15 22 1286
)
VCF Variant Call Format
VCF
HGVS Human
Genome Variation Society
HGVS
100 100 Leiden university medical center

Mutalyzer

IGV Integrative
Genomics View Alamute
Mutalyzer



21
471

de novo
21 261
VCF Variant Call Format

VCF

()

http://raredis.nibio.go.jp/malformation/management
_guidelines
http://p-genet.umin.jp/downl oads/management_guid
elines16.pdf

iPS

BRAF 10

BUB1B 2
CDKN1C 8
CHD7 76

CREBBP 26
FBN1 30

HRAS 7

KMT2D 34
KRAS 1

MEK1 2

MEK2 1

MLL2 3

NSD1 7

PTPN11 15
RAF1 4

RIT1 9

SHOC?2 1
SOS1 2

TGFBR1 4
TGFBR2 5
UBE3A 14
261

LOVD



2)

3)

4)

5)

6)

7)

8)

Nomura T, Takenouchi T, FukushimaH,
Shimozato S, Kosaki K, Takahashi
T.Catastrophic Autonomic Crisis With
Cardiovascular Collapsein Spinal Muscular
Atrophy With Respiratory Distress Type 1.J
Child Neurol. 2013 ;28(7):949-951.
Takenouchi T, Nishina S, Kosaki R, Torii C,
Furukawa R, Takahashi T, Kosaki
K.Concurrent deletion of BMP4 and OTX2
genes, two master genesin
ophthalmogenesis.Eur JMed Genet.

2013 ;56(1):50-53.

Ueda K, Awazu M, Konishi Y, Takenouchi T,
Shimozato S, Kosaki K, Takahashi
T.Persistent hypertension despite successful
dilation of a stenotic renal artery in aboy
with neurofibromatosis type 1.Am JMed
Genet A. 2013 ;161(5):1154-1157.
Takenouchi T, Kosaki R, Torii C, Kosaki
K.Daytime somnolence in an adult with
Smith-Magenis syndrome.American Journal
of Medical Genetics.
2013;161(7):1803-1805.

Takenouchi T, Saito H, Maruoka R, Oishi N,
Torii C, Maeda J, Takahashi T, Kosaki
K.Severe obstructive sleep apneain

L oeys-Dietz syndrome successfully treated
using continuous positive airway
pressure. Am JMed Genet A.

2013 ;161(7):1733-1736.

HirasawaA, ZamaT, Akahane T, Nomura H,
Kataoka F, Saito K, Okubo K, TominagaE,
Makita K, Susumu N, Kosaki K, Tanigawara
Y, Aoki D.Polymorphismsinthe UGT1A1
gene predict adverse effects of irinotecan in
the treatment of gynecologic cancer in
Japanese patients. J Hum Genet.
2013;58(12):794-798.

Takenouchi T, HidaM, Sakamoto Y, Torii C,
Kosaki R, Takahashi T, Kosaki K.Severe
congenital lipodystrophy and a progeroid
appearance: Mutation in the penultimate
exon of FBN1 causing arecognizable
phenotype. Am JMed Genet A.
2013;161(12):3057-3062.

Kosaki R, Takenouchi T, Takeda N, Kagami
M, Nakabayashi K, Hata K, Kosaki

K .Somatic CTNNB1 mutation in
hepatoblastoma from a patient

9)

10)

11)

12)

withSimpson-Golabi-Behmel syndrome and
germline GPC3 mutation. Am J Med Genet
A. 2014 Apr;164(4):993-7

Kubo A, ShiohamaA, Sasaki T, Nakabayashi
K, Kawasaki H, Atsugi T, Sato S, Shimizu A,
Mikami S, Tanizaki H, Uchiyama M, Maeda
T, Ito T, Sakabe J, Heike T, OkuyamaT,
Kosaki R, Kosaki K, Kudoh J, Hata K,
UmezawaA, Tokura, Ishiko A, Niizeki H,
KabashimaK, Mitsuhashi Y, Amagai
M.Mutationsin SERPINB7, Encoding a
Member of the Serine Protease Inhibitor
Superfamily, Cause Nagashima-type
Palmoplantar Keratosis.Am J Hum Genet.
2013 ;93(5):945-956.

Tekagi M, Ishii T, Torii C, Kosaki K,
Hasegawa T.A novel mutation in SOX3
polyalanine tract: a case of kabuki syndrome
with combined pituitary hormone deficiency
harboring double mutations in MLL2 and
SOX3.Pituitary. 2013(in press)

Takenouchi T, Hashida N, Torii C, Kosaki R,

Takahashi T, Kosaki K.1p34.3 deletion
involving  GRIKS3: Further  clinical
implication of GRIK family glutamate

receptors in  the pathogenesis  of
developmental delay.Am J Med Genet A.
2014 Feb;164(2):456-60

Mutai H, Suzuki N, Shimizu A, Torii C,
Namba K, Morimoto N, Kudoh J, Kaga K,
Kosaki K, Matsunaga T. Diverse spectrum of
rare deafness genes underlies early-childhood
hearing loss in Japanese patientss A
cross-sectional, multi-center next-generation
sequencing study. Orphanet J. Rare Dis.
2013;8(1):172



