R T B AT SRR B &
HHAMER B EBORM a3

SR EFEIEBRF RO E R EDOQOLD M L& B 55 aliERIBT 5L
Rk 29 FE~HTITEE BIE- SEFERES

WIEREE NEEKRER

4% 2(2020) 4% 3 A



H N
RO

1. Yo R B BRI O F E HER S O QOL A k% HAR T ERERIRFIE - 1
BERBNFES WRERTE X — Hd% RS
2. X B B B Y R DD A 2 et 61
ENLAFFEBRRIE N ENL R B R e o 2 — i JeET WF9eiTE AR —
3. EERIRPE R A M L D HE R ELBIEAGEIE <o e vevrriee e et 66
NS ENEN B AL GBI EAT ZER B B L &Rl BREIsE R AR 1
455 - . U= T A MR DA, BRI REED Ny 7T T 72
[ESZAFFEBRRIE N E SO - AR R v & —
AT 4 AN ) B — FHEZEE HEEE
5. AR B A T L B e R B E R A DEIE DIBHT - eevvvvrrreeieeee e 75
ESZAFSEBHRIE NESL B R o & —
B - RSB IRE SRR E BER O
6. B EE (FEEEL) DR A2 T L 42 e R EGEEEDRIZE oo 84
MSEATBOE N ESLIR B d U = o 2 — -« Rt v 2 —
HEEE - PR R A AkGERE
7. BEOFB & (BRI E TE) TERITBIT BHIFZE oo ovreerreeieeaiee e, 92
ESZAFJEBRFIE NESL R B ERF 7t v 7 —
ARBIESRNBHT AR 2R R /R R
8. RASopathies (235 (7T 2 BA= TR RAYRFIRFEIR & AN I1T D B OFEDIRES v 96
ESZRFEARACKRT: REGEIET R B0 HFAEF
9. R - FHEORH & B E T 2 R BT DHFTE e eeeee e 100
ENZRFEANRCRERER R RYEBRE R ARt 2% HRILEH
10. FUIEHICRR A R iR & L C ORI I R FIEGRREO SR LR 103
H G ARNTAT BOE NARZ RSB i
MZENBNLZ Eh e 2 —  #BisR R BB
11, B EHIPCRRE R iR & U COSHRERE © 7 U 7 D REMGRE, Y D RIEBRRE e 106
BERSNRERYE 2 — - BER BRIRE KERHSC
12. =—F A « Fom MEBERER EREGRE O R & EM L T D AR
BE TR T o o U R B B e 109
ESZRFENEN R - EEERREHE Bk HEmd
B ATV T g v T EEZ T 50 REE e
914 BYNRLZBIESY A Y I —B L OZOHBIER, SN —F o BIVIEMERE e 120
ESZRFIENERER RN B2 5 )
14. 7 0¥ = b~ UEERE L By AR TR o AR K OERIR B O B AR F ARG R AT - 127
ISERFAENAG W RITNLRT: - RFBEEFIIZER 2 2k hs
15. Je R BEEREMERE DR 12 R R B OE M O ERIC B T 2 BEHE R FE O FHRMEOBET----- 131
FHREFRETR A 2 —REEEVETT BisFERUIZE JEW $seE
FHIREFRER G 2 —hRpbt ®BIbiR KB
16. FEZERE D BB A IE A L D Je R B R DRET coev v eee e 136
H G ARSTAT B N KRB SEIR i KB~ 1= v % —  (BFJERT)
BARHR TR - IFEFTTR A=

17. PCS (MVA) JEERE DB G B B g A A2 e 144
ENLRFHENIR R RT: « IR BT AR FAIENT B KR
18. T 2 T & T D I R B B e 148

[EN RFENEE KT« B % Bl
19. JUMNHIIX . pREEF R & L CoOXEMRE, izl & L CoBEs 2
AT BT AT IALIEEIEIZ X D e K B SEERE — R, e 156



ENLRFENRIR R - FURL RS ERAMETT 2% 2R

20. N—T =< A N T A TIEEREOZIRIEEHT BT D SRR - MR
Uy A ) I A e YR T L S h - & VA Y e ) A LT PP 165
HRER R « BiafF2li o ¥ — WHHER EEEE

21, MERIEEE & L7283 U 7 v — N OfaEt & IR EE R e T — 2 RS RIS T D58 167
ENLRFENGEEER KT - MEEAE F5MEE MirAr s+

22. Mfa5s X SEMERE, Mavs XIEMEREBER B OB v ' U o TIRHIREEEICES T D50 - oeeeeeee 171
ENAEARFSECORY:  WFEHEERRE B RN &k
ENZRFENSROR Y WFEHEERRE B B

23. fEA AR B oD QOL A _EIZ AU 7= BIFERIAIFSE - dbRiEkh X pk B R e & L C O PEMRE - 176
PRI EFRT - MEERPE  FHTEdR R E

y el = b Al K 179
MRRIRFE T B DA

R A Mo R o s e R, - 186



IR BR AR M & (R IEIR R BORITTEF3E)
AT TR

Je R BT REGRE BRI O E W & DQOL D [A] b % H 54 el AT 7E
WEEAE IR fERER

BEERRART B BRERTEr Y — Hidx

MREE

RERD 53 PERIZHOWT, BUTORWIIMEDZ UM ERRGET 5 & & HIZRIMDOEIHEIZ DWW TE#H
WEZIT o T2, ANBEOBURHYE & AR A OSIHEIC OV T HIFERIUEE T 7o, 2D
WAL L, T—F _X—=2T B 720D Wi D T D, BB 2T O A e L
72BN OWTIX, BERYT ) DMEREE T —Z RX—ADJFH Y T2 b T —F _— R (RO B AN
JEHINY T N T = A R—AEEOW L N TE R EE R,

ZWTREEE G DWW T, AFZEEN TR RILA 21X D = & 2D 7, BIEFICIEIAYER] I >V
ST 2 BRI N2, TR e T2 & W IEIR B R FEBNC DWW T b BB T2 21T - 12,
ERE LT B O DR BEES ONERE, BRZEEEDJLEE S EIE21T o 70, o R B E R Rl
OFEBFEZIFI L 7= LT, EBIOEBOZW D FFRE - RESZFMH TH 5,

UFFREEAS W AL YE & R U 72 1350 KB FEERE O @ An AR A 23 20204 2 I i 2 12 B T
KRR & T o Tz, AN B TEBEEDOIEMAGIZONTORF LIZfERE S LICEE L
B TH D,

SERBEIEGREDOZ X, PR KICE Y BIET D, TOBMNIIE~A 7 07 LA QeaikRan
WA TH D, AWFRINL [EICBWTETH~A 7 a7 bA Rk T A XA Z3H LT,
ZDHA X AT A7 a7 LA REEBRES Y NOIRERFICHER I,

WHFEH 118 K4h - BB Zerk B4 X O R B P FEp B C 8 1 S i

e HEE

IR P~ ESZAFZERRRIE N ENL R EERIITEE v ¥ —  BFZEATE

RIG B7 AMENEAN B AT A e R B M B G m e B

I M ENTAFZERRRIE N BN RS R - MR IR IE v & —
AT 4 TN ) D B—  BHERFSEE

R 27 ESIEBRRIEANENLE R IEE o ¥ — S - TEREANERE
IRF SRR IR R

Fagk  ERE MSTATBOENE SR B B R X —
ERRIFgEE v 2 — BESE - SRR HE

ANEE S BEE [ESTAFIEBARIE N ENL B R T o 2 — AR R R
R EE IR R

HA ET ENLKREFEEARIE KRR E SRR B

Fl EE ENLRFEARRERER KPR - ElRAER HdR

B e HOFMSTATBOE NS RSLRPEsEE RN 2 &b EEE v ¥ —BIEERHT R

KE s  HERSNEIEREC 22— @R BERRE

W i ENLKRFEAMEMN KR E LSRR R E Hi

K& FEINE R E NI RR R R R NRRE #d

g R ANLKFEANA RN RKERT R EERR B

KE ERE BIRERRERA B — R EREFE MU - B T RS - FE T R




EHMREFIRER G ¥ —h bt BIbiRE

WA fhZ HOGIRSIATEOE N KRB LR R KB RE IR S E R v 2 —
BEAR2HRE TR -OHETR

A R ESERTFENRERT: JFURBISRER AR 2%

Al e ESIREAENERREETE 2%

AR CATEN

HiH F R ENIRTE NIRRT RS R R %
FREMRT BofrgRtr o —
PR AT ESHEARFPEEERRAMEFEAE FHEMER

e

RN FE ENOEARTFGIORT: WFFEHEEmms B

e e ESLRTHENRIORT: WOHSCHEERERE  Hdx

S IE S BARREF B « IR IR e - RF 2%

EE IR BERRIEE AR R

A. BFEEH) fifi - HRFMZ HRT D (B4R,

HRBEEIEGEREOSEERIL, © BEHKII~%
B4, @ BEFEREFEZERICATL2H00E
A BENED L D ITIIEIZED DPIMEIK &
LTAH, @ ZBEV=RT 47 ARV 7L
(RIZEMIFRIC X DR OB S5 & D
D, NRHRIREIED RN, @ EFEHO
VBEMES S AETEDOIRE N MET, HR O 4 B
i, e RBEEIEGERHCB W OIAOHEN
BRI T 5, FREEHHE O EDOH T,
BT 30 BREBMFEE S 4, Jo K B T i ik

IHSZ L7 LR S LD IZ B> TV D,

[ B B9 ARG T de K B T e A ARk 0D 45 i
P L OERIE R OERAKEEDM - BFEOD

QOL om EICE#T A Z ERHEITH D, K
I 4RI RBER S,

(1) ZHETOWET AR 2 EHOT = »
7 IRA v N ERIR LR et TR R AR
EFIR B@ROFLE)] LLTTIA4~)—F
T - BEFRICERIE L TE, BRCRE L
PIROTH|EITONWTHE - BES L L%
K - BRIEE EHED D (R,

(2) AFgExtGe L LT 5 B3 FEHERD H HLigirkk
e - EIEE D - R EHOTF = v 7 RA b
%, B CHGEM Lo, BENREE L
FAIZOWTHEWH LZITY (1I~2 F%), BIE
FHOREE, Bia T 2WoOEIRNZBREd 5,

BRI EERE O RN B0 722 A OFE O Fh H
EFRULZITV, BT O EHE R EI SR A
AR AIHEZ M ST 5, %< O REMIE
BEREDS /N B MR BRI B T CIE R G & 7
STHEY | FOEZ B U C e AU G
EINTWD, RO D & EIEE SO

(8) XGD 53 EHRD H b JERMDIEIAE T
b DHIEFNZDOWNT, BIn 2K a2k L
THEML, BREMETH- 254, KEHAED
LR - BRRZWLEDIEE 21T ) (24EE),
(4) Yo REEREGEREEIRIC BV C U2 H D #1
T _REFRIZOWVTRWEESR - BIEESER
WETET Do FRIS/INR B Ry E 95 il B D k52
72 DR TE R ARG E DR BIZHOWTRBITHI
OIS S I 5,

AR 29 AREE D D R AR Sk 30
RN DR - /NRHEEREZ BN L, 53 JEfE
FEDREAR « A OME Z K RINCHRET L, S
EORE - WETEIT O,

TR IEEREO K N —BIa TR TH D
Z e, BIRT ) DMERRAET —H RN—AH
¥ FHor ) ABEEE L EET S,

B. #EFHE

(1) ZWr AL HE-CEE /4

KIRD 53 PRBIZHOWT, BUTOZWI EEED Y
PERGET 5 & & BITRMDOEIHEIZ OV T
WIUNAE Z ke LTz, 2o O &2 3ERE L,
T _X—=2{b & LT, £, BUTOEE
FESFAIZ D S G EITRYE LI SN D EBE D
BEBEOFRE - BIEE & OLFELZHLNTT
D728, BIEFNE NS IEHA BN DN T HIEH
M2 RIS St & fikke L7, FEIAE]IC
DU T Bl 72 B AR 12 W & RIS el T T -
Too FEMAIG 2R & B U BRI F2 W 2 IR B 7 AR
FEOPR TR FZWIC LV EESNTZBEDL
RIZOWTHA| EREHFREAMNEL TN D,



WIEEE ISR 2 B LI i E s T — 2 X — &
EHEEL . RIEE - AOHEIZDD0 D DERIRTE
WAEARFEHRRIICIE LT, V=Y UITH]
FERE T foe & W ER R P ORREFF 23 Y LTz,
KIE NIH 058 K B BRE D22 B G MG D %
BAIOEBEIE D7 1Y =7 F"Genetic
Syndromes in Diverse Populations" % [E [~
By FORARREK L LTEEIL, ZORE
W EEESE I e 5 K9 S SRR [ CRE
LEWatED 7o, [ERRIEED A ARGER 2 /e L
77

(2) BABRA OAGHEIZ DOV T OIFHRINE
ANV R OV NV Z2 W A, fikfee L C IR R
BA% %2 LTV D RN B O BLIRITE & il A
R OB PHEIZ DUV T b F IR 2 fkfe L7z,
(3) FFHLIRLSE 5]

P2 IR B 7R FE B DOV TR 27
Rk L T T o7, BE T HREDIFEWRN DR
LSO, BRIRZ W EEDILR & & 1E 2
i,

(4) FHIRZ MR
PZWREEEFZ DWW T, BFEEEN CTIEHILA %
B> 7z, BEGIRCIFMBGE R D>V CLEIR T
PZWEFIR Lo, BEF2ZEOFIEIZ OV TIE
WH, BIRT ) DEBRMET —F XR—AFHFEL
HHE L, R 2 Tee & T ARl 2 B E- T,
L% OMFREE LTI DY AT LEHER « 3§
EBIE5,

(5) & &EHIIEFIH LB D FRET

SE R BLH TEGREREI DO BB A fFIR L 72 1T
AR DB DM FENE DR FLEE - JERE S5 2 3
T 5 HEEERIET D 2 ENREREREE TOHIE
Th o, FEIERZ M FUEHEOE LT
(Human Phenotype Ontology, LT HPO)
Titak L, HPO % NTO £ (Normalized Term
Overlap) %5 OF A FIEIZ I 0 FEGIF i O &
AR 21T > 72

(6) BRI E TR
FHEMZIZT 4 — RNy ZIZHESWTRE LIS
DI E TREFFRMRETR) & LT
INRBIRFER TR — D= B EERMAR L 72,
B, FEBRICHER L4 E - BE - RS
D7 4 — RNy 7 ENELTND,

(ffi PR~ D BiL )

ABFFEI, WFFEBRARIZ JeSE B i ds & O [FAF
Jeltiae T OfMBLR A THARRRICH S h, B
CHREOEHIC L DAL FEZ O T, Bh&E
T oA EOMELFEE & w57 L TR L7,

C. MHimR
(1) 2R ue<C HE /)4

KIROBIPRBIZONT, BUTOBWIEEHED %Y
PAERREET D & & BITRHMDOEIHEIC DV THE
WU AE D T, N R OV NN 2 < 4,
MEfE L CIEBEREZ 2 L TV A A BRE OB
PRAEPE & BAWIREA OB OHEIZ DWW T b I
LEIToT, TNOLDEREFLL, 7—4
N—=2{tT 57O OWEFEED T, £, BT
D HEIEE 3 FUCIED < G EITRYE L Hrs v s
BEOBEREFEOHEE - HIEH L OLEZHG
T B 72D, BIERFE QN IR DT
HIERAERE L, BROIEIAGIZ oW Cidik
BT Z X U & T 5B T2W 2 @I F|
ML, ZWIcsc Tz, 2ok 57, FEHME
TRSE R A B URRIR 2 W 03 R 72 R O W TR
FZWNC X Ve SN EBHE ORI HOVTH
B a LT,

FRIGF & & Hio, REWREG - fRBEE 1L T 518
BREE R L T D atER R (v v 7 7 UIEERE,
aAR T 4=V, Y2y
T K= TR, MEMNT—F 2« X
0 ZJEBERE/R &) ZHOICRREToT2, &5
2. BEFEHIRE CRBOMEE L= BE OIK
SEIR 2 L. IR o7 0 OBInFHIRAE
ZEHELET & BE OBREICE L COHHRPTA
YRR LT,

TREEL & BT, PRERAYBERE D E SR B R
HO—D2THAHAT v )L~ EEREIZ DWW T
JEAR « BOHEOEREZITHoT-, Ty~
SEMERE & BRI 23 EIZ 72 DR BIZ DOV TH B
2T 52 LT ENENOEED QOL %\ 3
HZEEEME L THIER T -T2, SHIZZ

D OREBORANMOERESHL Z LB L,

e - HIEE EBIT, =—TF R - X oa RJERE
BTN 7 + 27 7 X —RIED/NRBE - /i
NBEOLREITD, WHEOEBEWIZ X 52WrE
TORE, FRARIERSCEEE 5 FEI DV TR
L7z, SOICHEGITEEREM = —F R « X
0 AEERES TR & OB AR - BB L, ¥
Tk L OV B ENZIE~DOE A%
AT,

RIS - fhE EBICBREL FMET D RE
WIEBEH THLINy 7T 4 X - U 41— K< VIE
BEREBWS), v 7V« AT « R— A )UJE
BEfE, 74— NIEERRE NSO L N— - Ty
YIOVIEGEREZ PONC R E 1T o 72, RBAAZE
L., JEREAUHEIC OV TIHERAZER LT,
BABIE LT, BWSEBOSNER LT v 7r—
FREZ b L2 DIER DAL HOWT
BN LTz, 2D DOFERZE LT, HKEM]



SOOI, BRDIEEOUE & EE LT,
BRI - FFRIE DR EEE S,

KE & LB E L RH A - T A EIEGERE,
FT v ko TV IEERED BE OSER - &
OHE Z MBI INEE LTz, B E R, O 57 e
XEEDO—REL LTtz O—# & L TRE
RRNEBRTX BT V—Th ke, I —TEE
A& i L7z, JERIINEIA < . 2RiECE
SE LA D FLIE LSBT d 5 AIREME DS /R S
niz,

HE L Eblon—T—~v « A NT A TIEMRE
DEFORFEFEZITV, ENIZBITL2EHD
FREAIET D 2 L8 DTz, NREFEIE
~R 281 iR IZN—T —~ A N T A TIEWERE
BT 57 v — MREEITVL, R TIE,
TEZWE 5 Fl, B2l 3D Z L VHI L
oo BEBBEIKE bHIIL, RERIEHR D
T o — bt BRI OSEF] 258 7L L T2,
ZOETERFOARBEZIEL, =T R
FESWI WD FIE LIS TE e £
L7,

HEEEBICaT v - U RIEGEREO/NE R
B RANBEOBIEEITO, HHOENCLD
Pl E TORME, RN EAEESEIC OV
THFET L7,

a7k & & bICH AR OER 2 7R3 R R
FEMRRE D B 2 IR 21T > 7o, TRIRD
& D HBRHE PHEIC OV THRWH L, 1F#)
EEMLUTL, TNENOHRBODWRYE - BEiE
FESYHIT BB S 5 ~ S BUEIUEE L 7= & oo
(R 2 D T,

HH o ML & B IZRIBECEMRFE & T e R
S EMRRE D B OB EAT IR > T, JEIR « &
IHEZER L. WrEECEEE 7 HIC OV T
RiE L &zBin L7,

TN & & I RRARRRIE Bl 2L B9 O /N i FR
F - RABEORF 21772 o7, ER - BOHE
IZOWTIHFIRIEE ATV, BUATORZMIAE L R
O LALE TR Z1T/o 7z, BRRERELT-
SRWEFOLFET D ENRHLNE 2o T,
BATORZMIEEO LE LRV ETH S Z &R
S,

@) AR A DA DHEIZ OV TOIFRINE

fREHRT — 2 N—A L@ L, EHE - &
DHEIZ 2303 2 BRIRTE # oz R AICIUEE 5 &
LTIz, V=Y U TRIE ERR ORI RS
WY L7e, BEISEIsF2W M T O W ik

ELTFNZHOWTIR, BRRYT  AEHREAET —
B R—=ZADJFNY T v T H R AR
it L7,

KEINTH O 5 R 55 EAG R D 22 S 551 0D Z B
ROEREILEAEDO7 1Y =7 F"Genetic
Syndromes in Diverse Populations” %&[E} >
Y7 NOHRARREFE LTUHEEIL, ZOME
Z W SRS [T T 5 KO SRR TR CRE
LEWEEDT, =—F A « X AEFERES
V=« T ) VREGERETR SUESMZ IV TR
T\ W B E S E N FE R ST R B D
— T ONTIX, BUTORAEL g L, EIEE
1To7-, HEBEEHED BARGER HHED -,

. HESIZI A= T o VEERE,
— T R« H i AEERED EBERYFS M EHE D
EIWCBE Lz, NN OEBEZEEEEIC OV
THARGERGITR o7,

(3)FE BHALE 1]

W FEME IS IR BB 70 FE L DV TBAR 2
ATV, BEPGHEOIFIBGI 2 EFE LT, £E
> 72 BEOEH HIEEBE IR, FKZH
FEHEDILIE LIETE 21TV, Z DRSS - FrRED
H) 2K o7z, A Clfn AR 2B 7
WA AMED R 2R R A = T F 7
COEPE L MR 7B R T2 W L D R ERRIA
DA E T,

Ve b & BICHEIAIN e — T R - X ra RE
BEREE O BE T L TR T 21T 72, &
B L B OB RO TOFREZERE L
7o WTHOKEALQOLM EEHE L LT, W
FCTOMWRE, FFCBHRECBIR F2IRA DN
ESTNRKEWEEZ LN, ZD2ODHEMAT
L, RRBRATET TR, T L OBRGEREIZ X
DIEFIEREIC L 5 ARIEO L1345 % DQOL
A EIWCEND EEZ BT,

HE & & BICIEIMRIR 2 E IR & L2 IR ©
bolcaz gv - Y RMEGEREOBEFITK LT
HiBhzWr & U CRIB T 21T - 72, Bi5 TR
HOFERBW OO - BEITH L CHRRIERS
FIEE IS OW TR L7z, B OIFHINEE
Zfke LT <,

HHEL L b, BRRACT Y = b~ IEMERE
(AS) & b= & O H B I 2 ik & 2
T 5 BEOBIL TN 21T o7z, TORR, &
T E 2 W S 7= AS100%1 2 855 L 7=,
FEZENZ DWW THIIER KB TITR Z 22E W T
oI, RRBEIIER KBRS EHZED
BRI ERRENT,



Pitt-HopkinsJEERE3H], RettiEMERESH,
ChristiansonfEERE1H] & i 2 W S L7 5EH
EELTEY ., 7oy~ SEFERENSE DI
LIEMRIBI D729, —EDEIE TRRDHKE
BIFET 5 Z ERH LN o7,

HA - L & HICIEIAPIEREZ R L, 2
Wr D DN TUNR N D WX 2T #E 7
RASopaties @/ B NN BE O #H
WEZTIoTe, AARNEERTFEOTFEER
b7 o — NAEET o7z, £, M2
Wre L CBarMmaELrEmL, BRERTEE
FHA L OFIBEBIFRIC OV TR 21T o 72,
B2 & U7 o T8 s AT I CHTRR IR
EIE T Td % LZTR1 & RRAS2 & 1n 1728 Bk
BE OBARIER 2R L TR 21T o7,
LZTR1 T2 ETEEARD | wiafMEtE s
T TR 5 FTREME D R STz, BN
D 15 NTHOWTIIERRIER O 270 & 34T IR
MEINE LT,

KB & &bz, HEE A IERICE T R IE
EREIZ DUV THEGE L 72, NoonanJEERESF Rl
R OB T2 L, BB LN O ZER T
KRZENZENAF R TRD bz, CHARGESE
FEREBF AT, R ORI T%2 L CHEES
BIRRA N TN T, EERIRZWlRe/ER A 2 L
TWABNEBRIZITZE ST, HFalEeHics
2 ARFEEREI R D EERZWT O #E L X - 29
DT 2 L DRBZBOBH O —>TH S
ZEBWBMNERY | MBI E & L TR
RFRIRAEOE AERH LN/ 5 T,
Fm. VAT TV TRERRED 165 5% T,

R PR 2 BT L2 a2 7 N R 4 BRBE D FEAE 2 B L 72,
HAT — XISV HEEE AV D & AARAN
TITBEBEFIZW E A L 257D, BHAR
ANT =2 DN EE AR N L, 2
L0, #iBh2rch rBEFHNZK LT D
EEIRZWr IS ATRE & 72 o 72,

MEES & &bz, IRBIEZIRIC T 5 hhaiapie
B ik B JiE Septo-optic dysplasia (SOD) D Eiik
(B L CHEMORBHEICT v 7 — A E{T-
7o 2MRFEIIHTHIBEIEG] DOREMNT 21T > T2, 3%
JEE VIR R & BRI S D OF 56451 D RS2 B &
T D720, 1338FROMNIEREE T, iR
DI ALY EF AR L, FEEY R L BEY
MR RN 25 U7, IR B & OF 3%
SOD T3 4HI THRIRZ & O3 L 72N 2 DN b
B OMGENRMLETH D7 . SODDEEKG D
MAAGDOEFSETIETHY, BEL NI
B ANERAIE OEEENEETH L Z L3
Sinkrot,

R & & HITIERAER T FHE T 50 REH
JEGERERE D 9 B LA OIER A FE AT
TERRZWr s R EE 7 E RS xF L TR TMf %
el & UCE L7, BEEREIUEL,
BIETREORR LA THBEBRE B L
Too ~NT 7 VIEGRE, B A R - T 4 — VSRR
B, MR —F %« Xoa ZEGERE R T D
FRIRBIZOWT, SERITIRE S < | ERRZITIA
HEZRREBNZ R L ClE, £ D% OIREFEHREIC
WETHZ OB TRENEETHD &
RIS,

FE7 & & HICIEIAY AR 2 B35
Silver-Russel JE BEHE I % L CEARTFHIfEMT %2
Fht U7-, F7=. Silver-RussellEEREDIFIKTZ
WrIZIEIR DA E DR TR IND, &% DIER
DIERFRITH D 2 & DRk A IR L UE ) 1
BENTE7, AzziHAWE L7
Netchine-Harbison clinical scoring system/3,
ME— Dprospective study TH V) | FEFR I L7z A
a7V TYAT AORTER S EOEEE & R
BRI RT 2 L DR S,
Netchine-Harbison SRS clinical scoring
system & U TGRS L7z,

TN B & & BT HEIIXAEMRE D BHE ORRIRTE
HOEMZIT IR > T AIEBEREO L& 1T IRIAR
Blis iz, BT Hd 2 mighh & LA
M L7, 8RRE L L TEET NSRRI OWD
THEHAZTRoT,

BE & & HICIRIBIR 70 ek & B9 2 ik BAE
FEREDOBEICH LTH ) b s TS ) MMl %
1To 72, BB DOWTIEFNZ DOV TR RBUN &
EREL, AL ZED TN D, Bl BIER T %
FET D ENARETH » 7=, FEIIIA 72 iE 5]
V2R 2 BB RIRNT O BB R STz,

Bl - AL & BICHFIVR) R A = L, R
IRV 52 Wr IR e 7 AR B B E AR D BB LT L T
B THRA A i L7z, BTN IR E
FEL W SN EBEICHOWTERBAIE L,
Bin AR & OMBERBRRIZ OV TR 21T >
Too SERITMEIR < | FEMIRIFN I 5 EAR T
BEOERBEMEN RSN, o, WAL ITREEE
JEEREGOBIIZ DT, FEEER I & B OHiE O B
IZOWTHRETZITV, BRI EBERED20% LA I
THHEMA R AIED BN A OND Z &%
B ST L,

R EZE I —TF R « Xoo REFERE, o
Tz e I RA— ZNE R



LA E L CPDGFRBIERESEFG M ZE 2 2[R &
L7,

E B E A BT — & X— 2| ZKosakiifd %=
JEGEREE L CBERSILCV D, HRREIBHIE &b
(\ZHESME R % N 2 TRt 2 R L 7=
(Takenouchi et al, 2020) .

aA AT 4 — Y IEBERH AL T 2 RN - T
REREL 22T 52 ERNHBA L. e A 2T
4 —VIEEERL, FREEDREHIE O ETidv T
7 VIEEREICEE T A L L TE ST b
TW5 Z &b Kosakiifi il FAEBERE H Marfan
JEGEREB R A L L CHfifrRECTH D Z L AVR
AL, mmCHRE LTz,

(4) 12 W (A i)

PWIREEE GOV T, AFZEEEN CIEHILE %
% Z & 20T e, BIERFSCIEHALEF] 12>
WTCITBBEF2W 2R Lz, Bia ko
FEIZOWTIXEE., BRIRT /) DMEWHET —
N—2EELEEE L, FH2ZW AR L T 51K
2 TN~ T2, JEFIDN—TE S LTz DAY
PEF OFERIR A S L, FOTEF R
HEOWTEEEEEEZIT -7,

B L L L IR BN RECHD L DS
WY T e T U IEERE RS OB AR EAT
iTo7=, KAT6BZE R ZRO 7361 (A A 14
Zate) \IZOWTEBRDINE & k21T 720,
IS L FRARTEROMBIIZ W TR L, APF
JiE DG DR D TINWNAIBEME DS R S 472,

KB & & HITPREE 2 E L T D e R BT
GEREDOBIR AT o 72, BRRWIZ B2 WA 72 i
Bl OW BB TN 2 W CRIEICH T -
7oo FEIIUAGZRRTS O BE &l n T HRAEIC LY
B L, REAIZMNT Lo, BRI, Wk
DORTSD K% A & 72\ \CREBBPIH /N U 7

¥ MEFNZ DWW TZEDORBIANZ OV TRFT L 7=,

gL & BITHRMINCT v b~ VIR R &
SO BE O O BIEFERAZER O TR W
N#ET o - 7= BE OB TN 21T 72, B
FFRITIC L 0 BRSO WIZBE D72 X T v
Vv SEEREE BT S BARLEETH
5 EHALIRE LG EN, JEIRE 0 FIY
ZWHITE B TR DA H Th D AlRRtED R S
niz,

RN« B & & B IR 7R & R < ESEX
REMERE &2 BRI B . FRCRABEZ IR LT
Tid, B 2 520 L, BRARER & O
BIBAGRIZ DT L7, AIEMRIE TIERZ WA
G132 AET D LB Z BN D T2 OBIsTF

Wiz X DM S EE R ALE % 5 5 Al REME SR
Xz, Fio. ERZEOXGIEBIZONT
P AT/~ T2,

HAR - A - #K & & HIZRASopathiesD B
IZOWT, B OFEMZRERAEIR ZBmE L, FF
R IBIC DWW TR ERHE L dE D b & FEfE
A ZBRME LT, 4% bkt L TRA LTV,
¥ERE LT,

RIS & & BT R B EEGRE D BE OWEE D
ESNVBLBRE DGR - A OFEIC DWW TR L7z,
BAET — 2 2 EETTH D, RABNICHLTH
[FIERIZIE IR ATV, IR AR ORI
i,

Bl & & IR EE 2B R R R R O B 1
SLTH e 85 ) Mg EATo T2, WHE
DFEMTHEEIE 282051 C |, BEAI D F A 3D 72 Wi
BNX18HICTH -7~ TILE TIZERE LR H
LB TERMOFEENHEN 2R3 Z &N TE
2o £72. BWSELOETT 77— FEZITV,
PREGHTE AT EAEE A D 72 < & b R LA I 5
JET D Z ENRBRENTZ, ZOMEE S LICE
B L G A RBA L OBEMEICSOW TS A
H 77,

(56) HPO % W TR B 2 4

ETCONHEBFTEE & & b, Jo KRB FIEpREE
ORIV T, HPOZ VW CREA 2 IVE
L7z FEMREG R FEFNZ DD TRE G R a5
TV, BIGERINCZET R DW= BEIZ OV TR
FRIZHPOIZ L D ERRTE A INE LTz, 7 —F
— AEE AT T R ORI 21T o T,

(6)¥5 FRRr LA R R TR

LR LEAIHET — 22T AL LT, i
FEEBLD 720D DFEBIDOF =~ v 7 U A N &1E
B s ABR L. ARl - AR OB OB
R LT, FRCERA ORISR O
7o DEBOEMIZIZTF =y 7 VA & ERICH
KTHEHALTHLHW, ZZTHLMNTR > 72/
BEZEMEL, 70— "Xy 7L TH5HH 89
ARIE U7z, BIERYE - BH - FENHO 7
4= Ry 7 BERE LT,

HA - JFE & B IZRASopathies D B3 O fif Ik
HHRAEM LTz, JER - AOHEIZ OV TR
CITERENE L, UL EZR AT, X—F
JEERED RGBT & L CHZICRIE Sz
S0S2. LZTR1. RRAS2IZ >\ T KR E M D
Rt a7 o7, A% bk L, FIROSGEIZR
TR EED TV,



KB & & % IZRubinstein-TaybifiE EfED /NE &
DN BE OTERIZOWTIEFRINE X 1T 72 > 7=,
WIS S D IER A B & 7 WER] S L
GFHETDHZEND, BWEMEDO RE LAMLET
bHENRBINT, £, EYY R Uy
IV EBEREDOFREE D RIS OV TRET L. A
FEWHIO BN DRIIAREOR M TH D Z & &R
L7ce RAHIOED v &« 7 4 LY EGERER
FOZRITBWTIE, TANADIRFRREDE
PRI~ 2T A2 N O, GEEEERECTE R REEE
DIBfT72 E D B EHIZRBIEN A LN 0 20
RIBFERMEORF NS HOBETH L, JEFIE
ZHEL, WEICAITRET 21T T2,

Hml b RS R BEERE. FY —F %
—a Y U RIEERE, Yo T T SRR
A RIEERE, I V— S TR T 7 A T
7TV R L— s B AT —IEBERED BE DR
BEIToT, BRI, YT e Y ERRE
DEREEI & IEMAGI OB S | He KB EIE
ERE D EREFL O b CHEIEEIR O LM & 1
AL,

B ERR AR & L CORMEEEN L, RARE
2B D5 OADHEIZ DWW T H BV L 21T
ST, WELEHRAZEI L, PIROKEIZ
M CTREEIT > 72,

R R E LB T g T RGEERE,
T—T R - X u AEERBE ORARIEIROHE
FEFE VB OW TR L7z, Frio, R
International Consortium on EDS and
Related DisordersiZ31F 2 W7 ¥ 7 Me—D
Medical and Scientific Board Member & L T,
ZOIEENZSINL, B BER %2 ILE - &
L TE R, BOERETICHEILL Uz
E AT THRET L 7=,

FLSELHIZ R THOREZEMETS
SR BUREGERE, $HE - HEE RIEREER A
HUOITIERR « BOHEDEEEZIT o 72, BARmIC
1. D) EEE X B G ER L NI T+ X
B T T, 20 FIRERLZ K 2 b, 3) [
PZHMRIC L2 BEEROEEZITT> TV 5D,
INHDEROERLZEDTZ, T4 VT LR
SEMERE D BE O RHIRFEIZ OV T H ET 2 B
W L7, JEGEZERE LT,

/N (B ERFZEE 2 —) & & HITHAN
B2 (2018 4F 1 H BAfE) CTHRBERARL
BTFREZHEZRIEAT AL L, 7+«
— RNy 7 2L CBUEIZ M TR L7z,

K& & & HIT 1q T RRIEGRED BE FikE
L USSR Z T o 72, 2T, BislE
BB 2 RA~OERR (F50) DR
HWEZIToTZ, TNEELTHYE - B85 - F
B D=—RZOWNWTEEDDL T EntikT,
FERAE S E IR R T T2,

WHFFREE (3B XUV TT DHFEEE) 2B\ T2
Wi BLHE 2 SR E L 72 e R ILVFIEERE LS AR DE
IR R AT 23 202048 FE B2 HR NS E 12 38\ T
XEIRB L Ie o Tz, BRI BREBAIX TRROE
DCThsb, YV hAJERR, CFCIEMER, = X7
EERE, F v — (CHARGE) JEfERE, i
Mor—F 2 « FraRfEERE, a7 42 - 2V
ASEMERE, B MOERERE, X — T IEERE, L
By ad Ay T ARG, U — N —E
BERE, 27 4> - v— U —JEfBERE, EY > b -
U4 IV EERE, Y T T EMRERE,
20204F LIS E RN D PRI TR E BT
FIRRAICOW T OREEICEE L. AFZEEHC BT
%85 FGYE O FE MBI DT ORRESHG
RELLICEHELTEBHTH D, B, A4
ZEHETHFZE L QU 58I T ~— UIEERE, 7 /L
— Y UEERE, T A 7 7 —JEERE. T b L
— s B RT—JEERE, ~ VT 7 UEERE,
—J R« FraAEGERE (ER), v g U7 A
RFEGERE, T VY = v~ VIEFEREO G0 R
TEIT 20184 DFZHEHRENE 12 W) TUE S 4
77

WRFFEHEDSEL Y > T D A K B JEERE DR
LR, AR LV IIET D, YR
WOHHR I DOZENIT~A 7 a7 LA Yt
DWLZET, WOK CTIIARYERY 222 Wit & 72 5 T
WD, DNETIIRIEEEGSKRIIZ T T
VW, I TARIFZEEETCIE TR2RICB W CE T
LHRAI AT VA RBIRRETA X R 2%
M7z, MREREENEFERAZBE O D H AN
BRFE - AREREEFPEOEKRE/T, &
A THEETE T,

ZOHAZ LRI A 70T LA Yt iR
v b (54 GenetiSure Dx Postnatal Assay)
DEIVZWT AEZS & U COMERFFIZHEH &
e, 723, 2020 7HIZYEEF v MIFEFZK
BEZTHZENTET,

D. B8

53 DA R BLHTEEREIC SO\ T LA Gt 5
DT, P E CIT/ERR LR B R R E
TIEZEAT L, HEZWCOEHAEIR L, &
BROZIEOY THYE - BF - ZENLD T 4
— RNy 7 ZINE LT, A% bk L TiE#a
R L UETIODAERRIZ OW TR 5, 7=,



AHFICHECIERR U 7= 2 Wi A v - i /0 J8is o
WTh RIE L ZBIME L7z, FEALEIS052 W A
PRIEBNZ OV TG TR 2 Bzl & LT
Ehg LT~ ZWrOOWIIEFIZOWTIER &
HPO IC X V&R L=, AT &2 HPO Z v
T REAEER L, EREAOIEGIM o LT
— X L LT EITo 72,

E. #5&

KGR L 72D B3 BT DU T o Wi SR YE - EIEE 4y
HORBELZBMH L, NNEBEFEOL TR LK
NEFIZOWTHIFRIIE LTV, FhnRr R
RAPHERINET D Z LN TE -, WERELIFE,
ZOEHMAESTCICARE LRIZOWVTHRHF LTV,
T, BWIREER] - FEIBIFIZ OV TIXEE T
it 2B & L CRIA Lz, Zhb oA
S0, SEROBED RV EREVEAS R STz,

UIFRHEN W E A R E LT 18 e KRB AE
ERE DB FHIRRA DS 2020 4F 2RI b
IZBWTHGRER &R o Te, RN BT
25 FEME D IEHIFNZ SN T ORE L= 5%
HEICEE LRBRTH D,

PR BFEIEGEREDO S < 13, YRkl Ly
RIET D, TOBWHIT~A 70T LA Rk
RENMETH D, AFRIET TREICBNT
EhiT D~A 7 a7 LA YEERREDT A X A
ERHLZ, ZOHA X RFI~A4 70T LA
Pl > b OFKERFFICHER SN,

F. HFEREK
1. FWSCRER

1) Y. Sakaguchi, T. Takenouchi, T. Uehara, K.
Kishi, T. Takahashi, and K.
Kosaki, ,Co-occurrence of Sturge-Weber
syndrome and  Klippel-Trenaunay-Weber
syndrome phenotype: Consideration of the
historical aspect., Am J Med Genet A, vol. 173,,

2) T. Uehara, N. Hosogaya, N. Matsuo, and K.
Kosaki, ,Systemic lupus erythematosus in a
patient with Noonan syndrome-like disorder
with loose anagen hair 1: More than a chance
association., Am J Med Genet
A,176,1662-1666,2018

3) T.Hamanaka, M. Kimura, T. Sakurai, N. Ishida,
J. Yasuda, M. Nagasaki, N. Nariai, A. Endo, K.
Homma, F. Katsuoka, Y.Matsubara, M.
Yamamoto, and N. Fuse, A Histologic
Categorization of Aqueous Outflow Routes in
Familial  Open-Angle  Glaucoma  and
Associations With Mutations in the MYOC
Gene in Japanese Patients,Invest Ophthalmol
Vis Sci,vol. 58, no. 5,2818-2831,2017

4)

8)

9)

10)

A. Hattori, Y. Katoh-Fukui, A. Nakamura, K.
Matsubara, T. Kamimaki, H. Tanaka, S. Dateki,
M. Adachi, K. Muroya, S. Yoshida, S. Ida, M.
Mitani, K. Nagasaki, T. Ogata, E. Suzuki, K.
Hata, K. Nakabayashi, Y.Matsubara, S. Narumi,
T. Tanaka, and M. Fukami, ,Next generation
sequencing-based mutation screening of 86
patients with idiopathic short stature., Endocr J,
vol. 64 no. 10, 947-954,2017

A. Honda, N. Umegaki-Arao, T. Sasaki, K.
Nakabayashi, K. Hata, Y.Matsubara, A.
Tanikawa, M. Amagai, and A. Kubo, ,Somatic
HRAS p.G12S mosaic mutation causes
unilaterally distributed epidermal nevi. woolly
hair and palmoplantar Kkeratosis., J Dermatol,
vol. 44 no. 6, e109-e110,2017

S. I. Inoue, S. Takahara, T. Yoshikawa, T.
Niihori, K. Yanai, Y.Matsubara, and
Y.Aoki, ,Activated Braf induces esophageal
dilation and gastric epithelial hyperplasia in
mice., Hum Mol Genet, vol. 26 no. 23,
4715-4727,2017

T. Mizuguchi, M. Nakashima, M. Kato, N.
Okamoto, H. Kurahashi, N. Ekhilevitch, M.
Shiina, G. Nishimura, T. Shibata, M. Matsuo, T.
Ikeda, K. Ogata, N. Tsuchida, S. Mitsuhashi, S.
Miyatake, A. Takata, N. Miyake, K. Hata, T.
Kaname, Y.Matsubara, H. Saitsu, and N.
Matsumoto, ,Loss-of-function and
gain-of-function mutations in PPP3CA cause
two distinct disorders., Hum Mol Genet, vol. 27
no. 8, 1421-1433,2018

S. Nakamura, M. Miyado, K. Saito, M.
Katsumi, A. Nakamura, Y. Kobori, Y. Tanaka,
H. Ishikawa, A. Yoshida, H. Okada, K. Hata, K.
Nakabayashi, K. Okamura, H. Ogata,
Y.Matsubara, T. Ogata, H. Nakai, and M.
Fukami, ,Next-generation sequencing for
patients with non-obstructive azoospermia:
implications  for  significant  roles  of
monogenic/oligogenic mutations., Andrology,
vol. 5 no. 4, 824-831,2017

D. Oba, S. I. Inoue, S. Miyagawa-Tomita, Y.
Nakashima, T. Niihori, S. Yamaguchi,
Y.Matsubara, and Y.Aoki, ,Mice with an
Oncogenic HRAS Mutation are Resistant to
High-Fat Diet-Induced Obesity and Exhibit
Impaired Hepatic Energy Homeostasis.,
EBioMedicine, vol. 27, 138-150,2018

T. Osumi, S. I. Tsujimoto, K. Nakabayashi, M.
Taniguchi, R. Shirai, M. Yoshida, T. Uchiyama,
J. Nagasawa, S. Goyama, T. Yoshioka, D.
Tomizawa, M. Kurokawa, Y.Matsubara, N.
Kiyokawa, K. Matsumoto, K. Hata, and M.
Kato, ,Somatic MECOM mosaicism in a patient
with congenital bone marrow failure without a
radial abnormality., Pediatr Blood Cancer, vol.




11)

12)

13)

14)

15)

16)

17)

18)

65 no. 6, €26959,2018

K. Ozono, T. Ogata, R. Horikawa,
Y.Matsubara.Y. Ogawa, K. Nishijima, and S.
Yokoya, ,Efficacy and safety of two doses of
Norditropin((R)) (somatropin) in short stature
due to Noonan syndrome: a 2-year randomized.
double-blind. multicenter trial in Japanese
patients., Endocr J, vol. 65 no. 2, 159-174,2018

H. Shima, A. Ishii, Y. Wada, J. Kizawa, T.
Yokoi, N. Azuma, Y.Matsubara, E. Suzuki, A.
Nakamura, S. Narumi, and M. Fukami, ,SOX2
nonsense mutation in a patient clinically
diagnosed with non-syndromic
hypogonadotropic hypogonadism., Endocr J,
vol. 64 no. 8, 813-817,2017

R. Aoki, K. Srivatanakul, T. Osada, K. Hotta, T.
Sorimachi, M. Matsumae, and
H.Morisaki, ,Endovascular treatment of a dural
arteriovenous fistula in a patient with
Loeys-Dietz syndrome: A case report., Interv
Neuroradiol, vol. 23 no. 2, 206-210,2017

T. Fujiyoshi, K. Minatoya, Y. lkeda, H.
Ishibashi-Ueda, T. Morisaki.H.Morisaki, and H.
Ogino, ,Impact of connective tissue disease on
the surgical outcomes of aortic dissection in
patients with cystic medial necrosis., J
Cardiothorac Surg, vol. 12 no. 1,97,2017

M. Hibino, Y. Sakai, W. Kato, K. Tanaka, K.
Tajima, T. Yokoyama, M. lwasa, H.Morisaki, T.
Tsuzuki, and A. Usui, ,Ascending Aortic
Aneurysm in a Child With Fibulin-4
Deficiency., Ann Thorac Surg, vol. 105 no. 2,
e59-e61,2018

A. Hirashiki, S. Adachi, Y. Nakano, Y.
Kamimura, T. Ogo, N. Nakanishi, T.
Morisaki.H.Morisaki, A. Shimizu, K. Toba, T.
Murohara, and T. Kondo, ,Left main coronary
artery compression by a dilated main
pulmonary artery and left coronary sinus of
Valsalva aneurysm in a patient with heritable
pulmonary arterial hypertension and FLNA
mutation., Pulm Circ, vol. 7 no. 3,
734-740,2017

A. W. Hudoyo, T. Hirase, A. Tandelillin, M.
Honda, M. Shirai, J. Cheng, H.Morisaki, and T.
Morisaki, ,Role of AMPD?2 in impaired glucose
tolerance induced by high fructose diet., Mol
Genet Metab Rep, vol. 13, 23-29,2017

E. S. Regalado, L. Mellor-Crummey, J. De
Backer, A. C. Braverman, L. Ades, S. Benedict,
T. J. Bradley, M. E. Brickner, K. C. Chatfield,
A. Child, C. Feist, K. W. Holmes, G. lannucci,
B. Lorenz, P. Mark, T. Morisaki.H.Morisaki, S.
A. Morris, A. L. Mitchell, J. R. Ostergaard, J.
Richer, D. Sallee, S. Shalhub, M. Tekin, A.
Estrera, P. Musolino, A. Yetman, R. Pyeritz,

19)

20)

21)

22)

23)

24)

25)

and D. M. Milewicz, ,Clinical history and
management recommendations of the smooth
muscle dysfunction syndrome due to ACTA2
arginine 179 alterations., Genet Med, Jan
4, ,2018

D. Schepers, G. Tortora, H.Morisaki, G.
MacCarrick, M. Lindsay, D. Liang, S. G. Mehta,
J. Hague, J. Verhagen, |. van de Laar, M.
Wessels, Y. Detisch, M. van Haelst, A. Baas, K.
Lichtenbelt, K. Braun, D. van der Linde, J.
Roos-Hesselink, G. McGillivray, J. Meester, 1.
Maystadt, P. Coucke, E. EI-Khoury, S. Parkash,
B. Diness, L. Risom, I. Scurr, Y.
Hilhorst-Hofstee, T. Morisaki, J. Richer, J.
Desir, M. Kempers, A. L. Rideout, G. Horne, C.
Bennett, E. Rahikkala, G. Vandeweyer, M.
Alaerts, A. Verstraeten, H. Dietz, L. Van Laer,
and B. Loeys, ,A mutation update on the
LDS-associated  genes  TGFB2/3  and
SMAD?2/3., Hum Mutat, vol. 39 no. 5,
621-634,2018

Y. Seike, K. Minatoya, H. Sasaki, H. Tanaka, T.
Itonaga, Y. Inoue, H.Morisaki, T. Morisaki.H.
Ishibashi-Ueda, and J. Kobayashi, ,Clinical
outcomes of aortic repair in young adult
patients with ACTA2 mutations., Gen Thorac
Cardiovasc Surg, vol. 65 no. 12, 686-691,2017

S. Tatebe, K. Sugimura, T. Aoki, S. Yamamoto,
N. Yaoita, H. Suzuki, H. Sato, K. Kozu, R.
Konno, K. Satoh, K. Fukuda, O. Adachi, R.
Saito, N. Nakanishi, H.Morisaki, K. Oyama, Y.
Saiki, Y. Okada, and H. Shimokawa, ,The
Efficacy of a Genetic Analysis of the BMPR2
Gene in a Patient with Severe Pulmonary
Arterial Hypertension and an Atrial Septal
Defect Treated with  Bilateral Lung
Transplantation., Intern Med, vol. 56 no. 23,
3193-3197,2017

BIE 1, [THERaIREE A T 2 B DIT
BE - HPE] BT B vkY TR
B Rae kB & B RN - FRIZITE
DEH7Z L EFELTEL D, Heart View,
vol. 21 no. 4, 433-437,2017

FRlfy 0 1 AR PEsE, [RGB T
et fic b 726 Lizgiami)] &nik
RKENRZEE  NGS FFROBIs 2., AAR
A 1k 1 242 5E, vol. 28 no. 1, 41-49,2017

A LT ARG 7 PR IR ARE & &
{if L 7= Loyes-Dietz JEfE#ED 1EF]., /NLFE
&R, vol. 70 no. 10, 1531-1535,2017

S. Katagiri, S.Nishina, T. Yokoi, M. Mikami, Y.
Nakayama, M. Tanaka, and N. Azuma, ,Retinal
Structure and Function in Eyes with Optic
Nerve Hypoplasia., Sci Rep, vol. 7,42480,2017



26)

27)

28)

29)

30)

31)

32)

33)

34)

35)

S. Katagiri, S. Tanaka, T. Yokoi, T. Hayashi, E.
Matsuzaka, K. Ueda, T. Yoshida-Uemura, A.
Arakawa, S.Nishina, K. Kadonosono, and N.
Azuma, ,Clinical features of a toddler with
bilateral bullous retinoschisis with a novel RS1
mutation., Am J Ophthalmol Case Rep, vol. 5,
76-80,2017

T. Yokoi, S. Katagiri, M. Hiraoka, Y. Nakayama,

K. Hosono, Y. Hotta, S.Nishina, and N.
Azuma,ATYPICAL FORM OF
RETINOPATHY OF PREMATURITY WITH
SEVERE FIBROVASCULAR
PROLIFERATION IN THE OPTIC DISK
REGION., Retina, Aug 9, ,2017

S.Nishina.S. Katagiri, A. Nakazawa, C.
Kiyotani, T. Yokoi, and N. Azuma, ,Atypical
intravitreal growth of retinoblastoma with a
multi-branching ~ configuration., Am J
Ophthalmol Case Rep, vol. 7, 4-8,2017

H. Ozawa, M. Yamane, E. Inoue, T.
Yoshida-Uemura, S. Katagiri, T. Yokoi,
S.Nishina, and N. Azuma, ,Long-term surgical
outcome of conventional trabeculotomy for
childhood glaucoma., Jpn J Ophthalmol, vol. 61
no. 3, 237-244,2017

Y. Seko, N. Azuma, T. Yokoi, D. Kami, R. Ishii,
S.Nishina, M. Toyoda, H. Shimokawa, and A.
Umezawa, ,Anteroposterior Patterning of Gene
Expression in the Human Infant Sclera:
Chondrogenic Potential and Wnt Signaling.,
Curr Eye Res, vol. 42 no. 1, 145-154,2017

M. Takahashi, T. Yokoi, S. Katagiri, T.
Yoshida-Uemura, S.Nishina, and N.
Azuma, ,Surgical treatments for fibrous tissue
extending to the posterior retina in eyes with
familial exudative vitreoretinopathy., Jpn J
Ophthalmol, vol. 62 no. 1, 63-67,2018

T. Yokoi, T. Tanaka, E. Matsuzaka, F. Tamalu, S.

I. Watanabe, S.Nishina, and N. Azuma, ,Effects
of neuroactive agents on axonal growth and
pathfinding of retinal ganglion cells generated
from human stem cells., Sci Rep, vol. 7 no.
1,16757,2017

T. Yoshida-Uemura, S. Katagiri, T. Yokoi,
S.Nishina, and N. Azuma, ,Different foveal
schisis patterns in each retinal layer in eyes
with hereditary juvenile retinoschisis evaluated
by en-face optical coherence tomography.,
Graefes Arch Clin Exp Ophthalmol, vol. 255
no. 4, 719-723,2017

HH Hﬂﬁﬁﬂ B == /WA
a4y B E L, R B, vol
731- 736,2017

HEO, C R SE ] BEOR

ftfL,Information and communication technology

REHEE B
59 no. 7,

10

36)

37)

38)

39)

40)

41)

42)

43)

44)

45)

K2R O AL & b 7=/ R AHRE
., IRFHEERACEL, vol. 11 no. 1, 61-66,2018

HHE PR S Em R AR i FLIR
WNAHE B T8 O i IR RE., IRABHEF R
#28 vol. 10 no. 1, 58-63,2017

S Oy S S e G = o S I A
ftli,Leber JEKE O HARNEF TR 2 kAt
Ry —r oV —mHim@Eis 2l H
ANRF M58, vol. 121 no. FF#4,230,2017

Al omEE R = =K EE] L
R SR O 12 B 5 2 Jiti g% L HE RS L OVRIE
BT 250E  ZhaskLE5E., HARIR
Blp o MEEE, vol. 121 no. 7, 529-534,2017

KN & LB SE il BIKH AR E

IR D RATREEIE  HRAD 2 h s b
%8, BARIBR =S HEEE, vol. 122 no. 2,
103-113,2018

A S AR LR sE il B
ﬁﬁé?t»ﬁﬂiﬂ%ﬁs BHE L7 )R AEGIH S &
RV B =2—., BARBRR SRR, vol.
40 no. 5, 377-381,2017

ER AR R sE R AE S N
X5 Spot Vision Screener 0)@?@%};5@.,
H A& 1 ge 3l L& b vol. 46,
167-174,2017

N. Hamada, Y. Negishi, M. Mizuno, F. Miya, A.
Hattori, N. Okamoto, M. Kato, T. Tsunoda, M.
Yamasaki, Y. Kanemura, K. Kosaki, H. Tabata,

Kn/ul

S.Saitoh, and K. |. Nagata, ,Role of a
heterotrimeric ~ G-protein.  Gi2. in the
corticogenesis:  possible  involvement in

periventricular  nodular  heterotopia  and
intellectual disability., J Neurochem, vol. 140
no. 1, 82-95,2017

M. Hosoya, M. Fujioka, T. Sone, S. Okamoto,
W. Akamatsu, H. Ukai, H. R. Ueda, K. Ogawa,
T. Matsunaga, and H. Okano, ,Cochlear Cell
Modeling Using Disease-Specific iPSCs
Unveils a Degenerative Phenotype and
Suggests Treatments for Congenital Progressive
Hearing Loss., Cell Rep, vol. 18 no. 1,
68-81,2017

A. Kanno, H. Mutai, K. Namba, N. Morita, A.
Nakano, N. Ogahara, T. Sugiuchi, K. Ogawa,
and T. Matsunaga, ,Frequency and specific
characteristics of the incomplete partition type
Il anomaly in children., Laryngoscope, vol.
127 no. 7, 1663-1669,2017

K. Matsushima, A. Nakano, Y. Arimoto, H.
Mutai, K. Yamazawa, K. Murayama, and T.
Matsunaga, ,High-level heteroplasmy for the
m.7445A>G mitochondrial DNA mutation can



46)

47)

48)

49)

50)

51)

52)

53)

54)

cause progressive sensorineural hearing loss in
infancy., Int J Pediatr Otorhinolaryngol, vol.
108, 125-131,2018

N. Morimoto, H. Mutai, K. Namba, H. Kaneko,
R.K. Kosaki, and T. Matsunaga, ,Homozygous
EDNRB mutation in a patient with
Waardenburg syndrome type 1., Auris Nasus
Larynx, vol. 45 no. 2, 222-226,2018

H. Mutai, T. Watabe, K. Kosaki.K. Ogawa, and
T. Matsunaga, ,Mitochondrial mutations in
maternally inherited hearing loss., BMC Med
Genet, vol. 18 no. 1,32,2017

D. Shigemizu, F. Miya, S. Akiyama, S. Okuda,
K. A. Boroevich, A. Fujimoto, H. Nakagawa, K.
Ozaki, S. Niida, Y. Kanemura, N. Okamoto,
S.Saitoh, M. Kato, M. Yamasaki, T. Matsunaga,

H. Mutai, K. Kosaki, and T.
Tsunoda, ,IMSindel: An accurate
intermediate-size indel detection tool

incorporating de novo assembly and gapped
global-local alignment with split read analysis.,
Sci Rep, vol. 8 no. 1,5608,2018

A. Unzaki, N. Morisada, K. Nozu, M. J. Ye, S.
Ito, T. Matsunaga, K. Ishikura, S. Ina, K.
Nagatani, T. Okamoto, Y. Inaba, N. lto, T.
Igarashi, S. Kanda, K. Ito, K. Omune, T. lwaki,
K. Ueno, M. Yahata, Y. Ohtsuka, E. Nishi, N.
Takahashi, T. Ishikawa, S. Goto, N. Okamoto,
and K. lijima, ,Clinically diverse phenotypes
and genotypes of patients with
branchio-oto-renal syndrome., J Hum Genet,
vol. 63 no. 5, 647-656,2018

K. Yamazawa, Y. Yamada, T. Kuroda, H. Mutai,
T. Matsunaga, O. Komiyama, and T.
Takahashi, ,Spontaneous intramural duodenal
hematoma as the manifestation of Noonan
syndrome., Am J Med Genet A, vol. 176 no. 2,
496-498,2018

FAKEERE, [4, BEEIC/ > TWVA D L-Hi
MHME RN R ] AP & N E AR, H
ARIEFHER, no. 4846, 29-31,2017

Y. Ichimiya, Y. Wada, S. Kunishima, K.
Tsukamoto, R.Kosaki, H. Sago, A. Ishiguro,
and Y. Ito, ,11g23 deletion syndrome (Jacobsen
syndrome) with severe bleeding: a case report.,
J Med Case Rep, vol. 12 no. 1,3,2018

R.Kosaki.R. Horikawa, E. Fujii, and K.
Kosaki, ,Biallelic mutations in LARS2 can
cause Perrault syndrome type 2 with neurologic
symptoms., Am J Med Genet A, vol. 176 no.
2, 404-408,2018

K. Takahashi, A. Sasaki, S. Wada, Y. Wada, K.
Tsukamoto, R.Kosaki, Y. Ito, and H. Sago, ,The
outcomes of 31 cases of trisomy 13 diagnosed
in utero with various management options., Am

11

55)

56)

57)

58)

50)

60)

61)

62)

63)

64)

65)

J Med Genet A, vol. 173 no. 4, 966-971,2017

/NI FRLEE A UEERE., 1336 BEPHRIC X
HFLDIEHE 2017 —18 A, 1548-9,2017

K. Ueda, M. Yaoita, T. Niihori, Y.Aoki, and N.
Okamoto, ,Craniosynostosis in patients with
RASopathies: Accumulating clinical evidence
for expanding the phenotype., Am J Med Genet
A, vol. 173 no. 9, 2346-2352,2017

M. lkeda, J. J. Miyamoto, J. |. Takada, and K.
Moriyama,Association between 3-dimensional
mandibular ~ morphology and  condylar
movement in subjects with mandibular
asymmetry,Am J  Orthod  Dentofacial
Orthop,Vol.151,,

H. Sawada, T. Ogawa, K. Kataoka, Y. Baba,
and K. Moriyama,Measurement of Distraction
Force in Cleft Lip and Palate Patients During
Le Fort I Maxillary Advancement With Rigid
External Distraction.,J Craniofac Surg,\Vol.28,

dTETF AN, ERbH A, EHEE
75, BT, AR ] Williams JiE R
FIZBT2HABEE L OENO R
1#,0rthod Waves-Jpn Ed,\Vol.77,,

Y. Kimura, M. Akahira-Azuma, N. Harada, Y.
Enomoto, Y. Tsurusaki, and K.Kurosawa,Novel
SYNGAP1 variant in a patient with intellectual
disability and distinctive
dysmorphisms,Congenit Anom
(Kyoto),43130,,2018

Y. Kuroda, Y. Mizuno, M. Mimaki, A. Oka, Y.
Sato, S. Ogawa, and K.Kurosawa, Two patients
with  19p13.2 deletion (Malan syndrome)

involving NFIX and CACNA1A with
overgrowth,  developmental delay, and
epilepsy,Clin  Dysmorphol,vol. 26, no.

4,224-227,2017

T. Shiohama, K. Fujii, K. Shimizu, H. Ohashi,
T. Takatani, N. Okamoto, G. Nishimura, M.
Kato, and N. Shimojo, ,Progressive subglottic
stenosis in a child with Pallister-Killian
syndrome., Congenit Anom (Kyoto),,,

T. Nakane, E. Sawanobori, H. Ohashi, and K.
Sugita, ,Hyperechoic renal medullary pyramids
in a boy with Simpson-Golabi-Behmel
syndrome., Clin Dysmorphol, vol. 27 no. 1,
25-26,2018

T. Miyamoto, S. N. Akutsu, A. Fukumitsu, H.
Morino, Y. Masatsuna, K. Hosoba, H.
Kawakami, T. Yamamoto, K. Shimizu, H.
Ohashi, and S. Matsuura, ,PLK1-mediated
phosphorylation of WDR62/MCPH2 ensures
proper mitotic spindle orientation., Hum Mol
Genet, vol. 26 no. 22, 4429-4440,2017

T. Shiohama, H. Ohashi, K. Shimizu, K. Fujii,



66)

67)

68)

69)

70)

71)

72)

73)

74)

D. Oba, T. Takatani, M. Kato, and N.
Shimojo,l-Thyroxine-responsive drop attacks in
childhood benign hereditary chorea: A case
report,Brain Dev,vol. 40, no. 4,353-356,2018

(a2, HEHAD, [Marfan JEEREDZ W
iR Marfan JEERE & FHBEIE RO
Precision Medicine., 52D & pFx, vol. 264
no. 3, 227-233,2018

(a2, HEHCNGS Z1EM LR
=l U ADBUR LR B AR A LR
EBOERY — 7 = A BEIRFER, vol.
65 no. 6, 683-690,2017

dHEmC, (AR EBEI Y1) v
7] BB D ER AR ENERO
B2 FOE., pEmANEOEEE, vol. 66 no.
4,491-496,2017

HEmMS, BN 2 £ THPEIN
721 B EEMEREE OB RS A, BRATR
E A TEEEYRA, vol. 47 no. 7, 903-907,2017

T. Yoshizawa, S. Mizumoto, Y. Takahashi, S.
Shimada, K. Sugahara, J. Nakayama, S. Takeda,
Y. Nomura, Y. Nitahara-Kasahara, T. Okada, K.
Matsumoto, S. Yamada, and T.
Kosho, ,Vascular abnormalities in the placenta
of Chstl4-/- fetuses: implications in the
pathophysiology of perinatal lethality of the
murine model and vascular lesions in human
CHST14/D4ST1 deficiency., Glycobiology, vol.
28 no. 2, 80-89,2018

T. Yoshinaga, K. Nakamura, M. Ishikawa, T.
Yamaguchi, K. Takano, K. Wakui, T. Kosho, K.
Yoshida, Y. Fukushima, and Y. Sekijima, ,A
novel frameshift mutation of SYNE1l in a
Japanese family with autosomal recessive
cerebellar ataxia type 8., Hum Genome Var, vol.
4,17052,2017

M. Uehara, Y. Nakamura, J. Takahashi, M.
Kamimura, S. Ikegami, T. Suzuki, S. Uchiyama,
T. Yamaguchi, T. Kosho, and H. Kato, ,Efficacy
of Denosumab for Osteoporosis in Three
Female Patients with Osteogenesis Imperfecta.,
Tohoku J Exp Med, vol. 242 no. 2,
115-120,2017

K. Takano, K. Goto, M. Motobayashi, K.
Wakui, R. Kawamura, T. Yamaguchi, Y.
Fukushima, and T.  Kosho, , Early
manifestations of epileptic encephalopathy.
brain atrophy. and elevation of serum neuron
specific enolase in a boy with beta-propeller
protein-associated neurodegeneration., Eur J
Med Genet, vol. 60 no. 10, 521-526,2017

H. Oba, J. Takahashi, K. Takano, Y. Inaba, M.
Motobayashi, G. Nishimura, S. Kuraishi, M.
Shimizu, S. Ikegami, T. Futatsugi, M. Uehara, T.

