17 ZRMEMRAE

1. #§}E

% R ZEHAE (multiple system atrophy:MSA) [XECEHA (30 R LARE . £<IF 40 &% LABR) (CHEAEL . fHE
FHMIZIEHEMEEA )T T RO UTICRBIELIza O XILA U ETEL., EITHEOMEE MR %EE
RKITHEEBETHD. EISRNBADERNNNEEBRATHDIEDIEA)—THE/INKNEMRIE
(olivopontocerebellar atrophy:OPCA) . IN—F V=X LTHBALD 1T E AR B LT M IE (striato—nigral
degeneration: SND) ., Z L CHFICEILHIEMELGE BEMEREZTDEETHALDIE v/ -FL—H—IE
BEHLBERDREZFIHVDIFINTEZ, WIThEETTEIENLZRERITIEEL TSI L, EHIRZHY
THNBL/NRDEBOCREAOREZOMENRDOoN, M OHBRELLBLTNSIENGE R
MEMELHBMINDSLIITH o, MEK EERERELT, BRI/ EEFALFIRICIID MSA-C
(MSA with predominant cerebellar ataxia) EEZWTEFZ/S—F 2 EIRDBI=IZILD MSA-P(MSA with
predominant parkinsonism) [CKBl&EN 5, ZHld& 4. OPCA, SND [Z5%2 9 %, MSA-C & MSA-P D L3
FEICES>TRED, KIBTIE MSA-C A ZL FRKTIE MSA-P NEWNELVSHELH D, MERICEE
HIREREESIZEN SN,

2. FRA
MSA [F/MYEE . B, A1) —T . REAK. RE. N OHHOBRHEXICMA TR EES
HLLowmEREOEE. AT ToRnJUTHRERNOFRBIELIza o XILIoMEHH AR
U7 HRERNH AL GCD ZRHMET 5. MIEMIRERCT )7 - #RHRZANICLHEARLARLND,
FEAERMREBTHASN. C<ENICKERARENRoN ., ED—ATIHEEFEESRESN TS,
R RERFICOVDTHAKPCEGEREZF AN ICHENEDH SN TLEA, £+ (CIXAERS
NTLVELY,

3. fEK

MSA-C [E#ERICI3 R B M/ MNZEHEAE & D R FI AT I Z RSN KEFFEEDEBRANEETH D,
MSA-P [Xf734HI. e, ZERFBBELEDNA—F Y X LDNHEBLIYRELNDIDT, /S—FVY
REDERNEET S HAEOSVEEMREMRELTL, BIENTECERES. Pi2ES (BH).
FIREE . KFEZELENDH D TET NEFERF OB OCETRLEDFREETHY ., REHHS
EIMTROONDEIENDH D, FREZEDREELTERNEEETLN MO TS, IR FEDEEIC
£B1DLHIDTREYVMLTLRARAENHYBILITEELTHANDLETH S, BEHREE T
HELTHEEZRBLTL, MNRERO/NA—F VX LBREMD RREEDEBEERISE L. thDE
BLOBANEET 5,

MSA [XEBERD X #& CT 4> MRI T, /M., 18 FIZES) D EE+ LM BN SEH S, COERFL
HZBIZIE T BAEGR KRN ERTHD, -, T2 BAEGKFERIZT, LLEMENSIERERIZ+
FROBES (+FHA2) MNRHOSESELNRHONS, ChHDFTRIL. ZEBMEEN S,

_‘I_


TCUWO
テキストボックス
別紙１



WRDEREOEIAB I LDFRIMIBOERRD T2 BES. HREMDEFESILLEELIEDHLN
%o

4. BEE

N—F VY IERRHEEE . A—F OV RESNIICEHIRREEEDNTHLD THEE
AAHDMEEH D LHL MSA TIEBREADNERTED T, /IS—F O VYIRICEHERTAEDRITZLLY,
Fiz. BEHRERO/DMNRTEN MO TEEZIZE, TAENOREREEITS, FRESTICIEE
REMBEBRSELGCEOHMAERT. REVMZLELT HHEENHL. BTEENSELLEETE
BHABEELRLIELZE N UNE)T—2av 3B TUWSESHEEDEH. #IFICEMTHYBIBHMIZ
HH. BEEFLIXRLTERLZVIZHELZEEZDVLTLELEAIENKRUITH S, IN\TUR, HITHE.
8% AD ADLIZRSTUNEYT—2av A= a—5 O BENH D, UNEYT—avOHRIE. BT #H
HLIESHFRT B,

5. F&

WFNOREICEVNTL, BBEHIT/DEIER. N—F V=X L, BEHEEZIEEL., So12H#
ERBBIREFESIENZ WV ERELARELTETHEICEET S, HEHNETD 230 AOBEEERNREL:
MRBERCTIE. TNTNPRELLTHRERFHNSETESFEA. N8FETEAKKE LAY, BHE
MIFOFERELHEIN TS,

O EHOHECLELEE

1. BER(FHAEEERZHEILRFER
10,808 A

2. RIRDWHE
B

3. MRHEREAE
RFEL ARIGHUERITELY)

4. READEE
WE (ETHICIEET D)

5. ZME#E
HY

6. EEENE
modified Rankin Scale (mRS) . BE-XE&E. RO ZTNETNOFHER7—ILZRAWLT, WFRHH3LULEE
HRET D,

O 1F#ki=#tT
DEB)KREDERKE, BE QOL DR LICEY SR
MRAKRE HBEXKFMARR R NEHFE
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<EOBREZE>
FTELBEERICEDE. BRERMIZ MSA-P, £ LLIE MSA-C [ZTH 5T 5,
Definite & Probable Z3x{%R &9 5, %1

A. AR 30 BMECADRE TREEN L, ETHEORBERT L

B. HHIERRAT R
1. UTDa. ZiEf=L.b. c. DLWTFhbhEHE=F &

a. LD (7) (1) () DIk EB1DZRBHBHE
(7) 100 mL LA EDHERIEFZIREZERDHDHRIES
(1) UhEMREEEX2
(7o) PR IR 2 37 P4 B I E GR2 3T 8 X[ head-up tilt SXER T3 LIAIZUFERAME 20 mmHg X[

YRAREAME 10 mmHg LA ED T&E)
b. L-RNAFRIGEHEXZD/IA—F Y Z X LXKAERDHD
c. MNMFEIREE (HITRIA. MEREER KR, NNEBEEE. MNERKEREET D> DHEL2
D) ZRHD

2. LTDa. b. c. DLZFIM2DFFHI-FT L

a. LTDT) () ()D& 12%RHBIE
(7) FBRREHESHREE (FEREXEHELY)
(1) tBMREZEX2
() #BIL%OMERTGEL % XIE head-up tilt FREET 10 2 ARIZIRFEEAME 20 mmHg X%k

sREAME 10 mmHg L ED TF%)

b. N—FYZXLXA4%EEDHD

c. IMNNFEIREE CHITRIA. MEREER KR, NNEBEEE. MNERKERES D55 DEEDT
D) ZRHD

C. XIFWIERIRAT R
1. XBHMEEMA
a. BEERFBENSIELUNDRETHEST
b. EBEEKFEENSIFEUNDTEENSEEDLRBARHEEE
c. MREDCRAXRCTHIEL L-RIATHERIIIBES ZEHFHC AT
d. BEERRBENSIFELUNDEEDHEFES
e. BEEMERFENSIELURNDEEDHETES
f. fthR B CTIHRBATERLVAE D R — 1%
g. FRAGESFHIO—X RO R0 X TEENRFREL
h. Z2RE (SHEROFIE - BIfE . camptocormia, Pisa fE{ZE. F 2 D)
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2. XHEHIIEEBATR
i. Stridor IRKMEMRIS (MREESRIRE TOMKEBEDBRNANHEREIND)
i. Inspiratory sighs ZELVIRR
k. FRDAT-SLER
|. FNFEPETE (probable MSA M ETDIMEIZIL 60 MAFDIHS)
m. RELEEL

D. MRIFTR: 1.5 T XI& 3.0 T MRIIZKY FREEDDHELEL1DERDHIL

-MSA-P

a. R DOEMRE T2 BAEBL LI ERFAEBG TORILFEDOEM, LUIE, /M. 45,
INE DULNF D EHE

b. “Hot cross bun” sign:#&IZ#115 T2 SAAEZRTO+FEEES
c. W RITH /MK diffusivity TRENBED IS (A H T L DIRERIR S E)

*MSA-C
a. k. UL, f/MEED. BULThh DEHE
b. “Hot cross bun” sign:#&IZ#115 T2 SAAEZRTO+FEEES
c. HFERD diffusivity JEELRED M (& 1+ L DILERHSE)

¥ MSA-C [ZH 15 /MBI O EHEC /N OILE BED M (T th D /MUK FETERONSFAR
DT=HZ B OIRBIZAZSAR

E. SAl9 NSER-FIR
1. FAREVEBRICH T SREMA DFHRMNGA BT RIG
CIRERK
CERCHMSOZEAGELCEHIBNNOLEE L, REHORTERAES
- RIEMNOIELINDEYIZ LN REED LR
- RIEMSIFLIR DR
. FTEZEDHZEERE. RISEEYYH—FDEE
 MhDREETEY D MRI AT R GEfTIER TR, SRMBILE, MES/ A—F V=X A,
Z DD /NxFRELRE)

N O o~ WD

F. #RIE2 kT
LUTOEEERNTES,
BEMEES. EBAH. N —FoVUXLEEIEFRIL. BEEOERETHRALSHiEE (RE M/
AN EMRE . BB/ N EAE . ZRM/DMKKRFRE. /S —F VR, KINREE R EME. #
TR EERE L)

<sgMohTI)—>
Definite: ARUB®D 1%L, CDI6 01K E1L2D%3EH . DEFHT-L. ERUFFRS TES
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Probable: AR UB®M2%iiE-L. COS>E6074EH1D, LLLIIDER S . ERUFZERRYTES

<&EZLIE>
X1 BHEEDOHERICDONT
AEMBESTHRDOBEIIN T IERFICETLEE (HRE) ICHTHETHROZMEENEL
TWAIEEH A KD FELRHFRIC Definite, Probable &9 %,
AREHE D Definite, Probable [&. -55&ZE& % MDS E#E (Mov Disord. 2022 Jun:37(6):1131-1148) [Z
H1T5 Clinically established MSA. Clinically probable MSA [ZEE#LL DD, SHIZAFIDZEFIZHHE.
BEEB MRI TR % Probable FZMTEEIZHARATZLD,
X2 YNEMREE  REBBREELGLUICUEREHEITHELGIREZEDHRZ ., BRFMOREGEFMERMG
DREADBNADBE,
X3 L-R/ARIEHE RETHET 5, LI R EM - BAMHITIECT L-F/3&XK 1000 mg OAETIAAM
BELTH. EFEDOZE T MDS-UPDRS A 30%KRFEDHREICEEFDILDEERINDS,
¥4 N—F2YZXLi:MDS-UPDRS MICFEHLTHAFZZRAVTEMEIHIBL -, EBNERIE + HH5RRI
RIFIREDFE,

<EEERE>
modified Rankin Scale (mRS) ., BE - X&. FIROZNZENDFHRAT—ILEBWNT, WTFAMA L EEHFR
&9 %,

H A fmodified Rankin Scale (mRS) $I| E B #E =

modified Rankin Scale

BEICTRER

EEERALEL

BRERRUMEBIRAKICTIVRETH
%

FEIRIEH > THLEALHLIEE (F7L):
BEDEDHOERITAS

AEERRUME SRS HH . Fik LA
MBATO T HEOEBIHIRIL LR
5%

BEDEE:

RIELRIDFENE TITADDITTIEAL
MN.BoOEORYDZEITNBILZLIZITA
%

RIE LRI DT> T EOFHIHIR
FH5HMN, BEEFIBILTLHRETH
%

hEEDEE:
ASHhDNENEREET BN, HITIEN B
LIZITZ%

BV AR EHBEAER AL HRES
FNBELELTIN. BEST.BE. &
FELGHDME FMMLGEIZEINBEREL
LIELVREETH D

PEENMEEDES:
HITOFERHERIZIEINAINBETHD

BESIT. BE. BELGHOHRE. MMLE
EICINBIZERBELT DA, Fiha &L
DEELGWRETHS
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5 | EEDOEE: BISEIDNBELEETDRETHD
BrEY, RERE BITNELRTFYELE
&I B
6 | B

A AR EE R &R

BE-XEWN

JEIRTEL .

CBICOES. BEBENECELRVVREDEERLH LN, HREE - BEEBICKELL,
. BYHMEOIXRC. BERDEENDTIRELELT S,

- BE-RBERIEOHDNTBEET S,

- FEBMR SRR OMREEMMBERE. ROBIRRELGE) ZLEET D,

- 2EMICEROMREERIKELTNS,

a ~» 0N =2 O

L% (R)

JEIRTEL .

