JEAE R A e B A Bh A (HEATER RS BURMFZE - 3E)
SRR
T—T R« Zrna AEGERE EREARRO R & B L T 5 AR R
BlOaz v« U REERE

WHge s HEmMS
EINRFEAMRRE TR - 2%

HMEEE

T—F R « X ou AEERE (Ehlers-Danlos syndrome ; EDS) (%, K& - ZREOEMEN, &M
Tk DMETIMEZ RFE & T D RMIEB OB TH Y . 1/5000 N\OFETHR.HN D, AR 2
L T\ 5% The EDS Society D[EFE AT, 13DIFHSMEN S 72 5 Bil- a4 1% (The 2017
International Classification of the Ehlers-Danlos Syndromes) 723MER &4 (Malfait, Kosho, et al.,
Am J Med Genet C Semin Med Genet 175: 8-26, 2017), ZilF CHESTOME, KMEFS - of
FATOMEOBEEZTBL T, ZOEKIZERY A TE 7, M—FEE T2 FEE STV 0B
(EFIEY) MEDSTIL, BrERRSE & AT T 2 EHH OB EEEICE R EE (R OZKE
HEUEIZ B D TNXBE BT, #0¥E CldClassical-like EDSE AN TRY, BADHME2RTHO
Lo TND) Wb, FBEHHR Y AT AR ABMOEEIZAT TG 21778 > TE 7, [FMK
PR R R IR PR s TR o =BT, SERR29EE L PRIRINGE: S - BRI R
K ORBRIGHEL S 40 TV W SR E W SR IRBY A AIMEDS |\ OB PR E (H%) ORKER (7Y
SN =7 T R) AZHY A SRRSO DN B IR 5 B OZFE BT R o TN D, ZOH
T, EDSFE 723 Jkahs SR BN b 6 B 1T ARy — 7 = R X D A X Avx
JVIRFTAS, B2 E L CEBSNTVWD (7 U=k —r o R), FR2EI2A 12012, Hl1EAA
EDSHI%E &2 M, ENOBRE (BRE, RS ok, LREIC 2R s &
72> 72, The EDS Society®Medical and Scientific Board Member T1# /) L. Nature Reviews
Disease Primersi&ICEDSEAD#RG 2 3£ L7- (Maifait F, Castori M, Francomano CA, Giunta
C, Kosho T, Byers P. The Ehlers-Danlos Syndromes. Nat Rev Dis Primers 6: 64, 2020)

a7 ¢« U AEFERE (Coffin-Siris syndrome ; CSS) 13, FiEEM. MAUEE, HEH EORHK.
BREE. SRt 55 - Mo LOSKEIE DK (5) B ZFHRE 3 5 ENRE R IER
HTHDH, FA24%, BRI KFOMET —2 61280, CSSHBRG1-35 L U'BRM-BEA] 1

(BAF) AR Y /37 e a— RS DB FHONT o BEEMAERIZIVRIET D Z EPRS
A, WFFEHE B B AROILFRIFE T — AT L 0 BB - REUOBE RS Sz, BEMNRFEET
B R PR R R TR & — Tl B9 D . RCSSIHKER &2 G T A X LRV
W RME S — 7 = o ARt 2 fikfe L T D, B AtE - e REEREICET 2 IERMEETH S

Management of Genetic Syndromes] (Z#FEEE D= 21572 (Kosho T, Miyake N. Coffin-
Siris Syndrome. In; Management of Genetic Syndromes 4tk edition, John Wiley & Sons, Inc,
Hoboken, NJ, pp185-194, 2021),

B M KFZEFTMERGE Bfa BRI 2 —, NERD 13, EFRSLZ EbEbe s dhRET, E
B IRN ORI TE BN - e RMIRBEE IZBT 2RO L o T D, BNIZ2oH 5/NEHE
MRE Y 2 —ICbBIEEHMANAEEZENTWS, 2k, BEERZGP.LE L2 BEEMIX o il
FRIREEN DD I P ILT — g VIR TE DIRH 2 L T\ 5,
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A. HFRE®
T—F A « X 2JEFERE (Ehlers-Danlos
syndrome ; EDS)

EDSIZ. FZJE - o mENE, SRR
a5tk 2 R & T D e RIERB ORI TH U |
1/5000 A\DBHE TR 55, 19974
Villefranche TR S 7= [EER s 2SI XL 0 |
A (Classical type). P&

