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O—XXTALA. EREBEEE. EXMET VAV ILKRRIT7FVILA /2 h—)L (GPD) RIEFE) o
BE. VIAMERS . KBEREEE. RS IO —NELRE DFERKFETADAIEEREIZI DL
Tl AEREDORBRICFOZHEELZE-TIENADH D=0, ChODEERZH DA EL o TAK
BEBRNLEVD, KEBROZHEEZR-TIEEICIINEGCFERICKDIREETADAERIE 1D
PHEEBET S,

<EHoOhTI—>

Definite: AMIIEB EBMIIER &, AIR2ISRTNVWITNAODFER(ZF B LEVEEREKRRUCEHmI=L, ™D
DDERAKEEFETHRALE=ED
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HERBEEF—EGIR) EFREDFHH (BIR2) ITOVWTIIUTDESY,

@ IR MRELF—E

1) | ARX (DEE1) 13) | KCNB! (DEE26) 25) | CYFIP2 (DEE65)
2) | STXBP1 (DEEA4) 14) | DNM! (DEE31A) 26) | PACS2 (DEE66)
3) | SPTANT (DEE5) 15) | KCNA2 (DEE32) 27) | CACNATE (DEE69)
4) | KCNQ2 (DEE7) 16) | EEF1A2 (DEE33) 28) | PHACTR! (DEE70)
5) | ARHGEF9 (DEES8) 17) | ALG13 (DEE36) 29) | GABRG2 (DEE74)
6) | PNKP (DEE10) 18) | CACNATA (DEEA42) 30) | SMC1A (DEES85)
7) | SCN2A (DEE11) 19) | GABRB3 (DEE43) 31) | PPP3CA (DEE91)
8) | SCN8A (DEE13) 20) | SYNJ7 (DEE53) 32) | CHD2 (DEEY4)

9) | GNAO7 (DEE17) 21) | HNRNPU (DEE54) 33) | ATP1A3 (DEE99)
10) | GABRA7 (DEE19) 22) | CNPY3 (DEEG60) 34) | KCNC2 (DEE103)
11) | SLC35A2 (DEE22) 23) | SCN3A (DEE62) 35) | ATP6VOA1(DEE104)
12) | HCN1 (DEE24) 24) | RHOBTB2 (DEE64) 36) | DEPDC5 (DEE111)

@ FlR2: BHEE D
ERBICEAHLIEEZLUTITRT,
1)DEE

1. =
ARXBIZFEEBICKDEBARIIS LIZIE. TADAZEEDLZVHFEZEEND DEE FTEEER
WENEEND,DEE1IE. TOS>LERHRLICHEVEBERETREL, YTLyiar - N—X &4
LT HNEEELRBRMESREDEFHIVTRTEETIEELCHBEREEERTHD,

2. FEER R AE K
- ERH~IRHBRHANSDORET DHAETANA,
- BRERE. CADAMRIXLEEARET S,
- EEQOHMMEELZEL. REOFEFHDIVITRITERDS,
- EITHE/NEBIECE U R BEEE - SR T RED TR ERE S LN H D,
- BHEETMEZLEOHBREEZROLILLH D,

3. HELITNEREFR
BGRTIXELRBEICIE Y Ty a3y - N—X RO BBPICETRTYRITABITTHIEN S
LYo BEEB MR X REMHICITEEDIELH AN, FBBELBLITVFAENEREET 5HENH D,
— G CIEFEEZEEOERKEIELROD,

4. BIRFHFE
X BEEEEEGERERZEEY . EAEBHRBICAIEAEORUNITUIERD S, KERRETE
FERMSELEDENH D,
GEIEFFE Xp22.13, [REIEIEF ARX. MIM#308350 . 5&{=F MIM#300382 ),
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2)DEE4

1. BIE
STXBPI BInFEEIZKDIEEBARIIILIZIE, TADAZEDLLEWNHERZFENS DEE FTEE
BREMNEEND, DEEAIE. TSI RHRHICREREE T ARET LHAM TANATRIE
L. EEQOERRZEFOEHEE ., FHEESLE 2T 5 DEE phenotype THD,

2. FEMGER IR IR
- BLRHIRHICRET S, REREEELLI-SELHAKEOTANAREEZRD S,
- EE~REEOLBRMBEETEEIEN S,
- EEREHIVIEIHBRFRET. IR - CAXROTLREOTHEER., THEEEZRHIENHD

3. Rty EREMR

TIIHENGRTRTAVAA, KINEHE., SEHLEE. NROIEZLGEELRDIIENH D,
4. BIRFHFH

BREKRETEEREEEY. <UL de novo DATOEESHRBH/NYTUIEED S,

GEEFEE 9934.11, [REEEF STXBPI. MIM#612164, 5&15F MIM#602926)

3)DEE5
1. =
SPTANT BIEFEBICEDEEBARINSLIZIE, TADAZEDEWFZEMEAE S DEE FTEH
BREVUNEEND, TD55 . DEESIFEREAR ISR E RMERIETANAMRNX L TRIET S8
ABETADNAEERMNFRZE R X5 &9 5 DEE phenotype TH D,
2. FEIER IR AE K
- BLREIRHLYTADAMR/INX L, REFHEE. REGFEE. S0 —FE, SRAERAKREL
ESHLREERTRD ., HAMITRIBT 5,
- EEDOEMMEEER. MERET. E1TH/NEE. EHEREEESIENZELY,
© A YO-XROTRIXROTHEDTHEEER. EBLH. BRik- MR, AREEIBEETLELES
ZENHDB,
3. HEITREREMR
BETIRETRATYRI T BIZH Ty 3y - N—RMEED D, BBE MRl THBEBT £, VFEAM
KIKNEHE. AEOBF2ET. NROFEFLLGLEDEHENLGIEC. B/MRERKERDEELH
%,
4. BIRFHFE
BEREAEEEGRRELY. £<E de novo DATOEAERBIN\ITUNERD S,
GEIEFEE 9934.11, REIEBEF SPTANT, MIM#613477, 5&15F MIM#182810)

4)DEE7
1. =
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KCNQZ2BInFEREICRDEBANIIILIZIE, BARBEEHFELERTAMANSERR DEE TTIREL
WRBEAEEND, DEET (L. EDS6HERBZECARBRTARENED TANAFEETHE
EL. ERMUREZEFEHRIT OHRFHNERZEIIERTHREERETHD.
2. FrEBYRERRAEIR
- LIZLIZER 14 BLURICRIET 5. ELRER T SREREEREETS D,
- FEEFMEBICITEAERELD, FEEEBITERLI~ARETICER T HE0H S,
- BITRORBEGRT. RELGEDLGEDBEMREREHIENH S,
- HRRET. DAL T  ERERRELGEEET HEN SN,
3. LI NEREMR

H5, BBER MRI TIXRBERGEEERKD TI/T2 SES. GRKFRE. BHMLEEEZZDHIENHY. N
BELBICBIAEDIEANH D,
4. BIRFHFH
BEAAREEETCHERAZFEY. Z<IE de novo DATOESHRM/ANITURZELS,
GEIEFEE 20q13.33, REEIEF ACNQ2. MIM#613720, i& {5+ MIM#602235)

5)DEES

1. =
ARHGEF9 BInFREICKDERBARIIS LAIZITHMMBESCEFRRARINS LIE., BE-TBEELRE
DFEMNAE M S DEE FTREVWRBFENEENS, TDH5 . DEES[IHEERMNSELIR IR
THOHAETANAVLEEDRKEREE. BEIZEIBELGE ZH# &9 S DEE phenotype TH Do

2. FEMGERIRAEIR
- R THERINSIBERECERATHMIERE. ARBEERNGLELZRD D,
- EEOMMEE. EFEE. EEBK. BRREBH. TREEEZHESIZEAH D,

3. Bt T REREMR
b CHERR B ST IR R . RIEEER IR AR DHENH D, B8RS MRI THEMNGARITELN, £
INKEIZRROT-BIDOH|ENH D

4. BRFHFE
X EEME R R E LD, ARHGEFI EBIZFDRA/NIT UL ERDH D, KRR BICEWLTHERMEE
BHGEENHD,.
GEIZFEE Xql1.1, [REEIEF ARHGEFI. MIM#300607 . 5&1%F MIM#300429)

6)DEE10
1. 8E
PNKPBGFREICKDERBARIIN LIZIFERANSH A RIEELZE T S DEE B, LLEAIFAE
HIEA RIFFAEATIEI /NN EHE - RIEEETEH5RAEENS, DEE10 (FFLREAICRET H&
BETAMARE. ERMREERF. /INEEZ &S S DEE phenotype TH D,
2. FEMGERIRAEIR

13



- ATREY/NEBEZROHDHEN S BIBLELITETT D,

- EEMMEE. ZBREDOTHEE. ESR. EBRALTROHDIIEN S,
- FiERE. REVEKR. MEUEIIHRBEE SR =1 —ONF—Z2HEITENH 5,
3. BT RNEREMR
SEED MRI THMEIEE | BEL K. IR OIEEL . #THHDMNERETROHENH D,
4. BIRFHFH
ERAREHEGHERELD, AVKPBEIGFOREESERITEEANTEEERMN\)TURERD
%
GEIEFEE 1991333, [RELEIEF PNAP, MIM#613402, i&{5F MIM#605610)

7)DEE1

1. #E
SCNZABIGFEBICEDERBARINILICIE, BERAREBURESHERILRTAN AL DEE, B
FARRORS LFECHRZEF CEHLRAMNEENS, DEEN (L, TOIHEEKA ~BMALL
NICRET SHAEDTANAVLLBRMREEETEET IEELGHREERERTHS,

2. FEMGERIRAEIR
- BEREZTTEL-. SEGREERERDL, BEMERREZRDILLH 5,
- EEDLBRMEEERTEET S,
- BRRIET. THEED. #AREBIE. EBKHE. R LEREGEZHIEAH S,

3. Bt T EREMR
BERTIEY Ty ay - N—X bk SERAMOE - HRK. £RMERRK. ETRTURZIT7 . ERE
BORBILLGEERDDIENHD. BEMRITIIHEREET. HHLEE. EEXK- RHRESE
H.KNER. RERERK. ARIEGRENHRESIN TV,

4. BRFHFE
EEAARETERHEXELS, £<I de novo DATOEEMERI/ NI T UL ERED D, TADARIE
NFERH~IRHEH OGS FHEEEERBTREDOIENEL TRV LAF YR ILENREIZR T 55
MNHESN TS, BRENEBVVSEHERERETHHIIEN B,
GEIEFIEE 29243, [REEEZF SCN2A. MIM#613721, i&{5F MIM#182390)

8)DEE13

1. 8E
SCNEA BIEFEEICEDEREBANRINSAIZIE, MPFFFELCBAARINS LE ., FHEEETNOE
B/ DEE FTEHLRABMNEEND, TDI5 DEE13 [EEIZELRERHICRIET SHABHED TA
MAE ZELWRERITOMBIEETEEY % DEE phenotype TH S,

