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ZLTHIINEBEZL, ERAHFOE NI LY BEREEL > © TV oEEIlRtR 3 53k
NEOTH] & UTHESL LT & 7z IER WA & FHBIIREL AT 7 S IATEIREFEIE 1L, Ok RE
MR CTHR SNBIERE V) Y AT LMK E V) ANV AR TH 5o MLl
Ol E &I TRE D 1L O E o JUEERE L, O =R R BLR (Pressure-volume
loop: PV loop) Z ¥f#4 % Z & TIEHIZHPL L 72 %0 72, TEER O B)E M % IR & OFEnE
AT~ TVICHH T 2 TR TP HE L. BRROZ C OB L BIENICHEEST 2y — L &
7 %o FEIZARBIEDY S WA R DS 2 % R TR R A S BB OEHICB W TR 7 v A1
BRI OEFERBECIIA T TH V) IEERABF OB BBERFIZER T S,

Kty va rCld, BRHEGICLELRIEREMZZMIA L2 LT, ST SELHMBICBITS
HBVEBE T /N4 A D% E% | B FEERD 7 — 7 PV loop Rl Pl 2 i S B3 fEBR Y I 2 L —
¥ — WS L EEE IS o CUMICE LB JRR & LTWweZ& 72w, 72 TERE)E
AR ZIOHT 5 2 & TUHE L 7% o 728 L WIBREIE R (G 731 ARIZEIZOW T il Tn &
72 JEBRE V) B S 2 R L BT 5 41 2205, AEM 2GR EROMETH ) |
Good clinical practice® #1275 Z L #fEE L TV 5%,
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| R-1 AN 7k At
— RN A TD % 7 2 M BB B o 151 —

Ol BFEAESY, FRH BV, =H ARV, HE BV, UH e
HhRa TG aRE VNEERR 2 U A SR

20104F DARE B BE IS TRode L 72/ 0 FiE B &L CIRIG AT e 2 e R GBI B W T, GEERE L
L CUREE A % Z R L 72 FEBIZ DWW TGS L 720 REZIE8HEI (10 H ~135%) « 9 B ol /R Lol
FEHE It X ~site visitZ KHH, PLORAL L REAB] ., /o SR LR B2 60, 4 B RE 161, 58 RO
P BB IR L AR 1], FEAH SRR R~ BE 2 1 Sl B N T OGS A (RERERERR) 161, 2 hH
B iR T IRAF RGBS B BIFET)  BALEIS A RA/FE] BEE) Th o 72, EFIEFHER
FE 1o 1B SIS T o 72 O AR AL RS N Tl 28 75 A7 o O M A% A 98 S B 0 v 12 03 S 1 T
HREDDZFDOHM AR T IIENT 2 WIGEDD Y T EREERBIICE - T, Bhblek
NOFFRD S  RKIENOFIGeft & BERE . BIHESEFROEMIZE S £ TOMIGIE X 0 HEIZ
1T DD b o S b RMEia & EEEZ LY 2035 IFRBHElR & L CoORFzHo Tn &
72\,

XN siErln s s & x PCPS BT - EROTHRY 5E XS

PCPS O%h5R

ORA &, Il E3E, &I &G, JIH M, FiE —
Ji 5T SIS B Rm e 68 2w/ N e R

[ef 5 - J71:] 20054 LIRS BERL U 95 & % 2 PCPSE B A 4T - 721261, IED & M7 (AFF) 7,
JEHT (BEE) 12448 L 14 7 A L2 Beqt

[ SR] BEE : 2B 0B I 12 W 72 O3k K & ) DCM/LVNC A BF 161 AGR - R - FW 7%
CK -5 (>550,0001U/L) & O HEHU7 BURAE A0 281G BRAS ST 5 ik =205 1) fix 25
JEGPE &L & 2 bz, 28 TIAE , BSA. CPR-PCPSE A ¥ TP, LVEF. pH. CK-MB, CRP
WCHEER Lo T 1 ABRIIEREE O R B 16, R MR E26 0D 2 b &ftHS15 ). BRI
=R DA A1 6L FE T4 51,

[Z22] Jr4E . BUERLLEH 22 D JREE & PCPSORN R A —H/NERHE 12 b 785k S NABUR IREEE L %
R-BICBUERLL 25 L L TOMENEZ TE 7 B0 FHRIIBIFCIOBIZXN TS
PCPSDOEFANI K & o 7223, #like 7 DR BERE 55 O A TRLAH KN 8 722 78 & & LIEBIRE O P12 13
NETH o7,



EEN UEH 3 v 7icd 2/NRECMO 2813 2 BIlIRE & P o BE

Ofal FR". "k sz, I fel. & RS, il .
B OMECE, SFHD M&—ERY, kI OBV LA . okl E—
YR B

JUMIR SR /N AR > R AR

[ 5] /NRECMOBEIZ B 1T 5 FEBIMA X R STV 2,

[xF %R - J7:] 20104E4 H 2> 52020484 H L2 OEMEY 3 v 7106 L CEA L 72/NEVA-ECMO % 5 5
& L ECMOH O BRI (MAP © 652152 L FI910) 290 2RI AT 5B 2 T L 72,
53] xF 53361, H#i11 (0-169) . BSA 0.5+0.4 m*. ECMO 167 (53-1003) FEE . MAP 68 + 12
mmHg. JETC 1361, MAP % 1 © 40-65mmHg, EFf © <40 or 65-90 mmHg & L 725 BSA<0.25 m*® 10/
(1#E6f / ERFAB]) TIZIETIZ THE16.7% ERE100% & BRE CH EIZE 22 - 72 (p<0.005) . BSA>0.25
m ClE 1/ EFER CHEZITRO 5 - 72 (p=0.591) o

[iRE] A& 25/ S WNEECMOEHEIZ B\ T, Bl IIE OB AR ) X 7 % 3fd LIS 4 W HE
PEATRIE S L7z,

EX¥ 1%L ko Berlin Heart EXCOR® 12 & % BiVAD T & HIZER

OJfn #|3C, =it wr’, g Y. wO PR Ba &Y W R
W a2 g

[ AR BR SRTTE e v & — N EIEER SRR
VNS VER, S R AR B A

[%5t] Berlin Heart EXCOR” (LI FEXCOR) 12 & 5 BiVADZEA BIELVAD & ik LA =2 F
EEND OB SN T WA, SO, 14 272 ) BIVAD T BIF 2 B F % fkie L T B 5ER %
RER L 272085 5,

