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
International Classification of the Ehlers-Danlos Syndromes) 723ERK & 41 (Malfait, Kosho, et al., Am J Med
Genet C Semin Med Genet 175: 8-26,2017) . Z i1 THEEES TOHHE, SFFEE - S TOMED
Baz@El T, ZoH KR MATEZ, ME—FREERF2ARE S TWRWEE GfarE)
EDSTliE, BrEERHE & AT 2 F5EHR O 2 W R I B R 2 ElEE (R OZMHEEICH 5
TNXBZEH T, #153%H TldClassical-like EDS & /3 FHI N TR Y | BARDFHUERTHD L2 TW
%) WHY FEEHIR S AT MBI DEERE LT IR o1, BINRFEFTH BIREEE s T ER
gt v & —IZBW T, FRQIFE, RERIGE S M7 B8 PRI A L OPRBRINGE S 41TV RN A
fREER FERIRA M SO BEETFHIRE (BE) ORKER (7 ) =hri—7x ) [ZH
DA RSO B ISR 22D DZFEBATR > T D, ZOH T, EDSE 723 Hak & /ik
PENEEDN D BH AT DR — 7 = R K D A X DoSKVIRIT N, IR E LT Thh
TW% (7Y =Wy —7 2 ZAOMGKRIEE), SRFEICRIL LI HAREDSHIZES (0 EE RS
) 1341 H26 8 I3 A2 BIET 2 Z o c&, ENOBRE (FBRE, KBRS o
o JOSEFATZEDRBAICERB L 72, SA2FE12A 12 B ICH 1R 21T - 72 H AREDSHFZE 2 (434
FNER) IIFHAFEILA26 HICH3RIZBRET 5 2 & T&, ENORGRE (RIRE, R
) ORFEE#ES L OMFREO BB IZH#L L 72, The EDS Society®Medical and Scientific Board
Member T /) L. Nature Reviews Disease Primersit: (ZEDSER DG A 33 L7 (Maifait F, Castori
M, Francomano CA, Giunta C, Kosho T, Byers P. The Ehlers-Danlos Syndromes. Nat Rev Dis Primers 6: 64,
2020), £/, SHEP/MROEK - FIEEFEL] LT D HMEREDS (mcEDS-CHSTI4) (22U T
TR B66 NOBFEZINE L, FEl7e BREA 7R L72 (Minatogawa et al., ] Med Genet 59(9):865-
877,2022), F7-. mcEDS-DSED 15|z A{ETHIO TR L, KRR EBEATT W2 & Oim LR L7z
(Minatogawa et al., Hum Mutat 43(12):1829-1836, 2022) ,

a7 42 - B AU RIEWERE (Coffin-Siris syndrome ; CSS) %, JEEIEN, MAEE, R O
W BREE, GRGE F55E - BB LUOKREE OK () Bz frf s 72 $hReKREE
JEERETH D, FRR244E, MR FAOZETFT — A 5128V . CSSHBRGI-36 K UBRM-BHHE K-

(BAF) A MMERLS /37 e 3 — RS DBUnFREDOANT nZEEWARIZ LV BIET D Z LAVRS
A WHFESHE B AAROILRFRINIIET — LT L 0 B TR - REMOMENEE Sz, BINRFEE
T BABGR R T ER TS ¥ —ClE, SERRVEEEN D RCSSIHEEIR T A2 S e A # L)
RN E WIS — 7 = o AT Ak L T D, B - SERMER BB 2 AR E T
& % [Management of Genetic Syndromes] (Z#aR B D 24572 (Kosho T, Miyake N. Coffin-Siris
Syndrome. In; Management of Genetic Syndromes 4th edition, John Wiley & Sons, Inc, Hoboken, NJ, pp185-
194,2021),

EINREESE WP (BnFERITEE 2 — /NERD 13, REFESZZ &6 File & 3L F T,
RERAO/NRISERISNE - ERMREBEE TR 22RO L > TnD, BRIZ2SH /MR

70




HPEE Y ¥ — 0 b BBk B
DarP LT — g Nl bRE L TE T,

WTUW5, EDSIZBAL TIEHEBIR - BEB R ZE MRS

A. FREH
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

(Kyphoscoliosis type) . 238 B fiist#E%

(Arthrochalasia type) . FZJig stz

(Dermatosparaxis type) 62D L EJFHT S
WZEDOMMOFRIZ /3 S 372 (Beighton et al
Am J Med Genet 77: 31-37, 1998) .

