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Video 2: 3 year old boy with head shaking. Note the cessation of movements with visual fixation.
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Video 3: 8 year old girl with head shaking.
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Video 4: 10 year old girl with head shaking. Note
additional stereotypies (hand flapping) and cessation of
movements with visual fixation.
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Video 5: 27 year old woman with head shaking. This patient had
been given a diagnosis of aqueductal stenosis in infancy. A
clinician recognized the relationship between headshaking and
hindbrain malformations, reviewed her MRI, and discovered
previously unrecognized rhombencephalosynapsis.
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Kim YO, et al. Head stereotypies in STXBP1 encephalopathy. Dev Med Child Neurol
2013:;55:769-72.

Video S1. Continuous, 1Hz, rhythmic, figure-of-
eight head stereotypy and dyskinetic hand
movements that briefly settled during a period
9 of concentration (patient 1 at 13 years).
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Video S2. Truncal stereotypies rocking
constantly from side-to-side in concert with the
slow figure-of-eight head and hand stereotypies
when lying on the floor (patient 1 at 14 years).

Video S3. Figure-of-eight head stereotypy and dyskinetic hand movements that increased with excitement but
settled with concentration and was associated with smiling and sometimes vocalization (patient 2 at 9 years).
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Video S4. A fast (2-3Hz) head stereotypy of a side-to-side ‘no’ movement occurring in isolation or in conjunction
with complex right upper limb stereotypy where she flicked her ear with her right hand (patient 3 at 1;years).

BVWEIRY EEEADPHDIIREBITHY ., TOHIADDHDIFKE CEL
TRZ2TL%

1 3 : = ' : /Stamberger H, et al.
f ' ‘ Natural History Study of
g'-E = = : ' ' ] STXBP1-Developmental
' . and Epileptic
e — 1 || | Encephalopathy Into
‘ { 1 ..J| Adulthood. Neurology
2022;99:e221-e233.

T HionE

riAN | sav g

THINK MORE

Video showing 4 adult
patients with STXBP1-
DEE with mild to
pronounced gait
abnormalities

(1): a 21-year-old man with mildly broad-based gait with external rotation of the feet and pes planus;

(2): a 19-year-old woman with more pronounced broad-based gait with external rotation and eversion of the feet while walking
and pes planus;

(3): a 20-year-old man with pronounced ataxic gait with external rotation of the feet;

(4): a 22-year-old woman with broad-based gait with asymmetric posturing and dystonia of the left arm and impression of
hypertonia in the legs.
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Case 1: 20-year old woman showing hand
stereotypies and figure-of-eight head stereotypies
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Video 4
Stereotypies including figure-of-eight head stereotypies in 3 adult patients with STXBP1-DEE.
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Case 2: 18-year old woman showing hand and
figure-of-eight head stereotypies and body rocking
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Video 4
Stereotypies including figure-of-eight head stereotypies in 3
adult patients with STXBP1-DEE.
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Case 3: 19-year old man showing figure-of-eight
head stereotypies
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Video 4 Video 5
i;?::gmﬁ]Ig?;ggllg’gggge’of’elght head stereotypies in 3 adult Dyskinesia including choreiform movements in 2 patients with STXBP1-DEE.
13

Accogli A, Srour M. Teaching Video Neurolmages: Figure 8 head-shaking stereotypy
in rhombencephalosynapsis. Neurology 2018;90:e1832-e1833.

14



Poretti A, et al. Horizontal head titubation in
infants with Joubert syndrome: a new finding.
Dev Med Child Neurol 2014:56:1016-20.
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Video S1: A 2-month-old female with Joubert syndrome and head

titubation (patient 1). Note the high frequency and small amplitude of \/igeo S2: A 2-month-old male with Joubert
the head titubation.
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syndrome and head titubation (patient 5).

Video S3: A 12-month-old male with Joubert syndrome and head titubation (patient 12).
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Patient 4

12 months old

21

HORY —-®\EU+tvy bk
FEHELTWS

ERaNs

« FENMEE T, BRNICAR 2 KFEOHRES (L,
BETEHTH S

c FZWTLAHLRIZE T, ARELTWS

« ZH T, EEIEZE &optic flowlZ L 2 EITEHE
BTV

cBHORXWIFREV LY b THD

11



	スライド 1
	スライド 2
	スライド 3
	スライド 4
	スライド 5
	スライド 6
	スライド 7
	スライド 8
	スライド 9
	スライド 10
	スライド 11
	スライド 12
	スライド 13
	スライド 14
	スライド 15
	スライド 16
	スライド 17
	スライド 18
	スライド 19
	スライド 20
	スライド 21: まとめ

