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

WoeosiE HE M
EMRFEFDRIRESZE - #ix

WrRE R

T—F A « ¥ AE@ERE (Ehlers-Danlos syndrome ; EDS) 1%, FZJ& - g O HENE, AR
DOIETIVEZ FFER & T D HRMIEBDORHTH YD . 1/5000 N\OSEE TR B D, Ao Sl
L TV % The EDS Society D[EFR A28 T. 1305REBMEI D 72 D HiT- a4k (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), ZA £ THRE D TOMHE, ST - LS TOEHED
BaZEB LT, ZOHKIZIYMATE L, M—REEEFRFEE STV RV (EnrdE) B
EDSTI%., FEESHE & AR IT D fREEHR O MBI HE R (RMOZWEEICH 5
TNXBZEE T, #153%H Tl Classical-like EDS & 73 FHI N TR Y | BARDFUERTHD LT
%) BV, FBEHR Y AT MIBT MO BEIEIC AT IiEE 21770 > T& 72, BMNRFESE
B B I BEiB AR R AEE & — BT, 9 ARERINER S 7 B R R R A RS L OMRER
I S TWD RV DME R SR A HMER S W B RFHRE (BE) OKEHR (7 V="
=7 T R) AR A, RGO ) B IR 22 B DZFE BT o TV D, ZOH T, EDS
F I3RS AR B RO D BB T RS — 7 = RN KD T AL LS VIRMT
W, BIFRELTEMSN TS (7Y =hAr—F 2 R), SF24FE12A 12812, 18] B AEDSHF
gew T, ENOBRE (ERRE, EEMFeE) o, KRR OB a7t o
7=, The EDS Society®Medical and Scientific Board Member C1#5 /] L, Nature Reviews Disease Primersii
\ZEDSERDHRGE %2 5832 L7z (Maifait F, Castori M, Francomano CA, Giunta C, Kosho T, Byers P. The
Ehlers-Danlos Syndromes. Nat Rev Dis Primers 6: 64, 2020) ,

a7 42 - B AU REWERE (Coffin-Siris syndrome ; CSS) %, ZEEIEN;, MAEE, R O
., BEEE, SRk, F5HE - Mok JUOSKEIE O (1) Bz F8 s T 5 ENRERETE
FEBERECH D, FRR4F, BTSSR FOMET — L B2V | CSSHABRGI-35 L UBRM-BHHA] 1
(BAF) #GIMERN S R0 e a— R T 58I FRHEONT n B EMARICIVRIET D Z L 0VRS
L. BFEHEE D BAROLFEIFET — A L BB - REMOBE RIS Sz, BEMRFEE
SRR B S RIS v 2 — Tl SERRIFEN S . RCSSIHREIE A2 & Te h A K LoX
I ORI S — 7 = A AT Ak L T B, BB - S RMERRICE T S R EE T
& 7% [Management of Genetic Syndromes] (ZHFIENE DS %2157~ (Kosho T, Miyake N. Coffin-Siris
Syndrome. In; Management of Genetic Syndromes 4th edition, John Wiley & Sons, Inc, Hoboken, NJ, pp185-
194, 2021).,

TEM KL M B IFE (BimFERZEE o 2 —, /NERD 1%, BRI Z &bk & HFE T,

F RN O/ N IEBR RN « SRMRBRFICB T 2REOE L 2> TV D, BNI2oH 5/NE
HBEE Y ¥ —ICbBEBHEMANEEZEN TS, ZHuck b, BEFRZP.LE L HEBHIX O
Ml P RRRE N S D3 LT — 3 g VISR TE DRI 2R L T\ D,
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A. HEBEH
T—F A « Xon AE@RE (Ehlers-Danlos
syndrome ; EDS)

EDSIZ, BAEio mrEhM: i, e o i
P, SRR O MEFHIE 2 RS & 9 D e RIER R
DRI TH Y, 1/5000 N\OSEFE TR 55,
AROHEMFZEE HEE LTV 5 EBESHE AR T,
iz etk « ZWrkE?E (The 2017 International
Classification of the Ehlers-Danlos Syndromes) 73
YERL X7~ (Malfait, Kosho, et al., Am J Med
Genet C Semin Med Genet 175: 8-26,2017), LA
. BiaEE T,