VEBI] /N i AR D i o =509 SRR BRI PASH L0 L EL B D FAfi A A % 4T o 7228
WER L BEOMOAEIHERE L7z 10 RIS OAEEEZ 228 & L7z 0= MEh % 39E L.
BEAE TR D IRBRAN 2D O RIE - 3 B AEEIG & HIIT L. ECMO%E%S % % CEXCORIZ £ % BiVADE EEA
BATL 72 MiRERMOSEhEHRZZ L2 H7z amEEE R SR L7z, BREEICB W T,
RVAD Dsystolic pressure 1 BE 72 R N AKAMEIZ 34 Z & DB MUE D FEHIC D %2555 & v ) #EERAS
H 1 | systolic pressure D 7% 7€ % LVAD 17012 % LRVAD 90, 7 [H (XRVAD D AH 280~ F 1 F 5 T H: %
L T\ %, RVADDsystolic pressurez I AE 2 BR D AREICERE S 5 2 & T, BRIIIZE ) LxE L7
REZMHERTE TV,

[#£%22]EXCORIZ & 2 BiVADEHAEFIZ B\ Tld, systolic pressure DX ED LRV EETH 5,
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MBI EREEEE B RO OAREHICB T 2 0 EBERIRE
3D Wall Motion Tracking %D Rk

OFidF B, #6A& FIA. GGl R A FAL KM . KE
B2 O TR A /N Ve

[IZUoc] LEMBIZE (VAD) #EHZO/NEEF BT, RERICFHALE 25010
FRIEIZ DWW TIIAEN. L T 22\,
[EM).0t 2 —12 X 53D Wall Motion Trackingi: D H %% % 5-M$ 5 o
[J7: & fE 3] EXCORZEAEDCM3B, L7 7 & [@ 512 Aplio 1900 (Canon) % HIV> T3DWMTE T
LR AE L tracking, 4HE3IRTCE TNV FIR 2 AT o 726 JERI 1 224524F . BNPS0O~_| 5., VAD Rate
(VR) Z100—110~ZHE 3 % £ PCW14—8mmHg & I{3&. 3DWMT CH = @F@iﬁﬁbﬂ& <V h=
Global Area Change (GAC) 132435, VR% 105258 | TBNPIZ L35, fEFI2 © 2 7524F . BNPI0O
EH VRZ90—=100~ZEH§ 5 L PCWIX18—11E# T 5 b A ERR iﬂébn L .RVEF * GAC?®
KT L7z fOAEUEEo - o M AE hLakEE s b L BNPIZCEE . FEGI3 © 255357 7 H L BB G
fit: { VADAEFF R EE, VR Z 100—0ff 9" % £ PCW(L6—9, LVEDV35—39ml. RV39—44 . i #*LVEF35%
&AL % < VADHER .

B VADE B IZ3IDWMT O % 1 L B A m il L RE T S E H & & 2 %,

NRI Py FY 7R 223EMICHE T 20 EDBIRNERS XU
BHITRICET 515

OffG 27", #k 7Y, /F BT, il fEY. KT #,

il i%imufﬁw‘ﬁﬁ e, BB, A BT

HHEE 87, s A, s B, R mTY. EE 2T,

R FAY. NE e IHE LY R B, R E=Y. Wik HeEY

VNER B KA KA BE R 2 SR Mt R RN TR T IER O b R AUERE
VESREE R ANERE VAL E KR B R A e b /N R
YRR R BEE SR e AL NERH ) IR BR AR R

TE O OHBERNEI NIV P THROTTHRHICTFRARTH S, Bz EL FHO
*Hl%é IKREHTDH 5,

FiE L AR 20044EH 52019 £ F TR KRBT 2 FE L7218 RO I ha v ) 7iREE
22360 (11481 D38 fm T 5%, 89BIAY b > K1) 7DNASZARE 1161253 F 2> F1) 7DNA
H— KRR, ol D3 geta i s ) TR G L L7zo (LA IR &K D22% (46f1) (272D 72,
o336 D 7 + 0 — B 2. 5B DT % 6 72 (FETTER38%) » A FERIL L iE & BRI 12
BWT, EEMER & B L THEEIZEKD? > 72 (p<0.001)0 B BIT O R, KEEP K
(HR=4.6) . HEWFIE (HR=2.9) . Fet ik E (HR=2.9) B TED ) A7 N Th - 72
B\ A RIS G o AR 3 B & £ O AR IR KIZIEEZR100% T 1) o AL AE K EARF] D FE =R
1% &0 b FHRPED - 72,

FEE O OOAEIZ/NE S b3y B TIRICERIZAESE L EE IR B A B ESE Y AR 1 R )8
FHRABRHNTTH - 72,



FUSRELOARAE 12 3 W T O SRAESERIIE A 72 3158 D R

Oki #x%. HHE FAP. Bl HTY. FEOFE, L8
Wil WY, AR MY, B REEP. A3 RY. mm w0, ok
VRS AN R
PN OSSN O N

[ 5] R ALLEE (RCM) 136 2 5B T ) HEE X 7 = X A NIMKIRA ] 72 LD % o WO
Al (CM) HEREF OZEDPEK & L THE SN T2 28 REERIIE L B & KIA)
—HLZWEELDH Y, HEOETHCMOEF 72T TIEFH T & v, — T, D
(CF) I OBERED TEF EAEFRICEH S L TV 2 25O EREE IS BT AR ENIAHTH 5,
[H]IRCMIZ BT 5 CFORERERLCM & ORI FAEH % AT LIBREREAIZ S %215 %,

(5 &R ROMEE 4612 ©H CF 4 Bl U IEF R I3 60 & Il L 72 Mg o BT eE - #ERE -
BeAERE - TR N — VA TIIAERERZEIL R D2 7205 RCM-CF & IEHCM & 357385 2 L CMOLE
HEDYA BAZIRT L 720 RNA-seq CTld OARBEMERFICHE R BB R 00 A M A > OFEBZAL
LTz, 72, RCM-CFO M s - Khi1% - wEhE & 221k L T\v» 72, Single cell RNA-seq T i
FREOFEEHEAICE 59 5 CFNDFEZE Dsub-population (X [[] 72 T & %2 22 o 72,

[ FE] CFARCM D IR REFE A2 1 B 59 2 W BEME VR IE & 11720 BITERCM-iPSHHAE 2> & CM % {E 1%
L C.CM-CFHEMEHZ S 5 IR TH 5.

