
The KAT6A Foundat ion was founded in

2017 by parents  of  chi ldren ident i f ied

with  mutat ions on thei r  KAT6A gene.  At

the t ime,  there were fewer  than 50

known KAT6A cases.  In  2020,  we began

foster ing connect ions wi th  the KAT6B

community  and in  2022,  we formal ly

became the KAT6 Foundat ion,  an

organizat ion devoted to  understanding

mutat ions in  both KAT6A and KAT6B

genes.  Today,  there are  more than 500

known cases of  KAT6 syndromes

worldwide,  and we expect  our  numbers

to cont inue to  grow.  

We are  the only  501(c)(3)  nonprof i t

organizat ion founded to  support  the

internat ional  KAT6 community .

About Us

Join us

3 Louise Dr ive ,  West  Nyack,  New York  10994

support@kat6a.org

www.kat6foundat ion.org

“Alone we can do so little;

together we can do so much.”

Our Mission

The KAT6 Foundat ion supports

indiv iduals  and thei r  fami l ies  who are

l iv ing with  KAT6A and KAT6B

syndromes around the wor ld .  We

advance scient i f ic  research a imed at

developing t reatments ,  and spread

awareness of  KAT6 syndromes so they

can be more easi ly  ident i f ied,  t reated,

and studied.



Each person with  KAT6 syndrome has a

di f ferent  mutat ion a long the KAT6A or

KAT6B gene,  which leads to  a  wide

range in  symptoms and features .  

Our  KAT6A/KAT6B Pat ient  Regist ry

launched in  2019 through the Nat ional

Organizat ion of  Rare Diseases (NORD).

Our  regist ry  col lects  valuable  data

about  many aspects  of  KAT6

syndromes,  enabl ing researchers  to

understand the fu l l  range of  KAT6

character is t ics  and to  ident i fy  areas for

addi t ional  s tudies .  

Driving Research

Features of KAT6

The KAT6 Foundat ion’s

Empowered Grant  program

provides funding for  the purchase

of  ass ist ive  equipment ,  devices ,

and technology,  as  wel l  as  a

var iety  of  therapies  for  indiv iduals

diagnosed with  KAT6 syndromes.

Our  advocacy team helps

caregivers  navigate the

educat ional  and medical  systems

to make informed decis ions and

obtain  opt imal  serv ices and care

for  thei r  chi ld .

We are  the of f ic ia l  sponsor  of  the

annual  KAT6 Conference.  Each

conference enables  open dia logue

between fami l ies ,  c l in ic ians ,  and

researchers  and provides a

plat form for  the KAT6 community

to expand i ts  network .  

Supporting Families
Chan Zuckerberg In i t iat ive ,  USA -  the
KAT6 Foundat ion was chosen as  part
of  the CZI :  Rare as  One Network — a
group of  30 pat ient - led organizat ions
that  are  accelerat ing research and
dr iv ing progress  in  the f ight  against
rare  disease 
Center  for  Regenerat ive Medicine
(CREM),  USA -  KAT6 Foundat ion and
col laborators  have establ ished the f i rs t
pat ient -der ived induced Plur ipotent
Stem Cel ls  ( iPSC)  bank for  KAT6A and
KAT6B var iants  
Centro Andaluz de Biología  del
Desarrol lo  (CABD) ,  Spain –  f i rs t
research study di rect ly  funded by our
foundat ion was publ ished by Genes on
Nov 15,  2022,  P a n t o t h e n a t e  a n d  L -
c a r n i t i n e  S u p p l e m e n t a t i o n  C o r r e c t s
P a t h o l o g i c a l  A l t e r a t i o n s  i n  C e l l u l a r
M o d e l s  o f  K A T 6 A  S y n d r o m e
David Geffen School  of  Medicine,  USA
-  stem cel l  research on KAT6 var iants
Technion Inst i tute ,  Is rael  -  mult ip lex
analyses of  the molecular
pathophysiological  mechanisms
under ly ing KAT6 
Walter  and El iza  Hal l  Inst i tute  of
Medical  Research,  Austra l ia  -  KAT6  
mice studies  are  underway with   
potent ia l  t reatments  being tested 
Murdoch Chi ldren’s  Research Inst i tute ,
Austra l ia  -  speech study on KAT6 
Kennedy Krieger Inst i tute,  USA – study
of cognit ion and neurobehavior  in KAT6 
Rare Diseases:  Models  & Mechanisms
Network (RDMM),  Canada-   s tudy
involv ing f ly  models  to  invest igate  the
neurological  impl icat ions of  KAT6 
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