
Seizures are caused by disturbances of electrical activity in the brain. They are a symptom of abnormal brain 
activity and epilepsy is usually diagnosed after 2 or more seizures with no known cause such as low blood 
sugar, head injury, alcohol withdrawal, or no other identifiable medical condition. There are many causes and 
types of seizures. Please visit epilepsy.com for an extensive on-line library of resources. 
 
Epilepsy syndromes are defined by many features; the type, age of onset, cause, pattern, and genetics of 
seizures vary greatly.  Identifying epilepsy with a particular syndrome might provide information on what 
treatments and medications will help the patient the most. 
 
Infantile spasms are considered a neurological emergency.  An episode might look like a subtle head jerk and 
most often they occur in clusters.  This is a rare form of epilepsy that is often overlooked or misdiagnosed.  
The child neurology foundation has a website dedicated to infantile spasms; please visit 
http://www.infantilespasmsinfo.org/index.php  for detailed information. 
 
Myoclonic seizures cause abnormal movements on both sides of the body, at the same time. They are brief 
(usually around 1-2 seconds) but can also occur in clusters.  Hiccups are a common form of benign myoclonus 
that all people experience. 
 
Gastrointestinal disorders of unknown etiology seem to be present in CDKL5.  Many children suffer from 
constipation and motility issues.  Motility issues involve the stretching and contractions of the muscles in the 
GI tract. The synchronized contraction of these muscles enable food to progress along the digestive tract 
while, at the same time, ensuring the absorption of the important nutrients. 
 
Gastro‐esophageal reflux disease (GERD) is a condition that allows the contents of the stomach to leak 
backwards into the esophagus causing symptoms such as spitting up, heartburn and chest discomfort. 
 
Interruptive sleep or significant sleep disturbances/parasomnias are disruptive sleep-related disorders that 
can occur during REM or NREM sleep.  Nightmares, sleep walking, confusional arousals, and teeth grinding are 
all examples of parasomnias. 
 
Developmental Disabilities (DD)are a group of conditions involving impairment in physical, learning, language, 
or behavior areas of development.  The Centers for Disease Control and Prevention (CDC) provides a great 
resource for DD’s that you can access by clicking here. 
 
Breathing irregularities such as hyperventilation and breath holding are characterized in Rett Syndrome and 
related disorders by an inability to maintain normal respiratory patterns during wakefulness, and represents a 
functional disturbance of the behavioral control of breathing which occurs during active wakefulness.  At this 
time, little is documented in regards to CDKL5 and breathing patterns. 
 
Cortical Visual Impairment (CVI), aka “cortical blindness” is defined by the American Printing House for the 
blind both medically and educationally.  Medically it is described as bilaterally diminished visual acuity caused 
by damage to the occipital lobes and or to the geniculostriate visual pathway.  CVI is almost invariably 
associated with an inefficient, disturbed visual sense because of the widespread brain disturbance.   This 
means that the eyes are working normally, however the way the brain interprets what the eyes are seeing is 
impaired.  Educationally speaking it is defined as a neurological disorder which results in unique visual 
responses to people, educational materials, and to the environment.  When individuals with these 
visual/behavioral characteristics are shown to have loss of acuity or judged by their performance to be visually 
impaired, they are considered to have CVI. 
 

http://www.epilepsy.com/epilepsy/main_epilepsy
http://www.infantilespasmsinfo.org/index.php
http://www.cdc.gov/ncbddd/developmentaldisabilities/index.html
http://www.aph.org/cvi/define.html
http://www.aph.org/cvi/define.html


Strabismus is a condition in which both eyes do not look at the same place at the same time. The eye turns in, 
out, up or down and is usually caused by poor eye muscle control from an underlying neurological condition. 
Esotropia, exotropia, hypertopia, hypotropia, and some types of nystagmus are specific types of strabismus 
which are defined by the exact dysfunction in movement of the eye.  
 
Muscle tone is the state of muscle tension inside a muscle (or group of muscles) when it is at rest. Many 
children with CDKL5 have been described as having mixed muscle tone, both stiff and floppy.  
 
Hypotonia (or hypotonic) is a condition in which muscle tone is abnormally low.  
 
Hypertonia (or hypertonic) is a condition in which there is excessive stiffness, tension, and spasticity in the 
muscle. 
 
Microcephaly is a rare neurological condition in which an infant's head is significantly smaller than the heads 
of other children of the same age and sex. 
 
Scoliosis is a musculoskeletal disorder in which there is a sideways curvature of the spine, or backbone. 
 
Dyspraxia is an impairment or immaturity of the organisation of movement. There is a partial loss in the ability 

to co-ordinate the planning of what to do and how to do it. It is associated with problems of perception, 
language and thought.  
 
Apraxia is the term that is used to describe complete loss of the abilities described in Dyspraxia above. Many 
children with CDKL5 have little or no words, described as developmental apraxia of speech. 
 
Sensory processing (sensory integration) is a term that defines the way the nervous system receives messages 
from the senses and turns them into appropriate motor and behavioral responses. Disorders of the sensory 
system exist when sensory signals don’t get organized into appropriate responses. 
 
Bruxism is grinding, gnashing or clenching your teeth  
 
Epileptologist is a neurologist who has specific training, interest and focus on epilepsy. 

http://www.nidcd.nih.gov/health/voice/pages/apraxia.aspx

