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F 1 TREMOME W (G5, FIERE, Fetal DNA chip 3> 7'V ¥ 7' #5i{k & DNA chip #% %

- CNS abnormality N ;
Case Gestafional detected by Han/CNS abudemslity F.amlly Sampling method  Fetal DNA chip result
weeks by Ultrasound history
ultrasound
1 18 Ventriculomegaly, VSD, IUGR-1.6sd, no Amniocentesis multiple COPY NUMBER
Brain developmental nasal bone defect, LOSSES 13q32.3 (ZIC2;
delay micrognathia, 20kb), 13q34 (SOX1; 2kb)
Single Umb. Artery, and Xp21.3 (ARX; 6kb)
2 18 Partial agenesis of the Single Umb. Artery, no Amniocentesis Dup 15¢26.1-q26.3
corpus callosum left heart hypoplasia (12Mb); Del 11¢23.3-q25
(15Mb)
3 16 Ventriculomegaly, Micrognathia no Amniocentesis Dup 22q11.2 (1.5Kb) de
Interhemispheric cyst, novo
Migration disorder
4 14 no no Family CVS Xq28 duplication
history (MECP2) de novo
of Dev.
Delay
5 12 no no Family CVS Xq28 duplication
history (MECP2) de novo
of Dev.
Delay
6 23 Holoprosencephaly congenital heart no Amniocentesis Del 13q32.3 (ZIC2; 2Kb)
disease (single de novo
ventricle and single
atrium), Facial anomaly
7 28 Ventriculomegaly, no no Umbilical cord Del 17p12 (PMP22) de
Brain developmental blood at delivery  novo

delay,
Migration disorder
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8 A D W IINL 22 WA 1 44, 22 #-32 H K
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Fig. 1 Fetal MRI taken at 20 weeks getation (left & center) revealed marked
ventriculomegaly with different signal intensity inside the ventricle, suggestive
of intraventricular hemorrhage. Post abortion Al (right) also showed the same
ventriculomegaly with hematoma forming niveou inside the posterior horn. Note the
presence of subarachnoid hemorrhage on the ipsilateral temporal surface and the
interhemispheric cistern.
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Fig. 2 A fetal MRI b-FFE image (left) taken at 32 weeks getation revealed
heterogenous intraventricular mass with moderate ventriculomegaly. A MRI T1
wighted image (center) showed the part of mass presenting high signal intensity,
suggestive of intraventricular hemorrhage. Postnatal MRI T2 wighted image (right)
taken 7 days after the birth showed the hematoma attaching the choroid plexus.
Ventriculomegaly shrinked compared with the fetal MRI and the patient has been
followed without surgery. Currently, she is 3 years old and sufferes mild developmental
delay, epilepsy and bilateral cortical blindness.

Fig. 3 A fetal MRI b-FFE image (left) taken at 32 weeks gestation revealed marked
ventriculomegaly and a mass in the ventricle, which was estimated as hematoma.
Postnatal MRI T1 weighted image (right) taken 2 days after the birth showed the
hematoma attaching the choroid plexus with some niveou formation at the bottom
of posterior horn. Initially, the baby was diagnosed as ventriculomegaly after fetal
intraventricular hemorrhage and discharged without surgery. However, the baby
developed hydrocephalus and had a VP shunt when he was 2 months old.
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