AT BB AT e B A BD & CHEHR IR B BORITIEH2E)
S RAF TR

T—T A« Fru AEGRER EREARRO R 2 L T 5 ar AR
BLOaT g YA U ZIEMEF

wroesois EE md
ENLRFENEMRPETR BEFPHE Bz

WMREER

T—F A « ¥ AE@ERE (Ehlers-Danlos syndrome ; EDS) 1%, FZJ& - @O HENE, AR
DMeFHMEZ RS & T 2 RIEERB ORI TH VD . 1/5000 NOSEJE TR LD, ROHEMEE S
L TV % The EDS Society DE RS2 8T, 1305RBMEI D 72 D HiT-7afn 41k (The 2017
International Classification of the Ehlers-Danlos Syndromes) 723MERK 41 (Malfait, Kosho, et al. Am J Med
Genet C Semin Med Genet 175: 8-26,2017), Z i1 THEEES TOHHE, KPR - S TOMED
2B LT, ZOHKIZIYMATE L, M—REEEFPFEE STV RV (EnTdE) B
EDSTI%, FEFESHE & AR IT D fEEHR O MBI HE R (RROZWEREICH 5
TNXBZES T, #153%H TldClassical-like EDS & 73 HI N TR Y | BARDFUERTHD L2 TW
%) BV, FBEER S AT LIBT HEERELZIT o T, BINKFEFEIH B RPLE R 1 ERE
et o Z—IZB T, FRR29F . (RIRINEL S V72 BARFRIRA I L OVRBRINEL, S LT Ze ki
FREHR SRR A AN S WEEFRE () ORKEN (V) =ri—r7x2 ) IZ]
DA RSO EE D B ISR 22D DZFEBAT R > T D, ZOH T, EDSE 723 Hak G & /ik
WHEMNEEDON D BE T AWM — 7 = R K B0 AZ DXV, 2 E L Cirhbh
TW% (7Y =y —7 2 ZAORIRFERE) , SR2FE12H 12012518 21T > 72 H KEDSHF7E=
(HENSE) XAFAF1A26 0 IZFHE3RIZET 5 Z LA Tx, ENOBRE (ErkE, i
W) ORFEEER JOSLEMFEORBICER L7z, oHEP R OER - %2 5| LT\ 5
P fE R EDSIZ DUV T 7= 72 1 AL 2 F85K L 7= (Minatogawa et al. Human Mutation) ,

a7 42 - YA ) REWERE (Coffin-Siris syndrome ; CSS) %, JEEEM;, AAEE . R O
., BEEE, SRk, F5HE - Mok JUOSKEIE O (1) Bz R8s T 5 ENRERETE
JEERECH 5, FE244F, BTN KFEOMET — A B2 LD CSSHABRGI-35 & U'BRM-BH:E K] 1-
(BAF) EAEMBMERR Y /X7 & a— R T 58IEFREONT RS HEERICR D RIET D 2 LAVRE
L. BFEHEE D BAROLFEIFET — A L BB - REMOBE S RIE Sz, BMNRFEE
EER R IR PR s T R IE o X —TlE, RN D, BCSSHINE G T2 G deh A X LoX
R E W IR S — 7 = o A RMT AR L T D,

[EIN KRR FE R be GBI ERige o 2 —, /NEED 13, BBFRSL 2 8 bRkt & 4h[FE T

FEB RN O/NTHARIEE N « S RMEREBBREFEICBIT 2ZEOKELE o T D, BNIZ2oH 5 /MR
HRE L X — b EBEMAAEEZ BTV D, EDSIZE W CIIIER, BERAEZ SRS
DayP T — g 06 LTE-,

A. HFEEH EDSIL, BHfiD rIEhETUHE, F2 g Ot e,
T—F R « X ou AJEERE (Ehlers-Danlos AAERERR O Wega i 2 FHM & T 5 S RIEREE O
syndrome ; EDS) FCTHO . 1/5000 \OHEETHHI D,

ARSI E S LTV D ERSEA BT,
- rp e lE « ZWrEL%E  (The 2017 International
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Classification of the Ehlers-Danlos Syndromes) 73
YERL Z 4107  (Malfait, Kosho, et al., Am J Med
Genet C Semin Med Genet 175: 8-26,2017), L&