(Hypermobility type) . M%&% (Vascular
type) . #%M%E7H (Kyphoscoliosis type) . 23R8
HinhiE" (Arthrochalasia type) . FZJ&itifzri

(Dermatosparaxis type) 6->0 EHJFHIES I
WZDOMOIFRNZ 3 FE S 7 (Beighton et al.,
Am J Med Genet 77: 31-37, 1998)

D%, BT REMN EOBIETH, Ak
FHIEAE L LG ITHRW TR A I, ZNH N5
T L EER LY AR &V ) FRTIE RN
EMHALNCIRSTE, 2oLl tad
(2, A HpZEE 2 L TV S International
Consortium on EDS and Related Disorders (¥
{EiXThe EDS Society) ®Owebzi% (Board
Member%:i#. Rare Type Committee®i#) 1K
OVF5284-5 A BiféE ONew York C o [EFEL

(2016 International Symposium) Z#& T, #r
7-726n4 1% (The 2017 International
Classification of the Ehlers-Danlos
Syndromes) MMERK 4172 (Malfait, Kosho, et
al., Am J Med Genet C Semin Med Genet 175:
8-26,2017), LAF, #HrokHa R,
1.Classical EDS ({#/UEDS)
2.Classical-like EDS (35 #iUEDS)
3.Cardiac-valvular EDS (UM% EDS)

4. Vascular EDS (fiEHEDS)
5.Hypermobility EDS (B rT &) i)
6.Arthrochalasis EDS (% E9fistiz")
7.Dermatosparaxis EDS (f7 )& fz557)
8.Kyphoscoliosis EDS (##&7!)
9.Brittle Cornea Syndrome (M558 JEERERE)
10.Spondylodysplastic EDS (GG HEF A kA
EDS)

11.Musculocontractural EDS (f5#0#E"5)
12.Myopathic EDS (X 7/ 5 —7%)
13.Periodontal EDS (#&HEDS)

BF2FEEO HIE, (1) 2tHROEDS
community & OEEEZHERF - IR L, BESIEH)
PR EEE 3 L OV NS MR E R B O 2B I
S S A{EE e & A U T, [RMmATERs L0
JEIMEDEN~DIRBE 1T D 2 L. (2) HEEM
\ZEDS & 72 138k A iR B g bl 5 BE
K LTI — v AT K B H AL LSS
HraqTuv, FrdlBFE L2 R L, BREG#R A I
THZEThD,
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a7 ¢ v AJEWBRE (Coffin-Siris
syndrome ; CSS)

CSSIE, FiEEm ., MikEE, FH L0

(BRI E I D), BREE, St
H5%5 - B0 TNds K OCKHEIE O (IE) Ak %
BT D ENRERTFVIEGIETH D, 20124,
BRI TN LR PR PP E AR RHEAR Y (IAARE
A%, TR HEEER) Zfi s L7ZALL
JAPANDEIRH) - SEHERIRFZEIZ L D . CSSH
BRG1-3 L U'BRM-EH# K (BAF) &Rk
KN e a— R 585 SMARCBI

(22q11.23) . SMARCA4 (19p13.2) .
SMARCE1 (17921.2). ARIDIA (1p36.11).
ARID1B (6p25.3) O~T A PELRIZ L0 %
JET 5 Z EMNBHG M7 -7 (Tsurusaki et al.,
Nat Genet 44: 376-378, 2012), [RIFRFIZ,
ARIDIBIZEHL Cix, 47 > & ®Santentti+ %
ELTERRMNDOTF — Iz L > THEH LN 725
2o EDt% . BAFEAKRIZESET % PHFE.
SOX1172 EDEBELCSSEFIE L Z T Z LR
7= (Wieczorek et al., Hum Molec Genet 22:
5121-5135, 2013; Tsurusaki et al., Nat Commun
5: 4011, 2014).

