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NORFO S DZHNTHE LI AR (7272 L, Ui OfE 2 R~ BRERE ThH > T,

PAAREZR B DIZIR D, )

2. JRRBRAMGTRICB T 2 BIEE IS DWW T, WU REZEHEO T TIRRMTON TV LIRETH

2T, EHIL6 AR TR EVIREBZ EMIS 5 2 & &35,

3. 2B JEROBREN LR BEIEE T T EU EIZKY LRWETH L0, mERERz ki1 5
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ZERMER L DIZHONWTIE, EEEBROXG LT 5,
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33 ALY -VIUR)IEREE
O W=
1. =

a7 )L - R )VIE&EEE (Schwartz—Jampel syndrome:SJS) (L. B4 . N B EREMHEEEELMS
N.ZSAP=TEREE - HRBEEEFOSECHEET HI EHTFTRIIENEEVWETFTHAD. BE

EEBITHEREFBENEETSNDI LA DD REHFDRIRD-HIEREBRIIP/NERY . OFRLE
EREOHHENGBEREET 5. ﬁ%-ﬁ ELTIE- 1&5{& bk%ﬁ”@ HiESFLEARBDLNS
B, kA B 2 £k H ANAN = 7 o

AN [ v /=t

TT= —~o

—EAP=TEEFH DB ENDRREIET A KERBEDIA =T EIMDIA =T HERELFELD
HHEEI D,

SJS [&-1997 £ Giedion Ik YER Eﬁiﬁ%—‘l—A—‘l—B—zkbf1A4-A 1B4B. 22 B[ H ST =

BltE R /\5!& 2 NF=AY_ BAFEAS X 4 [F 8L L\ FEErdp L gl 8 BE e A A [ éh
1=, BLIREABIEE 29 5222 8L, I7E Tld<leukemia inhibitory factor receptor (LIFR) BIEFEREIZEE
Ed%5LE5 Stuve-Wiedemann FEIRE LR —DHERBELTEFIINTLVD 1ATA-L1BIB[EEFEEICLESD

PETHALV LR ST METEEEFEZELE T ATILY -VYORIVIEERREET HEN—1HE
HITHb.

ARTEE-REERENHERIYVETLTCEROONSEFLBESNTEY . ZHLOEELGRRAL
ZABDNTD, Ff-, HEIMEBIE R E B K FEIF (dyssegmental dysplasia:DD) DSLEERTH S
Silverman-Handmaker % (DDSH) (. ANSUBREBTOTA AL THE/N—ILHL DTEERIBIZEYF
ETAHCENIMONTULNS, SHITIHE, BIERITHS Rolland—Desbuquois E! (DDRD) IZHEWLTE-HSPG2
BEFEEZEILEHINBRESN TS, CchoDHELS, SIS ZEL HSPG2 BE B R R B &
LRIV ANRI NS LER AT DRREM DN REEIN TS,

2. REAE-

—2000 FERIZAY, SIS AREEENNSGUHRBBTOTA T )N ThHDH/IN—IVHh(ED—FTF 5 HSPG2):
BEREFOEEREBETHBICLYELLI LM RIRFERFH oM EL ST, =LAV A FEF
YT ZAF =2 SR RIEAICEVN T T EF IO I AT S—HERAESE IS ELHICEEL
DFTHAED FINE=ARIEOWFERHTHERIN TS, LH L. AFEE DRI O S
[FEH+RCIFEEBESN T,

3. fEIR-
— R AEE (I ZLDSEHERICITALSITEREFZLTEOTVNA . ALRHLBE (CEERED.
BT, BENELE D BREE CHOERIEICSEAL A S3BEL LI A =T HERN R LI
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oM LD, ZLUEH REAF TICEH NS EXOBBIEFICIEFEAZLHY . B-HREEEHNHIE
RIZEFTLTCROONDIEELH D,

BEEFORROI-HEAER(IF/NERGY | OZRoE-REACFSEHREBEREE T S, HiD B FEFFR
IRIEICEBIA T EBERFEEZTIRENRET 5. REBTERESNSIA N7 HFRE. £5H%ICH
BHL. HERMLETIEERILRFICE S RENE (complex repetitive discharge) EFSN D4R RE R
ED

BREELLTI/ESR. KBS OEMNGE, SHOREEHEZLENRDHONS X BATRIST
TlERFHAH, BIRERK, BRIRERRGENROHONDD ., Bif-BRIRREENARSAELF
I BRIMERBIEELL CREMICESALEDOoNS, KEBEFHEOEL TR, AREERE
BHEETEIEN DD,

4. BEE
SRR QLA NEXHERE. HRABBEAIIHEIILTLVEL,

5. %t
SHELLTHAEGFRIILERMBITTH S D, HOEFHKIECESBENT-. REEEDHIZH
BEAEFIENEESNDS ENH D, EHHEE LT, /NEBE. ARNE., &R, BIREL EORERN
BB AHAONDIEN., BOE., BREENELEONSBELIELIEEHTEEZE S ENH 5,

O EHDHFEICLELEE

1. BEH
100 ARl (AEPIZELS, )

2. HROEE
THGEEFEENTEINA TS, )

3. NRMAE R E
REESL (IRABEDHEILLTULVELY, )

4. REIDEE
HE(RREEICAEETIENESTIND, )
HY (BRHBEZERRWNERHEZRRDFOLHELESZHY, )

6. EEENLE
Barthel Index ZFL T, 85 MLUTERRET S,

O 1T
IFmA AR EICEY SREMRIL
MERKKRE RAKXFXFREFZFRVEHRGEARZE B8R FALER
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<EOBREZE>
Definite, Probable Zxf& &9 5,

OSa TN s L REA. B
A-1EIBIROHFIY—

Dt

DIz, BEEZELIA =7 XITDE M IRIEZFTEDH S,

Hﬁmfﬁﬁ’]l‘s##—— 7rh TEE%(WJ% RRE) &R,
AR &R 57 D URHE 1 Z R DEE G Z I NE RO D,
OMADOIIEICLDOEFRLE-RIEELD,
A-2). UTOVWTIhHDEREELZEDS,
-EEE
- KBS & O FR Bh ) i
- INEER
-BHERE

B-1. #HBENTERMNGERMESEMERDD,
(2% RRETHRN GRS T ORELIA P ——NEBETH D, )

PB-2. HERDBREREBFTIN—IWN BN IEDRIBEXFEEZERETEZRDD
(B%  FRER R IXHREOK/NRE ., AERKIBEFERENCIANTF—HAREES, BOK
INFRIFEICRAT1REICROOND, )

@C. EEFHBRE
HSPG2(IN— VAL ) BInFICEEZRD D,
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O <LEHOhTI)—>
Definite1: A-1FE#=X(EB-11, N DA-2%RH . MZA TB-2FE=RXIICEEDH S,
Definite2: A-1FE£=XI(FB-1% 5 . X TB-2F£XIICEERDH S,
Definite3: A-2% 58 . MMZ TB-2FEXIICERH S,
Probable : A-1FEf=X[IB-1%3® . A TA-2%3RH 5B,

<TEFEH>
~RIEEHDH SALBRELEFT TISR AN D,
~ESERDHBRIEF S FRPPFHRESHT S

PN
EArE
ST LR ~
EIBR BRI S THESA TN A A S A BIHERSMEHLN SR EDY ., B HBREESH
L BRI AR T 52 BUE  BHEN RIS TS BT LD DB . INETIZ Jowkemiainkibitory-faotor-
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HHBEHRENEERELIHEELHEH-0. BBRFTERVBEZHIRENZHICERLL D,

<EEEDE>

¥ BERY T : Barthel Index
85 MLUTZXMRET D,

BREAR R
Bi. BMELGLEDEET. BEMRHERNICENKRZD 10
1 BE BANE (BIAIEL, B TEU>THALKLTHSS) 5
== :l 0
BHEF | Bi.IL—F. VL RAFOBELED (HTEHILED) 15
) hoRy | BEOEHANMBIXIEREETS 10
FAD | EAHZLIFATRETHAMZZ LB 5
B SN (TR TTEE 0
B CGEm. B2, wmEE, OIF451Y) 5
3 ER
AN BRI AT HE 0
B (KIRDIEE. BRIEKRZET . R—2TLERLGEEZFERALTVDIGEEIEE 0
A FLE | DEELED)
£ BANE, AEXASH, KR, RIEKRICNHIZET D 5
LN IEaTHE 0
. HiL 5
5 A
A MBI (E AR TEE 0
45m UL DHT, HER (BEHF. HTRERODERAOHEEIR LT 15
6 i 45m LLE DN BISIT. HITHROFEREZET 10
HITTRREDIB S EHFITT 45m LLEDIR/ERTRE
Earust
Bi. FIVLEDFEROHEIIRE O 10
R& % 5
7 " NTMXIFEREET S 5
THe 0
Bi. . o7 RFT—  KEEDEREET 10
8 BFEZA |MANHY.EEMGRMEN. FL/LULEFXESTITAS 5
EEus 0
BeED | RELL. wha. LROIIROLETEE 10
9 Jba— | LEFICKREHY. mhE. LEOTIRVICHIIZETIELED 5
y1% LEELS
0 KREL. IR D EIR LG AT BE 10
EEITREHY  WRBOTRIRWIZNBIZET HELED 5
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PR
vbhko— | LEELSY 0
L

ST W R YE K OVERE /0 E O ) 1S Y

1. Ws2h _%wé%mﬁﬁ\&E%ﬁé_%bf\@%%@Lm%&@ﬁiﬁ&wﬁA ESA
NOFEO L DOEHNTHZE LI 2R\ (72720, Yk oi 2 R~ iRIERE Th - T,
PRAREZ H DITIR D, ),

2. IBRBAATZ IR 2 BIEE IOV TIE, @MU EFHEIO F TIHERThIL TV DHIRETH
ST, EI6 A TRbEWVREZEMIENTZ2 L2725,

3. ek, FEROBEN ERLOEREESFE C—EL LIZEY LnETh L0, B ER LT 5
ZERRERLDIZOWTE, EREIROMRLET D,
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34 RIRIRMEEE

O HM=

1.

B

IR HEREAE 112! (neurofibromatosis typel:NF1, Lyo) G \DEUIR) (£, BF=A-LEHT A
LBEiRREZEIHEL. B R R, GBI, BILE)GEISETEREZEZET SBRETHY.
BRAERTOBEEERUEBIEEEIRETHD,

IR IR REAE 228 (neurofibromatosis type2:NF2) (&, M {AITHEICFE 4 9 BRI S90S (AT EM IR #IE)
ZEWEL. TDMDOAIERER NRUVEHEMEHRE. HIRE. SHLKRE) OCRERE(RTPRA
DORHEEHZMHE, BFRM) . BRE(EEHENE) ZET IEFEAR OB EGEBELEEIRETH
%,

2. [fRAE

MRRRMEE 1 EORREGRFIE 17 FREARB(17911.2) [CHEL. ZDEEFEYE=2—0
747 AZY (neurofibromin) EFEIEH , Ras RHEHDHEEZ FIHIL THIRIBRESHRRELMFITEHIEITELY.,
EEORELEEEIHITEHEEZLNTIND, NFT BEFICEEGRINUTUR ERLI- i EHE
fE1+HEITIE, RAS DIEEMZEMEIL D=8 . RAS/MAPK RERMDE ML L PISK/AKT #REEDEMELEE
C. MERHEEZIILHEL. BROREZTELLEHASN TS, LAL., FELLEBIZ DL TIEFRAL
REZLY,

FIFIRHEIEE 22 OBEDEGRTIEE 22 R2BARRM 22912 [CHFEL, COEGRFIMEYHITERE
[E merlin(X[& schwannomin) & T 1T TV, merlin [XFEBINHIRFELTEICEEZ DN TLNS,
RIS IERE22 B TIX, merlin QEBEFICEENEL, IEER merlin NTERW=HIZRIET 5. FHRIZ.
MR IR 22 B USNN O— DO IEHE - EIRIE - HH L RKEGLE T merlin DBEEGEFICEENLRD
MoTLVS,

3. fEK

D) IR RHEIEE 1 2. LT OEREHHET S,

-BITEFALHNTIA L —RIFETEY EAYDLRLRTHY., BIERVIILII—E—BHLRELE
BIZEDETHRAT. BRHMAICEDERIEIADNGL, BITRABOLEDOD N LL,
AAZEFUBoMNGEHIBEEL TS, /NETIEE 05em LLE, BLATIEE 1.5cm
UEZEEELT D,

-HIRRMEE - REOMRRMEIEFHEIVERICZHT D, COMETFTO. KR TFHLEIBICE
AR EE ER M 0F (plexiform neurofibroma) < RIHMHHE A D M F$EHEAE (nodular plexiform
neurofibroma) , TS U FE A 4 D IR #R M FE (diffuse plexiform neurofibroma) > A3
LbNAHIELHDH, BEEREABEHES IREHBEIORETIAETEED 2~
4%10%FEEITELS.

- Z DD FENE:
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RERE —ENBHRERK. KEDHBEEM. N8R, EEMHHARAFE. BERHBETEMLL,
BRE-BEEE-EEBTOERE. OREOLER -RHUEI. E1-WBOEBLE,
ARJRZE — BI 52 /ME B (Lisch nodule) | R #E R EIR MR (1RER ICA L D) BIER L,

INEREES — AmERIE-EAME 2 MaiE. SHESRLLE.

Z M {th unidentified bright object (UBO) . ;E{t &8 & fEJ5 (gastrointestinal stromal tumor: GIST) . 8
BiiEE. BEMHEREGEHRIES. REEFEE. TERN- LEE. BARRIN LIELGELNH
bnd,

MHIRBHEE L1 ROZHORAUMLT, BF=F- LA A L MRS E A O NIER
B IEHEETH D, MNRBITIEAZ=A-LEHTF LHAGEU EHNIERELFEHON . RIEEZD
thDEERESEICLTEWT 5, =L BRELICEEDIELZE L RABITIEBT=A-LBIHD
IALBNAAYITKNIELZ VDT, iR RHEEZ TR T 5, REZCIGL T REMEE.
MRI IC KB EIRIEEZ RS 5,

@2) HIFIRHIERE 222 DRIEFR EHRR THDHHN. 10~20 ROFREHM LU, EEIOFEHZEHEL R
LEREXMTHLHD . COMBBOMRICHBHEENELS, F-. TOMOPIRHERFZLL TR
fE. LREGEDELD, UL UVVERE, BEMERIECKDHIE- 5o DE T, EHMEHREICLSTF
BEOLUN-HBEET-BRHALEISH, TOMIC, 58E. EEAREHRE. EEROLUN, HTEE /MK
K. B2 FERE. RNES. BTESOETRILEEZHEICLLH D,

BRELLT.EE MR BEARE. REMNERENDET. HITEE MR LRAOKREEFEE1~2EE
HMICITORENH D, BEENES MRI TIE, ATEMHZEHIE - =X BEHMELT RO LT OB EIFHIE.
BEIERE. INENRIRECIRENEZ LAONDS, Tf-. BHEE MRITIE., 2RI LG HMEHRIELSSE
HNiERE (ZLUELKRE) DHND, CNODERIT. REETICRABRILAEITLEEFSILEHD
N EBRTEHIELHY . RO FAILRHETHS, BMAREBEELTL, MERNBRE. ETRNRE.
FEMERNE RIGHREZIT . BALANILEFIEMBEHEORES TN T LLERE T, B RE
BIAZEDILEPRITEILTEHIELH S BREMICIEBANERELANREZITI. EEMHBERNE.,
T3 posterior capsular/subcapsular cataract [, 80% S RICELSNT=ETEHHENH S,

4. BEE
D) PiE R REAE 1 B
(1 BaxRHM
HNERDOEENERREZERLOBBELIRATRATNS, LML . REDLIA BRBEES
[SHASESDBERDAREIILEO D, FEITIEL THEREETS,
(2) iR NE
EIED#HE RS L AREF LT IRBICHLT. BERMNLGEALOLEEORBMNEREN
EIEH=0. NHNYTBRNE1EIRELGD, AV ITNIE, BFFREFTICUIRT %, A 21T
(£ BRE TICHRESBYIRT 5. MEDEDERL/AUIZLE UK. EREHMH. REEHAL—
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EYMBEHEEETERT T HLIITHRT 5. FMCIDMEH EE TREIRIED FRMEFRHERE (15K L

E)TIE, I AF=TICLEBEEEET S, BEEREAEHIBE SRR OB B IBRMTZEE &
35,
(3) BIHB/RE
PRERRE. BRE. BB MIEE. GIST 4L . BLADZRWFBOREICH T HEMNGTAEEE
BERMERTRIZIT D,

D2) PRIEMRMEIBAE 228
BRICEFMICLDES DR EEMBRAERNSITOND, EMERE, BEFEARIIVEZEEE
THH, BEHEHECOVWTRIELADEBE YA XAEERFBEAITGLTEADHFKAEESN, HRE
[SIECTARAHMNEREND, —RIZ BEN/NSVIBICFH I NIEHRER A ERE DR REM
(FEL, BEAAEF TEDARERLH . NBFMOMIZ, HoI—F 15 E DELMBMSHRFML/NE

BREBICIAENTHS,

5. %k

HREME - R EFE 1 M OEROFRITHEBRUBL—BIYEVESIN, ZOETRTHLEN
REHRHIES O S RITEAA— 2 10%EETHD,

HIRRMIERE 2B EENH > CLMELRERTRIBTEILELH LD BICEEETIIESH
BELT. RRICHELE DHBERIETTIIENAH D, MAEGRBELLEEENEZOREE
FIETEAELMEEIZIE, QOL ABIEL. ARDERLEL BEDFHETIE. 5F-10 F-20 FEFET
£ /285%-67%-38% ThHol=,

O EHQHEICHELEE
‘ 1. BEM (SN EESTEEERTRE T RIEEYR)

3;9614,166 A
2. RIRDHIE
THGEEFORELGELERIN TV DA FHMITTHA)
3. MBRMICAEAE
RIS (FMTRYTIN AN EL B VA, BRI 1 R CTIEFMIC L DRI RS CREEMEDE
RBRREBICH L TEILATF =T ICLDEARNERLIEE N HD)
4. REIOEE
VE(HEEEES. EEeBRECE SHELHDH)
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HY

6. EEENE
IR IR ESE 112X DNB ¥ EZ ALV T, Stage3LLEZXRET B,
FHIFIRHEIRIE 22 (I RMDEEE S EFEL LT, Stage 1 LI EERRET 5,

[ R I R BT B B BRI A R S S B R A0 IR iRt O RIS LU

BRI MRS AL 1) DE RIS RA I A S ER B EBE Q0L L OO

FEREE BEATALRESRPRN ARHESBRABRESENKS FEH K8 HEFE
FHLERE
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<BEEE>
O1) IR IRHEERE 118
Definite ZxH LT %,

221, 6AULDATIAL B (BERFIIFEAESmm UL —ZHLEE 15mm LLE)
2. MBEXFEIIEREQEIPBRRERHX
3. 2Ll E DR IRMEIE (B O iEiRitIE
AAEARIRRHERE 1 B LU O R iR RIS

LBELEE QA1 TTHEN) X FUE

52{@4. R (REICELD) BIE

5. 2@ EDIIF/IMEE (Lischnodule- MIIRAT BRI IRIRE ) F=X (T 2{A LI L DARFEIE D EE LT BT
Bigsr/n MR R A D T E TERESN HBAH L BEREEET)
6. BHHMNLTEREAFE(FI-NOLER- DB (BHEMRAE X2, EEOHINMUNDLEHEE

E5-EmEH. FEXEREEOEISHEL)

== Padasd
7N

— RF s -

7. BmMERGEDEELRDLNSHBICE T NFBEEFITHE 50%5DANTRES RN T U

X1 L. —HITA L BEERBRERRDHA TH T NFI DR EEMENREE LA, FIstELT
LY IREEBEDAIGEEHY . —D<ED. 2 DDEFEHMH T A LBRFLEXSEMHEERIDS
LELLMIMAME TR TN IFESEL,

X2 IRE(CERMFREENHN (ST EMRF L (SR LI-ZWIER ISFE5%0N,

<WohTI)—>
Definite:—A<&Ef=lEB1: ANZEBH2EB L EEHE-9 &

<ERMDSERHRRE>
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Definite2 : AQ2IEB LA LZFHET-d izt -ADI1IEBULZHI-TH

<EEERE>
ORI T
_Stage3LLEICERETEHLDERRET S,

E.[ﬁ ';-ﬂ-/ \i iléE

DNB% %8 EEHEECHESRETE
Stage1:D1TH>T.NOMDBOTHH LD BE-#HSEEITHICIZTEAERBBELL
Stage2:D1X (D2 THH>TN2R UB2ZEFE

HLNEHD BE -4 THCHEHINEE
Stage3:D3TaHDTNOMDBOT ) HeEFIZEEOREN HEEES
DEBAKE0N
Stage4:D3THoTNIXIEBIOWLWT nAhE BELEEICHFEEOMELHY. HELEF
ELL0 L ORBEHAKEL
Stage5:D4, N2, B2OW\WTFNHhEFELED BAMEELNSET. BELETOXENK
=18
(wEmE B\

D1 BRRLVBOBHRREENTFET S

D2 BRMELLEBNZHOMBREENFETSD

D3 BEEZEHTEO TELHOMERMENEETD

—((1lem BELLOIONEELH 1000 ELLL FAO—HhroE R BEHTEL TEHEL T &L
Ly)

D4 WS RHES KRG HEGL ICLIMEEETCELVBANER
XIFEEREHERBESOHREHY

FERREIR

NO fHiZfEIRAL

N1 . BAZOEBEROBERICRERRNSHS

N2 BEHLIVIEETHEOHBEROEREFREHY

BO BWRZELL

Bl BELLWLHEEDERE (FIMARETLBELLEVERERIIMEREER)

KKBZ SEDERZEHY [dystrophic type EL\L%'l"i’ﬁ‘#?ﬁ%%?éiﬁi’ﬁ"l‘id)ﬁﬁﬁﬁé(1&']%‘&3%)(.\(;*@
E).UREOEEOER AEE - RS, BEFREXIIER T RIE]
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O2) iR RHEEIE 228
Definite X% LT 5,

<&HOATII—>

Definite1 :

MRI X & CT Tl it #2185 (RIBE M2 3IE) BN EFEHET Do

Definite2: (B FEL - ABMPED VT WA N HEFRHEFEE2FDLE) ANICD. RIFQONEFHET B,

@ F e o BE A IE S (RilBE M2 SHE)

Q mizHE-ARE - HEBE-EEUEREDIL VT A 215

<BEEHE>
Stage 1 LALZEZXRET B,
IR AER

BEALANL(C )dB

BEEHALAJL  70dB LALE 100dB ki HY 1 R)

BEEHLAJL  100dB Ll E HY(2R)
EBEALNL(  )dB

EEFEALA)L 70dB LLE 100dB ki HY 1 R)

EEBEALAR)L  100dB KL E HY(2m)
EAE HE R E

— BRI HY (1)

i {8 R 9 HY(28:)
N ER (RTBEEIREE D) HY (1)

—EIX EEAEENEET HY (1)
WTEEESES HY(28:)
#E HY (1)
BAEE

—{8I 5 BA HY(28:)

i {8 2% BR HY(48)
SRR HY(28:)

E HY(28:)
HHEAET HY (1)
TERE HY(14:)
HHEREIK

BEEEHMENK HY(2H:)

= EE AR HY(48:)
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Score &t AELE HeLEF
StageO 0 (TEAERIRELLN [TEAERIELL
Stage 1 1 + 5 0D [l + )5 0) [Al 8
Stage2 2 BEORBEHY fieEHY
Stage3 3 fiREHY EEOREHY
Stage4 4p) FTEAKEL EEOREHY

