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MIREREE | &E W2 | FMNKRZEZTMBREE T 2D AT
MEnEE | Bk &) | BMNKEEFHREEY - THESHE iz

R F | BEERKFERER 2R
ER F | AAERKEMERRREDER - £ | #ER
5FEWMF
BA E# | RETYKRERFREFHERERY Bk
RiE #F | EMERBAENRE Y —RTS TEDT ER
=% ST |BETIRKFRFREFFHEFLERS B
B T | FNKEEFHEREY - THEFHEE &
M HE | FR —% | BERFREREREMBFRER - L6 R
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I. BEFFERE



TR 2 2 FEEAFBRETARHES EAERETRIFREE)
RIS EREE

T—7 AF u RERR (EICOEMBS LOHR) OEBIIER L O'BEEE O

BIEMRFEE HEMCS  EHNREEEBRETE s 2R

HFE'E : Ehlers-Danlos fEMZRE (EDS) I, FHEDMBREM, BEMER CREAHBOTIELE %R
HREDOHRHTH Y | Y (Classical type) , BIETEENR! (Hypermobility type) . L% (Vascular type) .
&R (Kyphoscoliosis type) . 2 F5[I&5M#%%! (Arthrochalasia type) . FZ B RE55%! (Dermatosparaxis type)
D6 DDEFRMICHFEINTND, WThd, a7 -4 r5FF0Ln, e RoRETER
ICEVAETLD, wlt, KIFEIZB S RWHT= RN, 204E(EN, BEFHEBE L HITHKRNT
ERINTVWD, @FEESLEIHEEFREITN 1/5000 AL S TW5, EDS ik, HERAFENE
BETRNI LMD, ZhETRERENTON Z L3 KFICEIT 5 EDS DFEE (BER. 2
BRI T2 D2 TV, 2072, BREGTORMEIZZ b TEL, HEIZE - -2
PEEH b X TV,

FFREOBNILLTO LY THB, (1) MER EDS : KEFYODEICET 2 EEHAE L BTN %
TOZLICLY, ZODEEEFITB L, BEEHEZEETD 2L, kDR ERMEF M —mRNA <
—ADBEGEFHNIT LY bIFREN TREOBRVRBITEEZRRET S 2 &, (2) HE EDS: FE®E =7 5k,
TRIEARRH, BRERT —# OB ESERBEEEEITHZ &, ZRIC LV DEESIOBET L - &,
(3) EOMDFRE : EFDOINE, BREBIUDHRERZFAEL., DEEHOBET L L, Hi-BB
BERRTHI L,

(1) M¥EH EDS : MERRE . oHE (FEHE#EL, FEnFEL, EREEE EEErEt) ofF
AL, KARNOLRICBETHEERELERT THD, —KFEL LT, BERBKIZBWTAEDOH
EZWOTDDOENZESN - BLEFRITZITo TS 3MERNINE THEZH L7 2EH % IX
£, DEEEOHMELFE L., preliminary data & LTHRIXREE L (LS. Bty
TERME 31 0 157-161, 2010), Eim, —IHOEFICBWCIEBKRER L B FEREOBGEEY E
L, EHERREICHE Uiz (Shimaoka et al., Br J Dermatol 163:704-710, 2010), 36 % 41 ADHER I .
DTSR IT Y 28.6 B, IRERNE U EHERBIT 219 B TH o=, AOHEDHEE TR
H 63%, FFRERR 51%, L3R 24% Th o7z, B HERICBVTEGFERSBREENE (TRt
VARES5%, AT TAAERA%), BIE. ZRAEL L CHREICET 25327 —4N—2
LRI OBEEZIT o TV D, MEBKIZIW CTHERIX, BREERHEIFMIaZ AV - E(2ois
LU mRNA 726D COL3AI BIEFRTBMTON TE -, HIFESEE (EEEEL) 13, BREERRE
#i#R 54T (high resolution melting curve analysis; hhMCA) #&iCE-5< . EMEMA %S/ A DNA % -
COL34] BInTFERERI V—=V T RBR Ui, RIETIE, #ERETRETE L COL3AI EETFDIY
VIRBREATFTAV T ERORIR LT, GERETIEFE TE 2\ nonsense medicated mRNA
decay(NMD)% kT2 AER RERERBFETE 2, 61T, KETHZICRE &M= nonsense
medicated mRNA decay(NMD)% K9~ COL3AI EIEFEREZ KT 3 FROBKGEEMIT LI-L 5, BF
DEFEMIIFEA THY | EEEIE COL3AL &2 /30 BLBET MR H B L, 60 BEBI K
RIEE VD T &V LTz, COL341 =T P nonsense medicated mRNA decay(NMD) % &4 28 2 Tit,
VEDS REIEIZBWTH 2B FOFENHEE S/ (Banyar et al., Biochem Biophys Res Commun
405:368-372, 2011),

(2) #TBL EDS : HIEERRE L, BHLOMY, RRUESHEGME, ETEOKE - BEfmiEs L 0e

4




FHesstEE 295 6 EFZ RH L, £<H LA 7D EDS (EDS, Kosho Type ; EDSKT) THHZ &
L &I 72 (Kosho et al., Am J Med Genet 1524: 1333-1346, 2010), WFFEmE (2L E L, RAE
W) 1, BESMEREE Ch o7 2EFIN L REESME~ vy B F | T u & A TN CREAER
% 6.3Mb F THWD, Z DFEBICIFEIET D BI5F CHSTI4 PAKRBOEEBEF THHI L EEXIEDTE,
CHSTI4 1%, TNV~% v 4-O-iiiEEingEEE-1 (D4ST1) 22— R 28EFTHY, RIEEEL LT
DAST-1 RIB—>T aV M+ 27 ) a4 7 70 v OMREL (T~ UEBEDHEEK) 7 =
U U BENT D 3T — 5 U HIBRHED assembly R4 & WD JEiEZ R LTz (Miyake et al, Hum Mutat 31:
966-974, 2010), FEx DHEIZHOTNITHEITT HE T, CHSTI4 DERIZE-S DASTI OB, Wik
BB LUK R ZFHM &L T 585 LW HBEAELE “adducted thumb-clubfoot syndrome (ATCS)” % 5|
BRI T ENREEINT- (Diindar et al., Am J Hum Genet 85: 873-882, 2009), £7-. b T MIENDE
T, D4ST1 OK#EH, EDSVIB I ENTWE 2 % 3 EFOBREKRTHD LHESI,
Musculocontractural EDS (MCEDS) & DA FRMNIRE X7z (Malfait et al., Hum Mutat 31: 1233-1239, 2010)
HFRAREREIZ, Fizic R Lz EDSKT @ 2 fEf & BE# 5 D EDSKT, ATCS, MCEDS A&t 20 SEFI DFg
KRB Z SOOI L, 2523 DASTI KIBICESBERMICF—DRBETH Y ETHERE
HMRRETS M (RERMHE - ME5EtE. £ REmEE - BENRE - 2%, EXETLERE) BLORER
B EROBM, ERESRESGINER L) IR 515 EDS OFRA L iEamftiT 7z,

() TOfMOFEE - EAKRE., HEE (FEREEEL, BEFEFELD) cXv, HIERE B,
MERUADENRFEEE LOHFRREOMEZ1To 72, R, ZREEMERORT 1, 2 FREZ
R L., 0B RESZ R U, &5 - Bfio@EE, MM L o7z EDS O FE#EE
Frons, BEFO KR Z DM ORENITEEY LR2VERIN D722 722 EBHALNITR>TE R, 514,
O LIEFIOEREZE U T, FHRFREOER, RERELETFOBREEZT> T EETH D,

