BT BRI E SRR M &
EEIRPEIR RBURBT FE 5 36

HRBEIRBEHDIAT AT —J 260 B RELE DHE DR
: Reverse phenotypingZ® & Lic7 /r—F

WEMEEREE
DRI E — B4FEE

BHEAREE /NEREKER

4F05(2023)4E 3 A



L #efEpF7ERs
TRBEFEIEGERED T A 7 AT — V2RO BIRE & G OHEDOERE
Reverse phenotyping #8158 L7=7 7'v—I
BEERBRFET BRERTE o Z— B DRHEKES < « ¢ 0 o 0o 0o e e e e e e e 1

II. s famrgeis
1. X —F U EEREB R R O
E NIRRT EE NENI R B EEMN IS o Z— HFE AJFEE— « « o o o o o o o 0 e o0 0w 34

2. T—TF A « v AJEWERE, ~ VT 7 UIEEREDO I & ERRE HERAE.

S RBTEGERE, IREBHA RIA L OWE, FRERL X N UAER

OGSO I A i R S [ e b R & 9 B

o S o B 8 - o /e 37

3. B FR00 B 4 5 S A GERE ORI (8 & FRREOMENT . IRA DHE D R 5
FEI TS B R A D B BRI o 4 —
INRABER IR, DI LRET o o e e 13

4. E LA} BESE O Yo R FLHAEWRE D B ARIE & BEFEEIR
MNTATEIE NENLIABe S RO R o & — BRI gEE v & —
G « SRR S FATKEERE « » » o o 0 o o o 0 o e e e e e e e e e e e 48

5. DOFH| & (BB RAMETIR) 1ERICE 505
[EISLAFSER FE IR NESLRRE R TE £ v 2 —
BEDEE DRME NEEIE. - - o . . e e e e 5

6. RAS {7 B A5 IC BT 2 SR B A BRRESE, UM R B IR HEMERR & L C o S ihihE
- SR EGERE  CFC JEBERE, JE RS AR -
SRS A TGRSR R E AR BBEREN T HE AT - o o o 56

7. BBH - PRHORE 2 T T HIERER - B HREICET D05
ENZRSEENRORIER RO R T SR IE 08 B2 RUTER] oo ve e e e e 59

8. KRB e R FIEGEREO RN, BAEME, oWV~ A 7 a7 LA Qafiiids
LR e —F

AN AT B NAR SR ) 1 B ST IR BapkAs

MBINESNLZ EhEREE X —BaR R BB o oo e e e e e e e IR 63

9. ERBFEIEGIEOBBNE WA « 5% - KA - FRES 2R E LI
MSEATBOE N B B SR e
BERSUNEER Y V2 —BERRHRAE KBRS« 00 e e e e e St e e 66

10. =— T R « X v AJEGERE R SRS AR O B A Bl T 5 A IEERE
BlXWar v - o) 2JEGERE

ENLRFVENEMN KT « EERBEEEFEE #d% HEC s o« o 0 0 o v 0 o v e e 270
1. ATV T 4 TR 2 TME T DI RKEETEERE:

514 BYOIERBINEZ AV 2 —B X OFOEBRIERE, o REE GRS
ENLRFVENERER R EE R B M E) -« o« o o v o o v 0 v e R 77

12. 4 27V VT 4 o 7 R R R E T B TR R R DR RS A AR



INSERZPIENA T RBTNLREE R E 2 ER

%ﬁéyﬁ . /J\L%E\?éj\g% %ﬁ-‘i‘» %ﬁg%{qa{ﬁ ...................... e o o« + 85
13. U v b+ U 4 VY AEBREOZPRIER OB M CTHE T WS % 9 e KRR EREG ORRIR G O
et
IR EREERE T v ¥ —RERENICAT « BR T ERFZTE
}'E o %ﬂﬁj‘hé—\ 7}(%]?7%52% ............................... 89

14. BAVEHIX TS K B FEMERE D B IRIE - S OHEOHE
W ARSI TEOE N KO SLIR ks ROCRE = o % — (WF9ERT)
BISZHEA BEHE - et MARME « « « o o o v v v v e R IR 92

15, RBIEIR 2 295 Je R FFAEWGREIZ B9~ 2 ik 5E
ENLRFAENIREB R FUBBRER AT IEET B M « o0 0 v e e e e e e e e e 96

6. AR & B L T D R BT BAnFRER
ENEREE NMEERZPEST o AMPERE B BRI « o o0 v v e e e e o e e 99

17, BEECIEGREDO LB L VA b U MERL &
PDRHA RTA v« BIEESTEOWE~T T TOT — 2 s
ENLKRFIENRR RS JFURL S BRI 2% SR o o v o o s Lo e e e e 106

18. FRTEH & /NTAB MR E SN DR E R
SR AE N [:%+j<aLﬁm£i%$%§§§ FHMER IR e e e e R 109

19. Wfamg XJEERE, Megs X EMREESEREOZE L BE L VA N OFfE
ENZRKFENSIURT:  WFFCHEMERERS R MR e o v v o o v 0 0 e e Lo e e e e 115

20. dbPEi X % E ERE R & L COXEMERE  « Ehlers-Danlos JERERT
ENZRFENGRK TR BE2EE SRR3R ¥ —
W « & - v o ¥ —F gy = N 119

21, FIREAREEI R A « NE L S T R
BRI 2P S DR SR IR+« » e e e e e e e e 122

22. BRI A BT A >« BIEE/VFESCEIZANT 72 Y 22— ) UWEGEREIL U oD S REFEGERE D F I
FHRERREER G v ¥ —REREVETT 85 EREIEE
;L'z% gﬁﬁ‘/g\ Lﬁﬂﬂ% ............................... 126

23, Se RELHEFEGRED BRI - A OHEIZEE T 2 38 Y — /L ol & fit
ESZAFZERH T 5 N ESLS AMTSE ﬁ/& b B2 R
?EE;@%{&W?V‘E?*—‘ {Ejﬂ ............................ 128

28, IR FHOREFIC BT BHRIE R REIEGRES F.010)
BRMES KA BRAEE s ¥ — WM BN - e 130

25, JeRBHEIERREC 1T B AR R RIS AR BB L VX b Y O
HO TS T N AT S N A s ¥ —
WEDIE WAER R S8 . o o e e 132

26. SRR FEEIEWGRE O MARE R Y — LV DR L W RIZONWT
BRIGFER AR N AR R TRRAT BCPIRAE » - e e e e e e e e e e e e e 134

27. B AWREE, U= T A MICK DA, mENAREEEO Ny 7T v T
E N AR ER e e o 2 — AT A VT ) A H—



tﬁ’fiﬁ%é i%# ﬁﬂ((é\fﬂ 2 ﬁi&fﬁﬁ)ﬁ) .........................

28. Je R BFIEMRE D 2L IS OUUE B X OMEHRARL Y — /L O EE
HRER KRS BB 2 — Hf% EEEE
(4:}%[] 2 ﬂi}‘g . %ﬂ] 3 gg@ﬂ%) ..................... e e e e e e e

NLAFFER RO FIATICE 5 — &R



2T BRI e B e (A MER B BORIT IR 36)

S REFIEGRED 7 A 7 AT — V2R D B IRIE L
A OHEDHHZ : Reverse phenotypingz &l L7z 7 7’1 —F

WHERER R BERER
BERART: EF WREETE Y — HiR

WrREE

Fex I ZLLATOMGET [/ « JRIKARB < IR TIERMEST - BTG ~OEMSRD 4 B3R 2z
THERMEREIEGEREOMIE 2 M L, 1 SFERIZOWTOBWIEEMEDIERL - 2IE T #72 E 28T
L., SERMEEEGEREOEROECEEOQOLDM RIZEHER L TX 7z, AL TIE, BEICH TiEE
FHNCHEE S VTS R - o NI B D RRIRTE i A ILEE - it LT (Wb HReverse phenotypi
ng) . B7A 7 AT —VhkMEHELBREEGIHEZONCT HZ L X0, B EEESCHIE L 54
DRELZIToTe, £ eI T LT, FEEER % T DIEBEREIC OV TR EER & L CoOmEME
TRl L7z, ERREEEERO X O RBA/DVIEETILT & LMEEEBR D N2 2 LD |
BEORWCARBER BT — 2 L SN b, §HMe HREE - SOHEIC OV TOFEREZSEET 2 2
LLITEETHD, AW THANEH - BAEHZ .0 & U CRIRE @ Z IE - T\ HRe
verse phenotyping) & 17V, % < DIREDBBIIEE~DUERE 21T 070, F72E OFEREF
JEBRECB W C AR A MM LI REBL A N OBEEITH) Z LN TELEEXD, AFET
ﬁ%ﬂkg%%%kK%fﬁﬁﬁﬁﬁﬂﬂ?é@%@g@ﬁiﬁiwﬁﬁ'%ﬁ@@l@ﬁtﬁﬁ
AR L TV E T2y

D weriEE
W [ESLAFFERI S IE NESL I E b se e o & — P
ARIET 1 TR HE NG Rl M T R i Fl b IR SR FHE
=F =¥ [ESEWFFERIRIE NESLRRE BT IE e v 2 —  /NRAVESR R PTR2 T
IREE RHRi R
Fagk  EHE MSTATBOE N E LIRS O v 2 —
BEIRIEE v 2 — B - SPERATIER K
/Ny B2 [ESEAFFEBREIE NESL B BRI sEE v 2 —  BEZER 2R
" T ESLRFENFAR PR TR E SRR BRERTEDY 2%
AR & ESLRFENFORER R R ERF S EREREIER SEmE R0 2%
B M MNIATBOE NN SLRPEss #hR IS 2 &b R v 7 —BUnRHT R
Ki F3C HIFARNTATBUE B EIRSTRBAS RN NRER Y v 7 — BERAAER MR
HHE Fo [ESLRFENEMNRPEFRREETHE A
T ESERFAENERER T B NEIR B
TR RiR INSERZFFIENA S RTINIRFE RS EEes Bz
KEF Bk ERIRERRER G v 7 —IZEREENIEIT B ERUIZER  EREIER
A iz HTTARNTATBUE N KB SR Bt KRRk o 2 —
BEDFREA EEME 50T ATk
FAH R ESLRFIENREBRT:  JIRBERERE e 2%
Bl Sefi [ESLRIIENEBERY: RS T AEmPlrakiE 2z
HiH F R ENIRFHEARIBRT: FUBEEEEREAT 2%
PRS-  ENCIEARFREER Y MEHEAR FHEMER




BRRZFIERGE BIS2HRE BInEREY 7 — FEEdR -k -y —kK

THIREFRERTR A ¥ —RERENRT B EEE IEE ST A
WEBLB T ET

WA R B

R R ENZRFE NGRS WFTEHEERERE  RpE2dx

SR

ik LI HEPTIPNE SV 3t ANV S SE - 1 €

EEC AT

i SUNNE S FENZAFFERISEIE NENL S A SE > 7 — s -2 B

A FFAN BERBART B WREETE 2 — SRR

o s HORHN N B ER T v 2 —

KN R BUSERBRT: E DEREEE S

B T ENLREAAR IR ERI I v X — AT 4 NG ) b2 —
FHEWIFER (50 2 FEEPTR)

AR CATEN FRERRFRLF2RE S 7 —

i (AR - SRI3AEEEPTR)

MR IE
wits =z BEERRART ETE
WH R BERBRY EFHN

g K BERERT ESE

B R BERRKRT EE AR
o A BER RN NRERE 2 —  BEE
A. HFEEH

o2 TR 23 FEED S [0 - FIRAR
B - VBRI IEARESL - TG A~DEYHED 4
PSR AT e R B EE R OAFSE & Sk L
T&7z, TORELE LTI8KEBRITHOWVTZK
HYEDIERR « BRI EZRE L., EFROER
B QOL Dl LIZHEBK L7z, T E TOWE
TIXEIFEM - AR 2 Pl & UCafge
IR L CE 0, AWF9E i, BRIy E1fs
FHINTHEE S VAL - i A AR A D ERIR
B IE - T (Wi D Reverse
phenotyping) LT, &7 A 7 AT —V &l
DT EITEY | FRITHRAT LB IRIEIR « & 0F
JEAZRE L, BEOBRREEZHLMNIT D,

SEATHIFE C2M DR S 21T o 7= 18 I
BOFRELGET L., o7 HAERRCE G
BRI OBLE B EE T 28R RO L RIZ K
o TAE SN 2 HGIR BRI DU T e R B E
#E (310) & L COEMEENT-THE D 0 EFE
9%,

S REFIEERED X 9 7oA/ DIERTIET v
X LML EGRER SR /e = LD, HOEWAE
SRIET — X BxtiET — % L &b, R
SEEREDFY E T b 2 N AERRC RAS (E 515
BRI 72 ETR O FE O B LV FAET
%, b A D AEHRERIEAZ - RAS FREFHEH
IR EV—XDOBARNDEATNDZ Enb, T4
T AT — VRO O E BRI OEIR XA
Th b, FEREFIEGERE OB RELOED
JEIZOWTHEIRE L. SCHR & LEERET 2175, &
DY THOHEMIEE & L& HIT, FRIX—F JERE
BERRER A, =— T R « X oo AEBERE, <L
7 7 IEERE, CHARGE JEfRE, 7 ~—/ VIE
BERE, 7 —> JEERE. Robin sequence

MR 2 — R EREAT
KB ¥ — TR
KB ET 22— LB

B
HIESS

(RS). Stickler JEfi (SS). Schaaf-Yang JiE
GERE, BIBCUEMERE, 27 4 v - VU RJEE
B, A7V T 0 U 7EEER, £ET v b -
VY EAERE. MVA JEERE, RNy 7 T4
R« U4 =T v EERE, N—T v« AT
A ZIREMERE, ME8s XEWERE (FXS) K UVZE DR
HEA, K7+ A7 7 ¥ —EE, SOD L%
DB BEIC SO T HIFEETT 9,

B. #WFZE5GEE
FRFEAH

AA/ NGRS - BALREEFS - BARAN
B RFe s U CRBIIREE & A Esrk
EROBFMEFOMELR v BT — 7 (Rl % 5
BHThHD,

<HFgExtE >

FREHR Ch 2 e REFIEGRE : LB v a
A v T A EREGRE, CFC JEfERE, 227 1
JEERE, CHARGE JEfERE, =—F A - X1 X
JEMERE, VATER JEfERE, 7 ¢ —/N—JEMGRE, =
T a4 v a— U —EERE, Y a2 N VR R
HEE, EU v b s VY SEERE, 27 o
v v U RGEERE, Robinsequence (RS). Stickler
JEERE (SS). Schaaf-Yang JEMERE. SR AT
B Y DRIEMERE, YU - T UERERE,
914 BYOARRBIMES A Y 2 — HEiT5 X ERE
B, ME9s XJEMERE (FXS) BHEEE. 1q #0 =
BUEWERE, 9934 RAREWBERE, 2RV T - T 7
VIERRE, A A - LAY - FEy IEGRE,
AT AEGERE, FRRTRIE AR R R e



TTIEMRRE. VT 7 SERRE. 7 v— Y UE

RE, T _—VIEMREE, 7 7 A 7 7 —EWRRE, 7

Yhl— s B ATEGRRE, BXOZhbHD

SEMERED B R - ORI L D Ha R R,

1. BIATRAT—VEHERET DEWEE~D
BE
18 FREBRIZ DWW TS R - Bl NI I O B
RIEAR - A OHEZ BRRICUET 5, BT
Wr BEHE B - i AR OO BRIRSE AR 12 N
HLTRY, thoT A4 72TV DBEDD
WIS Lic< v, &7 4 727 =2k
WCHNRZW AL 22 D 1O 2 BTN
U CSEEE L ED T,

OB F T 2 R I 2 S i 1o i
]+ BN HE 1 O B AR SE IR A SR A Y
\ZFREEEE - fi# AT L (Reverse phenotyping),
EHR IR L2 BRARSEIR - A OHEZ 5
Mz Lz,

QAT D W FER R Tl DIRSMIFFEIC K
VRSN > TE ISR - A
B DOEDHEDRIESE 2 5T L
77

2. EEERICERTIERBOEEERE L
T DD M
FREHER & L CHRIER O 18 FRAEOFKE
It & &2 X7 FAAERSME TR ER B O
BLED O EEORWNEIE FREOZRICL -
THRIET 2 HBKEBICHONT, FREHH
(310) DEA A 7= T 5kl L7z, EHgD &
ICRZWIIEBE A =27 F 7 Initiative on
Rare and Undiagnosed Diseases (IRUD) 3
SEORFEREO S ) AT LY T2
STV BE DIRIREHR 2 IE -5
MR EBOBRBEZH LT 5 2 &3
HOFEHMTH D,

3. HRHMPOLBRAEITOLARELMEREL
RRL YR MY OB
INETORKREEHIIEOME L LT,
K5 18 SEMRRED HAREE « B OHEDE RO
M2AH Y, HiEH N IEE T 5 Database of
Pathogenic Variants (Z F1RELX F— & L TH
LTz,

C. HraiER
1. 254 T7AT—URBET D LMERE~D
WE
M E & HIZX—F VIEGERE OB W EIC S
WTHERIZ DWW TS 2 T o 7o, X — TV JEfE
BEOBWRUEL BT 2 I L, JRIKE G 7L
L CT#Hr7=lZ MAPK1, SPRED2 #B0014 2% —J7.
RREBI1 & A2ML1 IZOW IS HE R LT <
TENFYLEZ LN, £ IBEICETS
B e LCiE, X—F IEERBREICE

B EERAPHEICK LT, MEK BEEH| O
A5 DIRENEN LS Lz,

AR & & HITHIFFERN S5 S N2 2R ITHE
BroEoneT—2%2H\T, DHEFEOH
REAT o7, AperEERECIZE Y T R mE
23, CrouzonfEfERE Cldm H EN TN ERD
LA, REBICHBNRNEREL R THZ LN
ok 7eolz, £7-. TumerEERED N #HE
BITE OB TIIRKOZTHL Z L 0RBS
Ni=, S5z, SticklerfiEf&#E, Robin sequence
RIEE M D 2 & BTN ER KV BT ER
2B W TSR DOFRAENTRD AL, FEREMENE
NHEHNONBRELE R D Z LR LN
776

HAL L HIT Costello JEEREIC BT DB+
BHRARY N T AL BG28 SRR B 72 i R
WaE &, BB AME LG DT IRIERIZD
WTRRF 21TV, 2RIEHZimc e LTHlE L
720 CFC JEMEREIZ DWW T b B BEAPRARIE R & )
IFTLWERBI A L L7,
hHELEBITA TV T 4 v THREBIZOWN
TR EIT> T2, AR OME L LT,
2 DA TV T 4 TRBEEOER. B
14 FYe o RRXBINESX A >V 2 —JEGERE (Kagami-
Ogata SEEHE) DOFTHIFIELESFIFIE, Silver-
Russell JEERE O TR IERF A E. Prader-Willi
JEEREa v o AT A BT A OIERR &N
B, T EEERBEIZEIT D LMK A F VL
(MLID) F&JEFETF Ofi, 7] & 725 SVA
Lha "I ARS DA T )T 4 TR
A A CFEAC X DIAMERFOR IR TE
IB B [AE. KCNQLOTL:TSS-DMR DIE £ F
A B HZ L 5 Beckwith-Wiedemann JiEfi&
RERRE 86 Bl 7 BT D ZIENIIK A FuAk
(MLID) ®[FE. MLID B& 23T 5 54
@ ZNH445 73 5 TNT TLE6 R A ST e D A
F LAt DMR HEFF & o 7% 7 K An 25 B D[]
ENETHND,

KB L & HIZSERILFRFETEY v b -
A IV EERE O RCR R A B L, BRIRZW
(AN OPR B B e B RFT A B B iz LT
F0, EEREDKHEFECBTLSET v b o
U A VY RGO T R IEERRET LT,
FTo, HEEFRHES 2O B REFEIEGRET
&5 CDC4S B IE DR EG 2 HE5 Lz,
WS & bIT, AFRIEENCN A, BES
TOMER E 2B L, HEEMAE - 2BED
JEHNZE O TE T2, FRIT, 13 WA D727 CHE
— KRB R D AE STV RV BT GE AT
&) (Hypermobility) ! DEFRZWIZI T,
PERS AL - EE L EN O S HE i B
DOHTHE S -2k (TNXB BB 4%



NMELE ESNTE) L OMOEIEECEE L TEIED
BREIToT,

R & L HIZ FXS ICOWTHZEZ 4T 7=,
FXS O#ERIZW 72 b BB FHIREDONE
(FMRI1 E{a+DZEFE (CGG # v i LA
¥)) FZoNWT, BKIEEDEIEZIT-T,

FEE L BITBBOON TN ZRWEFIZ O
TIIEEEF A REEOREDO S & ITHEs
TN R LT, ¥ = S VSR R
YRR L ERIRZIT £ T 1B s T2 S BRI
DNT, ZRROBEKLNMEDINTEND
DIERIUEEAT IR o T, FTo, UREN S OFF
WINE BT T2,

2. HEEERICEGT DERBEOBERRE L
T DM DR

& L BiC~NT 7 EBERE s v A A - T
S —VIEERE - = — T R - X m RJEEERIZO
WCHREEHR & L CORWEEC Y W TRET L
Tre ~IVT 7 EGERETIE, KOO OWE
7 NEEIZB W TR IR TS E TR
WS, W oOfEE L TV D RABREZIZB W T
1. 30D 1 ORERFI TR O 7= DI BIZF IR
TAEVIEL LTV, B A AT ¢ — VIEERE
T, BRFHRE CHREZW SN BE 0K
40%713, w7 7 SEGEREORBWIEETH DK
E L N IEEED 5 B O EE B FEECRENIRELES
IR + 5 systemic score) & i/ L CE 0
B D= DI b BB FRIRENMLE TH D Z &M
RENT, —H. ATy UEEREE oA R
T R, BRI IR T B A R
ROVEE ST TIIR R D b %< FHEEROZ
WrickBWTh, R EDOBMIRMELZ NS 2
ENNEY LWL, MERT—T XX n
ZEGRETIL, &S DHE OGRS IR N2
ThoHr I, A s, HILEELIE, 20
LA FCHIEOAIHEE L THRODL Z LR
W, FEFEIZZNSDIEREZR O L &1,
MER T —F X & a AREREREZ IR E D
THEREIERSCZ OO FT RLOBE 21T, &
PNDGEICITEEFIIREEZITY Z &8, F
WO OIITEECH D, £-, KM
/ 2 DNA % T2l O CIRIR AN Y 7 >
MR T E 22 o TAERI T, M <E
D mRNA % H\ 7= transcriptome FEAT 23 B
BMEELTHEFHTHL Z ENRENT,

834 & 1% Ehlers-Danlos JEEREIZRB VT, 2
WrE CoiafR, PRI H ORI RT-ETOHE
FROIFRNT % F O T2 AR IR A S O R AR 3R
BE PRI R 2 B9 B C O W T R 3 21T - 72

INBFRY & & IO RE 2 T e+ 55
FIEERE (7 ) v e hL ) —FA « T x—
IN—JEGERE, T— VT N—JEERE, (AR
JE), WE VAKX A T 4 EIEERE R E DR

FLEEERE OB IR (Bls1-R8
) 2TV, FEIABEE RN B O IR
ZATVWREHER & L C w2 3540 L 7=,
Phenotype Ontology FZZUZAE > 7o B RAE IR DA
R - RN T — X BB LT —F R — 2
REDOME &Il Uiz, 349 50 KRB AEERE
VBV REA T EREEREICOW TR, A
VIAUTORMRDOXREEML, BEND
DFEAFFIZH EONWEHRE AT LT,

WA & & S\ AR R FIEERE O S OHES
EWITRICOWTON Uiz, SEERERE 70
BUNZOWTAPHEZ £ &, EHEEICIHERS
B AIENA T2 22 /R L, vE Y
aBAy e TAEGEHORM TR E E L
D FENRE R & ORRE R R ORIV R
EERICAEHT 2R L, -8 TE
f5¥CTé s CREBBP X7 V30 72\ L 31 D
BEROYE, A7 « ~R T DNEGEREE WD D B
DIEGREZFRIET D Z ENER SN TV DA,
S5HEF MR L. AmJ Med Genet 55I128%FE
L7z, a7 4y« m— U —JEREERICB W TIIE
TAMNANEDEEIERVENEFIRANCIIE & 720 |
HRZRFEOMDNTRT v A LOFREIZH L TH
W 22RO A B L C, REEA A A L CHsfR
DHEND 5, FHEIEHN L DIBEELITO, %)
ENB LN DT ORE 21T > 72,

Tl & & B IS ARERE B O JR R B AR T
KMT2D ¥ L O KDM6A Einfi2Wrz 2k Lo
D, LI AU RGO DN KIES & OB
HEOH O LITHEO, Bin ORI & R
2, AFIUALFIT L INZ 5 2 & C, EAEESHE
B D WITIER T & 2 BE R L LS I
OEREZDENTEDHEEZLND, AT
IERIZE S TI TAE =T HZ LT, #K
BIEGEREI TN EE D7 T AT L2 L
MTET,

FREFAT & & HICRY ) MMENTEEOHEE R4
HEAEESE 1E 202145 H 14 H) ~%
14\ (202343 H9 H) OFEFHKOT A I
~A =7 EITV, [RFIER ) 2R En o F
—U— NZOWTHEFRZRE L7, &b
BN NI N—TIIOIEOEE )V T 7 —D
BERLCH Y, 7 AEREZASICHEET 720
WIEDENE N RS RO HILTWD Z EBH L
278 o7,

k& & BIERTRO R 2 X -3 F k%
AT Uiz, AT L7 RIT 12 52T RN
4 FFH, BHTREE « L HEOPLRD 8 FH
Thot, BIATREHIL, TR
FUEE 1 5%, 2RKIE 2 R ThoT, &
BRI -~V TTEDPLREI T, LIS,
TUBAIA, DCX, COL4A41, AP4S1, FOXG1 75 5. %
[FE LIS7=,



3. FHIRHINLORAETOEERELEREL -
PR LU A N U OFES

R E & bIThk 2 7 e R R A0
DR AT OREG LB L, IO
ANNZ DT BIRAEPHEIZ D E 08T LT, D
%%%%wt@%%ﬂoﬁwﬁﬁﬁvx%A%
WAL T, fipkeE (2R8G9 2 HE - SEEEE
%i@ﬁ%ﬁ@fﬁewﬁ_owfﬁﬁ ZIRMT
L7, FEHAGNIZ G LB R R ZITV. JRhE
&R - HHESEE T IO W TIRT LT, 1T

FLE N FEE 2R CH H CHARGE JEMERE 39
JEG], < VT 7 IEMERE 45 SEB], AT A v o
T —JEERE 2 JEBNC BT A R TR et L
776

A7k & & H 12 CHARGE JEMEREIZ DUV T OHF
JexAT\N, CHD7 Bin 1% & e #EHE O Ma et &
IR RRAEDAIE D B2, RHNRFRICAZT
bHZ LR LIz, £7o. SRR OZN
IR, BT EROBZE 5K, ALNE
DR L EE, FINNMEREOHE & % E
DEN~DOXNEE, ABRFEMNHOEBETHZ L
LEETHD EEZLNT, S5, AL
D EFRAZ I TILEERE O B AR 12
CHARGE rﬁﬁf CI%E/E\: %0) I_J‘/ \t%‘%ﬂ%wu
INOOREERTHZ LT, B2 Lﬁ%i
WG 22 7 7 ORI A EETE 5 LB 2 0
Nz,

HE L L BT 100 610 FEEIEGERE 2 it
L. EYA ZIER], B RAER ., o
BT 2 A DT DIERI72 & SEMEZ B 5 00C
9% Z LN TE 72, Rubinstein-Taybi SEMEREZR £
DIEHEE 2 HEE, WS OME LMD T—F L
TEE IpoTe, ~A 7 a7 LA Peta iRt Ofif
RCEETREHFHHELELT, 1) 9—% L LT
A ST CNV ZHEE L U CiikT 52 &
ML X, 2) LogfBlc k27 /7 Aa e —5 ot
fli. 3) ABIFA Y I—TCRIET DIRBE(THE
W& b oY fRD LOH 7F-li, @ 3 Mz HEd L
7~

W & & HICHTHE EDS  (mcEDS-
CHSTI14) \ZOWTIIaMRnG 66 ADOEBEE%E
INEE L., FEMZR AR A R LT, FT2.
mcEDS-DSE @ 1 ffilZ AR THIH TR L, FF
FL7REEREPT LA 5 O SRR LTz,

WREL L HICA T T 4 o TEREBIZOW
TR ZEIT- T2, G ~A L LT PWS &
173 Bl & fiEAT L, RBitE& A Y 2 —25 61, v
INAIET 3 B A EFE LTz, AS BEVNE 190 B &
il L. AEMEL A Y 2 —12 61, Rl iARZE
B4 ], UBE3AZHE 3 HlZEM LT, T &
DNA WFEATIC Hiiii8 85 21T - 7= UBE3A D33
JVRRATIZ 96 B DFFEAT B2 24TV, T HlD
UBE3A ZZ 54132 W S #17-, UBE3A LIS H

MECP2 X TCF4 DZE Bfi & [FE S, 7% /L
ENT DB RPMER SN, SYS ITEERHEZHE
i L. BRI CREEZ I S vz 25 Bl %
%%Lto_hgw$%@7 K R G fE

L7, . Fex Olitiak TR FHIRNT 21T
otnom®AS$%_owf\Lm”%fﬂ
@%Kowfﬁﬁ%ﬁoto%®%%\K%m
ﬁ%hu%K%NTEFT%é & DR S
Too Fio. FNARE ) TERO HILTZH,
E&D%ﬁﬁ%%%@mffbﬁwm%ﬁfb
oo ZHMUHDORERDNG | BIRIER DA T AS O
PZWNITERNWZ ERBLNIRY | BRTFH
ENT OB TP R S NI,

Wil & bICFREBIEE 29 5 MVA JEERED
1N, Bl RE LS CDC20 DA ¥ % [FE
L7e AREFNCZ LY. b MTBIT D HEERIAL
Fx v 7 RA > MR L FRIE & OBEMEN R
ENiz, E72. PCS(MVAVEGERED 3 T2 Hr
Z Wi L7,

BIELEHIZBWS ORaT7 Y v 7V A5 A
\ZDOWTHFRR AT o 7o, WFZEHI NI AR L7
M FNZHONTHELTZEZ A, BWSp7\:!775§
4 Ll E oS BWS i1 3 BLF DSl
T, JRRE R @%iékﬁﬁﬁ\ﬁ
WL AR OBEE N & o T, F
T HLA BWS C no alteration % 7~ L7=5ERIIZ. 45
BB F IR 2R LTS EBNZ R BWSpX
a7 PMEoT, ZHHDOFRERNS, BWSp A
=y )| Vﬁ’VX%A@ﬁﬂﬂﬁﬁi‘Eﬁ%“C%710 o
TBEFNIRNT 2 HEALT 5 & fRETERIHUX
KR L7 H DD, COVID-19 DRI IR H 1Y
TITRED bR Do 72, BWS B A OERIKIE
RRBOHEIZ DWW TR, BADOIFIEICL D &
NIRRT L CTHREE T o7& LTHAK
AT HA] B D DOBIBIE 258 DRERI 13 2% < 17
TELTZ, Vb AREGERERCN BFE D ERIRAEIR 12 B
T NATHIFEDOTHEIZ LD . Z ORI 50>
Llpole, U4 — N—IEMRERN B OERRSE
WACBET D A THFZED B, REEIEES DN A
TbHRO BT,

R & L HIC FXS ICOWTHIZE 21T 77,

ITENV R ORBRIFHIIZEA L T, FRROEHZD
%W%&@%%HokoWﬁﬁxﬁﬁﬁ
(FXS) tWrani=h & ZFBEORIRE
~| DA MVTERE - ZEOT-D O/t %
B L., T ZNT v 27 & LT Web IZH 48k
Ltom$i~%4yﬁ%ﬁy§4yfiﬁm

W LTz, ZDOI—T 0 7 ORT [FEH
DRSPS A ] ZiklT, BE - FhEd S afaH
f%otOW%xﬁﬁﬁwﬁﬁmL%E%k
L. F2HEME - PR8F 20T — |
ﬁﬁ%%%btoﬁﬁﬁwﬁﬁimﬁﬁﬁ%@
PWETHRETH D Z L 1L 8 EILL EAFRAE L T



7oy, FEBRITHRAE AR L2 DIX 45.7%IC 8 %
D EDRHLMNI o Te, BELUA RN O
gk& LCH2IC 1361 (Magy X FEmERE 10 1, e
59 X JEMBEREBIHR R 3 1) OJEFZMZ. &
13 FEF 21 B ORERE IR o T,

M50 & & BT RAEFIEGEREBF OFEH O
AT #®IEME & LT, New England
Regional Genetics Network 7> 575 S 41T\ %
7 = 7 ~—”Genetics education materials for
school success”IZ#& H L THFI L7, WT Lo
HHY MoTRR&Z L) bz Tx
52l WO IEA BN BARR 2 LE A IR
STV, Mx <, ARG A ~DOR
T HBICHE BT R&E 2 REBOT R —
TIN—TDR—2~ =8 L OCEkH S L
Too B - FHRA S & EHEE OB O
b, BITICB T 2 KB - FRO=— XD
ZHIETZ EOMBEMEIRI TV, x
T, e REFIEGEREOBRE « FZROLELEN
SRR I T, ERIEHRE O - BEt
L7z, JeATHRE ORI B % il - et L7z
%, AR OERKEER L, BRI D=
ODOT T AT A —LERE LT,

TG & & LRI S R B E
FEREZE S OBREFRERRIC, ELV U AR
ZAERK, JoRBEFIEGERED BN ICE 3 2 &k
Bk, BEfFORERNRT —F X—=ZA~D Y >
7. BEZFERLENHE > T Ay o) T
DFERi7e EAE U T, e REFIEGREREZ b OT
EFEER BT D AT b L KRR O A
DT,

BaAR, RNE & BIT~A 7 a7 LA YPfafii
B ORERMRAGB Y — L OB, WREIT-
Too BIRIZBWT, RBEFEREIEOEFEOHA
SR, BOHEDEREITV., PR OB 7258
RN Z0m U CL #0229 5 e R B E AT
D EHD BIRFEDIE LRI ITEHZ DN T DM
RAELE LT,

4, BASDOBERBERIZONT

KiGL & HITY b AEREREE SO REE
JEMERE (VN AGEMERE, X—F UEGERE, 777
H— e g U—JERE, 7 1 U7 L RREGRE,
W7 XIEGERE, T B SN —SEGERE,
22q11.2 RIRFEWGERE, Ny 7 U4 X« U4 —F
~ EGERE) b OMEFE T8 NexR e L
T2AR N2 B ONC A~ DO BIEHRBA R (5H)
DEREREEIT T, TOMETHREZ LTz &
[ L7 D% 87 Zlk (RN 604, [FIH 98
%) Eolz, BT, BREExgIc NEsk
PRRIZET 2 RA~OEREATR (o) 0obHY
FIZHONWT : RANZ X970V EXSRE LIZiH
) L LUTHT T v — FOBME-EZTT -

oo TORERF 714 (BEEARANI0LDLW
\ZRfE 41 44 D) B IRIE & 5T,

D. £8
AWFFETIIRR E 725 18R, 2O
B L EERAIIELIT 25 A, BIRPICERE
BLEZ ONDEBEICOWTHKE - BT
IZOWTCHRR 721 T < BF9EIH 2 5 D - 2 fa i)
IR EHED T,

3B OAFFE TRBE OFRHRLFEA Y T
Y hOWESREEBL T, XV EENC RS
SEGERED HIRE e EDOIEREEDDHZ LN T
Teo FTBEBEE~OHFERLHWHIZITIZEEED
T BEBLOERERE~DT o — Nl %
fToTnE, LVFEIICEE - BEZEIRICED
WH LN TET,

AR DR R A0 L, AWFZE0 B9
Reverse phenotyping Z i, BFH - FEDO X H
7% QOL [ LICHBKCTE 5 &% 5,

E. #m

SR OMIE T, £ < DI REFIEGERET T
LT, &7 T AT —V T D2l
BEZRE L, R ORRIER B IR DO
BN T FEHLMNCLTE T, ZOREE,
B2 < OBEBOZWIFELE~DUERIRS 21T 9
ZEMTE, £ ORI FIEGRECE
WCRHAREEZ MR LIZRBRL YA MY O
PITHOZENTE, LIA MU OHEEICLD
Reverse phenotyping % & HIZHED H Z &N TE
7oo A EIOMZETH Lo % RIT R
JEREDOH 22 D EFROE DM I - BHFILLOFK
D QOL DAl EIZEBEAL TW&E 720,

F. RFEARIFH
L

G. MERE
1. FwsCHER

1) Fujita H, Sasaki T, Miyamoto T, Akutsu SN,
Sato S, Mori T, Nakabayashi K, Hata K,
Suzuki H, Kosaki K, Matsuura S, Matsubara Y,
Amagai M, Kubo A. Premature aging
syndrome showing random chromosome
number instabilities with CDC20 mutation.
Aging Cell. 2020;19(11):e13251.

2) Horikawa R, Ogata T, Matsubara Y, Yokoya S,
Ogawa Y, Nishijima K, Endo T, Ozono K.
Long-term efficacy and safety of two doses of
Norditropin((R)) (somatropin) in Noonan
syndrome: a 4-year randomized, double-blind,
multicenter trial in Japanese patients. Endocr J.
2020;67(8):803-18.

3)  Narumi-Kishimoto Y, Ozawa H, Yanagi K,
Kawai T, Okamura K, Hata K, Kaname T,
Matsubara Y. A novel EFTUD2 mutation
identified an adult male with mandibulofacial



4)

5)

6)

7)

8)

9)

dysostosis Guion-Almeida type. Clin
Dysmorphol. 2020;29(4):186-8.

Oiso N, Kubo A, Shimizu A, Suzuki H, Kosaki
K, Chikugo T, Nakabayashi K, Hata K,
Yanagihara S, Ishikawa O, Matsubara Y,
Amagai M, Kawada A. Epidermodysplasia
verruciformis without progression to squamous
cell carcinomas in an elderly man: alpha-
human papillomavirus infection in the evolving
verruca. Int J Dermatol. 2020;59(9):e334-€6.

Yanagi K, Morimoto N, Iso M, Abe Y,
Okamura K, Nakamura T, Matsubara Y,
Kaname T. A novel missense variant of the
GNAI3 gene and recognisable morphological
characteristics of the mandibula in ARCND1. J
Hum Genet. 2021;66(10):1029-34.

Kanno M, Suzuki M, Tanikawa K, Numakura
C, Matsuzawa SI, Niihori T, Aoki Y,
Matsubara Y, Makino S, Tamiya G, Nakano S,
Funayama R, Shirota M, Nakayama K, Mitsui
T, Hayasaka K. Heterozygous calcyclin-
binding protein/Siahl-interacting protein
(CACYBP/SIP) gene pathogenic variant linked
to a dominant family with paucity of
interlobular bile duct. J Hum Genet.
2022;67(7):393-7.

Takahashi Y, Date H, Oi H, Adachi T,
Imanishi N, Kimura E, Takizawa H, Kosugi S,
Matsumoto N, Kosaki K, Matsubara Y,
Consortium I, Mizusawa H. Six years'
accomplishment of the Initiative on Rare and
Undiagnosed Diseases: nationwide project in
Japan to discover causes, mechanisms, and
cures. J Hum Genet. 2022;67(9):505-13.

Takeuchi I, Yanagi K, Takada S, Uchiyama T,
Igarashi A, Motomura K, Hayashi Y, Nagano
N, Matsuoka R, Sugiyama H, Yoshioka T,
Saito H, Kawai T, Miyaji Y, Inuzuka Y,
Matsubara Y, Ohya Y, Shimizu T, Matsumoto
K, Arai K, Nomura I, Kaname T, Morita H.
STAT6 gain-of-function variant exacerbates
multiple allergic symptoms. J Allergy Clin
Immunol. 2023;151(5):1402-9 e6.

Yanagi K, Coker J, Miyana K, Aso S,
Kobayashi N, Satou K, Richman A, Indupuru
S, Matsubara Y, Kaname T. Biallelic
CC2D2A variants, SNV and LINE-1
insertion simultaneously identified in siblings
using long-read whole-genome sequencing
and haplotype phasing. J Hum Genet. 2023.
Mori R, Matsumoto H, Muro S, Morisaki

H, Otsuki R. Loeys-Dietz Syndrome
Presenting with Giant Bullae and Asthma. J
Allergy Clin Immunol Pract. 2020;8(6):2058-
9.

10)

11)

12)

13)

14)

15)

16)

17)

18)

19)

20)

Seike Y, Minatoya K, Matsuda H, Ishibashi-
Ueda H, Morisaki H, Morisaki T,
Kobayashi J. Histologic differences between
the ascending and descending aortas in young
adults with fibrillin-1 mutations. J Thorac
Cardiovasc Surg. 2020;159(4):1214-20 el.

e . [EsFRE B s 7Y
7] NERMEEBIORA >~ PR
BB DOBRIZFERIRA. /NLAF
2020;52(8):1071-4.

1. [2Wr - TR T RE 7o B n bR
BAE RS =olZ] FREER <
VT 7 EGERE. N RHERER.
2020;73(5):757-62.

BRI FRHATERBER) 2 F5 <L
7 7 EGRE. BARFIES
2020;10(2):109-14.

Kitayama K, Ishiguro T, Komiyama M,
Morisaki T, Morisaki H, Minase G,
Hamanaka K, Miyatake S, Matsumoto N,
Kato M, Takahashi T, Yorifuji T. Mutational
and clinical spectrum of Japanese patients
with hereditary hemorrhagic telangiectasia.
BMC Med Genomics. 2021;14(1):288.

Nishina S, Hosono K, Ishitani S, Kosaki K,
Yokoi T, Yoshida T, Tomita K, Fukami M,
Saitsu H, Ogata T, Ishitani T, Hotta Y, Azuma
N. Biallelic CDK9 variants as a cause of a
new multiple-malformation syndrome with
retinal dystrophy mimicking the CHARGE
syndrome. J Hum Genet. 2021;66(10):1021-
7.

Seike Y, Matsuda H, Ishibashi-Ueda H,
Morisaki H, Morisaki T, Minatoya K,
Ogino H. Surgical Outcome and Histological
Differences between Individuals with
TGFBR1 and TGFBR2 Mutations in Loeys-
Dietz Syndrome. Ann Thorac Cardiovasc
Surg. 2021;27(1):56-63.

BIER 1. [VNEHERBZIRO - DOfFHE
PR ETHR 6 hR] YeftalREE . JeR
B Ehlers-Danlos SE{&RE, Marfan JiE &
RE /NENEL 2021;53(HF):304-8.

B -. [eRACH B AE] #5 Gk
HEIE. FERIA - N WMETE
2021;53(4):409-15.

Rl [/NEEEFREFM] JEER
PRI TGFBRI(BH:# % B Loeys-Dietz
JEERE  BE#IE (R 7 TGFBR2, SMAD3).
/NEEEHE. 2021;84(11):1623-6.

TIGHR A WER-> THEEWIRFOR
RIS Bl 7o R B2 Jeim BT Cag
(Vol.15)  TEER #3 SR B O BRI
. EFOH P 2021;278(9):788-94.



21)

22)

23)

24)

25)

26)

27)

28)

ARG 1. FEIRERT - NHERTES L
i BENZERE L ZIRTRER B
FE. 2021;11(1):128-33.

FRIFT =2, BRI 1. FFEEER O BFriR
WIEHR  ~ 7 7 SIEGREDO BTG R
HER S AEE 7. 2021;26(10):55-8.