XN BB R RO £ A 5 U - Hk I A S A RE
Noonan syndrome D& I ##3% L TV S HEH]

OMM 5. AW BT, RE % B St Gl k. I k-
RS & b e TREA

JiE B 13 8% % /2o DORV {SDN}. subaortic VSD.COA & # i L H #%13 12 Arch repair + Jifi ) JJR 4 36 7
(PAB) % JiifT L 720 G CIEHEIZI (46XX) Th o 7225, BESSE O ¥ 5 Noonan syndrome
EBI L 720 Hms I O IR /2 it K3k 22 (LVOTS) % 728 U FILVOTSE B 2 13 1 5mmHg
TdH o 72HHER I AL L 4 FE IZLVOTSIE B2 1£100mmHg & 72 - 72 (LVp: 196/10mmHg,
AOp: 106/50 (72) mmHg) o UM AEEIXIVSd: 8.8mm (195% of N) , LPWd 6.5mm (133% of N) & B3 T
& o 7275, LVEF: 88% & .UEBEIL T 17 22 5 720 HOCMDJEHEE & L T B blockerlZhNZ ., X
V) 2B L7z (WEIEE + IR 2 % XA LTE TOLVOTS Th 1) \FHEEEEDOMR S & 2 25,
R IMLFE I ZRV~ VSDAFFH D ML TR 72 LTV 72 LVOTSYI S idhigh risk & HIHr L\ AKER 3 MUEHEAT 12
% L2 Dre-PAB% Ffii L 720 BUE D LVOTSIZET L 22H V) | BIEZRLVIZ & 5 AR, OAED
VA7 BIEFITEVIRETH 5o HOCMIZAT LAEIE T EIR 2 §ife & L 72LVOTSYIBR R #EF2 1Y
HRR D BEII I O S 1L 5 05, /NEBITH D IGHEICHERR L T b SROGER oMK %
ez B3 5,
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XN MYBPC38iETE R %% - AL OHHMELREED Ebstein & 51

OH 2V, ¥ HAY. HF B, R EmY. T3 K&EY.
EHORAY. bk g, B WEEY. #riE ek, HwH Ed?,
fiife e pEE Y
RP=y GeP s TN
Ve kR ke AN R

[ ] AR O0HBEILEE (LVNC) X, BIE TR & OBENHE SN Tw b, 5ELVNC,
Ebsteindi. valvular PS, ASD & i2 7 L 72 BIEIZ0 I A ¥ VA& EHC(MYBPC3) Mz fA7H
BAEROI AL AZR RO 1B % EER L -0 THIET 5,

EBI] 750 5 8. JR R W L KRB L fEIR38E0 H « BEARF YR IL IR O 7- o 75 £YJ B T
WIE 7 AL A7) — = ¥ 7 TEbsteinfii & W1 LAGEBIZE L Tz & 2 AR A IZEEDOREES)
T 272072720, Hig6 THEENICUIZHzPE., /o0 FREREDIRT & /82052 O Non-compacted
layer’® H 37 5LVNC & i, IFREIGEIRRSL N 74 3 2 IV ) 2 VI X AIEEEFETHRD
PUOCAEIHBRIEICET L, %4 H THEERE., BUEKDHIBEL L2255 15 2 R ER NS
Bo bdmbe & ki L T\ b,

[*£%%] LVNC & e R DR E O AP0 L S DU S 115 25Ebsteindi & DA BEBNTERE 2 72\
A RILVNCO JE K E(RF D12 Td HMYBPCIE (L 1% 52 Ebsteindii 12 B o TV 2 T EEPEAS
RE S N7z,

EET) critical ASHis i SRR RERE D RN % 4 U7z 11

Ok Hz. JIH %7, W& B &y S8, 7% i @0 E=H
aA EP
REELT SR M R Be /N e Bras

UREBI] 13567 8o AEE 2 & O WUHET % 228% | Zeritical AS, LV-EFE, PDA & i S ILH s 11 AT
FE R )R BN IR T AT (PTAV) % FEfitio DR D B FERYIC3M OPTAV 7 i L T, 377 H D
Ross ~KonnoT+1lf £ TH|E L 72, MiZ14E CASOIEEZE IS L, AELR KM E (EDP) 1E11T
Bl ONIREEL T L7 MHEIFEH L D EBROBIEZHRZ S L) 12% 0 77— TV,
ASOIEEIZ 7\ S DDEDP20 & FA- L T 72 RN LR 58 2 /Rm e 9 4 IR AT RS AR S e 20 o 72
TEFMRITIEZELHNE I B =7 A BIEE G CTd > 72 BUEIZFIRA 2 BB L T 595,
EDPIZMKIREETH 1) OB E G Z BB 2R L T b,

[#55E] critical AS?DRoss-Konnoffi & 12\ o 72 AL L 72 D 5 |2/ % O 40 Pk 3R B 25 ) - 1 T
L 729 B & BB L 720 R O IUEME GCIE IS DNEL S ITHENTH D EBRHDP S OO
FRAEEIE & ORE 2 B> T b,



TCPCH#iR D HEAE DAL UHEA ARG A LD 228 L .
DR L T0 5 RO EHRER

OFH f&—HE", #F K3e". &R AR B2 MY AkH 5
DR E—RRU KB IV HRE ORI MR SRR R
i v
JUM AR E /N JEE P IESRARR, OB SR

[# 5] TCPCHT IS A OAR 4 E 2 L, HIA AR Bh A L0l TN AR t% 0 24E 1] %
BRERLT-OTHET 2,

DEBI 1] 185 2ot AR HLLE A MO BEE LR L9 B RRIZT /5 1A% GlennFAl7 ., 4% 15 (12
TCPC % 1T L 720 TCPCHl 527> 5 15 4 IO BEREDMIX T LRVEF 40%F2FE & 72 1) | 8iktH 2 5.0 A4
EABEHED R L7z, RO THNR BN L 220 135 B OB 8% Jarvik2000 %
B 72 VADEE R b BIMET R OAED - OEMBIO ABREEZEST L2 L &k ol 17THE
VAT REDNR T 350 AS L BE VB L KEIR TP IE AT (Park’s stitch) % fifT L 720