12

75)

76)

77)

78)

79)

80)

81)

82)

Kosho, H. Kato, and K. Uno, ,Rigid
Occipitocervical Instrumented Fusion for
Atlantoaxial Instability in an 18-Month-Old
Toddler With Brachytelephalangic
Chondrodysplasia Punctata: A Case Report.,
Spine (Phila Pa 1976), vol. 42 no. 23,
E1380-¢1385,2017

T. Natsume, K. Takano, M. Motobayashi, and T.
Kosho, ,Hepatomegaly in a boy with
ARID1B-related  Coffin-Siris  syndrome.,
Pediatr Int, vol. 60 no. 4, 378-380,2018

M. Morikawa, K. Takano, M. Motobayashi, N.
Shiba, T. Kosho, Y. Nakazawa, and Y.
Inaba, ,Clinical features of a female with
WDR45 mutation complicated by infantile
spasms: a case report and literature review.,
Brain Dev, vol. 39 no. 9, 804-807,2017

S. Mizumoto, T. Kosho, A. Hatamochi, T.
Honda, T. Yamaguchi, N. Okamoto.N. Miyake,
S. Yamada, and K. Sugahara, ,Defect in
dermatan sulfate in urine of patients with
Ehlers-Danlos  syndrome caused by a
CHST14/DAST1 deficiency., Clin Biochem, vol.
50 no. 12, 670-677,2017

H. Fukushima, K. Shimizu, A. Watahiki, S.
Hoshikawa, T. Kosho, D. Oba, S. Sakano, M.
Arakaki, A. Yamada, K. Nagashima, K. Okabe,
S. Fukumoto, E. Jimi, A. Bigas, K. .
Nakayama, K. Nakayama, Y.Aoki, W. Wei, and
H. Inuzuka, ,NOTCH2 Hajdu-Cheney
Mutations Escape SCF(FBW?7)-Dependent
Proteolysis to Promote Osteoporaosis., Mol Cell,
vol. 68 no. 4, 645-658,2017

Y. Fukuda, Y. Higuchi, K. Shinozaki, Y.
Tanigawa, T. Abe, N. Hanaoka, S.
Matsubayashi, T. Yamaguchi, T. Kosho, and K.
Nakamichi, ,Mobile Cecum in a Young Woman
with Ehlers-Danlos Syndrome Hypermobility
type: A Case Report and Review of the
Literature., Intern Med, vol. 56 no. 20,
2791-2796,2017

K. Yamoto, H. Saitsu, N. Nakagawa, H.
Nakajima, T. Hasegawa, Y. Fujisawa, M.
Kagami, M. Fukami, and T. Ogata, ,De novo
IGF2 mutation on the paternal allele in a patient
with Silver-Russell syndrome and ectrodactyly.,
Hum Mutat, vol. 38 no. 8, 953-958,2017

K. Yamoto, S. Okamoto, Y. Fujisawa, M.
Fukami, H. Saitsu, and T. Ogata, ,FGFR1
disruption identified by whole genome
sequencing in a male with a complex
chromosomal rearrangement and

hypogonadotropic hypogonadism., Am J Med
Genet A, vol. 176 no. 1, 139-143,2018

E. L. Wakeling, F. Brioude, O. Lokulo-Sodipe,
S. M. O'Connell, J. Salem, J. Bliek, A. P.



83)

84)

85)

86)

87)

88)

Canton, K. H. Chrzanowska, J. H. Davies, R. P.
Dias, B. Dubern, M. Elbracht, E. Giabicani, A.
Grimberg, K. Gronskov, A. C. Hokken-Koelega,
A. A. Jorge, M. Kagami, A. Linglart, M.
Maghnie, K. Mohnike, D. Monk, G. E. Moore,
P. G. Murray, T. Ogata, I. O. Petit, S. Russo, E.
Said, M. Toumba, Z. Tumer, G. Binder, T.
Eggermann, M. D. Harbison, 1. K. Temple, D. J.
Mackay, and 1. Netchine, ,Diagnosis and
management of Silver-Russell syndrome: first
international consensus statement., Nat Rev
Endocrinol, vol. 13 no. 2, 105-124,2017

K. Ushijima, M. Fukami, T. Ayabe, S. Narumi,
M. Okuno, A. Nakamura, T. Takahashi, K.
lhara, K. Ohkubo, E. Tachikawa, S. Nakayama,
J. Arai, N. Kikuchi, T. Kikuchi, T. Kawamura, T.
Urakami, K. Hata, K. Nakabayashi,
Y.Matsubara, S. Amemiya, T. Ogata, |. Yokota,
and S. Sugihara, ,Comprehensive screening for
monogenic diabetes in 89 Japanese children
with insulin-requiring antibody-negative type 1
diabetes., Pediatr Diabetes, vol. 19 no. 2,
243-250,2018

K. Takasawa, M. lgarashi, M. Ono, A.
Takemoto, S. Takada, A. Yamataka, T. Ogata.T.
Morio, M. Fukami, and K.
Kashimada, ,Phenotypic Variation in 46.XX
Disorders of Sex Development due to the
NR5AL1l p.R92W Variant: A Sibling Case
Report and Literature Review., Sex Deyv, vol. 11
no. 5-6, 284-288,2017

E. Suzuki, R. Bo, K. Sue, H. Awano, T. Ogata,
S. Narumi, M. Kagami, S. Sano, and M.
Fukami, ,A de novo 50-bp GNAS Intragenic
Duplication in a Patient with
Pseudohypoparathyroidism Type 1a., Cytogenet
Genome Res, vol. 153 no. 3, 125-130,2017

M. Shozu, H. Ishikawa, R. Horikawa, H.
Sakakibara, S. I. 1zumi, T. Ohba, Y. Hirota, T.
Ogata, Y. Osuga, and K. Kugu, ,Nomenclature
of primary amenorrhea: A proposal document
of the Japan Society of Obstetrics and
Gynecology committee for the redefinition of
primary amenorrhea., J Obstet Gynaecol Res,
vol. 43 no. 11, 1738-1742,2017

H. Shima, K. Koehler, Y. Nomura, K. Sugimoto,
A. Satoh, T. Ogata, M. Fukami, R. Juhlen, M.
Schuelke, K. Mohnike, A. Huebner, and S.
Narumi, ,Two patients with MIRAGE
syndrome lacking haematological features: role
of somatic second-site reversion SAMD9
mutations., J Med Genet, vol. 55 no. 2,
81-85,2018

S. Sano, A. Nakamura, K. Matsubara, K.
Nagasaki, M. Fukami, M. Kagami, and T.
Ogata, ,(Epi)genotype-Phenotype Analysis in
69 Japanese Patients With

13

89)

90)

91)

92)

93)

94)

95)

96)

Pseudohypoparathyroidism Type 1., J Endocr
Soc, vol. 2 no. 1, 9-23,2018

S. Sakata, S. Okada, K. Aoyama, K. Hara, C.
Tani, R. Kagawa, A. Utsunomiya-Nakamura, S.
Miyagawa, T. Ogata, H. Mizuno, and M.
Kobayashi, ,Individual Clinically Diagnosed
with CHARGE Syndrome but with a Mutation
in KMT2D. a Gene Associated with Kabuki
Syndrome: A Case Report., Front Genet, vol.
8,210,2017

H. Ono, H. Saitsu, R. Horikawa, S. Nakashima,
Y. Ohkubo, K. Yanagi, K. Nakabayashi, M.
Fukami, Y. Fujisawa, and T. Ogata, ,Partial
androgen insensitivity syndrome caused by a
deep intronic mutation creating an alternative
splice acceptor site of the AR gene., Sci Rep,
vol. 8 no. 1,2287,2018

H. Ono, C. Numakura, K. Homma, T.
Hasegawa, S. Tsutsumi, F. Kato, Y. Fujisawa,
M. Fukami, and T. Ogata, ,Longitudinal serum
and urine steroid metabolite profiling in a
46.XY infant with prenatally identified POR
deficiency., J Steroid Biochem Mol Biol, vol.
178, 177-184,2018

Y. Onda, S. Sugihara, T. Ogata, S. Yokoya, T.
Yokoyama, and N. Tajima, ,Incidence and
prevalence of childhood-onset Type 1 diabetes
in Japan: the T1D study., Diabet Med, vol. 34
no. 7, 909-915,2017

M. Okuno, T. Ayabe, I. Yokota, I. Musha, K.
Shiga, T. Kikuchi, N. Kikuchi, A. Ohtake, A.
Nakamura, K. Nakabayashi, K. Okamura, Y.
Momozawa, M. Kubo, J. Suzuki, T. Urakami, T.
Kawamura, S. Amemiya, T. Ogata, S. Sugihara,
and M. Fukami, ,Protein-altering variants of
PTPN2 in childhood-onset Type 1A diabetes.,
Diabet Med, vol. 35 no. 3, 376-380,2018

K. Ohtaka, Y. Fujisawa, F. Takada, Y.
Hasegawa, T. Miyoshi, T. Hasegawa, H.
Miyoshi, H. Kameda, M. Kurokawa-Seo, M.
Fukami, and T. Ogata, ,FGFR1 Analyses in
Four  Patients with  Hypogonadotropic
Hypogonadism with Split-Hand/Foot
Malformation: Implications for the Promoter
Region.,, Hum Mutat, vol. 38 no. 5
503-506,2017

S. Ohsako, T. Aiba, M. Miyado, M. Fukami, T.
Ogata, Y. Hayashi, K. Mizuno, and Y.
Kojima, ,Expression of Xenobiotic Biomarkers
CYP1 Family in Preputial Tissue of Patients
with Hypospadias and Phimosis and Its
Association with DNA Methylation Level of
SRD5A2 Minimal Promoter.,, Arch Environ
Contam Toxicol, vol. 74 no. 2, 240-247,2018

S. Nakamura, Y. Kobori, Y. Ueda, Y. Tanaka, H.
Ishikawa, A. Yoshida, M. Katsumi, K. Saito, A.



97)

98)

99)

Nakamura, T. Ogata, H. Okada, H. Nakai, M.
Miyado, and M. Fukami, ,STX2 is a causative
gene for nonobstructive azoospermia., Hum
Mutat, Mar 23, ,2018

S. Kawashima, A. Nakamura, T. Inoue, K.
Matsubara, R. Horikawa, K. Wakui, K. Takano,
Y. Fukushima, T. Tatematsu, S. Mizuno, J.
Tsubaki, S. Kure, Y. Matsubara, T. Ogata, M.
Fukami, and M. Kagami, ‘“Maternal
Uniparental Disomy for Chromosome 20:
Physical and Endocrinological Characteristics
of Five Patients,” J Clin Endocrinol Metab, vol.
103, no. 6, pp. 2083-2088, Jun 1, 2018.

A. Montalbano, L. Juergensen, M. Fukami, C. T.

Thiel, N. H. Hauer, R. Roeth, B. Weiss, Y.
Naiki, T. Ogata, D. Hassel, and G. A.
Rappold, ,Functional missense and splicing
variants in the retinoic acid catabolizing
enzyme CYP26C1 in idiopathic short stature.,
Eur J Hum Genet, Apr 30, ,2018

Y. Miyoshi, T. Yorifuji, R. Horikawa, I.
Takahashi, K. Nagasaki, H. Ishiguro, I.
Fujiwara, J. Ito, M. Oba, H. Fujisaki, M. Kato,
C. Shimizu, T. Kato, K. Matsumoto, H. Sago, T.
Takimoto, H. Okada, N. Suzuki, S. Yokoya, T.
Ogata, and K. Ozono, ,Childbirth and fertility
preservation in childhood and adolescent
cancer patients: a second national survey of
Japanese pediatric endocrinologists., Clin
Pediatr Endocrinol, vol. 26 no. 2, 81-88,2017

100)N. Miyake, N. I. Wolf, F. K. Cayami, J.

Crawford, A. Bley, D. Bulas, A. Conant, S. J.
Bent, K. W. Gripp, A. Hahn, S. Humphray, S.
Kimura-Ohba, Z. Kingsbury, B. R. Lajoie, D.
Lal, D. Micha, A. Pizzino, R. J. Sinke, D. Sival,
I. Stolte-Dijkstra, A. Superti-Furga, N. Ulrick,
R. J. Taft, T. Ogata, K. Ozono, N. Matsumoto,
B. A. Neubauer, C. Simons, and A.
Vanderver, ,X-linked hypomyelination with
spondylometaphyseal  dysplasia  (H-SMD)
associated with mutations in AIFML,,
Neurogenetics, vol. 18 no. 4, 185-194,2017

101) M. Miyado, K. Yoshida, K. Miyado, M.

Katsumi, K. Saito.S. Nakamura, T. Ogata, and
M. Fukami, ,Knockout of Murine Mamldl
Impairs Testicular Growth and Daily Sperm
Production but Permits Normal Postnatal
Androgen Production and Fertility., Int J Mol
Sci, vol. 18 no. 6, ,2017

102) T. Kitaoka, T. Tajima, K. Nagasaki, T. Kikuchi,

K. Yamamoto, T. Michigami, S. Okada, I.
Fujiwara, M. Kokaji, H. Mochizuki, T. Oqgata,
K. Tatebayashi, A. Watanabe, S. Yatsuga, T.
Kubota, and K. Ozono, ,Safety and efficacy of
treatment with asfotase alfa in patients with
hypophosphatasia: Results from a Japanese
clinical trial., Clin Endocrinol (Oxf), vol. 87 no.

14

1,10-19,2017

103)M. Kagami, K. Nagasaki, R.Kosaki.R.
Horikawa, Y. Naiki, S.Saitoh, T. Tajima, T.
Yorifuji, C. Numakura, S. Mizuno, A.
Nakamura, K. Matsubara, M. Fukami, and T.
Ogata, ,Temple syndrome: comprehensive
molecular and clinical findings in 32 Japanese
patients., Genet Med, vol. 19 no. 12,
1356-1366,2017

104)T. Isojima, S. Sakazume, T. Hasegawa, T.
Ogata.T. Nakanishi, T. Nagai, and S.
Yokoya, ,Validation of auxological reference
values for Japanese children with Noonan
syndrome and comparison with growth in
children with Turner syndrome., Clin Pediatr
Endocrinol, vol. 26 no. 3, 153-164,2017

105) T. Inoue, A. Nakamura, T. Fuke, K. Yamazawa,
S. Sano, K. Matsubara, S. Mizuno, Y.
Matsukura, C. Harashima, T. Hasegawa, H.
Nakajima, K. Tsumura, Z. Kizaki, A. Oka, T.
Ogata, M. Fukami, and M. Kagami, ,Genetic
heterogeneity of patients with suspected
Silver-Russell syndrome: genome-wide copy
number analysis in 82 patients without
imprinting defects., Clin Epigenetics, vol.
9,52,2017

106) Y. Hosokawa, R. Kawakita, S. Yokoya, T.
Ogata, K. Ozono, O. Arisaka, Y. Hasegawa, S.
Kusuda, M. Masue, H. Nishibori, T. Sairenchi,
and T. Yorifuji, ,Efficacy and safety of
octreotide for the treatment of congenital
hyperinsulinism: a prospective. open-label
clinical trial and an observational study in
Japan using a nationwide registry., Endocr J,
vol. 64 no. 9, 867-880,2017

107) T. Hiraide, M. Nakashima, K. Yamoto, T.
Fukuda, M. Kato, H. Ikeda, Y. Sugie, K. Aoto,
T. Kaname, K. Nakabayashi, T. Ogata, N.
Matsumoto, and H. Saitsu, ,De novo variants in
SETD1B are associated with intellectual
disability. epilepsy and autism., Hum Genet,
vol. 137 no. 1, 95-104,2018

108) M. G. Haug, A. Brendehaug, G. Houge, M.
Kagami, and T. Ogata, ,Mosaic upd(14)pat in a
patient with mild features of Kagami-Ogata
syndrome., Clin Case Rep, vol. 6 no. 1,
91-95,2018

109) M. Fukami, E. Suzuki, Y. lzumi, T. Torii, S.
Narumi, M. lgarashi, M. Miyado, M. Katsumi,
Y. Fujisawa, K. Nakabayashi, K. Hata, A.
Umezawa, Y.Matsubara, J. Yamauchi, and T.
Ogata, ,Paradoxical gain-of-function mutant of
the G-protein-coupled receptor PROKR2
promotes early puberty., J Cell Mol Med, vol.
21 no. 10, 2623-2626,2017

110) M. Fukami, E. Suzuki, M. Igarashi, M. Miyado,




115) 7K &y

and T. Ogata, ,Gain-of-function mutations in
G-protein-coupled receptor genes associated
with  human endocrine disorders., Clin
Endocrinol (Oxf), vol. 88 no. 3, 351-359,2018

111) M. Fukami, H. Shima, E. Suzuki, T. Ogata, K.

Matsubara, and T. Kamimaki, ,Catastrophic
cellular  events leading to  complex
chromosomal rearrangements in the germline.,
Clin Genet, vol. 91 no. 5, 653-660,2017

112) T. Okazaki, Y. Saito, R. Hiraiwa, S.Saitoh, M.

Kai, K. Adachi, Y. Nishimura, E. Nanba, and Y.
Maegaki, ,Pharmacoresistant epileptic eyelid
twitching in a child with a mutation in
SYNGAPL., Epileptic Disord, vol. 19 no. 3,
339-344,2017

113)Y. Nakamura, Y. Togawa, Y. Okuno, H.

Muramatsu, K. Nakabayashi, Y. Kuroki, D.
leda, 1. Hori, Y. Negishi, T. Togawa, A. Hattori,
S. Kojima, and S.Saitoh, ,Biallelic mutations in
SZT2 cause a discernible clinical entity with
epilepsy. developmental delay. macrocephaly
and a dysmorphic corpus callosum., Brain Deyv,
vol. 40 no. 2, 134-139,2018

114)1. Hori, R. Kawamura, K. Nakabayashi, H.

Watanabe, K. Higashimoto, J. Tomikawa, D.
leda, K. Ohashi, Y. Negishi, A. Hattori, Y.
Sugio, K. Wakui, K. Hata, H. Soejima,
K.Kurosawa, and S.Saitoh, ,CTCF deletion
syndrome: clinical features and epigenetic
delineation., J Med Genet, vol. 54 no. 12,
836-842,2017

HAl, (A X2 BNRa LT
—var VY] R EZT B A
AU R EEREHN A YRR - BB
., NI RERR &g, vol. 57 no. T,
54-55,2017

116) M. Teraishi, M. Takaishi, K. Nakajima, M.

lkeda, Y. Higashi, S. Shimoda, Y. Asada, A.
Hijikata, O. Ohara, Y. Hiraki, S. Mizuno, T.
Fukada, T. Furukawa, N. Wakamatsu, and S.
Sano, ,Critical involvement of ZEB2 in
collagen  fibrillogenesis:  the  molecular
similarity between Mowat-Wilson syndrome
and Ehlers-Danlos syndrome., Sci Rep, vol.
7,46565,2017

117)J. Tanigawa, H. Mimatsu, S. Mizuno, N.
Okamoto, D. Fukushi, K. Tominaga, H.
Kidokoro, Y. Muramatsu, E. Nishi, S.
Nakamura, D. Motooka, N. Nomura, K.

Hayasaka, T. Niihori, Y.Aoki, S. Nabatame, M.
Hayakawa, J. Natsume, K. Ozono, T. Kinoshita,
N. Wakamatsu, and Y.
Murakami, ,Phenotype-genotype correlations of
PIGO deficiency with variable phenotypes
from infantile lethality to mild learning
difficulties., Hum Mutat, vol. 38 no. 7,

15

805-815,2017

118) T. Takenouchi, T. Uehara, K. Kosaki, and S.
Mizuno, ,Growth pattern of Rahman syndrome.,
Am J Med Genet A, vol. 176 no. 3,
712-714,2018

119) T. Takenouchi, M. Inaba, T. Uehara, T.
Takahashi, K. Kosaki, and S. Mizuno, ,Biallelic
mutations in NALCN: Expanding the genotypic
and phenotypic spectra of IHPRF1., Am J Med
Genet A, vol. 176 no. 2, 431-437,2018

120) Y. Suzuki, Y. Enokido, K. Yamada, M. Inaba, K.
Kuwata, N. Hanada, T. Morishita, S. Mizuno,
and N. Wakamatsu, ,The effect of rapamycin.
NVP-BEZ235. aspirin. and metformin on
PIBK/AKT/mTOR  signaling pathway of
PIK3CA-related overgrowth spectrum (PROS).,
Oncotarget, vol. 8 no. 28, 45470-45483,2017

121)H. Shimbo, T. Yokoi, N. Aida, S. Mizuno, H.
Suzumura, J. Nagai, K. Ida, Y. Enomoto, C.
Hatano, and K.Kurosawa, ,Haploinsufficiency
of BCL11A associated with cerebellar
abnormalities in 2p15p16.1 deletion syndrome.,
Mol Genet Genomic Med, vol. 5 no. 4,
429-437,2017

122) N. Kurahashi, N. Miyake, S. Mizuno, E.
Koshimizu, H. Kurahashi, K. Yamada, J.
Natsume, Y.Aoki, M. Nakamura, H. Taniai, Y.
Maki, C. Abe-Hatano, N. Matsumoto, and K.
Maruyama, ,Characteristics of epilepsy in
patients with Kabuki syndrome with KMT2D
mutations., Brain Dev, vol. 39 no. 8,
672-677,2017

123)T. Kato, Y. Ouchi, H. Inagaki, Y. Makita, S.
Mizuno, M. Kajita, T. Ikeda, K. Takeuchi, and
H. Kurahashi, ,Genomic Characterization of

Chromosomal Insertions: Insights into the
Mechanisms  Underlying  Chromothripsis.,
Cytogenet Genome Res, vol. 153 no. 1,
1-9,2017

124)S. Hayashi, D. T. Uehara, K. Tanimoto, S.
Mizuno, Y. Chinen, S. Fukumura, J. .
Takanashi, H. Osaka, N. Okamoto, and J.
Inazawa, ,Comprehensive investigation of
CASK mutations and other genetic etiologies in
41 patients with intellectual disability and
microcephaly with pontine and cerebellar
hypoplasia (MICPCH)., PLoS One, vol. 12 no.
8,e0181791,2017

125) fiEH AT A fifZ h,CSPP1 2|2 X
% Joubert syndrome  AFRES 151 H, Jid & 3
3%, vol. 49 no. 6, 427-428,2017

126) B )1l & AT A A B R R E
EPF LT R OE R O RRIR G, B AR
BlZ2aMEEE vol. 121 no. 8, 1333-1337,2017




127) &)1l &1 feks A WA 2 il Down JiE
Rt A H oI & FOFBEIT K DM
KDOEY FA A, HA/NEE R SHEEE, vol.
121 no. 11, 1872-1878,2017

128) T. Yamamoto, K. Shimojima, Y. Ondo, S.
Shimakawa, and N. Okamoto, ,MED13L
haploinsufficiency syndrome: A de novo
frameshift and recurrent intragenic deletions
due to parental mosaicism., Am J Med Genet A,
vol. 173 no. 5, 1264-1269,2017

129) E. Sollis, P. Deriziotis, H. Saitsu, N. Miyake, N.
Matsumoto, M. J. V. Hoffer, C. A. L.
Ruivenkamp, M. Alders, N. Okamoto, E. K.
Bijlsma, A. S. Plomp, and S. E.
Fisher, ,Equivalent missense variant in the
FOXP2 and FOXPL1 transcription factors causes
distinct neurodevelopmental disorders., Hum
Mutat, vol. 38 no. 11, 1542-1554,2017

130) K. Shimojima, Y. Ondo, N. Okamoto, and T.
Yamamoto, ,A 15914 microdeletion involving
MEIS2 identified in a patient with autism
spectrum disorder., Hum Genome Var, vol.
4,17029,2017

131) K. Shimojima, N. Okamoto, H. Goel, Y. Ondo,
and T. Yamamoto, ,Familial 9g33g34
microduplication in siblings with
developmental disorders and macrocephaly.,
Eur J Med Genet, vol. 60 no. 12, 650-654,2017

132)N. D. Shaw, H. Brand, Z. A. Kupchinsky, H.
Bengani, L. Plummer, T. 1. Jones, S. Erdin, K.
A. Williamson, J. Rainger, A. Stortchevoi, K.
Samocha, B. B. Currall, D. S. Dunican, R. L.
Collins, J. R. Willer, A. Lek, M. Lek, M.
Nassan, S. Pereira, T. Kammin, D. Lucente, A.
Silva, C. M. Seabra, C. Chiang, Y. An, M.
Ansari, J. K. Rainger, S. Joss, J. C. Smith, M. F.
Lippincott, S. S. Singh, N. Patel, J. W. Jing, J.
R. Law, N. Ferraro, A. Verloes, A. Rauch, K.
Steindl, M. Zweier, |. Scheer, D. Sato, N.
Okamoto, C. Jacobsen, J. Tryggestad, S.
Chernausek, L. A. Schimmenti, B. Brasseur, C.
Cesaretti, J. E. Garcia-Ortiz, T. P. Buitrago, O.
P. Silva, J. D. Hoffman, W. Muhlbauer, K. W.
Ruprecht, B. L. Loeys, M. Shino, A. M. Kaindl,
C. H. Cho, C. C. Morton, R. R. Meehan, V. van
Heyningen, E. C. Liao, R. Balasubramanian, J.
E. Hall, S. B. Seminara, D. Macarthur, S. A.
Moore, K. I. Yoshiura, J. F. Gusella, J. A.
Marsh, J. M. Graham, Jr., A. E. Lin, N.
Katsanis, P. L. Jones, W. F. Crowley, Jr., E. E.
Davis, D. R. FitzPatrick, and M. E.
Talkowski, ,SMCHD1 mutations associated
with a rare muscular dystrophy can also cause
isolated arhinia and Bosma arhinia
microphthalmia syndrome., Nat Genet, vol. 49
no. 2, 238-248,2017

16

133) N. Okamoto, M. Watanabe, T. Naruto, K.
Matsuda, T. Kohmoto, M. Saito, K. Masuda,
and I. Imoto, ,Genome-first approach diagnosed
Cabezas syndrome via novel CUL4B mutation
detection, Hum  Genome  Var, vol.
4,16045,2017

134) N. Okamoto, Y. Tsuchiya, F. Miya, T. Tsunoda,
K. Yamashita, K. A. Boroevich, M. Kato,
S.Saitoh, M. Yamasaki, Y. Kanemura, K.
Kosaki, and D. Kitagawa, ,A novel genetic
syndrome with STARD9 mutation and
abnormal spindle morphology.,, Am J Med
Genet A, vol. 173 no. 10, 2690-2696,2017

135)N. Okamoto, Y. Tsuchiya, |. Kuki, T.
Yamamoto, H. Saitsu, D. Kitagawa, and N.
Matsumoto, ,Disturbed chromosome
segregation and multipolar spindle formation in
a patient with CHAMP1 mutation., Mol Genet
Genomic Med, vol. 5 no. 5, 585-591,2017

136) N. Okamoto, H. Nakao, T. Niihori, and
Y.Aoki, ,Patient with a novel purine-rich
element binding protein A mutation., Congenit
Anom (Kyoto), vol. 57 no. 6, 201-204,2017

137)N. Okamoto, F. Miya, T. Tsunoda, M. Kato,
S.Saitoh, M. Yamasaki, Y. Kanemura, and K.
Kosaki, ,Novel MCA/ID syndrome with
ASH1L mutation., Am J Med Genet A, vol. 173
no. 6, 1644-1648,2017

138) N. Okamoto, F. Miya, Y. Hatsukawa, Y. Suzuki,
K. Kawato, Y. Yamamoto, T. Tsunoda, M. Kato,
S.Saitoh, M. Yamasaki, Y. Kanemura, and K.
Kosaki, ,Siblings with optic neuropathy and
RTN4IP1 mutation., J Hum Genet, vol. 62 no.
10, 927-929,2017

139) N. Okamoto, E. Ehara, Y. Tsurusaki, N. Miyake,
and N. Matsumoto, ,Coffin-Siris syndrome and
cardiac anomaly with a novel SOX11 mutation.,
Congenit Anom (Kyoto), vol. 58 no. 3,
105-107,2018

140) Y. Negishi, F. Miya, A. Hattori, Y. Johmura, M.
Nakagawa, N. Ando, |. Hori, T. Togawa, K.
Aoyama, K. Ohashi, S. Fukumura, S. Mizuno,
A. Umemura, Y. Kishimoto, N. Okamoto, M.
Kato, T. Tsunoda, M. Yamasaki, Y. Kanemura,
K. Kosaki, M. Nakanishi, and S.Saitoh, ,A
combination of genetic and biochemical
analyses for the diagnosis of PI3K-AKT-mTOR
pathway-associated megalencephaly., BMC
Med Genet, vol. 18 no. 1,4,2017

141)S. Miyatake, N. Okamoto, Z. Stark, M.
Nabetani, Y. Tsurusaki, M. Nakashima, N.
Miyake, T. Mizuguchi, A. Ohtake, H. Saitsu,
and N. Matsumoto, ,ANKRD11 variants cause
variable clinical features associated with KBG
syndrome and Coffin-Siris-like syndrome., J
Hum Genet, vol. 62 no. 8, 741-746,2017




142) M. Matsuo, A. Yamauchi, Y. Ito, M. Sakauchi,
T. Yamamoto, N. Okamoto, Y. Tsurusaki, N.
Miyake, N. Matsumoto, and K.
Saito, ,Mandibulofacial  dysostosis  with
microcephaly: A case presenting with seizures.,
Brain Dev, vol. 39 no. 2, 177-181,2017

143) M. Koizumi, S. Ida, Y. Shoji, Y. Etani, Y.
Hatsukawa, and N. Okamoto, ,Endocrine status
of patients with septo-optic dysplasia: fourteen
Japanese cases., Clin Pediatr Endocrinol, vol.
26 no. 2, 89-98,2017

144) T. Kohmoto, N. Okamoto, T. Naruto, C. Murata,
Y. Ouchi, N. Fujita, H. Inagaki, S. Satomura, N.
Okamoto, M. Saito, K. Masuda, H. Kurahashi,
and I. Imoto, ,A case with concurrent
duplication.  triplication. and uniparental
isodisomy at  1g42.12-qter  supporting
microhomology-mediated break-induced
replication model for replicative
rearrangements., Mol  Cytogenet,  vol.
10,15,2017

145) T. Kimizu, Y. Takahashi, T. Oboshi, A. Horino,
T. Koike, S. Yoshitomi, T. Mori, T. Yamaguchi,
H. lkeda, N. Okamoto, M. Nakashima, H.
Saitsu, M. Kato, N. Matsumoto, and K. Imai, ,A
case of early onset epileptic encephalopathy
with de novo mutation in SLC35A2: Clinical
features and treatment for epilepsy., Brain Dev,
vol. 39 no. 3, 256-260,2017

146) K. Kato, F. Miya, I. Hori, D. leda, K. Ohashi, Y.
Negishi, A. Hattori, N. Okamoto, M. Kato, T.
Tsunoda, M. Yamasaki, Y. Kanemura, K.
Kosaki, and S.Saitoh, ,A novel missense
mutation in the HECT domain of NEDDA4L
identified in a girl with periventricular nodular
heterotopia. polymicrogyria and cleft palate., J
Hum Genet, vol. 62 no. 9, 861-863,2017

147)E. Imagawa, K. Higashimoto, Y. Sakai, C.
Numakura, N. Okamoto, S. Matsunaga, A. Ryo,
Y. Sato, M. Sanefuji, K. lhara, Y. Takada, G.
Nishimura, H. Saitsu, T. Mizuguchi, S.
Miyatake, M. Nakashima, N. Miyake, H.
Soejima, and N. Matsumoto, ,Mutations in
genes encoding polycomb repressive complex 2
subunits cause Weaver syndrome., Hum Mutat,
vol. 38 no. 6, 637-648,2017

148) I. Hori, T. Otomo, M. Nakashima, F. Miya, Y.
Negishi, H. Shiraishi, Y. Nonoda, S. Magara, J.
Tohyama, N. Okamoto, T. Kumagai, K.
Shimoda, Y. Yukitake, D. Kajikawa, T. Morio,
A. Hattori, M. Nakagawa, N. Ando, I. Nishino,
M. Kato, T. Tsunoda, H. Saitsu, Y. Kanemura,
M. Yamasaki, K. Kosaki, N. Matsumoto, T.
Yoshimori, and S.Saitoh, ,Defects in
autophagosome-lysosome fusion underlie Vici
syndrome, a neurodevelopmental disorder with
multisystem involvement., Sci Rep, vol. 7 no.

17

1,3552,2017

149) H. Hanafusa, N. Morisada, Y. Ishida, R. Sakata,

K. Morita, S. Miura, M. J. Ye, T. Yamamoto, N.
Okamoto, K. Nozu, and K. lijima, ,The
smallest de novo 20gl11.2 microdeletion
causing intellectual disability and dysmorphic
features., Hum Genome Var, vol. 4,17050,2017

150)C. T. Gordon, S. Xue, G. Yigit, H. Filali, K.

Chen, N. Rosin, K. I. Yoshiura, M. Oufadem, T.
J. Beck, R. McGowan, A. C. Magee, J.
Altmuller, C. Dion, H. Thiele, A. D. Gurzau, P.
Nurnberg, D. Meschede, W. Muhlbauer, N.
Okamoto, V. Varghese, R. Irving, S. Sigaudy, D.
Williams, S. F. Ahmed, C. Bonnard, M. K.
Kong, I. Rathi, N. Fejjal, M. Fikri, S. C.
Elalaoui, H. Reigstad, C. Bole-Feysot, P.
Nitschke, N. Ragge, N. Levy, G. Tunchilek, A.
S. Teo, M. L. Cunningham, A. Sefiani, H.
Kayserili, J. M. Murphy, C. Chatdokmaiprai, A.
M. Hillmer, D. Wattanasirichaigoon, S. Lyonnet,
F. Magdinier, A. Javed, M. E. Blewitt, J. Amiel,
B. Wollnik, and B. Reversade, ,De novo
mutations in SMCHD1 cause Bosma arhinia
microphthalmia syndrome and abrogate nasal
development., Nat Genet, vol. 49 no. 2,
249-255,2017

151) E. Royba, T. Miyamoto, S. Natsuko Akutsu, K.

Hosoba, H. Tauchi, Y. Kudo, S. Tashiro, T.
Yamamoto, and S. Matsuura, ,Evaluation of
ATM heterozygous mutations underlying
individual differences in radiosensitivity using
genome editing in human cultured cells., Sci
Rep, vol. 7 no. 1,5996,2017

152)H. Nagashima, K. Shiraishi, S. Ohkawa, Y.

Sakamoto, K. Komatsu, S. Matsuura, A.
Tachibana, and H. Tauchi, ,Induction of somatic
mutations by low-dose X-rays: the challenge in
recognizing radiation-induced events., J Radiat
Res, vol. 59 no. suppl_2, ii11-ii17,2018

153)T. Miyamoto, S. N. Akutsu, and S.

Matsuura, ,Updated summary of genome
editing technology in human cultured cells
linked to human genetics studies., J Hum Genet,
vol. 63 no. 2, 133-143,2018

154) S. Matsuura, ,The effects of radiation on the

human body., Peace Culture, vol. 78 no. 1,
9-12,2017

155) Y. Takamatsu, K. Higashimoto, T. Maeda, M.

Kawashima, M. Matsuo, T. Abe, T. Matsushima,
and H. Soejima, ,Differences in the Genotype
Frequency of the RNF213 Variant in Patients
with Familial Moyamoya Disease in Kyushu.
Japan., Neurol Med Chir (Tokyo), vol. 57 no.
11, 607-611,2017

156) N. Soma, K. Higashimoto, M. Imamura, A.

Saitoh, H. Soejima, and K. Nagasaki, ,Long



term survival of a patient with Perlman
syndrome due to novel compound heterozygous
missense mutations in RNB domain of DIS3L2.,
Am J Med Genet A, vol. 173 no. 4,
1077-1081,2017

157) K. Nishioka, X. F. Wang, H. Miyazaki, H.
Soejima, and S. Hirose, ,Mbfl ensures
Polycomb silencing by protecting E(z) mRNA
from degradation by Pacman., Development,
vol. 145 no. 5, ,2018

158) Y. Kawasaki, M. Makimoto, A. Samejima, N.
Yoneda, K. Higashimoto, H. Soejima, and T.
Yoshida, ,Hepatoblastoma in an extremely low
birth-weight infant with Beckwith-Wiedemann
syndrome., Pediatr Neonatol, Nov 21, ,2017

159) T. Akiyama, T. Katsumura, S. Nakagome, S. I.
Lee, K. Joh, H. Soejima, K. Fujimoto, R.
Kimura, H. Ishida, T. Hanihara, A. Yasukouchi,
Y. Satta, S. Higuchi, and H. Oota, ,An ancestral
haplotype of the human PERIOD2 gene
associates  with  reduced sensitivity to
light-induced melatonin suppression., PL0S
One, vol. 12 no. 6, e0178373,2017

160) A. Seki, T. Ishikawa, X. Daumy, H. Mishima, J.
Barc, R. Sasaki, K. Nishii, K. Saito, M. Urano,
S. Ohno, S. Otsuki, H. Kimoto, A. E. Baruteau,
A. Thollet, S. Fouchard, S. Bonnaud, P. Parent,
Y. Shibata, J. P. Perrin, H. Le Marec, N.
Hagiwara, S. Mercier, M. Horie, V. Probst, K. 1.
Yoshiura, R. Redon, J. J. Schott, and N.
Makita, , Progressive Atrial Conduction
Defects Associated With Bone Malformation
Caused by a Connexin-45 Mutation, J Am Coll
Cardiol, vol. 70 no. 3, 358-370,2017,

161) Y. Oshima, T. Yamamoto, T. Ishikawa, H.
Mishima, A. Matsusue, T. Umehara, T. Murase,
Y. Abe, S. I. Kubo, K. I. Yoshiura, N. Makita,
and K. Ikematsu, ,Postmortem genetic analysis
of sudden unexpected death in infancy:
neonatal genetic screening may enable the
prevention of sudden infant death., J Hum
Genet, vol. 62 no. 11, 989-995,2017

162) M. Motokawa, S. Watanabe, A. Nakatomi, T.
Kondoh, T. Matsumoto, K. Morifuji, H.
Sawada, T. Nishimura, H. Nunoi, K. I. Yoshiura,
H. Moriuchi, and S. Dateki, ,A hot-spot
mutation in CDC42 (p.Tyr64Cys) and novel
phenotypes in the third patient with
Takenouchi-Kosaki syndrome., J Hum Genet,
vol. 63 no. 3, 387-390,2018

163) Y. Morimoto, M. Shimada-Sugimoto, T. Otowa,
S. Yoshida, A. Kinoshita, H. Mishima, N.
Yamaguchi, T. Mori, A. Imamura, H. Ozawa, N.
Kurotaki, C. Ziegler, K. Domschke, J. Deckert,
T. Umekage, M. Tochigi, H. Kaiya, Y. Okazaki,
K. Tokunaga, T. Sasaki, K. I. Yoshiura, and S.

18

Ono, ,Whole-exome  sequencing and
gene-based rare variant association tests
suggest that PLA2G4E might be a risk gene for
panic disorder., Transl Psychiatry, vol. 8 no.
1,41,2018

164) Y. Morimoto, S. Ono, A. Imamura, Y. Okazaki,
A. Kinoshita, H. Mishima, H. Nakane, H.
Ozawa, K. I. Yoshiura, and N. Kurotaki, ,Deep
sequencing reveals variations in somatic cell
mosaic mutations between monozygotic twins
with discordant psychiatric disease., Hum
Genome Var, vol. 4,17032,2017

165) K. Miura, T. Kurabayashi, C. Satoh, K. Sasaki,
T. Ishiguro, K. 1. Yoshiura, and H.
Masuzaki, ,Fetiform teratoma was a
parthenogenetic tumor arising from a mature
ovum., J Hum Genet, vol. 62 no. 9,
803-808,2017

166) M. Kitajima, K. Miura, T. Inoue, Y. Murakami,
Y. Kitajima, N. Murakami, K. Taniguchi, K. I.
Yoshiura, and H. Masuzaki, ,Two consecutive
successful live birth in woman with 17alpha
hydroxylase deficiency by frozen-thaw embryo
transfer  under hormone replacement
endometrium preparation., Gynecol Endocrinol,
vol. 34 no. 5, 381-384,2018

167) A. lwanaga, Y. Okubo, M. Yozaki, Y. Koike, Y.
Kuwatsuka, S. Tomimura, Y. Yamamoto, H.
Tamura, S. Ikeda, K. Maemura, E. Tsuiki, T.
Kitaoka, Y. Endo, H. Mishima, K. I. Yoshiura, T.
Ogi, H. Tanizaki, M. Wataya-Kaneda, T. Hattori,
and A. Utani, ,Analysis of clinical symptoms
and ABCC6 mutations in 76 Japanese patients
with pseudoxanthoma elasticum., J Dermatol,
vol. 44 no. 6, 644-650,2017

168) T. Ishikawa, S. Ohno, T. Murakami, K. Yoshida,
H. Mishima, T. Fukuoka, H. Kimoto, R.
Sakamoto, T. Ohkusa, T. Aiba, A. Nogami, N.
Sumitomo, W. Shimizu, K. I. Yoshiura, H.
Horigome, M. Horie, and N. Makita, ,Sick
sinus syndrome with HCN4 mutations shows
early onset and frequent association with atrial
fibrillation and left ventricular noncompaction.,
Heart Rhythm, vol. 14 no. 5, 717-724,2017

169) M. Horai, S. Satoh, M. Matsuo, M. Iwanaga, K.
Horio, T. Jo, Y. Takasaki, Y. Kawaguchi, H.
Tsushima, S. Yoshida, M. Taguchi, H. Itonaga,
Y. Sawayama, J. Taguchi, Y. Imaizumi, T. Hata,
Y. Moriuchi, D. Haase, K. I. Yoshiura, and Y.
Miyazaki,  ,Chromosomal  analysis  of
myelodysplastic syndromes among atomic
bomb survivors in Nagasaki., Br J Haematol,
vol. 180 no. 3, 381-390,2018

170)S. Dateki, A. Nakatomi, S. Watanabe, H.
Shimizu, Y. Inoue, H. Baba, K. I. Yoshiura, and
H. Moriuchi, ,ldentification of a novel




heterozygous mutation of the Aggrecan gene in
a family with idiopathic short stature and
multiple intervertebral disc herniation., J Hum
Genet, vol. 62 no. 7, 717-721,2017

171) T. Asano, H. Furukawa, S. Sato, M. Yashiro, H.
Kobayashi, H. Watanabe, E. Suzuki, T. Ito, Y.
Ubara, D. Kobayashi, N. lwanaga, Y. lzumi, K.
Fujikawa, S. Yamasaki, T. Nakamura, T. Koga,
T. Shimizu, M. Umeda, F. Nonaka, M.
Yasunami, Y. Ueki, K. Eguchi, N. Tsuchiya, S.
Tohma, K. I. Yoshiura, H. Ohira, A. Kawakami,
and K. Migita, ,Effects of HLA-DRB1 alleles
on susceptibility and clinical manifestations in
Japanese patients with adult onset Still's
disease., Arthritis Res Ther, vol. 19 no.
1,199,2017

172) e V%, [HE% o R Wr o 7= D12/
BENRTEDLZ EEKF AT 7 ¥ —VIE-]
mOBREBOZEL - FiELOmEaWSH
BARRAT 7 #—VJEEE L T, /NEHEEHE
&, vol. 23 no. 2, 33-37,2018

173) 58 E ZERHEBEICB TS (b hOEs -
BET) BAOEK—E - PEHAFICE
WT Te hOBEE] Z2EDXIITEATS
., EM ORI,

174) P38 VEFHOEROREL OME SN,
F &% & AR, vol. No.95, 10-11,2017

175) Y. Takahashi, H. Sawai, J. Murotsuki, S. Satoh,
T. Yamada, H. Hayakawa, Y. Kouduma, M.
Sase, A. Watanabe, O. Miyazaki, and G.
Nishimura, ,Parental serum alkaline
phosphatase activity as an auxiliary tool for
prenatal diagnosis of hypophosphatasia., Prenat
Diagn, vol. 37 no. 5, 491-496,2017

176) T. Kaneko, M. Arai, A. Watanabe, and S.
Tsuruoka, ,Effectiveness of Measuring Genetic
Polymorphisms in Metabolizing Enzymes of
Tacrolimus within One Medical Facility., J
Nippon Med Sch, vol. 84 no. 6, 274-279,2017

177) Ve, DIBRLIR, HEBUA, JIFEE,
CR =1 REEE. MRE - 915
—. MR, =RERL SFHNF BLF
¥, AREWEAE, ZJRER, BN B
F.OWERE ., REER . i ER, PR
% BT BSCRE O IRFF 298 (2 B3 2 WF 58 IR B
i R F2 2L vol. 11(5),395,2018

178) T. S. Takenouchi, Y., H. Sato, H. Suzuki, T.
Uehara, Y. Ohsone, and K. Kosaki,
“Ablepharon and craniosynostosis in a patient
with a localized TWIST1 basic domain
substitution,” Am J Med Genet A, vol. 176, no.
12, pp. 2777-2780, Dec, 2018.

179) H. Suzuki, M. Kataoka, T. Hiraide, Y. Aimi, Y.

19

Yamada, Y. Katsumata, T. Chiba, K. Kanekura,
S. lIsobe, Y. Sato, T. Satoh, S. Gamou, K.
Fukuda, and K. Kosaki, “Genomic Comparison
With Supercentenarians Identifies RNF213 as a
Risk  Gene for  Pulmonary  Arterial
Hypertension,” Circ Genom Precis Med, vol.
11, no. 12, pp. e002317, Dec, 2018.

180) /N EEVRER, « [ A5 FFEHNTHFSE O BT ]
PR ) MR AT b RE 7 ) =
I —lr AL T =2 ) AER
DEIE [T T, EFDH DI, vol. 266,
no. 5, pp. 416-420, 2018.08, 2018.

181) /NRHERES, « [VNREHEA A FT 4 > Dk
iR & JF-TTA RTA > DO, &2
Dzl NEBSE RS (IO A KT A
SO A SR BEE BRI (B R
/NIRRT, /NERFE vol. 50, no. 5, pp.
852-855, 2018.05, 2018.

182) K. Tanase-Nakao, K. Mizuno, Y. Hayashi, Y.
Kojimao, M. Hara, K. Matsumoto, Y.
Matsubara, M. lgarashi, M. Miyado, and M.
Fukami, “Dihydrotestosterone induces minor
transcriptional alterations in genital skin
fibroblasts of children with and without
androgen insensitivity,” Endocrine Journal, vol.
66, no. 4, pp. 387-393, 2019.

183) K. Ohki, N. Kiyokawa, Y. Saito, S. Hirabayashi,
K. Nakabayashi, H. Ichikawa, Y. Momozawa,
K. Okamura, A. Yoshimi, H. Ogata-Kawata, H.
Sakamoto, M. Kato, K. Fukushima, D.
Hasegawa, H. Fukushima, M. Imai, R.
Kajiwara, T. Koike, |. Komori, A. Matsui, M.
Mori, K. Moriwaki, Y. Noguchi, M. J. Park, T.
Ueda, S. Yamamoto, K. Matsuda, T. Yoshida, K.
Matsumoto, K. Hata, M. Kubo, Y. Matsubara,
H. Takahashi, T. Fukushima, Y. Hayashi, K.
Koh, A. Manabe, A. Ohara, and G. Tokyo

Children's Cancer Study, “Clinical and
molecular ~ characteristics  of MEF2D
fusion-positive  B-cell ~ precursor  acute

lymphoblastic leukemia in childhood, including
a novel translocation resulting in
MEF2D-HNRNPH1 gene fusion,”
Haematologica, vol. 104, no. 1, pp. 128-137,
Jan, 2019.

184) Umeki, T. Niihori, T. Abe, S. I. Kanno, N.
Okamoto, S. Mizuno, K. Kurosawa, K.
Nagasaki, M. Yoshida, H. Ohashi, S. I. Inoue, Y.
Matsubara, |. Fujiwara, S. Kure, and Y. Aoki,
“Delineation of LZTR1 mutation-positive
patients  with  Noonan syndrome and
identification of LZTR1 binding to
RAF1-PPP1CB complexes,” Hum Genet, vol.
138, no. 1, pp. 21-35, Jan, 2019.

185) Y. Katoh-Fukui, S. Yatsuga, H. Shima, A.
Hattori, A. Nakamura, K. Okamura, K. Yanagi,




M. Iso, T. Kaname, Y. Matsubara, and M.
Fukami, “An unclassified variant of CHD7
activates a cryptic splice site in a patient with
CHARGE syndrome,” Hum Genome Var, vol.
5, pp. 18006, 2018.

186) S. Okano, A. Miyamoto, I. Fukuda, H. Tanaka,
K. Hata, T. Kaname, Y. Matsubara, and Y.
Makita, “Genitopatellar syndrome: the first
reported case in Japan,” Hum Genome Var, vol.
5, pp. 8, 2018.

187) M. Balasubramanian, A. V\erschueren, S.
Kleevens, I. Luyckx, M. Perik, S. Schirwani, G.
Mortier, H. Morisaki, I. Rodrigus, L. Van Laer,
A. \Verstraeten, and B. Loeys, ‘“Aortic
aneurysm/dissection and osteogenesis
imperfecta: Four new families and review of
the literature,” Bone, vol. 121, pp. 191-195, Apr,
2019.

188) v M. Renard, C. Francis, R. Ghosh, A. F. Scott,
P. D. Witmer, L. C. Ades, G. U. Andelfinger, P.
Arnaud, C. Boileau, B. L. Callewaert, D. Guo,
N. Hanna, M. E. Lindsay, H. Morisaki, T.
Morisaki, N. Pachter, L. Robert, L. Van Laer, H.
C. Dietz, B. L. Loeys, D. M. Milewicz, and J.
De Backer, “Clinical Validity of Genes for
Heritable Thoracic Aortic Aneurysm and
Dissection,” J Am Coll Cardiol, vol. 72, no. 6,
pp. 605-615, Aug 7, 2018.

189) R. Fujiki, M. lkeda, A. Yoshida, M. Akiko, Y.
Yao, M. Nishimura, K. Matsushita, T. Ichikawa,
T. Tanaka, H. Morisaki, T. Morisaki, and O.
Ohara, “Assessing the Accuracy of Variant
Detection in Cost-Effective Gene Panel Testing
by Next-Generation Sequencing,” J Mol Diagn,
vol. 20, no. 5, pp. 572-582, Sep, 2018.

190) K. Yokoo, G. Yamada, H. Chiba, A. Ishikawa,
H. Morisaki, H. Saijo, S. Kudoh, Y. Kitamura,
N. Hirokawa, M. Miyajima, A. Watanabe, and
H. Takahashi, “A new ENG mutation in a
Japanese family with hereditary hemorrhagic
telangiectasia and pulmonary arteriovenous
malformations,” Respir Med Case Rep, vol. 25,
pp. 73-77, 2018.

191) st 1, « DEARMEOILUE B O ~T]
ML Marfan JEGERE EFOH DA,
vol. 268, no. 9, pp. 782-788, 2019.03, 2019.

192)T. Yoshida, S. Katagiri, T. Yokoi, S. Nishina,
and N. Azuma, “Optical coherence tomography
and video recording of a case of bilateral
contractile peripapillary staphyloma,” Am J
Ophthalmol Case Rep, vol. 13, pp. 66-69, Mar,
2019.

193)K. Kurata, K. Hosono, T. Hayashi, K.
Mizobuchi, S. Katagiri, D. Miyamichi, S.
Nishina, M. Sato, N. Azuma, T. Nakano, and Y.

20

Hotta, “X-linked Retinitis Pigmentosa in Japan:
Clinical and Genetic Findings in Male Patients
and Female Carriers,” Int J Mol Sci, vol. 20, no.
6, Mar 26, 2019.

194) Wakayama, S. Nishina, A. Miki, T. Utsumi, J.
Sugasawa, T. Hayashi, M. Sato, A. Kimura, and
T. Fujikado, “Incidence of side effects of
topical atropine sulfate and cyclopentolate
hydrochloride for cycloplegia in Japanese
children: a multicenter study,” Jpn J
Ophthalmol, vol. 62, no. 5, pp. 531-536, Sep,
2018.

195)J. Hirayama, Y. Alifu, R. Hamabe, S.
Yamaguchi, J. Tomita, Y. Maruyama, Y. Asaoka,
K. I. Nakahama, T. Tamaru, K. Takamatsu, N.
Takamatsu, A. Hattori, S. Nishina, N. Azuma, A.
Kawahara, K. Kume, and H. Nishina, “The
clock components Period2, Cryptochromela,
and Cryptochrome2a function in establishing
light-dependent behavioral rhythms and/or total
activity levels in zebrafish,” Sci Rep, vol. 9, no.
1, pp. 196, Jan 17, 2019.

196) K. Hosono, S. Nishina, T. Yokoi, S. Katagiri, H.
Saitsu, K. Kurata, D. Miyamichi, A. Hikoya, K.
Mizobuchi, T. Nakano, S. Minoshima, M.
Fukami, H. Kondo, M. Sato, T. Hayashi, N.
Azuma, and Y. Hotta, “Molecular Diagnosis of
34 Japanese Families with Leber Congenital
Amaurosis Using Targeted Next Generation
Sequencing,” Sci Rep, vol. 8, no. 1, pp. 8279,
May 29, 2018.

197) HH AR, and SRS < [FFF &R D
Zx7-HEFF common disease)] AL 6 Zx7-2
WrodE s IRALEE  NAHE IREL, vol.
60, no. 10, pp. 1157-1162, 2018.09, 2018.

198) LR s, “KFHFRD ey 7 A AR
DOF LV A7 J—= 7 i CIERE

IRAEIREOFEN,” A ARERZHERS, vol.
147, no. 8, pp. 1628-1629, 2018.11, 2018.

199) N. Suzuki, H. Mutai, F. Miya, T. Tsunoda, H.
Terashima, N. Morimoto, and T. Matsunaga, “A
case report of reversible generalized seizures in
a patient with Waardenburg syndrome
associated with a novel nonsense mutation in
the penultimate exon of SOX10,” BMC Pediatr,
vol. 18, no. 1, pp. 171, May 23, 2018.

200) K. Kitao, H. Mutai, K. Namba, N. Morimoto, A.
Nakano, Y. Arimoto, T. Sugiuchi, S. Masuda, Y.
Okamoto, N. Morita, H. Sakamoto, T. Shintani,
S. Fukuda, K. Kaga, and T. Matsunaga,
“Deterioration in Distortion Product
Otoacoustic Emissions in Auditory Neuropathy
Patients With Distinct Clinical and Genetic
Backgrounds,” Ear Hear, vol. 40, no. 1, pp.
184-191, Jan/Feb, 2019.



201) M. T. DiStefano, S. E. Hemphill, A. M. Oza, R.
K. Siegert, A. R. Grant, M. Y. Hughes, B. J.

Cushman, H. Azaiez, K. T. Booth, A. Chapin, H.

Duzkale, T. Matsunaga, J. Shen, W. Zhang, M.
Kenna, L. A. Schimmenti, M. Tekin, H. L.
Rehm, A. N. A. Tayoun, S. S. Amr, and G.
ClinGen Hearing Loss Clinical Domain
Working, “ClinGen expert clinical validity

curation of 164 hearing loss gene-disease pairs,”

Genet Med, Mar 21, 2019.

202) N. Hatabu, N. Katori, T. Sato, N. Maeda, E.
Suzuki, O. Komiyama, H. Tsutsui, T. Nagao, H.
Nakauchi-Takahashi, T. Matsunaga, T. Ishii, T.
Hasegawa, and K. Yamazawa, “A Familial Case
of a Whole Germline CDC73 Deletion
Discordant for Primary Hyperparathyroidism,”
Horm Res Paediatr, pp. 1-8, Feb 8, 2019.

203) M. Oza, M. T. DiStefano, S. E. Hemphill, B. J.

Cushman, A. R. Grant, R. K. Siegert, J. Shen, A.

Chapin, N. J. Boczek, L. A. Schimmenti, J. B.
Murry, L. Hasadsri, K. Nara, M. Kenna, K. T.
Booth, H. Azaiez, A. Griffith, K. B. Avraham,
H. Kremer, H. L. Rehm, S. S. Amr, A. N. Abou
Tayoun, and G. ClinGen Hearing Loss Clinical
Domain Working, “New of the ACMG/AMP
variant interpretation guidelines for genetic
hearing loss,” Hum Mutat, vol. 39, no. 11, pp.
1593-1613, Nov, 2018.

204) M. Hosoya, S. B. Minami, C. Enomoto, T.
Matsunaga, and K. Kaga, “Elongated EABR
wave latencies observed in patients with

auditory neuropathy caused by OTOF mutation,”

Laryngoscope Investig Otolaryngol, vol. 3, no.
5, pp. 388-393, Oct, 2018.

205) Ak M, INFRA F, Ba M, REHL,

%ﬂ HIRR, IIAME -, BERIEA, and /)N IR,

i R 8 R O B AR M EEE R R O e SL

Otology Japan, vol. 28, no. 2, pp. 65-69,
2018.05, 2018.

206) Wi FH==75 7, Tl ST, and FAZKGEERE, </NE
D £V ORIZER(H AGER DHI-PC) DA I
DFRF” Otology Japan, vol. 28, no. 5, pp.
708-714, 2018.12, 2018.

207) M. Hosoya, T. Saeki, C. Saegusa, T. Matsunaga,

H. Okano, M. Fujioka, and K. Ogawa,
“Estimating the concentration of therapeutic
range using disease-specific iPS cells:
Low-dose rapamycin therapy for Pendred

syndrome,” Regen Ther, vol. 10, pp. 54-63, Jun,

2019.

208) H. Mutai, F. Miya, H. Shibata, Y. Yasutomi, T.
Tsunoda, and T. Matsunaga, “Gene expression
dataset for whole cochlea of Macaca
fascicularis,” Sci Rep, vol. 8, no. 1, pp. 15554,
Oct 22, 2018.

21

209) H. Suzuki, K. Kurosawa, K. Fukuda, K. ljima,
R. Sumazaki, S. Saito, R. Kosaki, A. Hirasawa,
Y. Okazaki, K. Imai, T. Matsunaga, T. Iwata,
and K. Kosaki, “Japanese pathogenic variant
database: DPV,” Translational Science of Rare

Diseases, vol. 3, no. 3-4, pp. 133-137, 2018.

210) fAskaEmE, « [HRFREE O R A & SRR
() PR ﬁEaLE'@/f/A LD LB
h],” ZAHAEAE, vol. 82, no. 6, pp. 468-473,
2018.06, 2018.

211) IaAGERE, « [Fn- Th & -V EEF R
L IBRSKE ABCl BRI OHED 7,
H SEmzEL - BESERSMVEE, vol. 90, no. 8, pp.
598-604, 2018.07, 2018.

212) ’AKGEHRE, « [ LRGBS FIER) D]
zﬁ/M“,% #HIROBIH T B T R
& > FBL %, vol. 60, no. 10, pp. 677-681,
2018.10, 2018.

213)R. Kosaki, H. Ono, H. Terashima, and K.
Kosaki, “Timothy syndrome-like condition
with syndactyly but without prolongation of the
QT interval,” Am J Med Genet A, vol. 176, no.
7, pp. 1657-1661, Jul, 2018.

214)T. Uehara, T. Takenouchi, R. Kosaki, K.
Kurosawa, S. Mizuno, and K. Kosaki,
“Redefining the phenotypic spectrum of de
novo heterozygous CDK13 variants: Three
patients without cardiac defects,” Eur J Med

Genet, vol. 61, no. 5, pp. 243-247, May, 2018.

215) C. Kusano, N. Hori, K. lzawa, R. Kosaki, G
Nishimura, and T. Hasegawa,
“Trismus-pseudocamptodactyly syndrome with
bilateral hypoplastic mandibular condyles and
shallow mandibular fossa: A case report,” Oral
Science International, vol. 15, no. 2, pp. 90-92,
Jul, 2018.

216) HESE ST, FIKS, EHEZERET, IR, 85
AR, MG, SFURH, AR EREd, g
B and JNRRSLLS, frA W HIRIE O HEE
PECAMNAMERIE 2 & 72 L 72 SCN2A 25

BB T A AMFTE, vol. 36, no. 2, pp.
501, 2018.09, 2018.

217) B, AIARESR, s HEEE, DiRE
#E, FrEEH E, SR, and Fi A,
“Prader-Willi JEWERE & ORISR EE TH -
7= Temple JEERED AN, /NERHER
vol. 71, no. 6, pp. 1121-1126, 2018.06, 2018.

218) FJIKS, <FUSH, /bR EEE and A PR HTEH,
CREE & REEN A R LPTEN B AR %
AT 261, ik & FEEE, vol. 50, no. 5, pp. 372,
2018.09, 2018.

219) Tamura, S. Uemura, K. Matsubara, E. Kozuki,




T. Tanaka, N. Nino, T. Yokoi, A. Saito, T. Ishida,

D. Hasegawa, |. Umeki, T. Niihori, Y.
Nakazawa, K. Koike, Y. Aoki, and Y. Kosaka,
“Co-occurrence of hypertrophic

cardiomyopathy and juvenile myelomonocytic
leukemia in a neonate with Noonan syndrome,
leading to premature death,” Clin Case Rep, vol.
6, no. 7, pp. 1202-1207, Jul, 2018.

220) S. Takahara, S. I. Inoue, S. Miyagawa-Tomita,
K. Matsuura, Y. Nakashima, T. Niihori, Y.
Matsubara, Y. Saiki, and Y. Aoki, ‘“New
Noonan syndrome model mice with RIT1
mutation exhibit cardiac hypertrophy and
susceptibility to beta-adrenergic
stimulation-induced cardiac fibrosis,”
EBioMedicine, vol. 42, pp. 43-53, Apr, 2019.