AoMpgeE X, CSSEFICEKIT H#E s 1 4-
FHIRAHB 28 5702 L7z (Kosho et al., Am J
Med Genet A 161: 1221-1237, 2013), & 512,
AL RIAFST I D < CSSIs L OHEKRIE B D It
TETF A% F LD, American Journal of
Medical Genetics Part COREE S #fwE (=Fikd
TFHEHER L ILIE) & LTl L7z (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) .,

SR2FEEOHIE, (1) KR —r R
KD A L DSV 2208 U Ol R & L
FZ &, (2 CSSHFgEE & LC, HARDERR « 3
WErsE% Y — R4+ L ThH S,

HEHH X B EFE R & L T OB

BMRFEFHMERPE (Bin T EEFE '
A= NERD X, BRSNS E P & 3
T, BEHEANO/NEHIFIE BN « e R ER
FIZBTDZEOEE o> TS, BNIZ2oH
H/NBEMEE ¥ 2 —I2 b B 2 E D
TW5, Zhuc kv, RemoghEmEen s
DFBIITKHE TE DRI ZHE L T 5,

R BT /NI R R - SRR
B ICB T 2O E LT, FiBRFE/NER
DHEREL TRV ., RIRZBICERT HHIERNES
DA P NT— g AT DG 25 LT
S

-
—



SFAEEDHINL, Z 9 LIz HEEHXKE
% & L CHIR RO BARNE « S RIER B A
BN B ) 0D 72 8 DK 2 A E « J8R
HTETHD,

B. BFZEGE
T —F & « Xrnu ZJEFERE (Ehlers-Danlos
syndrome ; EDS)
(1) A43HHIF%E4 1%, International Consortium
on EDS and Related Disorders (Hif£l% The
EDS Society) (281 57T 27 He— D Medical
and Scientific Board Member & L T
(https://www.ehlers-danlos.com/) . % DIE#ENIC
SN, memOMERZ I - Et L T& 7,
ENTIEH, BES, RERELTERLE 1H
HA EDS #F9ER% T, 2017 R E DH 1= /et
B R ERET S L E BT, BEEESCIH
WHED T O DR ZAT IR > T2,

(2) (BN K= 5 B IR b s 1 E R I v
2 —Tl%, EDS F 713G AR B b
D BEITHT DM — 7 = R L DR
B 2 A B AL AT 2 . 2017 4O F /0 HE I HEHL
LT AR DRF IV EWT, Bl&fEafe L
THEMLTE (P =hL—r T R),

a7 ¢ v Y AEBERE (Coffin-Siris
syndrome ; CSS)

(1) EMNKZFE T B PR 1 E R g v
= FEMKRFNER, RERSLZ S G bt
DT, BERAYIZ CSS ML 5 BE DILEE & ik
Bllze —IRAZ U —=20%, (8N KRFETE
BIGEFHEICBIT D AKX L3RV E Tk
A — 2 o AT BN T T o T2y ZIRAZ Y
—=2 7%, BRETNLKRFZOMRT — 4 (ZFHk
T L OILFEBFE) 1T L DR CTH D,

(2) CSS wrgt & LT, iR CSS wroeHittic ®
T 5, BB - ERMEEBDO AL T LTl
SR &L TV S Management of Genetic
Syndromes D% 4 ifIZF51F 5 CSS DEL | Fiik
MRO=FH L L HITEHEL, BTSN,

X R B R & L T O EEEE
BMKRFE B RPE GB s EFF e v
Z— PNEED IZBWT, REFRNZ E bR L
HE LT, BERFRNO/NEIER M « SR~
PRBFICRBIT 22 et LT,

B NERI D a T — 5 TR
U b pEAHER L C& T,

(ffi BRI ~ D BL )
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ARFZEIL, EatE - e RPERBICEE T 5, A& %)
G & UT= BRIRAIFZE e OB A T RN IF T2 02 & 72 5,
Wk L LT, ~ILY R EEOEST 2 K5
L9 %, HEFZEEIL. APRIN IZX % e
learning % i# U CHFEHE OITEIHEHEE 2517 T
AV

[ERPRAFSE] SCHENTE - BEATEEICELD TA
Tt &35 ELIFSEIC BT D PR S (CERk
2612 H 22 HIIE, R 2945 H 30 H—#
WIE) | #85FT 5, BEOBKERIE, B
TREAT. JRREMEATAFZCIC RV TR, T D4y - {1
FE - 7oA — ([HATEH) - BRiE~T5 2
EL A LEBERICLAREEZGDLZ &
KT %,
(BT ZE] SRRV FE - BT BE - &
WHEXARIZED T N7 L En TSRS
B2 i ERdESt (CERk 25 4E 2 1 8 A &MdiE,
Wk 29 45 A 30 H—HBIE) | & #E5Fd 5,
ANDOYfE 7 Z7 A0 — ([HANEH) OfR#E, +
SRFHEARESICIIRELRED Z L 2 HIE
T 5, BIEOBEFITIZEIX, (FINRFETH
B TmEEESICB W T, EBME - R
PERBICHT D7 )=y —r oA (R
F oo EmEC) (A5 583) . TERMERS G/
e B ORI ) (RFEF - FEMD) KRR
5 628) L LTHARINTND,

