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Figure S1. Electropherograms showing the RHOBTB2 variant ¢.1532G>A (p.Arg511GlIn). Sanger sequencing
confirmed the presence of the variant ¢.1532G>A (p.Arg511Gln) in heterozygous state in the patient (A), while both

parents demonstrated a wild-type genotype (B, C).
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Figure S2. Stacked bar plots showing the
number of publications across 5 categories.
The number of publications per search
term, belonging to each category is
indicated by different colors. Results from
3 databases are shown: PubMed (A),
Google Scholar (B), and Europe PMC (C).



Databases

Google
Scholar

l

Search terms

PubMed

I

Europe PMC

/

RHOBTB2 neurodevelopmental

RHOBTB2 paroxysmal
RHOBTB2 dyskinesia
RHOBTB2 hemiplegia

RHOBTBZ2 hemiplegic episode

RHOBTBZ2 DEE
RHOBTB2 alternating

hemiplegia of childhood

RHOBTB2 AHC
RHOBTB2 AHC-like

Eligibility filtering
English-language only
Excluded: PhD theses, preprints, conference

abstracts,reviews without origi
presentations

:

nal case

publications

Categorisation of RHOBTB2

DEEcaso | AHCoase | "OIECTe
presentations presentations presentations

Research articles,
no case
presentation

Cases without
epilepsy

~,

/

Screening for AHC cases
associated with RHOBTB2 variant

13 AHC cases
associated with RHOBTB2 variants

-

Figure S3. Flow diagram representing the literature
databases. Resulting publications were filtered and cate
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search process. Same search terms were applied across 3
gorized into 5 groups. Articles containing case presentations

were screened for RHOBTB?2-associated AHC, yielding 13 published cases included in this review, along with 1 novel,

previously unpublished case.



