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Omig 158, B 3%, A% B, RE AN, &5 &8 B @0, NE A%, 88 B5F, (08 82, A —
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HKEBGHE, LA BRAFERZTNERR 7/ LEEE VX —, 4 JCHOR KR AR CH /N —
Y2 — NRIERERR)

F—TJ—FR I TYILT 7 UMERE. ELENRE. AL -T2V

(S]] <IL7 7 ViEEEE (MS) |SFBNTH#EERKICHR T 2 BECHERBRTH %, SSEEE
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%, LhL. RIRBEDODATEMBELF/-LAELASH g — M) —REXHERS -T2V

(SR-NGS) TFBN1/N) 7> hHRERINABVEFIBHEE SN 5, REZEDSR-NGS (H
9 IDNARZERR) TR/ 7> MHORESR SN h o T 2fERNC S L TGEINERT/N) 7>
FERETI-DTHRET 2,

UEBI1] 5SHhBEIR, HERDSMSEOEEHIE. BIEAREAL. FRALEE2 LT
I NI REELR L. FTERMSE ORI B EGENREZ 1T, SR-NGSTHRHA/N
7 hImHEInAED oD FBNTDERRHR I —BEEHL R HONT-c MLPAETI VY
246-50IChT=2REDHBBL. T2 H—ETA > O Dbreakpointbh BEER I N7z,
[GEFI2] 201KB 1%, 108 TAARESLIRICK L TDavidF . 20X TK B &R EM . @
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MRNAS =4 Y ATRTSA D VT BBIFRERESNAD o 7ch . FBNTDORNAE D iR
LTWeo 27/ LS —T 2V AB L UVEBFEHESFMIERNAY — 7 Y R Z 1T 28 2A0 1>
FOY3IBHRDNU T MIEKDFRAELY FI OV DR EINTW = EHAHBEL 7=,
[(Z8R] B—BTCFEREOEGCFENREDZ IISRNGSHBELSNTED, TV V&
U1 > hOVIEREPDOAZHFEEINZ =D, RfloL S>> bcOYAND 7> RO
E—#EEZBRET I CETIT AV, YILT 7 UERBEIEgenotype-phenotype
correlationMRESNTEO NV TV M EEET 3 CIEFETFAICERTH S, £7-5H
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Ome @), g £5", IWE, SR &x%F, tHAR, ®g w2, xE &', 2 218, K
BF2 KE W A2 (1RGSR NREERSEHN, 2 MRSk Eﬁ%ﬁﬁnahﬂ)
F—TO—FR IRINT7UEEE. 7OIOFTUIVIRBHRERE. KBRILE

(B2 BMN] TIL7 7 VIEREMFS)E LV ERERERIS. KEROETHILRZ FH

L. BBEERRAED ) XIBEWV. 7 oI T2 VIZAREETER(ARB)D A B ARILRINEI1E
BHAEEFEINFHHARDITHOND L SICHEofh . NBICHT2EWHEOHRSIZTZ A
W [AAE] 2004FE1BH520245%1 B £ TICURARZEZRED H 3 /NEMFSEEREE 33
Z2D556. BWVWGZETARIRKFAWBDOMFS8H]. LDS26IH K. #F@BHICARBZHARL. K
FREIRICEERE O T O—REDERE SN TLBMFS74. LDS41@J%§1‘2%2: L7z ABARBELEA
Tl&. ValsalvaldiZdz-score% 52 L. ARBRIRFIZDMERLTL 2 EZAENICHETL
Too  [(#ER] MFSIFERETGhentE %% ULV TEZBZTL\. ngﬁ:?ifﬁ tat41@rcﬁiﬁm 24|
FBNTICHRHINY 7> b OB 5N Tz LDSIZTGFBR1 £ 721320 EETEM LTz REE%
BLISHIOD S B20IF BT FEREZITHI . systemic score7£L,(J:'C-J’\li‘ﬁL,to RNARAR
8106 DG ERRIX12.446. 1 FR(PRIE14.5/). FIZ2REER 3T 158.445.95%(F HRMES.2
k). z-scoreldF150.78+1.1(FFR(E0.95)Td o 7=o ANARBHIIAT 1GERIDFIIERGIX15.5+4.8
RR(PRME17.0/%). VI2REERIETH5.5+4. 9% (P REL.2/)Td o f-o ARBRARFIAREDE
R IEF11.5+4.65%(FR(E13.7/). z-scorelEFg4.4+1 4(FREL.2)TH >0 2FIIZHAR
FRRICMEROILAZIERD. 55 16IEHRFEED 54.4FRIC LITERMN Z BT I NI
B TIFILAKMERIIFRO BN 0T [ERCIER] ARRICILAERZ RO 1251452
B LS FERR TH D, z-scoreb5 U L TRRREIREIN S BEICHEAL TWLWh, %<
DEERITIZABRZR ICValsalvalB R DILAHDINHEI TN T W co RIEDSHERE P z-scoretB N
ZEZEL. LLBIEERETH ) XIDNSWVEFTIE. RIROZBAICK Dvalsalvaigih Kz #]
HTEBAREMDN TR INT,
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(FC&®IZ] TurnerfE&Ef &, KREIBRMEAAEX A/ OB BAEREE (HLHS)E W\ > e IO FRER
ENEBEOEHIZVWI EHHSENT WS, TurnerfEZEE D S5, 1 V7BIILERDFEK
RETHEEY A IR CERL TERIEMTHD., FENLARTEEZRDOLBV LD H
%o S HLHS. 7 # > & ViR TEERZ #1245, X/46, XYEY A U B TurnerfEIZE &
LR LR ET S,