KW K OV EIEE OIS 5 HEFH

1. BAZWHIC AWV SRR, MAEAT SIS LT, 2Rk LICREROBEN W HA IR, W
OO L DERANTHZE LI 22\ (7272 L, SRR O 2~ T KIERE Ch > T,
RBAREZR L DIZIR D),

2. VBIRBHIATZ 31T D BHIEE D FIZ OV TR, WUREFHEELO T CTIREMTHOIN TV DIRETH
ST, B 6 22 HE TR OBWVIREZEMISHET 52 & L35,

3. B, SEROBREN LRROEEE SFE C—EL EICEY LW E TH L0, mEERE T 5
ZERRER L DIZONWTIE, EREMBROMEET S,
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65— RFEMRBESEEERE

O #E

1. BE-

—[RFE MR ER EEZEE (PID: primary immunodeficiency) [, ERMIZHERDNT MDD IR
fahihHEBDHRHTHY . ERMIRENIDETTEIIARXLEED (AIDS: XM REFLREIRE) L
ED . fEFMERETSLIE (SID: secondary immunodeficiency) ER RIS b, FEE SN 5 5% E 18 L HERE ()
ZIE. sFehEk, THIRD . BHARA) 4 & DFFFEORAIIC KLY 200:5<500L EDERBICHFEEINS,

EXtaERSERECHEEEIDE. BT IIERADIE T THD, EERLEOD-OEEL
g, hEX, RS, BIERGEEZRYEBS, BICEROBREZELAIZLLHY . PEROREICLLHEH
BE, AR OREICLYREIIRELGE DRBEEEZEZRT CELH b, £, HREZHDLEVVERLE
26N B EIITHY ., BIEL T AR M REEESE (El: inborn errors of immunity) EHFEIEN S,

2. FE-

—E{ERERICEELDELCFDEETHS. —cOOFRIHKRMCHZDERERETEE
ZEHOREBEGEFIEEHERASHEALNCAY | EEZHAERICRI>TLS, LML, GYT IS
ARZED—E. AR —BHIEF I BIYLEH LTI OT) VD &S IC—FHGRERDRAME-

ERY ki b SISEDERBO HAMNAVBEITHT DEERKISFEERPRESLY.
FEREERETEEIZRFEEBIT DI SGEELH D,

3. fEK-
~FERESHEEETH D, 2FYT bbb RBERNGHNENMNESGEASE=YfFIELHELL
W BBV ZIRYRT . HOAVNEIAREBERAVELZEI DREEZTRIET HLLETHDH, BEDS
AT ERERTIIEENREL T BRNELGLIEEH D, FHEREEOPMAEEDERICLSEH 5K
BTIEHERENZL THIRGEDERETIEVMNILAPERBRENZIMERNH S,
AR REFSERETRIOEDOHEASYBEREL T UTICRI TER M RETSELTEED10
DBIEINFLANEND,
1-) FLIR CHERER HIE R RBRRELRYIRL FEENMTROEETRRLARELND,
2 HF2) 1FIZ2EI L EfMRIZH NS,
3-) REXNRIELZ RIS .
4-2E14)2EI L E BEIER ., BRER., BB KA. MIE® . R FRG-EmRG R TIRS . BaEAiE
BIRE DIFREERIEIH DD,
5 )MEAFEZFRALTE2N A LI EREEHIAERBLAEL,
6-) BAERIBERERYIRT,
FAEDIFIZ4ELE, FERIZHMND,
81 8) TR UBIC, FENEDNE. REERE. EE-LHLTEE (WLMI)HARLGND,
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9-)BCGIZL D ERERIRIG (BRERLLE) . BFAIILARRDA)ILRIZE D% ., BEIEXBICLSHREIE XK. EB
VAWRIZLDEEMKERERFICRELZCEADD.
10-) RIEDN LA RAICERRPETRT Y 0L RRUERETSERBEESREENH D,

-_hba)l‘ﬁﬁo)’)%‘l’.)uiélfliiéiﬁ'“(i ﬁ%'ﬁﬁ.f?@ro)_fﬁﬁ'ﬁ?ﬁ\ﬁb\?ﬁ‘ﬁf'q@EEW *E
l’ﬂﬂ WLTEKﬁrTé ﬁa*r ZDHPIZTHEX AT 8E (https://jsiad.org/consultation/) , DA

CT. I RHBHICRET I EDZVNEEEES RETLIE (SCID: severe combined immunodeficiency) &
REITEFENIVETHD F-. FREMZHEDLT . AEREICLY, BEREHOKFEIELEDR

ZEHERDMER. BEKE-UIITFHERICEUL-BCREEREEZET S LE1H5, AIKROED. Ia

RIGEDRFEMFREAO, U/ \EIESE (FFIRAE. Y/ \EilEX. BHERGE)ZEHERKHELIVIEEHIEL
LTR9mELEET S,

4. BEE-

—EE-FEEEICKYAERENERIND,

BEFITIE. MBEE. oA AFIVANILAE EEHEEDOFHERNBRISDIRNTHL, MAERZ
EEMETIERMRERSETIE., AHEFEOEHRNAIAHIV IR T EAENMES DT
HENDWFRICKYBRREILIFEFHTESD, iFPEKBAME TILG-CSFD E #1% 5 IS R SFIEE TIIIFN-
Y OERRSLABRELENEBEIND,

BEEERETSELREDEELIATEER TIX, RHAICEHEOFES M2 & 5&E MM HE A&
REND, FF—A RO SLNGE R CREERELE ISR L CIE:EEFAERENHENEERBINSC
EDHE, WVThDIFED, EFIEICHRLTHSBEZRIRT HTENEFELLY,

5. ¥
—REBEPEEEICKYASLYRLGD, BEATIE. MEEOFHANROEREZES DT EE DOHT
BEGEICKY. BEODHBEREELCLNENSETED, TNIIHL, EEEEREFSELLE . &
mEMREBEE LGN TOLEVEBE2RMU L ETEFTELGL,, £, BERFEELZE (X FHNAR
ZLTWTH I0WMULICHEDENGYFERF B LGS AEISEYD T, EMMARBIENNELLL Lt
H5. EQORBILFENGEBTETHY. EMDEHRTOZE. AE. BRBRELAXUTHS,

LS Z\EE$IE\

1. BEHRCE MR RETEEEREET —2X—X (PIDJ2)F 57 H - 2026%F
B R)

—+-3831420 A
2. RIRDHE

— FREHEISERFOREHILDD, RFEHE I ESFTEELTHL RERENTHOEELZL,
3. IRMTBEAIE
KL GHERZEDPHTHF D, —EB IS T & MM HE CIE L Fa B L AR BRI IEGL S

_327 _




L)
4. REIDEE
B (BRI REECHBEESNDRERNBE, )
—HY TR ERBEAEMRBXOSMBLELZHARIICTHRET. HARERKRREF (T TR, )
6. EEENE
— RV EIEEESFEERAVNTHFEEULEZRRET D,

O IF#ki=#tT
REMRETEEREORLUZE
HARSA L DHELIZE Y U

CE E AT BT ERIAGIEE, R

_HIRARE BREEMXAFRARRRENT-XZE fE-DFEFHRE [HHHE HFLAUEERE
RE
3

_38_



<PBREE>
E R EFEE S (IUIS: International Union of Immunological Societies) DR FEERIEFRESESFEEMEZAIC

FADEICHEL, REMRETLERBOSHEL-EEESBERSSUORUVEEDRAGIFEL . BITERKE
L. BERAANSA O OHEILICET A RM AV EAREF SRR O OERLI-ZmEELR

W5, ZE. DEICIHLT, HAWIERDLNAERBICHL T, BEEGEFOREZTOIEZRAETSHE
L EEFMRECTEREEFIRESNLEGERIT, BBRDMZEEET D) F-BMICH-oTIE, BX
RETE - HEREFEDAEHITEEE (https://jsiad.org/consultation/) B EZBL T, BEFARICHKT HC &M
ZFELLY,

1. F21BE
- REERETEERBICEFTNIRE (BEREZRESDHEICET S,)
SNEERETSE
I XEHEFEEARETEE-
I RHEERRE

Wl 7T/ T 73+ —+ (ADA) RIBJE

IV FA—XA> (Omenn) fEIZ#$

VTNV XOLF I RRRKR) S—E RIEAE

VI CD8XRiEfE

VIl ZAP-70R384%E

VIII MHCY 5 RIRIESE

IX  MHCYSRIRIESE

X IWBXXFETIZHIT52EDDEN . EERESSIE
@-2) RERLEEIF BT AEIR B

I D4R3Ybk-A LR YF (Wiskott-Aldrich) SE{& &

I EHmE R E B K R

I FAS—AVREBHEFRE (Nijmegen breakage) SE&EE
IV J)L—L (Bloom) JE & &

vV ICFIE{%EE

VI PMS2EEfE

VIl RIDDLEfE{&E%

VI ¥ L34 (Schimke) fE1EEE

IX_ fH—bk> (Netherton) SEIZEE

X MIBRIERS R (DiGeorge) FEIZEE. -22q11.2 R LAEIEEE)
Xl SlgEfEIRRE
XI_FFIDEARBASREZ S RET2IE

Xl EXMEHIEREE

Q-XIV INOXIMETICEIFHEDDIFD ., BREFLEHESFHRI LA (EEE

)RR EFEEELTDHRE

_349_


https://jsiad.org/consultation/

I XESEEH<TIOTJY) U MmE
I toEH I OTIMmEE
Il DETRENRETLE
V SlgMEIER
V 1gGHITUSRARIEEE
VI ERIRMIgARIEE
VI BERAEEREE
VI 2LR—@MIEA </ I miE
IBSVIETICBIF 30K T EERERLEELTIHEE
@-4) RIEREEE
I FIT47v% B (Chédiak-Higashi) fE 1% EE
I XEEHEY) Y/ \IETEE R
Il BCREMS D HEFEREIREE (ALPS)
IV IMSHIZBIF5E0DEL. RERAFIES
&-5) RFE MBI EET £E R U B
| EERRMEFFEREAE
I FEEAMELTF Bk A
Il IBEUEVINZBIF52L00F M, BHEORBE-EDIFHEREAE
IV AmBEERSE
V229N T-F A4 F7EUR (Shwachman-Diamond) fE{& £
VI EMERSFIEE
VI STARLAF A —ERIBE
VIL AT IVEGRE A\ T T 5 RREAE
IX_ IVHOBVIIIZBIF 5300 [FH ., BIBRkEEEERE

)‘d“f

©-6)BRREERERE
| REFREZHIETUHNEERREREE
I IRAK4RIESE
I MyD88XRi84%E

IV IEMREHIEA DS E

V. DANRBEEEICHLGEEEEZTTERRER

VI IDGMVIZEBITA3LDDIEN, BRBRERE
@-7) T RMEFHIARIBAE

I ERMHARRIBE -

I SEEHIMESRECIAVEE4—RIBELL)

Il IRUVIZBIFREDDIEM . EREMIAR B

(2)-. FRYVEIE
MEMERERSREERT EOSVERERBMERE. RBAREEHVEEDVMILARE, -BEES

_450_



PHEHR . RENFHEIRS . BEGECIIERERETSRENRNASATNSIE,

23. 2E3E
REFEEDZIHBLTREONSZREME. ROKIIZEHEIND,
(D#RRGELOMERI OB BMEM(CNZ . BELDBEENEREILLOTABNELET S,
(2)-Fhi# . BERR 2. BRIMAEA & EAE RRLED REER
B)Za—FVRFRAVTHE  HARAFAVAILRGE D BFIR R

CORR.EHERBETRLETIE. TROBRFERIHRALGHEAEHOETRERONS,
CEHOREESERRFE (PEX, BIREXREEO)—
Q-FEESEME R FAE (i, BERE . BUMAEZRE)

Q- REZILERIE IR
OF 343

OR (41 DPIAY: i E
©-BEMTH
@-#AEOREAL O E Tttt e
@ =1 —FELRF R #
Q- I AW AREEDEBIE - EfEIL (CEITKIE) -




A ER-BFE UTOWThhEF2D=T

PREEMERT

a. BB THIE

b. MBEMHKX (Za—FLXAFR HAPAHAVAIJLRA RSV %)
c. BiEH DL RIEEME 14 REFAE

d. BCG R Z4F

e. TDMD BFIRBREAE (EEREME. EEVAIIABREELGL)

2 ERMBRIRERERNTRETT

Ak
H 2

6 fE~3. ZREEM (HIVEAREREEEENRONIFE) DREEETT

B. BBEMR UTOWThhE2 DT
1. RAHRE-CD3+ T 1)/ \NEREURA - 22 7% K il <<1,000/ulL, 25\ 54 %Ki <<800/pL., 4L E <
<600/l
2. TREC QIR{E
3. R (PHA, $1-CD3+41-CD28 #n.{?k)l FHIBTERIG AN :|/I~EI—)L0)'FI3E0) 50%%5&%
4. BEH =IO mE: g

~~ e L LA

[s] -—

5. MIIROFEHI<IoTRELELS 2R ) /8 (BHk. UL/ BTl E) DRiE
C. BERZEHBE
1. @Aﬁr;rﬁr%'z?—é&éﬂé:@h?gi-%\L:J'vé—’&'uu.&56

= O—+H A K AKNI]—3ET51 ]

2. EER
)
D. &R E2 T
HIV RERFERE D RIERET SAE

0

BEAEEEETHESNDBEFORBEE OHEEIEENBHEICIAShRRH RSO

<gWohTd)—>
Definite&ProbableZ 3% &9 5

_42_



Definite: AEBRUCD 1% i#ET-L. DE&RINTE=S
Probable: ALBRUCH 2% #1=L. DZRI T=5

1)1 XEESEEARELSE
IL-2, -4, -7, 9, ~15, 21RBERD LT FIVUREZEITI ¥ c#EI—F TSI 2RGEILF /N )T ML DX

HEBEMEETHY  EE. THE NKIBO RIS, KEE R 22 A EFEESRETEE,

A. LLTOERRREOME#EL2 DU LT
S : >5. L =
1 RE CTHRAEL
- AR ANHE CD3+ T-1) 2/ NEREAHY-300/ 1 L K
O HIH I K BHEIERIE AT FA— )L D-10% 5K i
~RIFMAPICBEHKY NN FET D=

FNITEBIASOTHIBENEZ LY, ZE2/\TURN—ED 2 /B B TIEEIZRS (reversion) I
FHOBBINTEYSINL L, THIRRNGFEE T AHEFET DT ih s, BEMERICELAICAHKT

BHTEMNEFELLY,

<B. BEFHRE

1. IL2RG B FHEM TEEAM DN\ T U ERH 5156 (XEHMER)

2. IL2RG EIEFBMTRIADN\YTULERHIEE. ROWVT hhEiml-F
YcDERBEEE
[IL-2, -4, -21 BB D STAT(STATSbAE) DY U EEILIEE

3. IL2RG BIEFHITTNYTZUMBRESINENEDD ., ROWVWThh EiEf-d
“YcDERBEEE
[IL-2, -4, -21 RIEE D STAT(STATSbAE) DY U EEILIEE

HARGEEARE HOREFESDHPIZTHIRT 5 EHATEE (https://jsiad.org/consultation/) .
S5I2, —EOMEERTIEFTIA—H A RAR)—ET, Y /BRRME y SR BRENTZEToTLVD,

<gWmohTIa)—>
Definite &ProbableZ Xt &R &9 5
Definite: ARUB®D 1. HAVIFARUBD 2%F#E-F

Probable: AR UBD 3% iE1-9

1) —Il- MR AE>
ISEERE RS AER LU NICBHRRREESCHRGO EERRE (FICHERRAE)  RULFH
i (BRI D D LIEE) 2RO -I5 ST (T MM E R BUE (RD :reticular dysgenesis) 582,

_483 _



A BRRERERE jigg=g: 53 i) H
Efﬁq—ﬁﬁLFﬁuWL%Er ¢ (B IR RS E ) RSB IR R EEHKIET S

=] 18 = b
5

~

3-
B. BREREBE - UTDS5622 U EFE-T
- RAEM T MARIEDRIE R FZER : <300/uLl~

&%qﬂﬂ?%@ﬂz#ami%ﬁ <200/uL

d
0

5 PHA xnml:&n:;b\IEaa)m%ﬂefrﬁ
EHTRICEVLVTCERRARS LETEO MR

C. EEZFHRE
1. AR BIRFRERREISKSERDHL (BEERBEREMLER)
2. AKZEEFRFCEEFORARE CHRAEES A BAMEICEIASRM SHIMEN D
RUIBEEDHRELH L N\VT U EHEBAHEERTIILDHAET D HAHWEINIT U MEIRELE

WA, BERERRVOBREMEHLDS RD DFRVABNEDISDONTIE, BRIV HILET B,

<gWmohTd)—>
Definite&ProbableZ 73X & LT 5

&b

<Definite: ALBRUCD1%&5i1=9
Probable: AEBR U CD 2% i#1-4

1)—Ill— 7T/ T F73F—E (ADA) mﬁr

= RS L HIE S RE T EIE PHFEIoTAREC

_ 494 _



6—. EHER (REEF. E2. #HE. EREELCLEDEHEEN RIS Z5IERCT  EREDE
Bl EFEHET D
7
A BERET LI DRRZHEEZHTI-F:(TRECH D FADAKRBME AW HERRY)—= T
THRESNHEE . BEEER)

B. BEFHERE
1. ADABIZFEN T, BN TUERHDIBE (BEEKEBEEER)
2. ADABIGFBHT T, KRHMDN\YFTULERHEEIE. ROVWThHDBE
SR BEAZER, FROLER. R SFMLE DADAR R EEADET (HEEEME L 2—CHIE
—IAI:.
8 - ADA&%‘rﬁ%ﬁuﬁﬁﬁd)iﬁ:ﬁ%/EUE

<gMmohTa)—>
ARUBD1HIVIFARUBD 2% #1=9

1) —IV— #— }/(Omenn)r1|§¥¥>

A R -ALRHIC MRRR UK EDMSHLTRIKIESEET IECSRETESE

A EERBETEREDIBKSEHEAELF -3 (TRECERWVFHARRY)—=— I THRESNIZIEE
(. BEREFRERDLELHD)

B. ERERAEK
HBFUVEKEUDNCDEPHREERE. ALEE. BRE. VU/N\GEX, FFRE. SREMRE
C. REmR

FEMTHRXFEEL (>300/uL) b, AT V0 —F )Lk 1EIEE T, £1=. IFEREkIE N, SieEM
FEZEES,




=% — L ASETEE

D. BIZZFHERE
SCIDEAEEILF (RAGT. RAG2, IL2RG/ v C. IL7R. DCLRE1C/ Artemis. LIG4. ADA. AK2I:E) DT
T. HEENTEET Dhypomorphic/ NPV rERHDHIHE . HOLIEE LD FORIBEE OREEEHEA
FEICEEBASNmEI L HIBT SN BI5E

<gWohTay—>
A.B.C.DDETERET

1) =V TV RILF I RRRRYS5—H RIEFE>

=] I=] . =

TV RILALERRE)S—F (PNP) DRIEIZLY . BEEKEY (dGTP: TA XL I T/ V=V EE)
AEBL. UV N\BBDICEDH B, BERERELEDESRETEE L. HIEEE FFEMHETR.
EYEELE)ESISHES

A. BEERAEIK
SN, BCREEER. MREELEDEREE TS (TRECERAWVEHAIRRY—Z UG THRS
hi-i5EF. ZERBEFIKDOSEELHD)

B. REFMR UTDETEEIT
1. 8. REMTHEAETHEISEAD L. BHEBSIIERE ~BL T 5. EXREOREGTIET Mian
BET#326H3 . TREC BIETIIBRHETELWMEENHS
2. &

C. EEZFHRE
1. PNPEICFOEELZZRDH (BEEAERBEER)
2. BT LRARAARY A AR ) —IZ & B+ purine nucleoside %2 2'-deoxy—nucleosides. PNP JETEDIE T




<gMohTI)—>
ALBRUCHDIHINICHD2%FiE=F

1) —VI— CD8RISHE>

=] =] ul =
~

2 BEAYNRANOPE R - [REXRLGENTEREEEZREL REMRREZSIEE T,

A. BREREE R
LI RIS O KB R E R 1E . KB S HRGRIE D FE

B. REMR
RAE MU EBRITIEFE A CCDSIG M THIRA A RIB o8 asBnF T TT .

C. BEEFHRE
1. COSABRIGFEEFHRIALFHERDS (BELBKBMHER)
2. CDSABIEFDHIREFE OMEEIEE A ARSI SR EHIBT SN D

<EWEFS-OhTI)—>

=% — L ASETAL

<Definite&ProbableZ % &3 %
Definite : AEBRUCD 1 &FiEt=¢
Probable: AEBRUCH2%&i#T=-9

1) —VII— ZAP-70R 8>
H_ =] ub 2% e
2 SBERAEML Bk THIRR 2 g
&%A%%E&%%ﬁ*‘é\%@w%ﬁ
4RI E I CE BT EIEIESZAP-T0:EEFDREEREICLSLY . COSEHTHIRRDER - REL
CDARS M THERR - B%Hﬂ’ao)ifﬁéﬁ'éﬁ'l?&z?é%ﬁAﬁr T2 BECRERELZRET S,

A BERER - UTDS551 DU LEF#-T
1. ILYREASDIAMIA, HE. EFHICLIREN - EERLE. BB BEEDHE
2. KEENMEEB




3. EMBHRED . BXREE. RIZEE. ABELE DR EFER
4 AmEEIN, fSEttm/MRRAMELSE DB S RERE
5. Yo/ \BIERBOEM) L/ \E

B. BEFR UTDS55 12U EFE-T
1. CDAMSMETHIRASXIEE . COSIBMETHIR D RIE X (FF
2. Y\ 4155 1L RER (PHA) [T A RIGIHIE T

C. EIRFMRE
1. ZAP/OEEFEEERDH S (BRBRBMLER)
2. ZAP/OEInFDRIFEE CHEEEF M BAREICEIASN R EHIT SN S

<gMmohT3i)—>
DefiniteProbableZ % % &3 %
Definite : AEBRUCD 1 &Fit=¢
Probable: ALBRUCD 2% jiuT=d

1) —VIII— MHCYSRIRIBFE>

_ =] - 18 -
2. GDglK%glé%Eﬁ@#ftae!\
3o ERHA R FMHGC class IO IAARIBCDS B M THIAE I CRIE TE T ADITHELEMHCY S R

DEEICLY, COSBHTHEMNRIBL, PEX - [EXRLGEDTERRFEEREL . REXLREE
RES D F- REMRRE-AFEERERCEDREEELESHT S,

A. BRI : LT D351 DU EZiT=F
1. PEX - [EXRGEDTEMEBRRAEDRE . [ESIRRE FE
2. IR fE - N B R ERGE DK ERE

B. REMR:UTDI62 DU LFH-T
1. CD8[E M THIAE D RE X ILZE R
2. CDAG M TR REIT AT ABEIFIEE
3. MEEREDMHCYSRIN FDHKIRIET
- NKHRBALE Al AUE
5 BEA0D BB T

C. EIEFHERE
1. TAPI, TAP2, TAPBP, BZMEILFEEZRDH L (EEBRBMHER)
2. TAPI, TAP2, TAPBP, BZMEIRFHEHF CEEFD HIRE REHES

_ 48 -




A EAEICEEBAS R LHI S B

=% — L ASETEE

<EHohTI)—>
Definite&Probablexxi &4 %
Definite: ACBRUCD 1%
Probable : ALBRUCD 2% 19