2. FERGERIRAE R
- FER~ILRBREICRET 5 EHLETANAFEE,
- EE~REENMEE. ETH/NBEZROLENH D,
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- BRRET. BAEHEZTOFEES. BRARRIN LE. EREESGEEZFHSIEAH D,
- ENITEERIZEATE (SUDEP 280 NREIN TNV,
3. BRI RNEREMR
BEGRISFERICIFEED LB H L. RRITSERARHTRCERMEMIRKES . fIERELO LB
R VFAMRIRIE. ETRTURITHEE R T HK51T4 5, BEE MRI TIXFEMNHITITEERR
DIEDNZND., BBPICKHNEBEROHDIEN B, DMEEBOHMIEEEEROHDI LN H D,
4. BIRFHFH
EEEARBEMEGRERELS, <& de novo DATOEEMHHBRIIN)TUNERO B, 1\ TUMIK
STHBEES R RIS AR AN HY  HEEEBR N7 UrCRIVEED TAMAEREEET S
ErR HS.
GEIEFFEE 1291313 [REEIGTF SCNSA MIM#:614558 & {nF MIM#:600702)

9)DEE17
1. Bi=E
GNAOT BIZFEEICKDEBARIISLIZIL, DEE NEERDORBER MR EEES A TEKET
DREBFETEHLHREENAEEND, TDIE DEE1T (L. TER~ZF R BRHAICRAET HHABMET
AMNAFEIEEERRFZEFE 29 5 DEE phenotype TH 5,
2. FERGEER IR R
- BMERE. EREHBBERERENSL,
- EEDLBMEERBTEETEHIENSL,
» DRPZT7OERTTI—ELEDOFEEER). FOERES., HRRIET. NBEZHEIENH
%,
3. WL I REREFR

EN LN, BEER MRI TIX KA EM ., EATHERINENE . S8BT, BORNRLEFBFENGIRER
HBEZENBHS,
4. Ei=FEoE
BERAKENEEREEES, £<E de novo DATOES MK/ N\TUIERD D,
GEIEFEE 16913, IRELEIEF GNAOT, MIM#615473, 1B {EF MIM#139311)

10)DEE19

1. BE
GABRAI BIZFEREICKDERBANIILICIE, REERZHDLLEVVERE SR TANAND DEE
FTEHLREAMNEENS,DEEI9 (X, TDIHER 1 FLURNICZHLETAMARIETRIEL. #A
HETADAEREDEFHINLRITEETIEELCHRERERETHD, FEFLILLIETRERIZKY
FRIN. CTALAERBRREBEHIENZLY,

2. FEMGERIRGEIR
- BELGTADAREEZEL. RIEERATERINOITKTADAEREHEITEN B,

15



© BEDEFEFHHINVITRITERD . EEHITIIEMMUREZETEET S,
- HEGRIET . AR EE, ERES. NREZHIELNH D,
3. LI NEREMR

fRIEHL,. REE-HERERY . KINERLREZRDIHENH D,

4. BIRFHFH
B AEEEETERXEES, T2 de novo DATOESHHBIM/AN\YTURNEED D,
GEIEFEE 5034, RELEIEF GABRAT, MIM#615744 . 5&15F MIM#137160)

11)DEE22

1. =
SLC35AZ B FREITEDERBARINS LICIETTANAZEHEOIEVEBFERE PR REE NS DEE
FCIRLEVLWKRFENEEND, TDO5, DEE22 [FERERHICH AN TANALHEEDEFH DL
(FiR1T% 29 % DEE phenotype TH b, EXRMEMEHEHERISER T HNEH. MNEH. EH1LE
EGEDKBERBICNA, BREROCREREZTLEDEFERZTEIENH D,

2. FERGEER IR R
- FICELREAICRIET AEBETAD A,
* TADABRNZLTRIESTHZENSLY,
- ERRIET . BEDEFHIVILRIT, MR, HITEE . BEMBEEZHEIENH S,
- REMRREE. Rk, RETHIE, WG, AIEZE. BiiniE. FEERE. MeBERGEIHRES

ncusd,

3. WL I REREFR
B TIEETRTYRZI 7OV FARFRREES . SRR - KRG EDRREEEZTRTIENZLY,
BEEB MRI TIXUFA MO KINZEHE. /MM ZERE XIS/ IER R, IR IEE L. HHLEE. BBEEER
EZRDB, —EOEHITIL. BEDKRERHEE (mild malformation of cortical development with
oligodendroglial hyperplasia in epilepsy :MOGHE) 3265 EMH D, Mk - £ILFRETIIHERNS
R 1) (carbohydrate—deficient transferrin) & . N S S BEHEIZB TEAHSIIF—ARULT7ILEER
BERODIN . ERELBLICERILTHENHD, TDM. FFFSVRT7IF—E LR . TOTAU S K
B, BEEREEZRHEIENH D, F-. R FHlaE A EEART T UDP-A 57 b—REEREDE
THHEZEEINSGIENHD,

4. BIREHRE
X BB EERKE LD, 12 de novo DATOEASM XX IEIAIESHHEH/NITUMNILS, A
RESFAVICKBEFBIRESN TS,
(GEEFE Xp11.23, [REEEF SLC35A2, MIM# 300896, iE{&F MIM#:314375)

12) DEE24

1. &
HCONT BIZFREICKBERBEARINSLIZIFK, BBEITONAZESIEBTANATIA(GEFSH M
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5 DEE FTEHLRUNEFEND, DEE24 (X, ZTDSLE REAICHRET LHAMTANAVLEED
SRR EERZ &I S DEE phenotype TH Do
2. FEMGER IR IR
- FICHERA~ILRHAICRET .
« REFMBUZIERBRICEI O TERINDZIENEL TAMAEBRENELEZEN DS,
c TORGTERFHICLEELRERZEL., HBITEBET S,
- EEDOLBMFEEER. BARRIN LE. ITBEE . EEFXH. REAEREE. BREES. /NE
EGREFHITENHD,
3. ##EET&‘%@EFEE

MERBEEEZROHIENH D,

4. BIRFHFH
BEAAREEEGHERAEZES, Z<Id de novo DATOES MR/ N TUMILS,
GEIEFEE 5p12, RELEEF HCNI. MIM#615871, iE{EF MIM#602780)

13)DEE26
1. BiZ&

KCNBT BIZFEREBICKDEBARINSLIZIE, TADAZEREDZNFZE SIS DEE EFTEFEE
KRN EEND,DEE26 [F. ZDSHEICE RN L REAICKRET 2HAMDZELETAMAR
L. EEDLBMFEEERR. FICEERERETRVITEHEREZ1FH LT S DEE phenotype TH D,
REDENITTANARIEIZETTEIEDH D,
B PRAE K
. I(:EL'E.',HH’vﬂJ'E.',ﬁﬂl"C/uh\/u’E%J"?’é

5,
- ELYREICITREMNSERL . HAHITERT D, FRELLITRENERTHENH D,
- SRR EERFERD. BICEERENE L EEINSGII LN H D FEEFIETANAFEIE LIAT
NoRHoNDEENH D,
- BEARRIINSLIE, ZREME. FEEELE DITE - FHER. HERET. EEKRHA., K. BE
BEEHSIENHD,
3. HELITNEREFR
R CIIERFHOHRRIE. SEAEXIIVFAEDTADLAMEKREEZRED., BIRPICTAN AN
WENEZRIZEMTEIENH D, TADNAMRNIALERT BEFITIIETRATIAITERHBIE
DH5.BEE MR EEEDIENZ VN BEOXRKNRIT/NMEERE. AEEE. BREORBERLVLLE
DEFENGERZRDIENH D,
4. BIRFHFE
B AREEELREREES, (T de novo DATOESHEHBEHN\)T7UMNILS,
GEIEFEE 20q13.13, REE{EZF KCNB1, MIM# 616056, i&{%F MIM# 600397)
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14)DEE31A

1. B=
DNMTEIEFREICLDEBANIISLICIE., TADLAZHDLRNHREREEMND DEE FTEHL
KREBNEFENS, DEESIA (&, EDSLIRHIERHAN o EMMRZEFTERD . STERIMAD
LHMETEHRBHMAN TANAEREL., BELSLITETRHDUERITY S DEE phenotype THD,
—MOBETIAERTROREURREETEHSIELHD,

2. BEEEERPRAE R
- ALRBIRHICTADNAMR XL FERRMFEE RERMARE. HARME. SA/0=—R4E,

- EENOREEOESBRMREER -MMESTEED . HICEERENSEICETINS,
- TOMERERIET . SITFREXIEXFLHT. TBEE. BE6. BRTFR. RKEURERE. BER-F
BHEDEEFRERIELH S,
3. HEt T EREMR
R CIEERFBORBIELCZESAEDTANAERE. ETRTYRITHEERH DI ENH D,
BEE MRIFEEDZEN BV, VFAMKIKNEREROLENH D, BB TIELFTRNREE
EHSVFTIRBENREIN TS,
4. BIRFHFE
B AREEELCEREES, T de novo DATOESHRKRIN\T7 U ERD S,
GEEFE 9934.11, [RELERF DNM1, MIM#616346. i& {&F MIM#602377)

15) DEE32

1. BiZE
KCNA2 BIEFEEIZLDEBARYNSLIZIE GEFS+M D DEE FTEEHRREFE N EEN S, DEE32
(F. 2056 £HRBHICEFREZEIEETREETHLHN., IIRAICEE TV NADPIA IO —FKE
BETREL. TOREEZEDEFLRITERLTEMMREEFEET 5 DEE phenotype TH D, F
EIFNRBICERT S5 L0HH0 . REFMES EEEFT 5.

2. FERGEERIRAE R
- TADARIEIFEICEIRIATHS,
- BVEITUONAZREELT, FAIBKRRE., SO0 —RE. S A /0 —FAORE. EREHREIE

. MRERRRE. ROREGESHLERERZRDS,

- FEREEICNA . EEKEH., HTEE. TREMES. R BEEE.

3. HELy NEREMR

FoOO—XZANEET S,

1

4. BIEFHEE
BEAAEBEELTERXEESD, I de novo DANTOESHRI/N)TUREEDH B,
GBIZFE 1p13.3. [REEEF ACNA2. MIM#616366. 12{5F MIM#176262)
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16) DEE33
1. BIE
EEFIAZ BIRFERBICKDRBANIISLICIE, #EFKEEH DS DEE FTEELRBENEFENS,
DEE33 [, ZD5HE REARKAICRIET SE B TANALEED SR FEEFE45ET 5 DEE
phenotype T#H 5, MHIIEE . SBREREE . BAARINS LELGEEHS,
2. FEMGER IR IR
- FITALRBABRHICSA IO —RE RaFRE, 2RBERKRBELREO ST LRELTREL., #
BETADAZET S,
- HERBSYFGFRRETEZROLIENH S,
- EEOLBMFEEEFICMA ., HRRET. BIRAEBES. EEKH., HTESOREE. BARR
IS LIEGEDITERREEZHEICENH D,
- BRENBIEERDEENH D,
3. HEE T REREMR
R CIEZEREDTANAERBECETRATIRZIT . HTLyiay - N—RAMEEDEEERT &
&%, BEEE MRI [XIEEHRIEN SN,
4. BIRFHFE
BEAAEEEGHERAZES, I de novo DATOESHDIRM/N) T U EED S,
GEEFEE 20q13.33, REEIEF EEFIAZ, MIM# 616409, i&{5F MIM# 602959)