EEDETLEEDMRITH LN, HRETFE- BEETFIZKELL,
FREZD-OICEEDRUNGE DERLHD,

FFIRAER D EEER D5 (T2 5. HAWTEBAREDBEEFHETEINNELD,
IERDOES|HEHNEERAG[MHEEEFANBE,
JEVRHANIRENTRIAEEERANDE,

N S

KW EE K O HIEE B OISR 5 HE

1. BWHZEHICHOWSEERER, MAR ST L T, 2R LICEEOREN 2 WEHAICIE, W
OO DZHNTHZ L2 (7272 L, MELEHR ORI & < RARIERE Th - T,
RARER B DIZIR D),

2. IREFIATE BT D EIEEASBIC OV T, MUREFIERO T TIERMTOIL TV HRETH
ST, HE6 2 HH TR bEBEWVREZEMIHEETZ2 L 232,

3. B, SEROBEN FEOEREE NS T EL EICEYS L nE Th 20, B ER LT 5
ZERMER L DIZONWTIE, EERERONGET D,

E‘i—



18 Ho/MNE I4E (2 RMEMREERRS)

1. =
HFH/NNEMES L EBRAHLIVITEETFHEE EEKREL. REAM, BEE., hE. EE.XE
FORZ.FH MERE. BEREHEREFICISBNVEREDORIITH S EIRIELMHAEEITKAEISN
%,

SEREIZIF/N N DEEN KR FEIRH D VTEERBREEZERET D, WT L /MRAERD A HE 3L
DHO FFEMKE) & NRUNDIRE RN BIL D30 (ZRFEEER) ICKFISh D, BHEEEE
D—EHTHRUEDEFNRAEBZEZTTLONH D, AL BERETEDOEERFELTEHETIESE
BEICBOTIE, BRERMICESE S FEZ TERST HFRE () L O RFEZOEZEZHIRE (8
BE)IZRAIEN S,

2. &R

FRE 15 FONHEEKFICETIRERVRERFICEHT MR (HRRRE AR TORFTE
RTIE., FEH/NNEMIED 67.2%M T IIFEME 1T, 27% M T R EKEHEEEME]. 1.8%MNE LA KB
B FYUDNTZD M EME X FE I TH T,

MEEDEDDRKEHIIZZRMEBETHY. TOFHMEIZRMERENEREZSBINTL, EY
DUNEIEIRDAD B I DR EM/NNEMRBETHY. 73—, Y. BE. KE. MEEELGL2LD
2REDIMNMELTEEDEANEETHD,

BIEEOGEE. ZATERBARBELEGETHS. PBOEZEBABEERMLE. FNIC X 2EKE
EHEDLDONFET D, CD56. ENETHEENBLEGEEH/NNEE ML, SCA3 (B fE/MxKLER
fE3E, YL ¥R -2atT7%F). SCA6, SCA31, DRPLA (B K ¥ R %R B BREMEIE) TH D,

BAMEEIRMED SCA1.2.3.6. 7,17, DRPLA Tl [REEGFOERMEIZETSH CAG £LVHIEE
DRYBELEINNEREIZHETHEICKYRIET D, CAG #BYRLERSIIE, 7I/ERELTIET ILAID L
5510 NEIFEREICHRRELEZVTWLASVENRRERTHEEEZOND ICRRICT LISV EOREE
BRERTNUFULR. BREREREMBELHE T, RUTILIIVHFELBIIND,

Fr-. BBIEEIRMED SCA8, 10, 31, 36, BEHEGRMED CANVAS UMt EBIKH - —a—0ONF—- &
AR SHEKAEIRR) (LB EFDEMREECHDHI3~61EHBYELEFIDERELEKRICE>TETS,
fE55 X BAEIRELEERFEIREE (FXTAS) LEIGDEF CTRELSEER T, EBXREEZET S, INb
DEBEE. TFEMRVE—MFIELFIEN . BYIRLEII DA HIESTSN RNA L TREERIT
LEZLNTWLS,

— 7. RYBRLEITRLGK BEFORERORKGEDHNERETREELIERELEHRATEINT-,
FAMEEIRTED SCAS, 14, 15, B EEMDOIIRKEESRITEETIILISVIEZ S R HMEEE K FE
BENZDHITHD, COFICHEINDIERIEZHHY . SHRBEZLZIENTFEIND,
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Oz, REEISEESRAERZET HREHRINH D, BE. FH/NNEREDOHARILEA TS
DRIFOETEL TEHRABMAEEDRARICOLEN BRERF (ETELZASMIHES>TULVEN, 8.
SRAVRYTREOCTVF VB TIIER/ DR EAELERRZ M EN A ENHLH-OIREET 5,

3. fEK

IR TR AAEIRZE AL T HH. (T HERERISRE S LIRSS, BEEEHEO SR/ MNES
FEIL, EIRADEIRICIRB T 28 (M /NNE) & /R—F V=X L REHRES . #ARERY
EEEHTHE(ZRMEFTE) ICERRMICKAISNS, MEHEOKE DL, AIHRLI-&S5122 R EMRE
EETHAHH ., BYHLHF/NNE DR E /MU EBETH D, BEHEGHEDOZIILRHEETE THY. &
REZEZHSEENHD —MRMINEEIRICRBETEEDOANFEITRL, £z SCA6 LREFRMEM
RIVELGETIEBED—BEDIBELEMRERDDHEENHD, SCAT [FHEEFEBMEMLHEIENELN,
DRPLA DEEREFIEHETHIAIO—IXRTANADIKEREES S, REREDORZVMERIZRL. Eix
FHBREEZTIBEE. BHEGEHERREOBEEEARANORERNRRKEDCMGEILEELEE5X 5L
b AFICT TR LFRALRENDLETH D,

4. BEE

P NNE T, DN EEEN R IR IS L TH SR HEYNE)T—av DR HHIEN TR EIN
TWB, NSUR HITRE ELKAD ADL [TR2T2UNEYT—2avAma—%# T BENSH S, J/N\E
DT—2av ORI BT ERLLIESEHRT 5,

EWEEELTIL., KRER SIS BRIRRIBAILED RERILEY (TRH) X TRH FEEAEHR
%,

REBESEDERICHLUTRENICHEDLNLERINH D, BREFHEZ(CHTHERAFLFY . RE
REMEDRTER. OFVERIZHT 27 22V FIRELETON D,

RUTIWASUFICBELTIE. RUT WAV ERIEETNAFEEZ RIZTEAE CHMAMET 54—
TUbELTZABEDORARERNEALNTNEN . MAEDEZA, HUMHEMFBHAIN LD IELLY,

5. %t
F&ITBRIZEYREKELS, T=RUST LA URITEFOEGFROEELZIT5,

O BE#HIFEICHELEHE

1. BER (DI EEERZIRBITRERER
26,476 A

2. FEFROHHE
THGEEHREIREEND, )

3. HRMLAE
KM (HRAEELL, )

4. REBIDEE
WE




6. EEERNTE
modified Rankin Scale (mRS) . B -X&E. FRODZTNZNDIFFHER T —ILEFRANT. WTFhhHN3LUEE

HRET D,

O fAEHT

DEERIEDERKE, BE QOL DA LIZEY HHEIL
MRAKRE HBEKXKFMARR ZR NEHFE



<EEREE>
Definite & Probable X% &9 5,

A. BRERIEIX - #2368 - RIREE
1. BR/DMNEMECEHT HERLLIIEE N REICE BT DEERLH D,
a. BHE/MUNEMEE : LT O/ EE KRERHD
Rk, NERFES. KFEGSHDOE)ST. FlST. BEROBEEES . SRR, H—XE
TREBRREE . Romberg H{R) G &
b. M FE B TROEMEEEIHNET . Hb—XXTTHE (EHE). 70— R BRI TTE. FHIR
5.HHETLHEEZRDD,
2. RRICHRELBRFRETETHS.
3. RRN(FE1-3EEHEB) ITEENEEN D,
F1EERE BEHOWER. Fi. 7
F2EARE BEOHERE. BL. B ®R. B &
FEIEARE BEDGHERE, L&l

B. BEIf#IREFR
BEER CT HLLLIXEEER MRI AR E T, /MDD EHaZ 2D 5.

C. IREZHRE
KRR (BE1-8EEHRE) DFEECOVT, HRFRERETREETHHIENEEL TV S,

D. BEFHNRE
UTOWIhhERT=T,
1. RN LT ORBOREBEFORIN)T U HD,
2. RRA(F1-3EEHE) DFEREIC. UTORBEDOREEEF ORI/ AT U H S,
SCAT1, SCA2, SCA3, SCA6, SCA17, SCA27B, SCA31, FXTAS, DRPLA, CANVAS #i&

E. $i7I52
1. BR/NMKEMRET, TEEOFEEZLTHET,
LITRICKRY. /M- e FZEE . METEEBIRIE . IEE M EEN KR, MERESHEBRAE. &
FETEEBNVRIRE . EEBEEBRTE. KB EBRAE. PHEHEBRAELRINTESD,

a. EfRHZE (BEER CT. BEER MRI, SPECT #&RE. PET #&E) T/MNKFELEHRALS S GHLE, EM
M. REMERELEL,

b. (AEER CT CEBIRIREZHRALIDEHEERENLY,

c. EBRIERZHRALSIDFRIREEILY,

d. ZILa—)LHE/NREE TIEALY,

e. BHRIERZEHRBALSDEARI B1,B12, E, i, EBEEEHIEL,

_10_



f. Tz ANAZRY —)LIGE TR D ERITE/MNFEE TR,

g. RNERRREZRITLIGEE. EEE. HROZHLIBMALLY,

h. ZDfth, 2 RFEMAE . —RME/DKKRAE (KOEESE. BE. RS, HE. RIEME. BCR
BUEELGE)ERBT HIRERRERHEL,

2. BHEXRKE T, TROFEEZETHET,
CHICKY, - BHROLEREE . SMEEEHRES. EETEHES . HTLV-1 BESHE. BB =2
—ANF—  REMHEHES . KB EHES ., pSHEEHESEHRNTES,
. EMEREICTERICESEELI LGV, LI BEOEETEEXMHREANDEZENBENTH S,
b. & T HTLV-1 JiADEHETH D,
. MIFTHBREBHEBNERETHS.
. T DM, ZRMEEME FRE (K- ERLEREE. RSB, pHEE. REE. BECRERKRELGE)E
T AREMRZRDLL,

o

0

o

<gHohTIN—>
Definite: AD 1 R U 2%if-L. CHLLLIIDZE# =T
Probable1: (BHE/NNEME) AD1~3ZF2THzL. M DED1ZEHE-T
Probable2: (BRE/MNNEMIE) AD1ELE2RUBZEMmIZL. M DED1EHE =T
Probable3 : (FEMEXIFRE) AD1ELE2RUVED 2% =T

<EEERE>
modified Rankin Scale (mRS) ., BE - X&. FIROZNZENDFIERAT—ILEBWNT, WTFAMA L EEHER
&9 %,

H A fmodified Rankin Scale (mRS) $I| E B #E =

modified Rankin Scale SEICTRER
0 | &EEEMLGL BRERRUVMEBIELS£IZELVKETH
%
1 | EREHOTELHALIGRES LGN BREERECMEHIZILHHH . FAE LLAT
AEDEDHOFEITITZS MITO T AOTEENZHIBR TR VKR
THb
2 | REOREE: FEAE LRI DT o TV =B OFFHICHIR

FRELIFIOFIENETITASDITTELGL | FHEHM. BEAFFBEILTWAHIRETH
N BROEOEYDIEFNBIGLIZITR | b

%)

3 | HEEDESE: BN EHBEAER AL HRES
RO DHNELEET HH. HTENG | ENMELELTIN. BEST.BE. &
LIZITAD
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LZLVKREETH D

ELGH DR ML EICI N BIZREL

4 | PEEMEEDOES:
HITOFRHERIZIININBETHD

MEELGVVRETHS

BEST.BE. BELGAHOH#RE. MLEA
EIZFINBIERBELT DA, Fika i EIE

5 | EENEE:

3]

B=EY, KB, B

NEERTFUVELE

BICHEIDNBELELT HIRETHS

6 |

B A2 2 AR

BE-XEWN)

o ks @ N =20

FEIR7EL o

KO E 5. BEFENELRVEEDERMNHHA . HEEF - BEEFITKEL,
. BYHMEOIXRC. BERDEENDIRELELT S,

- BE-RBERIEOHDNBEET S,

ABNMZSER OMREEMBERE., POBIRRELGE) ZLEET D,
EEMICEROMNRBERIEKELTND,

L% (R)

F“PF*’!\’.—‘.O

>’<

FEIR7EL o

EEDETLEDAHREIH LA, HE4EE - BEEFICKELL,
FREZD-OICEEDRUNGE DERLHD,
FEIRFEIRDEER DI FI12755 . HAWIEBRALGEDBEEFHETRINAELS,
ﬂéP‘@'&?;l%éL\(iF‘aﬁkE’]&?@—nﬁﬁt FEFRANDE,
EVRS AV SR GH TR EEERRANDE,

Lﬁﬁéﬁﬁf}if F£43

. IRA W WD RR

PRAEREZR B DIZR D,

- IRRBRRRICRIT S

P DS

B2 EHFEERA

SEAR. BRAEAT RAEICEI LT, W FICREBOEN 2 WEEAIZIE, W
h®ﬁ%®%@%%hf%%bﬁiﬁw(kﬁb\%@%W@ﬁ TR RRRIEREE TH - T, W

)o

B FEIZ VLT

2T, HIL 6 2 H R T b EIRE b%[ﬁfﬁ##ﬂﬁﬁ“%)_& E9 %,

L RBL EROREN E

FLOO EIEJE 5y

FHETEUREITEY LW ETH D0,

ZERNMBLIR L DIZHONWTI, EEREBRORGET 5,

12 -

YRR E O T TIHRRMT O TV SRR

S SUANERY e s Tar B



33 ALY VIR ILIEREE

1. #§}E
227V - XU R)VIEEEE (Schwartz—Jampel syndrome:SJS) [E., Bl& . REEXBMHREIELMS
N SAPZTERER - REBREZHEIEGHERTHL AR TFRIILBMERIFTHLIN. HREED
[CHEEZFBENEFTINSGI LN H S, EEHOEERO-OERITF/NELGY | OF RS-
BEREET S, BREBLLTIESROABEH O EmELENROLND,

