laughed 
more during those parties than we had in a very long time.
 
Our two daughters, Katherine (then 3) and Lauren (then 14 months) also 
enjoyed Camp Sunshine. They spent their days together in the nursery with 
a bevy of volunteers whose sole mission was to entertain and care for them 
and other young children. After we returned home, Katherine kept asking for 
weeks when we were going to go back to “Sunshine Camp.”
 
The older children were grouped by age and spent their day like typical sum-
mer campers – camping out overnight; playing volleyball, miniature golf, and 
basketball, swimming, roasting marshmallows, and making new friends and 
reconnecting with old.
 
And then, there was the Love Cup! The adults and teenagers grouped into 
different teams and engaged in a series of competitive games. The teens 
proudly took home the trophy in 2008. Attempts by the adults to bribe the 
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Families!! Do you have a story you would like to share with the DBA Community in our next newsletter?  
Please e-mail Dawn Baumgardner at dbafoundation@juno.com
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I will never forget those words…”your daugh-
ter has a rare disease.. very rare. She will be 
tied to a hospital for the rest of her life. She 
will never make any red blood cells of her 
own. She has Diamond Blackfan Anemia”. As 
my husband and I tried to comprehend what 
these word would mean… for our daugh-
ter Katie, for our family, we could only ask 
ourselves.. How can this be our life? How do 
we beat this??

 
 
At first we tried to deny the inevitable and pretend that life was normal. 
Katie would go for monthly transfusions and eventually started desferal. It 
all became quite normal. Transfusions became part of our lives, and even 
Katie at the age of 1 would know to hold out her arm and wait for the pinch 
of the transfusion needle and then it was play time for 5 hours. I would do my 
best to occupy the time with fun games and movies, to distract her from the 
discomfort. Still, almost everyday, there was a reminder that she had DBA, 
she would fatigue quickly during everyday activities, especially as the weeks 
went by, and she needed another transfusion. Nightly needles for desferal 
were painful and often caused her to have leg cramps and awake in the night 
screaming. Yet, we still felt very blessed. I often looked around at our doctor 
visits at the hospital and noticed the other children with so many life threat-
ening ailments and felt lucky to have Katie and DBA and not cancer. I felt 
guilty for feeling sorry for Katie and for myself. We continued to transfuse 
and also tried steroids, which failed. All along thinking some day Katie will 
not have to have transfusions will not have to tolerate desferal and would 
not be a statistic with ailments secondary to long term treatment. 
 
When the idea of a Bone Marrow Transplant was introduced to us by the 
marvelous doctors at Schneider’s Children’s Hospital, my husband and I 
were very hesitant, yet hopeful. We were told only an exact match sibling 
could be used as a donor. My older son Calvin was not an exact match. That 
is when Invitro-fertilization with Pre-implantation Genetic Diagnosis was 
first explained to us. Although we were hesitant about transplant, we knew 
we always wanted a third child. What a blessing it would be for us to have 
a healthy third child and one that could potentially cure Katie. We were very 
fortunate to have gotten pregnant on our second round of IVF and to have 

PATIENT CORNER
By: Stacy Trebing
Mother of Katie Trebing, currently in remission

our beautiful son Christopher. 
 
Many nights we would lie awake wondering if we should go forward with 
transplant. We did much research and visited several transplant facili-
ties. Steve and I knew we had to be together on this decision, no matter 
the consequences. We decided to go forward with transplant. Katie is an 
amazing little girl, with more strength and perseverance then anyone I know. 
Transplant was not easy for her or our family. Many days I wondered if we 
had made the right decision. Here we are almost 3 years from transplant. 
Katie is doing wonderfully. She is in kindergarten and as healthy as all of 
the other children in her class. We no longer are tied to a hospital for her 
life line of blood. We no longer have to inject her with desferal at night. 

Although the bone marrow transplant was a long and uncertain time, it all 
seems so long ago. As each day passes, and our lives move forward, it all 
seems like a marvelous miracle. This journey has changed us all. Life is 
“normal” and we are grateful. However, we do realize that Katie has had an 
unbelievable recovery, and not all of our DBA friends have had the same. 