UEAI] 1048, BRIRIT O— THLHSAEE . 7ERR38IAIC2569g THAE L=, HiER1IC
I FEIARAIEAT. £B2HBIC/ — T RFEMEBTY ¥ > MFE. £R7HBICILVF
fiiEmiTEN. EMBROPBEICHLRATY FEEER T, 2R3NB TONEERI T 4+ V&
CFEMICEELT. DR, IREHNSEARRIDETZERD. 10RFFICIFAEEF19.7 kg
(-2.0SD)ICXF L. BE119.6 cm (-3.1SD)LBEEEMNEE L R o T AOKEIFRIN. BE
AERISBETCRRILBIILZELTED. RERELRHFRICHSADBERECREARR
BOAEMENEZ SN, BEDOAH L Lice BFFIRTERERIBOARKIZEOHTNMEIRITL
MRIFS S fohd. REBEFBRETIX. GHRZETEL6, XY [25] /45, X [5] THHD. 45, X/46, XY
MREEEY 1 7B TurnerfiE&REE L 2B L 7=,

[(ZR] Y41 VB TunerfERZEISARTENEM A e h 5. BEIAURFICE ZEHED
RiNEZBEICERIINE DBV, YREEZE T 3T B TurneriERE TlX. §iE
JRZE T BgonadoblastomaRiED ) R VD H B 7= K TITFHAMIRTEH A R S
nNTHEH, RPEZHMHDEETH %, NEGISBRIEHLLE LRERELFBFICHEHS
9. BEERIBEELR D STurneriEREEDERTICE o foo BHARMEOERBEDMEREET
IEHREARZ LIFLIEERO D, REFAID L S ICARTEHBEMTOREBEAEEZE T B4
H31-DFENNETH S,
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HARY 72 B pRE ;Bﬁ?%%ﬁitii\m\. (B8] HROKSOERKRIFEZAEZEL, CHDH KLY
CAKUTE DESEM = 2O T-BEZz eI 9 5. [HE] SR THRESERBECRLERIN.
266l 5 5, u,réﬁb\ba’)liﬁb\ﬁﬁaﬁ‘c%7124%%?(1%%2: L 7c. CHD& #1541 (63%), CAKUTA
#5600 21%), €D S5 BEMESHAF, WVIFNHEHETH8HITH o 7. BHEEDBEFH ATRE
Ho7=17%1 (CHDDH8%, CAKUTD #4414, CHD/CAKUTEH4HI, LW NnH 72 L4fF) L_ou
T, eGFR Z& AHRICHKRET L 7. “1%m.:¥1ﬁﬂ#fﬁmntato‘r§67b\ H525m2H B (FRIE12R
100 8) THho7=. [FER] 26 (13%) T:2ZfRERICBEHEEE T Z53%, WIFNHCHD/CAKUTE
¥, MR BREIREF (HLHS) Td o - 1{@JLJ%E“E’<+HLHS Fontanfii#& O EERIT, 145D 5
IDAREHEEL, 15D S BEEEETHASN, 17T A o7, eGFR 19.5
mL/min/1.73m2T# o 7=. H 5 16l EIRF R E+HLHS, Norwood+Glennfii& D65 T
eGFRIZETHAIC36.2 mL/min/1.73m2E TIE TR L, ZDBRKEIZH SNT-HSEREHAIC 62.2
mL/min/1.73m? & BEBMEER TR0 . ZOM156/TIZ, CHD/CAKUTM#EMZWJ j:
ENARMEZAAE (COA+ BRI (17/) B LU CoA, DEFFRAIEAE (ASD+EEFFIEET KT
R) ZSOBEEETZERORI o, XT-BiEEE b‘LEJT\‘C%nb\oLHLHSH@J (241) L_
CAKUTOEFIZ R o Tz, [EE] KRESITIE, KSICH T2 BHEEREZEDIEEIIEL #X3D,
REN A BEEEE ST AICIZS SR ZEFHDURETH S. iTx_CHD/CAKUTAT#ﬁ'CGJJj
1%% EfEEZ RO, FFICHLHSTITIBEEEE T U X VDS WATREMED R SN 7. (OEEEED B 1

