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17 ZRREME

1. =

% RIRZEME (multiple system atrophy : MSA) (XA EHA (30 % LARR. Z<I3 40 mLABR) [CHAEL . #HHS
FRMIZIEHEMEEA )T TR UTICRBIELIza O XILAUDETEL., EITHEOMREE MR %EE
KIHEEBETHD, IEINSRDPOEMRDN DR EBRATHILDEA )T/ EMRE
(olivopontocerebellar atrophy:OPCA) . /I\—F Y X LTHALD T IREARERE LM SE (striato—nigral
degeneration: SND) , Z L CHFICEI 4 IEMELE BEMEREETDEETHALDE v/ -FL—H—IE
BEFELBRDREFIRDAEINTE, WTHLETTEENL=ERIERTEERL TSI L, EIRZH
THRHEBREPRDERBOREFAOERZOMENROON . M OBEBRELHBEL TSI ENEE R
MEMELHRMINDILIITHEoT-, MEK EBRERELT, ZWEFIC/DERFALFIRICIID MSA-C
(MSA with predominant cerebellar ataxia) EEZETHFIZ/N\—F VY EIRDBIRIZIZD MSA-P(MSA with
predominant parkinsonism) IZKAIEN 5, ZhldE &L . OPCA, SND 25 X9 5, MSA-C & MSA-P (D LEE=
(FEIZK->TELD, RFTIE MSA-C N ZL FEKTIE MSA-P HZ N ELEFEAH D, MEHICEHE
R ZEIEZEN SN,

2. FA
MSA [F/MuEE. k. A7) —TJ . \R&AE. BE. N OFHO BEHRZICINA TR K EE
FolomEManE®. 43T rnJ7HRERDORBIELIZa Y XILAUhLIRHEAK (T
)7 MR E R AR GCD ZHF LT 548, HiEMRER©I T - mEMRZRICLHARNROND,
[FEAERFMEF THAA . CKENICRERFEEAR LN, EO—EHTITEEGEFERNRESN TS,
WE. BEEFICOVTHAKPCEGERZFLINYICHRAED SN TODA, FE+DICFBERS
NTLEL,

3. fEIK

MSA-C (Z#DEAIC IR B M/ MNERERE LD R B AMFEIZKL ZRE/NNKFELDERNNEETH S,
MSA-P (X754 RI. B8, EERGFEELEDNA—F VX LPNEBLYRSNEDT, N—FVY
REDEANEZET S HEOEVEEAREFELLTIL, B EMEOCHRIES . $hiEES (B1H).
FIREE. RTFEELENH D, TR T AS(IEEFOREOCETRLGEDFREETHY . RIS
BHMTROLNDIZEDNH D, FREZFDREELTEFNCEETNMONTLSH FIRFEDEEIC
£BEDIHLIDTREVRALTIERELHYBIZLITFELTCTRANDETH D, BEHREET
RELTHEZZBLTH, MRUEROC/A—F VX LGEEMDRBEZDEEERIGAIL., bk
BEOBERANEET D,

MSA [XEEEBD X & CT *> MRI T, /M. 15 GFICEER) DEMBE LB BRI SRDHDH, COELEL
HZAICIE T1 BABEBGRKENERTHD, F1=. T2 EFAEGKERICT, LB B SIBHERIC
TFROBEE (+FHIV) . FMREOSESELNROLND, CNSDOFTRIE. ZEMMEELSLY,
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4. AEik

IN—F DV AEENHSGE R N —F VU RENNBICEHIEETEITHLIDTEEE
A SMEELH D LHL MSA TIHBREARNERETED T, IA—F UV URICHRTEEMRETZLLY,
Fi-. BEBZERC/DEEREN MO > TELEEITIE. TNENDOIEREEITI. ERESIZIEIE
REMBERSEGEDHBANERHT,. REVIHEZLELTHGHELHL WM TEENSELLEEE
ENBBERDIELE N UNEYT—2avEE-TWSEBMEEDFA. #iFICEDTHYREBRYIC
. BEEFLIXRLTEREYITRIILEDLTELEELEDIEA KU TH D, NTUR HITRE.
< AD ADLITHRST2UNEYT—2av A2a—% MU BENH D, UNEUT—av DRI K T#E
HLLIESHEFRT 5,

5 F#&

WIFNDBREICENTH BBEKIT/NMKER. N—F VXL, BEGEESTIEEL. I5I2H
ERBRBIREESIEDNZ WV ERESARELTETEICEET S, ZEHNETO 230 AOBEEEHREL
MRBERTIE. TNTNDPRIELLTRERTFHNSETESFEA. H8FETEAKRKE LAY | BiH
MIFOERELHEIN TS,
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6. EEENE
modified Rankin Scale (mRS) . BE-X&, FROZNZNDFHER7—ILEZANT, WFhhH3LIEE
WHRET B,
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DEBKREDERKE, £E QOL DR LICET HHRIL
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<EOBREZE>
FEEIERICEDE. BERMIZ MSA-P, £ L<I& MSA-C IZ5H 489 5,
Definite & Probable X% &35, %1

A HBRTR 30 BiECASRIETCREENGL ETHEOREAFTRT &

B. HHIERRFT R
1. U TDa. ZiEf=L.b. c. DLZ\ThhEHF-3 &

a. LD (7) (1) () V1K EB1DZRHBHE
(7) 100 ml LA EDHERIEFZIRELRDHDHRES
(1) UhEMREEX2
() MR E MR B M EGEILER E 1L head up tilt FHER T3 LUAICIRFELAME 20 mmHg F£

=X ¥R EAME 10 mmHg L ED TFE)
b. L-R/STRIEHXBD/INA—F Y =X LXA%ERDH D
c. \MNEEIREE (BITREA. MEESKR. DMNEETEREE. DNERKEREED>5 D 7<ED2
D) ZRHD

2. L TFDa. b. c. DLZFIM2DFwmIzFT L

a. LTD7) (1) () DIakER12%RHBHE
(7) BHREHESBERES (RREZIEREHELY),
(€) PEMREZEX2
(") BIIEOMEIRTFGFREIZHET=(F head up tilt RERT 10 5> IR URHEHAI F 20mmHg =&

YRSEEAME 10 mmHg LLED TEE)

b. N—F V=X LX4%EEDHD

c. MNNFEIREE CHITREA. MBREENRH. NNEBEESE. MMNEREGEEEE DS D EKEH
D) ZRHD

C. XIFWIERIRATR
1. XEHMEBAMR
a. BEMERBENSIELUNDRELTHEST
b. BENERFEENSIELUNDFEENSEED LR REREE
c. AREDURFROTHEL L-FNTEREIFEET IEHRBOA=T
d. ESERRENSIELNDEEDETES
e. EBEKFENSIFLUNDEEDETES
f. AERB THATEGRONEL R — &
g. FRAGIF VO —XRBFEORBEF - (LESFFIRE
h. Z2E2E (FHEBORFIE - AIfE, camptocormia, Pisa JEI&#, F & DiiE)



2. XFHIEEEFTR
i. Stridor IRKMEMRIS (MEREEERIRE TOMEKREBE DRI D HERESND)
j. Inspiratory sighs ULV
k. FROAT-SLER
. ZhEEREE (probable MSA MEFZETDIRICIF 60 HKREDIHE)
m. JRELEEL

D. MRIFFR:1.5 T £7=[F 30 T MRIIZKY TEEDDLLELT1DZERDDHE

-MSA-P

a. BRDEMEE T2 EFEBRLLEHALERFAEBGR TORILBEDEM, LUIL. /MR, #5.
UN oI E (WAIOF =

b. “Hot cross bun” sign:$&IZH 1715 T2 BAEBR TO+FREES
c. #ERET(TF/NRID diffusivity JEERREDIEM (A0 T L DILEFREEE)

*MSA-C
a. %, BLLIL, /MR, BUL T hh D EE
b. “Hot cross bun” sign: #&IZE 715 T2 BABZR THO+FESES
c. #ERD diffusivity TRERREDIBEM (AT LDILERBEE)

¥ MSA-C [ZH T4/ B3k D ZEHEO P /ME I D HL AL RE DIE M Tt D /NN K FE TLROoN SR
DF=-HEZ W DIRBLIZIE ST

E. SAl9 ~NSER-FIR
1. RSV EBRICHT SREMM DFHRMNGA BT RIG
CIREERK
CERCHMSOZFRAGECEFIFNOLE L. RHORTERIES
- RIENOSELIADEYIZ L BN REEDLIR
. FIEM S IF LIR DR ANAE
. TRZOZELMERE. FEEEYYA—FDOEE
M DEEE TR Y S MRIFT RGEITHZ E TR RE, SRMELE. MEE/—F V=X L4,
Z DD /MR ERE)

N O o~ WODN

F. &2k
LT DEEBERNTES,
BEMEEE. EBLR. \—FVZXLZSIERL, BEEOERZHALISMEE (REM/D
I ZEHEIE  BARIE BB/ DN E A . SR/ DI RERIE . N —F VR, KIREEEKEILE. #
ITHERLEERE GE)
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Definite: ARUB®MD 1 &=L, COI6 4K EE2D0%RD . DEFI-L. ERUFZR4 TZS



Probable: AR UB®D 2%ii#-L. COS5B5071KEH1D, £LLLIIADERSH . ERUFZERRITES

<&EZLIE>
X1 PHWEEONFERITONT
AEMBEITHRDOBEIIHTIERFICEATLEE (HRE) ICHTHETHROZMETBEMEL
TWBILEEH . HEE DD FEEFEHRIC Definite, Probable &9 %,
AKREZE D Definite, Probable (£, =55 & &% MDS £# (Mov Disord. 2022 Jun;37(6):1131-1148) |Z
HI1T5 Clinically established MSA. Clinically probable MSA [ZEE#HLL DD, SHIZAFRDEFIZHHE.
BEER MRI T R % Probable ZETEEIZHARAATZLD,
B MREEE  FREEEEEGLICYBREZFITEELGIREREDIFA . BERFINOBRELE MR
DREADBRNADNBE,
L-F/AFREE: mETHET 5, LI ES - BB MICISC T L-DOPA Z i X 1000mg DAET1HA
MRE5LTH. EFEDZE T MDS-UPDRS A 30%KFHNHEIZEEFSILDEEREIND,
IN—F =X Ls: MDS-UPDRS TMIZEEHL THAHHEZAVTEMEN LI EBHRIE + &R
FIREBOEFE.
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<EEESE>

modified Rankin Scale(mRS) . BE X &. BRDZTNZNDFHERr—ILEZAWNT. WTFNMHSULERER
£,

H A rmodified Rankin Scale (mRS) $|5EH #=

modified Rankin Scale
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BEEY. RBERE. BICNEBLRTFYZLE
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6 | EL
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a s 0N =0

FEIR7EL o

KO E5. BEFENELRVEEDEERMNHHA, HEEF - BEEFITKEL,
BYMEDIXRO, BERDEBEENDIRELELT D,
BE-REENMALHIDNBZET S,

MBI OMRBER(RERE. PUOHRRELCE) EREET D,
EEMICEROMREBEREELTLS,

% (R)
0. fEfR7L .
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MEEDETLEEDMRITH LN, HREFE- BEEFITKELL,

MFIREZED=OIZEEDRINGEDIERLHD,
FEIRGER D ER D25, HAVWIEBALGEDHELEFHETRINANELS,
%F@W%I&éb\lif‘aﬁkﬂ’]ﬁ?@—uﬁﬂh FEFRANDE,

EURH IV ERIGH TR [ESEEFERANDE,

LI HEE K OVERE A0 JH OIS T B 1T 5 R B
L IRARBWIC O D EERAEIR, AT ISR LT WS RIS B OBER 2 WEAITE, W

OO bOEHNTHELIAR (272 L, HEHR ORI &R T BRERS Tho T,
WATHER LOICIRD. ).

. TRIRBAAR IR D EIEE IS OV TIE, EUIREFAEHO T TREMTOIL TV 5 IR EE

2T, HIL6 2 H T bEWIREEZ R 2 & &35,
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18 HaE/MNEIEHE (2 RMEMREERRS)

1. =

LBRNNEMEL (T EFRAHIVITESESFEEZEEREL. REL. BEE. bE. EE.XE
FORZ.FR.MEREE. BECREMERBFICISLWNVEEDRIFTHS, ERMELMAEEICKANSN
%,
BREREIZIR /NN E D EEN K EIRH DD TR HREEZERET S, WTHE/NREKRDANBEIIDL
O (FFNRED &L DN DIRE ERNABILDOED (ZRMFEFR) ITKFISND, BHEEEED—
HTERRUEDERRREREZRTIONH S, AL RIEETHEOEENKEL THMETIERERICH
WTIE. BRERMIICE M MEE TAERET AR E FHRE) & thD RFEFTOEELTESIHRE (EER)
[CRAEIEND,

2. &R
TR 15 EDNHEE KRBT IRERVREMFIZETIAE (AERRE. TAR) TOMRAER
TlE, BERO/DRNEMEED 67.2% 0 MFEMET. 27% NV E R BARBEIHEGRME. 1.8% N EEBRBEERE.
HYUDNTZ DMt LTI RRE I TH o 1=,

MEEDELDDREHIILRMEBETHY. TOFMIIZREEBENEBETSRINSL, BY
DUNRFEIRD AN B I DR EM/NMNEEMRETHY . 7ILa—IL EY. B . RE. MEEELEIZELD
2REDIMNNETEEDERNEETHD,

BEEOHEE. SAFBEHEEETH L, VROBEERNE. FhIZ X 2EREEHEOLONEET
%, D55 ELVETHENSLEGEER/NXNEMSEIL. SCA3(FHE/NNKFAEIR, v vr-D3
+79%) . SCA6, SCA31., DRPLA (B K #% TR %R B EREMRE) TH Do

BAMEIRMED SCA1,2.3.6,7,.17.DRPLA TlL. [REEGFOEIRMEEHICEITSH CAG £ELVSIEE
DRYRLEINERZICHRETHILICEIYRAET 5, CAG #BYIRLESIE, 7I/BELTIET LAV E
55 KEIFEBICHRELEZTWVASVENRETHDIEEZOND, thICRRIZTILISVEHORE
BRERTN\UFURNAR., BRERMEHEMESHE T RUTILAZUREBIFEND,

F1-. BEMEEMED SCAS, 10, 31, 36, BMEEEMED CANVAS UMMM EB) K- —2—0/\F—2
AR GHHREFER) (LB EFOIFREEICHE3~6IEEBZYRLEIDEELIEKICK>TEIS,
fE55 X BEEIRELEBNKFVEEEE (FXTAS) LEIRDHEF TRESKRE T EBRIAELET H. b
DEBEE. TIEFRVE—MRIEEFEN, BYERLEFIDOIBHHMEFIN RNA L THREFEST
EEZBNTND,

— A RRYBLEITIEE BEEFOREEORAGEDHMNERTEZTIRBLZHREINT-,
FAMEEIRTED SCAS, 14, 15, BEEERMEDIERIKES K ITEET LISV MAEZ 45 R FHIEES 5K FRE
BEDNZDHITHD. COFICHEINDERIEZHHY . SHRLEZLHIENFEIND,



DM, REEICESRFERZET DEBHNDH L. BE. BH/NNEHEDOHRITEATNS
DRIFOETEAL TEHRABMAEEDORARIC DU DRERF (TELZASMITE>TULVEN, BH.
SRAVRYTRPTIA R TRERNMNEMIELRRZH SN S EAHAOIREET D,

3. fEK

MR X RBERZERET HH . (FHET HEDAEESHFELIEL S, BIEEREOER/MNE M
fE (&, FEMRAVNBRIENRICPR DT A8 (idp /NN & /S—F V=X L REHBEE . SHARIERS
EEEHTHE(ZRHMETE) ICERERMICKAESNS, MEEDOKE S &, AIRLI-K5122 R ERE
FEETHAHN . FYLS TR/ DEE O RE M/ NUEEETH D, BHEEGEDOZIIZRAETETHY. &
REELHIGHENHD. —BRMI/DRERICRB T 2EDANFRIERLY, Ff- SCA6 PREFKIEMK
KIEGETIERD—BEDBELERERHDIEENH D, SCAT (THRERREMZHEIEA B,
DRPLA DEEREFIHETHIAIVA—XATANADFTEEBEET D, RIEBDZUVERF 3L, B
FHREZTIHE. EHECHERBEDGEEEARANDERARREOMBEECLEEE5Z 5D
5 AFICHALERBELEENDETHD,

4. BaEE
R NE T, DMREEERN RIS LTH EFRRUNE)T—2av DHMENH LI ENRESN
TW5, NSUR HTEE ML AD ADL ITHFSTZUNEYT—2a A a—F O BENH D, )/N\E
)T—2avDOMRIF. B TELLIESFFRT 5.

EMEEEL T, RFEREMIZFRRFBAILERHAILEY (TRH) 42 TRH SFEANFEHNS,
RESEDERICHLTHEMICEONLIERINH D AREHEZITFTHIREAXILFY RIEH
EEDRFEKR. DFEWNERITH T 57 2RV FERENE(FoND,

RUTIAZUREICEALTE, RITIIVAIVER I TN EEZ RIZTERE PR 225 —7
YhELIZBABREORARENHAONTOEL MEDLIA, HEMNBAINLDIFALY,

5. %t
FEIT BRIZEYREKELS, £-RUT IS VRITEFDEGEFREOZELZIT5,

O EHOHEICHELEIE

1. BER(SHAEEERSHETREER)
26,476 A

2. RIRDHELE
TH(EEHERIREEIND, )

3. HRMLABR S E
KRHES (IRABELL, )

4. REOEE
WE
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6. EEENE
modified Rankin Scale (mRS) . B - X & BRDZTNZTNOFHER7—ILZRALT, WFRHASLLEE
HMRET D,

O f1e#kirftit
DEEREDERKE, BE QOL DM LIZET SR
MRARE HBXFRAEAN Hix DHFE



<EOBREZE>
Definite & Probable ZXt& &9 5,

A. BRERAEIK - 238 - RIERE
1. FR/NNEMEAEICERT HER. HLITESE I REIZEH T HEELNH D,
a. BH/DMEEMLE: LT O/MNMEEEIRAZERDOD
BRYR. /DMNEEETEE . KA SD2E)VSIT. ST, MEROBIEREE. £RRE. H—XRE
T.GREVEEIEE . Romberg R E
b. FEM X FRE : T FEROEBEESIHANET. Hb—XXTTHEGER). V0—X R BRE TTE. HRIR ST,
MABETHEEERD D,
2. RRICHRELERETETH D,
3. KRN (FE1-3EEHE) (CEEDBEN D,
F1ERRE  BFOWME. [, Fi#
F2EARE - FEOERXE. L. B, . B &
FEIEEHRE - BEOTHARXE, L &l

B. BIfRIREFMR
FBER CT HLLIXEEED MRI R E T, /MED R MEDEHREERDH S,

C. MEFMIRE
RRA(F1-8EEHE) OFEFRICOVT, HRRERETHRERETHHIENHEEL TN D,

D. BIZFMRE
UTOWThhERTZT
1. RN UTORBOREEEFDRINT U HD,
2. RRA(F1-3EEHE) OFEREIC. UTORBEDOREEEF ORI/ ANIT VD H S,
SCA1, SCA2, SCA3. SCA6. SCA17. SCA27B, SCA31. FXTAS. DRPLA, CANVAS 15&

E. #ERI28
1. FR/DMKEMET, TEOFEEZLTHNT.

LATRICKRY, /M- i FZ R E . SMEMEEBN R TE . BB EEE KR . MEFESEEBRIE. X

RETEEBNRIAE . EIEHEERRIE. RBMEERKAE. PHHEERFEZRIN TES,
a. EM&IRE (BEER CT. EEER MRI. SPECT #&ZE. PET &%) T/MNETUEZFRALS S GHLE. £

. REMRELLL,

b. (K& CT TEENKFAEZRALSDEZMEREA LN,
c. BENKRREREFHALSSFKIREEIY,
d. 7Z)La—)LHE/NEEE TIEALY,
e. BENKFEIREHRALSDEAIY B1, B12, E, . EREEHIEL,



f. Iz ANAZZY — LG E IR D ERITE/MNFEE T,

g. NERBRREBZHITLIGEE. EBE. HROZHTIZMALLY,

h. Z0Hth. £ RMEME . —RME/DRERE RHNDEES. BE5. KB, pHE4E. REE. BER
BHREBELGE)ZTETHIREMRZROHIL,

2. BXMET, TROKEEETHT,
CHICKY, - BHROLEREES . SMEEEHRES. EETEEHES. HTLV-1 BEELHE. sIE 8=
—ANRF—  REMHEHES. KB EHES . PEHERESTEHRNTES,
a. BIEREICTERICES TN LD LLLLIBEDRETEENKENDEENEENTH D,
b. MEFTHTLV-1 fiiA N IEHETHS
. MIFTHBREEHEBRNERE THS.
d. T, ZRMEEMFRE (K- SHNEREE. KB, PHY. REME. BECREMERELGE %
TR HREMEEROLL,

0

<gEohTIN—>
Definite: AD 1 R U 2% &=L, CHLLLIEDE &9
Probable1: (FB/MNNEMHIE) AD1~3%2TiElzL. hOED 1%
Probable2: (FH#E/NKNZEMIE) AND1ELE2RUBEMEI-L. M DOED1&E-T
Probable3: (&Mt FFEE) AD1E2RVED2%H=T

<EEENFE>
modified Rankin Scale (mRS) . BE R &E. BIRDZTNZFNDFHERr—ILEZAWNT. WTFNMHASULERR
9%,

H A fkRmodified Rankin Scale (mRS) #I|FE R #E

modified Rankin Scale

SEICTRER

EEERALL

BRERRUMEBIRAKICGUVRETH
%
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BEDEHDHOFEBIITAS

EMER R U M IR 85 B8 S LA
BT T E B HIRIZ AL KRS
Thd

BEDOEE:
RIELIRIDFENETITASDITTIEAEL
N BZODEDOEYDZEENMBILZLIZITR
%

RAELART M DIT o TULV AR AOFHIZHIR
FHHH. BEEFFEILTVWDHKRETH
%)

FEEDESE:
ASHODNBEIEDHEESTEN., HTIENBIE
LIZITZ%

BV A ARERBEZMALLS HRES
INPELEETHIN. BESIT.BEE. &




ELEHDHFF MLUGEICENBIZREL
LELWVKRETH D

4 | PEEMEEDEE: BESIT.BE. BELGAHDOHE. ML
HITOEHEMERIZIENTNLETHD EILINBIERBELT DA, FiRka
WMEELIEWVRETHD

5 | EEDEE: BIELDITBIELELTHRETHS
Br=EY . RBERE, BICNHELRFYEZLE
= I3

6 | &L

A ARfzZE hE iR

BE-RENN)

a s 0N =0

FEIR7EL o

BICOE5. BEFENELRVEEDEERMNHHA, HEEF - BEEFITKELN,
BYMEDIXRO, BERDBEEDIRELELT D,
BE-REERMALHIDNBZET S,

MBI OMRBER(RERE. PUOHRRELCE) ERLEET D,
EEMICEROMREERIEELTLS,

% (R)
0. fEfR7L

.01.#.‘-0!\’.—‘

EEDETLHEDAHREIH LN, HE4EE - AR EFICKELL,
FFIREZED=OIZEEDRINGE DIERLHS,
FEIRAER DR DY T2 5, HAVWIEBALGEDHELEFHETRINANELS,
ﬂ%P‘@W%IJﬁéL\IiF‘aﬁﬁEE’JE@ﬂ*ﬁE’J FEFRANDE,

EURH LV TG TR IESEEFERANDE,

SR WT HLVE N OVEE FE A3 B DTS2 36 1T % B A

1.

R DI NS B . BRI LT B LA B D BUER RV B AT, W
NORHO b D% ROTHELL LR (2 L, SRBRoRE e =T BREREToH > T,
IR LOICRS.).

. TRIRBIARR I D BIEE P HIC DWW TR, U REFRE IO T TIREMTOIL TV 5 IR EE

ST, HIL6 2 HHTHRbEWVIREZ EMS B2 Z & &35,

LB EIRORBEN EROBEIELSHE T EU LIS LRWETH D2, @R ERE T 2

ZEMMBEIR L DIZHOWTIE, EREROMNGLE T 5,



33 a7 )LV -NVIUR)VIEEREE

1. =
227V XU R)IVIEERE (Schwartz—Jampel syndrome:SJS) (&, A& . REERXRBHHERBEIE LS
N EFF=TEREE - REERELHSIECHERTHS EMFRIILEBHUBEIFTHLIN . BHEEED
[CHEEZFBENEFTINSGI LN H S, EEHDRRO-OBAITIF/NELGY | OF RSB HHEL
BEREET 5. BREBLLTIESRORBEEH O EniELENEOLND,

SARZTEEFHOMBNENSRERER T KEBDIF T IIMDIA =T HREB LI EL DS
HEHI B,

SJS (£ 1997 £ 1< Giedion HITKYEREREELTI1A, 1B, 2 BT $ESN T, BLRHABEE 2T 5 2 BT,
IH7E Tl leukemia inhibitory factor receptor (LIFR) E{nFZEREIZLSD Stuve-Wiedemann fEIEEEE R —I&
BELTRANEN TS, 1AL 1B FEEEICESHTETHANAELGCR 7 FH# L HETIEHEZED
FToaTNWNY - VORIV LT HIEN—RITH D,

AMTEEF-REBEEENHERLYETLTEROONDIEFLHESNTEY . B LOEEGHRRE
FEABNTND, T, T EIERIEIEE B B REIE (dyssegmental dysplasia:DD) DILEERTH S
Silverman-Handmaker ! (DDSH) (&, AN\SUBREBTOTH AL THE/N—ILHVDTERIBIZKY F
ETHIENHONTIVD, SOITIEE ., BAER THS Rolland-Desbuquois & (DDRD) IZ#5LV T3 HSPG2
BERFEEEETHEFILHREINTIND, CNoDIHE NS, SIS ZEL HSPG2 BB:EERMERILE
WULRBEABARINS LERET HAIREMEDNREEINTIVS,

2. FR
2000 FRIZAY, KEEBIANTURBTOTAHIIA THSH/A—ILhoEI—F$ 5 HSPG2 Efn
FOEEIZKYELHIENHALNEG Tz, N—IL AV IEHBEHEESRICEVWT7ZEFILIYVIRTS
—CERESEIOICEELGRFTHAIENTINTL S, LML, KEBOREEF OFEMIEEE
T ITIFEBAIN TUVEL,

3. fER

AERBIZZLDIGERERFICITASHEREROLEVA . ZLRHURICIES K. HHA0EETR. B
HEEEDBEREECHOBGIMBICKEIA N —TERNRLICHLN RS, SIS RPFETIZE
HiEnd. EEROERIEFIZITEAELHY . B - REEENTHEKICETLTROONDEELH D,

BEEA DERRDI-OBRIIP/NELY . OF RSB REHKEREE T 5. HD BREFHIVEICELSS
FR=TELERAREZTERET . AEBTHREINDSGIA M TEHHEE. £S5 HICHEREL. HERE
TIFFHILRFITE S REME (complex repetitive discharge) EFFSN DRI RZRY .