UEGI2) 127 ok A E R LS BEPE 23F L7 7 A B2 5 T PEGlenn FAITL 2811 7 H IR IZ
TCPC % 1T L 720 24407 5 RVEF 35%FE B O UFERBIK T 25 o TR R IC SR L, LI
M FRRICHVAD Z 275 L7z b & b & REJIRFFHGE T T o 72A8 M fRiR 4 ICHE L.
VERICIZEEOBFRIC L 2082 % 2 Lo 12 ICEARE2 W2 KBRS L ORZER
BRI & FiAT L 72,
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—fiz;EE 1 (O-1~0-4)

CEH AE (D H/NEREEERRS 2 7 — TEERGRD

U SERC N SR N D
Ralt - FTER

—fi%ERE 2 (O-5~0-7)

CER BT G ERERRAERREE 25— ANEOERD

AER - CRT

—fi%ERE 3 (0-8~0-13)

IR A bEE R bE NEE)

B & (ENZEREGWTE 2 & — NEIEREGE)

B &EE(CE S IO EE

—fi%ERE 4 (O-14~0-17)

PEH FHI (MEINELC S EEY Y — TEERENED

T g %<@jﬁﬁ&kl4r&&$“$cﬁ%/y—>
RCM « BihAFE

—fi%ERE 5 (O-18~0-21)

DNl (ENZRCEERFZE £ 2 5 — JEBRERL

W BFE (ARrhdmEk AR
IDEAR « ZDfth
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HERTAAT ) ==Y FTHRRSNBEHIBRITAPAETH - 1
FLIRBLR > iR D —P

OBH &HhhY, Bk HEEY, 1O #EY, 85 kY. rhrvoy R
dBi BV, PH O f&—EY. kE Y. HAR UL R R,
A sy, b am?. kE E—Y
DI KSR B I T g b B S8 R R 2R 40 B
VEERK R B RIS /N R

B ] FURRLR & AR IR T R FA R TR L OAERS L VA EHIZHET L
WCTHEELERTH 5o RIFTIZ20074F ICERM LD EA SN FRUEIPFEI N
B D3 RIRDHEAT L T2 6 TIRIBERN R IIIREN TH ) RIZ M EENADVEETH 5,
[FEB] B H #2702 R, R ~JFHER~ A A7 1) — = 7 (NBS) CThltk L 2 V%2 72,
AST 74 IU/L. ALT 45 TU/L. CK 540 TU/L. BNP 42 pg/mL & [ 5% 28 U IR E (IVSd=4.0mm)
B L OV T (LVEF=57%) % 888720 a -7 V3 Y ¥ — V5T (GAA) ZZR L 0 FLIRHIHR >~
i &SI, Hlns8 & 0 BERMITCHE & BAG L 72 1R BAZARNIZ I, L IEE (IVSd=4.8mm) B & O
DIPUGRRT (LVEF=48%) 12 & & [ZHHE L T\ 725, (GBI AHZ AR 21223 LBNP b IEH 1L,
MR FINFEELT BO R B ZM > TW5,

[(F L] RIFTHO TNBSTHRINZILEHRAR L ~JFHTH ), 5% S 5 % ANBSOILKA
Hfrrsins,

BN RO D 7= HAEERICFET Uiz IRXBETERD 15

Ofztr HE—BB. = . 8 K&, L G, IIHE e, e &
P AL MH TR A ET
oI R AR R HEHERE A, (JCHO) JUNR B /N7t

B IRX4BIRFIIIE /8 Y — VIR LD #EARF T IRX4ARIE~ 7 A T E D FSRE D
WMESNTVRED, B MIBWTIIHEEPIAH TS 5. IRX4EBIRFEAR YA LK GHE %
FEHE L 72100 2 AR BR L 720

FE B BEARIX 2458 00 7 o AT AR23 8 2 iR JEAKIE & B2 I & 2V 720 ARUR26:0 |2 FE FE MG IR S e . =
OSFRIHHE W DR RERE B X OV SRR (31%) 2 7R L 720 F 78IRS A TR L % 7R 726
R ASHERT RIS s £ 0 FERG3 1A, U AERE2112g THIAR L 720 AR i, EEORAME:
TV R—=YRAEREXBRETONM D o B L ORI E % 5786 72 FEMBE L & P i 4 U
FE BRI R (30%), BEEMIE T B L =R, LDEEREE 2072, AL, 7 F
— VA S AR T A 10K A IR L 720 Bfa I IC £ ) IRX4E (T 0 1236 AL
E27V—Av 7 MEREPKB SN,

Hiam B MIBWTIHIRX4E AT AR L) IR 2 0FIE % 38ES 2 WRESED D 5 6



BN ANK2 87710 B %2R0 - IR DR O — i
OIS K. A% HE—HB. PR M. L BR8P0 IR, N
H IS S8 HE HEHESEE B (JCHO) JUM sl /N VLR

ANK2BAR L OO A A+ ¥ F v 2 VBRI O R LIS EE e x# 2 R T7 %) »
EM% 32— N7 5. B0 AEMG298 THEAE =577 8% (TR) % 8 1EG 38 (A H3414g T HI A,
LA %138ml /53 IUE 54/30 mmHg. FEEEL 45001/45 Sp0O2 92%. CTR 65%. «»-T I — KR4 T
e B IETR AR 138%N, R #35% ., HIETR (PG 49mmHg) & 2o

