
 

Letter from the President 
Dear Friends of CDO, 

As I write this, Disability Pride Month is just ending. July 2022 
marks the 32nd anniversary of the signing of Americans with 
Disabilities Act - the ADA established a clear and comprehensive 
national mandate to eliminate discrimination against individuals with disabilities. A great 
amount of progress has been made over these years but there is still much more work to 
be done.  

CDO has always celebrated the amazing achievements of our members and their 
families. We honor their diversity and try to recognize the strengths and skills of each 
person. But the word disability itself can be a problem, it can be construed in a negative 
context - i.e. a disabled person is less than someone else or cannot do something. A 
disability is a difference but someone with it should never be thought of as less than 
anyone else. If more people would think about how a person with a disability 
experiences their world, even more progress would be made. We should work towards 
making gains in the areas of acceptance, accessibility and accommodation and if those 
increase, hopefully then the lives of those with disabilities, along with those who care for 
and about them, would improve as well.  And more considered kindness all around 
wouldn't hurt a bit either.  

Thank you to all who worked this July and always to raise awareness and the 
understanding that disabled people are an important part of society. We all must 
remember that disability rights are human rights. Thanks so much!  

Linda Sorg 
Phone:    (561) 395-4252  Email: info@chromodisorder.org  
Further reading: After Disability Awareness, What's Next? by Andrew Pulrang  
   10 Books to Introduce Readers to Disability Literature  
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My Diagnosis Said I Couldn’t, So I Did: When 
Family and Modern Medicine Create 

Opportunity 
I write this at a strange time in my life- looking back toward 
the past and forward toward the future. Old enough to have 
lived, yet young enough to have much lying ahead. It is 
difficult to look back at my past, see how far I’ve come, and 
accept I’m not still playing catch-up. Such is a life lived rare. 

My name is Jay and I’m 31 years old. I founded CPSprotect 
Consulting Services- my own consulting firm. Also, I have 
16p13.11 Microdeletion Syndrome, Narcolepsy (which may 
be part of 16p13.11 Microdeletion Syndrome) and Von 
Willebrand Disease Type 2B. For all of you out there 
wondering how I’ve managed to get as far as I have despite 

this, you’re not alone; I am, too. With many chromosomal disorders, what success means can be a scary 
question and one I wouldn’t blame anyone for actively trying to avoid. 

I was born late, jaundiced (which thankfully resolved) and before long, I was diagnosed with developmental 
delay. No speech, poor fine and gross motor coordination, not really moving much...the list goes on. However, 
it wouldn’t be for another couple of decades that we would learn exactly why. 16p13.11 Microdeletion 
Syndrome wasn’t even discovered until 2007. Back in the early ‘90s when I was particularly young, you couldn’t 
go and get early intervention services, because they didn’t exist. If you wanted them for your child, you had to 
get a court order. That’s what my parents did, and I am forever grateful. 

With the help of those services, I eventually started to make progress (on my own time, of course). I finally said 
my first sentence when I was about two years old. According to my mom, I’d been watching Thomas the Tank 
Engine and I randomly turned to her, stood up and said “Mommy, I’m most impressed.” I will never live that 
down. Alas, as ‘impressed’ as she indeed was at the time, spontaneous speech did not come until age nine. At 
which point, my mental health was not great. I did very well in school academically, but not quite as well 
socially for a long time. I had a very short temper (whether that was medical in nature is still a debate). Fast 
forward to age 12, and I started to get very fatigued. My performance in school plummeted, as I existed in a 
perpetual feeling of having been awake for 2-3 consecutive days (with the occasional hour or two break). At 
age 16, by which time, I was sent away to school, because my physical and emotional needs were more than 
my parents could provide, we learned that was due to narcolepsy. That was three months after I was diagnosed 
with epileptic seizures. Life did not appear to be going particularly well and the director of my school wasn’t 
optimistic about my prospects for higher education and in fact, ended up recommending against sending me. 
Despite this, my parents sent me anyway and I thrived. I even graduated with honors. However, the seizures 
remained a problem medication just couldn’t solve. Then, my blood work started showing not just low 
platelets, but low white blood cells and an ultrasound showed an enlarged spleen. This was when things 
started to get scary, and the diagnostic journey really started. 

Now, I was seeing a whole new set of specialists: hematologists, gastroenterologists, rheumatologists, and 
geneticists and with that came a new focus: it looked like an inborn error of metabolism and the prognosis 
wasn’t good. What I thought was settled suddenly...wasn’t. Those were frightening years. I was passed from 
specialist to specialist as one after the other, they gave up. A six year-diagnostic journey. I kept thinking: 
everyone dies of something. There must be a why and if I find out why, there might be a solution! 

