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Latest News Inside This Issue 

Due to the global COVID-19 pandemic, 

planning for the 2020 Family Meeting 

in New York is currently on hold. We 

will update everyone on the status of 

the meeting once the situation for July 

becomes more clear. 

There is not currently any indication 

that individuals with HNRNPH2  

mutations are more susceptible to the 

virus than anyone else. Everyone 

should be practicing social distancing 

to prevent exposure to the virus as 

much as possible. Stay safe! 
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Featured Family: Meet Anna 
Anna is 18 and she lives in Wiltshire in the UK, with 

her family and pet dog and cat. Anna is generally a 

happy, smiley young person!  

Every weekday morning she is picked up by minibus 

to go to her school for young people with special ed-

ucational needs. She has been going there since she 

was 11. This is her last year before moving on to a 

local college with several of her friends, where em-

phasis is on life skills and independence.  

Anna loves going to school - she enjoys seeing her 

friends, and particularly likes music, getting messy 

doing art and gardening, and helping out in the 

school shop.  She has speech therapy and swim-

ming at school too. She used to do horse riding 

there as well, but disliked wearing a hard hat so 

much that we have given her a break from that! She 

has also had support from occupational therapy 

with a ‘sensory diet’ which helps Anna to be calmer 

and reduces anxiety.  This involves tactile and audi-

tory input, such as brushes, massage and musical 

toys, and things to chew on.  

Anna can walk a few steps by herself, but usually 

likes to walk with the support of another person, 

and uses a wheelchair for long distances. She 

learned to crawl when she was about 3 and to walk, 

first with a rollator and then gradually by herself, by 

about 7. She finds changing surfaces difficult, like 

moving from carpet to hard floor, and finds it hard 

to climb stairs.  

Anna had a gastrostomy feeding tube operation 

when she was 9 after some years of struggling to put 

on weight. This helped enormously, both physically 

and developmentally too, as she had more energy for 

learning.  Now she has all nutrition orally, with her 

feeding tube used to top up fluids (Anna often 

doesn’t drink enough) and for medications.  

Outside school, Anna loves music, either on an iPad 

or watching music videos on TV. She particularly 

enjoys rock music (might have something to do with 

her Dad’s musical tastes …)!  She is just beginning 

to learn to use AAC software on the iPad which we 

hope will help her to communicate more easily.  She 

also really enjoys the open air in the summer, feel-

ing the grass under her feet or against her hands, 

and likes camping! She does get anxious with new 

places and activities, though, so we take everything 

slowly at Anna’s pace.  

We received our HNRNPH2 diagnosis in June 2018 

via the Deciphering Developmental Disorders (DDD) 

study in the UK, when Anna was 17. We enrolled in 

this study in 2012, so it was a long wait! Anna had 

previously had several negative genetic tests, includ-

ing Rett and Angelman Syndrome. We were very 

pleased to have a diagnosis and it has been incredi-

bly helpful to be able to communicate with other 

families with the same diagnosis, and find many fea-

tures and qualities in common. The other parents 

are really friendly and supportive, and it is great to 

no longer be alone! 

 

 

Anna today 

 

Anna at 13 years old 
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Lynn Elko’s daughter Emma has an HNRNPH2 mutation and also has CVI, a visual impairment which is 

emerging as common among HNRNPH2 patients. Lynn has very generously shared her CVI expertise with us.  

Spotlight On: CVI (Cortical Visual Impairment) 

Cortical Visual Impairment, CVI, is the #1 pediatric 

visual impairment in developed countries, yet it often 

goes undiagnosed or misdiagnosed. CVI is a brain-

based visual impairment caused by dysfunction in 

the occipital lobe and/or along the visual pathways of 

the brain. The most current information, which 

speaks to the neuroplasticity and expectation of in-

creased functional vision when individuals with CVI 

receive the diagnosis and then interventions, accom-

modations and adaptation with intentionality and fi-

delity, has not yet made its way into the educational 

programs of doctors, therapists and teachers. This 

leaves those in the field ill-equipped to address the 

needs of those with CVI in diagnosing, treating, 

teaching and informing parents of what they can do 

to help their child develop their functional vision. 

For years, we knew Emma experienced sensory is-

sues. Until we discovered the current literature on 

CVI, we didn’t fully understand that this was actually 

her primary disability because vision precedes action. 