Dk, Bl 72BN, FoBETH, £
BRI & & B ITHRWTHR A SN, £
BT LS EEIFA LD HARHE &V HFRTIE
RNWZ EMHLMNCRoTE T, 2o L2 L

Halo, ROHEMEELSE L TN D
Internatlonal Consortium on EDS and Related
Disorders (B1f£LThe EDS Society) DwebZi

(Board MemberZ37##%, Rare Type Committee 2

) P L UNERK284E5 H B ONew York TO|[EH
WT i#% (2016 International Symposium) % #%
T, #riz7em4iE (The 2017 International
Classification of the Ehlers-Danlos Syndromes) 73
YER% 37~ (Malfait, Kosho, et al., Am J Med
Genet C Semin Med Genet 175: 8-26, 2017), LL
T, oA RT,

Classical EDS (#7#YEDS)
Classical-like EDS (38 #iYEDS)
Cardiac-valvular EDS (UMEFRUEDS)
Vascular EDS (1.5 #EDS)
Hypermobility EDS (B i 7] &l jLiE )
Arthrochalasis EDS (%% B #fisth#z )
Dermatosparaxis EDS (5 & ifa557)
Kyphoscoliosis EDS (4 {HI[& 1)
Brittle Cornea Syndrome  (Jif&55 /4 BEUiE 5 #F)
. Spondylodysplastic EDS (¥4 27 i
EDS)
11. Musculocontractural EDS  (f7faf{E"i)
12. Myopathic EDS (X #/3F—7%l)
13. Periodontal EDS (P& EDS)

5090.\‘979":59-’!\3'—‘

[EY
o
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AWFED BENE, (1) FMSEBE LORE - K
5% & O 7= [E N A+ OEDS community & DiH £ %
MeRr - R L, EHEREMEDEDSZ %%%Eﬁj‘é
Z & (R - NREMERE R BIZ BT Hm
ik - WL, B (ﬁ%ﬁf?ﬁfr) )

mIRHL LEDSi 7o I3RS SRR B BE i
LEEICHT D, R —r o 2R L7z
IV =Ny —r A GBRIBFHHIRE) K]
ZAERE - B L. HTELBE ORI - B REIEH)
DINEZHEST 2L, ThD,

a7 ¢ AU RJEGRE (Coffin-Siris
syndrome ; CSS)
c&ﬂ\%éﬁﬁxﬁm&mxﬂﬁtwﬁﬁ
B E RSN D), BREE, Sk
P S - BEONEB LOEKEE O () B
AR E T D ENRERAFIIEFERTH 5,
20124F, BRI TN R PR PP A S RHER
(IMMARBEBEERZ, T FHEERR) 2he L
72 ALL JAPAN DGR « FERERINFSEIZ L 0
CSS73BRG1-3 L U'BRM-EE K+ (BAF) #H4&
KRR % o X0 % a— K9 585 FSMARCBI
(22q11.23) . SMARCA4 (19p13.2) . SMARCEI
(17q21.2) . ARIDIA (1p36.11), ARIDIB
(6p25.3) O~T aHEGHERICLVIRIET D
Z EMRA SN2 o 7= (Tsurusaki et al., Nat
Genet 44: 376-378,2012) , [AIREIZ, ARIDIBIZ R
LT, 47 v DOSantenfBi -2 .0 & L7ZREK
INDOF =AML > THHLMNI ol D
% . BAFEGIRICEE T D5 PHF6, SOX1172E D
EERHCSSEFI R T Z LR ENT
(Wieczorek et al., Hum Molec Genet 22: 5121-
5135, 2013; Tsurusaki et al., Nat Commun 5: 4011,
2014),

A HMFIEE L, CSSHEEIZRIT HiEfs
-REAFHEZH N LT (Kosho etal., AmJ
Med Genet A 161: 1221-1237,2013), & 512,
BRI FIBFFEIC H53 < CSSH L OSE IR R DI
T BT AR FE L, American Journal of
Medical Genetics Part CO¥FEE 5 % fid (ZFH
FUEHER & HeE) & LT L= (Kosho
et al., Am J Med Genet Part C Semin Med 166C:
241-251, 2014; Kosho et al., Am J Med Genet Part
C Semin Med 166C: 262-275, 2014) ,



