Sunday, July 7 Monday, July 8 Tuesday, July 9 July 10

Time Time Trackl |  Track2 | SelfAdvocates | _Siblings Time. Track 1 Track 2 Self Advocates | _ Siblings. Time. Trackl | Track2 | SelfAdvocates | Siblings
9:00-10:00am Wel B D/ G Q&A w/ Dr. D: Garrett :'E";.'
2 £ w/ Dr. Dan n arrett's eal
Aldrup, Neale Parker & Staff 9:00-10:00am Hale - ’s‘;:'":':i'."g | cafts Hour w/ 9:00-10:00am sibling Panel S“PPa"EI Munchies/
Endocrinology (tentative) Donuts (+13) TP |Team Building
Research Update with | 'ceBreakers & | sibling (13+)
10:00-11:00am TSR oK
Dr. Cody Presentation | (allages) | Hampton Hodges | i00-1h35am real
v 4 Ryan Platt-A | = Parent Panel -Advoc
11:00-11:15am Break 10:00-11:00am | ial Needs Plan As"E:I'" e oss (+13) 10:15-11:45am .Self A .ate Panel
an (Rick Guidotti moderator)
11:15am-12:15pm Dr. Karkar from the CRC - Aaking Carcis Lynn's Hour 11:00-11:15pm Break 11:45-12:00pm Break
Neurology (all ages)
11:15-12:15pm | Rick Guidotti - Positive Exposure Painting TBD 12:00-1:30pm G roup Photos
Choose "
12:15-1:30pm Lunch
12:15-1:30pm Lunch

Lunch on your own and Free Time (free

1:30-4:00pm s "
admission to Carolina Raptor Center)
Special Local Guest Speaker - Molly Grantham
1:30-2:45pm i = Sipporting .
'Anchor, Author, Speaker, Mom 2:00-3:30pm i 18D oty Cyber Sib
Aldrup & Neale Parker Call (all ages)
2:45-3:15pm Break 3:30-3:45pm Break
Hair, Makeup Annual
s Jenna Flynn- [Pr: Catherine Larson - g0 yoeq _ | ook, 3:00-4:00pm andPrincess | Scavenger
3:15-4:15pm | o ism Soclety C"":;"S'I‘:;;" & (N ook aEa |EeEEECES 3:45.5:00pm | Men' Breakout Women's | Scavenger Hunt E’::::::T" Meet & Greet Hunt
Session Breakout Session| & Karaoke (+13)
4:00-5:00PM Free Time - Get Dressed & Ready for the Dance!
” ” 4:15-530pm Syndrome Breakouts Bingo! TBD
2:00-5:00pm Check-In 5:00-6:30pm Free Time
Cocktail Reception, Silent Auction, and Meet &
Meet in Lobby at 6:30 pm - Ladies' Night Out-Sweet 5:15-6:30pm Great w/ The Top Cats cheerleaders from the
5:30-6:30pm Free Time Lew's BBQ/Music Carolina Panthers
6:30-8:30pm
Meet in Lobby at 6:30 pm - SA Night - Polynesian Luau
5:00-6:30pm Diasee Meet in Lobby at 6:30 pm - Men's Night Out- Sweet
(on your own) Lew's BBQ/Music
6:30-8:30pm 6:30-10:00pm Starfish Dinner & Dance
New Family Meet in Lobby at 3:30 pm - Siblings' Night Out -
6:00-7:00pm | Orientation- Matt Carrowinds Amuesment Park
sod lulie Silent Auction check at (after Dance)

Silent Auction - Thursday morning to Friday 10:00
'Welcome Reception +
Cash Bar

7:00-8:30pm

Performance by
7:30-8:00pm | Bouncing Bulldogs Jump
Rope Team




Enrollment Numbers

38418¢-
14018p-

85 Tetrasomy 18p
49 Ring 18

37 Trisomy 18

10 18q+

5 18p+

706Total




Enrollment Distribution

North American Co
US (47 states) - 55

Canada (8 Provinces) - 49
Mexico -5

Barbados - 1
Puerto Rico - 1
Dominican Republic - 1
South American Continent - 7
Brazil - ¢
Columbia - 1

ntinent - 6og

Europe (20 countries) - 57
Asia (4 countries) - 6
Australia - 22

New Zealand - 7

Africa (1 country) - 2




Chromosome 18

263 Genes

18p- &
L Tetrasomy 18p
region
67 genes

__Proximal 18g- region |
87 genes

Distal 18g- region
102 genes
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Video Assessments of FSHD?
FSHD2 Smile & Frown

Facial Gesture Tests

Drs. Karkar & Tawil

Loonen, T.G..,, Horlings, C.G.C., Vincenten, S.C.C. et al. Characterizing the face in
facioscapulohumeral muscular dystrophy. J Neurol 268, 13421350 (2021),




Adult Onset Conditions

o18p.
*FSHD2
*SCA28

*Dystonia 3 Gene/ Symptom
*Arthritis Symptom

Gene

18¢-

—Hypothyroid } Sy
—Autoimmune




All Participants

' Follow-up seizure survey 10 years
* Dr. Karkar

*Annual surveys including medications
*Adult assessments

* Living Arrangements

* Educational Attainment

* Work Status




18p- (parm deletion)

* Total no. of living Participants over 18: N=91 MARRIED (YES)

* Total no. of participants we contacted: N=83 | MARRIED

(NEVER)
* Total no. of received Responses; N=44

* Deceased: N=4 CHILDREN (YES)
CHILDREN (NO)
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18p- (p arm deletion) Dormitory Group
LIVINGARRANGEMENTS 2% home
2%
- 23 Extende
Independent/“: ted liv d famil
s
Parents/independent =
apartment
9%
Parents/guardians
73%




18p- Deletions Highest Education Level




18p- (parm deletion)
WORK POSITIONS

Currently not
working
33%

Attends day
habilitation
program
22%

Part Time PAID
25%

Part Time
UNPAID
5%

Volunteer




Resources

Reist Website

* Revised condition descriptions
. Introductory videos

Chr 18 Clinical Research Center Website
* —— =

Management Guides

. 18p.
Proximal 18q-
Distal 18q-
Ring 18
Tetrasomy 18p

* Trisomy 18p

* Gene Dosage Maps




At this conference

‘Blood draws for enrollment

Enrolled participants > 12 years old
*Smell test: 18q- & 18p-

*Video for speech and FSHD2: 18p-
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