221)S. Suzuki-Muromoto, T. Miyabayashi, K.
Nagai, S. Yamamura-Suzuki, M. Anzai, Y.
Takezawa, R. Sato, Y. Okubo, W. Endo, T. Inui,
N. Togashi, A. Kikuchi, T. Niihori, Y. Aoki, S.
Kure, and K. Haginoya, “Leucine-485 deletion
variant of BRAF may exhibit the severe end of
the clinical spectrum of CFC syndrome,” J
Hum Genet, vol. 64, no. 5, pp. 499-504, May;,
2019.

222) N. Ahiko, Y. Baba, M. Tsuji, R. Horikawa, and
K. Moriyama, “Investigation of maxillofacial
morphology and oral characteristics with
Turner syndrome and early mixed dentition,”
Congenit Anom (Kyoto), vol. 59, no. 1, pp.
11-17, Jan, 2019.

223)K. Yamaji, J. Morita, T. Watanabe, K.
Gunjigake, M. Nakatomi, M. Shiga, K. Ono, K.
Moriyama, and T. Kawamoto,
“Maldevelopment of the submandibular gland
in a mouse model of apert syndrome,” Dev Dyn,
vol. 247, no. 11, pp. 1175-1185, Nov, 2018.

224) N. Higashihori, J. I. Takada, M. Katayanagi, Y.
Takahashi, and K. Moriyama, “Frequency of
missing teeth and reduction of mesiodistal tooth
width in Japanese patients with tooth agenesis,”
Prog Orthod, vol. 19, no. 1, pp. 30, Aug 20,
2018.

225) Y. Takahashi, N. Higashihori, Y. Yasuda, J. I.
Takada, and K. Morivama, “Examination of
craniofacial morphology in Japanese patients
with  congenitally — missing  teeth: a
cross-sectional study,” Prog Orthod, vol. 19, no.
1, pp. 38, Oct 1, 2018.

226) AR I =], “SHEHMESE R BTt 2 RS
BT 7 e —F  BHEES R IEAIED
BEIR « BFZe A e, W - DU EEE E RN
2 MESE, vol. 30, no. 1, pp. 1-6, 2018.08, 2018.

227) T. Yokoi, T. Saito, J. I. Nagai, and K. Kurosawa,
“17921.32-g22 Deletion in a girl with

22

osteogenesis imperfecta, tricho-dento-osseous
syndrome, and intellectual disability,” Congenit
Anom (Kyoto), vol. 59, no. 2, pp. 51-52, Mar,
20109.

228) S. Hayashi, T. Yokoi, C. Hatano, Y. Enomoto, Y.
Tsurusaki, T. Naruto, M. Kobayashi, H. Ida and
K. Kurosawa. Biallelic mutations of EGFR in a
compound heterozygous state cause ectodermal
dysplasia with severe skin defects and
gastrointestinal dysfunction.
Journal.;5(Issue):11.2018

229) T. Yokoi, Y. Enomoto, Y. Tsurusaki, T. Naruto,
and K. Kurosawa, “Nonsyndromic intellectual
disability with novel heterozygous SCN2A
mutation and epilepsy,” Hum Genome Var, vol.
5, pp. 20, 2018.

230) BBAEF], Yo U - LU Y SRR BT
3 LAk, vol. 67, no. 11, 1371-1374, 2018

231) L. Guo, D. R. Bertola, A. Takanohashi, A. Saito,
Y. Segawa, T. Yokota, S. Ishibashi, Y. Nishida,
G. L. Yamamoto, J. Franco, R. S. Honjo, C. A.
Kim, C. M. Musso, M. Timmons, A. Pizzino, R.
J. Taft, B. Lajoie, M. A. Knight, K. H.
Fischbeck, A. B. Singleton, C. R. Ferreira, Z.
Wang, L. Yan, J. Y. Garbern, P. O.
Simsek-Kiper, H. Ohashi, P. G. Robey, A.
Boyde, N. Matsumoto, N. Miyake, J. Spranger,
R. Schiffmann, A. Vanderver, G. Nishimura, M.
Passos-Bueno, C. Simons, K. Ishikawa, and S.
Ikegawa, “Bi-allelic CSF1IR Mutations Cause
Skeletal Dysplasia of Dysosteosclerosis-Pyle
Disease  Spectrum  and Degenerative
Encephalopathy with Brain Malformation,” Am
J Hum Genet, vol. 104, no. 5, pp. 925-935, May
2, 2019.

232) T. Motojima, K. Fujii, H. Ohashi, and H.
Arakawa, “Catathrenia in  Pitt-Hopkins
syndrome associated with 18q interstitial
deletion,” Pediatr Int, vol. 60, no. 5, pp.
479-481, May, 2018.

233)R. Matsuura, S. I. Hamano, T. lwamoto, K.
Shimizu, and H. Ohashi, “First Patient With
Salla Disease Confirmed by Genomic Analysis
in Japan,” Pediatr Neurol, vol. 81, pp. 52-53,
Apr, 2018.

234)E. Nishi, M. Takasugi, R. Kawamura, S.
Shibuya, S. Takamizawa, T. Hiroma, T.
Nakamura, and T. Kosho, “Clinical courses of
children with trisomy 13 receiving intensive
neonatal and pediatric treatment,” Am J Med
Genet A, vol. 176, no. 9, pp. 1941-1949, Sep,
2018.

235)S. Shibuya, Y. Miyake, S. Takamizawa, E.
Nishi, K. Yoshizawa, T. Hatata, K. Yoshizawa,
K. Fujita, M. Noguchi, J. Ohata, T. Hiroma, T.
Nakamura, and T. Kosho, “Safety and efficacy



of noncardiac surgical procedures in the
management of patients with trisomy 13: A
single institution-based detailed clinical
observation,” Am J Med Genet A, vol. 176, no.
5, pp. 1137-1144, May, 2018.

236) M. Uehara, T. Kosho, N. Yamamoto, H. E.

Takahashi, T. Shimakura, J. Nakayama, H. Kato,
and J. Takahashi, “Spinal manifestations in 12

patients with musculocontractural
Ehlers-Danlos syndrome caused by
CHST14/DAST1 deficiency

(mcEDS-CHST14),” Am J Med Genet A, vol.
176, no. 11, pp. 2331-2341, Nov, 2018.

237)T. Yamaguchi, K. Takano, Y. Inaba, M.

Morikawa, M. Motobayashi, R. Kawamura, K.
Wakui, E. Nishi, S. 1. Hirabayashi, Y.
Fukushima, H. Kato, J. Takahashi, and T.
Kosho, “PIEZO2 deficiency is a recognizable
arthrogryposis syndrome: A new case and
literature review,” Am J Med Genet A, vol. 179,
no. 6, pp. 948-957, Jun, 2019.

238) T. Hirose, N. Takahashi, P. Tangkawattana, J.

Minaguchi, S. Mizumoto, S. Yamada, N.
Miyake, S. Hayashi, A. Hatamochi, J.
Nakayama, T. Yamaguchi, A. Hashimoto, Y.
Nomura, K. Takehana, T. Kosho, and T.
Watanabe, “Structural alteration of
glycosaminoglycan side chains and spatial
disorganization of collagen networks in the skin
of patients with mcEDS-CHST14,” Biochim
Biophys Acta Gen Subj, vol. 1863, no. 3, pp.
623-631, Mar, 2019.

239) P. J. van der Sluijs, S. Jansen, S. A. Vergano, M.

Adachi-Fukuda, Y. Alanay, A. AlKindy, A.
Baban, A. Bayat, S. Beck-Wodl, K. Berry, E. K.
Bijlsma, L. A. Bok, A. F. J. Brouwer, I. van der
Burgt, P. M. Campeau, N. Canham, K.
Chrzanowska, Y. W. Y. Chu, B. H. Y. Chung, K.
Dahan, M. De Rademaeker, A. Destree, T.
Dudding-Byth, R. Earl, N. Elcioglu, E. R. Elias,
C. Fagerberg, A. Gardham, B. Gener, E. H.
Gerkes, U. Grasshoff, A. van Haeringen, K. R.
Heitink, J. C. Herkert, N. S. den Hollander, D.
Horn, D. Hunt, S. G. Kant, M. Kato, H.
Kayserili, R. Kersseboom, E. Kilic, M.
Krajewska-Walasek, K. Lammers, L. W.
Laulund, D. Lederer, M. Lees, V.
Lopez-Gonzalez, S. Maas, G. M. S. Mancini, C.
Marcelis, F. Martinez, 1. Maystadt, M. McGuire,
S. McKee, S. Mehta, K. Metcalfe, J. Milunsky,
S. Mizuno, J. B. Moeschler, C. Netzer, C. W.
Ockeloen, B. Oehl-Jaschkowitz, N. Okamoto, S.
N. M. Olminkhof, C. Orellana, L. Pasquier, C.
Pottinger, V. Riehmer, S. P. Robertson, M.
Roifman, C. Rooryck, F. G. Ropers, M. Rosello,
C. A. L. Ruivenkamp, M. S. Sagiroglu, S.
Sallevelt, A. S. Calvo, P. O. Simsek-Kiper, G.
Soares, L. Solaeche, F. M. Sonmez, M. Splitt,

23

D. Steenbeek, A. P. A. Stegmann, C. Stumpel, S.
Tanabe, E. Uctepe, G. E. Utine, H. E.

Veenstra-Knol, S. Venkateswaran, C. Vilain, C.

Vincent-Delorme, A. T. Vulto-van Silfhout, P.

Wheeler, G. N. Wilson, L. C. Wilson, B.

Wollnik, T. Kosho, D. Wieczorek, E. Eichler, R.

Pfundt, B. B. A. de Vries, J. Clayton-Smith, and

G. W. E. Santen, “Correction: The ARID1B

spectrum in 143 patients: from nonsyndromic

intellectual disability to Coffin-Siris syndrome,”
Genet Med, Jan 29, 2019.

240)H. Morokawa, M. Kamiya, K. Wakui, M.

Kobayashi, T. Kurata, K. Matsuda, R.
Kawamura, H. Kanno, Y. Fukushima, Y.
Nakazawa, and T. Kosho, “Myelodysplastic
syndrome in an infant with constitutional pure
duplication 1g41-qter,” Hum Genome Var, vol.
5, pp. 6, 2018.

241)N. Koitabashi, T. Yamaguchi, D. Fukui, T.

Nakano, A. Umeyama, K. Toda, R. Funada, M.
Ishikawa, R. Kawamura, K. Okada, A.
Hatamochi, T. Kosho, and M. Kurabayashi,
“Peripartum Iliac Arterial Aneurysm and
Rupture in a Patient with Vascular
Ehlers-Danlos  Syndrome  Diagnosed by
Next-Generation Sequencing,” Int Heart J, vol.
59, no. 5, pp. 1180-1185, Sep 26, 2018.

242)Y. Ogawa, K. Nakamura, N. Ezawa, T.

Yamaguchi, T. Yoshinaga, D. Miyazaki, T.
Kosho, and Y. Sekijima, “A novel CACNAIA
nonsense variant in a patient presenting with
paroxysmal exertion-induced dyskinesia,” J
Neurol Sci, vol. 399, pp. 214-216, Apr 15,
20109.

243) D. Kumaki, Y. Nakamura, N. Sakai, T. Kosho,

A. Nakamura, S. Hirabayashi, T. Suzuki, M.
Kamimura, and H. Kato, “Efficacy of
Denosumab  for  Glucocorticoid-Induced
Osteoporosis in an Adolescent Patient with
Duchenne Muscular Dystrophy: A Case Report,”
JBJS Case Connect, vol. 8, no. 2, pp. e22,
Apr-Jun, 2018.

244)T. Kawakami, H. Nakazawa, F. Kawakami, S.

Matsuzawa, Y. Sudo, H. Sakai, S. Nishina, N.
Senoo, Y. Senoo, M. Komatsu, T. Umemura, T.
Yamaguchi, T. Kosho, T. Fujiwara, H. Harigae,
and F. Ishida, “[Successful treatment of
X-linked sideroblastic anemia with ALAS2
R452H mutation using vitamin B6],” Rinsho
Ketsueki, vol. 59, no. 4, pp. 401-406, 2018.

245) FHWA A 3, WlEET, A)IIEE, 1K

EAR, RGE2H, BRI+, @JE0g, A
— 5, LUFESE, BT, B, 4
HZ, WA, HIRMTE, BIBFE, JHEkr
—, and ITEEIC, “BEMERLSAIIEN A
JEMEREICBIT D@ vt ) v 7%



DERRIFERE AN KPR E MR
BT 5 20 O AN, HARR
oYy 7EEaEE, vol. 39, no. 1, pp.
53-59, 2018.04, 2018.

246) M. lgarashi, K. Mizuno, M. Kon, S. Narumi, Y.
Kojima, Y. Hayashi, T. Ogata, and M. Fukami,
“GATA4 mutations are uncommon in patients
with 46,XY disorders of sex development
without heart anomaly,” Asian J Androl, vol. 20,
no. 6, pp. 629-631, Nov-Dec, 2018.

247)H. Mano, S. Fujiwara, K. Takamura, H. Kitoh,
S. Takayama, T. Ogata, S. Hashimoto, and N.
Haga, “Congenital limb deficiency in Japan: a
cross-sectional nationwide survey on its
epidemiology,” BMC Musculoskelet Disord,
vol. 19, no. 1, pp. 262, Jul 27, 2018.

248)T. Hiraide, T. Ogata, S. Watanabe, M.
Nakashima, T. Fukuda, and H. Saitsu,

“Coexistence of a CAV3 mutation and a DMD
deletion in a family with complex muscular

diseases,” Brain Dev, vol. 41, no. 5, pp.
474-479, May, 2019.

249) D. Shimizu, S. lwashima, K. Sato, S. Hayano,
M. Fukami, H. Saitsu, and T. Ogata, “GATA4
variant identified by whole-exome sequencing
in a Japanese family with atrial septal defect:
Implications for male sex development,” Clin
Case Rep, vol. 6, no. 11, pp. 2229-2233, Nov,
2018.

250) H. Hattori, H. Hiura, A. Kitamura, N. Miyauchi,
N. Kobayashi, S. Takahashi, H. Okae, K.
Kyono, M. Kagami, T. Ogata, and T. Arima,
“Association of four imprinting disorders and
ART,” Clin Epigenetics, vol. 11, no. 1, pp. 21,
Feb 7, 2019.

251)M. Kagami, A. Yanagisawa, M. Ota, K.
Matsuoka, A. Nakamura, K. Matsubara, K.
Nakabayashi, S. Takada, M. Fukami, and T.
Ogata, “Temple syndrome in a patient with
variably methylated CpGs at the primary
MEG3/DLK1:IG-DMR and severely
hypomethylated CpGs at the secondary
MEG3:TSS-DMR,” Clin Epigenetics, vol. 11,
no. 1, pp. 42, Mar 7, 2019.

252) K. Matsubara, M. Itoh, K. Shimizu, S. Saito, K.
Enomoto, K. Nakabayashi, K. Hata, K.
Kurosawa, T. Ogata, M. Fukami, and M.
Kagami, “Exploring the unique function of
imprinting  control  centers  in  the
PWS/AS-responsible region: finding from
array-based methylation analysis in cases with
variously  sized  microdeletions,”  Clin
Epigenetics, vol. 11, no. 1, pp. 36, Feb 28,
2019.

253) T. Yoshida, T. Matsuzaki, M. Miyado, K. Saito,

24

T. lwasa, Y. Matsubara, T. Ogata, M. Irahara,
and M. Fukami, “11-oxygenated C19 steroids
as circulating androgens in women with
polycystic ovary syndrome,” Endocr J, vol. 65,
no. 10, pp. 979-990, Oct 29, 2018.

254)J. R. Hernandez Mora, C. Tayama, M.
Sanchez-Delgado, A. Monteagudo-Sanchez, K.
Hata, T. Ogata, J. Medrano, M. E. Poo-Llanillo,
C. Simon, S. Moran, M. Esteller, J. Tenorio, P.
Lapunzina, M. Kagami, D. Monk, and K.
Nakabayashi, “Characterization of
parent-of-origin methylation using the Illumina
Infinium MethylationEPIC array platform,”
Epigenomics, vol. 10, no. 7, pp. 941-954, Jul,
2018.

255) E. Suzuki, H. Shima, M. Kagami, S. Soneda, T.
Tanaka, S. Yatsuga, J. Nishioka, Y. Oto, T.
Kamiya, Y. Naiki, T. Ogata, Y. Fujisawa, A.
Nakamura, S. Kawashima, S. Morikawa, R.
Horikawa, S. Sano, and M. Fukami,
“(Epi)genetic defects of MKRN3 are rare in
Asian patients with central precocious puberty,”
Hum Genome Var, vol. 6, pp. 7, 2019.

256) M. Miyado, M. Fukami, S. Takada, M. Terao, K.
Nakabayashi, K. Hata, Y. Matsubara, Y. Tanaka,
G. Sasaki, K. Nagasaki, M. Shiina, K. Ogata, Y.
Masunaga, H. Saitsu, and T. Ogata,
“Germline-Derived Gain-of-Function Variants
of Gsalpha-Coding GNAS Gene Identified in
Nephrogenic  Syndrome of Inappropriate
Antidiuresis,” J Am Soc Nephrol, vol. 30, no. 5,
877-889, May, 2019.

257) M. Nakashima, J. Tohyama, E. Nakagawa, Y.
Watanabe, C. G. Siew, C. S. Kwong, K. Yamoto,
T. Hiraide, T. Fukuda, T. Kaname, K.
Nakabayashi, K. Hata, T. Ogata, H. Saitsu, and
N. Matsumoto, “Identification of de novo
CSNK2A1 and CSNK2B variants in cases of
global developmental delay with seizures,” J
Hum Genet, vol. 64, no. 4, pp. 313-322, Apr,
20109.

258)T. Inoue, H. Yagasaki, J. Nishioka, A.
Nakamura, K. Matsubara, S. Narumi, K.
Nakabayashi, K. Yamazawa, T. Fuke, A. Oka, T.
Ogata, M. Fukami, and M. Kagami, “Molecular
and clinical analyses of two patients with
UPD(16)mat detected by screening 94 patients
with Silver-Russell syndrome phenotype of
unknown aetiology,” J Med Genet, Sep 21,
2018.

259) Nakamura, K. Muroya, H. Ogata-Kawata, K.
Nakabayashi, K. Matsubara, T. Ogata, K.
Kurosawa, M. Fukami, and M. Kagami, “A
case of paternal uniparental isodisomy for
chromosome 7 associated with overgrowth,” J
Med Genet, vol. 55, no. 8, pp. 567-570, Aug,
2018.




260) R. Matsushita, K. Nagasaki, T. Ayabe, Y. 8, pp. 678-684, Sep, 2018.

Miyoshi, S. Kinjo, H. Haruna, K. Ihara, T. 267) D. Fukushi, K. Yamada, K. Suzuki, M. Inaba, N.

Hasegawa, S. Ida, K. Ozono, K. Minamitani Ki h . q

and E. Thyroid Committee of the Japanese Nomura, Y. Suzuki, K. tho » 5. Mizuno, an
' N. Wakamatsu, “Clinical and genetic

S?cflf]tvlac:ciocr Tﬁdr'g'i[g:éto:]reser}; Stagéisiatr?; characterization of a patient with SOX5
propny y y P haploinsufficiency caused by a de novo

multiple endocrine neoplasia 2: a nationwide balanced reciprocal translocation,” Gene, vol
survey in Japan 1997-2017. J Pediatr 655, pp. 65-70, May 20, 2018.

Endocrinol Metab. 32(6) 585-595. 2019
. 268)H. Imura, S. Suzuki, S. Mizuno, C. Sakuma,
261) K. Kurata, K. Hosono, A. Hikoya, A. Kato, H. and N. Natsume, “A case of Tetrasomy 15q

Saitsu, S. Minoshima, T. Ogata, and Y. Hotta, with left cleft lip and alveolus,” Journal of Oral

“Clinical characteristics of a Japanese patient . . o
. . and Maxillofacial Surgery Medicine and
with Bardet-Biedl syndrome caused by BBS10 Pathology, vol. 29, no. 5, pp. 427-429, Sep,

mutations,” Jpn J Ophthalmol, vol. 62, no. 4, pp. 2017

458-466, Jul, 2018.
. L . . 269) Y. Suzuki, Y. Enokido, K. Yamada, M. Inaba, K.
262) M. Nakashima, Y. Negishi, I. Hori, A. Hattori, Kuwata, N. Hanada, T. Morishita, S. Mizuno,

S. Saito _Saltgh, and H. Saitsu, A.C ase of early-onset and N. Wakamatsu, “The effect of rapamycin,
epileptic encephalopathy with a homozygous NVP-BEZ235, aspirin, and metformin on
TBQ1D24” variant caused by uniparental PI3K/AKT/m'I,'OR siénaling pathway  of
isodisomy,” Am J é\/l ed Genet A, vol. 179, no. 4, PIK3CA-related overgrowth spectrum (PROS),”
Pp. 645-649, Apr, 2019, Oncotarget, vol. 8, no. 28, pp. 45470-45483, Jul
263) Takata, N. Miyake, Y. Tsurusaki, R. Fukai, S. 11, 2017.
Miyatake, E. Koshimizu, I. Kushima, T. Okada,
M. Morikawa, Y. Uno, K. Ishizuka, K.
Nakamura, M. Tsujii, T. Yoshikawa, T. Toyota,
N. Okamoto, Y. Hiraki, R. Hashimoto, Y.
Yasuda, S. Saitoh, K. Ohashi, Y. Sakai, S. Ohga,

270) N. Okamoto, “Okamoto syndrome has features
overlapping with Au-Kline syndrome and is
caused by HNRNPK mutation,” Am J Med
Genet A, vol. 179, no. 5, pp. 822-826, May,

T. Hara, M. Kato, K. Nakamura, A. Ito, C. 2019.

Seiwa, E. Shirahata, H. Osaka, A. Matsumoto, 271) Fassio, A. Esposito, M. Kato, H. Saitsu, D. Mei,
S. Takeshita, J. Tohyama, T. Saikusa, T. C. Marini, V. Conti, M. Nakashima, N.
Matsuishi, T. Nakamura, T. Tsuboi, T. Kato, T. Okamoto, A. Olmez Turker, B. Albuz, C. N.
Suzuki, H. Saitsu, M. Nakashima, T. Mizuguchi, Semerci Gunduz, K. Yanagihara, E. Belmonte,
F. Tanaka, N. Mori, N. Ozaki, and N. L. Maragliano, K. Ramsey, C. Balak, A. Siniard,
Matsumoto, “Integrative Analyses of De Novo V. Narayanan, C. R. R. Group, C. Ohba, M.
Mutations Provide Deeper Biological Insights Shiina, K. Ogata, N. Matsumoto, F. Benfenati,
into Autism Spectrum Disorder,” Cell Rep, vol. and R. Guerrini, “De novo mutations of the
22, no. 3, pp. 734-747, Jan 16, 2018. ATP6V1A  gene cause  developmental

encephalopathy with epilepsy,” Brain, vol. 141,

264) Hori, F. Miya, Y. Negishi, A. Hattori, N. Ando, no. 6. pp. 1703-1718, Jun 1, 2018,

K. A. Boroevich, N. Okamoto, M. Kato, T.

Tsunoda, M. Yamasaki, Y. Kanemura, K. 272) T. Saikusa, M. Hara, K. lwama, K. Yuge, C.
Kosaki, and S. Saitoh, “A novel homozygous Ohba, J. I. Okada, T. Hisano, Y. Yamashita, N.
missense mutation in the SH3-binding motif of Okamoto, H. Saitsu, N. Matsumoto, and T.
STAMBP  causing  microcephaly-capillary Matsuishi, “De novo HDAC8 mutation causes
malformation syndrome,” J] Hum Genet, vol. 63, Rett-related disorder with distinctive facial
no. 9, pp. 957-963, Sep, 2018. features and multiple congenital anomalies,”

265)M. Yamada, T. Uehara, H. Suzuki, T. Brain Dev, vol. 40, no. 5, pp. 406-409, May,

Takenouchi, H. Yoshihashi, H. Suzumura, S. 2018,

Mizuno, and K. Kosaki, “SATB2-associated 273)K. Ueda, K. Yanagi, T. Kaname, and N.
syndrome in patients from Japan: Linguistic Okamoto, “A novel mutation in the GATAD2B
profiles,” Am J Med Genet A, vol. 179, no. 6, gene associated with severe intellectual
pp. 896-899, Jun, 2019. disability,” Brain Dev, vol. 41, no. 3, pp.

266) K. Kato, S. Mizuno, M. Inaba, S. Fukumura, N. 276-279, Mar, 2019.

Kurahashi, K. Maruyama, D. leda, K. Ohashi, I. 274)K. Yamamoto-Shimojima, N. Okamoto, W.
Hori, Y. Negishi, A. Hattori, and S. Saitoh, Matsumura, T. Okazaki, and T. Yamamoto,
“Distinctive ~ facies, = macrocephaly, and “Three  Japanese patients with 3pl3
developmental delay are signs of a PTEN microdeletions involving FOXP1,” Brain Deyv,
mutation in childhood,” Brain Dev, vol. 40, no. vol. 41, no. 3, pp. 257-262, Mar, 2019.

25



275)K. Yamamoto-Shimojima, M. Kouwaki, Y.

Kawashima, K. Itomi, K. Momosaki, S. Ozasa,
N. Okamoto, K. Yokochi, and T. Yamamoto,
“Natural  histories  of  patients  with
Wolf-Hirschhorn  syndrome derived from
variable chromosomal abnormalities,” Congenit
Anom (Kyoto), Oct 31, 2018.

276) M. Taniguchi-lkeda, N. Morisada, H. Inagaki, Y.

Ouchi, Y. Takami, M. Tachikawa, W. Satake, K.
Kobayashi, S. Tsuneishi, S. Takada, H.
Yamaguchi, H. Nagase, K. Nozu, N. Okamoto,
H. Nishio, T. Toda, I. Morioka, H. Wada, H.
Kurahashi, and K. Iijima, “Two patients with
PNKP mutations presenting with microcephaly,
seizure, and oculomotor apraxia,” Clin Genet,
vol. 93, no. 4, pp. 931-933, Apr, 2018.

277)T. Imaizumi, Y. Mogami, N. Okamoto, K.

Yamamoto-Shimojima, and T. Yamamoto, “De
novo 1p35.2 microdeletion including PUM1
identified in a patient with sporadic west
syndrome,” Congenit Anom (Kyoto), Jan 2,
2019.

278)J. Kennedy, D. Goudie, E. Blair, K. Chandler, S.

Joss, V. McKay, A. Green, R. Armstrong, M.
Lees, B. Kamien, B. Hopper, T. Y. Tan, P. Yap,
Z. Stark, N. Okamoto, N. Miyake, N.
Matsumoto, E. Macnamara, J. L. Murphy, E.
McCormick, H. Hakonarson, M. J. Falk, D. Li,
P. Blackburn, E. Klee, D. Babovic-Vuksanovic,
S. Schelley, L. Hudgins, S. Kant, B. Isidor, B.
Cogne, K. Bradbury, M. Williams, C. Patel, H.
Heussler, C. Duff-Farrier, P. Lakeman, I. Scurr,
U. Kini, M. Elting, M. Reijnders, J.
Schuurs-Hoeijmakers, M. Wafik, A. Blomhoff,
C. A. L. Ruivenkamp, E. Nibbeling, A. J. M.
Dingemans, E. D. Douine, S. F. Nelson, D. D.
D. Study, V. A. Arboleda, and R.
Newbury-Ecob, “KAT6A Syndrome:
genotype-phenotype correlation in 76 patients
with pathogenic KAT6A variants,” Genet Med,
vol. 21, no. 4, pp. 850-860, Apr, 2019.

279) Y. Mogami, Y. Suzuki, Y. Murakami, T. Ikeda,

S. Kimura, K. Yanagihara, N. Okamoto, and T.

Kinoshita, “Early infancy-onset
stimulation-induced myoclonic seizures in three
siblings with inherited

glycosylphosphatidylinositol ~ (GPI)  anchor
deficiency,” Epileptic Disord, vol. 20, no. 1, pp.
42-50, Feb 1, 2018.

280)N. Okamoto, T. Kohmoto, T. Naruto, K.

Masuda, and 1. Imoto, “Primary microcephaly
caused by novel compound heterozygous
mutations in ASPM,” Hum Genome Var, vol. 5,
pp. 18015, 2018.

281) K. Shimojima, N. Okamoto, K. Ohmura, H.

Nagase, and T. Yamamoto, “Infantile spasms
related to a 531.2-g31.3 microdeletion

26

including PURA,” Hum Genome Var, vol. 5, pp.
18007, 2018.

282) M. P. Adam, S. Banka, H. T. Bjornsson, O.
Bodamer, A. E. Chudley, J. Harris, H. Kawame,
B. C. Lanpher, A. W. Lindsley, G. Merla, N.
Miyake, N. Okamoto, C. T. Stumpel, N.
Niikawa, and B. Kabuki Syndrome Medical
Advisory, “Kabuki syndrome: international
consensus diagnostic criteria,” J Med Genet,
vol. 56, no. 2, pp. 89-95, Feb, 2019.

283) A. Inoko, T. Yano, T. Miyamoto, S. Matsuura, T.
Kiyono, N. Goshima, M. Inagaki, and Y.
Hayashi, “Albatross/FBF1 contributes to both
centriole  duplication and  centrosome
separation,” Genes Cells, vol. 23, no. 12, pp.
1023-1042, Dec, 2018.

284) T. Miyamoto, S. N. Akutsu, H. Tauchi, Y. Kudo,
S. Tashiro, T. Yamamoto, and S. Matsuura,
“Exploration of genetic basis underlying
individual differences in radiosensitivity within
human populations using genome editing
technology,” J Radiat Res, vol. 59, no. suppl 2,
pp. ii75-ii82, Apr 1, 2018.

285)H. Hidaka, K. Higashimoto, S. Aoki, H.
Mishima, C. Hayashida, T. Maeda, Y. Koga, H.
Yatsuki, K. Joh, H. Noshiro, R. Iwakiri, A.
Kawaguchi, K. I. Yoshiura, K. Fujimoto, and H.
Soejima, “Comprehensive methylation analysis
of imprinting-associated differentially
methylated regions in colorectal cancer,” Clin
Epigenetics, vol. 10, no. 1, pp. 150, Dec 4,
2018.

286) K. Joh, F. Matsuhisa, S. Kitajima, K. Nishioka,
K. Higashimoto, H. Yatsuki, T. Kono, H.
Koseki, and H. Soejima, “Growing
oocyte-specific  transcription-dependent  de
novo DNA methylation at the imprinted
Zrsr1-DMR,” Epigenetics Chromatin, vol. 11,
no. 1, pp. 28, Jun 6, 2018.

287) T. Yamada, G. Sugiyama, K. Higashimoto, A.
Nakashima, H. Nakano, T. Sumida, H. Soejima,
and Y. Mori, “Beckwith-Wiedemann syndrome
with asymmetric mosaic of paternal disomy
causing hemihyperplasia,” Oral Surg Oral Med
Oral Pathol Oral Radiol, vol. 127, no. 3, pp.
€84-e88, Mar, 2019.

288) K. Nishioka, H. Miyazaki, and H. Soejima,
“Unbiased shRNA screening, using a
combination of FACS and high-throughput
sequencing, enables identification of novel
modifiers of Polycomb silencing,” Sci Rep, vol.
8, no. 1, pp. 12128, Aug 14, 2018.

289) Bl e dfif, « [47 AFHE S EE 3 & MR
955 BEHL T FR D T A - R = 2 2% — BT
<] Beckwith-Wiedemann JEERE” BERH



L i AL, vol. 85, no. 6, pp. 667-672, 2018.06,
2018.

290) T. Kikuiri, H. Mishima, H. Imura, S. Suzuki, Y.
Matsuzawa, T. Nakamura, S. Fukumoto, Y.
Yoshimura, S. Watanabe, A. Kinoshita, T.
Yamada, M. Shindoh, Y. Sugita, H. Maeda, Y.
Yawaka, T. Mikoya, N. Natsume, and K. I.
Yoshiura, ‘“Patients with SATB2-associated
syndrome exhibiting multiple odontomas,” Am
J Med Genet A, vol. 176, no. 12, pp. 2614-2622,
Dec, 2018.

291) T. Shirakawa, Y. Nakashima, S. Watanabe, S.
Harada, M. Kinoshita, T. Kihara, Y. Hamasaki,
S. Shishido, K. I. Yoshiura, H. Moriuchi, and S.
Dateki, “A novel heterozygous GLI2 mutation
in a patient with congenital urethral stricture
and renal hypoplasia/dysplasia leading to
end-stage renal failure,” CEN Case Rep, vol. 7,
no. 1, pp. 94-97, May, 2018.

292)K. Kiyota, K. I. Yoshiura, R. Houbara, H.
Miyahara, S. Korematsu, and K. Ihara,
“Auto-immune disorders in a child with
PIK3CD variant and 22ql3 deletion,” Eur J
Med Genet, vol. 61, no. 10, pp. 631-633, Oct,
2018.

293) Y. S. Hori, A. Yamada, N. Matsuda, Y. Ono, D.
Starenki, N. Sosonkina, K. I. Yoshiura, N.
Niikawa, and T. Ohta, “A Novel Association
between the 27-bp Deletion and 538G>A
Mutation in the ABCC11 Gene,” Hum Biol, vol.
89, no. 4, pp. 305-307, Oct, 2017.

294) S. Sato, H. Itonaga, M. Taguchi, Y. Sawayama,
D. Imanishi, H. Tsushima, T. Hata, Y. Moriuchi,
H. Mishima, A. Kinoshita, K. I. Yoshiura, and Y.
Miyazaki, “Clonal dynamics in a case of acute
monoblastic leukemia that later developed
myeloproliferative neoplasm,” Int J Hematol,
vol. 108, no. 2, pp. 213-217, Aug, 2018.

295)Y. Murakami, K. Miura, S. Sato, A.
Higashijima, Y. Hasegawa, S. Miura, K. |
Yoshiura, and H. Masuzaki, “Reference values
for circulating pregnancy-associated
microRNAs in maternal plasma and their
clinical usefulness in uncomplicated pregnancy
and hypertensive disorder of pregnancy,” J
Obstet Gynaecol Res, vol. 44, no. 5, pp.
840-851, May, 2018.

296) T. Koga, K. Migita, T. Sato, S. Sato, M. Umeda,
F. Nonaka, S. Fukui, S. Y. Kawashiri, N.
lwamoto, K. Ichinose, M. Tamai, H. Nakamura,
T. Origuchi, Y. Ueki, J. Masumoto, K.
Agematsu, A. Yachie, K. I. Yoshiura, K. Eguchi,
and A. Kawakami, “MicroRNA-204-3p inhibits
lipopolysaccharide-induced  cytokines in
familial Mediterranean  fever via the
phosphoinositide 3-kinase gamma pathway,”

27

Rheumatology (Oxford), vol. 57, no. 4, pp.
718-726, Apr 1, 2018.

297 FH I FE B, 27 2 LB E AT o 9t
(GWAS)DJFBRE & & % 7,7 BARTIE, vol.
9, no. 1, pp. 114-121, 2019.01, 2019.

298) Y. Ishijima, T. lizuka, K. Kagami, S. Masumoto,
K. Nakade, Y. Mitani, Y. Niida, A. Watanabe, R.
Yamazaki, M. Ono and H. Fujiwara. Prenatal
diagnosis  facilitated prompt  enzyme
replacement therapy for prenatal benign
hypophosphatasia. Journal.;40:132-134.2020

299) T. Mushiroda, Y. Takahashi, T. Onuma, Y.
Yamamoto, T. Kamei, T. Hoshida, K. Takeuchi,
K. Otsuka, M. Okazaki, M. Watanabe, K.
Kanemoto, T. Oshima, A. Watanabe, S. Minami,
K. Saito, H. Tanii, Y. Shimo, M. Hara, S. Saitoh,
T. Kinoshita, M. Kato, N. Yamada, N.
Akamatsu, T. Fukuchi, S. Ishida, S. Yasumoto,
A. Takahashi, T. Ozeki, T. Furuta, Y. Saito, N.
Izumida, Y. Kano, T. Shiohara, M. Kubo, and G.
S. Group, “Association of HLA-A*31:01
Screening  With  the Incidence  of
Carbamazepine-Induced Cutaneous Adverse
Reactions in a Japanese Population,” JAMA
Neurol, vol. 75, no. 7, pp. 842-849, Jul 1, 2018.

300)R. lkeue, A. Nakamura-Takahashi, Y.
Nitahara-Kasahara, A. Watanabe, T. Muramatsu,
T. Sato, and T. Okada, “Bone-Targeted Alkaline
Phosphatase Treatment of Mandibular Bone
and Teeth in Lethal Hypophosphatasia via an
scAAVS Vector,” Mol Ther Methods Clin Deyv,
vol. 10, pp. 361-370, Sep 21, 2018.

301) HEEIE, « [BofnBIRE T L BiEh v v
YT (V—R 3) H ZINTEE
FHRIE W\ v o) 7] (5 5 E)
ZRFHEREOBEER L e 2B
LBEV T 7 —mE)) BRFESR
MOOK, vol. BIfft, no. FHr K 1 {a MR
BAFZE LB 7Y 7, pp. 283-288
2018.06, 2018.

302) T. Sato, M. Kato, K. Moriyama, K. Haraguchi,
H. Saitsu, N. Matsumoto, and H. Moriuchi, “A
case of tubulinopathy presenting with
porencephaly caused by a novel missense
mutation in the TUBA1A gene,” Brain Deyv, vol.
40, no. 9, pp. 819-823, Oct, 2018.

303) Mg, SHTEREHE DV - TR & TV
DI L GRS, BT EES - R
P HERE, vol. 53, no. 2, pp. 411, 2017.06,
2017.

304) M. Kamada, M. Nakatsui, R. Kojima, S.
Nohara, E. Uchino, S. Tanishima, M. Sugiyama,
K. Kosaki, K. Tokunaga, M. Mizokami and Y.
Okuno. MGeND: an integrated database for




Japanese clinical and genomic
information.Hum Genome Var;653.2019

305) H. Suzuki, T. Yoshida, N. Morisada, T. Uehara,
K. Kosaki, K. Sato, K. Matsubara, T.
Takano-Shimizu and T. Takenouchi. De novo
NSF mutations cause early infantile epileptic
encephalopathy.Ann Clin Transl
Neurol;6.2334-2339.2019

306) T. Takeda, K. Banno, Y. Kobayashi, M. Adachi,
M. Yanokura, E. Tominaga, K. Kosaki and D.
Aoki. Mutations of RAS genes in endometrial
polyps.Oncol Rep;42.2303-2308.2019

307) T. Takenouchi, H. Okuno and K. Kosaki.
Kosaki overgrowth syndrome: A newly
identified entity caused by pathogenic variants
in platelet-derived growth factor
receptor-beta.Am J Med Genet C Semin Med
Genet;181.650-657.2019

308) T. Uehara, T. Tsuchihashi, M. Yamada, H.
Suzuki, T. Takenouchi and K. Kosaki. CNOT?2
haploinsufficiency causes a
neurodevelopmental disorder with
characteristic facial features.Am J Med Genet
A;179.2506-2509.2019

309) M. Yamada, H. Suzuki, Y. Shiraishi and K.
Kosaki. Effectiveness of integrated
interpretation of exome and corresponding
transcriptome data for detecting splicing
variants of genes associated with autosomal

recessive disorders.Mol Genet Metab
Rep;21.100531.2019
310)M. Yamada, T. Uehara, H. Suzuki, T.

Takenouchi, H. Fukushima, N. Morisada, K.
Tominaga, M. Onoda and K. Kosaki. IFT172 as
the 19th gene causative of oral-facial-digital
syndrome.Am J Med Genet
A;179.2510-2513.2019

311) S. Umetsu, A. Inui, S. Kobayashi, M. Shimura,
T. Uehara, H. Uchida, R. Irie, T. Sogo, H.
Komatsu, T. Yoshioka, K. Murayama, K.
Kosaki, M. Kasahara and T. Fujisawa. First
cases of MPV17 related mitochondrial DNA
depletion syndrome with compound
heterozygous mutations in p.R50Q/p.R50W: a
case report.Hepatoma Research;6.2020

312)G. S. Baynam, S. Groft, F. H. Van Der
Westhuizen, S. D. Gassman, K. Du Plessis, E. P.
Coles, E. Selebatso, M. Selebatso, B.
Gaobinelwe, T. Selebatso, D. Joel, V. A. Llera,
B. C. Vorster, B. Wuebbels, B. Djoudalbaye, C.
P. Austin, J. Kumuthini, J. Forman, P.
Kaufmann, J. Chipeta, D. Gavhed, A. Larsson,
M. Stojiljkovic, A. Nordgren, E. J. A. Roldan,
D. Taruscio, D. Wong-Rieger, K. Nowak, G. A.
Bilkey, S. Easteal, S. Bowdin, J. K. W
Reichardt, S. Beltran, K. Kosaki, C. D. M. Van

28

Karnebeek, M. Gong, Z. Shuyang, R.
Mehrian-Shai, D. R. Adams, R. D. Puri, F
Zhang, N. Pachter, M. Muenke, C. Nellaker, W.
A. Gahl, H. Cederroth, S. Broley, M. Schoonen,
K. M. Boycott and M. Posada. A call for global
action for rare diseases in Africa.Nat
Genet;52.21-26.2020

313) T. Fujisawa, Y. Aizawa, Y. Katsumata, K.
Kimura, K. Hashimoto, T. Yamashita, H.
Miyama, T. Kimura, K. Kosaki, S. Takatsuki, W.
Shimizu and K. Fukuda. Mexiletine shortens
the QT interval in a pedigree of KCNH2 related
long QT syndrome.J
Arrhythm;36.193-196.2020

314) T. Fukaishi, I. Minami, S. Masuda, Y. Miyachi,
K. Tsujimoto, H. Izumiyama, K. Hashimoto, M.
Yoshida, S. Takahashi, K. Kashimada, T. Morio,
K. Kosaki, Y. Maezawa, K. Yokote, T.
Yoshimoto and T. Yamada. A case of
generalized lipodystrophy-associated progeroid
syndrome treated by leptin replacement with
short and long-term monitoring of the
metabolic and endocrine profiles.Endocr
J;67.211-218.2020

315) T. Hiraide, M. Kataoka, H. Suzuki, Y. Aimi, T.
Chiba, S. Isobe, Y. Katsumata, S. Goto, K.
Kanekura, Y. Yamada, H. Moriyama, H.
Kitakata, J. Endo, S. Yuasa, Y. Arai, N. Hirose,
T. Satoh, Y. Hakamata, M. Sano, S. Gamou, K.
Kosaki and K. Fukuda. Poor outcomes in
carriers of the RNF213 variant (p.Arg4810Lys)
with pulmonary arterial hypertension.J Heart
Lung Transplant;39.103-112.2020

316)L. Li, C. Y. Fong, C. G. Tay, S. K. Tae, H.
Suzuki, K. Kosaki and M. K. Thong. Infantile
neuroaxonal dystrophy in a pair of Malaysian
siblings with progressive cerebellar atrophy:
Description of an expanded phenotype with
novel PLA2G6 variants.J Clin
Neurosci;71.289-292.2020

317)H. Murakami, T. Uehara, Y. Tsurusaki, Y.
Enomoto, Y. Kuroda, N. Aida, K. Kosaki and K.
Kurosawa. Blended phenotype of AP4E1
deficiency and Angelman syndrome caused by
paternal isodisomy of chromosome 15.Brain
Dev;42.289-292.2020

318) N. Qiso, A. Kubo, A. Shimizu, H. Suzuki, K.
Kosaki, T. Chikugo, K. Nakabayashi, K. Hata,
S. Yanagihara, O. Ishikawa, Y. Matsubara, M.
Amagai and A. Kawada. Epidermodysplasia
verruciformis without progression to squamous
cell carcinomas in an elderly man: alpha-human
papillomavirus infection in the evolving
verruca.Int J Dermatol;2020

319) Y. Sakaguchi, T. Uehara, M. Sasaki, K.
Fujimura, K. Kishi, K. Kosaki and T.




Takenouchi. Hereditary spastic paraplegia
masqueraded by congenital melanocytic nevus
syndrome: Dual pathogenesis of germline
non-mosaicism and somatic mosaicism.Eur J
Med Genet;63.103803.2020

320) Y. Takeshita, T. Ohto, T. Enokizono, M. Tanaka,
H. Suzuki, H. Fukushima, T. Uehara, T.
Takenouchi, K. Kosaki and H. Takada. Novel
ARX mutation identified in infantile spasm
syndrome patient. Hum Genome Var;79.2020

321) D. Taruscio, G. Baynam, H. Cederroth, S. C.
Groft, E. W. Klee, K. Kosaki, P. Lasko, B.
Melegh, O. Riess, M. Salvatore and W. A. Gahl.
The Undiagnosed Diseases Network
International: Five years and more!Mol Genet
Metah;129.243-254.2020

322) T. Uehara, M. Yamada, S. Umetsu, H. Nittono,
H. Suzuki, T. Fujisawa, T. Takenouchi, A. Inui
and K. Kosaki. Biallelic Mutations in the LSR
Gene Cause a Novel Type of Infantile
Intrahepatic Cholestasis.J
Pediatr;221.251-254.2020

323)R. A. Vos, T. Katayama, H. Mishima, S.
Kawano, S. Kawashima, J. D. Kim, Y. Moriya,
T. Tokimatsu, A. Yamaguchi, Y. Yamamoto, H.
Wu, P. Amstutz, E. Antezana, N. P. Aoki, K.
Arakawa, J. T. Bolleman, E. Bolton, R. J. P.
Bonnal, H. Bono, K. Burger, H. Chiba, K. B.
Cohen, E. W. Deutsch, J. T. Fernandez-Breis, G.
Fu, T. Fujisawa, A. Fukushima, A. Garcia, N.
Goto, T. Groza, C. Hercus, R. Hoehndorf, K.
Itaya, N. Juty, T. Kawashima, J. H. Kim, A. R.
Kinjo, M. Kotera, K. Kozaki, S. Kumagai, T.
Kushida, T. Lutteke, M. Matsubara, J.
Miyamoto, A. Mohsen, H. Mori, Y. Naito, T.
Nakazato, J. Nguyen-Xuan, K. Nishida, N.
Nishida, H. Nishide, S. Ogishima, T. Ohta, S.
Okuda, B. Paten, J. L. Perret, P. Prathipati, P.
Prins, N. Queralt-Rosinach, D. Shinmachi, S.
Suzuki, T. Tabata, T. Takatsuki, K. Taylor, M.
Thompson, I. Uchiyama, B. Vieira, C. H. Wei,
M. Wilkinson, I. Yamada, R. Yamanaka, K.
Yoshitake, A. C. Yoshizawa, M. Dumontier, K.
Kosaki and T. Takagi. BioHackathon 2015:
Semantics of data for life sciences and
reproducible research.F1000Res;9.136.2020

324)M. Yamada, T. Uehara, H. Suzuki, T.
Takenouchi, A. Inui, M. Ilkemiyagi, I.
Kamimaki and K. Kosaki. Shortfall of exome
analysis for diagnosis of Shwachman-Diamond
syndrome: Mismapping due to the pseudogene
SBDSP1.Am J Med Genet A;2020

325) K. Tanase-Nakao, K. Mizuno, Y. Hayashi, Y.
Kojima, M. Hara, K. Matsumoto, Y. Matsubara,
M. lgarashi, M. Miyado and M. Fukami.
Dihydrotestosterone induces minor
transcriptional alterations in genital skin

29

fibroblasts of children with and without
androgen insensitivity.Endocr
J;66.387-393.2019

326) M. Miyado, M. Fukami, S. Takada, M. Terao, K.

Nakabayashi, K. Hata, Y. Matsubara, Y. Tanaka,
G. Sasaki, K. Nagasaki, M. Shiina, K. Ogata, Y.
Masunaga, H. Saitsu and T. Ogata.
Germline-Derived Gain-of-Function Variants of
Gsalpha-Coding GNAS Gene Identified in
Nephrogenic  Syndrome of Inappropriate
Antidiuresis.J Am Soc
Nephrol;30.877-889.2019

327)S. Iwasawa, K. Yanagi, A. Kikuchi, Y.

Kobayashi, K. Haginoya, H. Matsumoto, K.
Kurosawa, M. Ochiai, Y. Sakai, A. Fujita, N.
Miyake, T. Niihori, M. Shirota, R. Funayama, S.
Nonoyama, S. Ohga, H. Kawame, K.
Nakayama, Y. Aoki, N. Matsumoto, T. Kaname,
Y. Matsubara, W. Shoji and S. Kure. Recurrent
de novo MAPKS8IP3 variants cause
neurological phenotypes.Ann
Neurol;85.927-933.2019

328)J. D. Lewis, A. L. Caldara, S. E. Zimmer, S. N.

Stahley, A. Seybold, N. L. Strong, A. S.
Frangakis, I. Levental, J. K. Wahl, 3rd, A. L.
Mattheyses, T. Sasaki, K. Nakabayashi, K. Hata,
Y. Matsubara, A. Ishida-Yamamoto, M. Amagai,
A. Kubo and A. P. Kowalczyk. The desmosome
is a mesoscale lipid raft-like membrane
domain.Mol Biol Cell;30.1390-1405.2019

329) Y. Oda, Y. Uchiyama, A. Motomura, A. Fujita,

Y. Azuma, Y. Harita, T. Mizuguchi, K. Yanagi,
H. Ogata, K. Hata, T. Kaname, Y. Matsubara, K.
Wakui and N. Matsumoto. Entire FGF12
duplication by complex  chromosomal
rearrangements  associated  with  West
syndrome.J Hum Genet;64.1005-1014.2019

330) A.Kubo, T. Sasaki, H. Suzuki, A. Shiohama, S.

Aoki, S. Sato, H. Fujita, N. Ono, N.
Umegaki-Arao, T. Kawai, K. Nakabayashi, K.
Hata, D. Yamada, Y. Matsubara, K. Kosaki and
M. Amagai. Clonal Expansion of Second-Hit
Cells with Somatic Recombinations or C>T
Transitions Form Porokeratosis in MVD or
MVK  Mutant  Heterozygotes.J Invest
Dermatol;139.2458-2466 €9.2019

331) A.Hattori, K. Okamura, Y. Terada, R. Tanaka, Y.

Katoh-Fukui, Y. Matsubara, K. Matsubara, M.
Kagami, R. Horikawa and M. Fukami.
Transient multifocal genomic crisis creating
chromothriptic and non-chromothriptic
rearrangements in prezygotic testicular germ
cells.BMC Med Genomics;12.77.2019

332) K. Ushijima, S. Narumi, T. Ogata, I. Yokota, S.

Sugihara, T. Kaname, Y. Horikawa, Y.
Matsubara, M. Fukami, T. Kawamura, C.



Japanese Study Group of Insulin Therapy For
and D. Adolescent. KLF11 variant in a family
clinically diagnosed with early childhood-onset
type 1B diabetes.Pediatr
Diabetes;20.712-719.2019

333) A.Masamune, H. Kotani, F. L. Sorgel, J. M.
Chen, S. Hamada, R. Sakaguchi, E. Masson, E.
Nakano, Y. Kakuta, T. Niihori, R. Funayama, M.
Shirota, T. Hirano, T. Kawamoto, A. Hosokoshi,
K. Kume, L. Unger, M. Ewers, H. Laumen, P.
Bugert, M. X. Mori, V. Tsvilovskyy, P.
Weissgerber, U. Kriebs, C. Fecher-Trost, M.
Freichel, K. N. Diakopoulos, A. Berninger, M.
Lesina, K. Ishii, T. Itoi, T. Ikeura, K. Okazaki, T.
Kaune, J. Rosendahl, M. Nagasaki, Y. Uezono,
H. Algul, K. Nakayama, Y. Matsubara, Y. Aoki,
C. Ferec, Y. Mori, H. Witt and T. Shimosegawa.
Variants That Affect Function of Calcium
Channel TRPV6 Are Associated With
Early-Onset Chronic
Pancreatitis.Gastroenterology;158.1626-1641
€8.2020

334) Y. Maeda, K. Takasawa, T. Ishii, A. Nagashima,
M. Mouri, J. Kunieda, H. Morisaki, T. Ito, M.
Mori, K. Kashimada, S. Doi and T. Morio. A
Nonsense SMAD3 Mutation in a Girl with
Familial Thoracic Aortic Aneurysm and
Dissection without Joint
Abnormality.Cardiology;144.53-59.2019

335)R. Mori, H. Matsumoto, S. Muro, H. Morisaki
and R. Oftsuki. Loeys-Dietz Syndrome
Presented with Giant Bullae and Asthma.J
Allergy Clin Immunol Pract;2020

336) Y. Seike, K. Minatoya, H. Matsuda, H.
Ishibashi-Ueda, H. Morisaki, T. Morisaki and J.
Kobayashi. Histologic differences between the
ascending and descending aortas in young
adults with fibrillin-1 mutations.J Thorac
Cardiovasc Surg;159.1214-1220 e1.2020

337) T. Yokokawa, K. Sugimoto, Y. Kimishima, T.
Misaka, A. Yoshihisa, H. Morisaki, O. Yamada,
K. Nakazato, T. Ishida and Y. Takeishi.
Pulmonary Hypertension and Hereditary
Hemorrhagic Telangiectasia Related to an
ACVRL1 Mutation.Intern
Med;59.221-227.2020

338) RIGH. =— T A « X o AJEWERE H A
[ B2 E35:148.144.2019

339) ZIFHR 1. Marfan JiE BERE O BB /N RHER
K;82.919-925.2019

340) I . ~ V7 7 IEAERE /D TR
JR;73.757-762.2020

MNHRIGH . ~ N7 7 VIEBERE . BT E
%2:10.109-114.2020

30

342) BAFEAL, S A AN v 7 O E B SR, AMED
WFEHERC R, 2010.

343)#4 J& fi% . Biobanking and Biomolecular
Resources Research Infrastructures-European

Research Infrastructure, Consortium
(BBMRI-ERIC). Modern Media,66(1), ##k
3p. 2020.

344) HEH:A. UK Biobank. Modern Media,66(2),
Ffk 3p. 2020.

345)I1SO/TC276 WG2 (A member: T. Masui),
ISO/DIS 21899 General requirements for the
validation and verification of processing
methods for biological material in biobanks,
ISO/DIS 21899: 2019, 1SO.

346) HEHL, 7/ LRIFEIZBIT DA AN
O £ %] . Precision medicine, 2019 . 2
(6) ,508-511.

347)1SO/TC276 WG2 (International member, T.
Masui), Draft International  Standard,
Biotechnology-Biobanking-Process and quality
requirements for establishment, maintenance
and characterization of mammalian cell lines:
ISO/DIS 21709: 2019. I1SO.

348) S. Tanaka, T. Yokoi, S. Katagiri, T. Yoshida, S.
Nishina and N. Azuma. Severe Recurrent
Fibrovascular Proliferation after Combined
Intravitreal Bevacizumab Injection and Laser
Photocoagulation for Aggressive Posterior
Retinopathy of Prematurity.Retin Cases Brief
Rep;2019

349) D. Miyamichi, S. Nishina, K. Hosono, T. Yokoi,
K. Kurata, M. Sato, Y. Hotta and N. Azuma.
Retinal structure in Leber's congenital
amaurosis caused by RPGRIP1 mutations.Hum
Genome Var;6.32.2019

350)N. S. Yoshida T, Matsuoka M, Akaike S,
Ogonuki S, Yokoi T, Azuma N. Pediatric
strabismus cases possibly related to excessive
use of information and communication
technology devices.Jaapos;22.E19-E20.2018

351)K. Kurata, K. Hosono, T. Hayashi, K.
Mizobuchi, S. Katagiri, D. Miyamichi, S.
Nishina, M. Sato, N. Azuma, T. Nakano and Y.
Hotta. X-linked Retinitis Pigmentosa in Japan:
Clinical and Genetic Findings in Male Patients
and Female Carriers.Int J Mol Sci;20.2019

352) T. Yoshida, S. Katagiri, T. Yokoi, S. Nishina
and N. Azuma. Optical coherence tomography
and video recording of a case of bilateral
contractile peripapillary staphyloma.Am J
Ophthalmol Case Rep;13.66-69.2019

353)J. Hirayama, Y. Alifu, R. Hamabe, S.
Yamaguchi, J. Tomita, Y. Maruyama, Y. Asaoka,



K. 1. Nakahama, T. Tamaru, K. Takamatsu, N.

Takamatsu, A. Hattori, S. Nishina, N. Azuma, A.

Kawahara, K. Kume and H. Nishina. The clock
components Period2, Cryptochromela, and
Cryptochrome2a function in establishing
light-dependent behavioral rhythms and/or total
activity levels in zebrafish.Sci Rep;9.196.2019

354) fRARZA VERSER, SRR 1. ZEAW-,
Ui =R T A, SRS AT ()
MR RILRIMENRHRIZ B 2 2 ERAE—
T UL NT A AL DOREICONT—TH
IREGAC 13 (1): 42-47, 2020

355) A, CRsE. I T&, JRtf
. BEHFIE. H#EIT. Information and
communication technology ##s & AR IZBE 9
57— R, IRERR 13 (1) 34-41,
2020.

356) HREHS, R JUKEE, HfiE, &
HARTH:, BERE, H&ETT. SMELA) SR 8)
Wi 2 faAT U 7= BhARAR AR R o — 151, AR B
13 (2): 105-110, 2020.

3B57) AHALE, LR, RMER, =HHT
B, RMAET. BBl B ERT
FHAM, BHEE, HET RS EREEE
t OIEAE#R R 1269 % Spot Vision Screener.
H#H45E 48: 73-80, 2019

358) I, CRl=E . HIEL, HKSE. M
= FHTE, BIlUfEr, NFET: =
W LIREBMERZ (B 1 2 IR oA FTE -
VAT TA v L a—. BER 12 (5):
373-377, 2019.

359) H A E, CF=E -, RS, & EA,
FEHE, HEAT : AMITHR A2 IR R S
ATz /NS o /N IRERE R 12 (4):
323-327, 2019.

360) EZ 4L, WHBERN, KREFRA, IR,
WEAT, CREE, R, SMRETE, K
B —, BAE, PFE—%, BMEA, &
AR, B, R, grEEZ, L R
FORgE 2, mlEE  BASER FirseE
FEVEMERR REUR I IE 35 27 D SRR A4 R
O FRAENICHE, A REER O HER 2
Wrikds L OVRIIE O % B 8 L 7= JH A AT
ZEHE ¢ RIIRERI A OB W el L OVE
JEBESYHE. HIRSEE 124 % 2 5 89-95, 2020

361 CF EF 74 PR U —F—2 X595
ORIFEE, RE LR 26 (1): 102-104,
2020.

362) Bt =1 BT A I U —=2 7,
HARDIREL 90 (10): 1291-1292, 2019.

31

363) A =T ASEOEREA T )V —=
HRU/NERE S 38 (1): 63-69, 2019

364) CHBF B - MEBRELR - PRl 9 E RO
AL hRE Y7 R B LWIRE 36
(8): 971-972, 2019

365) & H AR - o Fksz 1 - SR RIESLFRIPERN
B, FrE SR EREOI L R R E
7 A, 1= 5 LWIIRE 36 (8): 995-1001, 2019

366) HHAM - CRET TUX LT NA R L
SPENEHE. B T U X AT A AR
DODRBEREEH. 725 LWIRF 36 (7):
877-882, 2019

6N S L= KRG, ~HoTRB&E
W7o - TR A ha 7 —~F
7 J 2% 75 (6): 31-37, 2019.

368) 1k} EF: TR T4 b AS U —F—dEE
HMBEBORSE - 2 %7 FL U X, Fx
A Jb R~ JL A 22 (6): 21-23, 47-49, 2019.

369) N. Hatabu, N. Katori, T. Sato, N. Maeda, E.
Suzuki, O. Komiyama, H. Tsutsui, T. Nagao, H.
Nakauchi-Takahashi, T. Matsunaga, T. Ishii, T.
Hasegawa and K. Yamazawa. A Familial Case
of a Whole Germline CDC73 Deletion
Discordant for Primary
Hyperparathyroidism.Horm Res
Paediatr;92.56-63.2019

370) M. T. Distefano, S. E. Hemphill, A. M. Oza, R.
K. Siegert, A. R. Grant, M. Y. Hughes, B. J.
Cushman, H. Azaiez, K. T. Booth, A. Chapin, H.
Duzkale, T. Matsunaga, J. Shen, W. Zhang, M.
Kenna, L. A. Schimmenti, M. Tekin, H. L.
Rehm, A. N. A. Tayoun, S. S. Amr and G.
Clingen Hearing Loss Clinical Domain
Working. ClinGen expert clinical validity
curation of 164 hearing loss gene-disease
pairs.Genet Med;21.2239-2247.2019

371) M. T. Distefano, S. E. Hemphill, A. M. Oza, R.
K. Siegert, A. R. Grant, M. Y. Hughes, B. J.
Cushman, H. Azaiez, K. T. Booth, A. Chapin, H.
Duzkale, T. Matsunaga, J. Shen, W. Zhang, M.
Kenna, L. A. Schimmenti, M. Tekin, H. L.
Rehm, A. N. A. Tayoun, S. S. Amr and G.
Clingen Hearing Loss Clinical Domain
Working. Correction: ClinGen expert clinical
validity curation of 164 hearing loss
gene-disease pairs.Genet Med;21.2409.2019

372) S. B. Minami, K. Nara, H. Mutai, N. Morimoto,
H. Sakamoto, T. Takiguchi, K. Kaga and T.
Matsunaga. A clinical and genetic study of 16
Japanese  families  with  Waardenburg
syndrome.Gene;704.86-90.2019

373)J. Shen, A. M. Oza, I. Del Castillo, H. Duzkale,
T. Matsunaga, A. Pandya, H. P. Kang, R.



Mar-Heyming, S. Guha, K. Moyer, C. Lo, M.
Kenna, J. J. Alexander, Y. Zhang, Y. Hirsch, M.
Luo, Y. Cao, K. Wai Choy, Y. F. Cheng, K. B.
Avraham, X. Hu, G. Garrido, M. A.
Moreno-Pelayo, J. Greinwald, K. Zhang, V.
Zeng, Z. Brownstein, L. Basel-Salmon, B.
Davidov, M. Frydman, T. Weiden, N. Nagan, A.
Willis, S. E. Hemphill, A. R. Grant, R. K.

Siegert, M. T. Distefano, S. S. Amr, H. L. Rehm,

A. N. Abou Tayoun and G. Clingen Hearing
Loss Working. Consensus interpretation of the
p-Met34Thr and p.Val37lle variants in GJB2 by
the ClinGen Hearing Loss Expert Panel.Genet
Med;21.2442-2452.2019

374) K. Wasano, S. Takahashi, S. K. Rosenberg, T
Kojima, H. Mutai, T. Matsunaga, K. Ogawa
and K. Homma. Systematic quantification of
the anion transport function of pendrin
(SLC26A4) and its  disease-associated
variants.Hum Mutat;41.316-331.2020

375) A.Maeda-Katahira, N. Nakamura, T. Hayashi, S.
Katagiri, S. Shimizu, H. Ohde, T. Matsunaga, K.

