Nakano, Masamune, et al. Dig Dis Sci, 2015 in press




ok 26 AREEIRLAR TR AR SE T Re R (A PR A AT TR 7R R
(AT B % R LT e RIS FEIIIEE2E) ) ) S HEATTe & &

Sy PRI FE R
RHPA S — 7 o — Rl U T A A8 n M s o0 JUKI iR B

WrgEsrRE i Bl

MRS

CRACKR R ZEBEE SR P FER Bha0)

oz T RAR S — 7 = Y — B IG PURT 0 AR EER O SRR SR [RE & B & 4 =
7o TETZM, WRL234E XV RAETHIAE B & e ic kit — 7 = o — 2 AL, 1ERERY
AR TFARATRHI ZHEEE U C & Ty ARBFSE IR — 7 oY — % FI T IRARTERER O F7
FUR BRI s 7 OREZ B LT, AR, o4 13167 I Nnxy ) — MMt 217 - Tc,
B DOBEMBAR T ICERPFIET DHPNHFE L. FERICE BB Tk, BEORER
DOEPFOTFREYE S B JE U720 DT AT 5 BB B Y | FETUGHAN o I R & s,

AL WIEERY

oo IR — 7 = =BG LR L 0 &
=P EE O R AR T [F E & R RBARIA % Js = 7
S TETZN, WL 23 F L0 B4 BERIE &
TR S — 7 o —E AL, MRS
TFAERTIRT AL U C & o, AWFFE vkttt
— 7 Y —E AT, BASHEEERE O FERE ER
K EFOREL B Lz, FHEREETFOR
RAT XY | EERORTREIRI R K OVASRIEEBRFE D5
— L2V 5B, Fio, REINHEERELTN
BEERDSDTH-Th, FLWEEHEORRIC
OO GEAELH Y, B dHREROERIC L
5T, BEOFHTRBEBI VY TR
SLOFREMED B D

B. WrgE5iE

HALRZN O DOBZREE E 72134 0 L FE
TEPOBER LOCMEE OV 7B LU
FRIEMEIE L, =7 Y — AN & RZE R
R LT #d% b & R TITV, EORRE Y
VT VRO LR ICORAT S, D TR
TIT o7z, EAERBIZIZLLTOEY Th D,

1, DNA it

AT F—bRarvr ve2EH-EERBIV
Mg ORI 2> 5 DNA A4 L7z,

2, =7V — LY

B35 DNA #9012, Agilent #F SureSelect Human
All exon kit  (Illumina ) ZHWVWTC=Z V—
LR E T4 75 U E T o7,

3, WA —o Y —T DT

I1lumina 4k Hiseq2000 % AV NT 101 X2 ¥EE D
AT v N b 1T 2 7c. BB T — Z 1 BWA,
novoalign, GATK. samtools %% FVNCIEERMENT
1T o7,

4, BIEFEREKY AR

HEIN2EEERICAE L CEET &R
FORVT U eELdb,

T, LVE—F v b ERKRoT GtHEBTLV
V) DT E LT, TAZ by TRIRGM Y —
7 =Y — % VT B R TREATEE S 4 5 E (B
NFRIEf R, EE)— = —m L%, RAS/MAPK SEfE
B EEHEER) oW THEE L, TRITTY
Y — NN & AR TH BB, F—F v b
BMEIZ X Haloplex ¢ & W=,

(R EE i~ D ELfE)

KRNI DB AR FRTAFFEIL 3T D Te k
77 k- BRI BT 2 MBS 1R
> TAT 272, ABFFRIL. § CTICRALKRZEE 40



HEEBROAREH TV D,

C. WFFEfER

KAEFE, Tz i3 167 o FDxy Y — NEHT
ZiToTce RERGETORFUILLTOED TH
P

RARZTOTIY— LN

(~2015%25)
SEE
BEA 188 +89
RS 46 +12
VU 28 B 24
HALSRIER 45 +30
k&S 20 +15
HEHR 83 +28
EFABIEE 18 +11
RS 5
BEES 10
BEH 22 +14
=t 459 +157

R ADPE S 2V, ZIVTEEORE 2 ik
BHEFFT L TNWD D TH D, LTFHLEIER 30
B, SERFTW 28 B, MIKERE 16 Fl, BERE 14
Bil, PIRARR 12 61, ERAHEEE 11 FlOME
Hr&dT -7z,

FENT DRI ZIREIL 15 AL Tryes NI
BIO, 2l &b 4 5RE R ERFE
JEWRE, BREER, ERAHMER 2 KB Tk
WK 1 D EOFREREFERFFRE LTz, &
7o FABSDOERBIZHOWT bR EERE B A
LNTRY, BMOMTEIC LY FRERTER
FEZHELTWA,

4RBO DO 1O, BHESREEN, &
LWEERE, IREAREBZMAES Raglch o7z,

FRAGSMEREXZEE L THRLS LOE
FRIE T Y — DT 24T oI 25, IRFHAY

REEED Z & TaLNDERE A DRRERTF
WHREEAD 7 L —AY T NERERFEES N, &

< & bAEMIEBRERR & IRBIERIZ OV
TIEZOEENRREEZE X bvie, LHALEFELWY
FRREE I EBRE A TR L IX S Tniedo
7eo —H T, BBRERORERER L LTHLR
HEEFIILIVNRT L RATFETIREBLR
EEPREEINZ, ZNHDI A AEENR
BRIZH D32 TV D0y, SR 2 ED 52 FET
Hb,

Fio. BEE A0 L e RERIEERO T v
— AEATIZIW T, M EEBEE ST OB TE
BEFE LTz, BRFWEGEEHORRE LI13E XS
Do Teds, BEREDERE L TEERER L
Ez bz,

Haloplex % FVNTZIR B/ SRIVERAT DR NFIE
RBIZBWTS, FERIOER L LTEREDNE
HE2R 1 NOBEICEIER T CTRESNDEED
HoT2, SNP T —F N— X TOHEEMN 10%24 E
HHDIZHELLITHAE L REINL TN ZHD
bHY, HxDERZHONTHERT ALERH -
7

D. BE
BAHEER OTICBWT, XU T b7 4
NWEY T OB ITORBORRERE TIC
TH5%6. QR URBOREBE DL EDENT &
1TH546. ORBOBENRRNERTR I UOEEF
B O REERETEHET 2HE, @hb %
MABDE T ZIT O BE. b2, ODHE
DRBOFARNCBNTIE, RABGTFERIT®
BLTWDEHEIND D, QD UEEDRRE
FEOHEEDMNTEIT 1254, HRE L 258
FN—2 LIRS 720> (genetic heterogeneity),
Fio, QIEBWTIHEDOFEIZ LD AT T b
DIV IABTTRREL LD ->TL B, ZNLbEE
EFR70) A TRRBEFERVIAALTHE, R
BEREPEEROERFERLF—THDH, SNP 7
— A R—=RZRBITFDT VAEEIRE 90, BEO
FEJE (termination DFCZ HZEEMN) | BEOHRE
FH FEEEX THREISN T A EE», %) 72
EaBZBITRRTH L0 L, BLEPHIVITHE

b



BEMRAT 24T
A5
i
iz

‘_;

Do

A LR F DZE RS 1 T bv (f
X HEHOLE) FIXW T Loy (B0
FET D ERELCWD R, fnko 7 4
W&Uyﬁ%ﬁof%ﬁﬁﬁﬁﬁﬁﬁloﬁﬁ
VIADIRWNGEN D H— 17T, 2 DL EOREMmIE
BIBR T ISR AT 2 58 DS RICFE T 5,
BV A TEREC RN U REROIEBEIE O R &
B2 ENEEEEZIOND, LM LEDIRER
WD b BERIRE W 00 R BUBL 3 + 4y &1
EARVEENS 2B | A% bEEEREBOR
T EHTAFE I 0TI R 7800 & R o B
HZ BT DR OEFRN RAI R CTh 5,

