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F1
M/F C(\%X Clinical Diagnosis CK DNA chip (I\)% Pathological diagnosis
1 M 18 Hydrocephalus 46XY ND 20 Lissencephaly type II
2 M 18 Hydrocephalus 46XY ND 19 Xinked hydrocephalus (Llcam)
3 M 16  Hydrocephalus, 46XY ND 21 Porencephaly, Dandy-Walker variant
vermis defect
4 M 18 Hydrocephalus, 46XY ND 20 Agenesis of CC, Cerebellar hypoplasia
vermis defect
5 M 19 Holoprosencephaly 46XY ZIC2 deletion 20 Holoprosencephaly (semilobar)
6 F 16 Hydrocephalus, 46XX ND 20 Agenesis of cerebellum, aqueduct stenosis
cerebellar dysplasia
7 F 19  Thanatophoric dysplasia ND ND 21 Abnormal temporal convolution, focal polymicrogyria
8§ F 12 SUA, TAPVD 46XX 15q partial trisomy 20 Normal brain, TAPVD
+11q partial monosomy
9 F 19 Hypoplasia of the brain ~ 46XX Normal 21 Multiple nodular heterotopia of the cerebrum and cerebellum
10 F 21 Cerebellar hypoplasia ND ND 21 LCCS type 1 with hypoplasia of the spinal cord and brainstem
11 17  Normal 46XY Duplication of Xq28 17 Hypoplasia of CC
12 F 15 Hydrocephalus 46XX Normal 20 Agenesis of CC, Hydrocephalus with aqueduct stenosis
13 19  Hydrocephalus, 46XY Normal 21 Agenesis of CC, Hydrocephalus with cerebellar hypoplasia

cerebellar hypoplasia

CDA: Clinically diagnosed age
CK: Chromosome karyotype

PA: Pathologically diagnosed age
CC: Corpus callosum

ND: not done
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M, Fushiki S. Semilobar holoprosencephaly with
a unique traversed sylvian sulcus. Neuropathol
Appl Neurobiol. 2011 Jan 5. doi: 10.1111/
3.1365-2990.2011.01161.x. [Epub ahead of print]
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3) Itoh K. A neuropathological study on developmental
brain anomalies. 6th IJAPM/ISFN Oct 23, 2010, Osaka,
Japan

4) Itoh K, Yamasaki M, Pooh R, Fushiki S. Neuro-
pathological studies on fetuses prenatally diagnosed
as brain anomalies. XVIIth International Congress of
Neuropathology, Sep 11-15 2010, Salzburg, Austria
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