Imamura T, Omura T, Sasaki N, Arino S,
Nohara H, Saito A, Ichinose M, Yamaguchi
K, Kojima N, Inagawa H, Takahashi K, Unno
T, Morisaki H, Ishikawa O, Yoshikawa G,
Okada Y. Case Report: Spontaneous
Postpartum Quadruple Cervicocephalic
Arterial Dissection With a Heterozygous
COLS5AT1 Variant of Unknown Significance.

Front Neurol. 2022;13:928803.
H, Syx

Minatogawa M, Unzaki A, Morisaki

D, Sonoda T, Janecke AR, Slavotinek A,
Voermans NC, Lacassie Y, Mendoza-
Londono R, Wierenga KJ, Jayakar P, Gahl
WA, Tifft CJ, Figuera LE, Hilhorst-Hofstee Y,
Maugeri A, Ishikawa K, Kobayashi T, Aoki Y,
Ohura T, Kawame H, Kono M, Mochida K,
Tokorodani C, Kikkawa K, Morisaki T,
Kobayashi T, Nakane T, Kubo A, Ranells JD,
Migita O, Sobey G, Kaur A, Ishikawa M,
Yamaguchi T, Matsumoto N, Malfait F,
Miyake N, Kosho T. Clinical and molecular
features of 66 patients with
musculocontractural Ehlers-Danlos syndrome
caused by pathogenic variants in CHST14
(mcEDS-CHST14). J Med Genet.
2022;59(9):865-717.

Muroi A, Shiono J, Thara S, Morisaki H,
Nakai Y. Nonsurgical treatment of cerebral
ischemia associated with ACTA2 cerebral
arteriopathy: a case report and literature
review. Childs Nerv Syst. 2022;38(6):1209-
12.

Seike Y, Matsuda H, Inoue Y, Sasaki H,
Morisaki H, Morisaki T, Kobayashi J. The
differences in surgical long-term outcomes
between Marfan syndrome and Loeys-Dietz
syndrome. J Thorac Cardiovasc Surg.
2022;164(1):16-25 e2.

Seike Y, Yokawa K, Koizumi S, Masada K,
Inoue Y, Morisaki H, Morisaki T, Sasaki H,
Matsuda H. Long-term durability of a
reimplantation valve-sparing aortic root
replacement can be expected in both Marfan
syndrome and Loeys-Dietz syndrome. Eur J

Cardiothorac Surg. 2022;61(6):1318-25.

Yokota T, Koiwa H, Matsushima S, Tsujinaga
S, Naya M, Morisaki H, Morisaki T. Loeys-
Dietz Cardiomyopathy? Long-term Follow-
up After Onset of Acute Decompensated
Heart Failure. Can J Cardiol. 2022;38(3):389-
91.

29)

30)

31)

32)

33)

34)

35)

36)

37)

38)

1. [DEEOTLvar ey g
/77 ] Marfan JEMEREEZRIE RO T L 2
YT a7 D
2022;54(12):1325-9.

ARG 1. BAGPERBIIRG R BARE
AR L 2 R &L R
2022;62(10):105-10.

B, [Fno TR RS EEM - ¥

ARSI OB IR A 2 RET 5] #E
iR Marfan SEfEHRE, Loeys-Dietz JiE
R, Ehlers-Danlos JEERE. JE FEWIE .

2022:52(5):734-7.

Greene D, Genomics England Research C,
Pirri D, Frudd K, Sackey E, Al-Owain M,
Giese APJ, Ramzan K, Riaz S, Yamanaka I,
Boeckx N, Thys C, Gelb BD, Brennan P,
Hartill V, Harvengt J, Kosho T, Mansour S,
Masuno M, Ohata T, Stewart H, Taibah K,
Turner CLS, Imtiaz F, Riazuddin S, Morisaki
T, Ostergaard P, Loeys BL, Morisaki H,
Ahmed ZM, Birdsey GM, Freson K,
Mumford A, Turro E. Genetic association
analysis of 77,539 genomes reveals rare
disease etiologies. Nat Med. 2023;29(3):679-
88.

Nakao S, Nishina S, Tanaka S, Yoshida T,
Yokoi T, Azuma N. Early laser
photocoagulation for extensive retinal
avascularity in infants with incontinentia
pigmenti. Jpn J Ophthalmol. 2020;64(6):613-
20.

Rl
71 INRBHEERI DR A >~k
JLAF. 2020;52(8):1095-9.

Haque MN, Ohtsubo M, Nishina S, Nakao S,
Yoshida K, Hosono K, Kurata K, Ohishi K,
Fukami M, Sato M, Hotta Y, Azuma N,
Minoshima S. Analysis of IKBKG/NEMO
gene in five Japanese cases of incontinentia
pigmenti with retinopathy: fine genomic assay
of a rare male case with mosaicism. J Hum
Genet. 2021;66(2):205-14.

Tanaka S, Yokoi T, Katagiri S, Yoshida-
Uemura T, Nishina S, Azuma N. Structure of
the Retinal Margin and Presumed Mechanism
of Retinal Detachment in Choroidal Coloboma.
Ophthalmol Retina. 2021;5(7):702-10.

IAFIER, TR =HE TR, BH%
T EHEP, AR BEE. BAR:
1. PR E. HETT. 60 AL T OFLIRIZ
%34~ % Spot Vision Screener D FR%ER. IR
BLEG R AL B, 2022;15(1):42-6.

Morikawa H, Nishina S, Torii K, Hosono K,
Yokoi T, Shigeyasu C, Yamada M, Kosuga M,

[BE® BT >
ARZE A, /N



39)

40)

41)

42)

43)

44)

45)

46)

Fukami M, Saitsu H, Azuma N, Hori Y, Hotta
Y. A pediatric case of congenital stromal
corneal dystrophy caused by the novel variant
€.953del of the DCN gene. Hum Genome Var.
2023;10(1):9.

Fujioka M, Akiyama T, Hosoya M, Kikuchi
K, Fujiki Y, Saito Y, Yoshihama K, Ozawa H,
Tsukada K, Nishio SY, Usami SI, Matsunaga
T, Hasegawa T, Sato Y, Ogawa K. A phase
I/Ila double blind single institute trial of low
dose sirolimus for Pendred
syndrome/DFNB4. Medicine (Baltimore).
2020;99(19):€19763.

Fujioka M, Hosoya M, Nara K, Morimoto N,
Sakamoto H, Otsu M, Nakano A, Arimoto Y,
Masuda S, Sugiuchi T, Masuda S, Morita N,
Ogawa K, Kaga K, Matsunaga T. Differences
in hearing levels between siblings with
hearing loss caused by GJB2 mutations. Auris
Nasus Larynx. 2020;47(6):938-42.

Mutai H, Wasano K, Momozawa Y, Kamatani
Y, Miya F, Masuda S, Morimoto N, Nara K,
Takahashi S, Tsunoda T, Homma K, Kubo M,
Matsunaga T. Variants encoding a restricted
carboxy-terminal domain of SLC12A2 cause
hereditary hearing loss in humans. PLoS
Genet. 2020;16(4):e1008643.

Yamamoto N, Mutai H, Namba K, Goto F,
Ogawa K, Matsunaga T. Clinical Profiles of
DFNAL1 at Diverse Stages of Development
and Aging in a Large Family Identified by
Linkage Analysis. Otol Neurotol.
2020;41(6):663-¢73.

Hosoya M, Fujioka M, Nara K, Morimoto N,
Masuda S, Sugiuchi T, Katsunuma S, Takagi
A, Morita N, Ogawa K, Kaga K, Matsunaga
T. Investigation of the hearing levels of
siblings affected by a single GJB2 variant:
Possibility of genetic modifiers. Int J Pediatr
Otorhinolaryngol. 2021;149:110840.

Isobe A, Maeda N, Fujita H, Banno S,
Kageyama T, Hatabu N, Sato R, Suzuki E,
Miharu M, Komiyama O, Nakashima M,
Matsunaga T, Nishimura G, Yamazawa K.
Metacarpophalangeal pattern profile analysis
for a 3-month-old infant with Feingold
syndrome 2. Am J Med Genet A.
2021;185(3):952-4.

Matsunaga T. Clinical genetics, practice, and
research of deafblindness: From uncollected
experiences to the national registry in Japan.
Auris Nasus Larynx. 2021;48(2):185-93.

Yamazawa K, Inoue T, Sakemi Y, Nakashima
T, Yamashita H, Khono K, Fujita H, Enomoto
K, Nakabayashi K, Hata K, Nakashima M,
Matsunaga T, Nakamura A, Matsubara K,

47)

48)

49)

50)

51)

52)

53)

Ogata T, Kagami M. Loss of imprinting of
the human-specific imprinted gene ZNF597
causes prenatal growth retardation and
dysmorphic features: implications for
phenotypic overlap with Silver-Russell
syndrome. J Med Genet. 2021;58(6):427-32.

Yamazawa K, Shimizu K, Ohashi H, Haruna
H, Inoue S, Murakami H, Matsunaga T, Iwata
T, Tsunoda K, Fujinami K. A Japanese boy
with double diagnoses of 2p15p16.1
microdeletion syndrome and RP2-associated
retinal disorder. Hum Genome Var.
2021;8(1):46.

Masuda M, Kanno A, Nara K, Mutai H,
Morisada N, lijima K, Morimoto N, Nakano
A, Sugiuchi T, Okamoto Y, Masuda S,
Katsunuma S, Ogawa K, Matsunaga T.
Phenotype-genotype correlation in patients
with typical and atypical branchio-oto-renal
syndrome. Sci Rep. 2022;12(1):969.

Mutai H, Momozawa Y, Kamatani Y, Nakano
A, Sakamoto H, Takiguchi T, Nara K, Kubo
M, Matsunaga T. Whole exome analysis of
patients in Japan with hearing loss reveals
high heterogeneity among responsible and
novel candidate genes. Orphanet J Rare Dis.
2022;17(1):114.

Nakano A, Arimoto Y, Mutai H, Nara
K, Inoue S, Matsunaga T. Clinical and
genetic analysis of children with
hearing loss and bilateral enlarged

vestibular aqueducts. Int J Pediatr
Otorhinolaryngol. 2022;152:110975.

Kosaki R, Kubota M, Uehara T, Suzuki H,
Takenouchi T, Kosaki K. Consecutive
medical exome analysis at a tertiary center:
Diagnostic and health-economic outcomes.
Am J Med Genet A. 2020;182(7):1601-7.

Saettini F, Herriot R, Prada E, Nizon M,
Zama D, Marzollo A, Romaniouk I, Lougaris
V, Cortesi M, Morreale A, Kosaki R,
Cardinale F, Ricci S, Dominguez-Garrido E,
Montin D, Vincent M, Milani D, Biondi A,
Gervasini C, Badolato R. Prevalence of
Immunological Defects in a Cohort of 97
Rubinstein-Taybi Syndrome Patients. J Clin
Immunol. 2020;40(6):851-60.

Ishikawa T, Tamura E, Kasahara M, Uchida
H, Higuchi M, Kobayashi H, Shimizu H,
Ogawa E, Yotani N, Irie R, Kosaki R, Kosaki
K, Uchiyama T, Onodera M, Kawai T. Severe
Liver Disorder Following Liver
Transplantation in STING-Associated
Vasculopathy with Onset in Infancy. J Clin
Immunol. 2021;41(5):967-74.



54)

55)

56)

57)

58)

59)

60)

61)

62)

Kawashima S, Hattori A, Suzuki E,
Matsubara K, Toki M, Kosaki R, Hasegawa
Y, Nakabayashi K, Fukami M, Kagami M.
Methylation status of genes escaping from X-
chromosome inactivation in patients with X-
chromosome rearrangements. Clin
Epigenetics. 2021;13(1):134.

Ohashi E, Hayakawa I, Murofushi Y, Kawai
M, Suzuki-Muromoto S, Abe Y, Yoshida M,
Kono N, Kosaki R, Hoshino A, Mizuguchi
M, Kubota M. Recurrent acute necrotizing
encephalopathy in a boy with RANBP2
mutation and thermolabile CPT?2 variant: The
first case of ANE1 in Japan. Brain Dev.
2021;43(8):873-8.

Takahashi Y, Kubota M, Kosaki R, Kosaki K,
Ishiguro A. A severe form of autosomal
recessive spinocerebellar ataxia associated
with novel PMPCA variants. Brain Dev.
2021;43(3):464-9.

Hatakeyama S, Goto M, Yamamoto A, Ogura
J, Watanabe N, Tsutsumi S, Yakuwa N,
Yamane R, Nagase S, Takahashi K, Kosaki R,
Murashima A, Yamaguchi H. The safety of
pranlukast and montelukast during the first
trimester of pregnancy: A prospective, two-
centered cohort study in Japan. Congenit
Anom (Kyoto). 2022;62(4):161-8.

Higashiyama H, Ohsone Y, Takatani R,
Futatani T, Kosaki R, Kagami M. Two infants
with mild, atypical clinical features of
Kagami-Ogata syndrome caused by
epimutation. Eur J Med Genet.
2022;65(10):104580.

Maruwaka K, Nakajima Y, Yamada T, Tanaka
T, Kosaki R, Inagaki H, Kosaki K, Kurahashi
H. Two Japanese patients with Noonan
syndrome-like disorder with loose anagen
hair 2. Am J Med Genet A.
2022;188(7):2246-50.

Saito T, Okamura K, Kosaki R, Wakamatsu
K, Ito S, Nakajima O, Yamashita H, Hozumi
Y, Suzuki T. Impact of a SLC24AS variant on
the retinal pigment epithelium of a Japanese
patient with oculocutaneous albinism type 6.
Pigment Cell Melanoma Res.
2022;35(2):212-9.

Shiohama T, Fujii K, Kosaki R, Watanabe Y,
Uchida T, Hagiwara S, Kinoshita K, Sugita
K, Aoki Y, Shimojo N. Severe
neuroglycopenic symptoms due to nonketotic
hypoglycemia in children with cardio-facio-
cutaneous syndrome. Am J Med Genet A.
2022;188(12):3505-9.

Suzuki H, Nozaki M, Yoshihashi H, Imagawa
K, Kajikawa D, Yamada M, Yamaguchi Y,

10

63)

64)

65)

66)

67)

68)

69)

70)

Morisada N, Eguchi M, Ohashi S, Ninomiya
S, Seto T, Tokutomi T, Hida M, Toyoshima K,
Kondo M, Inui A, Kurosawa K, Kosaki R, Ito
Y, Okamoto N, Kosaki K, Takenouchi T.
Genome Analysis in Sick Neonates and
Infants: High-yield Phenotypes and
Contribution of Small Copy Number
Variations. J Pediatr. 2022;244:38-48 el.

Urabe R, Abe Y, Kosaki R, Koshimizu E,
Miyatake S, Matsumoto N, Kato M, Kubota
M. A case of epilepsy of infancy with
migrating focal seizures caused by mosaic
SCN2A mutation. Epilepsy & Seizure.
2022;14(1):17-24.

Fukui K, Amari S, Yotani N, Kosaki R, Hata
K, Kosuga M, Sago H, Isayama T, [to Y. A
Neonate with Mucopolysaccharidosis Type
VII with Intractable Ascites. AJP Rep.
2023;13(1):e25-€8.

Murofushi Y, Hayakawa I, Kawai M, Abe Y,
Kosaki R, Suzuki H, Takenouchi T, Kubota
M. Oral Baclofen Therapy for Multifocal
Spinal Myoclonus with TBC1D24 Variant.
Mov Disord Clin Pract. 2023;10(4):719-21.

Yaga T, Iguchi A, Nakayama R, Kosaki R,
Ishiguro A. Potocki-Shaffer syndrome
revealed in a WAGR syndrome case with

multiple exostoses. Pediatr Int.
2023;65(1):e15405.

Yamamoto M, Takashio S, Nakashima N,
Hanatani S, Arima Y, Sakamoto K,
Yamamoto E, Kaikita K, Aoki Y, Tsujita K.
Double-chambered right ventricle
complicated by hypertrophic obstructive
cardiomyopathy diagnosed as Noonan
syndrome. ESC Heart Fail. 2020;7(2):721-6.

Ando Y, Sawada M, Kawakami T, Morita M,
Aoki Y. A Patient with Noonan Syndrome
with a KRAS Mutation Who Presented
Severe Nerve Root Hypertrophy. Case Rep
Neurol. 2021;13(1):108-18.

Gualtieri A, Kyprianou N, Gregory LC,
Vignola ML, Nicholson JG, Tan R, Inoue SI,
Scagliotti V, Casado P, Blackburn J, Abollo-
Jimenez F, Marinelli E, Besser REJ, Hogler
W, Karen Temple I, Davies JH, Gagunashvili
A, Robinson I, Camper SA, Davis SW,
Cutillas PR, Gevers EF, Aoki Y, Dattani MT,
Gaston-Massuet C. Activating mutations in
BRAF disrupt the hypothalamo-pituitary axis
leading to hypopituitarism in mice and
humans. Nat Commun. 2021;12(1):2028.

FEF: W, ZERE BT, xR fET, KT
B, EATES, = Kk HRAS G12V
BEHNZ X % B HIE O Costello JEERE. H

A/NRBL MRS, 2021;125(3):461-6.



71)

72)

73)

74)

75)

76)

77)

78)

79)

80)

Leoni C, Viscogliosi G, Tartaglia M, Aoki Y,
Zampino G. Multidisciplinary Management
of Costello Syndrome: Current Perspectives.
J Multidiscip Healthc. 2022;15:1277-96.

Nagai K, Niihori T, Okamoto N, Kondo A,
Suga K, Ohhira T, Hayabuchi Y, Homma Y,
Nakagawa R, Ifuku T, Abe T, Mizuguchi T,
Matsumoto N, Aoki Y. Duplications in the G3
domain or switch II region in HRAS
identified in patients with Costello syndrome.
Hum Mutat. 2022;43(1):3-15.

Shiohama T, Fujii K, Kosaki R, Watanabe Y,
Uchida T, Hagiwara S, Kinoshita K, Sugita
K, Aoki Y, Shimojo N. Severe
neuroglycopenic symptoms due to nonketotic
hypoglycemia in children with cardio-facio-
cutaneous syndrome. Am J Med Genet A.
2022;188(12):3505-9.

Kirino S, Suzuki M, Ogawa T, Takasawa K,
Adachi E, Gau M, Takahashi K, Ikeno M,
Yamada M, Suzuki H, Kosaki K, Moriyama
K, Yoshida M, Morio T, Kashimada K.
Clinical report: Chronic liver dysfunction in
an individual with an AMOTL]1 variant. Eur J
Med Genet. 2022;65(11):104623.

Min Soe K, Ogawa T, Moriyama K.

Molecular mechanism of hyperactive tooth
root formation in oculo-facio-cardio-dental
syndrome. Front Physiol. 2022;13:946282.

Min Swe NM, Kobayashi Y, Kamimoto H,
Moriyama K. Aberrantly activated Wnt/beta-
catenin pathway co-receptors LRP5 and
LRP6 regulate osteoblast differentiation in
the developing coronal sutures of an Apert
syndrome (Fgfr2(S252W)(/+) ) mouse model.
Dev Dyn. 2021;250(3):465-76.

Ogawa T, Cheng ES, Muramoto K,
Moriyama K. Long-Term Management and
Maxillofacial Growth in a Klippel-Trenaunay
Syndrome Patient. Cleft Palate Craniofac J.
2020;57(6):782-90.

Ogura K, Kobayashi Y, Hikita R, Tsuji M,
Moriyama K. Three-dimensional analysis of
the palatal morphology in growing patients
with Apert syndrome and Crouzon syndrome.
Congenit Anom (Kyoto). 2022;62(4):153-60.

Sagawa Y, Ogawa T, Matsuyama Y,
Nakagawa Kang J, Yoshizawa Araki M,
Unnai Yasuda Y, Tumurkhuu T, Ganburged G,
Bazar A, Tanaka T, Fujiwara T, Moriyama K.
Association between Smoking during
Pregnancy and Short Root Anomaly in
Offspring. Int J Environ Res Public Health.
2021;18(21).

Shih-Wei Cheng E, Tsuji M, Suzuki S,
Moriyama K. An overview of the intraoral

11

81)

82)

83)

84)

85)

86)

87)

features and craniofacial morphology of
growing and adult Japanese cleidocranial
dysplasia subjects. Eur J Orthod.
2022;44(6):711-22.

Takada K, Chiba T, Miyazaki T, Yagasaki L,
Nakamichi R, Iwata T, Moriyama K, Harada
H, Asahara H. Single Cell RNA Sequencing
Reveals Critical Functions of Mkx in
Periodontal Ligament Homeostasis. Front
Cell Dev Biol. 2022;10:795441.

Takahashi Y, Date H, Oi H, Adachi T,
Imanishi N, Kimura E, Takizawa H, Kosugi
S, Matsumoto N, Kosaki K, Matsubara Y,
Consortium I, Mizusawa H. Six years'
accomplishment of the Initiative on Rare and
Undiagnosed Diseases: nationwide project in
Japan to discover causes, mechanisms, and
cures. J Hum Genet. 2022;67(9):505-13.

Thiha P, Higashihori N, Kano S, Moriyama
K. Histone methyltransferase SET domain
bifurcated 1 negatively regulates parathyroid
hormone/parathyroid hormone-related
peptide receptor to control chondrocyte
proliferation in Meckel's cartilage. Arch Oral
Biol. 2021;131:105251.

Tsuji M, Suzuki H, Suzuki S, Moriyama K.
Three-dimensional evaluation of morphology
and position of impacted supernumerary teeth
in cases of cleidocranial dysplasia. Congenit
Anom (Kyoto). 2020;60(4):106-14.

Watanabe T, Kometani-Gunjigake K, Nakao-
Kuroishi K, Ito-Sago M, Mizuhara M, Iwata
D, Moriyama K, Ono K, Kawamoto T. A
Ser252Trp substitution in mouse FGFR2
results in hyperplasia of embryonic salivary
gland parenchyma. J Oral Biosci.
2021;63(2):184-91.

BrTRE R, b £ T, KR BRI
K OEH, fEtE A3, ME T, R
#] et al. Turner JEfEEEZ {0 BEHIZHBIT 5
B DFFH. Clinical and Investigative
Orthodontics (Japanese Edition).
2022;81(2):79-86.

Murakami H, Tsurusaki Y, Enomoto K,
Kuroda Y, Yokoi T, Furuya N, Yoshihashi H,
Minatogawa M, Abe-Hatano C, Ohashi I,
Nishimura N, Kumaki T, Enomoto Y, Naruto
T, Iwasaki F, Harada N, Ishikawa A, Kawame
H, Sameshima K, Yamaguchi Y, Kobayashi
M, Tominaga M, Ishikiriyama S, Tanaka T,
Suzumura H, Ninomiya S, Kondo A, Kaname
T, Kosaki K, Masuno M, Kuroki Y, Kurosawa
K. Update of the genotype and phenotype of
KMT2D and KDM6A by genetic screening of
100 patients with clinically suspected Kabuki
syndrome. Am J Med Genet A.
2020;182(10):2333-44.



88)

89)

90)

91)

92)

93)

94)

95)

96)

97)

98)

99)

Nishimura N, Murakami H, Hayashi T, Sato
H, Kurosawa K. Multiple craniosynostosis
and facial dysmorphisms with homozygous
IL11RA variant caused by maternal
uniparental isodisomy of chromosome 9.
Congenit Anom (Kyoto). 2020;60(5):153-5.

Yokoi T, Enomoto Y, Tsurusaki Y, Kurosawa
K. Siblings with vascular Ehlers-Danlos
syndrome inherited via maternal mosaicism.
Congenit Anom (Kyoto). 2021;61(3):101-2.

Kumaki T, Enomoto Y, Aida N, Goto T,
Kurosawa K. Progression of cerebral and
cerebellar atrophy in congenital contractures
of limbs and face, hypotonia, and
developmental delay. Pediatr Int.
2022;64(1):e14734.

Murakami H, Uehara T, Enomoto Y,
Nishimura N, Kumaki T, Kuroda Y, Asano M,
Aida N, Kosaki K, Kurosawa K. Persistent
Hyperplastic Primary Vitreous with
Microphthalmia and Coloboma in a Patient
with Okur-Chung Neurodevelopmental
Syndrome. Mol Syndromol. 2022;13(1):75-9.
B, BARET v 77—~ T
4 CGH k. Modern Media.
2022;68(11):470-3.

SRR EHAMERREER) S v
T T EGRE. AR TR
2022;12(4):85-9.

Kt 1830 DEfE - BB AL/ D
AL ] DD BB ERRRA O )T
Yeta (KRB N eI D & &, NEBZIE.
2020:83(1#F1]):204-9.

Machida M., Katoh H., Machida M., Miyake
A., Taira K., Ohashi H. The Association of
Scoliosis and NSD1 Gene Deletion in Sotos
Syndrome Patients. Spine (Phila Pa 1976).
2021;46(13):E726-E33.

Kt . [VNEERBEZEO - DJkE
P2 UGTEH6R] Yt iRiE, e REHE
AngelmanfEERE. /NEPNE} 2021;53(H
11):223-5.

KiE 1 [RABAT O k] &
NERE OEEEDY; AT LA
FIZBIT D AZIFEFRL & OO ik
PWRBHI M E N D 72\ ElE DowndiE
fBEfE 2 Huiz, /NN 2021;53(8):1296-9.
Endo Y., Funakoshi Y., Koga T., Ohashi H.,
Takao M., Miura K., et al. Large deletion in 6q
containing the TNFAIP3 gene associated with

autoimmune lymphoproliferative syndrome.
Clin Immunol. 2022;235:108853.

Kaneko M., Oba D., Ohashi H. Survey on

12

experiences and attitudes of parents toward
disclosing information to children with genetic
syndromes and their siblings in Japan. Sci Rep.
2022;12(1):15234.

100) Lima A. R., Ferreira B. M., Zhang C., Jolly A.,
Du H., White J. J., et al. Phenotypic and
mutational spectrum of ROR2-related Robinow
syndrome. Hum Mutat. 2022;43(7):900-18.

101) Machida M., Rocos B., Taira K., Nemoto N.,
Oikawa N., Ohashi H., et al. Costello
syndrome-associated orthopaedic
manifestations focussed on kyphoscoliosis: a
case series describing the natural course. J
Pediatr Orthop B. 2022.

102) Masunaga Y., Nishimura G., Takahashi K.,
Hishiyama T., Imamura M., Kashimada K., et
al. Clinical and molecular findings in three
Japanese patients with N-acetylneuraminic acid
synthetase-congenital disorder of glycosylation
(NANS-CDG). Sci Rep. 2022;12(1):17079.

103) Mizukami T., Sonck J., Sakai K., Ko B.,
Maeng M., Otake H., et al. Procedural
Outcomes After Percutaneous Coronary
Interventions in Focal and Diffuse Coronary
Artery Disease. J Am Heart Assoc.
2022;11(23):2026960.

104) K& ST LoRko/bNEROH D J5 -
b oRE] FrAaRER AR
DA, /NEF 2022;63(13):1581-90.

105) K  fsC. [RC BV ko ¢, & T
L OHPERO R L o5ty BEEZ0 R
- AT YL R PERES:
2022;52(10):1331-3.

106) KAE 1. [Gn- TR & EEY « &
A VSE OBE IR A BT 5] B
WIZH T 2 BEFIRAOBLR & -, JE
PEHIEE S, 2022;52(5):659-63.

107) Horiguchi A., Koichihara R., Kikuchi K.,
Nonoyama H., Daida A., Oba D., et al.
Efficacy of antiseizure medications in Wolf-
Hirschhorn syndrome. Neuropediatrics. 2023.

108) Saito K., Nakagawa R., Narumi S., Ohashi H.,
Ishiguro A., Kabe K. A Small-for-Gestational-
Age Infant with MIRAGE Syndrome Who
Developed Heat Stroke and Rhabdomyolysis
due to Severe Temperature Instability.
Neonatology. 2023:1-5.

109) Ayoub S., Ghali N., Angwin C., Baker D.,
Baffini S., Brady A. F., et al. Clinical
features, molecular results, and management
of 12 individuals with the rare arthrochalasia
Ehlers-Danlos syndrome. Am J Med Genet A.
2020;182(5):994-1007.



110) Lautrup C. K., Teik K. W., Unzaki A.,
Mizumoto S., Syx D., Sin H. H., et al.
Delineation of musculocontractural Ehlers-
Danlos Syndrome caused by dermatan sulfate
epimerase deficiency. Mol Genet Genomic
Med. 2020;8(5):e1197.

111) Malfait F., Castori M., Francomano C. A.,
Giunta C., Kosho T., Byers P. H. The Ehlers-
Danlos syndromes. Nat Rev Dis Primers.
2020;6(1):64.

112) Uehara M., Oba H., Hatakenaka T., Tkegami
S., Kuraishi S., Takizawa T.,Kosho T, et al.
Posterior Spinal Fusion for Severe Spinal
Deformities in Musculocontractural Ehlers-
Danlos Syndrome: Detailed Observation of a
Novel Case and Review of 2 Reported Cases.
World Neurosurg. 2020;143:454-61.

113) HE mc.  [EERAFgEodEAR] R -
Gy T—F R« X AEERE AR
DFEFF. 2020;71(5):488-9.

114) HE Jc. [WHEE L IEEEICE S
INBRLEEAZE « BRSO A A A BHHEEIZ
W5 et - facoEESS  JEH]
WMEoEEST. NERBZE.
2020:83(7):861-8.

115) . Fncl.  [ERRAFZE D 7= D faEt -
EREMD] 31k N A - SR TRAT
WFEIZ 31T 5 fi BRFE$E. Precision
Medicine. 2020;3(7):615-8.

116) Ishikawa S., Kosho T., Kaminaga T.,
Miyamoto M., Hamasaki Y., Yoshihara S., et
al. Endoplasmic reticulum stress and
collagenous formation anomalies in vascular-
type Ehlers-Danlos syndrome via electron
microscopy. J Dermatol. 2021;48(4):481-5.

117) Miyake N., Kosho T., Matsumoto N. Ehlers
Danlos Syndrome with Glycosaminoglycan
Abnormalities. Adv Exp Med Biol.
2021;1348:235-49.

118) i Fnch. [hNREEFREFHR]
KEEEMRE  CHST14(FE % i Ehlers-
Danlos JEERE). /NERZ2HE.
2021;84(11):1431-5.

119) Minatogawa M, Hirose T, Mizumoto S,
Yamaguchi T, Nagae C, Taki M, Yamada S,
Watanabe T, Kosho T. Clinical and
pathophysiological delineation of
musculocontractural Ehlers-Danlos syndrome
caused by dermatan sulfate epimerase
deficiency (mcEDS-DSE): A detailed and
comprehensive glycobiological and
pathological investigation in a novel patient.
Hum Mutat. 2022;43(12):1829-36.

120) Minatogawa M, Miyake N, Tsukahara Y,
Tanabe Y, Uchiyama T, Matsumoto N, Kosho

13

T. Expanding the phenotypic spectrum of
cardiospondylocarpofacial syndrome: From a
detailed clinical and radiological observation
of a boy with a novel missense variant in
MAP3K7. Am J Med Genet A.
2022;188(1):350-6.

121) Minatogawa M, Unzaki A, Morisaki H, Syx
D, Sonoda T, Janecke AR, Slavotinek A,
Voermans NC, Lacassie Y, Mendoza-
Londono R, Wierenga KJ, Jayakar P, Gahl
WA, Tifft CJ, Figuera LE, Hilhorst-Hofstee Y,
Maugeri A, Ishikawa K, Kobayashi T, Aoki Y,
Ohura T, Kawame H, Kono M, Mochida K,
Tokorodani C, Kikkawa K, Morisaki T,
Kobayashi T, Nakane T, Kubo A, Ranells JD,
Migita O, Sobey G, Kaur A, Ishikawa M,
Yamaguchi T, Matsumoto N, Malfait F,
Miyake N, Kosho T. Clinical and molecular
features of 66 patients with
musculocontractural Ehlers-Danlos syndrome
caused by pathogenic variants in CHST14
(mcEDS-CHST14). ] Med Genet.
2022;59(9):865-77.

122) Takeda R, Yamaguchi T, Hayashi S, Sano S,
Kawame H, Kanki S, Taketani T, Yoshimura
H, Nakamura Y, Kosho T. Clinical and
molecular features of patients with COL1-
related disorders: Implications for the wider
spectrum and the risk of vascular
complications. Am J Med Genet A.
2022;188(9):2560-75.

123) Yamaguchi T, Hayashi S, Hayashi D,
Matsuyama T, Koitabashi N, Ogiwara K,
Noda M, Nakada C, Fujiki S, Furutachi A,
Tanabe Y, Yamanaka M, Ishikawa A,
Mizukami M, Mizuguchi A, Sugiura K, Sumi
M, Yamazawa H, Izawa A, Wada Y, Fujikawa
T, Takiguchi Y, Wakui K, Takano K, Nishio
SY, Kosho T. Comprehensive genetic
screening for vascular Ehlers-Danlos
syndrome through an amplification-based
next-generation sequencing system. Am J
Med Genet A. 2023;191(1):37-51.

124) Hara-Isono K, Matsubara K, Fuke T,
Yamazawa K, Satou K, Murakami N,
Saitoh S, Nakabayashi K, Hata K,
Ogata T, Fukami M, Kagami M.
Genome-wide methylation analysis in
Silver-Russell syndrome, Temple
syndrome, and Prader-Willi syndrome.
Clin Epigenetics. 2020;12(1):159.

125) Hara-Isono K, Matsubara K, Mikami M,
Arima T, Ogata T, Fukami M, Kagami M.
Assisted reproductive technology represents a
possible risk factor for development of
epimutation-mediated imprinting disorders
for mothers aged >/= 30 years. Clin
Epigenetics. 2020;12(1):111.




126) Masunaga Y, Inoue T, Yamoto K, Fujisawa Y,
Sato Y, Kawashima-Sonoyama Y, Morisada
N, lijima K, Ohata Y, Namba N, Suzumura H,
Kuribayashi R, Yamaguchi Y, Yoshihashi H,
Fukami M, Saitsu H, Kagami M, Ogata T.
IGF2 Mutations. J Clin Endocrinol Metab.
2020;105(1).

127) %75 #). [FGR/SGA <D FE w7
2] PR} FGR/SGA Dz & S8 IEELA]
T RIEZN:SGA %18 < BnFH) FH -
Silver-Russell JEMEREZ 12, FEWE S
2020;50(11):1816-21.

128) Fuke T, Nakamura A, Inoue T, Kawashima S,
Hara KI, Matsubara K, Sano S, Yamazawa K,
Fukami M, Ogata T, Kagami M. Role of
Imprinting Disorders in Short Children Born
SGA and Silver-Russell Syndrome Spectrum.
J Clin Endocrinol Metab. 2021;106(3):802-
13.

129) Hara-Isono K, Matsubara K, Hamada R,
Shimada S, Yamaguchi T, Wakui K, Miyazaki
0O, Muroya K, Kurosawa K, Fukami M,
Ogata T, Kosho T, Kagami M. A patient with
Silver-Russell syndrome with multilocus
imprinting disturbance, and Schimke
immuno-osseous dysplasia unmasked by
uniparental isodisomy of chromosome 2. J
Hum Genet. 2021;66(11):1121-6.

130) Kagami M, Hara-Isono K, Matsubara K,
Nakabayashi K, Narumi S, Fukami M,
Ohkubo Y, Saitsu H, Takada S, Ogata T.
ZNF445: a homozygous truncating variant in
a patient with Temple syndrome and
multilocus imprinting disturbance. Clin
Epigenetics. 2021;13(1):119.

131) Masunaga Y, Fujisawa Y, Muramatsu M, Ono
H, Inoue T, Fukami M, Kagami M, Saitsu H,
Ogata T. Insulin resistant diabetes mellitus in
SHORT syndrome: case report and literature
review. Endocr J. 2021;68(1):111-7.

132) Masunaga Y, Kagami M, Kato F, Usui T,
Yonemoto T, Mishima K, Fukami M, Aoto K,
Saitsu H, Ogata T. Parthenogenetic
mosaicism: generation via second polar body
retention and unmasking of a likely causative
PER2 variant for hypersomnia. Clin
Epigenetics. 2021;13(1):73.

133) Omark J, Masunaga Y, Hannibal M, Shaw B,
Fukami M, Kato F, Saitsu H, Kagami M,
Ogata T. Kagami-Ogata syndrome in a patient
with 46,XX,t(2;14)(q11.2;q32.2)mat
disrupting MEG3. J Hum Genet.
2021;66(4):439-43.

134) Yamazawa K, Inoue T, Sakemi Y, Nakashima
T, Yamashita H, Khono K, Fujita H, Enomoto
K, Nakabayashi K, Hata K, Nakashima M,

14

Matsunaga T, Nakamura A, Matsubara K,
Ogata T, Kagami M. Loss of imprinting of
the human-specific imprinted gene ZNF597
causes prenatal growth retardation and
dysmorphic features: implications for
phenotypic overlap with Silver-Russell
syndrome. J Med Genet. 2021;58(6):427-32.

135) f& 5 #), 85 HefX. Brdle AU v
T4 TR rKagaml Ogata JEMERE] D

Fﬂj /E*ﬁ@%’:,‘jtid\ )*/I‘%;FLE%
2021;1(1):4-19.
136) #65 &, A b BT, KO BES. [

TW%/@E%%%%K%]777*?
A VIEWERE L GH IR, FEIRIF « Nk
AL 2021;53(2):178-86.

137) Eggermann T, Yapici E, Bliek J, Pereda A,
Begemann M, Russo S, Tannorella P, Calzari
L, de Nanclares GP, Lombardi P, Temple IK,
Mackay D, Riccio A, Kagami M, Ogata T,
Lapunzina P, Monk D, Maher ER, Tumer Z.
Trans-acting genetic variants causing
multilocus imprinting disturbance (MLID):
common mechanisms and consequences Clin
Epigenetics 14(1)41 2022

138) f 5 &) [ TR X FEEMY - B
AREROBRFIOREEZRBET 5]
Silver-Russell SEERE & Z D &2, JE pEH
PE2E. 2022:52(5):761-4.

139) Fuke T, Nakamura A, Inoue T, Kawashima S,
Hara-1sono K, Matsubara K, Sano S,
Yamazawa K, Fukami M, Ogata T, Kagami
M. Frequency and clinical characteristics of
distinct etiologies in patients with Silver-
Russell syndrome diagnosed based on the
Netchine-Harbison clinical scoring system J
Hum Genet 67(10) 607-11 2022

140) Hara-Isono K, Nakamura A, Fuke T, Inoue T,
Kawashima S, Matsubara K, Sano S,
Yamazawa K, Fukami M, Ogata T, Kagami
M. Pathogenic Copy Number and Sequence
Variants in Children Born SGA With Short
Stature Without Imprinting Disorders J
Clin Endocrinol Metab,107(8):e3121-
e33;2022

141) Kawashima S, Yuno A, Sano S, Nakamura A,
Ishiwata K, Kawasaki T, Hosomichi K,
Nakabayashi K, Akutsu H, Saitsu H, Fukami
M, Usui T, Ogata T, Kagami M. Familial
Pseudohypoparathyroidism Type 1B
Associated with an SVA Retrotransposon
Insertion in the GNAS Locus,J Bone Miner
Res:37(10):1850-9,2022

142) Mackay D, Bliek J, Kagami M, Tenorio-
Castano J, Pereda A, Brioude F, Netchine I,
Papingi D, de Franco E, Lever M, Sillibourne
J, Lombardi P, Gaston V, Tauber M, Diene



G, Bieth E, Fernandez L, Nevado J, Tumer Z,
Riccio A, Maher ER, Beygo J, Tannorella P,
Russo S, de Nanclares GP, Temple IK, Ogata
T, Lapunzina P, Eggermann T. First step
towards a consensus strategy for multi-locus
diagnostic testing of imprinting
disorders,Clin Epigenetics
,2022

143) Tachibana N, Hosono K, Nomura S, Arai S,
Torii K, Kurata K, Sato M, Shimakawa S,
Azuma N, Ogata T, Wada Y, Okamoto N,
Saitsu H, Nishina S, Hotta Y. Maternal
Uniparental Isodisomy of Chromosome 4 and
8 in Patients with Retinal Dystrophy:
SRD5A3-Congenital Disorders of
Glycosylation and RP1-Related Retinitis
Pigmentosa,Genes (Basel) 13(2):2022

144) #5  #). Genetics in CKD, £ > 7' U 7 ¢
LB LT, 2003:94(3):339-45,

145) Abe J, Takeda A, Saitoh S. A case of tricuspid
atresia with Prader-Willi syndrome. Pediatr
Int. 2020;62(9):1105-6.

146) Hara-Isono K, Matsubara K, Fuke T,
Yamazawa K, Satou K, Murakami N, Saitoh
S, Nakabayashi K, Hata K, Ogata T, Fukami
M, Kagami M. Genome-wide methylation
analysis in Silver-Russell syndrome, Temple
syndrome, and Prader-Willi syndrome. Clin
Epigenetics. 2020;12(1):159.

147) Ieda D, Negishi Y, Miyamoto T, Johmura Y,
Kumamoto N, Kato K, Miyoshi I, Nakanishi
M, Ugawa S, Oishi H, Saitoh S. Two mouse
models carrying truncating mutations in
Magel2 show distinct phenotypes. PLoS One.
2020;15(8):¢0237814.

148) Kondo Y, Aoyama K, Suzuki H, Hattori A,
Hori I, Ito K, Yoshida A, Koroki M, Ueda K,
Kosaki K, Saitoh S. De novo 2q36.3q37.1
deletion encompassing TRIP12 and NPPC
yields distinct phenotypes. Hum Genome Var.
2020;7:19.

149) Egawa K, Saitoh S, Asahina N, Shiraishi H.
Short-latency somatosensory-evoked
potentials demonstrate cortical dysfunction in
patients with Angelman syndrome.
eNeurologicalSci. 2021;22:100298.

150) Egawa K, Saitoh S, Asahina N, Shiraishi H.
Variance in the pathophysiological impact of
the hemizygosity of gamma-aminobutyric
acid type A receptor subunit genes between
Prader-Willi syndrome and Angelman
syndrome. Brain Dev. 2021;43(4):521-7.

151) Ohashi K, Fukuhara S, Miyachi T, Asai T,
Imaeda M, Goto M, Kurokawa Y, Anzai T,
Tsurusaki Y, Miyake N, Matsumoto N,

14(1):143

Yamagata T, Saitoh S. Comprehensive
Genetic Analysis of Non-syndromic Autism
Spectrum Disorder in Clinical Settings. J
Autism Dev Disord. 2021;51(12):4655-62.

152) Ohashi K, Fukuhara S, Miyachi T, Asai T,
Imaeda M, Goto M, Kurokawa Y, Anzai T,
Tsurusaki Y, Miyake N, Matsumoto N,
Yamagata T, Saitoh S. Comprehensive
Genetic Analysis of Non-syndromic Autism
Spectrum Disorder in Clinical Settings. J
Autism Dev Disord. 2021;51(12):4655-62.

153) ZEEfyG.  [VNEE s R B ] 1
%« R UBE3A(BHK #: Angelman
JEWERE). /NERNZHE. 2021;84(11):1505-6.

154) Mizumoto K, Kato K, Fujinami K, Sugita T,
Sugita I, Hattori A, Saitoh S, Ueno S,
Tsunoda K, Iwata T, Kondo M. A Japanese
boy with Bardet-Biedl syndrome caused by a
novel homozygous variant in the ARL6 gene
who was initially diagnosed with retinitis
punctata albescens: A case report. Medicine
(Baltimore). 2022;101(50):e32161.

155) Negishi Y, Kurosawa K, Takano K,
Matsubara K, Nishiyama T, Saitoh S. A
nationwide survey of Schaaf-Yang syndrome
in Japan. J Hum Genet. 2022;67(12):735-8.