18 5
i

& =

E. b
KA — 7 =Y —2 DT B RPEESR O
FRR BN EFORELZBIEL =2 Y — A4
it 24T o 7o, ENRRBBTIE, BEORIFLE
BRI o TN D AR 2 BRI AN 5 % B
PER B Do TR TIRHT OFEATHHEA L CTh s,
F BRI oD B 2D PR ST,

F. R/l

Frizia L,
G. WFgEFEkR
1. FWICFEER

1) Fujiwara I, Murakami Y, Niihori T, Kanno J,
Hakoda A, Sakamoto 0, Okamoto N, Funayama R,
Nagashima T, Nakayama K, Kinoshita T, Kure S,
Matsubara Y, Aoki Y. Mutations in PIGL in a
patient with Mabry syndrome. Am J Med Genet A.
Epub ahead of print 2015

2) Nakano E, Masamune A, Niihori T, Kume K,
Hamada S, Aoki Y, Matsubara Y, Shimosegawa T.
Targeted Next-Generation Sequencing
Effectively Analyzed the Cystic Fibrosis
Transmembrane Conductance Regulator Gene in
Pancreatitis. Dig Dis Sci. Epub ahead of print

2014

3) Nishi E, Mizuno S, Nanjo Y, Niihori T,
Matsubara Y, Aoki Y, Kosho T. A
MAP2K1
patient with Noonan syndrome with multiple
lentigines. J Med Genet A. 167(2) :407-11, 2015

4) Tzumi R, Niihori T, Suzuki N, Sasahara Y,

Fukushima Y,

novel heterozygous mutation in a

Rikiishi T, Nishiyama A, Nishiyama S, Endo K,
Kato M, Warita H, Konno H, Takahashi T,
Tateyama M, Nagashima T, Funayama R, Nakayama
K, Kure S, Matsubara Y, Aoki Y, Aoki M. GNE
myopathy

associated with congenital

thrombocytopenia: a report of two siblings.
Neuromuscul Disord. 24(12):1068-72, 2014

5) Inoue S,
Miyvagawa—Tomita S, Niihori T, Oba D, Ono M,

Kure S, Ogura T, Matsubara Y, Aoki Y. New BRAF

Moriya M, Watanabe Y,

knockin mice provide a pathogenetic mechanism
of developmental defects and a therapeutic
approach in cardio—facio—cutaneous syndrome.

Hum Mol Genet. 23(24):6553-66, 2014

M gedt
1) ERE 25 4 10 A 2-4 B %5 3 EIAEAGEIRE R
FHARSIE)  FEEH, HREEET, Bl
i3, RERET. KEK#H, sFaxF., H L

EEE“‘\ ﬁ' /L.\ i)ﬁEEM\Z EF'LUF,%C—% *Ajﬁﬁé'—‘
FEAETF WHRY—Z7 oY —F RN TFD

BRI B mF OERR

H. a9 EHED HFE - BERD
(FEZEL)

1. RIS

2L

2. ERWZEBRG

L

3. F0fth

L



FERR 26 SEEEEA G EREN R E (BHRIERAERART IR EE
(EHRMERBEEAIEEE (EHAR BRI EE))) DR ESE

SRR FERRE
e RE T DIE A T = X LIZET D450

i g

MEEE

BREEE (BEEREEERY - e EREIZET

e
=]
* DTEEFERN #aX)

P RBEEIIBOREE P BERBICOEIND, bl Liebid, RARoBER LR
WOREA D =A%, WHR—F =2k 557 ) MEFTOFEEZ AW THZEL TV 5,
AAEEL, EPRVWE ZHBOF T, BEOREHREHETICLIMELZBREYIRL TV DAERFNICE
LT, mEEGE~Y Yy BT &7 Y — MET, BEAHBEEREF OB FRITE B
Tipol, BRER T, BEREEREOFARBEMIIR Do TR, £, 2 FlOLEEFA
DREBIT, &5 ) by —F v RAERBIIRolz, TORKR, 261 bEMARTIE & BES TR
TERWEMRY Y7 v a v ER LTV, 5%, AFRIETIEZ 6 OBFFRE Mk L T
W, ROEROHAER CEEREOREA D =X NIETHH LOVARER U,

A. WFZEEM

Yuta (REE DFAE A B = X LIIRMEH I2ER45
BB, DI Liebid, THEDOIEIZENIRT D
B RESENT 2 RENEH SR e —2
DOHTRET D & 2R Lz, Ll M é
WX IEBAGRIC IR DB R T 24 0 IR BB E
DIy TNVBEEL, TORRIITATH S, —
Jr. EEREICEAL TS, kb 2 EEDNA D
G & & OFBMEENRIE & S TE 28, T,
DNA BRI DOBEEDOREINER &4, BifiE LTwn
Bo AHFZEETIE, TD XS Ptk o R L
WERE OREA D= A L%, WK —F7 4
—IZ X B AMENTOFIEEZ AW THET 5,

B. WFEIE

7 5 DNA & N R CHIlE, &= Y —A
IZBH L ClX. SureSelect THF ¥ 7F ¥ —L72HD
%A VX F HiSeql500 THEMT L, JHE DA 75
AV TEMLEZBDIH L, VariantStudio T7
JT—varvEiTol, &7 Li—T U AR,
A7 R CHBT-5 — & % BreakDancer | CHEAT

L7z, RELIEEBETERESY ¥y 7 va VES
Y CRERR LT

(B2~ DB

YTV ORMITEE L T, o7 A E1T D,
CEIC L BRAEEICESNTITF o7, BRI b
5 b AR TRRNTRRZEIC B B MBS % SE
Uiz, ABFGEIL. I, TERREREA K
2. v N b BETIRTRBEREESEL DK
AEEC, FIBHEREARNT L OWES LT\,

C. WFEEiER

(1) BEERE  BIROLRGEEHERICL S
MEEZBRVIRTH v FUCH LT, &7 Y —A
fENT 21T > T D, REEIT, EDPNVE ZIFEOF
T, BROLAEENERIC L DMELEVIRL
TWAEFNICE LT, mEEEEy LS £
TV — MENT. B RBEEERE T OBEMEER
TR ERB Z e oiz, BFRFR T, BETERDH
HIRBRHIZ Ry 2 TR,

(2) HBERY  He OYEREERTICI L
Ty &5 ) Li—7 2 A THR ARSI O
FIRFENT LT D, AFEEIL, 2O A



DREF T, 7 ) D —lr o ARRBIipolz, &
DOFEF, 261 & & Bl & iatA Ci T
BH DT pholz, FElERERCH 5,

D. &4

BEOEEIC B LT, W e ZIELIS o SEBTIZ Y
LCORE T Y — A NHR S Z g o T
B WA Fp o i m P2 FE L TV E
7o, TRIELBEIRRE I I W T, A T 28 523
TR SN2, de novo ZBECIEAE LT

BETREMED VN, A DR DT 0 LV,

MEEERIY > b p EARFIHLC, BE OB
VI NENWAET D TIPS CH D, MG
A LTI, Z2ER Y S AR FoSTeS 73
EDOF LA I = XA LDEB ST DH0, %<
IXEEHEGRTH Y L MR e FE A
T AT =X LNOFHNBLETH S, Fiz, e
LTV HREDR—% B L7cu,

E. #&im
A% KWFZRHETIZ 2D O % JEBISE
A L Cilkle L Cwp <,

F. fEEEfalREm

BRlZa L,
G. Wk
1. FCHsER

1) Tsutsumi M, Fujiwara R, Nishizawa H, Ito M,
Kogo H, Inagaki H, Ohye T, Kato T, Fujii
T, Kurahashi H. Age-related decrease of meiotic
cohesins in human oocytes. PLoS One 2014: 9(5):
€96710.