JERERETIN, AHED A7 Y —=2 7 ik,
FBhiE, 1BEE, Bhv®v ) U I7DHY HE
E O AFERR RS L TV ARWEZHIZ,
RO H HMERX & 22 \WHERR TOERKZITEKXR
THY, KEVWBELDOBEL RoTWB, KK

A. HFEEH

Ehlers-Danlos JE{&#E (EDS) 1X. B D EM4,
BE AR 72 CRE AR O WS A B o e KRR
BOBRHTHY, HEA (Classical type) . BEiE

&7 (Hypermobility type) , I & %! (Vascular type) |
%1145 (Kyphoscoliosis type) . 253 E&nshiER
( Arthrochalasia type ) . & & Ma 595 Z!
(Dermatosparaxis type) @ 6 2D EREI/EH S
nNTnd, WIhd, 275U FFEDLD,

FIIEHBEROBEFERICIVAEL D, &Kill,

KIFENZ B S WE - 1R RIS . F DA bEH,
BEFAHEBL EHICHROTEREATWS,
R F SO HEEHEE TN 1/5000 A& Sh
TW3,

EDS X, FEREAEMEREE TRV L0 b,
INETLREREMNMTONZ Z L1134, BHIC
BT % EDS DERE (BEHK, 2K i2<b
Mo TV, 2D, BRBEIG TORMET
EhOTEL, REICE - =B REe b
SLENTULVRNY,

M5 EDS X, FEMEIRMES - fREE - 5. B
H, HRPOFEWRZ: O AMmIcBE b 25472

Bix, METvaZ—45 (COL34I) D~T
BELEFERICEIVREL.2BIE NI I~
7 AEBRICHOND 3T I BT LICERYIRT S
Y UNBRTHIR B AER, BVIIRTST
AT REERRTEVDRTWS, ZNETO
% < D COL3A1 BAGTRRHT 131538 K2 G HE S AR
M B L7z mRNA % FWTIThiu =23, #RiESE
HRED D ORENTIT R E AR, BN BnE L 2
DLV BE~OBBELEINZEE S, 61T,
nonsense medicated mRNA decay(NMD)#% 34>
BURAER, RRERFRETERVWEWIRE
AbERIhTn3,

#7 EDS 1%, MFEREKRE D, BAEERIEEIL -
BRARIER T, FFERI 2B L OVE R 2 HE
HAER DJRK TH 5 lysyl hydroxylase D KIEH
Rfsnizv 2 fEfZ R L, BAER oER L
LTHRELTEZHDTHD (Kosho et al., Am J Med
Genet 1384: 282-287, 2005), %D, FEKDIER



ZETDH 4 EFAERHL, £<HFLVFATD
EDS (EDS, Kosho Type ; EDSKT) T 5 Z & & i
imft il 7= (Kosho et al, Am J Med Genet 152A:
1333-1346, 2010), AWEIZ, ETHETEEORK
& - BAEN - MEMESEEZ 2L, BE - FEOAH
NEDLOTREVEERTHY ., T OREKOFFK
T EBY TH D,

<BHOFESHLIEIIT, KRMBAK. IRFHIBREE,
IR, FEaBE, Eva, HEMEAL, s,
ROAR, EOEOE, /b0, AT, BRI
e, MRV, FERFR, TERZEMH,

<FEROFFE>HAR, FfE, Fu. KEfioRK
M. AR, /NEHILIRE, £ MEREEbhE - £
PEIT (ZRBA, SARBEELEIME, REE
TR, R,

<G DRSS EATIE OB R - 5l - i
9PE. BRABNCITBAE 27 2 2 L R R FE O,

<X Ot > DS DML - Wi, 1B ORBHEIC &
D RAEVEE KRBT g, IFREEMER, FHE, TR,
IRE EF EBRERRR L,

FEBIDEFE L WAT L, FRREAZIA A~ B &= T
FRMT 24T o720, RERBETFERET DI ENT
E o,

AHZED BRI T O LB Y TH 2,

(1) f&EH EDS : AFMYIDOBFIZBI T 5 EiERE
EBIGFRTZITIZLITLY, FODEERES
L, DREHEBET I L, ERkOEER
HESEHIRS —mRNA ~N— X DEEFRT L v &Ik
REWNTREEORVEITIEZBER T Z L,

(2) #% EDS : FIR#E =7 HEfE, FEME, BEK
T2 DRNEICESERBME LML TH L,
ZHIC LY RIS OMET D &,

(3) T fRE  EFIDOINE, BREBLIUZ
RERRZAEL, DEEHOEETIZ L, Hi-
RRRIERRTHI L,

B. #FFEF ik

Q8 EDS OBEAFARTS L OREREICE
SL BRI O

BEHKRIZBWTAEDHEEZKRO-D D4
EFEGH - B FRETEZIT> T D HERT.
BWHERKERBR (REFE#HR, HESHE
H)., BRERKEEBEZER - £(% - HF
AW (EBIENHEIR, HELMBE), ELRE
R E 2 RO TFEMFLL (&K
W#HFER, FESEE) OARTHD, KB
RIZBITA—KRAELELT, Zhb 3 RN
INETHREZH LIZ2EF O 21T,
FEINKFZEFDBHBRITEETZ2ES (FE
M, PRERRE ; RIBERX, FRLER)
WWBWTERKT — 4B UOEGFEEZOML
s

FEEZMICB VTR, BERBOERICIVED
NGRS E N F U AT Y
VERITEERL, EESNTa TS U E2EIRL
TEXIKEITHBEER. 7A L 2TEE LT IA,
B 2 Z— 52 R4 L=, BEFIZBWTIIE
BREERHEIFMBAERDO mRNA 2 W T
COL3A1 DB=TifHT % HifT L7z,

XV HFEREA O RN E R T RRITIEZBR
T DO, IEFEEE I TS i B afiz th
#47 #riE  (high-resolution melt curve analysis ;
hrMCA) Z#iZ 7, BEMD COL3Al ZREHT S
&% EDS B 72 b N ERERANIC &R EDS %
Bebi - BEORMMANRS ) ADNA ZHANT,
AEIZLD COL3Al BIETFERAI Y —=27
IZDOWTHRET LT,

@# EDS DI HEARHA D 72 3 DB FAEHT I8
BEE O, RV ERIEFEICES S BHRIEE
DHEEE

<JRR& =7 BB - RREAREA >

MBS MR Tdh o 72 2 FRICAWT, SEES
vy T2 To CRERETEZBRAL, S
HilFMEDOE W~ A 7 a0y TIFA h~v—h—
fRHT 238N LTI 2 1) 7=, BE Shi-BE
BEFENICRET 2EHERTFHOLERR Y
V== T %1121, BEEETFRRESIN-%
. T OMRERNT 21 TWERD b 12 b B % H
TLE,

<EKBESOEE>

BB TRER. FRRERFITHI-IC 2 EH (2
mAER, 6 mBR) ZRHLE, ZHIERED



20 JEFIZ A
Rz LTz,

@)% DIt DFHE DINLE

EDS B L UHEZESHBKRBBRENZI X2
BN KFEFL B b= T2 i, BinE
B RZREER &2 LI EER OWE 21T - 72,

BREREFORECIS VT, RPD
lysylpyridinoline/hydroxylysylpyridinoline il X %
RY V== TE{ToT,