AWFFED BEIE, (1) W —r v X &
B T3 AL KXV 238 U O R % ALY
T2 &, (2Q)CSSHFgEE & LT, HARDERRK -
%2 ) — R+ L ThD,

AE B X AR B R & L C D SRR
[EINKF =5 B b (Bin 1Rt v
Z—. WNEED X, BERRSLZ 8Lk &
T, BEWERAO/NEHIRIERAN: - o RIEER
BEICBIT 2RO /> T D, BNIZ2
S5 H/NNEHEMEE X —I2 b BB E
ZENTWS, 2RIk, BEeEo bt
JRBED B ORI IS T & DR 25 LT
%, F7-. EDS72 EOEBIZB O TITHE IR -
FEBIR L Wo TR S D HRE HZ 1T AL TV
Do

AWFZEO B, Z 9 Lz HEBHX R E#E
gk & U CHIX 2ROERME « o RIERBEE
WXk D R DT 0 ORI 2 K - R
HZLTHD,

B. B35 E

T—F R - X wu RJEEERE (Ehlers-Danlos
syndrome ; EDS)

(1) R E L, SR oBE - FMEH
{KTd % The EDS Society (https://www.ehlers-
danlos.com/) (ZFTHHT ¥ 7 M—D Medical
and Scientific Board Member & L T, & O{EF#E)|Z
ZIM L. EDS OIR « BFE - BEFRICEE L
T& 70, EANTIR, AUFEBHEENIINZ ., B
& (ART—F R « oo AERER S
[JEFA]) T4 (BF24E9 H 19 H, ©F13
FSA2H, FM4ESA14H) RExE
U. BrEEmAE - SBEOEMICEH TE
7=

(2) (BINR R B b a1 e '
VHE—TIEL, FRK29 T A LD REBEIGE S
Ni-\EFRERL LOERR (BE) TLE
R RPES B OB EFIREOBRER (7
V=N —I T R) {7725 T 5D, Tk
30 AEFEMN D, MR D DZFE BT - TV
%, EDS F 723G MR B b 5 A
FITxF LT, 2017 FF D4 1k - Zr I YERL
L7=h AR AP W R — 7 =
Ak, RE LTHER L,

a7 4 YA Y ZERBRE (Coffin-Siris
syndrome ; CSS)

1FINR P = 5 b R i e s 1 A g ' o &
—, EMRFNER, BRERSLZ S8 Hbi s 4
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DT, EEERIIIZ CSS b 5 B OUE %

Wt LTz —RAZ U —=2 7%, BINKFE
FEGEREFLEE - SN KFEFE MR R b
G ERENITEE 2 —IZB T D AZ LS )L
W IRI S — & o AT BV TET -

7o Flz, CSSHFFEE & LT, D CSS W
ZEHERE I B MR L7z,

BB X AR B R MR & L C O SRR
EMRFEFRMERPE BT EEEE
vH— NERD BT, BRSNS S
P& 3LF LT, BEHEANO/NTYIRIEEREME -
e RMRBEBEIZBIT DR et LT,

EDS [T W TITHRE - SR A2 5 Cefth i)
SO T—2 g AR U TEE,

AWML, B - ERMEERICET S, A
g & LT BRI E e ONEAR T FRATIF 987> &
b, WHEERE LT, ~LV R E S DB
ZRIFERIET 5, e E 1L, APRIN (2 X
% e-learning %3 U CHFEH OITEIAELEE %
ZIF TV D,

TNZXIR L3 5 EmFly - R RUFEICES
T 5 mEEE (5f 346 A 30 HiEfT. Sfn
444 A1 B EZMETT) ] ZE5FT 5,
B OB T IRNTIFZE 1L, 1B KR HEE
G RERE B BN T, TEEME - R
MRBIZHT D7 )=y —r 2 A (R
xF o HEEC) (S 583) . [ESMERS
AR B O REME ) ((REE - EFC)
KFBEE 7 628) & L TKEIN TV,

BF ORRIRTERINEE, Bin 7T, JWBREHTIE
FITBWTIEL, ED4m - JE - 77 4 " —

(ENIEHR) - BighkaFb 2 &, HoIZ@ L

HHEEIZL2REBEZHGD Z L 2/MUET 5,

C. MR

T—F R « Foona AEERE (Ehlers-Danlos
syndrome ; EDS)