2) Ohye T, Inagaki H, Ihira M, Higashimoto Y, Kato K,
Oikawa J, Yagasaki H, Niizuma T, Takahashi Y,
Kojima S, Yoshikawa T, Kurahashi H. Dual roles for
the telomeric repeats in chromosomally integrated
human herpesvirus-6. Sci Rep 2014: 4: 4559.

3) Mishra D, Kato T, Inagaki H, Kosho T, Wakui K,
Kido Y, Sakazume S, Taniguchi-Ikeda M, Morisada N,

Tijima K, Fukushima Y, Emanuel BS, Kurahashi H.
Breakpoint analysis of the recurrent constitutional
(8;22)(q24.13;q11.21) translocation. Mel Cytogenet
2014: 7: 55.

4) Ohye T, Inagaki H, Ozaki M, Ikeda T, Kurahashi H.
Signature of backward replication slippage at the copy
number variation junction. J Hum Genet 2014: 59(5):
247-250.

5) Kato T, Franconi CP, Sheridan MB, Hacker AM,
Inagakai H, Glover TW, Arlt MF, Drabkin HA,
Gemmill RM, Kurahashi H, Emanuel BS. Analysis of
the t(3;8) of hereditary renal cell carcinoma: A
palindrome mediated translocation. Cancer Genet
2014: 207(4): 133-140.

6) Nisizawa H, Kurahashi H. Recurrent Pregnancy
loss. Clinical Genomics: Practical Applications in
Adult Michael = Murray, Mark
Babyatski, and Monica McGraw-Hill
Professional, 2014.

7) Ohye T, Inagaki H, Kato T, Tsutsumi M, Kurahashi

Patient  Care,

Giovanni,

H. Prevalence of Emanuel syndrome: theoretical
frequency and surveillance result. Pediatr Int 2014:
56(4): 462-466.

8) Endo A, Watanabe K, Ohye T, Suzuki K, Matsubara
T, Shimizu N, Kurahashi H, Yoshikawa T, Katano H,
Inoue N, Imai K, Takagi M, Morio T, Mizutani S.
Molecular and virological evidence of viral activation
from chromosomally integrated HHV-6A in a patient
with X-SCID. Clin Infect Dis 2014: 59(4): 545-548.
9) Fu XJ, Morisada N, Hashimoto F, Taniguchi-Tkeda
M, Hashimura Y, Ohtsubo H, Ninchoji T, Kaito H,
Nozu K, Takahashi E, Nakanishi K, Kurahashi H,
Iijima K. A patient of Autosomal Recessive Alport
syndrome due to Segmental Maternal Isodisomy.
Hum Genome Variation 2014, 1, 14006.

10) Tsuge I, Morishita M, Kato T, Tsutsumi M,
Inagaki H, Mori Y, Yamawaki K, Inuo C, leda K,
Ohye T, Hayakawa A, Kurahashi H. Novel FATP4
mutations responsible for ichthyosis prematurity

syndrome in a Japanese patient. Hum Genome



Variation, in press.

11) Tsuge I, Ito K, Ohye T, Kando N, Kondo Y,
Nakajima Y, Inuo C, Kurahashi H, Urisu A. Acute
eosinophilic pneumonia occurring in a dedicator of
cytokinesis 8 (DOCKS) deficient patient. Pediatric
Pulmenol 2014: 49(3): E52-55.

12) Oikawa J, Tanaka J, Yoshikawa T, Morita Y,
Hishiki H, Ishiwada N, Ohye T, Kurahashi H, Kohno
Y. An immunocompetent child with chromosomally
integrated human herpes virus 6B accidentally
identified during the care of Mycoplasma pneumoniae
infection. J Infect Chemother 2014: 20(1): 65-67.

13) Kawai A, Kusaka M, Kitagawa F, Ishii J, Fukami
N, Maruyama T, Sasaki H, Shiroki R, Kurahashi H,
Hoshinaga K. Serum liver-type fatty acid-binding
protein predicts recovery of graft function after kidney
transplantation from donors after cardiac death. Clin
Transplant 2014:2 8(6): 749-754.

14) Yagasaki H, Shichino H, Shimizu N, Ohye T,
Kurahashi H, Yoshikawa T, Takahashi S. Nine-year
follow-up in a child with chromosomal integration of
human herpesvirus 6 transmitted from an unrelated
donor through the Japan Marrow Donor Program.
Transplant Infect Dis, in press.

15) Hibi Y, Ohye T, Ogawa K, Shimizu Y, Shibata M,
Kagawa C, Mizuno Y, Uchino S, Kosugi S, Kurabashi
H, Iwase K. Pheochromocytoma as the first
manifestation of MEN2A with RET mutation S§91A:
report of a case. Surgery Today 2014: 44(11):
2195-2200.

16) Hibi Y, Ohye T, Ogawa K, Shimizu Y, Shibata M,
Kagawa C, Mizuno Y, Kurahashi H, Iwase K. A
MEN2A family with two asymptomatic carriers
affected by unilateral renal agenesis. Endocr J 2014:
61(1): 19-23.

2. FRFER
1) Kurahashi H, Tsutsumi M, Fujiwara R, Nishizawa
H, Kogo H, Inagaki H, Ohye T, Kato T, Fujii T.

Age-related decrease of meiotic cohesins in human

oocytes. Eshre 2014. Munich, Germany, June 29- July
2,2014.
2) Inagaki H, Ota S, Nishizawa H, Miyamura H,
Nakahira K, Suzuki M, Tsutsumi M, Kato T,
Nishiyama S, Udagawa Y, Yanagihara I, Kurahashi H.
Obstetric complication-associated ANXAS promoter
polymorphisms  affect gene  expression via
FASEB SRC,
Dynamic DNA Structures in Biology, Itasca, Illinois,
July 20 - 25, 2014.
3) Inagaki H, Ota S, Miyamura H, Tsutsumi M, Kato
Kurahashi H.

Detection of in vivo G-quadruplex structure of the

G-quadruplex structure in vivo.

T, Nishizawa H, Yanagihara I,

ANXAS5 promoter that contributes to the recurrent
pregnancy loss. ASHG 2014, San Diego, CA, October
18-22,2014.

4) Ishihara N, Yokoi S, Yamamoto H, Natsume J,
Tsutsumi M, Ohye T, Kato M, Saito S, Kurahashi H.
Two cases of lissencephaly with  marked
hydrocephalus caused by TUBA1A mutation. ASHG
2014, San Diego, CA, October 18-22, 2014.

5) Kato H, Okumoto T, Yoshimura Y, Taguchi Y,
Sugimoto M, Inagaki H, Kurahashi H. EFNBI
mutation found in patients with craniofrontonasal
syndrome in a Japanese family. The 10®  Asian
Pacific Craniofacial Association Conference, Adelaide,
South Australia, October 3 - 5, 2014.

6) Nishiyama S, Kato T, Kani C, Miyazaki J,
Nishizawa H, Ochi M, Fujii T, Kurahashi H.
Cytogenetic analysis of monopronucleated (1PN)
zygotes after intracytoplasmic sperm injection and
fertilization.  International

conventional  in-vitro

Society for Mild Approaches in  Assisted

Reproduction. Sydney, Australia, Sep 10-12. 2014.