1) —IX— MHCHOSRIRIEFE>
_ =] - 18 = - y -
2 SEECDAB TSI EIR REITIOITWHELMHCY S RIS F D
RIBEBHIREDEHILEEZE-L. EERELEEERIET S,

HIZLY . CDABBMETHAD

A. BRRIER
VANV HE. EH, FRICKDRE - BAERKRE. B R BRI DHE

B. BEmMA: I«J‘FOD')BzouJ:’é"rETJ’
1. RAHIMM Y $ER $

EE
42 E~EH<TOT) 2 MEE- c¥ e kA 0 A=y &,
%%ﬁé&b%ﬁ—%#(lgGﬂE@E%ﬁliﬁﬁAbﬁﬁﬂcd%%(—i%—’é%ﬁ)

5 BR4IDEEEEFIE3. BMifE - BEKRE DMHC class I(HLA-DR) HIRA RIS

CDARSEMREAN B . #81) 2/ \EREAOCD8I5 AL &

C. BIzZMBRE
. RFXANK. CITA. RFX5. RFXAPEIZFEEZE wé(%a’ééb&% EE)

1.
2. RFXANK, CITA. RFX5, REXAP& LT
HEEEE A BAREICEEBAS RIS HIBT SN S

== el

sk — LASATAL

<gZWmohTd)—>
Definite&ProbableZx &R &9 5
Definite: ALBRUCD 1 %14

_49_



Probable: AEBRUCD 2% #E -9

1) =X IMBIXETIZEIT21LDODEN, EERELFDIE>
1B 5 RETRLJE (CID: combined |mmunodeﬁ0|ency)(iT%ﬂlﬂﬂ%~ Bl RHEBDRESREZHFI-KED
TR TEH D20 ==¥4 SFEOERRET AXAH = A

FRARAER : UTDSH1 DL EZ =T
1. FEBNTR
2. B fiE R E © B F1 R B SR E D FEAE
3. HEREARR. RKEMKEE. BERER. U/ BEEABOCNFEBREDHIE

B. REBEMR LUTDS3520UEZiHE-T
1. CD3+ T #HEREE DR (2 h ARG <2000/ (L, 2~6 A AXRE<3000/ L. 6 MA~1 Bk
<2500/ L, 1~2 gEki# <2000/ u L, 2~4 FEFK# <800 /L. 4 @l E <600/ uL)
2. THSEDEREE (CD4+ X(ECD8+ T MMM . 74— T #MEDHL)
3. TREC DIEfE
4. 8H =07 U IfE R ISBHERADELEERT
5. )2/ \Bkah L FRERIE RIS

C. BIRFMRE
1. CDEEERF X [SEEREFER n...&b%;
2. CDEEEREF X)) OHRIVEE OHAEEEABEICEIBAShRI EHIBEN D

X 2025 FDERGREFESESDEDERBETHIOL EDOCDEEEEFINBEL,IHELTEY. ZCI
HIF U T O R A - DL - EIEIC N B VAKIGE , T/BHIlZREETFEERICEDS
RAGT-RAGZI5E . DNAZ R HIEE(ZBi4> BLIG4-DCLREC1 %L, DOCKS, CARDI 113 E DB FEE
tﬁ‘éﬁiénn\é if:‘ Ch%@iﬁﬁ:?@*ﬁﬁi“@gl:éﬂ)s REEOREEEETENLCHRETS

- B qF £5E b 73




Q<L eWmpHTI)—>
Definite&ProbableF xR &9 %
Definite: ALBRUCD1ZFi#T-L. HVEE D BERLBEESND
Probable: ALBRUCH 2% =L, HIVEEMDBERABESND

2) RER ST HERITERRE
<2) =l 4 RAYbkF LR YF (Wiskott-Aldrich) fE & Ff >
A FEBRKEK: UTD361 DL EZEZT

1. ZRREM
ZREMDORREITEFICKVELLZDOLEHMTHS,

2. M/pREAD
!i!&éﬂﬂrc% 2HHN., ME. B TFHMAS, DB REES
;’E%}li?hl:"—ﬁ;’i%ﬁ'& HAETHD,

B. EELHREMR-UTO>51 DU LIS
1. N /R ZE S IU/MRR D E 452D 5,
2. THIRAH DR ECOMMARIBIM T A RIGETARLGND,
3. BHIFTIE®RES/OTYUIEIME T, gALR | GEEFREEH 5, S HEEHIK, REMBkERE
RfiGEDFERAREELITIET T 5,
4. NKEEITFEHTETI S,
5. ?ﬁPHEHiIIIE.%éé#\Té#’C FHREREIURUVEBROEERESIET T HH1H 20N,

- ANA -—A>

C. JE{K%E’V@E

1. WAS, WIPFI, ARPCIBEIGFERE BT RIEF - MASFRD D (WASEIRFEEITXEH 4
WPEIL . WIPF1. ARPCIBEIGFEEITERBHRSIEEEEGRRE)

2. WAS, WIPF1, ARPCIBEIZFDHRIEE O EEEE N BAREICSI B SRR FII SN S

<WoAhT3)—>
Definite&EProbablez &b xR ET S

<Definite: AEBRUCD 1 Eimf=d
Probable: AEBRUNCR 2% 1=

2) —Il- EMMmENLRMEES K FAE>
SSME L



A FERRKRER: LLTDS352D L E#FiE-7
1. TR EHITBAS A ST R RERLER) - W FAEIK-

RRICHERISET CRMOERETORICITETNIIRIENSELH D, )
NN RBREREE . R
. IRBRGEB D K17, BRIk
. BHRT T (2HITIEEN,)
AR ERERIEER S
. BRBRHEIR - B 18 0D E# I B 45k

= =[—EN0/, Q—& L7000, -H\ HH MN[—=7~ A

SFi o 9T 707

6k E TIZ50%., SEERFTI0% MRS ZH D,
CREAREERK(REMSEREE)

o o b~ ODN

~

{EL30% TIERESLERERDHIELY,
CEHES AFCTHREESOREEELNEL,
9. TMith:
REFR. N MEE (MHEEEE AV RVHREFEERERR) . KIS B2 IEODREMHEL

00

B. EELGREMR - UTO>61 DU EZGHIZT
. a7z TATAOD LR (2L, 95%T)
CEADIEM (BRHBZENH D, )
. 1eG(1gG2) . IgA. IgEDIET
. THRREZDIE T . CDARS M THARE I CD4+CD45RA+ (4 — D) MIBED LR DIE T
. BREMSTIR S RS2
DU RBRERMES DR BARTLEMH

C. BIRFMRE

g b w N o

FeERSEEBITERERAEESS)

<2. ATM, MRET B FDHIREE O EEfEE A BHMEICSIRASNIRM L FIB SN S

<&ZHOHTIN—>

Definite &ProbableZ Xt &R &9 5
Definite: AEBRUCD1&FiiiTI=F
Probable: ASBR U CD 2% -9




2) —lll—_FASI—~"UEBETLE (Njmegen breakage) SEIREF >
A FEBRKREK: UTD3620U EFiwZT
. INEBYE
R S EREETR
EEER
. REBERLICEDZRENE
ISR Z D TTE
—NUNREREES. ERESEOEHIASETHD,
B. EELGREMR - UTDI>61 DU EZHIZT
1. THIRRKOET
2. BRI DIET . [eGH T VTR LA IEEDET . [gMO L F
3. MatIRE =
Do NBRERHSFHROREBRTREN
BEZHRICEC. BEFHEE
1. NBST1(Nibrin) BIZFEEREEERET 6D b (BEBARSUEBIEELHEAEES)

a b 0O N =

<2. NBS1(Nibrin) IBinF D FHITE & OBEEEE A BAREICSIFASNEAN L HIETI SN S

<EEohTa)—>
Definite &ProbableZxt % &9 %
Definite: ACLBRUCD 1 &iibiT=9
Probable : ALBRUCD 2% 19

2) —IV— 7 JL—.L (Bloom) fE{&EEf >

g

A FEBRKREK: UTD3620U EEHIZT
- INRTEAREY
I B EREETR
. BYEsE B
EmMARE
. TRGHIREZ D TTE
EMEFES (BIE. /B DEHIEETHS,
 ERBEDE G
7. 5

oa » O N =

o

B. EELREMR LUTOI61 DU EZE-T
1. LEEDERARBOONTI=IHEE. Ik EEARDED K (sister chromatid exchange) D 48 E Z f#Z 4T
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I35, T IL—LIEIEEETIL, sister chromatid exchange DFEED EFEMNEHLN B,
2. THEIRBBUILIER
3. BfIFASIIIEE ., RESOIT)EDET,
C.EEFHERE
1. BIMEIGFEREZRET -0 5 (BRBARSHE R
2. BIMEIEFORITEE O EEEE A BAREICEIAShRFRH LTSNS,

<gmohTa)—>
Definite&Probablex 3% &9 %
Definite: AEBRUCHD 15 LS~

<V ICEEEIRE>
ke
A—EZEProbable: AEBRUCD 2% HT1=9

2) —V ICF (immunodeficiency, centromere instability, facial anomalies) JE{&EEE
A BRIRIEIR: LT D51 DU EZiE=T
1. FHRIERER
EREER. EMLEN. BEE
2. BRI
3. RERRF=

B. EELRERR-LUTDSH1 DL LT

1. THRBIZELHAHNIEE

2. Bfifa LB L HAHWIIEE . L<IZCD27+ER EBHAR D F L
3. EFH=IRIY MEEE ST S REITATYUET

:;‘,,. DA X i — EB D NA

C.ELFHRE
_1. DNMT3B, ZBTB24. CDCA7. HELLSEIGFEREREFRET S FRDHD
2. DNMT3B, ZBTB24, CDCA7. HELLSEIGFDFHIREEOEEEE A AMEICFIASN R SFIES
h3
3. T4 T ILF =2 (PHA) R K DFKRMEM ) > N\BRIEE IC KD R BARSIEERAGHEIETIL
F. 9B 16BLBAOEBREI S POATER) OBERE.HRE. SHHLEA. HHR-X
k. EBEBALGENRHOND

<gEMohTa—>
Definite &ProbableZ Xt &R &9 5




Definite : AEBRUCDIEES =T

<Probable: ARUB%#El-L. CD2XIF3%Fi&EI=-F

2) —VI- PMS2EEE>
A FEBRKREK: UTO351 DU EFHIZT
1. HREEMICEDIREEREE
2. h7xzAL
3. BEMEEOEHEESH
EMFRES . KAk, RES. 20t

B. EELGREMR - UTO>61 DU EZGHIZT
1. THIREZIER
2. BRI #DiE L
3. [gGLItADET .. gMO LR
REITOT)UISARAYFEEIZKD,
C. BEFHEE
1. PMSIRInFREZRETH- 0o (BRBARSHEMBERHEHELES)
FEREEMSELTIOFEERBELAHY . DNASR Ty FIEEE G T (MLHT, MSH2. MSH6, PMS2)
EITLER RS B NYTURERDHD

<2. PMSZEIEFDHRIMEE CHEEEEAFIASNHEIEHIEN S

<BEohTI)—>
Definite &ProbableZx{ & &9 %
Definite: ALBRUCD1ZiiiT-¢
Probable: ALBRUCR 2% =9

2) —VIl- RIDDLEJE{ZEf>
A FEBRKRER: ULTDI61 DU EFHT-T
1. SRS RZM
2. REARLIZKE5RELEME
3. fHEHRIEETR

4. FEEE

20
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B. EELGREMR.
DNAZE IG5 DBEEELLTICEATMR R U ZOHIEREF O EEAEERNIBETHS
A AfETIEIN S DDNAMEEERIANDBRER) VL —bend  BERTEAIBLTHREET SN

C. BEIFHBEE
1. RNFI68EIGFREERET 5
RO (ERBRSHEEELEEAELS)

<2. RNFI168E 1T DHEREE OHLREEE N BAMEISEASh IR EHITSh D,

<EBWmohTI)—>
DefiniteProbableZx{ & &9 5
Definite: ACBRUCD 1 &ifiT=d
Probable: ALBRUCD 2% ii#iT=-¢

2) = VI L7 (Schimke) SE{&EE >
=L ks
A. EEERKER: LLFDSH1 DL EZH-S
. BRREBRICLLIESR. FERNREFE
- R ERER
BEREE
. BEE
R RERRICLD R REEN
EMARE

o o b~ ON =

B. EELREMR:UTODSH1 DL EFE-T
1. THERRZh D3Rt
2. BRI R UV REI DI MEIZIEE

sh
~

—

g

/S

C. BIRFHRE
. SMARCALFEIEFERERZRET 5-aathd (BRBAKRSHBMEEEHRR) N\ T b EES 82

o I |

<2. SMARCAL hEIGFDHFIFEFE OB EEEE N M CEIBASIRM RSN S,

<gWohTd)—>
Definite &ProbableZ Xt &R &9 5
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Definite: AEBRUCD 1 & it=¢
Probable: ACBRUCD 2% -9

2) —IX—_ Y —k> (Netherton) SE{EEE >

A FEBERER: UTO3620U EEEIZT
1. ERMABE
FLREILYRET D,
2. EE2EE
BEEFFESTELL AV RELEETH S,
3. ThE—RE
ERP. MEMHZFE. 7RE—MERERX. MR
4. FEFRR
5. ZRREMN
6. —ER TR EER

B. EELGREMR - UTO>61 DU EZGHIZT
1. THIRAZK L IE&-
2. Bififa%kILim L . MBIED LF
3. NKififdtREIE T

/] q4f =2 &h
—HEACT

C. BIzZHRE
1. SPINKSGEIEFEFZZRHS(ELBEKEBHER)
2. SPINKSEIGFDHIEE OHEEEE A BAMEICEIBASIVRIEHIBT SN S,

<gEmohTIa—>
Definite&ProbableZ R £ %
Definite: ALBRUCD 1% 1=d
Probable: AEBRUCD 2% H1=9

2) —X— HMIRRIERZ R (DiGeorgefEIZEE. 22q11. 2R L fEIREE) >
A EEBRER LUTDS5520L LE5H-F
1. Bl RBRER RIZ K BHIEHIL D LILEIZ K DHAER
2. MIBRMIERRRIC K5 5 R 1%

_ By



3. IR BRI
J7O—DEE . FA#BIIRE D3R . KBRS BET. B XEBARS . AEE TBREREEZEDOLH
AN

4. ¥EMEETR
ASER EEEN./DNEN. BREBEASRARREE. BV AT /NSGEO NEEGE

5. BHFEEER. SEEREET

B. EELREMRR: LUTOI61 DL EZEIZT
1. BHIL ) LISE ., &I FIRAREEEIET
2. THIRRE TR R U HEREIET-
3. Biifa#ILIEH ., REI DT AEFEENELD

EBRBREPODAT—TIVIZLSLARDEE
s g sn

C.EEFHERE
1. TBXHECFEEZRDS (EFEBRERER)
2. ZEK22q11.2-D AR K Zfluorescence in situ hybridization (FISH) >array comparative genomic
hybridization (aCGH) [Z 'CFJE?'ZD—EPFT
3. TBXFEF DA AFTBFEH : G A 295
EICEOTHHIET Do ﬁ%@%@l&tﬁ HiEEER M de novma‘xﬁz_t’é&%

o RIMEFE PHEEE

<BEohTI)—>
Definite&ProbableZ MR &Y %
Definite: AR UBZ#ifzL. CD1XIF2%H1=9
Probable : ALBRUCD 3% HT=9

2) —Xl— BIgEEREE>
A EERRKRERK: LLTD5520L EEHf-F
1. BAIJFIEREZPLET SN FTEMEICKIRERE LM%
2. IERUIMNORET HT7FE—ERE 2%
3. MBIEDEIEZIEHET D,
#3FMHET S,
IR BINHBY 1D ELDIEPTSTATIRE I 6STERE IC LD B EEIZFR TE. IFHDER. &
HORZE. RHUEHN. BHRE. BHOBMRE. LEOREZELEGCLEDE -RMER-RTOEEEZS
9%, 2B TYKZRE TS5l HARNFEMEL VAL R (BHEANILRZVM LA AR TR
) 29 5 5 BE ARG ESHESARSNEZEHT 5.

B. EZLREMR LUTOSH1 DU EZEET
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1. THEREEILIERE LA, TR THRRILE LT 5,

2. BIRSIEEELN HEMNAELELIET TS,
3. MiFILEDHIE

4. ERREICTIERMEITREREG EMER

5 BEEDET

6—6&—3&% =l N

C.EEFHRE

TR SRR AT UL D, STATS: F%7 SR TH L
IL6R, IL6STEIGFERZRD S (STAT3, /wsnia%é{?k@ﬁﬁma{ﬁ#étééé:éé%é—zﬁrm
IeEFEIRTF, TYK2, IL6R, IL6STIF FYRABEFEFEERIET A B L BRSEBILEGRRRX)

2. STAT3, TYK2, IL6R, IL6STIEIEFDHILEE OREEEE N BAFECFIBAShFHIEHIEESN DS,

<BHohTI)—>
Definite&ProbableZ X & &4 %
Definite: ALBRUCD1ZiiiT-¢
Probable: ALBRUCD 2% EFB4jiml=d

<2) =Xl ﬂJ‘rEP:U*%HJTﬁEﬁfﬁr FEOIRBEFREES>

e

A FEBRKREK: UTD3620U EEHIZT
1. e ERAREASE
2. friERE
3. R8T Bk
4. M/pRE D

B. EELGREBEMR - UTDI61 DL EZFiH-T
1. BIETHREOET
2. iCIEBHMADIET
. BERRREICTHAOLFAIRFAEORR
C. BIEFMERE
_1. SPI10ERFEREELRET H-05 (BERBARSHEBEMEERER)
2. SPI1GEIEFORREE LHEEEE LN AKICFIBASN R EEIEN S,

<WoAhT3)—>
Definite&ProbableZ &5 X 2ET 5

<Definite: ALBRUCD1%&5E1=9

_Ey —



Probable: ALBRUCH 2% T-9

2) —Xll—_S%EXMAETEES
TAA7ROMEFEEDOEETEEREL, EITKRE. N, OEMRICHENEFMRZE T L EETFEHRT
SRR CTHH. DHRAGEXREA LT 2ED MR EAEE THSHHoyeraal-HreidarssonfiE 1K EFF
RevesZfEIZF¥ Dt . FER THOIBAET REE M OREEMRHELENELET S,

A. EZEEERAEK
BELERTOERMEALERLEE. UTOBHALRU1DULEDOKIERE2 DU LED/IMEKREH
=3B EIC2HT 5,

1. BEAEE
—— L EOMmMKBLEERERRERD S,
2. KEEK (RRFE . #hERATR)
—Pa. WBIRBRLE
—2)b. MO EHs
—3)c. OREMIR B BEAE
3. IMER (ZFDHD B IAFTR)
—Da. BEEDEL. B
—2)b. HFDRE
—3)c. fiRE
—4d. BER. FEEE
—Ble. FFIESE
—6)f. REHkE
—Rg. BIEES
—_8)h. /NEESE
—Di. IMKKER
10). BHARE

B. EELREMRR - UTDSH1 DU EZHEY
THEREE DR

BHEREZI DR
NKiffifa 2 D> MR IE T

SRR

i == S0
HE AT

A

C. E-EHBRE
1. DKCI1, TERC. TERT, NHP2, NOPI0, TINFAEIGFHEDEELRET 5 EEEZENH(DKCIT: XE
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$HIEIR. TREC, TERT, TINF2: & 2B ATEMEIR. TERT, NOPI0: &3 B KB ER)

@2. DKC1, TERC, TERT. NHP2, NOP10. TINFAEILF D H IR EE O EEIEE M BRI SEA S EHY
LN G,

<EEohT3)—>

Definite&ProbableE % £ &9 %

Definite: ALBRUCD 1% mt=9

Probable: ALBR U CD 2% #1-4

2) —XIV_IWSXETIZHBIF 230D FED . REFEEF IS HMNAEIRE
S REBERERE (PMRP EIEF . NUAATAC EBIGF . MYSM1 BIEFHE) . EAIUBI12-
ERRBERE (TCN2EIEF . SLC46AT1EBIEF . SLCIIAT BILF . MTHFDIEGEFRE) . AV L
Fr 2 ILEERE (ORAIL/STIM1/CRACRZAAITPRI BIZFHRE) BENEFEND, CNODEETIE, 52
BIEFORMUER. GLLERAS FORREEOHERENZBOHOND,

26
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JBRMRETREET LT HERE

<1-3)—1 XE$EEH LTI/ OT) U ME>

E//\ g

A. BRREEIR: LT D351 DU EZiT=F

- BIRICRE
CERA~BHREMNDBREITHMNAYPILGS
Bk, s \Ei IR
AR R REILIEE

RIEE (Leh. BARZHIILEL)

I

B. REBEMRE LUTDI51 DU EERT

1. MiERZEST T AEER (IgG<200mg/dL. -IgAR U IgMIZREELIT)
42. REMmBHAERIE (<2%)

5
C. BEFHEE

1. BTKEICFEEZR L XGEHMER)

2. BTKEEFORREE LR EEE L BAREICSIBASh R LTSNS,

<BHohTI)—>
Definite &ProbableZx{ & &9 %
Definite: AEBRUCD 1% 1=
Probable: ALBRUCR 2% =9

3)—Il thpEH> <5 DT MGE
A BSERIER: LI FTD5H1 DL EEFEf-5
1. H#%4~8HAENSREREREICHHYPTLED
2. REk. D NEIILR IR
63. MifatRERETIER

B. RBFR:UTDS51 DL EZFHI-T
1. MEFERESOTAEER (1gG<200mg/dL, [SARUPIsMIZEEELLT)
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2. R MmBHARERIE (<2%)

C. EEFHERE
1. IGHM, CD79A. CD79B. IGLL1, BLNK, TCF3, SLC3IAZBILFEEZRHS (TCF3 H Ak M
1B{n. IGHM,. CD79A. CD79B, IGLLI, BLNK, SLC39A7- & E B IR EMEIR)
2. IGHM, CD79A. CD79B. IGLL1, BLNK, TCF3, SLCIAZBIEF D FKIFEE OHREEE M BAMEIZETE
BHShEREFI SN D,

<EEohT3)—>
Definite&ProbableZ X & &3 %
Definite: AEBRUCD 1 &&=
Probable: ALBRUCD 2% jimt=d

3) Il NEREERREREAE>
=Y ik S
A. BEEREIR
SREM, BeREFER. U/ BIEE . AFERREE. WREETEEDIEDLELEE—DEFTS

B. BEMR
1. fE5leGDEFRGETEFRLAARMEE (FErZE ELI10-22SDLLT) T, IsMAMgADH HL N Sl
BOETEESEE
2. PHEREHAVEEEBRREAICHT IMARGDEFTEEERIBTET
3. EDMRRBEFLEHYFRAA v F FEIEBHIE(1sD-CD27+CD19+X [£CD20H D4
4. CD27+CD24-CD38+CD 19+ & #Ra M >

C. EIEFHERE
1. TNFSF12, TNFSF13, TNFRSF13B, TNFRSF13C, CD19, CR2, PLCG2, IKZF1, IKZF3. NFKB1,
NFKB2, SEC61A1, IRF2BP2, ATP6AP1. SH3KBP1, ARHG, EF1, DNMT3B, ZBTB24, CDCA7,
HELLS, ICOS, PLCG2, LRBA, CTLA4, IL21R, MALT1, MSN, CARD11, BCL10, ITK, PIK3CD,
PIK3R1, NFKB1, NFKB2, KRAS, ICOSLGEILFEEZRHD
2. FRDEBGEFOHRBFEEEOHEEEHAREICGIFASNEMEHIENS,

D. 8 2k
M AEAE T 2E TIHAVD (BRE, EARK, EAIME, BUHESLLE)

<gEMohTa—>
Definite &ProbableZ Xt &R &9 5
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Definite: AEBD1~4DWNVF M1 DRUNCHD1E#HET-L. DERINTES
Probable1:AEBD 1 ~4DWTF N1 DRV CH2%FHT-L. DERINTE=S
Probable2: AEBMD 1 RUBMD2~4DWNF M 1D%FFE-L. DERINTES

<EEZLIE>
CCICHEESNSERDORIIZ LV BEFNITULEROLEORAFHZ VDY, RIERE, FiEREAE.
HEeREEAR THRREEEZTIBEEE0 . BEFHBREEZTICENEELL EEFHREIC
D2WT. BRARESRE - B REFEDHPIZTHERH AT BE (https://jsiad.org/consultation/) .

