
 

Letter from the President 
Dear members of the CDO community, 

This year seems to have flown past and the holidays are 
once again here! 

During this season of giving thanks, we would like to take a moment and thank 
all those who volunteer for CDO - your efforts to support our mission are most 
gratefully appreciated. Volunteers are an integral part of the success of any 
nonprofit. And for a small charity like CDO they are even more vital. It takes a lot 
to keep CDO operating.  

This year volunteers helped create new chromosome disorder brochures for our 
website, provided new research article synopses, assisted with technical web 
support and of course designed our beautiful original children's artwork 
calendar. Our personalized networking programs are also a volunteer effort.  

Thank you all for your commitment to helping CDO raise awareness and 
understanding of rare chromosome and gene mutation disorders. This is our 
30th year and we hope to be around for many more. For more information on 
how to volunteer, please email linda.sorg@chromodisorder.org  
Best wishes for a happy holiday season! 

Linda Sorg 
Phone:    (561) 395-4252  Email: info@chromodisorder.org  
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Family Story: Gracie 
Hello. I am Gracie, and I live in Southern England. I will be 7 in March 
2023. I have 2 rare chromosome disorders. They are 1p36 deletion 
syndrome, and I'm missing 39 genes (1.5mb) on the short arm of 
chromosome 1. I also have 1q21.1 duplication syndrome and have 9 
extra genes (384kb) on the long arm of chromosome 1.  
  
I was diagnosed at 15 months old. I wasn't reaching milestones. My 
pediatrician decided to do some genetic testing. My Mummy and Daddy 
didn't know anything was wrong with me until this point. I was born at 
home with no complications and was 7 lbs 1 ounce at birth.  
  
From birth, Mummy noticed I had slanted ears and a very large fontinal 

(soft spot). I'd often aspirate when feeding and stop breathing for a long time, and my lips 
would turn blue and milk would come out my nose. It was very scary for Mummy. I also had 
latching on issues. But Mummy persevered, and I was fine with feeding in the end.  
  
After diagnosis, Mummy and Daddy also did genetic testing, and it was discovered that the 
1p36 deletion was de novo (spontaneous after inception). However, the 1q21.1 duplication was 
inherited from my Daddy. I now have a 3 year old brother who also has the 1q21.1 duplication. 
Apart from speech delay, he is OK. 
  
I am completely non-verbal, and I fully depend on my wheelchair. I have significant global 
delay. BUT I know how to get my wants and needs met. I am so clever and understand 
everything when people speak to me. I just can't speak back. I understand most commands. I 
am always smiling and have a great sense of humour. I love my animals 
and certain people in my life. I like giving kisses, and I like to shake 
my bum when I hold Mummies hand to dance. I love school and have 
an unhealthy obsession with water.  
  
I am overweight as I can't walk. And I have fatty liver. We are waiting 
on new genetic results to find out if I have another condition causing 
my bad liver or whether it's just down to me being overweight. I do 
love my food! 
  
I am waiting to have my tonsils and adenoids removed as I have 
obstructive sleep apnea.  
  
As a family, we love Gracie more than anything. Having a child with 2 rare chromosome 
disorders is tough. But I honestly feel Gracie has made me a better person. She’s taught me so 
much about life… what's trivial and what's not. We appreciate EVERYTHING!!! Every milestone I 
took for granted with my other children is a huge celebration now with Gracie. She really is my 
little hero.    - Mummy 

AbilityOnline has a vision of connecting youth with 
disabilities to eachother and the world around 
them. It is inclusive, stigma-free, confidence 
building, respectful, and fun. It can also provide a 
social network for parents and caregivers. Visit 
newabilityonline.org to learn more. 
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CDO is grateful for all the members who submit artworks and 
beautiful smiles for the annual calendar.  

You can purchase a copy at zazzle.com/cdo_inc. 

Here’s what our members are saying! 
Great Nonprofits Community Stories 

I'm not sure where we'd be now without CDO having our backs! My 14 yr old grandson with 
a rare chromosome disorder has given us endless questions that very few seem capable of 
addressing. CDO is our go-to place for answers, and where there are none, for shared 
experiences and ideas and overall support. Such a blessing! 

I have a 6 yr old son with a chromosome disorder. I have been looking for help since he was 
little and could not find any help. None off the doctors where I went knew about his 
disorder. Until I found this place, they have been so helpful. They refered me to a doctor 
nearby that has understanding about his disorder and know I am able to get help with him. 
So grateful. 

Having an almost 15 year old grandson with 4q deletion has been a complex journey, 
especially at the beginning when there were so many issues. CDO has been there for us 
(and for so many others) every step of the way, providing the latest research and even more 
importantly, moral support. What a gift to families with children with rare diseases.

https://www.zazzle.com/cdo_2023_calendar-158656930320291604
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LASTEST RESEARCH 
For more information see…. 

chromodisorder.org 
Important new research articles 
are selected monthly by Dr. Iosif 
Lurie, MD PhD and summarized 
for publication on our website.

Cardio-facio-cutaneous syndrome 19q13.3 
deletion including the MAP2K2 gene. 

Short Summary: Belonging to the RASopathies (a 
group of genetic conditions involved in cell growth, 
differentiation, and death), Cardio-facio-cutaneous 
(CFCS) is a rare condition noted for its 
clinical features of facial dysmorphisms, heart 
defects, developmental delays, growth failure, and 
skin abnormalities. Serra et al. presents a new case 
study of a newborn with CFCS due to a 1.27 Mb 
microdeletion at 19q13.3, including the MAP2K2 
gene. 

Enhancing DLG2 implications in 
neuropsychiatric disorders: analysis of a 
cohort of eight patients with 11q14.1 
imbalances. 