SARZTEEFHOMBNENSREEIETH KEBOIA T IMDIF =T HRELTRL L5
HEHI B,

SJS & 1997 £ Giedion I K YERRRE ELT1A, 1B, 2B En -, ZLIRHBREE T 528 (.,
IH7E Tl leukemia inhibitory factor receptor (LIFR) Bz FZEE(Z LD Stuve-Wiedemann JEIZREE &R —I%
BELTRANEN TS, TALT1BIEEEICLDDETHANAELGR 2 ILH# L HWETEEEEZED
T2 - VORIV ET HIEN—RRITH D,

ABTEE-REEENHERLYETLTCROONSEFLBESNTEY . M LOEELGHRRLE
FEABNTND, Tz, FEHIMEHIEMKE RKXEE (dyssegmental dysplasia:DD) DILEERTHSD
Silverman—-Handmaker %! (DDSH) (. ANSUREETOTA T )AL THB/NN—ILHVDTERBIZLY F
ETHIENHMONTIND, EHITIEE, BIER THS Rolland-Desbuquois ! (DDRD) [ZF VT HSPG2 1&
EFEELZFTHEFNBRESN TS, ChOoDEHE NG, SIS 8L HSPG2 BE R R E R L ER
LI=RBEBRARINS LEBET HATREEAREINTIVD,

2. [RR
2000 FERICAY, KEBIEIANNSURBTOTA T VAL THE/A—ILHVEI—FT % HSPG2 BT
DERIZKYELBIENBALI EL Tz, N—ILAV EHBHEAEICEVTTZEFIILIIVIRTI—
TERAESEDOIZEELGHDFTHIIENRIN TS, LML, KEBEDORKEEF OFEMITLH T
DITIEEBRAINTUVEL,

3. fER

AEBIEZLDIGEEERFICITHASHERZZROLGTVD LRHAURICIES R, $5HMAEETR. B
HELGEDEREECHOEBIUEICEDIAN=TERNRLICHLN D, ZLIEH REAETIZE
BEnd, EEROHRIEFIZIFEAZELHY ., B-RERENHERIZETLTEROLNDIGEELH D,

BEEA DO RROI-OEBRIIP/NELGY OFROE-REAKERETET S, HiD B HFHRIMEICL S
FTR=T7EERRELZETHERET 5. AERBETHESNAIA N7 ILHFGEE. £ HICHEL. HERL
TIEF2LLEFIZHE & REINE (complex repetitive discharge) EF SN DFFHMIFTRZRT S

BFREBLLTIES R, KEHO BN, BHRELENROHONS X BT R CTIERFEH. Bin
ER. BRMERAGENROHONLD ., Bif- BEHRHERBIELLTKEMICEDONS, KBE
BEOELFTEMR, ARBEEETHIENH D,
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4. BEE
BHEQLESAEMETHER L. IRABEEITHEILTLVEL,

5. %%
M PRIILEBUBIFTHSH. HOFRIECEETHEDI=O. BRRE ELHICHEETHELE
EIhBTEDHD, AHHEE LT, /MNRE. BNIE, RIR. RIEGEDBERNASNBITZH, &
O, BREBENLZEDNFHEES ZENH D,

O EHOHEITHELES
1. BEH
100 AR (ARMIZEKD. )
2. RIRDHE
THGEGFEENTEINA TS, )
3. MIRMAERAE
REEIL (RABEDHEILLTLVEL, )
4. REDOEE
DE(RREAICAEEZHELIEETEIND,)
5. A%
HY (BARAEREFRXRWNEHEFZRERE,)
6. EREENE
Barthel Index ZFHL\T, 85 MU TERRET S,

O fA#EHT
[F DA HERICET HRAETHRIL
PHRARE RAXKFRZFREFRARMGEARE &R FAES
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<EEEE>
Definite. Probable Zx{& &9 %,

A EEfFRR

A-1. BEZSTUIF =7 XIIEHHRNHINEEEDD
ERRRRICSA =T HRR (FRERR) 2205
AR & A D URMEIZ K BRI/ EEED D
OO LD OEROE-RIEE LD,

A-2. LTOWT NI DEREEEZRDD
-EER
- KEAET O JE Hh 7
- 1N ER
-BHERE

B. REMR
B-1. #H BRI TERMNTERMEEREMEZED
(B% BRIETHHINCRER T OHE &:71' F=—HETHD,)
B-2. BARDRERBFT/N—IAVEVNVEORIBRIZFRETZEDS
(%  HRE R IXHREOR/NTE ., AERIBEFRRERNGIANNTF—HARELS BOX
INFRIFEICRAT1RMEICROEND, )

C. BinFHRE
HSPG2 (IN\—I)VHh) BInFIZERFZDH D,

<gHohTI)—>

Definite1:A-1XI&B-1, M DA-2%F&. MATB-2XILCERH
Definite2: A-1X(¥B-1%& . 2 TB- leicé; H5,
Definite3: A-2% 3R . IMATB-2X [LC%:2

Probable: A-1X [EB-1%52&. X TA- 2%_;; é

<ZEHHE>
RIEITHDE, ZLFBRMEFTIZRAI NS FEROERIEFIZFBEAZELHY . B - REEELSFHEIR

[CRTITDENH D, NETHHHERRENRERBTISS N H S50, BRATERVEGFHIIRE
DBWICERELLGD,
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<EEESE>

¥ BERY T : Barthel Index
85 MUTERRET S,

IS R
Bi. BPEGEDEERF . REMNRRERNIZENEZD 10
1 BE BANB (BIZIEL BT EU>THAKLTEHSD) 5
==V :l
BHEF | Bi.IL—F. UL AFOBELED (HTEILED) 15
» HoRy | BEEDOEANMBIXIEREETD 10
FAD | EHZLIFATRETHAMIZIE LB 5
% =B dEE NG 0
B CGEm., B2, \mEE., OIT4H1Y) 5
3 ER
A MBI IEA AT RE 0
B (KIRDIEE. RIEREET . R—2T L EHRLEEFEALTLDIEEIEE 0
A FMLE | DEELED)
£ BANE, AEX A5, KR, RIBKRICNIZET D 5
ENHXIET T8 0
. BiL 5
5 A&
A MBI XTI RE 0
45m DL EDHAT, MER (EiFF. HTHEEROOEROFEIEHLT 15
6 B 45m UL LD BYSIT. HITHRDOERZED 10
SITRREDEE . ERFIZT 45m LI EDIRIETTAE
EzEUs
Bi. FIVLGEDERADGHEEIIRE O 10
REER R
7 TRIXIEEEREET D
&
THe
B, #. 7R FT—  EEDOEREZET 10
8 BJBEZ |MHNE.EEMGHREN., FLLUEFESTITAS
LE2LIst
BeED | RELGL. wha. LEORIRVOLETRE 10
9 JbA— | LFITKREHY. whE. LEOTKEWVICHTIZEETHELET
L LE2LS
BERO | REAGL, IRFRDERIRLE ATRE 10
10 vhO— | EEITREHY . WRBOBBWVICNBIZETLHELED
L LE2LS
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KW K OV FEE OIS 2381 5 B

1. WA ZWICHW D EERIER, AT REICRE L T, 2WTEE RICREBROBER RWGEITIE, W
NOFREHIO S DOZHNTHAE LI AR (7272 L, YR OFE 2~ RIERE Th > T,
FATEER B DITIR D, ),

2. 1REBRMEIRIC BT 2 EIEE D FHICOWTCIE, MU R EFEEIEO T TIHRENMTOIL TV A IREE
ST, E6 A TR bEWVREBZEMPEETZ2 L T2,

3. B, SEROBEN FRROEEE S C—EU EICHEY LERWETH L0, mEERERZ T 5
TERRER B DIZONTIL, EREMRONGET 5,
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34 MIRIRMEIEE

O HM=

1.

BZE
IR R HEAESE 18 (neurofibromatosis typel :NF1, LU T INDERE) 1§, A7z A L B HiRiaiE
EEzEHEL. BB, #ER. BB HILE)GEICZELEEREZET HSBMETHY . BEREAMDIE
HEIRERETHD,
HIR LR HEREAE 28! (neurofibromatosis type2:NF2) (&, MHAITEIZR AT D FEMIZHEIE (RIEMRHIE) %
FHEL, TDOMDOHBERER NERUVEHHEZHE. HIEE. EHLKE) CRERE(RTOERAD
RIEHZHIE. AR . BRE(EFHENE)ZET5EX2BARMOBEMEREETHD,

2. [fRAE

R REEE 1 HORRERFIE 17 BREERB (17911.2) [TZEL. TOEEFEMIE=2—0T
17 BXY (neurofibromin) EFE (L4, Ras A DHEEEZ HilHIL THIRRIEFE OHIRASEZINHI T HI&ITLY.
BB OFKELIBBEEIGITEHEEZILNTINS, NF1 BIEFICEE(GRI/NI TR R L= iR RHE
fE 18 TIE. RAS DIEEHIAFHEE D18 . RAS/MAPK 2R D iE ML & PISK/AKT R ERDEMEIEZ £,
HRRHEEZIILOHEL. ZTEDRELTELLHEERSIN TS, LHL, EFLLMERBIZCDOWTIETRALG R
LELY,

AEREEE2EOFEEEGTFILE 22 2EKRD 22912 (CHEEL. COEGRFMEYEIEBEIR
merlin (X[ schwannomin) &8 {1 T5MTLVS, merlin (XFEBINFIRFELTECEEZEZ LN TS, HiE
R EE 2R TIE, merlin DBEEFIZEENEL., IEEX merlin M TELRW=OIZRIET 5, BERIZ, #
RIS EE 2R LS O — RO IR HIE - HIENE - TR L KRIEGLE TE merlin DEBEGFICEENR DM
TW%,

3. fEK

1) R IRAMEEE 1 2 (3. LT OERTHHET S,

NI ALR—RBETEYENVDLGVBTHY., BIERVNIILIO—E—EBNSEVNERIZCESET
AT, BRIANICEDRRIEIALNGED, BITEAEOLONZL, AAEFFUT:
BOMEEHEEEL TS, /INRTIEE 05em UL, A TIER 1.5cm LI EFRAEL
EROR

-HEREE-REOMRREEIREFHEIVEEICZRT 5, O, RTHLRIICEIR@E
#R 14 fZ (plexiform neurofibroma) < K 48 ## #2 A O # % #8 #f & (nodular plexiform
neurofibroma) . INE A D IR HRHENE (diffuse plexiform neurofibroma) > &b BT
E1LH5, BEREEHERHES IREHENOKETIABETEED 10%EEICE
Cb.

- Z D DFENR:

RERE —£NHEERK. KEOBER. BN, EEHERANFE. FEMHBFRRLLE,
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BRE-BEEE-EETOERE OREOER -RHUEH. S -WBOERLE,
ARRZE — 4152/ & EfT (Lisch nodule) . fRAB(ERERICELCD)BELRE,

INEIES — EMatE2MiaiE. EHERLLE.

Z Dt unidentified bright object (UBO) . ;H 1t &Rl B fE#5 (gastrointestinal stromal tumor: GIST) . 5
BHEE. BEREGERES. REMFEE. TERN- Z8E. BRARARIN LIELGEL#H
bnd,

HERHEE1ZOZHORA UL T, A7 A LB ERBRRERAAONN LB ILEETH D,
INEBITIEATzA LN AU LHNERENTEDON . RIEEZDMDIERESEICLTEW T S,
=L BHELICEEDZELZ L MABITIEATZA LA MITKWNZEL LD T, Mg
BETRICENT 5. REICIELT, REHRE. MR K SEBRREZIRETT .