17) DEE36
1. =
ALGIZERFIENFEERBEEESKITESL. TDRI/NITUMILSIEBRARINSLIZIE, TAN
AEHEDIRO IR FEERE NS DEE FTIRIEVLVREREEANEFENS, DEE3G (L, TOH>LERHARHICT
ADAERINR LTRIET DHAETADAL. EEDOERMEEER. HFICELVEEREREE:
¥ &9 % DEE phenotype TH D, —EDERITIEAREFEEEBEICEET IAMRZROD, BF
D ELIEEETH D,
2. FEMGERIRAEIR
- FITALRBABRHICTADAMRNZXLTRIEL., TOH%. BHOREREZETHEDH 5,
- EEOEBRMEEERF. ELVLEERERE. HRERET. STESREXIEEDEHEETE
b,
- INEESE, REREREE. AAEERE. BRIk, fRGEORERK, WIES. BREFRE. AIELE.
FERLY. REHEE, BREEE. B5TA. FENER. FRERLGLEEZHSIILAH DS,
3. HELITNEREFR
K CIIETRTIARSI 7O EAERIEEBED TAMAEREERD S, BBEMRI TIXEENZ &
DEZLD, UFEAMKRINER. R ERA. HHEELE. BEEELGEDBFEMMREZRDSHIL
DH5B. NSV RITTY U HEHEBITXEEDZENZ A, —EBDEEHITIX COG-1 BB T EHRED
EREZRDL. BEEE T —BET. BAPICERILT I EAH D,
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4. BIRFHFH
X EHEBEMEERRE LD, BEDZALLMET, £IZ de novo DATOESMHHEN/ NI TUNERD
%, ENICBHEDAIEESERMNITUMIKLSEFLHEEIN TS,
GEGFE Xa23. [REEETF ALG13. &£ MIM# 300884, ;8{=F MIM# 300776)

18) DEE42

1. =
CACNATIA BIGFEEIZKDERBARINSLIZIE, BEHEENLAE. Rk MR RER. 8

NI SR FREE 7R E VD DEE £ TEHUERBFENEEN D, DEEL2 (X, ZDI5ERMEFRE NS H DR
[CEELETADARETRIET DHBETANALEMRIIFEEFZ 8 ET S DEE phenotype TH
%o

2. FFEBIRERRAEIR
- FICERYERANASHBETRET S

© FO/O-—FE, BRERAKRE. RERFECETREL. BERERREOTADAERERD
Do

- ERMFZERE. HOIVERZOEH RITERD D,
- EMEDMERRIET. MEMEBRRITE. CAR=TPT7Th—t . BRI TTE. k. EBXRA. BEE
AREKEE). #iE. BRARRIMNS LEREEESIENH D,
3. FEITREREMR
K CIEERBURDORBIEOCZESERIEIEMRED TANAEREERD S, BBE MRl XEETH
BIENZVD, IMNNERE IR EZRDDENH D,
4. BIRFHFH
BRaAREEELCEREES, T de novo DATAESHHKRIMN\T7 U ERD S,
GEIEFEE 19p13.13, [REIEIEF CACNATA, MIM#617106, 5&15F MIM#601011)

19) DEE43
1. =
GABRBIBIEFEREICKDEBARIISLIZIE, TAMAZEDLROEIMFELE. B ITUNRA -
GEFS+, R TANARKREDEB/TANAMNS DEE ETRLEVWRIBE NEEN S, DEE43 X, TDS
LEICELRBICEHLTADARIETRET SH AR TAMAL, ERMFZEFEIHEET S DEE
phenotype T3 %,
2. FEMGERIRGEIR
- FICALREAICRIET SHAETANAZTET S,
- B FONATRETHCENHY . TAMAMRNRZ L, EERE BEHKE. SAYO=—F4E.
REEFE, RBEMRBELRESRLERELEET D,
- SRR ZEERFTERDS. RIEREMOFKEENEEDIZELH D,
- EREY. AROHFRIET . MEROHRRTE. EFEKH. CAXROT . AFRE. BARRIKL
JLIE.GERRIN- ZEME, WEMN. ERTE. @BMLELEITENH D,
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3. HEt T EREMR
BETEEREFHORKIE. GOUWICERM. SEAUXEEREDOTANAERELZRD. ETX
TIVRZITERBHBZELH D BRI MR FIEEDZENZLY,

4. BIRFHFH
BLEAEMEEGRRELS, I de novo DATHEES RN\ TULEROH S, RiEtEDEH
LRESI TS,
GEIGFEE 15912, REEIEF GABRB3, MIM#617113, 5&15F MIM#137192)

20) DEE53

1. BIE
SYNJ1 BIEFEREITESEBARIMSLIZIE BEERAE/\—F V27K (PARK20) h > DEE F TIRE/A
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#9 50 A (2026 FBF R D TADNAERBEGFHRITIR— T —20 o ORI
2. RIFDHE
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<EOBREZE>
Definite 23R &9 5,
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1B, 1036 RRIEIEEE . Ap RKFEIREE. SAVY — L. SFAVRY TR, RILAFIY—LKE, FILa—
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2 fRFEE 3-5DH

3HRFERE 4-5 DFH

42
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OF#EZSERELEVALRLIICAELEFRVUHSETREESENHES,
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AN O BRI IR, AT R ICB L ¢, B ISR B o BEN WA IR, v
NORO L DOEANTHZELIX 2 (72720, Ui O#E 2 R T ERERE CTH - T, i
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EEEAMSORNICYSEO TR, UFOFRCEETS PR EHERICLIEE (BERISS)
1| EMEEREHAEECEBIBEE] EVSEZNE, BROBECELT, EXNARSNSRMEETEDS L, P
2 |AETBTEARRENRNG, BGFHDARIC & DEROBEN S TEBEMCONTIE, ZOARSECARNRENEL T, BEEERETSIL. P
3 | BT SR AN T ZEEEA SN 53 BAE. Bl LTSRS EANBL, P
o P
RRZ AN TOSBEEAE TR | eorgies 0 [N TO B BERAES . FROBIECELTANS. e
AEEEEL < (FHAEEADZEO
4 BEAPSHTRANES, XU
BEREENREEE BN EEESBEOEDIRN, BEEERHNIINEREE R SHEEEADZBOREEZE L TVBLIRERICDONTIE. UHBHEEE BEENES S o
~ ? o
UTFDLSBMEEIRET T D, LTHAWS,
FEE ARG FERICBU = (CHGR
BIEARERRFSCOVTT TORBEN 2ap BANERESS. BATADASE

RLEBLUI—R

s [cws EROBAOEANS, FAlE LT, BAEFAHNRORRERIERERTHRE U, BRI BFRE < ABEETS.
BEES SAME. FRBECEHC | TIONTHICRIEY 3EROREERUEEESESEC OV T, BINERELD SEANSE, SR SRR OB ROFRER T NS,
féﬁ@bnfuﬁ% 3 FREECERC |TONSBCRET SERORIEERUBEEMESCDV T, BIBERCEDSHANSSE. MACBRICED3BANOBEELORREE TS B - 2026575250, 2026575316
| EoC ] =]
s s, BEREBCLZES (BERSS)
1 |onE e Rs R B R A TR SRR R AR Simy
, [BEICABRA TRERROBIEBEL TOBO SHIFSTUSRRICON T, WL TOBN ESTUEBHCH S SHRNRNSS. s
(BHRRIFRICDNT, TRE< ) =
ICD1 11 Iz h. — 7Y CHl
3 CD10 (6ULE1 1) Z/zOrphanet (A—J7FRV N LHITD Sray

140 RSAEIRRE. 150 BIR20EREMER
B%. 152 PCDH19BSiBAE(REE, 156 L MNER
B 201 7D TILRAERRE. 309 MEATIES A
OO—RXXTAMNA. 158 FEEFERELE. 178 €
Dy b - D)LY EREE. 180 ATR-XIEIREE
185 07+ > « S UIEMREY. 197 1p36RKIE
1REE, 198 4pRKJEREE, 19 S VY —LFA.

BBE - TFEARRR. RIRR)

4 |BUCIEERRICISE SN TO B ERADAGEAD B |21 TROYRUPR, 234 RILAFSY—4
A, 248 J)LD—R NS RAR—4—1RIBAE.
253 FHRMERBIRINAS, 320 £XREITUITIL
RRIT7FZILA /S h—JL (GPI) RIBJE.
334 WOLPF O RSERE, 319 €ETTFU
SiETER (SR)RIVE. 323 BEBL 7B
PRk EAEY SR RIBAE. 339 MECP2EESEIREF. 343
PURABE R R
5 [$EEER CHTE SN TR R TERER 35 5 f=an
6 | IS K UM E IR & T BRI L — T ACFET B f=an
7 | nplEtEsERRICEEEN TS Z  |GRINZBEEMERERIEDHSE
8 | BEMOHE 100 KBRS, RADBEROHE =4 w154
o |EFFEIRER B D CRAEN, RIRETAOERORENSENDN P -
(BLsNE, RELESEHTEL) HETERE
o [FPOB. CORBRICEET BN (R - R, (RS, REK - RETRE, RORE. ERERE. HBKE POPRE. WRKE. B ORERE. WREAE. 8 CORMRE. B MERE. | o
2 HE - BARE

45




ROHHAD fE{xEf

1. BE
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%, MHIEETER O & 615l TIZ ROHHAD-NET fEMRBELMEEN S, RNEEF CIHEEESSHOFE
[C&BHFMFFDH ZSCANT HAPH Na, AN RHEIN TS, BERENEFICLYNERERE
DRIEMND ., ZELGRETEHES . TEAKERES. PREERK. BEGBERERT . MIAELIC
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EEEMRSORIICLES TR, NTOSEICERTS N BHERCLIES (LERISS)
1| TBREERGHAEECEEASDE] EVSERANE, FROBIEICHL T, EXNREANSRBEETED ST &, B
2 [BRET BT ENBAENRUE, BERARIC K DIEROBENIIG TEBRAICONTE. TORRADAIIRENEL T, BEEERETSIE, B
3 |BAT SR EN TV B BRSNS BB, FElE U TURMASEMNB T &, ]
PRC IR TV 3 BEEAEE T3
OEEEEL< et EAnSED | BERESSEC S CAMESNT BEEEHESE, BROBIETEL TR S, ET] BAERREENOEC TR E TS
4 EENASHTEFRVMES. X
TSN MBA RS2 B B DTSV, SR SRR A4S s BOTZE SRR | LB R BEESES .
BEEMEENBOMBA. BRI EEEMESOEDERN, BHEEE AN IREREER FHAEEAOXBOREEE LTS LS BRACONTE. MR s BEEHES e - modified Rankin scale& LIS
UFOLSBISERTT B, LTAWS.
EREEDAIBFRFER(CHNTI TICHEREN
s . Bkl s B e
S|t FROBAOBENS. BAlE LT, BAEFSANAROFRORRE SRR ERTIRE U, BRI 32205 < AREETVS. - FEE : BRVORTES/ABNRUTTFE
R85 BAlE. FREETS CINEHAICRIE S BEROEHTRE R USEEMASC OV T, BIEREEDSHEN 55, SRICED 32N OBEY A DRREB TS, .
gibi«abnuxsrﬁ (&, ¥EBECEH | ECNDHCRES SEROLIEERUSEEMEZCOVT, BITBEREED BTN 56, RADLRCEN3LRNOMEL2ORREE TS R : 202441 LA308,/2026575 1260
n2EEE
e TN BHERCLZEE (HERISS)
1 | CNETICEE AR ERS TR SN ER SRR BT
FHLTR NIRRT, VEXASTEIREI DR EEE)
5 BECAZERTIEEMROBMZHIZ U TVRVWEHENIZRBICDVTE MZUTUWVRNESNIZBHCH I DFHIRAMRENS D, . MHEREERL. BEEICRRESER
(BARREIRICDOVT, ZRE#<rzzn) (Rheumatology,
doi:10.1093/rheumatology/keae530)
3 ICD10 (BUKI(E1 1) F/=Orphanet (A—T7FRwv ) [CHBITD ey ORPHA:596753 1CD-10: M35.8
FREHLCI—R ' e
BRUSRRBRECHRSS). SHRIETITA
4 BB ICIEE &N T\ B BRI B (EEHRAA)., MARFILRGEERASS) |
AR—F 1 v MNEGSERAES6)
— T PREREEE SR
5 IR RSN TL VR R TR 530 e 7 MR, BRATRERE. SR
6 |AES K USERERE NS & T BIIFHEHIZ L — T MBCTFET B ]
7 | NREBERERRCEESNTOSD ]
8 | BEMOEE 100 ARBDEE, HADBERDIHE B REZHOISEERATSS
o |[ERRBRER el BARD. RN ORRSREN S F13D s PP
(BULBNE. RELECERTEL) UBALBET IR
o [ROS5. EDREBEBET 51 (I - e, (A, ek T 50, SUBAE. REAE. HICEAE. NALEE. IR, B Laae. FEAe. Bm  albnt. B W5 s S BT, STEE, (AR, RERE. &

B, BE - TEREERE. HERE)

I8 - fEEHRMRE. B - BERE. REEER
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TAFRO fE{&E¥

O #=

1.