3)—IV SElegMAEIEEE>

=20

A. BRREEIR
ZRERME, RERE RS, MBKEE. BEES. RERDSHDLEKEL—DEFTD

B. 8RBFR:UTDS551 DL EFH-T

1. #1551eG. 1A IeEDIIEZEHS
2 MERE. eMIEDIEEEH S T HE

<N_2. Y5 RARAYTFAE)—B#HiAE (IgD-CD27+CD19+X [£CD20+) DiF

C. EEFHEE
1. CD40L. CD40. AICDA, UNG BinFEEERH D (CD40L: X5EEMEIL . - CD40. AICDA. UNG: &
ZEAREBENER)
2. CD40L. CD40. AICDA, UNG BT D IR EH O EEEE A BAEICSIBASN R S HITEN D,

D. HiAIZH
1. EEREFELEE TIHAEL
2. EMRKREETSETELGV (BRPE, EHRE, EHIM, BUHESLTL)

<gEWohTay—>
Definite&ProbableZ 3% &9 5

29
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Definite: AEBRUCD 1% i#ET-L. DE&RINTE=S
Probable: ALBRUCH 2% #1=L. DZRI T=5

3) =V IgGHTUSARIEE >
DA E
1. REMOEERLELZET S
2. 1DRIFZFNLULDIGHTHIFARIE
3. F—AILDIGIXEENEEISEVEETHD

<3) =V FIRIgARIBRE>
PWAE
1. MEIgADAHHET (MiFIgGR UIgMILIERE)
2. AZULE (AR U T CTIRMB AN EE LT 2ETREBFAENVLETHD)
3. EA </ OJU MEEET HMDEENRS S TS

<VI-3) =VII RHENREEREE>
i~
1. BRERDIFUICHTEREHET
2. 1gG. IgGHT ISR IgA, IgM, [gEILIEE
3. ZOMDERMER T ZREREERERDIELBRASN TS

<VI-3) =Vl FLR—BHES </ aT) 2 MiE>
i
1. MiEGHFEHEIGDIEFEED-22SDRFE TH S
2. oMo mFERES 0T OEIERE AN
3. £k6M ALK
4. ZOMDREFEERBETLENRNASA TS

<VHL-3) —IX ZDMDEREREFREEETETEEES
“E/YS—T7 MJYS—8, EXRMEAILFREEICKDEA I OTY U MELZFEIBTHERENH S,
1DRIFFNLULEDIGGR WAV T IS ADIREEFHS. REIF DTV EHDERE/N) TULRIEIRE
NHbd,.

30
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4) REREES
<4) —l— FIT 4T Y% % (Chédiak-Higashi) fEIEEE>
A. BRERFER: LT D552 DU EZHT-F
1. RIE. B2, RICBT 5892 MEFEL KA
2. —REBREICH T 23R
3. MEEfEE . 8, MK, RIEHEEZSEOMBEROERE (L. $10HICIT BT, #1T
%)
4. HnfEm
5. MIKSRAEERHEEME!) D/ \HBIKE D& 6

B. BBEMR LTDI61 DU EZE-T
1. BIRAOEXRBR (STARLL X T —E 0BT+ R T724—ED5HE)
2. NKHIRSE BT - flRa (S E M THE OB EEIEE (B SRR AEES)
3. RGEHTRREZOREETEMEMAER AoV BRDOEHR)
4

C. BEFHERE

1. LYSTEGFERERZRDL (B EAKRBEER)

R, LYSTERFERORBREE OMEEEENS
FlEEhds

o WA SRS iR R &

<BHohTI)—>
Definite &ProbableZx{ % &9 %
Definite : ACBRUCD 1 Zjifit=d
Probable : ALBRUCD 2% 19

<BEZE>
-MAMBFEEREZEIAREREFLIET. HORRNOEXRBREZRDHDHIHEE . RED RN
nEL,
FERR IR BISL L TGricelifEIERE . AL AF—+/85Y% (Hermanski-Pudlak) SEIEEE 228! - 108408
DHLN TS, ZNENTEEF/NYTUENBALNESTINS,

<4) —Il-_X:EFH) >/ HETERE IR EE > (XLP)
& e
A BEERFEK: L TFDI51 DU EEFH-T
1. EBUVAILRIZKHHFE G 4 B AE
2. MXERFEEFERME) 2/ HRBIBRE
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3. BAV=S/ oIy miE
4. SAPRABJE (XLP118) Tlk, BHEU/\E. BEFBRHEM. MEX
5. XIAPRIBSE (XLP22F)) Tl BEAE. MR RAE TG R BB

B. BBEFR L TDSH1 DL EFE-T
1. YU NERIZEITASAPRIEXIAPEEHIEDIET
3-2. {EBhEIE
SAPRIBFEIZEIFT AL\ T MNKTHIBEDIET
XIAPRAESEIZH [+ HMDPHRIBIZx T HREM VA C DA VELEDIET

C. BIzZMBRE
1. SH2DIA. XAPEIGFEEER D XGEEMEEE) D\ TULEERDHS
2. SHZDIA. XIAPEIGFDHIREE OHEEEE A AR ICEIBASRM EHIETI SN D

<gMmohT3i)—>
Definite&ProbableZ Xt & &3 %
Definite : AEBRUCD 1 &Fit=¢
Probable: ALBRUCD 2% jint=d

<ZEFHEH>

XLPIZIE. BAT1DSAPRIBIELZA T 2D XIAPRABENH SN TS,
GEEMEGERLRAELTRRIZRIET 5,

A L7a) h i [+ Z4 =2 ME 2WA

-BRTEEDEBVAIILARRPEEZRE. RITMRESEEFEENL)  HEBIREERYRTIHE
[SIE. REZEED,

<ZDMIZHBI0LLEDXEEH OV FTERBABEMDBEHRRAICEIEBVEBREMEELHSD.

4) —lll- ECREMN 2/ BEFEE %R (ALPS) >
A. WIEIEH
1. 6N AZBATIEMEICEB T HIEESME. FERPED U N\THEREAELIIEE. X(EZ0M
A
2. CD3*TCR«a B*CD4 CD8 THAMA (F T IL AR AT« T THIK) DIENM (RHAEML >/ SEREUANIEE R (L1
MLTWBBAET, 2/ BRFD1.5% Ll E X IECD3+THIARMD2.5% LU £)
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B. f1#%1EHE
1. —RIEH

2)-FAS, FASLG. CASPIODWFT N DBIEFICH TAAMEX T ETREMRRIITOEEZ/NN)T
~

b. JONEKDTRM—RADEE
2. “RIER
Pa. MIFsFASL(>2020p00pg/mL)~
b. M#FHL-10(>20 pe20pg/mL)
c. MFEXRITMITEFZB12(>1500-ng1500ng/L) - HLERIL=18(>500-pg/mb) DT DIEH
2)-d. AT REEBFHTR (BREELMEREFZEIZED)
3)e. HEREMMKED GEMEE M, M/ XIXIFHERELD) 52
f. 20— 1HlgGODIEN
4)g. BERBEDBEICHDDOLT IEERMEFEREMEDY) 2/ BRIBTEIE D RIEEE

L<EWoOhTI—>
Definite : AZHIEH 2 D& HRIEE D —RIEH 12 Da%; =9
=Probable : iAZBIEH 2 D& HRIEED—RIEEDLbX (T Z rkIE Bi12o20 U L& B IE AEDAIHE
L =t
<HEFE>
HRAR—X8RIBJE . FADDRIEFFEHALPSIZHESN D,
FEiZEEBICRASEEB CREM o/ BB IR B R B (RALD) . FADDZERECTLAANT OF £ E

(ALPS-V) AAEIS N TLNVS,

R EIPEE >

<4) =N IHhsHIZBIFEEDODIEHL. RE
[Eierk)
ZTOMDRERFEZTLLC. REMNRSREEHERME ) HHEEKE (FHL) |
EEEEEESEESAEMH M THAAEE (ZRMERN D DA EAEAPECED) -, Hazfﬁ%%:r{#oxﬁfﬂ
RFRMEE - IPEXFEIREE. CD25JUBAEITCHRIBHELRECTLAANT AL 24E  LRBAREREL L) . b
FLEU S EEEF DBV ECRERESR DDA RSN ERRZ S8 D REN SRR S i

4 APECEDAE) . B % %fﬁcvﬁﬂﬂﬁnfiﬁi(u_—m SZEEREBELE) AHLATINVS,

FHLODFEE EL T FHL2 (US—T A1) U RABSE) . FHL3 (Munc13-4R38%E) . FHL4 (Syntaxin1 1 RIEfE) .
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67 ZRIEERE

1. BE-
A0 ERICEENEBICELS, B EE, ZRMERE (Ppolycystic Kkidney) IZ1&, BERBHKE
A % 14 ER B (Aautosomal BDdominant Ppolycystic Kkidney Ddisease: ADPKD) & BRI E
M2 M EE (Aautosomal Rrecessive Ppolycystic Kkidney Ddisease : ARPKD) &HV$h 5%

2. [REA-

ADPKD DEREREEFILEIZ2DHY (PKDI, PKD2) . & <2EBEL T Polycystinl (PC1) & Polycystin2
(PC2)%a—KLTL %, ADPKD EENDH 85%M PKDT DEIFLEEMNRRE T, BYK 15%TlX PAD2
BERFEENRRTHD. PKDI 1E PKD2 £Y—RRICERREERNEVN CRRTHEAZLKEL,
ARPKD D REREEIEFIF12(EIZ PKHDT)THY) . Fibrocystin, Polyductin Za3—KLTUL\3,

3. fER-

BREERELT, PERRIIMFER (31%) . BIREER - & &BJE (30%) . Bk FH R (9%) . BEARIETE (8%) . %*&“
(7%). iZHE(6%) . BEFE (5%) . IS (5%) . & EHE (4%) A% b, BIEKTLREICESRMUEZRE
ENVSEN5(11%) EOEATEHINS, AT, BZTOITI—OARFYI TS &ﬁéhéu‘:ﬁ%
{IE> TS,

4. BREE-

BAMAAEREIILEV, ETE2ELEHERBRELT. N TLY V2R RAERETHDNL/INTA
Uht 2014 EIRICRIZREALG T, BRBKEBMRT HESNEN\ITLYI U DEREIFITHLD
THY . HRMBERARBRI BV TEEROBAREBEHEDBTEISRELBELARICIHT HIL
DREINT-, F-. ZADBETEMELZEHT 5. BEBENBEREEICILT, ASHGREMEITR
SNTLVELD, EHEEOSVNBSIREHAGEEENHENOBEREFEZETIEIIEOLMES
BHED FRAICIEAREZEZON TS, BITICET-EF DI MERIT 5AELL T, MAIBBR
ERMAITON, RIFGHRENFEON TS,

5. %t
BRENEXRTIEETE. RRICBHENETLTONEL - BRELELY SBHICEY . BREBEEN
WE LS, 60770 BETIZH 50% DA EENBTARLITHS, T-MNEIREICKS<EET H MO FEKR
HERBN(EED 10%)2EESFERTH S,

O EHO¥HEITHELES
1. BEHK
#93141,000 A (BARIEZ KD, )
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2. HROEE
F[Z ADPKD Tl PKDT1 8 AUNE PKD2 D . ARPKD TlE PKHDT D BIFEETHS.

3. MRMLAERAE
RFEL ARIBRUERITEL, )

4. REIOBEE
—ADPKD : A E (EFTHETHY . 60 MEETIZH 50% D ANBRLIZES, )
ARPKD: B (ETHTHY ., KB DBEENBERBFEZZNELTD,)

5. FMEE

_ Y (BABRERRRE. OHEES)

6. EfEEREE
MR- KDEFEEEEZAL . AA. CKD EEE S FEE— VT THRERS . BB. BEHE 750mL L LA
DEBRRBEBREES%/ AFU L, C. BIEFHIRE T ADPKD RELEEF (PADD) DFEHI/N)T U (E
£) M truncating mutation DIHZE . D. Mayo 7¥81C1C-11EE, EE. &= M E T ARPKD REEE
FOFEANI)T U EE)DRIESNIZZEDIB, WEFNMOERLIZIGEERRET S,

O BEHRiR#HT
EFHH AT BESICEAT ARABMRIL

FEREE FRAZELFRSAEAZAZRESZHRH B-BRFNEENHE 0B ME—
RS
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<EEREE>
1)ADPKD @v&ﬁ%i

Definite & Probable % %&E9 5,

A. IIEE
REERRERE RS

a. I BUT - ABEHLIVIABICEHIELLDBEMAERINTINSIGS
B EE RS Tb. 40-59 - ABICRAIE2ELU LOEERIHERIN TS
c. 60 HLLE - ABICEL4ELULDBEMAERINTIND

2. CT. MRI &l MBI %ﬁ’ﬂb\%asﬂﬂuﬂ’és 1SN TLSE0D

=2 A AR, /7

B. BIIER
ADPKDDIMFAFE LI RHLEND

cc. BERMA
BB R IE S K # L VADPKDIC R A B ERFTRZ255
ADPKD ) B B 41 B E& B R & 1& . Mayo Imaging Classification| L . BEBMA M ICUEAM. 3t
it HFICEHBEL, ERRDEXRZRHECL

DB EEFHIRE
B{RPHI1RE CADPKDRRE G F ISR/ T UM (ER) RS
JRIAN) T OMZER) DEEIE. the American College of Medical Genetics and Genomics (ACMG)
guideline|Z# % , ADPKDEEEEZFE AR (1A~10) ISR«

EE. $ERl&EE
UTDEEEBRNTEDS




LA

. BRMEHMMEER (multiple simple renal eystcysts)

[T oz N Ao

2ZZE 2 ZERIELERET (BXEERETIEE  acquired cystic kidney disease : ACKD)
3. ZEMEEM (multilocular renal cyst, multilocular cystic nephroma, polycystic nephroma)

4. %EZ2H3 (multicystic kidney-() / % a4 E 2 B (multicystic dysplastic kidney : =“MCDK)
Q g _%"EER % a | . E I . I

FEZERS. A ERY T &K B —medullary (ubnilateral renal cystic disease—ef-thekidney- G4

6. BRSBTS RMEEME (autosomal recessive polycystic kidney disease:: ~ARPKD)

ARPKD-D 7. & 248 (A5A 14 R E fE & 4 B & £ (Aautosomal Ddominant Ttubulointerstitial Kkidney
Ddisease : ~ADTKD)

8. R 70O (Nnephronophthisis ::NPHP)
9. EHRFWEHOEMMT RS (OFD1 %5L)
10. B EREMEHEE GEET4HME{LAE. Von Hippel Lindau &%)

<EBMEEOHTI)—>

1 Definite1 :AD 1. 20WLVF M1 DL EF#FE-L. N DOBZEi#E-T
Definite2 : AD 1. 2QWLVT M1 DL EZFEIZL. BFiaf=ZHLA, CEHLLEIDD LT M1 DU LT
Probable:AD 1. 2QWLV\Fh M1 DL EFHI-L.B.C.DOWThiiE-cT |EZE2TRILNTES

(SEEIE>

BEREFHT  EEFHIRETADPKD EREEGEFDHRI/NTUNZEE)\EZZEHT-15E . ADPKD &2
AIHE S IRk CIEBAL D Clal t e d " Ch b,
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UFOWFNh &z T
g

3IWMUT A EHIVEAFICEH3EU LT RAAH R
nTwa

40-59%  ABICE2AM LN BERFHEAINTVS
60U L AFICE4EU LOBRIANHEIEINTVS
« CT.MRIZH : ABICE45EULOBRRIEAITNTVS

|

Yes
ADPKDD iS4 5 Y ADPKD® i 5 7% L
T BLTortoh kg7
Definite - AEICEEHRIE AT #FWADPKDIC
BN HERARERDS

« BEENRE TADPKDRR#{E
Filomig T (ER) 23EDHD

I
Yes No
Bl 2L 8 : SEERE:
Definite Probable

*EREEERINTS
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< BI%%: ADPKD BS:&EBnFF&>

1A: FE7: ADPKD RRFEE{EF

HIZF % w4 BRI BRI P
screened
families
PKD1 | ~48% Truncating pathogenic variant: i {8 %2 5 B 22 ha ZFEATER FERDZERMEICIE, JYBMHEDRRIE, BFICEE
ADPKD-PKD1 BHEAEEX MEBAREHRE | YAORREHILDLEELNHD
BHLEEE T (W0 ETICCKD G3) | B4EE
50 X TREAET S
~19% Nontruncating pathogenic variant: i ff % 5 B 2l ZHRHER BRBEXESUORUVBRKEEIE TRE TS
ADPKD-PKD1 BEEREX MEAREFRLE | AGEFIFELNHE. RBE (L, BHEIV/ND
BHEEIET =5EE BHEBREDTEEIZIL U T, PKDI truncating type
RHAETE DIIGEENZFHOBEEFTEIETET
Hd
PKD2 | ~15% ADPKD-PKD2 {8 % 5 B £ A L ENER BRDETICIE, SYEELGEDINLIYEER
ZHELERMEREREE KX MEARERE | LOETIESFLEN)I—2300H5
BHLEEIR T (55 BETIC CKD G3) | B48E

10 FKTERELRSE
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1B REEASICHEENSREMEIE TV REHSBEED ADPKD [RREEF

BEF |5 biki=] BRI B RIFE mp N
screened
families
ALG5 <0.5% ADPKD-ALG5 BEENCHEETER —EDREHIIZE | _
RESNI-BABEEXREIRHEL WY eX WAV LS
EEEICHSITS CKD EXRHBTRE | Ei
ALGY <0.5% ADPKD-ALGY BEENCHEEDEEMEEE FFERRWIA m7 LI
=EEICHEITSEED CKD SRMHEHEEE IL B (CDGIL) CLEEE
DNAJB11 | <0.5% ADPKD-DNAJB11 Eo N E T RERERE |@7LIILME
REMNEBREX i B A /NS IR TH D26 ADTKD L3F
R L ST IEIAREE M | LILTWSHD . BEIFEICRZEZ YA XDE
BEREHEE T (CKD G3a £ 55 | ERERKRYE | BAELET S,
RAR) HY renal—hepatic—pancreatic dysplasia &BEE
DR TRKPET L
GANAB | <0.5% ADPKD-GANAB PEEETER BEELLHIF | ADPLD ELTOHEIEMNZLY
fR 7E Y CKD £
XHBELL2GL R EnARIER") R Y
B
IFT140 1-2% ADPKD-/FT 140 BERREXRIDLEHRERN-, | HERIEH m7 LIV
VPEOEAIE XEER IXENARIE) R | 52N B MIEBE R BUE short-rib thoracic
TER dysplasia (SRTD)E LR UREERE S
JiE retinitis pigmentosa (RP80)& B8
NEKS <0.5% ADPKD-NEKS8 i % 5 B A IS H T5% IR FEE
BEREEX m7LILE
YREKHEL S renal-hepatic—pancreatic dysplasia &0 K&

PR T7HAEE nephronophthisis (NPHP9) & EH
Pt}
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1C:KEBEE5D

SEHLANBR S TLVEAETliEN TLVELEE—F L JL ADPKD REEEF

BEEF | % bioki=] BERRAY BN RIFR =P
screened
families
ALG6 | <0.5% ADPKD (B RIFEIDFA) | —MREIICEERAELT &M RICEESHE | ZICHBORBREELTRALIEN S
FFEEf E/TLIVE ALGE (FBERERRIBEDAIAEEHY
M7 LIt
FERES) A ILIE B EE the congenital disorder of
glycosylation, type IC (CDG1C) &R E
ALGE | ~1% ADPKD (BRI DA) | —HREICEERIET A&l BICEESH | EICHBORBHLLTRNADS
S THLERERL i3] RE2FFREEFROABEENFL
i EN AR ) RV EH mrZLILE
FERES) A )LIE R EFE the congenital disorder of
glycosylation, type IH (CDG1H)&RS3E
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2)ARPKD (BB ABMHZH M ERE)
Definite ZXH &9 5,

A. EfgFRE

RHEERATHBE CEALSEEZ T AMBEET REGTR
2. a)y

B. BERFTR
1. mRICEERERDHE - (FIT30-30 mL EDIHE)
b)—2. BRIRFAT R . BebRAER L FRE | BRRELECRYFER SN DA AT IR
e)—3. ductal plate- DEFEZ R T IFEHBRERMR
d)—4. FREFHIZ ARPKD LRERSNI-RBOEFE

e)—5. MR DITHIE

C. BIZZHRE
EIEFRERETARPKD REREEFITHEMN)TZUONER)ZEHS
* BAMICEIEEHNREEERTHAIEEHETS

<gEhT3)—>
Definite1: AZi#if=L. A OBOWWT M1 DL EFHT-F
* FRIEPHIRE  BIEFHREBICTHORELDH SN -BEERN TS
Definite2 : CZiifif=¢ . FE=RILCEIMm - BE DRI T ARPKD EEZ DN AFEIRETT
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d\

<EEE

\

bE

">

UTOWThAERH-TIHERERNRET D,

A-A. CKD BEEENEE—FIYTINFOHR,DEES
B-B. BEE 7150mL L LM DOBERBIEKEES%</FL L
C. Mayo 738 1C1C-1E1E X

D. EIE¥I1EE T ADPKD RELEIEF (PADT) DRI/ N TR (ZEE) D truncating mutation DIFE

E. EEFHRETARPKD FERELFDHI/NIT VN ER)ARESNEE

;%) truncating mutation: nonsense variant 42 frameshift variant Zi& . BEIfRIEOR OHIBEICKY  EiEYY

INI R IFFEEENoss of function ZE T CENFRIESNIERE

CKD EfEEHfEE—rTyT

ZARES A1 A2 A3
REAEE " _
(Q/E) IES EEEER HEEEIJ-T
FRER/Cr Lt
(g/9Cr)
0.15%®& | 0.15~0.49 | 0.50 LIk
Gl |E¥RIISME | =90 % = LD
G2 | gXBRR lgo~g| 4 2 ALUT
GFR X5} BE~hSE 1 =
/(1m7L3{$}2) G3a | px 45~59 | F| rLoo G
73 m ~F e ——
Gap |TEE~EE o0 | FLos 5k Fr
G4 |BEET 15~29 Fr i i
REERL
G5 | (EskD) <13 7R 7R 7R
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HMayo R FEIFER BT EREZE T S ADPKD fEHIZHEWNT, BRTHIESN=-BEE  tHtTKV—(mL/m) &5
B E > T T DHRIC—Class-1A-NH-1E-[CRFET ST, BRRBEAELTHLOXRBLRLITESLETD
HARAZHER I AR 5EETH D,

20000' L 0 U0 0 I N 0 B
| l Class 1E
| ol
gk | gaineazs
8000 | | T
6000 TI }*,—%' l(l3IlTl l1?:)I i
eIl
? ole I % I 1 ‘?;‘ 1 ’ l ’ ('3Iass 1C
Ol e sttt H
éé . ° @ : f 1 i
c rom fu o et S e
g ' (o 70050 F| i l: 1 ee $l'iiI SREN
T 600: Ao 3 ]#l*l =‘: g ?,9 ¢T l i
gliF f:‘;?f?§" t | :
400 170 'I‘IJ RIPSEIIRELIC] HEIRARNL, 1 e
:‘lTQI’ , T l ¢ . *le | «lf I Class 1A
100.-.;!a.'.............. —r ..I... e ....,...‘.