2) IR EHEE2R ORIEFEH IR L THSH. 10~20 KORENZ L, MAIDEHZHEINREN
RUTHASID . COMBBOHTRICHBHRENELD, T, TOMO P BEMZERIER L CTHIERE.
EREGELELD, REZSUVMER (S, BEEHEICKIYRE - 5o DF T, EHARHEICILIFRED
LUN-HMBET-RABETH, T0MIC, 3555, EEEHEHRE. BEOLUN ., SITES O/ RETR.
B8 FERE. GNEES. MTESOBEESTLELEITLLH DS,

BRELLT, EE MR, BHOKRE. REMURENLET, FISER MRI CERNMREFIBE1~2EFE
HMIZITOWENH D, BEERES MRI TIX. AIEMZEHIE - = R EHEZT RO LT 5B M iZHiE,
AR, INENRIRECIRENERLAOND, -, BHEEZ MRITIE, 2RI LEHHTHIELRH
RNiEE (ZUELKBE) AN D, CNODEFIE. REETICREABRILREFSTEEFLILEHD
N ERTEIELHY ARDOFALRHETHS, BOAREBLLTE, METHRIRE, BERIRE.
FEMNS RICREZIT I MALANILEAIEREHREORESEIL T LLEEEY . RBFFEDIL
PRICELETEHIELH S BRMICIEBNEREBERNEELITI. EFEERNE. B TH posterior
capsular/subcapsular cataract [£. 80% EEEIZEONT-LTHHELH D,

4. aEik
1) PRAE AR AE A AE 1 2
(1) R
HNERDOBEENERNEERLORBBELIEATRATNS, LOIL. REDLIA, RN ETE
[SHRSESIDBRDABEIIEV O, FLITIEC THREREZT.
(2) PRiEHRHE N
S DB RMIE I AREF LI IEBITHLT. BANAH ALV LETORHBNEREN
ESEL2O NARBUIBRAE 1EIREL S, LD ETNIE. BAHETICURT 5. #8Z1Th
EL BB TICHRIBRYLIRT 5, DEDILD XM /AVIZ& DU, BERGEAMN. REHXL—
P kBUBRELEEMTH S,
ERMRGHEINETIEECNE ISFTLLENSUIRT 5, Ff-. FMIBELTIE, TESH
EFYMBEEET BFETDESICUIRT B, FMICKDRIEH R E# TREEME DR KBRMERE (1R

_19_



E)TRE EUAFZTIZLHBEREERT H. BUEREHEHES IR OREHIRITZERE &
EEE
(3) ZlgRIRE
hRARRE. BRE. R MIRME. GIST L. BADSRWHBDREICHT HFMNGERED
BEEMTRIIZITO,

2) fRiE iR B E2
BRIZIEFMICLDEZORE EEMBSHRERNMTON S BRYBRE. BEFERIIVFELER
THH, BHEHECOVWTEEEDES YA XLEFRAICELTELZDRRNEESN ., BHE
[SISCIARAHMNERSNG, — RIS, BEI/NSVIBICF MW I NS % 28 mE A2 R E O 7T ge s
(FEL, BEAAEF TEDHARENRLH 5. SABFMOMIZ, HoI—F 170 E DEMMESHRFME/NS
BEBICITEDTHS.

5. Fik

HRRMEE12OEROFRIE—BEIVEVESIN, ZOFTRTHLIEEREHBRHIEZOEHE
(X 10%EETH5.

HRRMEEE2R . BB H - TLAIFLREKRTRBTHILLH LM, FICEEETILESIK
LT 2RICHELEDMBERNETTIIEN DS, MAEARHELEEENESDOREEH
HTELEWEEICE. QOL NELEL. ARMDBKRLEV., BEDHETIX. 5F-10 £-20 FAHFEL
& /285%67%+38% CTH 1=,

O ZHOHEITLELEE

1. BER(FH6EEERZHRELRFER
4,166 A

2. RIRDEE
THGEGFOEELGEEZEHINTLSHFEFMIZAR)

3. NRMTREAE
REEL (FMTIMYTINAGNIELZ VA, IR RMEERE 1 2 TEFMICLERIGH R E# TEEMEDZ K
HRBHEEICH L TR AF I ICKBEAENEREEE LR H D)

4. REOEE
VE(BERES. EOaERELCESHELH D)
HY

6. BIEENEE
IR AR AEAE 122 (L DNB 2 ¥EZ LT, Stage3LLEEXRRET B,
AEREEE2R I RMDOEEE P FEZTRALT, Stage 1L LEZXRET D,
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RS IR B S S U BRI B KL 70 A O SIS A AR TR SCERBIBIL LB E QOL
OO
FEREE RABERERAY KEH %05 HLIEE
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<BMREZE>

1) PR HRMEREAE 1 BY
Definite ZXRET 5,
A. BT ESE
1. 6EULEDATzA LM (BEHFNIRARESmm LLE, ZHLFEIE 15mm LI L)
2. BMEXIIEROEMBIHERBX
3. 2ELILOHRIRMEIE(EDFIATTHLL) RIZTELLE DB IRZRMIE
4. REEERBICELSD) BIE
5. 2@ LR /NMES FIRITIEMBKRE) XIF2@E L L DOIRKIEDEE TS ERS/E RN
RSP HTETERESN ALV BHKFEET)
6. HHEMGERE (BEERATEX2, BREDORINMEI~DER, XTREFDHEE)
7. BI¥AEDEZERHLNSMEBICH T NF1BEFICHEE 50% DA TOEA MK/ TR
1 LU W7 AL BIELIBIHERH DA THNILZEIE NF1 OFREENRILE LA, flstiLTLY

D AEEREDEIBEIEDY . L7E<ED 2 DD BFEMN T A UHRIFEIHEBERBDD>6E60H
(FREAME TR NIEESE,

X2 IRBICRRMEREENHNISIERT EMRFE (LRI LI-ZWHIEB ICIEE5EN,

<gzZWohT3)—>
Definite1 :AD2IE B LA E&imT-9 &
Definite2 : AM2IEE U LZFE -9 HZzt5. AD1IEB U LERH-T&

<EEERE>
Stage3LL EITEZ YT HEDERTRET D,

DNBZT%H AR SMERE

Stage1:D1T#H>T.NOMDBOTHHELD BE-#SEEZFTHIZIZEAEBBLEL
Stage2:D1X[EXD2THH>TN2RUIB2ZEFE

A AL N0)) BE -#tS4EREICREHINEE
Stage3:D3THO>TNOMNDBOTHHED HEAFICEEORELAHY . HESEFL
DREEMNKEL

Stage4 :D3THOTNIRIIBIOWThhE HEEFICHEEORENHY. HESEFE

Stage5:D4. N2, B2 WL\FhhEEHHLD BANEENSET. BEEFTDOXELAK

2LHD EDOEEAKREN

E0
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(B ™
DI BEHLOMOMERMENEET S
D2 EEHIELEMS MO BEEHIBAFET S
D3 EEEE&® THHTEMOMESEIENEES S
(1om BELLEDLDABED T 1000 BELE . D — 8852 KME#EL THEL THELY)
D4 ERMEEUITLL |- L HREEE OEL SIS
RS E RIS O B 5 oY
AR
NO HHEREIRAL
NI R A B OBEER CBER CEEHRADS
N2 EEEH BT MR DR R Y

BRE
B0 BREAL
Bl BEGLLPFEOBFE (FHARELELLLVFRIDEELR)
B2 BEDOBHESY [dystrophic type BLNLFHAMEET A OWALLR BEHHL Lk
B EREOEEOLR - S A, B E KARISHEE KA Dy
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2) iR IR B AE 2 BY
Definite xR ET 5,

<EZHOHTI—>
Definite1: MRI X[& CT THIfAIFS#HIZIE5 (RIREMRMIE) A FET S,
Definite2: (i FEL - RBIMHEDNT WAV RRIREBE2R D LE) AANIZD. RIZOVEFHET S
@ HRMEOREMEES RIEREHE)
@ #MEHE-RRE-HEBE-EEHEREDILNT W28

<EEERE>
Stage 1 LI EEXRET S,
FRIRIEIR
GEEALANL(C )dB
AEEALARJL  70dB LLE 100dB ki HY (1 =)
BEEALAJL 100dB L E HY(27)
EFEALR)L( )dB
EEALAJL  70dB LLE 100dB ki HY (1 =)
EFEALANJL 100dB KA E HY(27)
A iR R
— BRI HY(1R)
i {8 R 9 HY(2:1)
ISR ER (RTRERERZ B T) HY(1R)
— AR EEAEEMNREET HY(1R)
WETEEXIESES HY(2:1)
78 HY(1R)
BRAEE
—{BI %81 HY(2:1)
i {8 5% BR HY(41)
SRR HY(21)
i HY(21)
HEAET HY(1R)
R HY(1R)
EHEREIR
BEERERK HY(21)
= EERER HY(41)
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Score &t AELE HeEFE
StageO 0 [FEAERIREZLY FEAERIREZLY
Stage 1 1 BEOMEHY BEOMEHY
Stage?2 2 BEOREHY zEdHY
Stage3 3 fRE&HY BEEORIEHY
Stage4 4L\ E FEAKELN BEEORIEHY

ST R OV B AV B OIS 2 45 1 5 7 T

1.

IRA RN W D EERIER., AT AT LT, W RICE B OB EN 2 WA I, Wi
NOFFHO L DEHNTHELX 2R (7272 L, YEm okl 2~ ERIERE CTh - T, ik
SRARER L DICIR D, ),

- BRERBAAATE ISR 1T D EIEEE IS DWW T, YR EFRYVERO T TIHREMTOR TV DRETH

- T, HIL6 AR TR b EVIREBZ RN Z & L 95,

LR FERORE D FRROBEIEESHEFE T ELU LIS E LRNWE TH L0, R ERZ kT 5

ZENMEREDIZOWTIR, EREROG LT 5,
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65 AR ES 2R

O #E

1. BE

R FE MR EF 2AEIZEE (PID: primary immunodeficiency) [, ERHIZHRER DT A DERSI IR
DHLIEBDHRMHTHY . ERMIZRENINMETTEHITAX(ADS: ERXUERERLERE) GLED., #
F MR & I 2E (SID: secondary immunodeficiency) ER FllEN 5, [EE SN SR EE HHHa (I Z 1L, §F
FRER. THIRE. BHERR) 72 & DIEFEOEBGLIC K Y500 L DFEEBIZHFEIND,

FERMERETLERFECHEBELLLIDE. BREICHTHERNDETTHS, EEBREO-HEEL
ffiZe. PEX.BE. BEXRGEEZBRYERET, BICEGORREZELSILLHY . D ERXOREICKDEH
B, MRBREOREBICIVIEILREGE DRIBEZZT CL1H D, F-. ZREZEDLLGIVEREDLE
Z<LENBNBEIITRY ., BIELTEXR MR EEESE (El:inborn errors of immunity) ELIEIEN S,

2. [FRA
EAIRERICECERFODEETHD HEDERERETEERFOREEEFAHASNIG
Y, BEE SR RITRIOTND, LA, eGHTISARZEDN—ER, ALR—BHRIEH </ 0Ty
MEDESIT—RHGRERDRBMEICEDERE L, YAV GEISHT HEEHKICEKY., [RFEMK
REFPSERBEERMITDIOITERELDH D,

3. fE4K
FHERIEZEEMETHD, ThHHE . ERERDLEHEHNRELEL, REAFRYET . HBULIIA
BaBEE T DREELRIET DHETHD, EREYTIERENREL T MEENELDILELHD, IF
PERBBECMAEEDERET >R B TITHBEAREN 2 THIRGEOEETIEIMILACER RS
NEWMERAH S,
REZEOSBRDBERELT. UTFISRITREEHRESESELT TSI 10D EIZIALALLNS,
1) 2L CIFIRES CHIL R ERELBRYEL AEENTROERBERRNARLND,
2)1FIZ2E LA LR R ITH D,
) REXILRIEZFKIET Do
4)2E L\ L BEfR 2. BRER, BEBX. MMES. R TRE. BENEELEQFSREEICH,HD D,
S)MEEZRALTE2M AU EREEAERLEL,
6) EfERI B RXERYIRT
VEICARILLE, FERICHMD,
8) 1ML, N ENE. RKEERIE. EE-LHLEZE (WD 1RGNS,
9)BCGIZLZEMERIRIG (BREREE)  BHAILARZAIAILAIZE D%, BIEXEICLSBEEX. EB
DANRIZEHEREMBKBRIERFEICRELIZCENH S,
10) RIEDELY REICREREAE CTRTE T HHE . RRMERERSIEEREEOREELNH D,
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NLDFTRDS>B1 DL EETEFRDSEIE. RRMERETLED A REMEALRONEFEF D ERHIZHE
I . PHICRLTHARELR S - B2 RIEFRDHPIZTHEK AT EE (https://jsiad.org/consultation/) .
CDENT, LR RHICRET DS EDZNVEEES RELSLIE (SCID : severe combined
immunodeficiency) [FBRRITEBEDPLETH D, Ff-. HREMZHHLT . REREBICKLY. BEREN
MK ECE S REENDBEE. BRFE-UOYFHEREICEUL-EBCREEREZETSIEEH
5, SIS . BRI EDRIEMREB A, U/ BHEE (FFRRRE. U/ \FIEXR. REXRGE)ZEE
KHEINIEBELL TR RELEFET D,

ARE

RE-EEEICKYBRENERIND,

BEFITIEI MER. VMWV RAE REREOFHRBRIDNRBTH S, MARZEEHMET DR
RUERETSETE. EHRNGHRIAHIVEETIRAErMEI DT BB OHFEICKYBRELIF
([FFPBITED, IFHPIKIBAIE TIEG-CSFOEMFEENEEINSD,

EERERETSELEDEER T, RHICERCERMICLDEMMIEBENRINSNDS, BE
REERGECHLTIRENFIRNEZEEINSGZEAH D, VThDIHEEDL. EFEICHEKLTHLE
BREFMIRT HENEFELLY,

5. Fi
REVLEEEICEYELDS, BEFTIE. MEEDOPHANRORES DT AR OHIREELES
Y. BEOREEFEEDIIENTES, ThITHL. BEEESRETSELL (E. EnMAREBIEET
DEWNEBE2HR UL ETERTEGL, T, BHAFEELGE T FHARZLTLTH, 30 LIS
BEENEYFRFRELDD T, EMMBEBENIDELLDELHD, EORBELENERETHY.
HEMDBETOZH. AR, BBBREIKYITHS.

