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33 ALY -VIUR)IEREE
O W=

1. 8=
a7 )L - R )VIEEEE (Schwartz—Jampel syndrome:SJS) (L. B4 . BN B ERXEMHEEEELMS
N.ZSAP=TEREE - FRBEEEHFOSECHEET HI EGTRIIENEENWENFTHSLN. BE
CELICHEEREBENETINDI LN H D EEEAHDRFED-OREBRIIFP/NELGY ., OFRLET:

##%E@##@E’J?NE%R’&ET%)O BREELLTE 1&%5 ‘bjCEEIE”O) HMEFLEEMNEBDHON S =

£ Bl

AN % v N4+
—SA =T EFHDMBENENSRREEITA . KAREBDIA T EMOIA = FTHRELIELGD
BHEET 5.

SJS [F+-1997 £ (Z Giedion 5 J:U rii;@»:.%—zabrm 1B, 2 B FSh T = 1AL
EEp %A BRI S R B - FRIE IR R FShf. 3
L%Hﬂﬁﬁﬁ’ézj'ézZ *"(i Iﬁ.rf(i leukemia inhibitory factor receptor(LIFR);a{z:?B"{El FBERFEEL
% Stuve-Wiedemann JEIRFF LR —PHRBEL T RSN TINS, 1A L 1B FEEEICLELNETHAHN A
BLEXRD FH#H L IRETEREZEDLE T aTIVY - VORIVGEIRE LT HEN— R TH D,
ARTEEF-REEENHEREYETLTCEOONSEFLHESNTEY . S LOEELGHR AL
ZABDNTL D, Ff-. HEIMEBIE MR E B KB IF (dyssegmental dysplasia:DD) DSLEERTH S
Silverman—Handmaker Z! (DDSH) [&. ANSUBRBETATA I VAL THE/ A=AV DFEERBIZEY F
ETAHCENFMONTULNS, SHITIAE, BIERITHS Rolland—Desbuquois E! (DDRD) IZH LV TE HSPG2
BEFEEZFILEHILBESNTVD, ChoDEREM D, SIS ZEL HSPG2 BE:E B RIfEE LE
L= RBMARI NS LER AT HRREME N TREEIN TN,

2. REAE-

—2000 FERIZAY, SIS ARERIENNSUIRBRTOTA I VN THDH/S—ILHh(EZO—FF 5 HSPG2)
BEREFOEREECTHBITLYELLI LM RSN FERFF oM ELG ST, =LAV FE2F
YT ZAF =2 %[ FHRFEATICBV T EFILA IRTS—HERESE IR ELOICEEL
DFTHAIEDFINE=A RIEOWHFERHTHERIN TS, LH L. AFEE DRI O £
(FEH T2 CIFEREBESN T,

3. fEIR
— R AEE (I ZLDGEHERICITASITEREFZLTEOENA . ALRHLE(CEERED.
BT, BENELE D BREE CHOBFRIEICSEAL A S3BEL LI A =T HERN R LI
BohELD, ZLIHMREFTICZHEND, EROHBIEFICIFBEAZNHY . B-HREEEIHE
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BEEADRBO-OREEBRIEP/NERY OZ RO REDLSEEEREET 5, HD B REFHIN
MBICEBIA =T ELBRREZEMERET D, AERBTHESINSIFA =TI IFHME. 25 HICHIEL.
ER L TIEFRIERICE S REME (complex repetitive discharge) EMEN DFEIEFTRZ TR Y

BREBELLTI/ESR. KEHOEMNGE, SHOREEHELTLENRDHONS X BATRIST
TlE R T4, BIRERK, BRIREBRGENROHONDD . Bif-BRIHRREENARSAELF
I BRIMERBIEELLTCREMICESALEBDHOoND, KEBEHEOEL T LR, AREERE
BHEETEIENH D,

BEE
SRR D ECHBENEMERE . RIBFEATHEILL THEN VR,

P&

ESHEELTHAEMPREALRMBIFTH DA, HOFRINECEEREDNH, k&L HICH
BLEFPENEEENE N H D, EHEE LT, /MREE. BRE, RHR. RIREL EDRAERD
Ho-HoNDED, BOE, BUENFLEONFHRLLELEEHIOE/HSI CLAH S,

O EHHIFEICHELEHE

1.

BEH
100 AR (BFRMEIZ&LB)

- RROHE

RO GREFERBTRESA TN, )

. HIREERERAE

RS (RABEEMFEILL TLVELY, )

. REOEE

LE(BREKICAEEFTHELNESTEINDG, )

HY (BAMBZEZR RV NRHREPERRZDODMELEELHY,)

. EEESE

Barthel Index ZFLVT. 85 ML TZx&RET D,

O 1A
IFmAOABFHREICEYT SREMEIL
MERKKRE RAKXFXFREFRVEHRGEARZE B FAER
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Definite, Probable Zxf& &9 5,
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A-1 RS rDHFT ) —
-Defini
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@CC. BIEFHRE
HSPG2(IN— VA ) BInFICEEZRDH,
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Definite 1 : A-1FE7=[EB-1, N DA-2%5RH . MMZ TB-2F = IFCZRH D,
Definite2: A-1F1-[EB-1Z:2%H . MA TB-2F = (FCEERH D,
Definite3: A-2% 328 INZA TB-2F-IICEERH 5B,
Probable: A-1FE = [IdB-1%52& . A TA-2%EH 5,
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22



HHBEHRENEERELIHZEL HEH=0 . BRRFERVBEZHIRESZHICERLL D,

<EEESE>

¥ BERY T : Barthel Index
85 MLUTZXMRET D,

BREAR R
Bi. BMELGLEDEET. BEMNRHERNICE~NKRZD 10
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TAVNMAPIZEETDLICKYRIET . RIEBEROEEICIYIFEILHY . WThiIEREAREHE
SHBREETH S,

REVRAFURIE [ BIELRAFA=Y B EREER(CBS)RIBIELEIEL. M AFA =112 LT 5%
ERTRARI) =T DORFEREESNTNVS, DR ([FONSIURBFRI/N5ID C(cblC) . MEFZE
BRBMRAFLOTISERDERETER (MTHFR) DR EICER T 2D HERIARI—=250
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EENMDOL, BEERECEISIVARLGENREREZELTITON D FICIRIEIZ LS B HHEN L i
RURHINFTRETRRLET D,
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%, Fl-. INZEEBELTHERTRRY)—=U T #E L TLVS, CBS RIBEICIIHERTHHEAS
Y B6 DAERSICRETILEMFEDORINIAT(EFZY B6 RIGE)AHDHHM. BRATIEHTSH
%

BAFIMERBRICIEANIIVEERORBDVESLTEY . Th T OBEREE (cblC F,MTHFR) T
[FHRESRTAUDLAFAZVERDEESIND, I LMBTEREVATAUNEET IS FERT
ARG == FRRBEIZEATFA U DMEEEZ RS OB TR E A AL L,

3. fE4K
REVRAFURE I BTIEUTOO~@FEEFEKLET B,
— DO IREREREE MPUES. TADA. BEER (=Y FI)T(EE. TR, i15D74L)
QEREE . BER-VERE -QIBE - IBRLGE I T7UEIRRERAL, BHEE
QHRELR : /K R ARREI (BB TIL 10 B ETIZ 80% LU L TKRBAFREAZET ). BAFE
@MERES: BEARIASE . FZEAAE . X2 ERIE
HEARDGES. /NRHANSLERED. @.ODEKRERD . BEHNORAIZ@ERIET 5, BAER
FEGIZER BT ADEHERTRRY—ZU 7 EAR(1977 FLIRT) O 40 A LLEDFEHIOFHAER TR
AP == T E=FTYRITTEBITH S,
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BIA S FEAAEIK . BAERE (BH) . MREFOREICEELBL TIEZILSLENH D,
REVRAFURE IR TEOMARESRAFUICNA, MHAFLIOVEO LR ICLEHETR, IE
[EHEECEARBAHEROERHREENGEMRERZFIENFETHS, LTOD~
@DEETEERET D,
OmREE Y RHOBMENREET. AEEMA R, /NEAE. KEIE. (TLVNWA FEELIE
DEEETILRIT. FEBERE. ERCTBHOERELGE DRFHER
QRRAEIR : IR O MR EMRICI OB NES
QKRS  ERFKIEE M, 5Pk, NMmEkisd
@i AR fE PRI FREFAEAE IRAE . FHZRASAE . MM MAR EARIE R E
REVAFURENE TRIERRZICIIPRAREENMOYERELRREEEZR T UTD ()
() ZEEREKET D,
(D #iEEE LY RAOFEHEH R EET. KEBNMA R, NEE. TOWhA FEHLUBROERE
BITIOKEEE. HTIEE. (TUVhA . RIEEMHIRES . BERIE. 6 KHAE. )
(2) MA24E - FEHALR O D ME MARAE ., BHEEREE

4. BEE

INRHR - RARIZER DT MPHREDRTAUEE 50U mol/L U T TEET S, HIAERTRARI)—=2
JTORRHIEL. BERDIBIZEHLTAETSIENRBITHS, I BTEEBEEREZAFA=VER
FIRR) ISkY ., MAAFA =V RESE tmgImg/dL L TFIZRD, EA3ZY B6 RIEEICEWLTIZEUFFI D
REBREETS, I-IETEBITAFAUHREISIBELLY., IRTEEROF D a/NS3Y TR TE
RELROTH) VBIGEENBENTH S,

EDRBIERRBROHANCENTEIRNA U (HDERERAERER. 2014 FRIPER)EHATLHIEN
ZWNARFAUICEDREVRTAVDEAFIVIEERIZEY  MAPRESRTAUEMNMET T 5, 2014 £
~~2018 EDTRRIFAETIE 48 FEFIAZ RSN . IR G FHIRFRF D EER D P R{E(E 20.5(0~0~46)F . AL
ANEBIABFHE SO,

REALBEQOHTEEGAFO—)LITH L EEITEYAFAZUREISILI BFH/RIILY) OAFST
SUBRETI/BMRCENER) ZRV-EBREENVETHS, HRABICERKIE LN ERES DR
fE. PR HEEIC KD MBE S FFDIV RN EL M EEEDELT S,

5 %t
I REHRERTRRD)—ZU T DEANICKYRERCABRNGEINBEICIEMHB TR, £EGPRE
BARNCHELTHELLA, HABICOVMA— LR R EGDIEFN S, MARGE X BEHISALAIC
BoY, EELEHELERM FRERATTIRFLEDL-H. £ EZEL TAEERGT ILENHD, I
RIBREAREFID 1/3 FEGFETRTHY . ERFLED TAREARLHEZNLSVICRERIME
BREZERT DB EHFERRAICHTT IEFNINSHEAREFE CTIRIEVERRIBZED DN hIR R UERE
HREENBEEICLLILFETRTHS,

O EHOHEICHELEE
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1. BEH
- 1 & CBS RIBJE: #9200 A
- T &:100 Ak
- & :100 Ak
2. RIRDIEE
TH(BRUEDETECTFRERAZENRETHLH . AL EGFEETERREFNCEEHNHIH
BHILRE RIRDHIE . RENREHATHLEIBHHZLY)
3. RMIEEAE
R (BEBRE. EASVHRBELGEDIHEFREDAHTHSD)
4. REDOEE
HE(HBRENLTAMHEEET IO EKEHOERELET D)
HY (PHUPERDZEESE)
6. EIEE LA
AARERRHEEERICLDIARMRBESEOEEETMEAVTHEEULEXRET D,

BREFBRFHRERMEHAMTREFHRMARER BEMREBRRARER) HERRI)—=V
THREEBFDERNBEREICETHEEICH=52 R AR O BHIZE T 5815 1Bt

MERKRE BAKFEXRFR HiE PRk

MERNE Eiimk#EEILEBEERtEV5— 22kE REMHEMR

HAERMEFAEHE BAMEEERALARERBTSIBELORAN)—EFEAL. FERTRARI—
SR RREEDERGFEEEZERBL-AMNSAUREICAITI-IE T REIHBIZE
MARKRE REXFXRER B HHEM
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<PEREE>
Definite 3R &9 5,

1) 1#I(CBS RIEJE)
AA. FER
1. FIMEES. TADABRER (=Y T(BE. TR, 524L)
2-2. JVIFUEBRBEFRARGEER. VBIKIE. BIZE. B, M2, A REEE)
3-3. KKERIARRRE
4-4. miefE GEENARIASAE . FEEARSE . AN M FARRELR L)

