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DAY 01

WEDNESDAY 14 OCTOBER

11:15-11:30
Welcome and course introduction
Siddharth Banka ¢ Sofia Douzgou Houge

11:30-12:15

How to become a dysmorphologist
How to present a clinical case

Arjan Bouman

12:15-13:00
Mosaic and teratogen disorders
Dian Donnai

13:00-14:00
Lunch

14:00-14:45
Craniofacial and clefting syndromes
Sofia Douzgou Houge

14:45-15:30
The brain as a clue to syndrome diagnosis
Abhijit Dixit

15:30-16:00
Coffee break

16:00-16:45
Chromatin disorders
Siddharth Banka

16:45-17:15

Quiz: The eye as a clue to syndrome diagnosis

Kay Metcalfe

17:15-18:00
Participants’ cases
All Faculty

18:00
Back to the hotel

The University of Mancheste

DAY 02
THURSDAY 15 OCTOBER

09:00-10:00
TADs and related syndromes
Gunnar Douzgos Houge

10:00-10:45
RNUopathies

Adam Jackson

10:45-11:15
Coffee break

11:15-12:15
Syndromes of the Ras MAPK and PI3K pathways
Emma Burkitt Wright

12:15-13:00
Episignatures and syndromes
Siddharth Banka

13:00-14:00
Lunch

14:00-14:45
Craniosynostosis
Andrew Wilkie

14:45-15:30

Quiz: Hair, nails, skin and teeth as a clue to
syndrome diagnosis

Sofia Douzgou Houge

15:30-16:00
Coffee break

16:00-16:45
Syndromes of the connective tissue and TGF-f
signalling pathway

Bert Callewaert

16:45-17:15
Resources for patients and families
Sarah Wynn

17:15-18:00
Participants’ cases
All Faculty

18:00
Back to the hotel

19:30
Course dinner

THE ESHG COURSE IS SUPPORTED BY
Rare Disease :
Research UK.

Epigenomics of Rare
Disorders - EpiGenRare

NHS

Manchester University
NHS Foundation Trust

DAY 03
FRIDAY 16 OCT

09:00-10:00

OBER

Skeletal and limb syndromes

Mohnish Suri

10:00-10:45

Under- and overgrowth syndromes

Sofia Douzgou Houge

10:45-11:15
Coffee break

11:15-12:00

Facial analysis technology in dysmorphology

Tzung-Chien Hsieh

12:00-13:00

Metabolic dysmorphic syndromes

Charulata Deshpande

13:00-14:00
Lunch

14:00-14:30

Clinical trials in rare diseases

TBC

14:30-15:30
Participants’ cases
All Faculty
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