156) Saitoh S. Endosomal Recycling Defects and
Neurodevelopmental Disorders. Cells.
2022;11(1).

157) Takahashi Y, Date H, Oi H, Adachi T,
Imanishi N, Kimura E, Takizawa H, Kosugi
S, Matsumoto N, Kosaki K, Matsubara Y,
Consortium I, Mizusawa H. Six years'
accomplishment of the Initiative on Rare and
Undiagnosed Diseases: nationwide project in
Japan to discover causes, mechanisms, and
cures. J Hum Genet. 2022;67(9):505-13.

158) Fujimoto M, Nakamura Y, Iwaki T, Sato E,
Ieda D, Hattori A, Shiraki A, Mizuno S
Saitoh S. Angelman syndrome with mosaic
paternal uniparental disomy suggestive of
mitotic nondisjunction. J Hum Genet.
2023;68(2):87-90.

159) Ito Y, Ito T, Kurahashi N, Ochi N, Noritake
K, Sugiura H, Mizuno S, Kidokoro H,
Natsume J, Nakamura M. Gait characteristics
of children with Williams syndrome with
impaired visuospatial recognition: a three-
dimensional gait analysis study. Exp Brain
Res. 2020;238(12):2887-95.

160) Ivanovski I, Djuric O, Broccoli S, Caraffi SG,
Accorsi P, Adam MP, Avela K, Badura-
Stronka M, Bayat A, Clayton-Smith J, Cocco
I, Cordelli DM, Cuturilo G, Di Pisa 'V,
Dupont Garcia J, Gastaldi R, Giordano L,
Guala A, Hoei-Hansen C, Inaba M, Iodice A,




Nielsen JEK, Kuburovic V, Lazalde-Medina
B, Malbora B, Mizuno S, Moldovan O,
Moller RS, Muschke P, Otelli V, Pantaleoni
C, Piscopo C, Poch-Olive ML, Prpic I, Marin
Reina P, Raviglione F, Ricci E, Scarano E,
Simonte G, Smigiel R, Tanteles G, Tarani L,
Trimouille A, Valera ET, Schrier Vergano S,
Writzl K, Callewaert B, Savasta S, Street ME,
Iughetti L, Bernasconi S, Giorgi Rossi P,
Garavelli L. Mowat-Wilson syndrome:
growth charts. Orphanet J Rare Dis.
2020;15(1):151.

161) Faundes V, Goh S, Akilapa R, Bezuidenhout
H, Bjornsson HT, Bradley L, Brady AF,
Brischoux-Boucher E, Brunner H, Bulk S,
Canham N, Cody D, Dentici ML, Digilio
MC, Elmslie F, Fry AE, Gill H, Hurst J,
Johnson D, Julia S, Lachlan K, Lebel RR,
Byler M, Gershon E, Lemire E, Gnazzo M,
Lepri FR, Marchese A, McEntagart M,
McGaughran J, Mizuno S, Okamoto N,
Rieubland C, Rodgers J, Sasaki E, Scalais E,
Scurr I, Suri M, van der Burgt I, Matsumoto
N, Miyake N, Benoit V, Lederer D, Banka S.
Clinical delineation, sex differences, and
genotype-phenotype correlation in pathogenic
KDMG6A variants causing X-linked Kabuki
syndrome type 2. Genet Med.
2021;23(7):1202-10.

162) Zarate YA, Uehara T, Abe K, Oginuma M,
Harako S, Ishitani S, Lehesjoki AE, Bierhals
T, Kloth K, Ehmke N, Horn D, Holtgrewe M,
Anderson K, Viskochil D, Edgar-Zarate CL,
Sacoto MJG, Schnur RE, Morrow MM,
Sanchez-Valle A, Pappas J, Rabin R, Muona
M, Anttonen AK, Platzer K, Luppe J,
Gburek-Augustat J, Kaname T, Okamoto N,
Mizuno S, Kaido Y, Ohkuma Y, Hirose Y,
Ishitani T, Kosaki K. CDK 19-related disorder
results from both loss-of-function and gain-
of-function de novo missense variants. Genet
Med. 2021;23(6):1050-7.

163) Minatogawa M, Tsuji T, Inaba M, Kawakami
N, Mizuno S, Kosho T. Atypical Sotos
syndrome caused by a novel splice site
variant. Hum Genome Var. 2022;9(1):41.

164) Narita K, Muramatsu H, Narumi S,
Nakamura Y, Okuno Y, Suzuki K, Hamada
M, Yamaguchi N, Suzuki A, Nishio Y, Shiraki
A, Yamamori A, Tsumura Y, Sawamura F,
Kawaguchi M, Wakamatsu M, Kataoka S,
Kato K, Asada H, Kubota T, Muramatsu Y,
Kidokoro H, Natsume J, Mizuno S, Nakata T,
Inagaki H, Ishihara N, Yonekawa T, Okumura
A, Ogi T, Kojima S, Kaname T, Hasegawa T,
Saitoh S, Takahashi Y. Whole-exome analysis
of 177 pediatric patients with undiagnosed
diseases. Sci Rep. 2022;12(1):14589.

165) Nishi E, Takenouchi T, Miya F, Uehara T.
Yanagi K, Hasegawa Y, Ueda K, Mizuno S,
Kaname T, Kosaki K, Okamoto N. The novel
and recurrent variants in exon 31 of CREBBP
in Japanese patients with Menke-Hennekam
syndrome. Am J Med Genet A.
2022;188(2):446-53.

166) Cappuccio G, Sayou C, Tanno PL, Tisserant
E, Bruel AL, Kennani SE, Sa J, Low KJ, Dias
C, Havlovicova M, Hancarova M, Eichler
EE, Devillard F, Moutton S, Van-Gils J,
Dubourg C, Odent S, Gerard B, Piton A,
Yamamoto T, Okamoto N, Firth H, Metcalfe
K, Moh A, Chapman KA, Aref-Eshghi E,
Kerkhof J, Torella A, Nigro V, Perrin L, Piard
J, Le Guyader G, Jouan T, Thauvin-Robinet
C, Duffourd Y, George-Abraham JK,
Buchanan CA, Williams D, Kini U, Wilson
K, Telethon Undiagnosed Diseases P, Sousa
SB, Hennekam RCM, Sadikovic B, Thevenon
J, Govin J, Vitobello A, Brunetti-Pierri N. De
novo SMARCAZ2 variants clustered outside
the helicase domain cause a new recognizable
syndrome with intellectual disability and
blepharophimosis distinct from Nicolaides-
Baraitser syndrome. Genet Med.
2020;22(11):1838-50.

167) Hirano M, Satake W, Moriyama N, Saida K,
Okamoto N, Cha PC, Suzuki Y, Kusunoki S,
Toda T. Bardet-Biedl syndrome and related
disorders in Japan. J Hum Genet.
2020;65(10):847-53.

168) Imaizumi T, Yamamoto-Shimojima K,
Yanagishita T, Ondo Y, Nishi E, Okamoto N,
Yamamoto T. Complex chromosomal
rearrangements of human chromosome 21 in
a patient manifesting clinical features
partially overlapped with that of Down
syndrome. Hum Genet. 2020;139(12):1555-
63.

169) Kennedy J, Goudie D, Blair E, Chandler K,
Joss S, McKay V, Green A, Armstrong R,
Lees M, Kamien B, Hopper B, Tan TY, Yap P,
Stark Z, Okamoto N, Miyake N, Matsumoto
N, Macnamara E, Murphy JL, McCormick E,
Hakonarson H, Falk MJ, Li D, Blackburn P,
Klee E, Babovic-Vuksanovic D, Schelley S,
Hudgins L, Kant S, Isidor B, Cogne B,
Bradbury K, Williams M, Patel C, Heussler
H, Duff-Farrier C, Lakeman P, Scurr I, Kini
U, Elting M, Reijnders M, Schuurs-
Hoeijmakers J, Wafik M, Blomhoff A,
Ruivenkamp CAL, Nibbeling E, Dingemans
AJM, Douine ED, Nelson SF, Study DDD,
Hempel M, Bierhals T, Lessel D, Johannsen
J, Arboleda VA, Newbury-Ecob R.
Correction: KAT6A Syndrome: genotype-
phenotype correlation in 76 patients with



pathogenic KAT6A variants. Genet Med.
2020;22(11):1920.

170) Yanagishita T, Imaizumi T, Yamamoto-

Shimojima K, Yano T, Okamoto N, Nagata S,
Yamamoto T. Breakpoint junction analysis
for complex genomic rearrangements with
the caldera volcano-like pattern. Hum Mutat.
2020;41(12):2119-27.

171) Chowdhury F, Wang L, Al-Ragad M, Amor

DJ, Baxova A, Bendova S, Biamino E,
Brusco A, Caluseriu O, Cox NJ, Froukh T,
Gunay-Aygun M, Hancarova M, Haynes D,
Heide S, Hoganson G, Kaname T, Keren B,
Kosaki K, Kubota K, Lemons JM, Magrina
MA, Mark PR, McDonald MT, Montgomery
S, Morley GM, Ohnishi H, Okamoto N,
Rodriguez-Buritica D, Rump P, Sedlacek Z,
Schatz K, Streff H, Uehara T, Walia JS,
Wheeler PG, Wiesener A, Zweier C,
Kawakami K, Wentzensen IM, Lalani SR, Siu
VM, Bi W, Balci TB. Haploinsufficiency of
PRRI12 causes a spectrum of
neurodevelopmental, eye, and multisystem
abnormalities. Genet Med. 2021;23(7):1234-
45,

172) Faundes V, Goh S, Akilapa R, Bezuidenhout

H, Bjornsson HT, Bradley L, Brady AF,
Brischoux-Boucher E, Brunner H, Bulk S,
Canham N, Cody D, Dentici ML, Digilio
MC, Elmslie F, Fry AE, Gill H, Hurst J,
Johnson D, Julia S, Lachlan K, Lebel RR,
Byler M, Gershon E, Lemire E, Gnazzo M,
Lepri FR, Marchese A, McEntagart M,
McGaughran J, Mizuno S, Okamoto N,
Rieubland C, Rodgers J, Sasaki E, Scalais E,
Scurr I, Suri M, van der Burgt I, Matsumoto
N, Miyake N, Benoit V, Lederer D, Banka S.
Clinical delineation, sex differences, and
genotype-phenotype correlation in pathogenic
KDMBG6A variants causing X-linked Kabuki
syndrome type 2. Genet Med.
2021;23(7):1202-10.

173) Nishi E, Uehara T, Yanagi K, Hasegawa Y,

Ueda K, Kaname T, Yamamoto T, Kosaki K,

Okamoto N. Clinical spectrum of individuals
with de novo EBF3 variants or deletions. Am
J Med Genet A. 2021;185(10):2913-21.

174) Okamoto N, Miya F, Kitai Y, Tsunoda T, Kato

M, Saitoh S, Kanemura Y, Kosaki K.
Homozygous ADCY 5 mutation causes early-
onset movement disorder with severe

intellectual disability. Neurol Sci.
2021;42(7):2975-8.

175) Tajima D, Nakamura T, Ichinose F, Okamoto

N, Tomonoh Y, Uda K, Furukawa R, Tashiro
K, Matsuo M. Transient hypoglycorrhachia

17

with paroxysmal abnormal eye movement in
early infancy. Brain Dev. 2021;43(3):482-5.

176) Ueda K, Araki A, Fujita A, Matsumoto N,
Uehara T, Suzuki H, Takenouchi T, Kosaki K,
Okamoto N. A Japanese adult and two girls
with NEDMIAL caused by de novo missense
variants in DHX30. Hum Genome Var.
2021;8(1):24.

177) Ueda K, Ogawa S, Matsuda K, Hasegawa Y,
Nishi E, Yanagi K, Kaname T, Yamamoto T,
Okamoto N. Blended phenotype of
combination of HERC2 and AP3B2
deficiency and Angelman syndrome caused
by paternal isodisomy of chromosome 15.
Am J Med Genet A. 2021;185(10):3092-8.

178) Yamamoto-Shimojima K, Akagawa H,
Yanagi K, Kaname T, Okamoto N, Yamamoto
T. Deep intronic deletion in intron 3 of PLP1
is associated with a severe phenotype of
Pelizaecus-Merzbacher disease. Hum Genome
Var. 2021;8(1):14.

179) Zarate YA, Uehara T, Abe K, Oginuma M,
Harako S, Ishitani S, Lehesjoki AE, Bierhals
T, Kloth K, Ehmke N, Horn D, Holtgrewe M,
Anderson K, Viskochil D, Edgar-Zarate CL,
Sacoto MJG, Schnur RE, Morrow MM,
Sanchez-Valle A, Pappas J, Rabin R, Muona
M, Anttonen AK, Platzer K, Luppe J,
Gburek-Augustat J, Kaname T, Okamoto N,
Mizuno S, Kaido Y, Ohkuma Y, Hirose Y,
Ishitani T, Kosaki K. CDK 19-related disorder
results from both loss-of-function and gain-
of-function de novo missense variants. Genet
Med. 2021;23(6):1050-7.

180) Lima AR, Ferreira BM, Zhang C, Jolly A, Du
H, White JJ, Dawood M, Lins TC, Chiabai
MA, van Beusekom E, Cordoba MS, Caldas
Rosa ECC, Kayserili H, Kimonis V, Wu E,
Mellado C, Aggarwal V, Richieri-Costa A,
Brunoni D, Cano TM, Jorge AAL, Kim CA,
Honjo R, Bertola DR, Dandalo-Girardi RM,
Bayram Y, Gezdirici A, Yilmaz-Gulec E,
Gumus E, Yilmaz GC, Okamoto N, Ohashi
H, Coban-Akdemir Z, Mitani T, Jhangiani
SN, Muzny DM, Regattieri NAP, Pogue R,
Pereira RW, Otto PA, Gibbs RA, Ali BR, van
Bokhoven H, Brunner HG, Sutton VR,
Lupski JR, Vianna-Morgante AM, Carvalho
CMB, Mazzeu JF. Phenotypic and mutational
spectrum of ROR2-related Robinow
syndrome. Hum Mutat. 2022;43(7):900-18.

181) Nagai K, Niihori T, Okamoto N, Kondo A,
Suga K, Ohhira T, Hayabuchi Y, Homma Y,
Nakagawa R, Ifuku T, Abe T, Mizuguchi T,
Matsumoto N, Aoki Y. Duplications in the G3
domain or switch II region in HRAS



identified in patients with Costello syndrome.
Hum Mutat. 2022;43(1):3-15.

182) Fujita H, Sasaki T, Miyamoto T, Akutsu SN,
Sato S, Mori T, Nakabayashi K, Hata K, Suzuki
H, Kosaki K, Matsuura S, Matsubara Y,
Amagai M, Kubo A. Premature aging
syndrome showing random chromosome
number instabilities with CDC20 mutation.
Aging Cell. 2020;19(11):e13251.

183) Yukimoto H, Miyamoto T, Kiyono T, Wang S,
Matsuura S, Mizoguchi A, Katayama N,
Inagaki M, Kasahara K. A novel CDK-
independent function of p27(Kipl) in preciliary
vesicle trafficking during ciliogenesis.
Biochem Biophys Res Commun.
2020;527(3):716-22.

184) ‘=] K, BEHE FOff, BAE T LV ET B
+, PR FER, BN R, (LA B etal. fik
SRS YE O AR HIE N 22 % HLE T D sl
FH & L TONBSLERFIITIVER D E &
FOREAMG. T 55 52.2020;73(4):224-7.

185) Tomioka K, Miyamoto T, Akutsu SN,
Yanagihara H, Fujita K, Royba E, Tauchi H,
Yamamoto T, Koh I, Hirata E, Kudo Y,
Kobayashi M, Okada S, Matsuura S. NBS1
1171V variant underlies individual differences
in chromosomal radiosensitivity within human
populations. Sci Rep. 2021;11(1):19661.

186) Akutsu SN, Miyamoto T, Oba D, Tomioka K,
Ochiai H, Ohashi H, Matsuura S. iPSC
reprogramming-mediated aneuploidy
correction in autosomal trisomy syndromes.
PLoS One. 2022;17(3):¢0264965.

187) Miyamoto T, Hosoba K, Akutsu SN, Matsuura

S. Imaging of the Ciliary Cholesterol
Underlying the Sonic Hedgehog Signal
Transduction. Methods Mol Biol.
2022;2374:49-57.

188) Higashimoto K, Watanabe H, Tanoue Y,
Tonoki H, Tokutomi T, Hara S, Yatsuki H,
Soejima H. Hypomethylation of a centromeric
block of ICR1 is sufficient to cause Silver-
Russell syndrome. J Med Genet, 58(6):422—
425, 2021 (doi: 10.1136/jmedgenet-2020-
106907) PMID: 32447322 Open Access

189) Kodera C, Aoki S, Ohba T, Higashimoto K,

Mikami Y, Fukunaga M, Soejima H,
Katabuchi H. Clinical manifestations of

placental mesenchymal dysplasia in Japan: A
multicenter case series. J Obstet Gynaecol Res.
47(3):1118-1125, 2021 (doi:
10.1111/jog.14647) PMID: 33462953

190) Sun F, Hara S, Tomita C, Tanoue Y, Yatsuki H,
Higashimoto K, Soejima H. Phenotypically
concordant but epigenetically discordant

18

monozygotic dichorionic diamniotic twins
with Beckwith—Wiedemann syndrome. Am J
Med Genet Part A, 185(10):3062-3067, 2021.
DOL: 10.1002/ajmg.a.62364. PMID:
34037318

191) EIlE 5EfH. Lecture (FRIRE(RT: « NAEBR
FRE R TS A BB TIES 38
7 11(4):108-115, 2021

192) Aoki S, Higashimoto K, Hidaka H, Ohtsuka Y,
Aoki S, Mishima H, Yoshiura KI,
Nakabayashi K, Hata K, Yatsuki H, Hara S,
Ohba T, Katabuchi H, Soejima H. Aberrant
hypomethylation at imprinted differentially
methylated regions is involved in biparental
placental mesenchymal dysplasia. Clin
Epigenet, 14:64, 2022.
doi.org/10.1186/s13148-022-01280-0 PMID:
35581658

193) Soejima H, Hara S, Ohba T, Higashimoto K.
Placental Mesenchymal Dysplasia and
Beckwith-Wiedemann Syndrome. Special
Issue "Beckwith—Wiedemann Spectrum and
Cancer" Drs. Mussa A and Kalish JM (eds.),

Cancers, 14(22): 5563, 2022
doi.org/10.3390/cancers 14225563 PMID:
36428656

194) Bl B % {f . Beckwith-Wiedemann JiE i #¥ &
Sotos SEMERE. FFEE o TR X FEpEH -
A REROBRFORELYEET S
PEHAE 52 52(5):755-759, 2022

195) Higashimoto K, Hara S, Soejima H. DNA
Methylation Analysis Using Bisulfite
Pyrosequencing. Methods Mol Biol.
2023;2577:3-20.

196) Mushino T, Hiroi T, Yamashita Y, Suzaki N,
Mishima H, Ueno M, Kinoshita A, Minami K,
Imai K, Yoshiura KI, Sonoki T, Tamura S.
Progressive Massive Splenomegaly in an Adult
Patient with Kabuki Syndrome Complicated
with Immune Thrombocytopenic Purpura.
Intern Med. 2021;60(12):1927-33.

197) Hamaguchi Y, Mishima H, Kawai T, Saitoh S,
Hata K, Kinoshita A, Yoshiura KI.
Identification of uniqgue DNA methylation sites
in Kabuki syndrome using whole genome
bisulfite sequencing and targeted hybridization
capture followed by enzymatic methylation
sequencing. J Hum Genet. 2022;67(12):711-20.

198) Tamura S, Kosako H, Furuya Y, Yamashita Y,
Mushino T, Mishima H, Kinoshita A,
Nishikawa A, Yoshiura KI, Sonoki T. A
Patient with Kabuki Syndrome Mutation
Presenting with Very Severe Aplastic Anemia.
Acta Haematol. 2022;145(1):89-96.

199) Okazaki T, Adachi K, Matsuura K, Oyama Y,



Nose M, Shirahata E, Abe T, Hasegawa T,
Maihara T, Maegaki Y, Nanba E. Clinical
Characteristics of Fragile X Syndrome Patients
in Japan. Yonago Acta Med. 2021;64(1):30-3.

200) Io S, Watanabe A, Yamada S, Mandai M,
Yamada T. Perinatal benign hypophosphatasia
antenatally diagnosed through measurements
of parental serum alkaline phosphatase and
ultrasonography. Congenit Anom (Kyoto).
2020;60(6):199-200.

201) Ishijima Y, lizuka T, Kagami K, Masumoto S,
Nakade K, Mitani Y, Niida Y, Watanabe A,
Yamazaki R, Ono M, Fujiwara H. Prenatal
diagnosis facilitated prompt enzyme
replacement therapy for prenatal benign
hypophosphatasia. ] Obstet Gynaecol.
2020;40(1):132-4.

202) Nagata M, Setoh K, Takahashi M, Higasa K,
Kawaguchi T, Kawasaki H, Wada T,
Watanabe A, Sawai H, Tabara Y, Yamada T,
Matsuda F, Kosugi S. Association of ALPL
variants with serum alkaline phosphatase and
bone traits in the general Japanese
population: The Nagahama Study. ] Hum
Genet. 2020;65(3):337-43.

203) Nakamura-Takahashi A, Tanase T, Matsunaga
S, Shintani S, Abe S, Nitahara-Kasahara Y,
Watanabe A, Hirai Y, Okada T, Yamaguchi A,
Kasahara M. High-Level Expression of
Alkaline Phosphatase by Adeno-Associated
Virus Vector Ameliorates Pathological Bone
Structure in a Hypophosphatasia Mouse
Model. Calcif Tissue Int. 2020;106(6):665-
77.

204) Nishizawa H, Sato Y, Ishikawa M, Arakawa
Y, Iijima M, Akiyama T, Takano K, Watanabe
A, Kosho T. Marked motor function
improvement in a 32-year-old woman with
childhood-onset hypophosphatasia by
asfotase alfa therapy: Evaluation based on
standardized testing batteries used in
Duchenne muscular dystrophy clinical trials.
Mol Genet Metab Rep. 2020;25:100643.

205) Togashi T, Meguro-Horike M, Nagaya S,
Sugihara S, Ichinohe T, Araiso Y, Yamaguchi
K, Mori K, Imai Y, Kuzasa K, Horike SI,
Asakura H, Watanabe A, Morishita E.
Molecular genetic analysis of inherited
protein C deficiency caused by the novel
large deletion across two exons of PROC.
Thromb Res. 2020;188:115-8.

206) Tsuchiya M, Yamada T, Akaishi R,
Hamanoue H, Hirasawa A, Hyodo M, Imoto
I, Kosho T, Kurosawa K, Murakami H,
Nakatani K, Nomura F, Sasaki A, Shimizu K,
Tamai M, Umemura H, Watanabe A, Yoshida
A, Yoshihashi H, Yotsumoto J, Kosugi S.

19

Attitudes toward and current status of
disclosure of secondary findings from next-
generation sequencing: a nation-wide survey
of clinical genetics professionals in Japan. J
Hum Genet. 2020;65(12):1045-53.

207) Aizawa Y, Watanabe A, Kato K. Institutional
and Social Issues Surrounding Genetic
Counselors in Japan: Current Challenges and
Implications for the Global Community.
Front Genet. 2021;12:646177.

208) Ishisaka E, Watanabe A, Murai Y, Shirokane
K, Matano F, Tsukiyama A, Baba E,
Nakagawa S, Tamaki T, Mizunari T,
Tanikawa R, Morita A. Role of RNF213
polymorphism in defining quasi-moyamoya
disease and definitive moyamoya disease.
Neurosurg Focus. 2021;51(3):E2.

209) Murai Y, Ishisaka E, Watanabe A, Sekine T,
Shirokane K, Matano F, Nakae R, Tamaki T,
Koketsu K, Morita A. RNF213 ¢.14576G>A
Is Associated with Intracranial Internal
Carotid Artery Saccular Aneurysms. Genes
(Basel). 2021;12(10).

210) Nitahara-Kasahara Y, Mizumoto S, Inoue
YU, Saka S, Posadas-Herrera G, Nakamura-
Takahashi A, Takahashi Y, Hashimoto A,
Konishi K, Miyata S, Masuda C, Matsumoto
E, Maruoka Y, Yoshizawa T, Tanase T, Inoue
T, Yamada S, Nomura Y, Takeda S, Watanabe
A, Kosho T, Okada T. A new mouse model of
Ehlers-Danlos syndrome generated using
CRISPR/Cas9-mediated genomic editing. Dis
Model Mech. 2021;14(12).

211) Peter H Byers M, HARGEFRFE : Ml Fise
3% {Z. Ehlers-Danlos Syndrome, Type IV,
Vascular Type &M T—F 2% 1R
JEWERE. GeneReviewsJapan. 2021.

212) Pz 7. /NS 7B L] H R
P ALPL(BHEEEAKHR A 7 7 X —F
JiE). /NEREZHR. 2021;84(11):1712-4.

213) Nagaya S, Maruyama K, Watanabe A,
Meguro-Horike M, Imai Y, Hiroshima Y,
Horike SI, Kokame K, Morishita E. First
report of inherited protein S deficiency
caused by paternal PROS1 mosaicism.
Haematologica. 2022;107(1):330-3.

214) 38 =, whm o, R 4. FOCUS 3R
EBIEH V& T —(CGO). AL & Hif.
2022;50(4):418-21.

215) Akutsu K, Watanabe A, Yamada T, Sahara T,
Hiraoka S, Shimizu W. Vascular
Involvements Are Common in the Branch
Atrteries of the Abdominal Aorta Rather Than
in the Aorta in Vascular Ehlers-Danlos
Syndrome. CJC Open. 2023;5(1):72-6.



216) Aoto K, Kato M, Akita T, Nakashima M,

Mutoh H, Akasaka N, Tohyama J, Nomura Y,
Hoshino K, Ago Y, Tanaka R, Epstein O,
Ben-Haim R, Heyman E, Miyazaki T, Belal
H, Takabayashi S, Ohba C, Takata A,
Mizuguchi T, Miyatake S, Miyake N, Fukuda
A, Matsumoto N, Saitsu H. ATP6VOA1
encoding the al-subunit of the VO domain of
vacuolar H(+)-ATPases is essential for brain
development in humans and mice. Nat
Commun. 2021;12(1):2107.

217) den Hoed J, de Boer E, Voisin N, Dingemans

AJM, Guex N, Wiel L, Nellaker C,
Amudhavalli SM, Banka S, Bena FS, Ben-
Zeev B, Bonagura VR, Bruel AL, Brunet T,
Brunner HG, Chew HB, Chrast J,
Cimbalistiene L, Coon H, Study DDD, Delot
EC, Demurger F, Denomme-Pichon AS,
Depienne C, Donnai D, Dyment DA, Elpeleg
O, Faivre L, Gilissen C, Granger L, Haber B,
Hachiya Y, Abedi YH, Hanebeck J, Hehir-
Kwa JY, Horist B, Itai T, Jackson A, Jewell R,
Jones KL, Joss S, Kashii H, Kato M,
Kattentidt-Mouravieva AA, Kok F,
Kotzaeridou U, Krishnamurthy V, Kucinskas
V, Kuechler A, Lavillaureix A, Liu P,
Manwaring L, Matsumoto N, Mazel B,
McWalter K, Meiner V, Mikati MA,
Miyatake S, Mizuguchi T, Moey LH,
Mohammed S, Mor-Shaked H, Mountford H,
Newbury-Ecob R, Odent S, Orec L, Osmond
M, Palculict TB, Parker M, Petersen AK,
Pfundt R, Preiksaitiene E, Radtke K, Ranza
E, Rosenfeld JA, Santiago-Sim T, Schwager
C, Sinnema M, Snijders Blok L, Spillmann
RC, Stegmann APA, Thiffault I, Tran L,
Vaknin-Dembinsky A, Vedovato-Dos-Santos
JH, Schrier Vergano SA, Vilain E, Vitobello
A, Wagner M, Waheeb A, Willing M,
Zuccarelli B, Kini U, Newbury DF, Kleefstra
T, Reymond A, Fisher SE, Vissers L.
Mutation-specific pathophysiological
mechanisms define different
neurodevelopmental disorders associated
with SATB1 dysfunction. Am J Hum Genet.
2021;108(2):346-56.

218) Hatano M, Fukushima H, Ohto T, Ueno Y,

Saeki S, Enokizono T, Tanaka R, Tanaka M,
Imagawa K, Kanai Y, Kato M, Shiraku H,
Suzuki H, Uehara T, Takenouchi T, Kosaki K,
Takada H. Variants in KIF2A cause broad
clinical presentation; the computational
structural analysis of a novel variant in a
patient with a cortical dysplasia, complex,
with other brain malformations 3. Am J Med
Genet A. 2021;185(4):1113-9.

219) Hiraiwa A, Matsui K, Nakayama Y,

Komatsubara T, Magara S, Kobayashi Y,
Hojo M, Kato M, Yamamoto T, Tohyama J.

20

Polymicrogyria with calcification in Pallister-
Killian syndrome detected by microarray
analysis. Brain Dev. 2021;43(3):448-53.

220) Ttai T, Miyatake S, Taguri M, Nozaki F, Ohta

M, Osaka H, Morimoto M, Tandou T, Nohara
F, Takami Y, Yoshioka F, Shimokawa S,
Okuno-Yuguchi J, Motobayashi M, Takei Y,
Fukuyama T, Kumada S, Miyata Y, Ogawa C,
Maki Y, Togashi N, Ishikura T, Kinoshita M,
Mitani Y, Kanemura Y, Omi T, Ando N,
Hattori A, Saitoh S, Kitai Y, Hirai S, Arai H,
Ishida F, Taniguchi H, Kitabatake Y, Ozono
K, Nabatame S, Smigiel R, Kato M, Tanda K,
Saito Y, Ishiyama A, Noguchi Y, Miura M,
Nakano T, Hirano K, Honda R, Kuki I,
Takanashi JI, Takeuchi A, Fukasawa T, Seiwa
C, Harada A, Yachi Y, Higashiyama H,
Terashima H, Kumagai T, Hada S, Abe Y,
Miyagi E, Uchiyama Y, Fujita A, Imagawa E,
Azuma Y, Hamanaka K, Koshimizu E,
Mitsuhashi S, Mizuguchi T, Takata A,
Miyake N, Tsurusaki Y, Doi H, Nakashima
M, Saitsu H, Matsumoto N. Prenatal clinical
manifestations in individuals with COL4A1/2
variants. J] Med Genet. 2021;58(8):505-13.

221) Kalantari S, Carlston C, Alsaleh N, Abdel-

Salam GMH, Alkuraya F, Kato M,
Matsumoto N, Miyatake S, Yamamoto T,
Fares-Taie L, Rozet JM, Chassaing N,
Vincent-Delorme C, Kang-Bellin A,
McWalter K, Bupp C, Palen E, Wagner MD,
Niceta M, Cesario C, Milone R, Kaplan J,
Wadman E, Dobyns WB, Filges 1. Expanding
the KIF4A-associated phenotype. Am J Med
Genet A. 2021;185(12):3728-39.

222) Miyamoto S, Kato M, Hiraide T, Shiohama T,

Goto T, Hojo A, Ebata A, Suzuki M,
Kobayashi K, Chong PF, Kira R, Matsushita
HB, Ikeda H, Hoshino K, Matsufuji M,
Moriyama N, Furuyama M, Yamamoto T,
Nakashima M, Saitsu H. Comprehensive
genetic analysis confers high diagnostic yield
in 16 Japanese patients with corpus callosum
anomalies. J] Hum Genet. 2021;66(11):1061-
8.

223) Miyamoto S, Kato M, Sugiyama K,

Horiguchi R, Nakashima M, Aoto K, Mutoh
H, Saitsu H. A boy with biallelic frameshift
variants in TTCS and brain malformation
resembling tubulinopathies. ] Hum Genet.
2021;66(12):1189-92.

224) Miyatake S, Kato M, Kumamoto T, Hirose T,

Koshimizu E, Matsui T, Takeuchi H, Doi H,
Hamada K, Nakashima M, Sasaki K,
Yamashita A, Takata A, Hamanaka K, Satoh
M, Miyama T, Sonoda Y, Sasazuki M, Torisu
H, Hara T, Sakai Y, Noguchi Y, Miura M,
Nishimura Y, Nakamura K, Asai H,



Hinokuma N, Miya F, Tsunoda T, Togawa M,
Ikeda Y, Kimura N, Amemiya K, Horino A,
Fukuoka M, Ikeda H, Merhav G, Ekhilevitch
N, Miura M, Mizuguchi T, Miyake N, Suzuki
A, Ohga S, Saitsu H, Takahashi H, Tanaka F,
Ogata K, Ohtaka-Maruyama C, Matsumoto
N. De novo ATP1A3 variants cause
polymicrogyria. Sci Adv. 2021;7(13).

225) Watanabe K, Nakashima M, Kumada S,
Mashimo H, Enokizono M, Yamada K, Kato
M, Saitsu H. Identification of two novel de
novo TUBB variants in cases with brain
malformations: case reports and literature
review. ] Hum Genet. 2021;66(12):1193-7.

226) Abe K, Ando K, Kato M, Saitsu H,
Nakashima M, Aoki S, Kimura T. A New
Case With Cortical Malformation Caused by
Biallelic Variants in LAMC3. Neurol Genet.
2022;8(3):¢680.

227) Matsushita HB, Hiraide T, Hayakawa K,
Okano S, Nakashima M, Saitsu H, Kato M.
Compound heterozygous ADAMTS9 variants
in Joubert syndrome-related disorders without
renal manifestation. Brain Dev.
2022;44(2):161-5.

228) Sakamoto M, Iwama K, Sasaki M, Ishiyama
A, Komaki H, Saito T, Takeshita E, Shimizu-
Motohashi Y, Haginoya K, Kobayashi T,
Goto T, Tsuyusaki Y, lai M, Kurosawa K,
Osaka H, Tohyama J, Kobayashi Y, Okamoto
N, Suzuki Y, Kumada S, Inoue K, Mashimo
H, Arisaka A, Kuki I, Saijo H, Yokochi K,
Kato M, Inaba Y, Gomi Y, Saitoh S, Shirai K,
Morimoto M, Izumi Y, Watanabe Y,
Nagamitsu SI, Sakai Y, Fukumura S,
Muramatsu K, Ogata T, Yamada K, Ishigaki
K, Hirasawa K, Shimoda K, Akasaka M,
Kohashi K, Sakakibara T, Ikuno M, Sugino
N, Yonekawa T, Gursoy S, Cinleti T, Kim
CA, Teik KW, Yan CM, Haniffa M, Ohba C,
Ito S, Saitsu H, Saida K, Tsuchida N,
Uchiyama Y, Koshimizu E, Fujita A,
Hamanaka K, Misawa K, Miyatake S,
Mizuguchi T, Miyake N, Matsumoto N.
Genetic and clinical landscape of childhood
cerebellar hypoplasia and atrophy. Genet
Med. 2022;24(12):2453-63.

229) Nakashima M, Argilli E, Nakano S, Sherr
EH, Kato M, Saitsu H. De novo CLCN3
variants affecting Gly327 cause severe
neurodevelopmental syndrome with brain
structural abnormalities. ] Hum Genet.
2023;68(4):291-8.

230) Sakaguchi Y, Yoshihashi H, Uehara T,
Miyama S, Kosaki K, Takenouchi T.
Coloboma may be a shared feature in a
spectrum of disorders caused by mutations in

21

the WDR37-PACS1-PACS?2 axis. Am J Med
Genet A. 2021;185(3):884-8.

231) Funato M, Uehara T, Okada Y, Kaneko H,
Kosaki K. Cohesinopathy presenting with
microtia, facial palsy, and hearing loss caused
by STAGI1 pathogenic variant. Congenit
Anom (Kyoto). 2022;62(2):82-3.

232) Kanako KI, Sakakibara N, Murayama K,
Nagatani K, Murata S, Otake A, Koga Y,
Suzuki H, Uehara T, Kosaki K, Yoshiura KI,
Mishima H, Ichimiya Y, Mushimoto Y,
Horinouchi T, Nagano C, Yamamura T, Iijima
K, Nozu K. BCS1L mutations produce
Fanconi syndrome with developmental
disability. J Hum Genet. 2022;67(3):143-8.

233) Yoshikawa Y, Koto T, Ishida T, Uehara T,
Yamada M, Kosaki K, Inoue M.
Rhegmatogenous Retinal Detachment in
Musculocontractural Ehlers-Danlos
Syndrome Caused by Biallelic Loss-of-
Function Variants of Gene for Dermatan
Sulfate Epimerase. J Clin Med. 2023;12(5).

234) BE tEE. [ - IR ATRE /e B nE
R AE RRS2ni=nlZ] Eishvot
Vo REFERROEME. NEEE
K. 2020;73(5):621-6.

235) /A tHE.  [R2Wr - TR AT TR AR
FHREZ RS20 EoIl] Bl vt
Voo FREOIERE L EOEEA.
/NREHEEER. 2020;73(5):615-20.

236) il PRI, S RFEFEMAE & SIDS. H
A SIDS - FLALIRIRIET B2 MR
2020;20(1):16-22.

237) Numabe H, Kosaki K. Prevalence of
Hallermann-Streiff syndrome in a Japanese
pediatric population. Pediatr Int.
2021;63(4):474-5.

238) il e, [NIREBBZED D D
R 2 GGTE 6 ] Yeffkiag, 4t
KEw  JBIRMET Vo — VEFERE L O
JEIEMET o — L AT T AJE. NR
WEL. 2021;53(H5F)):234-7.

239) i e, e RMEE BRI Y Uk
U7, WIRERFE. 2021;13(2):203-8.

240) Ushioda M, Sawai H, Numabe H, Nishimura
G, Shibahara H. Development of individuals
with thanatophoric dysplasia surviving
beyond infancy. Pediatr Int.
2022;64(1):e15007.

241) BoE Rk, R B, KHE AT, AT
KHRT, NRE B NRE BEVCED, et al.
Hallermann-Streiff JEBERERE A BN 1T 5
ARPT L. B ARIRE S,
2022;126(9):760-71.



242) {HEL MHIE. S RFE OBRFHIRZWT.

HUR E R K2R, 2022;80(2):81-7

2. FEHE

1)

2)

3)

4)

5)

6)

7)

8)

9)

10)

Yanagi K, Toguchi S, Sato K, Inoue M,
Naritomi K, Matsubara Y, Kaname T."A
Japanese girl with a novel variant of PIK3R1
showed deterioration of insulin resistance to
biguanide treatment.”(7" A % —) , Europian
Human Genetics Conference,(Web),
2020/6/6-9, [E
Kaname T, Yanagi K, Takeshita M, Omata M,
Kobayashi N, Abe Y, Naritomi K, Matsubara
Y. ”A novel deletion in ZEB2 and biallelic
frameshift variants in CNKSR1 identified in a
patient dysmorphologically diagnosed with
Mowat-Wilson syndrome.”(Virtual
Conference), ESHG2020. (Web), 2020/6/6-9,
] B
=HOE, KE U REETAT 208 H
LA « R OB SRS AT LD
JE1 (R Y T L), B 123 BIHANR
LA PR 2 (Web), 2020/8/21-23, [EN
EEE— TEAEMERBMROER L &b
{2 . My odyssey of research on genetic
diseases| (F=H SEGEM) , AARANHE
BIRFREH 65 MIKE  (Web), 2020/11/20,
EShg)
faJE— TIRUD fiftr & > & — ik, B
WS (D8H) |, 2020 45 IRUD B4y
i IRUD &0 E Lo fiitrtzr ¥
— ,(Web), 2020/12/18, [E N
IEVE— TR T - 5 - ) &R
2 (Zoom &) , HAESE (Web),
2021/01/19, [EN
WEE— 157 NEROBIN & GRE
(FeRllGETE) , 265 20 [EIBIVY HY AR RiT2 i
geex. 5 50 [EIER RIS B s IEss
TS A RIS ,(Web), 2021/03/06,
M
mREE—, TR —27 = P—n/)h
WREFRA~OIEH~ERYGYE, 25, BistE
B, RUNRBY S MR
{i#, Web, 2021.11.28, [EHN
WRPE—, RSBREA =27 F7
(IRUD) #FRF(EOBEL D, F
16 [EEEI T T« T RNV RA R
It — (AREBI YD I%R
FAE) , Sl Bt A ), 2022.2.12-
13, [EH
WFEE—, 7 DENTAIRGE D Fc B O B,
5517 [T s R B ENFFESS, Web,
2022.6.11, [EH

22

11)

12)

13)

14)

15)

16)

17)

18)

19)

20)

21)

22)

Morisaki H, Morisaki T, ”Clinical features
in adolescence among genetically confirmed
vascular Ehlers-Danlos syndrome in
Japanese” : A retrospective study,

USA(web) , 2020, Oct 26th, [EIEE
ARG DEARMERENRE S - 2k éa
{REFEIRRA ], (web), 2020,May 5th, [EN
Morisaki H, Morisaki T, ”Clinical Spectrum
of Heritable Aortic Aneurysm and Dissection:
Genotype and Phenotype Analysis of 481
Patients in Japan”, f{i(4 > 71 ),
2021.3.27, EW

IR - 11 % Ehlers-Danlos JEERE
DEFIR = A SNEOHE 2 0T, (web),
2020.12.12, EWH

Hayashida M, Nakayama A, Morisaki H,
Shimokawa T, Nanasato M and Isobe
M”The Safety of Outpatient-Cardiac
Rehabilitation for the Patients with Marfan
Syndrome”, f#ij5 (4> 7 A >) ,2022.3.