%% R RE G OIEIC IV TIE, RIS
BAUESFMRE AWz 1Bl a 7 — 5 v A bE ot
WCRDRZ V== T 2T

fRERmE ~ DAL

ARFZEIL, &% EDS B X O# A EDS & HlsiZ,
EDS (BT 2R EDOEREZFAET HHDOTH D,
t bEHBLE LEBEERFETH DD, BRI
B A MR (B4 FBE) R EE2ETTS
VERH Y, FRARE IR, K2 14£, ThEF
Bloe—F 2 F o AEREEOERBEEL X WME
st oML (AHEF 1350)] & D&% T,
EMKFEFTEMEZRSOERRBEHE, LR
hik > b ERRIE# 2 INE T 2 BRITIE, EAFRD
REICEE L,

AL, (1) MEHE EDS OMEEDZM & L T4
LT R K O TA#HT. € L T, (2) #E EDS
DBIEFRITE L OYREEMENT & & Lo, AFFRARERE
X, ERR 1 9F— 2 2T THBlz—F R F
0 ZIEGERE OB RN (&5 214)1 &L LT,
AL 2 24ELIEIT TDAST] KIBJE (=—TF R F Vv
O A FEGERE, HER) OBEFET & LTEM

B 22 FEGI & x5 & U CRRRAE

REEFBEMMEEEROEKBER/TND, £/,

B TR 2 e 5 HRFEREICBN TS,
REEBLSDOFERALXBTWD, HIBE TN
21T BE - FHEICH L TIE, FEREZE ST

FTDOHA R ARZITT-BEEREICLD, B
FFRICHRRHAZTV., AEZEG L%
FAIE LT, £z, 2SR DR ER L INE
T AL, EABFRORECEE L,

C. WrotfsR
Q&R EDS DRETHETB I UEERREICE

3L BIREE OBE
< EREFHE>

ECFESTEZIIBEFRITICE D EEZH &
Ni=olE, 36 R 41 AThol-, BHE23 A, &
18 ATHY . FiEHl 16 A, fIFEH 10 A, &~
B 15 N CThol-, BWlRHERIT 1454 7% (F
B 28.6 7%, FHAE 27 7%) Thoie,

WIBIEWRIL, FEREERAM 17 A (KHAs 15 N The
% e\ N TWE ML E 7 iRz 4 A) VEINRFR DS 12 A
ISR 5 AL BUED 2 A BiERRD 1AL
SPEAHMmAS 1 A, FREAMN 1 A THolz, FIFRER
DS UT-4ERIE 1443 7% (E¥IME 219 k. R
fEIX 20 5%) Toh oz,

BIRERAPHEIZ 26 A (63%) IZ3RH BTz, BNk
T 17 NI, fREEIT 13 AT, AEENE 11 AR
b, it SHENARVEAR FFURIFIEDS 5 ANIZRR
boRSY g i

HLBRRAPHEIX 10 A 24%) IR O, B
BT (L) 139 NIZRD B, ZDOEALILS
W6 A, MELA, HEIBLA EF1LA &
Bl ANEoT,

COL3AI BT ERPBRHEINTZDIIBERTH
o7 b 18 FHRMN 3 ASEED TV v U FRE
DT I ) B KT IA B AEREZE L ISK
ANATTA AEREF LIz, COL341 BIETE
BEPREENRZ D203 FRTH-T, b
2HERFTRIA Y 0 aF—7 VEAEDN 10%I2, 1
FH Tl 50%IC 4 LTz,

UEo—RFAEDOKERE £ L, preliminary
data @ LCRAXRETHIENTE T (T
26, AXELGL DY 2ERFE 3]
157-161, 2010), ¥£7=, —EHOEFIIVTILER
FRIES C BEFER L OBFRE E LD, EESIC

# 4 U 7= ( Shimaoka et al, Br J Dermatol
163:704-710, 2010), & D%, AT T4 AE
RER Q05 37, I AEUAER 2 EH]
(33mE, 425%) ZRAMHL,

<H T IR BB F IR DR >

B iRt EE AR ph AR AT R I X 0 BEA D COL3AI
BEFOITV S VERIBRLATIAVVITE
BIEECIIREFMRE THoT-, EHIZ, KR



IZIER EDS #Eebn - BE 3 N B FR) okt
L T3k D mRNA 7 5 D& 572 BT FiET
IZERZFRETERVIZER Q2 DD nonsense 25
BL1OORKER) 2RELEZ, ThbDER
/4 nonsense medicated mRNA decay(NMD)iZ L 5 %
DL EZX N7, nonsense medicated mRNA
decay(NMD) Ci¥, COL341 ZZE RNA 133 ~_TD
COL341 I TRNZ &5, COL3AI BIGF T
BEDE W 2 — RN—HELRI(cSNP) /S & —
Z R tH T & % F £ (small amplicon genotyping;
SAG)ZBH% L. 77/ . DNA & RNA T® cSNP
DI /NZ — 2 DEVD D nonsense medicated
mRNA decay(NMD)% 3k COL341 BER=FHT5

MEIDHEET D Z & ZFREE LTz (Banyar et al,,

Biochem Biophys Res Commun 405:368-372, 2011)

AL THRH &7~ nonsense medicated mRNA
decay(NMD)Z 3k § AR EZH T 5 3 BEITBV T,
BEIRIR IR~ TH o 7= (20 B THL L= EH—60
B OEFERO&LMEE T)

@F%! EDS DOIREEMRA D 7= b D8 {n 1 iRkT . LB
BESOMEL., BIO, EEFAEBICE S 2L
DIESE

<Ef=THE - FHFREfRHA >

BRI : MIRIEER R 2 KR A AV REES
<y B Ik ) B aEERIC 8.1 Mb D
RSk % 1 HFTRIZE L7- (Lod score 2.885), H{E
RN ETED T 2DV A 70V F5 4 h~—2h
— AT 24T\ BRI 2 6.3 Mb 12 THME L
Too ERITEIRAN D 109 BT DhH S HRERIZ BE
HEHEDE DD T ODBIGT 2RI UL RN %
iTolze ZORRE., BT CHSTI4 IZBWTHRE
BEMERH DI VIEE~T o EAMLERY 6 K
FROFEGIEF TR, CHSTI4 NAKBROELE
BF CTHERAERSUEBRBGERBTHD L DR
\CE 572 (Miyake et al., Hum Mutat 31: 966-974,
2010),

VESARAT : CHSTI4 13TV~ # » 4-0 Witinisie
% (D4ST1) #=2— K945, D4ST1 i%, 7usHF
7V v (PG) DRI THH TV ayI 2709
v (GAG) %l T 27/ ~% FiEE (DS) ®N
TEFNHET 7 bV U BRED 4AMICHREEE % 1
MY 28R THD, BEEEHRBRHEFMRICE
W DAST1 BEREENBEFIETLTWSZ L
BHALN o7, RIZ, DS 2&5ETHHREN

72 PG ThY, ag—4,UMEiLrEicRins
(assembly) DIZEHBERBEN 2R+ T a2
(DCN) 23 H L7-, DCN @ GAG lZ@#E =~ K
oA FUREE (CS) &F L~ 4 Uhifed DEAE
TH DN, BEEEHRRHEEMIICRB N TIX
DS 2372720, 2T CSITR->TW=, EHiT,
BE KB OBETHMBEBRICBNT, 25— M
BAENIEFHAD XL 2 IZEICRRALNT, X5 T
FET D EDbnotz, Ubht, 2R LY
AIEDETHRE B OREREL LT
(D4ST-1 RE—->F a2V M+ 2 ) a4 3
/70T DRREL (T~ 2 RO R)
=7 aY UPRENT DT —F R
assembly N4 & WV HIHFREEIEE L7z (Miyake et
al., Hum Mutat 31: 966-974, 2010).,

