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a. BEMERBENSIELUNDRELTHEST
b. BEMERFBENSIFELUNDHEENSEEDRPRHEES
c. BEDCAFROTIEL L-FNTHERRXIIIEET ZBEHCRAN=T
d. ESERRENSIELNDEEDETES
e. EBEKFENSIFLUNDEEDETES
f. tERB THATEROANE R —H{E
g. FRAGIAI/O0—XRBFO LB X TESFFIRE
h. ZBEE (FEORIE - IE . camptocormia, Pisa fEI&#. F & D i)



2. XHEHIEEBATR
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FEABNTND, T, T EIERIEIEE B B REIE (dyssegmental dysplasia:DD) DILEERTH S
Silverman-Handmaker ! (DDSH) (&, AN\SUBREBTOTH AL THE/N—ILHVDTERIBIZKY F
LETDIENHSNTIND, SHITIHSE, BIER THS Rolland-Desbuquois ! (DDRD) [Z3LVT HSPG2 i&
EFEEZFTHREFNBRESN TS, CNODEE MG, SIS &L HSPG2 BEE RIfERILER
LE=RBEARINS LEZMERT HRIREEATEINTIND,

2. FR
2000 FERICAY, KEBIIANNSURBITOTA T VAL THE/IN—ILHVEI—RT B HSPGZ BT
DERIZEYVAELDHIENHLMEG Tz, N— LAV [T HEFREERICEWVWTTZEFIILA) I RTI—
CTERESEIOICEELDFTHIEN RSN TV, LH L. REEDREHF OFMITHET
SITIFERBAIN TV,

3. fER

AERBIZZLDIGERERFICITASHEREROLEVA . ZLRHURICIES K. HHA0EETR. B
HELGEDBEREECHOEBIGEICEDIIA N TERNRLICHLI LGS, ZLIHREFTIZE
EEnd. EEROERIEFIZITBEAZELHY . B-REEEVNTHEKICETLTRDOONDEELH 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 RATRTIIRFEH. Bl
ERR. BEHMERRGENROONLD., Bif- BHIHEMK T ELLTABEHICEOOND, KEEE
BEOELFLEMERS, ARBEETDHIENH D,
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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 E#HEICHELEIE

1. BEH
100 ARl (ARPEZELS,)

2. RIRDHE
THGEGFEENTEINA TS, )

3. MRMLAERAE
RHESL (ARABEAMNHEILL TLVELY, )

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

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

O 1AM
MFHOH#AEHREICET SAEMRRIL
PMRARE RAXZREREFZZARMGEARE &R FAES
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<EOBREZE>
Definite, Probable Zxf& &9 5,

A FEfFRR
A-1. EEEZEDIF = 72!1?#‘?;&’]573%%45%5..&’)6(lale)JiochFﬁE’é 2DHBENHD)

AR &R A DURME I K DR/ ER DD,
OEwmMmOIMEICLDOERLE-RIEE LD,
A-2. LTOWITNHODEREREZRDD,

-BEEE

- KEAET O JE Hh e

- 1N ER

B. BEMR
B-1. #HENTEKMLTBERMETEEMERDD,
(5% BIRECHRNGRFR T DR ELGIA P ——RETH D, )
B-2. MAERDBREEZBET/K—ILAVAVNNIEDORBRITERETZEDD,
(5% HREMREHBREOK/NITE . NERBEERRERWGEIANTF KA REES, BOK
INRRIEEIZZAT1GHICRHHND, )

C. BE=¥MBRE
HSPG2(IN— VA ) BInFICERZRDD

<gEohTIV—>

Definite1: A-1XIEB-1, hDA-2%:2&%H . A TB- 22(;03&’;
Definite2: A-1X[&B-1%52& . INZ TB- ZX(iCiéE
Definite3: A-2% 3. MA TB-2X [ECZ%ER

Probable: A-1X [xB-1%528 . X TA- 2%:

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

¥ BERY T : Barthel Index
85 MLUTZXMRET D,

BREAR R
Bi. BMELGLEDEET . BEMNRHERNICE~NKRZD 10
1 BE BANE (BIAIEL, B TEU>THALKLTHSS) 5
== :l 0
BEF | Bi.IL—F. VL RAFOBELED (HTEHILED) 15
) HoRy | BEOEANBIXIEREETS 10
FAD | BEHZLIFATRETHAM T LB 5
B 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&
1 B E NG 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. whE. LEOTIRWVICHIZETIELET 5
y1% LEELS
BERRO | REAGL, WURFROERIRLE ATRE 10
10 vhO— | EFITREDHY . WRBOBBWVINBIZETEHELED 5
y1% LEELS
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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, BEOBENRZWGEE, BIL6 2 HE ThRbEWVIREAEMISHBTL 2L &35,

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

17



65 [RFE MR ES SRR

O #E

1.

WME

[R F 1t 52 & A £ E1ZEE (PID: primary immunodeficiency) (&, ERMIZHREZEZRDNT NHODERS 2R
DHIEBDHRMTHY . ERMICRENNMETTEIERMERELSAEIZFFT AL (AIDS: XM RE
FERIEERE)BED . FFtE & T £4E (SID: secondary immunodeficiency) ERFIEN 5, [EESN 5%
R LR (B A (L, 7Bk, THIRE. BHIAR) & DFEFEORALICEL Y5008 EDEREBICHEIND,

REERETSEERE CRBLGLIDE. BEISHTHIEMNADET (HEEME) THS, EERED
-OEEGHKX. PERX.RE. BIERGEZRYEBRT  FICEMDERZELSIZELHY. FERDKR
BICKLHEE, MBREOREBICIVREILRELE DREELZZT EL1H D, F-. ZREEMEE D
BUVRREHZAONEK5124Y | BIELTEXR MR EEESE (EL:inborn errors of immunity) EHFFIE
ns,

2. R&A

ELAIRERICEHGEGFDEETH S ME<DERMERETLERE O REEEFHIRALAIZE
Y, FEEZHAOREICHRILOTLND, LML G T IVSARZIED—E. FLIR—BHEH </ 0T
MAED LI —BHLGRERDRAEICESREL, FANAUREITHT IEEHRIAKICKY., [RFEHE
REFEIERBREEMT DI I0EELHD,

3. fER

FRERIEZEEETHD, ThbHE . ARERSEIEINRELLL ., BEERYRT . HDLIEA
SRR E T DRRELTRIET HHE THD, EELTIEBRENREZ LT MENELDIELH D, H
PEBECMARELEOEEZHIRBETIIHEREN S THIRGEDEETEVMNIILAPER R
NEMERAH S,

KEFESBRDBELRELT. UWTFICRITREMRESREELTES 100 HIFINLLALLNDS,
1)ZLIR CIPIREs SHILBRBRLELRYEBL AEENTRCEELBRNRLGND,

2) 122/ LA EffRIZHh NS,
EXMRIELRIET B,
4)2EIL L BEER . BRER., HEB R, WILEY. R TEE. BRNESLE OFEHREEITHID,
5)MEEZRAL T2 A L ERREEAARLALY,
6) EfERI B R ERYIRT
VEICARBILLE, FERICHMD,
81U, HiENBEOE. REERE. EE-LHLGEE (WM MNRLN1D,
9)BCGIZL P ERERIRI (BRRLE) . BHAILRIIAILAIZEDE ., BIEREICL D3R %, EB
DAWVRIZESEEMKEREERFICERELI-CEDNH D,
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10) RIEN Y RAICRRPETRT I S6E . REURETEERBEFTOREELHD,

INODFRDIB1 DL EETEFELIGEIL. RRMERETLEDAREMEALZOHFEF D EIZHE
KT D, ZHICRLTHARESRE B REFEDHPIZTHEXATEE (https://jsiad.org/consultation/) ,
COIEMN T EALREARHRICRIET S EDZVERER S REZET LIE (SCID : severe combined
immunodeficiency) TR RITABRNVETHD, T-. HREMEZFHT . REEEICKY, B RENE
mEKHAECESREEANTMER. BRFBE-UOTFHERIELUL-BERERRZETHILLH
%, fIROIRD . BRGE DRIEMFRE O, U/ \IBFEAE (FFIRFE. VU /N\EIEX. RHEXRGE) & E5E
KHEIWNIEHELL TR RELFET S,

4. 8RRk

RE-FEEICKYREENEIRIND,

BREGITIE. MEE. VML AE MEREOFHRNBRSINRMTHS MARZEEHMET LR
HREREFDETIE. EHNGEFTRAHIVER T EREMET AT REIDOFFEICKYREEEIF
EFFHTES, IFPEBAETIXG-CSFOEH R ENEEIND,

EEECRETLELGEDEERTE, RHICEMEOEFMICL5EMMIBENERENS, BE
REERGECHLTIIRENFIENEEBEINDIIEADH S, WThDiFEH. EFEICHERLTHDA
BEMIRT HIENEELLY,

5. %tk
REBELEEEICKVELGD, BEFTE. MEEOFHRRCREZES DT HEOMIREELLEC
LY BEOBEEFEELIIENTED, TNICHL., EEEESREFSELL (F., ENMABIEET
DIEWEZLE 2B UL ETEFTELG, F BHRFEELE X FHRARELTLTE, 30EUEIC
BEEDNHFYFERABRELDDOT, ENMRABENBELLLLEHD, EORBEILENLTEETHY.
HEMDMEHRTOZE. AR, BAREAKIITHD,

O E#OHEIILELEE
1. BER(RHRERETRSIERET —3N—X (PIDJ2)ZE F550 : 2026 F B 1)
1420 A
2. BRDHE
FISEBEFOREICLSD ., RRHELSESETH S, RERRLPTHDOEZFLEL,
3. BRMLCAEAE
RS (HERGED HID . —EBICXT S BB MRS AE OB R F AR UMM IAR AR T, )
4. REIOEE
B (R REECHBERENDRERNBE, )
HY BFERBAEMREXODHEEZHARMICTHET. BABRAEFSICTER,)
6. EEENEE
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ARMICLDIEEEDFEEAVTHFELULENRET S,

O fa#iR#HT
REMREFSEGRBRVEEDREGIFEL. BTERAGEE. 2RO UHILICET MR
I RARE RREFKRFE RE-5FEFHRE B FEREA
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<BoMREZE>

ER R EFSES (IUIS: International Union of Immunological Societies) DR FE M4 RELFEENFEEMEES
[CLDDHEICEL, REMUREFSEERBERUVLEDEARFIHEIL, BITERARHEE. DB UHIL
[CEAT SRARIMDIERLI-ZZEEEZRALD, ZEIE. D EIZEL T, HHVEELNLSERICIGCT, EE
BIRFOBREETICEEZRANETH(EL, EFHRETCEREGFARESINGGE . BBRZHE
BRY D), F-BWICH > TIE, BRARET £ - B REFRDERIFEEA (https://jsiad.org/consultation/)
HEXRBLT, EMRITHEKTHIENEELLY,

1. EREREFDEBREFEICEFNIEERE (ERAEZRESOHNEIZET S, )
NEERETRIE
I XEHBEEEERETDE
I EERRIE
M 7T/ TT3F—4 (ADA) RIBIE
IV ZA—X*2 (Omenn) fE{Z#E
V. FUURGLAVRRRR)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
VII & L4 (Schimke) fE & 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 toEH I OT 2 MEE
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https://jsiad.org/consultation/

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
BoREMS > / \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 IhoVIZHEITA2LODIEN. BARAREER
7) e RMER A RIGE
I EXRMEHAEREBE
I EEMELENZEE(CIAUEE2—RIBELL)
I IRVIZBFEL0DFA, SEREHARIGE

2. ROV EIE

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

RETLIEDZIHBLTRELONSZREMEIL ROKLIITEHEIND,
(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)

K[NEXILIRAE

DR B AE
OALRRM >/ Hi %
@EBEMETH
QRO CHE
@=a1—FELAFRfi#k
QI RBREDBRE - FiEL (SEI<HITKE)
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NEERETLE
A ER-FRE: LLFTOWLWT hhE2 D=9

1. ZREEMERT
a. BEAM T HIAE
b. MEMMMK (Z2a—FLRAFR, HALAHAVAILR RS- AILRTEE)
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
1. RAHECD3+ T Y/ SEREURA : 2% K% <1,000/uL, 2h 54 5% K% <800/uL. 4% £ <
600/uL
2. TREC D1E{E
3. Rl (PHAZZL L [F<41CD3=47/CD28 k) IZ &k B18E R IEAY . AV FA—ILD TROD 50% K i
4 BEH>=/ 072 MmiE
5. MRRXO2RY) v/ \$BH8 (R, U/ \E7RE) D RIE

C. BFMRE
1. BEREFREZETHLESNDIECTFEEEZRDD
2. BERETRIELEETHEINDELFORBREE OCHAEE LN BAREICFIBASNBRHI S ISR
%
D. A2k
HIV BEEERE D ZRERETRSIE

<gEROhTI)—>
Definite&ProbableE % &R &9 %
Definite: AL BRUCD 1&i#&T-L. DZERITED
Probable: AEBRUCD2%i#ET-L. DZERINTES

1) -1 XEHEERESRETSE
IL-2, 4, 7,9, 15, 21RBEDL T FHIUREEITI v HEI—NT BILZRGEGF /N T VML HXEH
BHERETHY. BE. THIRE. NKHIIRORB. MAEERLEHIEEEARETRIE.