Kaga, T. Nakano, S. Kameya, T. Matsuura, K.
Fujinami, T. Iwata and K. Tsunoda. Autosomal
dominant optic atrophy with OPAl gene
mutations accompanied by auditory neuropathy
and other systemic complications in a Japanese
cohort.Mol Vis;25.559-573.2019

376) ILAME -, FIERIRR, HEATIT . MESH
e AKL#E G SR, EREA T 16

KEGI. ANER, B JRERE
‘/5'~ ZRIT DA N TN HAER O &

ARTEDOBET. B A BRI 22 R
2019; 122(8):1118-1126

377) RAKEERE*. 155 119 [A] B A H SRR F 2
BUVIRTVU L] O ) AER. BA
H%ﬂﬂ%ﬂ?éé%& 2019:122:16-21

378) KAk M. FIRIE R — EEE D2 JOHNS
Vol. 35 No.9 2019: 1377-1378 E.2019 £ 9 A
AT

379) fakEME. BREHRE OB L, HHT
% 7»— H B sE 5 — JOHNS Vol. 35 No.10
2019: 1452-1454 £.2019 4= 9 A 1T

380) R. Kosaki, M. Kubota, T. Uehara, H. Suzuki, T.
Takenouchi and K. Kosaki. Consecutive
medical exome analysis at a tertiary center:
Diagnostic and health-economic outcomes.Am
J Med Genet A;2020

381) S. Suzuki-Muromoto, R. Kosaki, K. Kosaki and
M. Kubota. Familial hemiplegic migraine with
a PRRT2 mutation: Phenotypic variations and
carbamazepine efficacy.Brain
Dev;42.293-297.2020

382) Y. Yamashita, T. Ogawa, K. Ogaki, H. Kamo, T.

32

Sukigara, E. Kitahara, N. Izawa, H. lwamuro,
G. Oyama, K. Kamagata, T. Hatano, A.
Umemura, R. Kosaki, M. Kubota, Y. Shimo and
N. Hattori. Neuroimaging evaluation and
successful treatment by using directional deep
brain stimulation and levodopa in a patient with
GNAO1-associated movement disorder: A case
report.J Neurol Sci;411.116710.2020

383) /M HLEE, M fE A Bide 2020 A, Jo RMEE
BIEE T - YR e R AR
FRAT S R HERE N AL 125(4) 2020

384) K. Yamoto, H. Saitsu, G. Nishimura, R. Kosaki,
S. Takayama, N. Haga, H. Tonoki, A. Okumura,
E. Horii, N. Okamoto, H. Suzumura, S.
Ikegawa, F. Kato, Y. Fujisawa, E. Nagata, S.
Takada, M. Fukami and T. Ogata.
Comprehensive clinical and molecular studies
in split-hand/foot malformation: identification
of two plausible candidate genes (LRP6 and
UBAZ2).Eur J Hum Genet;27.1845-1857.2019

385) T. Niihori, K. Nagai, A. Fujita, H. Ohashi, N.
Okamoto, S. Okada, A. Harada, H. Kihara, T.
Arbogast, R. Funayama, M. Shirota, K.
Nakayama, T. Abe, S. I. Inoue, I. C. Tsai, N.
Matsumoto, E. E. Davis, N. Katsanis and Y.
Aoki. Germline-Activating RRAS2 Mutations
Cause Noonan Syndrome.Am J Hum
Genet;104.1233-1240.2019

386) T. Ogawa, E. S. Cheng, K. Muramoto and K.
Moriyama. Long-Term Management and
Maxillofacial Growth in a Klippel-Trenaunay
Syndrome Patient.Cleft Palate Craniofac
J;57.782-790.2020

387) S. Matsuno, M. Tsuji, R. Hikita, T. Matsumoto,
Y. Baba and K. Moriyama. Clinical study of

dentocraniofacial characteristics in patients
with  Williams  syndrome.Congenit  Anom
(Kyoto);59.162-168.2019

388) M. Tsuji, H. Suzuki, S. Suzuki and K.
Moriyama. Three-dimensional evaluation of
morphology and position of impacted

supernumerary teeth in cases of cleidocranial
dysplasia.Congenit Anom (Kyoto);2019

389) Y. Kuroda, H. Murakami, T. Yokoi, T. Kumaki,
Y. Enomoto, Y. Tsurusaki and K. Kurosawa.
Two unrelated girls with intellectual disability
associated with a truncating mutation in the
PPM1D penultimate exon.Brain
Dev;41.538-541.2019

390) M. Tominaga, T. Saito, M. Masuno, Y. Umeda
and K. Kurosawa. Developmental delay and
dysmorphic features in a girl with a de novo 5.4
Mb deletion of 13912.11-gq12.13.Congenit
Anom (Kyot0);2019

391) A. Daida, S. I. Hamano, S. Ikemoto, Y. Hirata,



R. Matsuura, R. Koichihara, D. Oba and H.
Ohashi. Use of Perampanel and a Ketogenic
Diet in Nonketotic Hyperglycinemia: A Case
Report.Neuropediatrics;2020

392) F. Sekiguchi, Y. Tsurusaki, N. Okamoto, K. W.

Teik, S. Mizuno, H. Suzumura, B. Isidor, W. P.
Ong, M. Haniffa, S. M. White, M. Matsuo, K.
Saito, S. Phadke, T. Kosho, P. Yap, M. Goyal, L.
A. Clarke, R. Sachdev, G. Mcqillivray, R. J.
Leventer, C. Patel, T. Yamagata, H. Osaka, Y.
Hisaeda, H. Ohashi, K. Shimizu, K. Nagasaki, J
Hamada, S. Dateki, T. Sato, Y. Chinen, T.
Awaya, T. Kato, K. Iwanaga, M. Kawai, T.
Matsuoka, Y. Shimoji, T. Y. Tan, S. Kapoor, N.
Gregersen, M. Rossi, M. Marie-Laure, L.
Mcgregor, K. Oishi, L. Mehta, G. Gillies, P. J.
Lockhart, K. Pope, A. Shukla, K. M. Girisha, G.
M. H. Abdel-Salam, D. Mowat, D. Coman, O.
H. Kim, M. P. Cordier, K. Gibson, J. Milunsky;,
J. Liebelt, H. Cox, S. El Chehadeh, A. Toutain,
K. Saida, H. Aoi, G. Minase, N. Tsuchida, K.
lwama, Y. Uchiyama, T. Suzuki, K. Hamanaka,
Y. Azuma, A. Fujita, E. Imagawa, E. Koshimizu,
A. Takata, S. Mitsuhashi, S. Miyatake, T.
Mizuguchi, N. Miyake and N. Matsumoto.
Genetic abnormalities in a large cohort of
Coffin-Siris  syndrome  patients.J  Hum
Genet;64.1173-1186.2019

393) K. Shimizu, D. Oba, R. Nambu, M. Tanaka, E.

Oguma, K. Murayama, A. Ohtake, K. I
Yoshiura and H. Ohashi.  Possible
mitochondrial dysfunction in a patient with

deafness, dystonia, and cerebral
hypomyelination (DDCH) due to BCAP31
Mutation.Mol Genet Genomic

Med;8.1129.2020

394)K. Lautrup, K. W. Teik, A. Unzaki, S.

Mizumoto, D. Syx, H. H. Sin, I. K. Nielsen, S.
Markholt, S. Yamada, F. Malfait, N. Matsumoto,
N. Miyake and T. Kosho. Delineation of
musculocontractural Ehlers-Danlos Syndrome
caused by dermatan sulfate epimerase
deficiency.Mol Genet Genomic
Med;8.1197.2020

395)S. Ayoub, N. Ghali, C. Angwin, D. Baker, S.

Baffini, A. F. Brady, M. L. Giovannucci Uzielli,
C. Giunta, D. S. Johnson, T. Kosho, K. Neas, F.
M. Pope, F. Rutsch, G. Scarselli, G. Sobey, A.
Vandersteen and F. S. Van Dijk. Clinical
features, molecular results, and management of
12 individuals with the rare arthrochalasia
Ehlers-Danlos syndrome.Am J Med Genet
A;182.994-1007.2020

396) M. Uehara, T. Kosho, K. Takano, Y. Inaba, S.

Kuraishi, S. Ikegami, H. Oba, T. Takizawa, R.
Munakata, T. Hatakenaka and J. Takahashi.
Proximal Junctional Kyphosis After Posterior

33

Spinal Fusion for Severe Kyphoscoliosis in a
Patient With PIEZO2-deficient Arthrogryposis
Syndrome.Spine (Phila Pa
1976);45.E600-E604.2020

397)T. Kosho, S. Mizumoto, T. Watanabe, T.
Yoshizawa, N. Miyake and S. Yamada. Recent
Advances in the Pathophysiology of
Musculocontractural Ehlers-Danlos
Syndrome.Genes (Basel);11.2019

398) ey =2/, /MG, BEAE, EIRRRH,
IO sE, hErE R, RIER], ik
N, I, EE—, HEXCS, BARE
Z. . BEREAECTHRIEL, Ry —72
T Y= HW TR - 72 mE T —
TR Ao RAEGERED 1 B, . Dk
51(9)949-9552019

399)E%j( )8, SR )IEAAE, WHRs, /s
JLifL, ’r/rlj\m%, FHHE#E—, Bl HIEKAR,
mmﬁ,mﬁ&ﬁ,%%ﬁ%,ﬁxﬁ,%ﬁ
X, EEFE, fEmC, FEMBA X, gt
WF—, EGRE, LR, SERPHE - e
TJX&%@W£W%%mwKiDWMW
FATHEURNEIRE R NI D33 L S iz
LméﬁEW%ﬁfﬁﬁmlw.%ME?
MERE 67(3) : 209-215, 2019

400) K. Sugiyama, H. Moteki, S. I. Kitajiri, T.
Kitano, S. Y. Nishio, T. Yamaguchi, K. Wakui,
S. Abe, A. Ozaki, R. Motegi, H. Matsui, M.
Teraoka, Y. Kobayashi, T. Kosho and S. I.
Usami. Mid-Frequency Hearing Loss Is
Characteristic Clinical Feature of
OTOA-Associated Hearing Loss.Genes
(Basel);10.2019

401)F. Kawano-Matsuda, Y. Shimada, T.
Omotobara-Yabe, T. Itonaga, M. Maeda, T.
Maeda, T. Yamaguchi, T. Kosho and K. lhara. A
case of septo-optic dysplasia with hereditary
hemorrhagic telangiectasia: a previously
unrecognized combination of
malformations.Clin Dysmorphol;29.49-52.2020

402)T. Yamaguchi, K. Takano, Y. Inaba, M.
Morikawa, M. Motobayashi, R. Kawamura, K.
Wakui, E. Nishi, S. |I. Hirabayashi, Y.
Fukushima, H. Kato, J. Takahashi and T. Kosho.
PIEZO2 deficiency is a recognizable
arthrogryposis syndrome: A new case and
literature  reviewAm ] Med  Genet
A;179.948-957.2019

403) T. Sado, Y. Nakayama, S. Kato, H. Homma, M.
Kusakari, N. Hidaka, S. Gomi, S. Takamizawa,
T. Kosho, S. Saito and K. Sugano. Extremely
young case of small bowel intussusception due
to Peutz-Jeghers syndrome with nonsense
mutation of STK11.Clin J



Gastroenterol;12.429-433.2019

404)M. Yamasaki, K. Abe, T. Kosho and T.
Yamaguchi. Familial Aortic Dissection in a
Young Adult Caused by MYH11 Gene
Mutation.Ann Thorac Surg;108.e49.2019

405)M. Uehara, Y. Nakamura, J. Takahashi, T.
Suzuki, M. lijima, Y. Arakawa, K. Ida, T.
Kosho and H. Kato. Efficacy of denosumab
therapy for a 2l1-year-old woman with
Prader-Willi  syndrome, osteoporosis and
history of fractures: a case report.Ther Clin
Risk Manag;15.303-307.2019

406) Y. Yokota, H. Moteki, S. Y. Nishio, T.
Yamaguchi, K. Wakui, Y. Kobayashi, K.
Ohyama, H. Miyazaki, R. Matsuoka, S. Abe, K.
Kumakawa, M. Takahashi, H. Sakaguchi, N.
Uehara, T. Ishino, T. Kosho, Y. Fukushima and
S. I. Usami. Frequency and clinical features of
hearing loss caused by STRC deletions.Sci
Rep;9.4408.2019

407) Gl oD < A, ERNC. BEATER B (HER)
Z %5 Ehlers-Danlos JEfERE. J&i{x 1
%:9.81-89.2019

408) N. K. Matsushita R, Ayabe T, Kinjo S, Haruna
H, lhara K, Hasegawa T, Ogata T, Ozono K,
Minamitani K, Thyroid Committee of the
Japanese Society for Pediatric Endocrinology.
Early Calcitonin Level-Based Thyroidectomy
May Reduce Postoperative Complications and
Improve  Prognosis in  MEN2.J Pediatr
Endocrinol Metab;32accepted.2020

409) K. Hamanaka, A. Takata, Y. Uchiyama, S.
Miyatake, N. Miyake, S. Mitsuhashi, K. lwama,
A. Fujita, E. Imagawa, A. N. Alkanag, E.
Koshimizu, Y. Azuma, M. Nakashima, T.
Mizuguchi, H. Saitsu, Y. Wada, S. Minami, Y.
Katoh-Fukui, Y. Masunaga, M. Fukami, T.
Hasegawa, T. Ogata and N. Matsumoto. MYRF
haploinsufficiency causes 46,XY and 46,XX
disorders of sex development: bioinformatics
consideration.Hum Mol
Genet;28.2319-2329.2019

410) E. Uehara, A. Hattori, H. Shima, A. Ishiguro, Y.
Abe, T. Ogata, E. Ogawa and M. Fukami.
Unbalanced Y;7 Translocation between Two
Low-Similarity =~ Sequences  Leading to
SRY-Positive 45,X Testicular Disorders of Sex
Development.Cytogenet Genome
Res;158.115-120.2019

411) T. Yoshida, M. Miyado, M. Mikami, E. Suzuki,
K. Kinjo, K. Matsubara, T. Ogata, H. Akutsu,
M. Kagami and M. Fukami. Aneuploid rescue
precedes X-chromosome inactivation and
increases the incidence of its skewness by
reducing the size of the embryonic progenitor

34

cell pool.Hum Reprod;34.1762-1769.2019

412) D.Shimizu, R. Sakamoto, K. Yamoto, H. Saitsu,
M. Fukami, G. Nishimura and T. Ogata. De
novo AFF3 variant in a patient with mesomelic
dysplasia with foot malformation.J Hum
Genet;64.1041-1044.2019

413) Y. Masunaga, T. Inoue, K. Yamoto, Y. Fujisawa,
Y. Sato, Y. Kawashima-Sonoyama, N. Morisada,
K. lijima, Y. Ohata, N. Namba, H. Suzumura, R.
Kuribayashi, Y. Yamaguchi, H. Yoshihashi, M.
Fukami, H. Saitsu, M. Kagami and T. Ogata.
IGF2 Mutations: Report of Five Cases, Review
of the Literature, and Comparison with
H19/IGF2:1G-DMR Epimutations.The Journal
of Clinical Endocrinology &
Metabolism;105.116-125.2020

414) A. Ohishi, Y. Masunaga, S. lijima, K. Yamoto,
F. Kato, M. Fukami, H. Saitsu and T. Ogata. De
novo ZBTB7A variant in a patient with
macrocephaly, intellectual disability, and sleep
apnea: implications for the phenotypic
development in 19p13.3 microdeletions.J Hum
Genet;65.181-186.2020

415)T. Fukuda, T. Hiraide, K. Yamoto, M.
Nakashima, T. Kawai, K. Yanagi, T. Ogata and
H. Saitsu. Exome reports A de novo GNB2
variant associated with global developmental
delay, intellectual disability, and dysmorphic
features.Eur J Med Genet;63.103804.2020

416) K. Ushijima, M. Okuno, T. Ayabe, N. Kikuchi,
T. Kawamura, T. Urakami, |. Yokota, S.
Amemiya, T. Uchiyama, T. Kikuchi, T. Oqgata,
S. Sugihara, M. Fukami, C. Japanese Study
Group of Insulin Therapy For and D.
Adolescent. Low prevalence of maternal
microchimerism in peripheral blood of
Japanese children with type 1 diabetes.Diabet
Med;20.712-719.2019

417)K. Imura, S. lkeya, T. Ogata and Y. Tokura.
Erythrokeratodermia variabilis et progressiva
with a rare GJB3 mutation.J
Dermatol;47.e111-e113.2020

418) T. Hiraide, K. Kubota, Y. Kono, S. Watanabe, T.
Matsubayashi, M. Nakashima, T. Kaname, T.
Fukao, N. Shimozawa, T. Ogata and H. Saitsu.
POLR3A variants in striatal involvement
without diffuse hypomyelination.Brain
Dev;42.363-368.2020

419) K. Kinjo, T. Yoshida, Y. Kobori, H. Okada, E.
Suzuki, T. Ogata, M. Miyado and M. Fukami.
Random X chromosome inactivation in patients
with Klinefelter syndrome.Mol Cell
Pediatr;7.1.2020

420) T. Hiraide, S. Watanabe, T. Matsubayashi, K.
Yanagi, M. Nakashima, T. Ogata and H. Saitsu.



A de novo TOP2B variant associated with
global developmental delay and autism
spectrum  disorder.Mol  Genet = Genomic
Med;8.1145.2020

421) T. Hayashi, K. Hosono, A. Kubo, K. Kurata, S.
Katagiri, K. Mizobuchi, M. Kurai, N. Mamiya,
M. Kondo, T. Tachibana, H. Saitsu, T. Ogata, T.
Nakano and Y. Hotta. Long-term observation of
a Japanese mucolipidosis IV patient with a
novel homozygous p.F313del variant of
MCOLN1.Am J Med Genet A;2020

422)D.leda, I. Hori, Y. Nakamura, K. Ohashi, Y.
Negishi, A. Hattori, A. Arisaka, S. Hasegawa
and S. Saitoh. A novel splicing mutation in
SLC9A6 in a boy with Christianson
syndrome.Hum Genome Var;6.15.2019

423)Y. Negishi, D. leda, I. Hori, Y. Nozaki, T.
Yamagata, H. Komaki, J. Tohyama, K.
Nagasaki, H. Tada and S. Saitoh. Schaaf-Yang
syndrome shows a Prader-Willi syndrome-like
phenotype during infancy.Orphanet Journal of
Rare Diseases;14.277.2019

A24) 75 B 35 Angelman JE & BE . /N R
#}.60.961-966.2019

425)K. C. J. Nixon, J. Rousseau, M. H. Stone, M.
Sarikahya, S. Ehresmann, S. Mizuno, N.
Matsumoto, N. Miyake, D. D. D. Study, D.
Baralle, S. Mckee, K. lzumi, A. L. Ritter, S.

Heide, D. Heron, C. Depienne, H. Titheradge, J.

M. Kramer and P. M. Campeau. A Syndromic
Neurodevelopmental Disorder Caused by
Mutations in SMARCD1, a Core SWI/SNF
Subunit  Needed for Context-Dependent
Neuronal Gene Regulation in Flies.Am J Hum
Genet;104.596-610.2019

426) S. K. Fiordaliso, A. lwata-Otsubo, A. L. Ritter,
M. Quesnel-Vallieres, K. Fujiki, E. Nishi, M.
Hancarova, N. Miyake, J. E. V. Morton, S. Lee,
K. Hackmann, M. Bando, K. Masuda, R.
Nakato, M. Arakawa, E. Bhoj, D. Li, H.
Hakonarson, R. Takeda, M. Harr, B. Keena, E.

H. Zackai, N. Okamoto, S. Mizuno, J. M. Ko, A.

Valachova, D. Prchalova, M. Vickova, T.
Pippucci, C. Seiler, M. Choi, N. Matsumoto, N.
Di Donato, Y. Barash, Z. Sedlacek, K.
Shirahige and K. Izumi. Missense Mutations in
NKAP Cause a Disorder of Transcriptional
Regulation  Characterized by Marfanoid
Habitus and Cognitive Impairment.Am J Hum
Genet;105.987-995.2019

427)P. J. Van Der Sluijs, S. Jansen, S. A. Vergano,
M. Adachi-Fukuda, Y. Alanay, A. Alkindy, A.
Baban, A. Bayat, S. Beck-Wodl, K. Berry, E. K.
Bijlsma, L. A. Bok, A. F. J. Brouwer, . Van Der
Burgt, P. M. Campeau, N. Canham, K.
Chrzanowska, Y. W. Y. Chu, B. H. Y. Chung, K.

35

Dahan, M. De Rademaeker, A. Destree, T.
Dudding-Byth, R. Earl, N. Elcioglu, E. R. Elias,
C. Fagerberg, A. Gardham, B. Gener, E. H.
Gerkes, U. Grasshoff, A. Van Haeringen, K. R.
Heitink, J. C. Herkert, N. S. Den Hollander, D.
Horn, D. Hunt, S. G. Kant, M. Kato, H.
Kayserili, R. Kersseboom, E. Kilic, M.
Krajewska-Walasek, K. Lammers, L. W.
Laulund, D. Lederer, M. Lees, V.
Lopez-Gonzalez, S. Maas, G. M. S. Mancini, C.
Marcelis, F. Martinez, I. Maystadt, M. Mcguire,
S. Mckee, S. Mehta, K. Metcalfe, J. Milunsky,
S. Mizuno, J. B. Moeschler, C. Netzer, C. W.
Ockeloen, B. Oehl-Jaschkowitz, N. Okamoto, S.
N. M. Olminkhof, C. Orellana, L. Pasquier, C.
Pottinger, V. Riehmer, S. P. Robertson, M.
Roifman, C. Rooryck, F. G. Ropers, M. Rosello,
C. a. L. Ruivenkamp, M. S. Sagiroglu, S.
Sallevelt, A. Sanchis Calvo, P. O. Simsek-Kiper,
G. Soares, L. Solaeche, F. M. Sonmez, M.
Splitt, D. Steenbeek, A. P. A. Stegmann, C.
Stumpel, S. Tanabe, E. Uctepe, G. E. Utine, H.
E. Veenstra-Knol, S. Venkateswaran, C. Vilain,
C. Vincent-Delorme, A. T. Vulto-Van Silfhout,
P. Wheeler, G. N. Wilson, L. C. Wilson, B.
Wollnik, T. Kosho, D. Wieczorek, E. Eichler, R.
Pfundt, B. B. A. De Vries, J. Clayton-Smith and
G. W. E. Santen. The ARID1B spectrum in 143
patients:  from nonsyndromic intellectual
disability to Coffin-Siris syndrome.Genet
Med;21.1295-1307.2019

428)M. Yamada, T. Uehara, H. Suzuki, T.

Takenouchi, H. Yoshihashi, H. Suzumura, S.
Mizuno and K. Kosaki. SATB2-associated
syndrome in patients from Japan: Linguistic
profiles.Am J Med Genet A;179.896-899.2019

429)H. Watanabe, K. Higashimoto, N. Miyake, S.

Morita, T. Horii, M. Kimura, T. Suzuki, T.
Maeda, H. Hidaka, S. Aoki, H. Yatsuki, N.
Okamoto, T. Uemura, |. Hatada, N. Matsumoto
and H. Soejima. DNA methylation analysis of
multiple imprinted DMRs in Sotos syndrome
reveals IGF2-DMRO as a DNA
methylation-dependent, PO promoter-specific
enhancer.FASEB J;34.960-973.2020

430) L. Snijders Blok, T. Kleefstra, H. Venselaar, S.

Maas, H. Y. Kroes, A. M. A. Lachmeijer, K. L.
I. Van Gassen, H. V. Firth, S. Tomkins, S.
Bodek, D. D. D. Study, K. Ounap, M. H.
Wojcik, C. Cunniff, K. Bergstrom, Z. Powis, S.
Tang, D. N. Shinde, C. Au, A. D. Iglesias, K.
Izumi, J. Leonard, A. Abou Tayoun, S. W.
Baker, M. Tartaglia, M. Niceta, M. L. Dentici,
N. Okamoto, N. Miyake, N. Matsumoto, A.
Vitobello, L. Faivre, C. Philippe, C. Gilissen, L.
Wiel, R. Pfundt, P. Deriziotis, H. G. Brunner
and S. E. Fisher. De Novo Variants Disturbing
the Transactivation Capacity of POU3F3 Cause



a Characteristic Neurodevelopmental
Disorder.Am J Hum Genet;105.403-412.2019

431)Y. Shoji, S. Ida, T. Niihori, Y. Aoki, N.
Okamoto, Y. Etani and M. Kawai.
Genotype-phenotype correlation analysis in
Japanese patients with Noonan
syndrome.Endocr J;66.983-994.2019

432)T. Yamamoto, T. Imaizumi, K.
Yamamoto-Shimojima, Y. Lu, T. Yanagishita, S.
Shimada, P. F. Chong, R. Kira, R. Ueda, A.
Ishiyama, E. Takeshita, K. Momosaki, S. Ozasa,
T. Akiyama, K. Kobayashi, H. Oomatsu, H.
Kitahara, T. Yamaguchi, K. Imai, H. Kurahashi,
A. Okumura, H. Oguni, T. Seto and N.
Okamoto. Genomic backgrounds of Japanese
patients with undiagnosed neurodevelopmental
disorders.Brain Dev;41.776-782.2019

433)S. E. Raible, D. Mehta, C. Bettale, S. Fiordaliso,
M. Kaur, L. Medne, M. Rio, E. Haan, S. M.
White, K. Cusmano-Ozog, E. Nishi, Y. Guo, H.
Wu, X. Shi, Q. Zhao, X. Zhang, Q. Lei, A. Lu,
X. He, N. Okamoto, N. Miyake, J. Piccione, J.
Allen, N. Matsumoto, M. Pipan, I. D. Krantz
and K. Izumi. Clinical and molecular spectrum
of CHOPS syndrome.Am J Med Genet
A;179.1126-1138.2019

434)N. Okamoto, H. Arai, T. Onishi, T. Mizuguchi
and N. Matsumoto. Intellectual disability and
dysmorphic features in male siblings arising
from a novel TAF1 mutation.Congenit Anom
(Kyot0);60.40-41.2020

435)N. Okamoto, A. Takata, N. Miyake and N.
Matsumoto. RALA mutation in a patient with
autism  spectrum disorder and Noonan
syndrome-like  phenotype.Congenit ~ Anom
(Kyot0);59.195-196.2019

436) Ueda, K. Yanagi, T. Kaname and N. Okamoto.
A novel mutation in the GATAD2B gene
associated with severe intellectual
disability.Brain Dev;41.276-279.2019

437) Yoshida, S. Yamaoka, M. Yoshida, K.
Nakabayashi, R. Shirai, T. Osumi, C. Kiyotani,
S. Akutsu, T. Miyamoto, K. Hata, N. Kiyokawa,
Y. Yoza, K. Matsumoto, S. Matsuura and M.
Kato. 0S25-1-3 Familial rhabdomyosarcoma
due to germline bi-allelic variants of
BUB1B.Pediatr Blood Cancer 66.628049.2019

438)S. N. Akutsu, K. Fujita, K. Tomioka, T.
Miyamoto and S. Matsuura. Applications of
Genome Editing Technology in Research on
Chromosome Aneuploidy
Disorders.Cells;9.2020

439) T. Miyamoto, K. Hosoba, T. Itabashi, A. H.
Iwane, S. N. Akutsu, H. Ochiai, Y. Saito, T.
Yamamoto and S. Matsuura. Insufficiency of

36

ciliary cholesterol in hereditary Zellweger
syndrome.EMBO J;2103499.2020

440) G. Acharya, M. Bartolomei, A. M. Carter, L.
Chamley, C. F. Cotton, J. Hasegawa, Y.
Hasegawa, S. Hayakawa, M. Kawaguchi, C.
Konwar, S. Magawa, K. Miura, H. Nishi, C.
Salomon, K. Sato, H. Soejima, H. Soma, A.
Sorensen, H. Takahashi, T. Tomita, C. M.
Whittington, V. Yuan and P. O'tierney-Ginn.
IFPA  meeting 2018 workshop report I
Reproduction  and  placentation  among
ocean-living  species; placental imaging;
epigenetics and extracellular vesicles in
pregnancy.Placenta;84.4-8.2019

441) Sun, K. Higashimoto, A. Awaji, K. Ohishi, N.
Nishizaki, Y. Tanoue, S. Aoki, H. Watanabe, H.
Yatsuki and H. Soejima. The extent of DNA
methylation anticipation due to a genetic defect
in ICR1 in Beckwith-Wiedemann syndrome.J
Hum Genet;64.937-943.2019

442)Y. Nishida, M. Hara, Y. Higaki, N. Taguchi, K.
Nakamura, H. Nanri, M. Horita, C. Shimanoe, J.
Yasukata, N. Miyoshi, Y. Yamada, K.
Higashimoto, H. Soejima and K. Tanaka.
Habitual Light-intensity Physical Activity and
ASC  Methylation in a Middle-aged
Population.Int J Sports Med;40.670-677.2019

443)Y. Tomiga, A. Ito, M. Sudo, S. Ando, H.
Eshima, K. Sakai, S. Nakashima, Y. Uehara, H.
Tanaka, H. Soejima and Y. Higaki. One week,
but not 12 hours, of cast immobilization alters
promotor DNA methylation patterns in the
NNOS gene in mouse skeletal muscle.J
Physiol;597.5145-5159.2019

444)S. Dateki, S. Watanabe, H. Mishima, T.
Shirakawa, M. Morikawa, E. Kinoshita, K. 1.
Yoshiura and H. Moriuchi. A homozygous
splice site ROBO1 mutation in a patient with a
novel syndrome with combined pituitary
hormone deficiency.J Hum
Genet;64.341-346.2019

445)H. Shimizu, S. Watanabe, A. Kinoshita, H.
Mishima, G. Nishimura, H. Moriuchi, K. I.
Yoshiura and S. Dateki. ldentification of a
homozygous frameshift variant in RFLNA in a
patient with a typical phenotype of
spondylocarpotarsal ~ synostosis  syndrome.J
Hum Genet;64.467-471.2019

446) Y. Morimoto, S. Yoshida, A. Kinoshita, C.
Satoh, H. Mishima, N. Yamaguchi, K. Matsuda,
M. Sakaguchi, T. Tanaka, Y. Komohara, A.
Imamura, H. Ozawa, M. Nakashima, N.
Kurotaki, T. Kishino, K. I. Yoshiura and S. Ono.
Nonsense mutation in CFAP43 causes
normal-pressure hydrocephalus with ciliary
abnormalities.Neurology;92.e2364-€2374.2019




447)Y. Yamashita, A. Nishikawa, Y. lwahashi, M.
Fujimoto, I. Sasaki, H. Mishima, A. Kinoshita,
H. Hemmi, N. Kanazawa, K. Ohshima, K. I.
Imadome, S. I. Murata, K. I. Yoshiura, T.
Kaisho, T. Sonoki and S. Tamura. Identification
of a novel CCDC22 mutation in a patient with
severe Epstein-Barr virus-associated
hemophagocytic ~ lymphohistiocytosis  and
aggressive natural killer cell leukemia.Int J
Hematol;109.744-750.2019

448) S. Matsuno, H. Furuta, K. Kosaka, A. Doi, T.
Yorifuji, T. Fukuda, T. Senmaru, S. Uraki, N.
Matsutani, M. Furuta, H. Mishima, H. Iwakura,
M. Nishi, K. Yoshiura, M. Fukui and T.
Akamizu. Identification of a variant associated
with early-onset diabetes in the intron of the
insulin gene with exome sequencing.J Diabetes
Investig;10.947-950.2019

449) H. Mishima, H. Suzuki, M. Doi, M. Miyazaki,
S. Watanabe, T. Matsumoto, K. Morifuji, H.
Moriuchi, K. I. Yoshiura, T. Kondoh and K.
Kosaki. Evaluation of Face2Gene using facial
images of patients with congenital dysmorphic

syndromes  recruited in  Japan.J Hum
Genet;64.789-794.2019
450)D. Masui, S. Fukahori, T. Mizuochi, Y.

Watanabe, K. Fukui, S. Ishii, N. Saikusa, N.
Hashizume, N. Higashidate, S. Sakamoto, A.
Takato, K. I. Yoshiura, Y. Tanaka and M. Yagi.
Cystic biliary atresia with paucity of bile ducts
and gene mutation in KDMG6A: a case
report.Surg Case Rep;5.132.2019

451) Y. Hamaguchi, M. Aoki, S. Watanabe, H.
Mishima, K. I. Yoshiura, H. Moriuchi and S.
Dateki. KAT6B-related disorder in a patient
with a novel frameshift variant
(c.3925dup).Hum Genome Var;6.54.2019

452) M. Shibano, A. Watanabe, N. Takano, H.
Mishima, A. Kinoshita, K. I. Yoshiura and T.
Shibahara. Target Capture/Next-Generation
Sequencing for Nonsyndromic Cleft Lip and
Palate in the Japanese Population.Cleft Palate
Craniofac J;57.80-87.2020

453) A. Tanaka, M. Matsuse, V. Saenko, T. Nakao, K.

Yamanouchi, C. Sakimura, H. Yano, E.
Nishihara, M. Hirokawa, K. Suzuki, A.
Miyauchi, S. Eguchi, K. 1. Yoshiura, S.

Yamashita, T. Nagayasu and N. Mitsutake.
TERT mRNA Expression as a Novel Prognostic
Marker in Papillary Thyroid
Carcinomas.Thyroid;29.1105-1114.2019

454)Y. Endo, T. Koga, M. Nakashima, H. Mishima,
K. I. Yoshiura and A. Kawakami. Atypical
phenotype without fever in a Japanese family
with an autosomal dominant transmission of
familial  Mediterranean  fever due to

37

heterozygous MEFV Thr577Asn
mutations.Clin  Exp Rheumatol;37  Suppl
121.161-162.2019

455) M. Taguchi, H. Mishima, Y. Shiozawa, C.
Hayashida, A. Kinoshita, Y. Nannya, H.
Makishima, M. Horai, M. Matsuo, S. Sato, H.
Itonaga, T. Kato, H. Taniguchi, D. Imanishi, Y.
Imaizumi, T. Hata, M. Takenaka, Y. Moriuchi,
Y. Shiraishi, S. Miyano, S. Ogawa, K. I.
Yoshiura and Y. Miyazaki. Genome analysis of
myelodysplastic syndromes among atomic
bomb survivors in
Nagasaki.Haematologica;105358-365.2020

456) |11 H B 3 R EPAR R 1 S8 R BPAR 1 Al BT
T AN S SR =N RN S QE ST IN
TERRMFTE IR & 72 DD T2 D T
HZ LU AN OERL(FER)) R L I5%
(0386-3603)47 *& 562-565.2019

457) A H B 35 AR 35 R PR - % B4 Bl B

M. [EERMFZEIEICE SV T FHE R
EHH EOBESR ARFETOERAZEL T

(fR3)) .3EF L JAI% (0386-3603)47 %
5174-5179.2019

458) JE8E. Ehlers-Danlos JEHRE  FrEEZWT < 1R
WEATRE 2R AR R E Rk S 22 Te i
/N R 73219-222.2020

459) T. Togashi, M. Meguro-Horike, S. Nagaya, S.
Sugihara, T. Ichinohe, Y. Araiso, K. Yamaguchi,
K. Mori, Y. Imai, K. Kuzasa, S. |. Horike, H.
Asakura, A. Watanabe and E. Morishita.
Molecular genetic analysis of inherited protein
C deficiency caused by the novel large deletion
across two exons of PROC.Thromb
Res;188.115-118.2020

460) Nagata, K. Setoh, M. Takahashi, K. Higasa, T.
Kawaguchi, H. Kawasaki, T. Wada, A.
Watanabe, H. Sawai, Y. Tabara, T. Yamada, F.
Matsuda and S. Kosugi. Association of ALPL
variants with serum alkaline phosphatase and
bone traits in the general Japanese population:
The Nagahama Study.J Hum
Genet;65.337-343.2020

461) R. Okawa, K. Kokomoto, T. Kitaoka, T. Kubota,
A. Watanabe, T. Taketani, T. Michigami, K.
Ozono and K. Nakano. Japanese nationwide
survey of hypophosphatasia reveals prominent
differences in genetic and dental findings
between odonto and non-odonto types.PL0S
One;14.0222931.2019

462) K. Yamada, A. Watanabe, H. Takeshita, A.
Fujita, N. Miyake, N. Matsumoto and K. I.
Matsumoto. Measurement ~ of  Serum
Tenascin-X in Joint Hypermobility Syndrome
Patients.Biol Pharm Bull;42.1596-1599.2019



463) LA « S RMERE EVEERBRIL.  F5EEE5
T 472019 [HAREMSMEEE] 148(1)-
(AEIE#HE > U — X 96):5130,2019

464) NN - SRR IEED A T = A A, XY
XA ZNT 2019 FEFHT] BEMLL
# O IRIE - HAEROAR LREE R
MY XfiE 216-221, 2019

465) T. Hiraide, H. Kaba Yasui, M. Kato, M.
Nakashima and H. Saitsu. A de novo variant in
RAC3 causes severe global developmental
delay and a middle interhemispheric variant of
holoprosencephaly.J Hum
Genet;64.1127-1132.2019

466) K. Hamanaka, Y. Sugawara, T. Shimoji, T. I.
Nordtveit, M. Kato, M. Nakashima, H. Saitsu,
T. Suzuki, K. Yamakawa, I. Aukrust, G. Houge,
S. Mitsuhashi, A. Takata, K. Iwama, A.
Alkanaq, A. Fujita, E. Imagawa, T. Mizuguchi,
N. Miyake, S. Miyatake and N. Matsumoto. De
novo truncating variants in PHF21A cause
intellectual  disability and  craniofacial
anomalies.Eur J Hum Genet;27.378-383.2019

467) A. Fujita, T. Higashijima, H. Shirozu, H.
Masuda, M. Sonoda, J. Tohyama, M. Kato, M.
Nakashima, Y. Tsurusaki, S. Mitsuhashi, T.
Mizuguchi, A. Takata, S. Miyatake, N. Miyake,
M. Fukuda, S. Kameyama, H. Saitsu and N.
Matsumoto. Pathogenic variants of DYNC2H1,
KIAA0556, and PTPN11 associated with
hypothalamic hamartoma.Neurology;93.
€237-251.2019

1) REFE—. X—FUREERRORY RITK
BCX 51?8 40 [ AN E R
fiifE4y. 2018/1/13

2) Morisaki H, Yamanaka I, Ohata T, Kosho T,
Wakui K, Fukushima Y, Masuno M, Takahashi
K, Watabe T, MorisakiT,: TMEPAI mutation
causes MFS/LDS-like phenotypes in 2
Japanese families. Annual Meeting of
American Society of Human Genetics.(Orlando,
USA) : 2017.10.17-21.

3) Rl # T BRVEREIRREICR T 5
FRRRA 5 62 Rl H A NGRS ()
LU RY T A 1 2017.11.16.

&) f BT EEHERTIIRAS | AT B
DUFLTR: 5 48 [l A ISR
FREERS () AEHEY I
2018.2.18

5) Sachiko Nishina, Tadashi Yokoi, Tomoyo
Yoshida, Maki Fukami, Katsuhiro Hosono,
Kentaro Kurata, Yoshihiro Hotta, Noriyuki
Azuma. OCT and ERG initial findings in Leber
congenital amaurosis and genetic analysis. 44rd
Annual Meeting, American Association for
Pediatric Ophthalmology and Strabismus,
Washington DC, 2018.3

6) Tomoyo Yoshida, Sachiko Nishina, Mami
Matsuoka, Shouko Akaike, Shigeko Ogonuki
Tadashi Yokoi, and Noriyuki Azuma. Pediatric
strabismus cases possibly related to excessive
use of information and communication
technology devices. Xllled meeting of the ISA,
Washington DC, 2018.3

7)) HEEFE, SR sE BHEEEKRER, HiE
KE., BHE, BEMAE, REEML, ik
Lk, TR, SEHER, HETT. Leber
TREDHANBEITKT DR —7
o —EHWBE 2w 5 121 [BIH
KRB P2, B, 20174

8) [RL S MEFILE. BURE. AHEEKR
AR, ENEORE, HHEAM, RREL, =5
e, Fepkserr, JRH =M, H#ifT. CRB1
BIRFERICED L ——EXE 2 EF O
ARG, 55 73 B A RS HA ek - 5
42 8] B A/ NRIRBI S a B R, R,
2017.6

9) FHMAM, CF o B®REW . R
e, BN RARECR, BORE. B
1T . Information and Communication
Technology ##s Dl 235248 & b7/
WARMGER]. 25 73 [l H RF5HEAME SR
255 42 [ A A NRIRFL SR G RFs,
4R, 2017.6

10) B . PNEe—E Y g vaD%tin,
INROa—E Y a T, 873 A B AT
BHRZEESAE < 5 42 [0 B A/ N IRE 244
AR, 4R, 2017.6

11) £ =1, RHREOLAR—RAE~TRE
DAL K — R— NEOFRHEZIE. 573
[A] 0 AT HRAHR AR E 5 42 [ A A/ NR
IRBrakaaFmys, &R, 2017.6

12) HEFHE, R == HHEE ARBEK,
HE MR-, AR — AJLELE, HhZE 1,
HAE, BORE, RHE T, s FEA
R 2RI 4 (51 O EEER S & IR, 55 71 B H
AKEGIRIRBI 4, B, 2017.10

13) B sE1 NROMRRIREL. 5 71EA K
FIRIREI SRS, HA, 2017.10

14) Sachiko Nishina, Tadashi Yokoi, Tomoyo




15)

16)

17)

18)

19)

20)

21)

22)

23)

Yoshida, Maki Fukami, Katsuhiro Hosono,
Kentaro Kurata, Yoshihiro Hotta, Noriyuki
Azuma. OCT and ERG initial findings in Leber
congenital amaurosis and genetic analysis.
Distinguished Papers Symposium 1, 5 56 [f]
H ASHEIEAE - R 222, R0, 2017.12

M ARE A RE AR, FHHEAH R =2
. HET. EEARRIEHEEEIC I D P
VEGF 3G % OEE L HER. 55 56 B HA
HAMEAE R, A, 2017, 12

HRER, CF =1 BRE, B E,
wHET BORE, R&iT. LRI EE
PR NENEE 2 A 0F Lo B FVED 3 f. 5
43 [v H AN IR B a2, 4 d &, 2018.3

—HETE, CB B, AHAR, W
B, JRULAE T, BRI R B BT
FHAM, #EE. T KERIRICE
\F % Spot Vision Screener ™A M. 55 43 [a]
AA/NEIRE s, 4R, 2018.3

LR sEf. ZhTsEiE RRMEER RO
FTRT, WYL OIREIC T R &2 B
726 2. 9 43 [al A AV NRIRB A 24,
&, 2018.3

Minami SB, Nara K, Mutai H, Morimoto N,
Inoue M, Masuda Sa, Masuda Sh, Sakamoto H,
Misawa H, Takiguchi T, Kaga K, Matsunaga
T.Clinical and Genetic Studies of 21 families
with Japanese Waardenburg
Syndrome.IFOS2017 4 6 H 24—28 H, Paris,
France

Hosoya M, Masato F, Matsunaga T, Ogawa K.
Cochlear cell modeling using disease-specific
iPSCs unveiled a degenerative phenotype and
treatments of a congenital progressive hearing
loss.IFOS2017 4% 6 H 24—28 H, Paris, France

Hemphill SE, Cushman BJ, Oza AM, Shen J,
Chapin A, Booth K, Azaiez H, Duzkale H,
Zhang W, Matsunaga T, Rehm HL, Tayoun
ANA, Amr SS, DiStefano MT, on behalf of the
ClinGen Hearing Loss Clinical Domain
Working Group.Progress in evaluating the
clinical validity of gene-disease associations in
hearing loss.Curating the Clinical Genome
Meeting 2017,2017 % 6 H 28 —30 H,
Washington,DC, USA, 7R X & —

Matsunaga  T.Personalized medicine  for
hereditary hearing loss by phenotype-driven
approach.14th Taiwan-Japan Conference on
Otolaryngology-Head and Neck Surgery.2017
412 H 1—2 H, Kaohsiung, Taiwan

Saeki T, Hosoya M, Nishiyama T, Matuzaki S,
Shibata S, Matsunaga T, Fujioka M, Ogawa K,

39

24)

25)

26)

27)

28)

29)

30)

Okano H. The localization of PENDRIN
aggregation in Pendred syndrome patient
specific  iPSCs  derived outer sulcus
cells.Association for research in otolaryngology
41st Annual MidWinter Meeting2018 42 H 10
—14 H, San Diego, California, USA

Mutai H, Momozawa Y, Kamatani Y, Kubo M,
Matsunaga T. Whole Exome Sequencing to
Discover Novel Genes Associated with Hearing
Loss.Association for research in
otolaryngology  41st  Annual  MidWinter
Meeting,2018 4+ 2 A 10—14 H, San Diego,
California, USA

Nakano A, Arimoto Y, Matsunaga T. A de novo
mutation in PTPN1l1 in a child being
considered as non-syndromic sensorineural
hearing loss.14th Congress of the European
Society of Pediatric Otorhinolaryngology.2018
#£6 H 2—5 H, Stockholm, Sweden.

FAMEFIRR, A% RIEYE. BA 5, SFARM 7.
FEEHE, HmER T AR R PR —
SR RED, ONFBF, RIKEERE.
Waardenburg JEBERE 21 % DOEAGHE L
BIRBORRGT. B AR B SRR ke, NS
2017 %5 H 17—20 H

M OEEIRS, BR OGO, B fst gk B
# . fnJk JEEMEWaardenburg JEERE 11 F 5%
DA K OERIRBIRRET ~H AN W-index
R ORI~ (K2 —) AARNEEE
FAH 62 [RIREs A 2017 4 11 A 15—18
H

HKRE, w4, KILEXRRE, BEET
BB, F—AARuxvtvF, EBEARRHE, $)I
BT), JRMRE . AR A, AR
Rl A EZ | FERRARTE . ARG LR PR |
FAOKZERE, 5o mt, /DNREVRES, £
2. R EBIRIR A B8 B o0 72D O IE R 72 R
A XA T RRHEDOBSE. B A NFGE
R 62 MRS A7 2017 4F 11 A 15—
18 H

EAR, HARKRE. AR, B REERTG,
REAAREZ | DIERYEIA LIRSS FAAERE
B i, AN EERES. BEFF D exome fEHT
O BRI 28 JL1R) 8 73 R e 72 i iR oD SRR
ERBERTIEORE. B RANHEBLEFRE
62 B2 405 2017 4511 A 15—18 H

AT AT -, AT AR RS L B AL
PaERE, INFRHE 2, HREFER . HhokiRT-,
4 M Fn%E Auditory neuropathy % A& L 72 %
Yoo B ZEMEE > 3 5], 2 65 [BI H
AR AR AR AU E B AR R 2017 4F 11 A

17—18 H



31)

32)

33)

34)

35)

36)

37)

38)

39)

40)

TR L

JIZe ., PEEZ, FEBE—, %6
o, RROKEERE, /N IAREERE 2 £E O B TR
REJEPROSEFNC I 1T D COLIAL &Eint
WA IC L D HeE 2. 45 27 Bl B AR ER 4
Ky « PN S AR 2017 45 11 H 22—24
H

Ik EERE, INFREZE, Bass, REIEL.
FAMEFIAR, IUAE -, BRRIE A, /N IAR. i
AR S OB 2R O ML 27 [0l
AARER 7R - FiGEES. 77—~k
v a v B 2017 4F 11 H 22—24 H

fREPECT . AARKTE T, IoKGEREPTPNLL
WG ARSI S8R ot &
27 [ H AR BRI - IS, ik
2017 4E 11 H 22—24 H

FREER, BEER, ARRE]., JHEH—.
WA KGERE, S, AFIC R 5 EH B
(BOR) JEMRED JFIKEE T & ARG, 5
40 [B] A A/ NRBIR TSI E S, RO
[X 2018 4£ 1 H 12—13 H

HA A H-BEFREICBTLS7 A
RO 8 LWREMESIE R & 1aiis
P~ % 60 [l H AKIEF2 Ik
2017/5/26, EN

BAR A B MR B OFREMIANSH L
WAERMBIS A2 LT % & 59 [aHA
/NIRRT EE S 2017/6/15, [EN

Ogura K., Kobayashi Y., HikitaR., ShojiA.,
Tsuji M., Moriyama K. Analysis ofpalatal
morphology in craniosynostosis patients:
Comparison  between Apertsyndrome and
Crouzon syndrome. APOC2018, Boracay
Island, Philippines, March 5-7, 2018.
(Excellent Poster Presentation Award)

INBRER], MRERE, B HEER, HET
FRIE ] EEREHARIC L v A tE s
1T 127 = )VIEMGERE 2 JEFNC R 2 B
CFUNEBEORMMEEZLLE 57 FIHA
SRR S, 2017 45 8 H 18-19
H. BT

ATHEALT. AEET, EHED,
Ba, BIRET, Ba 74 EET1
/NARFERE, ZRILFE ] - Stickler SEBEREBRE O
O EN ORI BT D F) 55 76 [0 B ARG
IERF ST R, 2017 4 10 H 18-20
H. FLIE.

F)NRHL, sEMEC, @fEHEE. ZNETE,
MAREF, 214 23 v A HFETF.
/INFRAECHE ., ZR 1L ] : Stickler SEERE & Robin
sequence B OERIKIER DO HLlE —BAZE TR

40

41)

42)

43)

44)

45)

46)

47)

48)

49)

50)

BRI RE & A FERICER LT —. & 76 [0
H RS IE R = e iR, 2017 4F 10 H
18-20 H. ALME.

FiH&z, BIEE, PHELOA, EAR
KFE, FHEMEE, KHE—, 238 @#F
WHSCR-2 ™’k %1% Wolf-Hirschhorn JE{ERE
DORBANZA3TIEZ2 5 120 [ H AN
R4 2017.4.14-16.  HR

RAKE, BE 5 CNV B Fik
XHMM & log2ratio 28 ik 0D bhi — SEER D
FERTHIZ DOV T — 2 169 MYt A
2017.4.8. B E K

Kurosawa K, Minatogawa M, Yokoi
T,Enomoto Y, Ida K, Harada N, Nagai
J, Tsurusaki Y. Microdeletion of 17g21.31
causes a novel malformation syndrome.
American Society of Human Genetics 2017,
2017.10.17-21. Orlando.

g0 B, LEEFE, EAEAL HA
Mg, AR 1B, RIEEET. EKEES],
KIGIE ST, JEFE A HERLHE, KEFaRE],
BN A, MPRHET, THEERS, 19 B0 E
BEERE R O B IREEIZ DWW T OMFT-18
BT o r— MR L V-, 5 40 B H AN
IREEF4E 2018.1.12-13, HH T.

The 2017 International Classification of the
Ehlers-Danlos Syndromes (22T, N
O, BAT—F 2% 0 EFERDS (K
D) ERGEES &R, 2017/6/17, ~
A4 R—L2BBI).

Bt ERMIERD 7 ) =Ly —r
> A FEBUZ AT TGN RS2 = 5 b
BB T EEF IS v % — O EL Y A~
Oy, HEmEE, FE3EZ V=N, F
N IRGESs, 20071717-8, THERFE S

WA — 7 oo 23, N, HEm
o, BiEAIT R Y U HE S,
2017/7/15-17, EERREF.

77 AEHIC IS SIRIEROFHL, 1
i, AERC, & v A KR, 2017/9/9,
F v A B RAFFEAT.

FINRZPE R BIEPEICB T 55 ) L&
L7V =hN—r o ADOBUR, NI,
HIERIC, ALK T2 R
¥ 2 —, 2017/11/8, HAL KZFIFHPE.

T DI B OBW D S IR EA~~ IR — 7
T AN < BB AR R B OB
LE~, O, HEmD, BARNEEET
£ 62 A4y, 2017/11/16-18, A [EFSS




51)

52)

53)

54)

55)

56)

57)

58)

59)

.

70 KERIZEBIT D5 ANMER (NGSD 7'H
Tz N T AEREFIEOIY A,
M, R, 915 42 EEE T EER
PRELAG 2, 2017/11/18, #h P [EFRE#Y.

13, 18 U VI =R~ LY LW EEEH
LT, A, HEMD, 524 SRR
AR IFSESS, 2017/11/25, ~LH— L )\ E.

1EINRERIZI T D HBOC 29 ~D HL V) F 7
A3, HEAC, BarEFLmIN i (HBOC)
Scientific Exchange Meeting, 2017/12/7, =7
INTTFERAHA,

Br—F 27 v ZIEGRE (i)
DI LFRELA, N, SIERC, 59
ol {58 - BB R/NERN W E 2T —
2018/2/10, KT VAL UL Y KB

CHST14/D4ST1 KEBIZHE S Rl —F
R o« Hon AEGERE (S O3,
JRRERRI, 7 L CIRIRIEBRASE I i 7o Bk,
A, e, 525 FIRIREFEREE
H—REFOTIONEET VR T T A,
2018/2/16, KIREfE#RE > ¥ —

WA S — 7 = o ZBH < EAnMERS A HLR
RO, O, SEmS, $12
[B1FE KGR (2 24y, 2018/2/16, R T
e T AT )=V —],

D4ST1 K#81Z 43 < Ehlers-Danlos JEBEREIZ
B HEXRE FMEOFREMH, HNEE, &
R, fRUBFEYE, &5 120 [B] HA/NEREE
LpffidE S 2017/4/14-16, V5 R Y v
ARTIH EEmERE NI — v, TR
7Y v ART IV E .

DAST1 RIBICE S =—F A X 1 AJERE
HEORREfRIA EIRIFIE DRI, RAH —,
HEMC, MEME, HRER, &S,
KA, BATFEZE, dlE, Rk 26 £
/N SRR ST IR B R SE B k52 B B
v ioa Y, 5120 B HANRREE S SRR
2, 2017/4/14-16, 77> K7V AKRT )V
PrEmERE NI =L, ST R Y R
A= 3

Pathophysiology of large  subcutaneous
hematomas in Musculocontractural
EDS-CHST14: an iPS cells-based
comprehensive investigation, &~ A ¥ — |
T.Kosho, F. Yue, T. Era, J. Nakayama,
T.Yamaguchi, N. Miyake, S. Mizumoto,
S.Yamada, R. Kawamura, K. Wakui,
T.Yoshizawa, Y. Takahashi, K. Matsumoto,
T.Hirose, J. Minaguchi, K. Takehana,

41

60)

61)

62)

63)

64)

65)

66)

67)

M.Uehara, J. Takahashi, M. Ishikawa,
C.Masuda, S. Shimazu, Y. Nitahara-Kasahara,
A. Watanabe, T. Okada, K.Matsumoto, A.
Hashimoto Y. Nomura, Y.Kakuta, A.
Hatamochi, Y. Fukushima, K. Sasaki, European
Society of Human Genetics 2017, 2017/6/27-30,
Copenhagen Convention Center.

Spinal manifestations of patients with
musculocontractural Ehlers-Danlos syndrome
caused by CHST14/D4ST1  deficiency
(mcEDS-CHST14), T. Kosho , M. Uehara , H.
Kato , J. Takahashi, American Society of
Human Genetics 66 th Annual Meeting,
2017/10/17-21, Orland Convention Center.

"Musculocontractural EDS-CHST14 (Z¥51F %
FHERAE OUFERRES, O, HEHC,
RIS, HiliE, BAaRE, mEsEs, 1L
AR, Nz, @fEE, BARNEERS
SRR 62 [MIKE:, 2017/11/16-18, 465 [E B

"Musculocontractural EDS-CHST14 (ZF551) %
FHERZ OFLRIRRES, A, SEMC,
FIRCRS, g, BRI, @il
AR, R, @i, 5 40 [\ H A/
BB PR FNES, 2018/1/12-13, B ER
BEHF Yy R

Negishi Y, leda D, Miyamoto T, Hori |, Hattori
A, Nozaki Y, Komaki H, Tohyama J, Nagasaki
K, Tada H, Oishi H, Saitoh S. Truncating
MAGEL2 mutations produce fetal lethality in
mice and may recapitulate pathogenesis of
Schaaf-Yang syndrome. 67th Annual Meeting
of the American Society of Human Genetics.
2017/10/18-21. (Orland,USA) 7~ A X —¥EF

Nakamura Y, Togawa Y, Okuno Y, Muramatsu
H, leda D, Hori I, Negishi Y, Hattori A, Saitoh
S. A patient with compound heterozygous
mutations in SZT2 represents a discernible
clinical entity with developmental delay,
macrocephaly and dysmorphic corpus callosum.
55 59 [A] HAVNEsh R Pl E S ORBR)
2017/6/16-18.  [1HE¥EF

Seiji Mizuno, Mie Inaba, Hiroko Taniai, Yukako
Muramatsu Recovery from “Rapid
deterioration” in individuals with Down
syndrome Annual meeting of European Society
of Human Genetics Copenhagen, 2017.5.2

KEPIRE] Yeta AR R - B IR ORII D
FEAH & BRI O BRAE B 6 IO
fEEAar=— BREAHHES 4 H=E
i 2018.1.20

AKEPBRE] BEEEORRIZE = % T -
ey PERFE TEAE 2 =2 b




68)

69)

70)

71)

72)

73)

74)

75)

76)

77)

MRt I+ — & EM 2018.1.27

FEHALIE T, T3, =B+, HE
T IUASRS), VAT, EAMEZ  EEE
e G FHE S E 2 & 0F U 7c B EBRE D
6 Bl B ALEHAARBREIVEY TF
DTS 2017 4

Harumi Fujita, Shinya Matsuura,et al. Genetic
characterization of a patient with a progeroid
phenotype and mosaic variegated aneuploidy.
KEYSTONE SYMPOSIA MEETING, Aging

and Mechanism of Aging-Related Disease
(Yokohama) May 15—19, 2017

EAEME, ARl RS A
NZEZRET 28R KN O E&RFHE & L
TOE MEEMRKICKT L7 AfRE
5 58 [l FIg g R E AT E S (R)E) 2017
F£6H4H

EOARERE, RME{R L b FPEFERMARIC
BT % CRISPR - ObLiGaRe % 7= itk
BRFEMM AV A7 OENZEEHET HiBIEFR
ROBHE 2 BAKRT ) AFEFS (K
F) 2017 4F 6 H 28~30 H

Ekaterina Royba, Shinya Matsuura
Evaluation of ATM heterozygous mutations
underlying individual differences in
radiosensitivity using genome editing in human

cultured cells 25 42 [m] F [ 1 X b 2 228
Wee (RE) 201747 H 27 H

Tatsuo Miyamoto, Shinya Matsuura, et al.
PLK1-mediated phosphorylation of
WDR62/MCPH?2 is required for proper mitotic

spindle orientation &5 75 [A] H A F =40y
W (BiEe) 2017 459 H 29~30 H

EOREERE, MG SR —F
PLK1 T & & fa M/ NEE IR K& s 1 FE W
WDR62 DV b Z N L 7= #l i 4y S22
E{LRERE 55 60 [B] B AR EESS (T
#£) 2017 410 H 25~28 H

AN, RS fh ECRRESR AR
WEEFHZ LD b R 74 L ROSEAL
EDOREFR 5 60 8] B ARSI RS (T
#E) 2017 4510 H 25~28 H

EARERE, FIAEEY L ET B, KR
BRI R T 250 S - B OBAEE RO
LEEFEILOBE  JLFEFIH - LFEFE
P THORR SR - EERM AR R ) R
ANBART: (f®) 20184F1 H 20 H

Mbf1 | Pacman 7> 5 E(z) mRNA Z{#i#9 5
ZETRY a—aP A Ly T OBREN
ZHELTWD (RA%—) HiiE—. =

42

78)

79)

80)

81)

82)

83)

84)

W36, B (R, JAMEdE. 55 11 8] AA
TV 2 RT 4T AW EES
2017.5.22-23. Fifife bt o ¥ —— G i
()

"7 A Commdl & Zrstl D ) A T
VT v TR OWIGE (RA X —) BiE—
B, Wl E—, JbiBEsE, mAE— HB
B, WAL, RlEsf. 611 FIHART
Y xR T 47 AR EES
2017.5.22-23. e At v ¥ — — G
R

KIGREIZB T HA4 7V F DMR Oafh
B A F ALY (KA X —) fiEmFHE. '
JufdE, HARRGE, B, piHERE, A
BER, AUIEE—. BERER, AR —E,
BlESd. FURAARATE 2 RrT 47 A
W4y 2017.5.22-23. il it #
— G R

NSD1 /N7 1 R4X DNA A F LAt A 7V
v NREEBATRERTAEET DS (R
AL —) EREFE FookE, =k, A/l
HETE, flms &, AR, RO & &,
VA —, SRR, AAAELE, EIS .
11 MIEATE Y = 3T 4 7 AR
2017.5.22-23. “Flrintt o &2 —— ik
()

)AL T )T 4 T D overview &
Beckwith-Wiedemann JEfERE (D88) RS
H. BAAEHERTSH 62 MK
2017.11.15-18. w7 [E PR =Y

NSD1 7 1 R4 L DNA A F it A 7Y
v hNEE BB TRIEEZERETS (0
9H) JEBEE WOt =7, ATEZA
=, MEAE, HARM, RAE®m, B
Jff. HARANBEEBEFRE 62 AR
2017.11.15-18. #f17 [EpR i

RV 3 — AHIEAR 2 ORERE BE OB
{5728 B3 Weaver SEBER 25l & 29 (0
5H) AJICE, B, WK, WHAE
=, WARME, AR RS, KEH
she CECERMESC, R T m RS, VEAT A
FEER . kO, mEREBR . PE T
=k, EE SR, AAAREDE. BHARANH
BRFRE 62 MKk 2017.11.15-18. 47

HEREESANT o S NS IS AP /)
w (DB FElE 5. 26 25 A1 H AR
LHEES 2017.11.24-25. R EALTH &
7 VRTEER

e D



85)

86)

87)

88)

89)

Mbf1 | Pacman 7> 5 E(z) mRNA Z{#:#9 5%
ZLETRY a—AaV A Ly T OBREN
ZHAL TS (HEE - RAX—) VEE
—. HEIEFCE, BlETEE, SHEE. 2017 4
EAMBI TR FEA RSP (55 40 1] H
KOFHEWTFEFE, 5690 B A AR EbFe
K%)  2016.12.6-9. ffFAR—hT7 A F R

<7 A Commdl & Zrsrl D7) hA T
T4 TR OMNSE (O8H - RAK —)
W E—RR, P E . ALIBE R AR AE—
HEAEZ, EPACZ, BIESER. 2017 4
FEAMBI TR ARFER RS (55 40 B H
KOFHEWTFEFE, 5690 B A AREbFe
R&)  2016.12.6-94F KR — 7 A F R

Beckwith-Wiedemann JEWEREIZ A OF L 7= % 4iE
ErReEEE e 1 41 (DEE) JIR%ws. M
B B, B JREERIE, R
gt i, EIE el EBE—RT. 25 73 B
W NES AAGES: 2018217 A dT R K

"NSD1 haploinsufficiency evokes DNA
hypomethylation at imprinted DMRs and the
increased expression of imprinted genes
(Poster) Watanabe H, Higashimoto K, Miyake
N, Maeda T, Hidaka H, Aoki S, Matsumoto N,
Soejima H. The 67th Annual Meeting of the
American Society of Human Genetics.
2017.10.17-21. Orange County,Convention
Center, Orlando, FL, U.S.A."