<FEREEDOHEE>

K RHEOREICOTNICEITTEE T,
CHST14 DERIZHE-S< DASTI DXRIBH, NER
BERLUOARREZHEET2H LWL RELSWH
fiiE “adducted thumb-clubfoot syndrome (ATCS)”
ZE| &k 232 LB SNz (Diindar et al., Am
J Hum Genet 85: 873-882, 2009), £7-. AWFFHE
DHEICHTNITENDK T, DISTI DXIEM,
EDSVIB IZ/3 STV 2 5% 3 EFIOFRE T
»H D & HE & . Musculocontractural EDS

(MCEDS) & D&HBRRES NIz (Malfait et al,,
Hum Mutat 31: 1233-1239, 2010)

EDSKT,ATCS,MCEDS M EERAIZILE 72 5 allelic
diseases 72 DN, [Fl—RBOFER F /21 2EHIC
£ % variability &V BDNERFTHIED, Z
UE T EDSKT, ATCS, MCEDS ¢ LTH#H&EEh
7z 20 SEBI & -l R Uiz 2 SEGIDEM 22 B R
REE X CHEERFTRICET 28BN a2 —%
To7,

B EORY . ATCS, EDSKT. MCEDS & HiZ,
HARF—FLIEEH, KEWAIRM, IRREIBEE. /)
=<, ERNTHo72 (RT) IRBRE, #HAjhE,
B, BEROBRE, KA SHE LZET,
BmAE, BOARE, BhEOE, &g,
CHIELEETHEARD b, FEHUE. TH
MR LIZHREVEICRY, ERESHRE biEo
TU=,

BHRDRFK : ATCS, EDSKT, MCEDS & %12,
SEXRMZREERNE, & bit, BiEoNiER &



VREARE, NREREEHTH o=, FhIL,
MMy ) TRV TR e RIS DM
KR Re % LTz, /NRH, I, e L

STHHERE . AR FER 2 EDRMERPEL,

T LT, <7 7 SIEBRARES, BEFiE O
KiE. W% (EE, wHi, B 38906
i,

K& DK% - EDSKT, MCEDS iZBW\ T, K&
fhREME—hiE, NHM LTV, Mt (RS
BERA L. FMMELZE/KR). REREEL BV
ZDFEORER VG, EE~0@mEtE (EFcom
ERENERO D TE W), FTEYE (R
DRELEBILEMRE VTR EERZEL T
ol

ORI ELR - EDSKT @ 7 SEfFIAS, B FifL
JE 2 %5 LT\, ATCS @ 2 fEf]. EDSKT O 2
SEFI TR LEEREZE LT,

REOR ZRIE R
FEIE LTz,

TH{L2SELR - EDSKT. MCEDS (2R CEf, 8
xR, ATCS TiILEIBERE, BREBOE
DREMN R S, EDSKT TIIAMKEEEL.
MCEDS Tiifatnz 23 2EFIN H - 72,

EDSKT D NFERFIAS, () K9z

WRATEZREL : ATCS, EDSKT, MCEDS ®—iff;
FEFNZ BT, B - B A 2RO b, ATCS,
MCEDS ®O—#BIiz8\\ T, KBENRRD b,
EDSKT Tix, ¥R L, IUHE L72WEME 2 L,
PR RRGE % IAE LT, %< DB MAER] (ATCS,

EDSKT) IZBW\WT, EZFRBEIBD bz, A
BTk, BHEOMHREEIRT., 0L ERER
ENRFRH BT,

ARJELR : ATC, EDSKT (233 THHREAY, EDSKT,

MCEDS BWTREITRE N BO biviz, ATCS,

EDSKT, MCEDS (ZBW\CHkHNEE - IRIEEF MR
Wbz, EDSKT, MCEDS IZRWT/MIE, /h
ARERIE 2 FRD 54, EDSKT, MCEDS 28V THE
FEFIBENSZRD BTz,

HYER : EDSKT, MCEDS I B W THRE T 2332
H b,

A : DAST1 RBIESMRIZBWT, BEDOTFEN
FERBIE, BLO, HARICITOEE CHXIHIEE
BIE KR Z SO BEORERIERX 2 LT,

FEE - PUERIELR © ATCS., EDSKT @ 7 HES,
MCEDS ZH W\ THKEEIR EEBIENRD bl
AT & FEFI TrY, BRLAFE ORI 2 7k
1 A Téh o7z, ATCS, EDSKT IZHBW\T, FHZE
VERETLIIERENRD LI,

B D DIRE DINE
BRI Z BT LI TERD 0T,

SRR E, 2 KR A4EFIRETZLAT
-, THITARH 1. 2KZBICHT=5

Zoft, MERELOBKRERZZET 52, A
a7 —S U ERESIT TRE ZBDR 2 JEH,

BIEREESR D3R Vil BRAVRIL oD 2 JEB, BB ARAE
FRIED], SMEEER AR 20 D ERI R S,

D. &%

OmE% EDS OEETFTE X UERBHREICE
SLEREOBE

<EREFHE >

ARFFEECERE L 72— RATICB W TCIE, s
ALTWRVEFI S i R EHEE S, FEBIIX
£ LONLT AN HAREMEIXSH D, L LR
b, B R TOARTICBIT 5 MER EDS BE OHE
BEUHTRTHEDTH D,

APHEDHEE L, BINRR 63%, FERERR 51%.
BHER 29%, IHE 24%, PHEAFRRR 1% Th o> 7o,
PRI T, HREER (K, MW,
VR E 7o ik, Hf) OBENE oL
b, FTURERDOENPTHLES ThHo -
(45%), ZH b DOFEFRIT, MiRE OBRAIIReRE
D i A% B 2 a3 < I RO BRAMEIE FE i DO Ak
TharELIEREEDHRSYE (Kawabata et al,
Histopathology 56: 944-950, 2010) & &8 L TV /e,

36 ZHH 33 FRICKBWT COL34I BInFEREN
BmHEh, SABVAERI18FR (55%), AT
FA RAERN15FFR (45%) Thol-, 1ERDOHE
WCHARTRT T A AERDLENREVMERIZ H
STre BANBETIIATTA AERNL O ATRE
M, £2013, BENE EOAL T A THDARENE
NEZ BNz, VR EDBOBRLND LD
DELGFERZRETERWVESIBNTIE, 7



0 —F —fHROER TH 5 ik, thoB=F
ERICESEZRNICNE 2T — 7 OEEN
ETFTLTWAHREENRE X OND, E5IZ, i
FHRHTS mRNA ZHAVWTIThATWA D ThH
% 7%, nonsense-mediated decay ZE+ZER (F
e AER out-of-frame EIRDB AT T A AR
RRKIRE) ZRELTHAEREENRS D,

<FT- 2B FRTIE DR >

e R EE R AR AR OHT (hMCA) HEZEARL L
COL341 Bz ¥ERER Y ) —=2 7T, mER
EDS OEf=FR2Hric BT, KAGMAE DNA %
M5 L) ACHRBHTHL DALY, B
F I ERRHESE A SE mRNA T L 220
nonsense medicated mRNA decay(NMD)% 33 %5 £
ZHREETE2FERMBITIELEE X b, tho
a7 —FURERRRTREERBATIIRBE L
Z 5-10%ICTF v AERBREINTVS,
COL341 &z FIZH VT, nonsense medicated
mRNA decay(NMD)% 3§ ) > & AL RO E
A OFRERTDTTH Y, Total RNA M HD
COL34]1 BFRITICL WV ERZRETE T, i
PREJIC LB EDS %5 5 H{A 121X, 7/ L DNA
O DT OB B MEEE X bD, SHEBAR
L7-BHEDORmW SNP 2RI+ 5 SAG &
hrMCA D AEDLEIZL Y, 2hER X< COL3Al
BLEFERRAI )V —= 7 %0fE Lz (Banyar
et al., Biochem Biophys Res Commun 405:368-372,
2011) .