B 2R AR & 2 RaRs O A B o BHEBR ORENLIC X V) TRIZESR L 72— 4IRSt (MR) A3 &R
WL FROHEEILEED HLD X ) 1274 o 720 ERIRRIE170%. /R E30%.
BNP 1,042 pg/ml T - 720 J2 i fRG-bandingl346XY . LR MEAH BH X 7)) — = v FIEH.
FIRSE - DaF v - BHEREICI DB L2000, LIk - MROBESRMFE DR L.
Hes 12 < NBHE BETT AR & T LB e # 42 I SSRENRRR AL Wi o 72 0 ARt % 520 L
ANK2FE(RFDANT OEER I A& 0 AEER LW ANK2IERT34F % 48 ) I R Z8E O A iE 1 &
BER 72 < SR OREBIZER L 720,

=HE - BRRKIEBEOEMEI RS N
17 B -Hydroxysteroid dehydrogenase type 10 3 F 2> FU 7.IDAFRED
G R & R R

OFfe M. M 5o, e FEF sk RIRIE sk i, NE G,
WH 2R, Pk ek, M 0. A fisk, HI1 B
TR HEE R RS /N

17 B -Hydroxysteroid dehydrogenase type 10 disease (HSD104#%) (XHSD17B10:& 525124 ) Hii 7z
XEFAEAHRERETH 5o BRGIEI P a2 B 7 &L TH ) #EFTHEE IR < )
TITHAEBERD b OEE 2 EILRIEDS X OCHEATTEO ERILOHE 2 v, AR Br H TRTE L,
CNFETIAERZIEHRIIMEL L T,

Ak 4 13 H #5158 5E O HSD10%7 (hemizygous ¢.650G>A missense variant) %3 /& 2 #E5& L 72 MK
BT T HER LRI ZIEF L L 7225, HimelZ B O ALRIAE & /L IR % 328 720 willgh -
AR (T AV F —D60-70% % IR A SEPO ICEHE L 72 24, FLERMEIZIZIZIER
LAV & HERE L &% Dhigh echoicZz D IEE I —REAYIZEE L7z L L. EfR6 7 AR
A2 7NV ARG % R B IREOWE 2 S0 T L 720 B A RIMER TILIAHE 2 L
ML DZ2NBANE B L UEW R 7)) a— 7 > OFE R 2 BT R 2o 0T a - & o
B 2 R L7z, BFEORRMEDL &0 HET 5,
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F&IRER / B RH O BB E I A 72 TS RER 2 & fE - 7-
BRIV — 7 2 DRE]

OF% MZE. =% FZ. miy . B2 AFEA &l R AaH B—AL.
RO N C 2N
KRBT v 7 — NEEER R

[#5] FiSS-AVUARFERMARIZEE 71 v 7 (AVB) 2689 5 2 EBSHI STV 525, {AHERE
ANEEHE) L LD L FHAETIZ OV TIE—ED RFIL % v,

[GEB) EAR25 L EEE AR L ARIR D 72 04845 HR100bpm. AVBIZ 72 < | O A RHE BT &
DFEREE AR T 2 5RO 72, IRIRHETTH D IR L& & LC. BMERA 7 a4 N5 % B, Tk
37T EN YR & L7z itk BAEHE TH ) HR120bpm, OFREEIE B4 Wedh . SETiE
A% RO 72D B AR L BRI Cd o 720 JSEHNH] H W12 day0lZIVIGHE G-, day7 2 H A7 H A F&
2EB ARG 4V T a7 L — VR BT ERES I LBNPIR T 2072720, 1
AL = VAR & ATV aB B

[£22] SEEAVBNOEATFH O GRS A 784 FHE52179) 2 &b 5. HEE,
TSR EDHEAT L R—ARA =D —=DBRE L o725 H 1) EHE IR - 72, AP
SS-APURRG PE A DL 980 O FERNL GBI IOV TERZ B ) 72\,

DEBABIRZAEMLI I R TPHEEZELT
Adams-Oliver SEI&EE D —4F

OmE #r. HE WA FHR ML, B ¢ Al F7
AR N B R

LB - BEOMSIILE %6 3 5 PRt 070 A 78 B2 UM & 72 D #tk.
DATFBI R O LB TIE T O F I~ BEinfl 2 520 2 DM EFRERT Rd 2 2 o 720 RARIRE
EARB X OEIRR TRICT I 4570 VRO LEHI (VT) 295 VTSR AT MER T
AT 3 I B REEF O T B L OVOEX EOSTEILZ D2 L2 5, O ERIICHE) VI Z
FEv, = ba s ) &) v ORI G- 21T o 72 WEIIREE TREIROILRERF LR T, Fiiic
TEBIIRFL A B2 L 723 BB AT R e b o 7o AT RO AR A AT L, BEEGR LD I ha v
KU T oA D, T2, AR VERORIEEEZA L, BEFEIREEZITo-E 25,
NOTCHIE(L T\ ZHHZE % 5.8 . Adams OliverSiE i & 21 L 720 NOTCHI1 > 7" WARZER I 1L
IV R TOMELESHEOFTICES L TWAIENFEENTBY LHI IV R T
B OMEYERT b,



FLRMIFEREO LM 7 T v & 2 B L 2 BAEL AN 5 CRT %
BRI BB T & 7R

O=ib dr", W ~PE", H0 #H, ik Y. ke EE
A AV, R Y, BE
| AR AR ZE £ > 7 — VN IR IEER SRR
NS R

[Hs] 2RI A 7 v v 7 (LBBB) % &2 LU EIER M (dyssynchrony) 12K 9 2 Bl LA 2%
FEIE L 72REBN 0 Ly LR EIED (CRT) 23E %09 2 #5205 S5 95, CRTOH IEASITHRIC
% o TR B 13 7 v

GEBI] A3 TOA 4 % 5508 Ly A4 ~5TCRT-PE 8 % 47 5 720 Bl FEBI1ILE 18 4> & 34E 412
fZ) — FOWEASHB L. FEFIRIZEE D S 7HERISHZEY — FORMEAHH L7225 W#E & b
(O FEIX _FIZLBBBAEAT A CRT 72 L OIREE T & OIUHE 12 B 1Y 72 dyssynchrony 3 52 37 /o
ERFEIIAE/N L 72IREE 2 MR L BRI 60% IR 72T 7z SERI1IEY — FOFEEZR LT
3MELLEEALZ KRB L T b,