The seizures, although stable in frequency, continued to worsen in severity until 2017. I was at my office 
working when an aura came on. Three seconds later, my head hit the tile floor, and I was on the ground having 
a tonic-clonic seizure. Having had so many before, when I came to, I felt fine and decided to discharge myself 
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from the hospital against medical advice (one of the biggest mistakes of my life) and headed back to my office 
to finish my workday. What I didn’t realize was that while I was heading back to work, I was bleeding into my 
brain. When I arrived back at my office, my supervisor was surprised to see me and wouldn’t let me get back to 
work. Therefore, I had no choice but to go home. As I made my way to the 7 train, I started to experience 
significant pain in my head. I called my father and told him to meet me at Grand Central Terminal, as I was 
unsure I could make it home alone. He agreed and we boarded the next train home. I didn’t make it out of the 
Bronx before I was screaming in pain and an ambulance had to meet the train and take me to the hospital. 
There, they found I had acute subdural hematoma and the doctor didn’t have to tell me about the 50-90% 
mortality rate- there was a good chance this might very well be the end. Long story short, it wasn’t. It’s my 
miracle and I learned a lot- since that day, I have never gotten upset over losing my wallet, phone, or other 
material object. When you face your own mortality, you learn so much about what’s important in life.   

Finally, in December 2017, I was on my way home from work and received a call from the genetic counselor. 
They had done a whole exome sequencing for a third time and the results were in. I had asked my geneticist to 
run it because “it had been a couple of years” and “I hit my deductible, so it wasn’t going to cost me anything 
more to do, and we might learn something.” I was ready to hear we’d come up empty again, but instead, I 
heard the words ‘16p13.11 Microdeletion Syndrome’ and “can you come in for an appointment on Tuesday?” A 
wave of emotion came over me, but more than any other was relief. The diagnostic journey was over. I finally 
knew what was wrong with me. 

Little did I know that the scientific community didn’t know much about it and there was no disease-specific 
treatment. No one could even tell me what my future health might look like or other symptoms to look out for. 
Something about a ‘second-hit model’ and ‘incomplete penetrance.’ If there was an expert, I would be 
committed to finding him or her; if not, I was going to become my own expert...and that’s exactly what I did. 

I examined the scientific literature and was profoundly disappointed. There wasn’t much. When looking for 
someone interested in 16p13.11 Microdeletion Syndrome, I found exactly one research team paying any 
attention to 16p13.11 Microdeletion Syndrome and I made it a point to get to know the research coordinator. 
We’ve spoken over the years, and I’ve made sure to provide my documentation and make sure my variant is 
documented in the proper databases. If the information isn’t accessible to the scientific community, we won’t 
learn more. I took it upon myself to change that. 

In August of 2022, my epileptologist decided it was time to examine surgical options for the seizures. 
Ultimately, it took three hospitals stays, two brain surgeries and nine months. Now, I have an implant in my 
brain designed to help reduce my seizures called the RNS System. I don’t regret the choice. It’s no cure, but it is 
a new innovation that gives me hope that one day, I might be able to drive. That would open so many doors! 

This new device brought a unique opportunity. I contacted the research coordinator and asked if the research 
team would be interested in the data from the RNS System for groundbreaking research into 16p13.11 
Microdeletion Syndrome. Amazingly, they said yes. Then, I had to convince my doctor to cooperate, as well. I 
have managed to coordinate new research into my diagnosis in the hopes patients that come after me might 
have the information I wish my parents had when I was a kid. 

Today, I am independent but still limited. The ability to drive still escapes my grasp. However, I beat 
expectations time and time again thanks to a combination of new developments in medicine and new 
opportunities within my grasp. I have gone from that child diagnosed with developmental delay and so many 
other issues to so much more. I now own my own business, I’m an expert in my field and my health is better 
than ever (still not saying much compared to most, but it’s everything to me). I have learned to live with the 
limitations I do have and to have faith that as modern medicine continues to innovate and society continues to 
evolve, more opportunities may come along that, if I decide to take them, could unlock doors I can’t possibly 
imagine today. 
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Cammarata Scalisi F. et al. “Clinical and genetic aspects of 
Phelan-McDermid syndrome: an interdisciplinary 
approach to management”. “Genes” 2022. 

There are several reports on treatment of PMS patients using several 
medications. Risperidone produced significant improvement in 
behavioral problems. Intranasal insulin may improve motor activities 
and cognitive functions. Insulin growth factor also may improve social 
impairments and restrictive behavior. Larger study populations are 
required to test the therapeutic effect and safety of all these methods. 

“Mono-allelic loss of YTHDF3 and neurodevelopmental 
disorder: clinical features of four individuals with 8q12.3 
deletions”. “Clinical Genetics” 2022, v. 101, 208-213. 

Age of patients varied from 4 to 22 years. All patients had intellectual disability, one of them also had autism; another 
one had pervasive developmental disorder. The data shows that the loss of the YTHDF3 gene causes a complex of 
neurodevelopmental problems confirming the role of this gene in normal brain functioning. 

Gofin Y. et al. “Delineation of a novel neurodevelopmental syndrome associated with 
PAX5 haploinsufficiency”. “Human Mutation” 2022, v. 43, 461-470. 