B

TAFRO fE&E L. RETBHAD £ HEREMRETHY. /MR (Thrombocytopenia) . £ & F & -
KRR R ATHE (Anasarca) . FEh (Fever) . B MR ML X BEHBEREE (Reticulin fibrosis/Renal insuffi-
ciency) . 28 fE X (Organomegaly) DEEX F#& &O TAASNTIFEIERE TH D, 2010 FITEHLITLY K
BTHHTHRESIN ., TORARZRLICHASETEFINEBEINTE -, YA AV Ab—L KFIC
A58 —0O4 %2 -6 (IL-6: Interleukin—6) . I B N FE 12 5E X F (VEGF : vascular endothelial cell growth fac—
tor) DIBRIELE) ZHFRIC. DIRETHOM/MMRBLD . AT ORERITE. AMBEREEZE-L. &Y
HRENHEEETHOETNEZHERAEICLYBIRNEBRE-ESFETBRLGEEBTHS, Y/ \E
S RTIIEREZ PO ET YR ILTUHE (IMCD :idiopathic multicentric Castleman disease) EF8{ElT %
BT REZ RS IENH LD, BRRZB. MBMR . BERISHE. FRICEVDTHREMA IMCD &XEA
SIRBEET D, Tt OERICHEE -EEENHHE. QUILLIETRMICHRKEL. EfAELLTT
BARLLGYSHTLE. QEBHLREINGIAENENTHA L. QU /NEERABILLELD. HD
WEEDGEW-OICBEFD N\ BIEMEREBLFEGLIEREM S THAI LMD I L-REEAMEL
TERMIZLEMEIN TS,

RIEDRIEWF (FBASM TR, IL-6, VEGF ZIXLDHET DREE S A A DBRIEEICKDS YA
AAVA=LIREDRILEZZ LN TVSN, T LFRDORER (V)L RARERE, BERE. EEHNR
HF) (IRFBATH D EMIILARZD AV ABEIR R BIEES. BCREKE. BRIE. 1G4 &R
BLEDBHMORRARBEIBRNENG, REEERERESNTEST . HEDEGEFEELRESN
TULVRLY,

JER

SM~BEAMICREL, B 2HBEAR. KAEEMGRREIZES) . BEEREE REK) . FEkE % (i
KIZETDH, REL. ETHEOIU/MREL. REBEE. E7)LTIVMIE. CRP OEHSFIE. 7/LHY
THRIT7R—ERE. aIiat L2 SBARDOLRZEDH 5, B TIXEKRER O N S MR R DN
(HEMBERMEAE) DS TH D, U/ HIERITBEICEEFDIIEN B EAEHITITIBEMELE NE
EfE %2 (DIC) . BEXR 2. DERITBICHESIDIVRFT—T EEREEEZESHL. LIELEZREETE
(ZP&ad,

ARE

L SN BEABRIIFEELLELD, E—FIRELTY L OO Fa/R RIBRERTOAR) KEEX
(FLR=vyAar 1 mg/kg/ BRITAFIILTLR=ZV AV NIILAEE) AR IR TOERET—4T
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(FEEERIZETET LA FaAAREREIL 96.2%., O UXITFEARAEL 46.2% THS, ¥V )IL3aLF
A REIR MR ITRFEAISH LTI, 31 IL-6 FBRHEAK (M) XTT) 28R KRYy  JYFIT
T FAVARRIFUOZBRREETZE. mTOREEFE. VORI I7IFENMEAINS, 1=7ZL TAFRO fE
EETIIF N XIT DR ITBASNTHL, IL-6 LS DFERESAREBINTINS, XTI
TAFRO fEIREEICX T DIRREAIEENCEICBENVETH D, FEFITIFMETRR., HiRmiziE
BEN, NTFREBEES S, EFEARLERERYRTGIAHY . REIDOREING ARG L
B,

5. F&

AIDEHHRL AN T—2I2LDE RAMAD TAFRO FEIRE T EERICS BT E~ETL. BIE
BHALURNORYFREEAT VI EANELNELE>THY . B REIIFEECKYERINFOND
BlE&HZH . SEEFRIL 66.5%EHRESNT, 0 M5 12 MIZRATYI T INSEIEEIXERE (Grade
1:0-458), BEYE (Grade2:5-65) . OO FEJE (Grade3:7-8/) . TfE (Grade4:9-10 ;1) . I EJE
(Grade5:11-12 R) [CHFEIND D, RFBD ZHEREZFRNAE TIE, ZEBFEAEEL Grade2 L EAH
92.3%. Grade4 Ll LAY 26.9%% &), ARMI CHRBEL- IR EINT= 176 FEFIDfFHT TEH Grade2 L
£ /H%96.6%. Grade4 Ll LAY 36.4%% 56 ERIEGIIEABH THGL, SHEABRICKVBEHEEIHET D
ZENZLD, —BEICBWTEBNIZESB AR 2. BHEREARMARE TIE., ZEEF Grade3T
42.9%. Grade4 LA E T 57.1% ., AR TRIRL X E SN 1= 176 FEHIDAEHT THE2WEF Grade3T
22.4%. Grade4 Ll E T 56.8% CTHY . BEEICHLTRAUBERESHNEEICHEMT 5, ZSTIERTERLME
HEh, BOTOHDZ I EIEE D Grade1 THOHIR 206 ILZER 12 » AURIZETELTEY., 28
BICRRIZEEILTHIENREEIND, Btk 12 » AR TOEFE(L Grade1-3T 86.8%. Grade4
/BT 64.3%THY ., ZEEFOEREEICIIBFRA BHRTENF VI EN . REEDFHELTHL,
Lliotz, REBEDETRUVAMRREENTELRETHD, DHHEFYBZ-RIBROEHEN
HIGREE (BHEEEE, BURE)NEETIENEL REIChE2RE IR LA EREEEZE
5, RHRHEEVARBEANFRRAEDORTHS,

O EHDHEICKHELEE

1. BEH
2019 FITHESNE-ANEZHRBW R ELTERSN AT OEFFE TIX. TAFRO SEIRFE D FE R
EBERIADO 100 5EAHI=Y 09~49 N (FERHBEL 110~502 f]) . £EEHHEE L 860~7,240 ALHE
FEhTua,

2. BRIRDHEE
IL-6 & VEGF b T BZHLEH MMM Ry T —IDREEZREIL TL IO KROEEEIFAT
Hb.

3. MRMGAERAE
LA FAAFGIBRERTOAR) bR T O0ORR) D VX ITELNRANLNDIHIR
BERETLGCRMEILTH D,

4. REIDEE
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PE(RMHEERZLERFPHOLOICRIOAENHEENLETHY . BUEBHERESTEDRSE
BEENKRFTIHIENSZLY)
HY (TAFRO FEIREF2WTE % 2015 FERK. 2019 FFTHET - $TiRAE R ; TAFRO fEIR B DFEIL D= DR
® ERY BRYDTFER, BRMEZE. BAYV/N\EZLEKRE)

6. EEENE
TAFRO fE{& % B fE E 258 (IEARE 2015 F£/ERK. 2019 FeHET) 2D, WZEICEEENMELNMES T
LR TENGN L, Graded UL L TRMBEREENEEICEMT 5L 0. FHRBEDIGEIELH4]
T BIGEREDGS(E Graded Ll LZF  EEEBROXNRET S,

FFvyRILTUHR. TAFRO fEIREE . SBRIEBDRBEAMNFTAODEREOELLIRBICH (T-EEHLEEA
BB EBFEA-RAEATRIATI
MEAEKRE REXFREERARLEEREX HER )L
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<EEREE>
Definite ZxfR&ET %,

A. SEIR-BRIRFRR
1. K&ETEE (F-fEK. £5FE)
2. RRARBEDHEE(375°CLLE)

B. &#&MR
1. Mm/MREAD CREREETM/MREL 10 B/ 1 L KiH)
2. RIERISEM (MF CRP 2 mg/dL KL L)
3. /NEH
a. YUNETER T vy RILIURERTR
b. BREHRHL ERERM#IE T EHEZKIKIEM)
 BEOEFEX FFEXEIEREE )/ \FIEX)
ETHEDOERESE

0

o

C. #RIZH
UTDEEEERL. B35,

1. BUEE BHIU/NE SHREFHE., PREGE

2 HEREKE 25T TIN—T X, ANCA BEME £4E

3. RBEAE BRI RE Uy FTRE, FA LR EERM/MURERSGE
4. POEMS JE{%E

5. 1gG4 B &K R

6. FFEZE

7

. At /MR A 1 SR BRI 14 R FS A A R A

<gMnhTI)—>
Definite1 :A-1. A-2.B-122THE-L. D B-3%22IEB LI LiFEI-L. CERTEZBH1LM
Definite2:A-1.B-1. B-2%&THEl=L. h D B-322I@H L L #HI-L. CERNTZELD

<&EFE>
-TAFRO fEMRZB TlE. 20— ME r /0J UV EEHFTHS.
1gG A° 3,000mg/dLEHBZ B EFFHETHY B TULAEHIZE LS IMCD DEFEREEET S,
ALV M AL/ EEHEN, M A/ 0EBH DREHI L. POEMS fEIRE L DERHRIELL S,
POEMS JEIZB CIEXE R -1 —ANF—HIRETHY. EOFENEID-OICEETH S,
[0 LDH (Z1E T ~ E S ERICBEBERN S BN 35 HTH,
LDH A &ML TWSER T B/ ED A REENEL. AIiFH L2 LET4—HEZT DD IERY—H
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— EEFAMROBERNIDETHD. HFICOERNKMEE B #la) >/ EBIXRZROBIEEELS551-0.
AHEMEMNEE CERINILEBMICEHER-ER. SO LEBEREITOBEHET S,
-Mn;E ALP (TR IEZXET HHIHZL,
-FFERIE(L CT EE CEHETE 2 EDNLDONZL EXLGEDIEEH U /N\ELREEESTR TH S,
)V NEIBXRIFER 1.5 cm RBEEDLDON ZL KEGYU /TR EITEE) U/ \BLREERSRT
Hb.
-BEREREBEDORNEAND-OIZ, RF, FuiZinik, 1 SS-A ik, MPO-ANCA (P-ANCA), PR3-ANCA
(C-ANCA)[ZHRFRTRETHY . REICIELTZ DD FENBCRALZENRET 5,
ERGENMBRARREDRNBVEZETH D, ERERELERNT 510, BREREN I 2—TzOY
— YEERE (O T47z0UR) HBHUNE T-SPOT ik, 7k ADA BIELEX#ET S,
HIKCEKERITIEIZRGL B ZEICHED., BELILRHELHHINIHEZ L LHL. BKPOREK
O IL-6, VEGF LED YA AU IFIMFRELVIEEERL., BEXIAEISTLNSRMEEZ SN T
LV 5 (IL-6. VEGF BITE (L RIEREER)
-EBHYUNBLEEDBERREBEZRNT A-OIC. ERAEEGUNEIDHEHEEEERT HIRETHD,