(1) et o - HEMFEEATH 5 The EDS
Society (https://www.ehlers-danlos.com) (23317
DT V7 ME—dMedical and Scientific Board
Member & L TZ DIEFENIRI L, EDSOHE
IR - BHE - BERRICEE L TE e, Sfm2i4
H25H, Hf3HETHI0-11H, A>T A > CTThe
EDS Society ™ Medical and Scientific Board
Meeting 23 Bi{E KB L7=, 45 Fn44-8 H 25-26
H. A7 A > TThe EDS Society ®Diagnostic
Pathway Meeting 3B SnSNL7z, 295 L
TG Eh 2@ U AR OFMZE L B - fHlscH L
7=, F2FE12 A 12 H LR, S FN34E12A 11
H 520, 4 F44E11A 26 B (2 553[E1 0> H AEDS



Moz (RaeR) | s L BRRE
EDOFERIPARZ RO EREE L=, Iz T, &0
3. MEFEITIEFAE ZAIRX L T2l 2 L

(B INR = 5 b R i Pe i s 7 A sE & v
X —prg O EE D2 E) | BESEOR
it EEL L7=, Medical and Scientific Board
Member T/ L. Nature Reviews Disease
Primersi&ICEDSEA DR A 363 L= (Maifait
F, Castori M, Francomano CA, Giunta C, Kosho T,
Byers P. The Ehlers-Danlos Syndromes. Nat Rev
Dis Primers 6: 64, 2020)

(2) HRIELL, AFINKFE S R IR bt s 1
EEIEE v Z—ICB 57 V= —r T
> RVIBEN RIS - MAEER 2N © DIMIRZ FE A &
. NERICEN Sz, SN REE 2 1OHR
L7z UNRSEMFERE) o 7V =y —rx»
A% LT, xR OEDSH R ST
%o Fio, pHEENEROBEK - L EG L
TV 5 HfEAEDS  (MCEDS-CHST14) 1220
TIFEHANG6ANDBEZIE L, FHMlLH
SR %7~k L7= (Minatogawa et al., ] Med Genet
59(9):865-877,2022) , F7-. mcEDS-DSE® 14
ZARETHO TR L, FrReEBpT 250
A F L= (Minatogawa et al., Hum Mutat
43(12):1829-1836, 2022)

a7 4 - AU RJEMRE (Coffin-Siris
syndrome ; CSS)

(1) EMRFEFREBETHE - EMNRFE
FHE R IR PR T TR v F —It BT D
T A K BSRVENT 218 U C, CSSOIBAREENY
AY V== T EAToTofE R, FrERNI L
ot

(2) CSSD 4 L [A#1EE L 7= Management of
Genetic SyndromesZE4hi A3 FI3H-1H 27 HIZ H
W & 417z (Kosho T, Miyake N. Coffin-Siris
Syndrome. In; Management of Genetic Syndromes
4™ edition, John Wiley & Sons, Inc, Hoboken, NJ,
pp185-194, 2021) .

FEEHX R E EER & LT OERERE
[EINR PP R e s T R e

v H—TIERBEAREO/NEFREE M -

SRR BEF], EDSICBY L CIIHE R - BEE

WA SN bDa LT — g 2 bt

L TE Tz,

D. B

T—F A « X ZJEGERE (Ehlers-Danlos

syndrome ; EDS)
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(1) 2017 FHRR OB E B4 1L - SFEIX, B
RBGRPFEBEEICHIREL TETWD EEbR
Do LU, 13 W8 D 720 THE—JFUA
BB EE S TWARWEEET GE )
(Hypermobility) O EEIRZENIZIBW T, EN
DOFREHEIFRHI E O CHUE SN -2l L o
MW OBEENMEIE S22 DIZEZE L T D
DONRBURTH D, BEOHFTH, BES
(JEFA) 2B\ TH, BGORELLEF O L
HDFENTND, b EKLMEITIRO L EBY
Th b, ENOFEEHRGIE I D2 RE1E
(21X, TNXB EE PV L STV D73,
BrERE M4 - L TIR, TNXB AR 247
5O (Classical-like) EDS & 4 H X
v, BAEI EDS &34 < B 2 EEERIC 7
S>TW5D, B, FEEEMAE - 283ETIE
PERBM SN TETmBENEGENRL hoTc b
WO FEEIIENC D o T (FHEER 72 WA
[EHAE2) o ERA) 25 IHE 27220
7R B0y, il SV EERS LI LR
B78), FEREMA L - FECS T 5 R
HUFs X OYE A OB EZ FREITR T,

[BAE% EDS D2 Wi %E])
JEUE (Criterion ) 1 38 X OVEYE 2 J6 L OVEEHE 3

HHE 1 . 25 EENRFIE) (Generalized Joint
Hypermobility : GJH)