BB. &R
1. MAAFA=UEE: 1.2 mg/dL (80 umol/L) LLE
2-2. BREVATAVMSE:60 umol/L LA E
3-3. RPFREVAFUHM (GEEEBRHEINGL)

C. EE¥HBE
Cl. CBSEIEFOMTUIIHEERAREREZEDS
2. DRAFA= B EREER(CBS)EMIET : RIS RIC K B1EH KSR SF M, R A SERIRL
EREB)UNAFERERVTEREEZAETD

D. SRk

UTDEEEERT S,
AFFAZUTTI/VINSDRTIS—ERIBE, FEE. AFA -V ERBRREE. REVAFUR
FEIRSIVUME

<gMohTa)—>
INREAR U R AN BARER DIHE
LGS

Definite:
~1:ADSB1IEH UL EB-1IRUB1 N DB-2
AZFiE=L,. DOSHEHEBLLERRB=-1 R UB=3RlEKEZ L TR TES

=Definite2: AMSE1IBEEH L EEB-1H/DB-3%E7-L. DOERIEEEFL TRILNTES
Definite3: ADSH1IEB U ERUD-1MNDC-1%iET-L. DOERIFEEREZ L TR TES
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=Definite4 : ADSH1IEH LU EBRUD-—2NDC-2%7-L. DOERIFEEFL TR TES

HAERIYARD)—ZU T RERERFLGE TRIERKICRESNIGE COBANT REREBZRIML.
TROWTIHIZEFET-LT=£ D% Definite &9 5,
Definite:
+5:B-1RUB=-211DB-2%j{f-L. DOFAIEBEE TR TES
+Definite6 : B-1RUB1HMNDB-3
~Zeimf-L. D=1 DEAKREBZETHRINTES
=0

Definite7 : C-1%imf-L. DO EFIZEEZ L TR TES
Definite8:C-2%imf-L. DO EFIZEEZ L TR TES
2) TER(QNSIURBEFEIE cblC)
AA. FER
1. EREE GLYRAOEMESREET. REBMAT R, /NREE. KEEE. [TLWNhA, ZEHLL
& DERITIERIT. FEMBEERL. EEROITEOERELGLE DOBEMHEIR)

2-2. BRFERGRIRIE O RAEZEMRICE DB NES)
3-3. MREE (EFRFIKIEE M, §FRIKiEL ., AinskiEd)
A-4. MigdE GAMMERBEEIERE . MERE . MR ZERERE)

BB. &R
1. MAAFAZUIEEEF - FEE : EE i :0.3-0.6 mg/dL(20-40 1 mol/L)
22 BREVATAVMIE:60 umol/L KAE
3-3. RAREVAFUBIVRFAFILIOVEOHMES (BEIBEIAE)
44 MHPTAEFZIVAIL=F2 (CI)DLEMD, C3/C2ATREX=ZIIAHIL=F2/TEFIDIL=F
VDL

C. BIZFHRE

MMACHC B F D@7 UV IR LB ETEREEZEDHD

c
D. #RI2k
LUTDOEBEENT D,
REVRFURE | BELUME E43Y B12 REZESVICEBERZIE

D 'EEE‘%— H#EQ@%
L AMMACEHO S l= 2 M7, )1 | — Bt als 4 F I B A =9 4
T G35 I 47 % 2 Ao 770
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M RPBIVFEHURERT DEF DIHE

Definite:
=1 ADSB1IEB LU EHEN=EB-1, B-2RUB2H/1DB-3
AL DOSEHEBLLEHT-B-1 B-2RUB-A4ERIKEZI N TR TES

+Definite2 : AMS3H1IEBH UL EBRUDEB-1, B-2hDB-4%i#l-L. DOERIEBREI R TRNTED
Definite3: ADSH1IEH LI ENDCHT-L. DOEREEZIT NTRINTED

HERTAZRD) -7 (MEREDOREEBRE) N ERERFCGE TRERBRICRREIN5E . COER

Definite~

= 4:B-1,B2RUELUB-3%iE-L. DOEIEEEFZT TR TES

— Definite54:B-1, B-2RUELUB-4%iE-L. DOERIKEEZT N TRINTES
e D1

Definite65: C&iitif=L. DOERIKEEZ T N TR TES
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3) M (MTHFR R48%E)
AA. FER
1. iEEE GLYRIOBHEESRKEER. AEEMAT R, /NEE. (TWOWhA, FEHLEOESR
RITILKEEEE . HITIEE. (FLVWA . RIEHEES . BEKE. EKXHFE. )
2.-2. MmiefE (FELEO D ME M., & FHEREE)

BB. &R
1. MAAFAZUIEEEF - FEIE : IEFE i :0.3-0.6 mg/dL(20-40 1 mol/L)
2-2. BREVATAVMSE:60 umol/L BAE
3-3. RAPFREDRAFUHEMR - GBE ISR HEINGL)
A-4. RPAFILIOVEEHE R R HBVSEEIFBRESAEN

C. BIFHRE

MTHFREBIEFOEZUIVICHEERE BT REZETDHD

CcD. #RIFZ
UTDEEEERNT S,
REVRAFURE I B#BLUVIE EFASV BI2 RZE. EMRZIE

<ZWOHTI—>
A RPBSIVFEHLURERT DEF DIHE

Definite:
~1T:ADSBIEHUERUANDOB-1~4DETEimzL. DOERFEEEZT N TR TES
=Definite2 : AMSH1IEB UL E RO N DOCEET-L. D-1DEANEEFIT XTI TES

HAERRARD—Z07 (MR EDOREEBRE) NERERFRGE TREKBICRESN 56 CORA

Definite:
+3:B-1~4D&TZimf-L. DOERIEEET N TN TES
.D-1

Definite4 : C%iiif=L. DO EAZKEELTT X TRERNTES
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CMCHEHEL., LREBLIIDTTEZIVNENH D EIZECMCH EEEEFICIE., AIRE, CARDY,
STATI, STAT3. ZNF341., IL12RB1. IL12B, RORC. MAPKSE D \$H 5.

A. BREREE R
PEDEBMUEREMENDFE (CMC) - BIE PR, MDBMEMEIVCHEEES 5, BE RAES
DERE FFEDEELY,
FEIZTECMC: KEREIEN O EICINA  REDE R D ERE LB A DREREEEFS.

BuEZFHIRE

1. IEEDCMC: IL17RA, IL17RC, IL17F. TRAFIPIZEIEFEE LR S (L1TF: BB ABEIEE,
IL17RA. IL17RC. TRAFSIPZi: AKX EIR)

2. ¥EDCMC:ILI7RA. IL17RC, IL17F. TRAFIIPZEIEF D HKIRE B AOMEEEE A BAREICSI B SNIR
FIEFIEEh S

3. FEIEMECMC: AIRE, CARDY, STAT1, STAT3, ZNF341, IL12RB1, IL12B, RORC, MAPKSBIZFEE

2% (STAT1, STAT3, MAPKS: B B ATEM ISR, AIRE, CARDY, ZNF341, IL12RB1, IL12B,

RORC: B BIARIEEIR)

4. FEIEMECMC: AIRE, CARDY, STATI1, STAT3, ZNF341, IL12RB1, IL128, RORC, MAPKSEIEF D F
R R OHAEEE A BRI EIBAS R ST SN D

<EEohTa)—>
Definite&ProbableE xR &9 %
DefineteDefinite: [ BEAREZEEEDZHMDRA | BELUR VAL BN 1FELFERIFIEH T
Probable:[HAREEEDZHORA 1B LB RUPALBD2FELER(F4Z -

6)—V DAINRBEREFICHLZREMEZTRIERARES
A BREREK: UTDS51 DU EZEFE-T
1. ERSEO—TDAJ)LA(HPV) (2% 3 % 5 B : WHIM (warts.. hypogammaglobulinemia, infections,

myelokathexis) fE 1R &
2. EERR K E R E I (Epidermodysplasia-verrueciformis)~
3. BN JLR R K< , . ‘

EVERI/ EVER2,
4. ZOMI AW AR I HBREMERI RETE

B. EEFHERE
1. UTFRadISRLEZEEFEEZRDS
2. L TDa-dISRLIEEFOHRREE ORAEEE L BAREICSIFASN BRI EHITSN S
a. WHIMSEIRBE DIGE : CXCRABIETF
b. EERRERBEEEREDIEE : TMC6, TMCS EILF
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c. BEINILARZINRDIFE : TLR3.-, UNCI3B1/-, TRAF3/.-, TRIFZ, TBK1, CARDIARPOL=INE
1B E8IEFTH D IRF3. DBR1, SNORA31. ATG4A. MAPILC3B2, RIPK3, GTF3A. IKBKE :&inF

d ZOM I AREEICHRENETIRELEDIGE . STATI, STAT2, IRFI, IRF7, IFNARI,

IFNAR2, FCGR3A. IFIH1, NOS2, ZNFX1. POLR3A. POLR3C. POLR3F, TLRAEILF

<gMmohTdi)—>
Definite &ProbableZ Xt & &9 %
DefineteDefinite: [ BAREEREDZMORA I EFLERUVALBD1FH-T
Probable: TBRAREEEDZHORAIELUORUVALBD2EMI-F

WL EBEUE Mo VIZBIF5E0DFH, EREHHISERRREEE

A. BRERIEIR : LT D551 DU EEFE-T
I Z8 14 52 R M SR B e
BIEtE (R 2RI 4 R
L RS ST RR 2%
GATA2RIESE
RN/ —TEIZHT B F RS
IRFANTOFLIE
NBASR &
IL-18BPRIEfE
. REREE

© | N (@ o B |© N |2

B. BEFHIRE

1. UTFQa-ilZRLIZBIEFEEZRDHD

2. UTQa-ilSRUIZEEFORBEE OEEEREENHREICEIASNFEREHIB SN D
. MEE L R IEEIRAE :RPSA. HMOX BI1GF
BEIGE (REEH) SR EKAE :RANBP2 BT
c. 1LIEMEFIRAE :NCSTN, PSEN, PSENEN i&15F
d. GATA2 REJE :GATAZ EInF
RIS T B HREE APOLT BIEF
IRFA NTOXRLE IRF4EIRF
g. NBAS RiEJE :NBASEILF
h. IL-18BP Ri84E :/L 18BP BT

Q

on

(0]

—h
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i. KR E® CLCN7, SNX10, OSTM1, PLEKHMI1, TCIRG1, TNFRSF11A. TNFRSF11&inF

<gWAEEOHTI)—>
Definite&ProbableE xR &9 %
DefineteDefinite: [ BAREREDBZMORA | ELERUVAEBDIEH-T
Probable: (EAREEEDZH ORI EFURUAL B 2% -4
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7) ERMEHAERIEE
FRIRILI0FEFELL L DFR R GHEREZ L DN FRTHY . ERMILGRIBICKBERRIER TR A TH D, K=<
B oL BERBRET — S CERERN O AR M MARIBELIGEICE. BEFREELERT 5, £X
HHAEIBEDEE (L. UTICHESND
1. PR HARRORE
2. BRI ABRIRORE
3. flHREF. RUZDZERADEE
L8 1F5h 61T, RIETIHEARADICEELEZICHEREMEICILRBREMLTTH 25T
JTFIb—TRELDBEERERENEIVYOT N, 2TIE, T4 EVTZRBICHT I ZBEEMUARONEA,
EHEMIT)TINTRLBREDEHCRBERBDHEE (XD, CORBIEILBARANTHEENS LA, BEER
BICKDILEMHEXDBENEEALYIEVESND, 3ITIE, C1/UEEZ—RiE BART ;
B BUZO—R I S SERPING R FRIBICEHEERMEMEHZME ., SEX1ECD55 R E(CHAPLESR), 5
K4 CDSORIEFEN S, CHAPLESK (L. EEIFH 14 B A CIMAEEL RS . SERHECDSIRIGSE L, ME
A M ERE M EEE S T, Factor [¥°Factor H, MCPAEE ME 24X P EFEI— L 2L A HY 1LEITIE
R RESFFERFIHEFOEE(CKSH O (L IEH TR M 4 REMEFEIZEE (aHUS) DIRE ERE D,
C345Factor BOHREE R /N T U b HaHUSDRFE ELE D, CTTIE, aHUSYO AR RICEHBFMEE T HF
EMREREZBMAETOEVREICDOVWTIE DA TITI—IZET 51D LT DA ISR ISIEIRE

HH (DX 09] (1) -k
1Y i =

A BEREER: LUTDS61 DU EEH-T
1. SRR OEEE TR (ClaRIBAEL. C1rRIBJE. C1sRIBJE. CARIBSE . C2R484E. C3
RIBJE . Factor BRIESE . Factor DRIBSE ., Froperdin RIS . MASP2RAEE . Ficolin3BERETF £
i)
RIEBT HEEREDCEELT, FICKBEREMEICLLHBEMETRT(FH . THRFERDOCIRIE
ETIE, £FMHT)TIM—TRELUOB D RERELTELLT L
2. RRGBABEROEEZ TS AR (CORIESE . CORIGSE . CTRIESE . C8RIGSE . CORIEAE)
FTARITRICHTE5RBREMUNHAONEN, EFHT)TIN—TRALGEDBCREEEDHEEL
DI HFICCORIBREFH AN THEN S BEREICLDLEMHEXDOBENEEALYD
EleEhd,
3. HIHMAFELEEREZOZBADEELZTIAR
REBS S LB ENGERKREEET 5,
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*CHAPLEY® (CD55R#E4E) Tld. ERRH M BB CMAZEETY .
- RMECDSIRIBETI(E. MERBMELG RV REHZEETETT .