. EBIRPEMED HIFE - BERIRDL
. BB M L

. RS %ML

. EOfl  FER L

w N = T



STk 26 AFIEIRAG IR RATER (AR I T E 053
(HEATESE B LA (R RS ERFIEN))) S g s

FeR izt S
RPEOTFEG, W B E Lizhige — ke — 27 2o — i fl—

Wty Rk U (B IR R PR S IR PR i AR 200%2)
W E

FREILAER AN LTl 0 | A ENZ Wb JEPEMIBE B 067, 2%7A5, TER 3638 > D
FREEGICh %, € D7 REEDFIEA B U | 072 FBh1E TEFHEDTESLA KD Hiv T b,
ez PIAEMBBR OFBIENR DOBE 2 F Lc & 2 A, TERIBED /NS WY, 782
YuiE & AR A RREBIER OBEENE < e b 2 LB W U, $7o, BT %R R
MFIRE IR R IS 2N 2 LV o7z, £ 2C, ERPOETORFRFER (M, vvr
TRw, wA ST A, HHE) ERETE BPCRIEZ ML U, U BEFNCIT IR o 72 2K
I CRF: B VT2 3K T D S DA 8 % PORIE THRER L7z, TERDERIRIECIE. 14/108 (13.0%)
IR A DS S U728, PCREETIX41/108 (38.0%) (ZHRIFIAEM DR bz, K
ZERN O 3k TO HEE I D & KEEHYE - PCRIGHERRIIREAEEEME - PCRIEMEREIC L LA
FIZ (p=0.0210) JEHRIESR: A BN o To, F T2 REIRIENE - PCREGPERE CIIAEHRINIE O3 4 3
DAEFD B o7 (p=0.0813), JRFESAEMBGIEGN I 1) 28D e Prpi S84 50%, ARIRIIM % 4k
B SW LM (p=0.0734) MdboTo, —J7, WRMAEDREMEGNI K 2 HraSeai iid, Wit
PRIEFI 2 RIS (p=0.0109) Fiifl W7, UNBRFETABE L, RIENZEZ) LIEMIE & 785
T (IRRRZSENIE) & BE &l o Jo il (REER) & IEW S & 70 - T Bl DGR 3 & BE P9
B3 % T-RELPYENC TR 5 & Clostridium XVIII, IV, XIVal, Bacteroides HSIE 43 it >
TRIRZNIE > BPERE & 72 o T, Clostridium JEVTIERMERR 2 AZE O BIFE TR 2 5584
DI ERMBILTWB T, FLEIEOERIZENMEEOTLIC N | RETHEEIL

7=Dnh LIV,

AL WA

BAE, AL WD BEE D &85
7o, BELZ TR, WWETLIFRERNHTZ L
ERRRT — & & BIE LT,

B. WL

WRFEZDAL, EHCTHENMEONEE
LR BERR CERR LR Exig & Uiz, ¥
RZERNT 8 BEE CTARE L7 R 32 R O
BREFZHEIT L., =2 ba—E LTHWE
EFEREIL, FER EORRICEREICE LN
7oK E WV, 2K KD DNA 4l L, 16SrRNA
DILEEHIC T T A~ —5REL, BRIVEDL

7= Taq Polymerase ZHAWT—ME. VL7
TIGRw, vA AT T A DNA IR LT, B
I Z R B SR D TR Tag Polymerase Zff
FAL Y, ABEES L < 1SRRI 22 SO
IR W & BB L, DNA ZHhiHi#%. 16SrRNA 48
1% PCR CHYHE L, T-RFLP (Terminal Restriction
Fragment Length Polymorphism) {512 THET L7= 2,
HIPERR D IRRIR B FAIIRER 24T 72\, Blanc D43
HCHEEFERA 220 LT,

(HERE~DEE)

MFFRITE LIRS IRB THGREZIT Tl Y, A%
WHIROEFEZRPFA L, XEBECTREZELNE
EF DR ZE L Lic, EEETREAL,



T—F ENTEAT2, EARRE SR VEEE
1172 -7,

C. WroufR

1. BREGNZIT HMEBEEER & HERTE
215 FORER], 213 BHlIOEMEF OTERRES
BIOMEBBEBER DA T —PHNCK 1 1TRY,
FRIEELAS 30 AN D FERF TIX, MEBEEER
0. MOEENE»-T- Y, E7-HEREE., N
2 JE B BV ERYKAE (PVL) L iMEE P il (3 BELL 1)
IBPERTR R, BESEMERBR DO W h & FIE L7
ETHRABRGIEHET DL, MEBEEEBERTO
59. 1% BFHAERBTH Y . TENDIEOKAED
FERTREPBILIEDLZ Lo T,

Bl o SREHEOMBREBEORE

e

7 BLCAM T
- B ncaM i

50 |- -
S BhCAM I

!
|

1 [ hCAM nesative

e

) 1
23 24 25 26 27 28 25 30 31 32 33 34 35 3%

op REREMEORTF—SEORERT#

{weeks)

BOAM B CAMT BCAMI BCAMIE

negative ) .
{Yoneda S et al. Am J Reprod. Immune! 2015)

2. FAKRPORFEMEMEHD T DD PCR EDORE
S & BRI
BILRZHERRRA CHR =8 B,
e B #HBLOKRAFET, BRCELASYE
7= Taq Polymerase & W= {&EIED 72 —#%H0
EREEEESY L Y, TR Taq Polymerase
ERIGEICEESE TS0, HEOHIEE K
DNA Z&Tei=th, RABMENAE U TLE 5 MESN
BHole, TORPEEI NI, ZTOIDREEN
Bl POBBIED R PCR IENRSI TE 72, £
DOFEE, U8 BES TR DEREDORHR
(14/108:13.0%) 1L, # 3 fEE=R D 38.0%
(41/108) \THREMAEM BRI Sz, FKERH
L Th bt s TOMIM % B3 [ - PCR 21 (f2
M) BEL . EEEFAME - PCR B4 (PCR DA RME)
BE. EEBGME - PCR B () B & THERT S

&, BHEEIEMRICE LAEIC (P=0.0210) #F
IRIEEHAR 234545 L TV e, E72 PCR D BB MERE
TIREIRER IR 3 A3 DA (P=0. 083) A3
bolo, FWRMEMSGME (PR BitE) BTORE
R ESIHRNMZER T 2MEm (P=0.0734) 3
bolz, —F., HWEMEDEEFIZBIT 2 HEEK
Behix, R 2 AR (P=0.0109) 4EiES®
77
3. REEFIC I 2 ENHE % & R

B 2 12T & O \CIER ARG & 08 RS Tk

gore 2faranalgsis 1

FipETEaG

EF

REGR factor

[2

RFECHR

& Bigw

W ¥ &
REGR factor store 1 for aoalysis 1
Normal distribules at right side while preterm tabor at left side,

{Bhiozaki etal. PLeS ONE 20143

ENMIEENEL BRoTW e 2, —J7, BOW
MOKMBEE TOEITIRO bR hoTe, R LICE
L LT JGNAE &2 7R 328 Clostridium XVIII,
IV, XIVal, Bacteroides J@&HE1E RE CTARET 5

#1
BAREEOEL (BFEEERO-EEOHTE)

Clostridium XVili 2.12:£0.34 0.70£0.35 0.26:£0.21

Clostridium iV 6.41:#1.15 2.504:1.22 0.80:4:0.80%+
Bacteroides 0.84:0.13 0.60:£0.27 0.07:£0.07%%
Clostridium Xiva 5.37:£0.64 1.72:£0.80%* 0.34:£0.34%*

{Shiozaki A et al PLoS ONE 2014) * PLBOS % P<O01

ClostridiumB= BB L EE=>Foxp3BREFOLR P FEFLE#E
SEHERTRBOSHE REEFHHN=EEEF

b IEHIEE & R o THEFITHA L TR Y | BREL R
S T FEF TIIBD TR T4 5 Z &3l o7z 2,
Clostridium JBITEEERZ A L. Foxpd BIEF D
B R M7 EFMALETIE S, I T Lo
SMEFET L2 ERMbNTWA, FIfEHE T Ak
BREZMH L, BEZTHLTNDSZLEER