nonsense medicated mRNA decay(NMD) % 3£ 4
COL341 BE% KT 3 KRDERG LT LIZ L
ZAH, BEOHEEEIIL THY, BEFITTR
THMTH Y, EREEILCOL34I % 37 & LR
BT ARREMNHD L, FRNTOEEEY
BRax CERZHETHON0BEBRIORBIES (T
NTRME) WD LR L, CoL3Al #Eir
- ® nonsense medicated mRNA decay(NMD) % 34~
ZER T, B EDS BIEICR W THIZREFD
FIEMNHEE S -, nonsense medicated mRNA
decay(NMD) % 4~ COL3AI BIFERTIT. %<
DM ER EDS BETCINE THREINTVWHE
HEENR L ITRR D720, BERRER DA
WERGERD LTRSS, S%OBEREALE
DIEFIZEB L ILRIBFEITOLERD D
(Banyar et al, Biochem Biophys Res Commun
405:368-372, 2011) ,

10

QF %L EDS DIRFEARHA D 7= b DB = FfdT B
BES O, BLY, EEFRAEICE I 2EEs
DIEE

ATCS, EDSKT, MCEDS %, ZHhZHlsr L TH
R &7 DAST1 KIBJETH 5, LRI EIEFIAE
KEEN, E-BERYINHAR»SHDHICE
H L CVv\/z ATCS 14, arthrogryposis syndrome 9773
ODEEZREHWEEO AT TV —L L TEDbL
b Tz, fth)5, MCEDS 13 EHESILIUEDEER
%76 EDS OAT IV —¢LTEbxbhTn
7o WFZEREE O ORI L7- EDSKT I EH O
BIAL (2 32 /). DOEMREHREAFET
Tl enn, HAR, NNEEMHORAIICESD
FRRBOEZ IR L TE Y, D4ST1 KIEIZ
ES3L N DEFIR, BEERMICHR—FKB LT
HTEEXFELTWD,

BLRE - B 0@ R, SEAKOMKIIEL VWD
EDS OHZIERZRFDZ & M6, arthrogryposis
syndrome & W5 A7 TV —X VY EDS LDhT
V—DFBRRYEEZLND, EBEHEDOT—4
HIRIEY 295 AE [DAST-1 XIE—7 = U i
703y )70 h o OEREN (Fred
EEDHEK) T 3 UBNENT 535 —5 M
PRHED assembly A& M Hix, 2 7—F &S
FREFICESSRBEMES TN, ) LR
RERHIEE 5D EDS EDNERRYLEEZD
na,

AIEDEITHERE G MRS EIC BT 2R (g
R - MEggtE, 25 RIS - BIERLE - 2,
ERETMERLE) X, [Fr~& Rk RZIC
XB. TaVUBENT DT -5 U HBRHED
assembly ~E] IC XV FHHAFRTRETH D08, BEFO
R SERVELFBAETME, SERMELERB, M
REFERERERELMESITIONDERD H
%o DT &I, DASTI RBIZE S T~ H
BB DR ZIKEED | FEAHBMOMERFD Z 72 595
EILBWTHEEZ RIZL TV S ATREME 2R
LTW3,

ATCS, EDSKT, MCEDS %% %7- D4ST1 KiBJE
X, TH=F URBBAE SRR IC B CHE—FE
SNTWVWAHARBIETHY, TL~F UFEBENRE b
RAEBIOHRNA~ MY v 7 AHEFICEDL S
REBNERICTONEND TRTETVREBET
HDELTHAEZBWOTCNS (Zhang et al., Prog



Mol Biol Transl Sci 93: 289-307, 2010) ,
B DiLDFR DINE

AFR 1, 2 FREOLEEAHMBERER, /-,
BEFEORSEICITZD TITEOARVEFZRH L
77

ZRBAEMERF R, A L EU LS
550E, BAEAMEMER L OKEERBICMZ T,
BEE BRE. BH. KB) +XTCHERER
MBS B X OB EORFEARRBD b
Z N, BRZHORDFEL RS, 1-MEaZ
— 7 VECESTL, BE IR 27— R E
ThHMER EDS OZEHCHV LN, ZOHAD
[ BRag—4SFoidarybn—1r e LTRHIASR
TW5b, Ao, ARECBITS 1 BaZ—5
VDRI Y == T ELTHAERTHHI EN
NI,

MERSELID 2 FEFIE, A =T —F v DOEHE
W K D IEMBIRY 72 8 EDS T & 5 mlaefE, Bl
ROTHFEZROFRERTHIAREEND D,
A%, MAI=S—4 2 mRNA BX U/ A DNA
ERW-BE TR ZITORETH 5,

BEMABRERES L, RHFREOEESFTHY |
PEHRFIER & b REIC AN TR 24T D 51l
T,

NREFR KR 24 5 I\, BEmo KRR, %
DMOTRENIZY LRV ER LTS, 7/
Labt—HEFEORREELHY, T LA CGH fif
WL BRZV—=v 7R EZE LTS,

QMR EDS ORIETFHATR R OEBREICHE
SRR OB

B R COARFICBIT 5 MER! EDS BEDOHE
ZHR L7z, AP, R THREERTEICA
% &% EDS HeEEZ MBI OBKAETH S, 2D
ERIT, Fi-lc2Zan/-B4&, at risk DFIRIZ
ST ABEATEY ITBWT, ERED B
FM O RERREBICORTONDATEH
REEZOND, 5%, HYELH L THRER
FHOFMOOFERRT —F_X—2AEHBEL, &)
et omESLZ B Lz,

11

KMk X %%/ & DNA W5 COL3AI
BEGFERRT ) —=v T %, GfRls Rz
47 (hiMCA) 1EE ML L7-FIETHE L,
A#E1X,. RNA TRIZE TE 72V nonsense medicated
mRNA decayNMD)% k3 AER, K&
R FEEFFEL L7~, nonsense medicated mRNA
decay(NMD)% 39~ COL3A1 BinFE R TIL, 1€k
DIV ER RTTAV U TERLIZRRD
ARG 2T 5 ReMERH 0 . 5B OIEFIEREH
BEETbHD,

@2 EDS OFFRERH D= 8 OB AT, K8
MEDHL, BLO EEREICE S BHREH
DS

MSLIZHFE R & 7= ATCS, EDSKT, MCEDS i,
D4ST1 KRIBIZE S BKRMICE—DERBTH Y |
TSRS (RERME - MEstE, 2
BB - BMERLE - B, EXE TiiE: L)
BXORERE (BEROBM. ERMEZRESH
M7 L) IR 55 EDS OFHRE TH S,
HEITHREAMHRMETI I 31T B EIL. [D4ST-1
RE->Ta)dmds7)ayI 700
v DR (T~ U HRBEOMEE) -7
VSN B 35— U HBARAED assembly 2
EEZBND,

@ DDA DULEE

B - B om M, MEkiEsstE & o 72 EDS
DEEBEEZFFO0, BEMO KR Z Dfth DR
WY LARWEF SR 2N ERH L2
WZipoT&fz, BURT, EDSHEE LTRZ Y —=
VI RRRER OIE, MER, BAER . Z3KEEE
AhAER . B XU (DAST1 KIBJE) Th b, 5
%, 25 LIEGIOEREZE L T, HHHREOR
R, FREBEGETFOBREZTo TV LERDH D,

F. REARER
B2 L,

. WFgeRE
1. FmCHE



Kosho T, Miyake N, Hatamochi A, Takahashi J,

Kato H, Miyahara T, Igawa Y, Yasui H, Ishida
T, Ono K, Kosuda T, Inoue A, Kohyama M,
Hattori T, Ohashi H, Nishimura G, Kawamura
R, Wakui K, Fukushima Y, Matsumoto N. A
New  Ehlers-Danlos ~ Syndrome  With

Craniofacial Characteristics, Multiple
Congenital Contractures, Progressive Joint and
Skin Laxity, and Multisystem Fragility-related
Manifestations. Am J Med Genet Part A. 2010
June; 152A(6): 1333-1346.