T,

o NGO r~WNPE

[EY
o

11
12.

o E R T,

Classical EDS (i HUEDS)
Classical-like EDS (7 82/ EDS)
Cardiac-valvular EDS (.UM F 8 EDS)
Vascular EDS (il & EDS)
Hypermobility EDS  (B& i 7] &) L e )
Arthrochalasis EDS (%% B ffist#z )
Dermatosparaxis EDS (5 & fz557)
Kyphoscoliosis EDS (£ {HI[& i)

Brittle Cornea Syndrome (55 £ BLE i #)

. Spondylodysplastic EDS (G HE F 7 e Al

EDS)
Musculocontractural EDS (/7 FajE )
Myopathic EDS (X /35 —7%l)

13. Periodontal EDS (t4 B EDS)

BRAEEO AT, (1) FMEBLOEE - %
5% % 8 9 7= [E AL OEDS community & D %

Mekr - B L. EHEREEOEDSZIFE A R T 5

Z & (FEEfEs - N RABMERERBIZ T D
ik - DWOEEERL, B STEESHEE) . (2)

B RAIZEDS ¥ 72 |38 G S Lk R AR S B b
LEEICHT D, R —r o 2R LTz
IV =Ny —r A GBIBFHIRE) K]
ZRER - FER L. FTHUEE ORI - BTG R
DWEZHET L Z &, TH D,

a7 g AU RERRE (Coffin-Siris
syndrome ; CSS)

CSSi%., FEEEBEH ., FnrpEsE

. BFLEORL

CHZzBH e En D), HRET, Hk%k

PE,

F54E - BB LOKREF OK (1) 7

AR E T D ENRIERFIIEGERETH 5,
20124F, FRIETH N KRS KRB [ A Se BB R
DOWFFETF— LI LV, CSSHBRG1-F L U'BRM-
BHEK 1 (BAF) AR Y /X7 23—
75 i -SMARCB1 (22q11.23). SMARCA4
(19p13.2) . SMARCE!1 (17q21.2), ARIDIA
(1p36.11), ARIDIB (6p25.3) O~T miEiMk
ERIZIVBIETDHZ ERHLMNT T
(Tsurusaki et al.Nat Genet 44: 376-378, 2012) ,
[FIFZ, ARIDIBIZEAL Tk, A7 %D
SantenfB -2 .0 & L7ZBRIN DT — A2 Lo T
LD MM o Tz, D%, BAFE A IKRIZESE
9 5PHF6, SOX1172 X DAERH,CSSEF| XL 2
T EBRENT (Wieczorek et al. Hum Molec
Genet 22: 5121-5135, 2013; Tsurusaki et al. Nat
Commun 5: 4011, 2014),

AROHMFIEE 1L, CSSHEF TR DiEinAl-£

HAGHBE 2B 572N L7z (Kosho et al. Am J Med
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Genet A 161: 1221-1237,2013), & HlT, [EEESE
[FIAFFFEIC 53 < CSSI L OERIE RO — &
7 A% F L ¥, American Journal of Medical
Genetics Part CORFES & & L CTAEE AR
L 7= (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)
% 7= Management of Genetic Syndromes 4™
edition] 2N TCSSOE A HEE L 7=,
SFAEE O BHIL, (1) iy —47 R
K DT AL DS AENT 20 U CRTLEE & A
M9 &, (2 CSSOEME L LT, HARDE
K- B E ) — K752, Tho,

R X AR B ERE R & LT O EMERE
EMRFEFEH MR (BT ERMEE
Z— /NEED 1, BERNLZ EHHERE & A
T, EFREAO/NCHPIEBRNE - Je RIERE
BEICBT2BEOE L > TN D, RNIZ2
S5 H/NAHMEF ¥ —I2 b BIEHEN K
ZEE L, ZHIC LY RAaEo s Emb
D35 DFBITIZHIE T DIRH L L TV D,
F 72, EDS72 EOBEBITB W TCIIFEE - 5
BlWosfl N 0-BE LZIT AN TN D,
STFAEEO BN, 29 Lz HEBH#IXKRSE
PERiaEx & L CHIR R DOBARNE « Je R E
BBk 2 BRI _E D72 0 ORI 2 4R - %8
Bd5ZEThD,