B BEEBITCI Clostridium JBB A LT 57-
W, HIEE T HIIEASEE ST IOE S X,
BREEIZE 700 b LIV,

D. #&%%

FERR 30 AT D FLPEF] C 1L B Ol TR R A i
RBFAEL, DOHERTHROARTH o1, &
ToRENAT IR AL T E T RFEEIEIC PCRIEZ N 5 2
& KV IEMICFEN CEAK) AR LA
B U7 BB RS T PCRIEDSEIETH D & |
RETHOEL IR 2N b o Tzl MR
DIFFRE S, RETHRERRLE LTND LAV
o7,

@ﬁ@%%“%%@%@%%ﬂ%\mp%ﬁm
BRI, TR & DR & TR T BRI Bt
BSBRG 2T ZeBd D, Livl, &ﬁ@m
(B R I R B GRS L 7o i 3
&5)&7@@&&®m&@%(ﬁﬁﬁzﬁm
&m#““?’\%b<iF@%L%Mmm
THHE R G) ISR LIzE T A, ﬁﬁjfﬂm%
B ET AR AR OIER R Te, — 7,
9 SR AR 4 B M BN seh 3 2 T B B 1A R 3
MZEHESE, AETHD ZEBNPDTHo 7,
BEERECIING N C Clostridium J& DD Y
RHbNIzZ LT kY 2, BRI
%ﬁ%ﬁﬁ%f%é&%T%é FEIK B AT 78

. EMEIZEKRPORRBED ZHEE L THb,
h%ﬁ&@%ﬁ@?ﬁ%f%%ﬁoit %

N 72 E OB A2 ABEIRL TV A0, A5
EFHEVERL CWRWIERICHXTEERN
0.82 (95%CI : 0.681-0.986) IZIHAd 5 & D
HEHd0 Y BNMEE L BEIC X S%iEx
HMARENMELEZ BND,

E. f&ifi
FEER] T BIRFIRL T8 PR O F 4

DFERPIRD CEEL /2D, ZDTHEKFOR
JRAR DA % TEfMEIC PCRIZEICTRIE L, @725t
BREEE21TR Y Z L CHEHMBOER X5
TERTED, EBENMERE & BEORBEMEN

!H mg;f;oﬁ_ﬂ_&; LB T LS5 D FEE LS B
I B I S TR B BB B B

[ 235 3K ]
L Niimi H,

thermostable DNA polymerase which is free

W

et al. A novel eukaryote-made
from bacterial DNA contamination. J Clin
Microbiol. 49:3316-3320, 2011.

2. Shiozaki A, et al. Intestinal microbiota
is different in women with preterm birth:
Results  from  terminal  restriction
fragment length polymorphism analysis.
PLoS ONE. 9:el111374, 2014.

3. Yoneda S, et al. Accurate prediction for

the stage of histological

delivery Dby
amniotic fluid IL-8 level. Am J Reprod

10. 1111/aji. 12360, 2015

chorioamnionitis before
Immunol. doi:
(in press)

4. Myhre R, et al. Intake of probiotic food
and risk of spontaneous preterm delivery.

Am J Clin Nutr 93:151-157, 2011.

F. fEREfalRiE i

2L
G. WFFE3ER
1. FRSC3esk

1)  Yoneda S, Shiozaki A, Ito M, Yoneda N, Inada

K, Yonezawa R, Kigawa M, Saito S. Accurate
prediction for the stage of histological
delivery by
amniotic fluid IL-8 level. Am J Reprod

10.1111/aji. 12360, 2015 (in

chorioamnionitis before

Immunol. doi:
press)

2) Shima T, Inada K, Nakashima A, Ushijima 4,
Ito M, Yoshino O,

Saito S. Paternal

antigen—specific proliferating

regulatory T cells are increased in



3)

4)

5)

6)

7

8)

uterine—draining lymph nodes just before
implantation and in pregnant uterus just
seminal

after implantation by

plasma—priming in allogeneic mouse
pregnancy. J Reprod Immunol. (in press)

Shiozaki A, Yoneda S, Iizuka T, Kusabiraki
T, Ito M, Ito M, Yoneda N, Yoshimoto H,
Saito S. Prenatal diagnosis of
enterolithiasis at 18 weeks: multiple foci
of intraluminal calcified meconium within
echogenic bowel. J Med Ultrasonics.
42:113-116, 2015.

Inada K, Shima T, Ito M, Ushijima A, Saito
S. Helios—positive functional regulatory T
decidua of

cells are decreased in

miscarriage cases with normal fetal

chromosomal content. J Reprod
Tmmunol. 107:10-19, 2015.

Shiozaki A, Yoneda S, Yoneda N, Yonezawa
R, Matsubayashi T, Seo G, Saito S.
Intestinal microbiota is different in
women with preterm birth: Results from
restriction fragment length

analysis. PLoS ONE.

terminal
polymorphism
9:e111374, 2014.
Shimizu M, Kuroda M, Inoue N, Konishi M,
Igarashi N, Taneichi H, Kanegane H, Ito M,
Saito S, Yachie A. Extensive serum
biomarker analysis 1in patients with
enterohemorrhagic Escherichia coli
0111-induced hemolytic—uremic syndrome.
Cytokine. 66:1-6, 2014.

Tsurusaki Y, Yonezawa R, Furuya M,
Nishimura G, Pooh RK, Nakashima M, Saitsu
H, Miyake N, Saito S, Matsumoto N. Whole
exome sequencing revealed Dbiallelic
IFT122 mutations in a family with CED1 and
recurrent pregnancy loss. Clin Genet
85:592-594, 2014.

Shiozaki A, VYoneda S, Nakabayashi M,

Takeda Y, Takeda S, Sugimura M, Yoshida K,
Tajima A, Manabe M, Akagi K, Nakagawa S,
Tada K, Imafuku N, Ogawa M, Mizunoe T,
Kanayama N, Itoh H, Minoura S, Ogino M,
Saito S. Multiple pregnancy, short cervix,
part-time worker, steroid use, low
educational level, and male fetus are risk
factors for preterm birth in Japan: A
multicenter, prospective study. J Obstet

Gynaecol Res. 40: 53-61, 2014.

. FNBEYBAPEAE D HIRE - BRERIRTL
. RS

7L

. ERBRBR

7L

3. Foih

2L






ZEEXHER

MNEEL - EREEEE D KRS EFRT RV —IETE T/ LTI
WA MHIITBEUEA BEIMEERMIRtV 42—

1. ZRFICBITHAERRI—FR

=4
-

A
raN

mEE]

ERUAR (EREH., O PR ERLIBH| #RLE [EA-
RRA—HERD A _ (EEER) A NNl
RAS-MAPKJEIEEE WmE F— FE18EI/NRI|2014/7/5
(RASopathies)Z <> T~ 4 DIMRER ER
EEMEORE (OBEHER) HAlEE
INEERBEDEBEEGEFHRIT~RE |[REFE F— E15EFEARIN|2014/9/12
DS~ (OERK) Syt BN
TAH—F L
/M%T%%i%%i%@%&i%ﬁ%é@" N F48[E B A/ 2014/9/27
(58 ) 18 4 ihess
AT Er
RO L
RIE-ABELEEZDOOIRT( |[F BE—H E10mEALEaE[2014/11/27
HRETE ST T4 A(OEE) BEEDE B
TH—7 L
283 Prenatal and preimplantation |& {#—EB BARANEEER|2014/11/21
genetic approaches — near future FRESIEK
technologies and application.( = H gﬁf 0
BB FEPRE
) 21 K%
BIRLPRBERAERBOIEDT (& B—H 3706 HARE|2014/11/7
T4 X(OBE b IEEssa
TAER e
17[ERRIRE S
FREHRS B
/EARBEE
BRRRRY Y
RO L
FERNRBRREETLALLIED: | B—® £21[EEEH|2014/9/13
T4 A(AER) EEIZETS
H A RIS Er
wE
BECRTAIBEIES /LE |& B E3@MAA |2014/7/26
b2 DEETHR(OE) DOHaD#fZE B
SAMTES
KR —HIH—DEEZ | B8 13815 FFiE [2014/6/4
BADIA~REITERT S EEStS
N7 HEHAERZHORIE? +— ES[
(AE8)
EHE-FEHOIESIRTAY | B 55878 B AM|2014/4/27
A(AEE) 9 bR B