O BEHQHEICHELREHE
1. BER(RRMAETRERE T2 — X (PIDJ2)Z 75K : 2026 FF B 1)
1420 A
2. RIFADE
FISEGETFOREICLSN, RFREEIESETHS. RERRNTHOEELZL,
3. HERMLAE A E
KRS GRHEERUE D D . —BBITR T 55 MR RS HE OB E F AR AR A IRE AL, )
4. REOEE
WE (BRI O R BN DR EABE, )
5. B
HY B EEBARTEE£ODMEELHEYICTHET. BABKAEFSITTRE, )
6. EEESE
HERICLPEEESEEAVTHEEL LERERET S,
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O 1EHE#HT
IR REFSERRERVCEEDRAHMEL. BITERKGIBE. SRAMSAUEILICET MR
B AIRARE RREFERFE 2k 2 FEFHRE HIER RERER
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<EBoMREZE>

E R iEFeE S (IUIS: International Union of Immunological Societies) DR FE M RIEAREESBEMAEZEIC
FADEICEL, RRURETERBRVLEZEARHTEL. BITEERARFIBE., SBAFS/UREILIC
B SARMDERLI-BEEEZR D, ZWE. 7 EICKLT. HANEEROLNSEEIZGLT, BEE
EFORFETICEERAETH(EL, BEEFMBRETEREGFIRESNGLIMGE (X, ERRZEHEE
KT D) FZWITH->TIL, BAREF £ B C RIEFEDEFIHEH (https://jsiad.org/consultation/) 73
EZBLT. EMRICHEMRT HEMNEFLLY,

1. REMREFSERBICEFTNLIER (EEREFRSESONFEICETD,)
NEERETLAE
I XEHBEEEERETRIE
I HEEERRE
m 77/ 0773+ —+ (ADA) RiEJE
IV ZA—X*2 (Omenn) SE{E#E
VvV FTVORILATRKRRER)S—E RIBIE
VI CD8XIB4E
VIl ZAP-T0R384E
VIl MHCY 5 RIRI8SE
IX MHCYZRIRAEAE
X IMBIXETIZHBIFR2EDDIEN . EERELLIE
2) B EE AR (R RE
I D4R Yb-F LR YT (Wiskott-Aldrich) i & &
I EMmMENREEEKFE
I FAS—AA2LBAEFLE (Nijmegen breakage) fE{ZEE
IV JJL—L (Bloom) fE{& &
V ICFYE{&ZEE
VI PMS2EEJE
VI RIDDLEfE &R
VII & L4 (Schimke) fE & EE
IX RH—b> (Netherton) fE&EE
X  MORRIERZBL (DiGeorge) FEIEEE . 229112 RKIEIZEE)
XI EIgEfEIREF
X FFROERARBASREZ O RET 24E
Xl £XEAEF2AE
XIV INSXMETIZHBIT5EDDEH ., REFSEFESFRMEIRE
) HMERBESRLEELT DEE
I XE#EEH I OTY 2 ME
I fhoEH I 0TY) UM
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1
v
v
VI
VI

DETREREREE
= gMIE &7

1gGH T IS ARIBE
EIRMIARBIE
RENFRELETSE

VII LIR—BHEEA <o 0JY)  MmEE

X

TOMDBERESEETLET DKRE

4) REREIEE

I
1I
1

FIT 17 v (Chédiak-Higashi) fE {E&E
XIEH o \ETERE IR BE
B REM D \EIEAEERE (ALPS)

IV INSIIZBIF 530D FH ., REFREHES
5) REMRMABET2E RV RIS
I BEARMFPEREAGE
I FEEASEFRERRAME
I IRVNZEBFEEDDED, BIEDFBET-E H5F IR A AE
IV BIXEETFSAE
V 22y T-Z AT EUER (Shwachman-Diamond) Ji {& &
VI (SR IEE
VI STARLAF 5 —E RIGHE
VII AT ILEER AT T 5 RBREE
X IVOBVIIZIBIF 530D IFH ., BMEKEEEEE
6)EARERE
I REFLEFHOIBETENEEMRERE
I IRAK4XRIBSE
Il MyD88RIBJE
IV BHUREEN T E
V DA AREEICHLZEREEZRT BRRERE
VI INBVIZEIFA2EODIEN. BERREERE
7) R MR RAEE
I EXREHAERIEE
I BEEmEEZECIAUEES—RIBELLE)
I IRVIZBIF5EDDIEH. SR EHAERIGE

2. frH\EI1E

AEMRETSREEERT EDSNEERBMERE. HVERED VAL AL, BIEES CHER. R
MEFIRS  BEGEICLIERERETEREARI SN TNDIE,
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3. EEIR
REFEEDZIHBLTRELONS ZBEEMEIE, ROKLIIZEHEND,
(DRI OSERIOBBIERIZMA ., B2 OBRENEEILLOTL ABENBES S,
(2)ffi . BERE % . IMAE/G & ERiEREED RERR
QB)Za—FVRFRAVTHE A MAAOADAILRGE D BFIR RS
COHRR.FHRUERETFTLETIE. TROBEERIHRAGHEAEHOETRLNS,
OREHREREE(PEX, BIREXEST)
QEAEHM R R RAE (2. BAIE % . BRIMAEZRE)
R[E X YRIRAE
DR B AE
OIEiRE) /BT %
®FBLEMETH
Q¥R OREA A E
@=—a1—FLRFAt%
Q@A IIVRBEREDBIE - FAE 1L (TEITKE)



NEERETLIE
A ER R LT OWLWT hhE2 D=3

1. ZREEMEERT
a. AT HE
b. MEMME (Z2a—FELRAFA, YA AAAVAILR RSV %&)
c. EREH AL REHEME R
d. BCG B E
e. TOMD AR RLEE (EEREE. EEVAIABREIELGL)

2. KEEMARETRT

3. ZREM (HIVEIEREREZEERENREONIFHEE) DREREERYT

B. REMMRE UTOWThhE2DE-T
1. R ANHRCD3+ T Y/ BREUE A : 25 K <1,000/uL, 25 54755 K iH <800/uL, 4L E <
600/uL
2. TREC DI&{E
3. K (PHA, $1CD3=#1CD28 k) [Tk HIBFERIGAY . AV FA— LD TRD 50% K i
4. &A= 0T M
5. BIRRAO2R) v/ B (RHE. Vo EiRE) DRE

C. BE=FHBRE
1. EERBETREEETHLEINDECTFEREZRDD
2. BERETLELETHESNLBELTFORBEEE OHEEESHHEICEAINFEH LTSN
%
D. #AIE2k
HIV B EERRE D Z RIERESAE

<EEohTIV—>
Definite&ProbableZ® % &9 %
Definite: ALBRUCD 1% T-L. DERIITED
Probable: ALBRUCH 2% #f-L. DERINTED

1)—1 XEHEEEERESRSE
IL-2, 4, 7,9, 15, 21ZBED T FIAGEZITI v cEI—R T BIL2RGEEF /N ) T M KB XEH
BHERETHY . BE. THIE NKHERROXRIE, MAEEREEF O EEESRETRSIE.

A. UTDERRZEEEZ2 DU LY

- 1ERE TR
- AR ANHZFE CD3+ T/ EREAY300/ 1 L K3
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‘R K HEIEREA T O—ILD10%KRER FMAPIZBEE) UV /\BERBFET D

ENICEBNSOTHIEENEZFLIZY . YT URBR—ED 2/ BRS BEITIEEIZERES (reversion) IRE A
BEINSIE, THIANEFEE T AHELEET AEND, EFERICEIICHRT HIENEELLY,

B. BERFHERE
1. IL2RG BInFHEN TERMDO/N\) 7RO 5158 XEHMEER)
2. IL2RG BIEFMT TRUD N\ T ULERHIBIE. ROWTIhIERT
Yc DHEEEE
[IL-2, -4, -21 RIEED STAT(STATSbAEE) D) U EELIEE
3. IL2RG EBEFEBTTN\)T UL BEINEVEDD, ROVWT M EHTZT
Yc DHEEE
[IL-2, -4, -21 RIEED STAT(STATSbEE) D) U EELIEE
ABARBESRES -BOREFEDHPIZTHIRT A EMNTTEE (https://jsiad.org/consultation/) o
EBIT, —EBDREER TIETZA—HY A AN —E T, YU /NBRRE 7 EEFIREHZITOTLS,

<gHohTI)—>
Definite&ProbableZ xR &9 %
Definite: ARUB®D 1., HAWIFARUBD 2% 1=
Probable: AR UBD3%i#=9

1) —1 SRR BE
SR BCEAM LA O EREREME GFICHEREE) . RUFFREE D (BRBRO SMEES) 232115812
[T HAHREERZRE (RD :reticular dysgenesis) &5,

A. BRERIEIR
- ARBOER LN EAERRE FFICHERRE) RITBMERREERET S

B. BERRRE :LUTD>62DL EZEHET-T
- RHEIM T #REI D RIERIFZE R : <300/uL
- PP EROD RIE X (FFE R : <200/uL
* PHA $1E L RIEHSIEE D 10% K
- BEATRICBVLWTEHRMEMEES

C. BfzFMiRE
1. AKZEIEFEREZRDL (BRBKEBMER)
2. AKZEEFDHEBEECHERES N AREISGEAShRENSHISNh D
RUBEROREDHENITULERATILDHET DM, HAHWI/ANVTUMIRE LA, BRIRIE
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KERUBRERMREHNS RD DFEVLARNBEDIZDONTIE, BEMRICOVHILENT S,
<gHohTI)—>

Definite&ProbableZ xR ET %

Definite: AEBRUCD 1 &=

Probable: ALBRUCH 2% 1=

1)—Il 7T/ T 73+ —+ (ADA) RIEJE
TT/o0TT73FH—E (ADA) DRBIZEY . BREEREM (T T /o0 TAXRLTT/OU)NEREL. UV
NERHDICEDEERBEFRLEN. 2HER (REERF. B8, Ik SREELQEDEH Z3IEES
. BEREDOEFLEFEET S,

A EHERERSEDEKRZSHELELHT-I (TRECHAULIZADARBEMERA N -FFERRY)—= 4
THREIN-BEX. EEEER)

B. EEFHERE
1. ADABEFREITT. BRHMO/NYTUIERODEE (BEBKBEER)
2. ADABIZFMBIT T, RMDN\YTUREROBIEIE. ROVWTIhHLDISHE
RAYM BB, FRIMEK, IRHEF ML E DADAEREMHOET (REERME L 2—CHIER
BE)

- ADARK D BITE

<sgMohTI)—>
ARUBD1HAINFIARUBD 2%#mT=9

1) —IV ZA—A> (Omenn) fEIEEE
FAER-FZLRHIC.HANRRUVREOHMRRBEIFRIKIEZEZETLHEERETRIE

A BERETLEDERRZHBEELE-T (TRECEAWVHAERRI) -V TRRSN G S,
REREERDIELHD)

B. B&ERIEIR
EBRFLDODEPHEERE. FIRE. RE. U /\FEKX, FFIRE. FREMHLE

C. &R
RAEMTHARE(XFETEL (>300/uL) . AT HoO—F IVt BHEE R, 1=, IFEEBKIE M. SIgEM
EZHS,

D. BFHRE
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SCIDESEE{=F (RAGT. RAG2. IL2RG/ v C. IL7R. DCLRE1C/Artemis. LIG4. ADA. AK213E) DR
T. HEEENFETFET Dhypomorphic/\Y T U hERHBHIHE . B LIRS F ORI E F OHEEEEEHEA
FEICSIBA SN IR EHIB SN B15E

<sgMohTI)—>
A.B.C.DO&T#E#H=T

1) =V FTNVIXYLA L RHRRAKRT—E RIEE
TIVORGULAVRRRRYZ—E (PNP) DRAEIZKY  #EBREM JGTP: TAX LI T/ =) UER)
NEEL.VUNBRBEDVICEE5BEMN. BECRBERBELEDEESRETFLEL. HEES FBHER.
EBHEELGE)ESIEEIT

A. BREREEIR
SN BCRERE. MREELEDERERT S (TRECERVHERRY) =) THRES
N RE RERBERDEELHD)

B. REMR LLTOETEHIET
1. BE . REMTHEAETEITHDL ., BEMIIER ~BDT 5 BEREAORES TET Mian
BET#2RHT. TREC RIETIIERETELGWGEENHD
2. MERBIEDET(<1mg/mL)ERY

C. E=ZEMRE
1. PNPEGFEEZZRDH (BEBAERBMER)
2. BT LRRAARY A AR)—[Z LB purine nucleoside %2 2'-deoxy—nucleosides. PNP SEEDIE T %
~Y

<sgMohTI)—>
AEBRUCHD1HLNEICH 2%FiET-F

1) —VI CD8XRIE%E
ASBHINSHER - REXRBEDTERLELZREL. REXGREFSIESHIT,

A. BRERIEIR
AR S DT ERRERE . [RE ZILIRED FHIE

B. REFR
RAEMTCDSGMETHAEA RIET B,
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C. B¥MBRE
1. CDBABIGFEEZRNHD (ELBEBMEER)
2. CDSABIGFDHRIEE OHMAEEE A BAEIZGIAShEH I IS