Miyake N, Kosho T(equal contribution), Mizumoto

S, Furuichi T, Hatamochi A, Nagashima Y,
Arai E, Takahashi K, Kawamura R, Wakui K,
Takahashi J, Kato H, Yasui H, Ishida T, Ohashi
H, Nishimura G, Shiina M, Saitsu H, Tsurusaki
Y, Doi H, Fukushima Y, Ikegawa S, Yamada S,
Sugahara K, Matsumoto N. Loss-of-function
mutations of CHST14 in a new type of
Ehlers-Danlos syndrome. Hum Mutat. 2010
Aug;31(8):966-974.

BT, ERE, HEHT, BIBERL, B

Z. BIAERBFRRMAEEICL 2 MER
T—F A 0 AEERHOEEHRE. BAR
BEAVEY TERE OE 31 &3
& : 157-161, 2010. 12 A

Shimaoka Y, Kosho T, Wataya-Kaneda M,

Funakoshi M, Suzuki T, Hayashi S,
Mitsuhashi Y, Isei T, Aoki Y, Yamazaki K,
Ono M, Makino K, Tanaka T, Kunii E,
Hatamochi A. Clinical and genetic features of
20 Japanese patients with vascular-type
Ehlers-Danlos syndrome. Br J Dermatol. 2010
Oct;163(4):704-10.

Goto Y, Uhara H, Murata H, Koga H, Kosho T,

Yamazaki M, Takata M, Okuyama R. Leg
ulcers  associated with positive lupus
anticoagulant in two cases of Klinefelter's
syndrome. Acta Derm Venereol. 2011
Jan;91(1):90-1.

Hayashi S, Imoto I, Aizu Y, Okamoto N, Mizuno S,

Kurosawa K, Okamoto N, Honda S, Araki S,
Mizutani S, Numabe H, Saitoh S, Kosho T,
Fukushima Y, Mitsubuchi H, Endo F, Chinen
Y, Kosaki R, Okuyama T, Ohki H, Yoshihashi
H, Ono M, Takada F, Ono H, Yagi M,
Matsumoto H, Makita Y, Hata A, Inazawa J.
Clinical application of  array-based
comparative  genomic  hybridization by
two-stage screening for 536 patients with
mental retardation and multiple congenital
anomalies. J Hum Genet. 2011
Feb;56(2):110-24.

Narumi Y, Kosho T, Tsuruta G, Shiohara M,

Shimazaki E, Mori T, Shimizu A, Igawa Y,
Nishizawa S, Takagi K, Kawamura R, Wakui
K, Fukushima Y. Genital abnormalities in
Pallister-Hall syndrome: Report of two
patients and review of the literature. Am J
Med Genet A. 2010 Dec;152A(12):3143-7.

Sekijima Y, Ohashi T, Ohira S, Kosho T, Fukushima

Y. Successful pregnancy and lactation outcome
in a patient with Gaucher disease receiving
enzyme replacement therapy, and the
subsequent distribution and excretion of
imiglucerase in human breast milk. Clin Ther.
2010 Nov;32(12):2048-52.

Nishimura-Tadaki A, Wada T, Bano G, Gough K,

Warner J, Kosho T, Ando N, Hamanoue H,
Sakakibara H, Nishimura G, Tsurusaki Y, Doi H,
Miyake N, Wakui K, Saitsu H, Fukushima Y,



Hirahara F, Matsumoto N. Breakpoint
determination of X;autosome  balanced
translocations in four patients with premature
ovarian failure. J Hum Genet. 2011
Feb;56(2):156-60.

Okita H, Ikeda Y, Mitsuhashi Y, Namikawa H,

Kitamura Y, Hamasaki Y, Yamazaki §,
Hatamochi A: A novel point mutation at donor
splice-site in Intron 42 of type III collagen gene
resulting in the inclusion of 30 nucleotides
into the mature mRNA in a case of vascular type

of Ehlers-Danlos syndrome. Arch Dermatol Res
302: 395-399, 2010

Sadakata R, Hatamochi A, Kodama K, Kaga A,

Yamaguchi T, Soma T, Usui Y, Nagata M,
Ohtake A, Hagiwara K, Kanazawa M:
Ehlers-Danlos Syndrome Type IV, Vascular
Type, Which Demonstrated a Novel Point
Mutation in the COL3A1 Gene. Intern Med 49:
1797-800, 2010

Shimaoka Y, Kosho T, Wataya-Kaneda M, Funakoshi

M, Suzuki T, Hayashi S,  Mitsuhashi Y, Isei T,
Aoki Y, Yamazaki K, Ono M, Makino K, Tanaka
T, Kunii E, Hatamochi A: Clinical and genetic
features of 20 Japanese patients with
vascular-type Ehlers-Danlos syndrome. Br J
Dermatol 163:704-710, 2010

Kawabata Y, Watanabe A, Yamaguchi S, Aoshima M,

Shiraki A, Hatamochi A, Kawamura T,
Uchiyama T, Watanabe A, Fukuda Y:
Pleuropulmonary  pathology of vascular
Ehlers-Danlos syndrome: spontaneous
laceration, haematoma and fibrous nodules.

Histopathology 56:944-950, 2010

Omori H, Hatamochi A, Koike M, Sato Y, Kosho T,

Kitakado Y, Oe T, Mukai T, Takubo K: Sigmoid
colon perforation induced by the vascular type
of Ehlers-Danlos Syndrome: Report of a Case.
Surgery Today 2010 (in press)

Kimura K, Sakai-Kimura M, Takahashi R,

Watanabe A, Mukai M, Noma S, Fukuda
K: Too friable to treat? Lancet 375:1578, 2010

Banyar Than Naing, Watanabe A, Shimada T: A novel

mutation screening system for Ehlers-Danlos
Syndrome, vascular type by high-resolution
melting curve analysis in combination with
small amplicon genotyping using genomic DNA.
Biochem Biophys Res Commun 405:368-372,
2011

Shiihara T, Maruyama K-i, Yamada Y, Nishimura A,

Matsumoto N, Kato M, Sakazume S. A case of
Baraitser-Winter syndrome with unusual brain
MRI findings of pachygyria, subcortical band
heterotopia and periventricular heterotopias.
Brain Dev 32(6), 502-505, 2010.

Saitsu H, Tohyama J, Kumada T, Egawa K, Hamada

K, Okada 1, Mizuguchi T, Osaka H, Miyata R,
Furukawa T, Haginoya K, Hoshino H, Goto T,
Hachiya Y, Yamagata T, Saitoh S, Nagai T,
Nishiyama K, Nishimura A, Miyake N, Komada
M, Hayashi K, Hirai S, Ogata K, Kato M,
Fukuda A, Matsumoto N. Dominant negative
mutations in o-1I spectrin cause early onset West
syndrome with severe cerebral hypomyelination,
spastic quadriplegia, and developmental delay.
Am J Hum Genet 86(6):881-889, 2010.

