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WG 7 Research

Follow-up on research collaborative call: Pai/OAFNS



Collaborative call – Pai OAFNS

• First call as soon as the collaborative call initiative was 
launched in May



Collaborative call – Pai OAFNS

Pai syndrome and oculo-auriculo-fronto-nasal syndrome (OAFNS) hypotheses
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Analysis strategy for the Pai syndrome and OAFNS
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SR : short-read

LG : long-read
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5

France ITHACA

Pai/OAFNS included with 

tissue
4 0

Pai/OAFNS included with 

no tissue
4 0

Pai/OAFNS with no 

samples sent
5

8 (UK 2, Italy 1, Spain 1, Netherlands

1, Cyprus 1, New Zeland 2)

Replication cohort 5 3