BRERLLTIESGR. KEHOREHAGE. BHERELGENROLND X RATRTIXRFEH. Bif
ERR. BEHMERRGENROONLD., Bif- BHIHEMK T ELLTABEHICEOOND, KEEE
BEOELFLEMERS, ARBEETDHIENH D,



4. BEE
BEDQECAEMETHER L. IRBEETHEIL TV,

5. %t
EMPRIILERMBIFTHDIN., HOFHGIECREEIHENT=O. REE ELHIZTEEETHELE
EIhBIEDHD, AHHEE LT, /MNEE. ANE, R, RIELZ EORERLBHFONDIELN., &
A, BUEBENGEDNFREES ZENH B,

O EHHEICHELEIE

1. BEH
100 AR (ARVEIZKB)

2. RIRDHE
THGEGFEENTEINA TS, )

3. MRMLAERAE
RHESL (ARABEAMNHEILL TLVELY, )

4. REIDEE
DE(REEAICAEEFHELESTINS,)
HY (BAXAHREFZRRTNEHREFRRBOLHEEEDHY, )

6. EfEESEE
Barthel Index ZFL T, 85 MU TERRET S,

O 1AM
MFHOH#AEHREICET SAEMRRIL
PMRARE RAXZREREFZZARMGEARE &R FAES



<EOBREZE>
Definite, Probable Zxf& &9 5,

A EEfFRR

A-1. BBEZETUIA M7 RITHHEMIMIGEERD D,
ERERRIICSA =7 RR (FRERR) 2D 5,
AR & 7 D URME 1 K BRI E D B,
OEwmMmOIMEICLDOERLE-RIEE LD,

A-2. LTOWITNHODEREREZRDD,
-BEEE
- KEAET O JE Hh e
- 1N ER
-BHEE

B. &R
B-1. #HENTEKMLTBERMETEEMERDD,
(5% BIRECHRNGRFR T DR ELGIA P ——RETH D, )
B-2. MAERDBRELBET/NN—IHI AV NNIEDORIBFEITERETEZRDOS,
(5% HREMREHBREOK/NITE . NERBEERRERWGEIANTF KA REES, BOK
INREIEEIZAA T 1IRMEIZROHEND,)

C. EEFHRE
HSPG2(IN—)VAV) BInFIZEERZRD S,

<gEohTIV—>
Definite 1: A-1F7=[EB-1. N DA-2%FRH . A TB-2F=IXCERH D,
Definite2: A-1F1=[EB-1ZRMH . MATB-2F=(ICZERH B,
Definite3: A-2% 2. A TB-2F = [XCEEH D,
Probable: A-1FE 1= [IB-1%526 . MMA TA-2%EH 5,

<BELE>
RETHVH, Z<EBFREFTIZRAINS EROHBRIEFIZEZBEAZELNHY ., B - REEELSHAER
[CERTTEHENH D NETHHHERRENRERBTIEENH L0, BRITRRVERFHRE
NEHIERELS,



<EEESE>

¥ BERY T : Barthel Index
85 MLUTZXMRET D,

BREAR R
Bi. BMELGLEDEET . BEMNRHERNICE~NKRZD 10
1 BE BANE (BIAIEL, B TET>THALKLTHSS) 5
== :l 0
BEF | Bi.IL—F. VL RAFOBELED (HTEHILED) 15
) HoRy | BEOEANBIXIEREETS 10
FAD | BEHZLIFATRETHAM T LB 5
% SN (TR TTEE 0
B CGEm. B2, wmEE, OIF4H1Y) 5
3 ER
A MBI TR AT RE 0
B (KIRDIEE. BRIEKRZET . R—2TLERLGEEZFEALTVDIGEEIEE 0
A FLE | DEELED)
£ BANE, AEXZASH, KR, RIEKRICNHIZET D 5
LN IEaTHE 0
. HiL 5
5 A&
A MBI (TR TTEE 0
45m UL DHIT. HER (BEHF. SRR DERAOHEEIIR LT 15
6 i 45m LLE DN BISIT. HITHROFEREZET 10
HITTRREDIB S EHFITT 45m LLEDIR/ETTRE
Earust
Bi. FIVLEDFEROHEIIRE O 10
R& % 5
7 " NTMXIFEREET S 5
THe 0
Bi. . o7 RF— KEDEREET 10
8 BFEZA |MHNH.EEMGRMEN, FL/LULEFXESTITAS 5
LEELIst 0]
BeEa | RELGL. whE. LEOIRIROBETEE 10
9 JbA— | LEFICKREHY. mhE. LEOTKVICHTIIZETIELET 5
y1% LEELS
BERRO | REAGL, WURFROERIRLE ATRE 10
10 vhO— | EFITREDHY . WRBOBBWVINBIZETEHELED 5
y1% LEELS




S R O L 4B DS I 951 % B B R

1.

W% NI O B AR, RAEFT RSB LT, SRS LICEBOREN WA ICE, W
NOBHOLOZHANTHE LI (7272 L, SEBORR 2~ lHRERSE Th - T,
RARER L DIZIR D, ),

IBIRBHAR T2 2B 5 EAE BRI DV T, U R EFERO T CIREMTON TV DIRETH
ST, HIL6 2 HE TR EWVIREAEM>HET2 2L L35,

7B R OFEE N FRLOEEE ST FIZEY L2 WE TH H 0, B ERZ kT 5
ZERRERLDIZOWTE, EREIMROMRLE T D,
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337 REVAFURIE

O HM=

1.

M=

REVAFURERERETI/BBRBERED—ETHY . AFF U DORBEDTHLIRELRATA
UAMAPICEE T HEICKYRET 5. REEROBERICIYIFENHY ., WThIEREEKEMLE
ERETHD.

REVAFURIE [ BV REFAZL B EREER(CBS)RIBIEETEL . M AFA =V ZIEIRET HF
ERTARV)—ZU T DORFFEEESNTNS, DTRFANFZIURBEFRI/NFIY C(cblC), MBKE
BABMRAFLOTISEROERETESR (MTHFR) DR EICERT 0. HIERIYARI)—Z05 D
HNRERBTIHGN, ESEICHREFTOMAREICIDERNHIRL, FRICKYBHBEER ., IRERK. M&
EENMMDS. BEREPCEFISVHERLGENMEREZELTITON D, FICMREIC KRS E HHEA Edn
RUORHBHFRETRRLET D,

2. [fAE

CBS [FREVRTAUMNLVRAFUERNT HMALBEROERERT. TOFHETICEKYKREY
RATAVNEET B, REVRTAVIER—/IA—F XV AFRIZLPMENKRMEESERESE MBED
BRERD FRBICHIREVAF UK. REVATAVDESKRTHY . RPICHE SN S, BEFELI=RE
DRATAVIFBAFIIALRBICEYAFAZUAGEEN, [ B (CBS RIBHE) TIEAFAZUNSELL
%, 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. fEK

REVRAFURE I BTIEUTOO~@FEEFEKLET B,

O REHZEREE MMEE. TADA BRER (NN—VFI)T(EE, TR, {I5D4L)

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,

FERFEBRFN BRI TE RABICESBETORRELSRATAUDIAVMA—LICH#ET HIE



BIA S FEAAEIK . BAERE (BH) . MREFOREICEELBL TIEZILSLENH D,
REVRAFURE IR TEOMARESRAFUICNA, MHAFLIOVEO LR ICLEHETR, IE
[EHEECEARBAHEROERHREENGEMRERZFIENFETHS, LTOD~
@DEETEERET D,
OuFEE LN RHORHENFKEEST. REEMA R, /NEAE. KEBIE. (TLVNA FEELIE
DEEETILRIT. FEBERE. ERCTBHOERELGE DRFHER
QRREIR  BIRAE CRAREMRICIDRNESE
QUREE  ERFEKMEE M. sFPIREA | NMmEKiE
@IMASSE A M FREFAEMEIRRE . ZEAREE . NIMAR AT AERE
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
FIR) ICKY ., MAAFFZVREZ 1mg/dL LUITFIZRD, ESIY B6 RIGEIZTEWTIFEYFFLVOKX
EREETI, I-MBTHBIAFAZUBRNABELLGY, TRTRHERAFD NI IR TEAN
BAROTHI)VBRIGEN AN TH S,

EDRBIERRBROHANCENTEIRNA U (HDERERAERER. 2014 FRIPER)EHATLHIEN
ZWNARFAUICEDREVRTAVDEAFIVIEERIZEY  MAPRESRTAUEMNMET T 5, 2014 £
~2018 EOMRFRIAETIE 48 EHINEF SN HE5FBFDOERD P RIEN 20.5(0~46)F . AL
FIhS @ HE S DT,

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 EHOHEIILELEE

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

2. BRROHE
THEREODETECTFHAERLAEZENRRTHLN . ALEGEFEECTHLRFEBEMNCEEFHH
BILE  RIBDHAE . RENRMBEATHLHBAHNELY)

3. RMLAEA E
KL (BEEE.  EFSVHRBELE OEREDHTHD)

4. REIDEE
HE(HRENLTEMHEEETIENEKEHOEREEZET D)
HY (PHUPERDZEESE)

6. EEENLE
ABARERRHEEZRICLIERERHMESEDEEETMEAVTHEEULERRET D,

BARBHEFRERDSH AL EESHATREE BAILEBRERRER [FERRI—=>
URBEBEOERNBR RS HEEITHI- BB IR OBHET HHE I

HRREE BAKEREHR KE DANE

FEBHE EBIFREELEEERL S— SERE RRES

HAERMEFAEHE BAMEEERALHARERBTSIRELORAN)—EFEAL. FERTRARI—

SR RREEDERGFEEEZERBL-AMNSAVBREICAITI-IE T REIHBIZE
MARKRE REXFXRER B HHEM
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<EEREE>
Definite Zxf R &T %,

1) 1 #I(CBS Ri8%E)
A. fEIK
1. MIMEE . TAD A BRER (N—VFI)T(EE TR, {I15274E)
2. TILIFUERBERALGEER. VBKE. AIEE. BN, ME. A RBRGE)
3. KEKREE
4. MdE GEENARIMARAE . R ZEARSE . RN IMASEARRELRE)

B. ®#E&EMR
1. MHAFA=UEE 1.2 mg/dL (80 ymol/L) LLE
2. BT REVATAUMEE:60 ymol/L KL E
3. RPFRESRFUHM EBEIFRHINGLY)

C. B¥MRE
1. CBSEIEFOMTUIICHRERABEERZRDHS
2. DRAFF=2 B EREER(CBS)EMET  KEERICKDIEE KSR FMAE. REMHSERIL
EEBVUNAEFERERVTEREEZAET S

D. #AlIE2H
UTOHREEHERT S,
AFFZUTTIVIVNIVRTIZ—EREBE. FEE . AFF = SBRRIGE. REVAFUR
fET BB KUME

<gWohTI)—>
INREAR U ABAREF DIHZE
Definite1 :ADSH1IER LI EEB-1MDB-2%i%1-L. DOEFNKEEZ L TR TES
Definite2: ADSH1IEH LI EEB-1MDB-3%#1-L. DOEEEEE TR TES
Definite3: ADSH1IEB UL EMDC-1ZH-L. DOEAKEBEL TR TED
Definite4 : ADSH1IEB LI EMDC-2%iE-L. DOBAIKEZ L TR TES

FERTRARV)—ZU T RIEREBRFRLGE TERERBICRRSINTGE COBRTNESHREBLZRMNL.
TROWT hhEiETzLI=£ D% Definite &9 %,
Definite5:B-1MDB-2%i#-L. DOBAIKEEZ L TR TED
Definite6:B-1MDB-3%iff-L. DOBAIKEZ L TR TED
Definite7 : C-1%imf=L. DOERIEEEZ L TR TES
Definite8:C-2%imf-L. DO ERIKEEEZ L TR TES
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2) D& @NFIURBERIE cblC)
A. fEIK
1. HRREET GLYRHAOBBESNRZTER. AEEMAT R, /NEE. KBE. (TUOWhA, FEH LR
DEFETILRT. FEREELL. EECTBORELE DFEHAEIRK)
2. BRAERGRIZAE SR AR EBIC LR NIES)
3. MAEE (EFRFERMEE M. FhERED. SRMmBkE L)
4. MARAE GRMMEFRBAEMEIREF . MR M ERIELE)

B. BEMR
1. MPAFA =V (FIEEF(SENE : .EEFEEBF:0.3-0.6 mg/dL(20-40 4 mol/L)
2. BREVATAVMAE:60 1mol/L KL E
3. RBRESRAFUBIUVRBAFILIOVEDOHIIESZ GEEITBREINLL)
4. MATAEAZILAIL=F2 (CI)DEFEM D, C3/CATREF IV AIL=_F/TEFIHIL=F)
(N

C. BIzFMRE
MMACHC BAEF DT LIVICHRERABEEZZDS

D. $ERIZH
UTDEREZERNT D,
REVRAFURE [ BBLUVME E43 BI2 REEHVICERRZIE

<gWohTI)—>
MRS IVEEHLUREREDESDIHE:
Definite1 :ADSH1IER LI EEB-1, B-2hDB-3%i#1-L. DOERIEEET RTKRNTES
Definite2: ADSH1IER LI EEB-1, B-2hDB-4%i#1-L. DOERIEEET RTKRNTES
Definite3: AMSH1IEB LA EMDCHET-L. DOERIKEEZT RN TR TES

FERTRARV)—=0T (EBDORFEEBRE) VERERRGLE TEREKRFICKRINZEE:
Definite4:B-1, B-25 & UB-3%iifL. DOERIEEET XTI TEDS
Definite5:B-1. B-2H & UB-4% =L, DOBAIKBET R TR TES
Definite6: CZififzL. DOHRIHEEET R TRNTED
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3) M (MTHFR R184E)
A. fEIK
1. HEEE LY RAOBEHEREEE. AZENARR, /NEE. TULhA, PEHLBOERR
TIEKEBIE . HITESE. [TULVNhA . RIEHEES . BENE. e KHE, )
2. MEfE (FEHUEO DM E MR . & FHERKERE)

B. BEMR
1. MAAFAZUIEIEEF - (TEE : EFEEEH:0.3-0.6 mg/dL(20-40 4 mol/L)
2. BREVATAVMAE:60 ¢mol/L LLE
3. RFFRESRFUHEM GBE TR EINEL)
4. REPAF)LOUEREER IEER O

C. BizFHRE
MTHFREIEZFDE 7L ILIZH R A RLEREZTHD

D. $ERIZH
UTDEEEERNT S,
REVRAFURE I B#BLUVIE EFASV BI2 RZE. EMRZIE

<gEohTI—>
AHRPAELUVZEHALURERT OEFDIGHE:
Definite1 :ADSH1IEB L EMNDOB-1~4DLTEHE-L. DOBAFEEET N THRNTED
Definite2: AMSH1IEHB LI EMDCEE-L. DOEAIKEET N TR TES

HAERTRARD) == (bR BOBERRE) X IRERRGE TRERKICERSN-ISEE:

Definite3:B-1~4MN & T%imf-L. DOEREEET N THRINTES
Definite4 : C#iifit=L. DOERKEEXT N TN TES
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<EEESE>
ERERHEBEDCEEE T (BAERARBEEZR)EAVTHEEULENRET D,

ERERHEBEDCEEE T (BEAERNHHEEFR)

o

b
c
d
I
a
b
c
d
e
I
a
b
c
d
v
c
d
\'

EWEEDBERREUTOFENMNT AN DERRT S )
BREELGW
SHEBED=OIZfAILMDEYZER VB REREL TS
REBRRNGEY RN P TER
RERERICTRER, IEHEELELT D

BERELRORTELUTORNMNT AN DEERT D )
BEHIRGERFICBHEINZL
BEOBEHRHHIVE—FKWTEEHRNIDETHS

BRIV IZRELTERTALENHEEDEERENDETHD
FHRILIERBELTERT L EDRERENTRF DRV (BB BERE
DREHNDETHS

BRERBNDLETHD

BRREGEORBEZICEREEL-RE (ERZED)OMERLUTOHMS
WFhMN1DEEIRTS)

BICEEZRDEN

BEOEBEIBRELTLS (BRELTEREEE NS 1.55D DERR)
PEELEOEEEI #ELTLS (BRELT 1.5SD His 2.0SD D)
SEOCEBENEFRLTLS (B%&&ELT 208D LLED&ER)

B OB EB SRS, BRER. HHETFICOVTORME (LT OHASL
T DERIRT )
EHREDHHEL
BEOEEEEHS (BRELT.IQI0 KEPHEBELEER AT SN
THEHBEORE)
PIEEOBEERHS (BRELT. 1050 RF OB I HTHARATAIREDR
=)
BEOEEEXRDHS (BRELT. 1035 REOEEELEYDRE)
BEORERECET FHE U TORASNT A DERIRT )
FFB. BE. DR A E AL
FPRL. B DR CREREEEEL DD

(BRELT. FNENOBBERICLIREERERDELD)
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c B, Blg. DRGE ISP FEREEERENHS 2
(BRELT. ENENDRBHRERICIDERZROHLD)

d . BRE. DBGEICEERERENHS. DAV EBIEERNDLETHD 4
(BRELT. ENENDREHZOEETLEZDHHID)

VI EFEOBIL-NEREDRKR(UTOHEMSNT AN DEREIRT D)

a BILEENTHE 0

b [ALHDNEINBE 1

c BEEEOZ(THEINBE 2

d 4YGFERNIDLE 4
BEE
I MVIETOEFHERUVRE REDLICREFTFEERET 5.
(MAFEDEEMN1DOTEHDEHE EiE
(2)2EULDEELHY. hoMALEaEN 6 AU LDIHZE 2P
(B MAL-ERENI-6 ADIGE PEE
(A)MmAL-SRgN0-2R5DGEE BRE

SR ILYE I ONELAE JE YRS |2 351 % B I

1.

AN O B EEARAEIR, BRAEFT R IZB L <, BRI FICRBOREN 2 WIGEITIE, W

MO O L DOE AN THZE LI X2 (72720, YR ORE &2 R T ERIERE CH > T, i

RATRER B DIZIRS,),

. TBIREBRAATRIC T 2 EAEE B OV CIE, WU E R E O T CIREMTON TV DIRETH
ST, HEiT 6 2 H B Th b BEVIRIEZ ERI N5 2 & &35,

L 7P, SEIRORREN FEROBEEESFHE C—EL RIS LRWE Th DD, w7 ER 2 ik

L2 ERRERLDIZONTIE, EREROMRET D,
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94 RFMRELIEARE %

1. =

[RFEMEILHEREE % (PSC) (X, RETRHADIFA -/ EE ORMEMIERIC K HETHEDORERFRAE
o THY . FEEZRTHALITW A REMKETHD, BEX. ADS OREES. BEEMLE
% (PSC ZEHRRURHEEHISN) . BEOFMOINME. MIBERA. tXMBRERE . EEMELLH
FEE %, BEDEMMAEME. floxuridine ENEICKHIEERZOHEEICHILDIE. 2R MEFELHEERLE
LT END, Ff-. BEEREMERITHEILDZEEH T, 1564 BERILHEE XL SN S, 2015
FEOEEREICINE, SHEIFXBHEICOOLSL REFLT 30 & 60 HRAD2EETHS, FFR-FF4
EEm A DREFINE BRERKGRDEHE 40%IZ, BEREOEHE 7.1%I1Z8BHT-,

2. FA
B REMFROCRERFEMEAMEERERKRICREFHUERICISEZEAONTIDA, FHlllZTEA
THd, REMHEREDEHN S FERELTHBRNREEOREEINREIN TS,

3. fEIR
2EABICINIE. DIREKRELTRLZVDITEETHY . 24D 19%IZEBOONT-, BERETET
HIEFILH LD, BIEKDEFZHSNDEFNEEOHF I LS, FAEMEE. BEXRITHLTHR
BBAENHEITEINSD, #iIT HEHNNZL, BEFEENERLTIKE, FEZISERT AERESR

T5,

4. jaEik
DIVITAF L A—IEEORYF T TS5—hE ALP 45 GGT {BEZE TS, FRERET HHNITDOL
TIETBATH S, BEFLEICER T KIS L TRRER L— AR OR T NEENTHN S,
PSC ZDHLDDHEFTEIEDH DI LITTERLY, BEFES DOETHI T, FBEILHE— DR ETHY.
IMFERFRBEN DG VARBTIEEARFBEAZICITHONATOSA, FBEROBRENLRMEINE
HHEETH D,

5. %t
2ERABEOHERISIE. FBHELELOSELEFEIL 5% ThHo1=,

O EHOHEICHELEIE
1. BER (ST EEERZBEIREER
892 A
2. RO
T (REZNRES. BREBEREAREINTNS,)
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3. ERMIAE R X
RS (RARAEELGL., ETHITIXAFBELHE—DOBGETHINBRLE,)
4. REIOBEE
VB (FFBIERLDSELETFRIT 75%)
HY (ARMLSER LT ESE)
6. EIEENLE
1) X(F2)E#RERET D,
NHEERDOEE (RE. REEE. BEL. BK HEEHD, FFENE. BEELRL)
2)ALP MBS R #{E LIRD2MELL LD EH

O faEmiRMHT

M a1t O - EEREICEAT SRERRIL
MRRKE TRAFEFMAMFRE &% Bh &
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<EOBREZE>
Definite, Probable Zxf& &9 5,

A BIRFR
1. PSC [V RRERT R . Fata~dD WM 1 DLULEZER=T
a. Multifocal band-like strictures (% FEHFIKIEZE)
b. Beaded appearance (#IKIKFTER)
. Pruned-tree appearance (BIEIRFRR)
d. Diverticulum—like outpouching (ERZE4Z2H)
2. PSCZREOBEEMR
3. EELGIEEmMR

[¢]

B. REMEBEREDEH

C. MERE
ALP F5 (BEAN).GGT EF UNR 16 ki)
* fEER R #E(E FIREBA-IBAT ER 1EHITET S,

D. #A%&&
Onion-skin lesion (¥R MERRE %) £ (XIRHEERAEMREE X

E. $ERI52H
UTDEEERNT S,
eG4 BAEIEEMEE X, ZRMEEIEHRE X, BHES. FFREGE

<gEOhTI)—>
[Large duct PSC]
Definite:  AD1%i#&f=L.B.C.DOWLWThMN 1 DLULZEH-LEZ2 TR TES
Probable1: AD1%j&f-L. EZ2 T4 TEH
Probable2: AD2¢B%MT-L. EZ 2 TR TES
Probable3: AD2LCEDELTimlzL E £ TN TES
Possible: AMD2%Fi#zL. hDCEHLLIEDZE®-L.EZ2 TR TES

[Small duct PSC]
Definite: AM3RUB.C.DNETEimI-LEZE TN TEZS
Probable: AM3KRUB.DNETEHZL.EXLTHRNTED
Possible: AMD3%imf-L. BLLLIEDZE =L, CEi#ET-L. EZ 2 THRINITED
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<EBEENFE>

1) XIE2)E/HRET B,

NEEKOEE (BE. REEE. BEX. K H LB, FFERE. BEREGZE)
2)ALPA R EEE LRD2/F LI E

ST FLUE R OVEE BE Ay B OIS IS B 1 5 B B IH

1. Ws2h _ﬁwé%mﬁﬁ\&ﬁﬁﬁ%mﬁbf\%%gﬁi B D REN WA IR, W
m®ﬁ%@%®%%wf%%bizﬁw(tﬁb\%&%%@ﬁu%mﬁm%ﬁﬁﬁf%of\%
PAREZ H DITIR D, ),

2. IREBILAR IR D HEE SISOV T, BWUIREFEERDO F CIRENMTHIL TV DR
ST, EI6 A TRbEWVREZEMIHETZ L2725,

3. B, FEROBEN EROEREESFE C—EL LIZEY LnEThH L0, BERER LT 5
ZERRETR L DIZHONTIL, ERERONGET 5,
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65 [RFE MR ES SRR

O #E

1. 8=

R R A SAEREE (PID: primary immunodeficiency) [&. ERMICRERD ULV WD ERS IR
DHLIEBDHRMTHY . ERMICRENINETTEHIAX(ADS: EXMREFLERE) GED. #
F 14 R E A LAE (SID: secondary immunodeficiency) ERBllEN 5, BEE I SR LA (FIZ X, 5F
thEK. THERD. BHERD) & DIEFEOEALICEKY500LL EDEREBIZHFESIND,

EHMEAERSEREECRBELLANIE. BT AR NDIETCHE, EERLED-HEEL
fiig. PEX. BE. BIEXGELRYRY HICEMDBIKREZELLHILLHY. PEXDRIEICLHEH
BE, AR OREICLYREIRELGE DRBEEEZET CELH D, F-. HREFEAEDLLEVVRELE
ZLHBNBEIITHY ., BIELT, EXMHZEEEIE (IEl:inborn errors of immunity) EHFFIENLD,