M

BRI T DEARTEREIRE - fREE  BRIR
W & BR TR AL, B, 2022.10.29,
M

Nishina S., Acute acquired comitant esotropia
in children.Invited speaker of the Symposium
“Strabismus and Amblyopia”, 38th APAO
Congress, Kuala lumpur, Malaysia,
2023.2.25, [EE

Hayashi S, Kashizuka E, Yoshida T, Yokoi T,
Nishina S, Okamura K., Identify Left and
Right Eyes in Infant Face Photographs Using
Deep Learning., 38th APAO Congress, Kuala
lumpur, Malaysia, 2023.2.25, [EB#
Morikawa H, Nishina S, Torii K, Hosono K,
Fukami M, Hotta Y. , An infant case of
congenital stromal corneal dystrophy caused
by a novel variant c.953del of the DCN gene.,
38th APAO Congress, Kuala lumpur,
Malaysia, 2023.2.23-26, [EF

Nishina S, Yoshida T, Hayashi S,Morikawa
H, Kashizuka E, Yokoi T, Nakayama Y.,
Prognosis for treatment of acute acquired
comitant esotropia in younger children
associated with digital device use., XV ISA
meeting, Cancun, Mexico, 2022.9, [EFF
Nishina S., The current trend of vision
screening for young children in Japan. Invited
speaker of the Hillrom Symposium., 36th
APAO Congress, virtual, 2021.9.5, [EH
Riakm, TR MFE. S HN
T AMERE . RN R, 2%
Z. AekriEsE L. ERFET KR
B EREE T FEEX, g T
PR IR 2 58 0 7 e 2 e e L e
% ARERAE H O REH, 257601 H AN RARFY
¥y, B, 2022.10.13, [EA



23)

24)

25)

26)

27)

28)

29)

30)

31)

32)

MR, BERRFE, MG, SR
o+ MUFE. FHH, fEELL, RE
FHEEMNN-HANROEEFEIZEB T 5L
HIROFRHE ) DFET, H76R] H AR
IRB %22, Web,2022.10.13, [EH
LR, RENCHA LoWIRER L £
DIRIFE, F33E A A/NERESRE T +
— 7 hin@mite, @, 2022.6.12, EA

R A, IREBOBSMG A 1/
R e R, AARIRE S SR B
HFi75ME15EE 22, Web, 2022.4, [EN"
WTHET 2 I N A, JIRTARf-, RS
—. B FRR, WEE, Ak, SR
F. eE IRR., AR, FnE
DG IFEMAB HHVERE AN IRE2505 5% D
BARTENT, 55126[F] H RIRE Faihas,
B, 2022.4.15, [EWN

RINEER . TRl MEF o, NAE
FoE, MIEE, mL T, ILHEM, 3
SEGRC, REAT. S HEH, DONARIZ
LD RRBIMHEAEELE A hr 74—
D 16, F126/8] A RRBFFEME, BT,
2022.4.14, EWN

B CRSE RIEEH . B
. HEHRE, ARERE, MHE. R
17, SFEBER, PETHF. BRFT,
F 32 N RS A R R e & 5 OF L 72—
B, %4700 B A/ NEIRFF SR, B O,
2022.3.19, EN

WHEAT. SR, MURE. &L
EIRFEART- FERTET, SR DRERIC
X D ME  (abusive head trauma:
AHT) O i 4 HRJEAR ST K D HRIEET .,
600 H AHENEAY TR s, HOR,
2021.12.3, EN

Yokoi T, Sakata K, Morikawa H, Yoshida T,
Hayashi S, Nishina S, Azuma N, Surgery for
proliferation in familial vitreoretinopathy
with retinal folds. Distinguished Papers

Symposium, £560[8] H AHEERY 1-A22
W, HAT, 2021.12.3, EHWN

SRHEER, AL, A HEEREE, 2R
B, FEuEE . MO8, T, S8
SEA VERRELE, FIRMEC Y F A4 Y I —
W LD RMRIEMER S A he 7 4 —D 2
B, %7500 0 ARERRIRBL 2, fE i,
2021.10.31, [EWN

FINER, R, HHAH, B
FEOWEE, BHE, EHE. KET,
MRS AL M 2 & 7= L7z v JER D
—f, F7508] B ARERIREHES, @,
2021.10.28, [EHN

23

33)

34)

35)

36)

37)

38)

39)

40)

41)

42)

43)

CRSET, RRmEELE S RHREA.
VURT Y L2 EREIREROBIRTZ
WriRiRR, H A NFEBER T2 66K
2 28 A RBIn TR RE A
[RIBAME, Ak, 2021.10.14, [EHN
B2, SVSIZ L IR E O & K%
. S F a8 F— SVSOIHFH !
ANEFHE & o, 770 B ARG A
SR, ik, 2021.7.3, EWN
ERSEF, /NERNEO IR R &2
Wr. 47 =2 27%F—/NERFENEDE
JERHERE. ZH40[0] 0 A/ NRIREL SR A, 18
], 2021.6.4, [EHN

FREF L, I FEIR, AEHETERE, ISER
%, CH=ET, HhET, TR, EH
3, APBENEEIZ L0 BN E LA
EMEHARIEEIC X D FIRD 141, 5546
o] B A NRIRBL S, 1w, 2021.6.5,
ESk

CHRSE7. = HBETE. PR, M
B, WMHFET BHEE, MATie254,
FEEIE, HEA T, SRR CEEENIC
I pHu—vTa T, FHaelE H AN
R s, fEh, 2021.6.5, EN
CRSE7, MBPrefl, BOFE., SHMA
i, AR, WREA, JMEEH, H
#i17. CEP290B# L — /\— K 5 5E
DGR, F5125] H ARIRE Fa ks,

B, 2021.4.8, [EN

CRSET B, BOFE, SHM
i, GEAEERL, ARKREE RS, ARFESE. U
=M. 1T, PRPSEG AR A FE
L7=EEEZED & 5 Leberde K BNE & LD
16, 555901 H AMNERE 7R e,
Web, 2020.11, [EHN

CRSE7-, MBFrefl, BOFE, SHMA
T, B EA, RAER, NRHERAS, Y
HER., HfT, fEA he 7 0 —%
FEIE L7-CDKOZE T X B L F 7 T IiE e
B 141, F45lE] B A NRIREF AR as,
Web, 2020.7, [EHN

ASE Y AR TN = YT ST e I
IRIIEZIR DHEST AT T DR G
/AMED #FZEHED LV f0A ] 55 121 [H]

H R H s EmE R 7 i s, o R,
2020.10.6-7, [EHN

R & TR, 72 B 35— RIS, KA BRSOk 28
1,715 1S T Surface-based Morphometry %
FHN 785 B R o I e 2 L D F
) E 65 [Bl H AR = Faiiss - i
IS, %N, 2020.10.8-9, [EAN

RO B — RIS, R A& = BB A K G- INF R
ZETHARNIZIIT 2 F ks L ORI &



44)

45)

46)

47)

48)

49)

50)

51)

52)

BHEESJ~DEBI T HNT ) 565 [m A A
TETL R ey - i, 2,
2020.10.8-9, [EHN

PR IK SERE 5 st P P — BB, 2% BIE
S BV B B AR SEAR MR T B AN
THTZ AT AL S L= B 5 7 SLC12A2
V2 & 2 4 ZRORER TR 5 65 [a]
A AR R P - FINGEES, &M,
2020.10.8-9, [EIWN

Matsunaga T, Yamamoto N, Mutai H, Namba
K, Goto F, Ogawa K. [Phenotypic
presentation of DFNA11 at diverse stages of
development and aging| H AR NFHEEEFS
%5 65 [al K4, 2 (Web), 2020.11.18-21,
M

P AEEIAR S RIDER AR BIE LG B 05k,
FAK 2 T Auditory Neuropathy D ZREi %
R L7 m.7471dupC ~7 2 7 A I —JE
i) AARNBERTFRE 65 IR, BH
(Web), 2020.11.18-21, [EHN

A RO B 3 — B, L S R, /K
BB, B i =T RR, AR 2k SR DI E AL 0D &
UMZ KD cVEMP D522 5 79 [B] H AR
F VR PSR - PN S, AR
JI1,2020.11.25-27, [EHN

H R R K EERE, F A - TN D
[TMPRSS3 EinFZERNFEIN & 2 b
7o S R B R oD 3 [RIRAE ) 5 15 (]
A AN B S RGERL s i s - TR
£ A, 2020.12.1-2, [EAN

FRILZR 2 § 5 88 AR D &
O B B A sk [ A R R R
MRREIZB T D82t v ¥ —/RER
IBho 27 —0bY ) B 15EHAAK
/NRE mIEMER s - TR,
g, 2020.12.1-2, EWHN

(LEPYE FS0E N B S £ /NI
AR FA 7k I [ B HEFE B R R B AR
v A — R A R OB —EEEICES
T D ERRBIR DTG & HTRIERA~DR
P 55 122 [A] B AH SRR R
& - ETEEE S, AUAR, 2021.5.12—15,
N

YVINEB NEEE,LREIE EAER T,
N VR B AR 75 A K R A P v T 7
7 B T o BRI OE R IR A A i T
L 7= van der Hoeve JEEREB] ] 25 122 [A] H
AR H LBIRAMER s « e, K
#B,2021.5.12—15, [EN

PRI N, LI 2 2, 75 Y =4 A i, —
BT /I 2 IR RS A AR Y
Bz D BERE IS A M T 381 & HLmsE - BRR —
ISR B AR NHBRFEH 66 11K

24

53)

54)

55)

56)

57)

58)

59)

60)

61)

= 28 M HABKETR2EFERE
AFEIPE, A5, 2021.10.13—16, [EHN
B A AR, B E FIER, 28 BiE 6, BV,
BB gt R B3 — BB AR A1, I B
2 A7k 2217 [ Auditory neuropathy & 5\
IXEUCEERI LR R T e 2 LT
MTTS1 #EE AR 3 5% 5 il & 31
B i ARBR S e - FIEHS, )
3T, 2021.10.13—16, [EN
FH EVDER 23 BIH 5 B ot mE g =1ES, 0
P B2 P Byt — RIS RA oK e [ B % 7
7 LT HEER o4 2 BIs T2 & 8B
YY) OB # 31 FIHAR
Bre e - FPINGEES, 30T,
2021.10.13—16, EWN
[LIYSE—H8F, T 7K Rl ], KA 1R S0, R 40 Sl
VBT BT ANk EERE, S, A D
B BRI S5 [2p15p16.1 BRI R ISR &
RP2 BEEMENE 2 & 0F L 7= 5 i fl) &5 44
Bl A A/ NEE RTINS, RO
FA42),2021.11.12— 14, [EHN
NWHBEE, ®X—., FAREHF, LEBEH
1E, FEHEAYE, NI, BEARCRE, &2
IR T HEE DRSS 2 SR IS e i S -
HDR JEBERED 1 %) 5123 M HARH &
MEME R BHSEE AR s s - Tl 2,
I, 2022.5.25—28, [EHN
HAfE, SME AR AARKET, fh
P, FAJKEME THDR JEERES [R5 D
EWIRGE ) 5 17 [8] B AT B SLng R
TR - PR S, &I, 2022.7.21—
22, [EAN
IAAKERE, REIEG, BEsM, A b
T ARRET-. SEARfm 1. /NERIE T
B — [ B 12 81T D Axenfeld-
Rieger JEBEHE DB FHIZ W 2 67 [A1H
APEREFDRE - FinsEs, W,
2022.10.5—7, [EHN
EERANL, Miaak, KaEs, il
Fe. BMRE, RAakEERE, NEBEZE S YR
Ti#&%k L 7= Auditory neuropathy % & L 72
Perrault JEWEREDO—F] 5 67 [B] H AKJER
e - FiTaRiEe, 11E, 2022.10.5
-7, EIN
HARKZEA-, hEE1-. Rk SR TR
AT — E T CREEIZE I CHARGE
JERE D JF N B 51 CHD 7 i@ fn 128 B
RINT= B 5 67 Al B AR [
iR - RS, 11¥, 2022.10.5—7,
W
M @R, H VR, R, RaakE
e, NLFEE, WEFR . B
Bt TR L 7= Birt-Hogg-Dube JEERED 3



62)

63)

64)

65)

66)

67)

68)

69)

70)

F3&] 67 Bl HARNHER T, Bk,
2022.12.14—17, [EWN

Kosaki R, Kosaki K, EP300 related
Rubinstein-Taybi syndrome:Expanding the
phenotype and genotype spectrum., American
Society of Human Genetics, USA (Online),
2020.10.27-30, [EEE

Suzuki H, Nozaki M, Yoshihashi H, Imagawa
K, Kajikawa D, Yamada M, Yamaguchi Y,
Morisada N, Eguchi M , Ohashi S, Ninomiya
S, Seto T, Tokutomi T, Hida M, Toyoshima K,
Kondo M, Inui A, Kurosawa K, Kosaki R, Ito
Y, Okamoto N, Kosaki K, Takenouchi T,
Genomic sequencing in critically ill newborn
infants shows high diagnostic rate in
neurometabolic phenotypes and positive
impact on clinical management, American
Society of Human Genetics, USA (Online),
2021.10.18-22, [EBE

i 1,/ FRLE oy BRSO FROREHA,
Bl PMPCA B{n AR AR D, HED
REN % B LT E Y RS MR RE NS
PEIE, 25 62 [a] A AN P PR
23, Web [H1#, 2020.08.18-20, [EHN

/INIRE BRLHE PR RLECRL, E NIRRT
VB BB IRE 2R LT M R R
FIE U VX OBERE |, 123 [HH
AKNRB P TFINEES, Web BRfE,
2020.8.21, [EN

Ui - TS 5 E A /D IR L BRI,
ZINIRFBEVR RIS, P IR 5 B i R 2,
Rubinstein-Taybi SEGREDFHEIZZ L
EP300 (ZJRRYZAE S 2 [AE L7z 1 61, 25 65
[ BARNEE{RTZS, Web B,
2020.11.18-21, EWN

AN ELHE PR LB, MR A LT R
GARFEGE N ) 70 X D B RIEE D FZReT
&, %65 H  AANEEIRTE, Web B
fé, 2020.11.18-21, EHN

fEFINGR, H IR —BS i 2 /i B
REE—RSEBVRE, AR 2RO -
L ZPERE VILERLO—F1, 55 124 [0 A A
INEBL TR 23, Web BffE, 2021.4.16,
M

JHSHAREN T, B 7K H 70 e 2 AR Ay
T, FERIGE, RIGEEL, /N L Fal s
— , BEER IR OBRKRIER & BIEFH

PO, 63 ml  HA/NT R
DMEES, Web Bilf#, 2021.5.28, [EN

ANTE SR BB AL R LSRR,
AT BN Dy SRR E A,/ R L
TAMATIERIZ L 72 IET A AFE
ZiRO7- MECP2 BIn AR ZATHH

25

71)

72)

73)

74)

75)

76)

77)

78)

W, 63 m AN R
£ Web BRfE, 2021.5.28, EWN
g FORAT B MR ELE R —

g tRE, S e, U R, B
B SRR, BARANDIREE A BIE 6
HZFB DALz SLC24AS i fn 1248 B
M ERAZ RITTRBIZ SN T,
47 [BIRZ & D T2 IR 252 5T K4S, Web
PR, 2021.7.10, [EN
Toru Saito, Ken Okamura, Rika Kosaki,
Kazumasa Wakamatsu, Shosuke Ito,
Osamu Nakajima, Hidetoshi Yamashita,
Yutaka Hozumi, Tamio Suzuki, Impact of a
SLC24A5 novel mutation identified in the
first Japanese patient with oculocutaneous
albinism 6 on retinal pigment epithelium,
46 [8]  HAWFZER R4, Web B,
2021.12.3-5, EHN
PR F A B IR A AN i,
rErell, hE &, (LT, B
B BAREK | IREHEJE6 RO H
ARNIEBNZFRD B A7z SLC24AS BB T
IR SE FRA RIT TR ORI,
AN 72>, Web B, 2021.10.23-34,
M
TR EF VDR Ve 2 AR Fi R R,/ N A,
SRE AR L RE, RAIIAE,
e BRI AR IR R /N R, IR B3
BILEZ, Yo —ITBiT D EMRE
653 oG, 566 Bl HARNIHELS
2%, Web P&, 2021.10.13-16, [EN
/NI B HE A SE - N R S 1 A
g 7 H, B E, Mo Z—I2BiT 5
e sk Lo L FE A ek 2 FE K 5 B —iE
DT ) BENTICR T BB Y Y
7, 66l HARNEER S, Web
PR, 2021.10.13-16, [EH
T NEV I ) S S WAN € o vy
M GHERCERR, S, B ARANDIRKE H R
JE 67 (OCA6) : ¥~ AET LD
SLC24AS5 & fm1 OHRERENT, 55 66 [0
A AR NFEEIR 2, Web BRf#, 2021.10.13-
16, EN
£ 1L B % R SR -, LT AT/ N IR R,
T S AR, A, \ BASA, LLAR A -, 7K
B S /R BLEE A IR LU PR,
RIS 1 = EHMEHICR T2 7 Z v
2 RBLXOEVTF DA MEFORANE
FRAM . haE AR & 2 AR — B AR,
H AR 22555 142 423, Web B,
2022.3.25-28, [EN
AR, AR, BRE ARG, KAGE
L RAME, MBEE, FES KRR
##& . Arbogast Thomas, fitILiZE, AR



79)

80)

81)

82)

83)

84)

85)

86)

Zy PEA-L PR, B
Tsai I-Chum. FAZKEI#. Davis Erica,
Katsanis Nicholas, &HA¥E T, RRAS2 Dk
PALE BRI X —F eI A s & i 2
T, B2 BB TRRERRE, A
7 A +,2020.09.10-12, EHN

Aoki Y, Noncanonical GTPases: RRAS2,
RRAS, MRAS, RIT1. 7th International
RASopathies Symposium:Pathways to
Understanding -Expanding Knowledge,
Enhancing Research and Therapeutic
Discovery 2, USA(online), , [EE
EATEF. B, AR, /NBEE
K, U NERACRRER T, %450
AARY oasins, UL (o4

>) ,2021.06.04, EH

KRR, BT P, RAA R T
B ORE, HE - R BT R
FEfE. AW KET. I | HE
fefr, BIER KAd, KB WL A B

H, HFAPES, HRAS BIZ F-NEEBEO
3 F SR & ERRERR, A AN R
FRH 66 MIRE, Mk (AT Ar)
2021.10.13-16, EH

Aoki Y, Genotype-based management for
Noonan syndrome, 11th International
Meeting of Pediatric Endocrinology, Buenos
Aires (online), 2023.03.07, [E %

IR, KA X a3 I AL, HARHSE,
FRILFET], Apert IEMEREE T /L~ 7 A DFA
Hie A F WA IEIZ BT D Wnt/B-catenin
T T ARTERRE OIRT, 5 60 [0 B A
R FRPINES, BRECE T A V),
2020.7.11-8.10, EH

Yokouchi R, Ogawa T, Fukumoto Y, Komaki
H, Moriyama K, Orthodontic Treatment of a
patient with Ullrich congenital muscular
dystrophy, The 9th International Orthodontic
Congress * The 12th Asian Pacific
Orthodontic Conference * The 79th Annual
Meeting of the Japanese Orthodontic Society,
FZZ)I(A > T A ), 2020.10.4-7, [EN
Matsumura K, Miyamoto JJ, Ogura K, Unnai
Y, Takada J, Baba Y, Moriyama K, Clinical
study of Marfan syndrome patients:
craniofacial morphology including frontal
and maxillary sinuses, The 9th International
Orthodontic Congress * The 12th Asian
Pacific Orthodontic Conference « The 79th
Annual Meeting of the Japanese Orthodontic
Society, #iZ5)I1(A > Z A ), 2020.10.4-7,
N

Tsuji M, Nakakuki K, Hirabayashi K,
Moriyama K, Spontaneous tooth eruption
after early enucleation of supernumerary
teeth in a patient with cleidocranial dysplasia,

26

87)

88)

89)

90)

91)

92)

93)

94)

95)

The 9th International Orthodontic

Congress * The 12th Asian Pacific
Orthodontic Conference * The 79th Annual
Meeting of the Japanese Orthodontic Society,
(A > T A ), 2020.10.4-7, [EN
FRHEATSE, /NI, AL, 7 AT A,
Vg se, JIoThER, ARILEHE], HrPEiE,
H AR NIETEBERR 7y B IE D T 7 ) — I
fiEtr, HARNERRFRE 65 BIRE, &
H(A T4 2),2020.11.18-12.2, [HN
REPN L, /NI, FRILEE], Y825
i L7z Ullrich RUERVER A be 7 4 —
DFRBRIETZRE DRHEIZ ST, 55 45 [5] H
ARAOBHRFEWE - FER, T4
>,2021.05.20-21, [EWN

Y. Inagaki, T. Ogawa, T. Kawamoto, K.
Moriyama, T. Tanaka, OPN3 mutations
underlie non-syndromic oligodontia in
Japanese, EOS 2021 Annual Virtual
Conference, Web, 2021.07.02-03, [E [
RITRESR, LT, FIH TR, SR
%%, FRILEET], Turner JEERED O HBERED
=R ITHIFENT-Turner JEMERED N FHF I
BHEBETIERIIEAZETH S, F 6l =
AARSEREF PR PNER, AT 1,
2021.08.07-08, [EMN

ARIE ], A IR O T RETZ O E
FH O EYCE AT 725G E RO R Y
M7, 2 24 8] H A FHE P2 FINK R,
N> T A V), 2021.09.23-25, [EH
KM. Soe, T. Ogawa, K. Moriyama, BCOR
mediated regulation of ZFPM2 via BCL6
involved in hyperactive root formation of
OFCD syndrome, % 69 [F[E B # FBHF 285
S HAHZ (JADR) “Fifike, @l (4
T A ), 2021.10.24-25, [EN

ARIEEF], NPESHEmE OB - k&
FEHBH DLW - RN DB 2 D REHE
EFOBIELE KK VAP A T AD
& L TORBERLEY:, % 80 B H AKE
IEWRH PRI RS &5 5 MIERREE,
LA > T A ), 2021.11.03-05, [EIN
RARME—B, LRIRFEE, KEEH, MK
HOiMBEER, Sk, T, AW
], RO BWS BT 2 1850
ADFHE R TEREIC KIE T 522, 55 80 [FIH
ARG IEH B AR TFINRES &5 5 RIERR S
i, PR)INCEY F A ), 2021.11.03-05,
=N

K. Moriyama., 3D Evaluation of the Tongue
and Oral Cavity before and after
Orthognathic Surgery for Mandibular
Prognathism, 28th Australian Orthodontic
Virtual Congress, Australia(web),
2022.03.11-12, [EIEE"



96) KAEH. NEFRE. SRR, HEX
T BN, RIEF], KB 7 7 5
—BIEEZIED T v IV ER S D—
KER, AISE 90 JEAFRLES 80 [AIHUAUM IE
HRERAITRS, JR(EY T4 ),
2022.07.06-07, EXN

97) EWEEAT, FJIKHL, /ARERE, HET
. FRIUFEE], Stickler SEERE, Robin ¥
—7 T A BROIHERN N HREE
DEHN T I L O A KGR, 55 62 1]
HARFERBEEFRFMES, 0ll(Fr 7
A V), 2022.07.29-31, EHN

98) tETH., Fxr=xlvr, AR~
AR F], $HFEHEREICAIERS DR E
R o OER S L OSEmIZEE, 5 81
B B ARG E W R iR = &5 9 | H
WY a A U URY T A, KIR(E T
A ), 2022.10.05-07, [EHN

99) AGHRHL. HURACH ., HEERZ, KA
R B, HREZBh, FHRRE K
WL, A=, LIEE. PIR TR, i
ETT. REFE], HFORELIVOHHE
TERBIZHE B LTe ¥ U IEBREBRE O R
(2T, 5 81 (8] A AKE IE B2l
KRE&FEIRAHE a4 b RY Y
I, KRB(A>Z A ), 2022.10.05-07,
o

100) RALRI HE, HIRACH . ZLIMALE, A7
KB, o=z, FRFEEF. AR
W, B HERE, HiERL,
MIH TR, 6T, RlEa], o
SEREEE X 5 A dmfiab 2 BrY &
U 7z A IPEfR R RERRIE ORI, 2 81 [H A A
BIEHRB PR FINRS&H 9 RIHHEY 2
AV M URY TN, KR (T4 ),
2022.10.05-07, EN

101) BTHZE A, /NIEHH, Kyaw Min Soe, &
[LIEX %], Oculo-facio-cardio-dental JSEBEHED
PR R BLE IRIEIC T D oy IS OfiR A,
75 81 [A] A ARG E A A2 AT KRR &35 9
FHEE g A2 R Y UL, KK

(AT A 2),2022.10.05-07, EHN

102) Inoue A, Higashihori N, Takeuchi S,
Moriyama K, A case report of Parry-Romberg
syndrome with mandibular prognathism
treated by surgical orthodontic treatment, the
55th Annual Congress of the KAO and the
13th Asian Pacific Orthodontic
Congress(APOC), Korea(web), 2022.10.28-
30, [EER

103) AR I =], TR e REF 15T DR E
W EHE#E, TERM  (Tokyo endocrinologist
research meeting) 2022, ¥R (A 7 A
), 2022.11.29, [EN

27

104) FEATELN, REAGERAR, AT RIEAE, HLispE
T, 4p16.3 IR S DR T & FRHLRY
OMBIMEZEE T 2 MEt, 55 123 [| A AV
RS2, AT A 2, 2020.8.21-23, EWN

105) BAAC L, R SETE, /IMRER], kLB
M. EmFnfe, MH BEARZERS, A
EERE, HEAEES], POLRIB @ recurrent
2L ¢.3007C>T(p.Argl003Cys)iL kU —F
r—a U RIEBERE 4 12 W CHNVEE R
S &/ NEIEICBA G5, & 65 M H AR ANJE
BIZFE, 428, 2020.11.19-21, EN

106) FEAA S, #BIFSETE, SRS E], ABLL O
recurrent 25 212 2 A (iR 48 AR BRIE O JE 51,
%61 Bl A AR REF FRFES, U
7 (H) ,2021.8.7-8, EWN

107) SiEEE], BARKSE, #5IRSETE, SET &5
L OVSPTAN1 % & de 9q34.11 RUJEMERE
TR E & RHEPER A R T, 5 61 (A
A RS R B P e 2% 2021.8.7-8. 31
R 2T HRAL—, 77 () ,
2021.8.7-8, [EMN

108) bjmifdtst, BAMENE, RIS, HEAASE,
S ], LARS] Bn 2% 0 14, 26
61 [FlH R REH FRTFINES, Vo7

(H) ,2021.8.7-8, EWN

109) BAMINE, gt REARERR, B2
Ff. ANRRERRR, BRI E], R AR
7z PPP2R5D P s 2 i D 1 51, 55
66 [F] H R NGB R T4, Rk, 2021.10.14-
16, EWN

110) sl =il BAflE, BHEAGR T ZEAkE
¥ BEAASE, BB, KMT2D #Eis+
WD V2 IRRANT L 2 R BEASIEERE D
—fl, HARNEBESRE 67 MR,
1%, 2022.12.14-17, EWN

110) ZEREE -, A BFERE . BE AR . EA
K. HIEHET], UPD(1)IZ X W NPHP4 O
REBEEER L LR 7050 1
B, %45 B HANDBEES S, B,
2023.1.28-29, [EH

112) H LM, REEFIF, /IMREFR, KK
1, MR EHE - JNE/NEA, W,
KBS, Fo T4 2k Do REEE
BEREEE A R DI, 5 66 [0 H A NJHIE
s, Wt (o4 2) ,2021.10.16,
[N

113) &7 EET. KGR, KB, #i5
PEBREBIZET 2R A~OFRET (&
) RBOHDRNE G E LTI,
%67 M H A NHBESES, R (N7
U R) L 2022.12.15, [EN

114) &7 EE1. KIGKE, KBS, Bi5
PESBIZ BT D R A~ DOFHB R (&




) REOHDLROE & 512 E I
& L7z, & 39 B HAVNRBIR Y2,
R, 2023.1.28, EHWN

115) Nakamura Y, Hosoki K, Ieda , Hori I, Negishi
Y, Hattori A, Saitoh S, Mild Phenotypic
features associated with non-truncating
UBE3A mutations in Angelman syndrome.,
55 62 [l H A/ NS 2R PR =, A
74 ,2020.8, [EHN

116) BV < Fr, EAR, TR, TATEIE,
FH R, KA, WRFE, RS, %
FRIELHS, M MEZ, FHIEE, SRR,
INIRHEV B, FERRATG, HPi T % Y —
DT %2 FEH U e/ N VAR FBURE 51 D Bl
RIS, 565 62 I8l H A/ NRARRE -2 0l

&, AT 42,20208, EN

117) Rifzz, JIZRREE, BE0F. ZEi
¥ MRKEDE, ZEEE(HIR, NAALS 5T
DIEFITLE S BEEMAEE 2 5 N H
AT §Z DEEDHRO—H, 5 63 5]
AN AR RS, A T4 >,
2021.5.27, [EN

118) Otsuji S, Kato K, Lequesne CH, Mizuno S,
Rio M, Miyatake S, Nishio Y, Matsumoto N,
Cormier-Daire V, Saitoh S., Biallelic VPS35L
pathogenic variants cause 3C/Ritscher-
Scinzel-like syndrome: Description of two
novel cases confirming the pathogenicity and
clinical diversity., American Society of
Human Genetics Virtual Meeting 2021.,
USA(web) ,2021.10.18-22., [EIR

119) Fujimoto M, Nakamura Y, Iwaki T, Sato E,
Ieda D, Hattori A, Shiraki A, Mizuho S,
Saitoh S. , Angelman syndrome with mosaic
paternal uniparental disomy caused by
mitotic nondisjunction., American Society of
Human Genetics Annual Meeting 2022., Los
Angels, USA, 2022.10.27, [EFF

120) BEAEME, AR, SR E, kA
FE. FHKRE, REBTA. AARESRE, K
Brake], ZEEE(RIG, RHISRTORS
BEC K 2D AR BIES A Y I —D
Angelman JEBEREDO —HF1, 55 67 A1 H AN
HRIRTFPRTINES, V7 1 ik,
2022.12.14-17, [EHN

121) I. Ivanovski, O. Djuric, S. Broccoli, S.
Caraffil, P. Accorsi, M. P. Adam, K. Avela,
M. Badura-Stronka, A. Bayat, J. Clayton-
Smith, D. Cordelli, G. Cuturilo, V. Di Pisa, J.
Dupont Garcia, R. Gastaldi, L. Giordano, A.
Guala, C. Hoei-Hansen, M. Inaba, A. Iodicel,
J. Nielsen, V. Kuburovic, B. Lazalde-Medina,
B. Malbora, S. Mizuno, O. Moldovan, R.
Mgiller, P. Muschke, C. Pantaleoni, C.
Piscopo, M. Poch-Olive, 1. Prpic, M.
Purificacion, F. Raviglione, E. Riccil, E.

Scarano, R. Smigiel, G. Tanteles, L. Tarani,
A. Trimouille, E. Valera, S. Vergano, K.
Writzl, B. Callewaert, S. Savasta, M. Street,
L. Tughetti, S. Bernasconi, P. Giorgi Rossi, L.
Garavelli, Mowat-Wilson syndrome: growth
charts , Annual meeting of European Society
of Human Genetics, Berlin, Germany(Web),
2020.June.6th, [

122) FRHESAL, Bp bAd, OHAkdifd, SEHFE,
AT, FARET, KEHE, EITHED
B e 2 58 7-MAP2K 1 25 D CFC
FERED 3, 554300 0 A/ NREIR 25
it A (A F42) ,2021.1.8-
1.9, EWN

123) FBHELEL, AKEFERE], /AR AR,
Blaschkoft 2 o 7B A 7 RO R4
FUEEHTDHTFE3REE DI A® A
ERO—pF, Fellnl H ARG KEF Fa7F
iitEss, HOR(A v 7 A ), 2021.8.8. EWN

124) BISUM- FRdEseAl, AKEFakE] |
DYRK ARG OREREIR T I X BPE R AR D
FIE & OEELICEAET 5, HARANE
BARFREBeTIRIR 2, Mk, 2022.12.17,
EH

125) g5 RFE T, BPAPRE . I EE—RR, [LH
H—. EHHOH, BB, ML
B, AKBFFE], ARAIERE, AR PR,
Mowat-WilsonJiEA&E #E O Ji K i 5FZEB2 D
A bR T B RIETRNAARY
TA T T ~DE, ARNERIR TS
HeTmIRE |, Mk, 2022.12.17, EA

126) FBHELAEL, IR, MEARTE . ILARO
Mo, REFFKE], /INEERES, KIAA0753
DEG~T v BE L [FE L —& B o
i@ & Ciliopathy & L COREM, HAA
HEETFRE 67 HIRkE |, Bik,
2022.12.17, EA

271173, HERH - MELET. RS
NS AMEZ, rervas A -
T A CREBEREIC I T D REIAOHE, &

6 6 [ H AR NFBIE Y2, Bik(CE 74
>),2021.1, EWN

128) 15 AP, B . 2EOE] LUK
R, /N RS, A 2, EBF3E
- ONT v N2 a [T 5 BH DORRIKIE
WK, F43lE B A N BIR 2T RS,
WA (FrF42) ,2021.1, EN

129) = Eth. IREETF, JIFFE, EHY
EA. EHT, BRI, HEEACSE
T BARME, =7 — DTN
MyhrefiE R & 2 S dvio/NESHE], B AR
NEBRFRFSERE, A hE (v
74 ) ,2021.11, EN



130) AT £ 7. MEET. ERJIE 7. 7
ME- MERALSE -, JIFfmIE, =Bt
. HIAET, EHE, MAMZ, DCXiE
EFICERPRD SNT2FRDERH
vV T, BARNEBETFRFSH

& 4R (v A4r) 202111, [H
N

13 JIFFnsE, BRI, AR, )
5. AR, OPALE S T-HE 1NRD
O AT VB AR Y E AR M 2
LI Y, AARNEEGT
RE6SIHIRE, AdE (T4 Y)
2021.11, EWN

132) PRt =1, gaRFEAN, FEHE T, BR
JIRE . SRR, B, /R
WER, [fAM# . Opitz G/BBBJEMERE D2
FROBIEH v 7, HeTnl H
ARNEBERT2, BRIk, 2022.12, EHN

133) Wk 4 £, MEET, BRI T, HEE
B, JIFFNZE, Hh b, A, Y
FRICBIT DT 4 =T~ « AXAF—IE
FERESIER OB 7 B 7 Lk
7+ u—, FH6El HAREREI D T
v 7, HURER, 2022.6, [EN

134) A 22, = 4, N- R~V VHEE I X
B RELEREWERE, 8562 HARSE R
W, AR, 2022.7, BN

135) B AEME, MPIES . BB EE, AR
T FIAHEVETH A, A WL Rk
R AR B Rt RS L
TOIVFF T Y — DB EIE +
Zellweger JEWERE 56 65 [Bl H K N NFHERF
2 (K o4 B 2020.11.18~19, [F
M

136) B AL, xR HE EAR =2, Pl
KHE e T B Bk W, &R
E. AR . B EBR 8K FAL
AN GERER, AR, AARE— R
HEAT. AR STl YetfRoBl B 25
BB ZIE RS 1231 5 CDC20 a4
HEORE &y TREOMNT 5 65 [ HAR
NEEBIEFES (P74 Bf)
2020.11.18~19, EWN

137) FEUCEML, KRG KM, /IRSERn, BT Y
NET HA EARERE, R0, KEE
X e RBEIEEREERS R - =Y A 2R
0 RS R OWE 5 65 [BIH AN
HBETYs (P74 BfE) 2020.11.18
~19, EWN

138) = AEME, = MEOR, BERARE, B ES
NET H o, TR, /IMRET, [ HE,
MWL, IEft ees 2 v 7 2% H
N2 U RS RN 22 2 HUE T D 8 sk

29

KIOPRFR 25 63 Bl H AU = (OF
74 CBfE) 2020.10.15, [EA

139) Miyamoto T, Hosoba K, Itabashi T, Iwane H.
A, Akutsu SN, Ochiai H, Saito Y, Yamamoto T,
Matsuura S. Peroxisomes ensure to supply
cholesterol into the ciliary membrane: a lesson
from a peroxisome-biogenesis disorder
Zellweger syndrome. 5 43 [0] H AR5y 149
RS (T4 CBfE) 2020.12.2~4,
=

140) & [, Akutsu SN, MIFUZ AL, HN
JR A B /RIESR, TESEm, B
FORF, EAREERE, AR{EHEL  NBS11171V
SN & 2 B S MR N2 E R RE
fili 55 45 [B]H [ RO R B gt s

(A 74 B 2020.8.7, EN

141) Akutsu SN, Miyamoto T, Tomioka K, Oba D,
Ohashi H, Matsuura S. iPSC reprogramming-
mediated aneuploidy correction in autosomal
trisomy syndromes. The Sth International
Symposium of the Network-type Joint
Usage/Research Center for Radiation Disaster
Medical Science (Online) 8 February 2021,
S

142) PG e T B A EAERE, E R
K, REGRE, KBRS BEfEH Y
Y X —EEREOMBEE L THES D b
UYI—VbAFa— 5 EHHABRIEE -
ERVARGRILE S T 7 T A (T4
»BAfE) 2021.6.5, EHN

143) Akutsu SN, Miyamoto T, Tomioka K, Oba D,
Ohashi H, Matsuura S. iPSC reprogramming-
mediated aneuploidy correction in autosomal
trisomy syndromes f 64 [A] H A i i 228
T (K74 URE) 2021.9.22, [EHN

144) Akutsu SN, Miyamoto T, Oba D, Tomioka K,
Ochiai H, Ohashi H, Matsuura S. iPSC
reprogramming-mediated random trisomy
correction in aneuploidy syndromes. The 6th
International Symposium of the Network-type
Joint Usage/Research Center for Radiation
Disaster Medical Science (Online) 7 February
2022, [EBE

145) At 77 AfmERTE & O T RO R
SMERISOVERL & gt 55 3 Bl
o EREMERS Y — s v a v (Fv
74 B 2022.2.8, EWN

146) = AERE, HUPIERST, GRS, SR
Fo BIAEVET H A %a T ek
Z O T SN NP N~ R VN 1 i I 7 B g
Y — DRIBIC K DR T 7 T VIRERE O
STHERE 5B 44 BIH Ky T AEM RS

(Fv A BfE) 2021.12.1~3, EHN

147) Akutsu SN, Matsuura R, Matsuura S.
Reprogramming can induce chromosome self-
correction. 55 46 [t [E] i X e i 2 BT



fem (A4 CBfE) 202297, EXN

148) PIAHE A e T HA- MBS, RN
AR AL CREE S N D YR B OB IERE
HEICOWT  AABS IR BT R 65
Rex (KB 2022.9.15, EW

149) Akutsu SN, Miyamoto T, Oba D, Tomioka K,
Ochiai H, Ohashi H, Matsuura S. iPSC
reprogramming-mediated aneuploidy
correction in the major autosomal trisomy
syndromes. A AR NFHBIRFRH 67 RS

(BRi%) 2022.12.15, EN

150) Akutsu SN, Miyamoto T, Oba D, Tomioka K,
Ochiai H, Ohashi H, Matsuura S. iPSC
reprogramming-mediated aneuploid rescue in
the major autosomal trisomy syndromes. 45
B AAS AW RFs (TH)
2022.11.30, EWN

151) BIAEES A BT 7, 4k P M
fETHE SN LR EREEMED A CEER
WY BEAE « BT RN T v 7
Th 02FEERY—7 v ay 7 (B
77) 2022.11.4, EN

152) Akutsu SN, Matsumura R, Matsuura S.
Development of a model cell system for
tracking iPSC reprogramming-mediated
trisomy correction in aneuploidy syndrome.
The 7th International Symposium of the
Network-type Joint Usage/Research Center for
Radiation Disaster Medical Science (Online)
20 February 2023, [E

153) fafrifiit BRSSP O YRR
JASTRO # 13 [l A I — (4
v I A UBiEE) 2023.2.18, [EN

154) Watanabe H, Higashimoto K, Miyake N,
Morita S, Horii T, Kimura M, Suzuki T, Maeda
T, Hidaka H, Aoki S, Yatsuki H, Okamoto N,
Uemura T, Hatada I, Matsumoto N, Soejima H,
DNA methylation analysis of multiple
imprinted DMRs in Sotos syndrome reveals
IGF2-DMRO as a DNA methylation-dependent,
PO promoter-specific enhancer. , European
Society of Human Genetics Conference, , 2020
Virtual Conference, 2020.6.6-9., [E S

155) ILUARFE -, KRERAECSE, RISZM, BLIE
%, K - 5% - BrEV R Mo B A
ERERICHELZ RO -HERBIREY A 7 D
16, 44 BIEAREEI Y Y V7%
AR S, Web BRTE, 2020.7.3-5, [EIN

156) B & 3efd, Bl L Y = X7 47
ADIEHE, HARBILEEFRE 19 B4

£, Web BEfEE, 2020.9.19-2, [EH

157) gl S 9efh, HEEY > a7 & MEEROT
vy A, BRNBBRTFRE 65 HIRE
Web BRf, 2020.11.18-12.2 , [EHHN

30

158) KRFRESE, FRMAENR, KRER—. ERKA
. tETF. BRET LA, BRE
B RRTEE, ERRARSE. RRILIER, B
B, FRAM T, TE AR RAERC B
FOEBAT ) AT T A ) TR
AR NEEIR TR 65 [HIke |, Web Bilfi,
2020.11.18-12.2 , EN

159) HcHE, JEEE, B EmAE, AARFH I,
AW, RS, RO E A, B,
ICR1 Ot & AT {f|> DNA KA F 11k,
IZE S THELTEVANR—F v B VEGERED
161, BHARNEEBRFERH 65 [BIRE |, Web
BAfe, 2020.11.18-12.2 , EWN

160) HOTE, B =kl REMAL
PREARRR, MR, IAEDE, EE
{i, IGF2-DMRO |Z DNA A F /WALARAFAY 72
IGF2 P0 7' 1 & — 4% — A= o —
Thrir—Y NREGEREOA 7Y DM
R DODNA X F )AL 76—, 5 14 [ H
AR EY =27 4 7 AWFFEEFLS, Web B
1§, 2021.3.30-31, [EHN

161) Soejima H, Sun F, Yatsuki H, Higashimoto K,
Hara S, Phenotypically concordant but
epigenetically discordant monozygotic
dichorionic diamniotic twins with Beckwith-
Wiedemann syndrome., European Society of
Human Genetics Conference, 2021 , Virtual
Conference., 2021.8.28-31., [E [

162) EliE defi, — v DEFERB L T L5
%, %5 3 8] Chubu Cytogenetics Conference,
d 74 B, 20223.19 , [EN

163) FlfE defi, — v/ KHLE R B —SLRE . fig
Mr. 2ZWi—, %2 8 Mg MiEBEY 7
F—, AT A B, 2021.12.3-2022.1.11,
=

164) Hocht, JEBEE, ZFhlF, KRB,

P JEFEER, K R, OAREE, RIS,
IGF2-DMRO % DNA #* F VALK IF 73
IGF2P0 7' 0 & — & —Re Ay o~ —
ThiH—Y M RIEGEREDA 7Y > FDM

R D DNA A F AL /v H— 5 14 [H]
HATE Y =27 1 7 AFIEEES, Web

BAfE, 2021.3.30-31, [EMN

165) JRiast . FRIESE, & M- m EHE,
INARONE B, oo, B, REAX
—E9 55 DNA A FABIRREN — S L 72
\\ Beckwith-Wiedemann SEERENE (%
EMEERE) o146, HARNRBRE TS
%66 IR « 5 28 [0l H AB{s 2

=, A7 U RBAEE, 2021.10.13-16,

]

166) \ARSL1-, VEiaE, thE sk, HonhE,
ElS3fh . BRHA i Beckwith-Wiedemann
JEEREICEOF LTRIB M7 v o v Ve



D1, 55 29 [ERrEIREFIEENE AR
NOWHFZES « 55 41 [B] B RN IES
e 5=, Web BRftE, 2021.9.11, EHN

167) Aoki S, Higashimoto K, Hidaka H, Ohtsuka Y,
Aoki S, Mishima H, Yoshiura KI, Nakabayashi
K, Hata K, Yatsuki H, Hara S, Ohba T,
Katabuchi H, Soejima H, Aberrant
hypomethylation of imprinted differentially
methylated regions is involved in biparental
placental mesenchymal dysplasia., European
Society of Human Genetics 2022, Hybrid
Conference, 2022.6.11-14., [E

168) H A Ffk, HOochE, =R, HHF—
B, HRbk—Z, BfE—RL, IR, K5
Ve, RUNSME, EILE S, mEirE e
MR ICBIT DA > 7Y >k DMR O A
FIALEE.  2022.6.9-10. (Poster P-17)
FASEIAARTE Y =37 1 7 AT
&, TUNRFEE S 5, 2022.6.9-10,
M

169) [LVH ., BHER. ERREE—. ILARED T,
RS, F R, SELER, BB
e ERL R, BRILEF. IIAE S K]
HEE, & HEMAERE, Fook, B 5E,
HRIUINR RIZ X % HI9DMR & A F Ak
% 71~ L 7= Beckwith-Wiedemann JiE fBERE D .,
M, 5 8 [0l A APERMm NEHEIR 2 T2
TGRS, REA v X
v 7 —,2022.10.29-30, [EN

170) Hiroko Yagi, Tomohiko Sato, Ken
Higashimoto, Hidenobu Soejima, Kiminori
Terui, A case of Beckwith-Wiedemann
syndrome with ACTH-independent Cushing's
syndrome., 2 55 [A] H A/NREN ST
firtesx, /N7 ¢ 2 kiR, 2022.11.1-3, [EN

171) RS oefh . HARRAME, Mook, =g,
EIHZF RS, AR—Z. AR, Bk
SORGRE, FiaFERE, B SEME
FRIREEIZ 3T DA 7 ) > K DMR D A F
MALERE, 56 30 [ B AR PINES,
SRR Pk - B adE,
2022.11.25-26, [EHN

172) JiEasE, A HE—, dLIRER], RO &
. HoTld, EIESd, ~ v AR H19-
ICR (2B % @ A T /ULE G OFPH & £
W ORI, 5 45 BIH AR TAEMER
£ FHIEA v &,2022.11.30-12.2, [EN

173) BlS efl, WE S LRI RV ES ) 4,
AR NBEBETFRE 67 Mk, v 7 o
i, 2022.12.14-17, [ER

174) Bl S oefh . HARRAME, Hoc . =I5

. BEHZFEER, AR —Z, R E—RR,

JROBRsE . Ry ME. R DIS5ME, mEAE
PERIERIEEICH T 517U DMR

31

DA FIACEE, BARNEERTRE 67
FIRZs, ST 7 ¢ atfik, 2022.12.14-17,
]

175) EW)IBEER, Hhk—Z, WER 1. HFIRE
A, AHFEL, BIEEM, MAMHMZ, A
SR RS, A BEEERS ) A2
Wik ) B2 T DNA A F Lk v 7
F v ——r  AEORF, BANER
R 67 MRS, U7 4 kR,
2022.12.14-17, EWN

176) VeERFnE | Alk3E, HHEEE . /IMAIIFE,
PR, TRERE, RORE, HOock, BIS
Jefif, Jo RMEME S 2 FIE L 7= Beckwith-
Wiedemann JEERED 1 4], 5 52 [0 2R R
PERIERRI RS, Vo 7 AT —3 g Vik—
NER (FRTSUESEE) ,2022.12.10, EHN

177) JRER s A& n 0 | TR ERE, & HETE.