Located in 11q14.1, DLG2 is a large gene involved 
with synaptic function and its mutated forms have 
previously been associated with 
neurodevelopmental disorders (NDDs). Bertini et al. 
presents 8 new pediatric patients from Italy with copy 
number variations (CNVs) at this location to further 
support DLG2's role in these disorders. 

Novel 12 Mb interstitial deletion of 
chromosome 8p11.22-p21.2: a case report. 

With relatively large deletions of the proximal 8p 
being rare, Dai et al., introduces a new 12Mb 
deletion of chromosome 8p11.22-p21. The authors 
compared the clinical findings in this patient to 
existing literature. For example, sequencing showed 
deletions of 65 protein coding genes, including 
FGFR1, which suggests the Kallmann syndrome 
manifestations in the patient.  

Chromosome Disorder Outreach Inc. Disclaimer:  Please always contact 
your personal healthcare provider if you have questions or concerns. CDO 
accepts no responsibility for the misuse of information contained within our 
many publications. Any research study posting is provided as a courtesy 
only and does not imply endorsement or recommendation by CDO.

Malan syndrome 

Diagnosis and management of 
Malan syndrome. Malan syndrome 
(MALNS) is an extremely rare 
syndrome characterized by general 
overgrowth and other 
clinical symptoms. The condition is 
caused by chromosomal 
microdeletions or genetic variants 
at the 19p13.2 region. Macchiaiolo 
et al. present a total of 16 Italian 
individuals with MALNS (9 of which 
are newly presented cases) to help 
future characterize the disease that 
will help guidelines for diagnosis, 
management, and treatment. 

http://chromodisorder.org
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Ask the Doctor 
CDO’s geneticists answer hundreds of questions from members and website 

visitors each year. Below is a sampling of a few recent inquiries. Some details have 
been changed to preserve privacy.  

To learn more about our program, view archived questions and answers or submit 
an inquiry, visit chromodisorder.org/ask-the-doctor or email 

askthedr@chromosdisorder.org

Question: We are from Portugal and our child was recently diagnosed with 
chromosome 18 ring mosaic. The doctors here do not seem to have much 
information. Can you help? 

Answer:  A ring chromosome is a form of structural chromosomal anomaly where there are breaks on 
the short and long arms of the chromosome with a re-joining of the remaining parts which form a ring. 

Chromosome 18 Ring is a rare disorder in which there is loss (deletion) of genetic material from one or 
both ends of the 18th chromosome and the ends of the chromosome join to form a ring. Associated 
symptoms and findings may vary greatly in range and severity from case to case, depending upon the 
amount and location of lost genetic material and other factors. A ring may also be formed without the 
loss of any genetic material. However, many individuals with the disorder are affected by mental 
retardation; low muscle tone (hypotonia); growth retardation; repeated infections during the first years 
of life; and/or malformations of the skull and facial (craniofacial) region. 

"Standard” cytogenetics is not sufficient to determine the precise location of the breaks (and to see 
which genes are lost upon formation of the ring). Recent molecular examinations of ring 
chromosomes have demonstrated that in many cases such chromosomes may have additional 
defects (losses or duplications) which may affect the clinical picture. 
  
There are many publications regarding different aspects of ring chromosome 18. These patients may 
have no morphological defects of internal organs but show developmental delay, hypotonia, hearing 
problems and immunological abnormalities. 
  
There is a large international support group especially for persons/families having abnormalities in 
chromosome 18. This group “Chromosome 18 registry and research society” is located in Texas 
(USA). You also may contact this group:   chromosome18.org. 
  
Iosif Lurie, MD, PhD, Medical Geneticist, CDO Medical Advisor  

All Ask the Doctor inquiries almost always include an information packet of publications confirming and clarifying the geneticist's response.  

http://chromodisorder.org/ask-the-doctor
mailto:askthedr@chromosdisorder.org
https://www.chromosome18.org/
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BOOK/MEDIA CORNER 
Visual Thinking: The Hidden Gift of People 
Who Think in Pictures, Patterns, and 
Abstractions, Temple Grandin 

From a Forbes magazine review: “As members of the 
disability community perpetually fight for their right to 
exist and have their humanity acknowledged, it’s not 
trivial that Apple has invested considerable resources 
into doing just that.” 

What a Body Can Do: How We Meet the Built 
World, Sara Hendren 

From Good Reads: “A fascinating and provocative new 
way of looking at the things we use and the spaces we 
inhabit, and a call to imagine a better-designed world for 
us all.” 

Temple Grandin: How An Autistic Woman 
Became an Unlikely Hero to the Cattle 
Industry and Autistic People Everywhere, 
documentary on HBOMax starring Claire Danes 

CHROMOSOME DISORDER OUTREACH 
P.O. Box 724 

Boca Raton, FL 33429-0724 

Family Helpline:   (561) 395-4252  or   
info@chromodisorder.org 

CDO is a 501C3 charitable organization.  

(Florida Registration #CH11200)

CDO IS A 2022 GREAT NONPROFIT! 
Your testaments helped us make a 
bigger impact on our community. 

GreatNonprofits honors highly 
regarded nonprofits, helping to 

increase visibility, find volunteers, 
and secure donors. 

Visit to leave your story: 

https://greatnonprofits.org/org/
chromosome-disorder-

outreach-inc

https://greatnonprofits.org/org/chromosome-disorder-outreach-inc
https://greatnonprofits.org/org/chromosome-disorder-outreach-inc
https://greatnonprofits.org/org/chromosome-disorder-outreach-inc
mailto:info@chromodisorder.org
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