The clinical consequences of the deletions of the distal part of 9p are well known. At the same time the significance 
of interstitial deletions of other areas of 9p are not so clear. The segment 9p13.2 includes the PAX5 gene. Basically 
the same clinical spectrum (ASD, seizures, developmental delay) was found in 11 patients with mutations in the PAX5 
gene. The authors conclude that the malfunction of this gene (either due to deletion or due to mutation) causes a 
novel neurodevelopmental syndrome. 

Hao X. et al. “Prenatal diagnosis of fetuses with Emanuel syndrome: results of 
ultrasound examination and invasive genetic testing”. “Prenatal 
Diagnosis” 2022. 

Emanuel syndrome (ES) is a complex of neurodevelopmental retardation, facial 
dysmorphism and congenital anomalies caused by concomitant trisomies for the distal 
part of the long arm of chromosome 11 (11q23qter) and pericentromeric segment of 
chromosome 22 (to 22q11.2). In most cases such a combination is caused by 3:1 
segregation of a translocation t(11;22(q23;q11.2). In the authors’ experience 3 out of 6 
fetuses had diaphragmatic hernias (DH), 3 had Dandy-Walker malformation (DWM) or 
its variants, 3 had aplasia or hypoplasia of kidneys (most fetuses had more than one 
defect).  

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. 
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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.

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

Q: I recently had a miscarriage and genetic testing showed the baby had 
monosomy 21. Would you please tell me more about this? Should I be tested? 

A: In theory monosomy 21 may be a result of a parental Robertsonian translocation type of 
t(14;21). If the woman is a carrier she may produce egg-cells both with excessive 
chromosome 21 or without chromosome 21 at all. Fertilization of such cells will lead to 
trisomy 21 or monosomy 21. The same may be true if the man is the carrier. However I do not 
know of any reported cases of monosomy 21 when one of the parents was a carrier. 
Moreover, I have never heard about a recurrence of monosomy 21 in the same couple. To be 
on a safe side the couple may wish to test their chromosomes although I doubt that one of 
them is a carrier. 

Almost all embryos with monosomy 21 die in utero, and full monosomy 21 in a newborn is 
extremely rare. These children usually have numerous malformations and are not able to 
survive. 


Q: Please provide information on 16p11.2 deletion. 

A: Deletions of this segment of 16p11.2 are very common. The structure of chromosome 16 
predisposes to a frequent loss of this area of 16p11.2. The most common manifestations are 
developmental delay, autistic features and behavioral problems. Some patients may have 
macrocephaly, scoliosis and other defects. However generally anomalies of internal organs 
(heart, kidneys etc) are relatively rare. 

The severity of manifestations varies from case to case. Some persons with such a deletion 
may remain clinically healthy. There are many reports when an affected child inherited this 
deletion from an apparently healthy parent. If the family is planning to have other children I 
recommend cytogenetic examination of the parents.


Q: Do you have any information on 16p13.2p12.3 deletion? 

A: A 7.3 Mb deletion 16p13.2p12.3 is highly unusual. I have never seen reports on similar 
deletions. There are many publications on patients with deletions of the “centromeric” part of 
this segment (from 14.5 to 18.0 Mb) but virtually no information on patients with deletions of 
the “distal” (from the centromere) segment (10.2-14.5 Mb). 

http://chromodisorder.org/ask-the-doctor
mailto:askthedr@chromosdisorder.org
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BOOK/MEDIA CORNER 

Best Foot Forward, streaming now on 
Apple TV+… a story about and by people 
with disabilities. 

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.” 

It’s OK to be Different: A Children’s Picture 
Book about Diversity and Kindness, by 
Sharon Purtill. Illustrated by Sujata Saha. 

A Life Beyond Reason: A Disabled Boy and 
His Father’s Enlightenment, by Chris 
Gabbard 

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)

Patients with a loss of the 14.5-18.0 segment usually demonstrate intellectual disability (ID), seizures, 
behavioral problems and dysmorphism. Some of them may have different visceral defects. Regarding 
the clinical manifestations of the more “distal” (from the centromere) deletions, I found only one article 
where patients with a deletion from 14.9 to 16.3 Mb had pseudoexantoma elasticum*. DECIPHER 
(which is a collection of unpublished cases with chromosomal imbalances) contains 6 cases which may 
be relevant to this issue. CDO has a compilation of available information about these patients in a 
separate table. Almost all these patients had intellectual disability and behavioral problems but these 
manifestations may be also found in the patients with deletions of the “centromeric” segment.  

*Pseudoxanthoma elasticum (PXE) is a progressive disorder that is characterized by the accumulation of 
deposits of calcium and other minerals (mineralization) in elastic fibers. Elastic fibers are a component 
of connective tissue, which provides strength and flexibility to structures throughout the body. 

Iosif Lurie, M.D., Ph.D. Medical Geneticist CDO Medical Advisor

HELP CDO BECOME A 2022 GREAT 
NONPROFIT 

Your testaments help 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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