Saitsu H, Kato M, Okada I, Orii KE, Kondo N, Wada

T, Hoshino H, Kubota M, Arai H, Tagawa T,



Kimura S, Sudo A, Miyama S, Takami Y,
Watanabe T, Nishimura A, Nishiyama K,

Miyake N, Osaka H, Hayasaka K, Matsumoto N.

STXBPI mutations in severe infantile epilepsies
with suppression-burst pattern. Epilepsia 51(12):
2397-2405, 2010

Sakai H*, *Yoshida K* (*denotes equal contribution),

Shimizu Y, Morita H, Ikeda S-i, Matsumoto N.
Analysis of an insertion mutation in a cohort of
93 patients with spinocerebellar ataxia type 31
(SCA31) from Nagano, Japan. Neurogenet
11(4): 409-415, 2010

Osaka H, Yamamoto R, Hamanoue H, Nezu A, Sasaki

M, Saitsu H, Kurosawa K, Shimbo H,
Matsumoto N, Inoue K. Disrupted SOX10
regulation of GJC2 transcription causes

Pelizaeus-Merzbacher-Like Disease. Ann
Neurol 68(2): 250-254, 2010

Nishimura A, Hiraki Y, Shimoda H, Tadaki H,

Tsurusaki Y, Miyake N, Saitsu H, Matsumoto N.
De novo deletion of 1q24.3-q31.2 in a patient
with severe growth retardation. Am J Med Genet
152A:1322-1325, 2010

Komoike Y, Fujii K, Nishimura A, Hiraki Y, Michiko,

Hayashidani M, Shimojima K, Nishizawa T,
Higashi K, Yasukawa K, Saitsu H, Miyake N,
Mizuguchi M, Matsumoto N, Osawa M, Kohno
Y, Higashinakagawa T, Yamamoto T. Zebrafish
gene knockdowns imply roles for human
YWHAG in infantile spasms and cardiomegaly.
Genesis 48(4): 233-243, 2010.

Doi H, Koyano S, Miyatake S, Matsumoto N, Kameda

T, Tomita A, Miyaji Y, Suzuki Y, Sawaishi Y,

Kuroiwa Y. Siblings with the adult-onset slowly

progressive type of pantothenate
kinase-associated neurodegeneration and a novel
mutation, Ile346Ser, in PANK2: Clinical
features and (99m)Tc-ECD brain perfusion
SPECT findings. } Neurol Sci 290 (1-2):

172-176, 2010.

Kimura S, Saitsu H, Blanka A, Schaumann BA, Shiota

K, Matsumoto N, and Ishibashi M. Rudimentary
Claws and Pigmented Nail-like Structures on the
Distal Tips of the Digits of Wnt7a Mutant Mice:
Wnt7a  Suppresses  Nail-like Structure
Development in Mice. Birth Defects Res A Clin
Mol Teratol 88(6):487-496, 2010.

Kanazawa K, Kumada S, Mitsuhiro K, Saitsu H,

Kurihara E, Matsumoto N. Choreo-ballistic
movements in a case carrying a missense

mutation in syntaxin binding protein 1 gene.
Mov Disord 25(13):2265-2267, 2010.

Ng S, Bigham A, Buckingham K, Hannibal M,

McMillin M, Gildersleeve H, Beck A, Tabor H,
Cooper G, Mefford H, Lee C, Turner E, Smith J,
Rieder M, Yoshiura K, Matsumoto N, Ohta T,
Niikawa N, Nickerson D, Bamshad M,
Shendure J. Exome sequencing identifies MLL2
mutations as a cause of Kabuki syndrome. Nat
Genet 42(9): 790-793, 2010.

Yamada-Okabe T, Imamura K, Kawaguchi N, Sakai H,

Yamashita M, Matsumoto N. Functional
characterization of the zebrafish WHSC-related
gene, a homologue of human NSD2. Biochem
Biophys Res Commun 402(2): 335-339, 2010.

Okada I#, Hamanoue H#, (# denotes equal

contribution) Terada K, Tohma T, Megarbane A,
Chouery E, Abou-Ghoch J, Jalkh N, Cogulu O,



Ozkinay F, Horie K, Takeda J, Furuichi T,
Ikegawa S, Kiyomi Nishiyama K, Miyatake S,
T, Niikawa N,

Hirahara F, Kaname T, Yoshiura K-i, Tsurusaki

Nishimura A, Mizuguchi

Y, Doi H, Miyake N, Furukawa T, *Matsumoto
N, *Saitsu H. SMOC1 is essential for ocular and
limb development in humans and mice. Am J
Hum Genet 88(1): 30-41, 2011.

Tohyama J, Kato M, N, Kawasaki S, Kawara H,
Matsui T, Akasaka N, Ohashi T, Kobayashi Y,
Matsumoto N. Dandy-Walker malformation
associated with heterozygous ZIC! and ZIC4
deletion: Report of a new patient. Am J Med
Genet 155(1): 130-131, 2011.

Furuichi T, Dai J, Cho T-J, Sakazume S, Ikema M,
Matsui Y, Baynam G, Nagai T, Miyake N,
Matsumoto N, Ohashi H, Unger S,
Superti-Furga A, Kim O-H, Nishimura G

*lkegawa S. CANTI is also responsible for

Desbuquois dysplasia, type 2 and Kim variant. J

Med Genet 48(1): 32-37, 2011.

Saitsu H, Hoshino H, Kato M, Nishiyama N, Okada I,
Yoneda Y, Tsurusaki Y, Doi H, Miyake N,
Kubota M, Hayasaka K, Matsumoto N. Paternal
mosaicism of a STXBP] mutation in Ohtahara

syndrome. Clin Genet (in press).

Yano S, Bagheri A, Watanabe Y, Moseley K,
Nishimura A, Matsumoto N, Baskin B, Ray PN.
Simpson-Golabi-Behmel

Studies of X-chromosome inactivation and

Familial syndrome:

clinical phenotypes in two female individuals

with GPC3 mutations. Clin Genet (in press).

HEMD. & REFRFEOREBEIV R
7. /NREFEHEK 2010 TS NROTERE

15

a4+, 906-909, 2010 (4 A 30 B).

HERC. EREFROREIRE. F& [AEH
ERBDETTF _aF A ZNrT b
REDHECOHDREZRE) AENESY £
40 &% 55 : 615-618, 2010 (5 H 10 A)

HEAND. HEEFRREOFEHERED MYy s
MERRBEOE) RATEMSSH % 509
5 8-12, 2010 (10 A &)

HERC. A, REREZEVRT 30 mikit.
R M2 ThhINRHRBOBR N —2HK
DT v 7T HE0RER 100 B &FRHK
69-70, 2010 (12 A 20 H)

HEHMD. REREZWE Z0ED . BLTFESF
MOOK 5ifft &by I KT
w71, A7 4B/ FU— (in press)

HEMD. REEMOZLEE (W77 L RE
wmEZRSR). BETES MOOK 3t &=
OV TN RT ), AT 4N
RK'17— (in press)

HERD. REEHE (BEIV Y bl
D EROEAL) . Bi=TEF MOOK 3t
BRIV EY VTN RT 7], AT

A AV R — (in press)

HEZE. Ehlers-Danlos JEEREDERK - .
¥4 [Weak connective tissue disease D fifi
RE | HAMEEEK (in press)

HEMD. 18 bV Y I —EMREE. 4 HO/BRTER
f5#+ 15 it (in press)

HEHSD. 18 N VI —DHERBRBINRY
AV MO EDH I LT, BANERZES



B 1145 4 5 : 637-645, 2010
HHEMTD. Ehlers-Danlos fEERE. 4 B O/NRIE
#fa#t 15 kK (in press)

sEHD. R VS BEMESEME
HIFEE 7R 2011 (in press)

