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▪ All those affected by rare 

chromosome or gene disorders 

associated with developmental 

delay/intellectual disability

▪ UK-based charity supporting 

>35,000 families globally

▪ Since 1984

Who are Unique?



U.K. 13,209

France 221

Spain 227

The Netherlands 339

Germany 13,209

Australia 1,758

New Zealand 453

Brazil 222

U.S.A. 9,996

Canada 1,084

~35,000 members



Who are Unique?



▪ Postdoc-ing at HKU, 2003

My route to Unique

From the Unique Balanced Translocation guide:

https://rarechromo.org/media/information/Other Topics/Balanced translocations FTNW.pdf
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Rare Conditions



•  Lack of prognostic information

•  Lack of a pathway to follow

•  Struggle for recognition

•  Lack of knowledge – public and professionals

•  Challenges finding support

•  Lack of research

•  Lack of evidence-based treatments

After diagnosis: Living with a rare 

genetic condition 
Diagnosis with a rare 

condition comes with specific 

challenges 

Confused. A bit 

bewildered and 

just left really



What Unique can 
Offer Families



Information &  signposting

Information guides

Practical guides

Unique database

Regular magazines 



Emotional support

Family matching service

Helpline

Family days & events

Community & belonging

Information &  signposting

Information guides

Practical guides

Unique database

Regular magazines 



Unique Guides for Families and Professionals

▪ Information guide project launched in 
2004. Information often focused on the 
“worst case scenario” or was written in 
complex, medical terms that weren’t 
easily accessible to families.

▪ Over 300 guides to genetic conditions 
including over 80 guides to single gene 
conditions

▪ Developed in collaboration with clinical 
and academic experts

▪ Over 550 translations across 22 
languages

https://rarechromo.org/disorder-guides/



Information guides

 Clear overview of what might happen over time 

 Practical suggestions and tips based on real experiences

 Reassurance that they are not alone

 Validation

 Useful tool when working with professionals



The Challenge

▪ ~300 guides but ~800 conditions
▪ Could AI be a solution? 

With a small team, how can we keep up information guide production? 



Guides in the pilot project

Published

▪ TUBB3- related tubulinopathy

▪ QRICH1 (Ververi Brady syndrome)

▪ BUB1B (MVA) Mosaic Variegated Aneuploidy

▪ ERCC6 (Cockayne syndrome)

▪ ZNF699 (DEGCAGS)

▪ PPP2R5D, PPP2R1A, PPP2CA, PPP2R5C 

(Houge Janssens syndrome)

▪ KCNK9 - Birk Barel syndrome

▪ ODC1 (Bachmann Bupp syndrome)

In progress

▪ HERC1

▪ BCL11A (Dias Logan syndrome)

▪ KPTN-related disorder

▪ PACS2-related syndrome



[The guide] is so 

incredibly 

informative and 

lovely. This looks 

wonderful.  We 

truly appreciate 

your hard work 

on making this 

such a 

comprehensive 

guide. Thank you 

for all of your 

work on putting 

this together!! 

What a gift this 

will be for our 

community!

Thank you so much for sharing the 

completed guide. I was truly excited 

to see [photos of my son] on the 

cover and in other sections. I’m so 

happy that I was able to contribute 

something to help complete the 

guide for other families and 

healthcare professionals. Thank you 

for giving me the opportunity to be 

part of this project. We are always 

happy to help in any way we can.

The guide looks 

amazing. Thank you 

for all your hard work!



[The] guide looks absolutely 

fabulous. Thank you for 

putting this together. It is 

going to be an incredibly 

valuable resource for the 

community.

Once again, a huge thank 

you for this remarkable 

piece of work. We are truly 

delighted to have been able 

to contribute to this project, 

and we would like to 

congratulate you on the 

quality of the guide. We are 

sure it will be an incredibly 

valuable resource for 

families and professionals 

affected by Dias-Logan 

syndrome. 

Wow, this looks wonderful!! 

I’m so glad so many families 

contributed! 



Chromosome Syndrome/condition name Gene Members (updated end of Sept 2026)