"Germline mutations associated with polycomb
repressive complex 2 cause Weaver syndrome
(Poster) Imagawa E, Higashimoto K, Sakai Y,
Numakura C, Okamoto N, Matsunaga S, Ryo A,
Sato Y, Sanefuji M, lhara K, Takada Y,
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T—F R - ¥ u AEWERE (Ehlers-Danlos
syndrome ; EDS)

EDSIZ. FiJE - B o@ M, ARk
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V. 15000 \NDHE TR 6N D, 199742
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WZ D OIFRIZ /3 S 47z (Beighton et al.,
Am J Med Genet 77: 31-37,1998) , = D14, #H
To RN 0BT, AL FRIEE L &
HIHRWTHRESN, Tonyd L E5H
I L BB & WO ERTIZ RN Z L 5
Mo T&E=, ZH L2 Ea2ERIT, A
FHEFZEE 2 L TV 5 International Consortium
on EDS and Related Disorders (¥i7£i%The EDS
Society) ®webZ3i# (Board MemberZ:i#. Rare
Type Committeez3i%) 35 K OVFp% 2845 A Bf#
®DNew York CO[EEZ:7# (2016 International
Symposium) Z#% T, #FHizZefndiis (The 2017
International Classification of the Ehlers-Danlos
Syndromes) 723MERK S 4172 (Malfait, Kosho, et
al., Am J Med Genet C Semin Med Genet 175: 8-26,
2017) . DAF, HimEE=T,

Classical EDS (& %! EDS)
Classical-like EDS (A #i% EDS)
Cardiac-valvular EDS (.DMigf%! EDS)
Vascular EDS (Ifi&# EDS)
Hypermobility EDS (BE&i AT B jLERY)
Arthrochalasis EDS (£3¢BI#hstifEY)
Dermatosparaxis EDS (B & as5%!)
Kyphoscoliosis EDS (#{Hl%&#7])

EB¥r)ittle Cornea Syndrome (55 £ BRORE{E
10. Spor;dylodysplastic EDS (FHERB A

EDS
11. Musculocontractural EDS (fh#i#EH!)

12. Myopathic EDS (3 Z/35F—#)
Periodontal EDS (#)&ZIEDS)

AwrgEo BrgIE, (1) &t OEDS
community & OEHE A HERF - FERE L, Hi7-7/m
HVER L O BEELENZIRICEAT L L &
Hic, ENOEMFE L CBBRPERIC, $2X
BHELE L TREESICHREELTNIZE, (2
R IRAIICEDS ¥ 72 13 E A Aok E BN B b
% RBE I LRty — 7 v R K A ERED

CoNoOR~WNE
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IRTRARAIRAT 24TV DERIRAIA AL & AT
THZLETHD,

a7 v YA VU RE@ERE (Coffin-Siris
syndrome ; CSS)

CSSIZ., FEEEfEM, MAYkEDE, B LORH
(B LI D) | BREEE, SHRY%
P, ZB5HE - BRI K OSKEIE O ()

AR E T D ENRIERFTIEGERTH 5,
20124, BRI N KPR PP R PR s 7
(IMMARE BB, B FHEEdR) 290 s L
72 ALL JAPANDGIREY « FRERIBFFEIZ L0 |
CSS7'BRG1-3 L U'BRM-Bi# N+ (BAF) #H4&
BHERK 2 /X7 % 32— R 5 {5 -SMARCB1
(22g11.23) . SMARCA4 (19p13.2) .
SMARCE1 (17g21.2) . ARID1A (1p36.11) .
ARID1B (6p25.3) DO~F mEAMEAERIZ LV %
JET 5 Z ENB BN/~ 7= (Tsurusaki et al.,
Nat Genet 44: 376-378, 2012) . [AIRfiZ. ARID1B
B L Cid, A7 v FDOSantenfdi L2l E L
TR DTF — LI L > THEH LN -T2, &
D%, BAFEGIRIZEES HPHF6, SOX117¢ &
DERELCSSESIE T Z BRI
(Wieczorek et al., Hum Molec Genet 22: 5121-
5135, 2013; Tsurusaki et al., Nat Commun 5: 4011,
2014) , ASrAFGEETIL, CSSEH IR Sk
- BB 2 B & 202 L7z (Kosho et
al., Am J Med Genet A 161: 1221-1237, 2013)
I Bz, EEEILFEMFEICIE-S < CSSE L UK
WHROREHT—ET v A% % &, American
Journal of Medical Genetics Part CO¥FE 5 % ffa &
=Rl R L IGE) & L TR L
(Kosho et al., Am J Med Genet Part C Semin Med
166C: 241-251, 2014; Kosho et al., Am J Med Genet
Part C Semin Med 166C: 262-275, 2014) .
AWFIEO HHE, (1) BRIz irsan
CSSIEE DN LMk T 5 Z &, (2) CSSHIZEE
E LT, HROERKR - e E2 ) —R352
ETHD,

AR X R B MR & LT O ERERE
EMRZFEFAMHERPE B R
oy — NIRRT, BRERNLZ E R
H[EC, RIFENO/NTIARIEESME - Je K E
KERBFICBIT2BZEORE L 2> TV D, RN
\22o% H/NREMEE ' v ¥ —I2 b BEIREEM
SREENTND, ZIUTE D, B2Ro g



HZIRIE D & OB KRG T & B IR 2 A5 L
TWd,

Frim Iz BT o/ NEISIEE s - SR
RABBREICBIT2ZROE L LT, KT/
WRAERE L TRV, FIRFICERET 2 8RR
WNERED P ILT— 3 ASHhET DI &
RS LT &2,

AWFFEO B, 295 Lz HE-HIXEE
RS & L CH X R DB - e RIERE
B9 2 BRI LD 7= 0 OIRH] % HERF - 3
BT LThHD,

B. #EHE
T—F A « X ona ZJEERE (Ehlers-Danlos
syndrome ; EDS)
(1) AR5 4F%EE 1L, International Consortium on
EDS and Related Disorders (Z17£i% The EDS
Society) (2RI D H T V7 Mi— D Medical and
Scientific Board Member & L T
(https://www.ehlers-danlos.com/) . & DIEEHIC
L., w&emOMERZ I - RETLTE
Too EIWNTIL, ABFFEHIH 28 U T, AR
s OB T 2017 SRR E OB T et
1% - SEIELRIE L,

(2) 1EMRFEFH M IR E s ER e
VA —"TIX, EDS F 721 3FakAE SRRk BN 5
PIARBREICHT WM —7 =R 2K D
MR 72 A B R R 2. 2017 D FT 448
WZHEHL U 7= A2 Bk V& T AFgei
MABLUTC, 2L THEBLTER (7=
TN —T T R)

a7 v AU RERRE (Coffin-Siris
syndrome ; CSS)

(1) fBINKFEFE I R InPE s 1 EE e
= BINRFNER, RS Z 8RR
Z iz, BRRAIIC CSS Mk 5 HBE DI
Lrikp L T&le, —RAZ V—=21F, B
INKRFEFBERETZE (R F L) 2
MEIZBE%E L7z, 4 CSS FINEEF 42 & Te
MRS E R EE R T A Lo A Z DRV %
W=k > — 4 > ion PGM (2 & 5 & s+
AT ICBW T ToTe, ZIRAZ U —=27
%, BRIETSL RO T — & (8l 7t
EDOILFEFTE) Ik =r v — LT TH S,

(2) CSS gt & LT, 5o CSS MFzeHEdElz
Hiik T 5, BIalE « B RMERED AL T8 L
TS H TR & 4Ty % Management of
Genetic Syndromes D5 4 fiRIZF515 % CSS D E
. BRET RO =FM L L bICELL, £
fo. A7 O Santen £33 4% ARID1B
FEIEOEFRILFEMZE, B LU, BTN RS
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DHERES 2 [EBRIG R ZEIC B /) L 7= (van der
Sluijs, Kosho, et al., Genet Med 21: 1295-1307,
2019; Sekiguchi, Kosho, et al., J Hum Genet 64:
1173-1186, 2019) .

AR X AR B MR & LT O IRERE
EMKFEFRHERPE (B EEIFE '
VA= JNERD 2B WT, BRI E LR
Be & 4:m L <, EBFRNO/NEHIFIERENE -
S KM BRI T DR A HEdE LT,
PrieRFNERCH AL, ~A4 7 a7 LA Y
OAEREDOMRNTZ 2 U T, FREND/NE
HIRIEE B - e RVERBEE TR 22D
HEEIZH D LT,

(fi R~ D F )

ARFIEIL, BistE - ERMEEBIZET S, A%
)t & U T BIRIF2E B OB AR F-FRATIFZE D & 722
B, AR E LT, ~LY U R ES OB
KFERIE T %, 5058 1X, APRIN IC XL D
e-learning %8 U CHF4EE OITENAELEE & %
T TWB,
(EEPRAFIE] SCHEBN A - EATBEIZ LS
[NEXR & T 5 EFEISEIC BT 5 e e &t
(CFR% 26 412 H 22 HZIE, PRk 29 455 A
30 H—#BekiE) | #M5F3 5, BEFORKE
HWINEE, BTN, RREREATAFZEIZ 35\ T
X, ZOAA @R - ST A N — (AT
W) - BEESTFLZE, P LABEE
WX DREZGD L E2RUET D, —HiE. 18
INKZEFEMEZ ERICBWT EINKRE
Ee i VR TS| T R ST IR (=G oy ook vy £k 2335 87)
IR 7 BEWRG T — X N — A DL
(&= - EmME) (1% 5 3789) &L
THARBINTND,
EETRETIRSE] SCHR A - BT @ -
BREHEER LD Te NP b« BT IENTHT
ZEICBAT 2 fmPREEEE PRk 25422 A 8 H A
BIE. KRk 29455 A 30 H —#FLIE) | % EsT
T 5, HAOEE:, 77 A 30— ([EAER)
DI, +o7kiAE AHESIC L 2AEEE
52 EEMET D, BEOE S RRITIFEIL.
BN RFE R T mEE ESIC B W
T, DEEME - eRMERBICHT 7 U =k
xR (REF  HEMD) (ZAE

75 583) . [EARVERS G LR B O REfEDH |
(R - HHEMD)  OkigES628) LT
KR INTWAD,

C. WraEfER

T—F R « X u ZfEGR (Ehlers-Danlos
syndrome ; EDS)

(1) WFFEEIf 28 T, B 4 HICsEICT
T Bfie &35, The EDS Society Tt



Medical and Scientific Board Meeting (ZZ&i1 L
7z, Board (ZBd9 %54, The EDS Society 7%
T T DU EEARE OG5 RVvEis
FRALTm V=7 b (B EDS (2B
%) o R TR S LTV B & FE Meetings
BT A FIE, T —# LIEICEEIT 5 1A,
BFBERIZRET D, BRI A &2 A
RANVOBIFIZET B FIHE e LIV TRt
L7,

WIEHIkZ B E T, AR —F A 1R
JEERE S (KD%, JEFA) OEHERICS
m, L, SRR LI, i, AT
& A COMEOHSIT, bk - o
Fikd L ORI B 5 ENFEEEHR D2
Wi EEHEDRIE D A AN S0 T & 72, FRTiE
11 A 18~19 HIZT7 ¥ 7 #]® EDS |23 % [H
g3 [Scientific Meeting on the Rarer Types of
Ehlers-Danlos Syndrome | % HUA{CREE L7,
ENS 5 EDS IZBHLO & D EFIREE, FLRENT
FREDEI RIS L o7,

(2) (BINKFEFE I B PiEn 1 e '
VA —TIE, ERRETH L0 RBRINE S
7o IBRFAIRR AT IS ORI S v TunZe g
TR HER SRR O FHED B VBB A

(B%) OEFEER (7 V=rv—rx

) ZBAMAE LT, FERRIVAEFE LV . HHEFR D
7263, MkERR O OZFEREI b N L (B
BN 2 E b, R FIER, FEKR, b
BR, @RER, BERK, —HEKXK, BEK, &
RR) . < oA & REDSOHEE 2K
WCEBRT D & L bic, il (4 3F—

Tl CHST14%8 ¥4\ X 2 findfiE !, DSEZA |

X D fntafEt) & R L7,

a7 v AU RERRE (Coffin-Siris
syndrome ; CSS)
(1) FBINKRZFEFSEREFHEICBIT S, A
1 P 75 B E B - FE A S R VAT 12 K H CSS D
BIRFA T V== T a4 o CE T, P29
EEE. ARIDIBO AT 7 A4 AL RAEH L, BHFH
TRNTRER 22 5 LT e ip r — 2 i LTz
(Natsume, Kosho, et al., Pediatr Int 60: 378-380,
2018)

(2) BEBME - SRR DA T & L TR
HCHIH 41TV 5 Management of Genetic
Syndromes D F 4RI F 1T D CSSDFE DIFEH |2
BEBH SN, O THRKERE T

(SMARCB1, SMARCA4, SMARCEL1,
ARID1A. ARID1B, SOX11) % 5% zx 7=JER] %
BERBICRRET, 0 RIS e B R LT
R RADO A A% f546 L 7=, ARID1BHFIEIC
B4 5 B D Z sk LRI Zeic N, ARHEL
SEFI ORGSR 2 M4t L7z, AFF. ARID1BR
HICSSHAETIA . ARIDIBRHE AR E 64 A
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MM S, TOBKREBNE L Lz, CSS
BREER & LT, IRWEE, RVHEE, B &
#, Fand/orE AWV AF, NSV E
FIERBLEES AR, 2ER2ERH
ARID1BBH#CSSHEZREIZ BT, ARID1BREH
FRIEEREREL VHEEN m D> 7= (van der
Sluijs, Kosho, et al., Genet Med 21: 1295-1307,
2019) , AEIETHSL R HERE 9 2 [EIRRIL[EIAF 2
I LEDORR RN E L BT (T8IER) :
ARID1BIEfs 155 [48JEH]. SMARCBLEL T
B [BIEBI]. SMARCAAES T [THEHI].
ARID1A &fn - F A [6ER]. SOX1LE S 1 HH
[4JEf]]. SMARCEL Eis TR E[LEF]. PHF6
s B [UER])  (Sekiguchi, Kosho, etal., J
Hum Genet 64: 1173-1186, 2019) .

EER KR E R R & L TOSEEEE
~A 7 v T LA AT DS FERT R A U
T, HBRIC BT /NI ER M - e R
PEBBE BT 22RO T H 28R RN
B omEEL RIS T, R/NERASZFEL
le=A 7 a7 LA GfRRA DM 2 32k,
BRIRRY = BB IR S e o T,

D. B%£

T—F R « X na AEMEERE (Ehlers-Danlos
syndrome ; EDS)

(1) 2017 FHIR OB ERS AL - R, R
FFEHIE 238 U C. H ARDEKBESGSCFEREIC
HIFBLTETWHEEDbNLS, LLan
5. 13 B D 72 ) CHE— KBS 73 [FE S
TV BB GEATE))  (Hypermobility) 7Y
DEFIRZWNZ W T, ENOFEE RS B o
THE SN2 ke & o M ofilEEMETE S
W DITEIUE L TW D OREIRTH D, A
#Fe (JEFA) 2o b, BUGORELOEHE O
LAMEZ BN TWD, b ERARBEITRO
LBV ThHD, ENOETEREEICK T2
WrEE#EIZ 1, TNXB ZBENNME L TEH I TV
20, FEEEmALE - SBETIE, TNXB AR
A5 03 EE A (Classical-like) EDS &
BESh, BEEHAEDS Lixe BER KB
RO TWS, ok, FEEEMAE - 2k
TIE, fekgrancEBENE TR
ST= LD FHEEIIHENC B o T (FEHEER 72
Wa. THEuE2) o [ER A) 285 THH &7
ST BTV Wl SRWEED LI
LiIZWa729) . FriEEsma ks - SEECs T
% BAEIRL F X O s O I LA T REIOR
S

[EAii7Y EDS D2 5L 7]



HHE (Criterion ) 1 /5L MR 5 L OV
3

N - 2R P E) (Generalized Joint
Hypermobility - GJH)

Beighton 2 =7 : JEEMEICIZ 6 LA L, &
FHBEMRB L0 £ TOLMTIHS LLE,
50 Ll ECix 4 UL E

HHE2 - UTFDMERE2 DLULE, flzid

A BL B

A BLTFC

B AL IfC

A LBLUB BLIFC
JEMR A X0 RH AR R A R TR
AOIEIREE (&35 TEHE 2N %H)
CEE TRV ELNE BT, 003, UL
Ny MROJE
< BRJE OO B R B

°§5‘E%@Oi))7‘£b\ﬂifﬁ"f'§7ﬁ Bl 21X F W (EE'%
A~ AH) . BYEE I EEMRTO &
T, BRAAER, RERER. ?L)j:%:bcl:()\/if_
5 D VB4 (striae distensae) 07ROV e
(rubrae) @ L 5726 D (B 572 (RIEN IR
DML BT 2 pE - B IREE - FRaila s &
%)
- PRSI T A O EEME 2 (piezogenic
papules)
Jif’?? PEE 721X
k. 7%
2#%&L@%%@%ﬁﬁ@&&éﬂ@Em

FMEDHEEE~ V=T (I,

WZHRBID K 9 72 EITHRD & 9 72 (papyraceous) |

BIOWEIL, MBBERORBIRIL 2
SRR, & DK, T B L 22 B EERR

ﬁéﬁﬁ@%?‘;b\ﬂtRT@ ANVRL BB, HPERRER

DI72WEMEIT BT DB, BN, 3 &

WEZIZ, FE

- HOEAE, BLO, S EFAE
U TFD 1S EOFTRTREND < BIRFE.

(i) WHOFEH A > (Steinberg Y1 >) [Pk

(i) MOBFEH A > (Walker Y1 ) [k
i & (armspan) /&K =1.05

R T o — FEYE LS SR FE DL oo fEihg

FRi

« Z-A 3T >+2 O KERIEE LR

AEAIR B+ ARSWrRHEZ SIS 723 1 ALLE
D —FENTHIE DB A 5 FIRE

JEIR C : B ROAIHE (D7 &b 1HA
7b§,[Z\§E)

mRHBEYIEIN., &RIK3INALL BRI 5., 2
DL O MR E R DR

3 A LRt 9 2 1844 AR 72
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IMED 72 WIRBE COBEIBH DO IE, F721%
%%#@%ﬁ@? EX (aE7ziZb)

a. [Al—PREHi fésEuL®#%@ﬁ%E\
itiZO@E&é% BWTHELR BRI
Ltzﬁuimﬁﬂ%i%a

b. MG & IXEERAGR 7R 2 DLL EOEMIIZ BT
5. BERRNCHEE U BB AR 22 BN

HHES - Bl XRITIUTTR 5 220 HIHESE

jia

B & Mt

HOEEY) v~FREEED, thoiEix
M F 72 13 RVERE SRR B A Bk, R

DA AR B A BE 2BV T, hEDS
EDOBINZWHCIX, K2 ITB T HERA R
FOVER B F 2772 ENMETHY
JEIR C (IBMETEIR L OV E IR EM) |
BRI

R (R A4 /3F—R EDS, Bethlem
FRF—72 L) | MOBEIERE AR R (i
@ EDS Ji#! . Loeys-Dietz JEfERE, Marfan JEfz
B ) | BERERE (BERASERE) %
G, BRI T ORGSR hEE (A O B AT
@JILL%:Eﬁ“éﬂﬁ@ LI DRI _%LEOW%%

Bk, JEIE. BRPTR. BRI OVEIX

%ﬁ(ﬁ?ﬁ@*ﬁﬁﬁ:%fj <,

ERIRNZ & DIt A

(¥ & % EDS (clEDS) Dl K]
KIHUE
(1) Ry MERORARZEFE D 3 FEHEIEREE &
PED 2R R A R
() KIEMEME (RbHEENEVOIXE &R H)

S ZEL BT, bRVl tb b ey

RE i3 m] Eh

(3) & it

/NJEHUE

Q) ROEE : BILWIALMZO XWExk
(forefoot) | W FIFL & % - 7= HLBHEE | i P A2 .

SECRERE, JEiBM: 92 (piezogenic papules)
(2) LAEZEDZRV TR ORE

(3) HXFEDimALIS K OV G 1K T

(4) HhEAARY =2 —a RF—

(5) TIE DL ZERE

(6) REIEHEDTF, ~ L v b5 (malletfingers) .
JRFEIE, HfRSE

QR EEREEN

dam%%@ﬁéﬁmw®%Mﬁﬁ

50 3 Do KRERER X OV YL RS HERIC R
J& L7 W IR
AW B IR A DS M 2H
TNXB



(2) FEARMERE A FHAR IR B O MRS TR IX
IV =N — Al UTCRRAE TN
ERNCHEE CE TV D, R OBRER L OERE
FRHTHLE SR D 1o & L THEBEL TV D &
25,

a7 4 v - AU RIERRE (Coffin-Siris
syndrome ; CSS)

(1) FnH e E B E B AR R SRV IRIT I K D
CSSOBIRFIIA Y V—=2 7%, CSSHEE %
RHETHRR) 2 L— " FETHILEEZD
. BIEFEXHEl L T\, 5k, CSSEED
BERAIANR T T AOIERVIZE L THARZ
HANZOND Z RIS ND,

(2) A BEDOILFRFIEIZSINT DS & 15
T, Fex BT ORI L CHE L TRD
HTENTE T, A%IT, w1 BEEFHYRE
EBRE LTSN A H Th D ATREMED /R X
e,

EEH X AR B E R & LT O SRR
FRRFLVZEE LI~ A 7 0T LA fifiii &
S5ET L. HEEHXOBRFHIENTICE#RT 5
ZEMTET,

E. #&#h
T—F R « oo REER (Ehlers-Danlos
syndrome ; EDS)

AHF5E5y A 1%, The EDS Society »—H &
LC., 5o EDS 229, WHItoHetEizEmm L
T& 7o, BMRZFPEFEMIE R OLER 7 R
et v #—TiX, EDS %G & 1= BARM:AE Ak
PR BORRIRTAE » FRAT I Z D 7o R RIHILSI T A R
LC& 7z, 2017 A O 4L - HFEIEIC
BWT, BEAIIREAHTH D Z ENPHRS
. PRI 72 ERIR W R E D R STV D, R
O EERZEEE B O TIHmAlE - o
FVECIE S R O R K& S 7 L ALEST b
TV % TNXB ZBUE & R KE R & L CHZHE
HIZLTWD, Z OHEENBLIG ORA IR L%
HWTEY, RAREENRLEND,

a7 g » AU RERERE (Coffin-Siris
syndrome ; CSS)

CSS DO FEATEAR 1% B od T A B 5 B8
oA SN L 0 . CSS BB & L
RHIDHERF STV 5, [EBRILFEAFZE~ S 'k
L T&ET,

EEES X R R & L TR AE
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KRR E PN AT o 72, KW 2n
FEESER]ClE, KB EDOTZOITHEY Ik URE
PITOND Z ENRZ, HEEZWMT Z &Iz
L0, TnooREOCAENRL 2D FIE
IS U7 AIRE L 22 D, B Wi E D He
2k pRWrR N Fic k- T, BEOQOLI
ICHET 52 LN TE S,

3. HARAMEES X FEBEREE G O R AR O

)

fE5s X FEMERE & 2 Stz 5 5% TIEBI O
RIEHOMREHT L0 | fERE STV 2 i
EHOHEFIOFRK, 1TEHRE & Vo RBIT A AR
NEFNZBNTHROHILD T LR TS
Too —77. Mags XEMRE CITEBYFEE LIS DO
KRBT nGELH D &S, JRIEARHD
TR ERER CIXERNFIT 2 LENH D,
HRE EIE GG LTl a9 X EEREO B %
ERE L. B EFARAE A R ICEE T D 2 &
NEFLWEBZOND, £, HEZWIRIC
IEFERNDZ DM REFE~DBIEIT &Y
JTHEELERY FRER~DT 0 —T v 7
(KRB TH D,

BERRRE 2 WV 7o Ye BRI Tl faiatt & 72
LEBEND D, BUEIIRBEZIERIC X D ERE
AT COBIBFHIRAEN ATREL 72 > TV D —
7 my R PCR iE7: & OBE T O Tk
DHEERBW DT DIITEETH 5,

4, BIRFHIRAEIZONT
s XIEBEREBE R RICB W TR R A BT B
ThdHI ENEL, xR ESDOCCGHY KL
Bl 5l & F5o 05 2 D3A—FRNICAFEL ., D&
oot 7B TlE, X TOCCGH:
VK LB DR & & EMEICFRIET 25 R RO
55,
BARFHIRE O IR X D RATRPEFT 2 %I
R~ UT=, AlEHA=FragilEase/ A 47 F F A
P OIFEZX, EFNLEERETTITOCCE
R LRSI DR 2 i35 Z LIS TE 5,
EHT, VA 7B —rTmy b LR
IR TE ., FZROBLBA T V71013
HiEN R EEEZ BN,

*
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|CaaH Y 5B L RIIRES EOHE |
#4#—>  POR/FrESY— | FragilEasex/
Jowv b Y—HIT VR [ 184 AT+ 54+
BELGRER s E L& %
BETHEHM  mEAENE  WE2BLR Wi/ 8
) E— M&H
Full mutation (FM) (e} X (0% o
Premutation (PM) A A (O [e)
Intermediate X e} le)
Normal A e} O
FXSo & ki (e} X (0% ’ Io)
FXTAS/FXPOI D B2 M A A (O%) ()
Lot EERROB  TP-PCRETIXFN, EELRRD
FIzZ@A PR A7 ACEE TRATOR
ALY BITFH EMTTEE

*TP-PCR : Triplet repeat primed PCR

5. BRFHIRAE OIEIMAFIZOWT (A
778 E)

W55 X IEERESE O BARFHIRR AR T O MRS
WA 7ot ) o ORI TRPSMLE S
AL LT, R AFb, 947, EH
BE D CGG v X LES 72 End 5, Bins
BIREDRE SRA FIULDEY A 71T, K
CGG # v K LEH DB FHIFR A IZ IV T
cidhnedgsshTunsd (61/148
41% ;Nolin SL et al. Am J Med Genet 1994), L 2»
L. BRTOHREITIFEALE R, ZDHT,
820N B ERIFIERDEY A 7 LHIESNTH
Vb %<, ARFNE IS TS, b
DIEFNZ I TIL, JERDE S 2 D203 85 5
N, RERMEROEGLHY, EFT LD
EHo& b KEWEH>»THD, 72, AF b
DARZEIRET A Z7HICBNTIEBW T, JE
W< 72 MmN H 5.

ffegs X SEMEREDF RN DT 2 1%, EHEH
CGG K LESDOR N ELY | HAITK
STIXEYA 7D HFET D, — RIEERIC
RADHHFITEH, AIERSCEY A 7 D ET D]
REMERBH Y, Bl vt ) U ITEBEICR
Do
Wzg5 X JEEREOF ANOBI I v o' ) 7
IZBWTIE, SERICEAfR72 <. FragilEase/ S A
FTFTA PR EITL D CGG # v i LA A
BOEMREREZTTITIT) 2 ENRMEITR D,

E. f&i

o HURHNL CHEET 2 RHENIIIEFICAEH TH
D, RO KHEIZET L E LT, L
X CHMfES & OB A VB v TR
O Z R 5,

o AREABATEHEBIRIBERSAROLN, F12%
FNITIZEER AT EEIER T CGG # Y
W UBLAIDIE R % & OB FIE L, FHE.
BURIZKI L COBIBI T v ) v 7N EE
L b, Bty s RERL, B
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D3, FNRREELISMI B S - T2 RS 2580 72
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X, PRIREZIRIC X 2 BB AR & R
ICHEMEST 5 Z EDRAMETH D,

o MEEE X EBERER X OWESS X SEMBEREBIE B
DEZOBIEH T Y > 72BN T,
TRTOE SO CGG # v i LALH % 1EHE
IS T & DB PR ES LTI D,

*  PCR “X— RO FragilEase/’\A 47T F 7 A W
FEEEENORERFTTRTOEXD
CGG #: V0 K UELS % IEFEICHR T T X 5,

o MEEH X JEBERE OB AR AR R OMIRLC
WD T o) o T AORHSIC TRB ML
AL LT, REeR AT b, A
7 IEEERO CGG # 0 K LES 72 &
»H5b,
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% SRR ORI E 5 7,
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1. FWSCHEER
L

2. FRFR

1) HEMSe T ENTEMR. PILth . L A
Fr—nh, HRHERE—. WEssXIEMERE & NI
35 X RE A HR R S FRE (B B D S AR B R A (A
DREFA~RRZIE T H R— SN D IMERE &
e b ~. FE0E H A/ NSRS IR S
20174E6 H15H-17H.

2) BSLERE, L AH—eL, Fbgh .
W, PRRRRE—, BRI . MR XIE R
78 B DN HETS XE R E RS EE [ O B AR AR
RGOS, HARNEERTS  H620K
£ 20174F11H15H-18H.

3) NIFEAR, Mgt AL AL, %
JERIE—. FERESR —. METXIEMERE/ H ONTHE
FIXIEMEREEER B O LY A~ U SIS
T. A0 H A/NGER R ES. 2018
F1H12H-13H.
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4) ESEFEHE. WP, PR AHE-BA, %
RIE—. BERE SR . MESY XEERER H ONCHE
559 X AEGEREBE R SR O TR HERE (2 1) 1 72 G R
FAEEE. 55 60 ] A AN R R 2
2. 201845 H 31 H-6 H2H.

5) BB . BSIAME, MR, R R g
M ETE—. (RIS CIEHE FTRE & 72 - 7= a5y
XIEAGERE 7R B ONCMEF XE Bt B FR oD 1
[REOBREO IR, BARNEE RS
#63[H k2. 2018410 H10H-13H.

6) M, BFEE L. ARG, FIEE
. EA)IE. @REES. BEsEIL, B E
Mk, HERE . HARAMESS X EGEREIEF] O
IR OMEr. 5 41 5] B AN RS
FAEES. 201941 A 11 H-12 H.

7) Eiji Nanba. Diagnosis of fragile X syndrome in
Japan. Satellite Symposium of 61th Annual
meeting of the Japanese Society of Child
Neurology (Kyoto). 2019 /-5 H 29 H.

8) MW . RNLEME. M H, HLE g
. HAT fd—. Ma9e X JEBERE - Mags X e
HEB R RO BWT - AR T O FESEIR I
55 61 [A] H AN e i dE 2. 2019 42
5H30H-6H1H.

9) ENLEME, BRI . MR, s
HAMdE—. AARANZBIT S Mady X SEmERE - M
59 X SEERERTEE B OB B FHIRAE. AAAN
HEBLRTES F64KES. 2019411 H 6 H
9 H.
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TV %, EDS IE, BHORMEA LTHY . 2 >0k SRR BRI 35O CROENT & 2 2 % <
DFHE, BEHIEIRR QOL Ic oV TR L=, EDS TIARIC T B0 B G 7 R 1 |
AR OIER L B 23572 > T\ B, BIFE COMBICIT. DWHEYE 5 EIERRORHE 2
B DN ST 25k X VA, BEIIE & 0 0 U b BEHE & RO L C UL ERI SO Sz, 4
. BT D OB £ 5. BREOMIAN QOL mif LIC X EEAER L E
% BB,

EDS DEFEARD 15T % E AT BILHEIC SV THREE X . I TRED 1 5108577 X
£ U KIBIE L ORI A A LT, B % R L5 B (ATBYTE) A EDS IR B CIET %
S RAER B E T, 734 oo IR, BB OIS R T DS, B
% EDS TIAHNT 4 K F 23R LT, FE AT L TRV BERIC BT, RO
BIC £ 0 2 DT B TR A RIE T 5 L E L bk,

A. BFEEB oo Fio, ERNTICEERE S NZEDSIZEB
AEAMRIRER, =— T A X 1 AJEGERE T, 2HE ColfE, BEFIOMRES O
(EDS)iZ. FaE#EEE, ANREBMEREEREIC - B BRRIERICOWTEE R, Mo ik
TW5, EDSIE., E7-265W00T T L 72 HHRAE NEITHo T,
LI FEAF IR AN B 70 U R BIE T HiE- TP HPPIZ 35\ CIEA R T T 13[EIALPSHFSE =
0. RZEIRAENER A A BIEIR, Mg, DRIV EE S E T HHRENDH V|
W N BT D ISR N S D, AL TIX, W EDS & [RIERICHEE O 2 H 3 5 AIEIZIB VT
TIDIFENZ KX D72WrF TORSE, EARERS QOLH EED X ST A ovst 2 & 7=,
QOLIZ W THFI L 7=,
BRI AT B JTHEIZEDS D FHER D1>TH Y | (fi B~ D Fc )
FLEEICHE N B 0 e N AR CRE-> TN D, & BIRFIMRAEIZOWTIE, BEETA RT 4>
FEMR D1 T 5 B A B LHE I SOV TR % ST LT o 70, MRITIZ Y 72 o T, sk
Mz, B TIHRBDOIDII s T=T R A v v REKRZ /G0, EIZ LD IREZ 26
RIBIE & OB EZ e Lic, $£7-, EDSE [RIEE (HARERRZEMBERRE) T,
WZHEEEER & & BT/ N EBEREERERIC /2 » T
WHIER 27 7 4 —PfE (HPP) Llt#iL, 2 C. BrFmiR
I TORE, L L HICQOLIZOWTRREST EDSIZ., HHAEDS Tl onnE 0 b 2SS
%, AbHEHRIC 51T B Hilsk & L C OB (CHIBLT D R EEER (B, T AROBIR
ICONWT SRR EIZ 2, ) MBHDHITHENH BT, BEHTHE O < F
TORFENE K 22 D IEFID A S, BHERHS

B. #FFEGE OV OMEZHRL TWD 7y — AR RS
H AR ER KA BEEBm2ER 2 b e 77o BEEREDSICBW T, BEEMLIEDO L
RKFME IR T2 b D W IR A2 = 1 £ 0 BEE FTEh TLHE . IR SQOLIZ R L T U
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IR BR AR M & (R IEIR R BORITTEF3E)

TR E TR

[ R AR AR AR e 52 5 i |
SRR E R tIA

RPN U SN SR - AL I 6 3

RS

Hh R AR ik 42 6 JE Septo-optic dysplasia (SOD)(E., M iR K18 & HARRARIE RIS, N ERIRFERE
K MIEZFE D e REF CTh 5, SODOENOZRERZEYFA L., SODOZRICET AiEZ 5
MMZT B2, FHEEL., IREZ2EIZRIT 5SODOEIRIZES L CHMDIREHEIC T v 7 — A
. 2HEEIHT RIS ERE B OfFNT 2 S AEELIIIMIE AR R & ERIFAE OB O RS A B S 0Mc T A7
WIZ, 13385 R DOMKIERL I C, RO EF A 1F 2 FEF 2 U, BAEN = & B BRI 2 i L
776

IR OFHA CTIXA0B . 3% ~m 3 DIT156] (37.5%) . IR & MfiER231661] (40,0%). IR E W5
WA 23801 (20.0%) . FRERSEA) 72 ARRAKIE Ak Z £ D720 b O 2315 (25%) TH -7z, SODEEL
D 3IEFI . ZWHEE IZLBI DI T > 7. BROEE R &N T-TIFH R ORI R D4 ¥E1T.
AicardifEEREN 305 2. SODM6F 2 Th o7z, BIEFAFRIK E L TTUBALIAZ EN45E5%,
DYNC1H1, PLK4, SOX2, 4q24#5HiRKDEILINENZENLFE R TRD Hiv,

SODD WX, [EREFEHE . Fr/NIMREMESICITEmISh>2oH 5, SODDEGRG DR
HEDHIXSEIETHY, BRI ADNEARE, NN SWEOBEENEE TH 5H, WIT—HKD NI
Lo TTHBEBNRWEATHY , BHRA/RELTNDEEEZLN, DY WERIBEALETH
%o MEFERILH % 0F 53 5 SOD TII4EI CIRIB A 2 0F 5 L7222, WOMWERE OfERNEE TH
%o TOMOIIEEREST T, IROEE 2L IEFI D EWFE L, BEN/2SODZEET HLERH
%, TUBAIAZRIIZ kR KRB Z 7 L, SODFLEIRZ R L, SODDYFEK T 5 rIaEMED B 5.

WHIEH 178 K4« FTImATIERkBa4n X O AT @ FFEpkRa I c s 1 2 ik
PEREER - EARERRFIRB AL - FRleid®

FLBENS - RIRRFRBE TR - B2

=l SRR PN VSt SHIINAR S & o 24T

NP BEFNOR SR 22/ N VDR SRR - BT

HEROD L2 « BRI PR NE AR - KPR
BT - BT SR R IRBE AR A2 A - R
FAAIEE « BT SRR E G R P TR RHR IR - %

R « AR ERIR R AR AL AR - MR

FELER « SR ER R FE PR IEAL R - %

A. BFRE® 21T C SOD D [E N1 D MR 72 SCRH A

W B AL AR Bk B 5 JiE Septo-optic dysplasia LT v — MR X O R 2 1) D FERE
(SOD)I%, B HFREKIE & AR RIZ, T HEEITo 7=, TORF & LT SOD D2k
BRI TIEA 9 S RBFETh D, LAAI WL HIEE DA ER L, 20 042K
1L, B SRR TR < BEATERAR T FEL. BIUTE, FEEEROZWEEIIEN SN T
bbH—Ji, EIEEIZZENA LIV, BB EE W5, AAFZETIE. SOD DENOZEERE S
(ZHS S TREBBEE D HEL L TN o T2, Rk BERRA U, BLIROF W EENE & SEE R 5
26 725 28 LT NT T, B ER A E HIEEIRICHI L TN 57>, SOD D2l A
B4 (EHAMERESEEUORMEFE) OFIRE fiilZ 72V d7p &, SOD OZIRICRE T 2 %
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FEEIR AN E L T 559 200 4 DIRFHEIC e-
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L., BEZIET O SOD & %\ % SOD sk
B E b 2 IEF 2 R LT,

2 IR T — # N— &2, SOD &

LW S HUERY 30 AR EE I BT 72 1T Gk S AU A
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L LT & EIEE 2 MGEE L7, SOD ¥ &
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BRI S L <ITRitR e — o o —% Hun
=BTV — AR EIT o 12,

SR IR S LIIREE O RE LS Tl
R (—HEER) &R (RIE IS K OBEH
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BT — B _X—Z T NS LT, TAVE CIOER
L 7= s s 7 — & ~_— & (1338 5% 1375
#) . ROEEZMEIEFIZHE L, KA
s RRZHAE L7z, s> 6 DNA Z#i

L. Sanger it L<IT=7 YV — Afi#HT 24T 5

Too UV — NRNTIIRE TSP E ST
BHERFHE D U < TR ER KR ZE SR E
TiThivie,

180

(fi BRI~ D )
ARMFFEIITAIFTERARE T B P o oD JiL (K] e B &
TREERRR ] O—¥ L LT, BBRAKZEZEILD
AT (H27-220) TR I LT\ 5,

C. HsHR

WIEESE « SRR 294 B |2 8k ik S U T= BT AR S
138%5H, SODIX4%(4:3%) T~ 7=, SODDZ
Wik HECH 25 2 THH LA LAl 7= 3ERNIE3HI T
HoTo, WTHORER GBI PR KEITED 5
Ny Tz, A/ HE CIISOD DR EHE O
DWIER =T 38 & b QakEE, O%m
IR, HRREE, NOWER, @WNUWET R
DIAR Zi7- L, AIC%YS Lz, IRE oA
TIE. 14Jiia% > HABHI DM E N H - 7=, IRFTA
DI DB BrE . 4061 % bt Lz, AR
TR, B HIRRAR, WNOWEE O3 %
AHoTNDHOIEL5H] (37.5%) T, HR&Apfg
FEAR 231641 (40,0%) . AR & PN WASELK 2384
(20.0%) . IRIRGIAO 72 HARRRARIE B & (40 72
WH O (25%) Thoiz, EHTRRXE
ELEDIRO12B10D 5 B 2BIME KB TH -
7o EWTROAECIRFI WM, Wi
. HAEEOEEECZE OMOERICHEEZ
TR.BNRo T,

2R BTSRRI, BER ST A S
93 B, SOD %V MBliL 3B TH -7z, 1HlIE
SOD DizWrkE =1 A7 9 2 & il S
7o 1% MRIFT AL & IRBHET AN 72 5726,
BIRESCIHENRE SNz, b9 1ENTEHE
DBIENS DA =M LD NEbETH-
7o BT Y — BRNTZAT o T FUIMIE . INIRAK
Bk, HEEE, L2232 3k T
TUBAILA ([ZHH D de novo X At AZEH %38
Oz,

SHFE 71 555% T3 BIMal & DR D B %
fF7 LTz, 71 5% 30 %1 Aicardi JiE
R, SODIX6FE R 64 THoT=, iz, 2
MHAE 4 5255, M= JE RS FPE ST MK 1 3 &
R EVRBD BTz, T —FX— A DIGIER]
%, Aicardi SEMEREAS 35 5%, SOD 2% 10 %
F. Z/NINE] 232 SR, /NBUE 111 ZR . RN
JE 53 FZ R Th o 70, RO EF 2 LE D TR
B CRE SN2 RREE 71X, TUBALA 28 4 5
. DYNCIH1, PLK4, SOX2. 4024 /K 2
N 1 FZ R TRD bz, SOX2 1% SOD ClRIE
SNTHERED 1 FRThH o7z,



D. Z%&

SHTHUBSRIE (914151 71 SOD 0D Fi5 18 HE I 52 Wiy i Y
BT ARERMIIFITH 72, 4FF o &
HSODDHEEREICALIE T D & & 2 BT AED
X, WA TR ST S, FREERE O
PWENET, S TOWME LSBT L TERS
NTEY ., EEOIZH KEREIET 2N EE X
bhd, 4fIF, EHHFRXEEZ AT )
ST, WA X LIRNIEI PR K E 2 =R
LTS Tnzsy, RN LHET
X7 W R E OSSN ER S 1= & & 2
HiLh,

IREHZHE O TlL, SOD TIIRMIRIKE
RNFIEXLETHLZ L, BOBLOEHFTR
DEIEFENSZE THD Z ERFHERI N, &
EER OB & 23T 2P RARIE ARE ] T & o
Th., k., FEESCHNSWEE MBI 5
AREtEE BE L ONIRHEIC XD 2T A 21T
IDNREYETHDHEEZRD, —J7. EERKE
PEAE 2 £E 9 JEFIC, AR A D4R F AR )
B N 7R SE BN L, /NEBHE D B IRBE~DFE
NS AREER S 5, IRFHE, NP
Bl ANRN R CHEE LRI AT O LN
b5,

SOD DN E I ITFE O b v 2
ENL L BEATRRXIE D L TR
DHOFEFI T, NI NBAE LT 5 BE
HE Tl SOD & Z2Wr SR WAREMED B 5,

F o, FAPRSIE R OZWT T — I IXIR B2
LZIZBW TR INDD, IR TANAFE
TEDOFEL CHEER MRI % #52 L 7= BRI, Fsiik
BRI OO IR0 N bEE6 055, IREHE
MRI DR OFT A —3 L2 WGA O BRIz DV
TIXWEEERICE L THEEL T 57,
EEEEE I 525800 o0, 5%, IRE2
BOERZEMRL->SYH MRI OFT A IREHE

CILF L, HEEIHWT A ENH DH, SOD
DOZWr MBI XEIFIEFFE . FrIT/ e
., NEIRBHEICIEEm S>> b0, —
DO NIZE > TUIWEZICHIEN 2 WFEL TH
Lo —mITOfEFRLERGRE ¥ —D U
T A MIHEREINTWDER, FERZELTW
HEEZLN, BT OEFERIEILEZ S 5ICHK
REEDLVNENH D, SOD OFELUE T TUBALA
BERNEEINZZ EnD, SOD BBV T
% TUBALA ZENEIK & 72 B AlREMED B 5,
NUTE Rl B I AR D B85 21 2 S & LT
Aicardi JEBERER S - & H %< SOD Nk |z
%o 72, Aicardi FEERE & SOD DRI A F5
L, Aicardi SEMBERED 86%IZ % L., SOD i

181

60% CTdh -7z, SOD TIELIRHEEZMELE LEH
T, IR & N W O 2 5T SOD
DZWNBFEETH Y | IRHZEOFFFRFEIC
Aicaridi JEfERE L OENEUT-HA L EZEX BN
%o WITIRTE R H OFR 61Tk SOD @ 4 E|C
FIRIRAZ PR LW E S 2. WO O
R EETHDZ L ERET S,

Aicardi JEERE & SOD LA ORMIE R E T
BERE LR (2.6%-7.5%) 13D 720 A8, BROD B
EEYIEFIDOFE A MR TE 7, T bl
SOD D HWAIEITIL2 A, SOD D N4 s
TEEMCRIAT LI LD BENR
SOD 72 W\NEBET DB H 5H, SOD FEEL
I TIE TUBALIA ZZEDRIEN LN T & DNEATT
Hiv7z, TUBAILA IX SOD OR[N AT D Al HE
MEARH . SOD I L O SOD BB T 52
B2 ) —= U FREFE LU,

E.

SOD DEFRBOMAELHILISEIETH
0. BREL ANEAEREEL NN IR OELEE )
HEThH D, SOD DML, [EEMEFHE
WZIXEmENSoH 50, — D AT IZHH
0T UVMEFRIRHE AL ETH D, SOD DI
i R B CIRARIRZE O 73 60% T dh -
7oo \EDORTER B E T 6 RIS 2 5% 27
D, WM 72 P2 RA L, BHER7: SOD
DIFEICEENVLETH D, TUBALA ZE5H I
SOD LW ZE % 7=,

F. WFERE

1. FwSCHEE

1) T. Mizuguchi, M. Nakashima, M. Kato, N.
Okamoto, H. Kurahashi, N. Ekhilevitch, M.
Shiina, G. Nishimura, T. Shibata, M. Matsuo, T.
Ikeda, K. Ogata, N. Tsuchida, S. Mitsuhashi, S.
Miyatake, A. Takata, N. Miyake, K. Hata, T.
Kaname, Y. Matsubara, H. Saitsu, and N.
Matsumoto, .Loss-of-function and gain-of-
function mutations in PPP3CA cause two distinct
disorders. Pediatr Blood Cancer. vol. 65 no. 6,
£26959,2018

2) T. Osumi, S. I. Tsujimoto, K. Nakabayashi, M.
Taniguchi, R. Shirai, M. Yoshida, T. Uchiyama, J.
Nagasawa, S. Goyama, T. Yoshioka, D. Tomizawa,
M. Kurokawa, Y. Matsubara, N. Kiyokawa, K.
Matsumoto, K. Hata, and M. Kato, .Somatic
MECOM mosaicism in a patient with congenital
bone marrow failure without a radial abnormality.
Interv Neuroradiol. vol. 23 no. 2, 206-210,2017

3) N. Hamada, Y. Negishi, M. Mizuno, F. Miya, A.
Hattori, N. Okamoto, M. Kato, T. Tsunoda, M.
Yamasaki, Y. Kanemura, K.Kosaki, H. Tabata,
S.Saitoh, and K. |. Nagata, .Role of a
heterotrimeric ~ G-protein.  Gi2. in  the




4)

5)

6)

7)

8)

9)

corticogenesis:  possible  involvement  in
periventricular ~ nodular  heterotopia  and
intellectual disability. Int J Pediatr

Otorhinolaryngol. vol. 108, 125-131,2018

D. Shigemizu, F. Miya, S. Akiyama, S. Okuda, K.
A. Boroevich, A. Fujimoto, H. Nakagawa, K.
Ozaki, S. Niida, Y. Kanemura, N. Okamoto,

S.Saitoh, M. Kato, M. Yamasaki, T. Matsunaga, H.

Mutai, K.Kosaki, and T. Tsunoda, .IMSindel: An
accurate intermediate-size indel detection tool
incorporating de novo assembly and gapped
global-local alignment with split read analysis.
A A EE . no. 4846, 29-31,2017

T. Shiohama, K. Fujii, K. Shimizu, H.Ohashi, T.
Takatani, N. Okamoto, G. Nishimura, M. Kato,
and N. Shimojo, .Progressive subglottic stenosis
in a child with Pallister-Killian syndrome.Brain
Dev.vol. 40, no. 4,353-356,2018

T. Shiohama, H. Ohashi, K. Shimizu, K. Fujii, D.
Oba, T. Takatani, M. Kato, and N. Shimojo.l-
Thyroxine-responsive drop attacks in childhood
benign hereditary chorea: A case report B A
B3RS, vol. 66 no. 4, 491-496,2017

Y. Miyoshi, T. Yorifuji, R. Horikawa, |. Takahashi,
K. Nagasaki, H. Ishiguro, I. Fujiwara, J. Ito, M.
Oba, H. Fujisaki, M. Kato, C. Shimizu, T. Kato, K.
Matsumoto, H. Sago, T. Takimoto, H. Okada, N.
Suzuki, S. Yokoya, T. Ogata, and K.
Ozono, .Childbirth and fertility preservation in
childhood and adolescent cancer patients: a
second national survey of Japanese pediatric
endocrinologists. Clin Endocrinol (Oxf). vol. 87
no. 1, 10-19,2017

T. Hiraide, M. Nakashima, K. Yamoto, T. Fukuda,
M. Kato, H. Ikeda, Y. Sugie, K. Aoto, T. Kaname,
K. Nakabayashi, T. Ogata, N. Matsumoto, and H.
Saitsu, .De novo variants in SETD1B are
associated with intellectual disability. epilepsy
and autism. Clin Endocrinol (Oxf). vol. 88 no. 3,
351-359,2018

N. Okamoto, Y. Tsuchiya, F. Miya, T. Tsunoda, K.
Yamashita, K. A. Boroevich, M. Kato, S.Saitoh,
M. Yamasaki, Y. Kanemura, K.Kosaki, and D.
Kitagawa, .A novel genetic syndrome with
STARD9 mutation and abnormal spindle
morphology. Am J Med Genet A. vol. 173 no. 6,
1644-1648,2017

10)N. Okamoto, F. Miya, T. Tsunoda, M. Kato,

11)N. Okamoto, F. Miya, Y. Hatsukawa, Y. Suzuki, K.

S.Saitoh, M. Yamasaki, Y. Kanemura, and
K.Kosaki, .Novel MCA/ID syndrome with
ASHI1L mutation. BMC Med Genet. vol. 18 no.
1,4,2017

Kawato, Y. Yamamoto, T. Tsunoda, M. Kato,
S.Saitoh, M. Yamasaki, Y. Kanemura, and

182

K.Kosaki, .Siblings with optic neuropathy and
RTN4IP1 mutation. J Hum Genet. vol. 62 no. 8,
741-746,2017

12)Y. Negishi, F. Miya, A. Hattori, Y. Johmura, M.

Nakagawa, N. Ando, I. Hori, T. Togawa, K.
Aoyama, K. Ohashi, S. Fukumura, S. Mizuno, A.
Umemura, Y. Kishimoto, N. Okamoto, M. Kato, T.
Tsunoda, M. Yamasaki, Y. Kanemura, K.Kosaki,
M. Nakanishi, and S.Saitoh, .A combination of
genetic and biochemical analyses for the
diagnosis of PI3K-AKT-mTOR pathway-
associated  megalencephaly.  Clin  Pediatr
Endocrinol. vol. 26 no. 2, 89-98,2017

13)T. Kimizu, Y. Takahashi, T. Oboshi, A. Horino, T.

Koike, S. Yoshitomi, T. Mori, T. Yamaguchi, H.
Ikeda, N. Okamoto, M. Nakashima, H. Saitsu, M.
Kato, N. Matsumoto, and K. Imai, .A case of early
onset epileptic encephalopathy with de novo
mutation in SLC35A2: Clinical features and
treatment for epilepsy. Sci Rep.vol. 7 no.
1,3552,2017

14)K. Kato, F. Miya, I. Hori, D. leda, K. Ohashi, Y.

Negishi, A. Hattori, N. Okamoto, M. Kato, T.
Tsunoda, M. Yamasaki, Y. Kanemura, K.Kosaki,
and S.Saitoh, .A novel missense mutation in the
HECT domain of NEDDAL identified in a girl
with  periventricular  nodular  heterotopia.
polymicrogyria and cleft palate. Hum Genome Var.
vol. 4,17050,2017

15)I.Hori, T. Otomo, M. Nakashima, F. Miya, Y.

Negishi, H. Shiraishi, Y. Nonoda, S. Magara, J.
Tohyama, N. Okamoto, T. Kumagai, K. Shimoda,
Y. Yukitake, D. Kajikawa, T. Morio, A. Hattori, M.
Nakagawa, N. Ando, I. Nishino, M. Kato, T.
Tsunoda, H. Saitsu, Y. Kanemura, M. Yamasaki,
K.Kosaki, N. Matsumoto, T. Yoshimori, and
S.Saitoh, .Defects in autophagosome-lysosome
fusion underlie Vici syndrome,a
neurodevelopmental disorder with multisystem
involvement. Sci Rep. vol. 7 no. 1,5996,2017

16)efkEtr, IELIL, MEBUL, JIF#, =

Flsg 7, WREEE, MR- 9)lE—. 2
M, =ORER], SFFHMA, BILFsE, ZRH
A, —JRSERS, BpRERG. B BE, WEHE
B EUEAE | I8 = PR AR R B AUE D IR
B2 BICET 2 RE T D H D H .266
(5) ,416-420,2018

17)K. Ohki, N. Kiyokawa, Y. Saito, S. Hirabayashi,

K. Nakabayashi, H. Ichikawa, Y. Momozawa, K.
Okamura, A. Yoshimi, H. Ogata-Kawata, H.
Sakamoto, M. Kato, K. Fukushima, D. Hasegawa,
H. Fukushima, M. Imai, R. Kajiwara, T. Koike, I.
Komori, A. Matsui, M. Mori, K. Moriwaki, Y.
Noguchi, M. J. Park, T. Ueda, S. Yamamoto, K.
Matsuda, T. Yoshida, K. Matsumoto, K. Hata, M.
Kubo, Y. Matsubara, H. Takahashi, T. Fukushima,




Y. Hayashi, K. Koh, A. Manabe, A. Ohara and G.
Tokyo Children's Cancer Study.Clinical and
molecular characteristics of MEF2D fusion-
positive B-cell precursor acute lymphoblastic
leukemia in childhood, including a novel
translocation resulting in MEF2D-HNRNPH1
gene fusionHum Genome Var.5,8,2018

18) G BT, RIS, EHER, BRI, 8
ARE, MR, SR, AR B, /g
HAE and ANERE IS B AR VIR IE O #EA M T
Poir ANERNIE % & 72 L 7= SCN2A 2R DB I
f Clin Case Rep.6 (7) ,1202-1207,2018

19)P. J. Van Der Sluijs, S. Jansen, S. A. Vergano, M.
Adachi-Fukuda, Y. Alanay, A. Alkindy, A. Baban,
A. Bayat, S. Beck-Wodl, K. Berry, E. K. Bijlsma,
L. A. Bok, A. F. J. Brouwer, I. Van Der Burgt, P.
M. Campeau, N. Canham, K. Chrzanowska, Y. W.
Y. Chu, B. H. Y. Chung, K. Dahan, M. De
Rademaeker, A. Destree, T. Dudding-Byth, R.
Earl, N. Elcioglu, E. R. Elias, C. Fagerberg, A.
Gardham, B. Gener, E. H. Gerkes, U. Grasshoff,
A. Van Haeringen, K. R. Heitink, J. C. Herkert, N.
S. Den Hollander, D. Horn, D. Hunt, S. G. Kant,
M. Kato, H. Kayserili, R. Kersseboom, E. Kilic,
M. Krajewska-Walasek, K. Lammers, L. W.
Laulund, D. Lederer, M. Lees, V. Lopez-Gonzalez,
S. Maas, G. M. S. Mancini, C. Marcelis, F.
Martinez, I. Maystadt, M. Mcguire, S. Mckee, S.
Mehta, K. Metcalfe, J. Milunsky, S. Mizuno, J. B.
Moeschler, C. Netzer, C. W. Ockeloen, B. Oehl-
Jaschkowitz, N. Okamoto, S. N. M. Olminkhof, C.
Orellana, L. Pasquier, C. Pottinger, V. Riehmer, S.
P. Robertson, M. Roifman, C. Rooryck, F. G.
Ropers, M. Rosello, C. a. L. Ruivenkamp, M. S.
Sagiroglu, S. Sallevelt, A. S. Calvo, P. O. Simsek-
Kiper, G. Soares, L. Solaeche, F. M. Sonmez, M.
Splitt, D. Steenbeek, A. P. A. Stegmann, C.
Stumpel, S. Tanabe, E. Uctepe, G. E. Utine, H. E.
Veenstra-Knol, S. Venkateswaran, C. Vilain, C.
Vincent-Delorme, A. T. Vulto-Van Silfhout, P.
Wheeler, G. N. Wilson, L. C. Wilson, B. Wollnik,
T.Kosho, D. Wieczorek, E. Eichler, R. Pfundt, B.
B. A. De Vries, J. Clayton-Smith and G. W. E.
Santen. .Correction: The ARID1B spectrum in
143 patients: from nonsyndromic intellectual
disability to Coffin-Siris syndromeJ Neurol
Sci.399 (214-216,2019,

20)Takata, N. Miyake, Y. Tsurusaki, R. Fukai, S.
Miyatake, E. Koshimizu, I. Kushima, T. Okada, M.
Morikawa, Y. Uno, K. Ishizuka, K. Nakamura, M.
Tsujii, T. Yoshikawa, T. Toyota, N. Okamoto, Y.
Hiraki, R. Hashimoto, Y. Yasuda, S. Saitoh, K.
Ohashi, Y. Sakai, S. Ohga, T. Hara, M. Kato, K.
Nakamura, A. Ito, C. Seiwa, E. Shirahata, H.
Osaka, A. Matsumoto, S. Takeshita, J. Tohyama,
T. Saikusa, T. Matsuishi, T. Nakamura, T. Tsuboi,
T. Kato, T. Suzuki, H. Saitsu, M. Nakashima, T.
Mizuguchi, F. Tanaka, N. Mori, N. Ozaki and N.

183

Matsumoto.Integrative Analyses of De Novo
Mutations Provide Deeper Biological Insights into
Autism Spectrum DisorderAm J Med Genet
A.179 (6) ,896-899,2019

21)1.Hori, F. Miya, Y. Negishi, A. Hattori, N. Ando,
K. A. Boroevich, N. Okamoto, M. Kato, T.
Tsunoda, M. Yamasaki, Y. Kanemura, K.Kosaki
and S. Saitoh.A novel homozygous missense
mutation in the SH3-binding motif of STAMBP
causing microcephaly-capillary malformation
syndromeGene.655,65-70,2018

22)A Fassio, A. Esposito, M. Kato, H. Saitsu, D. Mei,
C. Marini, V. Conti, M. Nakashima, N. Okamoto,
A. Olmez Turker, B. Albuz, C. N. Semerci
Gunduz, K. Yanagihara, E. Belmonte, L.
Maragliano, K. Ramsey, C. Balak, A. Siniard, V.
Narayanan, C. R. R. Group, C. Ohba, M. Shiina,
K. Ogata, N. Matsumoto, F. Benfenati and R.
Guerrini.De novo mutations of the ATP6V1A
gene cause developmental encephalopathy with
epilepsyBrain Dev.41 (3) ,257-262,2019

23)T. Mushiroda, Y. Takahashi, T. Onuma, Y.
Yamamoto, T. Kamei, T. Hoshida, K. Takeuchi, K.
Otsuka, M. Okazaki, M. Watanabe, K. Kanemoto,
T. Oshima, A. Watanabe, S. Minami, K. Saito, H.
Tanii, Y. Shimo, M. Hara, S. Saitoh, T. Kinoshita,
M. Kato, N. Yamada, N. Akamatsu, T. Fukuchi, S.
Ishida, S. Yasumoto, A. Takahashi, T. Ozeki, T.
Furuta, Y. Saito, N. Izumida, Y. Kano, T. Shiohara,
M. Kubo and G. S. Group.Association of HLA-
A*31:01 Screening With the Incidence of
Carbamazepine-Induced  Cutaneous  Adverse
Reactions in a Japanese PopulationBrain Dev.40

(9) ,819-823,2018

24)T. Sato, M. Kato, K. Moriyama, K. Haraguchi, H.
Saitsu, N. Matsumoto and H. Moriuchi.A case of
tubulinopathy presenting with porencephaly
caused by a novel missense mutation in the
TUBAL1A geneAnn Clin  Transl Neurol..
6(11),2334-2339.,2019

25) SIS T AR R RHE DN F > TR E WO
A L M TE R FLF Oncol Rep.. 42(6),2303-
2308.,2019

26) [IAME 1, BEFIAR A TIL 1, IEEFS R
FAZK EERE, GHESUR | mERPLZR 1 AT,
AINER, EREH FHRERE 2 —I12B
% R AN TN BIEF OIS & A O
#1.JOHNS.Vol. 35 No0.10,1452-1454,2019

27)P. J. Van Der Sluijs, S. Jansen, S. A. Vergano, M.
Adachi-Fukuda, Y. Alanay, A. Alkindy, A. Baban,
A. Bayat, S. Beck-Wodl, K. Berry, E. K. Bijlsma,
L. A. Bok, A. F. J. Brouwer, |. Van Der Burgt, P.
M. Campeau, N. Canham, K. Chrzanowska, Y. W.
Y. Chu, B. H. Y. Chung, K. Dahan, M. De
Rademaeker, A. Destree, T. Dudding-Byth, R.




Earl, N. Elcioglu, E. R. Elias, C. Fagerberg, A.
Gardham, B. Gener, E. H. Gerkes, U. Grasshoff,
A. Van Haeringen, K. R. Heitink, J. C. Herkert, N.
S. Den Hollander, D. Horn, D. Hunt, S. G. Kant,
M. Kato, H. Kayserili, R. Kersseboom, E. Kilic,
M. Krajewska-Walasek, K. Lammers, L. W.
Laulund, D. Lederer, M. Lees, V. Lopez-Gonzalez,
S. Maas, G. M. S. Mancini, C. Marcelis, F.
Martinez, I. Maystadt, M. Mcguire, S. Mckee, S.
Mehta, K. Metcalfe, J. Milunsky, S. Mizuno, J. B.
Moeschler, C. Netzer, C. W. Ockeloen, B. Oehl-
Jaschkowitz, N. Okamoto, S. N. M. Olminkhof, C.
Orellana, L. Pasquier, C. Pottinger, V. Riehmer, S.
P. Robertson, M. Roifman, C. Rooryck, F. G.
Ropers, M. Rosello, C. a. L. Ruivenkamp, M. S.
Sagiroglu, S. Sallevelt, A. Sanchis Calvo, P. O.
Simsek-Kiper, G. Soares, L. Solaeche, F. M.
Sonmez, M. Splitt, D. Steenbeek, A. P. A.
Stegmann, C. Stumpel, S. Tanabe, E. Uctepe, G.
E. Utine, H. E. Veenstra-Knol, S. Venkateswaran,
C. Vilain, C. Vincent-Delorme, A. T. Vulto-Van
Silthout, P. Wheeler, G. N. Wilson, L. C. Wilson,
B. Wollnik, T. Kosho, D. Wieczorek, E. Eichler, R.
Pfundt, B. B. A. De Vries, J. Clayton-Smith and G.
W. E. Santen.. The ARID1B spectrum in 143
patients:  from  nonsyndromic intellectual
disability to Coffin-Siris syndrome.Am J Hum
Genet.. 105(2),403-412.,2019

28)K. Yoshida, S. Yamaoka, M. Yoshida, K.
Nakabayashi, R. Shirai, T. Osumi, C. Kiyotani, S.
Akutsu, T. Miyamoto, K. Hata, N. Kiyokawa, Y.
Yoza, K. Matsumoto, S. Matsuura and M. Kato..
0S25-1-3 Familial rhabdomyosarcoma due to
germline bi-allelic variants of
BUB1B.Placenta..84,4-8.,2019

29) N 6 s e RAVERE EVEERBREE Eur J Hum
Genet.. 27(3),378-383,2019

30) IR I AR FE D A 71 = X I Neurology..
93(3),e237-e251,2019

31)T. Hiraide, H. Kaba Yasui, M. Kato, M.
Nakashima and H. Saitsu.. A de novo variant in
RAC3 causes severe global developmental delay
and a middle interhemispheric variant of
holoprosencephaly..,,

32)K. Hamanaka, Y. Sugawara, T. Shimoji, T. I.
Nordtveit, M. Kato, M. Nakashima, H. Saitsu, T.
Suzuki, K. Yamakawa, I. Aukrust, G. Houge, S.
Mitsuhashi, A. Takata, K. lwama, A. Alkanaq, A.
Fujita, E. Imagawa, T. Mizuguchi, N. Miyake, S.
Miyatake and N. Matsumoto.. De novo truncating
variants in PHF21A cause intellectual disability
and craniofacial anomalies..,,

33)Fujita, T. Higashijima, H. Shirozu, H. Masuda, M.
Sonoda, J. Tohyama, M. Kato, M. Nakashima, Y.
Tsurusaki, S. Mitsuhashi, T. Mizuguchi, A. Takata,
S. Miyatake, N. Miyake, M. Fukuda, S.
Kameyama, H. Saitsu and N. Matsumoto..