A UTORRKZEEEE2DU LY

1R CTHRIE
AR ANEH3E CD3+ T/ \BREHY300/ 1 L K
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S LA BRI FO—ILD10%KFH X (FM AP ZREE /BN TEFEET S

FNICELLSDTHENEZ LY. NUTURDR—ERDY U I\K D ETIEEIZERS (reversion) TR A
HERINDILE. THRAAFEET AHLEETAIEND ., EFMERICRERAICHIRTIIENEELLY,

B. BIizFMERE
1. IL2RG BInFEM TEEAM DN\ 7RO 556 XKGEHMER)
2. IL2RG EEFRIMTRIMD N\ T UL ERHIEE. ROWT hbhEE=T
Y cDHEEEE
[IL-2, -4, -21 RIEED STAT(STATSbAE) D U EEILIEE
3. IL2RGEBEFEFT/NNIYTUIBREINEVEDD ., ROVT I ERH T
Y e DHEEEE
[IL-2, -4, -21 K& D STAT(STATSbAE) DY U EELIEE
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
S ZBCARUUA D EAE B FICHEREE) . RUIFFBEE D (FHERO SMEES) 232115812
[T HHEERZRUE (RD :reticular dysgenesis) &85,

A. BREREEIR
- A RBCERURICEE R RE FICHE B RE) NIEBMRRREEZRIET S

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

C. BEzFMIRE
1. AKZEIGFEEZRO D (BERBERBMER)
2. AKZEILFDREBREE OHEEESE N HEISGIAShRRN EHISNh D
RNERDORENHD/NNITUAERTIILDHFETEHN. HAHWE/N)TUMNIRHE LGN, 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 BEERBETLEDRKZHELELHE-I (TRECHAHWVIZADARBEMEZ AW -HERR I —=)
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 BERETLEDBRKRZHEEL R (TRECEAWVHERRI) -V THRINIGEIF.
RERBEEROILLHD)

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

C. REFR
REMTHRLXFEL (>300/uL)  AVTI/O—F LG DML, BIEZ R . Ff=. iFEAEKIE NN, SlEIN
EEHD.

D. BIZFHRE
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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 . REOLTHEAETEISHAL ., BHRRSKIIEE ~ 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 ;&4 DK T %

Y

<sgMohTI)—>
AEBRUCHDI1HBNEICHD2%E-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 BRA DTS E E BB R EIEIESZAP-TONMEER (2 kY . COSIEM TN Z R - ks
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

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

1) —VII MHCHSRIRESE
CD8[SETHIRRICIRIRRE T HDITHELGMHCOSRINEE(ZLY . COSEHETHIREA 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
CDARSETHIRSIZHRIERE T O-OIZTILELMHCHS R FOEEIZLY . CDABMETHND 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. |{~ERA </ 0T MIE (eGEDEEEILABHPCEHREEE)
3. B#ARE - BBk R EOOMHC class II(HLA-DR) I8 AR 48

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

<EWOHhTIV—>

Definite&ProbableZ Xt & &9 5
Definite: ALBRUCD1%&#T=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 #EREE DA (2 Hh ARG <2000/ 1L, 2~6 Hh ARH<3000/ 4L, 6 MA~1 Wk
<2500/ L, 1~2 FERi# <2000/ 1 L, 2~4 mEFR# <800 /L, 4 mLlE <600/ uL)
2. THESEORE (CD4+ X(ICD8+ T MDA . 74— T #MED L)
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 DBILFEE
NRESN TS, T, CNoDBELFOBEEELGLICKY  REEREOHEREZTEZNLTRIET S
BEtH5. MNEDETEGFE. SRIBITEADAZENFEEIND,

ZLDCIDIE, U IREPZENZEND) /NP EDF L DEE, T4—JTHIIRD L. TRECOIE
T . PHAXConAIZ kB I ERPBIL RIEDIBETLEEICK>T, HAHERER A I ATRETH S, LML, &
RO EEZHOEOIZIIEEFEHNLETHS,

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

2) REREEH IR BT IREE
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2) =1 4 Rayb-FJLR1)wF (Wiskott-Aldrich) fif X &
A BRERIEK: LT D551 DL EZEFE-T

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. BHifATIERZEI/ DT UIEIME T ILALR  GE LR ZERBH D, B HEERAK, AEMEkESE
R EDRHEMAKELRET IS,

4. NKEEFFHTETI S,

5. fAMILER T, FHhERRUVEEKROBEEREILIET I HHH 2L,

C. BEfzFMRE

1. WAS, WIPF1, ARPCIBBIEFEEZRNDE (WASBIGEFEREIZXEHM BT, WIPFI. ARPCIBE
EFEETELEAKELER)
2. WAS, WIPF1, ARPCIBEILFNDHIREFE OMEEIEZ A BHMEICSIRASNIRI S ENn S

<EZHOhTIN—>

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

2) —Il EHIME R ES) KERE
A. BREREEIR: LT D352 D U EZimT=9

1.

2

HATHAR K ITHLATIRESITRI (RERKRHR) - b FAEK

RARICHERICET CERMNOE5FRFETORICITETNTRAISNSBEELLENEEH D, )
INKTEREEEREE | R

AREREEND K 1T. BRI

BERRT T (2HITIERL, )

1R LR MRS

AREBRAERE - B2 8 D MM B L3R

6% & TIZ50%. 8mFFTI0% M LMD,

- BEAEER (REESERLEE)
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{BL30% TIEREREEREZEDIILN,

8. BILIES FICTHIRRIMEESZEDREHEEABL,

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) . IgA. 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, MREI FEIFEEZRHH (BB A BMHER)
2. ATM, MRET hEIGFDHIREE O EEEE A RIS R EHIEI 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) B15FDFEBEE OHEEEESENAEISFIBASh R EHIFEN D

(S NI AR SR
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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. LEEDERNROONTI=IHEE. Ik EEKDED K (sister chromatid exchange) D $8E 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. RBERNTF =

33



B. BEFRUTD>5 12U LEH-T
1. THIRBITB AL HHOIEE
2. BHIREILB L HHULIXIEE. E<IZCD27+5REBME DB
3. ®RESOTYVET

C. BIFMRE
1. DNMT3B. ZBTB24, CDCA7. HELLSEILFEEZEHS
2. DNMT3B, ZBTB24, CDCA7. HELLSEIGFDHRIMEE OHEEEIEE A BARMISFIAINREN SIS
nb
3. TAATTILF =2 (PHA) I K DRI N\ ERIEEICK DR BARGHEIETIE. 9F. 165
ZEAORBER (/S FOATRE) OBEERE BR. SMHTLER. IR -RE, EHEEHK

BREMNZBHLND

<EEohTIV—>
Definite&ProbableZx®t & &9 %
Definite: AEBRUCDZiifif=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. Bififa# m i
3. IgGLIADIET  IsMD LR
REITOATIVUISRARAVFEEIZEKD,

C. BIFMBRE
1. PMSZEIGFEEZROL (BEEBAREMER)
FERREBEMSEL TV FEERNDY . DNASR Yy FEE BT B (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 EHBIEDEEIZFATMEVZDFHIEEFDORERTENDLETHAHH, RETIEINLD
DNARIZEMIAI L — SN | BEARTBRLSEFTINDS,

C. EEFHRE
1. ANFI68RInFEEZRD D (BRBKBITER)
2. RNF168E5FDHBEE CHAEES A BAMEISFIRASRI 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
AT
EEIRER
BIEE
RN REREICRSF RN
R

I

B. REMRE :UUTD>361 DU LEME=T
1. THERRZ DB
2. BHifaR R USRI DT EXESR
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C. BEFMRE
1. SMARCALTEIGFEFEZZOHH(ELBHKEBMNER) NI TN EEDS
2. SMARCAL B FDHIREE OHEEEE A BRHEICFIBASHRH I SN S,

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

2) —IX FH—b> (Netherton) fEIZEE
A. BRERIER: LT D552 0 EZi#T-
1. XM ABE
FLREILYRIET D,
2. EERE
BEEEFFILSTELL DAL RELERETHD.

3. ThE—RE

ERT. MEMZE. TRE—HEREX. KR
4. KETR
5. ZRREMN

6. —EN THRMEEER

B. BEBEMR LLTD>51 DL EEET
1. THIRAEK L IE&
2. Bffifa%kILim L. MiBIED LF
3. NKififdtEEIE T

C. BEzFHRE
1. SPINKGEIGFEEITHRM/NT UL RO (BEEHRBEER)
2. SPINKSEIGFDHIEEE OHEEIEE N AREIZFEIBAIN RIS HIEEINDS,

<BWHohTI)—>
Definite~ProbableZX{ % &9 5
Definite: ALBRUCD 1 &3 T=F
Probable: ALBRUCD 2% iT-9

2) —X MIIRIERS AL (DiGeorgefiEIREE. 22q11.2 R &L FEIREE)

A. BREREEIR : LT D552 D L L &=
1. BlRRBRER ALK DIEHIL S D LMSEIZ K HAEIR
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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 MR K% fluorescence in situ hybridization (FISH) ¥2array comparative genomic
hybridization (aCGH) [ZTRIE 9%
3. TBXFEGFDHRBEEOKEERETICL>TELRET 5. ERBARBMEERE KD de novoilg{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. RETFOUBKEZHROET SN EFEME (LD 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. BHIfEBIXEEEA . BEMMAELEIZET TS,

37



3. MiEFIENFIE
4. BEEREICTIEEITERIS LG L mEER
5. BZEEDIET

C. BEEFHBRE

1. STAT3. TYK2, IL6R, IL6STEIGFERZRHD(STATI, IL6STIXERBARBRMEER. 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. SPIIGEIEFDHRIBEFE CHEEEENAEICIIFHAINBHN LSS S,

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

2) =Xl ZEXMEHIELREE

TOATROMFHREDETEEREL, ZICKE. N, ORMERICHEICHTREZE I SECTFEHT
SIERHTHD, HHMGEREA LR REDMIZHREEE THSHHoyeraal-HreidarssonfEIZEF |
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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. DKC1. TERC, TERT. NHPZ2, NOP10, TINF2EIZFEEZZRDH 5 (DKCT: 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: AEBR U CD 2%i#T1-9
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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 . MTHFD1EGFIZE) . ALy Ls
Fr 2 IIVEERE (ORAI/STIM1/CRACRZA/ITPR3 BIZFIHRE)GEMNEEND, CNOLDEETIE., %S
BEFORMWER. BUOLIERS FORBEEOHREEENEHOND,
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I BUERBESRLEELT HEE

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

B. RERR: UTD561 DU LEEHE-T
1. MFRESTOT)AEZER (1eG<200mg/dL., [sAR LIgMITBEELLT)
2. RtEMmBMERIE(<2%)

C. ERFHRE
1. IGHM, CD79A, CD79B. IGLL1, BLNK, TCF3, SLCIIAFEIGFEEZRH S (TCF3: E L (AFE M
BI%. IGHM, CD79A, CD79B, IGLL1, BLNK, SLC39A7: & 3B {K B M EIE)
2. IGHM, CD79A, CD79B, IGLL1, BLNK, TCF3, SLC39AEILF D HIF R E OHEEEE MEAREIZEE
BHESNRIEHIEEINS,
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<EWohTI)—>
Definite&Probablexxt % &9 %
Definite: ALBRUCD 1&i71=
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, [gMMIgAH S\l E DIEfE
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, CDCA7,
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: AEBD 1 ~4DWWF N M1 DRUVCH 1E#T-L. DERIINTED
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
DWT, BRGREFRE - B REFESDOHPIZTHEA 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 (CD40L: XiEEMHEIR. CD40. AICDA, UNG: &%
BAREMNEER)
2. CD40L. CD40, AICDA, UNG i&EI-TF DRI 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 ERIARIEIE
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 ISR IgA, IgM, EIXIEH

43



3. TOMDRFEMERIFZRIERFEMERERSENRISN TS

3)—Vvil ER—BHEH < 0T MmfE
W AE
1. MEIgGHFEMIEDEFEED-2SDRETHD
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 FxT 477 H(Chédiak-Higashi) fEIZEE

A BRERIER: LTD362DLU EZEFE-T
1. BB, B2, RICH T35 A RE
2. —fRILIEEIHT 25 B
3. MEEfEE., EE, PNKEA. REMEESZEOMHBROEE (L. $1DHICIT BT, #1T

%)

4. HIfmfEm]
5. MREEME D/ FEEIRE DA 6

B. RER :UTDS>61DUEZERE-T
1. BMBRAOEXRBEH STORLAFIT—EORETHRT7E2—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,
- FEIZ R B &L TGricel EIREE, NILY Y AF—1/ 8594 (Hermanski-Pudlak) fE{Z &2 84 - 1082 E MY
HMOENTWS, TNTNTEGF/NIT UM BALMNIESTNS,

4)—1 X&)/ SETEE R EE (XLP)
A. BRERIER : LT D551 E&iEG-9
1. EBUAILRICKAHEEHE F1E B
2. MERE R/ \FRBERAE
3. BAv=/ oI MiE
4. SAPRIGSE (XLP1E) TIE, BHYU/NE. BAEFRMEEM., ME X
5. XIAPRIEAE (XLP2EY) T, fEHE. RIEMBRER
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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. XIAPEIGFEEZZEHSH(XEEMEEER) D\ TULERDHS
2. SH2ZDIA, XIAPEIGFDHIEEFE PHEEEE A AEIZGIAIN R EHIFI SN S