<EBWohTI)—>
Definite&ProbableZ® % &9 %
Definite: ALBRUCD 1&i71=9
Probable: ALBRUCD 2% #71=9

1) —VII ZAP-70R4E%E
THEZBADOR MG ECEELETEIESZAP-TONMEER S (2 LY . COSIEETHIFAD Z - Rk &
CDARG I THIRE -BHIRE DAL IE TE 2T 2E A RETSIE. BECREREERIET S,

A BREREEIR: LT D551 DL EZEmT=9

CEHBREANSDVAIIA, ME. ERICL S REM - FREREAE. AR REAE O FKAE
KEEMTR

EMPHRERE . BXAE. RIEEE. ABBETEOREER

BIMEN, REEL/NMUHDEREDEEREKRRE

) \ETER BB /B

a & 0 n =

B. REMRE :LUTD>51 DU LZEM=T
1. CDAGMTHIRI ST IER . COSISZETHA D K8 X ILFH L
2. ) \Bk 53 1LERER (PHA) I 9 S RIGHEET

C. EBEFHRE
1. ZAP/OEIEFEFZZOH(ELEBHKEBMHER)
2. ZAP/OEIGFDHINE R OHEEES A RMEICGIFASNFEN EHIEh S

<EBWohTI)—>
Definite&ProbableZ® % &9 %
Definite: ALBRUCD 1&i71=9
Probable: ALBRUCD 2% #71=9

1) —VII MHCYSRIKRESE
CD8[EHTHIRRICIIRIRRE T HDICWHELMHCOZRINDEEIZKY , CO8IEMHTHIRAA RIEL . HE % -
[REXRGEDTEREELZREL. REILREZRIET D, T, RIEMIREAE - ISFEM K IE R
EDORERBLEHT D,
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A. BEEREEK: LTFTDS5B1 DL EFiET-9
1. FEX-R[REXRLGEDREMAEREEND RE. JE XU RERE
2. BREMHEBRIE-AFEERERGEDEERE

B. BEMMR - UTD>62DLEZEH-T
1. CD8[EMETHIRE D RIE R ITE
2. CD4AfG M THIRASRES NI U EIXIEE
3. MEEREDOMHCY SRR FDHKIRIKET

C. BEEFHRE
1. TAP1, TAP2, TAPBP, BZMEIGFEEZZENH S (BEBAREMER)
2. TAPI, TAP2, TAPBP, B2ME{LF D FHIF EHE O AEIEE A BAREICSEFASN B L HIB SN S

<gEohTI)—>
Definite&ProbableZ xR &9 %
Definite: AEBRUCD 1 &=
Probable: ALBRUCH 2% 1=

1) —IX MHCHSRIRIEE
CDARS A THIRAIZHRIZRETOI-OITILELMHCOS RN FDEEIZLY . CDABHTHAD RIELB
MEEOEEILEEEZE-L. B8 RETRSELRIET D,

A. ERERAEIR
VANAHE, EE. [RRICKDRE - BEFRE. BMRBRREDORE

B. REMR UTD>B2DLULEF-T
1. RAEIMTHOCDARG AR EL | #81) 2/IKEOCDSG I MfaIXIESR
2. |B~EHTI 0TV MIE (eGEDEEEIX ARG CEHEEE)
3. B#ARE - BBk R EODMHC class I(HLA-DR) #IE A K48

C. EEZFMRE
1. RFXANK. CIITA. RFX5, RFXAPEBIZFEFE#ZE 05 (BB KB ER)
2. RFXANK. CITA. RFX5, RFXAPEZFDRITEE O EEEEZ MM ICSIASN R EHIBT SN S

<gWHohTI)—>
Definite&ProbableZ 3% &4 %
Definite: AEBRUCD1%F5E1=F
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Probable: ALBRUCH 2% -9

1) —X INSIXETIZEIFR1LDDEN ., EEREFRSIE
B & RETLE (CID: combined immunodeficiency) [(ETHIE % . BHIlE R ME D RESREEFF-I-KED
B ThD

A BREREEIR: LT D561 DL EZEmT=9
1. KEEMRR
2. B RAE ° B 1R RS D FAE
3. HERERR. KEURKRE. BEEREX. V0 BIERECAFEREDFE

B. BEMMR - UTD>62DL EZEH-T
1. CD3+ T #HEREE DA (2 M ARG <2000/ L, 2~6 M ARHEB000/ 4L, 6 MA~1 Bk
<2500/ L, 1~2 ki <2000/ 4L, 2~4 %K% <800 /L. 4 Ll E <600/ 1 L)
2. THIBESBEORE (CDA+ X(XCD8+ T MBEDELD . 74— T HEOFEL)
3. TREC DIEfE
4 EA =TI OT)UMERITHERAOELERT
5. Y/ ERSELHERIE RIS

C. Bz¥MBRE
1. CDEEEEGEFCX)ISEGFEEZRDS
2. CDEFEELGFCX) DHRFEE OHEEES A BEMEICSIFASNRHEHIIN S

X 2025 FDERAREFRESNBOEETELIOL LOCDELEGFIHELMIE->THEY., Z2IC
HBIF LS B THED FAE - Db - BB B JIAKIZE  T/BHIZBAEEFHERICEHS
RAG1+RAG2%:E . DNAZ AR FHIEIEIZRE4> BLIG4-DCLREC1 L, DOCK8, CARDI1IEE DEEFEE
NMESN TS, F-. CNoDBERFORBERELGLEICKY | REEREOKERTENLTRET S
BRtH5. MNEDQDRTEGFE. SRIEITEALHIENFESINSD,

ZLDCIDIE, YU INBROZNEND UV NP EDHLDEE. FA—ITHIEDE L. TRECOE
T . PHAXConAIZ & B U /I ERMFBIL RIEDIE TALE LT, HAEERANILAEETH S, LHL. &
BRI HEEZHOEOICIIEGFEHISLETHS,

<EBWohTI)—>
Definite&ProbableZ® % &9 %
Definite: ALBRUCD 1%L, HVEEMDBERMNEEIND
Probable: ALBRUCH 2% 1L, HIVIEE MDD BERMNEBEEIND

2) REAFEEH O HBIEREF
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2)—1 4R yk-7JLR)YF (Wiskott-Aldrich) JE & &
A. BRERIER : LT DS>H1 DL EEE-T

1. R
GREEMDBEILEFICLIVELD,
2. M/ R
ZIXFLBITROON, ME, R FHIAZLY,
3. 2%
BEEITIE—HREBET. #ATHD,

B. REMRE :LUTD>5 12U LEM=T

1. NEIUNMRE S I/MRBDER DS,

2. THERIBI DR A LCOMMAFIH IS T A RIGIETHARLND,

3. BfifaTIERZEI/ NI UIEIME T . LA LR [EE LR ERH D, M ZHEERAK, RAEMLEKES
FRifiGE DFERAARELITIET T 5,

4. NKEHETFHTETI S,

5. #AEIXER T, iFhER RV BEBROBEEREITIET I 561021,

C. BzFMRE

1. WAS., WIPF1, ARPCIBEIEFEEZRHD (WASBEFEREIXXCEH M EIE. WIPF1. ARPCIBE
EFEERIELBHREMNER)
2. WAS, WIPF1, ARPCIBEGF D HIREE OMALES A BHEICGIAShEN SN S

<EWOHhTIN—>

Definite &ProbableZ X% £3 %
Definite: AEBRUCD 1%k T=9
Probable: ALBRUCD 2% -9

2)—1 EMmE LR 4 ES) K ERAE
A BRRIEK: LT DIB2DLU LFHET-T

1.

o a & 0N

HITHAE EHITHS MRS SITRIE (RERKEER) - L FAEIK
RRITHERIET CRMOESRETORICITETNIRISNDZLEH D, )
INNTERBEEIEE | R

AREKEBND 417, BRIk

BERRT Th—E (2 TIEALY, )

R AR BRI

ARERHERE - B2 F§ D EMML B LR

6% % CTIZ50%. 8i%FFTI0%MEAL M TS,

REFSER (REEREREE)
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{HL30% TIERELREEIREZDHLL,

8. EMIES HFICTHIREEEODRERENSL,

9. D REAFR. AN MESE (THHEERE AR VIHKFEEERRK) . RIE.EEZ. MEDEREE
7k

B. BEBEMR LUTD>51 DL EZEHE-T
1. a7zbTOTA42D LR (2L, 95%T)
2. CEADEBM(BEBHLHENHD. )
3. IgG(IgG2) ., IgA, REEDIET
4. THIREEDIET . CDAGMETHIRE R CD4+CDA5RA+(F4/— ) MDD LERDIE T
5. BHMSRERZMN
DUNBRERMESFHIOREBARTLEN

C. Bz¥MBRE
1. ATM. MRE1 i FEEZRHS (BEEEAREBELER)
2. ATM, MRET1 hEIEFDHRIEEE O EEEE A BRMEIZFIBASIRM RIS S

<EZWohTI)—>
Definite&ProbableZ® % &9 %
Definite: ALBRUCD 1 &=
Probable: ALBRUCD 2% #71=9

2) =l FASI—~AVEEBHETEE (Nijmegen breakage) fEIZEE
A. BRERIER : LT D552 D L& =T
1. INBESE
2. WG S RREETR
3. BEER
4. RIEFRSITKDFREEM
5. MATHREZ D ITTE
DUNRRBEHRES. ERESOEHIASETHD.
B. BEMMR - UTD>B1 DL EZEH-T
1. THIREHDIET
2. BHIFABDIET. [eGH T IS RERA. REDET. . gMD LR
3. MEHRE RIS
DU NEBREARHEF DR BARTREN
C. BIEMERE
1. NBS1(Nibrin) B FEEZRH D (BRBERBEER)
2. NBS1(Nibrin) Bz FDFHEEEE O EEES N A ISFEBASh R CHIBEN S
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<gHohTI)—>
Definite&ProbableZ xR ET %
Definite: AEBRUCD 1 &=
Probable: ALBRUCH 2% 1=

2)—IV 7 JL—.L (Bloom) fEZ B
A. BRERIEIR : LT D552 D L& =T
INFARTEAREY
R SRR
B i@ B AT B
EmRE
TR Z D T
EMEES (BMKE. VB DAHNEERTHS,
6. HRAEDE G
7. yE

a & b=

B. RER :LLTDI61 DL EZHE-T
1. EROERMNBHoNIZIHE L. kLIRS ARD I (sister chromatid exchange) D SAE & fZHT
G5B, T IL—LIEIREETIL. sister chromatid exchangeDFBED L EMNEDHLNB,
2. THIREBUILIER
3. BfIFaSIIIEE ., RESOITYEDET,

C. E=FMRE
1. BIMBIGFEREZRDHD (BLBRBMEER)
2. BIMEGEFOHEIEEE OHAEES A BARICIIAShREHN SIS S,

<gHohTI)—>
DefiniteProbable &% R &3 %
Definite: AEBRUCD 1 &=
Probable: ALBRUCH 2% 1=

2) —V ICF (immunodeficiency, centromere instability, facial anomalies) JE{&Ef
A. BRIRFER : LT D551 DL b=
1. FHERIERSR
B, BEMNEN.BEE
2. ZRREME
3. RERNAF =



B. BERUTD>51 20U LEHT
1. THIREILB L H BV IEIEE
2. BB HALIIIEE. &<ICD27+ER BB D F L
3. RESOIT)IET

C. BE=FHBRE
1. DNMT3B, ZBTB24, CDCA7. HELLSEILFEEZZEDHD
2. DNMT3B, ZBTB24, CDCA7. HELLSEIGFDHRIMERE OKEEIEET A BAREICFIBASNRI SIS
nd
3. TAATTILF =2 (PHA) RIBIC K HFREM) N\ EKIEE ICK DR BARGHRIETIE. 9F. 165
ZEAORBER (\SEUFOATEE) OBERE BR. SRR ENR, IR -RE, EHEaR

REMNRBHLND

<gHohTI)—>
Definite&ProbableZ xR &9 %
Definite: AEBRUCDZFiifif-9
Probable: AR U'B%ii&f-L. CD2RX I 3%FET-F

2)—VI PMS2EEfE
A. BRERIER : LT D551 DL EEE-T
1. FREEMICRDRIEEREAE
2. hoxzALE
3. EMEREOEHEESH
EMERER . KIakE. KES. €0t

B. BEMMR - UTD>B1 DL EZEH-T
1. THEREEKILIER
2. BRI B DR
3. IgGLIADET . IgMD EF
REFEITOT)IISRARAVFEEIZLD,

C. BE=FHBRE
1. PMSZEIGTFEEZROLH (BLBEKEEER)
FEREBEHMSELTIOFEEBELHY . DNASR T Y FIER B FEE (MLHI, MSH2, MSH6, PMS2)
DEFEMRIID /N T U ERDHD
2. PMSZERFDHRBEE OHEEEZE N EAINRM L HIIEN D
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<EBWohTI)—>
Definite&ProbableZ® % &9 %
Definite: ALBRUCD 1&i71=9
Probable: ALBRUCD 2% #71=9

2)—VIl RIDDLEJE{®#E
A BRERIER: L TDI3B1 DL EZEHE-T
1. MRS RZ
2. RIEFL2IZLDHHRLM
3. BRI

4. FEREE

B. REMR
DNAZEHBEDBEIZIIATME UV ZOHEHEF D EEAEENBETHELHM, RETIEIINLD
DNABIEERIANY VIL—hEN T BRERR LS ETINS,

C. BEFHRE
1. RNFI6SEInFREERDH L (BRBHKBIEER)
2. RNF168 8 FDRBEE LHEEEE A BRI SEIASRM E TSNS,

<gEOhTIN—>
DefiniteProbable %% R &3 %
Definite: AEBRUCD 1 &=
Probable: AEBR UC D 2% iiiT=9

2)—VII < L% (Schimke) fE %3
A BRRIER: ULTDS3B1 DL EZEHE-T
BRREVBICISESE. FEREESSL
T ERE
FERE S
BEE
AR RERRICLS B RSN
EMFE

I

B. REBEFR:UTDO561 DL EFE-T
1. THIREE DR
2. BRI R URESI/ QI EILEE
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C. B¥MBRE
1. SMARCALTEIEFEFEZ#ZOH(ELBHEREBMHER) NITUNEEDS
2. SMARCALTEIEFNHRBREEOHEEEST A AEIZFIBASIRM RIS,

<EHohTI)—>
Definite&ProbableZ® % &9 %
Definite: ALBRUCD 1&i71=9
Probable: ALBRUCD 2% #71=9

2) —IX FH—b> (Netherton) fE{ZEE
A. BRERIER : LT D520 L&
1. e XM AR
FLRBIKYRIET .
2. EE2RE
BEZIFFELLTEL LAV BRELRETHD.