(B B5fh). =72 IG-DMR ORF 7T L
BT DA 7Y > MEERER D A 7 )
—=v7 F 14 HHARTEY = RT 17
AT EHEE 2021.3.30-31  (Poster P-24)
Web Bife, EWN

178) i F —ER, F44 B HARB I T &Y
TR EANAES, SI—1 LW A
TR IT~ A FAACSRIT~, TR

(online), 2020.7.3~5, EWN

179) VE I B, ZWRLZ, WA, R
i, & @88, KT %, FHilZFE—H,
WA — 7 =Y —% A T R E
BEREDHTH DNA A F /U b3 A kD
R, HARNFEBERTSH 66 [FIRE/5H 28
Bl H KB T2 ra ke AR,
X7 ¢ afiE, 2021.10.13~16, EWN

180) AR Hiksf, b AKf SR B )1 FRK,
AHE BERE /N AILER REILTTN
ARAR, PR TS, BREP AT HELAS 1, (81 A
N FINE F ORRRERERAZ AT 723 A 1
v Nl el 7 U = oS A Ry
PRV URY TN AT A
>,2021.5.29-30, [EHN

181) iy £ith, STk, EERA . THass X
FEERE 72 & ONTETS X AEWERE RS R
LA RNU | OB 5 64 8] B AR/
RIS, BERS. 2022.6.2-5, [EN

182) Y V%, pElm ANRHE D7 OBIRER -
7 AER-BIEIT Y T ~D
PEIRT, 56 48 [mdblEpERg AR F5, 4
4 ,2020.10, EHN

183) i 1%, BRI « 7 LSED NI )
LBy ) o THEELZEO ! ~,
%17 Bl APt &, 47
A (AT~ K) ,2020.09, EHN




184) Y38 1, SRKFMBRHBTICH T 288
IR — AL R OB AR T2 O BLIK
LR, 527 R H AREEBF2IFETER
2, AT (AT~ R) ,2020.09,
EN

185) Y& 1%, ALk 3 RO B2 AH] O BLR
LR, B 41 R E AR SR,
FoTA T~ R) L 2021.02,
N

186) P I, IR SR, fmE S, R &
+, B E, SFE R, R IEE,
ARYL, KM Bk, WA B5L, #rbm 22,
Akl 3 W OBEARZHARTI O BLIR & 518,
WASRIAAE B T Y v T RAE
itES, R 74 ), 2021.7, EN

187) BB &7, BFIE fE4, M FRE, 2H
WO, Tk FEEET, PR VE, K A
A, HERERICBT 58D 7T Part 2
R/ T T 52 DEBENGE XD
RO T, 8527 8l HAREERE#E S
PHHES, RRAR(E T A 1), 2021.7, BN

188) HiA = &, Brfin T&ME, bk T,
er R B, R FE, ER I H
N+ Gl A~ DOBIGHHENT T —
F NRFEE, F 21 A AELE#ERS
FIRE, WA T4 ), 20219, EN

189) Y IF, ERIR - W%, &5 23 [ H AEHL
RIESRE, M T4 0),2021.1, [EN

190) Rk &, ik V%, #a b OBk -
FHENE T 2 BEHRE - BaEE~D
FRC R 5 EREFM A, 5 46 Al H RS
Ny TSRS, BT
T4 ),2022.7, EN

191) &3 %, IRUD Thind = & —#Ep E#
WZBT DALEST JEfE IRUD O#%5R % 18
LC, % 346 [A] A AREGR( T A -
AbfEScE s AR, BIR(A T A
>),2023.3, EWN

192) P58 V%, ¥R ORI E OBLIR &
IRUD, % 62 [0l H ARERARL P ER I

=, Bl T4 0),2022.1, EN

193) EALE -, LIRS, ik
B, fRpEss, bR, LHShIS. #R
LMK, Farvrrao—, HREE
KER, AT, WHEE . 2REAR T
IR E DI BRI, dIIEGEE, T
A FEIER, MREKEEET D 16 iE
Bz 1T HEFEBE YT, B RN
R 65 [BIKE, Online, 2020.11.18-
12.2, EWN

194) Miyatake S, Kato M, Matsumoto N, The de

novo hotspot variant in SCN3A cause
polymicrogyria: report of patients and

32

literature review. 2 61 [0] H AR5
i R<s, [, 2020.8.31-9.2, [EN

195) /IARAH, EARE T AbiREZ. ESGT
FHEAER, EESLIE, TCTN2 BAnF D%
HEBD 16 TCTANAZYR LT
Varadi JEERED 141, 55 62 0] H AN e
& F A5 2, Online, 2020.8.18-20,
A

196) Miyamoto S, Kato M, Hiraide T, Nakashima
M, Saitsu H, Comprehensive genetic analysis
confers high diagnostic yield in 16 Japanese
patients with corpus callosum anomalies,
Cortical connections 2021, Australia & USA
(Web), 2021.8.28-31, [EF

197) LI, ATP1A3 DLk K D HERE R
OIS RE RN T A AMEINE &
%/ ilE], 5 64 [B] B A/ NEARR 2 F Al
K2, Hlii+online, 2022.6.4, EN

198) JHiEYEIA, mTOR 1EMHAL D2 ¥ 72 i R 14
& TAMATEIED 5y FAERIIRIREE, 25 63
[A] H AR TR, A 2 T +online,
2022.5.20, EWN

199) ARHF, g, JE R, HLEERE,
B, IEEOLIA, L1 EMERE D e,
55 64 [0 A AN IR 2wl
Hybrid online, 2022.6.2—-5, [EHN

200) MU R, HEIREL, FENER . IIELIA.
RS, FEHEZE, WIEE, KN
%, HEHEE, WE 15 FEMICBIT S+ 3
SD LI B KREHSE 11 SEFI DT 7 Y i
BT & 2 BRI, 5 64 [R B AN
PRI P FINSE S, il Hybrid online,
2022.6.2-5, [EWN

201) Pr[EBFNIS, ZRRASET-. IS, FiE
SR MR FARMKES, AR H,
Gamma-3 chain isoform of laminin

(LAMC3) DH7=7228 512 K 2 KIMBE

TERELHE, 55 63 ] H AR P2 Pl K
2, A %EHT Hybrid online, 2022.5.20, [EW

202) =P, ANVEE IR, MR, %
—Rf, PR FEEEE, WDRS1 Ein
FOFHEE~T e HERIZ L 5/
TIED—B1, 55 76 [F] H AN 72
BRI 43, Online, 2022.3.12, [EN

203) [LASRAR, LHRE, WAL I,
72 DRI 2 58 72 TUBALA 5D
2 5, 55 38 [m] H AN Rt e A i
7543, Online, 2022.3.12, [EHN

204) gnARFEN, HREEREE, (HEZRAT, BNE
B, NEHEERER, ~ A 7 a7 LA Yefa R
A O RMEROME Y 7 o =7 —
/L (CAS) DBRZE, % 67 I8l H A NHEIS
o KRG, 2022.12, [EAN



205) gnARFEN, HIRFARA, sBUPEM, /MR

WES, ~ A 7 07 LA Yett (KR O fE 5 3. T oA
R ORN Y 7 F =T« YV —L OB, 2L
55125 [0 0 A/ NRRI R IR E S, R,

2022.4, EHN

206) —JII sLw®], rEE AEWL. BHE OEWL, L
HOREH, R EEKES, SAE Y, s
FHIRZWZ OB - FHRIZ T 2 0FEr
FAH AR RIS Ok A, 5545E/NEE
BFETES, HAUAE HE, e KR
HIEERE & SIDS, 55268 HA SIDS-$L4)
VRZEIRFE T B P AR 2, B R
(Web),2020.8.27,[E N

207) HEEGL. SRt & i m  o L REYSE
Net 15 & ER. Flythas43. 2020.9.27.
HOT (Web), EMH

208) #xHh HR—AR, I MEE, AH K,
dEomth, I R, &k T, T
EfE, H/E T, DOEE, W
i, TS WA SEPEIIR, SR A 2
F%\Z Bannayan-Riley-Ruvalcaba JiE @ #E D
W o 72 1 61,5 63 [5] H A/ N Ah#g
FRFES TR (A T A V), 2021.5,H
N

209) [EE FRAR, ARM ERS, EE e,
Bt I R, st T, miiE
g, TR EfE, RE FUBL, Al
&, NG E, W &, R A
ATAMIRIE 2 £ - 72 BRR 21 B Y e
BEDO— BB, 55 61 [B] H A KB 48
S FOR (A T A V), 2021.8,[EN

210) IR Veknv-, EE 1HE, BEE 5UE, =
B OB, AR EEEH—s =R L
MBS T 7 a —F s b7
Yt (R MR 385 B W O RMT, B AR &R
N6 6K, 2 8 HAEKT
RS BR(NA 7Y v R),2021.10,F
o

211) YAER R, PR ERARNE A2 RIS 2T IC R o
7= Peutz-Jeghers syndrome @ 1 f5i]: f57E%
=,55 678 [0 H A/ N R -2 BRI T 2
AR (A T A V), 2022.1,EN (H
HBRE) ,2023.1.29, [EWN

212) AL HE, SR EEEGERE & SIDS,
26 [7] HA SIDS-FLHNEZERIET B
PITHES, HA(Web), 2020.8.27, [EIN

gdﬂ%%%%®ME-§ﬁ%m(%ﬁ%ﬁ
1. RS
L

i 285 bk

CH

2.
7R

33



IR BR AR M & (R IEIR R BORITTEF3E)
T E A TE R &

X —F UIEMERE B R B DI

LI v i < R N 7 W =
ESZAPFERI S IE NENL R B bt si e v 2 — B

MAEEE

X—F UEERE I, RFEAOREER. RE R, ERMEOERE 2T WG RBME () b L Ik
() REBRTH D, X—F EMERER L OHELL O X —F URREGERETIE, 2 AUE TISHINEPNRAS/MAPK
T FIAGRER IR BT 5 2 < OFRINBE T EE S TE 7203, $20% DRERF] TIE AR 7RI EE T
MDA TH D, AWFFEEITIC, Briz/a X —F VEGEREOIRINEIE T & U CMAPKL, RREBI, SPRED2)HN#
HEINT, —FH, INETHREREMEFO—D LB SN TEZAMLIEE FIZHOWTIR, SERRIFE
WENBRINTL, X—F VIEEHOZMIEELZZET51CH 2> Tk, JRKEBEFE L THPKL &

SPRED2% BN U, RREBIE AZULIZOW TS BRI L T < T ERRY Ll S vz, £72, AEERE
(%9 DIREEKIC OV TIE, MEKRBLEIRO A IMENHE Sz, 5% b5l & & I OMEEEHRE LU
FEIRTEM A UNE L, X — T IEGEREO W S R ORISR AN TV ZEREETH D,

IRk
HAR FE HAERFRFPEE TR BER Y Hi%
A. BFEEB Tl X —F EERE D oy TAERITRREE & LT
AR TR, EBEEREICSIE L - A RE & Tm MEK PHEZRIZ OV T, SCERA IS I
ERE R O 2SR EH B3 2 FBR0Y - MRRAIR LR EITo T2,
OB, X —F IEGEREBIEIE BRI OV TR (f Bl ~ D Ed fE)
MNEITHZEDNAMTH D, A M TIE B N ORBRIRSE A2 H b
AWFZEBRAEIRE BV T, X —F VIR eWed, MEEESFE TOREIISL BN
T OX —F UHRIEER O R FEE T & LT, DEEZLND.
PIPN11, KRAS, SOSI, RAF1, SHOC2, CBL, BRAF,
NRAS, RRAS, RITI, AZ2MLI, RASAZ2, S0S2, LZTRI, C. WFEfER
PPPICB, MRAS, RRASZINFHIGI TNz, LovL72 1) MAPKLE m A ROFIE
DHINDDELBTFOWTINNCEREAET S 20204, A X# U T DR T N—Tnb, &y
B ITHRIB0%ICE EE - TRV, EDH20%DHE Y — MRENTIZ K> TR D 72y 7 N R
FILB T 2 RKERFHANEETHY ., IZFENFENER D I 2v U ABENRE SN
O ORHIERAZ B2 IE L, X—F EfE (Motta M et al, AJHG 107:499-513, 2020),
FEOZW N L O FREHCHLY AT Z KRR X O 2 FH U 7= B RERRBR © . ik
ERFETH D, TFHEDORREERAIA R TH D = L PR S,
2) RREBLiEfz AR D[FRE
B. FRFE BT EDOIFET N—T D, X —F NEGEREAE
AHFZEHA R R 2 B 7212 R —F SRR D JEUA DEFARIER 2 2T 58D B IRICB W T, Yeafk
BAG & U CHiE Shuiz MAPKI, RREBI, SPRED2 675 FEE D g NG R 2% (6p25. 1p24. 3) %= FLH L
IZDWT, ZDEFRFA & RAS/MAPK 7 F ViR oo FZTIIVE TITHE STV D 144 D6p
BRI RBT DEERE R 2OV T SUHRAI R R 21T JRPNTHE R R fB 3 2 bh U 2 D e/l Rk
ST, £72. INETX—F VREBEREO R K& T IZIZRREBIBE - LW Z &2 R LT
fat & UTIBINTE 7 42001 \ZBHT 55 E (Kent OA et al, Nat Commun 11(1):4673,
728w SR IC OV T H R Lz, & 61T, #r 2020), ET /L~ 7 AERKIZ L U RREB1O AT 1

34



T NTE Y = 32T 4 v 7 7il4E %8 U CTMAPK
TR OIEMAL & 5 i Z 3 & flsm L7z,
3)@mmh@%ﬁﬁwﬂm

20214 A Z U T DT N—T b X—F
UHERREEROIEIRZ AT 5 BF 44 (3FR)
(2B T 3 FEIE D SPREDAE I AR ZRIE LT

ZEDNHRE I~ (Motta et al. Am J Hum
Genet 108:2112-2129, 2021) ., W T OEHE ¢

REEAT & L’CTﬁHﬂ XNz, In vitroDFEER,
zebrafishlZ B} HmorpholinoZ 7=/ v 7
HOUFEER w7 T U R TR DET,
rﬁl‘iﬁ‘ﬁﬁmuéﬂﬁ_o

4) AMLUEASFIZBE7 2 Fft

I E TAMLLEA S 1T X —F VIEMERED iR
KT THDH EDRINFEREIN TV, L
ML KA Y OWGET V—"T" 30 AZHLIDS X —F
IEBREDRKE LD OE D THD & 55
RIS 2 27 A5 E S v72 (Brinkman
J et al, EJHG 29:524-527, 2021). AZMLI
variant NFEE L TWARWEMNSHE L Tun-
Z &L DIRMIC RS S T2 B TA2UL IV D
RNBEEFAERPRO LN L, HWRE SN
TWEBRTERD—REMICLTFET DL &
NSNS T,

5) X —F UIEAERE R TR HMEKPRL SRR
20224, Bi[FH, KEH, T ~—7 O = OO
L7fge 7 —TF . X —F RIS & 0F
L 7= EE 7 RABIC K LT, RAS/MAPK Y 7 F UAx
EERR I D TEH Y 72 V& PR Ab 2 0] 3 2 MEKPH. 35 38
DREATGENERTH -T2 & DWENR ST,
e LA OHER, Vo YERE . R
DFREE, HIMER THh - 7=,

D. %

X —F EEREORKEE & LT, Fizlc
MAPK1, RREBI, SPRED2 D3R5 Sivtz, ZD 9 b,
MAPK1, SPRED2 \Z W CIIHERE = 57 o A DVR
INTWDEHBI sz, TNETX—F IE
BEREDIRIREIR T & L CRIESNTZHDODIFE L
Ao ETTEANE () B E &0 EYE (1)
B E L 20D LITRI DR Tho7-, =
O SPRED2 13BN % & 5 2% H OFEIKE
5t b72d, 5%, MENT ) AEPTIZE 5T
B2 X —F EGERERRBE T2 RE T 51
%LTM\@ﬁ@A@Ef@@®ﬂ EM: A A EH

ICELS BLERHD EEZ BT,

RREB1 J&A5F 122U Tl i R NI AR B s
FTRGFETIEENRRESNTNDHDOD,
RREB1 SEIn ALK DER R IK, F ot o AR
RAB U AERG AT HERENRIESINT
BOT . ARIORIMANPMLIELEZ NS,

35

AMLLE AR F 28 X — F HERE O K E s+
THIHIDENTONWTIR. B NI0H DEEN
RSNz, BSHRORFPLETH D,

MEK PHERIL, 2N E TICHADIEEIE L LT
Bk 2 2R B8R 3B S A, BRREBR 28 CREPREL
LTI VbR TWD, ZOMFEOIR 5T

ERWER bAFICHRE STl Y, g
L EICERIChl> THEHATESZ LS
METRSTND, ZIH DHEANZFEISHER &

I TX—F IEGEREOIRFRICH WD Z & 3%

UHERHDHDEEZ HNT,

E. #5%%

X —F RO ZW L BB T H 1T H T
STk, JRINEET & UCTHITZIZMAPKL, SPRED2
BN 5—F . RREBLE A2MLINZ-SW TS
BRabLCB ZEmnmEEEI LN,

X —F IEGERERE ISR T 2 EE ARG OHEIC
*%F L C MEK PHEAIORE 0 G12 X DIREENA
heBZ BTz, Sk, SRR ERRER % 52
gD ENNETH D,

F. BrFEsE

1. A ¥R

1) Fujita H, Sasaki T, Miyamoto T, Akutsu SN,
Sato S, Mori T, Nakabayashi K, Hata K, Suzuki
H, Kosaki K, Matsuura S, Matsubara Y, Amagai
M, Kubo A. Premature aging syndrome showing
random chromosome number instabilities with
CDC20 mutation. Aging Cell.
2020;19(11):e13251.

2) Horikawa R, Ogata T, Matsubara Y, Yokoya S,
Ogawa Y, Nishijima K, Endo T, Ozono K. Long-
term efficacy and safety of two doses of
Norditropin((R)) (somatropin) in Noonan
syndrome: a 4-year randomized, double-blind,
multicenter trial in Japanese patients. Endocr J.
2020;67(8):803-18.

3) Narumi-Kishimoto Y, Ozawa H, Yanagi K,
Kawai T, Okamura K, Hata K, Kaname T,
Matsubara Y. A novel EFTUD2 mutation
identified an adult male with mandibulofacial
dysostosis Guion-Almeida type. Clin
Dysmorphol. 2020;29(4):186-8.

4) Oiso N, Kubo A, Shimizu A, Suzuki H, Kosaki
K, Chikugo T, Nakabayashi K, Hata K,
Yanagihara S, Ishikawa O, Matsubara Y, Amagai
M, Kawada A. Epidermodysplasia verruciformis
without progression to squamous cell carcinomas
in an elderly man: alpha-human papillomavirus
infection in the evolving verruca. Int J Dermatol.
2020;59(9):e334-€6.

5) Yanagi K, Morimoto N, Iso M, Abe Y, Okamura
K, Nakamura T, Matsubara Y, Kaname T. A
novel missense variant of the GNAI3 gene and
recognisable morphological characteristics of the
mandibula in ARCND1. J Hum Genet.



6)

7)

8)

9)

1)

2021;66(10):1029-34.

Kanno M, Suzuki M, Tanikawa K, Numakura C,
Matsuzawa Sl, Niihori T, Aoki Y, Matsubara Y,
Makino S, Tamiya G, Nakano S, Funayama R,
Shirota M, Nakayama K, Mitsui T, Hayasaka K.
Heterozygous calcyclin-binding protein/Siahl-
interacting protein (CACYBP/SIP) gene
pathogenic variant linked to a dominant family
with paucity of interlobular bile duct. J Hum
Genet. 2022;67(7):393-7.

Takahashi Y, Date H, Oi H, Adachi T, Imanishi
N, Kimura E, Takizawa H, Kosugi S, Matsumoto
N, Kosaki K, Matsubara Y, Consortium I,
Mizusawa H. Six years' accomplishment of the
Initiative on Rare and Undiagnosed Diseases:
nationwide project in Japan to discover causes,
mechanisms, and cures. J Hum Genet.
2022;67(9):505-13.

Takeuchi I, Yanagi K, Takada S, Uchiyama T,
Igarashi A, Motomura K, Hayashi Y, Nagano N,
Matsuoka R, Sugiyama H, Yoshioka T, Saito H,
Kawai T, Miyaji Y, Inuzuka Y, Matsubara Y,
Ohya Y, Shimizu T, Matsumoto K, Arai K,
Nomura I, Kaname T, Morita H. STAT6 gain-of-
function variant exacerbates multiple allergic
symptoms. J Allergy Clin Immunol.
2023;151(5):1402-9 e6.

Yanagi K, Coker J, Miyana K, Aso S, Kobayashi

N, Satou K, Richman A, Indupuru S, Matsubara

Y, Kaname T. Biallelic CC2D2A variants, SNV
and LINE-1 insertion simultaneously identified
in siblings using long-read whole-genome
sequencing and haplotype phasing. J Hum Genet.
2023.

Yanagi K, Toguchi S, Sato K, Inoue M,
Naritomi K, Matsubara Y, Kaname T."A
Japanese girl with a novel variant of PIK3R1
showed deterioration of insulin resistance to
biguanide treatment.”(7~ A % —) , Europian

36

2)

3)

4)

5)

6)

7)

Human Genetics Conference,(Web), 2020/6/6-9,
[E] B
Kaname T, Yanagi K, Takeshita M, Omata M,
Kobayashi N, Abe Y, Naritomi K, Matsubara
Y. ”A novel deletion in ZEB2 and biallelic
frameshift variants in CNKSR1 identified in a
patient dysmorphologically diagnosed with
Mowat-Wilson syndrome.”(Virtual Conference),
ESHG2020. ,(Web), 2020/6/6-9, [EF%
%OE, KE S, REE-TATZICHL
TeAw /b« HER OB SRS X T L DA%
(WY L), % 123 [ BANERE
DAL (Web), 2020/8/21-23, [EIN
AR — TBARPER BRI DR & & 1T,
My odyssey of research on genetic diseases | (7

S ZEGEE) , BARNEERETSE 65
[AIk4s (Web), 2020/11/20, [EWN

AJFEE— TIRUD fifht& o 2 — Rk, Bk

AR (DEH) L, 2020 4R IRUD BES

IRUD & 0 F L OB Mt ¥

—,(Web), 2020/12/18, [EHN

KAFPE— TEA T - i - 1h ) TR RS
(Zoom Z h0) , H AKIE % & (Web),

2021/01/19, EMN

WJFEE— [ ) NEHROBLL E R (R

FENE) 25 20 [RIBAVE (HAERTR2IRIT SR,

50 [B] g ARG 20 B n i FE S IR A TR
£ (Web), 2021/03/06, [EN

G. FHIMEHE D HRE - BERT (PEZET,)

1.

2.

3.

KR us
L

e PSS
L

Z DOAth
L



TR A TE R B & TR TERR

T E A TE R &

FEORITIEF2E)

T—T R - Frma AEERE, VT 7 UIEEREO W & R TS R E
ERBEEIEGRE, BRI A T4 0% E, FRERL I X MY ER

FeoE ARl BT
AT HTE NGRS IR s Embe REER B

MEES
MERM T —F X ZERERE, vV 7 7 VIEBEREB LOZFOEBEER THLI A X « T 4 —ViiE
BEREL, M~ R U v 7 RZRERT D X 237 B D UVNTFE ORI DO a R L 0 RIET
2 He RS AR L5 T%O WIS RERAEBEZ X C O & T D 0MERA X FNEFRIETH Y
AT MEWRETH D D3, ﬁﬁﬁﬂ BIEMEA R FORJETIH LD TEHBEND, LW oy
9@<@woik\%$7h B HILEAN LN, HIRPT RS OO MAE SRR O 20 b i
BMETHZEFUITULIERETH > 723, 20168 I BB FRIMENMRRINE SN2 bbb, I
L, BEFIREOHHIC L 2 B OMEZKINAIEEIC > TE T, —FH, TNHLOEATIE

DE A DHE O FEBEHCRGE, MESESOHER S TR R AL 202D, KARZ L, FNER
1T L OEREEE S F 2 Y s E R Hivd, AT TIE, Lh%%ﬁﬁf ﬁﬁﬁﬁ
L TWBEEOHEKRERE FRG L, BRI EOEKRBOFEZH LML, BRETEICBIT 52
%%ﬁ%i@ﬁﬁﬁ%ﬁ@&ﬁmoﬁﬁkoik\ﬁﬁwﬁﬁmE/AmM%%wkﬁﬁ%%ﬁf
R IR 2R R R Y 7 o MR AT & L CL MR BAICE £ 5 HE OmRNA % F
U 7= R B 72 AT T IE DN BN CTH D Z & B MR L, TEROBAn -2 Wi SL C 2 fifhT St 7 — ~
137,

Jeth
/NE W 59X DNA WFERT BIFT R
il B ERL AR NERIERE

A. BFEE®

MM —F 2o a AJEERE - VT 7
UIEBEHB L O OEBERE TH LA R T
oA —IEGEREL, Miast~ R Y v 7 R ERERRT
é&/ﬂ&%éwi%wﬁﬁ T ORI

WZ& 0 FEARERROMEFS T EL R 3 % R IER &
ETHHERMERTH D, %_\mﬁﬂIH?
A Ha AJEBERE &~ VT 7 SRR
E%u%mk@%%%%ﬁuw&ﬁébm%%
AR NERIET DU A7 BE0n, NNEHIZ
IR AIEIR 3 Z L=, B2Wrs L, BgE
PA R FOFRIETIH LD TRRETENS, &
Il H D7 v, — T, mOBEEBRTH LN
W}z HIRET RSO MR OB NS
R 2Wi R Ico— T 22 v a RJEMERE,
T 7 SERBEERRRZ SN TV AR B A 72 <
RV, EHIT, LT, 2B ICERRER D

BELT 28, BENERDZa AR T 4 —ViE
BEREZR & DREFIR B OIFE L HH L TE T

6o*ﬁ\:ﬂ%®%%®ﬁﬁkbfm\bm
BRZIILOHE L, B - MENRE e & OF
JEPRCBI I AT EN M 2 & O BIEEIR . A OHE
REZHTHY., Mo, %#55%%k<\

BIRBR DRI, Lb% IZHESWTHKRA

L, ERZ k@%@%%ﬁ?ézﬁﬂ%
Do AT, FBREERLEZD T, BRFH
A TR WA Eﬁﬂzbt W D ERIRTE 2 IR

L. B FUOH%k@Kﬁ%ﬁ%

RIEH, LU, W EHESEER X R 1C
HAEESRICAE R #® eSS0 2 &%E%&?
Do

B. WFEHE
SEATHRGEDS Bk L T\ B =)L 7 7 e
FEE DTN - FIEMEEIIRE B ORK R O 7=



D DR TR FFFRICB W T, BRI
WLV BWINHETE LT~V 7 7 VIEERE. oA
A o T4 —VIEERERS L OMERN T —F X - &
vu AJEERERSE O B BREI 2 XSG, v v Ty
VIEBEREB I ONn A R - T =V EERETIER
WrLe L OFEAPEIC OV T, MEMT—F R -
X a AEGERECIA TR B2 Wi £ Tl
BEANAPHEIZ DWW THRET LT,

1) 4/ 2 DNA fi##r

a) NGS J5 £ X R UiRAT

KA S L7247 & DNA Z v, 5%34
T AR BERNGBEMLEAF DO L E o2 — NiEi—
g EEDA Yy ha BRI SEANA TS
AB—Ta L VEML, kit —o7 3
— X DB ESIREZIT T2,

(SRR GBAET)
FBNI, TGFBRI, TGFBR2, ACTA2, COL3A41,
EFEMP2, FBN2, FLNA, MYHI11, MYLK, SLC2410,
SMAD3, TGFB2, TGFB3, SMAD2, COLIAI,
PRKGI

b) exome fi#HT
KRS L7247 2 DNA % vy,
NEXTflex Rapid DNA-Seq kit (Perkin-Elmer £1:)
CTTA 77 U =&k, S8 VCGS clinical
exome panel (TWIST Bioscience f1:) 2 T2 &
TN, A L 2 F4E NextSeq2000 (2T NGS fi#thT
AT 0Tz, FERITHOWTIE, ANcHE LeE
FAZPTYE  (Fujiki R, Ikeda M, Yoshida A, et al:
Assessing the Accuracy of Variant Detection in
Cost-Effective Gene Panel Testing by Next-
Generation Sequencing. J Mol Diagn 2018;20: 572-
582.) IZTHRYD IABZATV, MR Svio itk
NYT v MZOWTEY U —iE (710 f#
) T K DMEREAT> T,

2) mRNA fi#fT

TR E 2 SNTIEBNZ DWW TIE, i R
H D VITEEEME S, mRNA Z#iH L, RT-
PCR fi#HT 21T > 7=,

FHRRRAR DY 2 B s o T2 FEBNC OV TIE, 4
SIS U TR U v N EREB X OB S |
RNA fifitH % » MZT RNA Z#iH L. NGS i
C transcriptome fi#HT 217> 72,

3) FRIRIEHROFENT

2016 4= 3 A LAFi® B BB STl FBNI,
TGFBRI, TGFBR2, SMAD3, TGFB2, TGFB3,
COL3A1 B2 oW TH o H—iEIZ L 5D DNA
FEMT I TR T L TV D IEBI D Fr % 56 G L
L7z, 2016 48 A LIEDIEFNZ OV TIX, H»
4 & DNA BFZ2T T D NGS B SR LA 12 L

5 BARFI R A (PRREZ I K 0 IRIEE Y 7
v MORERFFE CEIEN 264 & Lz, £
To. EREMEAT CIRIEIE N D T R AR IR S
72Dy TIEBNZ SV T I exome fEHT 2580 L .
ZTRC X OFHAY 7o PR T 2ER
PO - O

B, BRIEHROMITICE L TiX, BRIV
TINLEIER A LB LT — 2 _— %
L. FRRICEREA L SN BB ERT — 4
N— 2% Wi,

(R EE T~ DB FE)
[~ V7 7 AEMERESE DOFEAENE « FRMEEIIRE
BOIFRMEA O 7= OB T & L TOHF
RIRBEEZHF TS,

[ B B /KR4 ]
(2016 4= 3 H LLR(D)

E SRR AR AT GE 2 v Z — © M14-20
(2016 4= 8 A LLF%)

fil R FL R PE © 16-035

C. HsEHR

1) vV 77 IEERBI A R - T 4 —Y
SEGEREDOBEHRIEIR « WY & OFEE IOV
<

~ VT 7 IEGEREOBZMNE, GT S MRS
L7z, OREIRFERIFZE ., QK ERAL,
Q&G HEA a7, @FBNLEE - DIFFIEE
B 0 DRAWICHE SN DA, FBNLE S T
DR IFAEZE B 2 3R 72 iR 3 #2591 D 9
H, Q@D T X TORKRATRLZFRDTZH DI
5541 (21.2%) . Q@D H THKZEHIZE - 7=
HDIE2561 (9.7%) . @D %934
(39.8%) ThH-oT-, FIomEHNZZE DT
OB TRZ2WE Ll L2t i, 86/
(33.2%) TH o7z,

—Ji, HRERTHDLaA A« T 4 —VIEGERE
X, LIRUIEX, w7 7 VIR BEREOERIRI 2
BT ZenmonThBy ., &%ET7F > b
FEHETH . TKBIRRALZFR ORGSR,
0A AT 4 —VIEGERE, =T—T A F B A
JEMEREZ SR _& | L& TW5D, EEFN
BETEA R -« F 4 —VIEBERE L2 S -8
# (ABFI93%1) @5 H36f (38.7%) 73, Al
WOUGET 7> MEEODOOZEH-LTEY, <
T 7 AEEREE v A R T g — YV SEERE O
BN BT 2 B FHIRAE O BEEIEN L O TORS
N7z,

Fm. 2D DO2EBIZEHIT S KRENREIIHRZE
DOEPERIT, vV 7 7 VIEBRET94.3%, 71
Z o T =V SEERFI& IPR(LDS1/2) T95%, 1
A A T 4 —VJEGEREIIT (LDS3) T75% &



B RERESBEZ IO 2EHNEE TH
HIEWRESNHELBIC, HIEEEEZD L
TH, KEIRAOHEIZEMRTREZ LR EN
7~

~IVT 7 EEREE v A AT ¢ — Y SEERE
WL EEARAER IR T 2 3 A OHE - Bl <oTa %
Tt ECRAe DR Z WD, BRI,
BIRFAOME ZTEH LR s it X
Wb, FEEHHROZENICHB VT, AU HEL
L. ERIT L OZKEMEL WD Z L3 &
HIWT L, FEEERICI T D2 RO UGET 218

ELT,

2) FnpEfsa T A(TGFB2/TGFB3)D A A -
T A IEERE D EERAER T DV T

1A A -7 4 —VJERERE (LDS) OJRKER
F0o2H, RENZL DI, TGFBRL

(LDS1) , TGFBR2 (LDS2) , SMAD3 (LDS3)
ThO, ARIOMHITTH, 2D OEEDN,
LDSHEERL DS 6, ZIZEi, 344
(37%) . 214 (29%) 174 (18%) #H®
TWa 0, ZnLgMMz, TGFB2 (LDS4) 844,
TGFB3 (LDS5) 44 i inf2lraivcunsg, Z
O OHRNZONTIX, — R, LmE SO
JEDBENLDSI~3IT b ~ME N & SDH 8, 4
B OFHTICBWNT, 2095, TGFB2E s T
WL 2561, RBIRREDRE Th-> T
b, HE O g 2 OB R B ME 3R < B
NWAHEBNSH D Z LRS-,

3) MEMT—F R « ¥ o AJEGEREO I E S+
BOHEIZ DN T

B BR G566 O fEHT <X, JEEMAIHEL LT,
FHRE KSR (8.9%) . A FRFAPHE LS LT,
He KPR SR (8.9%) . PNECE3M
(5.3%) . {ERFEE26] (7.7%) . Jo KM
ezE2f5] (3.6%) . F DA, WA BIEIL .
R~V =T KB ERBOT-, NEHILIEE O
APFE & LTiE, &M i 1341

(23.2%) . L& ZFL- B 1061 (17.9%) |
iy - BAERETH] (125%) | AP H L
MfE 6 1] (10.7%) Z#@Diz, FFZ, 5 - i
KON TIEL, 20i% LA F D FEAE 23841
(143%) . 2B 64 (10.7%) 1%, ¥IFEOE
BAOHEL LTRIEL TBY ., FHEMOWE M
WM O KM &2 iR - & X 1TiE, MR —
T A Hra ZEGEBEINCB L LERD D
b,

7B, EEESOHEDIIEN S BWHT T D R
DY) I8 5ETIH - 7,

4) PMEPALE s - HEIZ X 287 7 B

SEATHFSE C Dexomefiiht T, TGF-bBEE R T
ToHHPMEPALEIZ D7 L—L 7 hANU T
v hE, BA R T — YRR ERESEEL O M E
KERETD1IFZROFARANY T & LTRE
L. KEAEEETS (ASHG) 20178 L UE
B~ L7 7 %4 (Int. Marfan Symposium)
2018 C, FaHiEE LT\, T, fho2
FARTHRERAZBRH L, 72, BCkOILEF
RENS BAKOBIR T ERZR Lz V)
HAESNHERE, KETOREMZ £ LD T, 54
. Nature Medicinei& 2 L [FRIAFZE & LTS L
776

ORI T NERTHEETIE, SEET
LDSEED B RIERZ 2T 5 L DD, KENKFH
22 DA P EE S AR R BT E 511 IMFS/LDSIZ
ST 7e o Tz, —J5, BAREED Y A
ZIImNZ &N, HERT +a—R0ER T
ERIRENT,

5) mRNA fi#4T

FEIRR) 7 MW 27 Lo~V 7 7 VIE
EREEE T, FBNIOBEIRIFFREIRTL Y 7
M 2R L72EBNZ DWW T, MgV > ~EkEs &
OFBaAIIE G R L 72 mRNAZ v 72
transcriptomef@tt 17> 72, T OREE, Z DN
V7 MZEY, By Yy U SNTE b
FUAT VT IBIEE N T A7 U7 N RS
B S, Z OSNVAexon-skipping D JF A /<
U7y b ThHDHZ EnfERINT, BIfE, A
fr e NUT 2 RCREE) 2R L7 iEf 3
KO~ N7 7 EGEEEEZ B T > TH IR
KN T 2 RS S U7 03 o T e OSE RS
DWNWThH, [ARROMIT 2 ED TV D

6) ~vIVT 7 SEERRBFICR T HEEREED
B INERRAT 16 T D7

~ VT 7 EGEREC X D KENRIFZA DFREEIT,
KEVIRAFBEOF, R HMEREZ PO s 35
FEAFRROMEIIMEICH D Z D EEEIC K
DI R AR HNE, EENTE T,
—J7. B ORFSETIL, KENRE - fREED 714
S, WEORBBEINAZE S, K
AR - MBI 2 O RIME Y ~EY 7 —2 3 T
b, EERE T T 7T ARED ARLSATWD

b, WIVT 7 SRR OWT D, et
BTNV AOFEBRTIL, WEER I T RK
BIWRENR DD, EWVIOFERNTTNDZ Eon
O, VT 7 VREGEREO BE | EE) 2 HELE R
EPENZONTIEL, BRI —IN TV

AR

ZH LR AESE R, UBEtTIE, TR E
LT, DIMEREEBRCTHBECABE LIz~ L7 7 >
JEMERERETSHNCIBUV T, BEE% IS b 4b sk T



BhR kA ke L7 IE R & | BRI 2 ke L 7e
Mo ToRER & g U, GEEEIEIC L 0 FEHES
WEUDINENERTT-, ZORE, Mtk Xk
R = > b e—/L F CHEBEIEEZIT-> Th,
DEA XY M EOFERROEINTRD 72
Mmoo, Stk IEREE SCL, EEEEDR
EMAHERT DL & bIC, TREEDRIZON
THHIAEL TV FETH D,

D. Z£

1) vV 77 EEREB IR A R - T 4 —
JEEREDBIIEAEIC W T SRR ICBIT 5
W REMESGTICES L T B 5

<V 7 EGEREE, 2015 4E 7 AT THES

BB AEERR L 0 EREB RO
GRB L Ip ooy, YIEH R BE L LT
et Loobol-aA A« F 4 —VEGEREL O
BERUM, YEF—XATIX R o 2 W &
T2 b, HPNE, Z o2 %EEE X
T AT 7 UEGEREE LTHET D, VD
FEtER 0, FRICE DR TERIEEDTZ OO
PWrEEE LB ORWHEENER S 1

7o L2L, ALY, Zo2HEEEZILEDOZ
Wik CRWrd 5 Z LIINEECTH D Z LT A
Thh, v V77 VEEREE A R T 4 —Y
JEBEREDIRF ZH < FER Lo Tz, &6

2, T 7 IEEREE v A AT — Y JEfE
BRI, BRARERI AR T 5 A DHE - B <ClR
W E TR RB L, EHENICH, &
IR 235 U7 SR I s e S ST
%o ARl B\IRFAREL LV ER L EERE
WIS NWT, 2HEBENTNORZKIEEL K
ATl &k, HROKMEWSDETLY
WHZEBICEOSL Z ERHIfE SN D,

Flo, w7 7 UEBEEEOZWNL, KETS S b
FEMEIZ LD WRRAIIHIE S, BIE2R
L, HRER L OB O DITHESE STk
WA, METIERW, LL, ARIOMZET
X, BIEFHIRE CRMIMEE LIS mE
H12594 D H B, FHEMIZZK O T DI B is T
PWiELELE L-bolx, 8661 (33.2%) THh
ST, INRFIER D% T, BRIERNE 5D
Nz b AbY, w7 7 ERERED B
2B W CEREFARE SO THRZR Z LR
hiz,

2) BAR T 4 —VIEGERODEI L OE R
2OV T DEER

0A R T 4=V REGEREE, JREEE L LT
B OB NEENTWVD Z NG, Binf
TENTIERD Z E R AN D D T L BRI
oM >TETWD, LL, WTIhos
AbH. KREPRETHZ T 2EENEETH

HZEICEDY T HIEESHICBNT
b KEWRAEOHEIZEHRTNE Z LD HHER
Nz,

T, oA A T —ERERT. LiIZUIE
ERIEIR DI B TlE~ L7 7 UIEERE L D
BINKEETHD Z ENHMLNTEY, KET7 v
FEETEH | KEBIRRALZ RO WG EI
X, BA A« T 4=V, =—F A X
0 AJEERE AT RE ] a3 Tnb, BB
FHRAE TR A R - T 4 —VIEGEREE T SN
7= BFE (HEBEI 93 #1) D55 366 (38.7%)
D, BIROKET 7 > M EEO D@ 7~ L TR
D, w77 UEBEREE O A R - T 4 — YV ERE
HEOERNZ BT 2 BB FHIRAE DO EEMS LD
TRENT,

3) MERT—F % « & ZFEGEREO M4+
APHEIZOWT DB

MR T —F 25 o ZAFEERECIE., &S
OHE DI RAFIITIR AL TH D —F, mENE
PHEIX, Z2< O%AE, EFEHLATL VRO TV
Do
Frlo, M- s, &I, 20 LA T
THIROEIHEEL L TRODL T ENRZNT &
O, FHEFIZINOLOERZRD - & X2,
MAERIT—T R & v AEGEREZ SBHICE D
THEIBEREEISCZ OMOFT L OMRE E1TV, 5
b DG EIITERFOREEITO Z 0, 7
WM O-DIITEETH D Z ENRINT,
L%, BEEFOMEE RN B A
T LI ODOFFRAPER - P IZ o TE 65
BREDBVETH D,

4) BEFIRAE © 7/ 5 DNA & 72 NGS
IRFVIRRT 3 £ O R mRNA fEATIZ D0
TDHE

~ VT 7 UREGERE, v A R - T — Y SEERE,
MR T —F 220 ZAFEFEREOZW O -
D NGS 7SR VERTIR, ERBENE S &<
CNV ZE|ZOWT LT ATRE TH D Z &
5. —RESZHEY — L E LT THEZITH D
ZEWRENT, T2 SRRV ORISR &
o TWADIX, =7 VLD NY T RO
HTHY, AT T4 7EE KT deep
intron DNV T MZEDAT T A 78
WomHT, REETHD, A0, MiEMaeE
7 B L7z mRNA % fV 7z transcriptome
EAT ZAT o723, ERE CRE LM TESZ
EDIREA, T DR OB & L TR
ThdHZENRENT,



E. #&#

~VIVT 7 EBERE, 9 A R - T 4 — YV ERE
e, MR —F R « Xoo AEGERIT, &R
\CRENRAREE 72 & OB 72 1S & OHE 2 8 0E 3
LU RS AT CH Y . B S RABIHNIE
WZHDETIRFRNMAEIT) ZEDEELY, L
N, SERDOFEASDARVVNESOZEIT LIZL
IXEEL <. BRARICEE A PHE 2 50E LT
HTRMISND, WVl b7l il
BEIRIER DI SN2 Tl AR+ e
HE, HIRPTRSCFHEED O [RE BN DI
HIEBNZ R LTiE, &/ & DNA % HV 72 NGS
PRFOVHRENT 2 FERBOICTE T L, B2 - B
WA LD FHRUGEICORTH Z RIS h
Do
Fo. ZOEREEIRIEED O OBWIHELEIC
RS E25 Z LITAEHRTH 5,
A1%1%. 47/ - DNA TORENT Clidfs H IR #EE 72
SNZRVRENEANY T RORIEICANT T, 1
WIS EE 2 B i L7 mRNA 2 W9k
(2R transcriptome fiFHT2Y . AHBIARAT & L THY
FEEILD,

F. BrRERE

1. G 3L

1) Mori R, Matsumoto H, Muro S, Morisaki H,
Otsuki R. Loeys-Dietz Syndrome Presenting
with Giant Bullae and Asthma. J Allergy Clin
Immunol Pract. 2020;8(6):2058-9.