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

<BEFHE>
‘XLPIZ[E. AT 1DSAPRIBE LA T2DXIAPRIBENHISN TV,
GEEMEEERLRBELTERICRET 5.
-BIRCEEDEBVAIILARPEEFRIE. RITMEKER S/ 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'TCR« B*CD4 CD8 THARE (F T ILR A TATTHIRE) D IEAN (RAE M) >/ SEREEANIE & X (S0
LTWBIHZE T, £/ Bk D 1.5% Ll £ X (FXCD3+THIMED2.5% LA L)

B. t#%IEAE
1. —RIEH
a. FAS. FASLG. CASP1OD WD EIEZFICH T AR (EEEMRRIITD/N) T
b. VUKD TR L RADESE
2. ZRIEH
a. IM#FsFASL(>200pg/mL)
b. M#EIL-10(>20pg/mL)
. MEXIEMEEE232B12(>1500ng/L)
BB ARERBENR (BREECNRFREFEEICLD)
. BESEM IR CAmEE ., fm/Mrisd X T 57 Bk A)

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 —REEHDbXIEZRIEBH 2D U L&i#ET-9

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

4)—N INGIIZIBIFREL00FH ., REREHES
ZOMOBRERFEZTLLC. RMEMIRE R >/ SHREBRE (FHL) | FlEMHETHIEES (ZRERD
WARLE. BEEFESICEEMEANIES (IPEXEIRE. CTLAUNTOFRLSfE, LRBAREELRLE) . &
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 (Munc18-2Ri8%E) MNEILN TS, CNLIFELBARBMEILREZET 5, FHL2~FHLSTIE. £
NEZNOREREGEFON)TUMROLNANITHEEZHINGD, ERFRBRBTOMBESE)
INERD B BRI RERRAT (LR DRV —=2 T AT BETH B

[IPEXFEIRRF CIE, FLIREAK VG X 1 BB RA - R RIRBEE TEGRE DA D BESE . KPS (BB T
FE—MEEEXEE). BEREMNEBVEGENEDONS, BEF/\RILREIZKYFOXPIER
FONIT UMD RESNNILHEEZ M LGS XEHMER) . 7A—H A AN —Z RV RHE M H
[2&11%HCD4+CD25+T! ) /BRI DFOXP3E B RO CTLAAE R RIRBML AR TH S, Bz F/ R
IVEREIZEKY FOXPIEIRF DN T U RIESNNISHEEZH LGS,

-CTLAANTOFRLfE. LRBAREE L. YR REE. BEREERK. o/ BIEEEZRT . EETF
INTRIVIREIZKRY CTLAY, LRBABIGF DN T U RIESNNISHETEZE LS, CTLAAIELRE
REEMEIR. LRBAITE R BARBIMEERERT . 7A—H A AN —Z ALV REIFPIZE TS
CD4+CD25+T1) > /NERFF DFOXPIE B R OCTLAMMER R BEBHLERTH D,

-APECEDTI&, MR EIEN A fE , Bl FAKBRBEREIE T E . Addison FRDHHEA3FITMZ 15
R, FRKIRER. BEECERGEDREERK. BHENLGEDEELEERETRD S, BLF/N
FIVIREICEY . AIRGEIRFDN) T UM EIESNNIE. EZE LS,

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, EEZIERLD,
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5) [RFE B HAAMEET 2E R S RIBSE
5) —1 EFESLRMFPERHAE
A. BEERAEK
SRBHANSDRET HEEMEBRRIE

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

C. E=FHRE
1. ELANE, HAX1, CSF3R, G6PC3, VPS458 I FREXRD D (ELANE: & 2 BATEMIEIR. HAX].

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

=Y (%)

BFRIRTSAA—FEI—R T BELANGEIRFD/N) T UMD $160%%E LD B,
s Z DI, HAXEIEF 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. 3~5HTEAREIEY %,

B. R&EMR
7 FRERIRL A (RAH I 4F A BRAE 2 AY500/ LR i)

C. BFMBRE
ELIANGEIGFERZRDHBH(FIFLETHDEHI T, ELANEEIGFEZEENRIESND)

<gWohTI)—>
A.B.CIRTEFH-ITHE
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<LEZE>
- REMTOMBREICEITL. BREDEIL BRR~ B NRonEA ., BRI TELST
OERENSDEZMITHELL,

5)—I IRVUZIHBIFHEDDIFL . BEDRBET-E DIFRERFAE
ZOMICIEENGRBE L DIFPERBMELL THRAGELEGTFIHASHIILESTEY ., §ELER
BIENFREIND, KKRIGEBDEL T, p14ARIEIE (P14/MAPBPIP) . HEIRIRIbEL (G6PTT) | X3ESH 1T
BRRAME (WAS) | BarthfEIREE (TAZ) . CohendE&E (VPS13B) . 1FHEKIBAD 145 S K 8 EHa e
(USB13B) . JAGN1RIBSE (JAGNT). 3-Methylglutaconic aciduria(CLPB) . G-CSF=ZARIAXRIEIE
(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, KINDLINSEIGFEEEEH S (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 TV VLR KIEMRIEBIZEHEFEEE THY . LADZA TIDFEKIC
MATHEAEEEENEDOOND, LADZA TULLADZA TIDFEIR A THMERAHY. B 214>
T EHBEERAT BKindin-3DRBIZKVET S, EEEEFIETNhENFUCTI(AA4TN) &
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KINDLIN3(B A7) THBHH, FEIZIEOH 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. BIFMBRE
1. CYBB. CYBA. CYBC, NCF1. NCF2, NCFADEIZFREZRH S (CYBB: XEH &R, CYBA.
CYBC, NCF1, NCF2, NCF4: & 3 & {KiB B IE)
2. EMMRELRDIETERL, CYBB, CYBA, CYBC, NCF1, NCF2, NCFADBIEF DA 1\ FI]
DRE\EZEDHS

<gEohTI)—>
Definite&ProbableZ ¥ & &9 5
Definite: AL BRUCD 1&iG71=9
Probable: ALBRUCD 2% #71=9
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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 =

<EWOHhTIN—>
ARUBZiET=3

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, MCTS1, CCRABIEF D HIFEH OMAEEE N
FEICEEBAS IR L HIBT SN

C. #RIZH
TR EE A SN RER R ERSELEEAFEENEESND

<EB¥ohTI)—>
Definite&ProbableZ ¥ & &9 5
Definite : ARUBMD 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) HAREEER
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 EZRH D
2. IKBKG, NFKBIA. IKBKBEIGF D FHILEF OHEEIEE NI ISR EHIBT SN S

<gEOhTI)—>
Definite&ProbableE 3 &R &9 5
Definite: BAREEEDZHOEREA 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. REMMERBEDRKELNHD
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B. EnFHEE
1. IRAKFEIEFDRANYT UL RO 5 (B BEEBMEER)
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
IRAKARIESE LER PR IR (T FBLIL TLND,

B. BizFHIRE
1. MYDSSEILFDIRHINIT e B 5 (BRBAKBMER)
2. MYDSSEIEF DHIBERE CHAEES A BAMEIGIRAS R SHIBTEN 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, REMBEAVOAEICMA ., FEEBZOERECEADREREEZHEIEERMECMCLEFE
L. LEEERBLEDITTEZDIBELNH D, FEIEHECMCO EEEEFIIL. 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. EFEDCMC:IL17RA. IL17RC. IL17F. TRAFIPZEIFEEERDB(IL17F: &2 BKRENEE.

54



IL17RA. IL17RC. TRAF3IPZE kB M &)

2. JEEDCMC: IL17RA. IL17RC. IL17F. TRAF3IPZEILF D HIF R E OMAEEE AN BRMEIZFIAINRE
Pt ]y )

3. SE{RMECMC: AIRE, CARDY, STATI., STAT3, ZNF341, IL12RB1, IL12B, RORC, MAPKSEIGFEE

ZE08H% (STATI, STAT3. MAPKS: B R BIRTRITIEIR. AIRE. CARDY. ZNF341, IL12RB1. IL12B,
RORC: &2 &k B 1HER)

4. J"{IEE'IECMC-AIRE CARDY, STAT1, STAT3. ZNF341, IL12RB1, IL12B, RORC, MAPKSEILF D F
REECKAEESHRAMEISFIRASRI SIS S

<gWmohT3a—>

Definite&ProbableF %1 & &9 %

Definite: BAREEZEDZHOEREA I RUVALBD 1 XIE3%FiE =T
Probable: TBAREREDZH DR IRVALBD2R [L4%#T-F

6)—V DAIIARBRLEICHLZBREMEZRTERRERESE
BREREEK : LT DSB1 DL EEE-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. BEFHERE

1. U T DadIRLIZEGEFREEEZRD

2. UTDa-dIZRLIZEGEFOREEE Wﬂ% EfEEABAREICEIBA SR LI SN D
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 :&{5F

d. ZOMOAMIARBEREIEIZHEREMERTREREDIZE  STATI, STAT2, IRFI, IRF7, IFNARI,
IFNAR2, FCGR3A. IFIH1, NOS2, ZNFX1, POLR3A, POLR3C. POLR3F. TLRAGEF

<gEohTI)—>

Definite&ProbableZ xR &9 %

Definite:  BAREEEDZHORAIRUVALBD1EiE-T
Probable: [ BEAREEEDZHWORA I RUVALBD 2% =T

6)—VI IS VIZHBITFR2EDDEN. BARARERE



A BRERIER: UTDS3B1 DL EEF-T
38 1 52 R 14 S R

EEME (RiEH) 2R KE

1L BB ST AR %

GATA2R 1B4E

RIS/ —TIEICHR T B 5 R
IRFANTOFRLSE

NBAS X184

IL-18BPRIEfE

RERER

© © N O g s~ DN =

B. BEFHRE
1. LT Da-ilTRLI-EEFREEEZRDD
2. LT Da-ilZRLISEGEFOHREERE CHEEES A BAMEICGIBAS RN EHIB SN S
. INFETE S R MEERRRE : RPSA. HMOX EILF
b. Bint (RIEMH) SEEIESEINAE : RANBPZ BInTF
c. {EBBMETFARK : NCSTN, PSEN, PSENEN EInF
d. GATA2 RI&JE: GATAZ2BIGF
RN EITH T B R RS APOLT EIRTF
IRF4 NTARELIE : IRF4EIEF
g. NBAS RI&JE : NBAS BI5F
h. IL-18BP Ri&4E: /L 18BPEIEF
i. KERB: CLCN7, SNX10, OSTM1, PLEKHM1, TCIRG1, TNFRSF11A, TNFRSF11:&{5F

Q

(0]

—h

<gEOhTI)—>
Definite&ProbableE 3 &R &9 5
Definite: BAREEZEDZHOEREA I RUVALBD1%FiET-F
Probable:BAREEEDZHORAIRUVALBD 2% =T
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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 . MASP2RIE4E . Ficolin3B:ERESEIE)
RIET HMABDIEEL T, EICKERERAEREICKLSZREMRETRT (I, HHZIRAOCIRE
ETIE. 2HMT)TI—TRELOBERERBERLOT
2. RRBAERIROEEETI TR (CORIBIE. CORIIE . CTRIBAE . C8RIBSE . CORIBIE)
FTAEIVTRIZHT DB EEEAAONED EHET)TIN—TRALGEOBCREREDHEEL
DI FHICCORIBIE LB AN THENESL BEXR LA LRERIEXRDFENEEALYL
ElLeEhd,
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
C8R1BJE : C8A. C8B
CORIBIE: CI9
Factor BRI&%E : CFB
Factor DRI&SE : CFD
Properdin R 84E : CFP
MASP2RABfE : 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&ProbableZ ¥ & &9 5
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. BN EEZFEOREELNHD,
3. CAMBEEDLT . MTLUILX—ELNEHTHD,

B. REMR
ClAUEES—FEMERELEDFEMA, 50%KiH

C. #RIZH
BRMEMESZFEERNTS

<gEOhTI—>
AD1RU2%i#E-L. BFiEmf-d
HLLE AD1EF L AD2FB-SELDY, CERRIL TED
HLLIF AD1~3%T-L. CERIY TES

<BEmR>
CNETIZOBIEDREEIEF (SERPINGT, F12 PLG, ANGPT1, KNG1, MYOF, HS3ST6. DAPZIP,
CPNT) DERELH 5,

7)—I I RUVIIZEBIFE30DIFH ., EXRIEMHERIGE

REMGERREZEL. HARS ORBETNICEEEEL-EEERTFOERESERTENIEZMT
60

59



<EEESE>
EHRMERETSEEESERICOVT, FEEULEERNRET S,

Ed
BERT. HREEAEEZFORBEEREORESEZEL, ). G-CSFRE. REFIDIRE . uikE
BEATAMRROKRE RENFHEORS . ESEDRS . BRFHE. BREE FIHRE.

