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Plan for dagen:



Hva er 
Pitt-Hopkins’ 
syndrom? 



Hadde Peter Pan 
Pitt-Hopkins’ syndrom?



Peter the Wild Boy



Peter Pan



Om Peter Pan hadde Pitt-Hopkins’ syndrom….

“Think of all the joy you’ll find when you leave 
the world behind and bid your cares goodbye”
~Peter Pan

Bilde: pitthopkins.org



Genetikk



Et gen 





Kromosom 18



TCF4-genet (transcription factor 4)



Mer genetikk



Diagnosens historie

• PHS ble først beskrevet av D. Pitt og I. Hopkins i Australian Pediatric 
Journal i 1978. 2 pasienter beskrevet.

• TCF4-genet som kritisk gen for diagnosen ble kjent i 2007

Hopkins, Ian James OAM 1934-2019



TCF4-genet (transcription factor 4)



Differensial diagnsoer



Pitt-Hopkins’ syndrom
på Frambu



Takk for 
oppmerksomheten…



Vi tar en liten
pause…



Medisinske 
utfordringer ved 
Pitt-Hopkins’ 
syndrom 



Atferdsbeskrivelse





Symptomer



Symptomer forts.



Symptomer forts.



PHS og aldring



Oppfølging



Oppfølging forts.



Vi tar en liten
pause…



Hva sier 
forskningen nå om 
Pitt-Hopkins’ 
syndrom?



Pitt Hopkins Research Foundation



Hva er Pitt-Hopkins’ syndrome?



Hvilken funksjon har TCF4

Papes, F., Camargo, A.P., de Souza, J.S. et al. Transcription Factor 4 loss-of-function is 
associated with deficits in progenitor proliferation and cortical neuron content. Nat 
Commun 13, 2387 (2022). https://doi.org/10.1038/s41467-022-29942-w



Kurativ behandling



Kurativ forskning forts.

Bilde: Bioteknologirådet



Hvordan foregår forskningen?



Kartlegging av symptomer



Behandling av symptomer



Kilder:

https://omim.org/entry/602272

https://omim.org/entry/602272


Kilder:

https://rarediseases.info.nih.gov/diseases/4372/pitt-hopkins-syndrome

https://decipher.sanger.ac.uk/browser#q/TCF4/location/18:54058282-56828690

https://www.omim.org/entry/610954?search=pitt-
hopkins%20syndrome&highlight=%22pitt%7Chopkin%22%20%28pitthopkin%7C%20%28syndrome%
7Csyndromic%29%20%29

https://rarediseases.info.nih.gov/diseases/4372/pitt-hopkins-syndrome
https://decipher.sanger.ac.uk/browser
https://www.omim.org/entry/610954?search=pitt-hopkins%20syndrome&highlight=%22pitt%7Chopkin%22%20%28pitthopkin%7C%20%28syndrome%7Csyndromic%29%20%29
https://www.omim.org/entry/610954?search=pitt-hopkins%20syndrome&highlight=%22pitt%7Chopkin%22%20%28pitthopkin%7C%20%28syndrome%7Csyndromic%29%20%29
https://www.omim.org/entry/610954?search=pitt-hopkins%20syndrome&highlight=%22pitt%7Chopkin%22%20%28pitthopkin%7C%20%28syndrome%7Csyndromic%29%20%29


Vi tar lunsj…