REICHEZEZ TVWAO ML H D, EFOEBRHNNETH 3.
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B 2E2EEBTUIRZAF R EFAER HFER - NEER)
F—U—F EGEEHOEREODELRE. MEEHRIKE. ENGEGF

[(IFC®IC] MBEREDS & FRTETHHIOMRBEOEIRE (HHT) SHHESTH
%, HHTIZ. REMEEN. REOEMMENR. AROLEFHEZHFHL L. BREEEY
BIGZ I3EETH D, ENGEGFEEICEDEIBZHHTIFN B L S, FielKICENERIRET
FaErLPYdW. [GEF] MEZRemDOEBIR, EiF | EEFRORYIN. RKRE  1RHSHE
CEOEMMENLRZERO. EHRICEEL L. 3SR TEEMKEZZ LBFSp0, 96%
Eotze IVHRIREFHBRCOBEF 7/ —EZ2RH. BEROFICERTENY T, &HI
ZIEDIRL TV BFERNISOEICHR D ZE ENT. REE | KEAHHDHRICEMMEE
D& >71co HIE2HSPO, 83% THEERICEMMEILRZRD Tz MEBL > b4 > TIIFiBIERAR
BEROE I EHMEEERDOT. DILAKDAED o7, DI A—TEXM KRR i T
Rldah o7, ERCTT. AMERRICHBIAR & ERIRHERT T 2 mmADIETT L 7-IRE %
BEZ D, MEEiRE 2 LT, MRS > FJ 571 T v > bRIF38WE o7, AF
B CEEERICENERREZ SR H o 1= CuracaoB#3/4TEB %#5ROHHTZEE > 1= MU, B
BEFIEIAEMICOFAMICET L. ERMIIE#EARTTRB Lz 7 TSpO, 70%E
CRDEEHBEZRIE LT 10 TSpO, 60%E X TETL. HEEFTOEWEEHTELY]
AR L 7o 12 TCOVID-19ICEE LIERAERNER L. MBEEHRZ1T oo ENGE
ZF/NU T > b 1807G>A, (p.Gly603Arg)Z 8 Likely pathogenic T o7z, 13 TREE
ZERRISODAENBEL. ARNEBEZELT:. ZOFFRICBUREEZHICOFAENE(L
L. AB28HBICHEEEI N, [ER] FEMIIREENZ LWLWHENGEEZFD/NIY T b
I&Likely pathogenic T#H D, EEFRBVICHHTIBUZEELIL TWW e FERICEERETHEDME)
BIRBEDEF TH o - f-dRET %,
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oD ER R R IEED—A)

Omig 188, B 3%, A i, kM 8707, 55 835, @ |80, 1E K&, &8 B5F, £5 5=, /)
—¥, BB 8L (B RERKEMERR NERD
*F—7— R IRYR2ZEGFERE. LEHEA. ODEDRKIIELE