18q21.2 Pitt Hopkins syndrome TCF4 14

2q23.1 MBD5-associated neurodevelopmental disorder (MAND). MBD5 13

14q12 FOXG1 syndrome FOXG1 11

Xp11.23 WDR45-related disorders WDR45 8

13q34 Gould Syndrome COL4A1 8

2q24.3 Dravet Syndrome SCN1A 8

5q35.3 Sotos syndrome NSD1 8

1p36.33 GNB1 Encephalopathy GNB1 8

2p23.3 Tatton-Brown-Rahman syndrome or Heyn-Sproul-Jackson syndrome DNMT3A 7

11p15.1 Epilepsy, progressive myoclonic 7 KCNC1 6

1q42.11-q42.12 Skraban-Deardorff syndrome WDR26 6

1p35.3 Xia-Gibbs syndrome AHDC1 6

Xp22.12 Coffin-Lowry RPS6KA3 6

1p36.23 RERE-Related Disorders RERE 5

6p21.33
CSNK2B-related NDD or Poirier-Bienvenu neurodevelopmental syndrome 

(POBINDS)
CSNK2B 5

22q12.1 CEBALID syndrome (MN1 C-terminal truncation (MCTT) syndrome) MN1 4

18q21.31 NARS1-related neurologic disorders NARS1 4

3q13.31 Primrose syndrome ZBTB20 4

9p24.3 Nicolaides-Baraitser syndrome SMARCA2 4

17p11.2 Smith-Magenis syndrome (SMS) RAI1 3

3q26.33 SOX2 anophthalmia syndrome SOX2 3

Xq13.2 Allan-Herndon-Dudley syndrome
SLC16A2 

(MCT8)
3



Chromosome Syndrome/condition name Gene Members (updated end of Sept 2026)

15q11.2 Schaaf-Yang syndrome MAGEL2 3

4p16.3 Muenke syndrome FGFR3 3

Xq22.2 PLP1-related disorders PLP1 3

12p13.31 ATN1-related NDD ATN1 3

8q24.22 Seizures, benign neonatal, 2 KCNQ3 3

2p13.2 Beck-Fahrner syndrome TET3 2

16q21 Vissers-Bodmer syndrome CNOT1 2

14q32.2 Gabriele-de Vries syndrome YY1 2

1q42.12 Bryant-Li-Bhoj syndrome H3-3A / H3F3A 2

3q21.1 ADCY5-related movement disorder ADCY5 2

2q34 UNC80 deficiency UNC80 2

Xp22.2 Opitz GBBB syndrome MID1 2

9q22.33 Loeys-Dietz syndrome 1 TGFBR1 2

3p14.3 The FLNB-related disorders FLNB 2

Xq23 DCX-related disorders DCX 2

Xq26.3 Christianson syndrome SLC9A6 2

17q25.1 TSEN54 pontocerebellar hypoplasia TSEN54 2

18q21.33 Fryns syndrome PIGN 2

Xq28
FLNA deficiency and FLNA-related otopalatodigital (FLNA-OPD) spectrum 

disorders
FLNA 2

7q36.1 EZH2-related overgrowth EZH2 2

2q14.2 RNU4atac-opathy RNU4ATAC 2



Would you like to get involved?

• Please get in touch! 

• sarah@rarechromo.org 

https://www.smartsurvey.co.uk/s/G7ZCCS/

mailto:sarah@rarechromo.org
mailto:sarah@rarechromo.org


Building the 
evidence:
Sharing stories 
and experiences 



Unique’s Little Red Book 
https://rarechromo.org/little-red-book/
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The emotional impact of a rare diagnosis

Top 

responses
• 70% Anxious

• 60% Stressed

• 60% Frustrated

• 51% Isolated

• 50% Determined

I experience ALL of these 

on a cyclic basis”

“From the list of words below, which best describe your experiences of having, or caring for someone with, a 

rare chromosome or gene disorder?”

Horn R, Wynn SL, Houge SD.J Genet Couns. 2026 Oct;35(5):e70284. 



1) Lack of awareness and information about 

rare chromosome and gene disorders 

creates significant stress.

2) Rare chromosome and gene disorders 

affect every aspect of daily life.

3) Individuals and families feel isolated.

4) Advocacy is not always valued or a 

choice.

Unique’s Survey Report



Representing the patient voice

▪ Raising awareness with professionals and the public

▪ Sitting on committees and research advisory boards, e.g.

▪ NHSE Genomics Clinical Reference Group

▪ Co-chair for the Diagnosis Working Group, Future for Rare (Genetic Alliance UK)

▪ SAB for DECIPHER, Manchester BRC, Manchester Rare Conditions Centre, MRC CoRE 

in Therapeutic Genomics

▪ GenROC project

▪ MHRA Rare Diseases Framework

▪ Responding to government consultations (e.g. unpaid carers, SEND reform)

▪ Education and training 

▪ Students, special schools, social workers etc



Research & Data Sharing

Participating in national & international research

Decipher/EMBL-EBI, Genetic 
Alliance UK and Unique video 
on data sharing



Peer reviewed research and comment pieces



Low-key Kind 
campaign









Take Home Messages

▪ Unique is here for you as well as patients and families

▪ Please use our information guides and resources

▪ Please refer patients and families to Unique (or the appropriate support group)

▪ Get involved in writing, reviewing or translating an information guide

▪ If you have any questions, please get in touch: sarah@rarechromo.org 

mailto:sarah@rarechromo.org
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