BT AR DO T8 OALE CHIFE A ER, FERE, HEF, FE— 8370 BARD|2014/11/25
BB AR ASIREERD  |BR, DEFFHR, hii—E FHEYEE ER
% (RXA—FFE) =, WK
BELHEN—IER SR Y HEARWA, RERE, BANZE, |BARANREE [2014/11/22
FIEBRETDEARDY ) (RFHTRE, PR —E, B FRESIEK
LiERA ML CRBREET j:% - Eﬁiﬁ;fﬁ% Bl
HWETHFEOML (AEH PR
%) EXE, HH
Small for gestational age (SGA)RE Bl B Zefih, MHE HFE, Bk —Z, & EK@}:%E&@E& 2014/11/21
O/ LTARDNAAF AL |f—E8, K A, B e, vrE |[TREIEX
A GRRA—F3) 4, = Bl o P
ot a w2l
BElR=, HE
IERPOAEEMNEEBRBRIE [PH—E, AE&8F, RERE, ZF|BENGLE [2014/11/21
77 LBEAL ((RRA—FR) iR, ILESEN, FRES, KER  |BERHESIEX
s, ZEfE—AR =+ BAREETF B
BHRERE2
BElX=, BHRE
FEERTHBREREMIZH LT [BEMHS, BHES, EHEE, £O(BRANRLE [2014/11/20
HY— LB OEEESE (OEEF [AD, BRIUKE, ELRKMYA, htk |ERESIER
*) —E, E8RE, &8 = BAREETF EH
PRERE2
BR=, BH
Copy number variants identified |[Migita O, Machara K, Nakabayashi K, |The 64th 2014/10/20
in Japanese women. (FRAA—% |Okamura K, Hata K. Annual
) Meeting of the
American
Society of B9
Human
Genetics, San
Diego, U. S.
HRFRESBOSNPTL AL |MHE, £, PH—Z, fiRER|MEEEE]2014/10/3
BW-OLNT (OEHE) |F. R, £KkELX TR, WA EN
SKRERGIOMMELETTFHE |BEMSE BHES, FOAD, R [FEs50E B ARE|2014/7/14
WOBRE—HAANEZRERD | XM, E2RKMYA, BT, B8 |- maR
TAERERIEROBEE [ ERapiiE EX
(FBEFR) =, B
EIROIEIREIAEIZNE LR MEEF, TRE, =AEE, IWH|ESE BRI [2014/527
IES /LT GRAS—3EK) |56h, FAER, KLE#E, dH— St TFqs
E, RE—an ARIRE B
=, BRE
ATV T4 EIEHEET |FEMK, PR—E, AEEF, ME|ESERAT [2014/5127
DBBRIZDONT (RRS—%EK) | F, BEER, AHEE, BHEZ, |[ESzxTqH
BHEERE, MNIHER FE—F, WH|xHEL EW
i &, BHR
Hi-CAIZ &AM EMNGY |EIEF, silR—, MtiEs, ME[ESERAT [2014/527
AYFUBREERTT (KX F, FIARERE, BPE, KINHMT, |ESz2Fqy
H—3e3R) BEg—m, PH—E AHE= B

E-




ISBELBIEATIOT4OV R [RIREF, FEIERE, PHR—E, E%F|FESEBALT [2014/5/26
Ei4BIE R EER OMBEG AT L [fB—B, PR, 2E—8B, #5 |EozrFqo
LRI GRRA—FR) g, RRELR THEMER, SEHA AAREE ]y
2 HR
Beckwith-WiedemannfiE {3 & T |5l H %3, Rumbajan Janette FEYEBAART [2014/5/26
FHEICZH T Bmultiple Mareska, BT, FH—E, KO [EVzRTAD
methylation defect®fE#F (KRR |&, BfE—EF, WE—IF, BIBHM |AARSE Elm
) = RR
Genome-wide parent-of-origin ~ |F#A—E, Court Franck, HIUF &, |[FEIEHATL [2014/5/26
DNA methylation analysis reveals |[Romanelli Valeria, Bl &3, MEHE |EPzRT4Y
the intricacies of the human X, Esteller Manel, #7572, =@— iﬁﬁ R
imprintome and suggests a ER, Monk David e ER
germline methylation independent
control of imprinting in the
placenta. (RRZ—FHFK)
AABRPERSICEIEY S I8P, MEEF, FEREI. MA|BARERAT2014/4/20
IES/LELLBETFRIRE |(#5, ERMF, THE, FE—B |FLEccHEE
EOBMERN (DBHR) ES, B EP
f5sd
SNP7 L AT I L DR FEE g%#uﬁ—;ug ;@;ﬁﬁﬁ%ﬁggﬁi Eff‘ﬂﬁ?gﬂ 2014/4/20
ATFOSRLFEMED 0 IRF, HBEESE, EooEE
gg%ﬁ_)rﬂn% MEORE ( ;EE—- 1Rk, SRR, EKER imES, B BR
R
N — RS REMREF AL %U\Zﬁa\, ABREN, SHBAN, B |HAERARH2014/4/19
T—J?ITEHU-LF%%%@%@W &, $iKE, BHSE, FE—8 FREG6E R
M RERT (RRA—% fikES, W BN
=) R
%’Egﬁ’?/.& SEIBIZDNAAFILE [fEA RN YA, SHES, AHESN, |BERERAR|2014/4/18
LS 2 BA IH S 2 B [BEATE, IMFFERE, SE—A S 6EEE
0)1543%E’]F$§"‘%®?¥?’% fiiEEs, B BN
(OEEHER) =
BANEENBHERERODE |[GHEIN, BREAT, BASE, 3| HAERAFH2014/4/18
GHFH~ZET—2LLTO (RE—, BISEAE, MREX, Z#[2EEcmEE
FRAELEFES~ (OBERER) ﬁﬂl,ﬁﬁmqﬂ?‘r, TR, ESRE, B2 |fhgEs ' E3]o|
- =
ERZEAEARET SRS |FEAE, RERT, RNER, E|BARERARH2014/4/18
JRICEERINABHRETLILO |BAF, BHEZF AHIN, BRE|2a%60H%
DNAAFJLEEE ENLRP7EE |06, FH{Z%E, KFIE, %ﬂ-ﬁﬁ X B |hEss, ® E]|
FER (OBEXR) O, SE—E =
Extra-adrenal expression of Naiki Y, Katsumata N, Onodera M, Joint 16th June 21-24,
Cyp21la for gene therapy of CAH. |Fukami M International 2014
(OE8) Congress of
Endocrinology
and 96th
Annual E 4t
Meeting of the
Endocrine
Society,