15 20 25 30 35 40 45 5650 55 60 65 70 75 80
Patient Age (Years)

SRS W ELYE N OVEE FE B O 2 38 1T D A

1. BABEICH O D BEHIER, AT LSICE L T, BREE ICHBEOREN VAR, W
ORI O DZHNWTHZE LR (272 L, MaZEh ofkl 2 =T ERARIERSE Th - T,
RAHER B DIZIR D, ),

2. IREBIAE T S HEIEESFIC OV T, MUREFHERO T TIREMTOIL TV OIRETH
ST, EI6 A TRbEWVREZEMIHETZ L 272,

3. B, SEROBEN LRROEEESFE T EU LICEY LBRWETH L0, mEERERZ T T 5
ZEMBMERBDIZOWTIL, ERERERORIRET D,
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86  Fifi Eh A 14 A = I £ i

e

1. &

1B3E 81 R a4 (i ek B BRI 1 A 1S5 0 [ iE HPAH < GEAR MBI EfE ) HPAH (PAH) & 4B THEA L
BAREE IR R BN SERER LRGN THADMIEEMRE N ECHFER ., fMmERNEER/NME. §E
Dt EmEEE#EFZMREE. L THDEET 2N BRIN, AN EHHENHAMERETHD. Bk
HlE 117 IS E4 PAH [(E—DDER T LGEH OB O /34N ZHLTEHY  FREEICIE LT
NILETHA, PAH IS T HIRBHEEES G BYEEEZZ T TCWCHLAEAFO B I GELRE
BEMVEICLHED, BABRDGEICIBOHTFETRTHD, AN ENCEREE F TIREVFEECFAE
L. L CHF ML EFTAHRTREFHROENTHISERT S (CFLYREFELS NNREAIFHEENELS BA
HTIE 60 MRETIELMEDEIENZ LA, 70 MU TIEBE LN ZEFEFERKICHESTND, ABEDESICKY
INBREADNS A BANTEIT LA H TETEY . BITHERORRERLLGOTWNS, FAEHE(L 100
ANIT1=2 A3~ 4 N EFHTTIR B T4 1 F A H D, B IDHEE
ZEFEE~NDBEREMEDE TEBE, FERICERTRELINIBRENT R, FIERTREZIE
CEICHELFICXEEZR-THETHS, BELEFICEIBOI M S WHO ifis i [F et sk 5 $8 (WHO-FC)
28 FTH, TR FABIERMFRIKELLS1-0 . EEMBELE (HOT) NBELFEHFRFTRTHoI= LA

M el HA A B HA D FFEBI Tl o] BV f&é HOT %%)\L—C%

%Hb%%%ﬁy%;b\bwﬁﬁﬂﬂlilﬂiﬁf%")Ef@/ﬁ:‘@‘f&‘bu?ﬁ‘l\%&&é KAE FEM s
=AY SAEELT 1990 Euﬂﬁkéma’#ﬁ*%r‘ BERBRODELGLIERD] F&%b“ﬁﬁﬁéénﬁﬁ
ACNLDEFIFLEXFEAEOEITIYERFRIBELT
%T_Mb\,nm&h@@m;m—@ﬂmmﬁm B IEE M LD HEIEEDHEL
NEHT FERFHICEMEZONENETE. HFEEILL TS PAH fEFIH LY EWAERICERED
FEGISH L CTIEMBEEER T AV ENH S,

2 A o
~

PAH BELEEEF NS5 . BMPRZ2 EIFEEDHENREE PAH EEF D 15%EBHLN TN, TN

LN DBEFEREEEFNETNTI~2%ESNTNVD, BUPRZ? ZEREEN PAH £RETIEEYRYEH
20%. BEAABEERRELIZZBRIIEM 13%. T 44%LHRESN TS, BUPR2EEIZ K 5:E B PAH
TlE. BMPR2 DBIEEBMDH THEL TFYIRE -FHEVWST-OE—HZ T (CNVs) [CE>THET S
FEFINDENCTFHET S BEFEEORRICIGEGCHD T BB BTHYZEAETI D ZEfEH s
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L7105, PAH BIEE mF B 5 AVt f & B2 ) RIS TE P AL [ DA DT (SR EATH S,

3. fEIK-

s mEEDBEEKRELTIE, FERTEREE, Bon SRF R, BE. M. K 2 jeims
REENRHDND, WERLBEQEF fizmnES M FE TEEEFRRAHBELIK I RETHY) .
FERAHIRL-EFICIE, BRICEEDMEhES T EMNELREHIL TSI ENSE Y, F=—a Eff
BMEETEAEDTLFEENETLODBEEFET. FEBORAEDERELNH D, o= H1TH
Tl&. BEARIRER. FFIEXR. TRRZFE e ENHOND, TOM, fim L EEDREELDEREEIC
ERRGEEFR LN ADN S,

4. BEE-

IPAH/HPAHPAH ESMTSN IS S CITARIMEMEIENRAOND, FME D RIEEA S UVEEBIIZX T
EYSESRAECE: -2 E & T = \ElkEAE Ca fEE. TOREY A9 (PGL) BRIKIZE
FHI0285 4L MEFT B PGL EFDFERPGL ZAKEFE, TR UBRICETS/ERT ST
VRO RBAREREERN BU . BLORUV—BIEER (NO)BRIZETSEAT A RAKROIRTS—
+ 5 FAER (PDES-) @R ER A[AM T 7= IVEES U 5—F (sGO) RIBED RS -3R M D4Ea8 PAH
ffifn B PREREEAS U, 2025 £ 6 AL, MBIV ET U I REERREETRZT7IFEL VT FILEEE
THAVEATIVETENRBEREL > TV D DBICHA NS BREAFICH L TIIRIRESZEYIEAT

B, AT EECDGEICIIEYARBEATETLILUNICEE. BEERENADELLGY, BEEFICEESE
$L%,
5 F#

IPAH/HPAHPAH D BARAEIXIBH TTFEF R T B0 REFAFE R ORE TIE, HFHIE PAH HERDF
AR AR ARGRDIZE-28 F£ T, ERIFRARL. BLFE, BONSNEHRETSN T
%o INRDFRIABE IPAH/HPAHPAH D F#(E EJZ)U HELTELIZRRT, :Ftﬁiﬁﬁﬂlasﬁb\ 10 MATHD
CHREINTIND, BAETIE 1P A Y : R4 SR et B

AX -L\>: A
v ~ I~

Bl ZSFZEDRENER T REDFRITHRELTETLVS, =
LoppkEneEZ LA AN, AEIChEA#EAENNEICLES,

&
LS z\@:@rﬁ\
1. BEH (S 2
3.9344,529 A
2. RIEDHE
T (— 5 BETFEESLREIATNG,)

HEHAEE BEEREZIGHIMMFENR)
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3. RMIERERAE

REESL (i EHRRE IS LD FRWE)
4. REIOEE

DEGEFUDHNEELIZSE . S EQBERBRGENAVEIZLD)
5. ZEE%E

HY(

—6-6. BEEENZE

NYHA DS EES S L WHO s inE S M E fEBEE N St LI FRi LRI B E S RN T
%}%ﬁﬁlﬁﬂ#&ag&@(wm FC) Hfi«iié[ﬁ%ﬂﬂ&@ﬁ‘%&?é

Hrh ||| L

O 1HEHRIRE T
I R A R B E R EM R (R ) (I RS 2 TS A TR SRS - S M EEIS
B9 HEREE
o e
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<BREE>
Definite X% &9 5,

(DIREFRR
DELBF=FIBET (b~ EFHISHET
(- HBIRED LR (a. REREFIFEIIRT 9E T 25mmHbeg LA 2 (MPAP)> 20 mmHg,
b. MBI T3 (PVR)> 2 Wood uaitUnit (WU) .
f==U/NE Tl M ERE D EZEIC PVR O Kb YICHif EEH1ERE (PVRI) = 3 Wood Unit-m?
WU-DAALLNDS,

240dyne=secem>LLE)
(b)—c. MENARIEAE (B EHETEFE(PAWP) < 15mmHg LU,
@2. MR F I I LT TORE MR RIE AL RS SE SR E R S M2 A T

= I E TRAEEF I B QIR RIBGEET o)

B. FBIART4E S MEAE DERR 7758
LTOWFhDIoNTiE DT 528,
OFF 51 XU IE AR 14 AT B 14 i = 10 i
QBRH (fa & #ifHE) (T3 MBIk S M £ A
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Q@XM v MEDRBICH S MEIARE S M i
R MEDREBICHS MBS MEEDIZE L, FHRTREESSFCRUFHiEITE
LIMBARME S M EEAZRET DIEEERRET D
@FIRRE TUEERE (<445 P EAR 14 fif /=5 1 (£ 5
OHIV B (5 FEn AR 14 fifi = I £ 5
©ZEFIEE 14 o0 ff B 4 i = 1 /£
DEFIFFE M MBARME S M (. [RRAZEFIOREPIEICLYBRET HaIREENHY . FhEAR
e EEDREEEICEHLTEY  ERVIVELGHMOAEES D,
@ﬂ?lﬂ%ﬂ%%/ﬁﬁaiﬁﬂl_ﬂ#ﬁﬁu_ﬂfﬁiﬂﬂﬁﬂiﬂfﬁnEﬂJ_J"
2 L Tm'fiﬂ?ﬂ&%ﬁfﬁ$H#SQM/1EE§$MF®%#T®
. 1 Rﬁﬁl0)’C%?&L\HFHEJJHIFETEHTHHEEJ_J"#%H??T%)%A

#UI&ELT‘EEHH’E

CFHERDBE . #2568, 4%33’*\%%@&&@@4%%&%—%&0%%1@#&ﬁ(:;ﬂ%ﬁ?’éh
tO

(O V)i

B) e
UT @Hfﬁfmﬁ&%n JI[lEJ"’é%ETJ’ﬁ 8 ’éﬁ%f%é;&

OO EbFRERICK DS MERE (11 £ fifi = 00+ F)
@2 [EHMER R B LU A MR MAE I & i M 5 (111 3 i = 00 5F)
@O B mieER M MERE (IV 36 = 00T 5F)
@@ _FhE4AREAZEAE ~ fifi B MR S E it 8 if0 B A8 fiE (PVOD .~ PCH)
BFDHO0) — RE S M EE
HILAAR—=2 R ST IV RMBRFEBERE . 1)/ \BRE AR IEE . KBIAR 2 E R EE . B & D %
XHERE. Hﬂiiﬂﬂlﬁﬁ%ﬂﬂi fifi & DS EBLEE J:/'é JKE’JHFH.—;JI[L FREELIERBREERT S

D <BHOi=bOHTI)—>
Definite : AD 1B LR U2F#HT-L. BODO~DDWFNMZEEHL. CELTRNTES
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<EHEZLE>
M HEERR
OLIo—BRE
TRPG BIEPALRDILKXEGEE DR, 126, FiRHERF TR LIT—TIRERERU IR
2> BT RERBDLTERSTES L
BRI CLSMEMEENDEEEZENNETH D,
it X IREHE
FPS SRR BIARFE 2 DL K . (ME KRG Efm M EFENRESNEFAR
QLEXR
EHEMRUBSICEEER . EERAXGE g M FENREINSER

(2) FEFERRUERRFTR
OFEHEDETIN
QF k=
OF S
SHEO~DOffE M EFEDNF AN FEE TR T HE MR
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(B)/MRIEHSE TR PAH o DT

INBIETESSERR PAH HHIETEEE PAH ~DBTISEFRERELLLH . NRIEMEERE PAH 2
D B EEK. BDHT—TILEETOD mPAP B, PVR {EAZL\LIEHH M E R E(PVRI) THIET9
BIEXTRETH S ADNT—TIBEREITDZE (X REBITRICHRBPELT S,
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<EBEEDE>
Stage3 i E (FWHORM S Ifl £ fEBEBE 7 8 (WHO-FC) [(CTHIE T S (T &L

]

Z hn

)o

WHO-FCII ELU EZZEEXNRET S,

= ST AY]
NYHA ,l‘,, *%“Hb/a\%g

Yy

2
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iR
) BRE FIGEHEIRE (mPAPR) | MR SRR
40>mPAR > 25
Stagel | WHO=FC/NYHA I~II - HERLGL
mmHbeg
Stage2 | WHO-FC/NYHA1~I | mPAP > 40 mmHs — HERLL
Stage3 | WHO-FC/NYHAI~I | mPAP> 25 mmHsg — HERHY
cl> 25 .
Llmintm?
PGI2 #_F %tﬁi &q;;
%\l%tﬁm éf l\; EtiEA
o o o o ‘g; g r’-‘ﬁﬁ .,E\l*‘ @*E ';.H.~
Stages
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— 1IEE : - B RTE B (S| BR 0D 4L N i 5 11 [ o 28
EED S A ES TSP REE# RS . BEOEMEEEELEN,
— I HEE : B{ATES)I 82 O §I IR 0 8 4 fif &= 1 [ fiF B E
—ZHEICEARERNGN BB HEFHTHREAB RS . MECXMEEARLT

Do
MM : A EECE LLVHIBR D & 2 fifi 5 1 [ fE &
REFRICBRERNE,
EBUTOEED S A ES THHRREORY . WEPEHEENECD.
WNVE FALGSKRESLE TERLGLMEMEERE
NoDBEFEDFEDFERERL TS REFFHICLTREER TV XFEHFHAHONS.
EALSHREFTHLERERDEELNH S,




ERZFEFME PAH Tl PAH Z3ELERIFZBRMANTNTE, %1% PAH LRER. BEAFICEEDH

M5B RIERNRGERICERERTHET S,

I tE DI IEZ R (T TOREARELEE THHER TRENTER SZ2EHO TEEICDOI-0RE
PRETHNILEFEH LT L (IHBEERT-BRERLET S, B8 BEFERORUANTTETHNIEHE
HEEROHEHFELAIREET D).

LW AR YE J OVHE S OIS 1236 1T 5 R B FIH

1. FAZWICHW D EARGER, AT REICE LT, WM LICRBEOHEN 2 WA 1T,
WO O D& HANTHE LT 2R (2721, YR ol 2 =T IREIERSE TH - T,
PATREZR & DITPR D)o

2. TRIRBIIATE IC 51T D A AP I DWW CUE, BN R E PR FLO T CIB M Tl TV D IREET
BT, HIT6 2 HE TR OBEVIREZERMIHBT5Z & &35,

3. B, JERORREN ERROBEEESFHECT—EL RIZEY LRNWE Th D0, WL ERZ kT 2
TENRERLDIZOWTIR, EREROMRLET D,
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87 Ffis#AREAZESE ~ A E#I0 & FEfE

=
—Hfﬁ*%ﬂﬁif:'ﬁ%f (pulmonary veno—-occlusive disease: PVOD)MM@%E%%—%%—H#%@HM

£ — [ £ é//\- B fa B g B 4 =

arterial hypertension: PAH) &£84L S = S S q
SRR THENLELLF/YD ﬁﬁafﬁ;é PVOD/PCH D AFHIAREI (iBEE%h\abU HEE BTSN T
IS EICIXFBAEE RN NE LS, s M FE < $5 11 5 i i B 8 25 (L Ah EhAR A 5 B$AR / 4 i B S 15 <&
HLTHEELSD L, HE3E PAH E2BL TUWMESICE W TE IR/ MM ERE AR LS S LA FA
HMEEoT=, BIRTE PVOD/PCH MEZERICI(E ., BRERFT R - BElG AT RICIZ GEEFHRBEDEMRIZES
EIFZAK4E 7 LIVERDEE AR IS RIBHEBF A PVOD (S Afis#ARD M IEAE E IR L F (S L
SFAZEZE . PCH [SffifaE D EMEIBEZ LT A%, PVOD/PCH 2D - DA IS AR TH
YR SN TLVELY, £C T PAH 2 PVOD/PCH R ZEDEENRLONSIGE I (E, BRREIK ., MIEB CT
AR BIARILEA R4 B EREE D2 S U TR BEEEIRE LR (SEEFMMETZ A TRl 5 &M E
FLLY, PVOD/PCH D #E I TILMIES CT BRIZHWT, TYASRIREE -/ NERFREDIEE G E N ERR
b, —HRERFRICH LT PVOD/PCH [T#iB Y S RTREE S4B TELAS, FEEZ M IRE LR EEA,

b@ﬁ%wwﬁit\b\&é—ems@z—ﬁ%—mmiﬁﬁ (S hh S MEAE & ek
RO EMRICAEE 3’“%'(&36—!1\#99742@44

BHEMRUELYERYE PYOD/PCH DREIETEATH S, EIF2AK4 T T L IIVERERH DB D FAE
FEEFELS —F EF2AKA BT UIVEEREZRDLGEF O RAEFRITHEFLN L BELFEEEHSDIE
EEHEFRICEIYELDICENTESIN TS, B PVOD/PCH IZBJL T, ESC/ERS 2022 fifisflE
FEHARSALTRE SN TS EIF2AK4T T L IILDIFERIN) T D HH PVOD/PCH ZFfiES 5D+ TlE
1L, EIF2AKY B FEEICET ABMN)TUMNIBESATES T  EENTAOTHLRELIDELER
BUHECEETHD, HATE, MMEREERYE PAH QI FF2AK4 BInFEEEHHNBRESN T
W5, LML EIF2AK4EIGFZEE & PVOD/PCH RIEHF DBFR ISAZBASN TV, 2 51458 R JE (SSc)
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[Z PAH JRZ LRIFFICERIRIRZE (PVOD BB ZE) F #5158 H A LT LRILYEISN TS, LAL SSc—
PAH [2HLVT PVOD HBRZENEDIEEEHEIT HDH . SSc-PAH [2HI1+5H PVOD/PCH #RRELEHM
PVOD/PCH DJFEDNER EH DM IZEL TILIRE S THELGZZIEELY,

ERRAEIRIE PAH LFELTHA- (FIERE UM, BIE
Mz, FERDFE. FIEROLR#HLE)LTEY, PVOD/PCH IT4HEAGAEKITAY, Lb\b;r*%ﬂ##%bys
&Uaﬂ’ﬁﬂ#m&?&mroﬁzr# PAH &YHLTEE TH D, F4EFRC = . TAROIZEE. s,
TR DR MIF LR M A PAHEEZ OGN TH. 3 &ﬁﬁﬁﬁ%wofﬁzﬂ%ﬁr %%Hﬂi?ﬁ(”‘i £ <-<55%%
DEEIZIE EIFZAK4|"EJ7D)L¥""E’J/\'J7/H35 4 PVOD/PCH THAFIREMZEE I NETH D, ElkHRin

— 1 N B~ —=7 ~
~

4. AR

~AEDREABPSACTITGEN=OTHATHY . REDETEHL TELBBRTLGGHERENEARTSH

B, AEBICHLTHIMNREHERLEZ M TWSAEREMTEEITHD. [MBEID#ELEEZ LN
5BREITOVNTIE, BEBLIURUREICHEIEICET SERFIRTUES CHRET 5,

Eip, BOHE. BEEOEMLGLICLYMBENITTONEWNEEIZE, R, ﬁ@%@#—@&%ﬁ

%@é—ﬂ%ﬂﬁ% Eﬁ%h%&t@iﬁﬁ,ﬂ Mz

L-PAH 56%5%%%%@@#@%3#%#%&%@@%%%??6 PAH RN E RN
TSOT:&T%)#&%%%&E'&*M PAH ; Jﬁ%ﬁﬁﬁl J:%;%#Kﬂ%@f‘ﬂﬁﬁ#&é#@%@%@

BBOH AR CE A ORI HBILL L CARES AT 5, PAAREORERIdT>T

H‘-‘BE“?"\%EIH’FFHliﬂﬁbo[ﬁﬂ/ﬁﬂﬂ(ﬂif&") xﬂ%%ﬁﬁn LN R H R TRICIE EL’CL‘(JAE?&\E@O

Hﬂiooﬂu/ﬂﬂimﬂib\.‘:ﬂﬁbtiﬁAl (i%ﬁllqﬂtfé%l’eﬂ'é

5. %
— NEAARICERE THY-FEF T RIBR TH D, S ELLTERBRFNE S LT B

O BEHQHIFEICHELEHE
1. BEY (RIS AT ERE SREMMEEN. SH4EE)
#510025 A
2. HEDHERE
EN::
3. MBMIAESE
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RS (RARREEG L)

4. REIDEE
DHECAEICERMTERCFETR)
HY (FBEOPEELESE)

6. EEENZE
NYHADSEES SR L _WHO s I EHERE %
A ] - =3 = 5
FEfRFERE Stage3LLE NYHAI(WHO-FC) I EE LU b UL ihfn Sk A GRL TS5 S22 EREY
BONRET S,

O 1EmEHT
Lﬂ%;ﬁ Iiﬁ*&ﬁﬁﬁn%%fﬂ I$H¥IJ)&%§J§E$ Hﬂi.—;mll_rl Fﬁl?‘énﬂﬁﬁﬁnj
EHR 7T 44 = fer — = i = s Hots B2
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@Definite X R ET B,

A BRERR
1. ADHT—TILEER A SRR E CRIE MM E A S M EEPAH O RELEMRE (U T2V %iE
=9+
AR EROELBF—F I IRERE
(BRI D SR BB I ENAR T 1 T 25mmHe LLE (mPAP)> 20 mmHg, flil EiEHT3
(PVR)> 2 Wood Unit~
240dynersecremLLE)
(B)(WU) . FHEIARIE A E (B BEHFIEE(PAWP) < 15mmHg BLTFF)—
@2. PVOD/PCH #5th & S = A2 CT (HRCT) FEFH
fOfE T 4R8I &(fé/l\ﬁFaﬁrSmE%o)HEF TRPS

/J\%EF'IL,‘ YIS ARk

—@3. fhiLEREE N DIE T (%DLco<55%)
4. ﬁ*%ﬁ@iﬂﬂﬁiﬁuﬁ&i’f i®1&T(70mmHg u'F)

< BLHIT—TIVFRIZEDMEMEFEDIRENSHTESNDLULD Pa0, KT
5. EHR AR M E 4 3R 2 (< K D5 o 1 Fifi 7K BE D FE F

B. BB E
EIF2AK4 81 FEEHY

C. BRI E>
UTDEEBZERNT 5,
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RN PAH- &G PAH, Y. EWEFME PAH, v 2
MR RS PR ES AR R (TS PAH, 12 M ie ettt = I £ f£ (CTEPH)

It Bt PAH ZOLIXMRIEEEICHES PAH OELLICERESNSS EHMEICRET S PAH
(pulmonary phenotype) 1& PVOD/PCH D #AIAEIREIZH D, ADIS. ;EIRMAHM ELREICLSHM5>oMm.~
fiKIEDZEH 122 H5D15E(E PVOD/PCH LT 5,

<EWnhT3d)—>
Definite 1: 4% PVOD/PCH AN 1RV 2. M DANI~5N2IEH L L &#E-L. CEINT=5
Definite2 : 58451 PVOD/PCH AN 1R U2  hDAND3~5MD2IEB LI.E. " DOB%#l-L. CERsT=S