EMEMRATSHE. BEIESEAT. RSB D55, 1 DL L ZEMICERT 3 (MBS 1LE5HT
BrnemMALL)ZE

hEE
LEABRINBRGMICIIDETEWNMGS

BE
nE:/I:I ﬁb\xg&iﬁ

MW R N OV EEE OIS T 31T 5 M EFH

1. RAZWHTH O D EERIER, WA R LT, WA EICEBOBREN WA IIE, W
OO L DERANTHZE LI 2\ (7272 L, SiEHR oK 2~ T HKERE ChH - T,
RATRER L DIZIR D, ) &

2. 1RHRBAATR IR 2 EREE A FIC DWW T, Y EPEEO T TIRENTTON TV HIRETH
ST, FFEOBIEN WA, BT 6 AR THROEVIREA EMAEET 252 & L35,

3. e, JEROREN ERROEEESFHE C—EL RIZEY LRNWE Th D0, w7 ER 2 ik
5T EBMIERSDIZONWTIE, EREROME LT 5,
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67 ZRIEERE

1. &
HEOBEICEEAEMICELS, ERHEE, ZRMEERE (polycystic kidney) [Z1E, B EAIEMYE
% FH 4 ZE B (autosomal dominant polycystic kidney disease:ADPKD) &t R AR BELREERT
(autosomal recessive polycystic kidney disease: ARPKD) &EM$H B,

2. RE
ADPKD D REREEEGFIEEIZ2DHY (PADI. PKD2) . & <R EBELT Polycystinl (PC1) & Polycystin2
(PC2)%a—KLTL %, ADPKD EENDH 85%M PKDT DEICFLEEMNRRET., 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%) . B (5%) . EEEHE (4%) A H b, 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
SNTLVELD, EHEEDOB D INBIIREH NG EEENENOOBREFEETIELILPLNES
FHEDFHICIEANEEZLN TS, BIICE--BE ORI HEENT 5AEEL T, MAIBER
ERMAITON ., RIFGHEENEON TS,

5. %t
BRBENEXITZEBETE. RRICBEENETLER2ICEY, BREEEINDVELLS, 70 BF
TIZH 50%DEENBIRLIZHD, TENEIREICLA<EETHMOBRENS L (EBED 10%) &
HLIERTHS,

O EHO¥HEITHELES
1. BEH
9 41,000 N\ (FAEHEIZLS,)
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2. RIRDOHE
F 2 ADPKD Tl PAD1 $ BN PKD2 D . ARPKD Tl& PKHDT DEIFEETH S,

3. MRMIRES
REEIL RRIARIEEITARL, )

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

6. EREENTE
MR KIEEEREELZAL. A CKD EEEHNBE—FTyTTHES . B. BEHE 750mL LU EAD
BREEKXEES%/EL L, C. EEFHRET ADPKD REEEF (PADT) DIRHINYTUNMER)
A\ truncating mutation DIZFE . D. Mayo DEE1C-1E. E. EEFHIRE T ARPKD REEEF DK
NYTZOMER)DRIESINIZBEDSE, WITIMEELIZIGEERRET S,

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 k- B ITEENE L SELLEREINTNSELD

B. BIIEH
ADPKDDIM#FAFEEHIRHLND

C. BEBMR
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. BRFHRE
BIRFHIIRE CADPKDIR B FICHRH/ NI T UNER)ZE DS
RN T UMNZER) OFFfX. the American College of Medical Genetics and Genomics (ACMG)
guideline|Z# % , ADPKDBI:EEIE FE AR (1A~ 1C) TR T

E. &A&E

LUTDEBZERNTED

1. BB ZR (multiple simple renal cysts)

ZERILERT (BRMEERMEBE L acquired cystic kidney disease : ACKD)
%2 B4 B ZH8 (multilocular renal cyst, multilocular cystic nephroma, polycystic nephroma)
2 B EHE (multicystic kidney) / % Z M E R B (multicystic dysplastic kidney : MCDK)
Fr{al % ZRa 1 B % 2 (unilateral renal cystic disease)
B A E L M ER B (autosomal recessive polycystic kidney disease : ARPKD)
. B ARIEMERME R E B & £ (autosomal dominant tubulointerstitial kidney disease : ADTKD)
#2702 (nephronophthisis : NPHP)
- BRIAMEFHSEREBTHE(OFD1 2E)
10. EEMEMRMT & E EE LA Von Hippel Lindau 874 &)

wm\l.ov.m_b_w!v
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<gWohTI)—>
Definite1:AD 1. 2QWLNFh M1 DL EZEHE-L. ™M OBZE#E=9
Definite2: AD 1, 20T M1 DLLEZE-L, BE#ESLLAY, CHLLLIIDO LT M DU EEE-T
Probable: AD 1. 2MWLF M1 DLLEZEEIZL. B, C.DOWFThEEST . EZ LTI TES

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

UTFOWITNOEHT
- BBEIRBH

39U T ABEHA3V AT ICSH3EU LB RN TEIRY
nTtws

40-598%  ABICER2EAU LOBERHIHERINTVS

60U L BFICE24ERLEOBRIANHEIAINTVS

« CT.MRIZH: BB ICE25EUR LOBERNERATINTVS
|

Yes
ADPKDO MiEARFEEHY ADPKDO MR FELELL
ALk UTFOYbEoh ki1
Definite - BBICBEREAEEVADPKDIC
BUNHLEEBPARERADS

- BEFHRETADPKDRE:#E
FIRANTM(ER) 2B

|
Yes No

B 7€ 321 SEERME:
Definite Probable

KEIEREERNTS
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<53 : ADPKD B8 EBIZFFK>
1A: £ E74 ADPKD [RREEF

EEF % e BRI BEHREFEE aAVE
screened
families
PKD1 | ~48% Truncating pathogenic variant: Ml % EE £ ZRITERR RRDZRREICIE., LYRMEDRZ@E., BFICIETE
ADPKD-PKD1 RHBERHEEX NBREBRE | YAIORKEHEILOLELHD
BHEEE T (0 RMETIC CKD G3) | S4EE
50 X TKREET 2
~19% Nontruncating pathogenic variant: mAlZFHEER ZRITER BARBEARUVEBHEE T REILBASHITE
ADPKD-PKD1 BREEX MBARERE | BIRELHD, RIFEE, KEFI /U EHEE
EEEET =HRE DIREIZISL T, PKDT truncating type D K%
KABETE EENCEEHOEEFTIETETHD
PKD2 | ~15% ADPKD-PKD2 GRS i ZFETER RRADETICIE. KYVEELGLONSIVEER
BHRVRREARFEEX MEAREHRE | BOFETIEIFLNI—2avnHd
BHEEET (55 ETITCKD G3) | S4EE

10 ZRTRABT =
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1B REEGICHEENRENLIE T RAZH582E D ADPKD RELEEF

BEF | % R4 BRER BENRRE aAAVE
screened
families
ALG5 <0.5% ADPKD-ALG5 BEEMIMHEEETER —ERDEERFIIZEH
RESN-BEEEREMRHEL WY oX WAV S
EEEICHITS CKD EXHIBTRE |
ALGY <0.5% ADPKD-ALGY BEMNCHEEDEMIERE FFERE%E BAHEDTLIVIZN) T UMD HBI5EEFZL
SEEICEITAEED CKD o
FEXRMMEHEIEE IL 2 (CDGIL) EEE
DNAJBT1 | <0.5% ADPKD-DNAJB11 A/ NE e BEEBRENRE |MAQTLLICN)TUMD HSEEHEFAL
REMNEBREKX fa o
ML ET fiEARE P | BRAVNSKIRHEMETH D=8 ADTKD &35
REMBEWAET (CKD Gla £ 55 | ERERIEHE | SILTLAL . BEFIBICRASYIXNDE
ot ) HY fanFEET S,
10D FEKXTERPTLE renal-hepatic—pancreatic dysplasia &BEE
GANAB | <0.5% ADPKD-GANAB PEEEER BEELEHIF | ADPLD ELTOHREMNZ L
FR % #J CKD £
RPABELR2ALL fi ZhARYER") R
N
IFT140 1-2% ADPKD-IFT140 BRBEEKRTHLBEHER N, | FERIIH BAHDTLIVIZINYT U HBIGEFFL
LEOEBIEXETER IMENARIE RS | i
T~ HEh B MEBE M RE short-rib thoracic

dysplasia (SRTD9) R U B R L 4 AE
retinitis pigmentosa (RP80)& B &
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NEKS

<0.5%

ADPKD-NEK8

G gD
BEEEX
HRP|RPEF =

FFrERILHE 5% EFHRREE

BADTLIVIZN T U HAIGEBF L
At

renal-hepatic—pancreatic dysplasia RUR7
O & nephronophthisis (NPHP9) & &

1CRBEASDERARON TLSMEHE SN TLVEWNE—TL )L ADPKD [REE{EF

BIEF | % S BREE By RITE JAVE
screened
families
ALGE | <0.5% ADPKD (EMRITEDHA) | —RIICBERZET &M, FICEESH | ZITHEORFRELTRALIEA S
frEf E/TLIVE ALGE [FERERRBFR O REMSHY
BADT LIVIZNT U HEIGEmAiE
FRK M) )LIE R EJE the congenital disorder of
glycosylation, type IC (CDG1C)& RS &
ALGE | ~1% ADPKD (EIIRIBR DA) | —HREIICEERZETT FrEfa. KICEESR | ZICHBORRBELLTENSD
S THLE MR Fr#fa RiZEFELFUEOTAREMEASL
iBNAREE') RV AER BADTLIVIZNIT D HBIHE @A T

TR M) )LIE R EJE the congenital disorder of
glycosylation, type IH (CDG1H)&B8:E
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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
* FRIEFPHIRE . BIFHREBICTHORELSH SN -BE RN TS
Definite2 : C&iif=9 . X [ECZE 1= BEDREMT ARPKD EBZZONSIEEETRY
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<EEESE>
LUTOWThhEE-TIHEEERMRET D,

CKD EEENFEE— I YT NFTDOEHD DIHE

BEIR 750mL LI EM OB RIEEKRES%/F UL

Mayo 73¥81C-1E X

BIZFEHIEZE T ADPKD [RELEEF (PADT) DIREBG/NY) 7 (ZER) Y truncating mutation DIHFE
EBRFHEETARPKD [REEGTFORUNITUMER)DRIESNIZEE

moow»

3¥) truncating mutation: nonsense variant 42 frameshift variant Z2&E . BEI#RIEOR O HIRZEIZ LY, B4
INI X T loss of function ZF T ZENFRISNITE

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 5 iR
KNEARZ
@ | (EskD) <15 7R 7R 7
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XMayo D HRITERMEEIMEHT S ADPKD fEHIIZHE T, HFRTHIESN-BERIE HTKV (mL/m) &E i
ZEOTLUTDHRIZ ClassA W5 1E 2R T HET, BRRZAELTHoXRBBA2ICESFTTOHIRZE
HAT D7 EETHD,

20000

10000 1
8000

6000 1

4000 -

2000

1000 4
800
600

Class 1B

H

1] I
BERBBEEIE
st !

Class 1A

HTKV (mL/m)

400 -

200 1

100 T —— I '
15 20 25 30 35 40 45 50 55 60 65 70 75 80
Patient Age (Years)

W< DD Mayo DGR Y — WG FOS 4 bINE AT A4 T4 L CEHEETH D, F—F—
Mayo D FHE Y — /L - —fRFEHVE NS RMEFEE S
https://www. mayo. edu/research/documents/pkd—center—adpkd-classification/doc—20094754

SRS W ELYE ) OVEE FE B OB 2 38 1T D A

1. BABEICH O D BEHIER, AT LSICE L T, BREE LICHBEOREN VAR, W
NORHRO L OZHANTHE LK R (2L, MM oRR 2 R RERE Th - T,
RARER B DIZIR D, ),

2. IREBIAHE T D BEIEESFIC OV T, MUREFIERO T TIREMTOIL TV OIRETH
ST, FrBEOBUEN WA, EIT 6 20A M Tl b EVIRREZ EERIA M5 2 & L35,

3. B, FEROBEN FRROEREE SRS T EL LIZEYS LnE Th 20, BfERER LT 5
ZEBMERBDIZOWTIL, ERERERORIRET S,
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https://www.pkdassoc.org/health-care-workers/mayo%E5%88%86%E9%A1%9E%E3%81%AE%E8%A8%88%E7%AE%97%E3%83%84%E3%83%BC%E3%83%AB/
https://www.mayo.edu/research/documents/pkd-center-adpkd-classification/doc-20094754

86  Fifi Eh A 14 A = I £ i

O W=

1. =

At E0 A 14 i 755 I FE SiE (PAH) (SR ENAREE | [R R FBA D MR I8 fE Em ZE AEC S5 R | B & RAEIR/IME
SEOMMDRESE. ZLTADMMEBEREAICELIBRESA, TANEHLGTVHAMKEEBTH S, PAH [E—
DORKATIILEERDORE (T /34N EHLTHEY  REBICIELIABENBETH S, PAH [TXT HIR
BHEAREZIGK BUAEREZTCOWTLHEAFOAEIRGELRABRENSDEICLS, BAERD
BEIIIBOTFETRTHD, YN RENOBRBFETIRILEVERBICHKEL., B TERKICEIYRELE
155, INREAITHEENES A TIE 60 MAETIELZEDEIENZLA. 10 ZFLURETIEBELAIFIZREK
752 TS REDESICEY/NRIADN S ABANBITLIAFLHTETEY . BITHEROXNREEL
B2 TS, RAESE(L 100 HAICB~AANERGHRETH D AILVKETEFXEF~DEREREDET
FHRE.FERICEARTRELINIBERRENTRE. FERTREENECEICAREFICKEELEXT
JREETH D, AEEFICAIEONNS WHO IhiE ME SRS 5E (WHO-FC)2 TH . HIERF LA ER S
KEELLGD-O. EEBRFREEZHOT) AR ELLGS, HOT ZEALTHZEIIL DB ISR THYEED
BEBENDEELLD, DECKTHABELT 1990 FLURIC/ERKE. RERBOELDIERDAEE
HEFEIN. oD BEFIXITHAELEICKYAR FRIEHEL TELA . AEIER MO I E B HER
EEMHEED-OHLIBREORELNEDT | FBEMICENEZIODNRENEBE. MEEBILLTS
PAHIEBI B Z LY EVARICEREDES S L TIEMBIEZZEET 2LENDH D,