Chicago




Environmental factor(s) affecting |Ayabe T, Fukami M, Ogata T, 40th Annual  {September
the age of type 1 diabetes onset in |Kawamura T, Urakami T, Kikuchi N, [Meeting 3-6,2014
Japanese children. (fRX5—) Amemiya S, Sugihara S International
Society for
Pediatric and =15
Adolescent
Diabetes,
Toronto
Identification of a missense Igarashi M, Horikawa R, Nakabayashi [53th annual  |September
MAP3K1 mutation in a patient K, Hata K, Ogata T, Fukami M ESPE 18-20, 2014
with hypospadias. (7R A 4—) meeting, E3bgy
Dublin
Mutation analysis of KDM3A Kon M, Igarashi M, Izumi Y, Kato- 53th annual  [September
(lysine-specific demethylase 3A) |Fukui Y, Mizuno K, Hayashi Y, Kohri |ESPE 18-20, 2014
in patients with hypospadias. (7R |K, Kojima Y, Nonomura K, Ogata T, |meeting, E4t
RAB—) Fukami M Dublin
Genomic Variation in the AZF Saito K, Yoshida A, Kobori Y, Tanaka |[ASRM 2014 |October 18-
Region Associated with the Risk |Y, Katsumi M, Miyado M, Ogata T, annual 22,2014
of Azoospermia. (FRRH—) Kubota T, Saito H, Fukami M, Okada |meeting, R
H Hawaii
BERZEOEEFHEN. (O5E) |REERK Norditropin ~ [2014/7/23
SGA 5Th
anniversary N
lecture, Hi#
E
BEIFRhOE D EERRERIET | RI5F, SiATHSE, MIGE, \VE [$32EBA[2014/7/31
HESSHIDMFERNER TR (O |F— SHShBY, hh—E, 520 |BEKRES,
EEY B, ERE—RD, 58, BRER, L R =
Wk, KEE, S5
BAICRRSINEDILY DL VEETS, IWARER, BRBF, TR |$14EBARR|2014/8/23
% 2AEI- LB FARBRARE | te ) ARFNSR, AT, WERE, |2 R I
B TIE(PHP)IbESS W LT=— B IR e — | chtiast, (B —p, 3 AR S Em
f5.(C158) B
BHLHA9% &L & #9200kbDE |7k Hf&F, BEEFIEE, MBEF, B | 5488 B AR/ |2014/9/25
—EEOBAANBAEIE—H | BE—, WNEE, EHE—0, 80 |RARES
MR ATEREDE (158, RRER, HIIEE, g5 |[PHESH el
ERZERFTHS. (M5E) 7]
BERTERNILVECARER (RIGTF, BREZTF, \VEF—, 8K |H48EIHA/N2014/9/25
FHIZBTHWDRIRTSARY [ITHiZ, EEE—8, hH—E, 52 |RRSNER
AEEDFEE. (AFE) BB, ZfE—ER, 58, RRER |[PESEH EH
fiE]
Dual oxidase 2(DUOX2)REIE [MERIE, RIGEH, IFH5Ez, AR |548[E B AN 2014/9/26
DFEEOSHILBLEFER. |F BHEE LHEX FRER, |[RAZDFER
(OZ8) PrREE BAffT e B B

gl




BRIV E 7 Tt A (< K
FERIENLEL, WDRIIZEES

BELC, BARE, METR, LM%
F AHBETF, EHHT. RBTF. R

E48E B AN

LA D
RBRASWER

2014/9/26

FEEDHA. (OEE)