184

Pathogenic variants of DYNC2H1, KIAAQ556,
and PTPN11 associated with hypothalamic
hamartoma.

2. FRFER

1) Mitsuhiro Kato: The Genetic Bases of cortical
development and its disorders. The 14th Asian &
Oceanian Congress of Child Neurology (AOCCN
2017): Fukuoka, Japan, May 11-14, 2017 (invited
lecture)

2) MECIE - HAERBHED - TR E 72V

DFEA L TR . 55 53 [B] H A FEH -
HAEREFRPIES Bk 2017 427 /]
18 H

3) MEESEIA, ERRELR, BEBUL, JIFZE
R ARAR R SR AROE O SR RE A & oW AL
e - FEE B OERICEI T 20198, 26 59
B8] H A/ N e s (ERIFE S
BEEESFMEEI T —) Kk 201746
H 15 H

4) PEigEtR, IEOLIE, HEBBUL, AT
HR AR AR S BRI O HRBF 232 BE 5 % b
Fe. O 42 M AA/NEIRFIF R A - &R
2017 £ 6 F 16-17 H

5) MEELIA « KEIMFERRIZ 2o B i fn 1 D F
B & G2 W up-to-date. 55 12 [F]/)N AR Sk
FHRIFZES © RUEL 2017 4E 11 A 24 H

6) JNEEYLIA : IMFEEREE D5 TR & G R
H.OH5 29 AR MR IMEERERTIES © B
201744 A 8 H

7) /ARRY. bR, INEEEIL - sE RN KR
& BB R 2 {4 © Epileptic spasms
without hypsarrhythmia @ 1 . %5 3 [l
NEAFREERRE S - R 2017 4R 11 A 1 H

8) MERYCIA : AT E DI L IR - o1
FERTRIE O EBZ M) T, 2017 A IE S
DEERIE - KBk 201746 A 17 H

9) MBI « KAMZE AP o SLplk L IR D28
TRE. R OHEES 2 =—8 IS
HFASE 200741 H6H

10) IR = /INVEARRR IR FR 0D 38 A1 fEATT Foe il
B IR E & T ADNANERRIE. BARAN
B4R RS - IR 201941176
H-9H

11)Mitsuhiro Kato: Perspective of treatment of brain
malformation based on its etiology. #561[0] H A



IR ANES AR 20194F5 1
31A-6H2H

12)EA4H, JIEOLIA . FRERINTG. A Z, &
FREE, Sl /NREERER, A HEE
Prediction analysis of transcriptome abnormalities
using Al for WES and WGS data of Mendelian
disease. HANHEIZ T2 64 MR Rk
2019411 H6 H-9 H

13)iE L, /MAFEESR, IRIE, ERRIE—. ik
BEIZE, RPIIAE, RHT A, TR
Eo IWAREER  AKEE LS D /M
% & 7= L7z Pallister-Killian JEMRE. 55 41 [A]
AA/NRBE TSN ES 4R 2019 47
1H11-12 H

WRERARE, TR, Mth, G0
AIEE, TSR, /INERZESC PR
MEESCIN, B HhAE . RURERE. MR,
INEEERN, A ARAEAT « EAE /R BRARR I,

185

FXAFRRIN 22 % 58D 3kb i AZE 5L & deep intron
DRERZ~T o AR O &I
RKMEFHT A da 7 o —oBAE. 5 70 EH
AN RSB R T 2 0 K'E 2019 4 3
H 16 H

. HEMEREDHR - BERIL (PEEZE

=)

2. FEMBrEEek
AL

3. Fofth
A=Y



R A WA A A 6 R % ro | K
Co-occurrence of Sturge-
Y. Sakaguchi, T. Weber syndrome and
Takenouchi, T. Uehara, Klippel-Trenaunay-Weber vol. 173 no. 2831-
K. Kishi, T. Takahashi, syndrome phenotype: Am J Med Genet A 10 2833 2017
and K.Kosaki, Consideration of the
historical aspect.
Systemic lupus
T Uehara,N. Hosogaya, | (X TRECETS PR
N. Matsuo, and disorder with | Am J Med Genet A 176 1662-1666 | 2018
K_Kosaki Isor er with loose anagen
e hair 1: More than a chance
association.
T'. Hamanaka, M. . A Histologic Categorization
Kimura, T. Sakurai, N.
Ishida. J. Yasuda. M pf Aqueous Outflow Routes
Nagasaki, N. Nariai, A, | " Familial Open-Angle Invest Ophthalmol Vis
N o Glaucoma and Associations ; ol. 58,n0.5 | 2818-2831 | 2017
Endo, K. Homma, F. . . : Sci
With Mutations in the
Katsuoka, Y. Matsubara, MYOC Gene in Japanese
M. Yamamoto, and N. . P
Patients
Fuse,
A. Hattori, Y. Katoh-
Fukui, A. Nakamura, K.
Matsubara, T.
Kamimaki, H. Tanaka, S.
Dateki, M. Adachi, K. Next generation sequencing-
Muroya, S. Yoshida, S. based mutation screening of
Ida, M. Mitani, K. 86 patients with idiopathic Endocr J vol. 64 no. 10| 947-954 | 2017
Nagasaki, T. Ogata, E. short stature.
Suzuki, K. Hata, K.
Nakabayashi, Y.
Matsubara, S. Narumi, T.
Tanaka, and M. Fukami,
A. Honda, N. Umegaki- .
Areo, T Sasad K. | S e
Nakabayashi, K. Hgta, Y. unilaterally distributed J Dermatol vol. 44 no. 6 e109- 2017
Matsubara, A. Tanikawa, . . . el10
. epidermal nevi. woolly hair
M. Amagai, and A. .
and palmoplantar keratosis.
Kubo,
S. I. Inoue, S. Takahara, | Activated Braf induces
T. Yoshikawa, T. esophageal dilation and 4715-
Niihori, K. Yanai, Y. gastric epithelial hyperplasia Hum Mol Genet vol. 26 no. 23 4727 2017

Matsubara, and Y. AoKi ,

in mice.




T. Mizuguchi, M.
Nakashima, M. Kato, N.
Okamoto, H. Kurahashi,
N. Ekhilevitch, M.
Shiina, G. Nishimura, T.
Shibata, M. Matsuo, T.

Loss-of-function and gain-

of-function mutations in 1421-
Ikeda,_K. Ogata_, N. | PPP3CA cause two distinct Hum Mol Genet vol. 27 no. 8 1433 2018
Tsuchida, S. Mitsuhashi, disorders
S. Miyatake, A. Takata, '
N. Miyake, K. Hata, T.
Kaname, Y. Matsubara,
H. Saitsu, and N.
Matsumoto,
S. Nakamura, M.
Miyado, K. Saito, M. . .
Katsumi. A. Nakamura, Next—g_eneratlpn sequencing
. for patients with non-
Y. Kobori, Y. Tanaka, H. ; .
Ishikawa. A. Yoshida. H pbstr_uctl_ve azoospermia:
T ' | implications for significant Andrology vol. 5no. 4 824-831 | 2017
Okada, K. Hata, K.
) roles of
Nakabayashi, K. monogenic/oligogenic
Okamura, H. Ogata, Y. mutat?ons 909
Matsubara, T. Ogata, H. '
Nakai, and M. Fukami,
D. Oba, S. I. Inoue, S. Mice with an_Oncogenlc
. . HRAS Mutation are
Miyagawa-Tomita, . Resistant to High-Fat Diet-
Nakashima, T. Niihori, 19 o EBioMedicine vol. 27 138-150 | 2018
S. Yamaguchi. Y. Induc_ed Obesn)_/ and Exhibit
Matsubara, and Y. Aoki , Impaired Hepatic Energy
Homeostasis.
T. Osumi, S. I.
Tsujimoto, K.
Nakabayashi, M.
Taniguchi, R. Shirai, M.
Yoshida, T. Uchiyama, J. | Somatic MECOM
Nagasawa, S. Goyama, mosaicism in a patient with
T. Yoshioka, D. congenital bone marrow Pediatr Blood Cancer | vol. 65 no. 6 €26959 | 2018
Tomizawa, M. failure without a radial
Kurokawa, Y. abnormality.
Matsubara, N.
Kiyokawa, K.
Matsumoto, K. Hata, and
M. Kato,
Efficacy and safety of two
K. Ozono, T. Ogata, R. doses of Norditropin((R))
Horikawa, Y. (somatropin) in short stature
Matsubara.Y. Ogawa, K. | due to Noonan syndrome: a Endocr J vol. 65 no. 2 159-174 | 2018

Nishijima, and S.
Yokoya,

2-year randomized. double-
blind. multicenter trial in
Japanese patients.




H. Shima, A. Ishii, Y.
Wada, J. Kizawa, T.
Yokoi, N. Azuma, Y.

SOX2 nonsense mutation in
a patient clinically
diagnosed with non-

Matsubara, E. Suzuki, A. | syndromic Endocr J vol. 64 no. 8 813-817 | 2017
Nakamura, S. Narumi, hypogonadotropic
and M. Fukami, hypogonadism.
R. Aoki, K, Srivatanakul, Endovascular treatment of a
T. Osada, K. Hotta, T. dural arteriovenous fistula in
Sorimachi, M. - - . Interv Neuroradiol | vol. 23 no. 2 206-210 | 2017
a patient with Loeys-Dietz
Matsumae, and H. syndrome: A case report
Morisaki, y ' port.
T. Fujiyoshi, K. Impact of connective tissue
Minatoya, Y. Ikeda, H. disease on the surgical
Ishibashi-Ueda, T. outcomes of aortic J Cardiothorac Surg | vol. 12 no. 1 97 2017
Morisaki.H. Morisaki, dissection in patients with
and H. Ogino, cystic medial necrosis.
M. Hibino, Y. Sakai, W.
Kato, K. Tanaka, K. Ascending Aortic Aneurysm vol. 105 no
Tajima, T. Yokoyama, in a Child With Fibulin-4 Ann Thorac Surg ' 5 ‘| eb9-e61 | 2018
M. lwasa, H. Morisaki, Deficiency.
T. Tsuzuki, and A. Usui,
Left main coronary artery
A. Hirashiki, S. Adachi, | compression by a dilated
Y. Nakano, Y. main pulmonary artery and
Kamimura, T. Ogo, N. left coronary sinus of
Nakanishi, T. Valsalva aneurysm in a Pulm Circ vol. 7 no. 3 734-740 | 2017
Morisaki.H. Morisaki, A. | patient with heritable
Shimizu, K. Toba, T. pulmonary arterial
Murohara, and T. Kondo, | hypertension and FLNA
mutation.
A. W. Hudoyo, T.
Hirase, A. Tandelillin, Role of AMPD2 in impaired Mol Genet Metab
M. Honda, M. Shirai, J. | glucose tolerance induced Re vol. 13 23-29 2017
Cheng, H. Morisaki, and | by high fructose diet. P
T. Morisaki,
E. S. Regalado, L.
Mellor-Crummey, J. De
Backer, A. C. - .
Braverman, L. Ades, S. Clinical history and
Benedict, T. J. Bradley, management .
M. E. Brickner, K.C. | fecommendations of the Genet Med 20 1206-1215 | 2018

Chatfield, A. Child, C.
Feist, K. W. Holmes, G.
lannucci, B. Lorenz, P.
Mark, T. Morisaki.H.
Morisaki, S. A. Morris,
A. L. Mitchell, J. R.

smooth muscle dysfunction
syndrome due to ACTA2
arginine 179 alterations.




Ostergaard, J. Richer, D.
Sallee, S. Shalhub, M.
Tekin, A. Estrera, P.
Musolino, A. Yetman, R.
Pyeritz, and D. M.
Milewicz,

D. Schepers, G. Tortora,
H. Morisaki, G.
MacCarrick, M. Lindsay,
D. Liang, S. G. Mehta, J.
Hague, J. Verhagen, I.
van de Laar, M. Wessels,
Y. Detisch, M. van
Haelst, A. Baas, K.

Lichtenbelt, K. Braun, D.

van der Linde, J. Roos-
Hesselink, G.
McGillivray, J. Meester,

A mutation update on the

I. Maystadt, P. Coucke, LDS-associated genes Hum Mutat vol.39no.5| 621-634 | 2018
E. EI-Khoury, S. TGFB2/3 and SMAD2/3.

Parkash, B. Diness, L.

Risom, I. Scurr, Y.

Hilhorst-Hofstee, T.

Morisaki, J. Richer, J.

Desir, M. Kempers, A. L.

Rideout, G. Horne, C.

Bennett, E. Rahikkala, G.

Vandeweyer, M. Alaerts,

A. Verstraeten, H. Dietz,

L. Van Laer, and B.

Loeys,

Y. Seike, K. Minatoya,

H. Sasaki, H. Tanaka, T. | Clinical outcomes of aortic

Itonaga, Y. Inoue, H.. repair in young adult Gen Thorac

Morisaki, T. Morisaki, patients with ACTA2 Cardiovasc Surg vol. 65n0.12|  686-691 | 2017
H. Ishibashi-Ueda, and J. | mutations.

Kobayashi,

S. Tatebe, K. Sugimura,

T. Aoki, S. Yamamoto, The Efficacy of a Genetic

N. Yaoita, H. Suzuki, H. | Analysis of the BMPR2

Sato, K. Kozu, R. Gene in a Patient with

Konno, K. Satoh, K. Severe Pulmonary Arterial 3193-

Fukuda, O. Adachi, R. Hypertension and an Atrial Intern Med vol. 56 no. 23 3197 2017

Saito, N. Nakanishi, H.
Morisaki, K. Oyama, Y.
Saiki, Y. Okada, and H.
Shimokawa,

Septal Defect Treated with
Bilateral Lung
Transplantation.




(TEERZRE R EZH T 58
F O - tHE] 18T
S 2Ry A el I/ N

A YR : _
Arier 1 B R R L Heart View vol.21no. 4| 433-437 | 2017
KN - FRIZIZTED LD
2 L EFEL TR D
[ AR R B AfT
A e | Bl) EiErkmpes | OFIEERER | o) 8o 1| 4149 | 2017
. NGS FFROE(sFi72 e
IBr
ke st e g | FPARPERRE & A0 L7 ]
A R 2RI M || o es Dietz SR 145 NERHEEE |vol. 70no.10] 1331 | o017
-+ il 1535
S. Katagiri, S. Nishina, | oo o1 structure and
T. Yokoi, M. Mikami, Y. g . . .
Function in Eyes with Optic Sci Rep vol. 7 42480 2017
Nakayama, M. Tanaka, Nerve Hvooplasia
and N. Azuma, ypop '
S. Katagiri, S. Tanaka, T.
Yokoi, T. Hayashi, E. Clinical features of a toddler
Matsuzaka, K. Ueda, T. with bilateral bullous Am J Ophthalmol
Yoshida-Uemura, A. . . P vol. 5 76-80 2017
L retinoschisis with a novel Case Rep
Arakawa, S. Nishina, K. .
—_— RS1 mutation.
Kadonosono, and N.
Azuma,
ATYPICAL FORM OF
. . RETINOPATHY OF
LIL%'E:YS ﬁ:lizggr'n;v' PREMATURITY WITH
K Hoso’no' v Ho){ta S’ SEVERE Retina Aug 9 2017
Nishina an’dl'\l Azu’m? FIBROVASCULAR
' PROLIFERATION IN THE
OPTIC DISK REGION.
S. Nishina, S. Katagiri, Atypical intravitreal growth
A. Nakazawa, C. of retinoblastoma with a Am J Ophthalmol vol. 7 4-8 2017
Kiyotani, T. Yokoi, and | multi-branching Case Rep '
N. Azuma, configuration.
H. Ozawa, M. Yamane, Long-term surgical outcome
E. Inoue, T. Yoshida- of cgnventionagl
Uemura, S. Katagiri, T. . Jpn J Ophthalmol vol. 61 no. 3 237-244 | 2017
. L trabeculotomy for childhood
Yokoi, S. Nishina, and laucoma
N. Azuma, 9 )
Y. Seko, N. Azuma, T. Anteroposterior Patterning Curr Eye Res vol. 42 no. 1 145-154 | 2017

Yokoi, D. Kami, R. Ishii,

of Gene Expression in the




S. Nishina, M. Toyoda,
H. Shimokawa, and A.
Umezawa,

Human Infant Sclera:
Chondrogenic Potential and
Whnt Signaling.

M. Takahashi, T. Yokoi,
S. Katagiri, T. Yoshida-

Surgical treatments for
fibrous tissue extending to

Uemura. S. Nishina. and the posterior retina in eyes Jpn J Ophthalmol vol. 62 no. 1 63-67 2018
N Azun’1a'7’ with familial exudative
' ' vitreoretinopathy.
. Effects of neuroactive
-II\-/.I;(ts?J;ZII;;FT?Fr;ﬂ(Zqu.S agents on axonal growth and
| Watanabé S Nishin’a " | pathfinding of retinal Sci Rep vol. 7 no. 1 16757 2017
a.nd N Azun’1a.—’ ganglion cells generated
' ' from human stem cells.
Different foveal schisis
— patterns in each retinal layer
:;é:;o?::'d? L\J(%Tgira,ss. in eyes with hereditary Graefes Arch Clin | vol. 255 no. 719-723 | 2017
Nish?na’anld N AzllRa juvenile retinoschisis Exp Ophthalmol 4
- ' " | evaluated by en-face optical
coherence tomography.
\IE[ NIE 72 (\\
HH O BT %%Eﬁéﬂﬁ‘%‘ SRR IR vol.59no. 7| 731-736 | 2017
Information and
== — R A H H
& LIRS B | communication technolegy R | vol1lno.1| 6166 | 2018
ATz NRARRER.
—+= — | |- S sy,
%5%2)3%1—‘$4$%’% %a@g@g@iﬁ%mﬁ@ RSk B8 PR i 2 vol. 10 no. 1 58-63 | 2017
Leber e KE D H ﬁ)\%
M ol CRSE R | BT SRy — 2 gresae=e | VOl 121 no.
[ HEAHS oA E T |0 IRRFEREEE | T 230 | 2007
://\* .
) £ PR oD el FH L2 B9
i %ﬁj%{ﬁ{‘ﬂi%* 5%¢§ ﬁgig;@ﬁﬁﬁ A ARIRFH -2 HEEE | vol. 121n0.7|  529-534 | 2017
[FIAJFZE.
e IR EREIRIZB TS
o FEEREL e e | ameeas | 122 1m0 10313 | 2018

iR AIFFE.




Bt FLEAREAR 3 B AL L

HERF i 2 — & T R A
g;{%ﬁl '%Bﬂ FEl i e s | DABRERRIETER o s0no.5 | 377-381 | 2017
= Bkl B 2—. =
BHRZ LS NRICHT % -
B I8 Bl fth | Spot Vision Screener Ot HK*’Eﬁﬁilﬁtﬁ vol. 46 167-174 | 2017
PSR, =

'\N/I' l_I:/?iTL?r?g’ :uf’gsm Role of a heterotrimeric G-
Hattori, N. Okamoto, M. Egittueclgggnfsulsn g(])essible
Kato, T. Tsunoda, M. involvement in J Neurochem vol. 140 no. 82-95 2017
Yamasaki, Y. Kanemura, . . 1
K Kosaki. H. Tabata perlventrl_cular n_odular
S.SaToh’and K| ' heterotopia and intellectual
Nlagata o disability.

" Cochlear Cell Modeling
.'\r/l .Sl—gﬁzo%a,(l)\fl(é;lgégk{a/\,/ Using Disease-Specific
Akamatsu, H. Ukai, H. IPSCs Un\_/ells ?1 q I | 5
R. Ueda, K. Ogawa, T. Degenerative Phenotype an Cell Rep vol. 18 no. 1 68-81 017
Matsun a’ a. and H '—= | Suggests Treatments for
Wg_, ' Congenital Progressive

' Hearing Loss.
A. Kanno, H. Mutai, K. Frequency and specific
Namba, N. Morita, A, characteristics of the vol. 127 no. 1663-
Nakano, N. Ogahara, T. | . | - Laryngoscope 2017
Sugiuchi, K. Ogawa, and incomp eFe partltlon type 111 7 1669
T Matsu’na.a ' anomaly in children.
. High-level heteroplasmy for

K. Matsushlmq, A. the M. 7445A5G
Nakano, ¥. Arimoto, H. mitochondrial DNA Int J Pediatr
Mutai, K. Yamazawa, K. - - vol. 108 125-131 | 2018
Murayama, and T mutation can cause Otorhinolaryngol
Matsuna a’ - progressive sensorineural
Maisunaga, hearing loss in infancy.
N. Morimoto, H. Mutai, | Homozygous EDNRB
K. Namba, H. Kaneko, mutation in a patient with .
R.K.Kosaki, and T, Waardenburg syndrome Auris Nasus Larynx | vol. 45 no. 2 222-226 | 2018
Matsunaga, type 1.
H. Mutai, T. Watabe, Mitochondrial mutations in
K.Kosaki.K. Ogawa, and | maternally inherited hearing BMC Med Genet vol. 18 no. 1 32 2017
T. Matsunaga, loss.
D. Shigemizu, F. Miya, IMSindel: An accurate
S. Akiyama, S. Okuda, intermediate-size indel Sci Rep vol. 8 no. 1 5608 2018

K. A. Boroevich, A.
Fujimoto, H. Nakagawa,

detection tool incorporating
de novo assembly and




K. Ozaki, S. Niida, Y.
Kanemura, N. Okamoto,
S.Saitoh, M. Kato, M.
Yamasaki, T. Matsunaga,
H. Mutai, K.Kosaki, and
T. Tsunoda,

gapped global-local
alignment with split read
analysis.

A. Unzaki, N. Morisada,
K. Nozu, M. J. Ye, S. lto,
T. Matsunaga, K.
Ishikura, S. Ina, K.
Nagatani, T. Okamoto,
Y. Inaba, N. Ito, T.

Clinically diverse
phenotypes and genotypes

Igarashi, S. Kanda, K. - - : J Hum Genet vol. 63 no. 5 647-656 | 2018
.| of patients with branchio-
Ito, K. Omune, T. Iwaki, oto-renal svndrome
K. Ueno, M. Yahata, Y. y '
Ohtsuka, E. Nishi, N.
Takahashi, T. Ishikawa,
S. Goto, N. Okamoto,
and K. lijima,
K. Yamazawa, Y. .
Vanada T Knota 1| Sonls s, w175 o
Mutai, T. Matsunaga, O. > . N Am J Med Genet A ' 5 ‘| 496-498 | 2018
Komiyama, and T. mar:jl estation of Noonan
Takahashi, syndrome.
[4. FEEIC > TV D
Ak i Z & -HamgERE] H A= o no. 4846 29-31 | 2017
fPEHERE & N B A ERR.
Y. Ithr_nlya, Y. Wada, S. 1123 deletion syndrome
Kunishima, K. (Jacobsen syndrome) with
Tsukamoto, R. Kosaki, Yl ) J Med Case Rep vol. 12 no. 1 3 2018
PP severe bleeding: a case
H. Sago, A. Ishiguro, and renort
Y. lto, port.
Biallelic mutations in
R. Kosaki.R. Horikawa, LARS? can cause Perrault vol. 176 no.
E. Fujii, and K.Kosaki, syndrome type 2 with Am J Med Genet A 2 404-408 | 2018
neurologic symptoms.
K. Takahashi, A. Sasaki, | The outcomes of 31 cases of
S. Wada, Y. Wada, K._ trlsomy_13 dla_gnosed in Am J Med Genet A vol. 173 no. 966-971 | 2017
Tsukamoto, R. Kosaki, utero with various 4
Y. Ito, and H. Sago, management options.
\ 1336 HFAFIZ L 5
7 NIRT L 207 GEERE. FLOVEHE 2017—18 1548-9

A EERR




K. Ueda, M. Yaoita, T.

Craniosynostosis in patients
with RASopathies:

Niihori, Y. Aoki , and N. | Accumulating clinical Am J Med Genet A vol. 173 no. 223326 2017
Okamoto, evidence for expanding the
phenotype.
Association between 3-
M. Ikeda, J. J. dimensional mandibular Am J Orthod
Miyamoto, J. I. Takada, | morphology and condylar Dentofacial Ortho Vol.151 no.2| 324-334 2017
and K. Moriyama movement in subjects with P
mandibular asymmetry.
Measurement of Distraction
H. Sawada, T. Ogawa, K. Eglrgfe Iga(;!eerrttsL[l)%ﬁrrlld Le
Kataoka, Y. Baba, and Fort | Maxillary g J Craniofac Surg  |Vol.28 no.2 | 406-412 | 2017
K. Moriyama Advancement With Rigid
External Distraction.
HETF BT, Williams JiE it B 123 Vol.77 no.l
[ER B, EHEEZE, | T H5EEmEE L OFEN | Orthod Waves-Jpn Ed 9-16 2018
T T, ZRILEH] DR
Y. Kimura, M. Akahira- | Novel SYNGAP1 variant in
Azuma, N. Harada, Y. a patient with intellectual Congenit Anom Jan 30 2018
Enomoto, Y. Tsurusaki, | disability and distinctive (Kyoto)
and K. Kurosawa dysmorphisms
Two patients with 19p13.2
Y. Kuroda, Y. Mizuno, deletion (Malan syndrome)
M. Mimaki, A. Oka, Y. involving NFIX and .
Sato, S. Ogawa, and K. | CACNALA with Clin Dysmorphol vol. 26, no. 4 | 224-227 2017
Kurosawa overgrowth, developmental
delay, and epilepsy
T. Shiohama, K. Fujii, K. )
Shimizu, H.Ohashi, T. Progressive subglottic Congenit Anom
Takatani, N. Okamoto, stenosis in a child with (Kyoto) vol.58 no. 3| 102-104 | 2018
G. Nishimura, M. Kato, Pallister-Killian syndrome.
and N. Shimojo,
T. Nakane, E. llary pytermis in a b0
Sawanobori, H.Ohashi, edutiary py . y Clin Dysmorphol vol. 27 no. 1 25-26 2018
. with Simpson-Golabi-
and K. Sugita,
Behmel syndrome.
T. Miyamoto, S. N. E#;:;;}rgsz}gi of
Akutsu, A. Fukumitsu, -
H Lli/lourino,iu U WDR62/MCPH?2 ensures Hum Mol Genet vol. 26 no. 22 jﬁg 2017

Masatsuna, K. Hosoba,
H. Kawakami, T.

proper mitotic spindle
orientation.




Yamamoto, K. Shimizu,
H.Ohashi, and S._
Matsuura,

T. Shiohama, H. Ohashi
K. Shimizu, K. Fujii, D.

I-Thyroxine-responsive drop
attacks in childhood benign

Oba, T. Takatani, M. hereditary chorea: A case Brain Dev vol. 40,no. 4 | 353-356 2018
Kato, and N. Shimojo report
[ Marfan JEBEREDZIT &
159%]  Marfan JE{ERE & o vol. 264 no.
20 2 -
A %, HE ad S 8 0 Precision [E2E0D & Fr 3 227-233 | 2018
Medicine.
NGS Z &M L7k o —
A FHOHR E ==
in EE, dHE Ad gfﬁ Z\fﬁ{i% ;}; %%E Hff I P s B vol. 65n0.6 | 683-690 | 2017
yj\=] FRELTH AN n
— J TR,
[HARTRZH & Einh v
2 V7] BEEZEIC i
HIE %Eé i iﬁfﬁ’bﬁi PERARHOERE | ol 66n0.4 | 491-496 | 2017
DFHZTTDIE.
&N AITZZFT _ O
HE s fpil Sutz]  H AR PRI %ﬁﬁ A Vol a7no. 7| 903007 | 2017
FEIR DIBIEMED A,
T. Yoshizawa, S. Vascular abnormalities in
Mizumoto, Y. Takahashi, | the placenta of Chst14-/-
S. Shimada, K. Sugahara, | fetuses: implications in the
J. Nakayama, S. Takeda, | pathophysiology of perinatal . i
Y. Nomura, Y. Nitahara- | lethality of the murine Glycobiology vol. 28 no. 2 80-89 2018
Kasahara, T. Okada, K. model and vascular lesions
Matsumoto, S. Yamada, | in human CHST14/D4ST1
and T.Kosho, deficiency.
T. Yoshinaga, K.
Nakamura, M. Ishikawa, | A novel frameshift mutation
T. Yamaguchi, K. of SYNEL in a Japanese
Takano, K. Wakui, family with autosomal Hum Genome Var vol. 4 17052 2017
T.Kosho, K. Yoshida, Y. | recessive cerebellar ataxia
Fukushima, and Y. type 8.
Sekijima,
M. Uehara, Y. Efficacy of Denosumab for
Nakamura, J. Takahashi, | Osteoporosis in Three vol. 242 no.
M. Kamimura, S. Female Patients with Tohoku J Exp Med p 115-120 | 2017

Ikegami, T. Suzuki, S.
Uchiyama, T.

Osteogenesis Imperfecta.




Yamaguchi, T.Kosho,
and H. Kato,

K. Takano, K. Goto, M.
Motobayashi, K. Wakui,
R. Kawamura, T.

Early manifestations of
epileptic encephalopathy.
brain atrophy. and elevation
of serum neuron specific

Eur J Med Genet

vol. 60 no. 10

521-526

2017

Yamaggchl, Y. enolase in a boy with beta-
Fukushima, and ; .
T Kosho propeller protelp-assomated
I neurodegeneration.
H. Oba, J. Takahashi, K. Rigid Occipitocervical
Takano, Y. Inaba, M. .
. Instrumented Fusion for
Nishimura. . Kurais, | Alantoaxial Insabilty inan | .o (Phila Pa E1380-
S .| 18-Month-Old Toddler With P vol. 42 no. 23 2017
M. Shimizu, S. Ikegami, - 1976) e1385
. Brachytelephalangic
T. Futatsugi, M. Uehara, . .
Chondrodysplasia Punctata:
T.Kosho, H. Kato, and A Case Renort
K. Uno, port
T. Natsume, K. Takano, | Hepatomegaly in a boy with
M. Motobayashi, and ARID1B-related Coffin- Pediatr Int vol. 60 no. 4 378-380 | 2018
T.Kosho, Siris syndrome.
M. Morikawa, K. Clinical features of a female
Takano, M. with WDR45 mutation
Motobayashi, N. Shiba, | complicated by infantile Brain Dev vol. 39 no. 9 804-807 | 2017
T.Kosho, Y. Nakazawa, | spasms: a case report and
and Y. Inaba, literature review.
S. Mizumoto, T.Kosho, .
A. Hatamochi, T. Honda, !Defept n dermatan sglfate
T. Yamaguchi, N in urine of patients with o
. i Ehlers-Danlos syndrome Clin Biochem vol. 50 no. 12| 670-677 | 2017
Okamoto.N. Miyake, S.
Yamada, and K caused by a -
! ' CHST14/D4ST1 deficiency.
Sugahara,
H. Fukushima, K.
Shimizu, A. Watahiki, S.
Hoshikawa, T.Kosho, D. .
Oba, S. Sakano, M. NOTQHZ Hajdu-Cheney
Arakaki, A. Yamada, K Mutations Escape
N '« | SCF(FBWT7)-Dependent Mol Cell vol. 68 no. 4 645-658 | 2017

Nagashima, K. Okabe, S.
Fukumoto, E. Jimi, A.
Bigas, K. I. Nakayama,
K. Nakayama, Y. Aoki ,
W. Wei, and H. Inuzuka,

Proteolysis to Promote
Osteoporosis.




Y. Fukuda, Y. Higuchi,

K. Shinozaki, Y. Mobile Cecum in a Young
Tanigawa, T. Abe, N. Woman with Ehlers-Danlos 2791-
Hanaoka, S. Syndrome Hypermobility Intern Med vol. 56 no. 20 2796 2017
Matsubayashi, T. type: A Case Report and
Yamaguchi, T.Kosho, Review of the Literature.
and K. Nakamichi,
K. Yamoto, H. Saitsu, N.
Nakagawa, H. Nakajima, | De novo IGF2 mutation on
T. Hasegawa, Y. the paternal allele in a
Fujisawa, M. Kagami, patient with Silver-Russell Hum Mutat vol. 38 no. 8 953-958 | 2017
M. Fukami, and T. syndrome and ectrodactyly.
Ogata,
FGFR1 disruption identified
by whole genome
K. Yamoto, S. Okamoto, | sequencing in a male with a vol. 176 1o
Y. Fujisawa, M. Fukami, | complex chromosomal Am J Med Genet A ' 1 ‘| 139-143 | 2018
H. Saitsu, and T. Ogata, | rearrangement and
hypogonadotropic
hypogonadism.
E. L. Wakeling, F.
Brioude, O. Lokulo-
Sodipe, S. M. O'Connell,
J. Salem, J. Bliek, A. P.
Canton, K. H.
Chrzanowska, J. H.
Davies, R. P. Dias, B.
Dubern, M. Elbracht, E.
Giabicani, A. Grimberg,
K. Gronskov, A. C. Diagnosis and management
Hokken-Koelega, A. A. | of Silver-Russell syndrome: |\ oy Endocrinol | vol. 13no. 2 | 105-124 | 2017
Jorge, M. Kagami, A. first international consensus
Linglart, M. Maghnie, K. | statement.
Mohnike, D. Monk, G.
E. Moore, P. G. Murray,
T. Oqgata, I. O. Petit, S.
Russo, E. Said, M.
Toumba, Z. Tumer, G.
Binder, T. Eggermann,
M. D. Harbison, I. K.
Temple, D. J. Mackay,
and I. Netchine,
K. Ushijima, M. Fukami,
T. Ayabe, S. Narumi, M. | Comprehensive screening
Okuno, A. Nakamura, T. | for monogenic diabetes in
Takahashi, K. lhara, K. | 89 Japanese children with Pediatr Diabetes vol. 19no. 2 | 243-250 | 2018

Ohkubo, E. Tachikawa,
S. Nakayama, J. Arai, N.
Kikuchi, T. Kikuchi, T.
Kawamura, T. Urakami,

insulin-requiring antibody-
negative type 1 diabetes.




K. Hata, K. Nakabayashi,

Y. Matsubara, S.
Amemiya, T. Ogata, .
Yokota, and S. Sugihara,

K. Takasawa, M.
Igarashi, M. Ono, A.
Takemoto, S. Takada, A.

Phenotypic Variation in
46.XX Disorders of Sex
Development due to the

Yamataka, T. Ogata.T. NR5A1 p.R92W Variant: A Sex Dev vol. 11 no.5-6 284-288 | 2017
Morio, M. Fukami, and | Sibling Case Report and
K. Kashimada, Literature Review.
E. Suzuki, R. Bo, K. Sue, | 2 d€ novo 50-bp GNAS
H. Awano, T. Ogata, S. IPntr_agemg Duplication in a Cytogenet Genome |vol. 153 no.
. . atient with 125-130 | 2017

Narumi, M. Kagami, S. Pseudohypoparathyroidism Res 8
Sano, and M. Fukami, Type 1a.
M. Shozu. H. Ishikawa Nomenclature of primary
R .Horika’wa. H " | amenorrhea: A proposal

Y L . document of the Japan
Sakakibara, S. 1. 1zumi, - - J Obstet Gynaecol 1738-
T.Ohba, Y. Hirota, T, Society of Obstetrlgs and Res vol. 43 no. 11 1742 2017
Ouata, Y. Osuga, and K Gynecolqu.commltt_ee for
_g_Ku u’ ' ' " | the redefinition of primary

gu. amenorrhea.

Hbﬁmga{éﬁ;ﬂgg Y- | Two patients with MIRAGE
A Satoﬁ T Ouata M’ syndrome Ia}cklng

) n, 1.25gald, Wi haematological features:
Fukami, R. Juhlen, M. le of . desi J Med Genet vol. 55 no. 2 81-85 2018
Schuelke. K. Mohnike role of somatic second-site
A Huebn,er .and S ' reversion SAMD9
Nérumi ’ ' mutations.
S. Sano, A. Nakamura, (Epi)genotype-Phenotype
K. Matsubara, K. Analysis in 69 Japanese
Nagasaki, M. Fukami, Patients With J Endocr Soc vol. 2 no. 1 9-23 2018
M. Kagami, and T. Pseudohypoparathyroidism
Ogata, Type I.
S. Sakata, S. Okada, K. Individual Clinically
A K. H . Di ith CHARGE

oyama, ara, © lagnosed with CHARG Front Genet vol. 8 210 2017

Tani, R. Kagawa, A.
Utsunomiya-Nakamura,
S. Miyagawa, T. Oqgata,

Syndrome but with a
Mutation in KMT2D. a
Gene Associated with




H. Mizuno, and M.
Kobayashi,

Kabuki Syndrome: A Case
Report.

H. Ono, H. Saitsu, R.
Horikawa, S. Nakashima,
Y. Ohkubo, K. Yanagi,

Partial androgen
insensitivity syndrome
caused by a deep intronic

K. Nakabayashi, M. mutation creating an Sci Rep vol. 8 no. 1 2281 2018
Fukami, Y. Fujisawa, alternative splice acceptor
and T. Ogata, site of the AR gene.
H. Ono, C. Numakura, Longitudinal serum and
K. Homma, T. urine steroid metabolite R
Hasegawa, S. Tsutsumi, | profiling in a 46.XY infant ! Stel\r/lo(;?;'(ﬂ(:hem vol. 178 177-184 | 2018
F. Kato, Y. Fujisawa, M. | with prenatally identified
Fukami, and T. Ogata, POR deficiency.
Y. Onda, S. Sugihara, T. | Incidence and prevalence of
Ogata, S. Yokoya, T. childhood-onset Type 1 . i
Yokoyama, and N. diabetes in Japan: the T1D Diabet Med vol. 34 no. 7 909-915 | 2017
Tajima, study.
M. Okuno, T. Ayabe, I.
Yokota, I. Musha, K.
Shiga, T. Kikuchi, N.
Kikuchi, A. Ohtake, A.
Nakamura, K. . . .
Nakabayashi, K Proteln-glterlpg variants of _

T PTPN2 in childhood-onset Diabet Med vol. 35 no. 3 376-380 | 2018
Okamura, Y. Type 1A diabetes
Momozawa, M. Kubo, J. yp '
Suzuki, T. Urakami, T.
Kawamura, S. Amemiya,
T. Oqata, S. Sugihara,
and M. Fukami,
K. Ohtaka, Y. Fujisawa, | FGFR1 Analyses in Four
F. Takada, Y. Hasegawa, | Patients with
T. Miyoshi, T. Hypogonadotropic
Hasegawa, H. Miyoshi, Hypogonadism with Split- Hum Mutat vol. 38 no. 5 503-506 | 2017
H. Kameda, M. Hand/Foot Malformation:
Kurokawa-Seo, M. Implications for the
Fukami, and T. Ogata, Promoter Region.

Expression of Xenobiotic
Biomarkers CYP1 Family in

5. Ofsako, T. Aiba, M. | P1eputal Tissue of Patiens
Miyado, M. Fukami, T.. Phimosis and Its Arch Environ vol. 74 no. 2 240-247 | 2018

Ogata, Y. Hayashi, K.
Mizuno, and Y. Kojima,

Association with DNA
Methylation Level of
SRD5A2 Minimal
Promoter.

Contam Toxicol




S. Nakamura, Y. Kobori,
Y. Ueda, Y. Tanaka, H.

Ishikawa, A. Yoshida, STX2 is a causative gene for

M. Katsumi, K. Saito, A. . . Hum Mutat Mar 23 2018
Nakamura, T. Ogata, H. nonobstructive azoospermia.
Okada, H. Nakai, M.
Miyado, and M. Fukami,
S. Kawashima, A.
Nakamura, T. Inou_e, K. Maternal Uniparental
Matsubara, R. Horikawa, -
. Disomy for Chromosome
K. Wakui, K. Takano, Y. 20: Physical and J Clin Endocrinol
Fukushima, T. Endocrinological Metab. 103(6) 2083-2088 | 2018

Tatematsu, S. Mizuno, J.
Tsubaki, S. Kure, Y.

Matsubara, T. Ogata, M.
Fukami and M. Kagami.

Characteristics of Five
Patients.

A. Montalbano, L.
Juergensen, M. Fukami, | Functional missense and
C. T. Thiel, N. H. Hauer, | splicing variants in the

R. Roeth, B. Weiss, Y. retinoic acid catabolizing Eur J Hum Genet Apr 30 2018
Naiki, T. Ogata, D. enzyme CYP26C1 in

Hassel, and G. A. idiopathic short stature.

Rappold,

Y. Miyoshi, T. Yorifuji,
R. Horikawa, 1.
Takahashi, K. Nagasaki,
H. Ishiguro, I. Fujiwara,
J. Ito, M. Oba, H.
Fujisaki, M. Kato, C.
Shimizu, T. Kato, K.
Matsumoto, H. Sago, T.
Takimoto, H. Okada, N.
Suzuki, S. Yokoya, T.
Ogata, and K. Ozono,

Childbirth and fertility
preservation in childhood
and adolescent cancer Clin Pediatr
patients: a second national Endocrinol
survey of Japanese pediatric
endocrinologists.

vol. 26 no. 2 81-88 2017

N. Miyake, N. I. Wolf, F.
K. Cayami, J. Crawford,
A. Bley, D. Bulas, A.

Conant, S. J. Bent, K. W.

Gripp, A. Hahn, S. . B
Humphray, S. Kimura- X-linked hypomyelination

Ohba, Z. Kingsbury, B. with spondylometaphyseal
R. Lajoie 5.gLa|u g dysplasia (H-SMD) Neurogenetics vol. 18 no. 4 185-194 | 2017

Micha. A. Pizzino. R. J. associated with mutations in

Sinke, D. Sival, I. Stolte- AIFM1.
Dijkstra, A. Superti-
Furga, N. Ulrick, R. J.
Taft, T. Oqgata, K.
Ozono, N. Matsumoto,
B. A. Neubauer, C.




Simons, and A.
Vanderver,

M. Miyado, K. Yoshida,
K. Miyado, M. Katsumi,

Knockout of Murine
Mamldl Impairs Testicular
Growth and Daily Sperm

K. Saito.S. Nakamura, T. | Production but Permits Int J Mol Sci vol. 18 no. 6 2017
Ogata, and M. Fukami, Normal Postnatal Androgen
Production and Fertility.
T. Kitaoka, T. Tajima, K.
\N(Z%a;;f{OTLrK'kUCh" K. Safety and efficacy of
Michi ami’ S. Okada. | treatment with asfotase alfa
Fujiwara, M. Kokaji, H. | I patients with Clin Endocrinol 15 87n0.1|  10-19 | 2017
M(J)chizuid T 0 ajta{ K hypophosphatasia: Results (Oxf) ' '
TatebayasHiTg_’ ' fr_om a Japanese clinical
Watanabe S.Vatsuga, T. trial.
Kubota, and K. Ozono,
M. Kagami, K. Nagasaki,
R. Kosaki.R. Horikawa,
Y. Naiki, S.Saitoh, T. Temple syndrome:
Tajima, T. Yorifuji, C. comprehensive molecular 1356-
Numakura, S. Mizuno, | and clinical findings in 32 Genet Med vol.19n0. 12 1456 | 2017
A. Nakamura, K. Japanese patients.
Matsubara, M. Fukami,
and T. Ogata,
Validation of auxological
T Isoiima. S. Sakazume reference values for
T. HaJse a\’/va. T ' | Japanese children with Clin Pediatr
O. ata Tg Nak,an_.ishi T Noonan syndrome and Endocrinol vol. 26 no. 3| 153-164 | 2017
Nga—i.a.n d4s Yoko, a. comparison with growth in
gal, ' ya, children with Turner
syndrome.
T. Inoue, A. Nakamura, . .
T. Fuke. K. Yamazawa Genetic heterogeneity of
S Sano, K Matsubara, patients with suspected
CMirian " | Silver-Russell syndrome: S .
S. Mizuno, Y. :
e & genome-wide copy number Clin Epigenetics vol. 9 52 2017
Harashima’ T: analysis in 82 patients

Hasegawa, H. Nakajima,
K. Tsumura, Z. Kizaki,

without imprinting defects.




A. Oka, T. Ogata, M.
Fukami, and M. Kagami,

Y. Hosokawa, R.
Kawakita, S. Yokoya, T.
Ogqata, K. Ozono, O.

Efficacy and safety of
octreotide for the treatment
of congenital
hyperinsulinism: a

ﬁlrjlsjlgg, & I:/Iaas;?:vxl/j, S. prospective. open-label Endocr J vol. 64 no. 9 867-880 | 2017
Nishibori, T. Sairenchi, | Slinical trial ?”d an
and T. Yorifuji ob_servatlor]a stgdy in Japan
' using a nationwide registry.
T. Hiraide, M.
Nakashima, K. Yamoto,
T. Fukuda, M. Kato, H. De novo variants in
lkeda, Y. Sugie, K. Aoto, | SETD1B are associated with vol. 137 no. i
T. Kaname, K. intellectual disability. Hum Genet 1 95-104 2018
Nakabayashi, T. Ogata, | epilepsy and autism.
N. Matsumoto, and H.
Saitsu,
M. G. Haug, A. . .
Brendehaug G. Houge Mo_salc u_pd(lz})pat Ina .
M. Kagami ’and T ' patient with mild features of Clin Case Rep vol. 6 no. 1 91-95 2018
0 .atag ' - Kagami-Ogata syndrome.
M. Fukami, E. Suzuki,
Y. lzumi, T. Torii, S.
mrir;(')’ k/l/l E:{fjml '\¢ Paradoxical gain-of-function
yado, M. " " | mutant of the G-protein- 2623-

Fujisawa, K. led J Cell Mol Med vol. 21 no. 10 2017
Nakabayashi, K. Hata, A. coupled receptor PROKR2 2626
Umezawa, Y. Matsubara promotes early puberty.
J. Yamauchi, and T.
Ogata,

Gain-of-function mutations
M. Fukami, E. Suzuki, in G-protein-coupled Clin Endocrinol
M. lgarashi, M. Miyado, | receptor genes associated (Oxf) vol. 88 no. 3 351-359 | 2018
and T. Ogata, with human endocrine

disorders.
M. Fukami. H. Shima. E Catastrophic cellular events
Su.zuki T O éta K "~ | leading to complex
Matsub,a—g_ré and T ' chromosomal Clin Genet vol. 91 no. 5 653-660 | 2017
Kamimaki, ' rearrangements in the

' germline.

T. Okazaki, Y. Saito, R. . o o

Pharmacoresistant epileptic Epileptic Disord | vol. 19no.3| 339-344 | 2017

Hiraiwa, S.Saitoh, M.
Kai, K. Adachi, Y.

eyelid twitching in a child




Nishimura, E. Nanba,
and Y. Maegaki,

with a mutation in
SYNGAP1.

Y. Nakamura, Y.
Togawa, Y. Okuno, H.
Muramatsu, K.
Nakabayashi, Y. Kuroki,

Biallelic mutations in SZT2
cause a discernible clinical
entity with epilepsy.

D. leda. 1. Hori. Y developmental delay. Brain Dev vol. 40 no. 2 134-139 | 2018
N.egishi’ T Toglavv.a A. macrocephaly and a
Hattori, S. Kojima, and dylslmorphlc corpus
S.Saitoh, caflosum.
I. Hori, R. Kawamura, K.
Nakabayashi, H.
Watanabe, K.
.'I_.'(')?gisgvn\;gt% Jieda K CTCF deletion syndrome:
Ohashi. Y ,Ne. ishi,A. clinical features and J Med Genet vol. 54 no. 12| 836-842 | 2017
Hattori’ Y. Sugio K ' epigenetic delineation.
Wakui, K. Hata, H.
Soejima, K. Kurosawa,
and S.Saitoh,
(HA 22 NR=av
YL T—ar e Yy vol. 57 no. #
KB A 1 RBRICAHTT 22| RO &R T LT ) 5455 | 2017
A b BRI A G
BRI - BnMERE.
M. Teraishi, M. Takaishi, Critical involvement of
K. N?"‘al"."a’ M. _Ikeda, ZEB?2 in collagen
Y. Higashi, S. Shimoda, fibrill i th
Y. Asada, A. Hijikata, O toriflogenesis: the .
Ohara Y’ Hiraki S " 7" | molecular similarity Sci Rep vol. 7 46565 2017
Mizun’o T Fukaaa_.T between Mowat-Wilson
mv;/a .N T syndrome and Ehlers-
Wakamatsu, and S. Sano, Danlos syndrome.
J. Tanigawa, H.
Mimatsu, S. Mizuno, N.
Okamoto, D. Fukushi, K.
Tominaga, H. Kidokoro, h
Y. Muramatsu, E. Nishi Phenotype-genotype
S.Nakamura D ' ' | correlations of PIGO
Motooka, N. Nomura, K, | deficiency with variable Hum Mutat vol. 38n0.7| 805-815 | 2017

Hayasaka, T. Niihori, Y.
Aoki , S. Nabatame, M.
Hayakawa, J. Natsume,
K. Ozono, T. Kinoshita,
N. Wakamatsu, and Y.
Murakami,

phenotypes from infantile
lethality to mild learning
difficulties.




T. Takenouchi, T.

Uehara, K.Kosaki, and S, | OroWth pattern of Rahman 1 any 5 vjeg genet VO 176 M0 215714 | 2018
. syndrome. 3
Mizuno,
T. Takenouchi, M. Inaba, | Biallelic mutations in
T. Uehara, T. Takahashi, | NALCN: Expanding the vol. 176 no. )
K.Kosaki, and S. genotypic and phenotypic Am J Med Genet A 2 431-437 | 2018
Mizuno, spectra of IHPRFL.
The effect of rapamycin.
Y. Suzuki, Y. Enokido, NVP-BEZ235. aspirin. and
K. Yamada, M. Inaba, K. | metformin on 45470-
Kuwata, N. Hanada, T. PI3K/AKT/mTOR signaling Oncotarget vol. 8 no. 28 45483 2017
Morishita, S. Mizuno, pathway of PIK3CA-related
and N. Wakamatsu, overgrowth spectrum
(PROS).
H. Shimho, T. Yokoi, N. Haploinsufficiency of
Aida, S. Mizuno, H. P ney ot
. BCL11A associated with .
Suzumura, J. Nagai, K. s Mol Genet Genomic
cerebellar abnormalities in vol. 5no. 4 429-437 | 2017
Ida, Y. Enomoto, C. . Med
2p15p16.1 deletion
Hatano, and K.
syndrome.
Kurosawa,
N. Kurahashi, N.
Miyake, S. Mizuno, E.
Koshimizu, H. Characteristics of epileps
Kurahashi, K. 'Yamada, in patients with Kati))ukip Y
J. Natsume, Y. Aoki , M. P . Brain Dev vol. 39 no. 8 672-677 | 2017
v syndrome with KMT2D
Nakamura, H. Taniai, Y. mutations
Maki, C. Abe-Hatano, N. '
Matsumoto, and K.
Maruyama,
T. Kato, Y. Ouchi, H. Genomic Characterization
Inagaki, Y. Makita, S. of Chromosomal Insertions: Cytogenet Genome
Mizuno, M. Kajita, T. Insights into the g Res vol. 153 no. 1 1-9 2017
lkeda, K. Takeuchi, and | Mechanisms Underlying
H. Kurahashi, Chromothripsis.
. Comprehensive
S. Hayashi, D. T investigation of CASK
Uehara, K. Tanimoto, S. . .
: - mutations and other genetic
Mizuno, 'v. Chinen, S. etiologies in 41 patients with
Fukumura, J. 1. g P PLoS One vol. 1210.8 | 0181791 | 2017

Takanashi, H. Osaka, N.
Okamoto, and J.
Inazawa,

intellectual disability and
microcephaly with pontine
and cerebellar hypoplasia
(MICPCH).




R AL RA iz

CSPP1 258 1. % Joubert

m syndrome A 1 4l H fibh & 3 vol. 49 no. 6 427-428 | 2017
B E R A | DR E A LT R H AR 234 | vol. 121 no. 1333- | 014
A ARE SiE G D ER IR 15 B 8 1337
) £ 9| 15 .

Bl A R | DOWMEBREEE B OIR o e s |vol 121 no.| 1872
A & F ORI T 2 HEH o 1 1878 2017

- SARDILY 17

MED13L haploinsufficiency

T. Yamamoto, K. i
Shimojima, Y. Ondo, S syndrom_e.Ade hovo vol. 173 no 1264-
Shimakawé a'n dN ' | frameshift and recurrent Am J Med Genet A ' 5 ' 1269 2017
Okamoto ' — intragenic deletions due to
- parental mosaicism.
E. Sollis, P. Deriziotis,
H. Saitsu, N. Miyake, N. Equivalent missense variant
Mjft?g‘rmgtoAML' IV in the FOXP2 and FOXP1 L542.
Ruiver;kah ' M Alders transcription factors causes Hum Mutat vol. 38 no. 11 1554 2017
N OkamotcE)lE 'K ' | distinct neurodevelopmental
Bijlsma, A. S. Plomp, disorders.
and S. E. Fisher,

L A 1514 microdeletion
K. Shimojima, Y. Ondo, | - ) -
N. Okamoto, and T. !nvoIV|r_1g ME.IﬁZ |dgnt|f|ed Hum Genome Var vol. 4 17029 2017
Yamamoto ina patlent-wn autism

' spectrum disorder.

L Familial 9933g34
K. Shimojima, N._ . JUeAE
Okamoto, H. Goel, Y, | Microduplication insiblings | £\ 3 \eq Genet | vol. 60 no. 12| 650-654 | 2017
Ondo, and T. Yamamoto W'th developmental

’ ‘ " | disorders and macrocephaly.
N. D. Shaw, H. Brand, Z.
A. Kupchinsky, H.
Bengani, L. Plummer, T.
l. Jones, S. Erdin, K. A. .
Williamson, J. Rainger, | SMCHD1 mutations
A. Stortchevoi. K. associated with a rare
Samocha, B. B. Currall, | Muscular dystrophy can also Nat Genet vol. 49no.2 | 238-248 | 2017

D. S. Dunican, R. L.
Collins, J. R. Willer, A.
Lek, M. Lek, M. Nassan,
S. Pereira, T. Kammin,
D. Lucente, A. Silva, C.
M. Seabra, C. Chiang, Y.
An, M. Ansari, J. K.

cause isolated arhinia and
Bosma arhinia
microphthalmia syndrome.




Rainger, S. Joss, J. C.
Smith, M. F. Lippincott,
S. S. Singh, N. Patel, J.
W.Jing, J. R. Law, N.
Ferraro, A. Verloes, A.
Rauch, K. Steindl, M.
Zweier, . Scheer, D.
Sato, N. Okamoto, C.
Jacobsen, J. Tryggestad,
S. Chernausek, L. A.
Schimmenti, B. Brasseur,
C. Cesaretti, J. E. Garcia-
Ortiz, T. P. Buitrago, O.
P. Silva, J. D. Hoffman,
W. Muhlbauer, K. W.
Ruprecht, B. L. Loeys,
M. Shino, A. M. Kaindl,
C. H. Cho, C. C. Morton,
R. R. Meehan, V. van
Heyningen, E. C. Liao,
R. Balasubramanian, J.
E. Hall, S. B. Seminara,
D. Macarthur, S. A.
Moore, K. I. Yoshiura, J.
F. Gusella, J. A. Marsh,
J. M. Graham, Jr., A. E.
Lin, N. Katsanis, P. L.
Jones, W. F. Crowley,
Jr., E. E. Davis, D. R.
FitzPatrick, and M. E.
Talkowski,

N. Okamoto, M.
Watanabe, T. Naruto, K.

Genome-first approach
diagnosed Cabezas

Matsuda, T. Kohmoto, . Hum Genome Var vol. 4 16045 2017
. syndrome via novel CUL4B
M. Saito, K. Masuda, : .
mutation detection.
and I. Imoto,
N. Okamoto, Y.
Tsuchiya, F. Miya, T.
Tsunoda, K. Yamashita, | A novel genetic syndrome
K. A. Boroevich, M. with STARD9 mutation and vol. 173 no. 2690-
Kato, S.Saitoh, M. abnormal spindle Am J Med Genet A 10 2696 2017
Yamasaki, Y. Kanemura, | morphology.
K.Kosaki, and D.
Kitagawa,
N. Okamoto, Y. Disturbed chromosome
Tsuchiya, I. Kuki, T. segregation and multipolar .
Yamamoto, H. Saitsu, D. | spindle formation in a Mol Genet Genomic vol. 5no.5 585-591 | 2017

Kitagawa, and N.
Matsumoto,

patient with CHAMP1
mutation.

Med




N. Okamoto, H. Nakao,

Patient with a novel purine-

Congenit Anom

T. Niihori. and Y. Aoki , Zch element binding protein (Kyoto) vol. 57 no. 6 201-204 | 2017
— mutation.
N. Okamoto, F. Miya, T.
Tsunoda, M. Kato, i
S.Saitoh, M. Yamasaki, vael MCA/D syqdrome Am J Med Genet A | vol. 173 no. 6 1644 2017
with ASH1L mutation. 1648
Y. Kanemura, and
K.Kosaki,
N. Okamoto, F. Miya, Y.
Hatsukawa, Y. Suzuki,
K. Kawato, Y. Siblings with optic
Yamamoto, T. Tsunoda, | neuropathy and RTN4IP1 J Hum Genet vol. 62 no. 10| 927-929 | 2017
M. Kato, S.Saitoh, M. mutation.
Yamasaki, Y. Kanemura,
and K.Kosaki,
N. Okamoto, E. Ehara, Coffin-Siris syndrome and Conaenit Anom
Y. Tsurusaki, N. Miyake, | cardiac anomaly with a (gK oto) vol. 58 no. 3 105-107 | 2018
and N. Matsumoto, novel SOX11 mutation. y
Y. Negishi, F. Miya, A. N .
Hattori, Y. Johmura, M. ':;] gobr?obclﬂgg?ga?;g:&fég
Nakagawa, N. Ando, I. . .
9 for the diagnosis of PI3K- BMC Med Genet vol. 18 no. 1 4 2017

Hori, T. Togawa, K.
Aoyama, K. Ohashi, S.
Fukumura, S. Mizuno, A.
Umemura, Y. Kishimoto,

AKT-mTOR pathway-
associated megalencephaly.




N. Okamoto, M. Kato, T.
Tsunoda, M. Yamasaki,
Y. Kanemura, K.Kosaki,
M. Nakanishi, and
S.Saitoh,

S. Miyatake, N._
Okamoto, Z. Stark, M.
Nabetani, Y. Tsurusaki,

ANKRD11 variants cause
variable clinical features

M. Nakashima, N. associated with KBG J Hum Genet vol. 62 no. 8 741-746 | 2017
Miyake, T. Mizuguchi, syndrome and Coffin-Siris-
A. Ohtake, H. Saitsu, and | like syndrome.
N. Matsumoto,
M. Matsuo, A.
Yamauchi, Y. Ito, M.
Sakauchi, T. Yamamoto, | Mandibulofacial dysostosis
N. Okamoto, Y. with microcephaly: A case Brain Dev vol. 39 no. 2 177-181 | 2017
Tsurusaki, N. Miyake, N. | presenting with seizures.
Matsumoto, and K.
Saito,
M. Koizumi, S. Ida, Y. . .
o ' ' Endocrine status of patients . .
Shoji, Y. Etani, . with septo-optic dysplasia: Clin Pe.d|atr vol. 26 no. 2 89-98 2017
Hatsukawa, and N._ Endocrinol
fourteen Japanese cases.
Okamoto,
A case with concurrent
T. Kohmoto, N. N L
Okamoto, T. Naruto, C. dupl|cat|on._tr|p!|cat|on. and
PN . uniparental isodisomy at
Murata, ¥. Ouchi, N\ 1 045 15 gter supportin
Fujita, H. Inagaki, S. 4ae. o= pporting Mol Cytogenet vol. 10 15 2017
microhomology-mediated
Satomura, N. Okamoto, break-induced replication
M. Saito, K. Masuda, H. rep
. model for replicative
Kurahashi, and I. Imoto,
rearrangements.
T. Kimizu, Y. Takahashi,
T. Oboshi, A. Horino, T. A case of earlv onset
Koike, S. Yoshitomi, T. o y
Mori, T. Yamaguchi. H ep_lleptlc encephalo_path_y _
- ' | with de novo mutation in Brain Dev vol. 39 no. 3 256-260 | 2017
Ikeda, N. Okamoto, M. AP
e SLC35A2: Clinical features
Nakashima, H. Saitsu, and treatment for epileps
M. Kato, N. Matsumoto, priepsy.
and K. Imai,
K. Kato, F. Miya, I. Hori, A novel missense mutation
D. leda, K. Ohashi, Y. . .
- ] in the HECT domain of
Negishi, A Hattori, N. | \\eppar identified in a girl
Okamoto, M. Kato, T. g J Hum Genet vol. 62 no. 9 861-863 | 2017

Tsunoda, M. Yamasaki,
Y. Kanemura, K.Kosaki,
and S.Saitoh,

with periventricular nodular
heterotopia. polymicrogyria
and cleft palate.




E. Imagawa, K.
Higashimoto, Y. Sakali,
C. Numakura, N.
Okamoto, S. Matsunaga,
A. Ryo, Y. Sato, M.
Sanefuji, K. lhara, Y.

Mutations in genes encoding
polycomb repressive

Takada, G. Nishimura, complex 2 subunits cause Hum Mutat ol. 38 no. 6 637-648 | 2017

H. Saitsu, T. Mizuguchi, | Weaver syndrome.

S. Miyatake, M.

Nakashima, N. Miyake,

H. Soejima, and N.

Matsumoto,

I. Hori, T. Otomo, M.

Nakashima, F. Miya, Y.

Negishi, H. Shiraishi, Y.

Nonoda, S. Magara, J.

Tohyama, N. Okamoto,

T. Kumagai, K. Defects in autophagosome-

Shimoda, Y. Yukitake, lysosome fusion underlie

D. Kajikawa, T. Morio, | Vici syndrome,a .

A. Hattori, M. neurodevelopmental Sci Rep vol. 7no. 1 3552 2017

Nakagawa, N. Ando, I. disorder with multisystem

Nishino, M. Kato, T. involvement.

Tsunoda, H. Saitsu, Y.

Kanemura, M.

Yamasaki, K.Kosaki, N.

Matsumoto, T.

Yoshimori, and S.Saitoh,

H. Hanafusa, N.

Morisada, Y. Ishida, R. The smalle_st de novo

Sakata. K. Morita. S. 20q1_1.2_m|crodelet|on

Miura’M 3 Ye T causing intellectual _ Hum Genome Var vol. 4 17050 2017
TR disability and dysmorphic

Yamamoto, N. Okamoto, features

K. Nozu, and K. lijima, '

C. T. Gordon, S. Xue, G.

Yigit, H. Filali, K. Chen,

N. Rosin, K. I. Yoshiura,

M. Oufadem, T. J. Beck,

R. McGowan, A. C.

Magee, J. Altmuller, C. | De novo mutations in

Dion, H. Thiele, A. D. SMCHD1 cause Bosma

Gurzau, P. Nurnberg, D. | arhinia microphthalmia Nat Genet vol. 49 no.2 | 249-255 | 2017

Meschede, W.
Muhlbauer, N. Okamoto,
V. Varghese, R. Irving,
S. Sigaudy, D. Williams,
S. F. Ahmed, C.
Bonnard, M. K. Kong, I.
Ratbi, N. Fejjal, M. Fikri,
S. C. Elalaoui, H.

syndrome and abrogate
nasal development.