B. REFR
HBIAKD DRENEHON D,

C. BEEFHEE

UTFISTT EREREFOEEFEEEZRDD
Cl1gRi84E : C1QA. C1QB. C1Q0)~
CIrRIBFEL: CIR)~
ClsRABIEL: C1S)~
CARABIE(: C4A. C4B)~
C2RIBIEL: C2~
C3RABFEL: CI~
CORIBE(CEACEB)~:Ch
CORIBSEL: C6)~
CIRIBHEL: CAh~
C8RIBSE(: C8A. C8B)~
CORIBIEL: CPH~
Factor BRIEJE: CFB
Factor DRAESE(: CFD)~
Properdin /R {8 E < =¥
SMCHE{R B (OLKN~MASP2IIBSEEC: CFP
MASP2RIE4E : MASP2)Ficelin-3
Ficolin3B8iE R E R EHEL: FON3)

=CHAPLEY® : CD55
S X ECD5IRIESE : CD59

D. SR
UTZERNTES.
1. BREFCHCRERBFICHBLGECAHEDHEFICSIS - RULGHAERDTDET
2. I SRR 7 I 14 FR F iE S 1% B A CO B IE
3. HARICEDBMEET HREMEBMANEI OE L RE

<gEWohTa—>
Definite &ProbableZ Xt &R &9 5
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DefineteDefinite : AR U-CZiiif=L. DZRRS T=5
Probable: AR U B%i#if-L. DZRN TES

7)— 10 EEMmEHEZE
ZHIZIZLTDIDDFEEMNEEND,

18 CIAVEES—DFE N, EAELLITEETLTLS,
2% . C1AVEEA—DFEHIFIETLTLSA, EHERFEEXTERLTWS,
B EEMETHLIN. CIA/VEEF—DEN. ERAELLICEETH D,
A. BRIRFTR
1 GEEMINESZEORKGBELL S ET5,
2. BEEMNEHZFEBOREE,NHD
3. LAMEEHELT . 7L —ELNEHTHS,

B. REMR
ClA v EEA—iEMHZBIEL A

2 —%@E’TE#%@%&(—’G%—&{EIE 50%5!&,?35

C. H#ERIZH
BEREMEEZEELZBRNT D

<gMLTcRNDhTI)—>
AD1ELDRU2%H L. BEi=9 . LLLUE. AD1EF-L. AD2%F -S4 L\A, CERINTE
%, HLLIE. AD1~3%im-L. CERRTES,

<sZEmR>
CNFECERALSIKICOEIED ERELF (SERPINGT, F12. PLG, ANGPT1, KNG, MYOF, HS3ST6.
DAP2IP, CPNI) D#p&ESATHNENIDH S,

27)—I I RUIICHEITFEEDDEND, EREHARIBAE

##ﬁﬁ’lfaﬁﬁlﬂ%’ézb BB DORIBEENICEHRBEL-BEEEGFORENSHZE TENIEIMT
60
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<EEESE>
EHRMERETSEEESERICOVT, FEEULERRET S,

BE
BET.HREEREEEEZORBAERENEREL2ED., ). G-CSFEE. REFIDEZRE. fukE
ik, ATOMREDKRE, REIIFHEDRES . MEBEDIRS . BRETIE. BELEFHEE.
EMEBMMRATEIE. BEIESHT. MRS NS55 . 1 DL LA EMIZERT 2 (BiEENTIEEE3HT
BrnemMALLE)BZE,

hEE
FEABEABENIZIINETHIMES,

B2E

LRARNTELGES S,

KEOWMBEERVEEENBOBGICHITHBESIE

1. RBZWICAVSEERERK. REMRFICEAL T, SHMEE LICHBEORENLEVGEICIE. WThOR
HOLOEAVWTEELX AL (2L, BREFROBBE RIBRERETH>T. REATRELLDIC
R5. ).

2. AERBRICBITAEEESRBICOVTIL. BULEZMEERD T TAERNTHOATLSRETH> T,
Ei6h AMTRLBVVKEZEMAHIET LT S,

3. LGB EKDEENLEDEEENEET—EULICEZIELGEVWETHLIN. BELCERTH#RKETD
CEMNRBELGEDICOVTIE. EEEMBOXRET S,

89



67 ZRIEERE

1. =
D EICEENERICELS. EnlEE, ZHMEERT (Polycystic Kidney) [ZIX, EEBHKE
MHIEH 2 14 ERE (Autosomal Dominant Polycystic Kidney Disease: ADPKD) &5 SRS BE 2 5
R (Autosomal Recessive Polycystic Kidney Disease: ARPKD) &EM$H 5,

2. &A
ADPKD DREEEEFIXEIZ2DHY (PKDT, PKD2) . £ < EBELT Polycystin (PC1) & Polycystin2
(PC2)%a—KLTL %, ADPKD EENDH 85%H PKDT DEIFLEEMNRRE T, BYH 15%TlX PAD2
BEFEENRRETHD. PADT & PKD2 &Y)—RICEGREKRDSEVD ., BILRRTHEAEZENKEL,
ARPKD D REEIEFIF12(EIZ PKHDI)THY) . Fibrocystin, Polyductin Z3—KLTUL\3,

3. fEIR
BREERELT, PERRIIMFER (31%) . BIREER - & &BJE (30%) . Bk FH R (9%) . BEARIETE (8%) . %*?l
(7%). iZHE(6%) . BEFE (5%) . IS (5%) . & EHE (4%) A% b, BIEKTLREICESRMUEZRE
ENNENS(11%) EDERATEMENS, WETIK. B2 TOII—PAMFYITE &ﬁéhé;&%g
{IE->TLV%,

4. jaEik

BAMAAEREIILEV, ETE2ELEHERBRELT. NI TLY V2R RAERETHDNL/ITA
Uht 2014 EIRICRIZEAL G-, BRBXEBMRT HESNEN\ITLYI U DEREIFITHELD
THY . HRMBERARBRI BV TEEROBAREBEHEDBETEI S RELBELARICIHT 5L
N ESINT-, T ZADEETEMNEZEHT D, BEBENBREEICHLT, Boh GBI R
SNTULELD, BHEED SV INBIIREH NG EBEENENOEREFEETIELILPLNES
BHEDFHICIEBENEZEZON TS, BIICEST-EBE O EEEMT HAEEL T, MAITER
ERMAITON ., RIFGHEENEON TS,

5. &
BRENEXRTIEETEH. RRICBHENETLTLEL, BREELY SBHICEY . BREEEN
WE LS, 60770 BETICH 50% D AEBENBTARLIZHS, T-NEIREICLS<EET H D ER
HERBN(EED 10%)2EE. TEHTH S,

O EHO¥HEITHELES
1. BEH
#93141,000 A (FAZEVEIZ LKD)
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5.

6.

- RRDHE

F(Z ADPKD Tl& PKDT1 BT PKD2 @D . ARPKD Tld PKHDT DB FEETHD,

- IRBVRER A

REES (RIBRIERITEL,)

. REDOEE

—ADPKD : A E GEfTHETHY. 60 HEETIZH 50% D ANBRLIZED, )
ARPKD: L E ETHETHY . KB DEENBREEEZVELTS,)

HY (BAFWFREBRDZEEES)
EEESE

MEMIZKPEEEREELFAL, AA. CKD EEESEE—LT YT THES . BB. BRI 750mL U EMDE
BEEBXEES% FLULE, C. BIEFHIEET ADPKD BEELEEF (PAD) DBRHI/NYTURNZER)MN
truncating mutation MiHE . D. Mayo 948 1C-1E. E. E{=ZFHIEE T ARPKD EELEEFDIHEH/ N Tk

(ZE)NRESNIIHZEDIE, WFhMEFBELIGEEERMRET S,

O tE#izfts
A AT B <R BB

FERRE FRAZEEINAAEXLALEELRWHRS B-BRFASRASE %8 fE—
BB
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<EEREE>
1)ADPKD @v&ﬁ%i

Definite & Probable Zx1%& &9 5,

A. IIEE
. RIEMRE BT RO
a. 9 MUT - ABHANIAEBICAHIELLDBEMARERINTINDES
B EE RS Tb. 40-59 - ABICR AT E2EL LOEERMAHERIN TS
c. 60 HLLE - AEICEL4ELLDBEMAERINTIND
2. CT.MRI b W& L%H’ab\%/zsﬂilutﬁ; SN TLSED

o 3 IR =T
B. BIIEH

ADPKDDIMFAFELEHLRHEND
C. BEBMA

MR ICBREEKEFOADPKDICHE M A BEBFRZEDS
ADPKD ) B B 41 B E& B R & 1& . Mayo Imaging Classification| L . BEBMA R ICUEAME. 3t
. EICEHBEL. EREOEXEZENHL L

D. EEFHEE
B{EFHIRE CTADPKDIR FRIEEFISHH/ NI T U (EE)ZEDHSD
FHIAN) T UNZER) QEF@IE. the American College of Medical Genetics and Genomics (ACMG)
guideline|Z# % , ADPKDBI:EEIEF & AR (1A~ 1C) ITRT,

E. k&
UTDEELEBRNTES,
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. BRI BT ER— (multiple simple renal eystcysts)

[T S N

2ERE 2 ZEPELEBET (BRXEERMETEE  acquired cystic kidney disease: ACKD)
3. ZEMTZEM (multilocular renal cyst, multilocular cystic nephroma, polycystic nephroma)

4. %B £ (multicystic kidney-() / Z A4 E R BB (multicystic dysplastic kidney: MCDK)
Q g _%"EER % a I- E I . I

FREZERS. FAIMEERMY T & £ —medullary (Unilateral renal cystic disease-of-the—kidney-GEE %

6. BEBKENEEH SR EIT (autosomal recessive polycystic kidney disease: ARPKD)

ARPKD-D7. H B ATEM (R PR & i B 14 B & 28 (autosomal dominant tubulointerstitial kidney
disease; ADTKD)

8. 70 (Nephronophthisis: NPHP)
9. ZRAWETHSIEMMETEE (OFDI L)
10. [ES MR B &S (REETMHEILAE . Von Hippel Lindau f57%5&)

<gmEEQHTI)—>

I3 Definite1 :AD1. 20 WVFT M 1D EEFH-L. hOBEE-F
Definite2 :AD 1. 2QWLVFT M1 DL EZFHEIZL, BFiaf=ZHLA, CEHLLIEIDDWWT M1 DU LT
Probable:AD 1. 2QWLV\Fh M1 DL EFHI-L.B.C.DOWThiiE-c9 . EZE2TRILNTES

<ZEZHEH>

BEMEZEDHT | EEFHIERE T ADPKD REEEFORI/NITUNEER) 2B H1-35E . ADPKD L322
ATREMSIRR TIEBALMNTLEL FEITRETH S,
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UFOWTNh & T
g