2. [FRA
EAIRERICEHGERTFDEETH D, HE<DRERMEREFEERE O REEEFHIRALHIZE
Y, FEEZHAOREICRIOTLNG, LML gGYTIVSARZIED—E. FLIR—BHEH </ 0T
M DL —RHGRERDRBMEICEDERE L. YAV EICHT SEEMIKICEY., RHEME
REFEERBEEMT DFI0EELH D,

3. fE4K
FHEREZEEETHD. THHE . BERILEHENRELLZL, RBERYET . HDULIEA
FRaBE BT ORLEERIET DHETHD, EERTIEIBRENHELT . MM LLEDILLH D, IF
PERERE OB EEDEEZ SRR TITHEAREN L THRGEDEE TIEVMIILAOER KRE
NEZMERAH S,
AEFFSBRODBERELT. UTICTRITRERRBEREELES100HIZINLLALLNDS,
1) 3L'R CHERER HIEBR R RELBYRL . AEEMTROEELRRAROND,
2) 122/ L EffRIZh D,
) REXNIRIELZRIET B,
4)2EILAE BERER ., BRER., BB KA. MIEN. R TRE. BENEESLE OFRDREEITHID,
5)MEEZRAL T2 A U EREREEAARLAL,
6) EIERIBE RERYIRT
D1FIZAELLE, FERIZHMND,
81U, HiENBEOE. REERE. EE-LHLGEE (WM MNRLGND,
9)BCGIZKZEERIRMG (BHEREE)  BHANILRIDAIVRIZL D%, BIEXEICLHBEEX . EB
DAIVRIZESEEMKEBERBFICERELI-CEDNH D,
10) REDEY REAICREE TR T T 56E | RRUERETLERBEEOSREENH D,
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CNODFTRD>B1DLUEHTEFRSGEIE. REMRETLED A REMEALROHNEFEF D EEHIZHE
95, PWICIRLTHARESRE - B2 RIEFEDHPIZTHEFR AT HE (https://jsiad.org/consultation/) o
COEMNT HRHARRICRIET HLDZVEEESRETFLE (SCID: severe combined
immunodeficiency) [FRRITEBENLETHS, F-. HREEMZHHLT . REREICKY. BEREN
mEKEHMECECREERNSWER. BRF-UIOIFHERIZZELUL-BEREEREEZETHIILLH
5, fIROIRE . BRGEDRIEMFRE L, U/ EFEAE (FFERFE. U/ \HIIEX. RUEXRGE) =X
RHEWNFERELL TR RELHFET S,

4. aEik

RE-EEEICKYREENEIRIND,

BEGITIE. MEE. VML AE MEREOFHRNRISINRMTHS MARZEEHMET LR
REREFLETIE, EHNLGEFIRAHIVER T ERErMZEI T REDOFIEICLYREEEF
EFPBHTED, IFPEBAE TIXG-CSFOEH /R ENEBIND,

EEECRETEELCEDEERTE, RHICEHOEFMICL5EMMBIBENERINS, BE
REERGECHLTIERENFIENEBINDIZEAH D, WThDIHFEH. EFEICHRLTHSA
BERMIRT HIENEFELLY,

5. ¥
REVLEEEICEYELRDS, BEFTIE. MEEDOFHANRCRES DT AR OHREEREC
Y. BEORAEEFEEDIENTEDS, ThITHL. EEESRERDELE (E. EMMBEBIEET
DEWNEBE2HR UL ETERTELGL, £ BERFEELE T FHRREZLTOTH, 30 LI
BAENGYFRFBRLELGLDT, EMHEBENDLELLLIILEH DS EORBELENLGHEETHY.
EMDMEHRTOZH. AR, BBHRENKUTHS,

O EHOHEICHELEIE
1. BEH(RRUERESSIERET —FIN—X (PIDJ2)E §%50 : 2026 FBF =)
1420 A
2. RIRDHIE
EISEGEFOEREICLDIN. RREEBISFIETHS. RERRLSTHADEELSZL,
3. MRMICAEAE
KL (HERGED D, —EBICx T 5 iE MRS AE OB G F AR UM RARIBR T, )
4. REIDEE
W E (MRGR 7S R IE A BER BN DR RADBE, )
HY (RITOREREAEAREEODHBELELHRILTHET)
6. EEENFE
MEMIZLIEEENBEAVTHREEULERRET D,

31



O wH#izit
(B RE R EREOLEDEAREL . BT ERAHEE. DHA 1S HTICET 5HEM
FRAEE ARHEASE A5 HTESHES BIUKE BERE
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<BHREZE>

E R EFEE S (IUIS: International Union of Immunological Societies) DR FEERIEFREESFEEMEFZAIC
LADFICEL RRURETDERBORVLEZEARHITEL. BITERARFIBE, SBEAFS/ ML
[CEAT SRR DIERLI-ZEEEEZRLD, ZEIE. D FEIZIECT. HHVEEHLNLSEERICIGLT, EE
BIRFOBREETICEEZRAETH(EL, EEFHRETCEREGFARESNGGE . BBRZHE
BRI D), TF-EMICH-->TIE. BARETZ B2 RIEFR DRI https://jsiad.org/ consultation/ 7
EZBLT. EMRICHEMRT HIEMNEFLLY,

1. REURETLEREICEFTNIEE (ERAEFSESDSEICET D)
NEERETRIE
I XEHEEERERETDAE
I EERRIE
M 7T/ TT3F—4 (ADA) RIBIE
IV ZA—X*2 (Omenn) fE{Z#E
V. FTIVORILATRKRRER)S—E RIBIE
VI CD8X184E
VIl ZAP-70RiE%E
VIl MHCY 5 RIR & SE
IX MHCHYZRIRIBIE
X INBIXETITBIFR2EDODELN. EEREFLIE
2) RBFER ST MR (ERE
I D4R3Ybk-F LR YF (Wiskott-Aldrich) fiE & &%
I EHmMENREEEKFE
M FAS—AVEBATLE (Nijmegen breakage) iEIEEE
IV JJL—L (Bloom) fE{& &
V ICFfE{ZEE
VI PMS2EEE
VIl RIDDLEfE{&EE
VIII 3 L4 (Schimke) fE 1% EE
IX FH—k> (Netherton) fEIREE
X  HIBRIERZ AL (DiGeorge) SEIREE. 2291 1.2 R K EIZEE)
XI BIsEfEIRRF
X FFARDERARFASRAE Z (£ D RBEAF £
Xl EXRMEHIERLAE
XIV INSXNETITBIF 53D D EH . RESEEFIF AT REE
) HMRESREEELT HEE
1 XE#EEH I OIJ) U ME
I fthoEH < OTY) U MmiE
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1

v
\'
VI

VI

SETRBRET R
= 1gMIE & B

16GH T TR RIBIE
IR WA RIBIE
HRAKEET2E

VI BLIR—BEEA <5 0T MmiE

X

ZTDMOBERESEET LT HERE

4) REREEE

FIF 4T %% (Chédiak-Higashi) fE & EE
X \METERE IR BE
BoREME D / \EFEEIREE (ALPS)

IV INGIIZBIF 5300 FH ., RERSES
5) RFE BT S ERUTRIEE
I BEEEARMFPEREAE
I BRI A E
I IRVNIZEBFEEDODFEH, BEDIEBET-E SHIFPIKHE
IV BIXEETFSAE
V 2279\ AL F7ER (Shwachman-Diamond) fE{& £
VI BRI IEE
VI STARLAF T —E RIEE
VI AT IVEERR AT T 5 BREIE
IX IVHOLVIIZIBIF5EDDIFA . BMEKEREES

6) BARREEER
| REREEZHESIETUHENEELREEE
I IRAKARIEBSE

I MyD88XRIEHAE
IV SR EREN DT E
V. DAV ARREICHLABEMETTBERRERE
VI INBVIZEIFHI0DEA, BRREEREER
7) e RMER A RIGE
I EXRMEHAEREBE
I EEMELENZEE(CIAUEE2—RIBELL)
I IRVIZBFEL0DFA, SEREHARIGE

2. BV EE

MRMEREFISREERT EDOSIMERRBMERE. HIVERED DML AR, BHEES CHEHR. &
MEHEFIR S, BEGEICRDIERERERERENIRIN SN TSI,
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3. 5EZF1E

REFLEDSHBLTELONDZBEEMEIE. ROKSICEHEINDS,
(DR IZEREIOMEE OREBIERICINZ . B DBEENELEILLOT AENEET S,
(2)ftizs . BERE 2 . BUIMAEAR & S AR AED RIERE
B)Z2—FLRFRAVCHE HARATADAIIWRGEDHFIR FZE

COHR. RRUERBEFLETIE. TEOBREERIFHLLGMAEHETRLONS,
OREHREREE(FERX., BISEXEET)
QEAEH R RRRAE (Ffi 2t . BEIE A, BRIAEGZE)

R[E ILARAE

DR B AE
OALRRM >/ Hi %
@EBEMETH
QRO CHE
@=a1—FELAFRfi#k
@I/ IILABELEDBIE - FfE{L (ZEITKE)
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1NEERETEE
A ER-FRE: LLFTOWLWT hhE2 D=9

1. ZREEMERT
a. BEAM T HIAE
b. MEMMMKX (Z2a—FLRAFR, HALAHADAILRA RSV 7E)
c. EREH DU LRI MEME 14 RSP
d. BCG RXZ4E
e. TOMD BB RLE (EERLEE. EEVAIAREIELGL)

2. REEMARETRT

3. ZBEM (HIVIERERZEERENREONLIFEE) DREREZRYT

B. REMR UTOWTFhhE2 DT

. ARNHEZE CD3+ T U /BREURA 2 B R i#<1,000/ul, 254 5% K i#<800/ul, 47% UL E<600/uL
2. TREC DIE{E

3. Flli# (PHA. $it CD3=4$1 CD28 #iff) [CKAIBTEREAY . A2 FA—ILD TR 50%K i

4. &A= 0T M

5. MIRRO2RY) /SR (R, )/ \EilRE) D RiE

—_—

C. BRFHERE
1. BERBEFEEZETHLESNIEGCTEREEZRDD
2. EEREBETREEZETHESNDELFORREE OHRAEEE N ARKEISFIBASN BRI SHIIEh
%
D. Al K
HIV B ERE D Z R RESDE

<gEohTI—>
Definite&ProbableZxt % &3 %
Definite: ALBRUCD1%&i#T-L. DERITED
Probable: A&BRUCH 2% 1-L . DER4I TES

1)—1 XEHEEEARELRSE
IL-2,4,7,9 15 21ZBIKD LT FIUGEEITD ¥ cBEEOI—KR T BI2RGEGF /NI T UMK BXEHEE
MHRETHY ., BF. THE NKHEEORIE MREEFR2EESIEEEERETRTEE,

A. LT DERRREZMEBEZTE-T
BEREBEFLEDIL. UTEHT
TR BTHRAEL
AR AHZE CD3+ T Y/ SEREAY 300/ 1 L Kk
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DD R 1K BIBFERIEA O RA—ILD 10%KiH

- RIS ARIZBEE)/SENFEET HEE
FNITEMLDOTHEAEFLIZY ., NUT D —EBD )V NER D BITIEFEIZRS (reversion) TR A
BRINDI L, THRAEET 2HBEAT S0, EFERICRBHAICHEKT HIENEELL,

B. BIizFMERE
1. IL2RG BInFEM TEEAM DN\ 7RO 556 XKGEHMER)
2. IL2RG EEFRIMTRIMDN\Y T UL ERHIEE. ROWT hbhEE=T
Y cDHEEEE
[IL-2, -4, -21 RIFEED STAT(STATSbAE) D U EEILIEE
3. IL2RGEEFRITTNITUIRESNEVED D, ROVWT I EET
Y e DHEEEE
[IL-2, -4, -21 K& D STAT(STATSbE) D U EEILIEE
HAGRERE B REFESOHPIZTHEIHK T S LA ATHE (https://jsiad.org/consultation/) o
IBIT, — DR TIETZA—H AR AN)—ET, UV NBKKRE  EHERBRZETOTLS,

<EEohTI)—>
Definite&ProbableZE ¥ & &9 %
Definite: ARUB®D 1, HAWNIARUBD 2% 1=
Probable: AR U'BMD3%;iii=9

1) —1 HEERBUE
A B BUE R LA O FAE B A (B CHIBI RS E) . RUMFHhERE A (B D HMEEE) 2320115
BIZIZHBER AUE (RD :reticular dysgenesis) 585,

A. ERERAEIR
- A RBCERMLNICEERRE IR R RE) RIFBNRBRREERET S

B. BRRRE  LLTD5>52 D L&Y
- R T MO RIERIEER : <300/uL
- BFHREROD RIB R IELER : <200/uL
- PHA $h B L RIGHSIEE D 10%FK
- BHARICEVWTEHRMEASLES

C. BEzFMIRE
1. AKZEIGFEEZRO D (BERBERBMER)
2. AKZEILFDREBREE OHEEESE N HEISGIAShRRN EHISNh D
RNERDOHRENH D/ NNITUAERTILNDHETEHN. HAHWE/N)TUMIRHE LA, BRKIE
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KEVBRERRADS RD DEVAENEDIZDONTIE, EMRIZAVHILET B,
<EBEohTI)—>

Definite&ProbableZxf & &9 %

Definite: AL BRUCD1&iH7T=9

Probable: ALBRUCD 2% jiT-9

1) =l 7T/20TT73F—+ (ADA) RIEJE
TT/OUTTIF—E (ADA) DRIBIZKY . REERBEM (T T /o0  THXRITT/OU)NERL. Y
NERHADICKDEERBEFLEN. 2HER (REEF. B8, #IE SREELGEDEH E3IEES
9. BEREDOEFLEFEET S,

A BEEREBETLIEDRKZHELELR-T.(TRECHAWIIADARBME AW HERRI)—=)
TEREINGE(F BEERER)

B. BEFHERE
1. ADABEFHEITT. BRMONYTUIEROD5E (BEBKEBEER)
2. ADABIZFMBFT T, RMDN\YTULEROHBIEE. ROWVWThHDIHE
RAY M BB, FRIMEK, $EHESF MR E DADABEREMHDET (RBEEBEME L 2—CRIER
)

- ADA DB E

<sgMohTI)—>
ARUBD1HBWNIARUVBD 2% #=F

1) —IV A—A> (Omenn) fE{EEE
FER-ZLRHIC. ARRRUVEEDOMIEZHEITRIKEZEE T IEERESRE

A BERETSEDBRKZHBEELER-T. (TRECEAVHERRY) -V TRESNIZIEE
(T, EREBBERDIELHD)

B. ERPRAEIX
ARFLEDODBBHREERE. FIRE. BRE. U/ EEX, FFIRE. ZREMGE

C. REFR
RHEMTHLIEFEL (>300/uL)  AVTI/O—FILE DML, 1BIEZ R . Ff=. iFEAEKIE NN, SiEIN
EEHD.

D. BIZFHMRE
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SCIDESEE{EF (RAGI. RAG2. IL2RG/ v C. IL7R. DCLRE1C/Artemis. LIG4. ADA. AKZIZE) DR
T. HEENTETET Bhypomorphic/\) 7 U MR BIEE . HOLIZRD FOHFKIRE E OMAEE A
FEICSIBASN IR E RIS 156

<sgMohTI)—>
A.B.C.DO&TZEi#m=d

1) =V FTNVOXYLF T RHRRARS—E RIEE
TNVoRGL AV RRRKRZ—E (PNP) DRABIZEY . MEBREW (IGTP: TAX T T /U= EE)
MERL. U/ ERHADICEL5BEME, BERERBLEDEERETSAEL., HIFEE (FRHEF.
BEEELE)E5IERIT

A. BREREEIR
SRR, BCRERE. MREELEDEREE T H(TRECEAVWVHAERRY)—ZU T TRRS
ni=ZRE. RERBERDOEELHD)

B. REFR UTOLTEMmT
1. BE . REOLTHEAETEICH AL BHRSKIIEE ~ BT 5, EREOBRGEF TET Mo
ET%#RHT . TREC AIE TIIRETELRWNEELHD
2. MFERBEDET (<1mg/mL)ZTRY

C. E=ZFHRE
1. PNPEGFEEZZOH(BEEAERBMEER)
2. BT LRRAARY A AN )—[Z LB purine nucleoside 2 2'-deoxy—nucleosides. PNP j&4 DK T %

Y

<sEHOhTI—>
ALBRUCHD1HAWNICH2%5Hm-F

1) —VI CD8KRIBJfE

RPN HE R - [EXRGENIERPEEREL. REXIREZSIEEIT,

RGNS DRBRERE RE . KEIRIRIE D FHAE

B. R&ERFR
KRIEMTCDSEHETHIREARIET 5,
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C. BEFMRE
1. CDBABIGFEEEZRDHH (FLBKREMNER)
2. CDSABIGFDHRIEE OHAEEE A BAEIZFIASh B EHIIN S

<EWohTI)—>
Definite&Probablexxt % &9 %
Definite: ALBRUCD 1& 719
Probable: ALBRUCD 2% #71=9

1) —VII ZAP-70R1{E%E
THIIE S BAE DTS E E BB R EIEIESZAP-TONMEER (2 kY . COSIEM TN Z R - Rk
CDAGTETHIRE -BHIFEDMEEIR TE 2T AESRETLSIE. BEORBKREBERIET S,

A. BRERIER : LT D551 DU EEE-T

CEHEREMNSDVAIR, MHE. BERICKDREN - BEERLE. BANRBREEDORE
REENTR

EMPHRRE . BXAE. 2255, ABBETEOREER

BOEED, REEI/MURDESEDBERERSE

)RR B OEM) /B

a & 0 nh =

B. RER :UTD>51 U LE® =T
1. CDARGETHIRAEK L IER . COSIEIETHIRAD RIE X IXiB L
2. )B4 58 1EHER (PHA) [0t 9 S RISTEET

C. EBEFHRE
1. ZAP7OEIGFEFZZO5(ELBHKEMHER)
2. ZAP7OEIFDHRIEEFE OHEEE N RMEICGIFINFEIN EHIFEN S

<EEohTI)—>
Definite&ProbableZ* & &9 5
Definite: ALBRUCD 1 &3 T=F
Probable: ALBRUCD 2% iT-9

1) —VII MHCHSRIRESE
CD8[S I THIRRICIRIR RE T HDITHELGMHCOSRINEE(ZLY . COSIEHETHIRAA RIEL., P E % -
[EXRGEDTEREELZREL. [REILREZTFRIET Do T, RIS RIE - ISFEMRIE RG
EDRBEBLEHT D,
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A. BREREEIK: LT DS5B1 DL EFiET-9
1. FEX-[EXRGEDREMEREEDND RE. [E ZURERE
2. BREHEBRE-AFEEEERGEDEERSE

B. BEMMR - UTD>62DLUEEH-T
1. CD8[EMETHIRE D RIE R IFE R
2. CD4fG M THIRE S RES NT Y EFIEE
3. MEEREDOMHCYS RIS FDOHKIRIET

C. BEzFHRE
1. TAPI1, TAP2, TAPBP, BZMEILFEEZRDH S (EE B EEER)
2. TAPI, TAP2, TAPBP, B2ZMEIcFNDHEEE O EEEE A BAREIZFIBASIRM S HIET SN S

<EEohTIV—>
Definite&ProbableZxt % &3 %
Definite: ALBRUCD1%&iT=9
Probable: AL BRUCD 2% 1=

1) —IX MHCHSRIRIBEE
CDARS I THIRSIZHRIERE T O-OIZTILELMHCHOS R FOEEIZLY . CDABMETHAOD KB LB
MIEDEMEILEEEE-L. EEREFRSEERIET S,

A. BREREEIR
VALVA HE, EH. FRRICKDRE - EERRE. BMRBRREDKE

B. BEMR LUTD5620ULEEHE-T
1. RAEIMTOHOCDAGHEHIRaANE L, #81) 2/BREAOCDSE AL IE S
2. |B~EH<H 0T MIE (eGEDEEEIL AR CEHREER)
3. B#fRE - BBk R EOOMHC class II(HLA-DR) I8 AR 18

C. BFMBRE
1. RFXANK, CITA, RFX5, RFXAPEIGFEEZRNHD (ELBEKBIHER)
2. RFXANK., CIITA, RFX5, RFXAPEILF DR IR EFE O EEES A B ISIFASN R EHIBT SN S

<EWOHhTIV—>

Definite&ProbableZ Xt & &9 5
Definite: ALBRUCD1%&imt=9
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Probable: ALBRUCH2%#H -9

1) =X INBIXETIZHBIFHLDODIELI . BEREFSIE
15 & & A 2E (CID: combined immunodeficiency) [(ITHIAE R . Bl RMME D REAREEFHT-EED
W THd

A BREREEIR: LT D561 DL EEET=T
1. REEMNFR
2. B RREAE ° B R R EIE DRI
3. HERERR. KEMHREE. BEERBEL. )/ \BIERECAFEREDORE

B. REMR LUTD>620U EEiHET
1. CD3+ T #HEREE DA (2 M ARG <2000/ 1L, 2~6 Hh ARE<3000/ 4L, 6 MA~1 Wk
<2500/ L, 1~2 FERi# <2000/ 1 L, 2~4 K <800 /L, 4 mLlE <600/ uL)
2. THESEORE (CD4+ X(ICD8+ T MDA . 74— T #MEDHL)
3. TREC MDIEfE
4. BH 20T U IERIIHFERAADELERT
5. Y\ E L FBRIE I

C. BEzFHRE
1. CDEFREGFCXIEGETFEEEZREND
2. CDEFEELGF CX) DHRBEEE OHEEES A BEEICFIBASNREH RSN S

¥ 2025 DERAELRESSEORETHLIOU LOCDEREEGFAHELMNILG>TEY., 221
BTN THIEORAE - DME - BEIEICHERVAKIZE . T/BHIlZRINERTHEERIZEDHS
RAGT-RAGZIE . DNAZ KR HIEEIZBE4> BLIG4-DCLRECT %L, DOCKS, CARDI11:E MBI FEE
NRESN TS, T, CNoDBELRTFOBEEELGLICKY . REEREOMREREETEZNLTRIET S
BEtH5. MNEDETEGFE. SRIBITEADAZENFEEIND,

ZLDCDIE, YV INBRPZENEND) KD BEIQFLDEE. +1—ITHIEDHD .
TRECOD{E T . PHAXConAIZ & B /RN FFILRIEDIETHEIZK>T. HAHREEE A IEXRIEETH
%, LHL. BIRHNEGHEEZHOEOICILEGEFEHNBETHS,

<gEohTI)—>
Definite&ProbableZxt & L9 %
Definite: ALBRUCD 1%L, HVEEMDBERANEEIND
Probable: ALBRUCD 2% 1L, HIVIGEEMDERMNBEEIND

2) RIFEAREEH S FHBTEREF
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2)—1 D4Rk FILE)YF (Wiskott—Aldrich) fE & F¥
A. BREREEK: LTFTDIB1 DL L &FiEf-9

1. SRR
ZREMEDOEEILEMNIZIVELRD,
2. M/pHRED
ZIF£flcERoHoN, ME, R FHIMAZL,
3. 2%
BEIETE—HEBHT. #ATHD,

B. REMRE :UUTD>61 DU LEM=T

1. NEI/MRE S I/MRBDEERDH D,

2. THIRA DR ECOARIBITH T D RIGETARLND,

3. Bfifa TIERZE/ 0T U EIgME T e AL R RE LR %R 5, S HEENA. FAELKES
R EDRHEMAKELRET IS,

4. NKEEFFHTETI S,

5. fAMILER T, FHhERRUVEEKROBEEREILIET I HHH 2L,

C. BEfzFMRE

1. WAS, WIPF1, ARPCIBIBIZFEEZRND (WASBIGEFEREIXXEHM BT, WIPFI. ARPCIBE
EFEETELEAKELER)
2. WAS, WIPF1, ARPCIBE{ZFNHIREFE O EEIEEZ A BHMEICSIRASN IR B ENn S

<EZHOhTIN—>

Definite&Probablex Xt % &9 %
Definite: AEBRUCD1%&ET1=9
Probable: AEBRUCHD 2% 1=

2)—1 EMMmEYRMEES K FE
A. BRERIEK: UTDSI3B2 DU LFFET-9

1.

