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Cause elucidation of the severe fetal disease by the next-generation sequencer
and establishment of the gene library
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This study is to establish the system to investigate the genetic cause of
rare diseases i.e. hydrocephalus, anencephalia and bone dysplasia. The system also needs genetic
counseling. We investigated the genome structure of the 4th reﬁeated anencephalia thoroughly
consecutively, but did not come to show the association with the disease only by extremely rare
variation (?olymorphism) or de novo variation. Perform genetic analysis under the genetic counseling

for two holoprosencephaly and four bone dysplasia revealed the abnormal chromosome in
holoprosencephaly and abnormal sequences of fibroblast growth factor receptor-3 gene in bone
dysplasia. That genetic information was provided to the parents for making decision of subsequent
gregnancy. We was able to achieve the establishment of the genetic inspection system for rare
iseases.



DNA
Saunders
,2012
( )
SNP
3
25 1 13
400p g/
2

11

G-band
SNP (250

G-band 46,XX

5mg/

11

Methylenetetrahydrofolate reductase
(MTHFR)

Yaliwal

2012 MTHFR)
DNA
MTHFR  exon 4,7
4
DNA

RIEBICHHEICSE, BRPIREGE TR/



DNA

Nextera Rapid Caputure Exome
DNA

MiSeq

G-band
SNP (250

G-band 46, XX

5mg/

DNA

MTHFR exon 4,7

de novo

DNA

28
H29

4
DNA
Fibroblast growth factor receptor-3 (

3)
C.746C>G (p-Ser249Cys)
FGR3
1

Spondylocostal dysostosis(SCD)
DNA
Thx6 exome

2017

Takita Hiroko Hasegawa Junichi
Nakamura Masamitsu Arakaki Tatsuya Oba

Tomohiro MatsuokaRyu Sekizawa Akihiko.

Causes of intrauterine fetal death are
changing in recent years, Journal of
Perinatal Medicine,2018 Jan
26;46(1):97-101.
doi:10.1515/jpm-2016-0337.

7
R. Matsuoka, A. Sekizawa. Case of
hypoplasia cerebellar vermis with dinamic
ventriculomegaly change. 27th World
Congress on U;trasound in Obstetrics and
Gynecology. 2017

, . . NIPT
46,XX,1(21)(q10)/46,XX
1 . . 2017
____ cell-free DNA
1
52
. 2016

Nahoko Shirato, Miwa Sakamoto, Keiko
Miyagami, Junko Yotsumoto, Atshko Saito,
Tatuko Hirose, Mikiko Izumi, Ryu Matsuoka,
Kiyotake Ichizuka, Akihiko Sekizawa.




Effect of the mental background factor of
after childbirth women who done prenatal
testings. 13th International Congress of
Human Genetics, 2016

Keiko MIYAGAMI, Nahoko SHIRATO, Miwa
SAKAMOTO, Junko YOTSUMOTO, Atsuko SAITO,
Tatsuko HIROSE, Mikiko 1ZUMI, Ryu MATUOKA,
Kiyotake ICHIZUKA, Akihiko SEKIZAWA
Mental background of pregnant women in the
viewpoint of delivering facilities, 13th
International Congress of Human Genetics,

2016

2016

2015

2017 194
o 0
o 0
@

MATSUOKA RYU

20349111

2
© SEKIZAWA AKIHIKO
10245839
YOTSUMOTO JUNKO
30553648
®)
*)