<EEESE>
FRBEDSEEEHERRET S,
G EREEDIEEIL Graded L EE X HR ET S,

1L R, 2-4ERLEVRERAL. FERDEHRTHEIT D,
At 2 REREL. BEEEEZDET D,

1. (K&ETE o AESRMER
Efg ETHLAGHIK: 1R
Efg ETHLAGEK: 1R

SRR LA ELEHZFE(EREHY) 14
2. M/NHRED e SRR
Mm/MRE(FR/IME)10 B/ u LR 1 :
Mm/NRE(R/IME)S A/ HL RiF: 2
m/hrEk (&R/IME) 15/ 4L KiG: 3=
3. ERTBADRE/ RERIGSIE - =71
FEEN 37.5°CLL L 38.0°CRiE X I& CRP 2 mg/dL LAE 10 mg/dL KiFi: 152
FEEN 38.0°CLL L 39.0°CRiE X Ik CRP 10 mg/dL LLE 20 mg/dL RifE: 25
FEEN 39.0°CLLE XL CRP 20 mg/dL KL L :3 5
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4. BIEE - cJ=¥- 1t
GFR 60 mL/min/1.73 mKi&: 15
GFR 30 mL/min/1.73 m=Ki&: 25
GFR 15 mL/min/1.73 MK XIF MKEMEZETS:3R

O-4 /= : 824 (Grade 1)
5-6 5 : FEJE (Grade2)
7-8 8 : X EJE (Grade3)
9-10 & : E4E (Grade4)
11-12 | IR EfE (Grade5)

W R K OVEE B OIS IZ 31T 5 B

1. AW D ERRER, AT REIZE L T, ZWEEYE ICRBOBEN WAL, Wi
NORIOEDEHNTHELIX AR (7272 L, YRR ORKE 2 R~ ERKRIERE Th-> T, i
RAREZR B DIZIR D, ) &

2. IREBIIETRIZ T D BEIEE SISOV TR, U REFHERD T CIREMTHOIL TV HIRETH
ST, FEOBENRWIGE, BT 6 A M TR b EVIRIEEZ ERMEHET5 2 & &35,

3. B, JEROBEN FRROBEIEESFHET—EL LIZEY LRWE Th DD, mFERER 2k
D2 EDREREDIZONWTIE, EREROR LT 5,
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IEEBRIRF ERERDIZODF TV IUR S

[ Py =]
) [EERROEHICDONT] EREXLFTY RS B, E W=
IRE N R (SN R AR T 3 (REDEET 2 £ L T BIBATH > THRBORBAR+ 9 RISE AR CRETZEDETS). BT
ISMEDEFADIERR S, BFEDHNER D& > TRANRIET 32 EABRTHD . UREREENR - THT 3T &Ik DRESRRNT EAFHE] TER, B
FROMABHEAS TR
1 SERREORE -8 -
(rhmg%mﬁT;?“tJQGA T o RS ORRNRRE > CRIET SR T, .
- KR U, —B0CHIS N BEER & R DRERER L, RIS SHFARRIREDR ECDNTIE, ERICREETS
FBHDRR (BRE) [Cdo THISRISNS T ENHBIR IREDRFTER. B
S C BV THRALN DRRE £ RCHEMRSOBRNEL SNTVSER (FALBEESR, BE. PLLE—RERENTNCLES) TR,
MOBBERARIMHIENTLVEL MR Uy MR SRR SRR —ED B E LB ARM S L SNTLE & LTE, BREiis LIiRnmU SNTORMES(RE, MosEsARoE
2| ( HEEBROREICONT] D7 ~9N—3 |ZLTVSEOELT—RICEIMENT, HHCRETS. BIRE NRIESERRIRONRERE. NIBICIR THRMTONTS D, FREEME L B
218) T, ZOBEO—EEC DN THRMTON TN S EOTRRNT £S5, MBOMRARIHITL TS EDE L T—RICRDIRS T £T0T, BRICHRIET 3.
)
UFOVNTNADBE CHAT B EDENRET B,
DRERCEPIER DT EES B BBEE S TRRUIANE <R\
SERUTENFET L TUVRL ORERCEPIER DT EES B SRRV BB, RADTZHDBFTTEGR,
3| ( HEEMAOREICONT] DI0R—S8 |0—HOEETERREEESNB I LGS, HECHED. BHENSARNLETSS. B
") RREU. RADRDOBRISENR . RN SERER Th> T, —MEASOHAEEERS T LNTRTHIBAICE. BULRNEDETS.
SCAREIRT 5 T ENEIREE R BB ENRARUTENEIE S BIRAICE. BELRVEDET SN, BEBBESOBBERICOVTE. BANREN TSI &N
SIS T HBAD D DEFITEC FEH RN EEF B,
BRICEE T BERNEMICNT > THIT 3HATH 0. BANCEREL THBBRET 3T < EECHE VBRI SRR (SEET 3 B
153 —EDHROIERNERL, TOMBMET UERERDIHRLRNED (SIPEES) | TEAL B
MEREL TRBEBE S URVEEICELED, EEAADZEAEURUER] TRAL B
EMORBELEETS RIBOEEHEN 5 BEMIB60~7,240 A, ERY
4| ( HEEHRORIICONT] D1I~12R— TBEMF110~502A TH S, HRIFHEN ST
25 B (FEEFRRECEEENS) G2E, BEHE
MEEEDSERR] TR s |BGrade ALLE (BFEETIII6.4%) ERELT
(<EEEME> ZAVBE, HREBBEEOBS L TOE(%) % EHRHNCEROT L) VB, TTTHRELDBEMS, FAPHEEN
BEMOBRABEN SREATS00A, HHHHES
HORAED36.4%N5. RAT2,630 &R0,
FRITRAS, 130A LEEENS.
BERDAIBCSNT—EDAR GE) [DEL
ks tmf O CRBU | o s &L TEL TS [BHBRAO0FAO— (0.1%) BEICHLT SR (CELAL.
5 XIS HEEATEAEITONS BE R ERDBIRIC STt . EAY
(HEEERORE L) DI |IERARIERR TR E T OR A CAFARLEAORRCE SN THETS %
)
, . | OmBEORKRE. EHRE. BETRTRE. SEFORE. WERASORRESOIC, 8P, B2, 2. MPSOBYNFRG, SRNMEETSS.
BENRZIEE (RETNCETBED) H : .
Zib;“§ * * ) B —roBE) Cl MFICESTEEOETS.
6 | RAHRORE ConT] d14vtsn_ | | THEFES EESLBMRORAEAT. ) CLIRRERILENT, TTCERNCEASNTSENS, BIRNT—EOARI BN TS0, ET]
y%;) e i 1 (CES LRS00, BPIROMT—EOLEREN DD, ERNMEECLOLIENS T ENPSHBEDT, | DABEESIEEEELTVSRE
o | (ST B E BHSNBED.
ORI EREAICHNTI TITRR $ou: BAUDTFES. BADRES. BAU
S |enTvs BROBADBEN S, BAlEUT, BAERSANEORRE SR ERITNIRE U, BIFT32RCE<AREETNS. g |
(EREASNTVBHAE, FLRECER< |EONSICRET SEROLIEERUBEEMISECOVNT, BITBERLED BTN 55, RADLRICEN3LRNOMBEX2ORREE TS,
ZEn) AGRH : 2026%7H16H
ZHEEORIICLES T, UTFOBHCERTS FIONEE BHEBCLZEE (BEREE)
1 | BERREETIRL. BT ARSREER S CONTEEANICERT S, B
2 [EMORBETEROES BB T B, —BNRRIREBBESICTBIE, B
3 [BIEEODCRLR, RFISNSENIHACONTIE, TNTNOEREBECL, EXNCAREMIET 3 LARY L HIEN3EONRESNB &S CTBIL, Y | R, BPIZEEETNEL (BHEHER)
EEEMRSORNICLESTE, UTOSACERTS ENEE EHRHICLZEE (BERES)
1| (BREEREHAEECKEABE] EVSEXSE, FRONECEU T, EXNOESNSRREETEDSTE. B
2 BT DT EARBAENRU, MENRERIC & DIEROBENIIHE TS SHAICDONTIE, TORRPAPLRIRERELT. SERERETSIL. B
3 |BRC EICAREN TV S BEEMESA 5358 @, FE UTUZHESEANETE, B
PIRC EIMERSITOSRERIRETE: | aepiym o e T SBERHHS £, BREOBIECIECTANS. IF
BREEEL < FHREEADZED
4 IRENASHTIEREE, XU,
BEENBENBOEAG BRI REEENESOEDIE, BIREEEAT AR ER FUSLEAOTMOREERL TLB LSRRIV TR, MMDRESEBEENESE| .,
T D& SRABERITT B, LTALE. &
BEEHHEBEESCHNTT TICRBEN Fag  BAUDTFEA. BAMRES. BAU
5 |Tvw3 BROBAOBENS. Bl LT, BAEZSANAORREELENERTIRE U, BFT32ACE < AREETVS, s |oEER
aX:
(FEREEBNTVSBAR. FERECER< |ECNBBCRET ZEMOLINEERUBEEMESECOVT, BTBERLED BB 55, MADLRICEN3LRNOMEEZ2ORREE TS,
ZEW) #GRH @ 2026578168
n2ERE
20 N BHERCLZEE (BERISE)
1 | CNE TR B B A TIRE SN R X SRR SFEY
, [BECARRATEEMAORA R L TLVBNCHFSSRBIC OV T, BEL TR SNBSS AR 53, -
(BARRIERICDOVNT, TRBL L) =
3 ICD10 (BEULLIEL 1) FfzOrphanet (A—J7xv ) [CHBITD . ORPHA:457077
FRESLUTI—K :
BRESOEFY v LR (SEEE 331)
E (RTINS (1gGEMIRIE vs TAFROEIREE
%) - BARESA (121 vs TAFROEIREHGRIE/E
4 |BUCIEERRICISE SN TOBERADMAGEAD 2 |&M) - EHTE (RIF vs TAFROEIREHIFTE
BLY) - SERRISE (RS UXTINED vs
TAFROFEIREEFAAIEELY) MR B U IR
B UCERIICRAISN TV S,
5 [SEER CHSE SN TR RR TERER 35 5 IFRY
6 | IS KUIRREIE IR & T BRI L — T ACFET B IFRY
7 | NpiEtEsERRICEEEN TS IFRY
8 | BEMOBEEHI00AREDBE. MADEEMOME IFRY
o |ERSEIRER SO CRAEN, RIRETAOERERENSENDN —
(BLsNE, RELEZEHTEL) =
o [ROO5. CORBRICHET DN (MR AR, (ARE. REMRETRE. RERE. BRI HMUBKE. MOLRE. IRRE. B LRER. WRERE. RN GOEREE. B - HIR S |nems
& RIS