[%£%2] CRTIZ &£ V) dyssynchrony%SCZ 3 L reverse remodeling 735 5 1172 FLYE I 38 4E O LBBBH! 0
DAL CRTZ BEL T 2 2 W R D 5 0

) sLE#IC DCM %384 L 7= Hurler fE iR

OFH #h—. 85 2, NS 08, EZE RH. M B’RE. E B\
b B ER A EIRREE R > 7 — /N OEE

2 BHEER (HunterhiEMERE) 135D T A4 V=227 ) a3 7)) B 3R L., #4710
PRS2 272 THRETH 5o TOEREE ., AFMFSEER ., SRR, WBRE R &S 2 606 %0
EHED L Ol & BER M TORIEE, STV L5 - 45 - SRR 25581
FREFEEZEZ HINLTWA,

HurlerfiE B HE O LR IME 528 CLEIFPIEE . AR DIEZR E25H 0 . T ORROLAEZ FE L
WL LD ICEALT B E SO T WS, HurletdEEFHE TOLHIEIXZ DT & A EHHCM T,
DCM D ILIEF 12D 7\,

Al F 4 1ZFLUEINICDCM % 529 7o Hurler iEMEAE & #E5R L 720 AEG] TR OAEUEERZIT, #D
TR E 2R A R & SRR A I S HEE & BE . B TREE. R u v R AR RS
HEMAEE L VBMNICE 7 BREMTEE 2TV, ZORISEMFHBMEZ T WEREICED,
INFETOLRE ST X THET 5,

41



42

N DEZAR5E % [ U 7 i RIS RE 0D 1 4

OfiilE Wi, i Hif. MR %, Ul FHCF. B Bfh S0 R,
INEF
7 B R 2 > 8 — (R

EBI] 12 R PRE R B FRE 2S8R R L, o8 COE IR & HIIT S L7z, AEDIZ/ G E MBI VE &
HFIWr 2[R O E T O L, Bt v & — 128k S N7z, DB TV2-VAOR ST T L b T —
THEROOER . AWM CHBMERET SMEEZ RO ABRBOE=ZFHIZE, AV —LEX
TERFZROTBOT FREEBII—E L TLEL T, 10 HISEEIIRER (BE2L).
B AR 2 AT o 720 IR B T ERER 02 & AL AT i B O ML 2 520 | if B sk
U L BT L 7o BFIRERIS 2 E 12 43R C25 H £ TIZEEIL L TB Y | #fn T, FhifRd
WHBEDLS T URRZWIIRIEETD S

[Z22] 1Bk, Bl 2 GRS HE 22 BREE CTIIE L 7272 O 12 220K % [l L 15720 VFZSIEFREE A
LTIV WA R EIREICE S 2 ks & & b ITEFEEE 2 IS 3 5,

m Erythrokeratodermia cardiomyopathy syndrome ® 1

Oty &K, Wl FE, £ —K, mAE F— BH 7. Wil &,
ANEOE & R M B1oE. B
MZNE &b B v 8 — TR

[#5 5] Erythrokeratodermia cardiomyopathy syndrome (EKC) [ZMiigfi 2 #4635 A2 EHE TH 5 T A
ETST7F 2T = FLTWVEDSPRIZTDERIZE > THISRI ENIMEERETH Do TA
BT T F ALEIIRR B L TB Y EKC TR % 1 5 2Bt o@ A s & S5 K
OBl NBINZIRBLOHIEZ BIET A 2 £ HE SN TV 5, S ENEREF ICEKCE
Bev EIRFERIA S CHEERZ N E - 7Z2EKCO 1B 2 it 3 % 6

i ] 0 1 5% 58 e AR JE W 2 S WAL 2 18 ) & B o AR % 528 . 107 R I HLER A
UHIE & BT SN2 720 BB T 7 4+ 0 — SN T 7z, B TELE O RO &L .OIGHERED
T A2RRD2720 URHIABE L7z 73T 3 235 L BTS2 8 A L 721 OO UGS &
RO T272 AFBE24H TREE L 720 ik OFT R G EKCANEE 72720 L7 ) — MM % JEd T L 720
DSPHEAZ T \ZBEHIDde novod I At v AZEH % FBe 12720 . EKC L BT L 726



EEEN SRiBRLL AR % 5212 L 72 Emery-Dreifuss BIfi X b a7 4 — 0
—l

Omilig = & M, %8 —B' W BB R T
M Y. I RIRY, RN EYOM R, BiE @R E |,
o FEY
MZNEA Z & Rt v & — VIEBREE R
i (R Y R A R

[ 5] Emery-Dreifuss®lfif; 2 A + @ 7 4 — (Emery-Dreifuss muscular dystrophy; EDMD) . 5711 T .
RIEHfE B L VDA BHEZ S L T AW ERTH 5o BEHEEIIRELFBTH ) LA IHE
L COIFEHEAERRL O EDRTFRICHEST L & SN b 40, B ILRELOHE O 5
M HZINIZE > 7-EDMD & fEER L 7270353 4

GiE 1] 8% 2c e o AR SRR EE CRIEIE 70 Lo BEbik, MRI:, (FREASH I LATE 2 5252 L. (OisofE &
AT E AMEOLEEBERK T 2 580720 ABEH H OLF A CTIARMEILIZEREE T v /2R
R & RO S O 3 E b Tz R & KtlT 2 b OARRE DS 37 4 B I HRbE & 72 o 72,
ZEt b B\ WE B E O I T L CK 500-1000 U/L & B CKIMAE DS L TWiz 2 & 2 551
MRI. BEEGHEMRZIT > 20 REFT RIS SN LD o720 LA LEBINITIT - 72 #& {5 THET
LMNAZ FE )RS S LEDMD2 & 3511 L 720 (LRERB X AR 4 (MRS & 1) L BUE, (DR AR
Thbo