2. FR

PAH BEBIZFDOb. BMPR2 B FEEDHEENRLE PAH BE D 15%ZBHOHNTVD, Th
LN DBIEFEREFTEFNEN1~2%,ENTIND, BMPR? ZEBREBEED PAH ZRETIEEYRIIEH
20%, BRAANBEEXRNRELIZRBRILEM 13%, T 44%LHRESNTIVD, BMPRZERIZ K Z:E R PAH
Tl&. BMPR2 DBEIBEBMDAH THEL TFYIUREK -EHREVST-OE—HZ R (CNVs) [CK>THRET S
FEFINDIENCTFET S, EEFEEDORRICIGEGHV I BB THYZEEFI O ZEH I
BLl3%, PAH EEEGFRENMIME O MIEFEE T IC AN M X RBARATH D,

3. fER

= mEEDBRERELTIE, FTIERITFIREE. ZKR5 . BiF. WE. KARENHLOND, EIEM
SIMEETEERERSHBELISKLK(BWARRETHY) . EERAHERL-EE(2IE, BRCS E DS fE
EARIL TSI ENSZ L, BEMSMELE TREADLFEFENETL, DMEHEIXET ., FERFOR
ARREDEIRMESH D, EITHITIL, BEHFIRKIR. FFEX. TRIZEGEAHOND, T, ffis MEED
FRREGLIEMREBICHIRRLGEERRNALOND,
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4.

AR

PAH LEZEISN B S ICIZNBMEMERENKAOND, MIED RIGHENBLVVEF T IERE
Ca #EEE. TORFAY A1) (PGL) BERIZVERAT 5 PGL LZ DFER . PCGL ZBAREHE. TUFEYY
BERICERT ATV UZRRERER. RU—BELERNO)BRITERT HARARSIRTS—E 5
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 LE>TLND, DEICHNIBEBRIIHLTIIFREELBEYIFERT L, ALFEEBLDEE

([CIXEWARLUSN K5 BRBRENDELLGY, BELEICXEEZELS,

5. F

Do

PAH D BAREZBH TFET BT, ARERFEINOIRE TIL., HH14E PAH RIEZR DO FEHAEFEARM LK
AKBEDISS 28 £T. RAFEAE ADFLEOIEMICHESFRALTELEENSNERESNTL

INRDFREBE PAH DFRITHEANICLLBLTEISIZAR T, FHEFHMN 10 MATHAERESNT
W5, EFEDIKICE T HIRRIEIEF Z AR DBITIHER TEREDFRIIHELTETLSA, £IEIC

OISR EUARNREICLTD,

O ZHOHEITRELREE

1.

BEY(SHAFEE REEREXGEANFER
4529 A

- RROHEE

TR ELFEFLTRINATNS.)

- HREVSERTIE

REESL (A B REICE D FREE)

. READEE

LE (BN EEL-GE . EEDRRBRENSDLEIZLED)

HY (FEBE5DZIHESE)
BEENE
WHO fifis MEFEHRED 8 (WHO-FC) I ELLLZEBREMBONRET S,

O tE#i=ftT

H

AR EBRMRERBA T RB[EE S mEEICRE I SREME

72



<EHEE>
Definite Zx R &35,

A. BRERR
1. BOAT—TIVERECTHEMLDEEMSMEEDRR (LT Da~c2 V) EMm=T
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. RS o F I 5 LTORG M MR RIELEL (B A2 24 M4 IS T E A DRV

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

LTOWFIhWIRETEIE,

% R 1% X B = MR BIAR M Rt 1f (£

QR IRE (R & IR 1245 FmEh ARkt i = 0 £ 5

Q@FER ML v MEDER B IS B Eh AR 14 i 755 [ £ S
FRMED v MEDRBIZHAS MBI RIS M EE D5 S (. FIRTEEES R S FHiEITRME)
ARERT S M EENZFT DIEEERRET D

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

GHIV B35 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= ERZENEROBME., B8, BFE I NEFRGE ORISR T S,

C. BRI MT
LUTOffimilEiEZ RS HEEERNTEDIL,

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 1 R U2%iFE L. BOD~DDWLWFhMZZUL, CEETRINTES

<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
ABMRELRVEBARN. AREXLGEMEMEENTERINSRER

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,

I E: BREEICHIBOLGO S MELEEE
LTROSKRIFHTIIPREHE RS . WEORBLEEELLL,

IE:SARTEBREDCHIROHIMEMEERSE
REHBFIIERERNGL TEED SR EE THEREH KT . MEORBLEENETS,

ME: BAEENCELVGIRRDH A MELE B E
REHFICERERIGV, ERLUTOEEDOSHEE TFRRHEDES . REORBLRENE
%o

NVE CAGRKREBLETHERLGIIMEMTEERS
INLDBEFALDFEDERERLTND, REFFICLFEREHER Y XITEFHAHoND,
EAGBKREBTLERERDIBELHS.

&%)

ERIFEHM PAH TIE PAH ZFRL-FEREBROANTOTE, 4551 PAH LRI, BEEZICEBON
"5 BERERMNMRUGEICRERNHET S,

ffifstE., DM EZZ T TRENHELZGETLEAER TRENHEREZED TEEICHI-AEE
NLETHNIIREEHET L (MBIELZIT-AFZEEHT 5, GH . ZHFFRORYELATETHNIERE
HEEROFRPFELAIREET D),

W ILYE K OVERE S /y B DO I B 1 D R E IR
1. JRAZWICH W DEERIER., BT RAEICEI LT, WS RICR B O EN 2 WA,

WTNOREO b DEHNTHELI AR (720, URERIE OfE 2 = T ERRIERE ThH - T, i

RABER B DIZIR D),

2. TRRBIIATE IC 31T 2 AR P BEIC DWW TIE, @EIZREFAVE O T CIREPITHhIL TV DIREET
o T, FrBEOHEN WA, B 6 22 Tl b BV IRIEEZ R+ 25 2 & &35,
3. 7ok, JEROBEN FRROBEEESFET ELU EIZEY LWE TH L3, mfaRER AT 5

ZENREIR B DIZHONWTIL, ERERORNG LT 5,
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87 Fh#%AREAZESE. i &M & REIE
O ME

1. =
fifi§%AREAZEAE (pulmonary veno—occlusive disease :PVOD) /fiiE#B 10 & fEE (pulmonary capillary

hemangiomatosis : PCH) I&. ffiEhARk{4% = MESE (pulmonary arterial hypertension:PAH) &I BB % VIR
#8THS, PVOD/PCH ONFEHERICIIRANHY . EZMSNIIGEICIEMBEEZRIVELLD,
fii I EAE (235 1 D Rl B 25 (XA EN AR A S 53R/ B MM B FE 18 EHEL THEELS 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
MMEEEFHHHMET D0, PVOD/PCH i DTI=H DI ERILBEIRTHY HEIN TLVEL, 22T PAH
[ PVOD/PCH (IR EDRENEEONDIHS (I, ERIKAEK . 088 CT AT R BIARIIKRA R 247 . FfifEER
BENZECTRBEERE LR ISEGEMBRIZMA CEHMlid 22 EMNEFELLY, PVOD/PCH M A5 Tl
HIER CT RIZH LT, TYASRIKEE//NERMRERDORELENBREINS, —MRERRIZH T
PVOD/PCH 2@ AR BEME (Z1EH TR, SELAH S5 A CIEE MEEDEMRICHK T RET
Hb.

2. [REA

HF 4R EIRE PVOD/PCH O IRREIETBATH S, EIFZAK4 T 7 L IV ERE TR DIEH D FAE F#n1E
B —H EIF2AK4 7 LUIVERZROLGVEGIDOREFEREPHEN S ELFEENBEEOT 51
EIREFHRICKYRLGLIIENTEIN TS, EintE PVOD/PCH IZEAL T, ESC/ERS 2022 fiisMl/E
FEHARTAUTREIN TS EIFZAK4TE T L IILDIFEIRIN) T D HH PVOD/PCHZRIET ST TIE
TN, EIF2AKY B FERICET AR/ TUNMIBESNTELT . EENTOTERELIDZE LB
BHEGEKETHS, BATEH, MMEILIREERMYE PAH OFIC FF2AK4 B FEREFNHREINT
WS, LML EIF2AK4EIGFZE L PVOD/PCH RIEHF DBARIZAEBASN TG, 2548 KR IE (SSc)
[Z PAH fRZ LREIFFICERIRRZE (PVOD #RARZE) 3580 H A5 EIFLRTRYEIO N TV D, LML SSc-
PAH [ZHULVT PVOD HREMNEDEEHTFT DD H . SSc-PAH [ZH175 PVOD/PCH HRIFZE L45H M
PVOD/PCH MJREEND ERE L H DDA IZEAL TIL IR | THELZ X (XA,

3. ek
BRERAEK(E PAH LEELL(FERRUIN . BEEMZE. TROZFE. FEBOXELELE)LTEY.
PVOD/PCH IZHREGEIRITEL, LA LR E#BERUVFERHEERRIMEDIEEN PAH KYLIEETHD.
FREZETAS PAH EEZ 5N TH ., ZEIFFEERDS 50 BRI T\ YolithElaeH-DLco<55% DG & ZI& EIF2ZAK4
M7 LRI/ T U NG PVOD/PCH THhATIEEM EE BT RETH D,

4. BBk
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NEDRFEFEATHY . EEDETEELETELRRIILBHEREN TR THD, REEITHLT
AEMUENRLERLEZONTVSABEREITIMBEITHD, (MBHE OB LEEZLNDBEICDONTIE,
BERURKICHBIECETIEHREIRRLUEEICRAT S,

FEi5. AOHE. EFOEMALICKYMBENTOAGWMESIZIE. RE. AIRE. BRRELEDNX
BEEICINZ PAHABREDEREEET 5, PAHABRENEEZ oL 2 ELHM R IN. PAH AERE
FRICKSERMEEBEOREICTRHALI- L TARELERAT 5, PAH AREOFERIZHI-> TR
FETAEFEMERIE S -M/MiKETHY . REHERLEA SRR ZRRICEELTUVKDELNH D, fifi
Som/fKENEELIZEEICIEERTLEEZZET D,

5. %
AEABERICERETHY FEFRRTHS.

O EHOHEIHELEE
1. BEY(BEEREZREATEER. ST4EE)

25 A
2. RIRDIEE
BA
3. RMIAEA X
RS (RARBAELL)
4. Eﬁﬁo)ﬁ%
BECARICERETTFETR)
5. &% Itﬁ%a'é
HY (FREEDLMIRELE)
6. EEENE

WHO fiis I E#AE 5 $8 (WHO-FC) I LI L ZEREMBOMRLET 5,

O fEmRMHT

HAMAR B BRI RSB XA T RkaARE - s mEECE Y HREME
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<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—TIUFRICKSMENEEDNIEENSHESNDILULD 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)

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

<gZWohTI)—>
Definite 1: 44 PVOD/PCH AD1RU 2. hDAN3I~5N2IEE L LEHI-L. CERNTES
Definite2 : 58151 PVOD/PCH AN 1RU2, hDANDI~5N2IER LI L. " DOB%Z#E-L. CERsT=S

<&ELIE>
- R PVOD/PCH (&, EIF2AK4 BIZFORETLILORINY 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>
EEEIIWHO S M EFEHEBE S ¥8 (WHO-FC) IZTHIE T A (T eSS ),
WHO-FCII LI L EREXNRET S,

I & BAEENCHIBROAfiS T fE B &
LROSKFETIIFREHEAOET . EOXMLEELELLTL,

IE: JATEEEDOHIBRDH LSS MIEAEBE
TEHEICEIBRERILGD, BB S K EFH THRRHE RS . WREOCX#EEIIED,

ME: FHAEERIELVFIROHAMEMEERSE
ZHEICBRERSGVD, BELUTOBEED SN EB THEREE KRS . WEOKxmEEMNiE
%o

NVE: CAGBREFLETERLGIMEIEESRE
NLDEBEFBFADTEDERERL TS, TRFFICOTRE#HR V. XITEFLHLND,
EAGRREBTLEREROEENH S,

ffeHE. DIBHEE Z 1T TREAHELLSE TUREERTREIGIER EZ SO TEEICHZREN
DLETHNIERERHET 5 MBHEEZIT-BRAZRET D, 4H. ZHFFERORMNTRETHNIHIE
BROFHEBFLAREET D).