2) Seike Y, Minatoya K, Matsuda H, Ishibashi-
Ueda H, Morisaki H, Morisaki T, Kobayashi
J. Histologic differences between the
ascending and descending aortas in young
adults with fibrillin-1 mutations. J Thorac
Cardiovasc Surg. 2020;159(4):1214-20 el.

3) Al [EMEFHREBLEIT Y
7] ANRBMEERIORA b JEERERR
BOBRFAIRA. /NRPER
2020;52(8):1071-4.

4) R [ - R T RE R Bn MR A
ARSI 22N eDIT] PERSRE <
7 7 YEMERE. NERHERIR. 2020;73(5):757-
62.

5) FRIRHAT-. HHAMREBEDN) 2SS < v
7 7 IEERE. B EF. 2020;10(2):109-
14.

6) Kitayama K, Ishiguro T, Komiyama M,
Morisaki T, Morisaki H, Minase G,
Hamanaka K, Miyatake S, Matsumoto N, Kato
M, Takahashi T, Yorifuji T. Mutational and
clinical spectrum of Japanese patients with
hereditary hemorrhagic telangiectasia. BMC
Med Genomics. 2021;14(1):288.

7) Seike Y, Matsuda H, Ishibashi-Ueda H,
Morisaki H, Morisaki T, Minatoya K, Ogino
H. Surgical Outcome and Histological
Differences between Individuals with

TGFBR1 and TGFBR2 Mutations in Loeys-
Dietz Syndrome. Ann Thorac Cardiovasc Surg.
2021;27(1):56-63.

8) FRth 1. [/NEBREZIREOIZD DIk
P2 CETH 6 i) GetaRRRE . SEREE
Ehlers-Danlos JEfF#E, Marfan SEERE. /NE
WER. 2021;53 (34 F1):304-8.

9) Flth. [JeRMAGHERFIE] K AR
HE. BERIA - N
2021;53(4):409-15.

10) 1. [VNRERFRAESEIR] FERES
PRiE TGFBRI(B3:E%E £ Loeys-Dietz Ji f
P& ({sF TGFBR2, SMAD3). /I
B2, 2021;84(11):1623-6

11) BB F. WEH > TR E W ORIE
UG SUWAS s Sy 1125 X M) iy
(Vol.15)  EER 5 BHHE B OB R F AU AT
22D &b I, 2021;278(9):788-94.

12) FRIGHE 1. BRIRIBIRY: « NEARY5E L
& HEEMZERM L ZRFRE. B FE
5%.2021;11(1):128-33.

13) FRikPESE, ZRIRH 1. AFEER DR BT
B~ 7 7 IEGREO RO . HEW
EIEE 7. 2021;26(10):55-8

14) Imamura T, Omura T, Sasaki N, Arino S,
Nohara H, Saito A, Ichinose M, Yamaguchi K,
Kojima N, Inagawa H, Takahashi K, Unno T,
Morisaki H, Ishikawa O, Yoshikawa G,
Okada Y. Case Report: Spontaneous
Postpartum Quadruple Cervicocephalic
Arterial Dissection With a Heterozygous
COL5A1 Variant of Unknown Significance.
Front Neurol. 2022;13:928803.

15) Minatogawa M, Unzaki A, Morisaki H, Syx
D, Sonoda T, Janecke AR, Slavotinek A,
Voermans NC, Lacassie Y, Mendoza-Londono
R, Wierenga KJ, Jayakar P, Gahl WA, Tifft CJ,
Figuera LE, Hilhorst-Hofstee Y, Maugeri A,
Ishikawa K, Kobayashi T, Aoki Y, Ohura T,
Kawame H, Kono M, Mochida K, Tokorodani
C, Kikkawa K, Morisaki T, Kobayashi T,
Nakane T, Kubo A, Ranells JD, Migita O,
Sobey G, Kaur A, Ishikawa M, Yamaguchi T,
Matsumoto N, Malfait F, Miyake N, Kosho T.
Clinical and molecular features of 66 patients
with musculocontractural Ehlers-Danlos
syndrome caused by pathogenic variants in
CHST14 (mcEDS-CHST14). ] Med Genet.
2022;59(9):865-77.

16) Muroi A, Shiono J, Thara S, Morisaki H,
Nakai Y. Nonsurgical treatment of cerebral
ischemia associated with ACTA?2 cerebral
arteriopathy: a case report and literature
review. Childs Nerv Syst. 2022;38(6):1209-12.

17) Seike Y, Matsuda H, Inoue Y, Sasaki H,
Morisaki H, Morisaki T, Kobayashi J. The
differences in surgical long-term outcomes
between Marfan syndrome and Loeys-Dietz
syndrome. J Thorac Cardiovasc Surg.
2022;164(1):16-25 ¢2.



18) Seike Y, Yokawa K, Koizumi S, Masada K,
Inoue Y, Morisaki H, Morisaki T, Sasaki H,
Matsuda H. Long-term durability of a
reimplantation valve-sparing aortic root
replacement can be expected in both Marfan
syndrome and Loeys-Dietz syndrome. Eur J
Cardiothorac Surg. 2022;61(6):1318-25.

19) Yokota T, Koiwa H, Matsushima S, Tsujinaga
S, Naya M, Morisaki H, Morisaki T. Loeys-
Dietz Cardiomyopathy? Long-term Follow-up
After Onset of Acute Decompensated Heart
Failure. Can J Cardiol. 2022;38(3):389-91.

20) it 1. [DEBOTLvartvrya v
2r 7] Marfan SEERHEBRIRE O 7 L=
v a T, Dl 2022;54(12):1325-9.

21) FRIRHR 1. EASVERBREEE B FHIR
HIZ X2 B2 &EHL IRE T
2022;62(10):105-10.

22) A7 [Fn-> TR RS JHEH - Bk
RO BRI E L RET 5] e
Tk B Marfan JEERE, Loeys-Dietz JiE
B, Ehlers-Danlos SEMERE. J& PEHA = 5.
2022;52(5):734-7.

23) Greene D, Genomics England Research C,
Pirri D, Frudd K, Sackey E, Al-Owain M,
Giese APJ, Ramzan K, Riaz S, Yamanaka I,
Boeckx N, Thys C, Gelb BD, Brennan P,
Hartill V, Harvengt J, Kosho T, Mansour S,
Masuno M, Ohata T, Stewart H, Taibah K,
Turner CLS, Imtiaz F, Riazuddin S, Morisaki
T, Ostergaard P, Loeys BL, Morisaki H,
Ahmed ZM, Birdsey GM, Freson K, Mumford
A, Turro E. Genetic association analysis of
77,539 genomes reveals rare disease
etiologies. Nat Med. 2023;29(3):679-88.

2. FRFER
1) Morisaki H, Morisaki T, ”Clinical features in
adolescence among genetically confirmed

vascular Ehlers-Danlos syndrome in
Japanese” : A retrospective study, USA(web) ,
2020, Oct  26th, [EE

2) IR TEASPERENRE AR « 2 & 8
LHIRRAT ] |, (web), 2020,May 5th, [E PN

3) Morisaki H, Morisaki T, ”Clinical Spectrum
of Heritable Aortic Aneurysm and Dissection:
Genotype and Phenotype Analysis of 481
Patients in Japan”, F&i(4 > 7 1 V),
2021.3.27, EW

4) FRIG#S1 1% %! Ehlers-Danlos JiE i D
B M SVA DFE &2 H0Z ), (web),
2020.12.12, EH

5) Hayashida M, Nakayama A, Morisaki H,
Shimokawa T, Nanasato M and Isobe M”The
Safety of Outpatient-Cardiac Rehabilitation for
the Patients with Marfan Syndrome”, #77 (4"
vIA4Y) ,20223. [HN

6) FRltp 1 NEASMEREIRE - fREE -

FIRFZI & BARROMA ) |, Bk,

2022.10.29, EWN

G.)%ﬂ%ﬂ#ﬁ%@@ﬂjﬁﬁ-%ﬁﬁm (FPERZSE
UO

1. RS

L

2. FEHFEEE
L

3. Zofh
L



IR BR AR M & (R IEIR R BORITTEF3E)

T E A TE R &
PR AR DB 18 5 S R FEIEMRE O RRIARG LW O, IRA OHIE O & 17 Pi

W —R =T
ESZAFERRIEANENL B BRI o 7 — /NS ER T

geal AR

MREE

FERFRNC L DRI NEORREEFIRK OB S, % ABREAP THOZRIBHRIED
ML SN TR, IRIEEBONFUIZTELILTH D2, W bEkc ey B 2 F 5 SR
FERRFIC B OF D HRp @, TSRO 208 5 e REFERIE OB ZIE, AN~
IZRWTHMRE, AR, MEEREE, W@ 2 e 7 — CEERATRESE 2 < 72T IREOHE
EREITYVATRED, T4 T AT =VEREOEOREVHREOHED 72D, IREOHE & HAEE

ZINEE - T2 ZENRETH D,

27

RO KR E o7 b EBEZ BN D,

ABFFETIE, BB TR 2 R REFIEGRTIC A 0T D HERR T OEF 2R L, Lo il
SRRAINCDTZ D IRGPHEIS S & A Lz, SO 2 AV T2 RN > DRl 2 A > 2 7 4
ZEALT, HRRERE RIS I DMBE - SHBEERIS K UMD
L7c, FEEAGNI G LB R FRA 21TV, PR & BRRIE « BUERE T2 IS SV TR L 72,

R E TS, FICHRESRRE N EER B L 25 F v —VREGHE, <~V 7 7 VERRE, A
TA v 7 T —IEGREORER 2 ZBEE L7 REIZRIRE OHE & 1R TR OV TRE 200

ABFFEIC & - T, BRABORE 2 LR L T 2 REFIEGIEIIN L, B2 &k - & 0HE
OIRNTE o, APEICDIZLR - 2HEFHICE L, L0 JuFEst ot L, B&F oQOoLm L

P =

JEHE & BEREIC DU CEERIC 34T

R

E/ A
2 RN

WHoEth 1

IR ENRFEROZEE 2 — NEARREM
WRAER ENREEROEE 2 —iERT BT
SERT WRERRY: EP IRBFEE B
Mol EARERIRY: EE IRBFFEE B
MBS IERERRY: B IRBEE R

ROHtT
FERSVN

A. HFRE®B

FeRFRNC X 2 IRE BT/ NE O R FE 2 K]
DFEINLE EHD, % < ITFKARH CTH R TIEE
ERHESL STV, IREEBONRIZIZ S
T, RTIRESIZ RIS 2 O HRES, FARIE R
By RIREKICERSEFEETHY, BELIE
JEThLIN, HREEL X - THIREDER
IR, W bika R B a0k o R
FEIEBREC A DR D RN E W,

B\ RARR R - e R EEREIC O ]
R DB DL AIRREOBRZ O E OISR
HINCHIE U, AR 2 W L CoatR 2 Tk
LHBRENRDH D=, BHIFER - IREDRAKR

43

FORERERIRY: G RENITERT R Rk
RERRZLWAIGERT  BREDCENIFERRT AR o 27

iz

Thd, BIFEFEORWEBRICH LTI, A
ARERE &2 SR L CIRSEIC X DR ITE E %
TV, AOHEDIRHE - BHICSLH, n—E Y
2 7 ERINCEGT 5 2 & N RIEOUIKRE
DIEH & &5 DFRFEIZ DTN D,
BRSO B A T L D e R B E
BERETIR, NI~ AW TR,
PBE, MERERIEE, MR A bo T o — P EE
RREEE S TIREIEZR Z U 270
B, TA T AT =V REROE D EHRED
RO, IRAOHE & EAERE &2 IUE - fET5
HZLEMBETHY, AL LI-L &
UVE BN B DETEIC - 5QOLE EAT 5,



AR T, BTk 2 7 e R EE R
ADET DR SRFAIZOWNT . AIEHID B AL
NN D7 HIRADHE & = OEFERIZONT, JE
B & EAE LTt Lz, FEIAGI 3t Ui s 1
BEZITV, KBRS OE LR - £25FHIC
DWTHRHZINZ 7o, 8 IR RO BE 21
I EHEGEREIC )T 2 IRBHE B O BLIR & [RE
RaE LT,

BASEE £ Tlo, BRI R N EE e
el 70T ¥ —VREWERE, ~ VT 7 UREWERE,
AT A v 7 T —IEEREDIER &2 S 3 ERE LT 7=
B, BHIMRIRAOHE & 1R FRICOWVTRHRR
Nz T,

B. #ZEH#E
1) Je REFIEMGRECAE O IR B OER

BRx 72 By BRSO SEEREIC A OF T 2R
B (MRS A he 70— E) OREFZLE
L. LA S AT D72 5 IRADHEIC
DEHT LT, RIRES (MM - Hlarie) DIRE
PHECKT L, S oSl E & optical
coherence tomography: OCT) ., JAE AR 7 A

7 ORISR . AR K OB R AT s
(electroretinogram: ERG) % FU 7= @& 7>
DOFMIRA S AT A EE AL, SRR E I
BA5-3 2 M - BEBEER S L OV D FERE & 1
RELZ DUV TREMICART L7,
2) FEHMBIBGNZI51T D EEIR M & P RE DfiFAT
FEMIGN 6 LB FRRE 21TV, REE
DILFRIZOWTHRET 2 IR T2, Ak & Fitkne
BAT DWW TR L 7=,
3) fFER S A1 O SRR 2 IR
& B

FREEH O b AL RN BE R R IEE
ELULELEBEEZRE L, £OoR TRENZR
EHHEEROEE (TIREMRIEARETIE, Fv
— UIEERE, Y a N— VIEERE, T v v —E
feRE, = A EMERE, ARBIE A BUE, X ¥ —
Tz — NN—EEERE, L a XA TAE
JERE, AT A v 7 7 —JEfRE) 2B LT
7

H AR 2 B P 1 BERHE SRR 957 K OV
RFR G ER MR 13 ORIkt L, iz Tl
HIEZIEAT L 2018 4F 1 H~2020 42 12 D 3
ERIC 2 L 728 E R IC DWW THI2 LT F il
TEICBERORE LK LT RIR 2 BET L
72
4) AR & F e &3 2 R EERE R
(BT 2 BB IRG DHE & SR T1% OfE!
ZEOTER ZINE TE T v — VIEBRE, ~
VT 7 CEERE. AT A v 7 T —IEEREA HLY
BT ARSI T D IREDHE &
R T %2 LT,

44

(fEL -~ DBCLFE)
ENLBEENE Y 2 —IRECIT - 12 5%
A DOWTIL, BEFBEORE 25 TEML
7=b DT, KWL D BE~OABIFAEL T
W, BREFE IR OMITIC &7 o T, AR
FFETERWIIICEE L TITo 7=,
MHFEDERIZHT2V . FRLOFEIT OV TH
BNmEEZERICCTEIEEEDOFEZ T,
R EET,
AR LUV RBNRE DR IR G DR
o (ENZREEREMIEE v 2 — ik 29 45 7 H
28 H, 7KGR&E 5 1532)
R R SR EE AR EEES X
TEERO2ERE (ENRE EREE e ¥
—,2020 4F 11 A 4 H, &K#EFE 5 2020-215)
ARbEE T AR - RPTRRIE TSR T SR
s RE (IRERERA, EEEMKRE, &
FIREIE R, T HEEHRES) 2 A
7o MRS - SRR OfENT (ENLRR B ERAFSE &
VA — AR 3R 12 A 28 H, ARRE S 1044)

C. HFEHR

1) e REFIEGEREICFE S IRE RO ER

B 7o B BLw A 0 O IEEREIC A DR 2
VA RNa 7 ¢ —OEFIZER L, BRI R
T ORI ERE LR LT — X X—2 %
YERR L7,
2) FEBAIGIC IS 2 R L R RE DO fEAT
RGN LB B R & fifT L7, &=
7 )= MR X O ) AN A BN T,
BIEERERE B OFNE R 2 A7 ) —=2 7
L7,

O CDK9 FE|Z X 2 FHHOEREEEERE

F Y — UREEREIEL O J0 R B E R R
2, M A he 7 o —Z20P L, BB THRE
ZheAT L7,

AVX AW IERFR, INEAE, HETE,
O#EA, AR, BEIMER R, RmEER L,
T v — VIEEREEPL O 23 TG & 78 Tz,
L2 L8R NER F R E &2 & 72 L T4
TIRBHBE 21T - 72 & = AIREICEHBE 5 5
Te N7 BVERT AR ST MRt
(OCT) (TS E DIEHE L, BEBEH
< MEOHMmO =Y A R — 2 D
BB WD T-, WEERIC TSN,
HRISELERIIE T LTRY . T EofikEe
FAMIE LA LT, hoiRAGHE L L Ciazd
P, BEEPAZE, FOARZEME, HRERE®HEE,
HWNEZ RO T,

B & WL O BRI OFE S, CDK9 (2
OB ~T o AR R
€.862G>A:p.(A288T)/c.907C>T:p.(R303C) %




FE L7z, Fic A LERO X7 —8E
PEX. AR O —PIEME L i LTI T L
T,

BAR PR K REMRAT 2N 2 7o RE S, e /e
%ﬁh‘%ﬁﬁ%mjﬁqé ZEMNTET, fs R 2 W D
EIE, IREOHED Efe/oftyz, 2FEH, &
vV TICER TS T,

@ X7V a R EE

IR 250D, IREEAT R, MEREX ., etk
JEFHZ LD RERAIC T, HEEREE S A e
74— &gl (MRS EAL
0.1, mEONROMEREHE) IZBWT, =7
Y — NEMTOFEF:, SRDBA3IZ 7R EHEA IR B
c.57G>C:p.W19CZ & L, REELH kD i
&' A 2 — (uniparental disomy) T&H 2 Z &0
I LTe, e RME7 U a2 AL R E:
Congenital Disorders of Glycosylation (CDG)(Z xf
T 20 2B O R, CDGLH DOZMIIRE D
Ay
3) * ,—L.un
ﬂ%ﬁﬁ

A[E5850i%  (FINH60.3%) DRIE % fE L
Too BEEAFEINEFTT 5 L BHRI3EA
D 5 HIRBMEEI I ATIREE A B 020661,
— NS RE R O PERE IR (SR 2R iE 144
B, MEATRZE108%1 & % < | BEHRBICE D IR
PR CIXHR R A BIEOfF], A HZ— 7 = —
—IEERESSBIIN o TN E LTI 72
<. MRBIDVEELL T WEER - SR ELEERE
BN 5,

EHFEERNCIRBHINZ LTl 2 5T 2
& BRI AL 2 & 7o 3 P RRARLAR R Al 2
HL WRDO a0 R —~ & & 72T T v — VhEERE
Tix, LIXUITEERERIRET 250 57
D, 0k CIRBFA~WIZ T D613 %0, Lol
ﬁ%\:h%GE%%V:N—wE@ﬁ\z#
A VIERREICIR W T, IRERDEIE T 55
2 IRBAKIE ST, IRFEA~ W72 ﬁéiﬁ
DS 2o TWAHHREMERH S, IREIHED R
BEBDOTD, /INERA~D S 672 HIHWIIE &
WEEL T 5 LEZZ2 6N, —H, Tyvv—
FEGEREI ., EERS FIFAE IR CRR A OHE D FESE I
BNDT-D, 6k LARRIZIREL 2 1523 2 il 5 £
BIIZZ N E VNI FERTH T, “HEEEL X
T REWREROTD, HER L oEiENRIE
FICHETH D,

Flo. REEHARIE, AZ—Y 7 = —/"—JiE
BRI, AN OZRES Th 5720, IRF
2T D BERNZL S MIRZEE S 0D ik
HEZNE WD FERNG LA, FUTIZIREE
OBV LA LN, —FH, ATA v T—

D. £%&

S A D B FEGRE I D IR

45

JEMEREIL, HBEEA PRI 07 IREA~
W72 LT Lo AN S o Tz, AT A v
7 7 —IEEREIL, MERCHIEE e & O EERIREOF
JEZ X 723720, BN S IRBEE S LB R
BTHD, REBZROLEITIE, LRI
IREt~Z23 2 X oz, /DNERCEBEZIFER~
WEE L DZMENDH D EEZ BN,
4)ﬁ%“ L A B &3 D e R E R
BT 5 EHBRIRE OHE & G5 1% Ot

%ﬁ@ﬁﬁ%ﬂ%f%t D 3 ODIER I
WIEGERE ALY B, IRAOHE (AWNEE, K
%ME\ﬁW@\ﬁﬁﬁﬁ)wﬁﬁk%fﬁ
i, MO T2 a2 a LT,
RAFEEOEEE X, BV HFOIROMHEIIIZT
AT ORRETHFE LT,

a)i JE : JEHR(-)~0.02 A
b)E 1 0.02~0.1 A
o)A 1 0.1~0.3 i
diE 03 Lk

O Fx—ViEEEE 395EH]

125 LA ED25FID 5 6 HEE O EEE I
BWHOIROM Iz Ta)Lfl, b)afl], c)2i.
d)14451], 5 HNE KD AFI T - T,

HERIRAOHE & U C 39 (MR B %5
Bl (12.8%) ZFRD, FIERF L 25% ~ 150 &
EHlichbl-> T\,

©® <77 EERE ASES]

1255 LA D345 5 H2FICEIERE ¢)DfR )
MEE A2 RO =M, ML TR0 2R L
T, IREOHE & LTAsfif, & DK R
i 21961 (42.2%) ZFE8 . FIREI33~6
W% GEbeRn) 1), 7~128% (R 6, 13
LA 26 CTh o7z, EERIRAOHEL LT
HENGHIBE 2 4051 (8.9%) (ZFB 8, FEAERFHIX11
~36m% T oz, EI-FkMNEA IR
FEIERFE X160 CTH o 7,

® RATA w7 T —EERE 425EH]

HAREEOEREE LR W OIROME I T
a)1f5], b)sfil, c)3fl, d)32/41, R IIHIE R EEH 1
BITH o7,

TS OHE & L Ca245 o/ he I e % 12
5l (28.6%) (T, FIERFHII3E~ 1255 C
bolz, Flo@mEOHANEZLLF] (26.2%) I
R, FIEFRFEIX 2~ 2052 Tm o T2, FEN
FEDADF G 2BNZFRD . FEAERFHI X35 & 81 C
HoT,




FER PR FEGEREC AL O R A 2 B L OIREG
PHED 9 B, Bex 7ol 2 ha 7 ¢ —OHEH]
HEFE L, i Ofes 2 O T 8RR O FEH
RS AT A& TR LT-, Z O3
X, FFSREREEOREERE & TikE THIL, 74
T AT —VEROE D EBIREOIIED T8
FHEBEZLND,

FEHTG) 69 2 im0 B S D
. ERRZWOEE, IRAOHED IEM /2 HE,
IRFEIR 2 W% & T DIERE O 25 &I T
bHEEZEZ LN, RFRICT, F v —VERE
FEP ORI, @A e 7 4 —%5
OF9 2IEBI OBARFIRE, BT 21T\,
CDK9 78 5 7% JRN & 3 2 Hi 7= 70 5 R EL o JE it
OWESEWENL T D Z ERHKT-, Fo, BHFME
M 2 v v 7 4 —DRFNZT 7 Y — LR &2 AT
W, RS a U ARV EE:CDGL L D2 I
N ONS AV

PR AR BT 2 B3 DIEBERHCR L, IRR
MEDT I a—FNELHOZ EIEE, Ll
S RBEIEGEREO I, BRI E STy
HFEBTHS THIRBHEEN TX T 2WIN
RIEZ, ke - 2HEHOKEEL LIFRRA
D QOL ] EIZHEOMT < Z E s ifs S b 7
W, FEBAIEER, NER, HEREE L
LTW ZEDBRHETH S,

RRERBFE N EELIETH D F v — VERE
BE, <V 7 UHEWGERE, AT A v 7 T —JEERE
BT AR TH A e Le, HEERIRAIHE
& LT, FE I & s A 72 0 s e
DIFENEHETHDH Z ERREINTZ, IREDF
FENZ S 2 E S O VBV A B LT,

E.

PR &R S 2N B e & 70 D SE R B E B
HEOREGI 2 L. RIIR 2R IRE OHE K OETE
TREDHT 22 ENTET, FREFIEGRE
(D IRGOHEZ 29T L, FEIRENI 63 % 18
B FRAEDORER, Bl 2R BB 2 s L7,
PR DR & L E 2 e KRR FIERRE OZ
PRAREHCF G LIS D RR 2R/,

F. #FEERE

1. fmSCHEHR

1) Nakao S, Nishina S, Tanaka S, Yoshida T, Yokoi
T, Azuma N. Early laser photocoagulation for
extensive retinal avascularity in infants with
incontinentia pigmenti. Jpn J Ophthalmol.
2020;64(6):613-20.

2) CHR=ET. [BFREBEEIV Y
7] INEBEERIOR A b IREA. /NIE
PE. 2020;52(8):1095-9.

3) Haque MN, Ohtsubo M, Nishina S, Nakao S,

46

Yoshida K, Hosono K, Kurata K, Ohishi K,
Fukami M, Sato M, Hotta Y, Azuma N,
Minoshima S. Analysis of IKBKG/NEMO gene
in five Japanese cases of incontinentia pigmenti
with retinopathy: fine genomic assay of a rare
male case with mosaicism. J Hum Genet.
2021,66(2):205-14.

4) Tanaka S, Yokoi T, Katagiri S, Yoshida-Uemura
T, Nishina S, Azuma N. Structure of the Retinal
Margin and Presumed Mechanism of Retinal
Detachment in Choroidal Coloboma. Ophthalmol
Retina. 2021;5(7):702-10.

5) affEAR, CREEF. =HETH. BHF
F. HEAE, AREE . BUFE. AR
. R A HE T. 60 AL N ORI
%J-3~ 7% Spot Vision Screener D F#% 5k, IRA
SRR R, 2022;15(1):42-6.

6) Morikawa H, Nishina S, Torii K, Hosono K,
Yokoi T, Shigeyasu C, Yamada M, Kosuga M,
Fukami M, Saitsu H, Azuma N, Hori Y, Hotta Y.
A pediatric case of congenital stromal corneal
dystrophy caused by the novel variant ¢.953del
of the DCN gene. Hum Genome Var.
2023;10(1):9.

2. FRFER

1) Nishina S., Acute acquired comitant esotropia
in children.Invited speaker of the Symposium
“Strabismus and Amblyopia”’, 38th APAO
Congress, Kuala lumpur, Malaysia, 2023.2.25,
ES|ES

2) Hayashi S, Kashizuka E, Yoshida T, Yokoi T,
Nishina S, Okamura K., Identify Left and Right
Eyes in Infant Face Photographs Using Deep
Learning., 38th APAO Congress, Kuala lumpur,
Malaysia, 2023.2.25, [

3) Morikawa H, Nishina S, Torii K, Hosono K,
Fukami M, Hotta Y. , An infant case of
congenital stromal corneal dystrophy caused by
a novel variant c¢.953del of the DCN gene., 38th
APAO Congress, Kuala lumpur, Malaysia,
2023.2.23-26, [EFFE

4) Nishina S, Yoshida T, Hayashi S,Morikawa H,
Kashizuka E, Yokoi T, Nakayama Y., Prognosis
for treatment of acute acquired comitant
esotropia in younger children associated with
digital device use., XV ISA meeting, Cancun,
Mexico, 2022.9, [EIp

5) Nishina S., The current trend of vision
screening for young children in Japan. Invited
speaker of the Hillrom Symposium., 36th
APAO Congress, virtual, 2021.9.5, [EHN

6) KRvuFmd, CRsET. BURE, & H
MBS, RJFEA, THAT, ek, bR
1B, R, AT KIS, ER A
B SFREK, B TR 2
T T A REE R R I L k3 2 RRER A7 HH D Iy



1, #76lnl B ARRGIKRIREL 2, 3R,
2022.10.13, EN

7) MBS BIERRE, MATEE], CEEET
BE. & HNE, M6, WETE %
WA R OBEGFEIZRB T 5 A IRO
BIRESIORREY, F76lA] B ARERKRIREL 74,
Web,2022.10.13, EN

8) LRl RHNIHA LT WIRER L ED
165, FEBEAANIRESRE T +—T
Linf@te, @ik, 2022.6.12, [EHN

9) CRlEET, IREROBSME i 1/
IR« R, AARIREL S w P ] B2
75[E15#E 2%, Web, 2022.4, [EN"

10)cfksaz . AT HAE, )M+, NEDE
—. A MERR, MWEFEE, A TR
F. AE IR, AR, TAEO
FIGMS HVERE A IFE2505 5% D#Es
AT, H1260] A AIRBIEaRE, B,
2022.4.15, EN

I)ENEEA . R B, /AEEK
W, BHE, \EZ TR, ILHEE, R
Ao, HEAT. YR HER, DCNZRIC X 55k
KREBLEHEABFEEE A a7 4 —0 14,
126 HAIRE P s, B, 2022.4.14,
EAN

12)drRpEZ, LR RIIEH ., B
X, HHE, RERE . BOFE. RET.
SFEER, PETE, #AZFET, BEA
MR I MR R R il 2 & 0F L 72—, 247
B B A NEIR B Ak, B, 2022.3.19,
EH

13)HHIAT, CRET-. MHE., SR, &7
WEARA, FERIET, AR DEFRIZ LD
SEEIAME  (abusive head trauma: AHT) DJA
18] AR JEE B2 |2 L D IRJEERT B, £60[E] B AR
MENAE AP a, B, 2021.12.3, [EWN

14)Yokoi T, Sakata K, Morikawa H, Yoshida T,
Hayashi S, Nishina S, Azuma N, Surgery for
proliferation in familial vitreoretinopathy with
retinal folds. Distinguished Papers Symposium,

H60[R] H ARENERY A Fainas, H,
2021.12.3, [EWN

15)U8 ., M id, A mEEERAL,. ZA8H
F. FEHERE . FOTE), AT, SR
A VERRELR, RERMEA Y X4 Y I —l2k
% BHIEMEIE Y A b7 4 —D 26, 5
75081 H AERIRIREL 72, f@ld, 2021.10.31,
=N

O)ANNEEA, CREET. SHAE, B
ESN

MG, BIFE, EHE, HEIT, RS

PrAEMEZ X7 Lizd o U ERO—F, 5

47

75081 B AREGIRIRFF 723, @, 2021.10.28,
[N

IR =1, R AREEZE - 2F%ER. ~
VIRV N2 RRIREBOBIE T2
AR, A ARNEERTFEF66RIRE - 5528
Bl A AE L FR2TaReE AR, B
7%, 2021.10.14, EWN

18){= Bl 1, SVSIZ L B IR BF DM & F5%
A, FoFarkI)— SVSOIEM !
NEFHE & oEE, 55770R] B ARG GRS
SRS, FriiE, 2021.7.3, EWN

19 (R =E 1, /NIRENRE D R AL & 2
A T =2 T /NN RO TR
& Z 46000 B A/ NRIREHE SR 2, f@hi,
2021.6.4, [EWN

20)PREF %, AT EHG, MEHTEEE, IS E
X, LR~ HhE-, Bk, fHHsE
=, ARREIC LD W EE LA
HEARAIEIEIC X D4R 161, Fa6ln A AR
NRIRB SRS, &, 2021.6.5, EN

QD)CREEA. SHETER, SEARM . faRE
. IHFES HFHE, MATieoA, FHE
B, HEAT, RUREEE CEEERICT S
n—veYa 7, FHaelnl H A NEIRE Y
Sess, &, 2021.6.5, [EN

22) Rl A, MRS, BFE. & HEHE,
MR AR, AR, JHEER. BT
CEP290BdH# L — N— S KE 5 ER DEfIK
&, #1250 A ARIRBH P, KIR,
2021.4.8, EWN

)R A, MEP i, BFE. & A,
TERERD, AP TRR, M. HEE
. HEAT, PRPSIES AR A FE LT
e 7ED & 5 Leberst K BNFE LR D 1
B, E5590E] H AR TR 7R 2, Web,
2020.11, [EWN

28R, B iE, BRIEE. & HEARHE
BHEAE, EAEL, NEEKAR, YEHE
W, HEAT, IR A ba T —EJEIEL
7-CDK9Z B2 & 5 23 A TR AE D 1 3],
4500 H AN AREH K2, Web, 2020.7,
EN

G. AWMEHEOHRE - &R (PEZE

&e,)

1. FFErEuUs
L

2. ML
L

3. FOfh

L



IR BR AR M & (R IEIR R BORITTEF3E)

T E A TE R &
H- S Ak B 1 oD g K S HE (A oD B ARIEE & BEFRIEIR

WHoeo s ok EkE
MNEATBOE N E NSRS B Rt o 7 — BRRIIZE Y o 2 — BRI - FEEAEE Hk

WREE
B SAERMEIIC 31T D ARER A 70 SE R ELEEERE C & % CHARGEJE B # (DO Reverse phenotyping(Z L
V. BIREELFEMEER (BOHE) 2@+ 522 BME L,
[E IR BERE RO R o & — BRI o & — IR P A T B AR PR AE O 7o O ISR A & i
IRTEBANVEST S AL, @IS T2 W CCHARGESEMRRE & 5 NI Z DR &SI S IEF 2 x5 & LT
BEf Lo, ZORR, CHDTEIG T 2 & O EE ORI B s F A S ASED RHIZH . FHNIRICH
HThHDHEBEZLNT, £lo. ZERREIEOZE L inE, BHEMEFEXOZE L6, ALNHFO
R L EFR, FINDMEREOHE & PR ZEOEN~OX IS L, RN OEETHZ L b EHE
ThdEBEZ N, 61T, LB OEREIZ I\ TILEERE O FEEER I ZCHARGEERRE I ZFF
BEMEORWRHBZFRD, 2O ORI ERTET 5 2 & T, BN X Ot 72 7 7 OoTa SR I &
RETELEE2 b,

W 717

B+ BAEERE HSmER iR

FEHIER AR HmmEst  fEgds

Badh  ENOEGEE RO R o —IRRIE o 2 —  BER - SEETRATER AFZEA
HEEE  ENDRBEE RN o 2 —RRIIEE 2 — BRI - SERERRIERS BFSEA

A. BFZEEEY THEBZ XL E LT, LUFD 3 SO %17 -
CHARGEJE BRI 3 H SRR E I 35 1) 248 7o

RV REFEGEIE CH D, ZHE CTHREIK 1. 0k CHRVEEEEAS 2 W S T Ef] oy

MERL T2 W & 45 CHARGEIEEREDIEFIIX, /] s JOVER R o BRI, S OMHEDME

R CRWr SN DIER & e > T, R IRE 2. HLE S HSEGER OB T — & DMk

BT D 7o OEFIRZW DS R EERIERI 32 <. A B STV DIEF OBARFHIRARE R & HLoh IR

PWTT7 e — SN TWAIEFINZ D -T2 & O B IRAG O fif

Thbd, Lo, IFIMEENER RS 3. HEHMERIE2IRICI T CHARGE JEFERE

BT Ko TH SRR 36 T b ASE BAE DBRTFHIRZ W S IVTIEFNC 3 1T DRl 2

DBIE T2 Wr SIVDIEFIAEHE L, H S IEER Hul & U 7c BRI & BEREE IR O fiF I

FEIR 2 3 WO CTAYE et o BB E (i U 72 IR O e

SN L T ot T DT ARHFIE TR, (B ~DBLEE)

CHARGE/EEHE DReverse phenotypinglZ £ ¥ | AR, WFFEBIARIZSEN B i ds K UME[H]

HARIE & FEFERER (GOHE) 2T 5Z2 L% et T OMmBRE A CRRBZICHMG S, &

HiE L, 94 7 AT —V2IROBE &0 L3 F., CFEOEFHICL LT EREL 91T,

HZEEHBELL, [NZEXGRE T D AMBY: -« ESRAFSEICE T
2 fmBtaEt) 72 OB T 5 { O MR &

B. BrREHE BRF L CHEME S A7z,

[EINTIR At RO e o & — R e & v

Z — R S AR PR S B s A D 72 O I C. HFrFfER

I & BRIRTF A S, B 2T WFFETTIEIZRE L7232 DRt Ot A& LL R

CHARGE JEMERE S 5 W NEE DRV L BT S h ALY

48



1. AR ORESIEGNX5H T, Z DOYEE s
SRR A SRR X0 LA . 3L, Bik2 A
RHIANTH Y, FHERBIZEFNIE TH-
7o HEEZWT ORI AR A 7 ) —=
THAE] REENIBITH -7, HFEORGE T,
TG, A T2, BHRALHE, B 15
ThoTz, BPEOFNT, BT B 5 OBk
M LT e, BT O MR O L IR E 2
B, HEEER2M, RELRITH o7, HEREOFEE
IKIREMSG, EE1p), R chH -7, H
CTTEfNC B 28D T-, EHEFEEDOIEIIT3
BITRD, TNLANDOEIEITXZAETH -T2,

2. AMETORYIERNIT1261 T, B3, %9
Bl TH o7, BIEOFEIFT0~27mE T, FofE
185 Ch o7z, SN Y T MET
VU AN, T L— AT NEEEMRS
Bil, RS T A ZAEALAEF201], I ARG
FR2B T oo, FIEEITZREN VR TH
0. B ORI FhE SN 7455R TIEm Bl
SR XY T k& [EERT, de novod AJREMED
FEWEEZ LN, HREOZKIREIT0RE 2311
FITHY, 10mEICEEREZ AR L 7w B 23 1451
Tholo, HREOMMEITIRAEHEELILE, B
M7 H . R6H Th o 7o, MR | T
D320, FREEREDSME, mEENAG), EEEAN 26T
bolz, WHHRE (FEES) 1TlE ST
56145 & b B Th o7, BEERCTIIRE SN
T2 THICRE . 2013 ER Tho7o, il
5 « NLNEIIE A 15 D 4172 1001 o 2451 A3
AL TRY ., WRIFIFID TS T, 1FI23 AT
NEThH-o7Tz, FEEEIREEOENL, 86T
RO, 26T DT, 26I A TH - T-, FEEE
& RFEDO NS DFEFEERIZILFNZ RO 1=,

3. ARFTOREYAEFNT196] T, BHSH, &
P14 T - 7o, BEFHIRARF OFHRIX0~
275 TV, FIMEILT T, FIRE X251
DINFE T I o7, HERERIEFRIT1861 23 K
P BNX105% T o 72, HEREZIT ORI 18T
AIRBER A 7 ) — = 7 TOIRN106], F v
— USEERED LW 2 22 & LT R A TR A
A3, HERE O BRI L A% TOREANLEIT
b otz HEEORE A UGS CIIA B /e
L2N4%1, ZE8d 0 B TH Y #IT/R LA
1161, #1TH 0 56 TH - 7=, FEEEERIZ,
AR BEE AN 1201, DRSS 03961, Anfis
ERTHI, WHEALER36MI,  HRR AR PR 23451
IR ZRPE S D3 M) ARAHIRR IR E 23301, IRF &
23301, BESHERAT N2, AEFH AR 320 72
ExFRD T, EEIEEIER X6 TFRD, O F
U ST 324 TR T2,

D. £%&

49

I FIEICE L3O O LR LI FIC
R

1. 2B F TR OGS T & 725 %
T EENBEISRER TH 12, E% T
IRZWr T & 261307 <, EEREICx L CCHD7
LT % & R E A TR DS AYE O 12
Wr. RHENAEICESITHD EEZ DN, £
7o, HEHER RS D D AIEBEREOBZEICB W
Tl ZERHIEOZM & 1R, BT ER
DBl LB, NLNEORE L EHR. Filn
MBI A PHE & RO EN~DOREZ, &
BRYNOLEETAIZENFICEE THD EE
2B,

2. HSHWER-CR# X TV 5 CHARGEJE
EREDOBE RN & 72 2 CDHT @B DY 7
v M, ZivE /NIRRT S g
L B DR o T2, — 7. IR
HOBEFB B WD TR A MRS, JEEr Tk,
PREE PO E LIZNERE & o TR
D BT, FEEER & LT, HrEEhED
B, DIEKIMAE A, IREE - A7 OMEN
m <, IRfESE « HFIXCHARGEEMEREIZ X5
RS mho iz,

3. AEAEREZ5E O FEEA BELE T 2 BRIRAIFRF
BUZERO T2, ARG RO BRI E L
TIE, FLEh VA o SERE VA R FE 3 2 B8 A3 D
TRV IRALEEZE BB AN 1245 TER 6D BT, AE
EREAEE DRI E L CHETH- 72, (DK ME
W, HBOREE, HLaREE e &b EVBEE T
RO BTN, TS OREETILS T O HETE
WP D BEEE D B D FRE S\ 72, CHARGEJE
R BN B D S 13V 2, A D
GBI EZBET 5 Lt d, HED
7> o T ek fr s | PR ERIR T . AR e
B, IR R, SESEHAE., AR L
b BEGERD DB T IIAIERE 2 5 O i &
70 %, JEPEMSOHLG RO EE 7 Bl X B
TRIIREE O AT REME N B B IR 23261 TR B
., ZlrckBWnWTHEER™LELEZ N, LA
FORBAERET D Z Lk, RUIRkE X O
W7 r 7 ROBFERFICEE THDH EEZ LN
776

E. #&im

1. PIFEM & BrAE SR As B AR T O FE
HERRE, BHMERHER L ZOBEDOERE,
THHEOMER L EFR, FINNLEREIHE, A
HIFEE DI KT D A% B D DB FEM,
CHARGE JEE#E D B SuiAMERL 2 I I CThE
WCEHEETH D,

2. H&MHWERCR2R STV 5 CHARGE JiE
{EREDBEIH RN & 72 5 CDHT &fnf D) T
VM, ZivE T/NERMER T S LT R



WEFETHD, —FH. AR OHEREL LW
BELEE R I CHARGE JEGERE 2 RF B4 O @ O
DD L 2R T 22 L RBHENICB W TE
HCThHD,

3. REIZWNCRRC BT 2 R s L CHREY
BREREN SV | HEAFET D LRI L 72 D45
e UL RIMETE, mmkEsE, H iRk
LB L, b DIERIZOWNT
CHARGE JEfEREDZ W & OS2 38595 Z
N, BHIRZW LY T, IRRGEIRIC EE
Th D,

F. BFERER

1. A SO

1) Fujioka M, Akiyama T, Hosoya M, Kikuchi K,
Fujiki Y, Saito Y, Yoshihama K, Ozawa H,
Tsukada K, Nishio SY, Usami SI, Matsunaga
T, Hasegawa T, Sato Y, Ogawa K. A phase I/Ila
double blind single institute trial of low dose
sirolimus for Pendred syndrome/DFNB4.
Medicine (Baltimore). 2020;99(19):¢19763.