® o s e N

HITRIIR EHICBAL MBS ST R RRRRER) ( B RAENK
RRICHERISET CRMOERETOREICITETNIRIENSGELH D, )
INRTEREEEIEE - R

ARIKEBDKL1T. IRk

BRRT T (£HITEERL, )

KRR EETR
ERBREEIE - K2 FE D EMM B LR
Bk ETIZ50%., 8ikFFT0% MBS S,

- REAEER (REESERLEE)
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{BL30% TIEREREEREZEDIILN,

8. BHESAFICTHREESOREMENSL,

9. ZDM: KETR. AN WERE (MEREERE ARV EKEFEEERRT) . KE.HEZ. NEDRZE
i

B. BEMR LUTD551DLULEEHE T
1. a7zbTATA420D LR (2L, 95%T)
2. CEADEBM(BRHEHENH D, )
3. 1gG(1gG2) . IzA. IsEDIET
4. THIREEDIE T . CDASMETHIRR 2 CD4+CDASRA+ (44— ) IR D LE R DIE T
5. BEEMSTIRERZHE
DU RERERMESF DR BARTLEMH

C. BEFHRE
1. ATM_MRE1 1 B FEEZRHH (BB AR BMER)
2. ATM, MRE1 i EZFDHKIEEE O EEEE A AEIZGIBAINRMEHIFI SN S

<gEOhTIN—>
Definite&ProbableE xR &9 %
Definite: ACBRUCD 1 &=
Probable: ALBRUCHD 2% 1=

2) =l FAS—AVEBARTFLTE (Nimegen breakage) fiE {Z 3%
A. BREREERK: LT D552 D L&
/NERAE
. AFER T S RREETR
BESE
 REBETRRICLDHBREMN
. TGRS D TTE
DONRRBHES. ERESOEHISETHD,
B. BEMR LUTD551DLULEEHE T
1. THIREHDIET
2. BHIFEEDIE T, eGH T VS RAERA EEDE T . MO LR
3. MAtIRE =
DU RBRERMESF IR D R BARTLEMH
C. BIFMBRE
1. NBS1(Nibrin) B FREEZRH D (BEBERBEER)
2. NBS1(Nibrin) BiGFDRBERE CHEEES A HEISERSNFEHEFIFEINS

a s~ 0N o
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<EBWohTI)—>
Definite&ProbableZxf & &9 %
Definite: AL BRUCD1&iH7T=9
Probable: ALBRUCD 2% jiT-9

2)—IV J)L—.L (Bloom) fE{Z &
A. BRERIER : LT D552 D L& F
INRTEAREY
R SRR
=P ik kIR
EmRE
MEHRBRZMEDITTE
EMEBEE (BME. Yo/ E) DSHAEERTH D,
HEPRIR D& BF
7. TE

a k& 0 nh =

o

B. RER LLTD361DLEZELT
1. LEEDERAROONTI=IHEE . Ik EEKDED K (sister chromatid exchange) D 8 E 7T
9B, T IL—LIEIEEETIZL. sister chromatid exchangeMEEED LENEBHLN S,
2. THIREBUISIER
3. BHEREKISIER , REI DT EDKET,

C. BIFHRE
1. BLMERFERERDH D (BRBEBMER)
2. BLMEEFDRBEEE CHEEESABAMEIGIFASRM SHITSN S,

<EZWohTI)—>
Definite&ProbableZ=Xf & &9 5
Definite: AEBRUCD 1&iE71=9
Probable: ALBRUCH 2% i1=7

2) —V ICF (immunodeficiency, centromere instability, facial anomalies) fE{&EE
A. BRERIER : LT DB 1 DL EZERE-T
1. R
EREER., EMNEN. BEE
2. BRI
3. RERRF=
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B. BEFRUTD>5 12U LEH-T
1. THIRBITB AL HHOIEE
2. BHIREILB L HHULIXIEE. E<IZCD27+5REBME DB
3. ®RESOTYUET

C. BEFHBRE
1. DNMT3B. ZBTB24, CDCA7. HELLSEILFEEZEHS
2. DNMT3B, ZBTB24, CDCA7. HELLSEIGFDHRIMEE OHEEEIEE A BARMISFIAINREN SIS
nd
3. TAATTILF =2 (PHA) R IC K DRI N\ ERIEEIC KD EBAGHFETIE. 9F. 168FF
BAORBE (T FOATEE) OBERE HER. SHHTEER. IR -RE. EHEEELT

ENBHLNSD

<EEohTIV—>
Definite&ProbableZx®t & &9 %
Definite: AEBRUCD 1% T=9
Probable: AR UB%iint=L. CD2XIL3% =9

2)—VI PMS2EEJE
A. BREREER: LT D551 DL
1. ZRBEEMICEDREERREE
2. h7xAL
3. BEMEEOEHEESH
EMFRES. KiaE. RES. 20t

B. BEBEMR LLTD>51 DL EEET
1. THIRAEK L IE&
2. Biffifa# i
3. IgGLIADIET  IsMD LR
REITOATIVUISRARAVFEEIZEKD,

C. BIFMBRE
1. PMSZEIGFEEZROL (BEEBAREMER)
FERRBEMSEL TV FEERNDY . DNASR Y FEBEEBIEFE (MLHI, MSH2. MSH6, PMS2)
DEFEMRIRIND /NN T U ERDHD
2. PMSZEIEFDHRBEE OHEEEE LN IIASNREMN LHIIEND
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<EWohTI)—>
Definite&Probablexxt % &9 %
Definite: ALBRUCD 1& 719
Probable: ALBRUCD 2% #71=9

2)—VIl RIDDLEJE{®#E
A BRERIER: L TDS3B1 DL EZEH-T
1. MRS RZME
2. RERSIZLDFREEMN
3. BRI
4. FEEE

B. REMR
DNAZ EHBEDEEIZFATMEVZDHIEEFDRERTENSDLETHAHH ., RETEINLD
DNARIZEMIAI L — SN | BEARTBRLSEFTINDS,

C. EEFHRE
1. ANFI68RInFEEZRD D (BRBKBITER)
2. RNF168815FDHBEE CHAEES A BAMEISFIBASRM SHIETSh S,

<EBWohTI)—>
Definite&ProbableZ xR &9 %
Definite: AEBRUCD 1% T=
Probable: ALBRUCD 2% i&T-¢

2) —VII < L7 (Schimke) fE{ZE¥
A. BRERIER : LT D551 DL EEE-T
BRRAEERICLHEBEFR. FERNREFE
TR E
EEIRER
BIEE
RN REREICRSF RN
R

I

B. REMRE :UUTD>361 DU LEME=T
1. THERRZ DB
2. BHifaR R USRI DT EXESR

47



C. BEzFMRE

1. SMARCALTEIGFEFEZZH

2. SMARCALTEIGFDRIRE

<gWohTI)—>
Definite&ProbableZ X % &4 %

Definite: ALBRUCD 1&jimT=¢

3 (BRBEBIEER) N7 UNERDD
EOHEEEE N AEISGEASNREI S SN S,

Probable: AEBRUCD 2% & -9

2) —IX RHYF—bk> (Netherton) SE{&EE
A BRERIEK: UTDIB2 DL LFFET-9

1. R AE
LR KYRET D,
2. EE2RE

BEEZEFFESTE BV KRELEETHD,

3. PRE—KHE

EMP. MEMLEE. 7hE—

4. BB
5. R
6. — I THREHKEER

PERIE % . i R

B. RER:UTD>B1 DU LFHE-T

1. THIREEIZXEE

2. Bfifag gL, miBIED LR

3. NKHfEHEEIET

C. BEzFMRE

1. SPINKAGFEFZZOH (ELBEEBMHER)
2. SPINKSEIEFD R EE OHEEIEE A BHEISIBASN RN EHIBT SN D,

<gzZWoAhTI)—>
Definite&ProbableZ xR &9 5

Definite: ACLBRUCD 1&5mT=¢

Probable: ALBRUCH 2% =9

2) —X MIIRIERS AL (DiGeorgefiEIREE. 22q11.2 R &L FEIREE)
A BRERIEK: LT D552 DL EZi#E1-7
1. BIFRARIE R I R B IEHIL S D LMSEIZ KB AEIK
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2. MIRRIEREAKIZ &5 5 Bt

3. IR EAR
J7O—AE . F#EIIRE L. KEARS MET. A XERS . AHEE THREREEZED LI
i 2

4. ¥EEMEER
REX ECLEN DEN BREBEZHESIRARBE. BUOAF /NSO, NEEGE

5. R ERT. EEREER

B. BEMR LUTDO>61 DL EE#I=T
1. BHILD ) LIFE. B FIRAREREIRT
2. THERBUTR A R UBEEIE T
3. BRI IERE. RES DT BEILIEEMN LD
4. BEBREPCODAT—TIVICESDLAEORE

C. BRFHERE
1. TBXFEIGFEEZROSH (BRBAREMLER)
2. FEK22q11. 20 HHR K% fluorescence in situ hybridization (FISH) ¥2array comparative genomic
hybridization (aCGH) [ZTRIE 9%
3. TBXFEGFDHRTEEOREERETICL>TELRET 5. ERBARBEMEERE KD de novoig{nits
RELd,

<gEOhTIN—>
Definite&ProbableE % &R &9 5
Definite: AR U'BZiiT=-L. CD1XIF 2% -9
Probable: ALBRUCD3%imT=d

2) —XI BIeEfEIRET
A. BREREEIR : LT D552 D L EZiT=9
1. BRETFVKEZHROET SN EFEME L5 K SRS ERfi %
2. IERANGRES HTFE—MERER
3. MAEDHEZIEHMET D,
STATIEECILGSTEREIZLDBIEEIREF TIE. HHE DRI, BEHORE. mAIEHT. SHEKIE. BE
DiEEE. LLEOREREGREDE - REER- "X DREEZRH TS, TVKZEETIE., MlBRFE
HMEEVAIVR (BFANIARIAIAIA AR ERER) ST 55BEMEESHT S

B. REMRE :LUTD>361 DU LEME=T

1. THIREEXIEFE A, Th17#IRE (XA T 5,
2. BHIfEBIXEEEHA . BEMMAELEIZET TS,
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3. MiEFIENFIE
4. BEEREICTIEEITERIS LG L mEER
5. BZEEDIET

C. BEEFHBRE

1. STAT3. TYK2, IL6R, IL6STEIGFERZRHS(STATI, IL6STIFE EBARBEMEER. TYK2,
IL6R. IL6STIX&E FBHBMER)

2. STAT3, TYK2, IL6R, IL6STEIZFDHILEE OWEEEZ M IAEICFIBASh R EHIEEN S,

<EBEohTI)—>
Definite&ProbableZ X & &9 5
Definite: ALBRUCD1Z&iimt=9
Probable: AEBRUCD 2% 1=

2)—XIl FFLEIRFABEZHEIRETEE
A BRERIER: L TD362DLU EZE#H-T
1. FFARIDERAREASE
2. frigfE
3. RIEEY HIFRIFERE
4. m/pRE D

B. BEMR LUTD5512ULEEHE-T
1. ERETHROET
2. iCIEBHADIET
3. ERREICTHHLEIREAHOR R

C. BEFHRE
1. SPIIGEIGFEFZZO5(ELBHKEBMHER)
2. SPI10EEFDRIFEFE OHREEEENAREIEIBFIN BN EHIBIEN DS,

<gEohTI)—>
Definite&ProbableZ* & &9 5
Definite: ALBRUCD 1 &3 T=F
Probable: ALBRUCD 2% iT-9

2) =Xl ZEXMEHIELREE

TOAT7ROEFHEDEETEEREL, FICKE. M. ORMEICHBNERRZE T8 EFERT
S EFTHDS, THMGEREARIEFREEDMIZREL R THSHoyeraal-HreidarssonfE & Ef
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ReveszfEI&ZF Dfth. FEE THAIBET RMEMOREMEMRHELTENFET D,

A. BEERAEK
BELERTOEREALERLEE. U TOBHALRU1DULEDOKIERE2DULED/IMEREH
=91BEICBHT 5,

1. BT EE

—RFEU L O MRV EBHIERBERDD,
2. KEERK (RS . MeRRATR)

a. ERBRIRLE

b. IO ZEHE

c. FREHEIE B BEAE
3. IMEK (ZDHD BAFTR)

a. BBEZMH%. B&

b. B DEE

. R E

ESR. REEE

e. FFEE

f. BEME

g BHES

h. /NBESE

NS

j. BRI

o O

B. RER UTD>51 U LE® =T
THERR R DB

BiERR %k DB A
NKiffifa 2 D E A MR IE T
LI IR R

nal S

C. BIFMERE
1. DKCI. TERC, TERT. NHPZ2, NOP10, TINF2EInFEEZERDH 5 (DKCI: XEHEMEIR. TREC.
TERT. TINF2: &3 BIKTBIEEIR. TERT, NOP10: B3 BKEBEER)
2. DKCI1, TERC., TERT. NHP2, NOP10. TINFZE{EF DRI EE OHALIEZ A BREICFIBASNRINE
FlErEhsd,
<gEohTI)—>
Definite&ProbableZxt%& &9 %
Definite: ALBRUCD1%&imT=9
Probable: ALBRUCD 2% 1=
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2) —XIV INBXIIETIZHBIF 5300 ED . REFEEEISHMAIEIRE
NUSMZLRIE B R EEIE (PMRP EIEF . NUAATAC BIGF. MYSMT BIzFHE) . EAIUB12-
ERRBERIE (TCN2EIEF. SLC46ATEIEF . SLCI9AT BILF . MTHFDIEGFIZE) . ALy Ls
Fr 2 IIVEERE (ORAI/STIM1/CRACRZA/ITPR3 BIZFIHRE)GEMNEEND, CNOLDEETIE., %S
BEFORMWER. BUOLIERS FORBREEOHREREENEDHLND,
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) BUERBESRLEETLTHEE
3)—1 XEHESH </ OT) 2 M

A BRERIER: UTDS3B1 DL EZEFH-T
BIRICHRIE
H&a~8h AEMNSREEEITHMY TS
Rk, U EILRIFEE
HHRE M R RELIER
KIEE (L. BARRBEXIEEL)

a & 0N =

B. REMR LLTDO561 DU LE#H-F
1. MFRESOT) AEZER (1eG<200mg/dL, [sAR UPIgMIZEEELLT)
2. KHEMBMAERIE (<2%)

C. BEzFMRE
1. BTKEIGFEFEZZEH5 (GEHEHMER)
2. BTKEEFDHRIFEE OHAEES A BAMEICSIASNFER EHIEIN S,

<gEOhTIN—>
Definite&ProbableE xR &9 %
Definite: ACBRUCD 1 &=
Probable: ALBRUCHD 2% H1=9

3)—1I thpEHr </ 0T miE

A. BRERREERK: LT D351 DU L&
1. £%4~8HAENSREREICHNYPT S
2. RHk. U NEILREAEE
3. MRt RIEREITIER
XIE X%

B. @EMR LUTO5512LULEEHE T
1. MiERES 0T AEZR (1gG<200mg/dL. IeAR WRIgMIEREE LI T)
2. RHMBHIRARIE (<2%)

C. ERFHRE
1. IGHM, CD79A, CD79B. IGLL1, BLNK, TCF3, SLCIIAFEIEFEEZRH S (TCF3: L AFE M
BI%. IGHM, CD79A, CD79B, IGLL1, BLNK, SLC39A7: & 3B {K B M EIE)
2. IGHM, CD79A, CD79B, IGLL1, BLNK, TCF3, SLC39AEILF D HIH R E OHEEIEE M EAREIZEE
BHESNRIEHIEEINS,
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<EWohTI)—>
Definite&Probablexxt % &9 %
Definite: ALBRUCD 1% i71=9
Probable: ALBRUCD 2% 19

3)—1l NETFERBELREE
A. BRERIELKR
SN, BEREEK. U2/ BB, AFEHRRE. MAEEREEDSEDEEL—DFEFT D

B. REMR
1. [gcGDIEIE (FEiEZE B LEI12-2SDLLT) T, IgMMgABH S EHE DIE(E
2. FHEEHIVIEBRBHFERACHTINAREOREBEXILET
3. U5 RAAyF R IEB#R(IgD-CD27+CD19+X [£CD20+H) D iF 4>
4. CD27+CD24-CD38+CD19+72 B A D ik

C. BEFHERE
1. TNFSF12, TNFSF13, TNFRSF13B, TNFRSF13C, CD19, CR2, PLCG2, IKZF1, IKZF3, NFKBI1,
NFKB2, SEC61A1, IRF2BP2, ATP6AP1, SH3KBP1, ARHG, EF1, DNMT3B, ZBTB24, CDCA?7,
HELLS, ICOS, PLCG2, LRBA, CTLA4, IL21R, MALTI, MSN, CARD11, BCL10, ITK, PIK3CD,
PIK3R1, NFKB1, NFKB2, KRAS, ICOSLGEIEFREZRHD
2. LEEDEGRFORBREECHEEEENAREICEEASNAENEHIIEND,

D. A2 1T
MEMERAREETSETEEOD (BRE. EARK. BT, BHESGE)

<gEOhTI)—>
Definite&ProbableE 3 &R &9 5
Definite: AEBD1~4DWWTF M1 DRUVCH1%#HT-L. DERI TEZ5
Probable1:AEBMD 1 ~4DWLWT NI DRUCH 2% =L, DERIN TES
Probable2: AEBD 1 RUBD2~4DWWFhh1D%iEzL. DERITES

<BZEFE>
CCIZRFEINDEBRDHRIIZ UV BT/ N\ITULEROGEVBABEZ LD, RIEE., EAERKREAE.
HEefERE. . THREEZZTTIGEEZED. BEENBREEZTOICENEFRLL, EERFHEREIC
DT, BRGRERE - B REFEDOHPIZTHEA A AT HE (https://jsiad.org/consultation/) ,
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3)—IV BlgMiE{xEE
A. BEERAEIK
SRR, REREEE. MBKERDE. EMES. REEODSHDHKEL—DFEFTS

B. BEFR UTD561 DU EHFE-T
1. IgG. IsADE(E. sMOEEH TS (E
2. DS5ARAYFAE)—BH#A4 (1gD-CD27+CD19+X (L CD20+) D& 4>

C. BEFHBRE
1. CD40L. CD40, AICDA. UNG BInFEEZRDH S (CDI0L: XiEEMEEIR. : CD40. AICDA. UNGE %
BAREMNEER)
2. CD40L. CD40, AICDA, UNG iEInTF D H I EE O EEEE A BREICFIBASNEMH RIS N 5,

D. #IZH
1. EEREREE TG
2. MEMNAEEFSETIHLGD (BRRE. EEERK. BHIE. BIERERE)

<gEOhTIN—>
Definite&ProbableE xR &9 %
Definite: ALBRUCD 1&imT=L. DERNTES
Probable: AEBRUCD2%i#ET-L. DERNTES

3)—V IgGHITHUSRARIEE
PWAE
1. REMODEERLELZET S
2. 1D RIFZFNLULDIGH T HSARE
3. AL DIGIFEENEREISEVEETHD

3) —VI BIRMIARISIE
PWAE
1. MEIgADHHET (MiFIgGR UIgMILIER)
2. AL (ABUT CIEMB AN EREILT 2FTRABENDETHS)
3. &ALV OTUMEEET HMDEEN RS TNS

3)—VI HFERKEATSE
EA Db
1. EEEDOFUICKRTEREHIET
2. IgG. IgGH T U5 X IgA. IgM. IgEIXIEH
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3. TOMDRFEMERIFZRIERFEMERERSENRISN TS

3)—Vvil ER—BHEH < 0T MmfE
W AE
1. MiEIgGHFEMIEDEFRED-2SDRFETHS
2. ZOMOMmFEREI QT OEIFREHLEL
3. £k6MALIRE
4. ZDMDEFEEREFEENRI SN TS

3)—IX ZOMDEHEREFRLEFTETEHEE
“E/YS—T7 M)YS—8, EXRMAICFREICLDIEAL TS/ OT) U MEEZHIBHERENH S,
1DXRIFFNLUEDIGGRWIgAY T IS ADIRIEE S REIFOTYVEHEHD/N)TUIRIEIRELH
7
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4) RERAEEE
4) —1 FIT47v% B (Chédiak-Higashi) JEIZEE

A BRERIER: LTD362DLU EZEFE-T
1. RIS, B2, RICE T30 A KIE
2. —fRLEEICNT D5 RSN
3. MEEfEE., EE, PNKEA. REMEESZEOMHBROEE (L. $1DHICIT BT, #1T

%)

4. HMfER
5. MIKE M)/ SHHBIREDS B

B. RER :UTDS>61DUEZERE-T
1. BMBRAOEXRBEH (STORLAFIT—EOBIF R T72—E A BHE)
2. NK#BRE - MR IGE E THRR D1 RERE E (AR ER NI AEIEE)
3. EEZNHEMHEMRER S BRDESR)

C. BEzFMRE
1. LYSTEIGFEFEZZROS (BELBHKENER)
2. LYSTEIGFDHKIREE OHEEEETNAMEICGIAINREN LSS S

<gEOhTIN—>
Definite&ProbableE % &R &9 5
Definite: ACBRUCD 1 &=
Probable: ALBRUCHD 2% 1=

<BEHIE>
-MAMBREZHEIARERETLET, BMEKADEXRFEHREZROHLIHE . REDFREENEL,
- FEIZR B &L TGricel MEIREE, NILI Y A —+/\R 5% (Hermanski-Pudlak) fE{& & 28 - 10872 £ MY
HMOENTWS, TNTNTEGF/NIT UM BALMNIESTNS,

4)—1 X&)/ SETEE R EE (XLP)
A. BREREERK: LT D351 DU LT
1. EBUAILRICKAHEEHE F1E B
2. MIXE R/ IR
3. BAv=/ oI MiE
4. SAPRIGHE (XLP1E) TIX, BERVUNE. BATREEN, ME X
5. XIAPRIEAE (XLP2E!) TIX. fRHE. RAEMEIAE R
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B. BREMMR UTD>B1 DL LEEH-T
1. YD REKIZHITHSAPRIXIAPEBEHKEDET
2. {HBNEIE
*SAPRABIEICETHA2 /) T MNKTHIFEDIET
-XIAPRABSEIZH 1T HMDPRIBIC K T DRIV A M AV ELEDET

C. BEFMRE
1. SH2DIA. XIAPEIGFREEZEHSH (XEEMEEE) D/\)TULERDHS
2. SH2ZDIA, XIAPEIGFDHIREFE P EEEE A AEIZGIAINREHEHIEI SN D

<gEohTIN—>
Definite&ProbableZxt % &3 %
Definite: ALBRUCD1%&iT=9
Probable: AL BRUCD 2% 1=

<BEFHE>
‘XLPIZ[E. ZA T 1DSAPRIBE LA T2DXIAPRIBENHISN TV,
GEEMEEERLRBELTERICRET 5.
-BIRCEEDEBVAIILARRELEFRIE. RITMEKERHE) 2/ \HBIKELRY BRI BEICE. NEE
583,
ZDHIZELI0LL LDXEEHONEERBARBEDEERHKICLSEBYVEREERENH S,

4)—I1 BCREMN) /\EREEIRE (ALPS)
A wZATEHB
1. 6N AZEHBATEMEICEBT HIEESE. ERFED U NGHERELIIEE. X(TZ0mA
2. CD3'TCRa B*CD4 CD8 THARE (F T ILR A T4TTHARE) D EEAN (RAE M) >/ SEREEANIE & X (E 10
LTWBIHZE T, £/ Bk D 1.5% Ll £ X (FXCD3+THIMED2.5% LA L)

B. ft&IEH
1. —RIEH
a. FAS. FASLG. CASP1OD W DEIEFICH T AR (EEEMRRFITD/N) T
b. VUKD TR L RADESE
2. ZXkIEH
a. MM#FsFASL(>200pg/mL)
b. M#EIL-10(>20pg/mL)
. MEXIEMEEE2I2B12(>1500ng/L)
BB ARERBENR (BREECNRFREFEEICLD)
. BESEM KR CamEE ., f/MMrisd X 5F Bk

o O

(0]
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f. 20— 1IgGODIE M
g. BCREDHEIIHIDOOLTIEES . IERLMED) o/ \BRIEFEAE D R ik FE

<gWohTIU—>
Definite: iAZBIBEH 2 D& HIEE D—RIEB Da%imf-9
Probable: /ZBIEH 2 DEHHIEE D —REEHDbXIEZ RIEH 2D U L&i#EI-9

<BSEZRIE>
HRAR—ZX8RIESE . FADDRIEFELALPSIZHEEEN S,
FERRR B ICRASERE B 2 RE M o/ \BEIEAE IR B 5K 2B (RALD) . CTLA4/NTOFR24E (ALPS-V) A
HMoh TS,

4)—N INGIIZIBIFREL00FH ., REREHES
ZOMORERFEZTLLC. RMEMIRE R 2/ SHREBRE (FHL) | FlEMETHIRES (ZRERD
WARLE. BEEFESICEEAEANIES (IPEXEIRE. CTLAUNTOFRLSE, LRBAREERLRLE) . &
FTLEVU/\BEE DGV EERERRE AU DT BRELNPRERRBEZHIBCREEZIRERN D WD
& . APECED%E) . R ZHSRERHIEE (IL-10 SBRAEREELRLE) . IS TS,
PWAE

‘FHLODHBE EL T, FHL2 (VR—T 4 RABSE) . FHL3 (Munc13-4R384E) . FHLA (Syntaxin11R484E) .
FHL5 (Munc18-2R{E%E) BEISN TV, CNLITEEBARBMEGEET 5, FHL2~FHLSTIX. £
NENOREEGFDO/NN)TUIDROONNIEHEEZHINDH . EEREMET CHEBESE) Y
INERD B BRI RERRAT (LR DRV —=2 T AT BETH B

-IPEXSEREE CIE. ZLIREAKYRG 2. 1 2UHEIRTR - R RIRBEEIE TELE ON D BES . KRB (BBOT
FE—MEEEXEE). BEREMNEBVEGENEDONS, BEF/\RILREIZKYFOXPIER
FON)T UMD EIESNNILHEEZE LD XBEMEER) . 7A—Y A b AN —ZF ALK
[Z&115HCD4+CD25+T! ) /BRI DFOXP3E B RO CTLAAE R RIRBML AR TH L, Bz F/ R
IVEREIZEKY FOXPIEIRF DN T U RIESNNISHEEZH LGS,

-CTLAANTOFRLE. LRBAREE L. YR REE. BEREER. o/ BIEEEZRT . BT
INTRIVIREIZKRY CTLAY, LRBABIGF DN T UMD RIESNNISHEE LB LTS, CTLAAIE R E
REEMEIR. LRBAITE R BARBIMEERERT . 7A—H A AN —Z ALV REIFPIZE TS
CD4+CD25+T1) > /NERFF DFOXPIE B R OCTLAMMER R BEBHLERTH D,

-APECED Tl @M R EHIED O fE . Bl FAKBRHEBEE T E . Addison RO HEMBITMAZ , 15
R, FRKIRER. BEECERGEDREERK. BHENLGEDEELEERETRD S, BLF/N
FIVREIZKY . AIRGEGFD/N\)TUMDBEIESNNIEL. EEZEEHD,

B R  ZRAET BB R ARG RIEMEGE & (very early—onset inflammatory bowel disease: VEO-
IBD)D1~2F| A RMEAREEEEDETELRTFD/NIT UM BEDOLONLIENHMONTEY . IL-10
SZREERELGENRREETHD., TDM. IL10RA, IL10RB, RIPK1, FOXP3, CTLA4, LRBA.