B. W55

T—F A - Xon AfEGEE (Ehlers-Danlos
syndrome ; EDS)

() AoyHuFeEiL, attiosE - HEHFEH
{KTd % The EDS Society (https://www.ehlers-
danlos.com/) 28T BT ¥ 7 ME— D Medical
and Scientific Board Member & L C, & DOJ{EEIC
ZINL. EDS DK - 178 - BHEFERIZE S L
T&7z, ENTIE, AEEHEERNN A, B
= (HAR=—F R « ¥ oo RGBS
[JEFA]) Tk (Bf44F5H 14 H) 2L
iU, FEEEGAAE - SFEEOEEICE T
T,

(2) fEM KPR PP eE s 1 R e &
UHE—TIE, FERK29F T A LD RERINE S
N7\ FHIRER L OJERR (B%) TLER
RIS AVED B OB FIREO R ES (7
V= hN—T T R) B> T D, Rk
30 NS, fEaR > 6 DZFE BT/ > TV
%, EDS F 72 I3EBAE SR BN B b 5 iR
FITx LT, 2017 SR O 41 « /B HEL
L7 h RS Loxpv e ekt — 7 =
AE, BPRELTERM LR,



a7 g v A U REMERE (Coffin-Siris
syndrome ; CSS)

1FINR P = b R R e s 1 R A g ' o &
—. EMRFDER, BERSLZ &8 Hbia
DT, ERRAYIZ CSS M EebiL 5 BH DINE %
Wt Lz, —IRAZ U —=701%, BINKFEE
FIHBIRIETFHE - 5N KRFEF M B EE
GFERENEE 2 —ICBT D AZ LSk
AW R — 7 o R REATIC BV TY T o
77

EEH X A B E R & LT O SCEERE
EMRFEFEMERPE BT EEEE
V= NERD BT, BEFRNLZ E LR
P& 3LE LT, BEHEANO/NEHIFERGM: -
SRV BB IR AR HEE LT,

EDS IZEBWTITHR R - #EE IR 25 Tl R
DA NLT— g N U TE,

(f B~ DELE)

AWFRIL, B - EREERICET S, A
BRI L UT- BRI M ONB AR IRATIF 220 &
2%, WRFEARE LT, ~V VU R E S OB
ZRIFHIET 5, ofpF9EE X, APRIN (2 X
% e-learning % i# U CHFEH OITENRGLEE %
ZIF TV 5D,

TNZEXISR L3 5 EmFly - R RFIEICES
T 5 MmEEE (B3 46 A 30 HiEfT, &
444 A1 H—HLEZIET) ] 28T 5,
B O AR T RENTAFZE L. (B KR R S iE
G REER B 2BV T, [EEME - &R
PRBIZHT D7 ) =hy—r oA (R
K MO (IS 583) . NEsMERE
AR B O REME ) ((REE - EmC)
KFRE 7 628) & L TKEIN TV,

B OEGRIRTE I, BT, R REAEHT
MFRICB N T, 04 - JBFE - 774 "
— ([AANIEH) - BgkasFs 2 &, HoICHH
LHHEEICLZABEZED 2 L 2/UET 5,

C. WoRR

T—F A - Xon REFRE (Ehlers-Danlos
syndrome ; EDS)

(1) 4448/ 25-26 ., 4> F A > TThe EDS
Society ™ Diagnostic Pathway Meeting 73 Bff# &
. 2, WHROFMFEER - HRscH L
7oo MFAFELLH 26012, #53[E H AREDSHIZE4
PEEL (Rak, A7 142) | ENDEDS
BAfRE (RRIRIE. ZEMEMFZEE) mN—RlicE L.
BuwigamaThhlc, AHEEICH| s BES
IZIEFAEZARR L CWizitE, BERLOXR
MHIRE >7,
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(2) AR, EMRFE M B s T
EREE X —IlB A7 V= —r
AXBENRHG - sk D O RE R

O, NEFHIER S iz, 3> 0/NE R &

& B INEBEMER B RV & 5 ZIBTHINGS
HAFDISIIVERRFE LT, 7 ) =hre—7
T AZE U T, xR OEDSH fLH &
TW5, Fiz, oHENHROER - P98 % %
51 LT 2 A fERIEDSIZ DN Tz 72 50 R %
FLH L7z (Minatogawa et al., Human