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

1. JRAZWITHW D EREIER, AT RAICB LT, ZWiEE RICBBEOBEN 2 WEAIZIE, W
MO O L OERNTHELI AR (72 L, YRR oA %2 R ERRERE CThH > T,
WATREZR B DIZER D, ),

2. IR D EIEE SISOV L, MY EFREEO T TIREMTOIL TV HIRETH
ST, FREEDIHEN 2 ONGE . BT 6 20 H M Tl b EBVIRREZ ERTAVHINT 5 2 & &35,

3. B, FERORREN FELOEEE SRS CEU EIZEY L WETH LM, mEERER ke
L2 ERVERLDIZOWTIL, EREHRONESE LT D,
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8 1214% M teZ LS M EAE

O #E

1.

WE

IBERMMAERAELS (L, BFERL-MRICKYMBARMNEAZEL . MRS MR OMERSIEOEEN
SMALULEIZO->TEELTWARETH S, -, EMEMMRERIEICS T, FHMEIARED 20
mmHg ZHBASMEMEEZEHLTLAHIZ. fis MESE (PH) Z 451814 Mm% Z 42 Ml & (chronic
thromboembolic pulmonary disease : CTEPD ) & LU [Z 12 M M #2 E 42 4 i & M /£ £ ( chronic
thromboembolic pulmonary hypertension: CTEPH) &LV5, CTEPH [Z(X@EICR M ERELRIET
LIERMNRBOONLERER L, HONHERDLGVEFREDETHAONLBERELH D, Hﬁﬁﬂ*@%*ﬁ
ENGEEMEET 2O DHFIEEAINTE ST . T X CTEPH [Txd HIRBRIARIET L. &
VEEREZ T TV TLHERELEZOREIRELRIIBRENDETH D, BARDGEITIIBOHTFE
FRTHS, 40 BLBRORENFEAETHY 70 MRARENE—VELGY . KEFBHEDOR2MELLE-T
W5, ZHENTGSISEEICH-AREEREDBRENNELLD,

2. R&A

it I 4% 2£ 4% i DR B [R50 % AR ; = =85 Mm% EERED FTE . FFIRMT D505,
BREDEEZDIDNDERNEELLS, Hﬂimig#ir rlatmig#%l KB IMBIAREAZEDIZE M S M

EREBIERELTEETHD, MEERORELPRAMEARA TOMZDERINRKBEILOER
HEEZOND, TRUNDBERELT. DRREBLAN))LOEEBIIRTO MIEHERRZE. QRIS
IRICHTAMEREGELRELLTEAELTNSEEZA BN S, CTEPH (B TIEMEZE TGV, HH
ETIE & IZ 2L FFERERARIASAE D H D FFTE TILSEE AMELY HLA-B*5201 4> HLA-DPB1%0202 &
EETHEFDSHONDIENRESN TS, CNSD HLA [FEK TIEIEBH THEED DLV E4 T D1
& . BKBIE RG> - RIEMFEHF DEFDFEINTEIN TS,

3. fER

CTEPH M BERAERELTIE, FHIERIFRES . ZIRH . BE. M. KA ENALND BEDM
SMETIERERTIHRLIKLK(BEHIR#ETHY) ERSHRLEEICEIBRICEEOMS MEE
AEDHONDHENZWN, S MEEDNEEASENS S, FERRAEDBRENH S EITHITIE,
EMIRRR. FFEEX. TRIZE. BkaENHLOND, %@ﬂik 1S 14 it I 42 ZE A fiE < - Fifi /= L0 FE i OD TR
ERBHERRBITHIRRLGRAEENALND,

4. BEE

REICHLAMTHDAFEELTIE, (1) F M CEZERRESMBIARMAICIRIEE DR FREED
B EBE T HIMEAR M2 R IRFERRMT (PEA) | (2) BT —TIL THLATRELGRAZE < - B R EIH TS
R EERMBIARYAIRT (BPA) | (3) FREE DREVREEH DI RIZXT - BREMS MEEIC
HLTIE, BRI 7o IS—CERIBRETHHIA LT T TARSYF AV oS BEREBETHS
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5.

ELXINTHEIFHNS, WHO FC=II, mPAP>20 mmHg, PVR>2WU, BPA [ZTE[ELSSMizER
MNEETDIHEITIE BPA [CTHELEMMERNZEDIENHA D5, CTEPH DAEA#ELTIE, £
FTEGRZEICKINE A BERBLOETE. ALDAT—TILRE A DII—RBREICLSELEFOFHE
EITICENRETH S, ROTHKDETEINGI T 576, MtBERFHEZRMEFRETFHZEBIRE
LTisEEREL IR T 5. BRFNEXNR. BOFERRLDLELGOIEERT D, ARG ELTEE
HElE, REDEBBRICEAL-EMERABNL. PEA XL BPA OBERERETTHIETH D, KIEHF
ZHl. EkE CHEFEBEFHLEEDNMI)RIF, BELFMiEHLLLEVIGEE T PEA TGS BPA
DEREEET D, REREHCHIBEEFERELEFICHLTIE VAT TR ELFINTDEEE
EEY 5,

Fi&

B RIERAED CTEPH TIEPuBEREEZE EARLT HARBEERD A TREDETEHCCEMATEER
BlLEFEET D, NECAERERALS - FAEA TEHMEAREA 30 mmHg ZHEAHAEHITIE. s ME
(FEFEZBRELLIZELLT IEELHYFRTRTHA, PEA XIE BPA OBEUNGHEITICKY MM E R
WENHFINID ., L ERDOTLRE. BREITEDHLL,

O ZHOHEITRELREE

1

 BER(TNIFE FEEREZGELMFER)

5230 A

- RROEE

T BA (R fER AT BAD FHBIAR D MM 4%~ - AR IE)

- IREVSERTIE

KRHESL (PEA, BPA, [ EHLREEICKDBEDENLRFINTINS)

. 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 EBRMRERMBAMETRB[EE e mEEICRE I SREME
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<EMEE>
Definite Zx R &35,

A. BREFR
1. ALAT—TIIVRECHEMLESMESMEEDRR (UTE2OE®ET
R EFFFABIAR T 1 E (mPAP) >20 mmHg. fifilfl E4E 51 (PVR) >2 Wood Unit (WU) . fi BIARIEA E
(PAWP) =15 mmHg
2. RS> o F U5 L TOREHMTS I REZRD
BIANMICERBDOLGO RIS RIS (segmental defects) A3 A LU L DHUEEIFIEIZK DT
LiEESND
3. MBAREFZIRE CORMEELI-MiZICKHEILEED
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-MRIZKAEILERDD
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-EMMMEDEERERELIDDT, ChoZRNTHIL,
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 - FWI TS B BRI 14 i =5 00 £ e
fERARFAE MR R, MEM I EEE
4 RSB M S I A
DR B IS e T fE
10. ﬂ?“&%ﬁfi*&lﬁ# R IFEEL R MAE | 43S B = M i
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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<&EBZLIE>
(MBEHELITREREFRR

ODTa—RE
TRPG SERALRDILKRGEEDR., GH . FIRBER A LI T —TIVREICKSMEMEIED
BHEEINDETHS,
QBRI KA RAFTR
1B iR BE A R IME %+ 51K EE R MIE (PaC0, =235 Torr, Pa0,=70 Torr) 2 &, fiMizERENTEIN
R
QM X REE
P ERABIARFE R DL K L DM E KA E ffE IERE A RSN DFT R
@DILER
AHRELRVERER. AREXGEMELEEINTE 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,

I E:BREHIHROGV S MEESRE
EED S KEB TIIFRER KT . BECAMLGELELE,

I : BATEB 282 B D FI IR O & & fifi = 1 [ 4 B
LZHEFIZEERERNGN ., EBOSKEGH THEREH RS . WECKBLEENED,

I E: BAEBZELVHIRDOH e M EEEE
LZHBFICERERSGD, BERUTOEEDHKFEH THREH RS . WREORHEEN
b,

NVE: EARBREBLETEREGIMEIMmEREEE
NLDEBEFEDFEDERERL TS, REFFICLTEREER S XITEFAAOND,
EALGESREBTHLERERDEELNH D,

fiSHE. DIBIEZ R T TRENRELLES TYAERTRENFERSEZEHTEEICHEKE
PRETHNISREEH T 5 (MBEER T-BRERET 5. 0H. DERFERORUATETHNIEH
HEROHFRFLARRET D).

MW K O HIEE ORISR 5 HEFH

1. JBAZENICH WD AR, MAEFT RIS LT, BREE LICHBROHERZ2VEA I, W
MO O L DE AN THZE LI X2 (72720, YR OE &2 R T ERIERE CH - T, i
RATRER B DIZIR D),

2. IR T D EIEE SISOV T, MU R EFHERD T CIREMTHOI TV HIRETH
ST, FFEBEOBENRWGEA, HIT6 A M TROEVIRER EMMAHNT25 28 &35,

3. e JERORREN FROBEEESHEFE C—EL LICZY LRWE Th D0, mERER kT 5
T EMREIR B DIZHONWTIR, ERENRONGET D,
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94 RFMRELIEARE %

1. 8E

[RFE MR EEE 26 (PSC: Primary Sclerosing Cholangitis) (&, J[R AIABADRFF A - FF 51 BEE D SR 14 5%
BICLDETEDEMEFAEASIOHETHY ., FREEERTHARICVWV D RERKRETH D BEL,
BRMERETLEIZEE (AIDS : Acquired Immunodeficiency Syndrome) DB EEE ., B E EM4ERE (PSC
PHRROBRHEIEN) . BEOFMONMG, MIBERA. ARMEERE. BEMELHEE X,
FEE D E ML floxuridine BEICEBBEERZTOREICHILDOE, 2R MFELIEEE K EL TR
SNd, F-. BEEREMEXRICHITLDZEEO T, 1564 BEEEEBRE LRSS, 2015 FO£E
RAEICENIE, BETFEEITOPZL KEFHIE 30 FE 60 FRO2EMTHS, FFR-FFNEE@RA
DEBHINZL EBERBRDEHE 40%I2 BEEDEHE 1.1%IZ3B DT,

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
BBAERMNHEITINSGD, #i%ITHEHNNZL, BEFEENERLTIKE, FEZISERT AERESR

T5

4. jaEik
DIVITAF L A—IEEORF T TS5—hE ALP 45 GGT {BEZE TS, FPRERET HHNIZDOL
TIETBATH S, BEFLEICER T KIS L TRRER L— AR OR T NEENTHN S,
PSC ZDHLDDHEFTEILDH DI LITTELLY, BEFES DETHI T, FBEILHE— DR ETHY.
MIERFRBAEN D LGOARBTIIERFBEAEIITHOATOSY, FBEZOBRENLEMS NI L
HHEETH D,

5. %t
SEABEOEREISX. FBELLOSEEFEEIL 15% THoT=,

O EHOHEICHELEIE
1. BER (ST EEERZREIREER
892 A
2. RIFEOHE
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THREFNEE BRREEEINREIN TS, )
3. ERMIRER X
RS (RARAEELGL., ETHITIXAFBELHE—DOBGETHINBRLE,)
4. REIOBEE
VB (FFBIERLDSELETFRIT 75%)
HY (AROSMER LT E %)
6. EIEENLE
1) X(F2)ERERLET D,
NHEEROEE (BE. REEE. BEL. BKHEEHD., FFEME. BEELRL)
2)ALP MBS R #{E LIRD2MELL LD EH

O faiR#HT

M a1t O - EEREICEAT SRERRIL
MRERKRE TRAFEFHARFEE SR BHE
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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. M&ZKRE
ALP EF (16 Ll L) . GGT L& (16 mFKi&)
* R EEME LREBAMIGEI ERILHTET S, 48, FHISAHIIC 16 mMLLETEH GGT ZRALNM=AHEY]
LHEN LGB X FEERICERZELEHT 5.

