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Definition

Pitt Hopkins Syndrome (PTHS) is a ultra-rare genetic disorder caused by 
haploinsufficiency of TCF4, that causes developmental delays and varying 
intellectual disabilities.Patients typically start experiencing symptoms in 
childhood and delays in reaching certain developmental milestones. 



Diagnosis
The diagnosis of PTHS is established in a proband with suggestive findings and one of the 
following identified by molecular genetic testing

•  A heterozygous TCF4 pathogenic  variant or small intragenic deletions or indels (~70% of 
affected individuals)

• A heterozygous deletion of chromosome 18q21.2 involving TCF4 (30% of affected 
individuals)

Prevalence? Unknown
Incidence? 1 in 
34.000/41.000/225.000





Aim of the study



Case presentation
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