WAS, XIAP(BIRC4), CYBA. CYBB, NCF2, NCF4, TNFAIP3, TTC7A. IKBKG, SKIC3(TTC37),
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SKIC2(SKIV2L), SAMDY, RELADRRIEIEFEH D BIEF/ARILREIZKY., RREEFD/NN) T
EORIEShNIE, EERZIERD,
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5) [RFE B HAAEET 2E R S RIBAE
5) —1 EFESLRMFPERHAE
A. BEERAEK
SRBHANSDRET HEEMEBRRIE

B. REFR UTDOS5H1 DU LEEHI-T
1. 2T BRI (GRAE M 8F P BR#E xF £ AY200/mLK i)
2. BB CEHENRRAROERR~BEREREATBEHEKEZEDD

C. E=FHRE
1. ELANE, HAX1, CSF3R, G6PC3, VPS458 I FRFE%*RHSH (ELANE : & 2B ATEMEIR. HAX].

CSF3R. G6PC3, VPS45: &K &M E1E)
2. ELANE, HAX1, CSF3R. G6PC3, VPS45&15F D HIRE B O EE[EE A BARE(ZSEBAS N R A &3

=Y (%)

BFRIRTSAA—FEI—R T BELANGEIRFD/N) T RD$160%%E LD B,
s Z DI, HAXEIRF O GAITEIEF. G—CSFZBIATH D CSFIRERFD/IN) T b, FXRMIDE

B FRARILER . IWRETEREFE O GPCIEIETEF . s &M, BiefRHL. BIRXEH#S
VPSS4EIGFEELREN DD,

<gEOhTIN—>
Definite&ProbableE % &R &9 5
Definite: ACBRUCD 1 &=
Probable: ALBRUCHD 2% 1=

5)—11 BIEAMELT PEKIRAE
A. BREREERK: LT D552 DL L&
1. $921 B E#A TOEFhERE D
2. RHIc—EL-%&. ORNE, 25BER
3. 3~5HTEARET S,

B. R&EMR
3 FRERIRL A (RAH I 4F A BRAE i 20 AY500/ LR i)

C. BFMBRE
ELIANGEIGFERZRDHH(FIFLETHDEH T, ELANEBIEFEZENRIESND)

<gWohTI)—>
A.B.CITRTEF-IHE
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<LEZE>
- REMTOMBREICEITL. BREDEIL BRER~ B NRonEH ., BHICE-TELST
OERENSDEZMITHELL,

5)—I IRVUZIHBIFHEDDIFL . BEDRBET-E DIFRERFAE
ZOMICIEENGRBE L DIFPERBMELL THRAGELEGTFIHASHIILESTEY ., §ELER
BIENFREIND, KKRIGEBDEL T, p14ARIEBIE (P14/MAPBPIP) . HEIRIRIbEL (G6PTT) | X3ESH T
BRRAME (WAS) |, BarthfEIREE (TAZ) . CohendE&EF (VPS13B) . IFHEKIBA 145 S K 8 EHafiE
(USB13B) . JAGN1RIBSE (JAGNT). 3-Methylglutaconic aciduria(CLPB) . G-CSF=ZAIARIBIE
(CSF3R). SMARCD2R3I8%E (SMARCD?2) . Specific granule R384E ( CEBPE) . Shwachman—DiamondfiE
18 (SBDS, DNAJC21, EFLI). HYOU1XRABSE (HYOUT). SRPSAEEIE (SRP5HEENZEITOND,
EREGFERINIIRT . CNoDEE TR, REELFORNUER. GOLIIED FORBREED
WEEEELREDHOND,

5)—IV. BMEKEETLAE
LADZAT1: 24 TH ) DRIBIZKDERERES
A. BREREERK: LT D51 DU L&
1. SR BN DMEESIE
2. SFEIRED KRB REAE. BEEEL. AKX, ®/E

53]

gé

B. REMR LUTD>51 DU LEZEHT
1. BMEkEESE
2. #hERE. WEERE. EREEDET
3. 7O0—HYArANJ—IZ&BHCD18, CDITDRIETE SIS,

C. BE¥MERE
1. INTGB2, FUCTI, KINDLINSEIGFEEEZEH B (B BAKREMEER)
2. INTGB2, FUCTI, KINDLINJEIEFDFHIREE OHEEEE A BRAREICSIBASIRII S RIS NS,

<EB¥ohTI)—>
Definite&ProbableZ ¥ & &9 5
Definite: ALBRUCD 1&iHT=9
Probable: ALBRUCH 2% i1=7

<BEHIE>
LADRA TNEELIFUIAURD T UL iR KIEMRIEBIZEHEFEEE THY . LADZA TIDFEIKIC
MZ THEAFEEERNROONS, LADZA TIILADAA FTIDFEIRICIMA THIMERNHY ., B 24>
TV EHBERT BKindin-3DRBIZKVET S, EEEEFIETNENFUCTI(AA4TN) &
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KINDLIN3(Z A7) THAHH, SEIZIEH TELY,

5)—V 2aJvN\T-5H A FTE2R (Shwachman—Diamond) JiE {& &¥
A. BREREEK: LTFTDIB1 DL E&FiEf-9

BREFBTEE
FHIREAEIC KD HREMN. Bl m/MRED
NS MER

BHREE(EFRGE) ZHEIEN S
BHRMBUERE. SHERERMRERET LA B

a & 0N =

B. BzFHBRE
1. SBDS., DNAJC?], EFLHEIFEEEZENH S (BEBAREMNER)
2. SBDS, DNAJCZ21, EFL hEIGFDHIE EE OMAEEES A BRMEIZFIRASNIRM EHIS NS

<EEohTIV—>
Definite&ProbableZx & &3 %
Definite: A, BOD 1%
Probable: A, BD2% & 1=9

5) —VI B4R EE
A. BREREERK: LT D351 DU L&
1. BEAMEREBRBREE W25 —CEHRE. ERS)DBERE
2. RIE. 2/ Ei, il HIEE . REERGEDVFAERSFER K
3. B EEEIE TENBTIZETTAEX [(EDHR-123;EIZTERH D

B. REMR
EMBRRELEFPERAEEIVIO—IILD5%KE

C. E=FHBRE
1. CYBB. CYBA, CYBC. NCF1, NCF2, NCFAD)EILFREERH B (CYBB: XEM BT
CYBA. CYBC, NCF1, NCF2, NCF4: & $a (k&4 EIR)
2. EMMRELRDIETERL, CYBB, CYBA, CYBC, NCF1, NCF2, NCFADBIEF DA 1\ FI]
DRIEZRHD

<gEohTI)—>
Definite&ProbableZ ¥ & &9 5
Definite: AL BRUCD 1&iG71=9
Probable: ALBRUCH 2% i1=7
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5)—VI STAORLAF A —ERIBE
A BRERIER: LTD362DL EZEFET-T
. BRAKBER
. FHEROMANZEEEET
LU TERRE (5%KH)
. W FhEROMPOLBIZLDMPOXIE, FA
CABRARRRIN . EEKDOAEFILZ L
B. BEFHRE
MPOBIEF DRI T UL ERDHD

a b 0O N =

<zZWoHhTI)—>
ARUBZ%iiEf-9,

5)—=VIIl AUTIVEGREIAN\ITIT SELE
A. BRERIER : LT D551 DU EEE-T
1. BCG. FFEHMBRBAICLHBIEMRBREECEHMEBHAR
2. BAt ., RIEMOBCGREEIE Ik E RN B R R LIE

B. BFHRE
1. IL12B. IL12RB1. IL12RB2, IFNGR1. IFNGR2. STATI. IKBKG. CYBB. TYK2. IRF1. IRF8, ISG15,
IL23R, RORC, JAK1, SPPL2A, ZNFX1, USP18, MCTS1, CCRAEIZFEEZRAHD
2. IL12B. IL12RB1. IL12RB2, IFNGRI. IFNGR2, STAT1. IKBKG, CYBB. TYK2, IRF1. IRF8. ISG15,
IL23R, RORC, JAK1, SPPL2A, ZNFX1, USP18, MCTS!, CCRABIEF DI EH OMAEEE N
FEICEEBAS IR L HIBT SN

C. #RIZH
TR EE A SN RER R ERSELEEAFEENEESND

<EB¥ohTI)—>
Definite&ProbableZ ¥ & &9 5
Definite : AR UBMD 1% T-L. CHRNTES
Probable: AR U'BMD2% #if=L . CIBRHA TES

5)—IX IVHLVIIZIBIF5EDODIEA ., BIMBkEERER E
HIMBkEREREZ R LR LUNDERE
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6) BHAREEREER
BRAREICEVWTEELGRBNER-I A FOERNGREHOVIHERELADHY ., TNIZLLBRR
EHRBOEEICI - THREMZETHIRETHY. Z<{DBE. TONFOREHHVIIHEREICE
EMICEEY DEETFEENRDOND,
PHT, FRBOFHEGERRZIZNA T, UTOVWT AL HAEEERAET S,
(BERREEEDZHORA]
1. ZETHDFOREAMATEDSS
2. RETHELFEEN BB TN FORIBOMERR RO ENBEENICFHATESSS
3. BT HINFLEEEGCFOERENLGL., HAVFERENEASNTOEND, ZETHEEDRH
BORAWGERLGLIRRE, REZHH OV E N FEVFHNFEZRAVTIIATESSS
4. ZREEMUN. ZETHIREUNTEIEZHICHRATERGS

COREFZ UTOISITHDEEIND, MDEI &S, EEEDFERICLOTEHT B,
RAHBRALTW S ERERFEEAFBIMAICITY,

6)— 1 REFREEHIBETENERMRERE
A. BREREEIR
BTHENERERRERELERDRRKIZHT LHBEMERHRHETH BTECHEERATED
FER. BRERMEDRREIHRLTHD,

B. E=FEHBRE
1. IKBKG, NFKBIA. IKBKBEIGF DRI/ ) T U EEBH D
2. IKBKG, NFKBIA. IKBKBEIGF D FHILE T OHEEIEE MRS R EHIBT SN S

<gEOhTI)—>
Definite&ProbableE 3 &R &9 5
Definite: BAREEZEDZHOEREA I RUVALBD1%FiET-F
Probable:TBAREEEDZHORAIRUVALBD 2% =T

6) — I IRAKARIBIE (JRAKY)
FREKE ., TR OKE ., EEKE . RERLRECKBLREMEIEL . BUME. FZSEELEDRELHME
RBFEEEHET B, LTOWTANEROIESICAELRVEEFRELTERT 5,

A BRERIEIR: AT DIB1DLL EE#T=T
1. BURITETT, BiL TR BEEED
2. REMHMERRBEERYERY
3. HAERBICHEEHERBIEEZRDHEAHD
4. REMMERBEDOREKELNDHD
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B. EnFHEE
1. IRAKFEIEFDRANYT UL RO 5 (BB EEBMEERE)
2. IRAK$EICFDHRIEEE OHEEES A BHMEICGIASNFEN L EIE SN D

<gWmohT3a—>
Definite &ProbableZ Xt & &9 %
Definite: BAREEEDZHORAIRUVALBD1 &S
Probable:BAREEEDZHOIRAIRUVALBD 2EHT=T

6) —II MyD88KRIESE (MYDSS)
A. EREREIR
IRAK4ARIESE LERPRIZ T FBLIL TN,

B. BizFHIRE
1. MYDSSEILFDIRHINIT e BH 5 (BRBAKBMER)
2. MYDSSEIEF DHBEE CHAEES A BAMEIGIRASRI SHIMTEN D

<gMmohTa—>
Definite&ProbableZxt % &9 %
Definite: BAREEEDZHORAIRUVALBD1E#HT-T
Probable: I BRAREEEDZHORAIRUVALBD2EH =T

6)—IV 1SR BHEAL S LITRA, ILT7RC. IL17F, TRAFIIP25E)
RIERHIE, MOBUMEAUCAEEETEIERETH L MEEFIE—BNICENTHSH . KREMW
[CREZ2ICREZBRAIELLITRETH D BERRBBROERE [LEDLGEL, ChoFEBEDEM
RIEFIEH DS fE (CMC) EEESND,
— AT, REMBEAVOSEICMA ., FEEBOERECEADREREEZHEIEERMECMCLEFE
L. LERERBLEDTTERDILELH D, IEEIRECMCO EEEEFIZIX. AIRE, CARDY, STATI,
STAT3, ZNF341, IL12RB1, IL12B, RORC, MAPKSIZE N5,

A. BEERAEK
EROIRMEREIEN OFE (CMC) - RIEOHIE. MO BHEHEA CHEEET D, BE R EF
DEFEEIXEDRLY,
FEIRTECMC: RIEHERN O FEICMA | FBEZDERELELDREREELH,

BEGFHRE
1. ¥EJBEDCMC: IL17RA. IL17RC. IL17F. TRAFIPIZEILFREEZRHAH(L1TF: BLAKENEE.
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IL17RA. IL17RC, TRAF3IPZE 3B KB M EIE)

2. JREDCMC: IL17RA, IL17RC. IL17F, TRAFIPZEIZFDFHIREE OMEEEE MBI BHINR
fEHIBTEN S

3. SEIRMECMC: AIRE, CARDY, STATI1, STAT3, ZNF341, IL12RB1, IL12B, RORC, MAPKSEIZFEE

ZRHAH(STATI, STAT3, MAPKS: & R B RTEMIEIR. AIRE, CARDY, ZNF341., IL12RB1, IL12B,
RORC: &% BB MHER)

4. FE{RMECMC: AIRE, CARDY, STATI1. STAT3. ZNF341. IL12RB1, IL12B. RORC. MAPKS&IETF N F
IREEOHMEEEE N AEICSIBASN R RTINS

<EBEohTI)—>
Definite&ProbableZ X & &9 5
Definite: [BAREEEDZHORAIRUALBD 1 XIEL3EH =T
Probable:  BAZEZEEZE DB ORA I RUAEBD2RF4E =T

6)—V DAIIARBRLEICHLZBREMEZRTERRERESE
A BRERIEWK: UTDS3B1 DU LFHE-T

1. ERSEA—T A ILA (HPV) IZX9 5 5 B : WHIM (warts. hypogammaglobulinemia, infections,
myelokathexis) fiE {& B

2. REHREABERE
3. Bl LR R %
4. ZDMIMIVARERRIEIZFREREMETT RETE

B. BIzZEHERE
1. LT DadIZRLISEGFEEZRDOS
2. UTFDa-dITRLIZEGFORBRERE OKERESNARICGEASN RN EHIEINS
a. WHIMIE{R B D15 & : CXCRAEILF
b. KERRERBEEEEDISS: TMC6, TMCS EInF

c. BHiNIILRRIKMEDIZE : TLR3, UNCI3BI1, TRAF3, TRIF, TBKI. IRF3, DBR1, SNORA31,
ATG4A. MAPILC3B2, RIPK3. GTF3A. IKBKE &IcF

d. ZOMOAMIARBEREIEIZHEREMETRTREREDIZE  STATI, STAT2, IRFI, IRF7, IFNARI,
IFNAR2, FCGR3A. IFIH1, NOS2, ZNFX1, POLR3A, POLR3C. POLR3F. TLRA&EF

<BEHOHTIY—>
Definite ProbableZ Xt & &9 %
Definite: | BAREEEDZHORAIRUVALBD1EiE=T
Probable: [ BAREEEDZHORAIRUVALBD 2% =T

6) —VI IALVICBIFHLODEA, BRRERE
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A BRERIER: UTDS3B1 DL EEF-T
MFNE S R T

B (R SRS KA
LR AR %

GATA2R 1B4E

N UVAVAVESS 6 leba i i1 25

. IRFANTOF LS

. NBASXRiB4E

. IL-18BPRI8HE

. RERER

© ©® N O o N~ O N S

B. BEnFHiRE
1. U T Da-ilRLIZEEFREEERDD
2. LT Qa-ilTRUIZEGTFOHRBEEE OHEEEF N REISGIFASN RN EEIESN S
. MM LR RIRAE :RPSA. HMOX EinF
b. BIGM (Riktt) BER LI :RANBP2 BIGF
c. {LRBTEFERE :NCSTN, PSEN, PSENEN ;& 15F
d. GATA2 R1BJE :GATAZ E{nF
RIS —TIEICH T B B REE APOLT EIEF
IRF4 NTOXRLIE IRF4EILF
g. NBAS R1EfE :NBASEI&F
h. IL-18BP Ri&84E :/L 18BP BT
i. KIEBABK:CLCN7, SNX10, OSTM1, PLEKHM1, TCIRG1, TNFRSF11A, TNFRSF11&I5F

Q

(0]

—h

<gEOhTI)—>
Definite&ProbableE 3 &R &9 5
Definite: BAREEZEDZHOEREA I RUVALBD1%FiET-F
Probable:BAREEEDZHORAIRUVALBD 2% =T

68



7) ERMEHAERIGE

FIRILI0FEFELL L DFR R GHREZ L DA FRHETHY . ERMLGRIBICKDEERIEIR T~ THD . ERIKIE
BET—AVOBRRERN S EREMARIBELZIGEICE. B FREZERT 5. EREHARIBGED
BEEX, UTICHESND

1. EHEEROER

2. BRRBEBROER

3. flHREF. RUZDZERADEE
1Tl RIET DA CREL-EICKERAMBEICKDZBEEMLTT £ 8% T)TIM—TX
FLUOBCDRERENEIYDOTV, 2T, FAEITRICHTEZBREENRLNLIN £ 5HT T
F—TRGEEDEERERBOHEEEDEL, CORIBEXBRATHEENS LA, HIRAEICKHILERYE
BIEXDHEENEBALYVEENESND, 312X, C1AUEEA—%20—R3 % SERPING &G F RIBIZ LD
Bt EHFE. SEXECD55 RIBSE(CHAPLESR). SE R CDSIRIBREN $H S, CHAPLERIL. ERIRH
4 B RRAE CIARIEZE R T . Se R MECDSIRIESE (F . ME NIAM EREMIEEEZZ R T, Factor [Factor H.
MCPEE DHIHEFDEEIZLSHDXIEHE R M4 FRBAEMEIZE (aHUS) DIRE &%, C3X°Factor B
DEEER /N T U raHUSDREE D, CSTIE, aHUSH, R RICEHBNZET HHEMHKREANE
JREVRIEIZDOWTIX fDATIV—ICEBT HEDET D,

FARRIBE IS LT O LIRSS,

7)— 1 EXRMMIARIBE
A. BRIREER: LT D551 EEH-T
1. AEREAREROEEZ R T AR (ClaRIBSEE. C1rRIESE. C1sRIBJE. CARIBSE . C2RIEJE. C3IXR
$84E ., Factor BRIEJE. Factor DRIBSE . Froperdin RIEHE . MASP2RIB4E . Ficolin3BE:EREEIE)
RIET HMABDIEEL T, EICKERERAEREICLSZREMRETRT I, HHZIRAOCIRE
ETIE. 2HMT)TI—TRELOBERERBERLOT
2. RRBAERIROEEETI TR (CORIBIE. CORIIE . CTRIBAE . C8RIBSE . CORIBIE)
FTAEIVTRIZHT DB EEEAAONED EHET)TIN—TRALGEOBCREREDHEEL
DI FHICCORIBIE LB AN THENSL BEXF LA LIRERIEXDEENEEALYL
BlheEhd,
3. HHAFRIFZDZERDEEZRIR
RER DTG CEEHBRNGERKEERT 5,
-CHAPLEJ% (CD55R{84E) Tl ERRH M BBECIAREE TS o
- FERMECDSIRIBE TIF. MENBM R U REHEEETERT

B. BEBMR
AR D RIENZEDHLND,
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C. BIFMRE
LTFICRTEREGCFOEGCFEEEZRDD

Cl1qRi8%E: C1QA. CIQB., C1QC
CIrRi8fE: CIR
ClsRiBfE: C1S
CARIBYE : C4A. C4B
C2Ri8E: C2
C3RIBIE: C3
CORIBJE: C5
CO6RIBIE: C6
CIRIEfE: C7
C8XR1BJE : C8A. C8B
CORIBIE: CI9
Factor BRI&%E : CFB
Factor DRI&SE : CFD
Properdin R 84E : CFP
MASP2RAEfE : MASP2
Ficolin3B:E R E £ 4E : FCN3
CHAPLEJR : CD55
S X CDSIXREIE : CD59

D. #RIZH
LUTZERSTES,
1. BREECEHCRBERBEFICHBLGECAHROEEFICID Z_RMGHAR S DIET
2. JEEL BRI 4 PR SIE AE 1R B O CIBE
3. HMARICKDBMEET HREMERBANES OE VREE

<EZWohTI)—>
Definite&Probablex®t % &9 %
Definite: ARUCZ =L, DERNTES
Probable: AR UBZ =L, DERNTES

7)— 1 E=EmE%FE
INIZIFUTOIDDRENEEND,

18 C1/VEES—DiENE. EHEEBITEETLTLNS,
28 C1A4 EEA—DFEHRIZIETLTWAN, EHEFEEXITERLTWS,
3R BEHETHAN. CI/UEESA—DFNE. EHEELLHIZEETH D,
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A. BRERFTR
1. BEMOEHZEOBRKEEET 5,
2. BEEDEEZFEOREENHD
3. CAMBEEDLT . MTLUILX—ELNEHTHD,

B. REMR
ClAVEES—FEMERELZDFEMA, 50%KH

C. #RIZH
BRMEMESZFEERNTS

<gMohTI)—>
AD1RU2%# =L, BFimf=d, HELLE. AD1ZEE-L. AD2%FH =1L, CERNTES, <
[T.AD1~3%FHEI-L. CER{ TS,

<SEmRR>
CNETIZORBEDREEIETF (SERPINGT, F12 PLG, ANGPT1, KNG1, MYOF., HS3ST6, DAPZIP,
CPNI) DIRENH B,

7)—I IRUIICBITFELODIEA,. ERMEFHARIELE

FHCHRKEEEL. AR OREBEENICEEREL-ETEGTFOEENERTENILBHT
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<EEESE>
EHRMERETSEEESERICOVT, FEEULERRET S,

BIE
BETC. HREEEAEESFORBABEDHRSEET, ). G-CSFEE. REFIDHRS . fisE
BE. ATOMREDRE RENFIZEORE . EBEDRSE . BETFHE. BREEFHEE.
EMERRATEHE ., BEIET . MREN DS, 1 DL L ZMEICERET 5 (MEMAEE1EH T
BhemnALIE)BE

PEE
LEABRINBRGMICIIDETEWNMGS

BE
nE:/I:I ﬁb\xg&iﬁ

KEWMEAERVEEESBEOBEGICEIT5BEEIR

1. RBZEICAVDERRER . REFMRFICHALT. ZHEZ EICREBROBRESGVEEICE, WThOK
HDLDZERANTHEELI AL (F2FZL, AREFR DR BE T I BRRERF THo T, HEFTRELGHD(
R5.)o

2. RERRRICEITAEEESRBICOVTE, EULEFHEERD T TEENMTONTOLSIRETHT,

EL6M AR TRLBVVREEZEMAHIMG 5-EET D

3. 4B . ERDEEN LEDEEESEFT-—EULIZZALGNETHLY ., SHLTERZMRET HL

ARERZLDITONTIE, EREPRDHARET S,
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67 ZRIEERE

1. &
mElDERICERNERICELS. ELMERE, SRMEERT (Polycystic Kidney) [ZI&., & BIKE
% F 4 ZERE (Autosomal Dominant Polycystic Kidney Disease : ADPKD) & E 2B KBS R EEZPE
(Autosomal Recessive Polycystic Kidney Disease: ARPKD) ED3$H 5,

2. RE
ADPKD D RREELEFIEEIZ2DHY (PKD1. PKD2) . % <2 EHEL T Polycystinl (PC1) & Polycystin2
(PC2)%a—KLTL %, ADPKD EENDH 85%H PKDT DEIFLEEMNRRE T, BYH 15%TlX PAD2
BERFEENRRTHD. PKDT 1E PKD2 £Y—RRICERRIEERNEVN ICRKRRTHEAZLKEL,
ARPKD D REIEIEFIEEIZ PKHDT THY . Fibrocystin, Polyductin #3—KLTL 3,

3. fEK
BREERELT, PERRIIMER (31%) . BIREER - H&BE (30%) . Bk F R (9%) . BEARIETE (8%) | FEh
(7%). iZHE(6%) . BEFE (5%) . IBS (5%) . BEEHE (4%) A%, BERTLREICERMEZRE R
ENNENS(11%) EDBATEMEINS, RETIE. BETOII—OCAMRYI TR INEIEDLE
{IE->TLV%,

4. jaEik

IRARMAAEEITGRD, ETEELSEHARBELT. N\ TLY I OV2ZBRERETHDIML/ANTS
Uht 2014 EIRICRIZEAL G-, BRBXEBMRT HESNEN\ITLYI U DEREIFITHELD
THY . HRAMGERKRARI TSV CEEBROEREEMEDETEI S RELBELARICIHT 2L
N ESINT-, T ZADEETEMNEZEHT D, BEBENBREEICHLT, Boh GBI R
SNTULVELD, EHEEDOB D INBIIREH NG EEENHNOOBREFEETIELILPLONES
FHEDFHICIEANEEZLN TS, BIICE--BE ORI HEENT 5AEEL T, MAIBER
ERMAITON ., RIFGHEENEON TS,

5. %t
BRBEIERTIEETIE. RRICBHENMETL, BR2IZEY, BREBENDELLD, 70 BF
TIZH 50% DEENBRLITHDS, TENEIREICLA<EETHOOBRENE L (BED 10%) L
1. EEATHS,

O EHO¥HEITHELES
1. BEH
#9 41,000 N\ (FAEHEZ&LD)
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2. RIRDOHE
F 2 ADPKD Tl PADT BN PKD2 D . ARPKD Tl& PKHDT DEIFEETH 5,

3. MRMIRES
REEIL RRIARIEEITARL, )

4. REBDOEE
ADPKD: HE (E1THETHY. 60 mEFETIZH 50%DANBEFRLIZED, )
ARPKD: L E (EFTIETHY . KEBD D EENBEREBEELLELT S,)
HY (BARBRFRADDOLMELES)