3IWMUT A EHIVIEAFICEH3EU LT RIAAHFHRY
nTwa

40-59%  ABICE<2AM LN BERFHERAINTVS
60U L AFICE4EU LOBBRIANHEIEINTVS
« CT.MRIZH AT ICE~5EULOBRRIEAITNTVS

|

Yes
ADPKDD i B 5 Y ADPKD® ML % L
T BLTortoh kg7
Definite - AEICEEHRIE AT H#FWADPKDIC
BYPNLHERARERDS

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

I
Yes No
Bl 2L 8 SEERE:
Definite Probable

*EREEERITS |
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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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<35 : ADPKD BS:EEiEFER>

1A: FE7 ADPKD RREE{EF

BiIZF % w5 BRI BENRIE mp ]
screened
families
PKD1 | ~48% Truncating pathogenic variant: [ ESiaE 3 ZHITER BRDZHEICIE. FYBHORER, BFICIEE
ADPKD-PKD1 BHEREEX MEBAREHRE | SAOBRREHESILOLEELNHD
BHLREE T (40 BRFETIC CKD G3) | B4EE
50 R TKREET L
~19% Nontruncating pathogenic variant: i ff % 5 B 22l ZHITERR BERABEXSIUEBEREE T RETRHLING
ADPKD-PKD? BEREEX MEARERLE | ESIEENHD RERL, BEI/VER
EREEEET =HEE BEDIREEICIEL T, PKDI truncating type D &KD
KPETL BEENZEHOBEFTIESETHD
PKD2 | ~15% ADPKD-PKD2 i {8 22 3¢ B 22 h Z Rt BRDETICIE, SYEELLDONLLYEER
BHBIVEERBEREEKX NBIAREHRE | LOFETSESFENII 300D
BEHEEIKET (55 BETICCKD G3) | 248E

10 ERXTERPTL 2
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1B REEASICHEENSREMEIE TV REHSBEED ADPKD [RFEEF

HiZF | b ki) BRI BENRIE mp N
screened
families
ALGS <0.5% ADPKD-ALG5 BEENCHEEEER —ERDFEBIZE | _
RESN-BABEALRMEL WY e X WAL
EEEICH(TS CKD LXEIBETRE | £
ALGY <0.5% ADPKD-ALGY BEENCHPEEDERERE HFEanE m7LILE
EEEICHEITLSEED CKD SRMEHEHEEE 1L & (CDGIL) L&
DNAJB11 | <0.5% ADPKD-DNAJB11 Eok N E T BESEERE | E7LLE
REMNBSEEX i BEA NS IRHEHETH D= ADTKD L55
R L ST EIAREE M | BILTWSD ., BEIFEICRZEZ YA XDE
BEREHEEE T (CKD G3a £ 55 | ERERKRYE | BAEET 5.
R ) HY renal—hepatic—pancreatic dysplasia &BEE
10 EKLTRKPET L
GANAB | <0.5% ADPKD-GANAB PEEEER EELEZHI | ADPLD ELTOREMNZLY
FE X #9 CKD -3l
XHELL2GL M ENARE ) R
7[2_]3)5]
IFT140 1-2% ADPKD-/FT 140 BRBEEATHLBERERIN, | HERIIHE m7 LIV
DEOmAIEXEEH IXENARIE) R | 5ERh B MIEBE R BUE short—rib thoracic
TER dysplasia (SRTD)E LUV HRIEEFZ L HAE
retinitis pigmentosa (RP80)& &
NEKS <0.5% ADPKD-NEK8 i % 5 B A FFEaIEH 75% (T FRFEE
BAEEX m7LILE
YREAKEIE RS renal-hepatic-pancreatic dysplasia 35 &U T

702 nephronophthisis (NPHP9) & B &
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1CERERSDIEARONTLSN Il SN TLEWE—7L )L ADPKD RREEF

BIZF | % ki) BERRE BNREH mp s
screened
families
ALGE | <0.5% ADPKD (AR RIVEIDA) | —ARRIICERE RS HELT HEE. BCEESHE | TICHBORBRELLTHEALIEASL
BFEERa E/TUIE ALG (JEEERRIVA O AIEEEHY
m7 LI
FERXMES) A JILIEEEE the congenital disorder of
glycosylation, type IC (CDG1C)& RS &
ALGE | ~1% ADPKD (ARMRIBEDHA) | —HRMICEERDET HEE BICEESHE | ZICHBORBRLLTEHENS

=k CTH B AE R IT

Ar &
A BIARSEE ) RV ER

(52 BB R TR QA A AL
m7 LIV

FERXES) A JLIEEEE the congenital disorder of

glycosylation, type IH (CDG1H) & BH:E
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2)ARPKD (BB AEMHZRMEERE)
Definite X% ET 5,

A EBmR
REERNTHECEALSEEZ T AENEST KEGRTR

-~

b)—
B. FRIRFTR -
1. MHRICEERBERTBOLEVDEFICIORULEDFE)
2. BRERFTR . £LFRE - BRRELG L ICKYHERIN SIS HERT IR HEE
e)>—3. ductal plate-DEEZ T FFERKREMR
4. FRIEZHIZ ARPKD LHER SN -RIBADEFE

e)—5. MR DTHIE

C. BIRFMRE
EIRFHIRE T ARPKD [RRLEGRFISHEII/NI TN EE)ERDD
* [RAIMICBIEFHREEEM YT D LEHETD

<ghTd—>
Definite1: AZi#ifz=L. A 2BOWWT M1 DL EFHTI-T
* RIEFPHIRE  BIEFHREBEICTHORELDH SN -BEERN TS
Definite2: CZiiif=¢ . F£f-(FCEimTI-T BB DRI T ARPKD EEZ N HIEIRE R Y
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<EEESE>

LUTOWThhEE-TIHEEERMRET D,

A-A. CKD BEEENHEE—FIYTINFOHRDEES
B-B. BEE 7150mL L LM OBBREERKEES%.FLULE
C. Mayo %8 1C-1E X

D. BE{E¥8I%E T ADPKD [RRELEIEF (PAKDT) DIRHI/ N T (ZEE) A truncating mutation DIFE

E. EEFHERETARPKD [FREEFDHEHINIT UM ER) ARIESN-IGE

;¥ ) truncating mutation: nonsense variant X2 frameshift variant 22 &, BHEARIEOR QO HIREICKY ., EiEZY

INDET=IZ loss of function ZE T CENTFTASNIEE

CKD EfEEHfEE—rTyT

EHRES A1 A2 A3
RELEES
(/B E¥ |EEEOR | SEEOR
RER/Cr L
(g/9Cr)
015k | 0.15~0.49 | 050 ALk
Gl |E¥RIIEME | =90 % = LD
G2 | giXBRR lgo~g0| 4 # | AL
GFR =5} BE~hSE Y
/(1m7L3/$}2) G3a | pr 45~59 | | rLoo G
. m g F———
G3b IR

hEE~EE |, oo |
gr | [Uw A, ®

G4 |BEET 15~20 | IR IR
*MERS
G5 | (Eskp) <13 7R 7R 7R
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HMayo D EEIFERMWBEEEF TS ADPKD FEFIIZHE LT, R THIESN-BEIE (HTKV: mL/m) SFE i
ZHEOTLUTDHIZ Class 1A M5 1E [T ETARIET,. BRRHEZIEL O OXRKMBFRLIZERZETOH
RIZH#EAT 5058 ETHD.

20000 - RO——
Class 1E
o i
i £y Class 1D
g I b ’||[ m
R Ak .‘i M 'T ! ﬂll”l
— "IT (] T‘ s eestlll Class 1C
% ° ; : QI;‘ :“ i ‘og l”l““l
T e G
% 600 - ; ll*ﬁ;; . ‘:g“! ‘I él i“T ‘
HUSSIEAOS: LN LRI
400 17 Im L ABSCIPY L% !
! T$ l lI’ | ? Class 1A
$$l$ l :| |0 Py *
200 - . o ? ®
100 ...l...a.....a.'..'i....,. T ———r Tt

15 20 25 30 35 40 45 50 55 60 65 70 75 80
Patient Age (Years)
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20000 1

Class 1E
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h@ﬁ#ﬂ;ﬁ@%@%)ﬂwf%%biztﬁw (7272 L. 5% Ok mﬂﬁbﬁﬁ%#?&;of\ file8 m]
REZe B DIZPR 2, ),
- TRREBHIATZ 31T 2 EIEEE BT OV T, WU R EFREEO T TR THOIN TN IRETH
- T, BT 6 227 M T b L IRAE %Eﬁﬂiﬁ:#uma“é LT 5,
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3. 2B, JEROBEN RO BEEE/NVEE T EL RIS LARAWETH D0, miERER 2k
5 DB DIZONWTIE, ERERRONR LTS,
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88 24 M +% ZAe 14 fifi 5 I £ fiE
=

1. 8=
—IEMimmAERAE S, BRE LM KY HEIARAEAZEL . MLk 57 1 R B IREIRED E"‘“?ﬁ‘@
AASMNALEICHI->TEELTWARETH D, £, EHEMIMEEREICE T, FHMEIARE
25mmHe LLED-20mmHg ZHEAZ A& MEZ S HFLTLSH1Z. Hﬂiﬁﬁﬂrﬁ(PH)ﬁf#’)rﬁﬁﬁﬂﬁiﬁﬁ
ffiE == 5E (& BB (CTEPD: chronic thremebeembelisthromboembolic pulmonary disease) AL IEIE 4
HERMR S MEJE (chronic thromboembolic pulmonary hypertension: CTEPH) &ULV5, CTEPH 2B E
!_,_1$Hﬁiﬁu$££<#$r’éﬂ£‘¢éﬂkh\ &)bhéﬁ@*“& oM GIERDEVWEEHREDETAA#L
nélg{kﬁuﬁ\%é A h A X : & i £ 1 A FE

SPETAHALESA . CTEPH i —Sh MM B AL LB IIE T DO ORI ISRBAS

NTELT . FNPA CTEPH [T HIRBHVERIEI L BYGAERZZ T TVTEHEATFO A
[T RABRENDETHD, BARDERCIIBOTFRTRTHSD, 40 BUBRDRENFLAL
THY 70 ZRBENE—DELGY, KEFBHEDH2ELLEO TS BMIShHRIFEEICDI5E
SINBEIREDMEABELLD,

2. RE
—CTEPH il 42 ZA24E O [R A (L FE S ERAR M AR IE DR A L FEIC TlkdpY . M55 FE D T . BRAR M 5T
D325, BREDOEEDIONDERINEELL S, M ERAE TIEMBERIC otéﬂﬂiiﬂﬂmﬂﬁgo)&
EAMEMEEPHIEREL TEE T ZLDIES il D4 PREEAD D
Vo Hb. Jm#ig#%o)}iﬁtEP#EﬁlJHﬁiEJJﬂmmtwm#iwa’EEb\ﬂﬂ:%ué:&%%b
P DOPAH-TCHLENELSHERIIDEFRRLEEZO5ND, TRUNDERELT, DFEREEL )L OEH

Bk TOMmHFAZE, @ +S KA D FH BRI E R
lcFoTHREL =AM LR AL &Hé%:ﬁé—iiﬂ%%é@ﬂ%%#sﬂﬁ@ﬁ%mﬁrgﬁt—smau

vessel-disease DG HREEEMILLLTEAELTNSEEZ LN D, CTEPH (LB TIEMEEARUAY,
EAEDIETIERMIZEL, R ERIRMALIE D & DFFE TIEEEAELY HLA-B¥5201 15 HLA-
DPB1x0202 LBEE G HIEFIA A SN EADALNEENMESNTLVS, CNHD HLA [FERK TS
OTHEDVENILT D=8 BKBIE RG> - RIEMFEF DEFN D FEEIREIN TN,

3. IR
e CTEPH M B EMEREL T, FERITRRS . ZRF . BiF. WE. K@aEsHdN
B NFAREEEOMEMETIIEEEKITHIBLIKLK EZBAERETHY) . SEIRAHRL-EE121E-
BCEEOMEREEMEENEHONEIENS L, FemEMEMEEEOEENSENEHS.