Reigstad, C. Bole-
Feysot, P. Nitschke, N.
Ragge, N. Levy, G.
Tunchilek, A. S. Teo, M.
L. Cunningham, A.
Sefiani, H. Kayserili, J.
M. Murphy, C.
Chatdokmaiprai, A. M.
Hillmer, D.
Wattanasirichaigoon, S.
Lyonnet, F. Magdinier,
A. Javed, M. E. Blewitt,
J. Amiel, B. Wollnik,
and B. Reversade,

E. Royba, T. Miyamoto,
S. Natsuko Akutsu, K.
Hosoba, H. Tauchi, Y.

Evaluation of ATM
heterozygous mutations
underlying individual

Kudo. S. Tashiro. T differences in Sci Rep vol. 7 no. 1 5996 2017
Yama{mbto and S ' radiosensitivity using
Matsuura ' = genome editing in human
- cultured cells.
gh i?la?gr??hémg’htéwa vy Induction of somatic
Sakamoto, K. Komatsu, | Mutations by low-dose X- . vol. 59 no o
s Matsuu’ra A " | rays: the challenge in J Radiat Res sﬁ | 2' ii11-iil7 | 2018
Tlachma’mle recognizing radiation- PPL_
Tauchi ’ ' induced events.
Updated summary of
. genome editing technology
Lkmls)lljar:r?(;oé SMEfsuura in human cultured cells J Hum Genet vol. 63 no. 2 133-143 | 2018
' =" | linked to human genetics
studies.
S. Matsuura, The effects of radiation on Peace Culture vol. 78 no. 1 9-12 2017

the human body.




Y. Takamatsu, K.
Higashimoto, T. Maeda,
M. Kawashima, M.

Differences in the Genotype
Frequency of the RNF213

Neurol Med Chir

Matsuo. T. Abe, T. Varlgr_lt in Patients Wltl’_l (Tokyo) vol. 57 no. 11| 607-611 | 2017
. Familial Moyamoya Disease
Matsushima, and H._ -
- in Kyushu. Japan.

Soejima,
N. Soma, K. Lor)g term survival of a

. . patient with Perlman
Higashimoto, M. syndrome due to novel 1077-
Imamura, A. Saitoh, H. y dh AmJ Med Genet A |vol. 173 no. 4 2017
Soeiima. and K compound heterozygous 1081
mi ) missense mutations in RNB

gasaxl, domain of DIS3L2.
K. Nishioka, X. F. Wang, mgzii?]%sg;e;;?ggﬁg%(z)
H. Mlya;akl, H. Soejima, MRNA from degradation by Development vol. 145 no. 5 2018
and S. Hirose,

Pacman.

Y. Kawasaki, M. Hepatoblastoma in an
Makimoto, A. Samejima, extEemeI low birth-weight
N. Yoneda, K. . Y . 9 Pediatr Neonatol Nov 21 2017

: ) infant with Beckwith-
Higashimoto, H. Wiedemann syndrome
Soejima, and T. Yoshida, y '
T. Akiyama, T.
Katsumura, S.
Nakagome, S. 1. Lee, K, | A ancestral naplotype of
Joh, H. Soejima, K the human Pt OD2 gene

= o associates with reduced PLoS One vol. 12 no. 6| e0178373 | 2017
Fujimoto, R. Kimura, H. | (o citivity to light-induced
Ishida, T. Hanihara, A. melatonir¥su gression
Yasukouchi, Y. Satta, S. PP '
Higuchi, and H. Oota,
A. Seki, T. Ishikawa, X.
Daumy, H. Mishima, J.
Barc, R. Sasaki, K.
Nishii, K. Saito, M. Progressive Atrial
Urano, S. Ohno, S. Conduction Defects
Otsuki, H. Kimoto, A. E. | Associated With Bone J Am Coll Cardiol | vol. 70no.3| 358-370 | 2017

Baruteau, A. Thollet, S.
Fouchard, S. Bonnaud, P.
Parent, Y. Shibata, J. P.
Perrin, H. Le Marec, N.
Hagiwara, S. Mercier, M.
Horie, V. Probst, K. I.

Malformation Caused by a
Connexin-45 Mutation.




Yoshiura, R. Redon, J. J.
Schott, and N. Makita,

Y. Oshima, T.
Yamamoto, T. Ishikawa,
H. Mishima, A.

Postmortem genetic analysis
of sudden unexpected death
in infancy: neonatal genetic

Matsusue, T. Umehara, screening may enable the J Hum Genet vol. 62 no. 11| 989-995 | 2017
T Murase, Y. Abe, S. . prevention of sudden infant

Kubo, K. I. Yoshiura, N. death

Makita, and K. Ikematsu, '

M. Motokawa, S.

Watanabe, A. Nakatomi, | A hot-spot mutation in

T. Kondoh, T. CDC42 (p.Tyr64Cys) and

Magﬁ%ff Morifuji, {‘rﬁ‘r’g'pg't‘;?]‘t’t{vﬁ’fﬁ in the JHuUm Genet | vol.63n0.3| 387-390 | 2018
Nishimura, H. Nunoi, K. | Takenouchi-Kosaki

I. Yoshiura, H. Moriuchi, | syndrome.

and S. Dateki,

Y. Morimoto, M.

Shimada-Sugimoto, T.

Otowa, S. Yoshida, A.

Kinoshita, H. Mishima,

N. Yamaguchi, T. Mori, | Whole-exome sequencing

A. Imamura, H. Ozawa, | and gene-based rare variant

N. Kurotaki, C. Ziegler, | association tests suggest that Transl Psychiatry vol. 8 no. 1 41 2018
K. Domschke, J. PLA2GA4E might be a risk

Deckert, T. Umekage, M. | gene for panic disorder.

Tochigi, H. Kaiya, Y.

Okazaki, K. Tokunaga,

T. Sasaki, K. 1. Yoshiura,

and S. Ono,

Y. Morimoto, S. Ono, A. | Deep sequencing reveals

Imamura, Y. Okazaki, A. | variations in somatic cell

Kinoshita, H. Mishima, mosaic mutations between

H. Nakane, H. Ozawa, K. | monozygotic twins with Hum Genome Var vol. 4 17032 2017
I. Yoshiura, and N. discordant psychiatric

Kurotaki, disease.

K. Miura, T.

Kurabayashi, C. Satoh, Fetiform teratoma was a

K. Sasaki, T. Ishiguro, K. | parthenogenetic tumor J Hum Genet vol. 62 no. 9 803-808 | 2017

I. Yoshiura, and H.
Masuzaki,

arising from a mature ovum.




M. Kitajima, K. Miura,
T. Inoue, Y. Murakami,
Y. Kitajima, N.

Two consecutive successful
live birth in woman with
17alpha hydroxylase

Murakami. K. Taniauchi deficiency by frozen-thaw Gynecol Endocrinol | vol. 34 no. 5 381-384 | 2018
K| Yosh’iuré an dgH " | embryo transfer under
W’ ' hormone replacement

' endometrium preparation.
A. lwanaga, Y. Okubo,
M. Yozaki, Y. Koike, Y.
Kuwatsuka, S.
Tomimura, Y. . -
Yamamoto, H. Tamura, Analysis of clinical
S. Ikeda, K. Maemura, E sympt.oms.and ABCC6
Téuiki T Kitaoka Y’ " | mutations in 76 Japanese J Dermatol vol. 44 no. 6 644-650 | 2017
Endo, H. Mishima, K. 1. patlegts W't{: lasti
Yoshiura, T. Ogi, b | pseu oxanthoma elasticum.
Tanizaki, M. Wataya-
Kaneda, T. Hattori, and
A. Utani,
T. Ishikawa, S. Ohno, T.
Murakami, K. Yoshida, L .
H. Mishima. T. Eukuoka Sick sinus sypdrome with
H. Kimoto R .Sakamoto, HCN4 mutations shows
T.Ohkusa, T. Aiba, A, | €arly onset a”.dhfreq.“f”t Heart Rhythm | vol. 14n0.5| 717-724 | 2017
Nogami, N. Sumitomo a§SQC|at_|on with alfia
W Shin%izﬁ K| ’ fibrillation and left
Yc;shiura H’ mgome ventricular noncompaction.
M. Horie, and N. Makita,
M. Horai, S. Satoh, M.
Matsuo, M. Iwanaga, K.
Horio, T. Jo, Y.
Takasaki, Y. Kawaguchi, Chromosomal analysis of
H. Tsushima, S. Yoshida, .
M. Taguchi, H. Itonaga, | MY¢lodysplastic syndromes BrJ Haematol  |vol. 180 no.3| 381-390 | 2018
Y. Sawayama, J among atomic bomb_
Téguchi v Ir’na.izumi T | survivorsin Nagasaki.
Hata, Y. Moriuchi, D.
Haase, K. I. Yoshiura,
and Y. Miyazaki,

Identification of a novel

S. Dateki, A. Nakatomi, | heterozygous mutation of
S. Watanabe, H. the Aggrecan gene in a
Shimizu, Y. Inoue, H. family with idiopathic short J Hum Genet vol. 62 no. 7 717-721 | 2017

Baba, K. I. Yoshiura, and
H. Moriuchi,

stature and multiple
intervertebral disc
herniation.




T. Asano, H. Furukawa,
S. Sato, M. Yashiro, H.
Kobayashi, H. Watanabe,
E. Suzuki, T. Ito, Y.
Ubara, D. Kobayashi, N.
Iwanaga, Y. Izumi, K.
Fujikawa, S. Yamasaki,

Effects of HLA-DRB1
alleles on susceptibility and

T. Nakamura, T. Koga, clinical manifestations in Arthritis Res Ther vol. 19 no. 1 199 2017
T. Shimizu, M. Umeda, | Japanese patients with adult
F. Nonaka, M. onset Still's disease.
Yasunami, Y. Ueki, K.
Eguchi, N. Tsuchiya, S.
Tohma, K. I. Yoshiura,
H. Ohira, A. Kawakami,
and K. Migita,
[ O FIZWr D 7=
WNEBERENTE S 2
AR R T 7 X —BJE
P E -l mEREoOZEYL - /N IR vol. 23 no. 2 33-37 | 2018
FiELomEENS K
RAZ7 7 X —ViEZXEL
<.
FREBIZBITS TE B
DiEfr - BI5TF] EAD vol. Vol.72
LS L% - REREC | Anomy s | o) 2018
BWT e &R & '
EO X HITEANT DD
N H Xz
i3y SR gﬁﬁﬁ@hﬁk@ﬁ% F L &R vol. No.95 10-11 | 2017
Y. Takahashi, H. Sawai,
J. Murotsuki, S. Satoh, T. | Parental serum alkaline
Yamada, H. Hayakawa, | phosphatase activity as an
Y. Kouduma, M. Sase, auxiliary tool for prenatal Prenat Diagn vol. 37no.5| 491-496 | 2017
A. Watanabe, O. diagnosis of
Miyazaki, and G. hypophosphatasia.
Nishimura,
Effectiveness of Measuring
T. Kaneko, M. Arai, A. | Genetic Polymorphisms in
Watanabe, and S. Metabolizing Enzymes of J Nippon Med Sch | vol. 84 no. 6 274-279 | 2017
Tsuruoka, Tacrolimus within One
Medical Facility.
b s
H B8O JITA = = ¢ ey
By, fRpeEds, i | RGP EOIR IR A PR Ao 2 vol. 11(5) 395 2018

JRRE A PIF—.
M, =AEE], 53
A BRILFISE, AR

FH2IRICBE3 D078




BE, —REEHE, BPAT
Prn, BHE. AR

w.OREIER ., e
A

T. S. Takenouchi, Y., H. | Ablepharon and
Sato, H. Suzuki, T. craniosynostosis in a patient
Uehara, Y. Ohsone and with a localized TWIST1 Am J Med Genet A | 176 (12) 2777-2780 | 2018
K.Kosaki basic domain substitution
H. Suzuki, M. Kataoka,
T. Hiraide, Y. Aimi, Y. Genomic Comparison With
Yamada, Y. Katsumata, Supercentenarians Identifies Circ Genom Precis
T. Chiba, K. Kanekura, RNF213 as a Risk Gene for Med 11 (12) e002317 | 2018
S. Isobe, Y. Sato, T. Pulmonary Arterial
Satoh, S. Gamou, K. Hypertension
Fukuda and K.Kosaki
CEARFREHTAT 8 DRIk
ft] i AN 5 o]
/INIRFER B ’f?i‘fﬁﬁfé ;_U ;;7; 22D & Fr 266 (5) 416-420 | 2018
T WERROFEREIZ M T
<
[/NEZWITA KT A
Dt fREFH-TA R4
DO F, AENTT 2 L
/INIRHBREV B [t ANV E 3Pt R = G 50 INEAEE 50 (5) 852-855 | 2018
DA RT A ~DEY
R SR B EEERERH
(A ANRERY S
I\KA.i;erg,S?_Nl—?:;;)s,hri(,'Y_ Di_hydrotestos_ter_one induces
. minor transcriptional
Kojimao, M. Hara, K. alterations in genital skin .
Matsumoto, Y. fibroblasts of children with Endocrine Journal 66 (4) 387-393 | 2019
Matsubara, M. Igarashi, ! .
M. Mivado and M. gnd Wl_tr_lo_ut androgen
ya
. Insensitivity
Fukami
K. Ohki, N. Kiyokawa,
Y. Saito, S. Hirabayashi, | Clinical and molecular
K. Nakabayashi, H. characteristics of MEF2D
Ichikawa, Y. Momozawa, | fusion-positive B-cell
K. Okamura, A. Yoshimi, precursor acute
H. Ogata-Kawata, H. lymphoblastic leukemia in Haematologica 104 (1) 128-137 | 2019

Sakamoto, M. Kato, K.
Fukushima, D.
Hasegawa, H.
Fukushima, M. Imai, R.
Kajiwara, T. Koike, I.
Komori, A. Matsui, M.

childhood, including a novel
translocation resulting in
MEF2D-HNRNPH1 gene
fusion




Mori, K. Moriwaki, Y.
Noguchi, M. J. Park, T.
Ueda, S. Yamamoto, K.
Matsuda, T. Yoshida, K.
Matsumoto, K. Hata, M.
Kubo, Y. Matsubara, H.
Takahashi, T. Fukushima,
Y. Hayashi, K. Koh, A.
Manabe, A. Ohara and G.
Tokyo Children's Cancer
Study

I. Umeki, T. Niihori, T.
Abe, S. I. Kanno, N.
Okamoto, S. Mizuno, K.
Kurosawa, K. Nagasaki,

Delineation of LZTR1
mutation-positive patients
with Noonan syndrome and

M. Yoshida, H. Ohashi, | identification of LZTR1 Hum Genet 138 (1) 2135 | 2019

S. 1. Inoue, Y. Matsubara, | binding to RAF1-PPP1CB

I. Fujiwara, S. Kure and | complexes

Y. Aoki

Y. Katoh-Fukui, S.

Yatsuga, H. Shima, A. . .

Hattori, A. Nakamura, K. 'é‘E' Igr;céistis\l/gfe(l \;aglrantticc)f

Okamura, K. Yanagi, M. L CTyptic Hum Genome Var 5 18006 2018
splice site in a patient with

Iso, T. Kaname, ¥. CHARGE syndrome

Matsubara and M. y

Fukami

S. Okano, A. Miyamoto .

' ' | Genitopatellar syndrome:

|. Fukuda, H. Tanaka, K. the first reported case in Hum Genome Var 5 8 2018

Hata, T. Kaname, Y. Japan

Matsubara and Y. Makita P

M. Balasubramanian, A.

Verschueren, S.

Kleevens, I. Luyckx, M. | Aortic aneurysm/dissection

Perik, S. Schirwani, G. and osteogenesis imperfecta:

Mortier, H. Morisaki, . Four new families and Bone 121 191-195 2019

Rodrigus, L. Van Laer, review of the literature

A. Verstraeten and B.

Loeys

M. Renard, C. Francis,

R. Ghosh, A. F. Scott, P.

D. Witmer, L. C. Ades,

G. U. Andelfinger, P. Clinical Validity of Genes

Arnaud, C. Boileau, B. i i .
for Heritable Thoracic JAm Coll Cardiol | 72 (6) 605-615 | 2018

L. Callewaert, D. Guo,
N. Hanna, M. E. Lindsay,
H. Morisaki, T. Morisaki,
N. Pachter, L. Robert, L.
Van Laer, H. C. Dietz, B.
L. Loeys, D. M.

Aortic Aneurysm and
Dissection




Milewicz and J. De
Backer

R. Fujiki, M. Ikeda, A.
Yoshida, M. Akiko, Y.
Yao, M. Nishimura, K.

Assessing the Accuracy of
Variant Detection in Cost-

Matsushita T. Ichikawa Effective Gene Panel J Mol Diagn 20 (5) 572-582 | 2018
T Tanaka H .Morisaki ' | Testing by Next-Generation
T. Morisaki and O. Ohara Sequencing
ghi\t()(;kz),lsrﬁl\((:vrc:dli’ H. A new ENG mutation in a
Moriséki. H. Saijo lS ' Japanese family with
Kudoh, Y. Kitamura, N. {‘eﬁ;id'}géi’azfa";%ghag'c Respir Med Case Rep 25 73-77 | 2018
Hirokawa, M. Miyajima, | g .
A Watanabe and H pulmonary arteriovenous
m ' malformations
[FE=rEOomEREEDT
FRIG A1 ~T] mEHEE  Marfan 52D 3 Fr 268 (9) 782-788 | 2019
s
Optical coherence
T. Yoshida, S. Katagiri, tomography and video
T. Yokoi, S. Nishinaand | recording of a case of Am é?s‘e’héga'mo' 13 66-69 | 2019
N. Azuma bilateral contractile P
peripapillary staphyloma
K. Kurata, K. Hosono, T. . L
Hayashi, K. Mizobuchi, X_-Ilnked Retinitis _
S. Katagiri, D Plgn_]entosa in Japa_n. _
Mivamichi. S. Nishina Clinical and Genetic Int J Mol Sci 20 (6) 2019
M ySato N’ W’ Findings in Male Patients
Na.lkano’and v Hott,a ' and Female Carriers
Incidence of side effects of
ﬁis\{l\ﬁiafml\j’ilfi_f topical atropine sulfate and
Utsumi, J. Sugasawa, T. ﬁy‘;mpfﬂto!?ef Jpn J Ophthalmol 62 (5) 531-536 | 2018
Hayashi, M. Sato, A. yarochloriae tor
Kimura and T. Fujikado Cyt_:loplegla In Jz_zlpanese
' children: a multicenter study
J. Hirayama, Y. Alifu, R.
Hamabe, S. Yamaguchi, The clock
J. Tomita, Y. Maruyama e clock components
YAsaoké K| " | Period2, Cryptochromela,
N.akahama{ T. 'I.'amaru and (?ryp_tochrom_eZa_l .
- ’ function in establishing Sci Rep 9 (1) 196 2019

K. Takamatsu, N.
Takamatsu, A. Hattori, S.
Nishina, N. Azuma, A.
Kawahara, K. Kume and
H. Nishina

light-dependent behavioral
rhythms and/or total activity
levels in zebrafish




K. Hosono, S. Nishina,
T. Yokoi, S. Katagiri, H.
Saitsu, K. Kurata, D.
Miyamichi, A. Hikoya,

Molecular Diagnosis of 34
Japanese Families with

K. Mizobuchi, T. Leber Congenital Amaurosis Sci Rep 8 (1) 8279 2018
Nakano, S. Minoshima, Using Targeted Next
M. Fukami, H. Kondo, Generation Sequencing
M. Sato, T. Hayashi, N.
Azuma and Y. Hotta
[FEFR LT AN D ATR
ZHHA and 8= | #} common disease] it AL .
¥ BB It B O F7 IR HRF 60 (10) 1157-1162 | 2018
ArEE  PRHR
BREERDO Y 7 R
SN HIEDOH LWRFE AR 7 A
= N ES s Bt -
(e U= IR ERNFRUEY 147 (8) 1628-1629 | 2018
7R OBA
A case report of reversible
. . generalized seizures in a
I\N/I.i S:?k%:h(!\g:t?_"’ F. patient with Waardenburg
Ter>;s’hir.na N M(;rin.mto syndrome associated with a BMC Pediatr 18 (1) 171 2018
and T Mat’suﬁa 3 novel nonsense mutation in
- Malsunaga the penultimate exon of
SOX10
K. Kitao, H. Mutai, K.
Namba, N. Morimoto, A. | Deterioration in Distortion
Nakano, Y. Arimoto, T. Product Otoacoustic
Sugiuchi, S. Masuda, Y. | Emissions in Auditory i
Okamoto, N. Morita, H. | Neuropathy Patients With Ear Hear 40 (@) 184-191 2019
Sakamoto, T. Shintani, S. | Distinct Clinical and
Fukuda, K. Kaga and T. | Genetic Backgrounds
Matsunaga
M. T. DiStefano, S. E.
Hemphill, A. M. Oza, R.
K. Siegert, A. R. Grant,
M. Y. Hughes, B. J.
Cushman, H. Azaiez, K.
T. Booth, A. Chapin, H. I linical
Duzkale, T. Matsunaga, C ;_ndc_sen expgrt ¢ 'P ica
J. Shen, W. Zhang, M. validity curation of 164 Genet Med 2019

Kenna, L. A.
Schimmenti, M. Tekin,
H. L. Rehm, A. N. A.
Tayoun, S. S. Amr and
G. ClinGen Hearing Loss
Clinical Domain
Working

hearing loss gene-disease
pairs




N. Hatabu, N. Katori, T.
Sato, N. Maeda, E.
Suzuki, O. Komiyama,
H. Tsutsui, T. Nagao, H.

A Familial Case of a Whole
Germline CDC73 Deletion

Nakauchi-Takahashi, T. | Discordant for Primary Horm Res Paediatr 1-8 2019
Matsunaga, T. Ishii, T. Hyperparathyroidism
Hasegawa and K.
Yamazawa
A.M.Oza, M. T.
DiStefano, S. E.
Hemphill, B. J.
Cushman, A. R. Grant,
R. K. Siegert, J. Shen, A.
Chapin, N. J. Boczek, L.
A. Schimmenti, J. B. Expert specification of the
Murry, L. Hasadsri, K. ACMG/AMP variant
Nara, M. Kenna, K. T. interpretation guidelines for Hum Mutat 39 (11) 1593-1613 | 2018
Booth, H. Azaiez, A. genetic hearing loss
Griffith, K. B. Avraham,
H. Kremer, H. L. Rehm,
S. S.Amr, A. N. Abou
Tayoun and G. ClinGen
Hearing Loss Clinical
Domain Working
Elongated EABR wave
M. Hosoya, S. B. latencies observed in .
Minami, C. Enomoto, T. | patients with auditory Laryngi)osg;pﬁ Iglvestlg 3 (5 388-393 | 2018
Matsunaga and K. Kaga | neuropathy caused by yng
OTOF mutation
Faok s, N2,
35 L 7= v s M= =N el V2 S i ]
B, =B, B R AG D A3 D B A MR ST
BERIE (IAE T Ehyasnah Otology Japan 28 (2) 65-69 2018
R A and /)N 11D
g e NS FE VOB EE A
%Eﬂ,i\”?‘%’ TR ST FERR DHI-PC)D A HMED Otology Japan 28 (5) 708-714 | 2018
and a7k EElE =
Fos
Estimating the concentration
M. Hosoya, T. Saeki, C. | of therapeutic range using
Saegusa, T. Matsunaga, disease-specific iPS cells: i
H. Okano, M. Fujioka Low-dose rapamycin Regen Ther 10 54-63 2019
and K. Ogawa therapy for Pendred
syndrome
H. Mutai, F. Miya, H. .
. ’ T Gene expression dataset for
Shibata, Y. Yasutomi, T. whole cochlea of Macaca Sci Rep 8 (1) 15554 2018

Tsunoda and T._
Matsunaga

fascicularis




H. Suzuki, K. Kurosawa,
K. Fukuda, K. ljima, R.
Sumazaki, S. Saito, R.

Japanese pathogenic variant

Translational Science

—gﬁZil;;éiAkHllrfasia v¥_a, Y- | database: DPV of Rare Diseases 3 (34) 133-137 | 2018
Matsunaga, T. Iwata and
K.Kosaki
(RS ORI &
.. G [ HE B e
FATK R %E@Kﬁﬁ%g@@g@ﬁ“ INRAE 82 (6) 468-473 | 2018
[71)
[%DOT%%f:b\ﬁ’fﬁ% MERL « BEEE Y
K b i -tk apc] | TAMIER BRI | g0 (g) | sog604 | 2018
BT R OMED )
7 BERR (RS T ER)
Aok EE I DA FDEEE - B O DR 60(10) 677-681 | 2018
Einhort) s
Timothy syndrome-like
R. Kosaki, H. Ono, H. condition with syndactyly i
Terashima and K.Kosaki | but without prolongation of Am J Med Genet A 176 (7) 1657-1661 | 2018
the QT interval
T Uehara. T Redefining the phenotypic
: L . spectrum of de novo
Lakéﬂfgsca%a%mﬁo heterozygous CDK13 Eur J Med Genet 61 (5) 243-247 | 2018
ari 4K Kosaki' : variants: Three patients
S without cardiac defects
Trismus-
C. Kusano. N. Hori. K pseudocamptodactyly
Izéwa R I’<o§aki G . syndrome with bilateral Oral Science
e hypoplastic mandibular . 15 (2) 90-92 2018
Nishimura and T. International
Hasegawa cond){les and shallow
mandibular fossa: A case
report
SEREAT, RS, B
F SRR, BCIERN, &n | Fr AR RIS RE O #ETAME T
AR, skER, 7G| ADAMREEZ - LT T A A 36 (2) 501 2018
o, ACRHEHER, /N | SCN2A Z2# o 5 )
H3E and AR
ZOHEL S FiS .
%ﬁﬁgﬂ\ggi 7| Prader-Willi JERE & O
' e | BIASHEECH o 72 Temple /INERHERIR 71 (6) 1121-1126 | 2018

FrEEm =], SRR and
FHAE

JiE (BSOS A= A5




TR, SFURHT, /MR

REA & R 2 2 L

s PTEN {5 A R4 Jibi & F i 50 (5) 372 2018
H#E and ASRFHHE - 2 {3
A. Tamura, S. Uemura,
K. Matsubara, E. Kozuki, Eo—(e)rctcigrrﬁiréce of
T. Tanaka, N. Nino, T. y%_ P h q
Yokoi, A. Saito, T. cardiomyopathy and _
Ishida. D. Haseaawa. | juvenile myelomonocytic Clin Case Rep 6 (7) 1202-1207 | 2018
Umeki T Niihgri Y, ' leukemia in a neonate with
Nakazéw:a K Koike. vy Noonan syndrome, leading
Aok ar’1 q Y Kosai<a_. to premature death
New Noonan syndrome
S. Takahara, S. I. Inoue, | model mice with RIT1
S. Miyagawa-Tomita, K. | mutation exhibit cardiac
Matsuura, Y. Nakashima, | hypertrophy and EBioMedicine 42 43-53 2019
T. Niihori, Y. Matsubara, | susceptibility to beta-
Y. Saiki and Y. Aoki adrenergic stimulation-
induced cardiac fibrosis
S. Suzuki-Muromoto, T.
Miyabayashi, K. Nagai,
in\z(g?]im%i;;\zlyak'h'\ﬂ' Leucine-485 deletion variant
sato, Y. Okubo, W, Endo, | f BRAF mnay exnipit (he J Hum Genet 64 (5) 499504 | 2019
T, Inui, N. Togashi, A. severe end of the clinica
Kikucﬁi T Niihori’ Y spectrum of CFC syndrome
Aoki, S. Kure and K.
Haginoya
Investigation of
N. Ahiko, Y. Baba, M. maxillofacial morphology Congenit Anom
Tsuji, R. Horikawa and | and oral characteristics with ?K oto) 59 (1) 43786 2019
K. Moriyama Turner syndrome and early y
mixed dentition
K. Yamaji, J. Morita, T.
Watanabje K. Gunjigake Maldevel_opment of the
M. Nakatomi, M. Shiga, S“bma”d'bd”'fr fg'a”d ina Dev Dyn 247 (11) | 1175-1185 | 2018
K. Ono, K. Moriyama mOL(ste modef of apert
and T. Kawamoto syndrome
N. Higashihori, J. I. Frequency of missing teeth
Takada, M. Katayanagi, and reduction of mesiodistal
Y. Takahashi and K. tooth width in Japanese Prog Orthod 18 (@) 30 2018
Moriyama patients with tooth agenesis
. Examination of craniofacial
Y. Takahashi, N. Prog Orthod 19 (1 38 2018

Higashihori, Y. Yasuda,

morphology in Japanese
patients with congenitally




J. |. Takada and K.

missing teeth: a cross-

Moriyama sectional study
SR R I T 5
P BRI T 7 —F | o« PUEREIE A
ﬂka—l = EJ iﬁﬁf‘ééﬁ‘%ﬁ%/ﬁ\ﬁ@ El,;al; /I\‘\;F'ﬁfnm 30 (1) 43471 2018
IR - RS2 s
17921.32-g22 Deletion in a
. . girl with osteogenesis .
-Il\-l. Yokoi, T. Saito, J. I imperfecta, tricho-dento- Congenit Anom 59 (2) 51-52 2019
agai and K. Kurosawa osseous syndrome, and (Kyoto)
intellectual disability
S. Havashi. T. Yokoi. C Biallelic mutations of EGFR
H'atan)é) v ,En.omoto,Y. in a compound heterozygous
Tsurusaki, T. Naruto, M. (sjtate Ical_Jse gcﬁodermal Ki Hum Genome Var 5 11 2018
Kobayashi, H. Ida and K ysplasia with severe skin
Kurosawa T — | defects and gastrointestinal
- dysfunction
. Nonsyndromic intellectual
T. Yokoi, Y. Enomoto, Y. | iy tlity with novel
Tsurusaki, T. Naruto and h 2 Hum Genome Var 5 20 2018
K_Kurosawa eterozygous SC_:N A
e mutation and epilepsy
| oWy 728 | = R ~
B ] iﬂ’ﬁiffffﬁj”ﬁ‘m%; B L Bk 67 (11) | 1371-1374 | 2018
L. Guo, D. R. Bertola, A.
Takanohashi, A. Saito, Y.
Segawa, T. Yokota, S.
Ishibashi, Y. Nishida, G.
L. Yamamoto, J. Franco,
R. S. Honjo, C. A. Kim,
C. M. Musso, M.
Jmons, A #2280 - Biallelic CSF1R Mutations
Kni h:[ K HJ Fiéchbeck Cause Skeletal Dysplasia of
A g éin .Iet.on C R ' | Dysosteosclerosis-Pyle
- 5. 9INg P Disease Spectrum and Am J Hum Genet 104 (5) 925-935 2019

Ferreira, Z. Wang, L.
Yan, J. Y. Garbern, P. O.
Simsek-Kiper, H.
Ohashi, P. G. Robey, A.
Boyde, N. Matsumoto,
N. Miyake, J. Spranger,
R. Schiffmann, A.
Vanderver, G.
Nishimura, M. Passos-
Bueno, C. Simons, K.
Ishikawa and S. Ikegawa

Degenerative
Encephalopathy with Brain
Malformation




T. Motojima, K. Fujii, H.

Catathrenia in Pitt-Hopkins

. syndrome associated with Pediatr Int 60 (5) 479-481 2018
Ohashi and H. Arakawa 18q interstitial deletion
R. Matsuura, S. . First Patient With Salla
Hamano, T. Iwamoto, K. | Disease Confirmed by Pediatr Neurol 81 (52-53 2018
Shimizu and H. Ohashi Genomic Analysis in Japan
E. Nishi, M. Taka§ug|, R. Clinical courses of children
Kawamura, S. Shibuya, with trisomy 13 receivin
S. Takamizawa, T. . '1somy 9 Am J Med Genet A 176 (9) 1941-1949 | 2018
. intensive neonatal and
Hiroma, T. Nakamura pediatric treatment
and T.Kosho.
S. Shibuya, Y. Miyake, S. | Safety and efficacy of
Takamizawa, E. Nishi, noncardiac surgical
K. Yoshizawa, T. Hatata, | procedures in the
K. Yoshizawa, K. Fujita, | management of patients Am J Med Genet A 176 (5) 1137-1144 | 2018
M. Noguchi, J. Ohata, T. | with trisomy 13: A single
Hiroma, T. Nakamura institution-based detailed
and T.Kosho. clinical observation
M. Uehara, T.Kosho. N. Spi.nal manifestations in 12
Yamamoto, H. E. patients with
y : locontractural Ehlers-
Takahashi, T. Shimakura, ’[‘;“SC” AmJMed Genet A | 176 (11) | 2331-2341 | 2018
J. Nakayama, H. Kato anlos syndrome cags_ed by
and J. Takahashi CHST14/D4ST1 deficiency
' ' (mcEDS-CHST14)
T. Yamaguchi, K.
Takano, Y. Inaba, M.
Morikawa, M. - .
e L i i A
Kawamura, K. Wakui, E. ) Am J Med Genet A 179 (6) 948-957 | 2019
e ) | syndrome: A new case and
Nishi, S. I. Hirabayashi, literature review
Y. Fukushima, H. Kato,
J. Takahashi and
T.Kosho.
T. Hirose, N. Takahashi,
P. Tangkawattana, J.
Minaguchi, S. Structural alteration of
Mizumoto, S. Yamada, glycosaminoglycan side
N. Miyake, S. Hayashi, chains and spatial T
A. Hatamochi, J. disorganization of collagen Biochim Biophys Acta 1863 (3) 623-631 2019

Nakayama, T.
Yamaguchi, A.
Hashimoto, Y. Nomura,
K. Takehana, T.Kosho
and T. Watanabe.

networks in the skin of
patients with mcEDS-
CHST14

Gen Subj




P. J. Van Der Sluijs, S.
Jansen, S. A. Vergano,
M. Adachi-Fukuda, Y.
Alanay, A. Alkindy, A.
Baban, A. Bayat, S.
Beck-Wodl, K. Berry, E.
K. Bijlsma, L. A. Bok, A.
F. J. Brouwer, I. Van Der
Burgt, P. M. Campeau,
N. Canham, K.
Chrzanowska, Y. W. Y.
Chu, B. H. Y. Chung, K.
Dahan, M. De
Rademaeker, A. Destree,
T. Dudding-Byth, R.
Earl, N. Elcioglu, E. R.
Elias, C. Fagerberg, A.
Gardham, B. Gener, E.
H. Gerkes, U. Grasshoff,
A. Van Haeringen, K. R.
Heitink, J. C. Herkert, N.
S. Den Hollander, D.
Horn, D. Hunt, S. G.
Kant, M. Kato, H.
Kayserili, R.

Kersseboom, E. Kilic, M.

Krajewska-Walasek, K.
Lammers, L. W.
Laulund, D. Lederer, M.
Lees, V. Lopez-
Gonzalez, S. Maas, G.
M. S. Mancini, C.
Marcelis, F. Martinez, 1.
Maystadt, M. Mcguire,
S. Mckee, S. Mehta, K.

Metcalfe, J. Milunsky, S.

Mizuno, J. B. Moeschler,
C. Netzer, C. W.
Ockeloen, B. Oehl-
Jaschkowitz, N.
Okamoto, S. N. M.
Olminkhof, C. Orellana,
L. Pasquier, C. Pottinger,
V. Riehmer, S. P.
Robertson, M. Roifman,
C. Rooryck, F. G.
Ropers, M. Rosello, C. a.
L. Ruivenkamp, M. S.
Sagiroglu, S. Sallevelt,
A.S. Calvo, P. O.
Simsek-Kiper, G. Soares,
L. Solaeche, F. M.
Sonmez, M. Splitt, D.
Steenbeek, A. P. A,
Stegmann, C. Stumpel,
S. Tanabe, E. Uctepe, G.

Correction: The ARID1B
spectrum in 143 patients:
from nonsyndromic
intellectual disability to
Coffin-Siris syndrome

Genet Med

2019




E. Utine, H. E. Veenstra-
Knol, S. Venkateswaran,
C. Vilain, C. Vincent-
Delorme, A. T. Vulto-
Van Silfhout, P. Wheeler,
G. N. Wilson, L. C.
Wilson, B. Wollnik,
T.Kosho, D. Wieczorek,
E. Eichler, R. Pfundt, B.
B. A. De Vries, J.
Clayton-Smith and G. W.
E. Santen.

H. Morokawa, M.
Kamiya, K. Wakui, M.
Kobayashi, T. Kurata, K.

Myelodysplastic syndrome
in an infant with

Matsuda, R. Kawamura, I Hum Genome Var 5 (6 2018
. constitutional pure
H. Kanno, Y. Fukushima, duplication 1a41-ater
Y. Nakazawa and P 454
T.Kosho.
N. Koitabashi, T.
Yamaguchi, D. Fukui, T. | Peripartum Iliac Arterial
Nakano, A. Umeyama, Aneurysm and Rupture in a
K. Toda, R. Funada, M. Patient with Vascular
Ishikawa, R. Kawamura, | Ehlers-Danlos Syndrome Int Heart J 59 (5) 1180-1185 | 2018
K. Okada, A. Hatamochi, | Diagnosed by Next-
T.Kosho and M. Generation Sequencing
Kurabayashi.
Y. Ogawa, K. Nakamura, |, ol cACNALA
N. Ezawa, T. Yamaguchi, nonsense variant in a patient
T. Yoshinaga, D. - . P J Neurol Sci 399 (214-216 2019
. . presenting with paroxysmal
Miyazaki, T.Kosho and . A
exertion-induced dyskinesia
Y. Sekijima.
D. Kumaki, Y. Efficacy of Denosumab for
Nakamura, N. Sakai, Glucocorticoid-Induced
T.Kosho, A. Nakamura, | Osteoporosis in an
S. Hirabayashi, T. Adolescent Patient with JBJS Case Connect 8 (2) 622 2018
Suzuki, M. Kamimura Duchenne Muscular
and H. Kato. Dystrophy: A Case Report
T. Kawakami, H.
Nakazawa, F. Kawakami,
S. Matsuzawa, Y. Sudo,
7 Sk, S N .| (U aert o X
Senoo, Y. Senoo, M. Rinsho Ketsueki 59 (4) 401-406 | 2018

Komatsu, T. Umemura,
T. Yamaguchi, T.Kosho,
T. Fujiwara, H. Harigae
and F. Ishida.

with ALAS2 R452H
mutation using vitamin B6]




FZHHSE, Bl
+, ), LA
W, Kbz B, OHkf)
-, I, A —

TEARPEFL DY AV PR 2S AUJE
EEEC BT D8I T
U T2 E ORIRE)

EES (A )

H e, mEpE . . S N -
= UJF(;:L%, EET?/; 42;1& 1éd\l\|j(?l£$ﬁlgl}ﬁ 4 ?{E\EAA‘E\ 39 (1) 53-59 2018
%, E%kfﬁa, %ﬂE%B P )~
RGO, OHkpt— ’
and dEFRIC
. . GATA4 mutations are
m :ggrr]asgu,N};.rmiquno, uncommon in patients with
Kéjima’Y' Hayashi’ T 46,XY disorders of sex Asian J Androl 20 (6) 629-631 | 2018
- '~ | development without heart

Ogata and M. Fukami anomaly
H. Mano, S. Fujiwara, K. | Congenital limb deficiency
Takamura, H. Kitoh, S. in Japan: a cross-sectional BMC Musculoskelet 19 (1) 262 2018
Takayama, T. Ogata, S. nationwide survey on its Disord
Hashimoto and N. Haga | epidemiology
T. Hiraide, T. Ogata, S. Coexistence of a CAV3
Watanabe, M. mutation and a DMD .
Nakashima, T. Fukuda | deletion in a family with Brain Dev 41 ) 474-479 | 2019
and H. Saitsu complex muscular diseases
D. Shimizu, S. Iwashima, Gﬁ‘TIAA' variant |dent|f_|ed by
K. Sato, S. Hayano, M Whole-exome sequencing In )

' A AR a Japanese family with atrial Clin Case Rep 6 (11) 2229-2233 | 2018
Fukami, H. Saitsu and T.. | defect: licati
Ouata septal defect: Implications
=4l for male sex development
H. Hattori, H. Hiura, A.
EltaKrglg;e;als\lHil\/élyauchl, Association of four
Takahashi, H. Okae, K. ?F\E)_Ir_lntlng disorders and Clin Epigenetics 11 (1) 21 2019
Kyono, M. Kagami, T.
Ogata and T. Arima

Temple syndrome in a
M. Kagami, A. patient with variably
Yanagisawa, M. Ota, K. | methylated CpGs at the
Matsuoka, A. Nakamura, | primary MEG3/DLK1:1G- . . .
K. Matsubara, K. DMR and severely Clin Epigenetics 1@ 42 2019
Nakabayashi, S. Takada, | hypomethylated CpGs at the
M. Fukami and T. Ogata | secondary MEG3:TSS-
DMR

K. Matsubara, M. Itoh, Exploring the unique
K. Shimizu, S. Saito, K. | function of imprinting Clin Epigenetics 11 (1) 36 2019

Enomoto, K.
Nakabayashi, K. Hata, K.

control centers in the
PWS/AS-responsible




Kurosawa, T. Ogata, M.
Fukami and M. Kagami

region: finding from array-
based methylation analysis
in cases with variously sized
microdeletions

T. Yoshida, T. Matsuzaki,
M. Miyado, K. Saito, T.

11-oxygenated C19 steroids
as circulating androgens in

Iwasa, Y. Matsubara, T. women with polycystic Endocr J 65 (10) 979-990 | 2018
Ogata, M. Irahara and M.
. ovary syndrome
Fukami
J. R. Hernandez Mora, C.
Tayama, M. Sanchez-
Delgado, A.
Monteagudo-Sanchez, K. | Characterization of parent-
Hata, T. Oqata, J. of-origin methylation using
Medrano, M. E. Poo- the Illumina Infinium Epigenomics 10 (7) 941-954 | 2018
Llanillo, C. Simon, S. MethylationEPIC array
Moran, M. Esteller, J. platform
Tenorio, P. Lapunzina,
M. Kagami, D. Monk
and K. Nakabayashi
E. Suzuki, H. Shima, M.
Kagami, S. Soneda, T.
Tanaka, S. Yatsuga, J.
Nishioka, Y. Oto, T. (Epi)genetic defects of
Kamiya, Y. Naiki, T. MKRNS3 are rare in Asian
Ogata, Y. Fujisawa, A. patients with central Hum Genome Var 6 ! 2019
Nakamura, S. precocious puberty
Kawashima, S.
Morikawa, R. Horikawa,
S. Sano and M. Fukami
M. Miyado, M. Fukami,
S. Takada, M. Terao, K. | Germline-Derived Gain-of-
Nakabayashi, K. Hata, Y. | Function Variants of
Matsubara, Y. Tanaka, G. | Gsalpha-Coding GNAS
Sasaki, K. Nagasaki, M. | Gene Identified in J Am Soc Nephrol 30 (5) 877-889 2019
Shiina, K. Ogata, V. Nephrogenic Syndrome of
Masunaga, H. Saitsu and | Inappropriate Antidiuresis
T. Ogata
M. Nakashima, J.
Tohyama, E. Nakagawa,
Y. Watanabe, C. G. Siew, | ldentification of de novo
C. S. Kwong, K. Yamoto, | CSNK2A1 and CSNK2B
T. Hiraide, T. Fukuda, T. | variants in cases of global J Hum Genet 64 (4) 313-322 | 2019

Kaname, K.
Nakabayashi, K. Hata, T.
Ogata, H. Saitsu and N.
Matsumoto

developmental delay with
seizures




T. Inoue, H. Yagasaki, J.
Nishioka, A. Nakamura,
K. Matsubara, S.

Molecular and clinical
analyses of two patients
with UPD(16)mat detected

Narumi, K. Nakabayashi, | by screening 94 patients J Med Genet Sep 21 2018
K. Yamazawa, T. Fuke, with Silver-Russell
A. Oka, T. Ogata, M. syndrome phenotype of
Fukami and M. Kagami | unknown aetiology
A. Nakamura, K.
Muroya, H. Ogata- A case of paternal
Kawata, K. Nakabayashi, | uniparental isodisomy for i
K. Matsubara, T. Ogata, | chromosome 7 associated J Med Genet 55 (8) 567-570 2018
K. Kurosawa, M. Fukami | with overgrowth
and M. Kagami
R. Matsushita, K.
Nagasaki, T. Ayabe, Y.
Miyoshi, S. Kinjo, H. Present status of
Haruna, K. lhara, T. prophylactic thyroidectomy
Hasegawa, S. Ida, K. in pediatric multiple J Pediatr Endocrinol i
Ozono, K. Minamitani endocrine neoplasia 2: a Metab 32(6) 585-595 2019
and E. Thyroid nationwide survey in Japan
Committee of the 1997-2017.
Japanese Society for
Pediatric.
K. Kurata, K. Hosono, A. | Clinical characteristics of a
Hikoya, A. Kato, H. Japanese patient with i
Saitsu, S. Minoshima, T. | Bardet-Biedl syndrome Jpn J Ophthalmol 62 (4) 458-466 2018
Ogata and Y. Hotta caused by BBS10 mutations
A. Takata, N. Miyake, Y.
Tsurusaki, R. Fukai, S.
Miyatake, E. Koshimizu,
I. Kushima, T. Okada, M.
Morikawa, Y. Uno, K.
Ishizuka, K. Nakamura,
M. Tsujii, T. Yoshikawa,
T. Toyota, N. Okamoto, .
Y. Hiraki. R. Hashimoto. | Integrative Analyses of De
o Qai " | Novo Mutations Provide
Y. Yasuda, S. Saitoh, K. h . .
Deeper Biological Insights Cell Rep 22 (3) 734-747 | 2018

Ohashi, Y. Sakai, S.
Ohga, T. Hara, M. Kato,
K. Nakamura, A. Ito, C.
Seiwa, E. Shirahata, H.
Osaka, A. Matsumoto, S.
Takeshita, J. Tohyama, T.
Saikusa, T. Matsuishi, T.
Nakamura, T. Tsuboi, T.
Kato, T. Suzuki, H.
Saitsu, M. Nakashima, T.
Mizuguchi, F. Tanaka, N.

into Autism Spectrum
Disorder




Mori, N. Ozaki and N.
Matsumoto

M. Nakashima, Y.
Negishi, I. Hori, A.

A case of early-onset
epileptic encephalopathy

. . with a homozygous Am J Med Genet A 179 (4) 645-649 2019
Ha_ttorl, S. Saitoh and H. TBC1D24 variant caused by
Saitsu . o
uniparental isodisomy
I. Hori, F. Miya, Y.
Negishi, A. Hattori, N. A_novel homozygogs
. missense mutation in the
Ando, K. A. Boroevich, SH3-bindina motif of
N. Okamoto, M. Kato, T. gm J Hum Genet 63 (9) 957-963 | 2018
. STAMBP causing
Tsunoda, M. Yamasaki, microcephalv-caillar
Y. Kanemura, K.Kosaki malformgtioz S r?dronlwle
and S. Saitoh Y
M. Yamada, T. Uehara,
'|I_'|a.1kse L:]Zouuiz'r’] iT.H SATB2-associated
Lo syndrome in patients from AmJ Med GenetA | 179 (6) 896-899 | 2019
Yoshihashi, H. Japan: Linguistic profiles
Suzumura, S. Mizuno pan. 9 P
and K.Kosaki
K. Kato, S. Mizuno, M.
Inaba, S. Fukumura, N. Distinctive facies,
Kurahashi, K. macrocephaly, and
Maruyama, D. leda, K. developmental delay are Brain Dev 40 (8) 678-684 | 2018
Ohashi, I. Hori, Y. signs of a PTEN mutation in
Negishi, A. Hattori and childhood
S. Saitoh
D. Fukushi, K. Yamada, Clinical a_nd _genetlc .
- characterization of a patient
K. Suzuki, M. Inaba, N. With SOX5
Nomura, Y. Suzuki, K. . .. Gene 655 65-70 2018
; haploinsufficiency caused
Katoh, S. Mizuno and N.
W ST by a de novo balanced
akamatsu . ;
reciprocal translocation
H. Imura, S. Suzuki, S. | A case of Tetrasomy 15q '\jg)l:mglfgiggfn;
Mizuno, C. Sakuma and | with left cleft lip and ot gy | 29 (5) 427-429 2017
e Medicine and
N. Natsume alveolus
Pathology
The effect of rapamycin,
Y. Suzuki, Y. Enokido, NVP-BEZ235, aspirin, and
K. Yamada, M. Inaba, K. | metformin on 45470-
Kuwata, N. Hanada, T. PIBK/AKT/mTOR signaling Oncotarget 8 (28) 45483 2017

Morishita, S. Mizuno and
N. Wakamatsu

pathway of PIK3CA-related
overgrowth spectrum
(PROS)




Okamoto syndrome has
features overlapping with

N. Okamoto Au-Kline syndrome and is Am J Med Genet A 179 (5) 822-826 | 2019
caused by HNRNPK
mutation

A. Fassio, A. Esposito,

M. Kato, H. Saitsu, D.

Mei, C. Marini, V. Conti,

M. Nakashima, N.

Okamoto, A. Olmez

-Srgrrmlq(:rréiBéﬁr:gE? & N. De novo mutations of the

Yanagihara, E. : ATP6V1A gene cause _

Belmonte, L developmental _ Brain 141 (6) 1703-1718 | 2018

Maragliano, K. Ramsey, englephalopathy with

C. Balak, A. Siniard, V. | $P"ePSY

Narayanan, C. R. R.

Group, C. Ohba, M.

Shiina, K. Ogata, N.

Matsumoto, F. Benfenati

and R. Guerrini

T. Saikusa, M. Hara, K.

lwama, K. Yuge, C. De novo HDACS8 mutation

Ohba, J. I. Okada, T. causes Rett-related disorder

Hisano, Y. Yamashita, N. | with distinctive facial Brain Dev 40 (5) 406-409 | 2018

Okamoto, H. Saitsu, N. features and multiple

Matsumoto and T. congenital anomalies

Matsuishi
A novel mutation in the

K. Ueda, K. Yanagi, T. GATAD2B gene associated .

Kaname and N. Okamoto | with severe intellectual Brain Dev 4 @) 276-279 2019
disability

K. Yamamoto-

Shimojima, N. Okamoto, | Three Japanese patients with

W. Matsumura, T. 3p13 microdeletions Brain Dev 41 (3) 257-262 | 2019

Okazaki and T. involving FOXP1

Yamamoto

gﬁi\r(r?c:?im?tl(\)/l- . Kouwaki. Ngit#ral rllfiSto'rieSh%f patients

Y. Kawashima, K. Itomi, with Wo -H|r_sc orn Congenit Anom

. syndrome derived from 2018

K. Momosaki, S. Ozasa, - (Kyoto)

N. Okamoto, K. Yokochi variable c_h_romosomal
abnormalities

and T. Yamamoto

M. Taniguchi-lkeda, N.

Morisada, H. Inagaki, Y. | Two patients with PNKP Clin Genet 93 (4) 931-933 2018

Quchi, Y. Takami, M.
Tachikawa, W. Satake,

mutations presenting with




K. Kobayashi, S.
Tsuneishi, S. Takada, H.
Yamaguchi, H. Nagase,
K. Nozu, N. Okamoto,
H. Nishio, T. Toda, I.
Morioka, H. Wada, H.
Kurahashi and K. lijima

microcephaly, seizure, and
oculomotor apraxia

T. Imaizumi, Y. Mogami,
N. Okamoto, K.
Yamamoto-Shimojima
and T. Yamamoto

De novo 1p35.2
microdeletion including
PUML identified in a patient
with sporadic west
syndrome

Congenit Anom
(Kyoto)

2019

J. Kennedy, D. Goudie,
E. Blair, K. Chandler, S.
Joss, V. McKay, A.
Green, R. Armstrong, M.
Lees, B. Kamien, B.
Hopper, T. Y. Tan, P. Yap,
Z. Stark, N. Okamoto, N.
Miyake, N. Matsumoto,
E. Macnamara, J. L.
Murphy, E. McCormick,
H. Hakonarson, M. J.
Falk, D. Li, P. Blackburn,
E. Klee, D. Babovic-
Vuksanovic, S. Schelley,
L. Hudgins, S. Kant, B.
Isidor, B. Cogne, K.
Bradbury, M. Williams,
C. Patel, H. Heussler, C.
Duff-Farrier, P.
Lakeman, I. Scurr, U.
Kini, M. Elting, M.
Reijnders, J. Schuurs-
Hoeijmakers, M. Wafik,
A. Blomhoff, C. A. L.
Ruivenkamp, E.
Nibbeling, A. J. M.
Dingemans, E. D.
Douine, S. F. Nelson, D.
D. D. Study, V. A.
Arboleda and R.
Newbury-Ecob

KAT6A Syndrome:
genotype-phenotype
correlation in 76 patients
with pathogenic KAT6A
variants

Genet Med

21 (4)

850-860

2019

Y. Mogami, Y. Suzuki, Y.
Murakami, T. Ikeda, S.
Kimura, K. Yanagihara,
N. Okamoto and T.
Kinoshita

Early infancy-onset
stimulation-induced
myoclonic seizures in three
siblings with inherited
glycosylphosphatidylinositol
(GPI) anchor deficiency

Epileptic Disord

20 (1)

42-50

2018




Primary microcephaly

N. Okamoto, T. caused by novel compound
Kohmoto, T. Naruto, K. het y npoul Hum Genome Var 5 18015 2018
Masuda and 1. Imoto eterozygous mutations in
ASPM
K. Shimojima, N. Infantile spasms related to a
Okamoto, K. Ohmura, H. | 5g31.2-g31.3 microdeletion Hum Genome Var 5 18007 2018
Nagase and T. Yamamoto | including PURA
M. P. Adam, S. Banka,
H. T. Bjornsson, O.
Bodamer, A. E. Chudley,
C. Lanpher, A | Kebuki syndrome:
Lindsley, G Merla, N. international consensus J Med Genet 56 (2) 89-95 2019
Miyake, N. Okamoto, C. diagnostic criteria
T. Stumpel, N. Niikawa
and B. Kabuki Syndrome
Medical Advisory
A. Inoko, T. Yano, T.
Miyamoto, S. Matsuura, | Albatross/FBF1 contributes
T. Kiyono, N. Goshima, | to both centriole duplication Genes Cells 23 (12) 1023-1042 | 2018
M. Inagaki and Y. and centrosome separation
Hayashi
T oo s.N. | SXon o gt b
Akutsu, H. Tauchi, Y. differences in
Kudo, S. Tashiro, T. di ity with J Radiat Res 59 (suppl_2) | ii75-ii82 | 2018
Yamamoto and S. radiosensitivity within
Matsuura human pop_u_latlons using
D genome editing technology
H. Hidaka, K.
Higashimoto, S. Aoki, H.
Mishima, C. Hayashida, | Comprehensive methylation
T. Maeda, Y. Koga, H. analysis of imprinting-
Yatsuki, K. Joh, H. associated differentially Clin Epigenetics 10 (1) 150 2018
Noshiro, R. Iwakiri, A. methylated regions in
Kawaguchi, K. I. colorectal cancer
Yoshiura, K. Fujimoto
and H. Soejima
K. Joh, F. Matsuhisa, S. Growing oocyte-specific
Kitajima, K. Nishioka, transcription-dependent de
K. Higashimoto, H. Epigenetics Chromatin | 11 (1) 28 2018

Yatsuki, T. Kono, H.
Koseki and H. Soejima

novo DNA methylation at
the imprinted Zrsr1-DMR




T. Yamada, G. Sugiyama,
K. Higashimoto, A.

Beckwith-Wiedemann
syndrome with asymmetric

Oral Surg Oral Med

_?I.agﬁz?il(jn;a,Hﬁ.Slglg_I??;, mosaic of paternal disomy Oral Egtjhigll Oral 127 (3) e84-e88 | 2019
and Y. Mori—J— causing hemihyperplasia
Unbiased shRNA screening,
using a combination of
I FACS and high-throughput
I\K/IliN:;zSQIL?Igy dH|_'| Soeiima sequencing, enables Sci Rep 8 (1) 12128 2018
Y H. S0€]ima identification of novel
modifiers of Polycomb
silencing
[ A RHE DR &
SR T BEELEE BB D T
il o i AR A= S AR — N 2R FER &t AR 85 (6) 667-672 | 2018
<] Beckwith-Wiedemann
JEAERE
T. Kikuiri, H. Mishima,
H. Imura, S. Suzuki, Y.
Matsuzawa, T.
\N(a\‘;zg‘:&% EUk“mOto’ Patients with SATB2-
Watanabe, A. Kinoshita, | 2550ciated syndrome AmJMed Genet A | 176 (12) | 2614-2622 | 2018
- exhibiting multiple
T. Yamada, M. Shindoh, odontomas
Y. Sugita, H. Maeda, Y.
Yawaka, T. Mikoya, N.
Natsume and K. 1.
Yoshiura
T. Shirakawa, Y.
Nakashima, S. Watanabe, A noyel h_eterozy_gous C.BLIZ
X i mutation in a patient with
S. Harada, M. Kinoshita, congenital urethral stricture
T. Kihara, Y. Hamasaki, g CEN Case Rep 7 (1) 94-97 2018
L and renal
S. Shishido, K. 1. hypoplasia/dysplasia leadin
Yoshiura, H. Moriuchi toygns-sta e )r/er?al failure ’
and S. Dateki 9
$<.)s}?1li¥1cr’ztia,RK.—l—:6ubara H Auto-immune disorders in a
=G ' | child with PIK3CD variant Eur J Med Genet 61 (10) 631-633 2018
Miyahara, S. Korematsu .
and 22913 deletion
and K. lhara
Y. S. Hori, A. Yamada, .
N. Matsuda, Y. Ono, D. /t?\e:tI:lA?(e\/eer: azsg?-ekl)tlolgeletion
Starenki, N. Sosonkina, P Hum Biol 89 (4) 305-307 | 2017

K. 1. Yoshiura, N.
Niikawa and T. Ohta

and 538G>A Mutation in
the ABCC11 Gene




S. Sato, H. Itonaga, M.
Taguchi, Y. Sawayama,
D. Imanishi, H.
Tsushima, T. Hata, Y.

Clonal dynamics in a case of
acute monoblastic leukemia

Moriuchi, H. Mishima, | that later developed IntJ Hematol 108 (2) 213-217 | 2018
A. Kinoshita, K. 1. myeloproliferative neoplasm
Yoshiura and Y.
Miyazaki
Reference values for
. . circulating pregnancy-
;(' g/la ggaﬁarmiglzgmm? associated microRNAs in
Y. Hasegawa, S. Miura, rr;_att_arnla ! pI?s:na and their J Obstet Gynaecol Res | 44 (5) 840-851 | 2018
K. 1. Yoshiura and H. clinical usefulness in
Masuzaki uncomplicated pregnancy
and hypertensive disorder of
pregnancy
T. Koga, K. Migita, T.
Sato, S. Sato, M. Umeda,
P onaka, S. FUKUL S- | MicroRNA-204-3p inhibits
IWamoto K ’Ich'inose lipopolysaccharide-induced
M. Tamai, H. Nakamura, | S/0/dnes In famiial Rheumatolagy 57 (4) 718726 | 2018
T. Origuchi, Y. Ueki, J. Medlterr_anea_\q ever via the (Oxford)
Masumoto ’K Agerﬁatsu phosphoinositide 3-kinase
A. Yachie, K. I. Yoshiura, gamma pathway
K. Eguchi and A.
Kawakami
AN R N Pz
T BT NBERATAIIE o, s )
o el (GWAS) DJEEL & £ % ) BRFET 9 (1) 114-121 | 2019
Y. Ishijima, T. lizuka, K.
Kagami, S. Masumoto, Prenatal diagnosis facilitated
K. Nakade, Y. Mitani, Y. | prompt enzyme replacement i
Niida, A. Watanabe, R. therapy for prenatal benign J Obstet Gynaecol 40(1) 132-134 2020
Yamazaki, M. Ono and hypophosphatasia.
H. Fujiwara.
T. Mushiroda, Y.
Takahashi, T. Onuma, Y.
Yamamoto, T. Kamei, T. .
Hoshida, K. Takeuchi, K. Aisomatlon of HLA' .
Otsuka. M. Okazaki. M A 3dl:01 Scfreemng With the
| '+~ | Incidence o
Watanabe, K. Kanemoto, .
Carbamazepine-Induced JAMA Neurol 75 (7) 842-849 2018

T. Oshima, A. Watanabe,
S. Minami, K. Saito, H.
Tanii, Y. Shimo, M.
Hara, S. Saitoh, T.
Kinoshita, M. Kato, N.
Yamada, N. Akamatsu, T.
Fukuchi, S. Ishida, S.

Cutaneous Adverse
Reactions in a Japanese
Population




Yasumoto, A. Takahashi,
T. Ozeki, T. Furuta, Y.
Saito, N. lzumida, Y.
Kano, T. Shiohara, M.
Kubo and G. S. Group

R. Ikeue, A. Nakamura-
Takahashi, Y. Nitahara-

Bone-Targeted Alkaline
Phosphatase Treatment of

Mol Ther Methods

Kasahara, A. Watanabe, | Mandibular Bone and Teeth Clin Dev 10 360-370 2018
T. Muramatsu, T. Sato in Lethal Hypophosphatasia
and T. Okada via an sCAAV8 Vector
[FCHTBIRE I & E
o) 7 — g
%3) B ST ke
o MBI L B T | s U e
VT vy r) (B5 )% BT 5 MOOK | FRIEMIEL | 283-288 | 2018
FRBO BN L2 A
HEZBTLERBY 7T
—m Lk
T. Sato, M. Kato, K. A case of tubulinopathy
Moriyama, K. presenting with
Haraguchi, H. Saitsu, N. | porencephaly caused by a Brain Dev 40 (9) 819-823 2018
Matsumoto and H. novel missense mutation in
Moriuchi the TUBALA gene
BARER G- Tl & e e
DI SN RO R L R | ﬁgiﬁi&ﬂi“ 53 (2) 411 2017
,\_I%L, I ARG
M. Kamada, M. MGeND: an integrated Hum Genome Var. 6 53 2019
Nakatsui, R. Kojima, S. | database for Japanese
Nohara, E. Uchino, S. clinical and genomic
Tanishima, M. information.
Sugiyama, K. Kosaki, K.
Tokunaga, M. Mizokami
and Y. Okuno.
H. Suzuki, T. Yoshida, N. | De novo NSF mutations Ann Clin Transl 6(11) 2334-2339. | 2019
Morisada, T. Uehara, K. | cause early infantile Neurol.
Kosaki, K. Sato, K. epileptic encephalopathy.
Matsubara, T. Takano-
Shimizu and T.
Takenouchi.
T. Takeda, K. Banno, Y. Mutations of RAS genes in Oncol Rep. 42(6) 2303-2308. | 2019

Kobayashi, M. Adachi,
M. Yanokura, E.
Tominaga, K. Kosaki and
D. Aoki.

endometrial polyps.