6. EREENTE
MR KIEEEREELZAL. A CKD EEEHNBE—FTyTTHES . B. BEHE 750mL LU EAD
BRIEERKEES % FLI L, C. BEFHIRE T ADPKD [RELEIEF (PKDT) DEM/N)TUNER)
A truncating mutation MBS . D. Mayo 948 1IC-1E.E. &% MR E T ARPKD [RELEEF DRI/
DT7UNER)PRESNIGEGEDIE. WINhEE-LIZGEaERRET D,

O faiRMHT

M A BEE ISR T SRR
HRRAKE KRAXZXREREFZRHARE BRERAEZE Hiz BREE
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<EOBREZE>
1)ADPKD (E £ BAMEHZHEERE)
Definite & Probable Zx1%& &9 3,

A. ¥I1EH
1. BEKZ
a. I MUT: ABEHAIVEEBFICEFIFELULOBTEEAFERIN TS
b. 40-59 % MEICE R 2EULDOBFERMNERIN TS
c. 60 FL L EFICRA4EL LOBEEAHERIN TS
2. CT.MRI Z: mEICERAZ LA LERINTLSED

B. BIIEH
ADPKDDIM#FAFEEHIRHLND

BEGTR

MEICEAEEKE#UADPKDICHE MWL BERTREZED5

ADPKD ) B BY 41 B E & A R &1& . Mayo Imaging Classification| 2L . BEMA R R ICUTAME. 3t
. FICZHBEL. EREDIEXEZRHDHTL

D. EEFHRE
BIRFHIIRE CADPKDIREEEFICH/H/ NI TUNER)ZEDHD
RN T UMNZER) OFFfX. the American College of Medical Genetics and Genomics (ACMG)
guideline|Z# % , ADPKDBI:EEIEFE AR (1A~ 1C) IT5RT

E. &AKE

LT DEBZERINTES,

1. BB ZR (multiple simple renal cysts)

ZERILERT (BRMEEMEBEE  acquired cystic kidney disease : ACKD)
%2 B4 B ZH8 (multilocular renal cyst, multilocular cystic nephroma, polycystic nephroma)
£ B EHE (multicystic kidney) / ZZRM E R B (multicystic dysplastic kidney: MCDK)
AT B & & (Unilateral renal cystic disease)
B A B L M ER B (autosomal recessive polycystic kidney disease; ARPKD)
. B ARIATERME B B & £ (autosomal dominant tubulointerstitial kidney disease; ADTKD)
#70># (Nephronophthisis: NPHP)
- BRIAMEFHSEREBTHE(OFD1 2E)
10. BEHERMEERE REEHMAEILE. Von Hippel Lindau w77 &)

wm\l@m%_w!v
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<gWohTI)—>
Definite1:AD 1, 20T M1 DL EZEFH L. hDOBZE#E=T
Definite2: AD 1, 20T M1 DLLEZE-L, BE#ESLLAY, CHLLLIIDO LT M DU EEE-T
Probable: AD 1, 2DWL\FhM1DLLEZEE-L. B. C.DOWLWThEiE-3T  E2 L TR TES

<BEFE>
BEREROT . EELHIRET ADPKD BEEETF ORI/ 7R (ER) £86H =154 . ADPKD EBK
TR TR TIEBL A THC, BT RETHS,

UTFowWTnh T
- HEIREH

39U T REHIV A ICSH3EU LT EIAHFERX
nTwa

40-598% BB E22AM LOBEBNFEAITNTVS

60U L HFICE24EU LOBEREANVEIATNTVS

« CT.MRIZ#: BB IE45EULOBERIFEAINTVS
|

Yes
ADPKDO Mg E HY ADPKD iigM s L
T : UTFOYLon skt
Definite - BT ICBEBBATEVCADPKDIC
HYNLBERMMREANS

- MIZ¥E TADPKDRE Ril{E
FilomeyN )T (ER) 220N 5

I
Yes No

BEE 2SN mEER:
Definite Probable

*IENKEBERINT S
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< A% : ADPKD BEEEFER>
1A: T =7 ADPKD BREEEF

BEF % e BRI BEoNRFAR JAVE
screened
families
PKD1 | ~48% Truncating pathogenic variant: 8l % 5 B R ZFRATER RRDESERMEICIE, Y BREDREE, FFIZITE
ADPKD-PKD1 BHEAEEX MEBAREHRE | YAORREHEILOLEELHD
BHAEET (0 METICCKD G3) | BHEE
50 X TREIBETR 2
~19% Nontruncating pathogenic variant: 8l 2 5 B 2R ZFEATER ERBBARBIUBHKERTREIXBASHG
ADPKD-PKD BEEREBX NBARERE | EFMELNSHD RBEIL. EEFEI/N\VEH
EHAEET =EE REDIEEITIL T, PKDT truncating type D KD
RHAET 2 BEENEFHOBEEFEFTIEFIETHD
PKD2 | ~15% ADPKD-PKD2 Al % B Ei %It ER RRADEITICIE, KYEELGLEDONLIYEER
FBHBLVREERERHEEX MEBAREHRE | LOFETIEIFENI—230hH b
EHEEET (G5 METICCKD G3) | B4EE

10 ZKTERPBEAR 2
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1B REESICHEENSREMLGIE TV RAZHSBEED ADPKD [RRERF

BEF | % e BRI BENRIE aAUb
screened
families
ALG5 <0.5% ADPKD-ALG5 BEEMPEEEER —ERDAERIIZEH
RESNI-BEABEEBEREREHEL (+50 9 HIZRT
EEEICHITS CKD EXHIBELRE | i
ALGY <0.5% ADPKD-ALGY BEENCHEEDEMEMERE %A m7LILE
SEEICEITAEED CKD FRMEFEHIEE IL B (CDGIL) LEE
DNAJB11 | <0.5% ADPKD-DNAJB11 CaR N3 BEEERE | E7LLE
RENEBREKX fa BREA NSRS TH D= ADTKD L55
RAECEST MEIARE M | BILTLSHD ., BEIFBEICRZS2 VA XDE
BEMEHEE T (CKD G3a £ 55 | ERERKRYE | BAEET 5.
[ ) HhY renal-hepatic—pancreatic dysplasia &BEE
10 HEALTKRPET 2
GANAB | <0.5% ADPKD-GANAB hEETER BELZHEIT | ADPLD ELTOHREMZLN
FR % #J CKD £
KBS 2GL R ZnARIER") R
Nl
IFT140 1-2% ADPKD-IFT140 BRBEEKRTHLBEHER N, | FERIIH w7 LIV
LEOmMAIEXKEER INEIARIE) R | SERh B MEBE R BUE short—rib thoracic
P Nz dysplasia (SRTDO)E LUV IR B R L HAE
retinitis pigmentosa (RP80)& Y&
NEKS <0.5% ADPKD-NEK8 lESHCE TR FFEZMaIEH T5% (T FIRFEE
BREEKX m7LILHE
YIREAKEAE RS renal-hepatic-pancreatic dysplasia 35 &U T

70> #& nephronophthisis (NPHP9) & &
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1CHREBERESDIEMMNRON TSNS TLVEWE—7L )L ADPKD RREEF

BIEF | % o BREE B REE AR
screened
families
ALGE | <0.5% ADPKD (EIMRIVEIDA) | —ARRIICERERBHELT FEE.FICEESRE | TICHBORBFRLLTHEALIEN S
FrEfe E/TUIIE ALGE [FIERBRREE OAIEEMEHY
w7 LILE
FRMES) A JLIE R EE the congenital disorder of
glycosylation, type IC (CDG1C)& RS &
ALG8 | ~1% ADPKD (BRI BIDA) | —RRHIICEERBELT FFER.BICEESR | EICHRBORBRELLTRENADS

=S CTOBE AR T

Fr&he
R BIARSEE) XV AER

EEEFECFEOTEEMENTL

w7 LIt

FRXMES) AL JLIE R EE the congenital disorder of
glycosylation, type IH (CDG1H)&BHE
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2)ARPKD (BB AEMEHZRMEERE)
Definite Zx1 R &ET 5,

A EBTR
REERN B CEXLEEEZ R BYEMNEST REGAR

B. E&IKFTR

1. MBRICEERZRHLEVGFICIORULLDES)

2. FRIRFTR . £LFRE . BBRRELGEICEYHER SN HATREE
3. ductal plate DEEZ R FFIEFEMR

4. FREZF M ARPKD LHERSNI-FIRDEFE

5. WD AHIF

C. BEfzFMRE
EIRFHIRE T ARPKD [RELER ISR/ T UMEER) ERD5S
* [RAIICBIEFHREEERT D LaHETD

<ghTd)—>
Definite1:AZi&=L. ™M DOBOWLWTF M1 DL EZEE-F
* FRIEPHIRE . BIFHREBICTHORELSH SN -BE RN TS
Definite2 : C&iff=9 . FI-IXCZ M-I BE DRI T ARPKD &EZ LN DIERETT
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<EEESE>
LUTOWThhEE-TIHEEERMRET D,

CKD EEENEE—IIVTNFOEHL,DIBE

BEE 750mL UL LN D BARBEKEES%.FLL L

Mayo 93¥8 1C-1E 3¢

BIRFHIEE T ADPKD [RELEIRTF (PADT) DRI/ 7 b (ZR) HY truncating mutation DIHFE
BEFHIRE T ARPKD REEGEFORUNITUNER)NRESNIZEE

moow»

3¥) truncating mutation: nonsense variant 42 frameshift variant Z2&E . BEI#RIEOR O HIRZEIZ LY, B4
INDET=IT loss of function ZKFT ZENFRIShIER

CKD EIEENFE— VT

ZEHRES A1 A2 A3
REATE " _
(Q/E) IE® BEEERRKR HEEE@
RER/Cr Lk
(g/g9Cr)
0.15%& |0.15~0.49 | 050 LIk
Gl |E¥UI=ME | =90 % =3 AL
G2 |girBRR go~ge| 4 B ALUY
GFRE% | G3a g$~¢%g 45~59 ) AL iR
(mL/%2 REE~ B X
/173m) | G3b E_F" R 130~44 | ALY IR IR
G4 |EEET 15~29 it iR iR
KAEARR
@ | (EskD) <15 7R 7 7
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¥Mayo R HEITERMNEEMEHT S ADPKD EFICH VT, BRTHESNZBERE (HTKV: mL/m) &EE#
EEO>TLUTOHRIZ Class 1A M5 1E IZH5ET AL T, BREZAELTHORYBRRIZELETOH
MZEHAT 57 EETH D,

20000 1

10000 1
8000 ]

6000 1

4000 1

2000 1

1000 -
800 {1
600 {*®

T

HTKV (mL/m)

l
;
'
m
|
|

400 1,

15 20 25 30 35 40 45 5 55 60 65 70 75 80
Patient Age (Years)

SRS W ELYE ) OVEE FE B O 2 31T D A

1. BABEICH O D BEHIER, AT LSICE L T, BREE B EN VAR, W
ORI O S DZHNWTHZE LR (272 L, MeEh ofkl 2~ T ERRIERSE Th > T,
PATREZR B DR D, ),

2. IREBIAIZIT D EIEESFHIC OV T, MURETFHERO T TIREMTOIL TV OIRETH
ST, HIL6 2 H M ThbEWVIREA EMHET2 2L L35,

3. B, SERORBEN LEROEEE SIS C—EU LTS LBRWETH L0, mEERERE G T 5
ZEMMERBDIZOWTIL, EREREMRORRET S,
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86  Fifi Eh A 14 A = I £ i

O W=

1. BIE
FBNAR M A S M ESE (PAH) (XA ENAREE (2R E B QMRS IE R E N HFER . i & MR/ ME .

SEOMMEEE. 2L TEDMERER SN BRINTANEDLVEAHEE THSD, PAH [T—DDFES
TIREGLEBDFRE O/ 34T EHBLTHEY  REBITIGUIABENBRETH D, PAH (T3S HIRAMAE
EFECBYEAEEZTTCOVTLREEZOAEIRGELRABRENVEICLS, MAEDBEICE
BOTFEIFIRTHS ZHNENSEHREBETRLEVERBICREL., RUTEMRICKYREXELS,
IR ZELE RABITIE 60 MAETIELHEDBIENZ LD, 70 BUBETIEBLHIFIERKIZE-
TS, BEDESICEYNRENSHABABITLIABLEHTETEY . BITHEROMRERLLGST
W5, RAESEEIE 100 BAITZ~ANERGIRBETHD, AILKET LRI L E~DBREREDETEE
EHERICERTRELSNOIBRENT R, FERTREENECEICBEEFICXEER-TRE
THbH. BEEFICEEOL NS WHO ffis MEFEHEES 38 (WHO-FC) 2 TH. F71ERF (T HEBHERE RINAEL
15518 . EEBFEE (HOT) b ELL S, HOT ZEALTHZINLDOBRITEE THY £IEDAEHE
ENDBELLD, REITH T HABELT 1990 FLIRRIC/ERF. RERBOERLLEHOABRENHR
SN INLDEFIFELIMAEOEICTIVERFRIGSBELTEH, AKEIMED il & 22 4 i85
HEED=OHIEEORELNED T . FRENICEVERZIONREI RS, FEBILL TS PAH E
BlE2 0, EVARICEREOESNICHLTIEMBIEEE BT I2HENDH S,

2. FR

PAH BEBIZFDO5. BMPR2 B FEEDHEEMNRLE PAH BFEDH 15%ZBHON TS, £h
LN DBEFEEEFNEFNT1~2%EESNTIVD, BUPRZ? ZEREEEN PAH £RETIHEEYRIIETH
20%, BARANEBEBESNRELIZREREEMS 13%, Ttk M4%EMESNTIND, BMPR2ZEEIZ K 5E G PAH
Tl&. BMPR2 DBEIBEBMDAH THEL TFYUREK -EHREVWST-OE—HZ R (CNVs) [CK>THET S
FEFINDIENCTFET S, EEFEEDORRICIGEGHV I BB THYZEEFI O ZEH I
BLl3%, PAH EEEGFRENMIME O MIEFEE T IC AN M X RBARATH D,

3. fE4K

e MmEAEDBRAEIKELTIE, FERTFREREE. SEFR~E. BIE. M. Xx@REAAHLND, B
EIEETEERERNMEBELILKLK(ZEARHETHY) . FERNHBRLZEEICIE, BRICEEDMEmE
EARILTNEIENE W, SEMBSNEE CEELDFESFENETL, DMABEXET. FEHOE
RIEDEIRENH D EITHITIE., BEARRGR, FREX. TRIFELGENHOND, TOM. s MELED
RREGHEBEREBICHEIBRALGERMENALND,

83



4. BEE

PAH LEZEISN B S ICIZNBMEMERENKAOND, MIED RIGHENBLVVEF T IERE
Ca #EEE. TORFAY A1) (PGL) BERIZVERAT 5 PGL LZ DFER . PCGL ZBAREHE. TUFEYY
BERIERT ATV UZRRERERE. BLU—BIEER (NO)BEBICERT S RARVIRTS—E S
fHEZE (PDES-1) /AAMS 7 ZILEEL 95—+ (sGOC) RIBED B - - R O il B RIEAS VI,
2025 F 6 AICIE. fME)ET UV I REBERERETAT7IVFEL VT FILIREETHLYATILET AR
B A EE>TLND, DEICHNIBEBRMIIHLTIIFREELEYIFERT L, ALDFEEBLDEE
[CIEEYARLUNRE . BRERENDELLY, AEEFEICKEELELS,

5. Fi&

PAH D BRE(IBH TFETFR T ABRERRAIOME TIE. 4FFKME PAH FIER O FHEFHARM LK
AKBEDHZE 28 £T.REFIEARE. BOFL. BANZVERESN TS, /MNEDKRAE PAH O
FRITFEANCHRLTESSIZFR T, FHEFEHEA 10 M A THIERESNTIND, IBEDEKIZH TS
KIFEFEGI E AR DB R CTIERED FRIIBELTETLEIN . £EICTHI- G AENBEIC
%,

O EHOHEICHELREE

1. BER(SHAEE BFEEREZKEILMFER
4529 A

2. RIRDHE
T (—8, B TFEELTESN TS, )

3. MRMLAE A E
KM (Ffifl BHLAREEICKDFREE)

4. REDEE
HE(ZWHIEELES. £ EDRABRBENVEIZLDS)
HY (FLEEOPHEES)

6. EFEENEE
WHO fifirs I EAERERE 7 ¥8 (WHO-FC) I EUU L ZEREMBONRET S,

O fE#HiRMHT
HIAMARBEBRMARERBIGMTRFEE s M EEICBE T SHEMRE
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<EHEE>
Definite Zx R &35,

A. BRERR
1. BDAT—TIVERECHEMLDEEMSMEEDRR (LT Da~c2 V) &MY
a. REEEFIHEIAR T E (mPAP)> 20 mmHg.
b. I & H (PVR)> 2 Wood Unit (WU) .
=EZU/NR TS IEAE D EZ BT PVR O R HUIZHifl B R E (PVRI) 2 3 Wood Unit-m?
WU-DAAWLGNS,
c. [MENAREEAIE (PAWP) < 15mmHg,
2. MRS F I 5 LTORG M MR RIELEL (B 42 24 M4 i = [0 E A DRV

B. fii Eh A 4 fifi =5 L SiE 0D B PR 57 58

LUTOWFIhWIRETEHIE,

% R 1% X B = MR BIAR M Rt 1f (£

QR IR% (R & i) 1245 BN Akt i = 1 £ A

Q@FER ML v MEDER B IS B Eh AR 14 i 755 [ £ S
FRMED v MEDRBIZAS IMEIARIE RS MEE DS S (F, FIRTRES &I VFHEITR LM
RS M EEARET IEEERNRET D,

@FIARIE FUERE (<45 FEAR 14 fif =5 1 £ 5

GHIV B (5 FEn AR 14 ffi = I £ 5

©ZEFI % 514 o Bl BIAR 4 Fifi = 1M /£ i
HF R BIARVERT S 0 EE (3. RREFIORE . HFIEICKYVRET SRR HY . MBIk E
s MEEDEELEECEBLTEY. AENDEGCHRDHERET 5.

OFFR R E /R IRIN < GF 7 L 1= B AR 14 it = 1 £ A
@ik RE MEBRRNEDFEDH TIXRAD TERVWMBIIREMS MEEAGHEFT 55
(CIFAMENAR AT = ML ESE £ ML TR = LIFIRZR R E BB R ME D A TIXERBATERE
L= EmZENEROBME. B8, BFE I NEFRLGE ORISR T S,

C. BRI MT
UTOMEMEEZETEEERNTEEHIL,

O EDFREBICKDHME I EGE (I B S T AE)

@ 1BMREIR SRR EEL S IAE T & A s M fE (1 B m I AE)

@ EHEmiEREMSLERE (V #fs 0EE)

@ HmiEgAREAZEAE i E#E M0 % fEiE (PVOD.~PCH)

® k9 L EiE
YILAAMR—=2 R SUT LN RHBRARREERIE . )2/ \ARE AR IEAE . KEIAR A AEIREE. FiLE D 5%t
KHERE. MEAREFKPE. fME DN EBEEIZLSZ RS T i
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<gMHohHTI)—>
Definite: AD 1B XU 2% L. BOD~DDWLTIMIZEZLEL., CELTHKRIINTEDS

<BEZHE>
(MBREMR
ODTa—RE
TRPG SERALRDILKIGEE DR, GH . FIRBPEREA LI T —TIVREICKSMMEMIEE
DEEEZENDETH D,
QM X REE
P AR BIARIE R DL K DL KA L E M EENTIESN DR
QER
ABMREHSLVERER. AEEXGEMELEEIREINIFR

Q) EEERRVERKAR
OFERED BTN
QHEF =
Q%
@i MEEDFEE TR HHEZAR

(3)/NRIEMAFELSR PAH Do DFEAT

INRIEHAFERIR PAH DN SIEEH#IR PAH ~NDRBATIIFIRBEE LG DD DRIBMIFELIR PAH 2
RO ERER., BDHT—TILIRETD mPAP {E. PVR EZ UL IE M B EHZR I (PVRI) THIERY
B2EHARETH D ALAT—TILVRERBITOEE L. REBITRICHRPELT D,
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<EEERE>
EEEIWHOMN S M EfEHERES 28 (WHO-FC) [CTHIE TS (TEES ),
WHO-FCII L LR EXNRET S,

UE : BREEICHIR OGS T fE B E
TBEDEKEH TIITREH RS WECRAREEZELLEN,
IE: HAEBCBREDOFIRDH LM M EAEEE
REHFICIXERERLSLL, TEOFKEH THREHE RS . WECKHEENE D,
NE: SFREBELVGIROHLMEMEERE THREICEEERLGL,
EEUTOBRED K EETIHREECRKRT . WRPREEENEIS,
VE:EARSKREDLE TERLLGIMSMEEEE
NoDBERFEDLDFEDERZERL TS, REFFHICLTRE#ERS XIIEFAALONSD,
EAGBREHTLERERDIEELHS.

&%)

FRIFEHM PAH TIE PAH ZFRL-EREBROANTOTE, 455 PAH LRIk, BEEZICEEBON
"5 BERERMNGRUGEICRERNHET S,

ffifstE., DM EZZ T TRENHELZGETLEAER TRENHEREZED TEEICHI-AEE
PRETHNIIREEHET L MBBEEZT-BHERET S, 48, THRFFERORENATRETHNITE
HEOHHRPFLAIREET D),

MWK O HEIEE ORISR T 5 EEFH

L. AWV DERRAER ., AT RSICE LT, 2 FICRBEOBEN W a2,
WTFNORIOE D EHANTHZELXZ R (7272 L, YRR O 2~ T ERRIEIRE Th - T,
RABER B DIZIR D),

2. TRRBHIAEIZ T D BHIEE S FICOWTCIE, HUIREFEBO T CIEREMNMTHONL TV DHIREET
o T, EIT 6 22 HH Th b BEVIRBZ ER BT 52 & &35,

3. ek, JEROBREN FROBEEESFE T EU RICEY LERWETH L0, mEERER kLT 5
T ERBEREDIZONWTIE, EREROMELET D,
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87 Fh#%AREAZESE. i &M & REIE
O ME

1. =
ff 5% AREAZEAE (pulmonary veno—occlusive disease : PVOD) /fifi &l & FE4E (pulmonary capillary

hemangiomatosis : PCH) [&. ffiEhARk{4% = MESE (pulmonary arterial hypertension:PAH) &I B2 % VIR
#8THS, PVOD/PCH ONFEHERICIIRANHY . EZMSNIIGEICIEMBEEZRIVELLD,
fii I EAE (235 1 D Rl B 25 (X AR EN AR A S 88 AR/ B MM B FE 18 EMEL THEELSI DT L. HEE PAH &
L TOERIIZHE O THIR/ EMMERENREELIDCEAEFER LM LMo, IR PVOD/PCH
DBMRIZIE, BRRFTR - BT RICIMA CRIEZEMRBEDEMRICKD EIFZAK4ET7UVIILERDBRE A HE
TIND, REMABFHIC PVOD (ZATEEARD NIEAEEORMEILFIC L HEAEZRO . PCH (ZffiREEDE
HEBEZTREET HHY. PVOD/PCH ZHD - DRI BRTHY RSN TLVEL, FZTPAHIC
PVOD/PCH #RZE DREMNEHONDIHEITIE, BRRAEIK. &R CT AT R BIARILIKA X534 . bk AEE
HEEOTRBEERBEERITEGEFHIBMZMA TEHET 52 EMNEELLY, PVOD/PCH M BE I TIL T
B CTRIZHEWLT. TUASRKEE//NEMBEDIEELENBHEINS, —HRERKRICH LT PVOD/PCH
([SEBET HATREMEIIABD TR, RLDH LB EICEMBLEEDFEMRICHRT RETH S,

2. [REA

HRMEIVERY PYOD/PCH OREIITEATH S, EIF2AK4 T LILERE RO HIEGI D FIEF i
(FHEL. —H EIF2AK4 BT UINEREROLBRVEROREEHREPEENZ ERFEERBHENEEE
RIEFEEHICKYRLGDZIENTREEIN TS, &&M PVOD/PCH IZBEL T, ESC/ERS 2022 fifis M EfEH A
RS54 TREINTUIND EIF2ZAK4TT L ILDIRR/ N T 2 hD A HY PVOD/PCH EFIET ST TIFAELY,
EIF2AK4 BInFERICETARMNITUMNIBFEINTEST . EENTOTLRELIDE LR BAREBMN
BIGERETHD, BATH, MEIRIESEIEGME PAH DI EIF2AK4EIGEFEREMNRESN TS,
LMD\ EIFZAK4BInFEE L PVOD/PCH RAEH F DR IS TLVEL, £ B 1458 R AE (SSc) IZPAH
TRELRIFFIZEARAZ (PVOD #RE) 5B H A LTI KYES N TLVS, LML SSc-PAH 128
VT PVOD B ENE DIREHET ZDH ., SSc-PAH I2H1+5 PVOD/PCH #IiHFZE L4 F 1t PVOD/PCH
DREDERIIH LD ML TITRIF R THEGEZILEL,

3. fER
BREREIR L PAH LER(FEBEYL ., BESEXE. TROZE. FEBOXHLE)LTEY.
PVOD/PCH I EERETELY LA LR ERE JUFFRHEBRRMAEDTRED PAH SYLERETHS.
BREREZETHS PAH EEZ N TH, BPEIRFERS D 50 MR T, $AfiPLEREES < 55%MDIHFE (I EIF2AK4 T
7 LUILIRHI/N) 7 U RS tE PVOD/PCH THA T HEEEE BT RETH S,

4. BEE
NEDERIEIFHATHY . KEDEITEHIETEZRRIILGHERENERTH D, KEEBIZHLT
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BN RIEELEAON TV BRILTIHFEIEITH D, [MBHEIDBELEEZONDEEICDONTIL,
BEBLUREICEEICET A EREIRRUEEICRT 5,

FHS. GHHE. BEOBRAGEICKYMBENMTONEMGEICIE, Tk FRE. BRRELGLEDX
FERAICIZ PAH BBREDFEREZERET 5. PAHBERENBN oL THMELEH R SN, PAH GBS
FRICLSGEEMEE BEORKICTHHHBLI- L TAEELHERT S, PAH AEEOFERICHI->TRD
FAETARERMERIEIMSo M/ FiKETHY . SHREEZELGASEREZRRICEELTUIKBENH D, fif
SoM/fKENEBELGERICEERFILEEZZEET D,