3. ThE—KE

ERP. MEMZFE. 7TRE—HERERX. HE
4. FEFRR
5. ZHRkEH

6. —E THRMEEER

B. BEMMR - UTD>B1 DL EZEHE-T
1. THEREEILIER
2. BffifagkILim L | MBIED EF
3. NKHfRatREIE T

C. BFMBRE
1. SPINKSEIEFEFZZHH(ELEREREBMHER)
2. SPINKGEIGFDHEEE OHEEEE A BAEIZFIBASHIRME RIS S,

<EEohTIV—>
Definite&Probablex xR &9 %
Definite: ALBRUCD 1&i71=9
Probable: ALBRUCD 2% #71=9
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MPOEILFDRHNIT U ERDD

a A 0N =

<zZWoHTI)—>
ARUB%iE-7

5)—VIl A TILEEEIA/N\YT)T SEEIE
A BRRIER: UL TDS3B1 DL EZEHE-T
1. BCG. EERMBEICL BB IERPFECSRMEBHER
2. #At . RIEMDOBCGREE W IEE BB R B E

B. BIzFHRE
1. IL12B, IL12RB1. IL12RB2, IFNGR1., IFNGR2, STAT1. IKBKG, CYBB. TYKZ2, IRF1. IRF8, ISG15,
IL23R, RORC, JAK1, SPPL2A, ZNFX1, USP18, MCTS1, CCRZEIZFREEERHD
2. IL12B, IL12RB1. IL12RB2, IFNGR1, IFNGR2, STAT1. IKBKG, CYBB, TYK2, IRF1. IRF8. ISG15,
IL23R, RORC, JAKI1, SPPL2A, ZNFX1, USP18, MCTS1, CCRZ&{LF N FHIREE O REIEE HVEA
FEICREBAShREIEHIBT SN S

C. &Rz
THIRHEAEEE 5B MDD RE S RETLECEEAFRBENEESND

<gHohTI)—>
Definite&ProbableZ xR &3 %
Definite: AR U'BD 1% i T=L . CABRSN TES
Probable: AR UB®D2%i#ET-L. CHRNTES

5)—IX IVOLVIIZIBITAEHEDDI(EH . BMBKEEEERE
AMBkEEEREZ RS LR UNDEKE
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6) HAREEER
BRAREICBEVWTEELGRBEZRI A FOERNGREHOIVIHEREELSHY . TNITLLBARR
EHRBOEEICI - THREMZETHIRETHY. Z<{DBHE. TOFFOREHHVIIHEREICE
EMICEEY DELTFEENRDOND,
PET, FERBOFHEMGERREIZINAT, UTOVWT AL HAEEERAET S,
(BERGREEEDZHORE]
1. ZETHDFOREMNATESEE
2. RETHELCFEEN BB TIN FORIBORERR IO ENBEENICFRATESSGS
3. RETHDFOEREGRFOEENLGL., HAVFTRENEHAINTUELD, AT HIEREDR
BOREAWGEBLLLIRRE, REFHH IV E A FEVFHNFEZRAVTIIATESSE
4. ZREEMEN, ZETHIREBUNTREEZHICHATELRMGS

COKREBILX UTOIIICHAEEIND D EI LIS, LEEDFEIZEH>TEMT 5,
BAHBALTWSEEEGFEELEINMRNISTY .

6)— 1 REFEEHIBETENERMRERE
A. BREREEIR
BETHNEERRERELERDRREIHT LB EMZRHEET 5. BTECHEERRTED
fEIR. HERMEDREIHRLITHD,

B. BzFHBRE
1. IKBKG. NFKBIA. IKBKB&IGFDEHI/N) T EEBH 5
2. IKBKG., NFKBIA, IKBKBIEIG T D FIR B HE P REEE N AREIZIBASNFM EHIBEN D

<gEOhTIN—>
Definite&ProbableZxt %R &3 %
Definite: [ BAREEEDZHORA I RUALEBD1 &=
Probable: BEAREEEDZH DR I RUPAEBD 2% -7

6) — I IRAK4AXRIEIE (IRAK4)
FRIKE . TR ORE ., EHKE. RIEELE CL AR REE R . BMmE. FEEELEDBELERE
RREFRHEETEH UTOWT IO ERDIBEEICRELTRVECFREZERET 5.

A. BRERIEIR : LT DSB1D L &=
RORICHETT, BT ORBEED
REMMERRELTRYIRT
HERYICHEGRFEEZRDHIENHD
REMHERREDOREENHD

A
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B. BFHBRE
1. IRAK4BIEFDHRINYT RO S (BEBEREMTEE)
2. IRAKHEIFDHIEE OHEEEE A BAREIZFIBAIRMEHIET SN S

<gHohTI)—>
Definite&ProbableZ xR ET %
Definite: BAREEEDZHORAIRUVALBD1EH-T
Probable: T BAREEEDZEHORAIRUVALBD 2% =T

6)—II MyD88K1EJE (MYDSS)
A. BRERIELR
IRAKARIEHE LER PR IR T FBLIL TLVS,

B. BzFHRE
1. MYDSSEILF DRI/ T U a5 (B R BKBIEER)
2. MYDSSERFDHBEE CHAEIES A BAMEIGIBAS R SHIBTEN D

<gHohTI)—>
Definite&ProbableZ xR &9 %
Definite: [ BAREEREDZEORAIRUVALEBD 1E&#ET=T
Probable: T BAREEEDZEHORAIRUVALBD 2% =T

6)—IV BUEREHEEN A E (IL17RA, IL17RC, IL17F, TRAF3IP274E)
RIEXOHIE., MOBHHEHAV O REEET HHEETHL, NERFIE—BNICENTHLIH . REAW
[CREEITREZ BB L EIFIRHTHD, BERBEFOEFTEIHEDLLELD, ChoTEBDIEM
BISHIEA O fE (CMC) EEESND,
— AT, REMEAOHEICMA . FEEZOERECEADREREELZHIEEMECMCLEE
L. LEEERBLEDITTERDIVLELNH D, FEIEHECMCOEEEEFICIE. AIRE. CARDY, STATI.
STAT3, ZNF341, IL12RB1, IL12B, RORC, MAPKS8I:E hih 5.

A. BREREEIR
KB DGR ERIRN DFIE (CMC) : K FE PR, MBI AL DT EEET . BE R ES
DERIE [FFEDIEL,
FEIRTECMC: KEREEN O EICIA . REBHRDERE PEADREEEEEZHS.

BEGEMRE
1. JREDCMC:ILI7RA, IL17RC. IL17F, TRAFSIPZEIGFEFERDDH (LI 7F- F & BRIBMHEE.

-



IL17RA. IL17RC., TRAF3IP2% 3 KB &)

2. JREDCMC:IL17RA, IL17RC. IL17F, TRAFIIP2ZEIZFDFHIREE OMAEES M AR IZSEBASINR
Pty

3. fEIEMECMC: AIRE, CARDY, STAT1, STAT3, ZNF341, IL12RB1, IL12B, RORC, MAPKSEIEFEH
ZRMHAH(STATI, STAT3, MAPKS: & R B (KEEMEIEIR. AIRE. CARDY, ZNF341., IL12RB1, IL12B,
RORC: &% BAEBMER)

4. FE{EMECMC: AIRE, CARDY, STAT1, STAT3, ZNF341, IL12RB1, IL12B, RORC, MAPKSEIEF D H
HEEOHEEEE A BRI SIBASNER ST SN D

<gEohTI)—>
Definite&ProbableZ & &9 %
Definite: [BAREEEDZHORAIRUVALBND 1 RIE3EHE -
Probable: [BEAREERZEDZEOREA I RUAEBD2X(F4%iHT=T

6)—V TANABRREICHLEBREUETTERREERESR
A. BRERIER : LT D551 DU EZi#E-
1. EREA—T 94 ILA(HPV) [Zx19 B 5 B : WHIM (warts., hypogammaglobulinemia, infections,
myelokathexis) JE {& E¥
2. REBERREARERERE
3. Bl LR R 28
4. TOMVAIVAREREICHREMRET RS RETE

B. BFHRE
1. LT DadIZRLISEGFEEZRDOS
2. LT Da-dITRLIZEGEFORBERE OKEESHIARICGERASN R EHIEN S
a. WHIMSEIRBE D15 E : CXCRABIGF
b. EEXRERREBEREEDIZS: TMC6, TMC8 E{nF

c. BEINILRZANBDIZE : TLR3. UNCI3B1, TRAF3. TRIF, TBK1. IRF3. DBR1. SNORA31,
ATG4A. MAP1LC3B2., RIPK3. GTF3A. IKBKE s&{zF

d. ZOMIAMIVARELEIZHELEMEERTRETRE DTSR  STATI, STAT2, IRFI, IRF7, IFNAR1,
IFNAR2, FCGR3A. IFIH1, NOS2, ZNFX1, POLR3A. POLR3C. POLR3F, TLRA&ILF

<gEOhTIN—>
Definite&ProbableZxt %R &3 %
Definite: [ BAREEEDZHORA I RUALEBD1 &=
Probable: I BAREEEDZHORAIRUVALBD 2% =T

6)—VI IS VIZEBIFHLDODEN, BRAERE
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A BRERIER: ULTDS3B1 DL EZEHE-T
ISt S R 1 SR A AE

BERM (Riktt) 24 IR MK
LR TR %

GATA2R 1B4E

)R/ —TEIZ T B 5 K
IRFANT O LAE

NBASXK 184

IL-18BPRIEfE

RELER

© © N O g s N

B. BIzFHRE
1. U TFDa-ilTRLI-EBEFREEEEDD
2. LT Da-ilZRUISEGEFOHREERE CHEES A BAMEICGIBASh R EHIEEN S
. INFEME R R MEERRRAE : RPSA. HMOX BInF
BB (KRN 2RI ERNAE : RANBP2 EinF
c. {LRRMETFARA : NCSTN, PSEN, PSENEN EinF
d. GATA2 Ri84E : GATA2EI5F
NI IEITR T B 5 RS APOLT EIRF
IRF4 NTORELSE  IRF4EIGF
g. NBAS R18%E : NBAS BT+
h. IL-18BP K184 : IL18BP &{nF
i. KIEEFB®: CLCN7, SNX10, OSTM1, PLEKHM1, TCIRG1, TNFRSF11A, TNFRSF11&{5F

o 9o

(0]

—h

<EBWohTI)—>
Definite&ProbableZ® % &9 %
Definite: [BAREEEDZHORAIRUVALBD1E#HT-T
Probable: T BAREEZEEDZHORAIRUVALBD 2% =T

39
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7) FER MR RIEE

FIRILI0FEFELL L DFR R G REZ L DR FRHTHY . ARG RIBICKDERRAERK (T4 < TH D, ERIKIR
BT —AVCBRERNS EREMARIBELZIGRICE. BILFREEZERT 5. TREHARIBED
BEEE UTIZHESND

1. AR ARERORE

2. BRREBOESR

3. flHEF. RUZOZERAEDEE
1CIE, RIET AR BEEL - EICKERERECLD A RBEMEE T T 25 BT TIN—TR
FLOBECRERENEIYDOTV, 2TIE,. FMEVT7RICHTIZBREENRONLIN. £25HT)TT
F—TRGEEDEERERBDHEE LD, CORIGEFHRATHEEAS VA, HIRXEICLHLRE
HIEXDHEENEEALYEENESNS, 3I2[E, C1/ U EE2—A20—R T B SERPING HEIGF RIBIZLD
EEEnEHFE. £RMECDS5RIEAE(CHAPLESR). £ X MECDSIRIBIENH S, CHAPLEMKIZ. EBIRH
4 B BE CIARIEE R o SR MECDSIRIBAE L. MERNAMEREHIEIEEERT , Factor [*PFactor H,
MCP7:& DHIEHIEFDEEICL DL D (EIFAREA M4 FRESAEAEIZEE (aHUS) DRE %S, C345Factor B
DHEEEER /N T baHUSDRE LD, STl aHUSH, A RICKDBME 2T HHEMEREANE
JOEVREIZDOWTIE, hDATITI—IZET HEDET S,