i, HATE, NS

FHRR
gl

F&H7=Septo Optic Dysplasia®— | B B 40, ik JH L4 = SR 5 R

5. (O 58) |

SZXRERITEEBIERKICE TS |RAAREE, \BIBF, BT, /M [F48E B A&/NN2014/9/26

BB RESNOBETFEACL S5 ZREM RAS WS

PEEFREDHA. (OEE) BT L & EMR
g

Silver-RussellfEIZEIZ%f 9758 |SBEHA, MIREF, EEFHE—BA, At |548[E HA/NM2014/9/26

FBRAFIVIEBITOASBLAC (BAR, KEFE], BIEER, KR, |[RRDESR

Hot-Z & (D) EEEL PITER 5 g
i@

PWS/ASEFFEE D IEHA B ML [REEF, FEIERE, BARKM, thik |FE48EHA/N2014/9/26

REZHTDEFIZH T HIEFE |—E, EFa—, hF e, EHE, |[RASBESR

HIAF LIEAT. (D) EREL, I, B PHTER 5 Emn
5l

SHELBURRBRETAVEAY  |REEF, FREIES, SkBEIRF, £ |$E48E B A/N2014/9/26

S—(TKYSATEIELI=CYP11Bl |fi—Hi, #AE), REER, BXRT | RS DFER

BIEFERICKD1IBKEELE SRR B E W

SERiBER. (OEE) fl

FERTHEDSGAM KRG EAES [hATBA, fRIIIBF, RARERE, WMER (5488 HA&/NM2014/9/26

[CHTBEEMAT LS. ST MEET EBE—8, #5Y, BRSNS

(FA138) RRER, R iS5 BN
2l

NRIEMREREREMRS |BHEZ, FRER, MEREZ, BT |F48E B A/N2014/9/26

RTSERVDRNDIBR BT, a5, HaiE BRSBESR

BOHESHERT. (RX4—) EAfTEE A & En
El

JERAEMEE FE-ZHFERS |BHRNE BREKE SFEE, At |F48E B A/M2014/9/26

HIBToYRBHEER 7 AL MEER HHE A |RASRESR

H (AR —) JIHEE, 58, ARRRE, BRE [PIFESE Em

i il

ERETRE-ZHEFEEEDT/ BRI BEMNS%, EFEX, Ad |$48E B A/ 2014/9/26

LaE—HERORE (KRR |27 FE, MEER SBE A |RASBES

%) IE® A, FRER ST ES B =l
Al

AFIVEEEISERT AER Y (ILE—#, EHA, EETF, DA |F48E B A/M2014/9/27

TIVTAVTRREIEISEVTE | meEg RASMEE

RO AF LD BRI B S % EA

DOfEBA.(OEE) =

SRY(HM46 XXFERMEMMEE |REE—, KEE, SHEE, AFF |F48E HA/NM2014/9/27

BAEFICHHBMMERER |8, MBRZ, B+ RS, RRERE | BRSBTS

FLEEREREORBRT.(O  |HEAE ﬁﬁ‘@éﬁ ER

BE) i

RIS HESHLE-EER |BOR, FEREAN, EABRE, BE [F48mBA/N[2014/9/27

TEAERETED2H: o |BAF, KTH—, EHE—5, BRE |BRASBES

exomefETIC KB FREREE EA




B LR EEICRT 57
Ov4—tHERAREN RO

RIGEH, SRR, ERESEF], /DI
T, BRESE, RRAR

$48[E H A

RADWFER

2014/9/27

& (RRAH—) EAfiT S ¥4 E3] |
fif]
SOX9 frameshift mutation ina  [ILCOERIR, AT 4, INBEZEIRE, 5K | 5488 B A/ 2014/9/27
patient with acampomelic HicF, PEBE—, BER, HEieE— ')?:an‘fﬂ\—"‘?”—%
campomelic dysplasia:the second |EB, B+ FR7, R BT, #58 |k En
case. (IR A 5—) ]
SKLEEFEENETESNT: | ISR, FAREE, TR SEME, /N (548 B AN 2014/9/27
Shprinzen-GoldbergfEIRBE D (5B EE, hBE—, BRREER, A RN WER
18 (GRzx4—) TR % Er
il
BERZEZBICRESN-FE [EEBE—R, ARE 2, EEHE A |F48E B A/ 2014/9/27
IGSFLEGFREES ORI | B 5% BHZh, 2RER IRINDibER
& (RRA—) it L ¥ EnN
iz
Uniparental disomy of Matsubara K, Kataoka N, Ogita S, 5488 HA/M2014/9/27
chromosome § leading to Sano.S, Ogata T, Fukami M, Katsumata|'R N7 ihF&
homozygosity of a CYP11B1 N e, 5
mutation in a patient with i A
congenital adrenal hyperplasia.
(OE8)
ROADEDERIRET T ICHT |EFEZE, Bl BREME BEF 5481 H AN 2014/9/27
SMamld 1 HEEED R, (OBE) = &A%, BRER B BES
IR EX
&
T AR a— Lol R BHEBAFF, HFOKAFHEF, FR |FE48E BN 2014/9/27
Cox2/M33IZEDREHTRE |Ei BN FEE
EEBLVEEBTEHIE. GR e S B EM
AH—) fi#l
46, XXFEBMMEEEREED |E+HEKRE, = £, BREKE 215 |B48@ A AR/N2014/9/27
HOEIRBICHITHSOX3EE | F, A, ZEREK RN MES
DREE. (RRE—) ST L, 5 E™
il
DFEGFZEICE DAY [EBm—, EET, PHAR, F |FE48/ B A/ 2014/9/27
Rl FARBRERE IR TREDERRAY R B4, s5%, SRR BRS S
. (C58) PHTER F E P
7]
T5F— 4 )—FEZHEEAN [BHEZ, KH#H, KEEZ, EE |FE48EBA&/N2014/9/27
DEARBWVELVHRDER.E |7 +tBES AhEAT, ZRER |RRSES
HE BRENGZDRMN 14 (=47, B, KFHHER Sl & E™
B pigEt. (O58) @
EEIEMERE THREEICEITD [SHE, ERED, ERNITE, B |F48E B A&/N2014/9/27
B—BERFEROFSOMY. %4, Dung Vu Chi, LRERE, KF i |RRDMESR
(ME8) =, BEHEE, SHEE, HAIHE, |FNER R
i B

E+EBS, BHETT, FELCE,
Hatmth, FHHE, RRERL




RRER

XL EIN

ERE RN ERERRICAT|BALIIE, RoT, BhY, BRE |548E HA/N2014/9/27
BESRIEBIZFAUFOVARE |2 RASMES
R DK (KR5—) R Er
[E
e REBIRIEI-BITEIS |NAEE, ST, BXIRTT, I8 |E2EHARX |2014/1173
BRENOERFEACLDE [FH%, ZREL FOA KL
EFARBEOHA. (OE) E PR EN
=l
FIRYORICBITHEREREN |EFEE, BENS BEMKE =57 |£2EBARX[2014/11/3
EiAFORIE. (O8R) ‘=, %5, ZRERL FOARHRIL
TR B
2 HR
UBLBIRATITAVT R SRR, REEF, PH—E, Hig— [$59E AEEE|2014/11/20
HRE20651( =% AT BR, =TI EE, hAEARE, #AE, F |EFERER
DMRAF/LILIREED#RE. (O |RER ER
=)
PWS/ASE MBI O IEH TN [AEEF, FEIERE, PH—E, £ |E59E AEEE[2014/11/20
REZHTDEGIH T DM (H—8A, hF Bk, FE—, BAE, |E2E.ER
HIAF JLERAT. (O158) ERERT, A, SR En
ERAFBHEHOSCGANRERICH |, BT, NAREE, WMER |559E ALEE|2014/11/20
T AHEEATF IV (OE) 5T, SEEE, REEF, E5E—H, B2, HR B
EHE, B, BRRER
SOX10 #EA 2L, Kallmann | RIGF, REBR, HARIHE, ) |FES59EA$E:E|2014/11/20
fE{ZEEL Waardenburg SEIREE % |BF, MEM, A, FRERL, X |EFEER
8<.(O5E) rEA EX
SXMEBDBEEFLZH.(O [ERER E59E AR AN|2014/11/22
5E6) HEEERT
vFavts BN
F—ER
REBEFNARILEZHWN-ED |SHKIHE, REF, B5E, /\VE |E59E AEE|2014/11/22
TEMAEVIEERERETE |5— emskY, B+ ERF, PH—|EERER
DE =T B (DEE) =, HZHAL, R —IR, BAE, E EW
RER
EIRVOADWEICE TS [EFEX, BEmR, BRME BF [B37EBAR[2014/1127
MAMLDID&E. (RR4—) | #&Hs, FREL FhEMER =R
=4R
Cbx2/M33IZ kB EHEME |EFaFF FRER E37E HARS|2014/11/27
ZFEIE-~v Y X BEE R EEE FHhEYES
ZRAO—THBST2(Z &5 e eI BN
#.(Rzx4—)
EMEMEERIEQMRIEE |E+ERS, SHE, REF, 18548 |$37EBA5|2014/11/27
FERMH. (D) ¥, MARE, EFEE #AY, |FENFERE oy




AT - 2 TRE SRR (TR 5 (RS RAKIE, FERRANSR, R ELSE, Erh (5637[E B A4 [2014/11/27
27/ Lat—HEALORY. |37, @B, MESR SHE R | FEMERE E
(RRE—) N8, #4778, RRER el
SERASRIESA FRE - 24N FREAR | FERRANER, M R AKIE, BRI, WM | 5$5590E B A |2014/12/4
HIZHITBMLPAEE ALY (B MEER, SHEE, AhIET 7 |ESS, &
S (RS AR AT (T 58) NI, #4758, FEHESEA, ARME |3 =R
BB, SRR EAT
BEHERELR2GZETE | REGTF, BARIHE, E5HE—R, & [HB59EBARE(2014/12/5
NMUR2HHEIE TR R OEE. |#A—E, #HE000, @ — 5, RKEE, |BEFS, B B
(CE8) H FRsF, A8, R ER =
Mamldl deficient female mice  [Miyado M, Miyado K, Saito K, Young 2014/12/9
exhibit delayed parturition. (1 Katsumi M, Ogata T, Fukami M Scientist
GEEY) Meeting for
Sexual A
Differentiation
]
Systematic mutation analysis of  |Igarashi M, Kon M, Izumi Y, Kato- Young 2014/12/9
patients with disorders of sex Fukui Y, Suzuki E, Wada Y, Miyado |Scientist
development. ([158) M, Ogata T, Fukami M Meeting for
Sexual Bl
Differentiation
JEHHE
Copy number variations Katsumi M, Saito K, Miyado M, Young 2014/12/9
associated with a risk of Tanaka Y, Okada H, Kobori Y, Scientist
azoospermia and oligospermia. Yoshida A, Ishikawa H, Ogata T, Meeting for
(RRH—) Fukami M Sexual EX
Differentiation
]
BEHRRBELXR2MCETE |RBTF, SARTHE, EHHE—, P |F19E BARE|2015/1/10
NMUR2REIE FZRDEE. |#H—E, #E0H5h, FE—F, #AY, |JERTBFER B
(M58) FRER ETE LN
B
B FhOEEEIREEIET |SATH SR, RBGT, HIBE, /\VE |F19EHARE|2015/1/10
ESSHIDMBRRIBREFRAT. (O |F— &MY, B+EFE, hi—|BRDBEE
78) E, ¥RBAE, BB, A, R | PIERK Elg
RE# B
Methylome analysis of the Kagami M, Hayano K, Hosomich K, |International |2015/1/20
14932.2 imprinted region in Fukami M, Ogata T, Inoue [ Symposium on
patients with imprinting defects Genome B
on human chromosome 14, (7R R Science 2015,
H—) BHIR
REEEOBEEFHEN. (08 [REER E13E B AL A|2015/1/29
RI+—5 L4,
i E3]o|
Applications of mouse models of |Imadome K, Matsuda G, Kawano F, 16th 16-19 July,
EBV-associated diseases for the |Kodama E, Arai A, Shimizu N, International (2014
evaluation of novel therapies (7R |Fujiwara S. Symposium on
Z5—) EBV and &5+
Associated

Diseases