5. %
AEABERICERETHY FEFRRTHS,

O EHOHEICHELEE

1. BER (B EEREZREINMFER. SHN4EE)
25 A

2. RIRDIEE
B

3. MRMAE A E
RS (RARBAELL)

4. REIDOEE
PECERICERETFRTR)

5. PME%E
HY (FRBEOLMEES)

6. EEENE
WHO fifi/s M #48E 558 (WHO-FC) I ELUL LZEREMBONRET S,

O fEmRMHT

HRMAR B BRI R B X HA T RaSARE - e mEECEY SREME]

89



<EHREAE>
Definite Zx % &9 5,

A BREFR

1. ALAT—TIVRECHIEMLESMESLEEDRR (UTET) EHEf7
REFRFIMBIART 2 E (mPAP) > 20 mmHg. il &K1 (PVR)> 2 Wood Unit (WU) | fliEnARIEEA £ (PAWP)
< 15mmHg

2. PVOD/PCH 2 8ht B AR E CT(HRCT)FR R
MR T HEMIZH+H/NERREDORE. /NESRLET Y TS RERE (ground glass opacity) . #itfE!) /3
EifgRAE

3. FiLAEE D DIE T (%DLco<55%)

4. BEFOEIRMEER D EDIET (70mmHg LLF)
BOHT—TIFRICKIMENEEDNIEENSHESNDILULD PaO, ETF

5. E R M EIRREICK DS ffiKIEDFH

B. EFHRE
EIF2AK4 BIGFEEHY

C. &Rz
UTDEREZERNT S,
BRMEIEME PAH, YY) SRR PAH, FEIRZRAE (S PAH, 2 Mz E RS T fE
(CTEPH)

XU EEME PAH BV LIEMFIRIEEEICHES PAH OELLICEREINSSSEHEICRIET S PAH
(pulmonary phenotype) 1& PVOD/PCH D#RIAEREIZIE S, ADI5. FIRMFH M EHLEEFEIZKSMS>-M.~
ffiZKIEDEESHK 125255155 (L PVOD/PCH BT %,

<gWonhT3a)—>
Definite 1: $ % PVOD/PCH AN 1R U2. M DANI~5N2IEE L EFE-L. CERINTZS
Definite2 : 58151 PVOD/PCH AN 1RU2, hDANDI~5N2IEB LI L. M DOB%Z =L, CERs T=S

<&ELIE>
- R PVOD/PCH (&, EIF2AK4 BIZF DT LILORINY T UMM TIELEL EEANTATERIELS
5(BEEBAKREBHEELKEE), £, I & 5k 2 i 14 - 56 B AR 14 i = M £ 5E (pulmonary arterial
hypertension: PAH) D HRI(Z%, FIF2AK4 B FEEERIHE SN TLVS,
DIO—REMR R -EHRBEVTNOGELEEMEICRBERRERETHIL, 4H. FiRRER
FEDLDHT—TILEREICLSMEMEEDNHFEERNDBDETH D,
PVOD/PCH iD= DI £ 1R LR THYH R Sh AL
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<EEENFE>
EEEIIWHOM S M EfEHEEE S ¥8 (WHO-FC) IZTHIE T A (T eSS ),
WHO-FCII LI L EREXNRET S,

UE : BATFEEZHIR DG s M EiE B &
EBEDSRNEHTILTREHECET . MR PRGEELELLL,

IE: SAEHBREOHROSH LM MEESRE
REHRICITERERDSEL, ERDOJKRFE TFREH KRS . BECRBLEENED,

IE: HEEHCELVHEIRDH LM S MEEEE
ZHBFICERERNGD, TBELUTOEED SAEE THIREH R . MROREHLREANED
o

IVE: EAGEKREES 2 TEREGLMBMEEERSE
NODBERFEDTEDERERL TN, TEHRICELTRE# RV XITEFHAHLONSD.
EALGEREBTLERERDEENHD,

FhiSHE. DIBHEE R 1T TREAWEL LGS TURERTREINFIEL EEZEH TEEITHZREN
DLETHNIERERHET 5 MBHEEZIT-BRAZRET D 4H. ZHFFERORMNTRETHNISHIE
BROFHEBPFLAREET D),

LI B N OVERE BE S OS2 38 1T 2 B HIA

1. WAZWITHWDEEARRER, BAFTREIZBE L T, 2R RICRBOBUEN RWGAITE, W
NORHOLOEHANTHELZZ 2 (72720, M55 ORI %2 T ERERE Th - T, fldn
REZ2 B DIZERD,),

2. IR D EIEE SISOV L, MY EFREEO T TIREMTOIL TV HIRETH
ST, Ei 6 20 AM TR bEVIREBEZEMAEN 52 & 272,

3. B, FERORREN FELOEEE SRS CEU EIZEY L WETH LM, mEERER ke
L2 EMMBEIR B DIZONTIE, EERERONR LT D,
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88 24 M +% ZAe 14 fifi 5 I £ fiE

O #E

1.

M=

ISR ERES S, FEALMAZICEYMBIARAAZEL. MMiks f R UMERBEOREN
SNALUEICHE->TEELTWSRETHD, F-. BUMMARZERIEICE T, FHMEIAIRE A
20mmHg ZBASMEMEZ &L TLSH1% . fiis MIESE (PH) Z {5184 M2 2=+ 14 ik & (CTEPD:
chronic thromboembolic pulmonary disease) %L L (X 1E 14 M 42 ZE42 14 Bt & ME E (chronic thromboembolic
pulmonary hypertension: CTEPH) &LV, CTEPH [ZIZBEICRMENMMiE ERREEZRET DERINEHL
NEREEE ASHRERDLGVFEEREDETHIAONDBRULNH D, Ml ERENGEIENS
ET2DOLDEFIFFRASNTE ST, TN A CTEPH [Tt d HIRAMAREIT AL, BYEARERZ
FTTWTLHELEEFOEEIRGELRIBRENVDETHS, BEARDGEICEIBOHTFETRTHS,
40 BUBRDORENZEAETHY 70 MARKENE—VLLY . TEEBHEOH2ELLE->TIVD, ZES
NBEREEICOEAUEERREDRGNALELLD,

2. R&A

fifi i 42 AL AE O R (L FEBEARMASEDRREELC THY . MR EEGED TTHE . FIRMTD 505,
FREDEZDIDNDERNETELLD, M2 ERE TIE ML ERICLLMBARFAZEDREE A S M
EREBIERELTEETHD, MEERORELPRAMEARA TOMZDERIRIKBEILOER
HEEZOND, TRUNDEBEREL T, DERREBL AL OEEBIIRTO MIEHERRZE. QKBRS
ARICHETAMERELELRELLTEESLTLSEEZONS, CTEPH (XENTIXHEZEITGULAA, HHY
ETIE & IZ 2L FFERERARIASAE D H D FFTE TILSEE AMELY HLA-B*5201 4> HLA-DPB1%0202 &
EETHEFDSAHONDENRESN TS, CNSD HLA [FECK TIEIEBH THEED DLV E4T D1
& . BKBIE RG> - RIEMFEHF DEFDFEINTEIN TS,

3. fER

CTEPH M BERAERELTIE, FHIERIFRES . ZIRH . BE. M. KA ENALND BEDM
SMETIERERTIHRLIKLK(BEHIR#ETHY) ERSHRLEEICEBRICEEOMS MEE
AEDHONDHENZWN, S MEEDNEEASENS S, FERRAEDBRENH S EITHITIE,
ERIRIRGR. FFRER. TRRZE. BKGENALND, DM, BIEIMAE IR~ ifiS M EE O R E
ERBERRBITHIRRLGEEAFMRENALNSD,

4. BEE

REITHLAMTHOBREELTIEL, (1) FMTRLERTREGMEBIARA IZHREIEDRAE . IRBEZED
B BEITH Y HIMEIRMAE R IERERR AT (PEA) | (2) AT —T L TR RIRELGFAE M RBREICH T 54
R A2 E WIRHENARYA SR AT (BPA) | (3) FHTB IS DRV KRIEE &H SN ST R IR 5 5614 Fifi 5 M 5 (< %
LTE. TaI 7o LB OS—ERIBETH DAL T TR TOREY (D) U RBREHETHSE
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5.

LE¥ I RTHZEIFS5N 5, WHO FC 2 I, mPAP > 20 mmHg, PVR > 2 WU, BPA [CTEELS M ERH
HFHETHHEEICIE BPA ITTHELMMENEDILRNHA 5N 5, CTEPH DAEASELTIE. FT
ERZMICLDME ERBBLEDEE. BLDAT—TIVRE /DII—REICEDIELAROFHELIT
STENDBETHD, ROTHRIKDETEINFIT 5260, MEBRFHEZRMEMKFHEEIZELT
NEEREEIRT 5, BERRIERN K. AL RLDLBLGOEERT 5, G ELTEREL A
(X, RIEDABICEALL-EFMEERABNL. PEA FzIX BPA OBEISEFRIFTTHIETH S, RIEHRE
il S#E CHBREESHLEEDNAI)RIH, BRIV FMiEHLLLELVIEE TIX PEA THSBPA D
BIREEET D, REREFOCHEEREMSLEGICHLTIE VAL ITTR CLXFINNTDOEEEE
EY %,

Fi&

B RIERAED CTEPH TIEPuBEREEZE EARLT HARBEERD A TREDETEHCCEMATEER
BlLEFEET 5. RELAEERE] B AERGITEHMEIARED 30mmHg Zi8 2 HMEHITIL. s MLIE (LFF
MRBALELIZERT HIEALHYTFERR THS, PEA F1=I& BPA OBEYLMEITICKY M &Kk
ENHFINLIN. e ERDOTLRE. BREITEDHLL,

O ZHOHEITLELREE

1

 BER(TNIFE FEEREZGELMFER)

5230 A

- RROEE

TEA (RIER AT BADMHBIARD M4~ AT SE)

- IREVSERTIE

KRHESL (PEA, BPA, [ EHLREEICKDBEDENAFINTINS)

. READEE

DEBENIEELLES . £ EORARRERGENLEICLD)

HY (FRESDBMELE)

 EEENE

WHO i I E #4859 %8 (WHO-FC) I ELI L ZEBEEMB DX R ET S,

O fE#HiRMHT

H

AR EBBRMRE RO T RSRE - IS mEECE Y HAEME
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<EMEE>
Definite Zx R &35,

A. BREFR
1. BLAT—TIIVRECHEMLESMSmMEEDRR (UTE2OE®ET
REFFFAMBIAR T 1 E (mPAP) > 20 mmHg, fifilfl & #1 (PVR)> 2 Wood Unit (WU) | FiEIARIEA £
(PAWP) < 15mmHg
2. RS> o F U5 L TOREHMTS I REZRD
BIANMICERBDOLGO RIS RIS (segmental defects) A3 A LU L DHUEEIFIEIZK DT
LiEESND
3. MBARERZIRE CORBMEELI-MiZICKHELEED
1. pouch defects, 2. webs and bands. 3.intimal irregularities, 4. abrupt narrowing, 5. complete
obstruction % E DB ML LF-MiZIZ KD ELERDH D
4. MERESS CT IRETOEMELI-MRIZIAEILERDHD
1. mural defects. 2. webs and bands. 3. intimal irregularities. 4. abrupt narrowing. 5. complete

obstruction % E DIEMIL L= M2 KAEILZERD S

B. #AlERE
LT Offim il EiEZ 2 5MAE, @R NS MEAE TG siEVDTIIEER
K-EHEMMELEBRLIDDT, CNOZRNTHIE,
F R R E R 1 A BIAR 1 A = L i
FBIR 7 | <435 R Eh A 14 it o= LhL FE i
FRMED v MEDER BIZES I BIAR T i = T iE
FERR I TTHEAE | <435 B BN AR 14 Rifi 7= L. FE i
HIV B2 (45 Ft E AR 1 i = I £ A
&I S S R ENAR M A s, 1 AE
fERARFAE MR R, MEM I EEE
4 RSB M S I A
DR B IS e T fE
10. ﬂ?&%ﬁ&*&l}/mﬁﬂﬁi’%mrl 5 e M 5
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)

10.00.\'.0’.01.#.‘0!\5.-‘

<gMonhTI)—>
UTNIERZETHIT L,
Definite : AD 1 R U 2%FE L. M DADIEHLLLFIADWNT N EiET-L. BERINTES
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<BEZRIE>
(MBEHELITREREFRR

ObITa—R’RE
TRPG SERALRDILKRGEEDR., GH . FIRBER A LI T —TIVREICKSMEMEIED
BHEEINDETHS,

QBRI KA RAFTR
1K 5 B H R MAEZ 5K EL R MAE (PaCO, = 35Torr, Pa0; < 70Torr) &, ffiliE BASEHARILS
nBHMR

QM X REE
P ERABIARFE R DL K L DM E KA E ffE IERE A RSN DFT R

@DILER

ERELSLIVERETR. AR XRGLE S LEENTE ISR

Q) EEERRVERKAR
OFERED BTN
QB M AR AR (CAH DN DERIRAEIK (RADIFR RS, . Kas) DRIE
QT EREDFFARMARAE Z5EH & HERIRER (TR DIERR R U EE) DELE
@MEREEZ L. e MEEZ TR T ORI RORE
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<EEERFE>
EEEIWHOMN S M EfEHERES 28 (WHO-FC) [CTHIE TS (TEES ),
WHO-FCII L LEREXNRET S,

VE:EAREKRESLE TERLGDMSMEREEE

UE : BKEBNCHIBR OGNl S I fE B E
EEDSKEB TIEFRER KT . BECKMLEEEELEN,

LE: SREFBICBEDOHROHHiME MEEEE
RHBFIZZERERNGN EBD S KEFE THHREHEAORT . BECRMLRENEID,

IE : SRERCE LLGIR O &H S S i EE B E
RHRICERERIGV, EBEUTOBREDSKEFE THREH RS . WECXMREINES
%o

NEDEBEZERFBDFEDERERL TS, RFFICLFRE#ERD XILEFHHLOND, EA
BEKEBDTLERERDIBENH D

fiSHE. DIBIEZ R T TRENRELLES TYAERTRENFERSEZEHTEEICHEKE

PRETHNISREEH T 5 (MBEER T-BRERET 5. 0H. DERFERORUATETHNIEH
HEROHEHFLAEEET D).

X

1.

WA YE K OV ELEFE ) FH OB G (2 6 U % B IH

AW O D BRARAEIR, AT RSB L T, W LICRBOBEN 2WEEITIE, W
NOBHDOEDZFANTHZELIRARY (T2 L, MR O 2 R IARIEIRE Th > T, e
B ATREZ2 B DIZIR D, ),

C RIRBRARRR IR 2 BIEE IS OV TR, YR EFERERLO T THRIEMT O TV RETH

2T, HIL6 2 TR b EVIRIEEZ RIS 5 2 & 975,

LB IEROREN FEROEEESESE T EL RICHEY LW E TH DM, R EREZ kT 5

ZERNEREDIZHONWTIR., EREEROSSE T 5,
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230 AR IKM S IEIZEE (Alveolar Hypoventilation Syndrome: AHS)

O HM=

1.

B

it L #2 SURE 15 B¥ (alveolar hypoventilation syndrome: AHS)&(E, —#%I. REEF D B)AR M — ER 1L ik 37
73 E (PaCO,) A% 45 mmHg ZHBADIEREDRIHTHS, CO>b. FIRFAROEELERELTD
MEEATEAHS IZE DR EHRICME Do TEY . TRITIFOEX 4 iR K SUE % E (Congenital
central hypoventilation syndrome: CCHS) . @ %% F 14 h 4R 14 {K 2 K JE 1% B¥ (idiopathic central alveolar
hypoventilation: ICAH). @&t ;& M IR i 1K e KE (& E¥ (obesity hypoventilation syndrome: ;514 0HS)D 3
DHEFEND,

CCHS. ICAHTIZREERFZFH LN THPaCOAEMN R HIIZ45mmHeZE X D 45mmHg AT E72 573 E &Y
ZRDOBHIELZ L HATEOHSIE, FEEHRICEZ B LGEVOHSEM Z DR A Z B ELT S, OHSDFEH
HEFREEF DPaCO,A45mmHgE B A S ETH AN, HIBMEOHS IR RDEENKYEETH
Y. REEFFDPaCO, M 50mmHg A L THAHZ &, FECLER T DFREMLGBEERIJEEEEIZIToTL
BT HOTREROEBRIANEEFT S NERLOFHLLOTINS,

DA EAHSD IEE (X, FEARMEIfEE (sleep disordered breathing: SDB)MD 1J%RE THh HHEARES
EIE MR PEZE (sleep related hypoventilation disorders: SRHDs) Z#f7F 9 5. SRHDsIZI&. A HEAHSD 3
FREICMA, DRARTEBEEETEEIEREPRMEERR . OEFONEIZLHERT. OFKEE
ICERTHEBRIDFENEFENSD, SRHDsD 6K E (L. SDBD Il 0 155 RE T & 2 B AR B I IR (K IR
(FAZEM. PR ZEHTHIEN B, 1 FITOHSD90% LAk (FFAZE M RERR FF AR IF IR K MEIR = S 6FL T
AV

CCHSTIRREN L aART VT . BEMERET2[FEIR, Fi. ARRREES LIS IUHIEE
BlaEEHFETHIEEH D, CCHS, ICAH, HAMOHSDWLWIF b H, EELRREIXMERIAE RO RBRE
ThY . MEFO[ELRE., MNERE. WERE, EY. MEFER. EKRE. HHET. BEGEI
FBHEDTITALY, CCHSD BF D IF LA E H Paired-like homeobox 2b (PHOX2B)DEZFEREERL.
PHOXZBIRE IS #E B MEAHS D2 W A ICBO TERTHS. THHL . BARIEDH#IAEAHSILCCHS
EICAHDE R AR TH AN, PHOXZBIZEEAN RO NIE, BAFIECCHS, EEAZITHIL, ICAH
LEWEIND, Tz, HAMEOHSE DB RIIZEBMIE PHOXZBIRENEE THD ., —AXHIIZ, BEARBY:E{E R
TR REIZREM (rapid eye movement) BERRHAIC S E 2725 A, CCHS TIXREMEEHR &Y £,NREM (non—REM)
HERMICEECELIONGFEINET 2HEN DD, FREEZFILHETIEEEDRESLERICELY.
CCHSD AL ABIEIBINMERIZHEHEDD ., REBEERNDETHAID T, MNENSHANDBRITHE
BHNEELGRBELLGTOTVD, )

MR ORI RELT, b2 (R8T . MR, ITEERAEINTEE T AN, #AME AHS T, EERAGH RIS
EIZEEINTIVD, CCHS BEDIFEAE TIL PHOXIBEIZFEENABND, PHOXZBIL L BIK 4p12
IZRIET 5. PHOX2BZERED$190%(d exon3 28D 20 KU T S=UEICHEITE 4-13 7= DBREER
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(polyalanine repeat expansion mutation: PARM) T#HhY . BELZEH#MIZ&L->T 24PARM(IEEED 20 RUT7S
ZUSHIC 4 TIZUDBREENSMOo-3MD) M5 33PARM [T EEEN TS, KUK 10%EZ XtV
ATFUEVA DU —LVIMNEERBEDFT 5=V HREE (Non PARM)Z5EH D, CCHS DIFEA LR
de novo ZETHAN, —HIEEHF A VDRELIBREF DRI DEGHINHYELBRBHEETRD
BRELD, PHOX2B EBIZFEEIL. B aART IV TR, BEBRBEES S (IR, Eik. ARREE
FEEGE)ZRIL, MiRESLTEDER LTS, ICAH, #41 OHS TIIHENGERFEEIRESN
TWELD, WFhiE Btz BERRICHITHEERHIESEIEFTIN TS,

3. fEK

A1 AHS TIXRME D SDB (E#E K. BEARBFEITIL  EFFIR) AEEIN TLVELE, TR, ZABERD
X, BRORS. RFERKBOERLEEDERNIERT S, Tz, REOE ZELRFMLEIZHESE
EARIMIE ISR YITIRREE S, ETTEHEFELREDEDREERDERERSIENH S, CCHS TlEE
WA RTIIT iR, BEBERETS (RERBEE. RIREECTEIR. FEi. KERSEE. %T
BEELGO)ERIL. RESLELRET SHIELH 5. CCHS DNETRHEMOFREENAT+57TH
BERERBFEET DERMNEMNT D RATHERINDIENS LY ICAH (T, BERDEEREEZ29 5
ELHHN. BEKOBED . SUBE . BMEERER. RBEGEIERNBEELTHIELE L, HA
£ OHS @ 90%LL L [SFAEMEIRFFEIEREZT 50, BREEERTOADEELEFET S, HAK
OHS TlX. HHFDBEDEREET H_ 12 REFILFETIEEDRE —BIbRFRMELSHKITES
BHIEBRMEDTOH. FREHE. HLFLEEELOTV. BHE. WThORFELRHED SDB DEYAAE
RICKY. CCHS M EREMHEMEEREICLIFEERUNDIEKIFER. SHRL. — R BENLGELSIC
R22TEEHHDOTER, BICHEYGFREERPIC EROA T, REOEEEZHTET HILIETE

2%,

4. BEE

HAMROMERETHY. BAMBEEIHEISNA TGN, EBEREEEBRIOEENEELIZEE.
EIRFF DA D AR THRUNAIEETHAHICAH TIKENITRBEREDA T, MIRBRARELRFHALH D),
LML EEDBHEICE, BEEREN-RERLIEENVDETH S, Fit K E B E (continuous positive
airway pressure: CPAP), A LMK EE(KE VIR T A TR EEF-IIIFREMIGE IR (noninvasive
positive pressure ventilation: NPPV)INE IR E IR (2455, Y FREEZTo>TH, REBERME. &
IDAREGEZHIGE . BRRE . BRELGELDELLGLN. BRIREIZELD CO, FILa— RGEIZLE
B9 5, FTf-  HIATE AHS (IPEIRERRERAE . RRERES . SEFRFIIRGICLY . MERS[HA2HICETLT,
HRAEDEEZFETLIIENAHY. FEHNDETHD,

CCHS DIEMRIIFBFEENRL THAD . ZLDHE. £EIOKGHICATIFRERLZET 5L
ZUNAFICRERPICEEICRIMBEA ADBLIEN. REFEEFTZRECTO T, EUGTFREERICLYIER
[DBILLEBREMIELZTELRYEIT. 2 BEBFADEEER/NRIZTEHIEN, BRD quality of life
(QOLPFRBEICEVWTRLVEETHS, BRI EH LTINS, FTERI. ZLREK R D CCHS T
F. RN REVIFT COMREBRLITOIENHREINDS, — BN BB TIE, 24 BEAIFRN SR
EIEREF D & . HAVITHEIZHEVIEREEMFEE S (noninvasive positive pressure ventilation: NPPV)
BEICBITTESI5E81H5, BBRMEICSHLTIEIBRIRESINLGZELH LM, BFRZRSICLHEHER
K[DBEALIZEKY CO, FILO—L RIZHDATREM L H AT DFENNLETH S, CCHS T T HAEEL T,
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HE, BRER—2 T BTN DEIITHEY, BRICHIEBRI A HDER DB MEABESMNE>TL
Do Tz REICHERBIMNEMLOOHY . §&. REAWGHEMNELEDRFAPBETHD.

5. Ptk
HARRORBD:D, ERTEFHEETHOR VLN, BE . REVBATIFRESNPPV
FEOREAROBYATONIBE . FRORBENEOND, COHS DBHAE. RHMKR. BYLFR
SILEY f-REREORETHABETE. AED QOL OELEDHIcH. EREDOFRSESS
HEFBD PaCO, DLE . EEEMEICHTISHEELEETHD, £F-. CCHS NDIES . PHOXIB EIEF
RREICHSELVART VTR, BEMEHETS (TEIR, EH. AERHFEELL)  BENIZEN
HRESAHISIENDETHS.

O EHOHEIIHELREE
1. BEH
BEAME AHS £4KTH) 15,000 A
2. RIRDHE
TBA(CCHS DIFEAEE PHOXZB B FEENRKICEIFRT 5, ThLUSNDEEM AHS TIEEED
BIEFEBIIRBHATHD,)
3. MRMAE A E
RARAERA I KREVRT AIEREE NPPV BELE [CRDMERENEI TSN TS,
4. REDOEE
CCHS DIFEALEE PHOXZBEIGFEEICEIGRETHY .. TRLUNDHEM AHS L EHTREAEE
PLETHD,
5. PHE%E
HY
6. EREENLE
BEANOEBEBRSOREE. AROLEYE. WREEICEEENFEITI.