FERFDRATFEDREIRMEAH D, SoIETHITIE, HRFIRKR, FFIEKX, TRRIZFE. BXkGEAALN
%o T DM, ISR A2 ZEAS A Fifi S N EE DR E LR HERRBICHIBRRLBEAFTRAALOND,
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4. BEE

—AIEICH LA THIEATEF U ATHIISNTONSABRELELTIE, () FilrCEIZE A §E4 il E)
RN ERHETEDRAE T % 5 &>é$%l X9 B MBIAR M A2 NIRRT A P o L LB S FAE
QeSS PN ; = R1H et (PEA) . (2) hT—TILERNETX N
A EESEAE RERE L‘T?’éﬁ"x&ﬁ‘xmﬂ’lﬂﬂiiﬂﬂﬁﬁﬂﬁf’ﬁ(BPA XiE PTRPA) DEMEMFERINDD
Bbo50), () FHERBILDLBOVKREEHLINIMEERERELHLNG BREMESOEEEZETS
FIEICHLTIE, AT ToIIVBERS V57— ERIBETHD VAL T T, TOREY (D) S BKEE
EThH LI\ T HBENEAEZEFHNSH, WHO FC > II, mPAP > 20 mmHg. PVR > 2 WU, BPA [Z
TERELLSLMBERNFET SIFEICIE BPA ICTERELLMMMENEDHLEL A DN S, CTEPH D
BEAHTEL T FTERGEEERDMESEREICLLME  ERENMORE. BLAT—TIL
BRE A/ DIO—RBREICLDEDLERD ﬁﬂﬂﬁ’é‘ﬁ5=&7§\2\§'€°%é m\f—r 4*@@@%4:&:_??5%

1&@*&%@?*‘}% IE'L,\T%*‘J%-'B Z\Embli%ﬁﬁﬂ'é %*ﬂﬂﬂﬂftb’cigtﬁli ZY-U"O),:-
RICERL-EMEHRABL . HEIRAIRIEIRITSPEA E- (FIERE BRI BIIRIEIRIT-BPA DB
EIRFATOLENLTH D, FIENBESHHARIERES. ShE CHhERRESHLGED/N)
AOB, BENFMERLELLGVPIREZTLISRETIE PEA T BPA DFEREZET H. RIERHE
BloMgEEMESLEGICKHLTIE YA T TR LI /NI DBREEEERT b= 20O
:!t.#Eg,E:“'% #\ﬁ*’iliéf i;E' A% 3? é .

EiREE DA IS AL . tl:ﬁxa’niira) CTEPH Tl&~ #‘ “’IEI&%EI%H‘%)W*M,E
ﬁwaﬁﬁﬁzwa_ﬁém CENTRELR B EFEET S, LA L ARAEIERG EAEN TTFYmE
BRIEAY 30mmHg B2 AEHITIE., MEMEERFEZBREELIZERLTIEELZL=RISERHY FE

TRTH, %MWW%WPEA F71=IE BPA D@EYNLHEITICK
) QO A =M b LZ= L ux
%@ﬁ%ﬁ%ﬁﬁ%&%ﬁmmﬂﬁh&%# T : =

He 00 = 2B M 3y 3 N

é%?—ﬂﬁﬂa%%wﬁ—?%w%w&em— %E%éﬂ@—%fé@%&c%éﬁﬁ ﬁéhé?ﬁ\ fifi I 4% 28

BOTERE. BEIFEDHIL,

O BEHQHFEICHELEE
1. BER (LU SHMAFEE
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2. RIEDHE
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4 BEEREZRENFER
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A (R AT BAD Bk D Mie ~ FE42E)
3. MRMLAE A E
RFEIL
KRHEIL (PEA, BPA, il EYLREEICL D BEMENHAFINATIND)
4. REIDEE
VB (i E ORI ERTFT 5. 2N ELIZIGE . £ EQIUEREERGNBEICLD)
HY (ELEE5DDMELE)

6. EEER ¥E

O IFiki=#tT
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1 FHERED EF (Definite xR ET B,

A BEFRR
1. BDAT—TIEE TR EMMEEMSNEFEDRE (UTL O EiEfi-d
RERFF D M ENARF I E A 25mmHe LLE)
2 (mPAP)> 20 mmHg. fifilfn &£ (PVR)> 2 Wood Unit (WU) . FEIARIEA IE (DB AES
{PAWP) < 15mmHg LI~
@2. S MR F IS LR TOREEMR DA RIEERD
]I E-%0)7’J+L\Eiﬁfﬂfﬂuun‘i‘ﬁkﬁ(segmental defectS)fJ\Sh\Fl W b DAL 2

a A &5 4 :
O oy 2 o =

%@%—E&C&é—?" SREFREIS J:afﬁﬁ#é‘%% %%Eﬁi’éhé
3. fMEAREFF
BEETOERMELE-MZICESIELELT ZEDD
1. pouch defects, 2. webs and bands. 3.intimal irregularities. 4. abrupt narrowing. 5. complete

obstruction P52DSELLELIDMNFAIN S HEDIEMILL-MIZIZEEEILEED
@4. MERER CT FrR
EFCTIS T BRETORMIELI-MRICkEELELT ZFEDHD

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

obstruction P52DSELLLELIDMNFAIN S HEDIEHILL-MIZIZEEEILEED

52 xpATE
ST o—
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HIV 2% 1 245 fifi Eh A 14 i =5 1 £ 5
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1. ZOMOMEMEE (B ILAAR—S R SUF LAY RERRHRRERE . o/ \IRE B IEAE . KB
AR R AEIEEE . FME DSERMRE . MBIIREFKAE. Ml EDONEBLLEITXD RN ME
fiE)
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@ Definite: A1 RV 2F# =L, M DAD3ELLUF4D W T hhEiff-L. BRI TES

<BELHE>
(MBELIANEREFR
OHII—BE
TRPG BB A DR IEALE DR, #85, M AR
DREOLEHDRBEFRROREUNT —T VRERREHI=F =L L DI MEE O E RN
WBETHE,
QENARILEH AR R
1K i B R MM 2 £ S K EA R M 5 (PaCO, = 35Torr, PaO, = 70Torr) A&, fliMi AR AR S
n5R
QHIER X $REH

B2

)2t PI AR BN ARIE 22 DF=HPREMK . DIE AL EfE M [FEATREN SR
@LEX
DifEREZAMELS SVAERA . AFEX G E i MEENTERSN ST RGN CIEEE
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Q) FEFERRVERKATREHIE=F &
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Q24 fii fn 4% FEARSE (S A DN D ERPRAEIK (RADIFIR RS, }Ifs . Kas) DEEE
QTR REDEFARM AL AE 2 5E Dt HERRER (TR DIERR R UL 58) DERE
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<EEERFE>
NYHA ls *%E-L\b/ﬁ\*ﬁ E\ Eﬁg[iWHo Ak i Fl b/\ﬁé' E,
2= I T FERERE S $8 (WHO-FC) IZTHIFE T A (TRRSHE) .,

WHO-FC #iR-BE#ght TEL L ZRBERMRET 5,

= ) A A —

UE : BREBCHIBR OGN ifiS 0 fE B E
——  EEOSRFEHTEHFRER R . MEOAMRELELE,
IE: SREFBCBEDOHRDOHSiME MEEEE
ZHFFIZZERERNGN . EBDFKEE THHREHAORS . WECRMLRENEIS,
IE : SREBCE LUVGIRR O & 5 fifi S i [E5E B E
— RHBICERERSLL TBEUTOEED S RES THTREHCKRT . WECRHEE

AHEEC Do
VE:EAREKRESLE TERLGIMSMEREEE
NoDBEBRFALDFEDERERLTIND,
CREEFICHLITIR R R U XITRFT DAL,
ARERESTLERERDBEELSDS.
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N — = | ELAFHEFROTY
SRR EIE HOT
HiREE | BREN R HAERZE | FHEHRE(PAP)
{TRPG) I EER(PVR) =
WHO=PH/NYHA - - — HEHROBEICZRST
Stage2 | WHO=PH/NYHA I - - FERoEEICZLT
Stage3 | WHO=PH/NYHA I~V | TRPG<40mmHg mPAR<25mmHg HHRHBL
— WHO=PH/NYHA I TRPG > 40mmHg mPAP—> 25mmHge FEROEEICGRLT
WHO=PH/NYHA H~
Staged TRPG > 40mmHe | mPAP> 25mmHe FEROoE®EICIZLE
Vi
PVR > 1000 dynsem™
Stage5 | WHO=PH/NYHA I~ | — FEROEEICRST
512 5WU)
WHO=PH/NYHA H~
— TFRPG—=>-60mmHg — FEROEEICRST
VAR

e DI RRIEZ R (T TREARELSE THAER TRENTHERSZ2EOTEEICED-SHE

ENPETHNEREEHET 2 MBIEE R BHERNT 3. 55, EEHFRBTEBIAPALD
DU ERORENTETHNSBEROFRBBLTRLT D).

SKESWAEYE J OVEAE Sy B OIS 12351 5 E I

1. ARV D AR, MAEFTREICEL T, BB LICEBEORENRWHA I, W
NOBHOLOEFANTHE LI X2 (72720, YRR ORI 2 R T IREIRSE Th - T, HE
RATHEZR b DITIRD.) 6

2. 1RHRBAATR IR 2 EREE A FIC OV CIE, @MY EFEEO T CIERBIThiIl TV DIREET
< C, BT 6 22 H T b VR TE %E%#MM?% LT D,

3. 72k, FERORREN FEROEEESFE T EM LICEY LARWETH L0, REERERE T 5
ZENRER L DIZOWTIR, EREMROMELET D,
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230— B4R R AEIEEE (Alveolar Hypoventilation Syndrome: AHS)
O #=E

1. #E
BEBR R E i pa Kt K B2 (sleep—related i 1E B (alveolar hypoventilation diserders)-H=syndrome:
AHS) LT D6, —fifIC, BERFF D BRI — B 1L ik =5 [E (PaC0,) A% 45 mmHg Z#B X HAEIZEED

B THD. cD55. FRAFTRODEEEZ T RENSFN S DB ERSIE R QLT3
SBMEAHS | (FEQIEE#FBICHED TN TEY .. SHITIEDOFE R M AR #2 KUIE 1% 3 (Congenital
central hypoventilation syndrome: CCHS) . (3)@)%% F 14 b 4R 14 1 #2 S i 12 B (idiopathic central alveolar
hypoventilation: ICAH). @& ;& 14 IR ;i 1K #2 [ AE 1% B (obesity hypoventilation syndrome: EfAT4EOHS)D 3
2HEEND,

CCHS, ICAHTIF R EERF ICHE LN THPaCO fEA E RAIIZ45mmHegZ B 2 5 . 45mmHg L T &4 570 E X E)
ZRDECELZ L HIBTEOHS(E IEEHRICEZE LGV OHSEMZ DX AN Z N ELT S, OHSDES
HEIEEEFRFDPaCO, /1 45mmHeZ B Z 5L THDHH . HAMOHSIIMERAHTRDEENLVIEETH
Y, BEERF DPaCO,H 50mmHg A L THAHC & BEEER T DIFEMNLIGERIBEEEIToTL
BT DT REROEBRINEFT S L NERLOEFHLLOTLNS,

CNSDEREAHSD IEE (X, FEARME IR EE (sleep disordered breathing: SDB)M 1J%EE THh HIEARE]
EIR MR PEE (sleep related hypoventilation disorders: SRHDs) Z {19 %, SRHDsIZI&. E A HAHSAHS
DIFERBICMZ . ODRKTEHEEESZHEIEREPREEBRR . DFFFET 1 SRR
FHOEHCYEICLIERT. OFARBEICERIT SEBRTDHBENEENS, SRHDsDEKE L,
SDBSDB® j| O 155 75 T & M R s FE I IRE T IR (BAZE M, AR 5 H T HEAZ LY, FFICOHSD
90% LA (S EAZE M BERR B EIT IR IF IR Z S EL TLYVS,

CCHSTIFEILN L aRTIV T 5, BEEHEMETS[TEAR. Fi. KERHEELLE]1SLUHEE
BlaEEHETHEEH D, CCHS, ICAH, EAMOHSDWWF A, F B4 RARE IXIEIRER & % 0 RBRE
THY. MEFLREERE. MIERE. WEEE. XY YEGCR. RS HAHET, BELEIS
&5EDTIEALY, CCHSD BH D F LA E H Paired-like_homeobox 2b (PHOX2B)DEIZFEEZE TRL .
PHOXZ2BIRE IS #IBEAHS D EEHT, iR ITHBH TEETHE. TLhbE . AR QU IEPEAHSILCCHS
EICAHD S RI A EE TH A . PHOX2BIZEEMNRBHONNIE . RAFEFECCHS, EEMN LML, ICAH