If Emma’s brain isn’t properly interpreting the mes-

sage sent from her eyes, her world is often beyond 

interpretation. Chaos ensues and the world is a very 

scary place because we use vision as our primary 

sense to decode our world. Thankfully not all of the 

world is scary, as repeated exposure gives her under-

standing of known places, people and things. We 

came to learn that she uses compensatory skills to 

make up for her inability to interpret her visual world 

(sound, touch, mouthing, smell, vestibular).  

Those strong compensatory skills made her look less 

visually impaired and were why no one, including us, 

her parents, imagined that vision was the largest bar-

rier to her being more fully functional and engaged as 

a learner. Kids with CVI don’t “look” blind.  

Often these children are misdiagnosed with autism or 

PDD because they enjoy the same toy or video, like to 

do the same thing over and over, go to the same plac-

es, be with the same people and typically don’t make 

eye contact (novelty, complexity). People comment 

that they “look through” or past you because the hu-

man face is so expressive, making it inaccessible 

(complexity). They will often have a favorite color 

(color preference), like to look at ceiling fans 

(movement), out windows (light) or backlit screen 

(movement, light). Emma would eventually look at 

something (eye-to-object fixation) but would need to 

look away in order to reach (absence of visually guid-

ed reach) and it would take a long time for her to ac-

tually look at what we were presenting to her 

(latency). Often we would move on before she had a 

chance to process our request. I can’t imagine how 

frustrating that was for her. And while she had all the 

motor planning skills and strength to walk inde-

pendently, she didn’t until she was nearly 10 years 

old. She had a reluctance to walk, most likely due to 

her inability to see directly down and in front of her 

(field of vision loss) which made curbs, surface chang-

es and uneven surfaces frightening. 

CVI impacts so many areas of an individual’s life be-

cause sight is our most reliable sense to understand 

the world around us. Without the ability to interpret 

the world, the child’s world is small. Dr. Roman has 

said that CVI masks cognition. I believe that to be so 

true. Until we give children with CVI visual access to 

their worlds, we’ll never know all they are capable of 

knowing and doing. We know that our HNRNPH2 

children know how to love deeply and bring joy to our 

lives. It is my hope that if any of them have CVI, they 

can develop their functional vision well enough to love 

the world in which they live too. 

References and recommended reading: 

- https://pcvis.vision/  

- Roman-Lantzy, Christine. Cortical Visual Impairment : An Approach to 

Assessment and Intervention. 2018 

- Roman-Lantzy, Christine. Advanced Principles: Cortical Visual Impairment. 

2019 Emma at work with CVI adaptations 
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New Website 

New Publications 

Two new articles related to HNRNPH2 have been published in the American Journal of Medical Genetics in 

recent months. Details of the articles are listed below and abstracts can be found online at https://

onlinelibrary.wiley.com/journal/15524833  

1. Somashekar PH, Narayanan DL, Jagadeesh S, et al. Bain type of X-linked syndromic mental retarda-

tion in a male with a pathogenic variant in HNRNPH2. A J Med Genet Part A. 2019; 1-6. Describes a 

family in India with two affected siblings, one male and one female.  

2. Peron A, Novara F, La Briola F, et al. Missense variants in the Arg206 residue of HNRNPH2: Further 

evidence of causality and expansion of the phenotype. Am J Med Genet Part A. 2020;1-6. Reports on a 

35-year-old female with a de novo variant in HNRNPH2. Suggests Rett syndrome as a possible differen-

tial diagnosis. 

• new patient and family resources 

• information on the natural history study and 
Simons Searchlight study 

• revised genetic and phenotype information 

• updated social media feeds 

• an e-store containing YBRP-branded merchan-
dise 

• giving a fuller description of those volunteering 
in leadership and committee member roles, re-
flecting the parent engine driving YBRP forward  

The Yellow Brick Road Project launched a new website in March 2020.  The address remains the same at 

yellowbrickroadproject.org 

Along with a fresh new design, the website includes many new features such as: 
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AMAZON SMILE 

AmazonSmile is a website operated by Amazon with the same products, prices, and shopping features as 

Amazon.com. The difference is that when you shop on AmazonSmile, the AmazonSmile Foundation will do-

nate 0.5% of the purchase price of eligible products to the charity of your choice.  

 

On your first visit to AmazonSmile - smile.amazon.com - you’ll be asked to select a charitable organization. 

Please search for “YBRP Inc”. After that, every eligible purchase you make will result in a donation!  

 

Please note: If you had previously selected “Yellow Brick Road Project”, please click on the “Change” link and 

update this to “YBRP Inc.” The name change coincides with some behind-the-scenes accounting changes, 

but the group you are supporting remains the same! 