Beighton 2 =17 : FUEMIATTIZ 6 Lk, A%
BB LS50 £ TOLMETIT S LLE, 50 5%
PLETIH 4Lk

HHE D L DUFORERE 2 oL E, Bz E
ABLOB

ABLOC

BHLUC

ABLUBBLUC

SR A 0 L0 BRI RE AR B A R TR
AOSEREE (B85 A B %)
CEBETIIRWERLN S R o, T, N
Ny MIRO B RS

- R O Rz St

s BEAO DN W FERSE, Bl IXERY (R
T~ A . B E I3 EERT Ok,
IZBIT D5, BESER., KIRES, LB LY
F VI O IEVERSE (striae distensae) PRV
#ac (rubrae) DX S 72 b D (B ZRKNEN
ARE OHNNCWN BT 2 IE - BRI - #%
EWRH5)

- FIZHT A WAl EEME 9 (piezogenic
papules)



- RAEMEE T IT SRR~ L =T (. &
PR %)
< 2 METLA EOZEREIREE N & D 25, iRl
EDS IZH. 6D K 9 REICHD K 5 7
(papyraceous) , 35 X OVFE 721X, MmELFEEEOHE
UEAETAN
< JRAIIER, B D WEL DT R & 7R D EFRY
WREDIFREN 72RO, NEL Bk
FRER D72 NI BT 2 BN aR B, ELAG
BIWELIZ. B
cOEA, BLO, @ EIIRVOE
- LUFD 1 DL EofT At aind < HIRFR.
() HMOTEY A > (Steinberg V1 ) B
PE. (i) mlOBFEY A > (Walker Y1 >) 5
P
fidE & (arm span) /HEH=1.05
- JEREE 7R o — JEHE IS RE D SR FE DL E O fEiE
i
« Z-A 3T >+2 O KRERIEE LR

i
U

SEIR B« ASWrIEAE 2 MNA I 723 1 ALLED
— BETBIE DR 2 A O FIEHE

FER C: B ROAIHE (D7 &b 1HA
A EY

HHEV RS, RIK3 DAL BT 5.
2 SLL L O VAR B # R OE

3 A BL ERfE T 2 18 C AP 7 R

IMED IRVIRIE TOBFIEOKE, £
T, AL ORZES (a £7213b)

a. [A—BENCRIT 2 3 [BILLEDIESMEM L
F. £721%, 2 20R R AfIICB W TR D
W24 U7z 2 | L o FEAME MR

b. ME & IFIEBIR 7R 2 DLl EOLIC BT
L. ERAICHEE LT B R 2 ENE

FEHE 3 - AT ST UL B 2RV RTE SR
FJEWERITEN 72N &SI OFRE %%
J&.

HOmZEMNY v~ HEEE D, oBnEE
F 73R KRR A AR B 2 BRAh, 12 RIEDRE
AR B A FFOBA BT, hEDS & DB
2L, 5% 2 128 2Rk A B8 K OYER
Bl G &M T 2 ENNETHD, JEKRC (12
PR KOV E T IIALEN) 1IBE I
vy

AR R (X A4 /3F—%1 EDS, Bethlem
FRF =72 L) OB AR R (i
@ EDS %, Loeys-Dietz JEE#E, Marfan JiE
e d) ., BREAE (BERARERLE) &
G, i EBRIRAK T SORE SRR AR (O B E AT
B L E BT HOZWORS, i ORI
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W, W, FARPTR. BIOVERIE 4
FBIEFRIRAICES L,

[ 88 EDS (clEDS) D2l fHE]
KIELHE

(1) ~Ly MEROJEShZ £ 9 A3, EREMERYE
%P 7RO R (e R

(2) MR (RBBEENEWVOITE &2
BH) ) Z &b diuE, fkbhnwz bbb
2 By B A E)

(3) itk

/NI

(1) ROEFE : fRILV/ARE O LW Rk
(forefoot) . PR & & £ - 7= HEHE, /FRF
B, AMCRERE, EIEVERZ (piezogenic
papules)

(2) DAERZEDRN NI DOTFIE

(3) B DAL L OSEALH KT

4) HRMARY) =2 —paF—

(5) TRDFHZE:

(6) REIEMRDOTF, ~L v ME (mallet
fingers) . JEFRAE. HFFAE

(7) P&/ = ERG

clEDS % /R~23 5 f/ MR D2 W iE e
EE 3 DO RIEAER L OV YRS MR I
J& L7 WE IR EE

BASEITIZI3 ) T B AR AR A ) A
TNXB

Abgez @ U T ERREEZ L TE I &R
b, BUEUGET T OFR EER 2 W AL 21300
BROFUCHEIL L= B R S D A L Th
50

F 72, Medical and Scientific Board Member T1#
71 L. Nature Reviews Disease Primers #£(Z EDS
RO ERE L 2722 L1, AEBROHI
\ZEB T BRBEE R D7 & T Y LRI IS 1
L HARDEBIZOWTHRIET D Z LITHORN
STt EZD,

(2) EDS % & 0 7= BAnPERS SRR RO B
LW & Ul B IEEIC BV T, B
[ “FER M R R e s 1 A IE v 2 —2 BT
HWMA Y — 7 = RN ) =y —
JITUAL, BRELTH, MEELTHLAH
LEZIOND, BEMICEEREE LTV 2D
2%, RESHA~OEFEHRMEATHY | 7
INKEZBEZLER T UV = H )V — T T AR
BWTZ ) LIS HBNEEI R HEEST 5 2 &2
HEsns,



a7 4 - YA Y RJEERE (Coffin-Siris
syndrome ; CSS)
(OARWFFEEAR . Frloo CSS BF 1T A7
MOTIN, T RS L/XFIVIERTIZ KX D CSS D
BIRFHIA 7 U —= 7%, CSS B#E % R4
HH7Y 70— R TH D, EDS FEEMRAES
O HANTE H 2 AR B I AFLTIRH 2 3052
ZENRKROLND,

(2) Management of Genetic Syndromes #; 4 it~
WEORZ G2 L, Iz T CSS
P MR EERT LG THD I L 2 WiE-
TW5, glEkis, ENAOEMFEILEL,
HEtLTW Z EnRkDBHNS,

R X R B EE R & L TOSKEERE
NP IR ARE - Je R ISR LT,
EBEANSENS D a LT —2 g TR
TE TR, BELEIEEHIZH R TETW
%, F7-EDS X L CIEHER - BB RE2E
RSO a P ILT— g IR TE
W5,

E. #&#&
T—F R - X wu RJEEERE (Ehlers-Danlos
syndrome ; EDS)

AHF5E5y A 1%, The EDS Society D—EH &
LT, 5o EDS @29 - W5t « IEHOHEEIZ
BHERL, F7-HAAREDS MIEEOEEE LTH
W@ EDS 29 - W2t 2 5 LT\ 5, [BINK
P LA R R s R R v 2 —C
L. EDS %5 b7 BAMERE GFRRE B O IR
[] « FRATIE S D 7o AL & L THEBE L T
%o 2017 FEFRROFAE « 70 - 2L
DRI TOERKITERD | 5 E HR 2 W E A~
BLCXDRAL &l oTz,

EDS % & & 7o B s Gk B o2 ks
LW & Uz B EEIZ BV T, iRy
— T RN V=N — T A
I, BIFRELTH, FRELTHLAERESEZD
b,

a7 v s YA U REMERE (Coffin-Siris
syndrome ; CSS)

CSS DEAERIR T2 G DI AL Lo v
FENTIC &LV . CSS B3 & WL I RHI 25 HER S
TW %, Management of Genetic Syndromes & 4
JRA~DBEZ B C T, AT HE L EZDZA

75

KOWFZEENHFIZ BT CSS 2% - %
FHLTWAI LER LT,

EEES X FER MR & LT O ERMAE

RERANZ 0 HE-H o/ NE (R

PE - SERMRBOERICHEBRTE 72,

F. WF3ERE

L.
1)

2)

3)

4)

5)

6)

7)

8)

9)

A LR

Ayoub S, Ghali N, Angwin C, Baker D, Baffini
S, Brady AF, Giovannucci Uzielli ML, Giunta
C, Johnson DS, Kosho T, Neas K, Pope FM,
Rutsch F, Scarselli G, Sobey G, Vandersteen A,
van Dijk FS. 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.

Lautrup CK, Teik KW, Unzaki A, Mizumoto S,
Syx D, Sin HH, Nielsen IK, Markholt S,
Yamada S, Malfait F, Matsumoto N, Miyake N,
Kosho T. Delineation of musculocontractural
Ehlers-Danlos Syndrome caused by dermatan
sulfate epimerase deficiency. Mol Genet
Genomic Med. 2020;8(5):¢1197.

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.

Uehara M., Oba H., Hatakenaka T., Ikegami 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
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