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Figure 1: a)Facial appearance of the patient b)Segregation of the variant
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Figure 2: Appearance of patient’s iPSCs on day 5 after transfer to matrigel-coated plates and
neural progenitor cells at day 4 and 13 of neural induction
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Figure 3: Staining of patient NPCs at day 14 with Pax6, Nestin, Sox1 and Oct4. Differentiated NPCs were shown to be negative for Oct4, a marker of pluripotency, and positive for Nestin, Pax6, and Sox1, which are neural precursor cell markers.
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a) KATNAL2 IF staining of the fibroblasts         b) Tubulin-α IF staining of the fibroblasts
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c) KATNAL2 IF staining of the NPCs                    d) Tubulin-α IF staining of the NPCs
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Figure 4a-d: IF stainigs of fibroblasts and NPCs. In KATNAL2 IF staining, weaker staining was detected in the patient's fibroblasts(a) and NPCs(c) compared to the control case. In tubulin-α IF staining, the mitotic spindles were more irregular and dispersed in the patient's fibroblasts(b) and NPCs(d) compared to the control case.
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* KATNAL2 geninde homozigot bir yanlis anlam varyanti (p.Ser392Pro) tasilyan, epilepsi,
zihinsel gerilik ve otistik belirtileri olan bir hastadan elde edilen fibroblast hiicre
kultartinde mikrotubul ve hicre iskeleti iliskili proteinlerin molekiler analizlerini
gergeklestirerek bu varyantin ilgili fenotipin olusmasindaki roltinii arastirmak
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