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Example of families with Startle disease (Hyperexplexia) whose
diagnosis was confirmed by Gene analysis

Akihito Eimoto, Noboru Imai, Syouta Igasaki, Kimishige Horiuchi
Asami Moriya, Nobuyasu Yagi, Takashi Konishi, Masahiro Serizawa,

Masahiro Kobari
Department of Nourology, Japanese Red Cross Shizuoka Hospital

Abstract : Startle disease (Hyperexplexia) is a rare disease characterized by an
accelerated state of startle response, excessive startle response due to audiotory and
tactile stimulation causes muscle rigidity, muscle spasms, myoclonus, causing falls and
dyspnea.

Often it develops in the neonatal period and most of it naturally decreases after
the infancy period, there are cases where it develops after becoming an adult.
Several chromosomal abnormalities have been identified, and genetic abnormalities
of glycine receptors and transporters have been reported. Their genetic form is
autosomal dominant or recessive inheritance, and many sporadic cases also exist.
We experienced a case with familial history of startle disease in our department, so
we report on its genetic analysis. A 46-year-old female was a case. From childhood,
consciousness disappeared seizures and myoclonic epilepsy type epilepsy were present
and clonazepam was orally administered. Eldest son (21 years old) was diagnosed
as Startle disease at children’s hospital, and now he came to our hospital as an adult
with his mother. Both of them complained about the feeling of fear that I was about to
fall during walking and the symptoms that the whole body stiffens by being nervous.
We conducted genetic analysis on seven families with related relationships, including
the eldest son. From symptomatic 3 people, C896 G>A displacement was observed in
GLRA1(NM-000171). In this issue, I examined Startles disease reported case in Japan
using a medicine magazine, MEDLINE and examined whether there is a common point.
Startle disease is a rare case, it seems that there are so many cases that are not known
and clinically missed, Because it is a disease that risk death by trauma, dissemination
of knowledge about disease seems to be a future subject.
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