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A': Family diagram of RHOBTB2 gene mutation. B: Results of the
sequencing of RHOBTB2 gene mutation. a: the boy; b: his father; ¢ his

mother.
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Figure 1 RHOBTB2 gene mutation
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A:June 5,2015, Diffuse 2-4 Hz low-medium amplitude irregular slow wave mixed with a small amount of 5-6 Hz low-medium amplitude 6 wave. B:

August 6,2016, Diffuse 2-5 Hz medium-high amplitude mixed slow wave activity is continuously emitted , mixed with a little more low amplitude fast

wave. C:May 15,2020, Diffuse wave or continuous emission sharp slow wave about 1.5-2.0 Hz medium-high amplitude. D: August 12,2020, Extensive

1.5-3.5 Hz slow waves were emitted periodically during the waking period , and 2-4 Hz slow waves or sharp slow waves were emitted continuously or peri-

odically during the sleep period.
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Figure 2 Changes of EEG
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A . B:1Increased FLAIR signal in bilateral temporal occipital cortex and lenticular nucleus ; mild brain atrophy-like changes (May 19th, 2020). C.,

D: The sulci of the cerebral hemispheres are wide and deep, the gyri is narrowed, and the ventricles and scoliosis cisterns on both sides are widened;

FLAIR signal is in(:reased(August 12th,2020).
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A: The secondary structure of RHOBTB2 protein. B: Distribution of the mutational sites. C, D, E: The 3D structure of RHOBTB2 protein. C:
The global structure of wild type. D: The part-graph of wild type (one hydrogen bond formation between Arg507 repectively with Ala503, Arg511,
Phe504, Asp481 and Thr509). E: The part-graph of mutant type (one hydrogen bond formation between Cys507 repectively with Ala503, Arg511 and

Phe504).
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Figure 4 Molecular structure of RHOBTB2 gene
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