D. #A%&&
Onion-skin lesion (¥R MRS 2¢) X TR MERAEMARE X

E. $ERI52H
UTDEEERNT S,
eG4 BAEIEEMEE X, ZRMEEIEHERE 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%T-L. EX 2 TRV TES
Probable3: AD2&CEDEETiT-LEZ L TRNTES
Possible: AM2%i#f-L. hDOCEHLLLIEDZEmI-L. EE 2 TN TEZS

[Small duct PSC]
Definite: AM3RUB.C.DNETEim-LEZE TN TEZS
Probable: AM3KRUB.DDNETZHIZL.EXLTHRNTED
Possible: AMD3%imf-L. BLLLIEDZE =L, CEi#Ef-L. EZ2THRIITED
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<EEESE>

N XIF2)ERMRET Do
DHEEROES (BE. REEE. BEX, BK OB EEHM, FFEKE. BEEGRS)
2)ALPH\EER A LEE EIRD 215 LA £

ST K OV HEEE 3B OBISZ 31T 5 A

1. WAZWICHWDEERIER, AT REICRE LT, ZREE RICRBOBEN LWGEEITE, Wi
NOFEOLDOEHANTHZE LI 22\ (72720, Yk oi 2~ iRIERE Th - T,
RARER L DIZIR D, ),

2. IR IZ 3T D BEIEEAFHICOW T, BUREFHERO T TIREMTOIL TV OIRETH
ST, FBEOBEN WA, BT 6 22 H M T b EBVIRIEZ ERIAEIET 5 2 & &35,

3. B, FEROBEN EROEREESFE C—EL LIZEY LnEThH L0, BERER LT 5
ZERMER L DIZONTIE, EEREHRONGET S,
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230 oA IR SUE (X3 Alveolar Hypoventilation-Syndrome—AHS)-
O HM=

R RGEIZ EE (Alveolar Hypoventilation Syndrome: %AHS)_:]—}@@@*EE%’E%K{MEOH’B*L'C

HY. ThIZZOEXRME DR IR R K IE1%EE (Congenital central hypoventilation syndrome: —CCHS) . @
$EF M PR (K S IE (B (idiopathic central alveolar hypoventilation: ICAH), @&E8 14 ARG K SR
#%(obesity hypoventilation syndrome: —E#81E0HS)D3 DM EFEN S, CCHS, ICAH, OHSD LT hE A,
FELGREIIFRAGTROMETHY ., MEECREEE, MMNERE. WEERE. XY . WEER.
HREE . HAET., BELGEICESLDTIEHLELY,

CCHS, ICAHT(iEﬁEIﬁI m\@nmm Mt;—?& \E(%Pacoz@ bfﬁﬁtﬁéﬁﬂ%@as

w&%ﬁ%wsﬁ%@ﬁﬁ%@v@%(i %%ﬁ%@#s—%ﬂmm”ﬁ ROEENE
YEEETHY . SAERID EEEFFOPaCO, M 50-mmHgld £ TH 2SI L0 B2 HER F DI EMGF T TS

[% /£ (continuous positive airway pressure: CPAP)BﬁE@%Jﬁ%’ELﬂ]':??Ofb\éfxﬁb‘b‘bbﬁ_iﬁgﬁ
0)15?@175‘5%#’3_’5;& NEEHRFDOZMELEER LOEFHLLELTLVS,

FBHEDTIFENCCHSD B HF DT LA E D Paired-like homeobox 2bB (PHOXZB)@JE‘K?TE%’ET
L. PHOXZBELFREIFE G EAHSDZE . BAIITBO TEETHD, T4hHb. HAREDEH A E
AHS TILCCHSLICAHD R NEE TH B D, PHOXIBEIZFICEEZRENBOLNNIERARIE
CCHS. ZEREENLZITNITACAHEZ EiSN D, Fi=, BAMEOHSEDHE R %BMI&P/—/OXZB@::%&
ENEETHSH, — ML R SRR apid :
EE7LY  CCHSTIXREM (rapid eye movement) ﬁEﬁRJ:U-‘bNREM(non—REM)ﬁEﬁRHﬂ(:EFI’U%O)ﬁﬁ%&
E’]&Téiﬁi%#ﬁé R E fiilib&')&?’%)mfiﬂio)ﬂﬂ%&i&l DN CCHSO)EZAW'“iiéﬂD‘IEEI"]

==

ICAH(imA’C%Eéhé_ab\gb\ >
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2. [ZHE

EROAETRELT AL (RSB . B TEERENFEET S0, EAM AHS TIEEZREHRI S
EIZEESN TV, CCHS BEDIFEAETIE PHOXIB BInFEEEEBLEENHOND, PHOXIB &
EFEFEIX 4p12 [TRIBT B, PHOXZBEIZFEE DT 90%(E exond [2#H 5 20 RUYTS=UHHIZHIT
%44-13 75=> NDBEZE (polyalanine repeat expansion mutation: PARM) THY , BELZEHMIZL-T
24PARM(IEE® 20 RYF7S=UHHIC44 TSV DHEREEN MO -1=3D) Mo 33PARM (25 EEN T
L5, FRYF 10%IEZIREV R, UV R, IL—LVINERBEDIETS=UHBKEZEE (Non PARM) %
BHBH, CCHS DIFEAL L de novo EETH AN, —BIFEF AV DR IXULFIEEEF DHEM L DIE
EHIAHYELERBEEEORREED, PHOXIB BIGFLEEEET. L ARTILU TR, B
BRMEER 2 (RBAR. B KEREHESLE)ZRIL. aRESLEDRREELSD, ICAH, #5414 OHS
TREEMLEGFEEEFRIRESATOVEVLS, WTFhiE T RRIE . EBERMEIZNT S
LZRATHEEIETIN TS,

3. fE4K

HEAMEAHS TIIRME OREIEFFIR[EE SPB (RS | FEARFFEIFR . EFFR) NEEINTULVENE, F
iR, REZROXIN, BROERS ., REEKFOEFELGEDERNHIRT S, F-. KEOE-BiLRkER
MfE EFITHEC HIHSIBERERMAEIC LY FFIREHE O, EFFEEZBLUEOA DT LERDERER
BT HTEMNH S, CCHS TIXEI L ARTILI YR, BEHAREESRS (BRERHER . B#KkES
OAER. Efp KERHES. HTFERBLE) FEIL. HRESLELRETLHLEHD, CCHS D/

RTEREDFREENT+HTHLE. REEFDIRIEEFT LEHMNIEMT 5, BEATHRESIS
=EALLVICAH (E, BERDIRIRIEREE T 5FLH 5 BERTHo T, OBEEH AUES. EIRE
MREE#% . BB E TR YEERMNBEEILTHIEL B, HEAME OHS ) 90%% LA L (& BRI ZE 14 R AR A 4 I
REE2T B, EEERF;?]EE#@RLO)HO)%%%??EL%—%HE—GHS—’G% AHDBENRSIEET S
SEBB L KRR 3% | = 42 = B4R 5 0 bR
BLDARLEZLOT L HEE. L\Thwrﬁ‘é%ﬁ?ﬁ@ﬁiﬁﬂﬂ?%ﬂﬁi SD%@;E’GJJ&,EJ%I ott) CCHS ?
EEMEHEREICIAFERT L2 UNDOEREER. HA =R EEHENISHRASTHTE
LHAHD T, FERFITEYGEREER DI, FEROA TITREQEEELTHET HIEILTELRLY,

4. BEE

HAMROMERETHY . RAKAEREIMHILINTULGL, EREERBJOEENEELIZEE.
RO ADABTERNAIEETHY . SUCAH TIKENICELE TRIBB RO A T IRIKEE RN
BEtHD). LHL. EEDIGEICIE. ERFE - REFXISEENDETHD, Ifa/ﬁ%fiﬂ?wmﬁfﬁ
%, ¥ i S EG E(continuous-pesitive-airway-pressure-CPAP), AR BE(KEVIAT ALFRE
NIFFEF=EIRERMGEIR S (fnoninvasive positive pressure ventllatlon;.—NPPVM)E_k#%%u?@&—E—@
- BYIGTREEEZT>CH BERIE. ADLRRLELHEIGEE. BRRE BELGELLE
LT3 B, 1oL B BERT G (28D CO, FILO—V RGEICHLBET D, Tz, HAMEAHS (FIFERaR R
fiE . FRERES, SEERFIIR S &Y. MREBRSARBIZETLGRRALDEELZFTETLIIELNHY. «
ABRNDBETHS,
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CCHS 0)1&?@'&1(:; E{i&#ﬁ%@a&s—%wiﬁ E&b\bm‘mﬁ’]l AIFRERTEST L5545
BlEZ, oF: gl E T DT 'r%ﬁtJJm;ﬂ)& H(Z&kY
1&#@—L®E1tt1ﬂ§$mrétéélﬁu:&H é%ﬂ@%ﬁf\w%ﬁ;"%n—d\rﬁﬂl FTHIEN., BIRD quality of
life (QOLPFRBEZFIZEVWVTRLEETHD, REHRLB#LSHL S FERE. ;flmﬂ,ﬁ%& Eﬂ%—f
SEROM CCHS THZEMRINAHLELNL, RHNILKEVIATALICOMREREFIENHE
nd, ‘fREIOJAIH?LU)&%I%%LT——’&M)%%t(i mE! 1#\ %ﬁ%ﬂ%&%wﬁﬂﬂﬁﬂﬁ@ﬂ
DIE A I~ 5B EEEE ISR B IS S (honinvasive_positivep HEE—\ ation—NPPV)EL %
Lizﬁtz‘%%@% + i 310 L2 o LAl Z AN T 4
BTk CO, ; \ : CCHS IZ *ﬂ“é #&tb'c ST
BRIER—2 07 Thnd&51245Y, BHIC %1&?@—@&6;‘@1«@@#&#%bb\l HoTWV5,
F-. KEICELERGIANEMLODOH 5. Y

5. Fi&

HAMROERROLO ERGEFABR I THOATORLS FE KBV TAIFREEEE,
ANPPV EEED#MFLARMNBEY) ITONIGE. FROBENR oINS, CCHS DIGFE . BHiRR L&
PIAER EIR(C &Y, b %LBE%@%f%Bﬁ#%:@%EbU\L\EJ_U) QOL B[ L D=l HER

ad 3 3 L EETHENBEFTES, %7‘—

O ZHDHEITRELREE

1. BEH
#5081 AHS £/KTH9-15,000 A

2. HIRDEIE
T BH(CCHS MIFEAL [ PHOXZBBIGFEEEELEENFKRICERT 5, ICAH, OHS Eh st D En
HAHS CIIBEDEGFEERE TSN TOEWKREZRTHS, )

3. MRHEREAE
RAMAREAEZTE [EUVRT AIFREE. ANPPV AL EICKDREREMNEITIN TS,
4. REDEE
HIREHEZEH. 66 Ff
LEHTRADEEEENDLETH S,
5. oA
HY
6. EEEENE
AEMOERIOREE. BEOLERICIY HREEICEEENFTITI.

O tE#izftT
HR MR BBURIRERBGHMTRREE s MEEICB I S EM R
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<BHEE>
HR1E-AHS li1)9&9E1$¢$E1$152?@1F1|§E¥(CCHS) 2)##%’&':131‘[1&%}1@1&?@1 (ICAH). 3)#tait
HEEE#@‘LTﬂ%ﬁ(OHS)O) AT 6 ERER VEELEOOI DML NLIER

o

1) & R PR K RE (&R EE (Congenital central hypoventilation syndrome: CCHS)
Definite & Probable xR &35,

A. JEIR

IR RIS RE T HAEK ., KBRS D,

EVLART VTR, BRESERETS(FEIR. . KRRHESTEOBEHREROERE). #
RIEBLEEEHTIELHD,

B. REMR
1. EBERPHRE

UToWghhainl-J BIREEERR N EESND

a. PaCO/(#H AW MR B DR XLFEFEIF IR PCO)A 55-mmHg ZH#EZ T 10 73 LA L FHiit 9
®o

b. PaCOA$ AW IR B DREE XLF=EMFRIEER PCO)MNEEERFMEAGL & L8 L TRERR I

10-mmHg UL E EF L. 50-mmHg B X AEM 10 LI EHHGT 5,
c. 2LEEBEMS/NRISIEEERFERED 25%%%%HBIZFH VT, PaCOAHEWNIREBDRE X TFE

TR UL R PCOAY 50-mmHg FUB WSS ITEBRREHELTHEL REMEZRBLTHR
BEER BFRE (31 R AN LT & T 5,

2. RERREMRICI KRBT CRREPRENEBTISS)

FERR (D PaCOXBHANIR B DRKR X ITFE=IEMRIER PCOEGRENRELTIHE
M PaCO, {E-45-mmHg LI E T EAREETH S,

. REEH

—C. 1547:%?]7@7"(44\ JH) %
PHOX2B B FEEFRHD
XPHOX2B B FREIIWVNEBETHITD_E

DG. R H
LITZERNTES,
hDERRIES . EFMES. RMER. MEERGE

<#ZEOHTI—>

Definite : AR BOIELUF2 B URF#H-L. N DOB1E7-1EB2% i -L. N DCZEifEHT-L. DERIT=

%

Probable: AZiifif=L. hDB1F=IEB2% =L, DZERI TE=H A, CEiFI=ALY
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<BZELE>
KEBDEREELT, 2023 EETIEEEMICI PHOXZB BIEFEENZHOWEER ITHO =M. FD
& .TIFEAEDIEBIT PHOX2BBIGFEREELERZRN TR T HI1EESNEH KT,

<EEENE>
UTDEEESBEAVTEEE I ULERRET S,
<CCHS> [EVIFT AR, HREMBERTINPPV)ERR
I EREEOHDE
i REFREOH . BEF—H B PEMHARE
I RERICEVWTHRHARVBFIUEFREDLE

KERIER—L VU A RISRE 1 X (T F=E- ML,

2) 4R PR EMAIEELS (idiopathic central alveolar hypoventilation: ICAH)
Definite 2 U & Probable 3% &35,

A BRERMR
1. BRPREICKYUTOVNT Ih &I EREEERTAERIND,
a. PaCO:($HALMIR B DRER X T FEFIFFR IR PCO2) H-55-mmHg A T 10 LA LR
%
b. PaCO(H AW IKEBEDRE X FFELFEFRIER PCO) A, REEFRFMEAGI & L8 L TRERR F(C
10-mmHg LA E EF L. 50-mmHg Z#BZAH{EM 10 7 LLEFHRT 5,
c. 3LRMS/NETIE, HREEIRFFRID 25%F8-12H VT, PaCO. Bk PCO:(HANIRBDER

RIFFEEERERIELR PCO2) HA-50-mmHg KYUE L, ZEMFEEL T, LEERFERNIT-1EZEE
AZnlEaEd 3,

2. RERREMRICKINE T ERMRELNRYTIES)
a. REEFD PaCOAEAY 50-mmHg AL T, REDEERIMAELRE DERIFRIEENZRHLND,
b. REEF D PaCOAEAY 45-mmHg LA L T, REDEERIMAELRE QERIFRIEENZRHLND,