B, BE - TEREERE. RERE)
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BRIV b - A —F LEREE
BE

1. =

RV b FA—5 LEFEEIL, BIECEBOEEZIR LT HLFROEAEE LS. DEOEREE (D
EFRRECLDEFRRELZEDOEREDEED LLLRARIROCEE IO v I H EDRBIZERD
BE) ¥ 5EERERBETH D, Heart-Hand fEIZEE (DB-FERE) [ B EBFEEIN S,

2. REA
T-box BEr B EF TH 5 TBXS £ — R I BiBIGF 78X (RBIK12024) DEENH 85%D
BHEICEHIN D,

3. fEK
(1) BEEVCEEZEARLTHILBROAXRERE (EAIZZVOD., GRCEBIOZ EAH D,
100%IZ5BH 5N B)
BIEDEE (RIE - BREME - ZH81E - Z18H&18) | BIEUNOEE (Ris - & - &5 -
ZiEHLE) ( EBORE (g BER) . REORE (Rig - BER) . BREES. L
BORE (RE-EER) . HE-BERE - BRESOEERVEEEESFHIRGTENR SN D,
ZOFH, BEEEOEE. BBOEE (Bl - B . #EOEE (FHAZE) LEHLR
5hd,
(2) DIEOEXRMEERE
ERMEDERE # 90%IBHEN D, DEFRRIE - DEFRRRIE (FHHEBRENZY)
BEPRKRIBELE) . FEAR (19 30%ICBHLNDS, RAERIK. DEFER,. BEEJOVY
BE) BEMRRLND,

4. BEE
(1) FOEE
BRARMGBERFN. BEREE
(2) WFMOEHOEE
FRICLHBIE. SEFM
(3) LEDOEE
DENELFM, DT —TIVEER, R—RA—H—%EFLGE

5. %

AT RIE EREMREBICIYERSND, E<DEFDDBERE XDERRRE., DEFRRKR
B EOBEMERBOLEDHIZ. AR (L LLEAT—TI) BREDESFRIEI—MICRIFTH S,
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—HERDEHITIE, EMER R G EDEHERMEDEREZAHT S LAHY . EFDELEGFRIE
FTRTHD,
FOLEOEZFIBEFHELEEICOEYEETE2ZE-L, AEETICXENEL S,

O BHOHTEILELEER

1. BEH
$9500 A (HET0OABAIZHLTO.7~1.0 ADEIE)
EUROCAT (RRINZEXREFEL X L)) M 1991-2011 F£DRIC, A& 5,017,781 [2xt LT 37 HlDF
FEHY. I0BANIZHLTO. 7 ADEIELLTHESN TS (Orphanet J Rare Dis. 2014 Oct
25;9:156.) ., Ff=. GeneReviews (2025 %) IZIF. AEDFHEEHMEEIL 10 FAIZ0.7-1.0 A L5EH
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F1:EXMQTEREREFORFERT

_ LQTS fDE | LQTS FREEEFELTD
& it BEEE .
KCNQT LQTS(LQT1) 40 ~ 55% TE=E
IKs(l)
JLNS <1%
KCNH2 LQTS(LQT2) IKr( 1) 30 ~ 45% TE=E
SCN5A LQTS(LQT3) INa( 1) 5 ~ 10% wExE
CALMT LQTS(LQT14) Fh<1% wExE
CALM?  LQTS(LQT15) ICCa:C?C;“)"” IBBIS e g =
CALM3 LQTS(LQT16) EN<1% TE=E
— LQTSLGTIT) Triadin / BHIZ1CaL EhHHTEN A K
(M) <1%
KCNET LQTS(LQT5). FEER (JLNS TIEREE. a-
JLNS. a-LQTS IKs( ) <1% LQTS CIXREE - %)
Ks(l), . 1REEM (a-LQTS TIEMER
KCNE2 a-LQTS Ke( 1) <1% M- %)
KCNJ2 ATS( LQT7) IKI(L) 2~ 3% FEE B (ATS TIXFEE)
CACNAIC TS, ICaL( 1) 1~2% EEM -t (TS TIXER)

JE TS-LQTS(LQTS)

JLNS: Jervell and lange—Nielsen fE{&ZEE. a-LQTS: £ XIELQTS. ATS: Andersen-Tawil FE{&EE. TS: Timothy

fE % 7¥

(Wilde AAM. et al. 2022 74) &5 E(Z{ERK)
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®2. TR QT EREMRFIRV X7

=%
= 480 ms 3
QT RO ER (QTc) * 1 460 ~ 479 ms 2
450 ~ 459 ms (B 1) 1
& 5% 449D QT > 480 1
LEEFE EHERR 445D QTc ms
TdP *2 2
HWEAREL T RAILE TR 1
Notched T j& (3 $F&ELL L) 1
FETHIGDRIR * 3 0.5
AL RE 2
kX2 5
& PRAE K JERRL R 1
SR SEEE 0.5
o METEXRM LQTS * 5 DREE 1
RIEHEE * 4 - X =
30 MERMETDEAFEDRIERE 0.5

REDEEHZLY., =35 F:BEERE. 15 ~ 3 M :5E2. =18 AHEEMMEL. (2HESID,

* 1 JAERHAHLE QT ERZ5IFEITEFHLELVIKETRRERL . Bazett DFERZRALNTQTe ZHH
EER

*x2 TdP LRMAEAHLGEETET2R

* 3 BEHOLBEIFLARD 2/ —tL 2/ IVEEZTRD5E

x4 WAHDIGEIEE 1R

*5 LQTS Ra7 =235 DKIEE

(Schwartz PJ. Crotti L. Circulation 2011; 124: 2181-2184. &)

<zZWoHTI)—>
Definite: 1 X [F3DWVFhhEim-31&5E
Probable: 2 X 34D HiE-d15E

<BELE>
g GIEA:
1. MEREMELM

2. EIMEME

3. FEIRRMEAZEDHE

4. NWTIASIVHERESHIEOESER
5. BEXEDAE

6. TAMA
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7. EmMELERE
8. T=CDIXILRAE

<EEEDE>

B (1~30WVWITIAER-TID)ERRET D,

PEE(ADH) B (5DH) (TR ELELY,
1) DARUROLDEME - IMBLE. ZNIZESKM) BREH. ICD EAAEDBE
2) QTc=500 ms DEH
3) BEMEICLLBEICLEALLT KMERYRTESE

4) LQTITCIREBEBEEHNZER., LQT2TEREFER7HEEOIR UV AEEDESE
5) QTc<500 ms TLEEDWLTNIZLEZYLELESE

T2 L UE K OVERE B A5 JEH O el L EFEH
1.ﬁ%m _%wéﬁﬁﬁﬁ\ﬁﬁﬁﬁ%mﬁbf PSWHEYE IR DR E N 72 WIGAIE, W
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ST, FBOBUEN R WGA . B 6 A M TR bEVIREA ERAEMT 52 & L35,
3. B, JEROBREN LRROBEEESHE T—EU LIZEE LR2WE TH L0, @R ER Z kbt
D2 ENMEREDIZOWNWTI, EREEMROXSET 5,

IR DL T?%fﬁ%%f&of fite

'x:mh
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5 | IR R SN T VR TR R 5 30 B NFIS I HERS LA
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ATASIUFERSHIELEER

O HM=

1. =
ATASIUEFR LT ESEIE (CPVT : Catecholaminergic Polymorphic Ventricular Tachycardia) [3&
BHLHNIEBRAL AN E oM TELY SHHDERPEZERELEABREEOMELEEZE-IHREER
HREIRTH D, Z<H 20 BMETITHKEL. IENMELEOEARETHLSZLEH D NEHOSHEAEAD
DEEAREDERELTEETHS, FRMEFICITHALHGERRMREICZLL, BICHERREELEZS
HTH5ILEH5,

2. [RR
FRREGFFEEDON6~TINILFH) 7 /DU ZBER(RYRDEETF RYRZ DIFEHI/N) T UM (EITH
BEXESR) £ . FDMIZ CASQ2 X5 TRDN, TECRL QN )T U rEFHENRENH D, —F . FWEEIL
FTLLTSBEATETESST . DHHRROGH/NMNUKIZE TRV T /OO ZBENDAILT D L (Ca) 1K
HEENREREEZON TS, BEIOCBEDAMN RIZEDREMERRICE>T, DEUFEREZE
C. SHITDEMENIHEITT HE0MEILE, BAEREET-T,

3. fEdK

BENOIE B RIBEF D B HUE K () XIZIDEME) (VF: Ventricular Fibrillation) (L& &iIMELLERDH S,

BEOEBE. FRULNREEZREITEEAOND, REEMBERE) ICDOVWTT—R(E RN, F1~
2EIFBELHETEIND,

ZEFRDERTIEH 20% DEFI TRFARNZDH N . —EBDEFI THLMNGE URARH NS, IDE
HME R AR LMEERBLE D LEREIRD 16~26% DIEFITERDHONS, AFRNDERX TIXHEE G| TILE
B (RIEFHATAFIVER ITKYDBEA 120/ UL LEMFT L. B0 EH S IHE (PVC:
Premature Ventricular Contraction) BNHIAL . EENZMRETL-IGE . EMEVT. ZARME VI AHIET 5,
EHDOTEN VT-VF DFEHRSINSEEXMESIZTRIT, COKITEEFFICZARM VT 232BHEEIC
(. CPVT D EEEEA R L,

E{R528 (CT-MRD . DB EKERE., MK -FRIEE. #EFZNRE. RE- BB R CEBAEHGE
BEROIEL,

4. akik
RAEDFHOABETED, MLLEB OB MMAN REEE#T D, B EHENRLILAI=FD
FHICH=2ARICKYHIEERELENFTESN, TLTIEIAEL, BURIHFI(VF BFEHRLE) 12D
TIEHEA A B BRIAENES (ICD) A ENOSN. ICD ISKYIDLEME - MELEICKDEATELEH LT DR ITH
FTEHN . DEFEIRZTDLDOEMFIT 544 TIEAL, ICD HRAAIZLDEFHE L FEIZTDLTHEALS
MTIEALY,
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5. %t
EHEGFRIITE, ELUEAETIZ 10 FEFEN 60%IEELEFTIN TS,
BEARMITHEETHLFEL KEICHhIEYRETHEHERERIFEDY A 0ZFEL, DIEBMEHEEKEL,
FDODEME - MELEBFEREBEETIXICD HEAHADEDHOSNDIMN, ICD BEIZKDIEHENHEELZLY,

O EHOHEIILELEE
1. BEHN

IEFELERF IS ARBA, $9 500~600 ALHETESND,

B EE-BEEXDLU AN T CPVT EREEICEZMEINT=4—X[E 300~400 I THY (2025 Fis
). F-HAREIRZFRFSR JROAD/JROAD-DPC M & #xi& 4 (2001~2023 ) H5 CPVT i L1=&C
% 79 i (56 $EE%) THof-ZLh D 500~600 fFlEIHEFEIND, LMALKREZM TEAEL TS —R (E
BIEFH) LHELBHLLEFEIND UL SDEELTBERIELTIE 1,000 AFTE>TLNSEH
Eo

2. BIFDHEE
He~7EDEEFIZREEEFIREINED, FEQERAIIF+90THS,

3. MRMTAERAE
RHEIL (RBD=HDARFEEFRY, )

4. REDEE
KABBDIGE . FHULLNREERCT EEZOND, AIRMEE® ICD HEAADEHONIHNTID
ABERLEEICOIEUYBEIAVETHD,

HY (BARBERBESKEE)