Mutation) .

a7 4 v B AU REBERE (Coffin-Siris
syndrome ; CSS)

(1) BINKFEFSBIRETHE - FINRFE
F MR IR PR F ERA IR 2 =BT D
T A B BSR)UENT 238 U T, CSSDIBIRHY
AI V== T EATo TR R, DTAERE, B
HUEBNT Ao T,

R X R B ERER & LT O EMERE
DR, /NEEIRIEE R - e KRR R
WZOWTIEERRAREN GO LT —
g NIRHET BB TR AT > CTE -, EDS
B L TIER R - R RZSDMENS D=
CHILT— g ke LT,

D. B4

T—F R « X u RJEERE (Bhlers-Danlos
syndrome ; EDS)

(1) 2017 R OB E R 44 15 - 53805 - 2l
T, BRBGOFZGRICHIRE L TE T
Do LU 6, 13 R8O 72 CHE—JFA
B EE STV W EEET Gl Eh)
(Hypermobility) D EEIRZENIZIHBW T, [EHN
DR EHEF I FE O CHLE SNSRI 1T
SRS TDRUVREED SV TN D, B & e
x| FREHEEEHIE 3T D2 W E . BrERR
Mgk - R BWEEICHEC 2L DI D
EOHEMEL LTlE T 2 0E RS D,

Fio, oFERHIcBWW L7 Y =y —F
VALK D BIE TR S D IERIME 2 TR
V. FERRm AL - FEE - W E 2R
WZBWTEH S5 L OIEE AT O WERH
Do

(2) EDS % & b =B s MRS SRR RO 2 B
L ORWr & U7 BF IR IZ BV T, BMRT
= SEE M B R PR B s RS v X — 2B
HWMA T — 7 = RN ) = y—
JIT VAL, BRELTH, MEELTHLAH
LEZOND, RWEMICEFERE LTV 2D



Wi, BmAESEA~OEMEHNMLEATHY 5
INKRBEZE T U = h )V — 7 T AR
BT ) LIS EHBNEE D HEES 5 2 &2
HMEEhns,

a7 4 YA U RE@ERE (Coffin-Siris
syndrome ; CSS)

N4 B O CSS BEIT R R0
T2, T AS LoXRIVERRTIZ LD CSS Digfs
FHIA T Y —=2 71, CSS BE A LT A A
72V 7 N— NEHFRTH D, EDS FIERBRAES LA~
DO HANTE H A R A TR 2 30595 = &
NROLID,

R X R B ERER & LT O SKRIERE
/N HRSERARYE - SE R RIS LT,
EBEANSENSDa LT — g TR
TETBY, BELLEEREH Z R TE T
%, F7-EDS X L CIEHER - BB RE2E
RSO P T— g SRR TE
TW5,

E. %
T—F R « X REFERE (Ehlers-Danlos
syndrome ; EDS)

AMF5e5rHE 1L, The EDS Society D— 8 &
LC, 5o EDS @ - WF9L - IESEDHEEID
BHEkL., F7-HAAREDS e E L LTH
WD EDS 2% - WF5Ea 5| LT 5, (BINK
FIEHM R RS T EREN v #— T
I%. EDS %5 0 7o B ntfs Gk ik B o B IR
[ - fEAT S D 7o AL & L CHEE L T
%o 2017 FEFER DF 4L « 0¥A - D LYE
DOAFTOE N (FaEHmR 2 Wik HE~ o K%
W) DTN,

EDS % & & 7o B n s Sk R R o 2 i
K OBWr i U7 B IURIZ BV T, IRy
— AW ) =i v — 7 A
X, BEELTH, L L THLAEREEZEZD
ns,

a7 4o U ZEMRE (Coffin-Siris
syndrome ; CSS)

CSS DEALBIR F a2 B DT AL L/Sx )L
EATIC X 0 | CSS B3 Z R IRHI 2 MR S
TW5,

EEES X FE R R & L TR RE
REFIRAN 2 012 5 B oo /N B S
PE - e RMIRBOERICHBR TE 72,
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