<BEZIE>
-Ef=tE PVOD/PCH (&, EIF2AK4 SEIEFDETLILDRE/ NN T UM TIIAEL EAEANTAOTHRELS
5(BEEEAREBHEELERE)., . it & 5k 2 I 14 - it B) AR 14 i & M0 £ 5 (pulmonary arterial
hypertension: PAH) D HIZ4, EIF2AK4EBIEFEEREFINB/ESN TS,
DI —REMR R -EHRBEVTNOSEELESMUICRBERRETRE T I L L. FRAER
FEDHAT—TIVEREICLDMEMEEDFEHRZRISIVLETHD,

-PVOD/PCH 2 BrEEsE54

DCH - A BAlEE D

DB DA RIEBIRTHY - 12

SE Jh i [T A=

Sh7gLy
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<EEENFE>
Staged B AE FE [IWHORM S M [ AEHERE 53 ¥8 (WHO-FC) [CTHIE T S (TEESHR),
WHO-FCII LI L ZZEEXNRET S,

NYHA ,l"! %ﬁbﬁblﬂ\ﬂéa

IE BREYICHIBR OGS MEEESE
——— EROSKFETIIFRER RS WECKHREZELEL,
TIE - SREHCBEOHBROSH Hime MEESRE
——  RBFHICFIERERNGN . BROSKFE THREHAKRS . WECRHTE
MiEZd,
—MHE: FEEBCELVGIRDOHIMSMEEESE
THFFICEEERNGD, EELUTOBREDFKFE) THREE KT . MiE oL
TEMES
B,
VVE EARSRESLE TERLGAMEMERESE
oD BEEHFAEDFEDERERLTNS,
REFFICLTRE# R RITEFHNALND,
EARBRFBTHLERIERDEELNH D,

= ) A TAY

Hi-ﬁ—é.— E E *gﬁ-“ﬁb/ﬁ\ﬂéa
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=3

— WHEHO=PELARPEHA =N | A2 25 mml=g AE=1R

Staged | WHO=PHANYHA =V | mPAP—=-25-mmHg— Cl<2.5 L/ min/m? BIZGROT

2 R il $
S
w4 D ~48 A
2h = A RF
- - - - ~
- ~

7N
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B | GRER . N S

Staget WHO=PHANYHAT- FRPG—<—40-mmHg HERLGL

Stage2 WHO=PH/NYHA T FRPG—2>40-mmHg HEAZL

— WHO=PH/NYHA FRPG—<—40-mmHg HERHY

Stage3 WHO=PH/NYHA I~ FRPG—>40-mmHg HEASY BEFERLED)

— WHO=PH/NYHA- FRPG—>40-mmHg R

— WHO=PH/NYHAIL FRPG—<—40-mmHg ERAHY

Staged WHO=PH/NYHAIL - FRPG—>60-mmHsg HERAOEEIZERST

Stageb WHO=PH/NYHAIV— FRPG—=>60-mmHe =t

— — _ 1B A — /\:k\\

i tE DS HEE 21T TREAREL 158 THHER TRENFIZEREEEH TEEICOoREN D

ETHNEREEHES D BB IEZZIT-BHELEHT D, 08 SHFIFRORENFIEE THNIEBIBER
DFEHFELAREET D)o

KWL K OVEE L A OIS 2 1) % B B IH
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L IRABWHNC RO DERRIER, AT RZICBI LT, BB IR OBEN WA IR, W
OO b OEFANTHELILZ 2 (272 L, MW OfE %2 ~ T ERERE Th - T, fi
RARER B DIZIR D, ),

- IRRBRAATRIC T D BRI OV TIE, @MU R EFHE IO T CIREMTOI TV L RETH
ST, EIT 6 23 M T b BV IREEZ ERAHIWT 5 2 & & T 5,

L RBL EROREN FFEROEEEMESE T EU RICEY LW E TH 503, mFAR R & ke
D2 EBMERBDIZONWTIL, ERERONEG LT 5,
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88 24 4% ZAe 14 fifi 5 I £ fiE
=

1. 8=
— IS immAERAE S, BRE LM KY HEIARAEAZEL . MLk 57 1 R B IREIRED E"“‘?ﬁfé
AASNALEICHI->TEELTWARETH D, £, EHEMIMEEREICE T, FHMEIAIRE
25mmHg BLED-20 mmHg ZE A DffmMEZ S HLTLSHIZ. MMisilE JL(PH)E‘#’)L:'EEM%%@'E
&= (& 2 (chronic thremebeembelicthromboembolic pulmonary disease: CTEPD) ZZL L (K IE 14 M
HERMR S MESE (chronic thromboembolic pulmonary hypertension: CTEPH) &ULVS, CTEPH [ZIdiBE
L,Jétﬂﬁiﬁuﬁg#?r’éﬂﬁ?éﬂkh\ &)bhéﬁ@*"& Eﬂbﬁ‘ﬁr'lko)ﬁb‘ﬂfifﬁﬁlé@Lﬁﬁ‘ﬁb
hEBRENH D AF ESTEN ; 3 t A

SPETAHALESA . CTEPH I Hi—Sh M B AL LB ML T DO ORI IZRBAS

NTELF . ENPZ CTEPH [ Y HIRBHIEHEIF AL BYAEREZ T TONTELAELEFOEE
[T RABRENDETHD, BARDEECIIBOTFRTRTHSD, 40 BUBRDRENFLAL
THY 70 BRBESE—DELGY KEFBHEDH2EEL-TND, BMiSh-HEIFEEICDI-55H
BEREDBGENNBELLD,

2. RE
—CTEPH fifilf 42 Z424E O [R A (L FE S ERAR M AR IE DR A L FIC TlkdpY . M %5 E B D T . BRAR M 5T
D325, BREDOEEDIONDERINEELL S, MM EAE TIEMBERIC otéﬂﬂiiﬂﬂmﬂﬁgo)&
EAMEMEEPHIEREL TEE T ELDIES il D4 PREEAD D
WasHb. Eﬂﬁ%ﬁ@)ﬁﬁ&EF'*Eﬁ']ﬂﬁi@]ﬂlﬁlﬂfd)ﬁﬂ#ﬁd)ﬁ@b‘rﬁ%%:&%—%b
P DOPAH-TCHLENSLSBRIIDFRRLEEZOoND, TRUNDERELT, DFREEL )L OEHE

BAkTOMmEHFAZE, @ SR A D 57 14 BRI E R i
lcFoTHREL=AME LR AL ar%%%&%@%&m%%ﬂa%@QMﬂrzmw

vessel-disease DG HIREEEHIELLTESELTWSEEZBND, CTEPH (LB TIXHEZEEALAN,
EAEDIETIERMIZEL, R ERIRMALIE D & DFFE TITEEAELY HLA-B¥5201 15 HLA-
DPB1%0202 LBEE G HAEFIA A SR ERDALNEENMESNTLVS, CNHD HLA [FBRK TS
OTHEDVENILT D=8 BKBIE RG> - RIEMFEF DEF D FEEIREIN TN,

3. IR
— e CTEPH M B R EL T, FERITRRS% . ZRF . BiF. WE. K@ HoN
B NFAREEEOMEMETIIEEEKITHIBLIKLK EZmAERETHY) . SEIRAHRL-EE121E-
BCEEOMERESMTENEHONEIENS L, FemEMENEEEOEENSENES.

FERFDRATFEDREIRMEAH D, SoIEITHITIL, HRFIRKR, FFIEX, TRRIZFE. BXkGEAADN
%o T DM, ISR iZ RIS A fifi S N EE DR E LR HERREBICHIBRRLBE AT RAALOND,
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4. BEE

—KREICHLENTHEISEATEF A ATHIISATHSAEELLTIX. (1) F i TRIE A g4 ih S
ARAIZ ﬁ‘fﬁli@ﬁﬁ% /59&/5%_"; &Jéﬁ%‘lﬁﬁ?éﬂmiﬂWMEWﬂ%ﬁﬁﬁﬁl%%—bﬁ%—ﬁﬁ—%@

= : ; = S8 (PEA) . (2) AT —TIILZERVE=TxtN
AIEEZR A R EIC *‘Iﬂ'éﬁ"‘&?mﬂ’]ﬂﬂ@ﬂﬂmﬂﬁﬁl(BPA S PTPA DB NFERSINDDH
SoSBls) . (B) FAERELDBELKRERHIVIHTEREFHIE BEEMSNTEEZETS
FIEICHLTIE, AT ToIIVBES V57— ERIBETHD VAL T T, TOREY (D) S B KEE
BETHHELITUNNT BN AEEFE5NS, WHO FC=—>11, mPAP>—>-20 mmHg, PVR>-—>22-WU,

BPA IZTELELSSMiERNEFET HIHAICIE BPA ITTHELMMMENEOIENHAOND,
CTEPH MAEAHTLLTIE, FT ERGREERYMEEREE(CLLME " ERBEDEE. HiDD
T—TIVEE /DIO—BEICLDALEROFMEITIENBETH D, RO THRIKDEREHEHE
ﬁéﬁ;ﬁﬁ%ﬂﬂﬁﬂl#éf—&b mEEHEFHE sz#iﬁ/ﬁtﬂﬁ@i—&;@%m*&bﬁ* "IEIJ%‘E&EB%&’*
j—éo "'“‘: A\ X sh S > Dr XS == R %4 A 3
iﬁ.:.%%é—ﬂﬂﬁ?%mrﬁ% BLFRERAREMELGSIEEET S, %*}Jﬂﬁf&bfi%&ﬂi
REDBRICERLI-FMBHRABAL. HERAHRFERRAISPEA RITZERIZE eiHEMRIER#TBPA
DBIGEREFAT DL EACLTH D, FEHBESHEARERES ., SREOMBREESHEED
NAYVROH BEDFMiERELGVGIGRE DI #E Tld PEA TH{ BPA DEREEET S, KiH

REGOHEREFEMEMEGICHLTIX VAT TR ELEX NN DBREEEET b Fi=FDHD
RS bR E AN SR A 1 5 D

EiREE DA IS AL . ttﬁxaﬁiira) CTEPH Tl&~ # “IEH?&EI%H‘%WM’LE
%ﬁd)ﬁ’éﬁﬁﬁb@a_ﬁ’ﬂﬁ( CENTRELR B EFEET S, LA L ARA RG] EAEN TTFYmE
BRIEAY 30 mmHg ##BZAEFITIL., MElE (XEERAELELICELTIHEELEL=RIEHYF

BEABTHD, %—GE%H%&C@M;@%@%R@#@M;%%PEA X|E BPA D#EYN L MEITIZ&

lJ QO A BT bris LA FL =

%iﬂ%&ﬁ%ﬁﬁmfﬂv%%ﬂmmﬂﬁh&%# T : =
AT = 283 Mz Y 2 8 X

MM%HMM%%W %E%éﬂ@—%él#&%%éﬂﬂ ﬁéhéb\ fit xfn 2 25

BOEERE. BEITEDHEL,

O BEHOHFEICHELEE
1. BER (24 S4AEE
1,8105,230 A
2. RIFDIHE
85

# BEERERIGEMAEAR

118 -



T A (RIERRATAD MBIARD M42~ ZEI2SE)
3. MRMTARTE

REESL
RHEIL (PEA, BPA, fiiffl & 3R FREIC S HEFNRNEAFINTIVD)
4. REOERE

B (e EOERABRETS5- 2 EELIZHE . £ EQIEERERENBEICLD)
5. ZEE%E

HY(FREEDFMMERE)
6. EEENE

NYHALMSRESSEE WHO S MM EMEED 2L SR B EE S84 L\ T Stage2
(WHO-FC) I EUL L ZEBEMRBRONRET D,

O IFiki=#tiT
RO ) IEJ’%%E&%H%%%F%’E Tiﬁ"&%ﬁfﬁ* Hfﬁl—:ﬂ'llI:T:f'l ﬁﬂ'énﬂﬁﬁﬁnj
BRI 22 = . H . i E =& =
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Iiﬁ£=$>

DBRERR
q )E'l}%:’:— _q:_ ” *ﬁﬁzc
1 HERED EF (Definite X% ET B,
A. BREmMR
1. ADAT—T I BECHEMNE e nEEDORRE (UTL2 O EHmIzT
REFIF O IMENAR T 1AL 25mmHe LLE)

2 (mPAP) >> 20 mmHg. fifilfl &3 (PVR) >> 22 Wood Unit (WU) . FfiEIAREEA IE (B HIE
FHLPAWP)<-=15 mmHg LLF)

@2. S MRV F IS LR TOREEMR DA RIEERD
BINHICEE DGV R IR 5 1 R 18 (segmental defectS) AN

TH%5-3MN A l;lid)?ﬁiiilﬁlﬁiilzcta’c%ﬁﬁ%ﬁéhé
3. fMEAREFF
BEETOERMELE-MZICESIEILELT ZEDD
1. pouch defects, 2. webs and bands. 3. -intimal irregularities, 4. abrupt narrowing. 5. complete

obstruction P52DSELLLELIDMNFIAIN S HEDIEMILLI-MIZIZEEELEED
@4. MERESR CT BrR
EFRCTIS T BRETORMIELI-MRICkEELELT ZFEDHD

1. mural defects., 2. webs and bands. 3. intimal irregularities. 4. abrupt narrowing. 5. complete

obstruction P52DSELLLELIDMNFIAIN S HEDIEMILL-MIZIZEEELEED




(OB T REEE
LT Offim il EiEZ 2 5MAE, @ feER NS IMEAE TIEE< siEVODTIIEER
K-EBHEMEDEBELSDDT. CNOERNTEHIL,

HH M XITE MR BIAR M i S ML i

FBIR R | <435 B Eh A 14 it =5 L. FE iE

SRS v MEIDER B I35 B SRR 14 it & L i

FERR I TTHEAE | <43 B BN AR 14 Rifi 7= L. FE i

HIV 2% 1 245 fifi Eh A 14 i =5 1 £ 5

&I S S B EN AR M Al S 10 A

fERARFAE MR R, MEM I EERE

. B A IR B A S M AE

CEDHORBIZHES S MEE

10. FFIRERH&E B R RISIEEE R IAE |45 i M0 E AiE

1. ZOMOMEMEE (B ILAAR—S R SUF LAY RERRHRRERE . o/ \IRE B IEAE . KB
AR R AEIEEE . FME DSERMREE . MBIAIREFKAE. Ml EDONEBLLE1TXD RN ME
fiE)

©©® N OO H N2

éé)gl;q.--g :E
<#ZWohTIN—>
LUTRDIEBZETHEI-IIE,
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@ Definite: A1 RV 2% =L, M DAD3ELLUF4D W T hhEiff-L. BERITES

<BELE>
(MBELITNEREMR
OhTa—RE
TRPG BEOALROIEKEE D R, #d5. HiiRAHEHE
DBEOEHOBREFRROIEONT —T VRERRER T LI L DB MEfE D EIEREN
WETHD,
QEPARM EH RER
1K iR BE A R IfiE 2 3 S 1€ ER R M JiF (PaCO, =35 Torr, Pa0, =-70 Torr) A& | ffifn 2 AL FEAVRIL S
NAHmR
QHIER X $REH

B2

BRI IMBIIRIE E D= DRBILA  DIALE Wi L i A RS B 5
@D ER

DifEREZAMEMRVARRR . AEEXGEME MEENTRSN ST RGNCIEEERES
GT

) FEFERRVERKAT REHE=T &
OFEHEDETIN
Q24 fii fn 42 FARSE (S A DN D ERPRAEIK (RADIFIR RS, ffE . Kas) DEEE
QTR REDEFARM AL AE Z 5E ot HERRER (TR DIERR R UL T8) DERE
@HEREES L | s MEFEZE TRY SR ROEE
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<EEESE>
NYHA ls #:E-L\b/ﬁ\*ﬁ E\ Eﬁg[iWHo Atk = i jsab L REA L

2= I [ i #ERE 5358 (WHO-FC) ISTHIE S 5 (TS B),

WHO-FCII EL LR EXNRET S,

NYHA l[\; *%-“Hb/ﬁ\iléa

WHOf i ESEHE RE S 2B CWHO=PH) | [ B KT BN CHIBR D7V i & I [ 8 &

EED S KEB TIEFRER KRS . BECAMGELELEN,

I & : B ARSI 282 B D HI IR O & & fifi = 1 (£ 4 B
LZHEFIZZERERNGN, EBDOSKESH TEREH RS . WECKBLEENED,

ME: FEEBZELVHIROHSMME MEEEE
—RBFICERERIGN, ERUTOEED S KFE THREH R . BECKxH
REMET S,

NVE: EARSREBLE TEREGIMEMEREEE
NoDBEEHFEDLFEDERERL TS,
TEFFICHTRR#E RS XITEFHALDNS,
EABBRFBTHLERERDIEENH D,

Hi-:ﬁ—é.— m; E%kﬁb/ﬁ\ﬂéﬁ
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c — = | HOAFHEFHOIY
SRR EIE HOT
B | BREK SRS 3 FEbARE(mPAP) i
(TRPG) SR (PVR) =
WHO=-PH/NYHA 1 - - FEHOE®EICZST
Stage2 | WHO=PH/NYHA I — - FEROoE®EICZLT
Staged | WHO=PH/NYHA I~]\/ | TRRG<40mmHsg mPAR<25mmHg HHEBL
— WHO=PH/NYHA I TRPG > 40mmHg | mPAP—> 25mmHs BROFEEICKRLT
WHO=PH/NYHA H~
Staged TRPG > 40mmHe | mPAP> 25mmHe FEHOEEICZST
Vi
PVR > 1000 dynsem™
WHO=PH/NYHA I~V | — ZIRE
Stageb 5010 3 S
WHO=PH/NYHA Hl~
— TRPG 2> 60mmHs | — B Re
AV

fiStE . DI IEZE 2 1T TRENRELLHEE THAER TRENFHERSZEHTHEICO-0FE

NHETHNISERFEEHET S (FBEEZ B RHEREHT D BE. EWFERORUNAIEETHN L
HEROHEHBLAREET D).

MW R O HEIEE ORISR T 5 EEFH

1. BA&ZWHIC AWV SRR, AT SIS LT, 2R BICHREROSEN W HA IR, W
NOBHOLOEFANTHE LI X2 (72721, YRR ORI 2 R T IRREIRSE Th - T, W
RATHEZR b DITIRD.) 6

2. 1RHRBAEATR IR 2 EAEE A FIC OV CIE, @MY EFEEO T CIERBIThiIL TV DIREET
ST, HIT 6 7 H T b BV IREE %E%ﬂﬂﬁ#é LT 5,

3. 72k, FEROREN FEROEEESFE T EM LIZEY LA2WETH L0, RERERE T 5
ZENRER L DIZOWTIR, EREMROMELE T D,

125 -



94 [RFEMEREILIERRE %
O #M=

1. BZE
[RFEMEIL BT % (PSC) &, A EETHADITA - A/ EE ORMEEREELELSCLOETH
DEERERAEASOFTHY . HEEZETHAEICVV - REEKRETHD, BE X, AIDS DB
EREE. BEEMES (PSC ZHERVREREEIHIMN) . EEDOFMHAOIME. MIBEREA. EXRMEEE
By BEMELCHEEX. BEOEMMEMEE. floxuridine BEICKABERZSOREIZAESIDDIL, 2
REFEILEBERELTRINESNS, F-. BEEREMEEXITHESILDZEDH T, 1G4 BEEFELEEE X
LRNEND, 2015 FOLEREICEINIEL, FHEXBHICOPZL FHEFEE 30 & 60 D25
THAH. FA-FHNEETADBEFNLEL BEUEXRBRDEHE 40%IZ BEEDEHET 7.1%I23R

Hi=,

2. [FA
B REMFROCRERFEMEAMEERERKRICREFHUEREICISEZEAONTIDA, FHMlllZTEA
THd. REMHEREDEHN S FEREL TBERNIEELORBREINREIN TN,

3. fEK
LEREICEINIE MFRERELTRLZVDITEBETHY ., 280D 19%IRHON -, LHALEER
2T HEHEHLN . BIEKDFEFZMSINIEFN RO F I LS, FAEMEEE. HERICHL
THRBABSRATROSESREIISLETINDD, BT DEFHN LS BHEFEENERLT
W& HFEEAE S
[CERYTDERETES S,
4. BEE

DI TFFLa—ILEEORY T4 TS5—kE ALP 5 ¥ -GTRGCT {EFETIEEN. TREHET S
MIDOWTIETRATH D, HRFIE EREITH T SRR E T HAE K3 L TRIRER/ SIL— EER O —FF
BIGRLF—=—U0 2T O NEEMNTHhN DD, PSC 2010 DAHESGESAEARROEITEZIEHEIE
Lo I TELL EMEIEE OETHITIE, FBRENK—DRMaETHY . INFEAFBIBEL DLV
TIIERFBEAEITITONATLSD FBEZOBRENLRMEWVN O EETH L,

5. %t
—2ERAEOHERNSIE. FRRELELOSEEHFEEIL 715% TH 1=,

O EHDHFECHELEHE
1. BERSNTEEERSRETREER
—892 A
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2. RIRDHE
— FHGREFNEE. BNEEEENREIN TS, )
3. ERMIAER X
RS (RARAEELGL., ETHTIXABELHE—DOBGETHINBRLE, )
4. REIOBEE
— W E (R LDOSFEERFET 75%)
HY (AR ER LT ESE)
6. EIEENLE
1) X(F2)ERERLET D,
NHEERDOEE (BE. ZEEERESEE BEX BKEEERD, FFEKE. BERELRL)
2)ALP MBS R #E LRD2MELL LD EH

O faiR#HT

M a1t O - EEREICEAT SREMRRIL
MARARKE TRAFEFMAMFEE &% BP- B
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<BIRE>

@#E-E—%EE_M =
| fets
-
SRR _—
i o A
= Gieies i S 5
B E (B RUHFAEE HBE)PSC [THBMGEREER R Tita~dDOWLV T | DULEFRT
=
{1us
_#b.- o't A
2184 T HIEEEER
3IEBLYRER
AT RR s i s s o s
PIRZG GRRIREE JRHRIRZE —a. Multifocal band-like strictures (ZFEHF KRB R RV —REGZLEL
)

b. Beaded appearance (ZKIKFRR)
c. Pruned—tree appearance (BITFEIRFRR)

d. Diverticulum-like outpouching (EREREHOHMILIEET D)
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2) HE#&.E E%q;;ﬁdz{%(%qq —'—! !j;_ E“%%*%)

3R, PSC %;ﬁoﬁﬂméa‘%%@ﬁ}é»ﬁ
s A= Y IZE=EN AL
(3IMRCP (RSB IRE IR S iRgsik) (FRCP3. EEHBEMR
RIEEBREEDE G
C. MFBRE

ALP 5 (BEA16 Ll ). GGT L5 (B 16 mEKiiE)

* Jin Ex B AEfE J:BE’&LZ.T—%AU:ﬂJ&EJﬁ%

ZYHET D, &
#IJIiﬁé*LéiﬁA(if*%ffFﬁl BHEEEHT 5.