6. EEE DT
MEIMERDEEE S ETIRIF2ZH/RET D,

IHFASIUBRSMILLEEAO RMBIRE AT IR SHRIL

BEARE EIEERATRL S~ BRRENE BER

FEHEE BEEHAZERERLLS—NRORE BAKE BRES
BRERALERBNG B AR E—
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<EEREE>
Definite Zxf R &T %,

1. HEHDRBZRDT . DERIAEER 40 BRFEDESI T, EBHLLIEIHATISIVREITEY, I
REMNEZLONGVDZARMEDLEHER V) SR EHASMHE (PVC) B FERSND,

2. BF RIFE) LI ZOREKEGHEEN)(C CPVT ICEET DB FORM NI T UL ERDH D,

3. BE (RiHE) DREQHFRN) I, MRBZZDLVIZI Mo T EBICKY SR PVC, ZH M
VT LLLIF BT VT AEFEFREN S,

4. FEWDRE. BBIREEZROT DERNEREL 40 R EDES T, EBLLIUTHTIASIVER
B2&Y MICEREABZONGNZ AR VT, St PVC AERIN D,

<E&EMmR>
1. BEENRE
(1) RYRZEIZFDRIRE/ N TR 60~70%., &FEBARIEMIER. 1043, REEELEERA DG
(2) CASQZEEFDRREMEN)T UM 1 %EE. BREBKBLER. 10131 REEFIEBOHTEN
(3) TECRLEBZFDREME/NIT UM 1% LUT . BLEBRERBMERE. 49131, RIEEIXTH
(4) CALMTEEFDRREENIT UM 1%L T ELBARBEMHEE. 14932.11, RIEEILFHH
(5) TRDN BIZFDRIRMENIT UM 1% LT EEFR XA FIFA]) | 6922.31, KIEFETTEA

2. ERIH
(1) EXMQTERIEIREE
(2) FBARR 1EA =0 FHE
(3) I EREMIEERM
(4)TANA
(5) ML=

<gEohTIV—>
Definite: 1~3MN1IBEB LI LZH=FHD
Probable: 4% #1-=9 M
T8 20HEH-TIO

<EBEEHE>

1FIX2ZmE=-TLDERRET D,

MBI DERBIOFLER

C REARMEERHERD ., TALBEMARELRBOBREZREDD

- FEARM X MEROLN ., BYEERERISEERTER
CEBERENEBRTREET2AAEHAIVEZSHEDERIRZROL5HNE
 EBERORECEREDECFERORAE

-
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NOBHOLOEHNTHZE LR (7272 L, YERpR ORI 2 R BARIERE Th - T,
RAEER B DIZIR D),

1B BRAATZ 236 1T 2 BAEE B SV TIE, @E R EFHEIHO T TIHREMThIL TV O IRETH
ST, FFBEOBUEDN WA, HIT 6 A TRbEVIREEA M52 & &35,

725, TERORREN RO EEE SIS T EU LICEY LARWETH L0, BARERE T 5
ZERRER L DIZONWTIR, EREMROMELE T D,
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iR ER DM EE
O #E
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R IAEFE DA MEE (TGCV: Triglyceride deposit cardiomyovasculopathy) [d. 2008 FE(ZFK A E D
IDEBEFRESN NS RESNZDMERETH D, 2009 ENLEEFBEHAMEERBAREER
ELTHRDEDONTE =, DR, METEHMERZFICEVNT. KEDIRILXF—RTHLPERE
i (TG: triglyceride) D ENMAIL A DREA THEES NS0, MEAIC TG NEET HELLIZIRILY
—7F £ (Energy failure)MELSHEZBZONTIVS, EBLANILTIE. DEFHAD TG BIR. TG EHFEDUF
AEEBIARIEILZEL . BB IIHRARED DT E, BBIRESE. DEMTEIREEZET 5, TG NEFH
[CHIRINICEBR T S EAMHE T, MIE TG EOAIETE R (Body mass index)% & (& B2 ETRIEIEA LY,

2. RR
AIEDFRIEDHME. REEREBEIREATHS.

3. fE4K
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1 BURHE . RAEMEBRIBR (Jordans B, i) HE~ TG BEREMNHESHL TS, Lk TGOV (F. &
B ERINRETHY . BEEIME-ODELELE., B2, REZEOREENEFET 5, 2013~2018
FEOLORN)FAETIE. RENSEHZRFETOHAMITH 10 FTHT =,

4. akik
DAL BDE . FEIRICK T 2R XIS BGRERREZITON., ARERETH S, KERX
PEFEMBRETTHTITHRESNABRE CNT-01 (MATYU /M RATH/AVEERD) 1E. B
AEEMEARMEOHAMAREERLMRBELLTCIEDOEMEIEARBRINTHONIAER, 2020 £
6A 19 B. BEFEHELYERTERIEEHERRMBICIEESN - (EEFEEHK 0619 %F 1 5), 2025
12 A 18 B, KIRKZFEFHMBRENBIEEEZ T THE/ M BEINTLS,

5. %%
2026 6 B ETIZE SN 1,206 Fld, 174 FIMNERIZFHRTEL TS, RTEHIDIZEAE XD (T
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TR THD, AMED DA EEEFAIELMEETELLTERINELO AN AEDER, SEERFER,
SEEFRFFNEFN 80.1%, 711.8% TH B,

O EHOHEIILELEE
1. BEH
10328 HHMB8E6ARME, (TGCVHARMIZKLERAE)
2. BRROHE
B
3. RMLAEA E
AL
4. REIDEE
NE
HY (AABEZR. PHERFR. BATEREFER ARDLEA L I—A a3V ABFRERE)
6. EEENLE
HY, ARMERDEEENFBERAVTHEFEULEZRRET S,

O fE#iR#HT
MhitRE A E R DA M EAE T FT I |
MERKRE KBRRFXZFREFARE HEEHE FHE-
—MRHEFEN BEAREFSR
— R EEAN hEERFER
BREFEFEHEN BARBREFER
—R#AFEEA BRLDMEAVZ—"D L aViaRFR
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<EEREE>
Definite ZxfR&ET %,

PHEREBELOFOLEEDZHMELE AARABRBZIDIRLZEA NS4 2025 FHETHRE YR
A. 7BIEH

1. 1D BMIPP LU F T 574128 1T HREABE A BIFES CHELVEHLER 10%Ki) (3% 1-2)

2. DRI () ITB 1T 20 BRI ETE (X3)

3. IDE CT(%4) . MR AR4RORIE—(%5) 2B 1FEID s ETE

B. XIEH
1. ZEERH R 40%KiH
2. VFEAMEEBIIRIEL (X6-7)
3. BaEIH Jordans B (38)

X1 'PI-BMIPP (DU F I 5714 DmE . EVHLEEHIFEAREF R BRDEREFSDHERX
ST HIE,

%2 M)ATYURBEE MATH/AVEFCHEWTEMTAIENMONTHY, ZHICIHER/HZRE5U
RIDT—2%FAT 5L,

X3 NTTLRICEVWTRYIEL 20 REZEBICKDIBHETED 50%LL LEEMHELET S,

X4 EERODEE CTIZBLWTIEEE DK CT i (35 Hounsfield unit i) Z DB £KIZEEDH LD 1% 05
HET B,

X5 DEFPURHTEEE 45% U LEBEET S,

X6 AEPEDODHEETEELLEL,

X7 BEEBFRARICIIVFAMBRBIAEBICERT 5,

X8 KREMAATIZAD A X LY LBIZIYERHBRD 90%LLLIZKEST ym LI EDOBEBELERAERE
"9 5,

<ZWOHhTI—>
Definite . WAZRIRR DO ADRKEL TR U L MOREBE D> DUKEHLTEHB LU LZEEET 1D
Probable: AZRIAE D36 EBL1EB UL EZE-I A, KER W hi@E=Ehnin

<BEHBIE>
-SRI K
1. DAL -BEIREEZETHRIRSFEE . FICEEERBERBELOENNDETH D,
A7 La—)LEERE ., QMR- HERBICHESIDHEER . OQREBMIVER . ORBMEREBICHESD
fh#x & (Fabry #&. Pompe #&. Danon &, Sha R 7K. CD36 RIBEELGLE) . O®NIL=FU RZiE
(EXEXILEREE) . ©DIRERDER
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2. R Jordans BEEZE T HFmVHRE
Neutral lipid storage disease with ichthyosis (NLSD-I)
AIVZF NI IVT VILNS D R T 5—E RIBEE
Neutral lipid storage disease with myopathy (NLSD-M)

<EEESE>
PFEELULEZERRET D,

B BALHAGRERRERZERO T BEEFBICKEETEL,
PEE TGOV ICEAET SRR F-IXBIBEE (x1)ZEBD D,
BEE UTOWITILER-TLO,
1. 1 FLIRIZ TGOV ZREA LT HARE (x2) B$H 5,
2. [RHM TGCV (x3) THS,
*1 [EERHEEREE DA (NYHAZELLE) (DARE . TR, EBIIRARZE. TOMOMERE. BHE&H
[EE (PNPLA B FEEEHD)
*2 BREABREERS
*3 EEFEHEHAMERBBERMREE PHEHREBRLOHNEEMRTIL TGOV FEEZEHI
(Definite TGCV) DR E7 LTV X LERAWTHET S,
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BEFZ@BEHLTREBRAREE PHEEHSEOHM EEREI

TGCVRETE Wil (Definite TGCV)DBFET LT Y X L

TGCVHETE 22 75
R A A ¥ LFEE
HAHK JordansEH
5 L
JRFMETGCV ERMETGCV

HAHJordans B % -

RAEMR X TIEARD A A FLYRBE(ICL Y BERERDIZFEAETRTO0%ULE) (1
RKEZ 1puml E OB LR ZRAMEREGFTET 5, A XA TERACEED X T,
TGCVAFZRII CHIKTd 5 Z & HAJEETH 5,

KW K OV EIEE OIS 5 HEFH

1. AW DRI, AT REICE LT, BZREE LICRBEOBERZ2WHEITIE, W
MO O L DOERANTHZE LI X2 (72720, YR ORE &2 R T ERIERE CH - T, i
RATREZR B DIZIR D),

2. IR T D EEE SISOV T, MU R EFHERD T CTIREMTHhIL TV HIRETH
ST, FFBEOBENRWGA, BT 6 A M TRLEVIRER EMAHNT25 2 & &35,

3. e, JEROREN ERROEEESHE C—EL RIZEY LRNWE Th D0, w7 ER 2 kS
52 ERRERLDIZONWTIE, ERERONRE TS,
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ARVC Tl EEREEEZTZHVPOT DA LICTKDIET . DEBETVBELT HIRIHEL,

3

4. akik
ARVC [ZHEMIARIIED, BEAR—YLEDBBES (EZIET 5, BOEMADERBRIZx
LTIE B EEE., 7SAFOUREDRAEIRE., hT7—T LT IL—ar HEAAH B RMEIERICLDE
BNITHOND DA 2ITHUTIERERMARNTON DT ENEEDRESI TIE., BRIDEDHMATL
DMEZEAVTSABRNThN S, RAKEESDEBESNZIEG,

5 %%
2015 E DK DIR—FTIEL. ARVC F£3E 416 RO 7EF DB T, HHEME O EHENOFERIL 69%.
IDMEFBHEDEMIX4%, FET(X6%ERESNTIVD, HMNEDIR—FTIX, ARVC £FE 254 £D 10 &F
FDEMT, HEtEDEER- DEMBORIEEIL 46%., DFA AR 14%ESN 5,