1. Classical EDS (7 ##/EDS)

2. Classical-like EDS (J& iy 82/ EDS)

3. Cardiac-valvular EDS (LM AEDS)
4, Vascular EDS  (If. /& #!EDS)

5. Hypermobility EDS (B Al & L)
6. Arthrochalasis EDS (%8 BAffintfE )
7. Dermatosparaxis EDS  (FZ & fz557)

8. Kyphoscoliosis EDS (7% {HIl &%)

9. Brittle Cornea Syndrome (&5 4 JEUiE
#F)

10. Spondylodysplastic EDS (G5 HE F2HE il
EDS)

11. Musculocontractural EDS (7 ##fE"5)
12. Myopathic EDS (X A F—7)

13. Periodontal EDS ()& %{EDS)

BRFEO BT, (1) FEMFRL IO -
FIE % & - [E NS OEDS community & DE
ZHMERF - R L, [ERSIEUEDOEDS R & BT
5 & (FREEs - NRIEBMERFERBICEIT D
gk « DWTRVEIERL, BB STEBSUES) |
(2) EEARMIIZEDS F 72 (3HERGAS ALk R e
Lo BEETHT D, Wit —7 v 2 & FH]
LizZ V=l —r A (BEFHRE)
IR 2 MERr - R L. FTBLEE O - B R
FROWNELHEST L2 L, THD,

a7 4B AU ZEMRE (Coffin-Siris
syndrome ; CSS)
CSSIZ, FEEEERN, Mk, HEIH O
HZBH LI D), BElEE, 5
PE, BESHE - BNk L OSKREIE Ok (1) &
AR L T D ENRIERAFRIEGERETH 5,
20124, BTN KPR AP R P e R R s
DOFFETF— LI &V . CSSHBRGI-F L U'BRM-
B[R F (BAF) #GKIEK S 7 Za—F
75 ifn-SMARCB1 (22q11.23). SMARCA4
(19p13.2) . SMARCE1 (17q21.2). ARIDIA
(1p36.11), ARIDIB (6p25.3) DO~T itk
ERIZEVRIET HZ LN LMNITR-T2
(Tsurusaki et al., Nat Genet 44: 376-378, 2012),
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[FRFIZ, ARIDIBIZBIL Tik, 74D
Santenf# -2 HH.0a & L72BRIND T — A2 K - T
LA BN o7z, F D%, BAFEGIRIZ B
9 5HPHF6, SOX1172 &L DA E,CSSEF| & 2
I LR E LT (Wieczorek et al., Hum Molec
Genet 22: 5121-5135, 2013; Tsurusaki et al., Nat
Commun 5: 4011, 2014)

AL FRFZEE 1L, CSSEF T RIS 5 B s 1-1l-
FHRUARB 2B 5202 L7z (Kosho etal.,, AmJ
Med Genet A 161: 1221-1237,2013), & 512,
BRIL[RIBFZEIC F5-5 < CSSE L UMEIRIR RO Fc#T
T VT A% FE LD, American Journal of
Medical Genetics Part CO¥FEE 5 2 fiA& & L T4
R L7= (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), F7= [Management of Genetic Syndromes
4t edition] (ZIBVNTCSSDFE & H4E LT,

SFEE OB, (1) ®iy—47 R
KD AL DSV 28 U ORI 2
M3z &, (2CSSOHEMzEE LT, HRADE
K- B E ) — K752 8, Tho,

B X AR B MR & LT O EERE

EMRFEFHMERGE Bia T EEE
= NERD 1E BRSNS bR s 4t
[T, BERANO/NEHIFE RGNS - Jo KM%
BB RO L > TnE, BN
2505 H/NRBEMEER & —I2 BB
KEEWNTWD, ZiUTXk v, Rkt
BEIRBED B OFBIT I3 IS T & DR 2 5L LT
W5,