LEEnd., 1. ;’E,E%OHSM)?*EIH %BMI&PHOXZB@*#\E%’C%% —HxE’JIMﬁEEEEEIJEﬁ#ﬁ

R G i 4E S CEIRAE(LREM (rapid eye movement) BERR

BAICE 245 H. CCHS TIZREMEERR LU HL,NREM (non—-REM) BEERHA IS E I DA HINET 53R

ib\&bé um%ziaummmz@ fwea%%w%éws—)—@%@%
h i L - H I it = 4D = HE = ( =

W@%@:@%ai&l &Y. CCHSMD A Al IF & mERE = 35%)%0)0) Eﬁﬁﬂifmtﬁb\z\
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= H S
705 O

BANERN EELREHLL N

(O ~
T 7 - 3 B+ B T +h = f B3 BE =it @B
S 2R TH S, fhials =L BT 5, B

HoTLh3,)

2-2. RA

REELT-TROBBHRMCREL T, b2 (KRB AFEHEITR) | 2 TERES - ROEEIER
ARBERBOEENT LSO EEZLNTHEET SN, #EM AHS T EXRH RIS SEICEES
NTND, FERMEFIREERSAEIEF (CCHS) BB DT LA L Tl PHOXZBPHOXZ2B BIn FEE M HE
=55 6#bN5. PHOXZB [FFBIK 4p12 ITRIET D PHOXZBEEFRENHFHETH S, PHOXZB
FEDH 90%IE exon3 [2#H D 20 RUFTS=2HEIZHITS 4-13 752 DHEZL E (polyalanine repeat
expansion mutation: PARM) THY . BEEEHIZE-T 24PARM(EEE®D 20 RYF7S=HIZ 4 7S5=
DEREENMO=30) A5 33PARM [T SN TS, EYH 10%IEIREVR FUoEV R TL
—LVINERBEDETS=UHRZEERE (Non PARM)EFE8H 5, CCHS MIFEAE L de novo EETHS
B —BEESFAMIVORFLEIBEFORISDEGRFINHYELBARBEREHERORRELD,
PHOX2B BIZFREEIF. EILLaRT I TR, BEMBEHET S (FEIR. Fik KERASEELE)E
feCL. MEEELEDRREELS, ICAH, #iA1M OHS TIXFEMNATBEEFERIIEESNTLELA,
WEFhtE _BRitikE ERRICHTHEERENSECEEIN TS,

4 AT AHS TIEX&REID SDB (E#i & . FEARFFEEIFIR  EMFR) AEESIN TLVELE, IR, ZARER

DX, BFOES. RERLKRBOEREGE QERNEERT S, F-. KEOS _BILkFRIAEIZHS
EEERIMAEICKYITIRREES, #1739 2EFELEDRADTLERDERERDZ LN HD, CCHS Tl
ELNDARTN TR, BEMEHETS (BERHERE, RIREECTER. Fi. KREREHES. F
FEELGOZEIL . MREEELGELHET H°L1HS. CCHS D/NETEHEBEMOFREENT+5HT
HEERFEETEET HEHIIEMT D AATRERESNLSZEA LY ICAH (£, BRROEIREE L2
2ELHLHD . BIEKOBEN ., BB, BIERRER . REELGE(CERNBEELT S ELE #
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B OHS @ 90%LA L (SRAZEMEEIRFFEITIREES 54, HEIREEEBRTDOADEELFET D, B
£ OHS Tl BHDBENEXEETH_ LB REPIFEIIEENS - BIb REFEMELH(C
#_-_61&E§$£fﬂr0)7“—&5 IR, AOTEZELPTVAE. WThOHEELRED SDB DiE]

JBERISEY. CCHS ) BEMIEHAERE ICLDHERUN QIR ILERR, HEL. — R EENGLK
pll Exé ELHAHDT, R FISEY TR EER(C FEROA T FEDEFEEZHFET S LS
TEHL,

4. BEE
— HAMROMERERTHY . RARAEERIHEISN TG, EIREERES OREENEELS
alE, ERFFOADAE THLXAAIEETHAHUICAH TILFENICHBEHRENDH T, FWIRBE IR FAL
%%)) L,7§\L, EEDFEIC [i EEEEH# EEEE##:-L,E‘J%#Z\%’C%%S GGHS—Q%%%%;MH:‘%

o ~

‘FJL—\.JEFﬁJj_:(contmuous positive airway pressure: CPAP), A TIEIR & EE('E\. @]Faﬁ?klﬂ?[ﬂ%ﬂif‘li
FEREEIS IE #2 R (noninvasive positive pressure ventilation: NPPV)N XM IR E IR (1245, @Rk E
HEToTH, KRR IMAE . EIE\TéﬁE’éﬁf:ﬁ%ﬁ\ BMERE BELGEIDELLLIN, BBRESICL
5 CO, FINOA—L RBEICHLEBE T D, £ BA M AHS (SIFIR a8 R EEAF . FRERRF . SERFRIIRE(CXY.
fif R RO 2RI HETL T, IR EDE h\’énﬁﬁﬁ'é EDRBHY. EFENDLETHD,

CCHS DIEMRIIEEEMNRRITHAN . Z<DIGHE . AR OKBMICATFREERZES L0611
ZU BICERPICEECALIMBARDELIL, REBEFELECT O T, BEYLFREEICLYER
[DBILLIEBEMIEZTELRYEIT. EEHBFADEEEZR/IRIZTEHIEN. BIROD quality of life
(QOLPFRBEICEVWTRIEETHD, REERVEHLGELNL., HERK. FLREFHERD CCHS T
F. B[ EVIRAT COFREEETOICENHEREINS, —HOEETIL, 24 BEAIERNSE
FEERER DA, HAIVWEHRICHEVWRZAZB ISR F LI5S L EREMNIG T # K (noninvasive
positive pressure ventilation: NPPV)EEEICHITTELEELH L BEREFMEICH L TIIRFRRESINDS
CENHEN, BERGICEDEBREDEILIZEY CO, FILa— RIZHDAEEELHA-HFTENNE
T#H%,CCHS [T BARMELT ILF, BRIER— T NMThNdESTHY, HRICHEBTRLSH
LIEFIDBENEMNBHSNCHE-OTILND, -, BREICHLERFIAEMLDODOHY . §&. REAMGEUMED
’é’&)f:’rﬁﬁ?ﬁ‘%%f&é
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HAMROERBREDLS ., EHAEFAERIITHOATORLS, EE. SEVHEAIRREL FEE
BRHHAS-NPPV EEDBFUAEMNEGIR TV ENETICTDbN-BE . KR TFEDRAERENS
WoERSN5, CCHS MiFE . BEIKR  BUIGIFREELY ., K- REFEBEDRE FHNHTRESLTH
5 RUFRIEIFREHEFTIRIUPFTEAED QOL OEEDESHIZH. BETOEREEZSHAE
FDPaCO, N LR ERRFRMAEICKHITEEELEETHS, F1-. CCHS DIFE . PHOXZ2BELFEEIC
L ARTIV TR, BEEBERETS (FEIR. Fi. ARASEELL)  HENICE VMR
BAEGISEENVETHD,

O EHDHEICLELEIE

1. BEY
#A M AHS 24K T#9 3000 15,000 A

2-2. EIRDEE
T BA(CCHS DIFEA L PHOXZBPHOXZBBIGFEEMNRIFICEART 5. TN LS DEIEE AHS TIE
BEDEGCFEEIIFERMBEHRATHS, )

3-3. SBEMIAERE
RABHBEREFLG REYRAT ATFREZL SEEEMIES NPPV EEALE IR RIERE

DTSN TS,

4-4. REIDEE
——CCHS D FLA L FEEFRE PHOXIBEEFEREITEIERETHY . TSN DB AHS L&
&)'cﬁﬁﬂmiihﬂ‘u‘z\%’c%éo

&EE_’E

EaE SIS FaBEIQERTOEE. BROLEE. DRERICEEESEETD,

O THERR T

liﬁé*ﬁ&%ﬁﬁn$$r¥ﬁ,n'ﬁﬂ¥w%§£€$ HfﬁnJI[U_FI EdHEE]
1 4 T .
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<BMEE>
BB AHS (1) EXRMERR MR TUEREE (CCHS) . 2) PR MK T (ICAH), 3)#aM
B E i SR IR BF (BEA TS OHS) D3 0A\e A A VTR ERBRTEZ T 5.

1) e XK PR IR R K GEIZEE (Congenital central hypoventilation syndrome: CCHS)
Definite<Probable Z31 R ET 5,

AL A 0.
A. FERA -
R RRECH SR T I 5 B 22 B | RR 4R B 9 D AE IR A% JM@?’.‘J‘%’“‘—'@%W)@(—E—'F@&@-E%
ENYaRTIV TR, BEMERET (TR, Ei. KRAHEE =BT
B BT HEFERINLGEDELFLENRSATHIHEHERDER). *HXHEJ%?&tEA{#
FAHELH B,

B. REBMR

1. REFFOBIRMAEH ZPaCO, {ESEIR PIRE
UTOWT nh Finf-d ERBELEREBIENERINDS
a. BpiRI PCO, PaCO, (HAWIIKEBDZE R F /(TR IEER PCO, )h' 55 mmHg ZFHEZ T 10 73 LA
LRI D,
b. BRI PCO,PaCO, (HAHW I B DR F-FMERIER PCO, ) BN EEERFNEN L & EL#R L THEAR
EPL 10 mmHg uiiﬂb 50 mmHg—BM—F%ng%m“étzéfﬁb\ 10 \L,L_I:ﬁff,.j'é

c. F/NRIFHEEIRFFRID 25%E(ZH LT, Biffrfn PCO,PaCO, (HAHAWIHKBDREF-IIMER

# K PCO,)H' 50mmHg SYFMGEITEBREHELTHEN REMEFEE L THREEIREFFRE
1BEEBINIETET S,
2. EERBREMRICKAR B CRIEDRENEHLISE)
RERR fP D Bk PCO,PaCO, (H AW IR B DR F-(FMFRIERK PCO, )EHTREN RELIHE .
EEEFR D PaCO, {E 45 mmHg LLE TRAFEETHS.
3. [FEAEDESBIT PHOXZB BIZFEENEET S,

C. ERIZH
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thDREIRIEE . EFMIEE. RMER. MEERLE

<gMohTd)—>
Definite: AZFE=L+ R U . BOLT1H LLF2 R U 3% #HmT-L. CERI\ =D TES

B
<SEZIWE>
AEEDERELT. 2023 FETIEIERHIZ PHOXIZBEENZIDWLEIER | THo=M. FNDE.MFE

AEDIEWIT PHOX2BEIEFEENEHET S I1ESNEESITH-T=,

<EFEESE>

UTREFEENBEAVCEEEILULEZRRET S,

{CCHS> SEVIBETAIMR/FEREMNBTBRIINPPV)AE
I BEEBEEREQHINE

I REBREDS . BEH— I H BN BE
I REHICHNTERMBLVATNE
XHIBIEAR— 5 AsISER I 71 L5,

2)ERME PR EMBIEE R (idiopathic central alveolar hypoventilation: ICAH)
Definite $ &1 Probable Zx % &9 5,
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C-1. BRPBEICEYLUTOVT haEinl-d EREEEBIAHERSIND,

a. BpfiRI PCO.PaCO,(HHVIEHKEBEDRRE F - (FFFKIEEK PCO,) HY 55 mmHg FFEZ T 10 5 LA
tEETS,

b. Ejffkfn PCO.PaCO,(HAWIREDRBE £ LMFESILE PCO.) A, EEERFNEARL L LLEIL THE
BRHIZ 10 mmHg LLE EEL. 50 mmHg ZBZ5EM 10 Ll LT 5,

c. 2L/NETIE, HEEIREERID 25%#8 (CHULVT, EhiRM PCO,PaCO, (HAWEIR B DR E FEI- 1L
ER#ER PCO) A 50 mmHg LYUBLY, REMEEFEEL T, HERRHEE 16FEZEANE L
EROR

2. BERBREMRICK DR BTl FERDBRELSRHELTIZE)
a. REEPD PaCO-fEA 50 mmHg LIt T, HEDIEEESE MArlr & QEERIMFREEARHONSD,
b. REEH D PaCOfEA 45 mmHg IE T, REDIEEESE ML E QERIMFREZEAZHOND.