[(BR] #EMOARERERILTEATIIEGTFEERNEELTVWEIHEENH D, SE. #
BOEMFEEZEDIR L. FHL D OMEEET 2R LI OBEFMRKIERE (ASD) ERZ#E
BL. BECTERZRETILLOBETS. [EF] £R10DBRISEEBFRZDEN (B
RO IEATRETE A LI KR IER) « BMAFR. AEENMARDSH. BNT52. ER1HBE
ICRSVEA S 7= 22841 E=SBIRZ HAEL . FBEBBITABL, CTR65%. BNP 677pg/mL% R
L. DIZO—TIRFLBEASD. GLREBREMRE. AEIREETZRD. OS>/
A—I)LZzEBA LD, ARKHRSOGDHRIKNMEIRLc-OBEEELT. DELHT—TI
RETIEQpP/Qs 2.6, MPAP 21mmHgTH D, FRHIASDERBED At & L7ch'. FHPICEE
SEIHER L. HALAFR. BNPLR (1533pg/mL) %3 e B 2 AT, RRIFGAEICELD
IDARLIFER L 72D REIRITEEK L AD o7 134 BEFICASDEEM = fETT. MERIC
BN EEERETROIREL. MAERRICAEIC CEERRE ST OR—IAX—H—1E
AAMEBEL, 7OF5 /0. EILHAZ ROHBTEBAREIIEEL L. ODFALFR
RHHRELe 2TV —LY—T Y RBIFICE DRYRZEGFICATOD 1 7 I/ BREKE
B, XXV VI ANF—DEREGF L SNBANBETGFICEENTOZEZREE L=
[F e8] REGUIASDICHS BORBREATEHEMMAERZZE L. E=NREZTHER
Tco RYRZEGFERISERRBAEBIEENLEID 52N, OFECDEEDIBHINT
W3, £Toco BRDONEBBEGFEEREZE T DI VI ANF—ERICEVWTOLHEEZ
ELEBRSELH D FEFAORRBICIIEESHNLRERNEE LM E X SN
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[11-P01-6-07] :{OFREZ &8 L 72 VSDIC I ODREEM Z 1T o 7cTAB2EGFERED?2
ol

Omm R, it #8, BT — B, AR BX, BAEL, ZEpm =), An 55, 25 @7, BiE
2, ER MR2 B #7302 (1. BERIVNEERE Y4 — BRSER, 2BFERINEERE Y & —
DI

F—T—F [ TAB2ZERFEE. OHE. VSD

[B52] TAB2EBLGFIFREE6925.1ICAIEB L, BELFEECHERLIBZTRIZLD, HRE

=, EEHES, BEEFOM, AR OEER OBE, FERZE2Y 3. VEREISZSHELK
DA, VSD, COA7§~ EZBIRICHT-%. DCMREIERFHRIX HERHD S B AR F TIELL). TAB2EIR
FEREMSOAEEN ZIToItREIFVE L, ZOEFIIASHTAHL.

(GEFI1] HBTBNE:, 7D B#s. VSD Omm, EEOEDOIEEL L EEBALD/OEEER T H D
LB OMTEREE & FIBT L 7o, EICFIRERILIC K B preload DEE TRERFHYIC A EREED X
EZ RO T(LVEF 37—54%). 152D BB, (DlED T — T IILEEZ 1T o 7. PA40(27)mmHg,
Pp/Ps 0.60, Qp/Qszsz szo C13.63, RVEDV 154%N, RVEF 62%, LVEDV 226%N LVEF

#%L:?}Eﬁ%/_[\éc_ﬁfé D, ECMO%)\, 6EI1§* ﬁﬁﬁ%bt. %@1&%1& L_ﬁ:5iEI—Té%%sﬁD;& L
. 1= 5D B &, VSD patch closure, TV plasty, RV muscle biopsy %= 51T L 7=. fii4HBH 5
12BEHECMOEBEBAZE L. AR O—LEEEHE|IZEA LDD, BRICEOFZHEL, i
%129HBICEOEIZRT L.

UERFI2] BRIREZHRAERI. NICUARRRICRESXELIE L ief S /. VSD 6mm, £%&6Hh B,
PA 52(37)mmHg, Pp/Ps 0.9, Qp/Qs 2.18, Rp 4.7, Cl 2.64, RVEDV 278%N, RVEF 38%,
LVEDV 276%N, LVEF 38%, BB BREARLZRO . MOENBEETH D, PFOEK L 7-0A
Mo AEt e Liz. 7h BEF, VSD patch closurefifT L. EER> A VAR O—)L
ZEAL, MiR47BBICROBI R T LT

[ZE2R=] DCMEHBITIIVSDOEDRBREERIIDERZEAIEZ ZCIZA B, ALD
Hmfﬁmo)mﬁﬂﬂ EDVDERICHS. BEARE IR, BRIEMICIIF—LTAHAHREEZ TS

ISR XHMMAEZREZ TERT 3.
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