C. KR

T—F A « X onu AfEEERE (Ehlers-Danlos
syndrome ; EDS)

(1) AFn24E4A25H, 4> 741 > TThe EDS
Society ®Medical and Scientific Board Meeting
MBS L, BINLT, SR2E12A12HIC, 2B
1EI A AREDSMF e 4 FME L7 (R&k, A7
1) . ENORRE (BKE, EEEE) 2
ZM, BEFELORMHER LI, £,
Medical and Scientific Board Member T1# /)
L. Nature Reviews Disease Primersi&(ZEDS
PERORFHAFEER LTz (Maifait F, Castori M,
Francomano CA, Giunta C, Kosho T, Byers P.
The Ehlers-Danlos Syndromes. Nat Rev Dis
Primers 6: 64, 2020) .

(2) (BN R R IR BB s T A 5e
K —TlE, FRR29ETH X0 | RBEINE S 7mE
RFHIRRA FS L OVRBRINE, S 40 TV R WS e E
TR AER S OWBEFORE (BE) O
BRER (7Y =hy—r o R) Z@ERATT
HD, FRBOEEICHhE » 1=, izt D DZRE
KH BNEFHICENNTER Y (REIRSLZ £ b IHPE.
B ER, TR, LHEKR, @REKR, KB



Ko ZEHR, BIICR, BIRK) | Hx 2o
EDSHARHEN TS,

a7 v Y AJEBRE (Coffin-Siris
syndrome ; CSS)

(1) BMNKFPESDEBRETHE - GMNKFET
ERE B IR PR T B R v Z —ITB W T,
A B BSHIVIRHTIC X 2 CSSOBBFEINA 7 Y —
=V T ETo T E T, AT2FE, FEEFIL
HE7e o7z,

(2) CSSD # % L [Al#%E L 7= Management of
Genetic SyndromesZ5 4235 F134-1 H 27 H I H
hit =47z (Kosho T, Miyake N. Coffin-Siris
Syndrome. In; Management of Genetic
Syndromes 4tk edition, John Wiley & Sons, Inc,
Hoboken, NJ, pp185-194, 2021)

EEH X AR B E R & LT O SRR
EREANSENbDa LT — g Tk
T DI TR EITIR > TE T,

D. Z£
T —F X « Xru AEERE (Ehlers-Danlos
syndrome ; EDS)
(1) 2017 FHIROFERR AL - SFIEIE, BRIK
BGRPFBERICHIRBELTE TS EEbN S,
L L7en B, 13 WML D 7e )y CHE— R K& A5 1
MEE S TOROBEET GRArEh)
(Hypermobility) B OEEKRZWICIHNT, EN
DT EEEI ] BE O W CHLUE ST 2 Wi 21 & D
DOEEEMEE S22 DITREME L T D O R
BURTH D, 2RO TYH, BEE (JEFA)
BNTH, BUGORELLEE O LA TV
5, BOBERBRFEIIKRO LY THD, EHRND
FEEHRHIEE 2B T 22 6B ICIL, TNXB 24 5
NYA L FEH SN TWD R, BrEEEmAE - 2%
ECIX. TNXBZER %2 AT 2 O3 A
(Classical-like) EDS & #Pi X4, BAfHi% EDS
TR BB o TWD, ks, B
[EFE s « pBE T, fEkiskran &g
BENEGENRL otz 0 ) FHIEEITHE T H - T2
(ZIERER e WgGE, THHE2) © HERA] 285
HHZMZ ST UT R B0, SR 0 A
FENRLIXUITND729), FrEEEMAE - S8E
23 1T B BRI L OE I SR O 2 FLHE A T RL
(e N S

[BIEi EDS Dz fLvE]
HHE (Criterion ) 13 X OEYE 2 36 JTOVELYE 3

FNE1 . 2 REHNE IE) (Generalized Joint
Hypermobility : GJH)
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Beighton 2 =27 : BEMRITIX 6 LI E, BEE
B LVB0 £ TOLMETIE S LLE, 50 mLL
ETix4 Ll E

U2 T OiERZ 2 DL E, B2 1T
ABXIOB
ABIOC
BBXOC
ABIUOBEBEIOC

FEIR A 0 L0 BRI AR B A R R

JEREE (BFF 5 HHE D WH)