BRI BT /N EHIRIE R R - e RPERE
BEEIZBIT 2O E LT, iR F/hR
FIHgRE L Tl 0 | [RIRBICER T 288 RN
BEOa Y ILT — g ATk T D IRH 24
ELTET,

SFMEEO AL, 29 Lz HEEHX AL
BERR S L CHIRX2ROBENME « o R
BEBETH T 5 R L 72D DR &R -
RETDHZLETHD,

B. WG

T—F R - X ona REWGHRE (Ehlers-Danlos
syndrome ; EDS)

() RoHEprgeEix, Sttt oRE - FHMFEH
{KC& % The EDS Society (https://www.ehlers-
danlos.com/) |Z¥1F D HT V7 ME— D Medical
and Scientific Board Member & L C, & DO{FEIC
ZJN L. EDS OFfK - #F7E « BEFERIZES L
T&72, ENTIEH, AFEEHEERNN 2, B
& (AARZ—F R « o n ZEFEREH S
[JEFA]) ToO#E (SF34E5H 22 H) 7p&



il U, FEEEMAE - SEEORBMICEED T
7,

(2) (BINRFEFE R mbiE a1 R e '
VT, FRK29 T A LD RIS
Ni-B\anFHRERL L OJERR (%) TLER
RESHE AERS B OVBEEFREDORKER (7
V=B —T 2 R) 21725 T 5D, TRk
30 FFEPEN D, SR> B DZFE BT/ - TV
%, EDS F 72 l3Hiias Ak R B g b 5
FTKRE LT, 2017 FOFran ik - FEICHEIL
L7zl AR DX )V D=k — 7 =
A, i E L THEM L,

a7 v« AU RGEERE (Coffin-Siris
syndrome ; CSS)

{EM R = = b B I Be B s 7 R ot
H— MR FANER, BEEIRSLZ EHbix
Hulsz, BRERAIIC CSS e 5 B DIk
ikt LTz, —IRAZ U —=2 7%, FINKF
BRI P - RN R bR B
BInFIEREE o X 2B D 0 AL L%
W W TR AR S — 2 v AT I BV T T o
72

R XK B EER & LT O EERE
EMRFEFRHERPE B EEE '
= BNERD IZBWT, BERFRSIZ EHIHR
P& 3EE LT, BEHEANO/NEHIFRERGNE -
SRR BB ZB U DB A HEE LT,
PR RKFNER D Oa LT — g
I U DA A EEE AR LT T,

(f B ~DELE)

AUFGRIE, B - SERMEEICET S, A
ZxtR e Uiz BRI TR K OS5 R IF T2 0> D
25, WRERARE LT, ~LV R E S OB
ZRIFAIE T 5, 4HMFZEE X, APRIN |2 X
% e-learning % if U CHFEH OITEIAGLEE &
ZIF 5D,

TNZExtGe L 3 5 AmEE - R RIS ES
I 5 fmEfRE (503 4E 6 A 30 BT, SFn
444 A1 B —HEZIETT) | 28575,
B D& FRAT AR IR, (5N RS2 2R i
(BT R R STV T, DREHE - B8R
MIRABICHT D7 =y —r o) (%
RE HEMC) (ZAHES 583) . TEEMER
AR B ORI | (R&EFH - HEMD)
(FKFRA 5 628) & L TKEIN TV D,

BE ORI RINE, BB TR, JRRERET
MRIZBNTIE, Z04a - fdEFE - 7T A4 3y
— (EAEH) - BEiasFd 2 & o ICaA
LHBEBEEICEAFAEELSD Z &2 MUET 5,
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C. WrefaR

T—F X « X oo AJEERE (Ehlers-Danlos
syndrome ; EDS)

(1) BF3FETAL0-11H, A2 F A TThe EDS
Society®™Medical and Scientific Board Meeting7?
BAfE S, 0, R OHEMZE & R TAER
M LTz, SRIFEI2A1LA I, 2[5 H AREDS
MrEszEFeL: (Rek, T 7142)
NORRE (BIRE, EBEFTEE) 2S00,
JEFABZARR L CWeel b, BER LD
A FEHL LTz,

