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Current Research:
SReSea rCh Upd e Dr. Liu, Dr. Prada & the Cincinnati Children's SKS Team have
6* _ el( submitted their first publication supported by SKSF funded
G research. This will be a comprehensive paper on SKS & will
open up new avenues for scientific inquiry
e Dr.Yang, the SKS post-doc at UF, research continues to
evaluate the differences between 20 + different MTOR
variants
Future Research:
L * Dr.Prada & Dr. Krueger, at Cincinnati Children's Hospital, are
evaluating surveys collected and looking at brain function and
behaviors. Look for the email from Lindsey E. Aschbacher-
Smith requesting MRI and/or EEG data.
Want to Enroll in SKS Studies?
e Email Lindsey at Lindsey.Aschbacher-Smith@cchmc.org for
more details.
’ Calling all German, Belgium & Netherland Families:
e Email Dr. Reijnders at margot.reijnders@mumc.nl for more
information on the mTORopathy Expertise Center
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February 26th

Workout for Rare Disease Day ‘

The Smith-Kingsmore Syndrome. Mission: Fanﬁhem Friends, and Commiiniics ars virtially coming together for the
Waorkeut Of the Day : EﬁmmmmmmamamﬂdMaMmgandmmm;s-
Saturday February 26th, 2022 mmmwaﬂe by joining & cause worth working out for
Virtual Event E et awa:mieve]mum@mme 7
ﬁﬂdmmémmherﬂnm &vmaﬁﬂmuﬂmhrm&ammh&mtbm
Month and celebrate the Sist ever - Why such & hsrd vorkou® To “Be
abnormal, among the normal” Jmmmrmandwmmmcmm
RARE WOD 2022
; Athlotic Levels: . .
Tursiy: . i cone. i o 3 e verkou ok af b ubankin It’s time again for all the SKS
hn&mmtsmﬂ:sewmm Do (e workout B prescnbad
s s g gt e athletes to sweat for SKS.
#rarewod2022 Relay:  Amlstes caripete a5 team to complets all svenss of the H
e G o S Join us on for the world
bueic il famous Rare WOD (workout
of the day), powered by SKSF,
on Saturday, February 26!
ST SKS RARE WOD NO GEA Click here to learn more
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https://www.facebook.com/events/339374321206558/
https://secure.frontstream.com/sks-rare-wod-2022

Smith-Kingsmore Syndrome
SKS Global Patient Registry Update
February 2022

Participants from
Australia, Belgium,

Diagnosed
2 O O + with SKS 6 9 Brazil, Canada, France,
Worldwide Italy, Japan, Kuwait,

Mexico, Netherlands,

(-’ 64% Male New Zealand, Spain,
’e 36% Female UK, USA
Interception & Body
: Temp Dysregulation .
Selzures 50% Have difficulty feeling full/hungry, Hyperphagla
43% have had at least one seizure hot/cold, and/or overheats easily 39%

Neurodevelopmental & Behavior

79% Sleep Disturbances

——pp 23% Anxiety

\ 96% Intellectual

Impairment and/or

45% Non-Verbal —

All non-verbal participants have
intentional vocal sounds

86% Sensory Dysregulation, /
Stimming and/or Self-

. . Global Delay
harming behaviour To Start Your
SKS Registry Today


https://smithkingsmore.org/patient-registry/