If you ask me whether your child should have a bone marrow transplant. I 
am very hesitant to tell of our families successes alone. I can only speak 
from our experience, which may be very different from others. There is a 
bigger picture, of DBA children and adults who have not been as fortunate 
with bone marrow transplant. We realize it is only through research and 
the transplants that have been performed before us that our child has had 
success. For this, we are eternally grateful. I pray that all DBA children and 
adults will have the opportunity to live a long and healthy life. We must find 
a way to help all of our DBA families. 

We have been blessed, with three beautiful children. I thank God for the doc-
tors and medical knowledge that has allowed my little girl to live, as every 
other 6 year old, healthy and happy. We realize the importance of the ongoing 
research for DBA patients. That is why it is imperative that the DBA com-
munity continue to support this research and education in anyway possible. 
Whether it is through fundraising, big or small or educating our family physi-
cians, friends, neighbors and community. I am not bitter that Katie has DBA, 
it has filled her with love and a true appreciation for life. It has made our 
family marvel at small and large miracles, and the importance of hope. It is 
only together as one united team, can we help our community of families. Our 
family, with all of yours is committed to help find a cure for all DBA patients. 

“GOOOOD MORNING BELL FAMILY!!!”
“Extreme Makeover: Home Edition- TUCSON, AZ” aired March 22nd 8:00pm on ABC

The DBA Community is thrilled that Ty Pennington and his and “Extreme 
Makeover: Home Edition” team knocked on the door of one of our DBA fam-
ily members home Tuesday January 27, 2009….“The Bell family” !!!  

Lizzie Bell was born with a rare blood condition, Diamond-Blackfan Anemia, 
which is characterized by a failure of the bone marrow to produce red blood 
cells. Less than 700 kids in the world are stricken with this disease. Lizzie and 

her family established the John P. Bell Foundation and for the past ten years 
have been working to raise awareness about the ongoing need for blood 
donations. Lizzie was given the Red Cross Hero Award for her ambassador-
ship in telling others about blood drives and donating blood. While she’s been 
helping others, the Bell’s own home had been neglected due to the high costs 
of her medical bills. The home was sinking with gaping cracks in their cement 
floor, suffered mold and termite problems and was in need of other repairs.

They now have a beautiful new home thanks to Ty Pennington and his 
Extreme Makeover: Home Edition team as well as the countless others in 
the Tucson, AZ community that volunteered!

If you would like to see the results of the project, you can go to the follow-
ing link:  http://www.extrememakeovertucson.com/index.asp

Congratulations Bell Family!!

Stacy, Steve, Christopher, 
Katie (DBA, BMT recipient) 
& Calvin Trebing.

Kathy, Mike, Lizzie & 
Alicia Bell
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Disclaimer: The Diamond Blackfan Anemia Foundation, Inc and the Daniella Maria Arturi Foundation, its officers, directors and volunteers are not responsible for the information in this 
newsletter.  The DBA 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. 



Diamond Blackfan Anemia Foundation, Inc.
20 Tracy Lynn Lane
West Seneca, NY 14224
www.dbafoundation.org

Diamond Blackfan Anemia Registry

D M A 
F

20 Ave. at Port Imperial #416
 

West New York, NJ 07093
www.dmaf.org

For those of you needing to contact or mail medical records  
to 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
Schneider Children’s Hospital
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. Vlachos can be reached by e-mail at:
avlachos@lij.edu

Eva Atsidaftos can be reached by e-mail at:
eatsidaf@lij.edu

WEB ADDRESS:
www.dbar.org 

 

Are you on Facebook? Stay up to date with 
 announcements….Join the “Support DBA, Raise 
Awareness” Daniella Foundation “cause” page! 
Become a “FAN” of the Diamond Blackfan  
Anemia Foundation page and a member of our 
“cause”! 

DBA NURSE HOTLINE  
1 (877) DBA-NURSE