8"
_ﬁ
=
&
(1

>
S
e
|_|.
A
-
o
o)
_|
Nt
@
T
ot
5
Tﬁn

3. \ﬁgljlﬂ\%g
1 (B R F |-
1 (B R F |-
1 (e R AL AN Bfs |- S8
4
D. #A#&

Onion-—skin lesion ($RFETERARE &%) FE=X (TR EAZEMRE X




UTDHRBZERNT D,
1G4 BEE L AR E 5, — RIMELMBE R, BUES. FERELGE

<EHOHTIIN—>

[Large duct PSC]

Definite:  AMD1%i&=L.B.C.DOWLVT A 1 DU EEHI-LEZ L TR TES
Probable1: AD1%iEf-L. EZ2 TR T=D

Probable2: AD2&B% =L, EZ 2 TR TES

Probable3: AD2L£CEDDE £ Tinl-LEEZ 2 TR TES

Possible:  AMD2% @=L, N DOCHLLIDZEH L, EEZ L THRNTED

[Small duct PSC]

Definite: AMN3KRUB.C.DDETEFHI-LEZLTKRINTES
Probable: AM3RUB.DNDETEHI-L. EXL2TKRIITES
Possible:  AM3%ifzL. BHLLIID% &=L, C&¥imf-L. EZ2 T4 T=S
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<EEESE>

N XF2)ERMRET Do
DHEEROESE (BE. BSEEREEE, BE X, BAK HEEHM., FFERE. BERGE)
2)ALPAMIEER B AEME L RD2fE LU LD EE

ST K OV HEE B OBIS T 31T 5 A

1. WA ZWICHWDEERIER, AT REICRE LT, ZREE RICRBOBEN LWGEEIZE, Wi
NOFEO L DOEHNTHZE LI 2R\ (72720, Sk oi 2~ iRIERE Th - T,
RATREZR B DIZIR D),

2. IRERIATRIZIIT D BEIEEASFHICOW T, EUREFHIERDO T TIREMTOIL TV OIRETH
ST, HIL6 2 HMThRbEWVIREAEMHET2 2L L35,

3. ek, FEROBEN EROEREESFE C—EL LIZEY L nETh L0, B ER LT 5
ZERMER B DIZONTIE, EEREHRONGET S,
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172 {BRRID78—E5E

1. =
BRRI7A—EIEE. BOEAIKRIE. (BRHFELL. BERLGELZRD ., MEBETILA)KRAT75—
CALP)EDETEHEETIERMERTH S, LRBHRZELLEOEEEK LT LNA . FH S
ETL2E2BHE5E1H5, ALP DEHETICELLOARILEEME THhIER U BMNEREL.
BRDVVREMETTEHILICKY ., BRIRKILEENSIERIEND, ALP OREE THLHHRAKRIA
/=TIy EQYUEE EYRFY—)LEE -YUBD EFENALND BERBRBME:EE(SEE

EHEEEEERTHEENS VA BEFOPICIEERBARBIESEUEESEIEEREERT
RRLEFET S
2. [RHA

HBIERERTILHI)RR I 7E3—H (ALP)X O RIETNSALP) Z0—F 3% ALPLEIEFDHEEEE L
[Z&kBEENTINS,

3. fEIR
BOLAHEEELR. BRIKIE. BER. MEEHRE. SEBEOMBRMTEXK., PR, (FULVhA . SHIL
U LME, ZR. BREER. AEENFAR. EBERASORNES. ILEORHE X, mHUE.
BREEDRDHD,

4. jaEik
A FPRARGEEHIHLTT VA RRTI7A—EBRHERED RS B THON D, BEFIX
TORRERBEEOANEEHEILTOELD BERCH NETRERRBICEDUERNFAE
TABEICIIHENHFTESD, BRMNEBEEOESHEIIR T 2N HEENDLEICLESEELH D,
BEFICHTBFTONAIXERSY B6BBARTFHE THAAHEENE LD T, £ B6B DR 5EH A
%, BB TIHXLIELIEB ALY LMAEERDH . SNITHUBEHILS I LILIDERGEDHILY
O LERGHRITHONLES, BEREBELIEIAMEENELHL-0 . BREFTELZZHAT S,

5. %t
FRITFYICKYELS, BRETEEIDTOHOALGTNIEEAEREER LFIEZL2H). ZLIRRIEH
FHMABREIFETET D, RARLGEDERERDEGFTRIBRFTHAN, BARBEOCETDEIZE
B HEMHEITREIVERS,
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O ZHDHEIHELEIHE
1. BER (ST EEERSRETREER
100 AR
2. RIFDIEE
T (BERIE ALPALPLEETFDRELEH, BEEEMEVFELHBERIETETOEL,)
3. ERMLAE A %

4. REDEE
WHE

HY (ARMERDZHEEDHY., )

6. EfEEREE
modified Rankin Scale (mRS) . BE K&, FROZNZNDFFER7—ILEZRANT. WTFhhHh3LIEE
HELET B,

ME 4 R 77 58— OB B BGBL A 1 1= 2R B BR AR E )
RRMARE KRAFALRELHRFARS 2258 KEE—
(5Kt B RHEAOERKELBE QOL OFLLEBMELFBIRIE
FRftEE XRBFESL I HAREREEAHRMN HE B 6L

MEREE KXRBFERCZ—F-KHE B ZFAEAE
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<BHEE>

Definite) =X R &T 5D,

A FER
1. BRRIEEE - BEEDET
BEMXRARELTEDERRIE. REBDEWR. (HFEDBHRIHFESG. B BEH
2. A ORI (AmREDIE)

B. ¥REFRR
F-METILHIKRRI773—E (ALP)EAMBEL (EE A D EEEISEERE THHLL)

C. EEEHBRE
ALPL B FDREEE/ NN Tk

<gZWoHhT3)—>
Definite: ADSH1IEH U EZFHE-L, M OBZi#EL. M DOCHFEI=T

<BEZIE>
LUTEEDHDLELHB,
1. fER
ta. EAZY B6BBKFHE TV A
2b. Mx5EHE. £
SEc. EBHNLHERE
d. EOY EEAIILY D LGS EE

2. BREMR
ta. RPRRKRIZ/—ILTIVD LR (RPTI/BAOTOEBIZHY)
2b. MEF/miFEYRF¥H—)L55 JUBIED LR
c. MiEF/miEra) BEN LR
3d. HRIZBFEEHILL I LI

3. ZDfth

R

SEmRR
1. REE
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2b. MEFEOMFE ALP {EDE T 3%

BEIEIRICELTIE., BB RFDAFTY—
TR DL ELmiE ALP D=6 ALP {EIEEMNSH
BT 59 5 (Definite)
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<EEESE>

modified Rankin Scale (mRS) ., BE - X&. FIROZNZNDFHHERT—ILEBAWNT, WTFNHLNSLULEERR

&—;-éo

H A fRmodified Rankin Scale (mRS) HIEH#EE

modified Rankin Scale

BEICYRER

0 | EoT=KEMRMIL

BRERBRMMEBIERNELITEVVRETH
%

1 | EIREH O THEAGHEEE TN
BEDEHDHOFEBIITAS

BRERR UM BIRIEH D05, R LR
BT TUNMAE B O EBIHIRIL LR AR
5%

2 | BREDEE:
RIELIRIDFENETITADDITTIEAEL
N.BZDEDOEYDZEENMBILZLIZITA
%

FAELART DN DIT o TULV A FOFHIZHIR
FHHH. BEEFFBEILTVWDHRETH
%)

3 | FEEDREE:
SO DNEIZEDHEET M., HTIENBIE
LIZITZ%

BV a @M AL HGEIC
FNBZELEETIN. BESIT.BE. F
FELGHDMER . MMLULBEICETIZREE
LELWKRETH D

4 | PEEMEEDEE:
HITOHEMEKRIZIENTAVLETHD

BESIT. BE. BELGHOHE. ML
EICINBIZERBELT DA, FiRkarE
DBEELGWIRETH D

5 | EENEE:
Bf-EY, k2K
bt I

g

CEBISNHELRSTYVELE

BIENDIBIELELTHRETHS

6 |

SRRk

BE-RXE N
JEIRTEL

- BYHMEOI RO, BERDEENDIRELELT S,
- BE-RBERICEOHDONBEET S,

a » 0N =2 O

- 2EMICEROMREERIKEFLTLS,

 BICOE S BEFEAELLVEEDERLH S, HEEE - BREFITKELL,

- FEBMR IR OMREBERMBERE. DOBRRELGE)ZLEET D,
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% (R)

K2
1.

.01.4>.w!\>eo

EIRIZL

MEEDETLEDMRREH LA, R4 E - AR ETFICKELL,
MFIRIEZED=OIZEEDRINGEDERLHD.

FEIRGER AR DY FIZ5, HAWIEBALREDHELEFHETRINNELS,
IZEDRS | HAHNIHRMGBSHEREFRRANBE,

SEVRH AN ERENTRIEMEERANLE,

T L YE [ OVEE Sy OIS IS B 1 B R A

4 W O D R ﬁﬁ\ﬁﬁ%ﬁ%ﬂ%bf\%%%@LK%&@ﬁE#ﬁwﬁA NN
NORHO L DZANTHAELZZ R (7272 L, MM ORR 2 R RERECh - T,
RATREAR B DIZIR D, ),

- ARIRBARRRIC BT D HIEE DI OWTE, WYIREZRFEHO T TREMTO TV 5IREE

2T, EHIL6 AR TR EVIREBZEMIHET§5 2 & &35,

C B ERORED ERLOEIEESHE T EL EIZZY LB TH 508, @R ki 9

HZEMPEREDIZHONWTIL, EEERONG LT 5,
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230 &AM SR (R B (Alveolar Hypoventilation-Syndrome:- AHS)

O #%

4 s “?Wﬂﬁk%o)i%’éifﬁ &Téﬁfﬁ
fEE S EIZEEE (Alveolar Hypoventilation Syndrome: FEEA1EAHS) HIFEIDIEEHKRICME DTN T
HY. INIZFZOEXRE PR B KIEIZEE (Congenital central hypoventilation syndrome: —~CCHS) . @
F M R B SUE (& B (idiopathic central alveolar hypoventilation: ICAH), @£E:4 14 IR i K Ha SUE (R
#¥(obesity hypoventilation syndrome: —#£814EOHS)M3 DM EEMN S, CCHS. ICAH, OHSDLVF LAY,
FTELGREIIFRAGROMETHY, MEECREEE, MMNERE. WEERE. XY . WEERA.
IR E . HAET., BEGEICEEEDTIEHLLY,

CCHS. ICAHTIIREERF [CH WL TENIR M1 = FE 1L 5 3R 53 [£ (£ PaCO,fE) AN EHE L7155 i ST #94=45

mmHg’éi“l'E%é%—mnﬁgb@é%%éZ{Eﬁ’é &56;&75\&6%#90 @M&;&%

w&&%&%ws%ﬁﬁ%&vﬁ%(i %ﬁ%@#s—m?%ﬂ”ﬁ%wi 75\4:
YEEZETHY . B D REEF DPaCO,A50-mmHgll £ TH A &0 E OBER DR LG S0E

[% £ (continuous positive airway pressure: CPAP) SIS EZZ B Z{To>TLNVABIZ %b‘b‘bbTﬁ.ﬁgﬁ
031&?@%75‘5%#3’6;}: MEEHFOIMEEER FOEFHLLE-TIVS,

£ BEDTIELEN CCHSD EFH D (T EA E D Paired-like homeobox 2b (PHOX2B)BEILFEEZRL.
PHOX2BRRE I 28 EAHS D 2 IR . 8 A1l m&;r;%r&% FiEbhE  KAFRAE D HAHEAHS TIE
CCHSEICAHD S RI A HEE TH DM, PHOXZBIZEENRHONMNIE KA FKAECCHS, EEMNGITh T
ICAHERZ B SN D, Ff=. HEEEOHSEDHEAIIC %BMI&P/—/OXZB&E#EE'C%% — A7 = R AR R

—_

Hll- = R [~ 7~

BRI SRR pid-eye movement) BEAR E MEE75L . CCHSTIXREM (rapid eye
movement)ﬂﬁﬁRJ:U:BNREM(non REM) EERR B ICS E IR DN ET S|MELAH D, FREEE
lib&)&?’émﬂﬁo)ﬂﬂ§&i&( EUN CCHSO)EJZA@'HiiéﬂMbEml HHLO0, RPBEEEN DR
; &0 ICAHITMATHEREINSZENS




2. RAE

IR OFHRELT, LFERHE) . R TEERE A FEET D0 #5514 AHS T EZRHRIE
EIZEESINTIVD, CCHS BEDIFEAETIE PHOX2B BInFEEZENHDND, PHOX2B [$36
1K 4p12 IZHRIB T B, PHOX2BZEED#9 90% (% exon3 (285 20 RU TS = 8BIZH(11544-13F753=2D
K Z & (polyalanine repeat expansion mutation: PARM) THY . BHEEZEHMIZL->T 24PARMIEED 20
RUTSZVHEICA4TIZODHEZEN MO oT=1D) H5 33PARM [T FESN TV, 5ZYHI 10%I(F
SREVAR FUEVR TU—LUTNERGEDETS=UBRZERE (Non PARM) 2588 %, CCHS DIFE
EAEE de novo ZETH AN, —HIEEF AV DE X LFEEEEF DRI SDEERFIHHYELEER
BEMEEOMRELS, PHOX2B BIEFEEIL. ELVART I E. BEABREETS (FEIR. &
t KRFREEELRE) TRIL ., #iEEELEDRE LS, ICAH, #5514 OHS TIHHFEMGERTFER
BRREAESNTOELA, WThiE —BIERRLE. BRRNLECKHTHEEATIEEICESTSN
T3,

3. fE4K

HEAMEAHS TIIBRMEOREIEIFIR[EE BB (RS | FEARFFEIFR . EFFR) NEBEINTLVENE, F
iR, REZROXIN, BRORS ., REEKFOEFELGEDERNHIRT S, F-. KEADOE-BiLRkER
MfE & (TR DISHSBERRMAIZKY  FFREHS, 5T 6EFELEOADTFEERCEREEZR
BT HTEMNH S, CCHS TIXEIVARTILI YR, BEHREESRS (BRERHER . B#kES
OAER. Efp KERHES. HTFERBLE)FEIL. HRESLELRETLHLEHD, CCHS D/

RTEREDOFREENT+5H rﬁ)é& REEBFOIRIEZEFTHEHMIEMT S, EATHKRSKS
ZEMZLVICAH [, B DB FHELHENEBIER THoTH. DEZAAGER. BIRE
IREE% . REME AL ICEYERMIETEILT B Eb%l,\ HAME OHS 0 90%%LA b (X FAZE M4 AR AR BF AR 1T
REET B, EEHRF;EIE&#@RLO)HO)%%‘%??EL%—%%HE—QHS—@% EEIJO);_FODHRW&E@%
Pt JF AN 37 Tk bl ;31 « Ko R
BLARLEZLOT L. L\@“hwrﬁ‘étw‘aﬁ@ﬁﬁﬂﬂ?w&ﬂﬁ% SD%@;E’GJJ&,E*J%I &Y. CCHS M
EEMEHEREESICIAFERT 2 UNDEREER. HAL =R EEHAENISIERASTHTE
LHAHAD T, SR FITEY PR EER DI, EEROA T IR ECEEELTHET HIEILTELRL,

4. BEE

HORMUROMERETHY . REHEEIETFHEILSNTLVAEL, ﬁﬁﬁﬂF‘;?li@ﬁ#ﬁﬁ@EﬁN%fﬁi%Alis
FEERFF DA DAE THLRUNATEETHY . SUICAH TIKENITEEE CTRBBROAH T IRIKE A8
BHtHD). LHL. EEDIGEICIE. ERFE - REFXISEENDETHD, Iﬁlﬁﬁfiﬂ?wﬁéﬁf%
2. FrinSaEfGE continuous positive-airway-pressure- CPAP), AR EE(KEVIRT ALHFRE
NIFFEEEIRERMGEIR S (fnoninvasive positive pressure ventllatlon;.—NPPVM)E_&#%%u?Q&—E—@
- BYIGTREBEZT>TH BERIE. ADTRELELHIGE L. BRRE  BELGELLE
LT3 B, I21ZL . A BERTE(2LD CO, FILO—V REEICHLBRET b, Tz, HATE AHS (HIFERaR L
fiE . FRERES., EERFIIR S &Y. MREBRSARBIETLTG-RRALDEELFETLIIELNHY.
ABRNDETHS,
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CCHS wm'w;t %4%%%§<®%A i&b\%ﬂdﬁ.ﬁ’]l ANIREEEZEST 595
R oF: fEE CROREN réﬁ’c)]&ﬂ?ﬂ& H(Z&kY

1&#@1@&113&1&@&:’%11&?%1%6@):&H é%ﬂfs&‘%ﬁ«@%&ﬁ%rwﬂl FTHIEN., BIRD quality of
life (QOLPFRBEZFIZEVWTRLEETHD, ERAR#LSA S FERE. % Eﬂ%—f
JSER0M CCHS THRZEMENAHLELNL, RHNILKREVIAT AL COMREREZFIENHE
ho LEDAIFRE IE%%LT:—“M)%%((& EJZE! 1#L\ %ﬁfﬁ%&@%%ﬁ?ﬁﬁﬂ&ﬁd)ﬁ
DFEFAHHBNILEE i 5 (noninvasive—positive—p N atic
21T TEDH5E5LH5, &R 5 H B
BTk CO, 2 ! 3 : CCHSI *ﬁ%,é.‘ﬁftvc ﬁﬁ
BRIER—2 07 Thnd&5124Y, BHIC %1&?@—»#&6;*@1/\0)75;)1%75\%b;ﬁ\l HoTW5%,
F-. REICLERGIANEMLOOH 5. %

5. Fi&

HAMROKRBEDO ERWERAEITHOA TRV, EE [SEVR T AIRREERE.
ANPPV EED#MEEENEYThN I8, PROBENELND, CCHS DIFE. RHAFKR L&
UIEEIR EE(C LY, BX-FERE @%r%ﬂﬁﬁ%&&%&bw- 4ED QOL D LDi=hict HEiR

S EBLBEETHONBETED, T

O EHOHEIHELREE
1. BEH
R AHS 24K THI-15,000 A
2. BAROHIE
TBA(CCHS DIFEALIE PHOXZB BIZFEELEENFEBICEART 5, ICAH, OHS Fh s DE A
AHS TIIBFENERFEEFIEESNTLELKREZEBRTHS, )
3. MRMAE A E
RARAERA I KREVRTAIEREE. ANPPV EELGE TR MERENEITIN TS,
4. REDOBEE
MR EEES D, COHS- DIFLA
%ﬁMEﬁﬁd)ﬁégﬂb\z\ET&é
5. ZME%E

m—%@ﬁmno)&r ARDLENEICEY I REEIEEE D EEITY,.

O fEHiRMHT
HR MR B BRI R B RBIGMMTRFEE s MEEICB I S EME
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<BMREE>

a1 AHS li1)9&9E1$¢$E1$15:?§1rﬂiﬁ¥(CCHS) 2)##%1&'431‘[1&%}1@1&?@1 (ICAH). 3)#Eait
R fEEC 2 SO A5 BF (OHS) (D (R SEE EELHOOIDMNLRHAN NG N EER
HERBRTEET 5.

1) & R P IR E R RE (& EE (Congenital central hypoventilation syndrome: CCHS)
Definite ZX & LT 5,

A. JEIR

MR ERE R E (CEIET SR, KIZDH S
BV ART VTR, BRESERETS(FEIR. . KRRHESTEOBEHBEROERSE). #
REBLGEEEHIT I ELHD,

B. REMR
1. ERPEE
UTOWShhEiE-3 EREERBRIAERIND
a. PaCO#H AW IR B DR LT F=FMERIZK PCO)A 55mmHg A T 10 LA EHFRTS
%,
b. PaCOHAWMIKBDRER XL FE=IEMPTRMER PCOINREERFINEAL L LL B L TRERR H(C
10-mmHg UL E EF L. 50-mmHg 28X 5{EH 10 UL LT 5.
c. ZLERMNo-/NRIFHEREFRE D 25%% %%BIZHVT, PaCOABHANIRBDFER X TF=
[FESHRK PCO)AY 50-mmHg KYBWMERITEBRSREHIELTHLL, ZREREFZELTHR
FRER AR (1 1B E A NIL A &9 5,
2. EEMREMRICKAIRE T CRIRDRESRH#LIGE)
BEAR P PaCOX$H AW IRBE DR KE X ILF=IEMERILEK PCO)ESEIEA R TIHES . BEEES
® PaCO, {E-45-mmHg LA E TR ATREETH 5,
3. (FEAEDERFIT PHOX2B EIGFEEZENFET 5.

C. #ERIZH
LT %R TES,
thDIEREES, EXHEES. ZEYER. WEERLE

<sHOhTI—>
Definite: AR U . BD11LLLE 2R U 3%ETEI=L. CE{s T=5

<SEZRHE>
AEEDERELT, 2023 FETIZEEHIZ PHOXZBEENZHDOWEIER | THo=M. TNDE.MF
EAEDIEBIT PHOXZ2B BIEFEELEENFET S I1ESNDLOITH-T=,

<EEESE>
UTOEEESEEAVTEERE I ULEZRRET D,
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<CCHS> SEVRT AR, SHREMBERTINPPV) S
I BREEOHDE

I REFREOH. BEF—H B PEMHAYE

1 ZERICAVWTHRFEEUES U BT EANE

MKERIRR—S VT A RISRER 1A FF==- ML,

2) 8RR ERMBEIEEE R (idiopathic central alveolar hypoventilation: ICAH)
Definite &2 U0\ Probable Zx % &9 %,

A BREMR
1. BRPBREICIYVUTOWNT WA EHE- T EREEEBRIIEREIND,

a. PaCO: (& ERE DR XL HEIEFET IR PCO,) H-55-mmHg ZHEZ T 10 LA LF Y
%,

b. PaCO:(HAWIREBDREE T FELIEFERIER PCO) A, BEERFHMEAGIE LLEL TRERR H(C
10-mmHg UL E EF L. 50-mmHg B X AEN 10 L E#HHGT 5,

c. 3LRNS/NETIE., HREEIRFFRID 25%F8-12H VT, PaCO. Bk PCO:(HANIRBDER
RIFFELIEMETFER PCO) H-50-mmHg KYF LY, BEMZEEEL T, HEEIRFRE X1 BREZE
AnFared s,

2. RERREMRICKSRE T ERMRELNRHTZS)
a. REEHP D PaCO-fEA 50-mmHg LI E T, WEDEEER ML E DEERIFREZAZHONS,
b. REEF D PaCOAEAY 45-mmHg LA L T, REDEERIMAELRE QERIFRIEENZRHLND,

B. EnFHHRE
PHOX2B &I FEEZEFFBHIILY,
Ccc. #hlEgH
EREAEERIKOILGERELTUTERNTES,
fiEEPSEEE. MMERE. WEEER, EMER. KR HAOET. BEGE,

<gWHOHhTII)—>
Definite1: AD 1&., BEHLLIXCE =T
Definite2: AD2a& ., BHLLLIICEET-9
Probable: AD2b& ., B3, LLIECE -7

<EEESE>
UTOEEESFELZRAVTEEE I ULERNRET S,

<ICAH> SBFERIOM PaCoO,
I HEEHh PaCO, 45-mmHg ki
11 B2t PaCO, 45-mmHg LL_E 50-mmHg ki
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11

EHEEH PaCO, 50-mmHg LL E

1\Y% REAIFREENDE
v AIREENREDOHGELT . —HTHLEPLBE
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3) AR SR R R AE (& Bf(obesity hypoventilation syndrome: OHS)-Z514 OHS
Definite ZX R ET 5,

A. BARTR
EENFET S,
A TIE-BMI-30-kg/m? LA £ /NE TIE-F#e-MERI THFFBED 95 N—EU 21U E-ET B,
B. REMR
1. RERNBREMRLAUESUBERIGHE
HiRSEISE (CPAP) JAEZE1ToTH. PaCO, {E