2) Fujioka M, Hosoya M, Nara K, Morimoto N,
Sakamoto H, Otsu M, Nakano A, Arimoto Y,
Masuda S, Sugiuchi T, Masuda S, Morita N,
Ogawa K, Kaga K, Matsunaga T. Differences
in hearing levels between siblings with hearing
loss caused by GJB2 mutations. Auris Nasus
Larynx. 2020;47(6):938-42.

3) Mutai H, Wasano K, Momozawa Y, Kamatani
Y, Miya F, Masuda S, Morimoto N, Nara K,
Takahashi S, Tsunoda T, Homma K, Kubo M,
Matsunaga T. Variants encoding a restricted
carboxy-terminal domain of SLC12A2 cause
hereditary hearing loss in humans. PLoS
Genet. 2020;16(4):e1008643.

4) Yamamoto N, Mutai H, Namba K, Goto F,
Ogawa K, Matsunaga T. Clinical Profiles of
DFNAII at Diverse Stages of Development
and Aging in a Large Family Identified by
Linkage Analysis. Otol Neurotol.
2020;41(6):¢663-¢73.

5) Hosoya M, Fujioka M, Nara K, Morimoto N,
Masuda S, Sugiuchi T, Katsunuma S, Takagi
A, Morita N, Ogawa K, Kaga K, Matsunaga T.
Investigation of the hearing levels of siblings
affected by a single GJB2 variant: Possibility
of genetic modifiers. Int J Pediatr
Otorhinolaryngol. 2021;149:110840.

6) Isobe A, Maeda N, Fujita H, Banno S,
Kageyama T, Hatabu N, Sato R, Suzuki E,
Miharu M, Komiyama O, Nakashima M,
Matsunaga T, Nishimura G, Yamazawa K.
Metacarpophalangeal pattern profile analysis
for a 3-month-old infant with Feingold
syndrome 2. Am J Med Genet A.
2021;185(3):952-4.

7) Matsunaga T. Clinical genetics, practice, and
research of deafblindness: From uncollected

50

experiences to the national registry in Japan.
Auris Nasus Larynx. 2021;48(2):185-93.

8) Yamazawa K, Inoue T, Sakemi Y, Nakashima
T, Yamashita H, Khono K, Fujita H, Enomoto
K, Nakabayashi K, Hata K, Nakashima M,
Matsunaga T, Nakamura A, Matsubara K,
Ogata T, Kagami M. Loss of imprinting of the
human-specific imprinted gene ZNF597
causes prenatal growth retardation and
dysmorphic features: implications for
phenotypic overlap with Silver-Russell
syndrome. J Med Genet. 2021;58(6):427-32.

9) Yamazawa K, Shimizu K, Ohashi H, Haruna
H, Inoue S, Murakami H, Matsunaga T, Iwata
T, Tsunoda K, Fujinami K. A Japanese boy
with double diagnoses of 2p15p16.1
microdeletion syndrome and RP2-associated
retinal disorder. Hum Genome Var.
2021;8(1):46.

10) Masuda M, Kanno A, Nara K, Mutai H,
Morisada N, lijima K, Morimoto N, Nakano A,
Sugiuchi T, Okamoto Y, Masuda S, Katsunuma
S, Ogawa K, Matsunaga T. Phenotype-
genotype correlation in patients with typical
and atypical branchio-oto-renal syndrome. Sci
Rep. 2022;12(1):969.

11) Mutai H, Momozawa Y, Kamatani Y, Nakano
A, Sakamoto H, Takiguchi T, Nara K, Kubo
M, Matsunaga T. Whole exome analysis of
patients in Japan with hearing loss reveals high
heterogeneity among responsible and novel
candidate genes. Orphanet J Rare Dis.
2022;17(1):114.

12) Nakano A, Arimoto Y, Mutai H, Nara K,
Inoue S, Matsunaga T. Clinical and
genetic analysis of children with hearing
loss and bilateral enlarged vestibular
aqueducts. Int J Pediatr
Otorhinolaryngol. 2022;152:110975.

2. FERE

1) FAZKGEMERERRE EEE I 5k
BIFS IR DMEST ~[A) 1T T DA @
/AMED #F7EBEDO Y f0 A % 121 5] H
AR H SEMER e s, [ (LR,
2020.10.6-7, EHN

2) A& FIRR, R R — B, KA LA AL K 2
/N 1S T Surface-based Morphometry %
N7 R BE AR IR O IR T AL O R
%65 0] H AR K Py - AIRES,
550, 2020.10.8-9, [EN

3) FuEEFih—BR,FEAE w1 AL A ok Sk, Tk B %
THARNIZE T D F R L ORI X D18
FI~DEEIZ DN T 5 65 [0l H ABER [
PR TPINEETE S, B, 2020.10.8-9,
o

4) Aok EERE S G SR R B — B AR R
S, EYDES B AR SEAR R T H AN
THITITHE A SN 7= BEEE = 1 SLC12A2
\Z K DR 4 R ORER TR 5 65 81 H



AR E PR « FINGEEHS, B,
2020.10.8-9, [EN

5) Matsunaga T, Yamamoto N, Mutai H, Namba
K, Goto F, Ogawa K. Phenotypic presentation
of DFNA11 at diverse stages of development
and aging] AR NEHERFEE 65 MR,
55 1(Web), 2020.11.18-21, [EHN

6) FH &R LIV, AR RIS B B s
/K iZHE T Auditory Neuropathy D E %7~
L 72 m.7471dupC ~7 1 77 A I —JEf] |
AAR NIRRT 65 MR, B
(Web), 2020.11.18-21, [EWN

7) HEHESA T RIS — RS, L R AR, K B
BV FAE SRR A AGERE NIE RAL O
(2K % cVEMP D% %5 79 [Bl H A %
VWVIETE iR e - IR, AR,
2020.11.25-27, EN

8) HE MV FAAGEME, FA A 1 TN T
[TMPRSS3 R FARNTIN & & 2 b
TS RVEEFEEERE D 3 [FRaf ) 55 15 B H
A/ NRE B AMERL TS - TR,
A, 2020.12.1-2, [EWN

9) I 2 MBS AR MBS 5
O P B fn gk EERE A R R AR
HIRREIZR T 22t o ¥ —fEEE
AT 27 —0ODY | 515 [\ H AN
R H SEMER PR ey - PNGER S, &
%01,2020.12.1-2, EHN

10) |L1¥ra MG AR BN, & =51,/
AR Rk R T B E BRI B R T v
& — R RSk OB —EREIC s T 5
B BIR P ORESE L BLER A~ RS
—1 55122 [A] B AR H S AMERF R ey -
TS, BUAR, 2021.5.12—15, [EWN

11) NS NEEE, RS EEAER 1,
7N VARl R AR R 75 A A 2B ol R g T
7 2B T B R IR 2 AT
L 7= van der Hoeve JEHE] | &5 122 A1 H
AR H SUEMER PR - FIEER S, T
#5,2021.5.12—15, [EHN

12) R IE N, LB 35 250, 35 IR 4 A e, =
BB/ INEEZL 2 NIRRT RIS R Ak G T2
e D #EMOE RSN SR I 31T 5 Kk - Bk —
(RAIFSE ] AAR NIRRT 66 MR
%28 Bl H AR 2 TaRe BRI
8, i, 2021.10.13— 16, [EN

13) = HA AM, B F1RR, A BRI, I RIbIR,
W55 gt Fope B s — B0 AR [ 3 g A
2 KA 7K 2 [ Auditory neuropathy & % U )M&
ZHUCER LR AT A 2 LT
MTTS1 BIa AR 3 5% 5 #il) 5 31
Bl HARER S e - PIEES, UL,
2021.10.13—16, EMHN

14) - RVDE A% BIE B A st B e =R, N
T 2 R B v — BB AR K e T e 2 2
2 LT HEEE (a4 2 BAn T2 W &8s

51

T TOBN H 31 BIHARR
Bl#a B - HIGEES, HUR,
2021.10.13—16, EWN

15) (L35 —H8f 15 K B =], RAB 1 S, R4 el
VB A BET Aok EERE S A AN
B IR 5 T2p15p16.1 BRI R JSIEMERE &
RP2 BHEAEE 2 & 0F L7 B 161 55 44
B H A/ NRBIAR TR ES, By
ZA2),2021.11.12— 14, [EHN

16) NHEHE, BRK—., FAEHT, LEH
1E, MEHJAYE, /NI, BEARE, &2
K THERE DO RE A 2 LR e S i
HDR JEMERED 1 551 5 123 [BIH A H &
MEMERIBRS AMVEL 2 R - PIGE T,
A, 2022.5.25—28, [EN

17) AAafEE, SMEEE, BAARAKET,
PR, KAKGERETHDR SEGEREZ RG] O
g ) 5 17 18] B AN B SR
e - RS, &I, 2022.7.21 22,
[EIN

18) WAKEERE, REIFEN. BHicm, F ki
F. MREF SEARMM . ANERET
i P B — TR AR 1235 1T D Axenfeld-
Rieger JEMHE DRI FHIZ W 2 67 [0 H
AR R - g, L,
2022.10.5—7, EN

19) HERANT, Maak, KA ER, Els
. AR, ROKGEERE, /INBEZEZ TERT
#&85% L 7= Auditory neuropathy % £ L 7
Perrault JEBEREDO—H) 55 67 [B] H ARBER =
TR - EGEES, U, 2022.10.5—
7, EWN

20) AARKZEA, BB, AAKGERE TR R
" EEE CRORBIZE T IZ CHARGE JEfE
BED K& {57 CHD 7 {5+ B
ENT=—Bl % 67 B H AR K9k
2« HEES, 10, 2022.10.5—7, EHN

21) AF BaEFE . R E. R, RakEE
P AN Ty == e S bE ey i 7
T#%5k L 7= Birt-Hogg-Dube JEMERED 3 52
F 867 B HARNEBR YR, ik,
2022.12.14—17, EN

gdﬂ%%%%®ME-%ﬁ%m(%ﬁéﬁ
I R
L

2. FEHFEEE
L

3. Fofth
L



IR BR AR M & (R IEIR R BORITTEF3E)
T E A TE R &

R OFG & (REFFEMME TR ERICBIT 205

WHgE s
ESZAFIEBI S IE N ESL A IR e o & —

/NRE - BLEE

BARHRE

B

MREE

D IRBIZOW T OERIFULERE - BEFHEOWTNIZE S THROLNTVADONREIRTH S,
PRI OWTIIILIEH, shIRH, S, A & LB ERAE BN F & & b2 b L Twp<
EWVWOSILHEOREAE A L TEBY . Fllcn U2 muNcAT > 2 Nk o5, LRETOARNSE
/RN OWTIE, BRO TSI S RLEEE SR ENRE SN,
S ONE ) 70320k & 3Bt BN & 72 o T BB O ERFE HEES S IHE DR &, MEA KL, K
WFZEHECIXERM « BREFHEICH LT, BEOTF| 2%k - R L, TOMERZMETs 2L

L. AR TOBMGTZW - IR AT N T AORESL, RIS U7 iER & A DHE DR 21T
W, RELEBZEOTFSEOSE L, AMBOAIHEZHET L2 Z ENRENTH D, o, X
BUREGEREIC DWW TOFIEE L 11 L TR RINE 21T\, B3 - RS & OEEEMSEE 2k L

oo SEIERRELIHH I, A% O LG RNERNLETH D Z LR INT,

LU, FEBRLER] D21

A. HFREB

DR BIZOW T O HPRIT ERS - BEFE
EOWT I E S THIRHNTWND DORTURT
b5, —EOEBIZHOWTITIES CILER S )
TIERBFIET 208, & E O ERESEOHED
72Oz, WANOEEZENICZEOEE Y TID
HZ LR TCH D, o, BEFEROMBMAY
= 7Y A PR T u rETIE, X0 EA DIERNIC
BOWTHEESLCAIHEICB N T, 0w 0bh
HELHEN R BIL, EFEIIC LM AR Z &N
BaIhb,

FTo, NUEBEA O, FEHERLFIEDIER D
b, T7xbb, FAERMICRIET 2 5EAIZD
WCIERELIE, shld ], FEl, Az W
TEREBENER & & BB b LTV m
DS EHT D, TD2D, BITA T AT —
ZHARET D FEICIR U2 RO 5| OFERN
RHBND,

AW IS IR BT OV THERIZ S Uk
BOTFS 2842 BT NEEREOKE
FiE) 21ER L, DNEEETESTE & - BRIE
BaiTo7c, EERFRPKE TR OBRFZ
FECTOIERIZONWT, BEFE - BEAAN - &
BUEFENLDT 4 — KNy 7 ~BTF 5, £
7o TEHRED D72V O BE BRI HE
Erelr ST IR 7 ER 2 R T D B IO

52

W R FRIT L. BRRIEIR. BRI, & 0F
AE. THRECHETOIEHREEL, ERREZ
—HL TR D0 - RIAH OEZ O
ST, FRCHEELREMMEDERATEL, BT
D WrIkHE « BIEEPHOUGRT 2 FHTH 2 L
WHHTH D,

B. #WFFEFE

AWFFEHE Tl BIZ OV TEBRNI S U7 9%=
BOTF| X292 AT DRBRRONRE
FlE) ZERR L. /NEBEFSTE KL - EHIE
HEiTo7, EBEREROKRETIR ORFZ
FECOIERIZONWT, BEFEE - BEARAN - &
BUEFEENLDT 4 — RNy I ~BF 5, F

7o, GO B B AGmiEk & 35 e R B
M7 Ea2E0 T, BRER, BIRE, A50HE.
THREICETIERZINEL, 2ARELZ —H
L CHURET D50 « 2RI OFEEIZ D7
5o HHMIEDTEE LT, BE - FESSI
WL DR a L CED, Frlo, Fid e E
ERAHEDOEREEZTRE L, T — X _X—2DHK
A BUTOZMIYE « EIEE S EOWET~=

It W5,

(ffi BRI~ D BL )
fisx A EE AR TRR STV 5,



C. HroiER

ARSI 208 U C, AR RN E TIEL
IINEBEETS BCHEERER OERM - [EREAR X
v TR IS L, B 2R A~OIE AT
PILTWDIRIDHER TE 7,

He R BLw SEAERE 0 FE B AE (51 D 35 F BOFRIT I
OWTIE, BERTRELZ FEh L (PRI -
FeR) MeEZWr D DWW IZIEFNIZ DWW T,
Phenotype Ontology/Z=UZHE - 7= B ARAEIR D
R - RN T — 2 BB LT — 2 X—2
BEREDF A &3 LTz, D%, B T4—
REANZBWTEEBANRY N T A6 U TR
DI EDIRIE ST,

YT L KRBT Ve v a A
Voo T A EREEREICOWTIR, AT A TD
RSB L, RANBE - FE 6 O -
ME R A L7z, sRABEICBIT 5 ADHEIC
ONWTIE, BPIEBTHLIN DX, WiEShT
WIRWEPHEZR EDFHRAINE SN, £,
WA TOWRBRIKICHOWTIE, BE - FHEORLL
IXE o Tz, EEFEMD ST, ITEOEREH
ZEH, BEAIROXIELE 700 9 B EFHIGER
RUZOWNWTT A AL, B - FiEEOEHE
MEEIZE DT,

D. &%

ARFZEHECHERR S 720K B A R FIE 2
EA L., S50 RIEROIEE & RZWEF]
DIFENT 21T > T2,

Fe B Bl D AR RV IRITIZ OV T, 3T
. %< ORI EBDMERRINE X iz 2 Lk
0. BIZTREOFEEN L VRS-, B
AR - B, BV T ERO L
&L BREEFEM LTz, HEOBRE - EENH
DINNIRDHZEIZEY, EEDART N F L0
&SR DA 72T RN o 7=, 4 EE/NEE
PR B E R O RGEX R E 720 9 DEED
T — 2 L0 9 b ENHIFE SIS, F
7oy R DRI/ S OGPHED 272 5
T EB T LI, RABREA O OHENRE L
RAHZENMEE o, BUE, A THHED
HBINTWVABATHIERICOW T, ZORNH]
HMThb,

AR, BETREORBINEIIZ LY . —i%
Mg D B BIGFRE~DT 7 v ANES &7
0. YEREBERE LWFSEHEN Y 7 LT e
FHEINEC TS, ERANL, MR B
HOFFEE L /B - B2 ry NU—2
HEEIZ L0 Atk IEMEZR RN IR &
INEEDNMT 25 ATREMEN R S iz, 5% bIER
FIXT KL =L LT, EFRHFIE - KRR
2B HHEFE - TiRZ M (PPI : Patient and

53

Public Involvement) ~®D%&JE « B~ &
F TV E T2,

E. (nﬁﬁ

AWFZEPE TR S VT AR B Fik &
EH Uiz, RELEZIROFSIEORM L, &
(RFERIFITIC KL DIRBANRT BT LOREE, B
NIRH OEPHEZ LT 5 T2 ol miE 21772
ol B - FiRa L OHEEEE AT o T,

F. BIEgER

1. G CFEER

1) Kosaki R, Kubota M, Uehara T, Suzuki H,
Takenouchi T, Kosaki K. Consecutive medical
exome analysis at a tertiary center: Diagnostic
and health-economic outcomes. Am J Med
Genet A. 2020;182(7):1601-7.

2) Saettini F, Herriot R, Prada E, Nizon M, Zama
D, Marzollo A, Romaniouk I, Lougaris V,
Cortesi M, Morreale A, Kosaki R, Cardinale F,
Ricci S, Dominguez-Garrido E, Montin D,
Vincent M, Milani D, Biondi A, Gervasini C,
Badolato R. Prevalence of Immunological
Defects in a Cohort of 97 Rubinstein-Taybi
Syndrome Patients. J Clin Immunol.
2020;40(6):851-60.

3) Ishikawa T, Tamura E, Kasahara M, Uchida H,
Higuchi M, Kobayashi H, Shimizu H, Ogawa
E, Yotani N, Irie R, Kosaki R, Kosaki K,
Uchiyama T, Onodera M, Kawai T. Severe
Liver Disorder Following Liver
Transplantation in STING-Associated
Vasculopathy with Onset in Infancy. J Clin
Immunol. 2021;41(5):967-74.

4) Kawashima S, Hattori A, Suzuki E, Matsubara
K, Toki M, Kosaki R, Hasegawa Y,
Nakabayashi K, Fukami M, Kagami M.
Methylation status of genes escaping from X-
chromosome inactivation in patients with X-
chromosome rearrangements. Clin
Epigenetics. 2021;13(1):134.

5) Ohashi E, Hayakawa I, Murofushi Y, Kawai
M, Suzuki-Muromoto S, Abe Y, Yoshida M,
Kono N, Kosaki R, Hoshino A, Mizuguchi M,
Kubota M. Recurrent acute necrotizing
encephalopathy in a boy with RANBP2
mutation and thermolabile CPT2 variant: The
first case of ANE1 in Japan. Brain Dev.
2021;43(8):873-8.

6) Takahashi Y, Kubota M, Kosaki R, Kosaki K,
Ishiguro A. A severe form of autosomal
recessive spinocerebellar ataxia associated
with novel PMPCA variants. Brain Dev.
2021;43(3):464-9.

7) Hatakeyama S, Goto M, Yamamoto A, Ogura
J, Watanabe N, Tsutsumi S, Yakuwa N,
Yamane R, Nagase S, Takahashi K, Kosaki R,
Murashima A, Yamaguchi H. The safety of
pranlukast and montelukast during the first



trimester of pregnancy: A prospective, two-
centered cohort study in Japan. Congenit
Anom (Kyoto). 2022;62(4):161-8.

8) Higashiyama H, Ohsone Y, Takatani R,
Futatani T, Kosaki R, Kagami M. Two infants
with mild, atypical clinical features of
Kagami-Ogata syndrome caused by
epimutation. Eur J Med Genet.
2022;65(10):104580.

9) Maruwaka K, Nakajima Y, Yamada T, Tanaka
T, Kosaki R, Inagaki H, Kosaki K, Kurahashi
H. Two Japanese patients with Noonan
syndrome-like disorder with loose anagen hair
2. Am J Med Genet A. 2022;188(7):2246-50.

10) Saito T, Okamura K, Kosaki R, Wakamatsu K,
Ito S, Nakajima O, Yamashita H, Hozumi Y,
Suzuki T. Impact of a SLC24A5 variant on the
retinal pigment epithelium of a Japanese
patient with oculocutaneous albinism type 6.
Pigment Cell Melanoma Res. 2022;35(2):212-
9.

11) Shiohama T, Fujii K, Kosaki R, Watanabe Y,
Uchida T, Hagiwara S, Kinoshita K, Sugita K,
Aoki Y, Shimojo N. Severe neuroglycopenic
symptoms due to nonketotic hypoglycemia in
children with cardio-facio-cutaneous
syndrome. Am J Med Genet A.
2022;188(12):3505-9.

12) Suzuki H, Nozaki M, Yoshihashi H, Imagawa
K, Kajikawa D, Yamada M, Yamaguchi Y,
Morisada N, Eguchi M, Ohashi S, Ninomiya S,
Seto T, Tokutomi T, Hida M, Toyoshima K,
Kondo M, Inui A, Kurosawa K, Kosaki R, Ito
Y, Okamoto N, Kosaki K, Takenouchi T.
Genome Analysis in Sick Neonates and
Infants: High-yield Phenotypes and
Contribution of Small Copy Number
Variations. J Pediatr. 2022;244:38-48 el.

13) Urabe R, Abe Y, Kosaki R, Koshimizu E,
Miyatake S, Matsumoto N, Kato M, Kubota
M. A case of epilepsy of infancy with
migrating focal seizures caused by mosaic
SCN2A mutation. Epilepsy & Seizure.
2022;14(1):17-24.

14) Fukui K, Amari S, Yotani N, Kosaki R, Hata
K, Kosuga M, Sago H, [sayama T, Ito Y. A
Neonate with Mucopolysaccharidosis Type VII
with Intractable Ascites. AJP Rep.
2023;13(1):e25-€8.

15) Murofushi Y, Hayakawa I, Kawai M, Abe Y,
Kosaki R, Suzuki H, Takenouchi T, Kubota M.
Oral Baclofen Therapy for Multifocal Spinal
Myoclonus with TBC1D24 Variant. Mov
Disord Clin Pract. 2023;10(4):719-21.

16) Yaga T, Iguchi A, Nakayama R, Kosaki R,
Ishiguro A. Potocki-Shaffer syndrome revealed
in a WAGR syndrome case with multiple
exostoses. Pediatr Int. 2023;65(1):e15405.

2. FRIER

54

1)

2)

3)

4)

5)

6)

7)

8)

9

10)

Kosaki R, Kosaki K, EP300 related
Rubinstein-Taybi syndrome:Expanding the
phenotype and genotype spectrum., American
Society of Human Genetics, USA (Online),
2020.10.27-30, [

Suzuki H, Nozaki M, Yoshihashi H, Imagawa
K, Kajikawa D, Yamada M, Yamaguchi Y,
Morisada N, Eguchi M , Ohashi S, Ninomiya
S, Seto T, Tokutomi T, Hida M, Toyoshima K,
Kondo M, Inui A, Kurosawa K, Kosaki R, Ito
Y, Okamoto N, Kosaki K, Takenouchi T,
Genomic sequencing in critically ill newborn
infants shows high diagnostic rate in
neurometabolic phenotypes and positive
impact on clinical management, American
Society of Human Genetics, USA (Online),
2021.10.18-22, B

EiE T, R EL A A BRSO HEL, BT
#l PMPCA Bin AR ZFE O, HEDREL
% 5 U T2 W AR PR/ NI 2 PRI,
562 n  AAUNEMRRR RS, Web
BifEE, 2020.08.18-20, [EHN

/DN ERLE R LR, [ SERRCE RS
VA —BBER A LT MR R R
HIERNY 7V X OHKRE | %123 [EH
ANRB P TFINEE S, Web BRf#E,
2020.8.21, EWN

Ut RO S nE A /e ERE | IR,

7N VR IS TR 5 5 i 28 2, Rubinstein-
Taybi JEGEREDFFIZZ LV EP300 (Z5RAY
BRZFEE L 16, %e5m AANKE
AR 23, Web PR, 2020.11.18-21, [EN
i HLHE VR LR, YR AR LT
BARFEEIE B U 7L X O HSRIEE D FEREF
&, Ho6s5m  HARNEER 2, Web B
16, 2020.11.18-21, [EMN

NG, H A — S i 2 /e B
R —B8 EBVRE, BHARMEIE K 23R 7
DA ZHERE VIL RO —1451, 55 124 [A] A AN
R P EE S, Web BRfE, 2021.4.16,
M

JUSHAREN -, S K K H D e 2 AR LAy
+, BRI, G BAL /NMEF B Rl s
— , REERH L OERAER & BIETR
Wrokst, & 63 [ HA/NEARR T
firfEss , Web BHfE, 2021.5.28, [EH

/NP R R BB AL IR,
AT BN D) K ER R L E | C
PN WIIERICZ 72T A A RIEE
7z MECP2 Bin AR Z AT 55N
B, #5563 HA/NEMRE PR
2, Web B, 2021.5.28, [EN

TR F AT B DR R AN i,
Fig R, S &, U g, R
B, ART, BHARNDHREE HRIE 6
(278 BTz SLC24AS B n 128 5 A3 s
B LRI KITTHEITHOWT, 547 [
B2 Tz HRFFEFFAN R 2, Web BRI,
2021.7.10, [EHN



11) Toru Saito, Ken Okamura, Rika Kosaki
Kazumasa Wakamatsu, Shosuke Ito,
Osamu Nakajima, Hidetoshi Yamashita,
Yutaka Hozumi, Tamio Suzuki, Impact of a
SLC24A5 novel mutation identified in the first
Japanese patient with oculocutaneous albinism
6 on retinal pigment epithelium, 75 46 [A] H
AHFFERE FGFE 723, Web BRI, 2021.12.3-5,
5[]

12) kIR

LA

Oriertal, s 8, TR, B &,
sARRK |, IRBUEHBUE 6 B B A NIE

FIZER®D ST SLC24A5 & nF 25 B)siE
BEta 56 bR BT B OME, AR
24 Web BRfE, 2021.10.23-34, EHN

) LS R ey N S T S el AT A N E
EREE BRI L BEEA)IAE,
FEBIBE MR R 2 /INEAE F5m, IRy L
LR Z, Yt ¥ —ICBIT 5 ERE
653 BlofR , & 66 H  HANEER
224 Web BRfE, 2021.10.13-16, EHN

14) /INIRE BL3E MIA S - PN - R 5 1
WAME 7 EREE, Yt Z—IcBid5
Bz D22 L S48V 2 k3 5 BE IR 22 B —4
RO ) DRFTIC BT Dl v o' Y
V7, #6610 HARNFHIEMRSTZ, Web [
1%, 2021.10.13-16, EHN

15) 5 A BT, TR 7 I A B /R ER A A —
OB RERH, P E e, BAR AN ORREZ & A R
SE6 (OCA6) : ¥ T AEFNITLBD

55

SLC24A5 BAx T OREREMAT, %5 6681 H
A NIEERS2, Web B, 2021.10.13-16,
[EIN

16) & 1L S B B R SR 1, LT R N R ER,
Y8 BN B T, J\ SRS, [ LARAR - K
B GRS,/ B AT IR, L A,
RS 1 =W cB 577 v h
2 MBIOREVTFIVH A MEROZEM
B - T hEsk SRR & 2R — NFSE, A
AFEFT 142 423, Web BRTEE, 2022.3.25-
28, EWN

G. MM EHED R - B&ERE (PEEZE

&e,)

1. FFaF B
L

2. EHH R
L

3. =i

L



BAEFZBRERREHPE (BAtEREFRRARER)

T E A TE R &

RAS 15 BHAERIC BT 5 e KB A RE s, IIH A AL & LT o)
SAEMGE  — 2 AT rEBERE - CFC JEERE, SR RRERE —

Wrge s

"A T

FESLRFFENRACR PR PR E T ROZER BIRERTESE #i%

MHREE

RASopathies I%, FRELAUEETF « DA - BRI « RN - BUFER « BRD A EZ R Yk
BERAMERETH Y . RASIMAPK o 7 URERKIZBIT 2 S ESERDFOREN L DORIK & 72
Lo B LITY BT LD A7 ) —= 0 FROMRRRE S TR 2 O TAREROBR 2K %
1THoTE=N, AWE Clidn +E RO RASopathies FBF 2B W CTHERIER 2 /et L. Rz
- R ABICBITA0HE - ARE - QOL ZH 6N T5 2 L2 HIET 5,

AWFSE TlECostellofEFEREIZ BT, 243 & CTRIE L 7 HRASDBAR T WA 2 FFOJEFIZ DUV TERR
FEIR DIRFT 21T 572, RASopathiesiZITFHE T RHEGIELX 0T 2 Z L3 H 553, A EIFIH TCostello
JEEREOIA T R SIE A UM 23 L7z, CostellofEfEREICIB W T I A U AL R EinFNE
#H, IDXTV VU DRIEDEDATTA L U TR DGENREINTEY . TR 7GR
JERNZ DUV T RIS ZRreview 21TV, B2 fES# & LITEm e LT Lo,

W 717

o HROERT: RFPBEETFRITER IR
BIERAGRS ALK KRB EF AR B

AIFREEE RAERTREE ER

A. TFREH

X—F JEGERE, 3 AT wIEBERER L OCFC

(cardio-facio-cutaneous) JEMEREIL, LIERA - B
B B« TSR BE ~ E R DR AR O R &
IRTHERFTRIEGERHTH D, WTNOERIZD
WTHBB 28 A S hoELER & o
B 2R RBIN FIRE & 22 > T BT, £ H &
VW, FOTH, FERBOBRBESCREMTRITA
HThsb, &nic, AR (BF) oFR - #
BT - NEICBT D S SHREIZ OV T
HARHAZRENRZ N, T E TICARKRBOEER
IRCWIEEAERL L CTE 2, ZHE TR
BYERFE RN & FaEHRTE E D 7= I 2 M AL
YRR LTz, AP CEs T2 X 2 REA
DIRFT AT\, 2T EEEOER LA OHE O
EOREEHIET 5,

B. WEHE
BGRB8 0T D R OMET -

B AL B D RASopathies BAE 123\ TG
IR Z Rt Uy FRCERY - AR5
APHE « BAREE < QOL 52§ 5,

(fEL i ~DECLFE)

AWFZEIE, T TICHAL R R B E = R TE R
WHEZESOEAREHF TS KGRE S 2020-
1-616,2022-1-702) ),

C. HrFfER

1) CostellofEfERE D ERARIE R DRt & 2R
Fagk i
CostellofEBERED JF RIBR 11323 AER 1 D
HRASTH Y .| CostellofEEREDKINY% T2 K
V12 13DBIEFERNFAEINTE L, £D
I BREBITIGI2SERTH D, AlAl, oo
I N—"7 LT HRASBIG TR D AT T
L& ZOFRIER & OFEEER, B2ffagHz o
T Liikreview & 17> 72, CostellofEBEREDZE 5
1T HRASD 12,132 KV OEENZ W, Zivh
D3 RUNTH - THERRIEROFHEIZD LiE




WRHDHZ ERbNroTEZ, 2 Fr12,13 UL
Mz h . p.Thrb8lle, p.Gly60Asp.
p.Lys117Arg. p.Ala146Thr/Val/Pro/s & D%
BRREINTE N, 26 oREAIIEM
B BHDWVITRERGE HEV, HRASDZE $
ITIFE & A ENBIEZIRERTH DN, BIEMED
HObHEINTE, p.Thrb8llel TR F41T
[FIE &7z, p.Gly60Asp L DR A B 72
O LBWRBRZ RSB Iz S, &
FLIAMZ B somatic mosaicism=A: FE Al R 5]
EFFA 7 OB bWESH TN D,

HRASOEREOFEH L LTI A ALHELL
MBI FNEE L RESNTEL, TRET
([Zp.Glu37dup M & &, AR, Bi7eE
2. irEROERERFOWICFE SN, £
D%, p.(Glub2_Arg68dup)d 5\ %
p.(Glu63_Asp69dup) % & D26 A3 E S LTV
77 HEE B, CostellofEEREEA IZHB W
T, 20D OHRASERIKTH D
p.(Glu63_Asp69dup). p.(Glu62_Arg68dup)
BLO1 SO FHHIHRASE H K
p.(Ile55_Asps7dup) # [AlE L7z, ZibDBs
FHEELFFORORIM LM LIz L 2 A,
FEHA 72 E S S 5 D b DD, YEFFEHED D i
U 7 M B L 7 SRR AL U iE 23 [R) 8 S A7z,

S LI 2N E TizfihdRASopathies T S 41
T 5 D CostellofE e TIIHE STV
S ZHREF YR AIEN — 6 TR 5 7= (Nagai
K et al. Hum Mutat, 2022).

HRASDIRH)NNY) 7o e LTHENHD D
) —OOFHIXIDX TV VU DAT T A A EF
Thb, ZOIDXTY VBB EFFORDRER
AR ERE RN, FRROESL, SMZED
HeEThot,

PLED X SITHRASNY 7> ME, 22k
A BIETNEH, IDXT7 VU ORKE
SODFHNG D Z LR LMo Tz, B
FANY T FOFEBBEATETEY, £hIC
o THRHFIERD AT T AH A>TV D
ZEDBHLMNII 0T,

CostelloiEEREIZ TR 15 % (RS S A OF
T 5, RABOHAME, MR iaE e & 23 Lsh i
HNZADFT 205, 10mkED BIENEDY A DA PFD
HbH, TNETOY—A T 2L UTITRMR
T a—PREINTEED, Kl
Leoni % 1Z105% LA D CostellofEBEREL3 AT xF
L CHEMESEZ W2 A7 ) — =0 TRt 21T -
770 ARG 3% F0Z CostellofEEREIZ I3 1T 2 fE
BA DRIk LT ikreview 21T > 72,

FROBLRFERART T L LERERD
reviewZ &, ZEIRFHIOW TS E LTH
1L 7=(Leoni C et al. J Multidiscip Healthc.
2022).

2) CFCHEERE D g RFER DGt

CFC JEfEREIL BRAF <° MAP2K1/2 DR
NYT U RaEbON, X—F VR GEHEREE
DT b FEEE) R R A 5 0 TR R IR 2
HETHD, £OFRTHEIEMED T WA D
FERENZ EDRHHNATWD, YuFEETITT
ERF/NEE & O ILFBFFEICTIEST b PR
B & o 72 2 Bl &2 CFC JEMEREIZ DTSR
%17 - 7= (Shiohama T et al. Am J Med
Genet A. 2022),

#IREYIZ Noonan JEWERE E 72 1% CFC JEfft

1 L O Charcot-Marie-Tooth J# & 2 S v, &
BERRAR ALK % & 0F L 72 45 sk DEFRIEIR DR
%217~ 72 (AndoY et al. Case Rep Neurol,
2021),

3) Noonan JEBEREFRRRIE B OBAT IR IZ B
ERAL ]
ARG E BMRFEE 2D H AMED #F5C8E T
AIEBEREOFZR B IR L CEREHEZIT- T2,
0123 O Noonan JEMERED 9 N &% < IRWT
CFC JEFEREN 8 AN TH o7, BEHIL T0%N
R OBBICET 2@ A g, BRIZEN
THEORRPEESOH LR S 2T
77

I ORERE S EICARITEIT B RES
SEDBATHAEIRIZ B9 2 SCHR review 21700,
BITHIEREDO 7t R TOWNWTEELZIT- 1,

D. B

1) Costello FEBEREDOIERITIZIEE —EE XD
NTEN, ITHE, 12,13 F0 3 R Uo7
2 BRERSC, B TNEE, AT
ERQEDBRIESNTETEY, DTk
DO, Bo—REAMHBELR NS L )T
o TC&l, A4 Z VT OIN—TLHEL
7= Costello JEMEREOZHIREIT., Z DL H 7iE
GRS RN 2R L EE N TEBY, iy
PR E L TEHEE OGN, ED—FT
A OEFER 72 IR OHURSC, BRI )
HWMFEILETZHEATE LT, 5% OMmFIN B
LEZNT=,

Costello JEEREITIE 10 B DEERE DS DA
422 ERMBN TV, FOEEIZAL
WTRL, b= T 2L LCUIRBAELE
Mra—ZRon Tz, SGRlOA XV TOT
N—FNZBT DEEMEE TOMRGTHE 10 5L LD
90%!|ZHTHEMIRANRD DN E V) LD H
0. SRIEBREICL D AT U —=2 T Ou kM
HRET A D THo Tz,

2) Noonan JEEREEEGIE B TIX, EIZRALL
Rl Z TR CHIET D BRI RARIE R &2 25



HIEFINME SN TETZ, ZNETOHRET
%, KRASZERN 3 55% 4 Bl SOS1 RN 1
%% 2 B, PTPN1I 755 % 5> NSML B#& )8
5% %6 NE/oTD, AENE 37 k% T
RIS AR C o o 7o D3 HFRAR AR R 2 2R L A A 3
74 KRAS BT ERFATBICE 7208, A
BT DEPHED—2 L L THMEARDEK
EEEICANDVENHD EHE 2D,

3) ASEGEREOBR BT H 6T 5O S M i
BT 2O W TR LT, B vit
U 7B WT, BRI A TRE At e
BIROREES, REREIDIG U R BB EE
BT 2R EITV, BHEEE EBICHMNZY
R— R LT Z & DMEMEIRRIR S T,

E. #5&

HRASBIGFERD AT T b L &L
BB RIEIR 2 iRt L. Costello JEMEREDZ
WIE# 2 M L7z, Costello JEfERE. CFC JE
BERE & b R A B O ERARIEIRSC B RIE, MBS ARIE
DI AT IZWETLEAHTH D720, /NNEHING
fikior L 7 PRI B SR IR OREEE 1 A H
LEZONT,

F. #FERR

1. fm SCHER

1) Yamamoto M, Takashio S, Nakashima N,
Hanatani S, Arima Y, Sakamoto K, Yamamoto
E, Kaikita K, Aoki Y, Tsujita K. Double-
chambered right ventricle complicated by
hypertrophic obstructive cardiomyopathy
diagnosed as Noonan syndrome. ESC Heart
Fail. 2020;7(2):721-6.

2) Ando Y, Sawada M, Kawakami T, Morita M,
Aoki Y. A Patient with Noonan Syndrome with
a KRAS Mutation Who Presented Severe
Nerve Root Hypertrophy. Case Rep Neurol.
2021;13(1):108-18.

3) Gualtieri A, Kyprianou N, Gregory LC,
Vignola ML, Nicholson JG, Tan R, Inoue SI,
Scagliotti V, Casado P, Blackburn J, Abollo-
Jimenez F, Marinelli E, Besser REJ, Hogler W,
Karen Temple I, Davies JH, Gagunashvili A,
Robinson I, Camper SA, Davis SW, Cutillas
PR, Gevers EF, Aoki Y, Dattani MT, Gaston-
Massuet C. Activating mutations in BRAF
disrupt the hypothalamo-pituitary axis leading
to hypopituitarism in mice and humans. Nat
Commun. 2021;12(1):2028.

4) I PR, A BT, ia ok T, kOF
Hel, EAES, =JF #15. HRAS G12V £
P X B I ESED Costello FEMERE. H A/
IRRME 2 MERE. 2021;125(3):461-6.

5) Leoni C, Viscogliosi G, Tartaglia M, Aoki Y,
Zampino G. Multidisciplinary Management of

Costello Syndrome: Current Perspectives. J
Multidiscip Healthc. 2022;15:1277-96.

6) Nagai K, Niihori T, Okamoto N, Kondo A,
Suga K, Ohhira T, Hayabuchi Y, Homma Y,
Nakagawa R, Ifuku T, Abe T, Mizuguchi T,
Matsumoto N, Aoki Y. Duplications in the G3
domain or switch II region in HRAS identified
in patients with Costello syndrome. Hum
Mutat. 2022;43(1):3-15.

7) Shiohama T, Fujii K, Kosaki R, Watanabe Y,
Uchida T, Hagiwara S, Kinoshita K, Sugita K,
Aoki Y, Shimojo N. Severe neuroglycopenic
symptoms due to nonketotic hypoglycemia in
children with cardio-facio-cutaneous syndrome.
Am J Med Genet A. 2022;188(12):3505-9.