BRERIVE VIRERBICEVWESRHBREI AL
Noonan fEEE & IE R ELOSEE

Om=  HEY. il Y. BHE H522Y. &M &%, BH Fen'.
FH WRY, G B
VIR T & D AER G £ v ¥ — NEIEB SRR
DALIRE R R AN AR

Noonan i fE#E (NS) TIZAERELLHIE (HCM) & B2 H S M % 25 IR E R 120§ 5 iR RV € &~
ik (GH) CTIHOHIEMEO WM L B A SN TWw b, 4 A, GHEIR1 2> B TRGRIZAE T
BEFZ2 (LVOTO) 25HEAT L 72 18] & AR BR L 720 FEBNZ 8 22 B o AR UHE S 2 Z2FR ICHCM & 32 1T
HE2EPT L & ) NS % %8V PTPN1lexon12% 5 THEEZ I L 720 FLIEI OLVOTOIL it #3.6m/s T
BRI XD SRZA LRI L 720 4k e, TR B R O R H X 1. 7m/s T Ui 7 — 7 VAR
TOEZNIZEBEIX R D> 720 iR IL65% T2.5m/s. 7% C3m/s. 8% (GHRT) T3.7m/s & F&iF 12
HEuE L B OEMrEE 2 B L 7o, SIRFGHIEE & A L 72 10 H 2B IR Fir o 2 A2 U 72, ik
om/s|ZH R LoDl 77 7 — 7 VRS C4SmmHg D B & iR 720 XU V) v A sl BRI
EHLIRBAZE D 9 2 GHIZH IR L 720 HCMICGHBAIARRIZEE 2 7 + O — 2 ETH b,
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EEE MR 51 3 2 AR L EERE (CTRCD) BRI RO 7200
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g —FY. R U e Y. W OAETY. ML HE—
Al GEE. e FEY. HE !
T-HERZ &b b VIEER AR AVRR, Y i - B AL

[P AH SR ERESEICL DG &R ENALCTRCDIZEE L FEBHERTTH D .
Z ORIFERAIIMA - ESAE ., IERGHHEM BN HETH 5o AT A R4 > Tl
LVEF& A I+ L 1 il (GLS:Global Longitudinal Strain) % £ L 725l S T 5,
[51:] 20214 BN TR A Ok > — b 2B L, MR - BEERHE S BB 15 % FE A4,
ARG & $H2Y R AR ASLVEF & LV GLS % 51l & — MR & R o R 22 O LBk o
AT A5 AT 08 Lz,

[ERIWH~6HIZT7 > M T4 7)) ViREREE 12 NIZEH 6 DA % JE1T L 72, EF, GLSIE(Z
1B GLSD A A2E) TR OIEERZF IR ZZ 2 iR LB St 2 LR L 72,

(B MR RERE EE b SO CTHRINCE R L MRS DL YV AT AL LTHTED
B L 72 EZ T,

|0-14 RSN - C e X R YN IV i HOR ]

Okl KRAERE. B FERd. g B aH BB KB R EK R
Kl (e, Bl JRse, BH O K
AR S /NERESR G - B SE R LR e > 8 —

ANEINCAHZICRE L2 0HEELY 23 2WBIXENTH Do FEFNLSHET . 24E AT FIE A
HUAEIEIRD S V) 275 BEEO =550 BRI K & 728720 BNPIZ615pg/ml, CTR 53%. L[
TIEA7oarEn L, =R GRICHO P RIPBRF L% L A ORICLETE R L, CMRTIX
LVEF 58%. RVEF46%. =257t Z81357%, Ui 7 7 — 7 )V 44 T IZRVDEP %8 18mmHg & b7
L TW72A%, PCWIZ7TmmHg T ) A RIZRE L 72 IR E RO O RERE E %2 SR 72, A0
BB O A TR S5RRELSY . SSEMBRIR EIERR D 72 22 o 7228, BVE OF A LA D 1) L O
FEDAFAEDFED T2 0 HAAEIR & TROMEHE AL~ — 771 — OFE A 2580 Wik L~
T ZRPIEM 72 & DOEBEN AN EWRET L7255, FRBOMESHICES T, HEGTEHIEIC
LT he I IEEICE L CTERE Vv,
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I RFERE L >~ 7 — Kb /NERE

[HE B 7R TRE B 1278 55 Ve o

[F77] OEMER BUREE - INFEOEN S v 7 —F — A28 LT B ABERFTA 5 38 A
FEL RN HFEANERIEY ¥ DV T YR E AR KRIBIZRIEA D 7 02 o 720 Al S8R
Wi CUOEKEE 25 S kbt L7z Bt 3N S BEEEE - IR L2 v

(B RAT B O3 %560/53 25, IM1-98/58mmHg. BEES b\ BANL B 75 56 50 I 0 YRLIDURE B 28 5
(Levinel ) % 388 % 73, BN CIL B % 720 7% Vo BT LARIZCTRS1% T H 2 OB EZEH &
CTHEBEZ RO, LEXTIXERAMIT R B2 LT a— TIEFHREBEILA (FI50mm) &
AN R GE R R CEOBRBEIERED KT . £ZEOBFEALE EHT R 22 & % 2O TRPG
60mmHgTdH - 72,

(R ] DL X0 B R AL O IE(RCM) & 82 L 70k I N, AT/ 57 b~ ACEIE
EEIB L8 A, 17 HRRIZIETRPG #540mmHg & fili & ML (3B 8 L T\ 7o Ol HE % Ride L
OB 7 — T OviRAS EIREBIIRE R & OB O AERZ T W B HHRICT B =7 AR
DIEMRIZ ESETETH 5o FREHK 5 1LCEEE L 72,

EFEIHERERDZ LW S TEM L 2 72RCMIZDO W T UHIEZE R 2 M MET 5,

EED sl cEel U 7808 2 2 9 2 DS LEE 0 P

%
Ofiphe] %2, HH B, Wi Bk, I FRE, Bl B 52 80
PR ETRR NE O RRME RRT R
B IR BESAES N DR

[ 5] # AL A AE (RCM) IZFEBL L 72 IMATEYRE & 2 9 4 O (LB £ (LVNC) 1 XIFH 12 C
HYIEFELRTFHRETHSHEEE TS 2,

Dok & 73] 2MBe Clfa T-ids % fifT L 72LVNC31661 % xf R & L 720 (D ZEO LRI 2R & I
IEH CHEI R IBRA S % B4 2 RCMIZHEDL L 72 IMATEIREDFER] (RCM type LVNC) % 3l L i
EBIZFIE SR AT L 72,