O EHDHEICLELEIE
1. BEH
H&%Z 2,000 A5 3,000 A (2024 FICEMRELAFRIEODHEDZE -7/ LIERFLERICETHAEMR
(2E7 7 —MAETRZEES. 1 EHRTRRLEZERSOHEENREERBEAREZREHEHE)
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MRIMERDEFEE S FEAVTHFEULENRET S,
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<EEREE>
Definite ZxfR&ET %,

A BEL2ARHLIVIEBEFTOMKEEEE LB ENEL
1. RE#

(M IDMFBEE REE CROAEDEINE-FEMHIELLUIEEZRD . FiEE12ULEEELT
-HRERREAICAE R BBAMEREREME T 32 mm LLEXIEL 19 mm/m?* LLE
SRR ARH A E R RGN &R 8% T 36 mm LLEX(E 21 mm/m? ALk
-EEEEEIEEMN 33%UT

(2)MRI TRATOAEZEDEINME - FEHINEL LEEEIEOERLAZRO. TiL1 2ULER:
El
‘A ENRRLABIEN 110 mL/m? LLE (B1H) . 100 mL/m? L L (%)
-BEEHE 40% LT

QRIEEEX TRAOAEDEIUE - FEMIELLIIEERDD

2. INEREE
(MBS FRECROEEDEINE - FEMIMEEZRD., TER12ULER-T
SRERBICAEREBAEREESHE T 29 mm LLE 32 mm FFEXXIL 16 mm/m2LLE 19 mm/m?

xR
FLEXRBICAEREBMNER B EEE T 32 mm LLE 36 mm RiE X I 18 mm/m2 LLE 21 mm/m?
xR

EEERBETIEEN 33% LY KEL 40% LT
(2)MRI TRFIOAZEDEINE - FEEINGEE LJIAZINEDIERIAZRH . MO TEE1 2%

_d—
- AERERABTEN 100 mL/m2LLE 110 mL/m2 ki85 (B ) . 90 mL/m? LAt 100 mL/m? ki (%
%)

AEERHE 40% kY KELC, 45% LT
NERIZHTE m?E, AREEFET .

B. AEEOMEBFHFE
1. RE#
AEBBARARD 1 DU L TIRECEBA~DEBRZRED . RFLHA TR T 60%KiEH DL
EMERIICHETE 50% K (DRIRDH ERE# COREREBROFEET/BHLEL)
2. INEHEE
AERBIREARD1 DL ETRECHEBADEBRZRD . RELHHVEHAFITT 60~75%H DL (E
EMERIZHETE 50~65% (DAL A COREMEBROFEET/BHIEL)
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C. DERITOENBEE (E#M>14 % (14 REBZD158)IZFHET 5. )
1. RE#
QRS @AY 120 ms U ELDEEEMIAVIZRHT . AERIMEFEE V1~V3HHLIEZTNEHEZ
=BT T RERDH S,
2. INELEE
(ELERIOvI%2EHT . EEFREFEE VI~V25H 5L\ E V4A~VeTIEME T KE32H5,
(2)ZE£AMTAVIZERD . M OEAERMEFE V1 ~VATERME T RERH5,

D. DERTORME-mERE
1. RE#
(M AEREFE V1 ~V3IZHBITE170V K (QRS DB HUMS T RDOIBFEY DR OFR S
D HAHEIRIER) ZEBDH D,

2. INE#E
(1) ZEFEFOER QRS BEI <110 ms N D, MEEHLERDDEELZEELM TN 1 DULER
T:-g-o

-filtered QRS duration =114 ms
(Z14)L5% QRS FiakefEA 114 ms LIE)
<40 4 V KD duration of terminal QRS =38 ms
(QRS #ERABIZHNT 40V R DIEBLLDFHEGEFFHEH 38 ms A L)
*root—mean—square voltage of terminal 40ms =20 uV
(QRS # KB 40 ms TRBSNI-BLHD 2 ROFHEDFAIEA 20 uv UTF)
(2)Z2AMTOVIERDHT  VI~VIDOLTIMT S KEFRRND QRS KRR EEL)ETH
&R {a & (TAD) 255 ms

E. &k
1. RE#
EAE(I, I, aVF FENEMEIEIRET., aVL FEHLBGHE) OER IOy R EHGEH L
B0 BERER DD,
2. INELEE
(1) TAE(D., I, aVF FEHL ST, aVL FEMN M) RIEIFEE#ERTEHMTOVIROEER
HERHEDEFGEEH VD ILHGEE D EFRERD S,
(2)RILE—IDLEBRT 500 [E/24 B LLEDIDEERANREETZED S,

F. RIEE. EiniER
1. KE#EE
(1)ARVC EZBR(* 1NENF-FE1EERENFET .
(2)ARVC [CBHET HERFITHITAHBMAN) T UM * )5BS,
2. INEL#E
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(1)ARVC 2B * 3)Sn=-F1EEREINFET S,
(2)35 B R B TEAREEZET-LI- ARVC RO NAE1ERRENEET S,
(B)ARVC E2Z2HR(*x 1)SN=F2EEREINFET S,

* 1:2010 4 Task Force Criteria, 2022 FHEThR FEARDZEE IR VFHEIZREATEAARFS1 D
BRERE RIEAZHBETEMIN-L0, BIRLLIINHFHTREZMICEHEINT=10,

* 2: PKP2, DSG2, DSC2. JUP, DSP. TMEM43, PLN, FLNC, DES, LMNA
(2024 FHETIRDIBMERBIZE T EGEFMRBEERNIO IV TICET A1 &
D)
ARVC BB B FICHITDHEHNTULDRIEEBREKZEICAWVSIGEE (X, BEERAAD
BRBATRSPDELLGDILEE A RAIELTEGRHVU IV DER. BEFLBRBFZDODEM
RICE O TR INI=F—ALICE > TERINIECFHRBEOEREZLELT D,

*3: *x 1L DOZEHEEICE DV TEZHINED

€ HIEA)

RERFEEEZEDHEOZHICEVWTEEIZHMNEETHS, BEEMIZELUT L7 R)—MDLE. DA
UrUMRE, S MELE., MEHEER. DEFILIAE—2 X DFHER EMENVREGEEZRNT 5. £EE
[CHREA AN HHE IHRREDHE (DCM) LELULTEY . AR E LN SL ERFHBNEED
FHRORERE., BRRRTEGEN R EHIZHLER T 5.

<gEohTI—>

Definite1: KEEF2IHH LU LFE-31D

Definite2: REXEZ1IHEMND/INEEZ2IEH L EFH-TID

Definite3 : /NE#EZFATHB LU LH-TELD

Borderline1: REEF1IHE MM D/INEEF1BBLULBE-TED

Borderline2 : /NE#A3BH LU LHE-THD

Possible1: KEEF1IERH-THLD

Possible2 : /NEL#EF2IE B i3 H£D

REE NEEL, LEEANSFDGIERICHEWT, 2 TELSHTIV—HISHIET 5,

<BREENE>
REEL FERRET S,
EEESE | EHEHR REERR 5 A FE RIREE. | gz
GBE1 ) SRR
Bl
B A T) SERETS #L D RAE HIEAL
S Ui
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EFMIE D=
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AIBEOWVWITINERE-T,

th g B BIRPXIEEE | XIXMBA D g2 Y =L, @B AT DIEER
(NYHATD) HHERERE | Fh, DEBERZ YD FXRIELEBEZDESIE
A nwFhhn NYHAI XTI THBZE
BHEEDOEMNE | 2mUE SIEHOWITIIEFE=-T,
E5 FEE~FTE  BAXFILEM| XIX@EBIAIDIEE =L, #B AL DR
(NYHA I ~IV) | B).ICD #E:Ad | Fh. D EEHEE YD FXRIELEREZDESIE
fiTiz nwFhhn NYHAII THc&E
2B E
XIEEFEHEEEIIOD
REE (N;‘HA V) W EAOR Y S A S-S 2IFB &I

B D B FS HE O 3
XIEEBHRY . O
nh

1. RIEEEEFERIE. DEEE KEECOEBLITHO
2. FEFHGIEID =R 3B AL L TH#EH 30 WREDLD
3. HMAIDEEEPRVDEBBEROEEIPFEULOEEREELL. IERWEEEEXFBHREG

MRELE

EDRETHIEY S

(1)ARVC &E2BR(* 1)ENT-5E
(2)ARVC |ZBEE T BT FITHITERINIT UM * 2)EEBDH 5,
* 1:2010 4E Task Force Criteria, 2022 FERETHR FEARDEZIEY RV MICEAT A2HARSA DA,

RIFHEZMBETEHIN=LD,

1TERRENEET S

BB LIS R F il TRIEFMIC

ﬁ?ﬂ’ﬁéﬂf:%@ o

* 2:PKP2, DSG2, DSC2. JUP, DSP, TMEM43, PLN, FLNC, DES. LMNA
(2024 FHETIRDIRIN ER BIZH 1T HEEFHIRBELBENV IV TICEHT AR50 &Y)

ARVC [ZERET HEEFITHITHRNITULDRIEERKEZRICAWSIGEIL. |
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1. RIMEIC XS BEMFERK(ER., £F. 2R, ik, F7/—E%4E)
2 BMFEICLDPRMIFAER (HELES . EEMEET. HRRIET. IR, BIER, EERIL, 5%
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3. REICIEMBENIFRT A LICKIBTIE. SLIEAET. MEEET
4. EEMBEEMHIFT H-HDTRIHEEHEE (mg/ke/min)
a. HEfR6N AR >7
b. £&6MALIE: >3-7
c. BA:>3

B. RERMRE*1, *2
1. m#EfE <50mg/dL
2 1ERBFIC/ONFMAAIVRIAE >1p0U/mL *3
3. JILAI05-1 mgffiE (F4F) ICLHMAEMBLESF >30mg/dL

C. BEI=FHEE*4
1. ABCCEEILFF I KCNJI1 1 BIEFDOETLUILDFEHERH LWL IIBEETDRXEAXTLILOTE
MEEHLIVIEHELRDORTUILORMER
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3. FOXA2. GLUD1. HADH. HK1. HNF4A. HNF1A. SLC16A1. USP2BILF DT NHMD K TLILDIE
MR
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1. ZRMSA R HELEE (R EDRERRFRERERS)
2. {VR)/)—<
3. 1V R BEREEERE (FHR)
4. FUEVTERE (BN R 1Tk, BREEHREMEBNER. BEXES)
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f=L.DZRHATEEHELD
Definite2: A-1/M5 A-BDWLVFTNMIIBE UL EEB-1%&EI-L. HhDA-4,.B-2,.B-3D56H1IEB L L%
fzL.COWT A EEEFHIZEZEHLI-DD
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disorders. Simpson—Golabi—-Behmel JE{&Ef. Kabuki FE{&Ef. Costello E{&EEE. Rubinstein—Taybi JE{&
B . Coffin—Siris EI&E¥ . CHARGE JE{Z#%. Perlman fE{ZE¥ . MEHMO fEIZ R, £ X M PR MR SUAE
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B UTH1EBULEZRE-TED,
1. MAEE>T70 mg/dL ZHFTH=-OIT FHR IR VHER T BEXRE . FRVYINREAFUZIERT T
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KW K O HIEE B OIS T 5 EFHE
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