R [ETarsrb s R EEEAM, BT
BEE TRk -o& Y L7z HE] Ehlers-Danlos
JEEHE EBIZTFER  Derma.l63: 67-76,
2010

HERC 1), ZE£F2), KB#EX3) , mARZE
4), fBEEX 1), BAEE?2). 1) FEHX
FEFERHBERCEE TR, 2) BEX
FREFFERBRES FERE, 3) HER
SUNRER Y 5 —RIEE, 4) BSDIERN
RGO REL. ER O, EXES
FEENE, EITHEORE - BEhER &
VeH it sr BT a5l —F A4 0o
AEMBHE. % 33 B A A/NRBEERFENE
& (FR2FE4HA 20 B WHhTRR
BRRHE L — (74 —F ), KHE) (—
B RR)

mERC ), EENE2), ERE3), RGBT
4y, BIREX 1. 1) BMNKFEZHMBR
BEREFZRE, 2) BHERKERER,
3) BREMKRFEETFZRE, 4) BETER
BT F IR ANA A A = R
HBMRBARFAEEEC L o MER T —
FAF o AMEFEHOEERE. F34EHE
KBEHIU Y VI EE (CERR224E5 A
2830 B B HELKTERKXE, Ex)

(—RRTE )

16

mERC 1,2), ZELTF3), KEAF 4, HEEF
i£5), TiEme) , FmIBET) , EEs
7, FINERE2), BHETF2), FEEE
3), KiGHEX8) , EHZ9) , BIBENI,
2) , HUHEER6) , ILEEF4) , BR—=
4) , BAE# 3) . 1) BHNKRZEZSHE
eI FR2EE, 2) BMAKFEFRRE
EFETFREFERE, 3) Mk RFESS
BIEYE, 4) WBERFEREReREMEZE
WFIEpT - AEmELERE - AhE#Ro TR
— A - MEES FRFERE ST AU A
YT ) VERIGRRE, 5) BRE
BRFRER, 6) BLEMER - 7/ AE
BEMEL & — - BFRESEBHAT — A,
7) BN K EEBEREFEIE, 8) HER/
RERE 7 —8BaE, 9) HEEL/NRR
BERY 7 — R
Dermatan-4-sulfotransferase KIEIZE-S < #H
Blr—F2F o RfEERHE. FSSEIRAAN
HEEFS (FR24E10H 278300
B REY=v 73T 44—, &WEE) (—
AR )

HEAD. BERMIEENTR L 2o B RKAH
REEICHTH2BIEER. FIENNC - 5
6 EIRTFRBERM TR IE e (FRK 22 &
5A 1R, BMNKFEFDHBRPE, 2AK)
(AR

HERD. BARICEBIT DT —T7 X ¥ v a REEREE
DFFIZOVWT. JEFA 5 4 RIS A (PR 22
F£5A238 B BARERKE &R (B
FFeRiE)

HEHD. ORI Y VT DER
—. F2EHEELT OMRESR (ER 21 F
THA3HE R /MR ) (BfFH
#)



HEHC. 18 N Y I—RBAD LY LW EEROH
MEHELT. 18 P Y I—0O2E
oAU A (FRR2E9A 118 R
2 U —ME, ) (g

4

BEMD. ERMEREEZD S EmaE—18 Y
VI—DREIPLRZATLLDHbD— F
187 EILKB/NERZES - o BRU T A DURE
REBICBIT DBRRBEFEDES] (SR
2% 9H 208 B KRERX¥E BRRK
B1EE, KR (KBUMNEREREE B 27
% F 3B ER: BEMLEKRFEER
NREBFEER, @ F - REBRERKRFENR
RER) (AR

HEMC. REEREE. $F 55 BRRAEER
<> Education Program [R£8 2 : BEAMEE
BOIF—T A M EHBBRIEDRE

(CER 2210 A 27308 B KEY=
v I T 4—, EWEE) (BEFER

TEHC. Bl o Sa—LF L a0 EE.
%S5 B RANEREEFS ARBE T200
EXHB BT 2BEEERAHEE - €7
NAREI(ERK 2410427308 B K
BY=v 74—, SWeE) (BEFER)

HERCD. ENRFEEERH BRI T 5%
RHENEE 1 ok F2EAKLYZ )Y
YINTEBUORFRFWER UV—7 v
w7 BT )7 (ERE 22 8 11
B14R B BESBRFE-HXYNX,
HE) (AR

KRBT, HERS. FRRRiCBT 2EENE
CERLERERBEIV 2T —OKE. &
16 EfE B = FR2FMES (FRR 2341 A
28 H B JBETEETEERARRESHRE,

17

IA) (IBFFHER)

Shimaoka Y, Omori H, Koike M, Sato Y, Kosho,
Takubo K, Hatamochi A: Sigmoid colon
perforation induced by the vascular type of
Ehlers-Danlos Syndrome: report of a case. gth
Congress of the German-Japanese Society of

15-17,2010, Weimar,

Dermatology.  June

Germany (—fX{ERH)

Koyano S, Hatamochi A, YoshinoM, Hashimoto T,
PH: A with
Arthrochalasia-type Ehlers-Danlos syndrome.

Byers Japanese  patient
gt Congress of the German-Japanese Society of

Dermatology. June 15-17,2010, Weimar,

Germany (—f%{E#H)

Hatamochi A: Clinical and genetic features of
Japanese patients with the vascular-type of
Ehlers-Danlos syndrome. 9" Congress of the
German-Japanese Society of Dermatology.
June 15-17,2010, Weimar,Germany (—fX7HRE)
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Banyar Than Naing, WATANABE A, HATAMOCHI
A, MORISAKI M, SHIMADA T. Nonsense
COL341  gene

nonsense-mediated mRNA decay in two Japanese

mutations  of causing
patients with Vascular type of Ehlers-Danlos
Syndrome. 60™ Annual meeting of Amercan
Society of Human Genetics ASHG(Nov, 2010,V
v hDC)  (—HRIERE)

WATANABE A, Banyar Than Naing, SHIMADA T. a
novel mutation screening system FOR vascular
type Ehlers-Danlos syndrome (VEDS, EDS type
IV} using high resolution melting curve analysis
(htMCA). 9™ Asia Pacific Conference on Human
Genetics(Nov —Dec 2010, HongKong)  (—fi%&
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An International Workshop on Translational Science:
Clinical Use, Efficacy and Translation of Basic
Discoveries (Feb 1 at Yokohama) Naomichi
Matsumoto “Whole Genome Approach to the
Epilepsy-Related Gene” (invited lecture)

%19 BHEECFRENES 2 A 23 BRAKEE
K2, BifB) - AR [FEEEEETAD
APERSTE DEIT DFERR) ($FREER)

TRL 21 FEEEFBF R HISER B IR
MRERMIERARERS 3 A 12 HRZH
fFREY 22—, ®R) RAES - FHIKE
T A D AMERBNIE D 4y 1% & BE R e 0 g
B

FIBEBAANERFESFWES 48 23 BRSE
FREEHRRHE & —, EH) - VR Y
7 A THRRERBIZBIT D RILDES K
REAREA D DB FRWT~) - BRAEE TRA6
EREPODRBRETHRE | (VU FRY
A R)

European Human Genetic Conference 2010 -

Naomichi Matsumoto, Akira Nishimura, Yoko

Hiraki. De novo deletion of 1q24.3-q31.2 in a
patient with severe growth retardation. (Poster
presentation) (June 12-15, 2010 at Gothenburg,
Sweden)
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