[#55] RCM type LVNCIERBNE 1061 (3.1%) (4851, L6H)) Td > 720 B WO h Il i 6% (1%
12i%) TH ) DAEAEIRS B (80%) « AFENR 361 (30%) « ZEARIE 161 (10%) Z 7O 720 BEInFARD
PNERIZ . TNNI3 560, TNNT2 145, DES 16].MYH7 161 CT& - 720 BIEEI R i 2 0IE 1 XY b %
661 (60%) (2728 . TNNI3E L AR % F80 72 &ER TR (R dufl 42 H) 1.0 ImE A X %
DTz,

[ 55 ] TNNI3s#E (o 28 5 % 526 A RCM type LVNCIEGZ FEIED & DHEFTHIEF IZF L . FHRAR
Th b,
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RHARL /NG ER Y v 7 — TRl

[iZ U] /NBIC BT 2 RS PERGBY IR 14 M =5 T AE (TPAH) O LAy F 142 1% Bl I8 s 12
L 0EE L T2 D IEERBHSEGNC 317 5 fHIIEER OB MIEILH S 22 TlE v,

[ 6] 1256 58 Jo 24F BT & O SHIE 97 Mk % 5RO Tua7z %, RIE ST, SRR T 1)
FEU L 2D BBk ST, MG M. G OAREE R0, SHEMAEOR RIPAHE ZIT L 72,
LS 7 — 7 WA T I B IRE69mmHg, Jili M 3KH139.4U - m* CTdH o 720 WAL Z. i s ME
FEAE 2 & B IARE IR 2342 L\ veno-arterial extracorporeal membrane oxygenation (VA-ECMO)
BAEAT - 720 MR EAT I T ldplexiform lesioniZ . MM ILREAD L b AR TH - 72,
WEIZH O ORFEILEE b AL L 72 72 ®veno-arterial-venous-ECMO D ZE 5 & % 17 1190 B H
VERUT 2 4T o 72 28R IRITEAL L ABE39OH BICH REMWIZ & 0 xRS 7z,

[(£%2] IPAHOTEERFE R AR 217> CHUEEIIREETH . L BN W LiGERLG
T HUEDD B

BNPODLIT 7 ERIZH DD ST,
ZHZOH b OAR=VIOERZR LA 275 XL RD 1

ORI kv Bl HE
(PN S AN Y o

FEBIZ155E 5 8 F88 L C3H RISV IR O 720 E 2 %35 L7z, LBEXTSTER & haR=
[EEZEO, L EOBW CHRMB SN FERZ VT 28747pg/ml & # il 12 Ik L TBNP
21.6pg/ml & BRE BRI E & F 0 LA b BRI T 7z, Bads o Fibe, OB B DTRR0
biboodryr~ru7y) v FlRFIZ ETIEL. HELZ RS IR L7, 2l L 72
PROXRTIMEN S~ A 37T X LEEOH % LB L. 5E3D A RIIEOEROSTEL D
ZIZIEFICEE Lze PaAR= V10 EFAHZEITHBNPRLIUHEASIE T Th S EGNLE S 1.
Z AT LA O SIE DS O w2 2L S &, b a AR = IS MU S A HE RIS
LLWREMENZE Z 5N TWhH, PRV IEEIZST L O GEOHEOFRICEEL w2 &8
WESINTBY KEFADS ZNEEMLFT LB THo72EEZ LN,
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TR ZeEE7uv 7 (CAVB) # FEIRE T2 0HKIE—RHR—2 7 TUET 2560
25\ CAVBH BIEST B354 0 3 5o CAVBHIEBLE L 720G D36 % #8726
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JEBIL @ 157% COVID-19B8 8 il o LINHEAL T & CAVBD 7200 inbt & 7 5 72, ECIZ L A & &
B ATV 203 L 72 2SCAVBASBIE L 72, AflE IZERFEfR, O =ZME = & 6F LCRT-D%
HiEL7,

FEGI2 2% ECMOIZ & 2 2 B E 2 ATV WIUE LSS L 720SCAVBASELE LEARN—A X —7 —%
HiE L7,

JEBI3 - 155% OFHEB0E DCAVB THIE, ISPEFAHHMEH L. ZD% 7L ¥ — VEMH L7z, —KF
W LB IRAICEERE 70y 7 OMLTH ) 28 E L TR—A A= — 2R L TWwb,
#5858 | CAVBEY FIERE T ALK TH . HANR—ARXA =T =B L L D608 5o (1ERD
7 A VR L [FAEESARS-CoV-2 b FIHRERDEEL R L 9 5,

BRI mE7uy 7 »REOHL TS - 7D ARG OB S

OARM BE, PHE Fi—. R HEf, NHE A, BB BRI &S EiE,
R ZH NS
bW H/NBIREERE G Y ¥ — JEEREGR

T HILUDA 2213 & B EIRD AR OEHERFI 2> 6 | 0oR ¥ 7 HER R RE EE  SFER AR 12

ELEER T CHIRRIZIZH TH D, EE 7T v 7 (AVB) DIRREDHLTH o 720 RAEBINIZ
DWTHET %o
[R5 - ] 20054E1 H 22 52021456 H & T2 UBE~ARE L 72 2 O RIEBI D 9 &, EZNGERED
PR72 1 (LVEF=50%) \AVB % 2 L 7276 D FERAE I DWW TR A HEBIICRRET L 72,
[ SR] 55 ool 2o JEstlo SERERFAEND & 9 (4-14) o WISSIEIR © FEESHIL BT - MRS, o3 pl,
AP OE - 524 AVB 6/, = FEAVB 1/, LVEF : 66.8(52.8-72.0)%. BNP : 657(283-1010) pg/mL.
TnT : 1.32(0.88-1.91)ng/mL, {G7% : ECMO 41, —Fp_— 2 > 726, A7 0 A K790 246, IVIG
SEl.A v Ta T L —vell, ABefefith @ A7a A F29V ARG 4R M INIC 11 B ERE L
72 ) 2B TAVBIEZLLE . LEZIUHERE b &6 TRz 720 B GERX - IE &A%, CRBBB
26, LVEF : 72.1(63.2-77.8) %o
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