DEIEFENRE
1-PHOXZB ;&I FRERZZDIILY,

Cc. ERIZH

HEARBERM R D FLRRRAEL TUTZERENTES,
fMRELTEES, Ml SR, MRS, EYER. HIREE. HFHET. BELL,

<EEOhTIN—>
Definite1: AN 1&. BELUDEFHIEZLEH LIUICERALE=LDFHT-T
Definite2: AD2a&, B LLIFCE =9
Probable: A& LU D 2bd ., BEiFH =L LIULCERA =L D=3
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CLEFEEDE>
UTOEEREAEZAVTEEE N LU LZRRET D,

<ICAH> SAFRRID PaCO,

I HEEdH PaCO, 45 mmHg Kl

Il FEEF PaCO, 45 mmHg LL.E 50 mmHg K i

1 FEE PaCO, 50 mmHg LI E

v REAT R ERANE
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<

ATHREBENREOHELY . —HTLAPLHE
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3) B TERR KA [UE (& B (obesity hypoventilation syndrome: OHS) : #5514 OHS
Definite #xHR&T B,

b=

A SRR
EENFES D

BATIE BMI 30 kg/m*LLE . /NRTIE FE R TR ITEED 95 N\—tE2(I)LUE EF 5,

B. #EMR
1. FEBREMRESSVAERERIGHE
EEEH(Z PaCO, 50 mmHg LA E A REZR SN TLVS, CPAP AEF1ToTH. PaCO, fEAS 45mmHg LLF

S50

2. ERPBREICIYUTOVS W Einl-d ERMERET A HERIND
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a. ,PaC0, (HAWEREDERE-IFHETRIER PCO,)HY 55 mmHg ZHA T 10 HLLE
Bind b,

b. Ejfifkfn PCO,PaCO, (AW IR B DRE EI-IEMERIEEK PCO, )N EETHF{NENRL & L8 L THERR
B2 10 mmHg LLE EF L. 50 mmHg X AED 10 D LA LRI 5.

c. FL-/MNRIFHEEERAFRI D 25%8 128V T, Bl PCO,PaCO, (HAHWIKEBEDER F-LFR
# K PCO)A' 50mmHg FYUBLMEEITEBREFIFLTEELL  REMEEE L CTHRIEIRERE (X
11 BEEBANILA LT B,

C. #RIZH
BREDIHERELTUTERNTES,
EEPRELRE. MMERE. MERE. EYER. BEEE. HHAET. BEE0D ICAH H DL (L
CCHS

<#&HDhTIN—>

—Definite: ALBD 1 RUBLUBAEHEE=LBD 2, CEHRALELDO IR THEIT

YAY 3

BEEE | BRER B EH 254 SRR
B2 2EE | PaGO,— Pa0, NPPVL/HOT a4
1 mMRC>1 PaCO,>45Forr ok g
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2 BRAT POV T S T S
%

B 200 Db
3 mMRC=2 Pa0,£70 Torr CPAP/NPPV/HOT ## A i B
4 AB+PaC0,>55Torr

Pa0,<60 Forr NPRV/HOT #t i n &

- = AN nR=— — = AN = > M alistr=

<BBME OHS> | FHitRUB[5E(CPAP)AEE

| HEEF PaCO, 45 mmHg K i

Il HEEth PaCO, 45 mmHg LLE 50 mmHg K
1 EEEd PaCO, 50 mmHg LA E

v NPPV H\WAE

XL AL UE K OVEUE BE S0 A D S % B

1. FHABWITHO D BRRAEIR . *ﬁﬁﬂ?ﬁ:@ ZEAL T, ZWHEE LICRBEROBRER2WEEIZIE, Wi
NORFO S DZHNTHE LI X R (2721, éﬁ%%ﬁ@ﬁﬁ%mﬂ‘%ﬂ%ﬁ%%’é%of\ i
AIREZR B DIZIR D, ).,

2. IBRFMGEIZIR T 2 BSOSOV TIE, MU REZAFEHO T TREMTHOI TV 5IREE
2T, [EIT6 2 H R T b BV IR %Eﬁﬂ?##ﬂlﬁﬁ‘é LT 5,

3. 7ok, JEROBREN LRROBEIELENIHE T EU LISZY LRWETH 50, mERER k3
D ENBERSDIZONTIE, EREROXNE LT 5,
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34 RIRIRMEEE

O HM=

1.

B

IR HERERE 112! (neurofibromatosis typel:NF1, Lo\ EUIR) (£, BF=A-LEIHT A
LB EmiRREZEIHEL. B R ER. GBI, BILE)GEICSETEREZET SBRETHY.
BERERMOBEEERUEEEEIRETHD,

IR IRHMEREAE 222 (neurofibromatosis type2:NF2) (&, M {AITEICFE 4 9 BRI SIS (AT EM IR #IE)
EEWEL. TDMOAIERER NRUVEHEHEHRIE. HIRE. SHLKRE) ORERE(RTORA
DORHEEHZMHE, BFRM) . BRE(EEEENE) ZET IR FEAREOBEEEREBILEEIRETH
%,

2. [fAE

FRRRMEE 1 EORREGRFIE 17 FREARB(17911.2) [CHEL. ZDEEFEYE=2—0
T47AZY (neurofibromin) EFEIEH . Ras RHEDHEEL FIHIL THIRIBREOHRELIFITHIEITELY.,
EEORELEEEIHITEHEEZLNTIND, NFT BRFICEEGRINUTUR ERLI- I EHE
fiE 1 BTl RAS DIEEMATEMIEDT-8 . RAS/MAPK R IRDEMILL PIBK/AKT RERDEMHLE4E
C. BERHEEZIILHEL. BROREZTELLEHASN TS, LAL, FELLVEBIZ DL TIEFRAL
REZLY,

FIFIRHEIEE 22 OBELEGRTIEE 22 R2BAKRRM 22912 [CHFEL, COEGRFIMEYHITERE
[E merlin(X[& schwannomin) & T 1T TNV, merlin [XFEBINHIRFELTEICEEZ DN TS,
RRHMEIEE 2 BT, merlin DEEFIZEELEL., IEEE merlin BTEEW=OIZRIET S, RHRIZ.
FHIFIRAENEAE 2 RSN D — IR D IZ IS - BEIRIE - B L KIELGE T merlin DBEEFITERENR DO
2TLVD,

3. fEK

D) IR RHEIEE 1 2. LT OEREH-ET S,

- BITE A LHNTIA L —RIETEY EAYDLRLRTHY., BIFRVIILII—E—BHLRELE
BIZEDFETHRAT. BRHMAICEDERIEIADNGL, BITRABOLDODMNZL,
AAZEFUBoNGEHEBEEL TS, /NETIEE 05em LLE, BLATIEE 1.5cm
UEZEEELT D,

-HIRRMEE - REOMRRMEBEIEFHEIVERICZHT D, COMETFO. ETFHLRAICE
AR EE ER M BF (plexiform neurofibroma) < RAHMHHE A D HF$EHEAE (nodular plexiform
neurofibroma) ., TSV FE A S D IR #R M FE (diffuse plexiform neurofibroma) > A3
LbNAHIELHDH, BEEREABEHES IRERBEIORETIAETEED 2~
4%10%FEEICELS.

- Z DD FENE:
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RERE —ENBHRERK. KEDHBEEM. N8R, E4MHHARAFE. EERHBETEMLL,
BRE-BEEE-EEETOEXRE. OREOER -RUEIR. S -WBOEBLE,
ARJRZE — BI 52/ MiE B (Lisch nodule) | R #R R EIR MR (IRER A L D) BIER L,

INEREES —AmERiE-EAME2MaiE. SHESRLLE.,

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

MHIRBHEE L1 ROZHORAUMLT, A=A LEATTA L MRS E A O NIES
B IEHEETH D, NRBITIEAZ=A-LEHTF LHAGEU EHNIERELFEHON . RIEEZD
thDEERESEICLTEWT 5, =L BRELICEEDIELZE L RABITIEAT=A=LBIHD
IALBNAHAYITKNIELZ VDT, iR RHEEEZ TR T 5, RECIGL T IREMEE.
MRI KB EIRIEEZ RS 5,

@2) HIFIRHIERE 222 DRIEFR EHR R THDHHN. 10~20 ROFREHM LU, EEIOFEHZEHEL R
LEREJMTHLHD. COMBBOMRICHBHEBENELD, F-. TOMOPIRHBERFZLL TR
fE. EREGEDELD, UL UVVERE, BEMERIECKLHIE- 5o DE T, EHAEHREICLSTF
BEOLUN-HRET-BRHALEISH, TOMIZ, 58E. EEAREHRE. EEROLUN, HTEEF /MK
K. B2 FERE. RNES. BTESOETRESLEEZHEICLLH D,

BRELLT.EE MR BEARE. REMWRENDET. HITEE MR LRAOKREEEE1~2EE
HICITORENH D, BEENES MRI TIE, ATEMHZEHIE - =X BEHMELT RO LT OB EIEHIE.
BEIERE. INENRIRECIRENEZ LAONS, £f-. BHEF MRITIE., TR LG HMEHIELSSE
RNiERE (ZLUELKRE) DAHND, CNODERIT. REETICRABRILAEZTITLEEFSILEHD
N EBRTEHIELHY . RO FAIIRHETHS, BAREBEELTL, MERNBRE. ETRNRE.
BTN E RIGHREZIT . AL ANILEFIE#BHEORES AL T LLERE T BALNILL RS
BIARZEDILEPRITEILTEHIELH S BREMICIEBEANERELANREZITI. EEMHBERNE.,
T3 posterior capsular/subcapsular cataract [, 80% S RICEONT-ETEHHENH S,

4. BEE
D) FriE R REAE 1 B
(1 BExRHM
HNERDOEENERREZERLOBMBELIEATRATNS, LML . REDLIA BRBEES
[THASESDBERDAREIILEO D, FEITIEL THEREETS.
(2) i IRMENE
EIE DR GRS L AREF LT IRBICHLT. BERMNLGEALOLEEORBMNEREN
EIEH=0. NHYBRNE 1 EIRELGD, AV ITNIE, BFFREFTICUIRT %, AT
(£ BRE TICHRSBYIRT 5. MEDEDERL/AVIZL B UK. EREHH. REEHAL—
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EYMBEHEEETERT I HLIITHRT 5. FMICIDM LA EEE TRERIED FRBEFRHEE (152U

E)TIE, BIAF=TICLEBEEEET S, BEEFREGREHIBE SRR B IBRMTZEE &
35,
(3) BIHR/RE
PREERE. BRE. BB MIEE. GIST 4L . BELADZRWFBOREICH T HEMNGAEEYE
BERMERTRIZIT D,

D2) PRIEMHRMEIRAE 228
BRICIEFMICLDESE DR EEMBRAERNITOND, EMERE, BEEFEARIIVEZEEE
THDH BHEHECOVWTRIELADBE YA XEERFBAITGLTEADHFKAEESN, HRE
[SIECTARAHMNEREND, —RIZ BEN/NSVSIBICFH I NIEHRER A ERE DR REM
(FEL, BEAAEF TEDARERLH 5. NBFMOMIC, HoI—F 170 E DELMBMSHRFML/NE

BREBICIENTHS,

5. %k

HREHE - AR EFE 1 M OEROFRITHEBRUBL—BEYEV SN, ZOETRTHLEN
REHIZ MBS O S ETEAA—E b 10%%FEETH S,

HIRRMIERE 2B EENH - CLMELRERTRIBTEILELH LD BICEEEZTIIESH
BELT. RRICHELEDHBERIETTIIENAH D, MAIEGRRELEEENEZEOREE
FIETEAELMEEIZIE, QOL ABIEL. ARDERLEL BEDHETIX. 5F-10 F-20 FEFET
£ /285%-67%-38% ThHol=,

O EHQHECHELEE
‘ 1. BEM (S EESTEEERTRE T RIEER)

3.9614,166 A
2. RIRDHIE
THGEEFORELGELERHIN TV DA FHMITTHA)
3. MRMICAEAE
‘ RIS (FMTRYTIN AN EL B VA, BRI 1 R CTIEFMICLDRIEA RS CREEMEDE

KERIRHEB IR L CTRILAF =T ISL ARV EALGHEENHD)
4. REIOBRE
PLE(BEES. AERERELCESGHELHD.)
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HY