CEE TR WERON IR o, i, L

oy MRO B

- B OD R RE R A

s OO W ERSE, Bl IXERY (BF

M~ A . B FE B E M oLk, 1Tk

T HEE, REH., KRS, LEBLWERLIT

D INOERSE (striae distensae) IRV HERSE
(rubrae) O X H572b D (5 ZREIENAEE

DOHENCINZBE T 25l - BRI - Bl &

%)

- HRICE T mlloEiEME 2 (piezogenic

papules)

- EWE I RMEOERE~ L =T (., R

R, %)

< 2 FTLA EOFEREIEREE 2 N & 5 23, i EDS

WZROND LD REITHD X 5 72
(papyraceous). 3L OVEIL, MERIFEEDNE

A ERA

CREAIAETE. B DV, MO R & e D EFERIR

REDIRME T2 VR T /N, BRI PERSER

DIPNENEIZ BT 258, BB, B8 I O0

[ETIX, FEM

- HOEE, BIO, @< EiIRvnE
LT D 1 DL EOFT RTINS < BIkEE. @

WO FH YA > (Steinberg V1 ) Bk, (1)

R OBFEY A > (Walker Y1 >) Gtk
DK & (arm span) /HEH=1.05

< B Rl o — FEE I L O R EE DL B oEiE SR

Uil

< LA 3T >+2 O KEWRIEEILE

SER B @ AW E AN 729 1 ALl B —
FEUTHIE DB Z 1 O FHIEEE

FER C : fEHROEOHE (D s 1HAN
WAZH)

FHBY RS, &K 320 AL LR 5. 2
DLL O AR E R DR

3 72 H LA EFfgid 2 180 CIAHIR 72 &R
IMED IRVWIRRE COBEE OKIE, £ 2%,
OB ORLZES (a £7213Db)



a. [A—BIfIC 3 5 3 B LD IESMEMER
F., 7213, 2 5085 BBV TR 5 i
(242 U7z 2 BILL_E D IESMEM: L

b. /MG & ITEEAGR 7R 2 SLL EDEALIZ B
%, EFHICHEE LT B R L e

FEUE 3 0 & X7 VTR B 2RV AR S
FJEMEFITENR 72N & BAURMOIRE %5 &
HOREEY v~ TFRELED, hoB s E

To 3% RIS A AR B 2 BRAL, 2 RIEDRE G/

MR B AR OBREIZB W T, hEDS & 0Bz

2R, ARHE 2 1T D AER A 5 L OYELR B Wi

BT EBMETHY  JER C (AR

KOV FETIARLENE) IFFE S0
MR ERE (X 435 —81 EDS, Bethlem I

AT =72 L) OB B AHBER (o

EDS J#%%, Loeys-Dietz JEf%#E, Marfan JEMERE

mE), BRERE (FERARERE) 285

D, i ERIRIR T RORE SRRk AR LA BI T RTE T

EE BT HMMOZKORS, 2 b ORI ZE

WL, EEE, BRETRL, BEIWERIL, T8

LHRRAEICEE S,

[ & R EDS (clEDS) D2l Hiv]

KRIEEHE

(1) by MO Z LD 23, ZAEIEREE &
PED 7V Rz

(2) SAEMERLE O bHEEREVOIIE & 2EH)
S ZEbbE, ffbhnZ bbbl
EORGED)

(3) S Hifn

I E

(1) ROE : TRILWIAATE D LW Esk
(forefoot) . AT FZfE % (- 7= FLEHE, 2.
S EERE, JEIBTPEZ (piezogenic papules)
(2) DAREZEMDRN TR OFEE

(3) BEJE DOmALE I OWTALG KT

(4) EhEAIARY =2 —a/RF—

(5) T2 D

(6) REIERRDOF, ~ L v MiE (mallet
fingers) . JEfRIE. HLISIE

(7) B/ = R

clEDS % /235 i/ NRE D2 W KL e
bFE 3 o KREEHER KOV YRS MBI T &
L 72RO F R

A
TNXB

(I35 F AR IR A D3 420

¥ 7-. Medical and Scientific Board Member T
# 71 L. Nature Reviews Disease Primers #5(Z
EDS &R oikina3Fk L2 7= 2 Lid, AKED
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HRIC I R E A B e &9 Y EIC B
FEAEROEBIZOWTHRIET D Z &Izo7%n
ST EZ A,