HEERIZ PaCO, 50-mmHg L EAFEZRSN TS, Hi R
HY 45-mmHg LA 2B,

2. BRMPBREICKYLUTOVWT A EE-TERREEERAIEREIND
a. PaCo, Z(HANIRB DB R X T FEIEMFRIER PCO, )A 55-mmHg Z#BZ T 10 5 LA L35
T3,
b. PaCO, Z(BHDWMIHKBDORR XITFE=EMER[ILER PCO N EEERHMENI & L8 L THEAR S
10-mmHg LA E ER L. 50mmHg 2B A HEH 10 DU EHHT D,
c. FIEA SR (FHERAREFRN D 25%%EBIZEH VT, PaCO, Z(BHBWIIREDFEKR XL E1=1E01E
KUK PCO)AY 50-mmHg LY BWMEEITEBRSREFIEL THLL, BREMEFEE L THREEIREFRA

& +EREEIFEEEANER T 5,
C. #ERI2

BRI ELRREELTUTZRNTES,
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ERECPREEE. MMERE. WERE. EYER. MERE. HHET. BHEICLoTERAED
ffifh iR T B 5 . BEAN O FE S AR M AR (K SR (ICAH) 3 A UMEE R 1 P IR R RAE IR #% (CCHS)

<gWonhTd)—>
Definite: AEBD 1 RUBM2, CE I RN Timf=9

<EEESE>
UTOEEESEZAVTCEEE N L EERRET S,

<EEAMEOHS> | Ft KBS E(CPAP)AE R

I HEEh PaCO, 45-mmHg K

if HEEF PaCO, 45-mmHg LL_E 50-mmHg ki
il HE2h PaCO, 50-mmHg LLE

v NPPV A\AEE

ST K OV EE B OIS Z 31T 5 A

1. HRLAZENCHAW D ERFER, AT AT L <, R LICEEROREN WA, Wi
NOREO S DOEFANTHE LI 2 e\ (7272 L, YR O 2 R T BRRIEIRE Th - T, R
ATRE7Z2 B DR D, ),

2. WRIRBRLERRIZ I 1T 2 EIEE I DWW TR, WEIREFHEHO N TIHRBEPITONL TV HIRETH
ST, HIE6 AR TRLEVIREEZ ERHET5 2 & &35,

3. B, SEROBREN FFEOEEESHE C—EU LTS LBRWE TH 508, mFERERZ kT
B2 ENRERSDIZONTIE, EREMRORNG LT 5,
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304 %54 FefE B im B 14 Rk B R

1. =

EE (40 R CRET HHAIMRBTHREST XN CRRTHADRTHREDSE, mAINEIH
BEANETTAEBEMEREMAIME R EHEE L TELA ZEAMHELOENNBT LEES TEA
Mot=, T TIEMHEICHEAZMMNITRADSSOERMEHNMAONT -, FEREHHRESISECTREE
EFARESNTNSIE, BAMDONRA T, IR IEES. SME. & BHEVMIILRREIZEDLDE
BREEVSBRAAZHAMAONT =, IBE BIZFEDBEENDLT DBALMNTSN TETL DA RREREAIC
[FESTULVEN, BRMICHRAE ., EITLRAIEEHE - 55L000ERRLGREEEED, KRBT EE
REDPHEBEDENIREFTOABEECKRELXEEERT  FARENREILTHY RPWEES
DELETDH-H. KEEOREDRACEREDHAKIEELRETHD, CHMEEITLEDOV-EE
(R 2CA AR

2. RE
EEREVEAMRETHBOREIRETATHLIN, RED D FEGRFOESITLY, SFETFL
BILF (ACTGIEIEF. CDH23BIEF . COCHIEIGF . KCNQ4BILF . TECTABIGF. TMPRSS3 &R
F. WFST &InF. EYA4 5EIEF. MYO6 5&ILF. MYOI15A BIGF. POU4F3 5EIEF. MYO3A iEIEF.
MYOJA BT . MYHI4 BIEF. TMCT BIEFHE) DESMBALMIHE>TE z, LOLENSRIERKSF
[CEALTIE T LEBAS M TLVELY,

3. fEHK
() TRAME DR
EEREOHEAIMEORSHEE HEDEEIBENCSEETHRATHD, BE, PFEHIETH
FELZEDEETL, MEIEFEHTE- 55050 ERA TR BT LS,
_(2)BEHEIR
HEEDETITHWER., HDFEVNVGEDHBEEREZEHT IR L EFOEEFETIERLY. 5D
KEEEBLELEB WY TEEENH D, Ff-. WFST EEFHABEST G TIEIHICHEECRAEEREE
{5 Wolfram like syndrome Z29 3158 HH 5.

4. BEE
(D AEMEABREIHEISINTEST  EAICIS L THERHAVIAIRNEIC KD HEEN S ERMIZIT
HnTLS,
(2)BHIETLE-SEICIEAMRTHELRFICEIBRRERATOSNR, MERE., KHEEE. 4

SVBEIGENRALLNTVSH, ZORICETHIE T VORI REFRATEENEERETR
HITHS,
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5. %t

FIERHCRRE., EITOREEGICI>TELS ERDOHEFHFTELRVORADEELS Y
BERY, BEORFAMABEAKREN, T AEFOCAIREDRRET O TLEERAICEGLEN
1=8.Q0L DETEHRNGN, SHICHEHIEICLSAZ2=7r—aVEBEICLY ., ORI I EELS

BlEERHLND,

O EHOHEICHELSIF
1. BER(SHTEENERZHRETREER
100 AR
2. FIBEDOHE
FN:
3. MBHIAES
KRN s ATHRELE ORHERE,)
4. REOEE
DE (REIThi->TREAESE. HEVEETTS.)
5. B
HY FARIHEROBHEERY,)
6. BIEENE
BALALICEL-EEENET. BESBEU L ERRET S,

O fEmER#HT
M A RREESICEY SREFRIL
MERKRE EMNKFEFMAIRERFHEE FHEZER FHEXE—
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RS TE Definite 23R ET S,

%,: =s

= K -

1

{Ha. 40 BEREBEBTORENZLEMBTENREETHERINLOD,
BEAERRICLERKBEABTOHBRELY . MEICHEIBREMBRENREICEITIHEERED TS
fiE1% 125Hz. 250Hz, 500Hz, 1000Hz, 2000Hz, 4000 Hz. 8000Hz M4 EK#IZ4>1=Y) 55 mKRE TIE
20dB KRB THAHAZENBHLNEE>THEY. MESIZHESEE A DEALIL 55 MLRIZEROHLN S, LI=AY
2T 40 BRETHELHIETNIEEZMICIEMEBLUNDERICLDLDTHEIEEZ DI ENR
LTHD,

(2)b EFRMDOREHLWIBRZHBPOETHERTELD,
-HAERBRERE. 1RFR2.SREERE. EREZOVTAL DR RICE VN THEN LRI E
MEIBATESEM,
-EREBRRICTEEMBTENOREZETL. REHAMPICHBEOETAHLIEMNFIHATEL
D,

2. Bl TCOREHIETHS
mROREHEAHY . REEATEEZEULOHETHLLD, MAMEEEXEISHAIA RFLREZ
R EVSEKRTIEAL AAIRBERLVIERTH S, LI > T, mAIERSTHET-ADOAH M HEST
THELSBILEEND,

—(1)B. BEEFEHNBRE
E%%uo)ﬁ%ri LT r&;’ﬂ*%%I%#_J'u‘l'wlﬁlngh%b\ﬂmén’cué
- i + IREETIS-ACTGI BIGF. CDH23:E1E
¥. COCHE&EEF. K0N041,a1z:¥ TECTABIGF. TMPRSS3&InF. WFSTBInF. EYA4iBIGF.
MYO6EIEF . MYO15A BILF . POU4F3EBILF . MYO3AEIEF MYOJAEBIEF .  MYHI4:EEF. TMCT
B FOEENAFEESATNSEH/I/N) T

3 [EB LS
JoRESEE:
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NEMDBEFEEIHEN/AN) 7 U EAREESN ., MO LEROFE D EERFE-IEG LRI LT, MNEH
MHIELIELGDRETHY . NAEBETHILERDIENZETH D,

BE.HARMOERLEZKRERAELY . FEGCFEEQORFEHNN\)T7URNIILHEEDLOHLEIEE.
IR S SR (NS TE BRI D 0.14% ~1.9%IRETHAENEALNELE-TINS,

{2)C. HRIZH
BRI DI E FARA S TSP TS D HEE
BIZ (THFEESRE T 4000Hz DEMELFZROLMAIMESHHEE. CT RETREEEHIAZOLN
SRl IME LR EEMEROERENALHGEFIMEHEE. V1L M UKl ERZFS2MED
AWV RABEDBO LN SHIREAIEF AR AL OIER
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|o

<gMmohT3a)—>
Definite : AD 1 R U 2% =L, hDOB%imi=L. CERIL T=5,

<EBEEESE>
UTOEEESEICEVTI(EEH#E) U LEERMRET D,

i
25dBHL XK (IEH)
25dBHL LL_E 40dBHL K (SR EE S HE)
40dBHL Ll E 70dBHL 5 i# (Fh S5 EE S EE)
70dBHL LA_E 90dBHL 5iif (75 B 5E)
4 90dBHL Ll L (EREHEE)
%500, 1000, 2000Hz D FHET., M AHARVLE (REEE) DfE THIEA,

i}

B

ool\:—xo}ﬂll]f

SRS W LY N OVERE FE /0 JE OIS 12 38 1 D A

1. Wit2h _%wéﬁﬁﬁﬁ\ﬁﬁﬁﬁ%mﬁbf Ik
NORHOLOEHANTHZE LI A2 (2720, Y
RATREZE H DIZIRD.).

2. IREBIAEIZIIT D BEIEESFHICOW T, MURETFHERO T TIREMTOIL TV OIRETH
ST, [HiT6 7 H M Thed VIR %EEW#IU?#% LET D,

3. B, FEROBEN FROBEREELSIE T EU LY L2WETH DN, @EERER LT 5
ZEPRER L DIZONWTIL, ERERONG LTS,

JLHE FICEBROBEN R WIEAIZIE, W
LRI DR & R T IR IEIRZE CTh - T,

'EMH _Cn
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337 REVARFURIE

O HM=

1. &

—REVARAFUREIXERETS/BRABMEEED—RBTHY. AFFTVORBMEMTHLHRER
TAVNMAPIZEETDELICKYRIET . RIEBEROEHEICIYIFEILHY . WThiEREARSE
EHEREETHD,

REVRAFURIE [ BIELRAFA= B EREER(CBS)RIBEEIEL. M AFA =V #IBI2 LT 5%
ERTRARI) =T DORFEREESNTNVS, DR ([FONSIURBHRI/N53D C(cblC), MEFZE
BRBMRAFLOTISERDERETER (MTHFR) DR EICER T 2D HERIARI—=250
HRHERBTIIEV, £ S HICHBETOMREICKIERNHEREL. REICKYERER . BBEK. L%
EENMDOL, BEERECEISVATRLGENREREZELTITON D, FICIRIEIZ LS B HHEN L i
RURHIMFTRETRRLET D,

2. [RR

—CBS FHREVRTAVUNOVRAFUEERT ARBEBRRROERBERT. TOFEHETICKYKRE
DRATAVDERT B, REVATAVIER—IN—F X HARICLPME RN KR MIEEES 2 HE S MRE
DERAERD BBIZHIREVRAF UL REVRATAUDEAEFTHY. RpICHMEN D, EFELI-R
ELVRTAVIEEAFIVERRICEYAFFZUAEGHEN., [ B (CBS RIEJE) TEAFA UM EEEL
%, Fl-. INEHEBELTHERTRRY)—=U T #E L TLVS, CBS RIBEICIIHERTHHE SRS
Y B6 DAERSICRETILEMFEDORVNIAT(EFZY B6 RIGE)AHDHM. BRATIEHTSH
%

BAFIMERBRICIEANIIVEERORBDVESLTEY . Th T OBEREE (cblC %, MTHFR) T
FHRESRTAUDOAFAZVERDEESND, I EMBTERESATAUNEET IS FERT
ARG == FRRBEIZEATF AU DMEEE RS OB TR E A AL,

3. fE4K
REVRAFURE I BTIEUTOO~@FEEFEKET B,
— DO IREREREE MAUES. TADA. BEER (=Y FI)T(EE. TR, M15D74L)
QEREE . BER-VERE -QIEE - IBRLGE I T7UEIRRERAL, BHEE
QHRELR : /KRR EI (BB TIL 10 B ETIZ 80% LU L TKRBAFREAZET ). FAE
@MERES : BEARMASE . FZEAAE . X2 ERIE
HEARDEGES. /NRHANSLERED. @.ODERERD . BEHNORAIZ@ERIET 5, BAER
FEGIZER BT ADEHERTRRY—ZU 7 EAR(1977 FLRT) O 40 A LLEDREFIOFHAER TR
AP == T EFTYRITTEBITH S,
FERFEBRFNABRRIEINTE RABICESBETORRESRATAU DIV MA—LICH#ET HIE
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BIA S FEAAEIK . BAERE (BH) . MAREFOREICEELBL TIEZISLENH D,
REVRAFURE IR TEOMARESRAFUICNZ, MHAFLIOVEO LR ICLEHETR, IE
[EHEECEARBAHEROERHREENGEMBRERZFIENFETHS, LTOD~
@DEETEERET D,
OmZEEE Y RHOBMENREET. AEEMA R, /NEAE. KEIE. (TLVNWA FEELIRE
DEEETILRIT. FEBERE. ERCTHOERELGE DRFHER
QRRAEIR : IR CEMIREMRICI OB NES
QmERE  BERFKIEEM ., 57k, RMmEkiEd
@I AESE PRI FREFAEAE IRAE . FHZRASAE , MM MAR EARIE R E
REVAFURENE TRERRZICIIPRAREENMOYEELRREEEZ T ULTD (1)
() ZEEREKET D,
(D #iEEE LY RAOFHEH R EET. KEBNMA R, NEE. TOWhA FEHLUBROERE
BITIOKEEE . HTIEE. (TUVhA . RIEEMHIRES . BERIE. fE KAE
(2) MA24E - FEHALR O D ME MARAE ., HEIEREE

4. BEE

INRHR - ARIZER DT MPHREDRTAUEE 50U mol/L U T TEET S, HIERTRARY)—=2
JTORERRHIEL. BERDIBIZEHLTAETSIENRBTHS, I BTEEBEEREZAFA=VER
FIBR) ISKY ., MMAAFA =V RESE tmgIme/dL L TFIZRD, EA3ZY B6 RIEEICEWLTIFEUFFI D
REBREETS, I-IETEBITAFAUHREISIBELLY., IRTEEROF D a/NS3Y TR TE
RELROTH) VBIGEENBEUNTH S,

EDRBIERRBROHANCENTEIANA U (HFDEERAERER. 2014 FRIPER)EHATLHIIEN
ZWN NI UNEBDREVRTAVDEAFIVILERIZEY  MAPRESRTAUEMNMET T 5, 2014 £
~~2018 EDTRZRIFAETIE 48 FEFINZ RSN . IR G HIRFRF D EER D P R{E(E 20.5(0~0~46)F . AL
ANEBINBFHE SO,

REALBEQOHTEEGAFO—)LITH L EEITEYAFAZUREIILI BFH/RIILY) OAFSE
SUBRETI/BMRCENER) ZRV-EBREENVETHS, HRABICERKIE LN ERES DR
fE. PR HEIC KD MBES FFDI RN EL M EEE D ELT S,

5 %t
I REHRERTRRD)—ZU T DEAICKYRERCABRNGEINBEICIEMHB TR, £aPRE
BARNCHELTHELA, AABICOVMA— LR B EGDEFN S, MARTE X BEHISALAIC
BoY, EELEHELERFRERATTIRFLEL-H. £ EZEL TAEERGET ILENHD, I
RIBREAREFID 1/3 FEGFETRTHY . ERFLED TRREARLHBEZNLSVICRERIME
BREZET DB EHFERRAICHTT IEFNINSHEAREFE CTIRIEVERRIBZED DN hiR R UK
HREENBEEICLLILEFETRTHS,
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O ZHOHEITLELREE

1. BEH
- 1 & CBS RIBJE: #9200 A
- T &:100 Ak
- & :100 Ak

2. RIRDHEIE
THEREOETECTFHAERLAEZENRRTHLN . ALEGFEECTHLRFEBEMNCEEFHH
BILE  RIFDHAE . RENRBEATH LA HNELY)

3. RMIEEAE
KL (BEEE.  EFSVHRBEELE OEREDHTHD)

4. REDOEE
HE (HRENLTEMHEEETIENEKERHOEREZET D)

5. DA%
HY— (PHUPER DB EHE)

6. EIEE LA
ABARAERRHEEZRICLIAERERHMESEDEEETMEAVTHEEULERRET S,

BARBHEFRERDSH AL EESHAFREE BAILEBRERRER) [FERRI—=>
URBEBEOERNBRBIEH T HEEITHI- BB RAEH OBHET HHE I

FRREE BAKEAEHR KE DAL

FEBHE BIRREELEEERL S— SERE REES

HAERMEFAEHE BAMEEERLARERBTSIBELOAN)—EFEAL. FERTRARY—
SR RREEDERGFEEEZERBL-AMNSAVREICAITI-IE T REIHBIZE
MARKRE REXFXRER B HHEM
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<EMREE>
Definite X% &9 %,

1) 1 #/(CBS Xi84%E)
AA. FER
1. SRS, TADA BRER =TI T/(BEE. FL. N5074E)
2-2. JVIFUEBRBEFRARGEGER. VBIKIE. BIZE. B, M2, A REEE)
3-3. KERIARRRE
A-4. MAEHE GEEIARIMAZSE . FEEARAE . AN ZEMAEG L)

BB. &R
1. M AFA = E{E: 1.2-mg/dL (80— mol/L) Ll E
2-2. BREVRATAMSE: 60— 1 mol/L KAE
3-3. RBPFREVAFUHEM - GEE ERHEINEL)

C. BIzZHRE
C1. CBSEIEFOMT7UIICHEERARTEEZTDD

2. VAREFAZL B EREER(CBS)EMHIE T : KIS ARIC L HIEE KIS MRS flifg . RAEM A SERERL
EEE)UNFRERAVTEREEZAET S

D. SRk

UTDHREBZEENT 5.
AFAFZUTTIVMNSDRTIS—ERIESE, FEE . AFH U alBRRIGE. REVAFUIR
EIREUEICME

<gMohTIa)—>
INREAR U R AN BAREF DIHE
3%

Definite:
~1:ADSB1IER UL EB-1RUB1 N DB-2
AzEEL. DOSHHER LI EHR-B-1 R UB-3&EEZ L TRILN TES

=Definite2 : AMSH1IEEEH L EEB-1/MDB-3%FE-L. DOEREREZL TR TEZS
Definite3: ADSH1EB U ERUD-1NDC-1%ET-L. DOERIFEEREZ L TR TED
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+Definite4 : ADS5 11 H KL ERUD-20DC-2%f-L. DOEAIEEE L TR TED

HAERIYARD)—ZU T RERERFLGE TRIERFICRESNIGE . COBANT REREBZRIL.
TROWT A ZEFE L=t D% Definite &9 5,
Definite:
+5:B-1RUB-21M"DB-2%#-L. DOEHIEELFZL TN TED
+Definite6 : B-1+2UB1/H"DB-3
~Zeimf-L. D=1 DEAKREBZETHRINTES
=2

Definite7 : C-1%jif-L. DO RIEEEF L TN TED
Definite8 : C-2%jiif-L. DRI ZEEEF L TN TED
2) TERQNFIURBEFIE cblC)
AA. FER
1. EREE GLYRAOEMESREET. REBMAT R, /NRIE. KEEE. [TLWNA, ZEHLL
& DERITIERIT. FEMBEERL. EROITEBOERELGLE DOBEHEIR)

2-2. BRIERGRIRIE P RAZEZEMRICE DB NES)
3-3. MREE (EFRFIKIEE M, FHIKiEL . RAiskiEd)
A-4. MigdE GAMERBEEIERE . MERE . MR ZERERE)

BB. &R
1. MApAFFZURIEEFE=XIIEE : 1IE & ERFH : 0.3-0.6-mg/dL(20-40- £ mol/L)
2-2. BREVATA 2 MfE:60- 1 mol/L KA E
3.3. RAREVRFURUBIUFEHAFILTOLEOH#MIES  EBEITREINLL)
44 MHBPFTAEAZILAIL=F2 (CI)DLEMD, C3/C2ATREX=ZIIAHIV=F2/TEFIDIL=F
VDL

C. BIFHERE

MMACHC BIF D@7 LIV ICH e LB ETEEZEDHD

c
D. #RIZ2E
LUTDOEBEENT D,
REVRFURIE I B RUESFCIME ERIY B12 RZEMRICERR ZIE

D 'EEE‘%— P“?E@%%
L AMMACEH O S l= 2 MR 71, )1 | — kBt als 4 T I B A 29 4
T G138 I 7 % 2 Ao 770




<ZWOHhTI—>
A RPRVEFUCFERALURERE DEFDIHE:

F=L{=1D% Definite £F 5
Definite:
=1 ADSB1EB LU EHE=EB-1, B-2RUB2H/1DB-3
AZET-L. DOSEHEBLLERI-B-1 B-2RUB-4ERIKEEZ I XTI TES

=Definite2 : AMSH1IEHB LU L RUDEB-1, B-202B-4%i#-L. DOERNKEEZ T TR TED
Definite3: AMSH1IEB L EMNDCiHET-L. DDERIFEEZT NTKRINT=D

HERTARD)—Z0T (MR EDHEEEE) XERERRGETRERKICRRIN 58 cOER

Definite~
= 4:B-1, B2RURUVELYB-3%Hi-L. DOERIEELFT N THINTES
-~ Definite5:B-1, B-2R U RUELUB-4%jE-L. DOERIEEEZ T XTI TES
e D1

Definite6: CZiiif-L. DO EAIKEEFIT XTI TES

- 136 -



3) M (MTHFR R18%E)
AA. FER
1. iEEE GLY R OBHEESRKEER. AEEMAT R, /NEEE. (TWOWhA, FEHLEOESR
RITILKEEEE . HITREE. (FLVNWA . RIEHEES . BEKE. EKXHRE. )
2.2, MmAfE (FELEO DM E M. & FHERERE)

BB. REMER
1. MAAAFFAZUIRIEEFE=ITEE : 1IEE EEFH :0.3-0.6-mg/dL(20-40- ¢ mol/L)
2-2. BIREV AT A MYE : 60— ¢ mol/L YA E
3-3. [REFREVRFUHM - (BEIERESNELN)
A-4. FREAFILIAOVEEBE#IEROHG N -sER RS S RGN

C. BIFHRE

MTHFREBIEFOETZUILICHEERERTREZETDD

CD. $ERIZH
UTDEEEERNT S,
REVRAFUREIBRUSIU IR EAIV B2 RZE. EBMRZE

<ZWOHhTI—>
A RPRVEFUCFERALURERE DEFDISHE:

Definite:
=1 ADSBIEBRUEEREUNDOB-1~4NETEiE-L. DOERIEEFZIT TR TES
=Definite2 : AMSH1IEB UL E RO N DOCEET-L. D=1 DEANEEFIT XTI TES

HERTAZRD) =07 (MR EDOHEEBRE) NERERFRGE TREKBRICRESN-5E CORM

Definite:
+3:B-1~4NETEHEL. DOEAKEFZT N TRINTED
.P—1

Definite4: C%iiif-L. DOERIKEEFIT X TR TES
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<EEESE>
ERENHEBEDCEEE M (BAERRBEEZR)EAVTHEFEEULENRET D,

ERERHEBEDOEEETM(BEAERNHHEEFR)

Qa @« o o | T o 9

o o o @ |0 & | T |o 9

e o T o 9

o @« |0
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