6. EEENE
IR IR ESE 112X DNB 2 ¥EZ ALV T, Stage3LLEZXRET B,
FHIFIRHEIRIE 22 I RMDEEE S EFEL LT, Stage 1 LI EERRET 5,

[ R I R BT B B B RHE IR O R S S B RO R L= RIS OB RRUH LU

BRI L) QBB A E S ERBELLEE Q0L [ QR OHR)

FEREE BEAPALRESRPRN ABHESBRABRESENKS FEH 8 HEFe
FHLERE
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<BEEE>
O1) tHRHRMEERE 118
Definite ZxH LT %,

2-2{@1. 6L EDHIIALB (BEMRFIFEAZESmm LLE, ZHhURE 15mm LIE)
2. MEFIIEEOENBRE RN
3. 2{ALLE DRIRHRHERE (BL/S DIRIEHRIENE
PR RME 1 AL E QB R iR RS

5-2{@4. Rk GBIRICELD) BIE

5. 2{ALLEDUIF/NMEHT (Lischnodule HIFE KT IR MEEIRE) - L2/ LI DARIGIR D EE G T E
/AR FRIMRR S DT E CTRESN A S L BHIKEEET)

6. FHHMGERECHFE - BIROLER- O (R EMRTEX2, BB DBISMINDEREE

E5-EmEl FERERDEFIIEHEE)

LB E L DAL T THEN) F=IEUEA

7. BmMEKGEDEELBRONSMEEICENNT NFHEEFICHE 505DANTHES SR/ NNYT Uk

X1 3L, AOALMEEMBHRERMOA THNIEEZMIE NFI OFEEENTREE LD, FistéLTLY
DAEEREDEIREIEHY. DaED, 2 DDEFRD T A LRELFERNHEERIDI6ELL
AFFEEE TR TN EESHLN

X2 ERE(CERRMFRHEENHN(SIRH ERRA L (SR L= MIE B (S FE5%LN

<WohTI—>
Definite:— A< &Ef=lEB1 - ANZEEH2EB L EEHE-9 &

<EDRSERR>
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l

»

152



Definite2 : AQ2IEB LA LZFHET-9 HZztE. ADIIEBULZHEI-TH

<EEESE>

o4 P 1]

_Stage3LLEICERETHLDERRET S,

E,:I_ ';ﬂ./\slég

DNB% %8 SRR L HESRETE
Stage1:D1T#H>T.NOMDBOTHH LD BE-#SEFEITHICIZEAERBBELL
Stage2:D1X (D2 THH>TN2R UB2%EFE

HLNED BE -#EETHCHEHINEE
Stage3:D3TaHD>TNOMDBOT ) HeEFIZEEOREN HEEES
DEBEAKE0N
Stage4:D3THoTNIXIEBIOWLWT nAhE BELEEICHFEEOMELHY. HEEF
ELL0 L ORBEHAKEL
Stage5:D4, N2, B2OW\TFhHhEFELED BAMEELNSET. BELETFTOXENK
=18
(s N

DI BRRLVBOBRREENTFET D

D2 BRMMELLBNZHOMBREENFETSD

D3 BEEZEHTHO TELHOMERMENEETD

—(1lem BELLOIONEELH 1000 ELLL, AO—HhroERWBEHTEL TEFHEL T &L
Ly)

D4 WS RHESIKBRGHEGL ICLIMEEEETCELVBANER
XIFEEREHRBESOHREHY

FRREIR

NO fHiZfEIRAL

N1 . BAZOEHBEROBRERICRERRENSHS

N2 EEHIVIEETEOHBERCEEFRRHY

BO BWRZELL

Bl BELLWLHEEDERE (FIMARETLBELLEVERERIIMEREER)

KKBZ SEDERZEHY [dystrophic type t;L\L%’ﬁ;‘é‘#ﬁ%gté%ﬁiﬁﬁwﬁﬁﬁﬁz(1EIJ%‘&3%>L\(M§
E).UREOEEOER AEE - RS, BEFREXIIER T RIE]
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O2) fHiRRHEfEIE 228
Definite xR LT B,

<&HDHTII—>

Definite1: MRI X (& CT THlIEE+# i85 (HIEHIEHMB) N FHET D,

Definite2: (8- FEL - ABMPED VT WA N BRFRHEFEE2TDLE) ANICD. RIFQONWEFHET B,

@ F R o BE RIS (RilBE M2 SHE)

Q mizHE-AIRE - EBE-EEUEREDIL VT A 2185

<BEESE>
Stage 1 LU EEXRET S,
IR AER
BEALANL(C )dB
BEEHALAJL  70dB LALE 100dB ki
BEEHLAJL  100dB Ll E
EBEALNL(  )dB
EEFEALA) 70dB LLE 100dB ki
EEFEALA)L 100dB UL E
EAE HE R E
— BRI
i {8 R 9

MBI R ER (RTBEIEIRZE S )
—RIXFEAIEEEMRET
BTEEXIHEIES
BHR
RAOEE

— {8 < BH

il {81 5% BA
F HRE

i
EHNET
T RAE
HREAEIX

BEHRENR

= EHRER

154

HY(1R)
HY(2R)
HY (1K)
HY(2R)
HY(1R)
HY(2R)
HY(1R)
HY(1R)
HY(2R)
HY(1R)
HY(2R)
HY(4m)
HY(21)
HY(2R)
HY(1R)
HY(1R)
HY(21)
HY(4R)




Score &t AELE HeLEF
StageO 0 (TEAERIRELLN [TEAERELLY
Stage 1 1 % 5 0D [l + 15 0) [Al 8
Stage2 2 BEOMBEHY fieEHY
Stage3 3 fiREHY EEOREHY
Stage4 4p) TEAKEL EEOREHY
MW R N OV ESE OIS T 31T 5 M EFH
1. WAZWHIZH WA ERARER, RAETRFICEA L T, 2WiEE LIZREOBED 2 WA, W

ORI OGS DZ AN THAE LI AR (7272

FAATREZR B DIZIR D, ),

2. IRWRBAARTRIC

> T,

3. 7ok, JERORREN E

B B HEIEFE/FEIZ OV T
BT 6 7 H R Tl b BV VR R %E%ﬁﬂﬁ?é L ET B,
PHEETELU RIZEY L WnWE Th D03,
TENBERLDIZOWTIR, EREBROMRELET D,

FLOO EIEJE 7y
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L. SRR ORIE

2R EARIEIRSE TH - T, fife

W 72 R FHE B O T TIREMTHOIL TV D IREET

[ VALY e 5 T



172 {BRRID78—E5E

1. =
BRRT7A—EIEE. BOEAIKIE. (BRHFEL. BERLGELZRD ., MEBETILA)KRRT75—
FALP)EDERTEHEBETIERMERTHS, LB ELLE OEEEK LT VNA . D
BTHEZEDHZI5ELHD. ALP DFEHETICELLOAKILEEME THhIERUEMNEREL.
BFDVVREMETTHILICKY ., BRRILEENSIEEIEND, ALP OREE THLHHRAKRIA
J—IVTRr EOYUEE EYVRXY—)L 5 - UEBED ER A HoNS, ERERBIEER (S IEE)
HERTHEENZVHN BEFOPICIEELEBRBEREEGELREE T TTRRIFET S,

2. B
HEBIERERTILA)RRAT 72— (TNSALP) 20—K3 % ALP-L B FDHEARERKL(CKDHES

nTLs,

3. fEIR
BOLAEEER. BRIKIE. BER. MEEHRE. SEEOMBRMTEXK., L. (FULVhA . SHIL
U LME., ZR. BREER. AEENFAR. BERASORNES. JLEORHE X, mUE.
BREEDRHD,

4. jaEik
A FPRARGEEHIHLTT LA RRTI7A—EBRHERED RS THON D, BEFI3
TORRERBEEIOAENMEIEHEILTOELD BERCH NETRERRBICEDUERNFAE
TABEICIIHENHFTESD, BRMEBEEOESHEIIR T AN HEENDLEICLESEELH D,
BEREFICHTEFONAIFERISY By (RFIETHAAREENBLD T, £9 B DxRGEHAD, .
BATCELIELIEEHAL Y LAMEFRD . CNISHUBEDILY I LIV IDFERLZEDAHIL Y L
EWMFIRATHNEN. BEREBILSEDIAEEELH D120 BRHRBEEEZHAT 5.

5. %t
FRITFYICKYELS, BRETEEIDTOHOALZTNIEEAEREER LFIZL2H). ZLIRRIEH
FHMABREIZFETET D, RARLGEDRERDEGFTRIBIFTHAN, BARBEOCETDEIZE
B HEMHEITREIVZS,
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O EHOHEIIBHELEE
1. BEER (SN EEEEZBEIIRFER
100 AFK i
2. BIROWE
THIRAE ALP-LEILFDEERN ., EEEDEVEELLGERZITTETLVEL, )
3. RMLAE A E
FRHEL
4. REIOEE
WE
HY FARVERDZEEEHY., )
6. EfEEREE
modified Rankin Scale (mRS) . BE K&, FROZNENDFHER7—ILEZRANT. WTFhhh3LIEE
HELET B,

ME 4 R 77 58— OB B BoBL AR 1 1= R O BB AR E

WEREE AEKSE LEHB KEE—

(SR BRHEBOERKELEE QOL DR LEBNELIFFRYE

HRREE KRKFALRESRHRFPRFE £RE
EEFIREF BE R

FRHEE ARBTFERLLI-—FRREXEEEFRSME -RBH B& BLHLERAE

BFERtE SRR BREE

157



Definite) & xR &ET 5,

AA. EEIR
1. BRRILES - 5EEQET
BH X BRAARELTEDEGRIE. REBOER . (HREDBEHRIGAEE. Bif. AEIT
2. LD R E (Am R DR %)

BB. FBREMR
mF7ILA) KRR I74—+1 (ALP) [EAVMELN(EEH AN EEEISEERBTHAILE)

CC. BIzFMRE
7 J 1 ALP (TINSALPMEIEFALPLI - BIEF DIHRBZEERRMN

<gErOhTI—>
Definite: AAMDSH HEE1IEB U EF#T-L. hD BBF#EzL. hD CCFiHEI=T

<LEBIE>
LUTERHBIENH D
1. &K
aa. EAIY BeiKFMHEITLIVNA
bb. MURkKEHE. £
c. [@M ML BIETE
d. EQYEEHILS o LRI ETE

2. SEREBEFR
aa. RARRAKRIAZ/—ILTIVD LR (RPTI/BEAFTDERIZHY)
bb. MEF/MEEYRXH—IL5 Y BRED LR
c. ME/MmiEEN) U BED LS
od. ILIRICHITBEHIL LY LISE

3. BEFRIEREZDI
aa. RIERE
bb. MM ME ALP [EDE T X

MIFRIZHEWTIL. BB ED ALP D=6 ALP {EN LR T 5,
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<EEESE>

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

&—;-éo

H A fRmodified Rankin Scale (mRS) HIEH#EE

modified Rankin Scale

BEITYRER

0 | EoT=EMRML

BRERBRMMEBIERNELITEVRETH
%

1 | EIREH O THERALHNGEEF TN
BEDEHDHOFERIITAS

BRERR UM BIRIEH D5, R LR
ABIT>TUNAE B O EBIHIRIL L R AR
5%

2 | BREDEE:
RIELIRIDFENETITADDITTIEAEL
N.BZDEDOEYDZEENMBILZLIZITA
%

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

3 | FEEDREE:
ASIDNEIEDEESTEHH., HTIEN BTG
LIZITZ%

BV a i R@sEAER AL HGEIC
FNBZELEETIN. BESIT.BE. F
FELGHDHEF . MMLUBEICEMTIZREE
LELWKRETH D

4 | PEEMEEDEE:
HITOEFEMERIZIENTABLETHD

BESIT. BE. BELGHOHE. ML
EICINBIERBELT DA, FiRarE
DBEELGWRETH D

5 | EENEE:
Bf-EY, k2K
bt I

s

CEISNHELRSTYVELE

BIENIDIBIELELT HRETHS

6 |

SN Rk

BE-RXEN)
JEIRTEL

. BYHMEOIXRC. BERDEENDIRELELT S,
- BE-RBERICEOHDONBEET S,

a » 0N =2 O
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