2. FRFER

1) Frdi i, KRR, HEEAUE, KA
3, [AARE, MEE, JFES RS
£, Arbogast Thomas, fitIlI5E, HHAZ,
WL PR oRAL, e B —. Tsail-
Chum. FAZKEH. Davis Erica, Katsanis
Nicholas, FHAPEF, RRAS2 DA S
(I =T ERE A S, 527
PR 2R TFRRE, A T4,
2020.09.10-12, EWN

2) Aoki Y, Noncanonical GTPases: RRAS2,
RRAS, MRAS, RIT1. 7th International
RASopathies Symposium:Pathways to
Understanding -Expanding Knowledge,
Enhancing Research and Therapeutic
Discovery 2, USA(online), , [EE

3) HARLES. BRI, HH, /NBEE
K, Vo VERE LHNEE T, 5 45 [
AARY oisip s, ot (A7 4)
2021.06.04, [EH

4) kI FEE. BT Ei, A . Ui

. OHAE - R BT AR

By KM KEF I E JEHE &
o, BES RRE, KA I, A EIE, F
AT, HRAS BAn TNEBEBE O T
HIREAT & BRIRER, AA NIRRT 66
IR, Mk (A 74 ) ,2021.10.13-
16, EWN

5) Aoki Y, Genotype-based management for
Noonan syndrome, 11th International Meeting
of Pediatric Endocrinology, Buenos Aires
(online), 2023.03.07, [E[E

gdﬂwﬁﬁﬁwmm-ﬁﬁ%m(%i%ﬁ
1 RS
L

2. EHH 5
L

3. =D,
L



ISR R 4 (i

TR B BORFE S 26)

T E A TE R &

BT - THORNE 2 THE T2 RER - Bio RIS T 2058

e
FEISLRFIENFOR ER R R R b

AR ]
EHER AR SEEEIE Y Bd%

MREE

BHZEenTET,

BIAMERBEED LB LN D ERERIIE RO S>AEHTH D, Y0 TIE, LRMEEREET A
FTKR LT, BHEE R DI ITHRD b REVTOWTEERIIC RS L, BRTEROSHELY
ToTW%, £Z T, AWFFERETIE, L3 - THOREZ EMLETOHEREY - Bz FRADH
IR 2 & - T L, BEEFFA OERZ T2 2 L2 B L Lo, AperfEfEfE, CrouzonfEfE
. TurnerSEERE. SticklerSEMEREZR 5 N Robin sequence iR E L, THENDOIEREER
FOwWIIIRNZEET 5 = koo T —F 2B LT 5 2 & C, RERAO N HERICET 215 H%

W 717

it BT EREMERRFHEEE Y B

A. HFREB
BARMERBEE D 15 b D BRIRIE I
WO THD, BBk, LRMEEREZE
T HBFITK LTI, FHEmR O NI2HITH
D LA FBNC SOWCEEMINC 08 L. FER
HHROZEREIT> T\ D, £ T, AHFFERE
TiX, L% - THORELZ EMETHHEKRRE
W BETEBOBIKIEHREZER L, 2FES
ZAERCT % 5 2 THAHEE) b IFREFET D
ZEERHEME LT,

B. WFRFE

1. FRIRTE SO EE

HUR R B R B E s R IkPE L
7oA E R R E 2RO L BEND,
B+ B - O PEOREGRLARIZ RE O 1 3 & £ 45
L, T—#_X—=2{T %,

AR X A RRAT « SRR D =R e T — &
EZEMGL, WORKE I, WHZORERZTT
Jo

(B i ~DFECE)
AWFFEIF RO ER R R R i i R B S 0
mEF T T, K& S D2014-002 =)

C. MimR

1. AperfEfEHE (Ap) 3 K UNCrouzonfiE R

(Cr) :
AplIEJEFITHZEOME, WrimfEnE L /hE
VMEZ R L7z, CridBIERICREMEN/I W
i, DHEOWINF LI REWHEEZRLE, £
ToAplECr& bl L, Wrimfi, REOERSIITAE
INEWMEEZ . DEAEITARICKEZVEL R
L. DEAEBIOOFEEmEIIE DIT/hEN
fHm 2RO 7=,

2. Turner JEMERE (TS)

WU RERTIIORE R . B AR NARYE(E & bl
LT, AZER, ASEMEETIAEI NSNS D
DO, AFBEDOEHITIIAEELZRD 1o, &
DI, TSORFEAWTIL, EF O FRERRIC -
THEHENRRATHD Z &, Rk L, Ylsslen
MODEENEATHLZ LR Tz,

3. SticklerJEfEE#E (SS). Robin sequence (RS)

B L OIEREREPE N2 (NSCP) -
“RICIEREGHRI ORE R, B AR N HEE & b
LT, AFHEAITIRS, SS. NSCPOFH—KH
WIZBITD2REOE S, HHEE, WrimfE, A%
VTR ARV OO, OEARIX
RS. SS& HIINSCPIZEENFEIT/NSE &
ot



O BRI EZNE U RN 2 L0 SE I i
THD, B KAWL RIFICEST 58—
BUNAWRICBIT SO EREAILIZE Z
A, RS, SSIFFE—. F/HEKICHENTY
NSCP & e L C, HEARBEIIAEI/NSVE
Llpole, 22T, LEAWSISIERO AT
v, RS, SS. NSCPOH— K5 —iEes
WCHEBEEEZRBD2»oT2b 0D, F— F I/
FIH OHE SIS IES L, NSCP &t LT, RS,
SSiE., AEI/INSWFER E o7,

D. B&

1. TX—VEGERE (Ap) BL O v—Y UE
fE#E (Cr) -

ApTlre ¥ o F o MOEN, CrTidmaEN
ZNEIRFEIIZEERD B, ApB L OCrid%
NZNFEI 72 NBREEZ 2T 5 Z LB LM
LR ASeY

2. Turner JEERE (TS) -
TSEEDONHHRETEOZTII < KOET
bHHZENRBRII, ROFEOEKELT, O
HOMF M ORCREE, 1) B O AR
EZLI, FEEmAOHFICRZDDERE LT, B®
NHEAFETHIE, SHITHRNBEZAET DK
TR EHELOZOREINEWN &, /MO E
FEEEAREEL WD ENRE LN, TS
FONHBREIIEODETIEIRIROETHD Z
EDURIE S, TSHEE TR T D ERZ N &
O RHE E R RIE 2 RIS 5 L CHETH
HEBZ LT,

3. SticklerEERE (SS) ¥ & U'Robin sequence
(RS) FEsEMEE N #EZ (NSCP)

RSHFE . SSHEIINSCPHEE L L T/NHH
H XV RTFICB W T OB E, WEIRE Ok
ZENRO B, ZNHORFEOOFFREIZE
HZEDBRALMNITR ST,

RSBLUSSF, /NFHDTZD, HERZRITIC
i L, (KO ZHOASEHE BT ~ORENLTH
N5Z&T, LELIRUFRONEHREZAET
HZEnHEINTWS, —J7 NSCP (L M5
BOZRREGIIR <, —RAZOHEAR
Lo T VFROOEREYEL D,

UEXY . DHFEHORKRDE NS, RS, SS
& NSCP o N #HEHE, WAISDIREODIE VN
U7 mlREMENE 2 iz,

E. #&#
ARFERRE TR O N ERE - AOHEICH
T HH R Z/NRERICERF T A EBEMEFRERT
HETH LT, BEBEHHERICORN D & F
Z bbb,

F
L.
1)

2)

3)

4)

5)

6)

7)

8)

9)

. WRZEFER

A SR

Ogawa T, Cheng ES, Muramoto K, Moriyama
K. Long-Term Management and Maxillofacial
Growth in a Klippel-Trenaunay Syndrome
Patient. Cleft Palate Craniofac J.
2020;57(6):782-90.

Tsuji M, Suzuki H, Suzuki S, Moriyama K.
Three-dimensional evaluation of morphology
and position of impacted supernumerary teeth
in cases of cleidocranial dysplasia. Congenit
Anom (Kyoto). 2020;60(4):106-14.

Inagaki Y, Ogawa T, Tabata MJ, Nagata Y,
Watanabe R, Kawamoto T, Moriyama K,
Tanaka T. Identification of OPN3 as associated
with non-syndromic oligodontia in a Japanese
population. J Hum Genet. 2021;66(8):769-75.
Min Swe NM, Kobayashi Y, Kamimoto H,
Moriyama K. Aberrantly activated Wnt/beta-
catenin pathway co-receptors LRP5 and LRP6
regulate osteoblast differentiation in the
developing coronal sutures of an Apert
syndrome (Fgfr2(S252W)(/+) ) mouse model.
Dev Dyn. 2021;250(3):465-76.

Sagawa Y, Ogawa T, Matsuyama Y, Nakagawa
Kang J, Yoshizawa Araki M, Unnai Yasuda Y,
Tumurkhuu T, Ganburged G, Bazar A, Tanaka
T, Fujiwara T, Moriyama K. Association
between Smoking during Pregnancy and Short
Root Anomaly in Offspring. Int J Environ Res
Public Health. 2021;18(21).

Thiha P, Higashihori N, Kano S, Moriyama K.
Histone methyltransferase SET domain
bifurcated 1 negatively regulates parathyroid
hormone/parathyroid hormone-related peptide
receptor to control chondrocyte proliferation in
Meckel's cartilage. Arch Oral Biol.
2021;131:105251.

Watanabe T, Kometani-Gunjigake K, Nakao-
Kuroishi K, Ito-Sago M, Mizuhara M, Iwata
D, Moriyama K, Ono K, Kawamoto T. A
Ser252Trp substitution in mouse FGFR2
results in hyperplasia of embryonic salivary
gland parenchyma. J Oral Biosci.
2021;63(2):184-91.

Igarashi N, Miyata K, Loo TM, Chiba M,
Hanyu A, Nishio M, Kawasaki H, Zheng H,
Toyokuni S, Kon S, Moriyama K, Fujita Y,
Takahashi A. Hepatocyte growth factor derived
from senescent cells attenuates cell
competition-induced apical elimination of
oncogenic cells. Nat Commun.
2022;13(1):4157.

Kirino S, Suzuki M, Ogawa T, Takasawa K,
Adachi E, Gau M, Takahashi K, Ikeno M,
Yamada M, Suzuki H, Kosaki K, Moriyama K,
Yoshida M, Morio T, Kashimada K. Clinical
report: Chronic liver dysfunction in an



individual with an AMOTLI1 variant. Eur J
Med Genet. 2022;65(11):104623.

10) Min Soe K, Ogawa T, Moriyama K. Molecular
mechanism of hyperactive tooth root formation
in oculo-facio-cardio-dental syndrome. Front
Physiol. 2022;13:946282.

11) Ogura K, Kobayashi Y, Hikita R, Tsuji M,
Moriyama K. Three-dimensional analysis of
the palatal morphology in growing patients
with Apert syndrome and Crouzon syndrome.
Congenit Anom (Kyoto). 2022;62(4):153-60.

12) Shih-Wei Cheng E, Tsuji M, Suzuki S,
Moriyama K. An overview of the intraoral
features and craniofacial morphology of
growing and adult Japanese cleidocranial
dysplasia subjects. Eur J Orthod.
2022;44(6):711-22.

13) Takada K, Chiba T, Miyazaki T, Yagasaki L,
Nakamichi R, Iwata T, Moriyama K, Harada
H, Asahara H. Single Cell RNA Sequencing
Reveals Critical Functions of Mkx in
Periodontal Ligament Homeostasis. Front Cell
Dev Biol. 2022;10:795441.

14) ffFg FER, 3 BT, KR 228, JEK
EH, fRE A%, MHE TR, ZILEEet
al. TurnerEBRREZ {1 5 B I T D1 DFF
4. Clinical and Investigative Orthodontics
(Japanese Edition). 2022;81(2):79-86.

2. TR

1) /ARERE, R A X a3 I AL, HAHSE,
FR L E], Apert JEEREE T /L~ 7 ADIA
A P AIEIZ381T 5 Wnt/B-catenin
7T IVARTERE OfRAT, 55 60 [l B ASE
REEFRFAINER, (AT A V),
2020.7.11-8.10, EWN

2) Yokouchi R, Ogawa T, Fukumoto Y, Komaki
H, Moriyama K, Orthodontic Treatment of a
patient with Ullrich congenital muscular
dystrophy, The 9th International Orthodontic
Congress * The 12th Asian Pacific
Orthodontic Conference * The 79th Annual
Meeting of the Japanese Orthodontic Society,
M)A > T A ), 2020.10.4-7, [EHN

3) Matsumura K, Miyamoto JJ, Ogura K, Unnai
Y, Takada J, Baba Y, Moriyama K, Clinical
study of Marfan syndrome patients:
craniofacial morphology including frontal and
maxillary sinuses, The 9th International
Orthodontic Congress * The 12th Asian
Pacific Orthodontic Conference « The 79th
Annual Meeting of the Japanese Orthodontic
Society, #Z3)I1[(A > T A ), 2020.10.4-7,
M

4) Tsuji M, Nakakuki K, Hirabayashi K,
Moriyama K, Spontaneous tooth eruption after
early enucleation of supernumerary teeth in a
patient with cleidocranial dysplasia, The 9th
International Orthodontic Congress * The 12th

Asian Pacific Orthodontic Conference * The
79th Annual Meeting of the Japanese
Orthodontic Society, #Z3)I[(4 > F A V),
2020.10.4-7, ENHN

5) FREEATE, /NI, HERL, K E A,
FERsE, NothER, RIIEH], Wi,
H AN FEIE RS o0 Mg E D T 7 > — I
fRHT, BARNBERISFERE 65 RIS, &
H(A Y T4 2),2020.11.18-12.2, EN

6) MAPNELIA, /NI s, FRIEE], MR 4%
2 L7z Ullrich BRSERVERF Y A 7 1 —
DB TZRE DFHRIZ SOV T, 55 45 [ H
KAOFBRFERE - FTER, 74
>,2021.05.20-21, EHN

7) Inagakiy, Ogawa T, Kawamoto T, Moriyama
K, Tanaka T, OPN3 mutations underlie non-
syndromic oligodontia in Japanese, EOS 2021
Annual Virtual Conference, Web, 2021.07.02-
03, [EHER

8) RWJRELR, BT, MW T, /R
%%, ARIWELE], Turner JEERED O ZHERED
=R TEHIFENT-Turner JEMERED D ZHREIX
EHBETEHRIRAETH S, FHollElH
KRERBEEFRPMER, T4,
2021.08.07-08, [EWN

9) FRILEH], FHEA MBI O TERE TR OMERE TS
B OMEEYEEZ WIS 7 EREOE Y #H
Zr, % 24 [l AR EFHESRFITRS, #
ZEIN(FH T4 ), 2021.09.23-25, [EN

10) Soe KM, Ogawa T, Moriyama K, BCOR
mediated regulation of ZFPM2 via BCL6
involved in hyperactive root formation of
OFCD syndrome, £ 69 [F[E B f BHF 985
2 AAHEZ (JADR) “FlyRs, fakdcr
74 ), 2021.10.24-25, [EHN

11) ZIEEF], ARERER OTEREIER « iR
BERFEOZM - 10N DB 2 D W FHEIE
FOBUE L KRR — VAT A T 2D
AE LTOWBHEIEY:, 55 80 [0 H AKEIE
BRI RS &5 5 MIEBRSHE, PR
(A Z A 2),2021.11.03-05, [EN

12) RARME—B, LR, KA Em, @A
B, MG RER, EE, e T, FRl
], RO BWS BRI D IR%IT
ASFHERIRTE AR M AX 9%, 5 80 Rl H
AREIEW R P2 PR S &5 5 MIERR S
i, MR)NCE S T A ), 2021.11.03-05,
M

13) Moriyama K., 3D Evaluation of the Tongue
and Oral Cavity before and after Orthognathic
Surgery forMandibular Prognathism, 28th
Australian Orthodontic Virtual Congress,
Australia(web), 2022.03.11-12, [EE

14) RAEER, DNERE, AR T, HEX
T NS ZE RIEE], RRAT 72—
BREZ LD T v 7 VIR IEBS S O —JEf,
AIISZ 90 JEAFREREE 80 Bl HUFUES IE B}
DEHTRES, (A > T A V), 2022.07.06-
07, [EIX



15) BEIf&1T. BJIIKRH, /REFE, 22T
-, FRILLH], Stickler SEEAE, Robin ¥ —
J A BRLOIEERNME D HHEEZ O
AR IO N HFEO L, 562 [FH
AP REH rapifiitg s, Al 74
>), 2022.07.29-31, [EWN

16) sHET+H., FxrxV v 7 ARE—
FRILEF], SHFIAE BIPAE BE OREH
AiIfE O O EN T X ORI IZRE, & 81 [A]
H ARG ERE P2 PR &5 9 Al H i
TaA bR T T A KIR(E T A
), 2022.10.05-07, [EN

17) B HKRH, BEAR ., HiERZ, KA
RWEE, HRZ2B), FHARL KiH
AL, AR, ZEE, PIHE TR, i
ET 1. HRUET], wHORFBIOOHEE
BIZHEH LT U EERE S ORI
DT, 5 81 Al H ARFE IE B TR
SKFEIMAWH a A FURT T A,
KB(A > T A ), 2022.10.05-07, [EHN

18) RALRWHE, FIEAL M, ZNESE, A7
KE, HREZE), FEREE . AR
s=, B, HEER, HiERZ,
FIETRE, sEET1. ZRUEFE, ¥ U UE
ERERBE TR 2 Nt A HE & L
7= DR FSBERRE ORI, 25 81 [0l H AR
ERR PR FITRE&H IR HEY a A
VRVURT T L, K (FTA V),
2022.10.05-07, EWN

19) HTHZE A, /NI HEd | Kyaw Min Soe, #&
(L& 5], Oculo-facio-cardio-dental JEERED

PR R B E IR 31T D 4y T O fiF A,
%5 81 [B] B ARG E A A2 AT RS &5 9
B a9 A F VR L, KK (4
742, 2022.10.05-07, [EN

20) Inoue A, Higashihori N, Takeuchi S,
Moriyama K, A case report of Parry-Romberg
syndrome with mandibular prognathism
treated by surgical orthodontic treatment, the
55th Annual Congress of the KAO and the
13th Asian Pacific Orthodontic
Congress(APOC), Korea(web), 2022.10.28-30,
B

21) FRILEE ], FRBAE G R B (63 D A6 E
FHE#E, TERM (Tokyo endocrinologist
research meeting) 2022, B (A>T A V),
2022.11.29, EW

G. MM EHED R « B&ERE (PEEZSE

UO )

1. RS
L

2. FEHHT B
L

3. =D

L



IR 5B

W& (EEB MR B BORMITE S 36)

T E A TE R &

REM 2R e R ELFERIE ORI, FEAEBAE
BMEWNI~A 7 a7 LA GORREIC L 52WT 7'n—F

e

T MNIATBOE NP N RSLRBeisRs M)l E bR v & —

B e
EEF

HIESS

MREE
JeRBFEIEGRAT, AEMENEN T,

776

ZWIE DL ONHEE LV, FEIE A 1 = X AOSERME S MM
T 5 7o O BEEERE 2 B RET 2 I %, 10061 P 80B] CIEBIRFRIZMI N AIRE CTH o 7=, Tz, 3
ABFEIZONWTIIVE v a XA v - T A EIEERECCHARGEIEERE /2 ERFHIRERIZ OV TR
FHL. WA IRIERIEORAEME CTH D Z L 2R LTz, S 6T, BREFEEROZEE LA
<HWBNE~A 70T LA REGAERREOA IOV THRET L, MEMROESEZH LML

W 717

BHAK T RN EGERE 7 —BER ER
TR MERIRSLZ b R o 7 —@isR A

A. BFRE®

TR B TEGEREL, BAEMENEN T, Zhr
FTOLONEE LN LD, ZORISBOIER
ITEE LV, o L SIIEHEAMOZEEEL B
DI FIEA T = X ADLEEMES BRI BT
HILD, AWFIETIX, FIEA T = XL DR
Bl & 2T 5 72 D IR B IEE R, 2 B R &
Mz Tz, Flz, BAESAEIZOWTIILVE Y V=
A2 T A EIEGERECCHARGEEGERE 72 &%
RAVRFRBIZOWTRREF Lo, 6T, ERE
WIEEREDORZMT & L CUAS Hnbhd~A 7 u
T A GBEBRAEOA AT OV T HBE L

77

B. WFFE

BRI IE, BTG BICEE LoD, 2ikek
ST F LD, BERZWENL, fEIMEGIT
BAHYEE, sk PIEG IR B EIC LY
Rl AT o 72, BERFRENTIX. BT ) A
fENT FUEZOFH Lo, SR IEGERE DR A4
FEHEE X, ARSI D —REEM & o i
NOHEEBAEFE Lz, e REFIEGEREZ NI
BFd~A 2707 LAYtk mAEOH MR,
B i SR AT R B & b L IR 21TV, BRETL
776

(fi B E ~DHBLRE)

63

FEAT IR NG ERARGR D & TIThiv, f#NT
B> TIARAN (B LN WEGEEIZIHREE
) LV XECEIIREEEELOLIITS
7=

C. MR

TR REBERE TlX. KMT2D & KDMBA DB
XY T NI, ENENTeS (T6%) &44
(4%) DEEZICFEE S, SRR
80% CTH -7,

TN IZ BT DA RO — R/ NEA D
(207 AT) £91,508,000 N &40k LT, sk
B 72 e R BREERESZ 2000 O . F8AEBHPE 2 4
ELTZ, TORER, Ve vadfry T8
SEMERELR], 1107 A, CFCIEMERELRI, 2575 H
. 3 AT aEERELE] 385 A, CHARGE
SEGERELE] 707 A, AR REERELG, 307
EiEo7,

~A 7 a7 LA GEARREOIR CIERE T
SHELELT, 1) 7—X L LTRSS
CNVZIEZE L LTI oL s, 2)
LogfEilc & 547 /7 o v —¥ o, 3) F#l
ZA Y I —"TCRIET D RBETHELE b oYt
ROLOHEEA, D352 HezR Lz,

D. %



ARl DT ClE, BV A 7 B RIER], VLR
BEFEAEIER], A O IR R H A A D E] e
E. ZOFRB O ZEMEIIIN 2 TERO SN
bER LA To, AREREHAZITH L CHEHER
BHREBZ LN, o, BRFORENS %
INETLRICHEBEELEAIND Z LIZX
0. &V IERE 7R R B E R OO RS AR B O R
MW FREE D Z e TPHRENTZ, ~A4 70T
LA oS ip s 2 e REFEEREICH WS Z &
[ZOWTIE, Ath. 29 LRI LS
FIHA LS AT 5 Z L NEEE Bbh-, 5
EELTE, A RAF I F—ETO R L—
=V TRRYEME LR, Bl EFEE O
RSB O FEENEE CTH 5,

E. #&#
FEREFIEMRHEDOEREHICB N TIL, Eis
FHIRA L MAG DY TZH A AR EEZD
Nice Eio, BEFMRICIV TRAMEOHEE
FEHERETHY, SR Lk LICHAENEETSH
Do SERBFIEGREFOZERAEL L TO~A 7
17 LA Qe RRRA D RBRIGR S VTR,
DIREFFNIFHERICERL TETND, bR
D RS RIFIRO SRR O FER N EHE T H
Do

F. BFERR

1. G SCFEFR

1) Murakami H, Tsurusaki Y, Enomoto K, Kuroda
Y, Yokoi T, Furuya N, Yoshihashi H,
Minatogawa M, Abe-Hatano C, Ohashi I,
Nishimura N, Kumaki T, Enomoto Y, Naruto T,
Iwasaki F, Harada N, Ishikawa A, Kawame H,
Sameshima K, Yamaguchi Y, Kobayashi M,
Tominaga M, Ishikiriyama S, Tanaka T,
Suzumura H, Ninomiya S, Kondo A, Kaname
T, Kosaki K, Masuno M, Kuroki Y, Kurosawa
K. Update of the genotype and phenotype of
KMT2D and KDM6A by genetic screening of
100 patients with clinically suspected FKZE7
syndrome. Am J Med Genet A.
2020;182(10):2333-44.

2) Nishimura N, Murakami H, Hayashi T, Sato H,
Kurosawa K. Multiple craniosynostosis and
facial dysmorphisms with homozygous ILI11RA
variant caused by maternal uniparental
isodisomy of chromosome 9. Congenit Anom
(Kyoto). 2020;60(5):153-5.

3) Yokoi T, Enomoto Y, Tsurusaki Y, Kurosawa K.
Siblings with vascular Ehlers-Danlos syndrome
inherited via maternal mosaicism. Congenit
Anom (Kyoto). 2021;61(3):101-2.

4) Kumaki T, Enomoto Y, Aida N, Goto T,
Kurosawa K. Progression of cerebral and
cerebellar atrophy in congenital contractures of
limbs and face, hypotonia, and developmental
delay. Pediatr Int. 2022;64(1):¢14734.

64

5) Murakami H, Uehara T, Enomoto Y, Nishimura
N, Kumaki T, Kuroda Y, Asano M, Aida N,
Kosaki K, Kurosawa K. Persistent Hyperplastic
Primary Vitreous with Microphthalmia and
Coloboma in a Patient with Okur-Chung
Neurodevelopmental Syndrome. Mol
Syndromol. 2022;13(1):75-9.

6) AR WRMAT v 7T —F T LA
CGH {£. Modern Media. 2022;68(11):470-3.

7) BEBEE]. #nrREEEN) RS P
T e T ERE. BAR RS
2022;12(4):85-9.

N

TR

1) FEFFELAN, REAREERR, AT LHAE, Hysd
T, 4p16.3 B R D& As 7R & FHAL O
FEBAVEICEE T 2 MaT, 25 123 [ B A/NEFR
s T4 0,2020.8.21-23, EN

2) EAKZE, BIREME, IEF], HEE
. R, FEET BEARERS, Ak
Y. 4], POLR1B @ recurrent 22°
H2¢.3007C>T(p.Argl003Cys)i% kU —F ¢
— o RREGERE 4 [2 B\ THN B S &
NEIEICBAGT %, 5 65 [nlH AR NFEHER
S AR, 2020.11.19-21, EN

3) AR, BB, EIEfS], ABL1 ©
recurrent 28 52 X 2 [l R IR ERSE D SE B,
5561 B H ARG R B PR PIER, U
7 () ,2021.8.7-8, EWN

4) S EARKSE, BBINETE SET B &
Y SPTANI % &de 9q34.11 K AJEGEREIT N
RORE S & REIEESL 2 T, 5 61 [AlH AR
SR T2 FANES 2021.8.7-8. Y =
THRAZ—, 77 () ,2021.8.7-8,
EN

5) Flgifdst, BafglE, iRk, HEAKE, B
EE#EF], LARS] 5 55 o 1 4, 5 61 1]
HAEREF 2P iitEs, v=7 (K
%) ,2021.8.7-8, EWN

6) POfTIE, EJRfdsh, REAREERR, PN,
INEFRERRR, EEEEE], R 2RO T
PPP2R5D BHEAARFEFE I O 1 5], 2 66
0] H A NFEB R Y2, #ik, 2021.10.14-16,
EN

7) P s, BERIE, BEAR T, BEE
I BEAACE, BEEE], KMT2D Eis1-
WD VIR K D B SEERE D —
B, HARNFHBETFREH 67 MK, Rk,
2022.12.14-17, [EN

8) TEHEVET-. A LHEINE, BEARKT. HAK

2. EyEEE], UPD(1)IZ X Y NPHP4 D7k

EHALREE- L7050 1 4,

545 [0 B AVNEE RS, BT, 2023.1.28-

29, EWN

Gdﬂ%%ﬁﬁwmﬁ-%ﬁ%m(%ﬁéﬁ
UO

1. FFEFEUS

L




2. FEHFEEE
L

3. ZFofh
L

65



IR BR AR M & (R IEIR R BORITTEF3E)

e E IR &
SR BEFIEGHE OBREEWMBAR « 5K - KA - FRE S 2R E Liciid

i ki e NN L'
W MSIATBOE NS ERSTRbeAE S RIS NEER 2 —  Biaf BR R

MAEEE

SeRBFEGERACB T 2 A REEOTEENC IS WO TR AMERORGHIEE 27—~ Th D, TOK
ANHBATICBWTAANREHEOREZHRE L T ZEFEEEE X OLND, SEEE LT, V
N AFEEREZ 3 O T e REFEEMERE (Y N RREGERE, X — T UEGERE, 77 X — 7 ¢ U —JEERE,
T VT SRREGERE, T IEGERE. T v BV LSRR, 22q11.2 R EERE, Ny 4 X
U4 —T v UIEGERE) &b O3T8ANDRBEFIRE MG L LI AR AN~ORBEHRBR () OIFHEH
BHaITo7z, MIEEHTZ15TA (ALERL1.5%) D ) BARA~NRBFBRIT6TH (43%) Tz BN
TWe, BEHREAROZ oM, BU/RONE, [T 2 & MR THRIC - 72 1E#,
BI/RZICIRBICOWCEETHE L 2 OB, X722 LICBETIREEL. #HE LTORWL, (2o
THMEMED -, WICZ DR R2IEE 27 ECRBDERREZ T -YEETHIAAN
LN ZE R E L2 BM%E Uiz, [RAZXGIZ LIiid] 594 2 G 2170
201 DRI 2157, A, GER, FEEEEE, @EEELHIZOWTIE, Bl ERTEWN 20 EI S T
Do BEFESTND EEEE L, BRICOWVWTITREZU ERE LR - B ok LAbne
R LT, WOIZAHD WD OW T FRRT/ VPR &L 725 _XERW D BITH D 72 M ME
MR BTz, [[FZXGC LTZfE] 984 2 XS CRE 21TV 39 DRI 2 157, AL IE
Ry WEEEBIZOWTITES DL ERTE W WHIS TN D - B EI- TS L EIE . FFREEIC
WTIEED U EREL B « B r o LB RWNWERE LZ, M0 0L, Bh-ouniz
Ke, BN TERE, BRI/ NFAERRE, WO TH, BRI GED 720 &0 S A 53 2
bz, AWsexE b EIME TN 8L ~NEEBDOERELBZDZE~1T6ANDBD A vE—
~| &R LTz,

W71

K Kttt HERSNEER® > ¥ =858
R X HERSNEEEREE X —BER BEBBAIVET—
Rt Efnt HERSNEERE X —BER RBEBBIT BT —
HBH EE SERSUNIERE X —E8EE WA

W i BERNNEERY X —BImisE X — BRI AN
FHE FHET BERVNRERE X —BE2REE X —  ERRAR
N NES BERNNEERY X —BisR o —  BRRBRA
M E B ERSNRER Y o — 8t o X —  BRRRA D

Pl
\mH

=8

A. BFEEH) DERERELITO & & L, ZOREEEE
e RFEFIEBREZ BT 2 A FEBEOTEBENC B\ Z 72 ECHEBOEBHRREZ T4 EETH D
THAMEROBFHIERERT —~Th D, ik ANZEIZFEEdGRE L bl oiix
ANBIBATIZB W TARAD B S DR BZHAEL T BNER LTSI &L L,
BLILIFEEEEZXOND, HHETEL LT

Y b AREERE S O T SR R BHIEGRE 2 b D B. #W5HE

BRGEE G E LIEANASOGRBR ()

66



BARMERBIZEAT 2R A~OFERETR (%)

DEIEFEL LT, Yo X —Ic@lfzds Y k
AJEGERE, 7 4 U T DREGERE, X —F EE
BE. 22q11.2 RIJEMERE, B 7 XIEBERE, 7 >
BTN IEGERE, Ny T U4 Ay 4 —T %
VIEERE, O X— T 4 U —IEERED 378 AD
BIRFEZSRICT o r— M 2E L2, Ik

I, 2D 9 BARAND D WILFIICEBIER 21
2T EE LT 87T F ik (RN 604, [Ffd 98
£) TR L A EIEBERATREZ T4 F
FHTHDOHARN RS ONCE A S %2 5 5RIBEMo
T r— RS LT,

(PR~ DR E)

AR BICET 2R A~OE®RBR (550)
D& FIZDONWTDOREIE~DOFA R b NTEIN
TITOTEANZ 9P WARRE LT LE D
(o R i PR B COAGR A3 T3
i L7,

C. MroekER
[EEMEEEBICBET 2 RA~OERAR (5
) OFEREFEDF L]

1) TEHMBRDE S0P H

RPEIZAT < BB Z B L TH bW\ eiho T
(43%) . B CE 28 MmMIZELZE o7z
(30%) . ABEICAT < HH %2 &2 7(25%),
AL R - RIS E DA XU R o T2
(16%). HIRHYZIEIRIZ OV T & 1 7-2(13%),
Y oREBINE b (10%)., FIKE7:
JERZZICLTWE S 2572 (T%DIETH -
7o FDIED, HHDOZ EZxHMm->TIEL
W, TR THLTES L9 . TS L
THRIEEZZITTHL BV . TES O/
HA0Hfig) . TARLM-7-) REORHED
HoTm,

2) BIRONE

fEtk (73%) . ¥EEA (70%) | EFEEH
(57%) . fEEEEH (49%) . JEIA (16%) .
Bir (1%) DNEE 7=, ZDI1Eh,  [HEDOH
WTHARWNWZ L . ERRAZLEHAITE
BERIELHD L] . THEEIZOW
Tl . @b = NSRRI S L BE 7 D
oL TEEREREE) . TTEhnwzio
FHRITFER THD L] DIL#HbH T,

3) [EfMfFlZ b

DN T LABZD L LnNT T (67%)
VTR Z D KO DT (49%) . &L
TX A2 0nidz (48%) . IEEIIEA D
LRI (86%) | =% tfblan
kR ez (27%) . KREARMETIER
WERZD L DL T2 (26%) . EBEIZ,
ELWHGEEM > TIrz 5 X 9 LN

67

(3%) DNEZ >T-, ZDIED, [—ATIER
WRNZ & [FeA oty TROBZ X
21 . [Pz RERVEZHERE-CTExZ b, &=
SESADNIZBhF BN TE=ZZ &) E(E|
P FREDI O ERIMXICE S 6ND KD
NN (FRLH T DL END &)
(NWANWARIFRERNHDH L, TOHRTHRAL
EETNWDHZ L) Oft#EbdH o7,

4) EHRER TR - T E

B - BIRE (42%) . FEO= (32%)
WeblE# (16%) DIEZ -7, ZDIED>,

[EBRENL b Lo TC@lIscE ] | DEORK
¥ LEOEHATF o RO AR - IFg O
W IEBEOFER . [FEOKZ]

RENH T,
5) B RBICHEERICOWTEE AL & OF
MENEL TS (45% ; [fhms<oimps -
ABEmdb b E &) . TRADPENTLS A, AA
NR-T=E&E, Db nWE &) | [EEEIZR-T-
LX) L WOTHFELTWS (43% ; AN
N7 EITWVWHOTH] . REeTLE
7 B oSO T . TRIVWTE =
LEIZWDOTY ] . [Fiiokl Sl 5ER%E
Lol Z &5 . REBOZEEZRICL
TWEIREXIZNDOTYH] . [A%OBENH
Foizb] . TRo7z & &OER iz b
28] ) . —ELEEL WA (12%; 72
RZTEDNY | . TEFZBR L TORVOER
F1 . PRADGEEEIC L2 . THwTZ
W) DIEE 7=,
6) IGxl-Z LICHT KD
KELORELZ, ImATEhoTz-L L eh
Sz, ®%MEL TWRN- %ML TS, VWO T
HEREICTE 5 FREICT D01 &, 100
MWHOTERETD L, 2 T o788, #%ifE
LTWRN95, WO THEEEICTEXHT9TH -
77
6) HELToEN
5z 5B, FFZSEETHY ., KT D
BOPRIEL Tz, Bx7o8lix. 2Hrs
HARIZIR 2 AR ZTE ) DI E W) A B
D, BATWZRWEIX, FELNBfRETE L L
NI o T2 AR Z TN E WS I S VT,
Bz E~OHLE, MELEIRBITFONT
BY. 5252 I3 bOAMII D]
BEMIZH 2N ETOENY T E 2D Tidk
Molz, LT, IB2DITH=>TiE, PNV
<, EREIC, BIMEICIALND X9
2. AN X LI OVOREZR2LELEZIAE L.
ENENDNEN R TEXHAEZHFTHH> T
LWEWIBOFEWRNIAD LTV, Bx
THROLOTT, FOERIEAFHEL, WOTHX



2D X, BLELTRA & X 9720WIC
b LClR] AR

B BoZbED, RN ZxH70E
BIZHITE > TVWE TR LWV EWIFEWR D D
—FHT, XxHEWCEBEZNT =, X
IOTEVWEHEDANAEZNE TE LV &V ) AN
N o7,

(EYNEE= T Sarabets k)|

I %0T 29 4 (IR 49%) 72-7=, [AIEH
X, RADOLTEZEDN 10 1, B & —FEI2H 16
P, AL —HEITAH 2, Bl E —HEICHS 1172
ST, HEEDOWNRIL 22q11.2 KICTEGERED
6/9 1 (67%). Beckwith-Widemann JEBERE
5/13 14 (38/%). Noonan JEERE 2/4 14
(50%) ., HERERGEMERE 5/9 1 (55.6%) .
Williams JEERE 6/10 {4 (60%) . Prader-Willi
SEMRE 5/13 1 (38%) . Sotos JEMERE 0/1 4
(0%) Thotz, HWHE, FER, BHFEEHE, @
PEEL DWW TR, oL B2 nWc v - T
WD s BEISTWD EREIZE L, BIRIZOWT
ES U EREl ISR - B ro b LG
WA LT, BAxOAE, JER, e, R
KD Z ECAREEFE T 720« DL LR T 720
1L, ENEN 211 (72%) . 191 (65%) .
231 (79%). 1314 (44%) 72o7-, F7=,
WD T A TN DN O TR SRR/ N AR
B L. 72D FUW D BT Y 72U ME A A A
b,

(GIRIEEEEAS S bt k|

M%%% 39 1 ([BILR 39%) . [BIEHITAAND
BN 30 1, REE —HEDN 8, ME[EIZN 1477
ST, FHEWNIRIL 22q11.2 KREGEGERE 5/15 14
(839%) . Beckwith-Widemann JE{ERE 6/12 {2F
(50%) . Noonan FEERE 2/7 14 (29%) . K%k
BIEMERE 9/17 1 (53%). Williams JEERE
10/20 4 (50%) . Prader-Willi JEMERE 4/15 14
(27%) . Sotos JEMERE 3/14 1 (21%) 72-
7o BERRASCREN, BBEELHIZ OV TIE RSB
RN TN D - IS TV D & A
2 RERCEIGIC OV TIERES UL ER L b
RN e B rol LvEbin &Lz, B
DAEIFEEME. BB TS . BODREE
WAFZIRS . E 29770 ELTONbY ., &
BOHDIRNDERD Z &, REOHDHRAND
ko z &, BOBEEOR RO Z 14 < R
R D LEERD B, TN 27 1
(74%) . 36 1F (92%). 3014 (77%). 30 {4
(77%). 301 (77%). 291 (74%). 28 {4
(72%) 7272, FN0 T2WEENE, BlonT-
B, RN o TR, BERRTo/ N AERR

68

L. WO TH, BRWDEFANS Y 720y &0 S fH
I A BT,

[ 5 R B AR R A4 5k ]

S RBEHEIEGR 2 b O BEFIROAFER D
—BR & U RBFIEMEARE AR 2 fike L C
W5, 2020 EEED S 1T o b YL EE D 72D
(ZReTe /2 AT A B S L THERE L T
B RETORMN TERNE NI RENRD D
B, T TAHEDOAY v FELT, UhE
[ N= 0 o Il A/ N AV T= = B By 2% () P29 2 70/ VI
B, HE EW (PR, SoMbmTcaEE)
LEMTETRMN-E, “aatMmoLiE Tl
BEX 0 IV AEE C D FNE N> T-D T, A
TELGINGH > CTLELTER” HOERNE
T e,

D. &%
TREFEGEREZ L OYFEORAM O AL
7B G A2 BT 9 2 TARAD H H O BER
PERTAHZ LMD CEELEZD, 5N
\CREBE L OYEFORTIIRL TOFEK, F
WZIRBENE DL TV DRI OBRfE S /- EE T
HHN, ZOEIZONTIIAS ETHORIEEN
M BT I emnoiz b, AREERB L
ToARN & R B9 2 BN TR AR X % O HfR
w532 L/ s D,

E. &

Vb AJEERE 2 G T S R B EERE A H
BEFRELEZNRLE LTEARAA~OERAR (&
W) DEEFHEEZIT-T-, ZTOMEOHMEF 21T
W, M B E L ~RBOER A G X
52 E~1T6 N\OBLORA vtv—T~" ZAERKL
BB BRE AT Lz, 612, AN - [FH
Mo B & Z%tg & LB IRA 217 - 7=,

F. BFER%E

1. FmsCgEE

1) K& 1T [GERE - RN S A D/NE Ok
B] FEENO B DERIREDOED ) Y
BARERE RO D & X NERZIR.
2020;83(t1):204-9.

2) Machida M., Katoh H., Machida M., Miyake A.,
Taira K., Ohashi H. The Association of Scoliosis
and NSD1 Gene Deletion in Sotos Syndrome
Patients. Spine (Phila Pa 1976).
2021;46(13):E726-E33.

3) K& st [NAERZIEOTDDIHIE
B2 WETEHOAR] YLt fREE | Jo REH
AngelmanfEERE. /INRNEL 2021;53(H
H):223-5.

4) Kt s [RRABATSHR O Zmtk] oA
WL OMEEDOY; ABATOEE L WEE




BT DR NI R & OB OREEE B
PZIFRFHCEMEND 720 DowniE (B
ZHuiz, /NENEL 2021;53(8):1296-9.

5) Endo Y., Funakoshi Y., Koga T., Ohashi H.,
Takao M., Miura K., et al. Large deletion in 6q
containing the TNFAIP3 gene associated with
autoimmune lymphoproliferative syndrome. Clin
Immunol. 2022;235:108853.

6) Kaneko M., Oba D., Ohashi H. Survey on
experiences and attitudes of parents toward
disclosing information to children with genetic
syndromes and their siblings in Japan. Sci Rep.
2022;12(1):15234.

7) Lima A. R., Ferreira B. M., Zhang C., Jolly A,
Du H., White J. J., et al. Phenotypic and
mutational spectrum of ROR2-related Robinow
syndrome. Hum Mutat. 2022;43(7):900-18.

8) Machida M., Rocos B., Taira K., Nemoto N.,
Oikawa N., Ohashi H., et al. Costello syndrome-
associated orthopaedic manifestations focussed
on kyphoscoliosis: a case series describing the
natural course. J Pediatr Orthop B. 2022.

9) Masunaga Y., Nishimura G., Takahashi K.,
Hishiyama T., Imamura M., Kashimada
K.,Ohashi H. et al. Clinical and molecular
findings in three Japanese patients with N-
acetylneuraminic acid synthetase-congenital
disorder of glycosylation (NANS-CDG). Sci
Rep. 2022;12(1):17079.

10)Mizukami T., Sonck J., Sakai K., Ko B., Maeng
M., Otake H., Ohashi H.et al. Procedural
Outcomes After Percutaneous Coronary
Interventions in Focal and Diffuse Coronary
Artery Disease. J Am Heart Assoc.
2022;11(23):2026960.

1) KRiE s [EARko/NEBOHY )7 - =
b ORE] HAERER  HAERTRZEO
#EAx /N AL 2022;63(13):1581-90.

12)KME e [ CRWT fillo T HE TR
HEEROR T & OxS] BEEO R

- A e &L JEFEME . 2022;52(10):1331-

3

1) W [ Ti< <& el - 9k

69

IREOBRFIRAEZREST D] Bl
BT DB FHIRA OBLR & IR, JE PEH
[% 7. 2022;52(5):659-63.

14)Horiguchi A., Koichihara R., Kikuchi K.,
Nonoyama H., Daida A., Oba D., Ohashi H.et al.
Efficacy of antiseizure medications in Wolf-
Hirschhorn syndrome. Neuropediatrics. 2023.

15)Saito K., Nakagawa R., Narumi S., Ohashi H.,
Ishiguro A., Kabe K. A Small-for-Gestational-
Age Infant with MIRAGE Syndrome Who
Developed Heat Stroke and Rhabdomyolysis due
to Severe Temperature Instability. Neonatology.
2023:1-5.

2. FRFEFR

1) HIEW, SREFEMT, IRER, KK
B, FEEFT NENES, PR, X
B, v T A T X A RE R
S DM, 5 66 [H] A AN xS
& W (T4 2) ,2021.10.16, EWN

2) AEET . KRG RE,. KB, @it
PRI AR ANA~OIERB R (%) -
HEROHDRNERG L L2, 5 67
Bl HARNEBELRTR, L O 7V v
K) ,2022.12.15, EHN

3) &EET. KRG AR, KB, #@nit
PRI AR AN~OIERBR (%) -
FEROBDHIIRDOX x o720V Extg & L-il
7, 539 [ HA/NRBIRTS, W,
2023.1.28, EHN

gdﬂ%wﬁﬁwmm-ﬁﬁ%m(%i%ﬁ
1. RS
Bl

2. EHH Rk
Bl

3. D,
L



IR BR AR M & (R IEIR R BORITTEF3E)
T E A TE R &

T—T A« Fru AEGRER EREARRO R 2 L T 5 ar AR
BLOaT g YA U ZIEMEF

wroesois EE md
ENLRFENEMNRT: EFE GREPH=E #i%

HREE
T—F R« ¥ oa AEWERE (Ehlers-Danlos syndrome ; EDS) 1%, FfE « & O M, AR
DYaFIEZ FHE L T D e RMEEB OB TH YV | 1/5000 \DOBE TR LD, RoHEM5EE S
L TV % The EDS Society DE RS2 8T, 1305RBMEN D 72 B Hi7-7afn 41k (The 2017
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Genet C Semin Med Genet 175: 8-26,2017) . Z i1 THEEES TOHHE, SFFEE - S TOMED
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DA RSO B ISR 22D DZFEBATR > T D, ZOH T, EDSE 723 Hak & /ik
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M, Francomano CA, Giunta C, Kosho T, Byers P. The Ehlers-Danlos Syndromes. Nat Rev Dis Primers 6: 64,
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T —F A « X oa AJEERE (Ehlers-Danlos
syndrome ; EDS)

EDSIE, R - FeJ@ o it AFEiimk
D WEBH: 2 K & 5 SRR B ORI T o
V. 1/5000 N\DHHETRHND, 19974412
Villefranche TRAME S L7z [HFEMA I LD
AR (Classical type) . B (Hypermobility
type) . ME (Vascular type) . &I
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