O fEsiRMHT
HR MR BBRIRERBG MM RFEE s MEEICB I S EME
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<BMEE>

BATE AHS [X1) EXRERR IR TUEIREE (CCHS) . 2)f P RMEMERST (CAH), 3)#IAME
AR IR BF(BERTE OHS) M3 DAL A A NT h EREERBRTERT 5,

1) Fe XK1 PR IR HR S GE {1 EE (Congenital central hypoventilation syndrome: CCHS)
Definite ZXRET B,

A. fEIK
MR R ET R E ICEE T HEK. KA H D,
EILSART IR, BEMBEET SRR, Ei, KRASESLEOEEHRROER),
BIESLGEEEHTEHIEEHD,

B. BREMR
1. EBIRPRE
UTOWThhE#H-TEREERRSAFERIND
a. PaCO, (HANIREB DR R EIFFERILER PCO,)AY 55 mmHg AT 10 S U LEEET S,
b. PaCO; (HAHWIREDBEFIEFERILEK PCO, )WNEEERFMENGL&LLEL TREIRGIZ 10
mmHg LA E EF L. 50 mmHg B A HEM 10 5L LFEHRT 5.
c. F/NRIZHBEIRMRID 25%BIZEH T, PaCO; (HANIREBDERT-IIMFESRLER PCOYH

50mmHg KUFWNSEEITERKIEHELTHEN,, REMEE R L THRERFFRE X1 REZEAN
[ERIET B,

2. RERREMRICI ORI CRIRPRENE#TISS)

BERR D PaCO, (BAWIRBOBREE-IIMERIELR PCO, NESAENRELIGE. EEETD
PaCO; {E 45 mmHg L\ E TR EATRIEETH S,
3. (REAEDIEHBIT PHOX2B BIZFLEENEFHET 5,

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

<gMonhTI)—>
Definite: AR U BO1ELLII2 R U 3%EET-L. CERITES

<BEHRIE>

AEEDERELT, 2023 FETIZIERRHIZ PHOXIZBEENZIDWLEIER | THo1=M. TNk . M(FE
AEDIEBIT PHOXZB BIEFEENFET DIESNDKIITHHT=,

<BEESFE>
UTOEEENEERAWVCEEEILULEERNRET S,
<CCHS> K[EVIB T A TR/ JEREERIISE SR (INPPV)AER
I ERREOHAVE
I RERKEOH EEF—HMAFEMNBE
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i TEBICBLWTERHEBELVUBEFBHE
KHERER— VT ARITER T HIE- (X MEAELS,

2) 4R PR EMEIEELS (idiopathic central alveolar hypoventilation: ICAH)
Definite # &1 Probable Zx{ % &3 %,

A B®REBFRR
1. BRMPEEICIYUTOWNT G-I EREEEBRINERINDS,
a. PaCO(HANIRBDORREIXELIEFR PCO) AY 55 mmHg ZHBZ T 10 S LU EHH T 5,
b. PaCO,(HANEHREBDERF-IXFERLREK PCO:) M, HEERNEAGIE LB L THEEER S (= 10
mmHg LA E EF L. 50 mmHg Z# B2 H{ED 10 0Ll E#HRT 5,
c. I-/NRTIE, REERBRB D 25%i#8 12H VT, PaCOx (HANFREDBREE-ITIMERKREK
PCO:) A% 50 mmHg KUBELY, REMEZEL T, HREEREFFMHE L 18BZEANETET S,

2. RERREMRICKINE T ERMRELVRYTIES)
a. REEP D PaCO-fEA 50 mmHg LI E T, REDEEESE ML E DERFREZAZHONS,
b. REEF D PaCO.fEAY 45 mmHg LA L T, REDEERIMAELE QERIFRIEENZDHLND,

B. EFHBRE
PHOX2B BIEFEEFZDHILN,

C. #ERIZH
EEIRBEEEBRIDELERELTUTERNTES,
fREPREGRE. MMERE. WERER, EMER. KR, HAOKET. EEEL,

<gEohTIN—>
Definite1 :AD1&, BELLLIZCEFE -9
Definite2: AD2a& ., BHLLLIICE =9
Probable: AD2b&, BHLLIXCE =9

<EEESE>
UTOEFEESFEZAVTEEE N LU LEZRRET S,

<ICAH> JAERHETD PaCoO,

I HEZH PaCO, 45 mmHg K

I HEEF PaCO, 45 mmHg LL_E 50 mmHg &

1 HEEFR PaCO, 50 mmHg L E

I\ BRAIMFRERSADE

\Y% AIMREENREOALELT . — B THLHPLME
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3) BEA TR KL UE (& £ (obesity hypoventilation syndrome: OHS) : #5514 OHS
Definite # xR T B,

A. BIARTR
RS FEET D,
B ATIE BMI 30 kg/m* AL, INRTIE E8- 4RI THIT=EE®D 95 N\—t4/)LUE T35,

B. R&EmMR
1. EEERRERRPIVABRRGHE
HEEH(Z PaCO, 50 mmHg LA E W FEEESN TLVS, CPAP JAEET>TH. PaCO, {EAY 45mmHg LA F
[ZHEB7ELY,

2. BRFREICKYUTOVWT s Eim- T EREEERIAHERIND
a. PaCO, (BAWNIREBEDREE F-ILMFELILER PCO,)H 55 mmHg ZHBZ T 10 S UL LGS S,
b. PaCO, (HHWIREDBEFIEFERILREKR PCO, )WNEEERFMENGLELLEL TREIRGIZ 10
mmHg UL E EF L. 50 mmHg ZB X 5{ED 10 LU LEFHET S,
c. F-/MNRIFHERIREER D 25%BIZFH VT, PaCO, (HAWIREBDRE F-ILFELRIER PCOYH
50mmHg FYBWMESITEBRKEHIELTELL, REMEEEL TRIEREFR X1 BRZHEAN
(EaTEd 5,

C. #RIZH
BREOELERELTLUTERINTES,
fEEPSEESE. MMERE. WERER., EYER. AR, HAKET. BEE0 ICAH H B
CCHS

<gWohTIy—>
Definite: AEBD 1 RUBM2, CE T RT3

<EEESE>
UTOEFEESFEZAVTEEE N LU EZRRET S,

<HAME OHS> | HFKIEGE(CPAP)BER

I HEEh PaCO, 45 mmHg K

I HE2h PaCO, 45 mmHg KL E 50 mmHg ki
11 HEEh PaCO, 50 mmHg Ll E

1\Y NPPV DA E
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ST K OVEE S /0 B OIS 12 381 5

1. WAZWNCHW D EERGER, MART R LT, WA IR OREN WA, W
NOREHOHDOEFNTHZE LI 28 (7272 L, B Of%R %m#%%ﬁ%#?%of\%m
ATREZR & DITRR D) o

2. IR 2 EIEE TS OV TE, MR E PR E O FCIREMNMTOIL TV ARETH
ST, E¥6 A TRbEWVIREBZEMIENT 2L 272,

3. 2B, EROBREN FFROEEE S C—EU LICEY LARWE T 503, mEARERZ
5T ENBERLDICONTIE, EREMRONSRET 5,
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34 RIRIRMEEE

O HM=

1.

W=

IR IRHEAESE 12 (neurofibromatosis typel :NF1, LU T INDEUR) 1. A7z A LB L iR iR
BEEEHEL. BB, iR, IR HIELBE)BEICEHLEREETIHBETHY. BLEAMEDIE
HEIEEETHD,

FHIFHRHENBE 28 (neurofibromatosis type2:NF2) (&, MAITEICH AT HEEMHEHIE RIEHEHE %
FHEL, TOMOBRRES (RNEUVEHEEZHE. HIRE, EHLEKRE) PEERE (R TORAD
RIEiRiE. 2R . BRRE(BEEHEANE) 22T 8 LB AMEOBEMEREETHD,

2. [fAE

ARRHEE 1 ROREEEFE 17 BREARB (17q11.2) IZEL., TOEEFEYIE=2—0OT
147 BXZ (neurofibromin) EFEIEH . Ras BE DR Hil L THIAIEESHARSEZ NG5 &K,
B DFAELIEEENFITEEEZONTIND, NF1 BIEFICER RN TR ZEL-HIRRER
fiE 1 B TIX. RAS DIEEMAEMHILDT=8 . RAS/MAPK #ZRERDEMILEL PISK/AKT ZIRODFHILEE
C. R RHELIILOHLL. TTEDRELTELLHEHEBRISN TS, LML, FELLMEREIT DV TIETREAL
REZLY,

ARRHEE2ROFREEEETFIEE 22 EHRERM 22912 (CFEL. COBGFNMEVEIEREE
merlin (X (& schwannomin) E& F1F 5N TS, merlin (XESHFIRFELTEKEEZON TS, HiF
RMEPEAE 2 BT, merlin DB FICEENEL. EEL merlin N TELEUW=OIZRIET D, RFRIZ.
IRIRMIERE 2 2SN O— RO EHE - IRE - T8 L KELGE TH merlin DEEFICEENR DM
T3,

3. fEK

1) SR EE 1 RIE, LTOERERHET 5,

N7 ALB—RETREYENYDOLVBTHY ., BIFRVILITI—E—BHILRVNMERBIZESET
BRRT.BREANICEDERIEIAONEND, BIEEABOIDOAZL, AEFUT
EOIEEREEEL TS, /MNETIEE 05cm LLE, BRATIEE 1.5cm LILEZHREL
EROR

-HIEREE - REOMEREEBEIREFHELIVEEICZHT S, COM. R THLRSICHIR@E
#3 1 I (plexiform neurofibroma) < K 18 1 #2 A O # #% #8 #£ & (nodular plexiform
neurofibroma) . NE A4 D B HRHE IE (diffuse plexiform neurofibroma) > BR&H SN BT
ELH5, BEUEREAEHBE I REAENOHKETLIABETEED 10%EECE
Cb.

- Z D DFENE:

KRERE —ENRHKERE. KEOEAEM. B8, EFHERRAFE. FEMHEFTRRGLE,
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BRE—BEEE-EATOEXRE. UREOER -HBHEI. EH-WBOERLGLE,
ARfRZ — 4T 52/ & ET (Lisch nodule) . fRAZEERERICELD)BELRE,

NG BEER — EfMEE 2 MaE. SHERLGL,

Z D1t unidentified bright object (UBO) . ;H1t &M B £ (gastrointestinal stromal tumor: GIST) . 8
BifaE. EMHREGEHRIES. REEFEE. TERN- LEE. BARRIN LELGELN A
bnd,

HIERHEEE1ZOZHORA UL T, AT7A LB ERZRHEELNAONNITZEITEERTH S,
INEBITEATzALEASEULHNIERENEDN . RIEEZ DMDERESEICLTEHT 5,
=L BHRELICEEDIELZ L MABITIEATA LA MITKWNZEL LD T, wiEiRM
BEEHRICEDHY 5. REITSLT, REHRE. MR ZKSERREZRET 5.

2) MIRMIEE 2R D RIEFEE IR THHH, 10~20 ROFREHNZ L, MAIDFEHZHENFLAR
R THLIN . COMBHOBRICHBHMENELS, F-. TOMDOPIRHERES LU THIERE.
EREGELELS, REVSVMEKIE. BEHEHECLIHEE- SO DT, EHHEHEICLLIFRED
LUON-MBET-BRALEIDH, TOMIC, B5fE. EEAERE. EEOLUN ., HITREE /MK,
K8 FERE. GANEET. BTESOEEESTLLELHITELH S,

BRELLT.EE MR EARE. REMNRENDET. HITEE MR LRAKREEFEE1~2EE
HMICITORENH D, BEENES MRI TIE, ATEMHEHIE- =X BEHMELT RO LT OB EIEHIE.
BRIRME. NENHWIEECIRENESZLAoNDS, T, BHER MRI T, 2RI LEHHIEHELLH
RNiERE (ZLUELEKRE) AN, CNODERIT. REETICRABRILAEITLEEFSILEH D
N EBRTEHIELHY . RO FAIIRHETHS, BAREBEELTL, MERNBRE. ETRNRE.
M RICREZEITI BALANILERIEHZEHEO XESEIMTLLMEEAE T BALNILARE
BAZEDIEPLRICELRTEHIEEH 5. REMICIEBAERELRNIEELZITI. EEHERNE. F
T3 posterior capsular/subcapsular cataract &, 80% S RICEONT=ETH2HENH S,

4. BEE

1) fR IR R 1 B
(1 BRR
HNERDOEENERREZERLOBBELIREATRATNS, LML . REDLIA BRBERES
[SHEASESAIBERABEIIL 0. FEITHCTRHEREZET,
(2) PR iRt
EEDHBRMEILAREF LI IRBICHLT. BERMNLGEALOLEEORBMNEREN
EIEH=0. NHNYBRNE1EIRELGD, AV ITNIE, BFFREFTICUIRT %, A 21T
£ BRE TICHRSBYIRT 5. MEDEDXRL/AVIZLE UK. EREHMH. REEHAL—
HP—IZ&HUBREEMTHS.
BREHBRRUEEINET IZ2ELNE ICRHOLENSLIRT S, £z, FMICELTIL, TESH
FYMBRHEEEBTET DESICUIBRT 5, FHTIICKDR A R E# TREMRMED B R EBIEMHE(IRU
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) TR BIAFZTITEEEREERT 5. BUEREHRHES IR ORGHUIRIMTERAE
ERN
(3) ZlgRIRE
hRARRE. BRE. RMIRE. GIST L. BADSMBDREICHT SEMNLEHRED
BEEMTRIZITO,

2) fRiR iR IEE2
BERIZIEFMICLDEZ ORI EEMBSHRERNMTHON S BRYERE. BEFERIIVEZER
THd. BERHEICODVTIEADESZ YA XEEFRAIGLTELZDRKVBESN, HRE
[SISCIARAHMNEREND, —RIZ BEN/NSVIBICFH I NIEH R EE A ERE DR REM
(FEL, BEAAEF TEDARERLH 5. B FMOMIZ, HoI—F 10 E DELMBSHRFML/NE
BREBICIIAENTHS,

5. %tk

HRHEHEE1ROEROFRE—RIVEV LN TOXATHIEEREHBEHRESOEHE
(X 10%EETH5,

IR EE2R (T, BB H - THELRERTRBT I LLHIN HFICEFEETIIEEIK
LT, RRICHELEDHMERIETTEIIENAH D, MAIEGRBELLEEENESZOREE
HTELEWNEEICE. QOL NELEL. ARDBREEV. BEDRHETIX.5F-10 F£-20 FAFET
% /285%+67%+38% ThH o=,

O EHDHEICKLELEE

1. BER (SN EEERZHREILLRHEER
4,166 A

2. RIRDHIE
THEEFORELGEFIEHINTOSAFHMITTER)

3. RMREA X
REEIL (FMICTIRUTINGZNIELZ VA IR RMEEE 1 2 CEFMICL OGS E Y TEEEDOFIK
IR EICRH L TR ATFZTIC&DBBNERALIBEE L HD)

4. REIDEE
PVE(REREES. EEHEMECESHELHD. )
HY

6. EREENLE
IR IEAE 15 (X DNB 9 $8Z VT, StageSLLEERFRET D,
IR EE R I RO EEE D FEEMALT, Stage 1 IEERRET S,

O fEHiR#HT
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MR R ISIEIR B S LU B RMERLRIE - RIL I EDFRHIZERAH I E OKERFELEEE QOL M
tD=-HDHE
MERKRE RREERERKE KEH HR BALTEE
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<EBREE>
1) PR AR REE 1 B
Definite xR ET %,

A BDHRE#E
6L EDHT A LB (BERRIFTHEKRESmm LLE, £ LREE 15mm LLLE)
EFEIERFEOEINBIFERBIN
2{ELL E DBRIRMIE (EDFATTELD) FIE 1 ELU L OB R BIRHERE
R (HERIZELS) BE
2MELL L DI F/IMEST MRSTIAMBRE) X 2ELU LOIRKIED RS (X TS WBiRS /AR
MR RFT2HTE CTHRESIN S DL B EEET)

o s N =

6. HHHLGERE (BREEHMEFEX2, EEFEONMINDERH, FEXREEFDHEE
7. BOERGEDEEEBHONSMBICELT VFEEFITHEE 505DANTOEE RN TR

X1 3L, AOALHEEMBHRERBOA THNIEEZMIE NFI OFEEENRLELD, FlistéLTLY
DAEEREDEIREIEHY. DIaKED, 2 DDBFERDT7zA LRFELFEMHHKERIDDI6EL0
MFFEAME TR TN ITESEN

X2 IRBICRRMERHEENDHNISIRT EMRF L (XL L2 IHIEB ICIEFE5E0

<gZWohTd)—>
Definite1 :AD2IB B LA E&iET-9 &
Definite2: AM2IEE LU LZFE -9 HztH. AD1IEBULFH-T&

<EEESE>
StageSLLEIZERETHEDERERET D,

DNB% 48 HEREELHRTEEE
Stage1:D1T#H>T.NOANDBOTHAHED BE -S4 EFHICIFEFEAERMBELZND
Stage2:D1X[ID2THOTN2RUB2E & FE
BLHD AE-#SEETBCHEHINEE
Stage3:D3THH>TNOMDBOTHZED ARLEECEEOMEN DY . HREFL
DREENKEL
Stage4:D3THHOTNIRIEIBIOWVWThhE BELEFICHEEOHELHY. HEEF
2040 FoORBESKREN
Stage5:D4. N2, B2OW\FNMNEELELD BANEELNSET. BELEFOXENK
=0
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T ™
DI BRELOBOBEGEEAEETS
D2 BEMLLBISHOBEGEIBAEET D
D3 BEEE & TGO TS MO MESHIBAEET S
(1om R E OO ABEET 1000 ELLE  O—8A DS KEE#ELTHELTHELY
D4 ERMESHITAL |- S HREEE LEL S ISR
RSB RS RTES O 3 555
AR
NO HERERAEL
NI R A SO BER R OB E R CEEF R A DD
N2 B BN AT I D MR RO BT 8 45

BRE
BO BRLAL
B BEGLLPSEOBRE (FHARELELLOVH R EERELR)
B2 HEDBRLESY [dystrophic type HULFIAREET SHALDHRLR (BBHIL
B BEEOBEOLR-BEI- HN A, E R KB EER K] J
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2) iR IR MEEAE2 Y
Definite xR ET %,

<#ZWOHhTI—>
Definite1: MRI X[& CT THIfAIBS#IZIES (RIEMRHIE) A FET S,
Definite2: (i FEL - RBIMHEDNT WA NHRIRMEE2R D L) RAANIZD. RIEODWFET S,
@ FRMEOREMEES FIEMEHE)
Q@ wMEHE-HRE-HEBE-EEHaREDILNT 258

<EEESE>
Stage 1 LU EEXRET S,
FHHERAE IR
BEALANL(C )dB
BEEHALAJL  70dB LALE 100dB ki HY (1 R)
BEEALAJL 100dB Ll E HY(2R)
EBEALNL(  )dB
EFEALANJL 70dB LLE 100dB ki HY (1 R)
EFEALANJL 100dB KA E HY(2R)
EAE HE R E
— BRI HY (1)
i {8 R 9 HY(28:)
N SRR (RTBEFEIREE D) HY (1)
—EIX EEAEENEET HY (1)
WTEEESES HY(28:)
#E HY (1)
BAEE
—{8I 5 BA HY(28:)
il {81 2% BR HY(48)
SRR HY(28:)
E HY(28:)
HHBAET HY (1)
e RE HY(14:)
HHEREIK
BEEREK HY(2H:)
= E G AE K HY(48:)
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Score &t AELE HeLEF
StageO 0 (ZEAERBELL (ZEAERBELL
Stage 1 1 BEOMBEHY BEOMEHY
Stage2 2 BEOMBEHY fieEHY
Stage3 3 fiREHY EEOREHY
Stage4 4p) TEAKEL EEOREHY

ST ILIE I ONELAE RO |2 351 % B I

1.

RA RN WD EEARIER., AT AT LT, B LI ORI EN 2 WA, Wi
NORHOLDOZFANTHELLZ LR (7272 L, YUBHRORA 2~ REIERE TH - T,
PRA[EEZR B DIZIR S, ),

C ARIRBRARRRICRIT 2 BIEE IS OV, YR EFERERLO T THRIEMT O TV RETH

2T, HIL 6 2 The b IR 2[RRI ST Z & 975,

LB SEIRORREN FEROEEESESE T EL RICHEY LW E TH DM, mEEREREZ kT 5

ZERREREDIZHONWTIR, EREBROSGE T 5,
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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—IVTFRY EOYUEE EYRFR Y —IIL B - VBO LFENALNS, BRBKBLEGEERT S
ERZVD BEFOPICITERBARBELEGEERTRRVEFET S,

2. F&HE
HERIERRER T IILA) KRR T 72— (TNSALP) 20—K 9% ALPL L FOMEERKRIZLDESH
T3,

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. RIFDHE
THIREI ALPLEEFOEERLN . BEEEDEZWVITLLGEAE (L TETLVEL,)
3. RMLAE A E
FRHEL
4. REIDEE
WE
HY FARVERDZEEEHY., )
6. EEENE
modified Rankin Scale(mRS) . BE -X&E, FROZTNZTNDOFFHER7—ILEZANT, WFhhHh3LULE
HRET D,

ME T4 277 54—t i OB BB A5 1= R BREROAR E
HEREE KA LERE K@E—

MR BRIREOEFKELES QOL OR L% B HELI-HIEHE
FEREE ARBTEMRC S FRTEREREHRNM 05 HLose
HESEE AESFERL 4B KBH BE ZEEE

113



<EOBREZE>
Definite 23R &9 5,

A. EHEIR
1. BARILEE - BREDET

BEMXRAARELTEDERIRIE. REFOEW. (HRERDBHIHEFER., Bif. AEF

2. ALEDRHRE (AmREDBE)

B. TREMR
MEFE7 ILHIHRRT 75— (ALP) EMMEL (FERIDEEERETHH_L)

C. EFHRE
ALPL BIZFDREE/ N Tk

<EWDhTI—>
Definite: ADSH1IHB LI EFHE-L. M DOBZEi&E-L. M DOCHEEI=F

<LEBIE>
LT#RHBEIENH D,
1. fE4K
a. EAZY Be ik FIEITULVRA
b. MR KEME. £/
c. @M EERE
d. EOYUEEHILS ) LERILEE

2. BEMR
a. RPHRRARIZ/—ILT7IVD LR RPT7I/BEAHDOIERIZHY)
b. MEF/MBEYRFH—ILE UEBRED LR
CIME/mMEE0YUBIED LR
LRIZBTEENIL LY LMSE

0

o

3. EMis
a. RIERE
b. WD MFE ALP {EDE T X%
MIFIRIZHEWTIE, BBEREED ALP D=6 ALP [EN LR T3,
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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

- 2EMICEROMREERIKEFLTLS,
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 BFICOE S BEFEAELLVEEDERLH S, HEEE - BREFITKELL,

MR OMRBERMBERE. DOBRRELGE)ZLEET D,




R (R)

K2
1.

.01.4>.w!\>eo

EIRIZL

MEEDETLEDMREREH SN, R4 E - AR ETFICKELL,
MFIRIEZED=OIZEEDRUINGEDERLHD.

FEIRAERDBER DY FIZ5, HAVWIEBALGREDHELEFHETRINMNELS,
IZEDRS | HEHNIHRMGBRSEREFERNBE,

SEVRH AN ERENTRIEEERANDLE,

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

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

- ARIRBARRRIC BT D HIEE DI OWTE, EYIREZRFEHO T TREMTOAL TV 5IREE

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

C B ERORED ERLOEIEESHE T EL EIZEY LB TH 505, @R ik 9

HZEMPEREDIZHONWTIL, EEERONGE T 5,
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304 EERELMAIMERTHEE

1. =

EE (40 R CRET HHAMRTHREST XN CRETHADRTHREDSE, mAINEIH
BEANETTAEBEMERMEMAIE R EHEE L TELA ZEAMHELOENNBT LEES TEA
Mot=, T TIEMHEICEAZMMNITRADSISOERMEHNMAON -, FEREUHRESISECTREE
EFPRESNTNSIE, BAMDONRA T, FIZITES. SME. & BEEVMIILRREIZEDLDE
BREEVVSBRAAZHAMAONT =, IBE BIZFEDBEENDLT DBALMNTSN TETL DA TRRERERAIC
[FESTULVEN, BRMICHRAE ., EITLRBIEEHE - 55L00LERRLGREEEED, KRBT EE
REOPHEBEDENIREFTOABEECKRELXELERT  FARENKREILTHY RPWEREES
DELETDHH. KEEOREDRACEREDHAKIEELRETHD, CHMEEITLEOV-EE
(R 2CA AR

2. RE
EEREVEAMRETHBROREIRETATHLIN, RED D FEGRFOESITEY, SFETFL
BILF (ACTGIEIEF. CDH23BIEF . COCHIEIGF . KCNQ4BILF . TECTABIGF. TMPRSS3 &R
F. WFST EInF. EYA4 iEIEF. MYO6 i&ILF. MYO15A 1EIGF. POU4F3 ;&IEF. MYO3A i&EI=F.
MYO7A BT . MYHI4 EIEF. TMCI! BInFHE) DEESHBHELMNIGE>TE -z, LALEI S RIERKF
[CEALTIE T LHBAS AT S TULVELY,

3. fEK
(1) EAItE D2 EE
EEREOHEAIMEORSHEE HEDEEIBENCSEETHRATHD, BE, PFEHIETH
FELZEDZRETL, MEIEFEHTE- 55050 ERALZE BT LS,
(2) FEfHEER
HEEDETITHWER., HDFEWVGEDHBEEREZEHT IR L EFOEEFETIERLY. 5D
REZRBWNYTEENADH D, T WFST BIEFHIEES T B TEHMICHEBICRAEZEEEFD
Wolfram like syndrome 29 25 &HH 5,

4. jakik
(M BB ETREILINTHST BAICKRLTHERHIVIEAIREICKSHEEN T EMICIT
HhTLVS,
(2) REITETLSEICEAMRETHELARICRITRERATOAM . MEHRE. REREE. €4
SUBRFIGENALLNTLSA, TOMRICEATHIIETURELGL BB R TRIEMEEEREER
HITHD,
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5 F#&

RERHORE. ETOBETEFICI>TELS ERKOBEFHHFTETLEV-ORPOEEL W
BLGY, BEOBHNEEAREN, T HEFOCAINEDBELIT>THLERERENICITESEN
fz6h. Q0L DETIEENGEL, SOHICEHEHEICKDII 2=/ —aVBEICRY. SRECHR T IR
fHlEERHLEND,

O E#HEICHELEE

1. BER(SHNTEENERZREILIREER
100 AKi#

2. BRIRDHE
B

3. MRMRER &
REEZL (AIRELREDRERZE.)

4. REIDEE
E (REITH>TESH K. HDVITETT5.)
HY (FARIHERDZEEEHY, )

6. EREENE
BALRNVICIEC-EEEDET. EHRBELUEERRET S,

O 'fEmER#HT
M A RREESICEY SREFRIL
MERKRE EMNKFEFMALRERFHEE FHEZER FEXE—
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<EORREZE>
Definite 23R &9 5,

A. fEIK
1. ERMNOBEEREORTHIETHS
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