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Abstract: [ Objective] We explore the diagnosis of Smith—Magenis syndrome and its clinical features of children , to
raise the domestic awareness of this disease. [ Methods ] In this study, the child received peripheral blood chromosome mi-
croarray analysis, blood routine and urine routine , growth hormone provocation test, insulin—like growth factor I and insu-
lin—like growth factor binding protein IIl test, cortisol (8a) test, prolactin test, adrenocorticotropic hormone test, thyroid
function test, liver and kidney function test, blood biochemistry test, fasting insulin test, 2—hour plasma glucose test, the
antibodies and antigens test of hepatitis B.The bone age measurement and the pituitary gland MRI were also performed.We
use the above figures to diagnose Smith—Magenis syndrome , assess and observe the condition of the child in Smith—Mage-
nis syndrome. [Results] In this case, the chromosomal microarray analysis revealed a deletion of about 3.6Mb fragments
in the chr17p11.2 region, including main functional gene RAI1, which was associated with Smith—Magenis syndrome.
According to the clinical manifestations and the result of chromosome microarray analysis, the diagnosis of children with
Smith—Magenis syndrome was made clear. [Conclusion] Genetic tests are the standard for diagnosing Smith—Magenis syn-
drome. When children have special facial features combined with multiple system disorders , early genetic examination is
conducive to early diagnosis, and can reduce the time and economic cost.
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Fig.1 Result of chromosome microarray analysis
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Table 1 Summary of the main clinical features in SMS

Periods

Features

Facial Phenotype *'(n=9) /

Infancy (n=19)

Neurologic and Childhood

Developmental Features'’

Brachycephaly 5/9, Mid face hypoplasia 9/9, Short philtrum 9/9, Deep set
eyes 6/9, Broad forehead 3/9, Small ears 6/9, Hoarse deep voice 4/9
Decreased fetal movement 9/19, Hypotonia 19/19, Hyporeflexia 17/19 ,
Increased daytime sleepiness 19/19, Delayed gross and fine motor skills
19/19, Speech delay 19/19, Sleep disorder 19/19, Dysmorphic facial
appearance 19/19

Sleep disturbance is more manifest, Language disability>90% , Hearing
loss, Decreased pain sensitivity, Persisting nighttime enuresis, Developmen-
tal disorder, Mental retardation, Emotional disorder, Stereotypic behaviors,
Self—injurious 96% , Bodily insertions beyond mouthing objects, Nail yank-

ing, etc.

Adolescents and Adults Temper tantrums 94% , Disobedience 97% , Attention—seeking 100% , Prop-

Cognitive Function'”! Children
Adults
Sleeping Trouble! ! /

erty destruction 86% , Impulsivity 86% , Aggression 57% , hyperactivity
94% , Distractibility 89% , Toileting difficulties 80% , Sleep disturbance
94% , Self—injurious behaviors 92%, Stereotypic behaviors 100%

Mild or moderate mental disability, the marks of all kinds of cognitive func-
tions is lower than the control groups’ (Verbal comprehension index>Pro-
cessing speed index>Perceptual reasoning index>Working memory index )
Mild or moderate mental disability, the marks of all kinds of cognitive func-
tions is lower than the control groups’ (Processing speed index>Verbal com-
prehension index>Perceptual reasoning index>Working memory index )
Decreased sleep time, Hard to fall asleep, Scattered and shortened sleep
cycle, Wake up early, Early sleep onset and sleep ofset, Daytime somno-

lence, etc
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