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Two years ago, during a hiatus from textbooks, I wrote a book about the families and researchers pioneering gene therapy, “The Forever Fix: Gene Therapy and the Boy Who Saved It.” I encountered many amazing and unforgettable families who live with genetic disease. I’ve stayed in touch with many, and have met so many more that I can’t keep up with writing about them. Today I will share a few of their stories that inspired recent blog posts (cited below). They are:
· Donnie Heaton has trisomy 18. He recently celebrated his 21rst birthday.

· Juvenile Huntington disease is the “cruel mutation,” striking three young girls and their father. Karli Mervar and her father Karl died within weeks of each other in 2010. She was 14; he was 43.

· Bea Rienhoff’s connective tissue disease so far is her own, illustrating family exome sequencing to identify a de novo mutation. 

· Taylor King’s parents and big sister thought the little girl was losing her eyesight. She was – but she will also die of a neurodegenerative brain disease before reaching adulthood.

· Hannah Sames is one of 54 in the world with giant axonal neuropathy. Her mother led the battle to start gene therapy – but because Hannah has homozygous nonsense mutations, she can’t participate until she’s immunosuppressed.
Relevant blog posts
DONNIE:  A Very Special Birthday for a Young Man with Trisomy 18
http://blogs.plos.org/dnascience/2013/09/05/a-very-special-birthday-for-a-young-man-with-trisomy-18/
KARLI:  Juvenile Huntington’s Disease: The Cruel Mutation

http://blogs.plos.org/dnascience/2013/05/30/juvenile-huntingtons-disease-the-cruel-mutation/

BEA:  When a Disease is Genetic But Not Inherited: Bea Rienhoff’s Story

http://blogs.plos.org/dnascience/2013/07/04/when-a-disease-is-genetic-but-not-inherited-bea-rienhoffs-story/

TAYLOR: Battling Batten Disease

http://blogs.plos.org/dnascience/2013/06/06/battling-batten-disease/

HANNAH:  A Little Girl with Giant Axons, a Deranged Cytoskeleton, and Gene Therapy

http://blogs.plos.org/dnascience/2013/05/16/a-little-girl-with-giant-axons-a-deranged-cytoskeleton-and-gene-therapy/

The “Valley of Death” Looms for 8 Kids With a Rare Disease

http://blogs.scientificamerican.com/guest-blog/2012/05/24/the-valley-of-death-looms-for-8-kids-with-a-rare-disease/
GENE THERAPY KIDS UPDATE

http://blogs.plos.org/dnascience/2013/06/27/gene-therapy-kids-update/
Many families with rare genetic diseases love to share their stories, on websites for the organizations they’ve founded, and on rare disease websites. The 7,000+ rare diseases (rare=<200,000 people in the U.S) affect more than 30 million people!
Your students can “meet” rare disease families online, and then help to spread the word and educate the public about the families’ experiences. Here are organizations and a list of interview questions to get started. 
RARE DISEASE ORGANIZATIONS

www.rarediseases.org
www.checkorphan.org
www.geneticalliance.org
rarediseases.info.nih.gov/Resources/Patient_Advocacy_Groups.aspx

www.eurordis.org/
www.orpha.net/consor/cgi-bin/index.php
www.cafamily.org/uk
globalgenes.org/rarelist/

trisomy.org

Kalydeco Miracles facebook page (people with cystic fibrosis)

PROJECT FOR STUDENTS

Read some of the websites, or others, and learn about a family and their disease. Send an introductory email asking if you can interview a family member for a class report or blog post or however you would like to share their story. The interview can be conducted by email or on the phone, or best of all, in person if you can find someone who lives near you. 

Below are some questions to include. It is best to start simply: “Tell me about Joey. What is he like? What does he like to do?” Even the most disabled child can react in some way, even if the parent is imagining some of the response. Be sensitive. If a person gets upset, skip the question and try one that is positive, such as what has your child taught you? What makes her smile? Focus on what the child can do, then lead into what the disease makes difficult or impossible.
Ten Questions:

1. How did you learn that an inherited disease is in your family?

2. How long did diagnosis take?

3. Did you receive misdiagnoses? What were they?

4. How was the disease diagnosed?
5. How many family members are affected? Who are they?

6. Has the causative mutation been identified? What is it?

7. If no mutation is discovered, is exome sequencing a choice?

8. Did your child inherit the mutation, or originate it?

9. How has knowing the mutation been helpful? How has it been harmful?

10. Have you encountered any problems with school, friendships, insurance, health care professionals, other family members?

Add more specific questions based on the characteristics of the particular disease.

Make sure to thank the person, perhaps send a draft, and stay in touch. Ask if it is ok to use their name. Never use a photograph without asking permission unless it is from Wikimedia commons or you otherwise know permission is granted.
PAGE  
3