B. BzFHRE
PHOX2B B FEEEELZEERDHIILN,

Cc. #RIZH
HERREERM[DELGREELTLUTZRINTES,
EFECRERSE. MMERE. WERE, ZRYER. MiBRE. HHET. BEkE,

<gWHoOhTII)—>
Definite1:AD1&., BHLLLIECHE =T
Definite2: AD2a& ., BHLLIICEi@mT-9
Probable: AD2b& . B3, LLIECH T

<EEESE>
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UTOEEESBEEZAVTEEE I LI EEZXNRET S,

<ICAH> SAERID PaCo,

I HEEh PaCO, 45-mmHg K

I HEEth PaCO, 45-mmHg KL E 50-mmHg K

1 HEEh PaCO, 50-mmHg Ll E

1\ REAN TR EBEANE

Vv AIHREENREOAELT . — B THLEFLMLE
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3) B AR K A UE & £ (obesity hypoventilation syndrome: OHS)-Z§3814F OHS
Definite ZX & LT 5,

A. BIAFTR
EEMNFEET B
XA TIE-BMI-30-kg/m?LL £, /NR TIE-FE&G - 1B THFFEED 95 /S—E (LU LE- LT 5,
B. REMR
1. RERNBREMRRUESCBERRIGHE
SUE[SE (CPAP) JAEZE1T>TH. PaCO{E

HEERIZ PaCO, 50-mmHg LI EAHEZRSN TS, Hi R
Y 45-mmHg LA IZAEB7AELY,

2. BRAPREICIYLTOVWS W Einl-J EEEERBI LS HERIND
a. PaCO, Z(HAHVIREDIE R XITFIEIFRIER PCO, )A 55-mmHg ZH#EA T 10 73 LA EFFi

EECE
b. PaCO, Z(HAHWNIRBDIEKR X TFAEFRIER PCO, )A R EERHIMEAGL & Lh B L THERR A

10-mmHg KL E EF L. 50-mmHg Z#E 2 H{EH 10 0 L LT 5,
c. ZLIEMD/NEIZHBEERREFREI D 25%%FBIZH VT, PaC0: Z(HAWIIRB DR KR X T FEF=EME

KRR PCOAY 50-mmHg KUF WM ITEMREHEL TN REMEE B L THRIERFE
[T +HEEE 1 BRI EEA ML ET D,

C. #RIZH
EBRSOELERELTLUTERINTES,
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MRECPREEE. MMERE. WERE. EYER. MERE. HHET. BHEICLITEMAED
ffifih AR B 5 . BEAN D FE 1 R AR M AR (K SR (ICAH) 5 A UME E R M PR R RUAE IR #% (CCHS)

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

<EEESE>
UTOEEESEEZAVTEEE N U EERRET D,

<EEAMOHS> | B KBS (CPAP)AE R
I EEEFR PaCO, 45-mmHg ki
Il EEEF PaCO, 45-mmHg LLE 50-mmHg ki

i} EEEFR PaCO, 50-mmHg Ll E
v NPPV HihE
SR W FYE K OVERE BE 73 FH O 18 i HREEEIR

1. Wzl _%wéﬁﬁﬁﬁ\ﬁﬁ%ﬁé_ﬁbf\%%%@LK%&@ﬁEﬁ&wﬁA ENAE
NOREIO S D& W THE L2 e (7272 L, YN O Rk 2 7~ T ERRIEIRE Th - T, g
ATRE7R B DITER D, ) o

2. IBRBIAAICI 1T 2 AR IS DWW TIE, M2 EEE O T CIREMThit TSIk
ST, FrBEDOBUEN WA £L6#ﬂﬁfm%ﬁm% xRS 2 & &7 5,

3. ok, FEROBREN ERROEEESFE T EL LIZEY L WETH L0, \EERER &k
DT ENRERLDIZONTIEL, EREMRONE LT 5,
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337 REVAFURIE

O HM=

1. BIE

REVRAFUREILERETI/BRBEBED—BTHY. AFAZVORBENTHAIREVATA
UNMPIZERETHILICKYRET S, REBROBHEICLYSHFERLHY. WITNILEZBERBMNE
mEETHD,

REDRAFURE I BIEVRIFAZY B ERERCBS)REEZIEL. MAAFA = ZEIELT 55
ERIRRD—ZUT ORMBERBESNTND, TR (FO/NSIURBFRET/NSIY C(cbIC) &, M
ERRABMRAFLUOTFSEROERZTESR MTHFR) DR EICERT AN, FTERTARS)—=2 5
DRI FREETEHEN, EHECHBEZTOMBEICKIERNERL, FEICKYERES. BEIK., M
BEENMDS, BEEECEFIIVFRLGENTERELLTITONS AFICORIEIC KD EHHENE
MRURHNFERETRRET D,

2. [FR

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-. INEEBELTHERTRRY)—=ZUJ#E L TULVS, CBS RIBEICITHERTHHEAS
Y B6 DAERSICRETILEMFEDORINIAT(EFZY B6 RIGE)AHDHHM. BRATIEHTSH
%

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

3. fE4K
REVRAFURE I BTIEUTOO~@FEEFEKLET B,
O RHZEREE MMEE. TADA BRER (N—VFI)T(EE. TR, {I1524L)
QERER . BER - VEKIE-QIEE - BRGE QI I7IEEERAR | SHEE
QHRELR : /K R ARREI (BB TIL 10 BRETIZ 80% LU L TKRBAFEZET ). BFAE
@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
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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
BITIOKEEEE. HITIEE. (LA RIEEMIRES . B EE. 6 KAE
(2) MA24E - FEHALR O D ME MARAE ., BHEEREE

4. BEE

INRHR - RARIZER DT MPHRESRTAUEE 50U mol/L U T TEET S, HIAERTARY)—=>
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 EOMIRZRIAETIE 48 EHINEF SN B E5FBFRDOERD 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 HEHERTRRI)—Z VT OB ANICKYRERTCABRNLGINBEICIEMHB TR, £m PR
BARNCHLTHELEZA . MABIZOV A= LR B ELGDHEFN S, MIZEFEBEHRAN SR AHIC
BoY, EELGEHELERFRERATTIRFLEDL-H. £ EZEL TAEERGT ILENHD, 1
RIBREAREFID 1/3 FEGFETRTHY . ERFLED TAREARLHEZNLSVICRERIME
BREZERT DB EHFERRAICHTT IEFNINSHEAREFE CTIRIEVERRIBZED DN hIR R UERE
HREENBEEICLLILFETRTHS,
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O EHOHEIILELE

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

2. BRROHE
THEREODETECTFHAERLAEZENRRTHLN . ALEGEFEECTHLRFEBEMNCEEFHH
BILE | RIFDHAE . RENRBEATH LA HNELY)

3. RMLAEA E
KL (BEEE.  EFSVHRBELE OEREDHTHD)

4. REIDEE
HE(HRENLTEMHEEETIENEKEHOEREEZET D)
HY (P PERDZETEE)

6. EEENLE
ABARERRHEEZRICLIERERHMESEDEEETMEAVTHEEULERRET D,

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

HRREE BAKEREHR KE DANE

FEBHE BIFREELEEERL S— SERE RRES

HAERMEFAEHE BAMEEERALHARERBTSIRELORAN)—EFEAL. FERIRARY)—

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. VEBKE. AIEE. BN, ME. A RBRGE)
3. KEKREE
4. MdE GEENARIMARAE . R ZEARSE . RN IMASEARRELRE)

B. ®#E&EMR
1. MAAFAZUEE: 1.2mg/dL (80 £ mol/L) LAE
2. BREVRTAMYE: 60 1 mol/L L E
3. RPFRESRF UM GEBEIFRHEINGLY)

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

D. $ERIZH

UTDEEEERT S,
AFAZTT IV RTIS—ERIEE., FEE., AFA - EREBRREBE. REVAFUR
fED R KR UME

<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

HERRARD)—ZU T RIFRERRGE TRIERK ISR RSN S  COERF SR EER

Definite5:B-1MDB-2%i#H-L. DOTAIKEEZ L TR TED
Definite6:B-1MDB-3%if-L. DOBAIKEZ L TR TED
Definite7 : C-1%imfzL. DOERIKEEEZ L TR TES
Definite8:C-2%imf-L. DO ERIKEEEZ L TR TES
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2) I# QANFIURBEFR cbICFEDEE)
A. fEIK
1. HEEE GLYRHORMERRZER. REEMF R, /NEE. KBIE. (TUOWhA, FEELE
DEFETILRIT. FERERIL. HROTEBORELGLE DFEMAEK)
2. RFEIKMEREOCRBBEEBIC LSRR NES)
3. MKEE (EFRFERMEAM. iFhBkiEL . RMBRFL)
4. MiRAE GRMMARBAEAEREE . MZERE . MR ERELE)

B. BEMR
1. MEAFA = (FIEE RILE(E : IE & EEFH : 0.3-0.6mg/dL(20-40 ¢ mol/L)
2. BREVRTAVMIE: 60 4 mol/L ULE
3. RBRESRAFURVRFBAFILOVEOHEHIE S GEE(T@EShLLY)
4. MAATAEFZILAIL=F2 (CI)DLEFEMN D, C3/CATREF IV AIL=F/TEFIHIL=_F)
(N

C. BIzFMRE
MMACHC BAEF DT LIVICHRERABEEZZDS

D. $ERIZH
UTDEREZERNT D,
REVAFURE [ RRVIE, E43SY B12 REZESNICERR S E

<gWohTI)—>
YRRV FEHLURERDEFDISE
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: ADSH1IE B LI EMNDCHT-L. DOBAKEZEZT N THRINTES

FERIRARV—=2T (EBDORBEBRE) RITRERRGE CTRIEKBFICRRINEE:
Definite4:B-1, B-2 R UB-3%il-L. DO AIKEL T N THRNTED
Definite5:B-1. B-2RUB-4%l-L. DOEAIKEL T N THRNTED
Definite6: CZiiif-L. DOEANKRBET R THRINTES
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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. M AFA = (FIEHE RISE(E : IE & EEFH : 0.3-0.6mg/dL(20-40 ¢ mol/L)
2. BREVRTAVMIE: 60 4 mol/L ULE
3. RFFRESRFUHEM GBE TR EINEL)
4. REPAF)LOUEREER IEER O

C. BizFHRE
MTHFREIEZFDE 7L ILIZH R A RLEREZTHD

D. $ERIZH
UTDEEEERNT S,
REVAFUREIBRVUIR EAIVBI2 RZE. EBRZIE

<gEohTI—>
AHRARVZEHLREROEGNDIGE
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 o

Q o

T 9

o O

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 (BRELTIEFEEHEMS 1.5SD KiFHD M)
FEEULOEERBEI#MEL TS (BRELT 1.5SD LLEAS 2.0SD KDk
)

SEOEBENEFRLTLS (B%&&ELT 208D LLED&ER)

WAEDHFMEBFZEN . MRRIER. HNETIZTOVTOE (LT D50
TN DEEIRT D)

EEZRHLTN

BEOERELRNS (BRELT.IQI0 RBEOHEMELREZAW-BISITH
AIRELIREDIES)

PRECEETZENS (BRELT.IQ50 REOBILSTHTAIRELGIEEDE
=)
EBEOEEZROS (BRELT.IQ3S REVLEIFEL-EYDIKE)
REDEREEICET HTE UTOFMALVT AN DERIRT B)
AR, B, Did7a & ITHEEREE AN
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b FFiE. B, DEGE ICEERERENHD 1
(BRELT. ENENDORBHEERICIIRBEREZRDOHLD)

c B, Big. DRGE ISP EFEEEERENHS 2
(BRELT. ENENDRBHRERICIDERZROHLD)

d . BRE. DBGEICEERERENHS. HAIVEBIEERNDLETHD 4
(BRELT. ENENDREHZOHETLEZDHHID)

VI EFEOBIL- NGB EDRKR(UTOHEMSNT AN DEREIRT D)

a BILEENTHE 0

b [ALHDNEINBE 1

c BEEEOZ(THEINBE 2

d 4SGFERSILE 4
BEE
I MVIETOEFHERUHRE REDLICREFTFEERET 5.
(MAEDEEMN1DOTEHDHE 2P
(2)2E U LEDEBEAHY . hOMALE-RAHMN6RULEDISE 2P
(B MAL-SRENI-6 ADGE PEE
(A)MAL-ERgN0-2R5DGEE BRE

WAL YE J OVEE BSOS 1236 1T 5 HEHIH

1. JBAZENICA WD AR, MAEFT RAICE LT, BB LICHBROHERZ2VEAITIE, W
MO O L DE AN THZE LI X2 (72720, YR OE &2 R T ERIERE CH - T, i
RATREZR B DIZIR D),

2. IR T D EIEE SISOV T, MU R EFHERD T CTIREMTHhIL TV HIREETH
ST, FFEBEOBENRWGEA, BT 6 A M TRLEVIREZ EMMAHNT25 2 & &35,

3. ¥, EROREN FRROBEEEHFET—EU RIZEY LRWE TH L8, @R ER A ks
L2 ERBERLDIZONWTIE, EREROMRET D,
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