(2) WFIBEEL, AN KPR b s+
EAE =28 b7 )V =hn - v—7
T ATBENRES « R 2 D DI FE A T
O, MERICER Sz, SMTRFEEZ 1O
Lie UNEREMHED) , 7V =L =7 =
Y AZIBLT, BRA 2R OEDSA A ST
W5h, Eio, mHEENMRORK - A5t E #S]
L CW A iiEEDSIZ DUV Tl ettt o 5566
ANDBHEZINELL, sHMRBRNREEZ R LT
(Minatogawa et al., J Med Genet, Online ahead of
print)

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

(1) BINKFEFSBIRETHE - FINKFE
BRI FEREE 2 —I2BIT D
I AL BSKIVRRT %38 U C, CSSDIBIRTHY
AG Y == T EAT AR, SREE,
FUEGNI R 72 o Tz,

FEEHX R B ERE R & L T EHEE
SRMEE, ERHENEENSOa LT
— g RN T A TR E AT o TE T,

D. £%

T—F % - X AEFERE (Ehlers-Danlos
syndrome ; EDS)

(1) 2017 RO E B A 44 15« 0L - 221
FHEL, BRIRBIGSCHE BRI HIREL TETWY
HEEDND, L L7ent, 135D 7 7
THE— KB G T FEE STV 0 BET G
A[#) (Hypermobility) D EFIKZEIZ I
T, [ENOFEEESFH E O CHE S iz 2l
HUEI IR RS TRV, Bl 15
TEFERHI BT D2 W S EDS . T ERE M4
W RS W REEICHEL b 0z e B KD
EE AT O MERH D,

F72, oHERIZBNTHE 7 U= - v—
7 T AR K 0BT S LD IERI N 2 C



B LEZBND, HERGAIE - k-2
Wr B EN 2R RS B W Tl S 5 K ) iEEN &
TOBEBRD D,

(2) EDS % & b 7= @ MEAS SRR R o 2l ks
LW & Uz B EEIZ BV T, [BMREE
b B R bR s ER T v 2 — BT
LW — T 2 RN ) =y —
J AL, BEELTH, L LTHLHEH
EEZOND, HEMCEFERERL TV 720
1%, S BRRESE~OFIFE A B SN
Do

a7 4 YA YU REFERE (Coffin-Siris
syndrome ; CSS)
B3R, HHRO CSS BEITRHE R -
TeD T AL DSTVIRITIZ L D CSS DI x
FHIA Y U —= 7%, CSS BE L AT A
VI N—NEFRTOLEZZLND, 51k,
EDOXHIZEFEERL T a5 05
N5,

EBH X AR B E R & LT O SRR
ERFEANSENO D Y LT— g Tkt
JETETRY, BELEZTEERGHIZHERFTE T
WHEBZLND, FERFELED I LRHHEE
DOEELZ LT ZENKRDBEND,

=2,

E.
T—F A « X AEFERE (Ehlers-Danlos
syndrome ; EDS)

AT 71X, The EDS Society D— B &
L C, 5o EDS @29 - 5t « IEHOHEEIZ
kL TV D, (BINRFEZHI R wbeE s 1
RS E o # —TlX, EDS & & O - BIsERS
ArERE B OERIR T - fENT 3 O 7o SR AOHLS
ELTHEREL TV D, 2017 FFFREER DFr 4
15« 5308 - DWELHEDS | RIEARFROFEEHIHRZ
Wik I L TR 63, BEXHET D 48N
»H5,

EDS % & @ 7o B intEf Sk ik R B o2 ks
L OB & U7c BFIURIZ BV T, kiR
— 7z AW V= — T A
X, BEELTH, L LTCHOAEREEZD
nas,

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

CSS DEALBIE T2 E DT AL LISV
fEMTIC LV . CSS BFE % R RHI 23 MeR S
TW5,

EEB KRB ER R & LT O EERRE
REFIRAN & 012 B AE B oo /N8 S
PE - ERMIRBOERICHBRTE 72,

F. BrEsx
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