Fundraising 

As part of the new website launch, the donation section of the website has been completely re-designed. All 

donators will receive an immediate tax receipt by email.  

     https://yellowbrickroadproject.org/collections/all  

Along with one-off donations through the website, we now have the ability to create custom  

fundraisers to share with our networks.  

For example: John Flanagan, Morgan’s dad, hosts a regular fundraiser for his bowling league. In addition to 

collecting donations at the event, he can now direct supporters to the Vagabond Bowling League On-Going 

Fundraiser on the website where they can donate directly to YBRP.  

This will help us to reach those in our network who want to support our individual fundraising efforts but 

are not Facebook users or would prefer not to donate through Facebook.   

Please get in touch with Paula Tyson if you would like to set up a custom fundraiser! 
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YBRP: Behind the Scenes 

 

There has been a lot going on at the Yellow Brick  

Road Project since our last newsletter! Our focus  

continues to be on our three main goals: funding  

research, raising awareness and connecting families.  

Family fundraising initiatives for Giving Tuesday and  

Rare Disease Day have raised an amazing $24,000  

towards research into HNRNPH2 and potential  

treatments. 

 

INTERNATIONAL DELEGATE COMMITTEE 

Following last year’s family meeting, an  

international delegate committee was created to  

represent YBRP around the world. Delegates are  

connecting with their local rare disease communities  

and raising awareness of HNRNPH2. They are also  

available to support local families as needed.  

The international delegates are: 

CONFERENCES 

YBRP has been popping up at conferences around the world! Some 

of the events that representatives from the International Delegate 

Committee have attended include: 

• Global Genes conference in San Diego in September 2019 

• Manchester Rare Disease Showcase in October 2019 

• Latin America Congress on Rare Diseases in Brasilia in Octo-
ber 2019 

• World Orphan Drug Congress in Europe in Barcelona in No-
vember 2019 

• NORD Rare Summit in Washington D.C. in November 2019 

• Rare in the Square in San Francisco in January 2020  

• Data DIY Workshop by Global Genes in Houston in February 
2020 

At the conferences, we have met industry leaders who will be essential in our efforts to raise awareness, ex-

pand our network of industry partners, and push forward research.  We have learned about advances being 

made in gene therapy around the world and made connections with other rare disease patient organizations.  

These experiences inspire and re-enforce YBRP's mission and the quest to find a cure for HNRNPH2 genetic 

variations. 

Eastern USA: Trish Flanagan and Paula Tyson 

Western USA: Nicole Glenn 

Canada: Andrea Blake 

Central & South America: Andreia Zanelato 

Europe: Andreia Ramos and Stacy Paddon 

Israel & Asia: Esther Ollech 
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NEW VIDEO:  YBRP and the Quest to a Cure  

In the lead-up to Rare Disease Day this year, we released our new video: YBRP and the Quest to a Cure. This 

fantastic video was filmed at the 2019 annual family meeting and features footage of many of the HNRNPH2 

patients who attended, along with interviews with parents and researchers. It highlights the collaborations 

and work being done to further research into HNRNPH2 mutations and how we can work together to keep 

moving things forward. 

The video is available to view and share on the Yellow Brick Road Project Facebook page and on YouTube. 

The YouTube video features approved subtitles in French, Dutch, Italian, Portuguese, Spanish and Hebrew.  

https://www.facebook.com/yellowbrickroadproject  or  https://youtu.be/iwn-_a7xMQQ  

YBRP has submitted the video to the Disorder: Rare Disease Film Festival taking place in New York City in 

May 2020.  Special thanks to DeFillippo Photography and Video, who did an amazing job filming and pro-

ducing the video!  

COMBINED BRAIN 

Combined Brain is a newly-formed consortium of rare disease groups devoted to speeding the path to clini-

cal treatments for people with severe rare genetic non-verbal neurodevelopmental disorders by pooling ef-

forts, studies and data. YBRP is a foundation member, as we understand the value in joining forces with 

other groups searching for answers to improve the lives of those touched by genetic neurodevelopmental dis-

orders.    

Please visit https://www.combinedbrain.org to learn more. 

 

GENETIC ALLIANCE UK 

From April 1 2020, YBRP will be a member of Genetic Alliance UK, an alliance of over 200 patient organiza-

tions working to improve the lives of patients and families affected by all types of genetic conditions. 

You can find out more about the work of Genetic Alliance at https://geneticalliance.org.uk/  


