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Introduction

e According to Wan et al (2024), CCDC32 facilitates AP2 complex assembly by properly

e C(Cardiofacioneurodevelopmental syndrome (CFNDS) 1s a rare genetic disorder recently Case |Patient MutationType _ |Nucleotide Change |Notes Source binding AP2 subunits. CCDC32 mutations in CENDS therefore impair AP2 subunit binding
recognized. This disorder results from homozygous recessive mutations in CCDC32, i ﬁ;ar:al“s“m T o gy and directly affect clathrin-mediated endocytosis, which is essential for cell signaling,
which encodes a chaperone protein essential for proper AP2 complex assembly Arab Muslim Fetus pregnancy terminated. Sibling of Arab regulation, and transport. Abdalla et al (2022), demonstrated that mice lacking certain AP2
(Wan,2024). CFNDS leads to a wide range of phenotypic impairments, with key clinical 2 E:::nMale iZZZEﬁﬁ ii:;’f’f;o(,upee s :::z :::t subunits exhibited cleft palate and cardiac defects, similar to the core physical manifestations
manifestations including bilateral cleft palate, cardiac defects, craniofacial abnormalities, AP S i bindione T of CENDS. Lastly, Harel et al (2020), demonstrated how zebrafish models with impairments
and developmental delays. (Abdalla, 2022). However, additional manifestations exist, such : E::f:ese — T ————— in CCDC32 showed defects in ciliogenesis, linking cilia defects to the physical

as bicornuate uterus and abnormal organ positioning (Fernandes Da Rocha, 2024).

The continuous appearance of new phenotypical characteristics complicates the creation of
a cohesive and up-to-date source. Additionally, due to its novelty, genotypic information
remains scattered greatly reducing the feasibility to establish genotypical patterns within
the reported cases. Moreover, the relationship between the physical manifestations of
CFNDS and CCDC32 mutations has only recently been explored. While several

e Figure 2: Reported CCDC32 mutation characteristics of CFNDS patients.
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manifestations of CCDC32.

Conclusion
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e Figure 1: Collection of reported phenotypic manifestations of CFNDS categorized per

patient.
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