KAGAMI-OGATA

SYNDROME

Kagami-Ogata Syndrome

While most genes express both maternal and paternal copies,
certain genes may have parental-specific expression -
meaning only one copy of a gene, rather than the typical two,
will be expressed within cells. Naturally, an imbalance of this
parental specific expression will result in clinical
manifestations. Kagami-Ogata syndrome (KOS) is one of such

conditions.

Most cases of KOS (more than 60%) are caused by paternal uniparental
disomy of chromosome 14. This means the patient has 2 copies of the
paternal chromosome 14 and no maternal copies. Such a situation may occur
if, for example, early on in development, an embryo with trisomy 14 tries to
rescue itself expelling one of the supernumerary chromosomes. Roughly 25%
of cases are caused by microdeletions of the 14q32.2 region of the maternally
inherited chromosome and 10% of cases are caused by epimutations!. No
matter the underlying molecular cause, individuals with KOS are generally
reveal the same characteristics2. Skeletal abnormalities, dysmorphic facial
features, congenital anomalies, and growth and developmental delays are
frequently seen.

Individuals with KOS tend to present with a specific skeletal anomaly. Coat-
hanger ribs and a narrow chest wall are always identified in infancy?. This
often results in a small, bell-shaped thorax that can lead to significant
respiratory distress at delivery3. Over time, the thoracic region becomes more
proportional to the body and becomes less noticeable with age?2.

Infants with KOS have a typical facial appearance. Facial gestalt with full
cheeks is always seen and is mandatory for a clinical diagnosis to be made?2.
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Other facial features may include protruding philtrum, frontal bossing,
depressed nasal bridge, short palpebral fissures, anteverted nares, and
micrognathia3.

Abdominal wall defects, as well as potentially heart defects, may also be
seen. Omphalocele, placentomegaly, and polyhydramnios are features that
may be seen prenatally on ultrasound3. The severity of these features may
require surgery after birth!. Additionally, heart defects or anomalies may be
reported3.

KOS may also cause various growth and developmental delays. Prenatally,
there may be overgrowth, but postnatal growth restriction is common?2-3.
Gross motor and speech delays as well as intellectual disability are
commonly seen3. Intellectual disability is usually mild with individuals
having a median IQ of 55. Furthermore, many school-aged children can go to
school by themselves and participate in daily tasks2.

There are a limited number of adults who have yet to be followed with KOS.
It has been proposed that connective tissue disease may be a potential
concern with age*.

Infants with KOS are at risk of requiring ventilation, tracheostomy, or tube
feeding. However, once children reach the age of four years, these risks and
subsequent risk for death significantly decrease>.
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