(2) BaMERSE AR R ORI E R T iTIZ 2
V=hno—r7 AL LT, 5l&fE2maiE
HNZERATO TS, HROZER IO
LSRN SRR D 1 > E L THEREL T D &
25,

a7 v Y AJEWGRE (Coffin-Siris
syndrome ; CSS)

(D& Fn 2 FE . Fo CSS A& L R HE 2 -
T3, T AE BSKVARATIC KX B CSS OB R
A7 —=2271%, CSSHEZRAHTHMARY
IJN—RMFRTHDEEBEZ DI, BlEHEEEmL
<,

(2) Management of Genetic Syndromes %5 4 i~
DHEOHS 2 15T-Z L1, ATV T CSS
DR WA ES T O THD I L EWEES T
W5, BlEmix, ENSAOFEMFELFE L, Bk
LTV ZEnkdons,

R XA B EER & LT OSEERE
ERFEANSENODa Y LT— g Tkt
JETETEBY, BELZEEH 2T T
HEEZBND, A%, SR KTFELI B0
oLz LT ZEnKkDonDd,

E. f&i
T—F X « Xrou AEERE (Ehlers-Danlos
syndrome ; EDS)

A543 X, The EDS Society ®—H &
LT, 5o EDS @25, WHEoHEEICH B L T
T 7z, ABINKZFEF B R Pt s A JE
V&2 —TlL, EDS %&b BsMERS A FRk R A
DGR « MENTHE & O 7= RIS E LT
2o 2017 SERBAOH AL « IRV T,
BRI IRRAB CTH 5 2 & NB/R S, fEM7e
FEIRFZWI RS E D VR STV D03, AR OFREHER
W AEIZ I W T4 15 - 0TS I
WD JRKE R T ELEST v TnD TNXB %
BAELFRKNELR T L TREEBICL TS, 2
DOEIEED B ORANIREEL Z VTR Y, Bak
BEIE~AT TEEB ZED TN Z E03RD T
W5,

Nature Reviews Disease Primers ~D#% %
LT, ABBOBMER B KOS iHEIC R
FTEHEAROEBIZOWVWTHREL 27,

a7 g« ) ZEWGERE (Coffin-Siris
syndrome ; CSS)



CSS DEAEBILFH B DT T A Z LSRR
Hric kv, CSS BFH % R IKH MR ST
%, Management of Genetic Syndromes % 4 fiX
~OYEZE LT, AFRESHEELEOTZHARD
WFEE D3 FUC I T CSS 29K - st &2 25| L
TWHZ xRz,

EfEBHIX R FER R & LT o3EKRE
REF RPN & I A o /N R B AR -
FERMREDERICHEM T E 7,

F. #FFERRK

1. FmCFE#R

1)Ayoub S, Ghali N, Angwin C, Baker D, Baffini
S, Brady AF, Giovannucci Uzielli ML, Giunta
C, Johnson DS, Kosho T, Neas K, Pope F M et
al. Clinical features, molecular results, and
management of 12 individuals with the rare
arthrochalasia Ehlers-Danlos syndrome.
American journal of medical genetics Part A.
2020;182(5):994-1007.

2)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. The Journal of dermatology.
2021;48(4):481-5.

3)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. Molecular genetics &
genomic medicine. 2020;8(5):e1197.

4) Malfait F, Castori M, Francomano CA,
Giunta C, Kosho T, Byers PH. The Ehlers-
Danlos syndromes. Nature reviews Disease
primers. 2020;6(1):64.

5)Uehara M, Oba H, Hatakenaka T, Ikegami S,
Kuraishi S, Takizawa T, Munakata R,
Mimura, T, Yamaguchi T, Kosho T, Takahashi
dJ. 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 neurosurgery. 2020;143:454-61.

O Em . FE EORIFIEOMES ——F X -
Z oo ZJEGERE. AIROREE. 2020571((5)):488-
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9.

DI ERC. R - DHEE &R E I 5 /N ER
ERRGE  FRSLD AR A 1. WHEEICEE A%
OALTF - s oEES S EFHREOEX T, N
IREL2 . 2020;83((7)):861-8.

Q). FFE - FRIRIFZED =D DIREF - 155
ZEND v NT A BB ERT B
FRIE#1. Precision Medicine 2020;3((7)):19-22.

2. FRRE
L

gdﬁﬁﬁﬁﬁmmﬁ-ﬁﬁﬁm(%ﬁ%ﬁ
1 R
L

2. ERFT R
L

3. ZDfh
L
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