T. Takenouchi, H. Okuno | Kosaki overgrowth Am J Med Genet C 181(4) 650-657. | 2019
and K. Kosaki. syndrome: A newly Semin Med Genet.
identified entity caused by
pathogenic variants in
platelet-derived growth
factor receptor-beta.
T. Uehara, T. CNOT?2 haploinsufficiency | Am J Med Genet A. 179(12) 2506-2509. | 2019
Tsuchihashi, M. Yamada, | causes a
H. Suzuki, T. Takenouchi | neurodevelopmental
and K. Kosaki. disorder with characteristic
facial features.
M. Yamada, H. Suzuki, Effectiveness of integrated | Mol Genet Metab Rep. 21 100531 2019
Y. Shiraishi and K. interpretation of exome and
Kosaki. corresponding transcriptome
data for detecting splicing
variants of genes associated
with autosomal recessive
disorders.
M. Yamada, T. Uehara, IFT172 as the 19th gene Am J Med Genet A. 179(12) 2510-2513. | 2019
H. Suzuki, T. causative of oral-facial-
Takenouchi, H. digital syndrome.
Fukushima, N. Morisada,
K. Tominaga, M. Onoda
and K. Kosaki.
S. Umetsu, A. Inui, S. First cases of MPV17 Hepatoma Research. 2020
Kobayashi, M. Shimura, | related mitochondrial DNA
T. Uehara, H. Uchida, R. | depletion syndrome with
Irie, T. Sogo, H. compound heterozygous
Komatsu, T. Yoshioka, mutations in
K. Murayama, K. p.R50Q/p.R50W: a case
Kosaki, M. Kasahara and | report.
T. Fujisawa.
G. S. Baynam, S. Groft, A call for global action for Nat Genet. 52(1) 21-26. 2020

F. H. Van Der
Westhuizen, S. D.
Gassman, K. Du Plessis,
E. P. Coles, E. Selebatso,
M. Selebatso, B.
Gaobinelwe, T.
Selebatso, D. Joel, V. A.
Llera, B. C. \Vorster, B.
Wuebbels, B.
Djoudalbaye, C. P.
Austin, J. Kumuthini, J.
Forman, P. Kaufmann, J.
Chipeta, D. Gavhed, A.
Larsson, M. Stojiljkovic,
A. Nordgren, E. J. A.

rare diseases in Africa.




Roldan, D. Taruscio, D.
Wong-Rieger, K. Nowak,
G. A. Bilkey, S. Easteal,
S. Bowdin, J. K. V.
Reichardt, S. Beltran, K.
Kosaki, C. D. M. Van
Karnebeek, M. Gong, Z.
Shuyang, R. Mehrian-
Shai, D. R. Adams, R. D.
Puri, F. Zhang, N.
Pachter, M. Muenke, C.
Nellaker, W. A. Gahl, H.
Cederroth, S. Broley, M.
Schoonen, K. M. Boycott
and M. Posada.

T. Fujisawa, Y. Aizawa, Mexiletine shortens the QT J Arrhythm. 36(1) 193-196. | 2020
Y. Katsumata, K. interval in a pedigree of

Kimura, K. Hashimoto, KCNH2 related long QT

T. Yamashita, H. syndrome.

Miyama, T. Kimura, K.

Kosaki, S. Takatsuki, W.

Shimizu and K. Fukuda.

T. Fukaishi, 1. Minami, A case of generalized Endocr J. 67(2) 211-218. | 2020
S. Masuda, Y. Miyachi, lipodystrophy-associated

K. Tsujimoto, H. progeroid syndrome treated

Izumiyama, K. by leptin replacement with

Hashimoto, M. Yoshida, | shortand long-term

S. Takahashi, K. monitoring of the metabolic

Kashimada, T. Morio, K. | and endocrine profiles.

Kosaki, Y. Maezawa, K.

Yokote, T. Yoshimoto

and T. Yamada.

T. Hiraide, M. Kataoka, Poor outcomes in carriers J Heart Lung 39(2) 103-112. | 2020
H. Suzuki, Y. Aimi, T. of the RNF213 variant Transplant.

Chiba, S. Isobe, Y. (p.Arg4810Lys) with

Katsumata, S. Goto, K. pulmonary arterial

Kanekura, Y. Yamada, H. | hypertension.

Moriyama, H. Kitakata,

J. Endo, S. Yuasa, Y.

Arai, N. Hirose, T. Satoh,

Y. Hakamata, M. Sano,

S. Gamou, K. Kosaki and

K. Fukuda.

L. Li, C.Y.Fong, C.G. Infantile neuroaxonal J Clin Neurosci. 71 289-292. 2020

Tay, S. K. Tae, H.
Suzuki, K. Kosaki and
M. K. Thong.

dystrophy in a pair of
Malaysian siblings with
progressive cerebellar
atrophy: Description of an
expanded phenotype with
novel PLA2G6 variants.




H. Murakami, T. Uehara, | Blended phenotype of Brain Dev. 42(3) 289-292. | 2020
Y. Tsurusaki, Y. APA4E1 deficiency and
Enomoto, Y. Kuroda, N. | Angelman syndrome caused
Aida, K. Kosaki and K. | by paternal isodisomy of
Kurosawa. chromosome 15.
N. Oiso, A. Kubo, A. Epidermodysplasia Int J Dermatol. 2020
Shimizu, H. Suzuki, K. | verruciformis without
Kosaki, T. Chikugo, K. progression to squamous
Nakabayashi, K. Hata, S. | cell carcinomas in an elderly
Yanagihara, O. Ishikawa, | man: alpha-human
Y. Matsubara, M. papillomavirus infection in
Amagai and A. Kawada. | the evolving verruca.
Y. Sakaguchi, T. Uehara, Hereditary spastic Eur J Med Genet. 63(4) 103803 2020
M. Sasaki, K. Fujimura, | paraplegia masqueraded by
K. Kishi, K. Kosaki and | congenital melanocytic
T. Takenouchi. nevus syndrome: Dual
pathogenesis of germline
non-mosaicism and somatic
mosaicism.
Y. Takeshita, T. Ohto, T. Novel ARX mutation Hum Genome Var. 7 9 2020
Enokizono, M. Tanaka, identified in infantile spasm
H. Suzuki, H. syndrome patient.
Fukushima, T. Uehara, T.
Takenouchi, K. Kosaki
and H. Takada.
D. Taruscio, G. Baynam, The Undiagnosed Diseases Mol Genet Metab. 129(4) 243-254. | 2020
H. Cederroth, S. C. Network International: Five
Groft, E. W. Klee, K. years and more!
Kosaki, P. Lasko, B.
Melegh, O. Riess, M.
Salvatore and W. A.
Gahl.
T. Uehara, M. Yamada, Biallelic Mutations in the J Pediatr. 221 251-254. | 2020
S. Umetsu, H. Nittono, LSR Gene Cause a Novel
H. Suzuki, T. Fujisawa, Type of Infantile
T. Takenouchi, A. Inui Intrahepatic Cholestasis.
and K. Kosaki.
R. A. Vos, T. Katayama, BioHackathon 2015: F1000Res. 9 136 2020

H. Mishima, S. Kawano,
S. Kawashima, J. D.
Kim, Y. Moriya, T.
Tokimatsu, A.
Yamaguchi, Y.
Yamamoto, H. Wu, P.

Amstutz, E. Antezana, N.

P. Aoki, K. Arakawa, J.
T. Bolleman, E. Bolton,

Semantics of data for life
sciences and reproducible
research.




R. J. P. Bonnal, H. Bono,
K. Burger, H. Chiba, K.
B. Cohen, E. W. Deutsch,
J. T. Fernandez-Breis, G.
Fu, T. Fujisawa, A.
Fukushima, A. Garcia, N.
Goto, T. Groza, C.
Hercus, R. Hoehndorf,
K. Itaya, N. Juty, T.
Kawashima, J. H. Kim,
A. R. Kinjo, M. Kotera,
K. Kozaki, S. Kumagai,
T. Kushida, T. Lutteke,
M. Matsubara, J.
Miyamoto, A. Mohsen,
H. Mori, Y. Naito, T.
Nakazato, J. Nguyen-
Xuan, K. Nishida, N.
Nishida, H. Nishide, S.
Ogishima, T. Ohta, S.
Okuda, B. Paten, J. L.
Perret, P. Prathipati, P.
Prins, N. Queralt-
Rosinach, D. Shinmachi,
S. Suzuki, T. Tabata, T.
Takatsuki, K. Taylor, M.
Thompson, 1. Uchiyama,
B. Vieira, C. H. Wei, M.
Wilkinson, I. Yamada, R.
Yamanaka, K. Yoshitake,
A. C. Yoshizawa, M.
Dumontier, K. KosakKi

and T. Takagi.

M. Yamada, T. Uehara, Shortfall of exome analysis | Am J Med Genet A. 2020
H. Suzuki, T. for diagnosis of

Takenouchi, A. Inui, M. | Shwachman-Diamond

Ikemiyagi, I. Kamimaki | syndrome: Mismapping due

and K. Kosaki. to the pseudogene SBDSP1.

K. Tanase-Nakao, K. Dihydrotestosterone Endocr J. 66(4) 387-393. | 2019
Mizuno, Y. Hayashi, Y. induces minor

Kojima, M. Hara, K. transcriptional alterations in

Matsumoto, Y. genital skin fibroblasts of

Matsubara, M. Igarashi, | children with and without

M. Miyado and M. androgen insensitivity.

Fukami.

M. Miyado, M. Fukami, Germline-Derived Gain-of- | JAm Soc Nephrol. 30(5) 877-889. | 2019

S. Takada, M. Terao, K.
Nakabayashi, K. Hata, Y.
Matsubara, Y. Tanaka, G.
Sasaki, K. Nagasaki, M.
Shiina, K. Ogata, Y.

Function Variants of
Gsalpha-Coding GNAS
Gene Identified in
Nephrogenic Syndrome of
Inappropriate Antidiuresis.




Masunaga, H. Saitsu and
T. Oqata.

S. lwasawa, K. Yanagi,
A. Kikuchi, Y.
Kobayashi, K. Haginoya,
H. Matsumoto, K.
Kurosawa, M. Ochiai, Y.
Sakai, A. Fujita, N.
Miyake, T. Niihori, M.
Shirota, R. Funayama, S.
Nonoyama, S. Ohga, H.
Kawame, K. Nakayama,
Y. Aoki, N. Matsumoto,
T. Kaname, Y.
Matsubara, W. Shoji and
S. Kure.

Recurrent de novo
MAPKS8IP3 variants cause
neurological phenotypes.

Ann Neurol.

85(6)

927-933.

2019

J. D. Lewis, A. L.
Caldara, S. E. Zimmer,
S. N. Stahley, A.
Seybold, N. L. Strong, A.
S. Frangakis, I. Levental,
J. K. Wahl, 3rd, A. L.
Mattheyses, T. Sasaki, K.
Nakabayashi, K. Hata, Y.
Matsubara, A. Ishida-
Yamamoto, M. Amagai,
A. Kubo and A. P.
Kowalczyk.

The desmosome is a
mesoscale lipid raft-like
membrane domain.

Mol Biol Cell.

30(12)

1390-1405.

2019

Y. Oda, Y. Uchiyama, A.
Motomura, A. Fujita, Y.
Azuma, Y. Harita, T.
Mizuguchi, K. Yanagi,
H. Ogata, K. Hata, T.
Kaname, Y. Matsubara,
K. Wakui and N.
Matsumoto.

Entire FGF12 duplication
by complex chromosomal
rearrangements associated
with West syndrome.

J Hum Genet.

64(10)

1005-1014.

2019

A. Kubo, T. Sasaki, H.
Suzuki, A. Shiohama, S.
Aoki, S. Sato, H. Fujita,
N. Ono, N. Umegaki-
Arao, T. Kawali, K.
Nakabayashi, K. Hata, D.
Yamada, Y. Matsubara,
K. Kosaki and M.
Amagai.

Clonal Expansion of
Second-Hit Cells with
Somatic Recombinations or
C>T Transitions Form
Porokeratosis in MVD or
MVK Mutant
Heterozygotes.

J Invest Dermatol.

139(12)

2458-2466
€9.

2019

A. Hattori, K. Okamura,
Y. Terada, R. Tanaka, Y.
Katoh-Fukui, Y.
Matsubara, K.

Transient multifocal
genomic crisis creating
chromothriptic and non-
chromothriptic

BMC Med Genomics.

12(1)

77

2019




Matsubara, M. Kagami,
R. Horikawa and M.
Fukami.

rearrangements in
prezygotic testicular germ
cells.

K. Ushijima, S. Narumi,
T. Ogata, I. Yokota, S.
Sugihara, T. Kaname, Y.
Horikawa, Y. Matsubara,
M. Fukami, T.
Kawamura, C. Japanese
Study Group of Insulin
Therapy For and D.
Adolescent.

KLF11 variant in a family
clinically diagnosed with
early childhood-onset type
1B diabetes.

Pediatr Diabetes.

20(6)

712-719.

2019

A. Masamune, H.
Kotani, F. L. Sorgel, J.
M. Chen, S. Hamada, R.
Sakaguchi, E. Masson, E.
Nakano, Y. Kakuta, T.
Niihori, R. Funayama,
M. Shirota, T. Hirano, T.
Kawamoto, A.
Hosokoshi, K. Kume, L.
Unger, M. Ewers, H.
Laumen, P. Bugert, M.
X. Mori, V. Tsvilovskyy,
P. Weissgerber, U.
Kriebs, C. Fecher-Trost,
M. Freichel, K. N.
Diakopoulos, A.
Berninger, M. Lesina, K.
Ishii, T. Itoi, T. Ikeura, K.
Okazaki, T. Kaune, J.
Rosendahl, M. Nagasaki,
Y. Uezono, H. Algul, K.
Nakayama, Y.
Matsubara, Y. Aoki, C.
Ferec, Y. Mori, H. Witt
and T. Shimosegawa.

Variants That Affect
Function of Calcium
Channel TRPV6 Are
Associated With Early-
Onset Chronic Pancreatitis.

Gastroenterology.

158(6)

1626-1641
e8.

2020

Y. Maeda, K. Takasawa,
T. Ishii, A. Nagashima,
M. Mouri, J. Kunieda, H.
Morisaki, T. Ito, M.
Mori, K. Kashimada, S.
Doi and T. Morio.

A Nonsense SMAD3
Mutation in a Girl with
Familial Thoracic Aortic
Aneurysm and Dissection
without Joint Abnormality.

Cardiology.

144(1-2)

53-59.

2019

R. Mori, H. Matsumoto,
S. Muro, H. Morisaki
and R. Otsuki.

Loeys-Dietz Syndrome
Presented with Giant Bullae
and Asthma.

J Allergy Clin
Immunol Pract.

2020

Y. Seike, K. Minatoya,
H. Matsuda, H.
Ishibashi-Ueda, H.

Histologic differences
between the ascending and
descending aortas in young

J Thorac Cardiovasc
Surg.

159(4)

1214-1220
el.

2020




Morisaki, T. Morisaki

adults with fibrillin-1

and J. Kobayashi. mutations.
T. Yokokawa, K. Pulmonary Hypertension Intern Med. 59(2) 221-227. | 2020
Sugimoto, Y. Kimishima, | and Hereditary Hemorrhagic
T. Misaka, A. Yoshihisa, | Telangiectasia Related to an
H. Morisaki, O. Yamada, | ACVRL1 Mutation.
K. Nakazato, T. Ishida
and Y. Takeishi.
RRIG A1, T—T R - FrmAEfE | BARERISHES. 148 144 2019
RE.
ARIG AR . Marfan JEMHE O B NEBHERER. 82 919-925. | 2019
ARIRHHR ~ VT 7 CIERE. /NEFHERIR. 73 757-762. | 2020
RRIGH T T 7 CHERRE AR T 10 109-114. | 2020
i D1 A F N7 O LR 2020
=
AR Biobanking and Modern Media 66 (1) FME3p | 2020
Biomolecular Resources
Research Infrastructures-
European Research
Infrastructure, Consortium
(BBMRI-ERIC).
A UK Biobank. Modern Media 66 (2) FHE3p | 2020
ISO/TC276 WG2 ISO/DIS 21899 General ISO/DIS 21899: 2019 2020
(Internatiaonal member: | requirements for the
T. Masui) validation and verification
of processing methods for
biological material in
biobanks
A AL 7 DRFRIC BT DA Precision medicine 2 (6) , 508-511 | 2019
FoR 7 OEE,
ISO/TC276 WG2 Draft International Standard, | 1SO/DIS 21709: 2019. 2019

(International member,_
T.Masui,)

Biotechnology-Biobanking-
Process and quality
requirements for
establishment, maintenance
and characterization of
mammalian cell lines:




S. Tanaka, T. Yokoi, S. Severe Recurrent Retin Cases Brief Rep. 2019
Katagiri, T. Yoshida, S. | Fibrovascular Proliferation
Nishina and N. Azuma. after Combined Intravitreal
Bevacizumab Injection and
Laser Photocoagulation for
Aggressive Posterior
Retinopathy of Prematurity.
D. Miyamichi, S. Retinal structure in Leber's Hum Genome Var. 6 32 2019
Nishina, K. Hosono, T. congenital amaurosis caused
Yokoi, K. Kurata, M. by RPGRIP1 mutations.
Sato, Y. Hotta and N.
Azuma.
N. S. Yoshida T, Pediatric strabismus cases Jaapos. 22(4) E19-E20. | 2018
Matsuoka M, Akaike S, | possibly related to excessive
Ogonuki S, Yokoi T, use of information and
Azuma N. communication technology
devices.
K. Kurata, K. Hosono, T. | X-linked Retinitis Int J Mol Sci. 20(6). 2019
Hayashi, K. Mizobuchi, | Pigmentosa in Japan:
S. Katagiri, D. Clinical and Genetic
Miyamichi, S. Nishina, Findings in Male Patients
M. Sato, N. Azuma, T. and Female Carriers.
Nakano and Y. Hotta.
T. Yoshida, S. Katagiri, Optical coherence Am J Ophthalmol 13 66-69. 2019
T. Yokoi, S. Nishina and | tomography and video Case Rep.
N. Azuma. recording of a case of
bilateral contractile
peripapillary staphyloma.
J. Hirayama, Y. Alifu, R. The clock components Sci Rep. 9(1) 196 2019
Hamabe, S. Yamaguchi, | Period2, Cryptochromela,
J. Tomita, Y. Maruyama, | and Cryptochrome2a
Y. Asaoka, K. I. function in establishing
Nakahama, T. Tamaru, light-dependent behavioral
K. Takamatsu, N. rhythms and/or total activity
Takamatsu, A. Hattori, S. | levels in zebrafish.
Nishina, N. Azuma, A.
Kawahara, K. Kume and
H. Nishina.
AR, VeREfh, | H) SR RILRIMENRL AR g 13 (1) 42-47, 2020

BARTE . ERA T
YR RS & R,
R HHEAT

Rz b 2ERE—T
THNTINA AL DREHE
IZoOWT—




HRERR, SR
JURHE, FHE, 5
e, BOHFE, AEAT

SV ELA S AR BT & A T
L 7= B R AR PRI 0D — 151,

R A

13 (2)

105-110

2020

i, CREET,
ER, =HET
B ORMEET Brir
foo, BeR BT, &
HLPTHE, BOFRE,
7

IR ZR B R B A b DI
Rz x4 % Spot Vision
Screener

H 258

48

73-80

2019

HWEE., CR=F &
s, TEAKSE, BME
N = B N A =
I N\ FRET

—SIREHERZ IZ BT B
JEITRRAE DA M« A
T¥TA v I L Ea—,

R

12 (5)

373-377,

2019

M, CRSES,
FEAEER, 5 FEIATE, R
HEE. BT

R 2 TR R &
AT/ NIRESE 0> /N A5

IR A

12 (4)

323-327,

2019

EZTAE, WHET,
KREA, IR,
#AT, CBEES, KT
i, SNERTE, KE#R
FAE, FEE—
, BREA, HE
T e
AIHEZ, U R, M
HEEZ, WHHE"

ulsi: Rl

B FH i,

JEA TR TR R
PEIR B BORIF SE S A )
FETRIE A IR B O 25
EHFIEHE, 4 BEEER OFF
W2k L ONGIRIE
DHESLZ H A L7 iR
FEHE : RTHRARFEZ AL & O
Wi e KL OVESERE 79

.

H AR5

12452 5

89-95

2020

R =

TA A7V —F =Tk
2 FIHLD FLHFE L

R &bl

26 (1)

102-104

2020

R =

TR NTNA A L2
WAEHE.

H AR DR

91 (3)

338-339

2020

R =

HNROERE A7 ) —=
N

H A DI

90 (10)

1291-1292

2019

R =

HNROHERE A7 ) —=
N

FRUNERHE

38 (1)

63-69

2019

TR S5 - Peiseti

Fran gaf e RE O L
FRE Y7 A

B 5 LWIRE

36 (8)

971-972

2019

& - S8 A

RUMETS RS [ N AR
BFEE B ERE O L
FRFEYZ X

H1= 5 LWIRE

36 (8)

995-1001

2019




HHRAM - S8 5T | TUXAT NS R EAM b= 6 LWIRE 36 (7) 877-882 | 2019
WA Kk 72T
A AR OB REE PE.

£ s+ L—R—EKE., ~H-5 A 75 (6) 31-37 2019
THE RN - 1
THRYA IR T 4 —

ER =1 FRL7 4+ bR U —F F ¥ AL R A 22 (6) 21-23, 47- | 2019
—3EE . ALY IRH DR 49
Bi-arrrs X

N. Hatabu, N. Katori, T. A Familial Case of a Horm Res Paediatr. 92(1) 56-63. 2019

Sato, N. Maeda, E. Whole Germline CDC73

Suzuki, O. Komiyama, Deletion Discordant for

H. Tsutsui, T. Nagao, H. | Primary

Nakauchi-Takahashi, T. | Hyperparathyroidism.

Matsunaga, T. Ishii, T.

Hasegawa and K.

Yamazawa.

M. T. Distefano, S. E. ClinGen expert clinical Genet Med. 21(10) 2239-2247. | 2019

Hemphill, A. M. Oza, R. | validity curation of 164

K. Siegert, A. R. Grant, hearing loss gene-disease

M. Y. Hughes, B. J. pairs.

Cushman, H. Azaiez, K.

T. Booth, A. Chapin, H.

Duzkale, T. Matsunaga,

J. Shen, W. Zhang, M.

Kenna, L. A.

Schimmenti, M. Tekin,

H. L. Rehm, A. N. A.

Tayoun, S. S. Amr and

G. Clingen Hearing Loss

Clinical Domain

Working.

M. T. Distefano, S. E. Correction: ClinGen expert Genet Med. 21(10) 2409 2019

Hemphill, A. M. Oza, R.
K. Siegert, A. R. Grant,
M. Y. Hughes, B. J.
Cushman, H. Azaiez, K.
T. Booth, A. Chapin, H.
Duzkale, T. Matsunaga,
J. Shen, W. Zhang, M.
Kenna, L. A.
Schimmenti, M. Tekin,
H. L. Rehm, A. N. A.
Tayoun, S. S. Amr and
G. Clingen Hearing Loss
Clinical Domain
Working.

clinical validity curation of
164 hearing loss gene-
disease pairs.




S. B. Minami, K. Nara, A clinical and genetic Gene. 704 86-90. 2019
H. Mutai, N. Morimoto, | study of 16 Japanese

H. Sakamoto, T. families with Waardenburg

Takiguchi, K. Kagaand | syndrome.

T. Matsunaga.

J. Shen, A. M. Oza, . Consensus interpretation of Genet Med. 21(11) 2442-2452. | 2019
Del Castillo, H. Duzkale, | the p.Met34Thr and

T. Matsunaga, A. p.Val37lle variants in GJB2

Pandya, H. P. Kang, R. by the ClinGen Hearing

Mar-Heyming, S. Guha, | Loss Expert Panel.

K. Moyer, C. Lo, M.

Kenna, J. J. Alexander,

Y. Zhang, Y. Hirsch, M.

Luo, Y. Cao, K. Wai

Choy, Y. F. Cheng, K. B.

Avraham, X. Hu, G.

Garrido, M. A. Moreno-

Pelayo, J. Greinwald, K.

Zhang, Y. Zeng, Z.

Brownstein, L. Basel-

Salmon, B. Davidov, M.

Frydman, T. Weiden, N.

Nagan, A. Willis, S. E.

Hemphill, A. R. Grant,

R. K. Siegert, M. T.

Distefano, S. S. Amr, H.

L. Rehm, A. N. Abou

Tayoun and G. Clingen

Hearing Loss Working.

K. Wasano, S. Takahashi, | Systematic quantification Hum Mutat. 41(1) 316-331. | 2020
S. K. Rosenberg, T. of the anion transport

Kojima, H. Mutai, T. function of pendrin

Matsunaga, K. Ogawa (SLC26A4) and its disease-

and K. Homma. associated variants.

A. Maeda-Katahira, N. Autosomal dominant optic Mol Vis. 25 559-573. | 2019
Nakamura, T. Hayashi, atrophy with OPAL gene

S. Katagiri, S. Shimizu, mutations accompanied by

H. Ohde, T. Matsunaga, | auditory neuropathy and

K. Kaga, T. Nakano, S. other systemic

Kameya, T. Matsuura, K. | complications in a Japanese

Fujinami, T. lwata and cohort.

K. Tsunoda.

IWAME -, BERIES, | ERERE 2 —2BF | AARE SR 7S 122(8) 1118-1126 | 2019
BARTILA, e % NN TN BHRE 51 0 i =R

g, AAOKGERE, GHRESC |G & A AMEORGET

JE, EREELA . R
Bedr. A)IE, gk
B3




A TK EERE>. (55 119 [B] AAH B | FAH SR 122 16-21 2019
Yokl vRoy eSS
L) HERED S ) KRR
FATK SR>, FLRTER " HEE OB, JOHNS 35(9) 1377-1378 | 2019
A TK EERE>. BIRE#RA & OB, JOHNS \ol. 35 N0.10 | 1452-1454 | 2019
5 2 D —ERHEIk—.
R. Kosaki, M. Kubota, T. | Consecutive medical Am J Med Genet A. 2020
Uehara, H. Suzuki, T. exome analysis at a tertiary
Takenouchi and K._ center: Diagnostic and
Kosaki. health-economic outcomes.
S. Suzuki-Muromoto, R. | Familial hemiplegic Brain Dev. 42(3) 293-297. | 2020
Kosaki, K. Kosaki and migraine with a PRRT2
M. Kubota. mutation: Phenotypic
variations and
carbamazepine efficacy.
Y. Yamashita, T. Ogawa, Neuroimaging evaluation J Neurol Sci. 411 116710 2020
K. Ogaki, H. Kamo, T. and successful treatment by
Sukigara, E. Kitahara, N. | using directional deep brain
Izawa, H. lwamuro, G. stimulation and levodopa in
Oyama, K. Kamagata, T. | a patient with GNAO1-
Hatano, A. Umemura, R. | associated movement
Kosaki, M. Kubota, Y. disorder: A case report.
Shimo and N. Hattori.
AN FRAAE % Fede 2020 A. G ER R HERE R 125(4) 2020
KRR EBAS T - Yetafk
A SRR B ELR
A
K. Yamoto, H. Saitsu, G. Comprehensive clinical Eur J Hum Genet. 27(12) 1845-1857. | 2019
Nishimura, R. Kosaki, S. | and molecular studies in
Takayama, N. Haga, H. split-hand/foot
Tonoki, A. Okumura, E. | malformation: identification
Horii, N. Okamoto, H. of two plausible candidate
Suzumura, S. lkegawa, F. | genes (LRP6 and UBAZ2).
Kato, Y. Fujisawa, E.
Nagata, S. Takada, M.
Fukami and T. Ogata.
T. Niihori, K. Nagai, A. Germline-Activating Am J Hum Genet. 104(6) 1233-1240. | 2019

Fujita, H. Ohashi, N.
Okamoto, S. Okada, A.
Harada, H. Kihara, T.
Arbogast, R. Funayama,
M. Shirota, K.
Nakayama, T. Abe, S. I.

RRAS2 Mutations Cause
Noonan Syndrome.




Inoue, I. C. Tsai, N.
Matsumoto, E. E. Davis,
N. Katsanis and Y. Aoki.

T. Ogawa, E. S. Cheng, Long-Term Management Cleft Palate Craniofac 57(6) 782-790. | 2020
K. Muramoto and K. and Maxillofacial Growth in J.
Moriyama. a Klippel-Trenaunay
Syndrome Patient.
S. Matsuno, M. Tsuji, R. Clinical study of Congenit Anom 59(5) 162-168. | 2019
Hikita, T. Matsumoto, Y. | dentocraniofacial (Kyoto).
Baba and K. Moriyama. | characteristics in patients
with Williams syndrome.
M. Tsuji, H. Suzuki, S. Three-dimensional Congenit Anom 2019
Suzuki and K. evaluation of morphology (Kyoto).
Moriyama. and position of impacted
supernumerary teeth in
cases of cleidocranial
dysplasia.
Y. Kuroda, H. Murakami, | Two unrelated girls with Brain Dev. 41(6) 538-541. | 2019
T. Yokoi, T. Kumaki, Y. intellectual disability
Enomoto, Y. Tsurusaki associated with a truncating
and K. Kurosawa. mutation in the PPM1D
penultimate exon.
M. Tominaga, T. Saito, Developmental delay and Congenit Anom 2019
M. Masuno, Y. Umeda dysmorphic features in a girl (Kyoto).
and K. Kurosawa. with a de novo 5.4 Mb
deletion of 13g912.11-
gl2.13.
A. Daida, S. I. Hamano, Use of Perampanel and a Neuropediatrics. 2020
S. Ikemoto, Y. Hirata, R. | Ketogenic Diet in
Matsuura, R. Koichihara, | Nonketotic
D. Oba and H. Ohashi. Hyperglycinemia: A Case
Report.
F. Sekiguchi, Y. Genetic abnormalities in a J Hum Genet. 64(12) 1173-1186. | 2019

Tsurusaki, N. Okamoto,
K. W. Teik, S. Mizuno,
H. Suzumura, B. Isidor,
W. P. Ong, M. Haniffa, S.
M. White, M. Matsuo, K.
Saito, S. Phadke, T.
Kosho, P. Yap, M. Goyal,
L. A. Clarke, R. Sachdeyv,
G. Mcgillivray, R. J.
Leventer, C. Patel, T.
Yamagata, H. Osaka, Y.
Hisaeda, H. Ohashi, K.
Shimizu, K. Nagasaki, J.

large cohort of Coffin-Siris
syndrome patients.




Hamada, S. Dateki, T.
Sato, Y. Chinen, T.
Awaya, T. Kato, K.
Iwanaga, M. Kawai, T.
Matsuoka, Y. Shimoji, T.
Y. Tan, S. Kapoor, N.
Gregersen, M. Rossi, M.
Marie-Laure, L.
Mcgregor, K. Oishi, L.
Mehta, G. Gillies, P. J.
Lockhart, K. Pope, A.
Shukla, K. M. Girisha,
G. M. H. Abdel-Salam,
D. Mowat, D. Coman, O.
H. Kim, M. P. Cordier,
K. Gibson, J. Milunsky,
J. Liebelt, H. Cox, S. El
Chehadeh, A. Toutain, K.
Saida, H. Aoi, G.
Minase, N. Tsuchida, K.
Iwama, Y. Uchiyama, T.
Suzuki, K. Hamanaka, Y.
Azuma, A. Fujita, E.
Imagawa, E. Koshimizu,
A. Takata, S. Mitsuhashi,
S. Miyatake, T.
Mizuguchi, N. Miyake
and N. Matsumoto.

K. Shimizu, D. Oba, R. Possible mitochondrial Mol Genet Genomic 8(3) el1129. 2020
Nambu, M. Tanaka, E. dysfunction in a patient with Med.
Oguma, K. Murayama, deafness, dystonia, and
A. Ohtake, K. I. Yoshiura | cerebral hypomyelination
and H. Ohashi. (DDCH) due to BCAP31
Mutation.
C. K. Lautrup, K. W. Delineation of Mol Genet Genomic 8(5) el1197. 2020
Teik, A. Unzaki, S. musculocontractural Ehlers- Med.
Mizumoto, D. Syx, H. H. | Danlos Syndrome caused by
Sin, I. K. Nielsen, S. dermatan sulfate epimerase
Markholt, S. Yamada, F. | deficiency.
Malfait, N. Matsumoto,
N. Miyake and T. Kosho.
S. Ayoub, N. Ghali, C. Clinical features, Am J Med Genet A. 182(5) 994-1007. | 2020

Angwin, D. Baker, S.
Baffini, A. F. Brady, M.
L. Giovannucci Uzielli,
C. Giunta, D. S. Johnson,
T. Kosho, K. Neas, F. M.
Pope, F. Rutsch, G.
Scarselli, G. Sobey, A.
Vandersteen and F. S.
Van Dijk.

molecular results, and
management of 12
individuals with the rare
arthrochalasia Ehlers-
Danlos syndrome.




M. Uehara, T. Kosho, K. Proximal Junctional Spine (Phila Pa 1976). 45(10) E600- 2020
Takano, Y. Inaba, S. Kyphosis After Posterior E604.

Kuraishi, S. Ikegami, H. | Spinal Fusion for Severe

Oba, T. Takizawa, R. Kyphoscoliosis in a Patient

Munakata, T. Hatakenaka | With PIEZO2-deficient

and J. Takahashi. Arthrogryposis Syndrome.

T. Kosho, S. Mizumoto, Recent Advances in the Genes (Basel). 11(2). 2019
T. Watanabe, T. Pathophysiology of

Yoshizawa, N. Miyake Musculocontractural Ehlers-

and S. Yamada. Danlos Syndrome.

PeBPsErE, /IMRAERC EEIRAE R CTRIEL, &K Lofik 51(9) 949-955. | 2019
W, EEAE, SRR R —r = —%H

th, [WaEE, PBE | WTBENCE > - mE R

¥, RBWEER], KRR | =— T R - X un RERE

FEN, MEILZ, fMHE | BEo 14 .

—, HEHMD, AKE

JE 0 R0, [, REWESE T U A 7 {RIINAE 1IN FHERS. 67(3) 209-215. | 2019
JIWEZAE, R, /| DB RIS 2 0 il op

BpooAd, PTNEER, | RICHERIEINE RN

HBRE—, A 11 1E K, JRENFE R SN BarE

(L, NRAH, 55 | FUEINEEEMEEED 1 4.

HIGEZ, =AM, Wi

X, falgzE, A

o, FEPHZE,

M—, EEERE, B

W, HEIRPHER.

K. Sugiyama, H. Moteki, Mid-Frequency Hearing Genes (Basel). 10(9). 2019
S. I. Kitajiri, T. Kitano, Loss Is Characteristic

S. Y. Nishio, T. Clinical Feature of OTOA-

Yamaguchi, K. Wakui, S. | Associated Hearing Loss.

Abe, A. Ozaki, R.

Motegi, H. Matsui, M.

Teraoka, Y. Kobayashi,

T. Kosho and S. I.

Usami.

F. Kawano-Matsuda, Y. A case of septo-optic Clin Dysmorphol. 29(1) 49-52. 2020
Shimada, T. Omotobara- | dysplasia with hereditary

Yabe, T. ltonaga, M. hemorrhagic telangiectasia:

Maeda, T. Maeda, T. a previously unrecognized

Yamaguchi, T. Kosho combination of

and K. lhara. malformations.

T. Yamaguchi, K. PIEZO2 deficiency is a Am J Med Genet A. 179(6) 948-957. 2019

Takano, Y. Inaba, M.
Morikawa, M.
Motobayashi, R.
Kawamura, K. Wakui, E.

recognizable arthrogryposis
syndrome: A new case and
literature review.




Nishi, S. I. Hirabayashi,
Y. Fukushima, H. Kato,
J. Takahashi and T._

Kosho.
T. Sado, Y. Nakayama, S. | Extremely young case of Clin J Gastroenterol. 12(5) 429-433. | 2019
Kato, H. Homma, M. small bowel intussusception
Kusakari, N. Hidaka, S. | due to Peutz-Jeghers
Gomi, S. Takamizawa, T. | syndrome with nonsense
Kosho, S. Saito and K. mutation of STK11.
Sugano.
M. Yamasaki, K. Abe, T. | Familial Aortic Dissection Ann Thorac Surg. 108(1) e49. 2019
Kosho and T. in a Young Adult Caused by
‘Yamaguchi. MYH11 Gene Mutation.
M. Uehara, Y. Nakamura, | Efficacy of denosumab Ther Clin Risk Manag. 15 303-307. | 2019
J. Takahashi, T. Suzuki, | therapy for a 21-year-old
M. lijima, Y. Arakawa, woman with Prader-Willi
K. Ida, T. Kosho and H. | syndrome, osteoporosis and
Kato. history of fractures: a case
report.
Y. Yokota, H. Moteki, S. Frequency and clinical Sci Rep. 9(1) 4408 2019
Y. Nishio, T. Yamaguchi, | features of hearing loss
K. Wakui, Y. Kobayashi, | caused by STRC deletions.
K. Ohyama, H.
Miyazaki, R. Matsuoka,
S. Abe, K. Kumakawa,
M. Takahashi, H.
Sakaguchi, N. Uehara, T.
Ishino, T. Kosho, Y.
Fukushima and S. 1.
Usami.
Beffteo <A, HEENCL. | HEAMERE (R 2% BT 9(4) 81-89. | 2019
5 Ehlers-Danlos JiE s
FGFR1 Early Calcitonin Level- J Pediatr Endocrinol 32(6) accepted. | 2020
) Based Thyroidectomy May Metab.
N. K. Matsushita R, Reduce Postoperative
Ayabe T, Kinjo S, Complications and Improve
Haruna H, lhara K, Prognosis in MEN2.
Hasegawa T, Ogata T,
Ozono K, Minamitani K,
Thyroid Committee of
the Japanese Society for
Pediatric Endocrinology.
K. Hamanaka, A. Takata, | MYRF haploinsufficiency Hum Mol Genet. 28(14) 2319-2329. | 2019

Y. Uchiyama, S.
Miyatake, N. Miyake, S.

causes 46,XY and 46,XX
disorders of sex




Mitsuhashi, K. lwama,

A. Fujita, E. Imagawa, A.

N. Alkanag, E.
Koshimizu, Y. Azuma,
M. Nakashima, T.
Mizuguchi, H. Saitsu, Y.
Wada, S. Minami, Y.
Katoh-Fukui, Y.
Masunaga, M. Fukami,
T. Hasegawa, T. Ogata
and N. Matsumoto.

development: bioinformatics
consideration.

E. Uehara, A. Hattori, H. Unbalanced Y;7 Cytogenet Genome 158(3) 115-120. | 2019
Shima, A. Ishiguro, Y. Translocation between Two Res.
Abe, T. Ogata, E. Ogawa | Low-Similarity Sequences
and M. Fukami. Leading to SRY-Positive
45,X Testicular Disorders of
Sex Development.
T. Yoshida, M. Miyado, Aneuploid rescue precedes Hum Reprod. 34(9) 1762-1769. | 2019
M. Mikami, E. Suzuki, X-chromosome inactivation
K. Kinjo, K. Matsubara, | and increases the incidence
T. Oqata, H. Akutsu, M. | of its skewness by reducing
Kagami and M. Fukami. | the size of the embryonic
progenitor cell pool.
D. Shimizu, R. De novo AFF3 variant in a J Hum Genet. 64(10) 1041-1044. | 2019
Sakamoto, K. Yamoto, patient with mesomelic
H. Saitsu, M. Fukami, G. | dysplasia with foot
Nishimura and T. Ogata. | malformation.
Y. Masunaga, T. Inoue, IGF2 Mutations: Report of The Journal of 105(1) 116-125. | 2020
K. Yamoto, Y. Fujisawa, | Five Cases, Review of the Clinical
Y. Sato, Y. Kawashima- | Literature, and Comparison Endocrinology &
Sonoyama, N. Morisada, | with H19/IGF2:1G-DMR Metabolism.
K. lijima, Y. Ohata, N. Epimutations.
Namba, H. Suzumura, R.
Kuribayashi, Y.
Yamaguchi, H.
Yoshihashi, M. Fukami,
H. Saitsu, M. Kagami
and T. Ogata.
A. Ohishi, Y. Masunaga, De novo ZBTB7A variant J Hum Genet. 65(2) 181-186. | 2020
S. lijima, K. Yamoto, F. | in a patient with
Kato, M. Fukami, H. macrocephaly, intellectual
Saitsu and T. Ogata. disability, and sleep apnea:
implications for the
phenotypic development in
19p13.3 microdeletions.
T. Fukuda, T. Hiraide, K. | Exome reports A de novo Eur J Med Genet. 63(4) 103804 2020

Yamoto, M. Nakashima,

GNB2 variant associated




T. Kawali, K. Yanagi, T.
Ogata and H. Saitsu.

with global developmental
delay, intellectual disability,
and dysmorphic features.

K. Ushijima, M. Okuno, Low prevalence of Diabet Med. 20(6) 712-719. | 2019
T. Ayabe, N. Kikuchi, T. | maternal microchimerism in
Kawamura, T. Urakami, | peripheral blood of Japanese
I. Yokota, S. Amemiya, children with type 1
T. Uchiyama, T. Kikuchi, | diabetes.
T. Oqata, S. Sugihara, M.
Fukami, C. Japanese
Study Group of Insulin
Therapy For and D.
Adolescent.
K. Imura, S. Ikeya, T.. Erythrokeratodermia J Dermatol. 47(4) elll-e113. | 2020
Ogata and Y. Tokura. variabilis et progressiva
with a rare GJB3 mutation.
T. Hiraide, K. Kubota, Y. | POLR3A variants in Brain Dev. 42(4) 363-368. | 2020
Kono, S. Watanabe, T. striatal involvement without
Matsubayashi, M. diffuse hypomyelination.
Nakashima, T. Kaname,
T. Fukao, N. Shimozawa,
T. Ogata and H. Saitsu.
K. Kinjo, T. Yoshida, Y. Random X chromosome Mol Cell Pediatr. 7(2) 1 2020
Kobori, H. Okada, E. inactivation in patients with
Suzuki, T. Ogata, M. Klinefelter syndrome.
Miyado and M. Fukami.
T. Hiraide, S. Watanabe, A de novo TOP2B variant | Mol Genet Genomic [8(3) el1145. 2020
T. Matsubayashi, K. associated  with  global Med.
Yanagi, M. Nakashima, developmental delay and
T. Ogata and H. Saitsu. autism spectrum disorder.
T. Hayashi, K. Hosono, Long-term observation ofa | Am J Med Genet A. 2020
A. Kubo, K. Kurata, S. Japanese mucolipidosis IV
Katagiri, K. Mizobuchi, | patient with a novel
M. Kurai, N. Mamiya, homozygous p.F313del
M. Kondo, T. Tachibana, | variant of MCOLN1.
H. Saitsu, T. Ogata, T.
Nakano and Y. Hotta.
D. leda, I. Hori, Y. A novel splicing mutation Hum Genome Var. 6 15 2019

Nakamura, K. Ohashi, Y.
Negishi, A. Hattori, A.
Arisaka, S. Hasegawa
and S. Saitoh.

in SLC9AG in a boy with
Christianson syndrome.




Y. Negishi, D. leda, I. Schaaf-Yang syndrome Orphanet Journal of 14 277 2019
Hori, Y. Nozaki, T. shows a Prader-Willi Rare Diseases.

Yamagata, H. Komaki, J. | syndrome-like phenotype

Tohyama, K. Nagasaki, during infancy.

H. Tada and S. Saitoh.

BRI Angelman JiE (5. /NEF 60 961-966 | 2019
K. C. J. Nixon, J. A Syndromic Am J Hum Genet. 104(4) 596-610. | 2019
Rousseau, M. H. Stone, | Neurodevelopmental

M. Sarikahya, S. Disorder Caused by

Ehresmann, S. Mizuno, Mutations in SMARCD1, a

N. Matsumoto, N. Core SWI/SNF Subunit

Miyake, D. D. D. Study, | Needed for Context-

D. Baralle, S. Mckee, K. | Dependent Neuronal Gene

lzumi, A. L. Ritter, S. Regulation in Flies.

Heide, D. Heron, C.

Depienne, H. Titheradge,

J. M. Kramer and P. M.

Campeau.

S. K. Fiordaliso, A. Missense Mutations in Am J Hum Genet. 105(5) 987-995. | 2019
Iwata-Otsubo, A. L. NKAP Cause a Disorder of

Ritter, M. Quesnel- Transcriptional Regulation

Vallieres, K. Fujiki, E. Characterized by Marfanoid

Nishi, M. Hancarova, N. | Habitus and Cognitive

Miyake, J. E. V. Morton, | Impairment.

S. Lee, K. Hackmann, M.

Bando, K. Masuda, R.

Nakato, M. Arakawa, E.

Bhoj, D. Li, H.

Hakonarson, R. Takeda,

M. Harr, B. Keena, E. H.

Zackai, N. Okamoto, S.

Mizuno, J. M. Ko, A.

Valachova, D. Prchalova,

M. Vlckova, T. Pippucci,

C. Seiler, M. Choi, N.

Matsumoto, N. Di

Donato, Y. Barash, Z.

Sedlacek, K. Shirahige

and K. Izumi.

P. J. Van Der Sluijs, S. The ARID1B spectrum in Genet Med. 21(6) 1295-1307. | 2019

Jansen, S. A. Vergano,
M. Adachi-Fukuda, Y.
Alanay, A. Alkindy, A.
Baban, A. Bayat, S.
Beck-Wodl, K. Berry, E.

K. Bijlsma, L. A. Bok, A.

F. J. Brouwer, |. Van Der
Burgt, P. M. Campeau,
N. Canham, K.
Chrzanowska, Y. W. Y.

143 patients: from
nonsyndromic intellectual
disability to Coffin-Siris
syndrome.




Chu, B. H. Y. Chung, K.
Dahan, M. De
Rademaeker, A. Destree,
T. Dudding-Byth, R.
Earl, N. Elcioglu, E. R.
Elias, C. Fagerberg, A.
Gardham, B. Gener, E.
H. Gerkes, U. Grasshoff,
A. Van Haeringen, K. R.
Heitink, J. C. Herkert, N.
S. Den Hollander, D.
Horn, D. Hunt, S. G.
Kant, M. Kato, H.
Kayserili, R.
Kersseboom, E. Kilic, M.
Krajewska-Walasek, K.
Lammers, L. W.
Laulund, D. Lederer, M.
Lees, V. Lopez-
Gonzalez, S. Maas, G.
M. S. Mancini, C.
Marcelis, F. Martinez, 1.
Maystadt, M. Mcguire,
S. Mckee, S. Mehta, K.
Metcalfe, J. Milunsky, S.
Mizuno, J. B. Moeschler,
C. Netzer, C. W.
Ockeloen, B. Oehl-
Jaschkowitz, N.
Okamoto, S. N. M.
Olminkhof, C. Orellana,
L. Pasquier, C. Pottinger,
V. Riehmer, S. P.
Robertson, M. Roifman,
C. Rooryck, F. G.
Ropers, M. Rosello, C. a.
L. Ruivenkamp, M. S.
Sagiroglu, S. Sallevelt,
A. Sanchis Calvo, P. O.
Simsek-Kiper, G. Soares,
L. Solaeche, F. M.
Sonmez, M. Splitt, D.
Steenbeek, A. P. A.
Stegmann, C. Stumpel,
S. Tanabe, E. Uctepe, G.
E. Utine, H. E. Veenstra-
Knol, S. Venkateswaran,
C. Vilain, C. Vincent-
Delorme, A. T. Vulto-
Van Silfhout, P. Wheeler,
G. N. Wilson, L. C.
Wilson, B. Wollnik, T.
Kosho, D. Wieczorek, E.
Eichler, R. Pfundt, B. B.
A. De Vries, J. Clayton-




Smithand G. W. E.

Santen.

M. Yamada, T. Uehara, SATB2-associated Am J Med Genet A. 179(6) 896-899. | 2019
H. Suzuki, T. syndrome in patients from

Takenouchi, H. Japan: Linguistic profiles.

Yoshihashi, H.

Suzumura, S. Mizuno

and K. Kosaki.

H. Watanabe, K. DNA methylation analysis FASEB J. 34(1) 960-973. | 2020
Higashimoto, N. Miyake, | of multiple imprinted DMRs

S. Morita, T. Horii, M. in Sotos syndrome reveals

Kimura, T. Suzuki, T. IGF2-DMRO as a DNA

Maeda, H. Hidaka, S. methylation-dependent, PO

Aoki, H. Yatsuki, N. promoter-specific enhancer.

Okamoto, T. Uemura, .

Hatada, N. Matsumoto

and H. Soejima.

L. Snijders Blok, T. De Novo Variants Am J Hum Genet. 105(2) 403-412. | 2019
Kleefstra, H. Venselaar, Disturbing the

S. Maas, H. Y. Kroes, A. | Transactivation Capacity of

M. A. Lachmeijer, K. L. | POU3F3 Cause a

I. Van Gassen, H. V. Characteristic

Firth, S. Tomkins, S. Neurodevelopmental

Bodek, D. D. D. Study, Disorder.

K. Ounap, M. H. Wojcik,

C. Cunniff, K.

Bergstrom, Z. Powis, S.

Tang, D. N. Shinde, C.

Au, A. D. Iglesias, K.

Izumi, J. Leonard, A.

Abou Tayoun, S. W.

Baker, M. Tartaglia, M.

Niceta, M. L. Dentici, N.

Okamoto, N. Miyake, N.

Matsumoto, A. Vitobello,

L. Faivre, C. Philippe, C.

Gilissen, L. Wiel, R.

Pfundt, P. Deriziotis, H.

G. Brunner and S. E.

Fisher.

Y. Shoji, S. Ida, T. Genotype-phenotype Endocr J. 66(11) 983-994. | 2019
Niihori, Y. Aoki, N.. correlation analysis in

Okamoto, Y. Etani and Japanese patients with

M. Kawai. Noonan syndrome.

T. Yamamoto, T. Genomic backgrounds of Brain Dev. 41(9) 776-782. | 2019

Imaizumi, K. Yamamoto-
Shimojima, Y. Lu, T.
Yanagishita, S. Shimada,
P. F. Chong, R. Kira, R.

Japanese patients with
undiagnosed




Ueda, A. Ishiyama, E.
Takeshita, K. Momosaki,
S. Ozasa, T. Akiyama, K.
Kobayashi, H. Oomatsu,
H. Kitahara, T.
Yamaguchi, K. Imai, H.
Kurahashi, A. Okumura,
H. Oguni, T. Seto and N._
Okamoto.

neurodevelopmental
disorders.

S. E. Raible, D. Mehta, Clinical and molecular Am J Med Genet A. 179(7) 1126-1138. | 2019
C. Bettale, S. Fiordaliso, | spectrum of CHOPS
M. Kaur, L. Medne, M. syndrome.
Rio, E. Haan, S. M.
White, K. Cusmano-
0Ozog, E. Nishi, Y. Guo,
H. Wu, X. Shi, Q. Zhao,
X. Zhang, Q. Lei, A. Lu,
X. He, N. Okamoto, N.
Miyake, J. Piccione, J.
Allen, N. Matsumoto, M.
Pipan, I. D. Krantz and
K. Izumi.
N. Okamoto, H. Arai, T. Intellectual disability and Congenit Anom 60(1) 40-41. 2020
Onishi, T. Mizuguchi and | dysmorphic features in male (Kyoto).
N. Matsumoto. siblings arising from a novel
TAF1 mutation.
N. Okamoto, A. Takata, RALA mutation in a Congenit Anom 59(6) 195-196. | 2019
N. Miyake and N. patient with autism (Kyoto).
Matsumoto. spectrum disorder and
Noonan syndrome-like
phenotype.
K. Ueda, K. Yanagi, T. A novel mutation in the Brain Dev. 41(3) 276-279. | 2019
Kaname and N. GATAD2B gene associated
Okamoto. with severe intellectual
disability.
K. Yoshida, S. Yamaoka, | 0S25-1-3 Familial Pediatr Blood Cancer €28049. 2019
M. Yoshida, K. rhabdomyosarcoma due to 66(5)
Nakabayashi, R. Shirai, | germline bi-allelic variants
T. Osumi, C. Kiyotani, S. | of BUB1B.
Akutsu, T. Miyamoto, K.
Hata, N. Kiyokawa, Y.
Yoza, K. Matsumoto, S.
Matsuura and M. Kato.
S. N. Akutsu, K. Fujita, Applications of Genome Cells. 9(2). 2020

K. Tomioka, T.
Miyamoto and S..
Matsuura.

Editing Technology in
Research on Chromosome
Aneuploidy Disorders.




T. Miyamoto, K. Hosoba, | Insufficiency of ciliary EMBO J. e103499. | 2020
T. Itabashi, A. H. lwane, | cholesterol in hereditary

S. N. Akutsu, H. Ochiai, | Zellweger syndrome.

Y. Saito, T. Yamamoto

and S. Matsuura.

G. Acharya, M. IFPA meeting 2018 Placenta. 84 4-8. 2019
Bartolomei, A. M. workshop report I:

Carter, L. Chamley, C. F. | Reproduction and

Cotton, J. Hasegawa, Y. | placentation among ocean-

Hasegawa, S. Hayakawa, | living species; placental

M. Kawaguchi, C. imaging; epigenetics and

Konwar, S. Magawa, K. | extracellular vesicles in

Miura, H. Nishi, C. pregnancy.

Salomon, K. Sato, H.

Soejima, H. Soma, A.

Sorensen, H. Takahashi,

T. Tomita, C. M.

Whittington, V. Yuan and

P. O'tierney-Ginn.

F. Sun, K. Higashimoto, The extent of DNA J Hum Genet. 64(9) 937-943. | 2019
A. Awaji, K. Ohishi, N. methylation anticipation due

Nishizaki, Y. Tanoue, S. | to a genetic defect in ICR1

Aoki, H. Watanabe, H. in Beckwith-Wiedemann

Yatsuki and H. Soejima. | syndrome.

Y. Nishida, M. Hara, Y. Habitual Light-intensity Int J Sports Med. 40(10) 670-677. | 2019
Higaki, N. Taguchi, K. Physical Activity and ASC

Nakamura, H. Nanri, M. | Methylation in a Middle-

Horita, C. Shimanoe, J. aged Population.

Yasukata, N. Miyoshi, Y.

Yamada, K.

Higashimoto, H. Soejima

and K. Tanaka.

Y. Tomiga, A. Ito, M. One week, but not 12 J Physiol. 597(21) 5145-5159. | 2019
Sudo, S. Ando, H. hours, of cast

Eshima, K. Sakai, S. immobilization alters

Nakashima, Y. Uehara, promotor DNA methylation

H. Tanaka, H. Soejima patterns in the nNOS gene

and Y. Higaki. in mouse skeletal muscle.

S. Dateki, S. Watanabe, A homozygous splice site J Hum Genet. 64(4) 341-346. | 2019
H. Mishima, T. ROBO1 mutation in a

Shirakawa, M. patient with a novel

Morikawa, E. Kinoshita, | syndrome with combined

K. 1. Yoshiura and H. pituitary hormone

Moriuchi. deficiency.

H. Shimizu, S. Identification of a J Hum Genet. 64(5) 467-471. | 2019
Watanabe, A. Kinoshita, | homozygous frameshift

H. Mishima, G. variant in RFLNA in a




Nishimura, H. Moriuchi,
K. I. Yoshiura and S.
Dateki.

patient with a typical
phenotype of
spondylocarpotarsal
synostosis syndrome.

Y. Morimoto, S. Yoshida, | Nonsense mutation in Neurology. 92(20) e2364- 2019
A. Kinoshita, C. Satoh, CFAP43 causes normal- e2374.

H. Mishima, N. pressure hydrocephalus with

Yamaguchi, K. Matsuda, | ciliary abnormalities.

M. Sakaguchi, T. Tanaka,

Y. Komohara, A.

Imamura, H. Ozawa, M.

Nakashima, N. Kurotaki,

T. Kishino, K. I.

Yoshiura and S. Ono.

Y. Yamashita, A. Identification of a novel Int J Hematol. 109(6) 744-750. | 2019
Nishikawa, Y. lwahashi, | CCDC22 mutation in a

M. Fujimoto, I. Sasaki, patient with severe Epstein-

H. Mishima, A. Barr virus-associated

Kinoshita, H. Hemmi, N. | hemophagocytic

Kanazawa, K. Ohshima, | lymphohistiocytosis and

K. I. Imadome, S. I. aggressive natural killer cell

Murata, K. I. Yoshiura, T. | leukemia.

Kaisho, T. Sonoki and S.

Tamura.

S. Matsuno, H. Furuta, Identification of a variant J Diabetes Investig. 10(4) 947-950. | 2019
K. Kosaka, A. Doi, T. associated with early-onset

Yorifuji, T. Fukuda, T. diabetes in the intron of the

Senmaru, S. Uraki, N. insulin gene with exome

Matsutani, M. Furuta, H. | sequencing.

Mishima, H. Iwakura, M.

Nishi, K. Yoshiura, M.

Fukui and T. Akamizu.

H. Mishima, H. Suzuki, Evaluation of Face2Gene J Hum Genet. 64(8) 789-794. | 2019
M. Doi, M. Miyazaki, S. | using facial images of

Watanabe, T. Matsumoto, | patients with congenital

K. Morifuji, H. dysmorphic syndromes

Moriuchi, K. I. Yoshiura, | recruited in Japan.

T. Kondoh and K.

Kosaki.

D. Masui, S. Fukahori, T. | Cystic biliary atresia with Surg Case Rep. 5(1) 132 2019

Mizuochi, Y. Watanabe,
K. Fukui, S. Ishii, N.
Saikusa, N. Hashizume,
N. Higashidate, S.
Sakamoto, A. Takato, K.
I. Yoshiura, Y. Tanaka
and M. Yagi.

paucity of bile ducts and

gene mutation in KDMB6A: a

case report.




Y. Hamaguchi, M. Aoki, KAT6B-related disorder in Hum Genome Var. 6 54 2019
S. Watanabe, H. a patient with a novel
Mishima, K. I. Yoshiura, | frameshift variant
H. Moriuchi and S. (c.3925dup).
Dateki.
M. Shibano, A. Target Capture/Next- Cleft Palate Craniofac 57(1) 80-87. 2020
Watanabe, N. Takano, H. | Generation Sequencing for J.
Mishima, A. Kinoshita, Nonsyndromic Cleft Lip and
K. 1. Yoshiura and T. Palate in the Japanese
Shibahara. Population.
A. Tanaka, M. Matsuse, TERT mRNA Expression Thyroid. 29(8) 1105-1114. | 2019
V. Saenko, T. Nakao, K. | as a Novel Prognostic
Yamanouchi, C. Marker in Papillary Thyroid
Sakimura, H. Yano, E. Carcinomas.
Nishihara, M. Hirokawa,
K. Suzuki, A. Miyauchi,
S. Eguchi, K. I. Yoshiura,
S. Yamashita, T.
Nagayasu and N.
Mitsutake.
Y. Endo, T. Koga, M. Atypical phenotype Clin Exp Rheumatol. 37 Suppl 161-162. | 2019
Nakashima, H. Mishima, | without fever in a Japanese 121(6)
K. I. Yoshiura and A. family with an autosomal
Kawakami. dominant transmission of
familial Mediterranean fever
due to heterozygous MEFV
Thr577Asn mutations.
M. Taguchi, H. Mishima, | Genome analysis of Haematologica. 105(2) 358-365. | 2020
Y. Shiozawa, C. myelodysplastic syndromes
Hayashida, A. Kinoshita, | among atomic bomb
Y. Nannya, H. survivors in Nagasaki.
Makishima, M. Horali,
M. Matsuo, S. Sato, H.
Itonaga, T. Kato, H.
Taniguchi, D. Imanishi,
Y. Imaizumi, T. Hata, M.
Takenaka, Y. Moriuchi,
Y. Shiraishi, S. Miyano,
S. Ogawa, K. I. Yoshiura
and Y. Miyazaki.
WAL 56 R BPAS i TERRBFIEIRE & 72 % | JEFL L IBYR (0386- | 562-565. 2019
JIHSE REAT 18 | AFED7Z0 [R5 L 3603)47 %:(4)
B/ MREELE | U A M) OFERR(FERR))

BEREESY/NE SN




78 B ER 5 A P TERPRATIEIAIC IS | S8 L IR (0386- | $174-s179. 2019
REPAL - REFAS S | 5 REN O ER 3603)47 *£(Suppl.2)
T RiAT . K TOHGEA %38 LT
()1
PEARVE. Ehlers-Danlos JEf=RE  4F /NRBHERIR. 73(5) 219-222. | 2020
LW - TR ATRE QB R
PR Z BRI 7207w
(.
T. Togashi, M. Meguro- Molecular genetic analysis Thromb Res. 188 115-118. | 2020
Horike, S. Nagaya, S. of inherited protein C
Sugihara, T. Ichinohe, Y. | deficiency caused by the
Araiso, K. Yamaguchi, novel large deletion across
K. Mori, Y. Imai, K. two exons of PROC.
Kuzasa, S. I. Horike, H.
Asakura, A. Watanabe
and E. Morishita.
M. Nagata, K. Setoh, M. Association of ALPL J Hum Genet. 65(3) 337-343. | 2020
Takahashi, K. Higasa, T. | variants with serum alkaline
Kawaguchi, H. phosphatase and bone traits
Kawasaki, T. Wada, A. | in the general Japanese
Watanabe, H. Sawai, Y. population: The Nagahama
Tabara, T. Yamada, F. Study.
Matsuda and S. Kosugi.
R. Okawa, K. Kokomoto, | Japanese nationwide PLoS One. 14(10) e0222931. | 2019
T. Kitaoka, T. Kubota, A. | survey of hypophosphatasia
Watanabe, T. Taketani, T. | reveals prominent
Michigami, K. Ozono differences in genetic and
and K. Nakano. dental findings between
odonto and non-odonto
types.
K. Yamada, A. Measurement of Serum Biol Pharm Bull. 42(9) 1596-1599. | 2019
Watanabe, H. Takeshita, | Tenascin-X in Joint
A. Fujita, N. Miyake, N. | Hypermobility Syndrome
Matsumoto and K. I. Patients.
Matsumoto.
DI SERMERE L PEER BRI FREM~7 7 (148(1)- (2UE|  S130 2019
2019 [ H A= RIS HE By —
S X 96)
I SININ MR TED A=A | RYRAZNTT 505 216-221 | 2019
2019 4F = =14 T

BhPERm A HE 1K - IR
W HER oA
JRRE D0 [XIfiF




T. Hiraide, H. Kaba A de novo variant in RAC3 J Hum Genet. 64(11) 1127-1132 | 2019
Yasui, M. Kato, M. causes severe global
Nakashima and H. developmental delay and a
Saitsu. middle interhemispheric
variant of
holoprosencephaly.
K. Hamanaka, Y. De novo truncating Eur J Hum Genet. 27(3) 378-383 2019
Sugawara, T. Shimoji, T. | variants in PHF21A cause
I. Nordtveit, M. Kato, M. | intellectual disability and
Nakashima, H. Saitsu, T. | craniofacial anomalies.
Suzuki, K. Yamakawa, .
Aukrust, G. Houge, S.
Mitsuhashi, A. Takata, K.
Iwama, A. Alkanag, A.
Fujita, E. Imagawa, T.
Mizuguchi, N. Miyake,
S. Miyatake and N.
Matsumoto.
A. Fujita, T. Higashijima, | Pathogenic variants of Neurology. 93(3) e237-e251 | 2019

H. Shirozu, H. Masuda,
M. Sonoda, J. Tohyama,
M. Kato, M. Nakashima,
Y. Tsurusaki, S.
Mitsuhashi, T.
Mizuguchi, A. Takata, S.
Miyatake, N. Miyake, M.
Fukuda, S. Kameyama,
H. Saitsu and N.
Matsumoto.

DYNC2H1, KIAA0556, and
PTPN11 associated with
hypothalamic hamartoma.