FARRIBEIIUTOLSICHlD ESN S,

7)— 1 EXRMHEARIEE
A BRERIEIR: L TDS561 DU EEHET-T
1. A BROEEE RS ATR (C1gRIBJE. CIrRIEJE. C1sRIBJE. CARIBAE . C2RIBSAE. CIR
$84E . Factor BRIEJE . Factor DRIBJE ., Froperdin RIBHE . MASP2RAEYE . Ficolin3BE:ERZRLIE)
RIET HEARE A ICEEL T, EICKERAEHRAICLSZREMEZTRTEH . HHEFIROCIRIE
FETIE. 2HMT)TIM—TRELOBEREREBERLOT
2. RRBHRBOEEZRY TR (CORIBAE. CORIBAE. CTRIBAE. C8RIBIE. CORIBIE)
FTAEITRIZHTDZEEENALNEN . EHET)TIN—TRALGREDOEEREREDHEEL
DIEVN FFICCORIBE LB AN THELNE HRARICLHLRERBEXRDBENEEALYD
alheEhsd,
3. HHAFRIIZDZERRDEEERI R
REBD G EBNGERKRGERZT 5,
*CHAPLES% (CD55R84E) Tld. EHRH M BBECIAZEETY
- RMCDSIRIBIETIE, MENBFMR U RIEHEEEFTERT,

B. REMR
RIAKD DRENRDHLND,

40
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C. BIEEMRE
LUTFICRTEREGTFDEGCFEEEZRDD

C1qRi84E: C1QA. C1QB. C1QC
ClrR48HE: CIR
ClsRBfE: CI1S
CARIBIE : C4A. C4B
C2RiBfE: C2
C3RI8JE: C3
C5RBJE: C5
CORIBJE: C6
CIREIE: C7
C8XR{BJE: C8A. C8B
CORIBIE: CY
Factor BRI&SE : CFB
Factor DRHEYE : CFD
Properdin/Ri8JE : CFP
MASP2RAEfE : MASP2
Ficolin3BH:&E % I £ 4iE : FCN3
CHAPLEJ® : CD55
S X4 CD59RIBIE : CD59

D. #iRIZZ kT
LTZEBRNTES,
1. BREFEOBCRERBZIMMEL TEIAHADEEFICED ZRMGHARS DIET
2. SRR M 14 R B SE IR B AOCIBIE
3. HMARICKDBMEET HRFERBANES OE VREE

<gEohTa)—>
Definite&ProbableZ & &9 %
Definite: ARUCZ =L . DERNTES
Probable: AR UBZ%i#if-=L. DERNTES

7)— 10 EEMmEEZE
ZNIZIZLUTDIDDFEENEETNS,

18 C1/UEER—DiENE. EAELBIZIETLTLNVS,
28 . C1AVEER—DFEHIFETLTWAA ., EHEFXEEXITEFLTWS,
3R BIEHETHAN. CIA/UEESA—DFEN. EAELLHIZEETH S,
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A. ERERFTR
1. BEENETZEOEREEET 5.
2. BIEEMEREZFROREELNDS.
3. LARBEHEDLYT . T UILF—ENENTHS.

B. R&ERR
ClA EEA—EEFRIELZDEMED. 50%FK

C. #RIZH
BRMEMEMSZEERNTS

<gHohTI)—>
AD1 R U2%#E =L, BFimf=d
LI AD1EFE-L AD 2% -G DY, CERRIY TED
HLLIE . AD1~3%iFET-L. CERIL TES

<BEmRR>
CNETIZOBEDREIEILF (SERPINGT, F12, PLG, ANGPT1, KNG1, MYOF, HS3ST6. DAP2IP,
CPN1) DIRELH D,

7)—I IRUVIICHBITFELODEM. EXREHARELE
FHEGRKEEZEL. MERS OREBEEINICEEREL-BEEEGTFORENERTENIEDHT
60

42
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<EBEEESE>
EHRMERETSEEESERICOVT, FEEULEERRET S,

Ed
BERT. HREEAEEZFOREEREORESEEL, ). G-CSFRE. REFIDIRE . fugE
BEATAMRROKRE REIFHEORS . ESEDRS . BRETFHE. BREETFHEREA.
EMEHERaFEE., BEIREN . MRBNDOIE. 1 DL LEBFENICEET 5 (BRMEIEELEN T
BrReMALLLE)ISEE.

hE e
L AENBEGEMIZIINETEWNMES,

BRIE
LEBAENTERISS

W R K OV EIEE B OIS 5 HEFH

1. RAZWIC AWV D EERER, WA RSICR LT, kS LICEBEOSEN L WEA T, W
NORHIO b DERANTHZE LI 22 (72720, Uikl OfkE 2 T ERRERE CTh > T, fif
RARER B DIZIR D, ) &

2. JBIRBHIATZIC T D HIEE D IC OV TIL, BUREFRE O T TIHREMTOIL T DRETH
ST, B 6 722 H M Tl bEWVIREBZEA BT 52 L &35,

3. B, JERORBREN ERLOBEIMEENFETEL LICEZY LRWE TH DD, mEERER &kt
5D ENBEREDIZONTIL, ERERONSET 5,

43
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67 ZRMEERE

1. &
HEOFEICEZEAEMICELS, EREEE, ERMEZERE (polycystic kidney) [ZIE., EEEIAIEMY
% FH 4 ZE B (autosomal dominant polycystic kidney disease:ADPKD) &E R EAARBHELZSHEERT
(autosomal recessive polycystic kidney disease: ARPKD) EDVdH 5.

2. RE
ADPKD DREERFIEEIZ2DHY (PKD1, PKD2) . &2 EBEL T Polycystin1 (PC1) & Polycystin2
(PC2)Za—KLTL %, ADPKD EENDH 85%A PKD1 DEEFEEMNRET., EYH 15% Tl PKD2
BRFEENRETHD. PKD1 1§ PKD2 KY—RRICERRERNEVD . BCRRZTHEAZNKEL,
ARPKD DREEIEFIEEIZ PKHDT THY . Fibrocystin, Polyductin #3—KLTL 3,

3. fEK
BREMEKRELT, ARAIMLR (31%) . RIBEER - & &R%E (30%) . ZIETTRE(9%) | IEERIESE (8%) . HH
(7%) . iZ[E(6%) . B8%E (5%) . IRK (5%) . BEEBIZ i (4%) 135, MK THLREZICL HRIEERE R
EHLEHS(11%) EOERATEEHINS, RIATIX. BEZTOIO—PARBRY TSNS LD S
{IE2TLVS,

4. BEE

RARMITAEEITGED, ETEESEARBELT. N TV IV2ZRAERETHHMNL/INTZ
Uht 2014 FEIAICREA LGS -, BRBRXEZMETHLSNEN\Y Ty OEREIGITHL0
THY ., HAMGERKRHERICEVCEEBROBREEREDETZIStRELBELAREICIHT HIE
DNESINT-, F-. ZDBETEMEZEHT D, BEAENBREECHLT, ASHGEMEITR
SNTLVELD, EHEEORVKEIIREHRNGEEENEOOBEREFEZETIEILPLOLES
BHEDFRHICITEMEEZON TS, BIICE>-BEORIEHEEENTSAELLT, mMAIFTBIK
ERMINThh, RIFGEHERNEONA TS,

5. %t
BRENEXITIEETE. RRICBHENETLERLICEY, BREBEENDELLS, 70 BF
TIZH 50% D EENBRLITHD, T-NEIREICKA<ERETHMOBRENS N (EED 10%) &
1LIEATHD,

O EHOHEICHELEIE
1. BEY
#9 41,000 N (FAEHIZK D)
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2. RIRDHE
F[Z ADPKD Tl& PKD1 &% ME PKD2 O . ARPKD TlE PKHD1 DEIGFREETH S,

3. MRHEREAE
RFEL ARIBHUERITEL, )

4. REDOEE
ADPKD : A E (E1THTHY. 60 mEFETIZH 50%DANEFRLIZED, )
ARPKD: L E GEFTHETHY . KPR DBENBRBEREZLELT S.)

5. ZHE#E
HY (BARBRZRARE.)

6. EEENE
HARMICKIEEEREEZAL A CKD EEENFEE—FTYT THRES . B. BRFE 750mL L LMD
BRIBEERKEES%/FLUL, C. BEEFHIRET ADPKD RELEETF (PKDT) DFRINYTUNER)
Y truncating mutation MIHBEH . D. Mayo HFE1C-1E. E. BEEFHEE T ARPKD FRREZFDIHH
NIFZUNER)DPRESNFZHZBEDI L. WITADEHE-LIIGEERRET S,

O fA#EHT

M et BEECEY HREMRLL
HRARE KBRXFZXRZFREFRARM BRART iR HREE
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<EEREE>
1)ADPKD (BB ABEMHZREERE)
Definite & Probable %% &9 5,

A. ¥I1EH
1. BEIRZE
a. I MUT: ABEHAVEEBFICEFIFELLOTEEAFEREIN TS
b. 40-59 % - MEICE R 2ELU LDOBFERIERIN TS
c. 0 Ll E:-AMEFICEL4BELLOBEEIERSIN TS
2. CT.MRI kT EmEICEEAZLSEULERINTLLSELD

B. BIIER
ADPKDDIMFARAFELEHLRHLND

C. BEGTR
- B AT K% L ADPKDIC B B A B EE AT RE 2RO
ADPKD O H B 75 B EI{& T R &1 . Mayo Imaging Classification|Z _EL, SEEATEEICUEAM. 5
FRE. BFICZHREL, BERRDIBREZRHDHTL

D. BIZEFEHRE
BERFEE CADPKDRRE G FITHEM/NITUNER)ZRHD
AR/ N T URNZER) OFEfIL. the American College of Medical Genetics and Genomics (ACMG)
guidelinelZ#£C %, ADPKDBE:EE I FZE IR (1A~ 1C) ITRT

E. A& E
LT DEREZRNTES
1. SHEMEEMMEEZZER (multiple simple renal cysts)
ZEPEEBT (BRXMEERMETEE ; acquired cystic kidney disease: ACKD)
Z BB 2/ (multilocular renal cyst, multilocular cystic nephroma, polycystic nephroma)
2 B2/ (multicystic kidney) / Z ERM E B (multicystic dysplastic kidney : MCDK)
F A28 1% B & 2B (unilateral renal cystic disease)
BN ENE L FEER S (autosomal recessive polycystic kidney disease : ARPKD)
T RTE S R E R & 14 B Y& & (autosomal dominant tubulointerstitial kidney disease : ADTKD)
227029 (nephronophthisis : NPHP)
. BRFMEHESIERMEERE (OFD1 12E)
10. BB ERMERE REETMEMEILSE . Von Hippel Lindau f&75E)

@.oo_\'.ov.m.h.w!v
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<gHohTI)—>
Definite1:AD 1. 2QWLNTFh M1 DL EZEFHE-L. M OBZE&E=9
Definite2: AD 1, 2OWLWT M1 DLLEZFE-L, BE#E-SLLAY, CHLLLIIDDO LT M1 DRI EZEE-T
Probable: AD 1, 2DWLF M1 DL EZEE-L. B. C.DOWThEE-3T E2L TR TES

<LERE>
BEREROT . EIRFHIRE T ADPKD REEEGEFDRMI/NIT N ER) Z2HT-15E . ADPKD 21
ATREMMFI TR TIXBAL M T FE I RNETH D,

UFOWTNhEHLT
- R

39U T A EHA2 VAT CSH3EU L0 BRI FERY
nTtwad

40-59 ABICE< 2 L BERIEAINTVS

60 L BB ICE~4EMU LOBRIANVHEIEITILTWVS

« CT.MRIZE  MBICE45EU L0 BRRIFERAITNTWVS
|

Yes
ADPKD® i g2k 5 Y ADPKDO iy R4 7% L
R UTOrsoh&ig=7
Definite . BEICEERIEAEEVADPKDIC
HYUNLCEEERMREADS

- BIEFNEETADPKDR A E
FIcmag )T (ER) 23N

|
Yes No
FEE 28 SEERE:
Definite Probable
*EREELIRINTS
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< A% : ADPKD BS:&EEnFF&>
1A: X =7 ADPKD REEEF

BEF % e BERAE BN REE AR
screened
families
PKD1 | ~48% Truncating pathogenic variant: Al % R E £ Z T ER RO ZHREICIE, FYBRMORFB, BFICITE
ADPKD-PKD1 BHEAREEX MEREFE | YAIORREEIDLDLELHD
BEHAEET (AW HETICCKD G3) | B4EE
50 X TREAET £
~19% Nontruncating pathogenic variant: A2 HEER ZHITER BRAREE ARV E AR T EEIXRESME
ADPKD-PKD1 BEEEX MBARERE | HIFELDHD RIREIL, REFI/\VEHEE
BREEIET =HEE DFEEIZIHL T, PKDT truncating type D K5%:
RPBEF= EENEFHOEEFTIEIEFTHS
PKD2 | ~15% ADPKD-PKD2 Al % 5 B Eh ZRITER RADETICIE. FYEELGLDOILIYEER
FZEHRMEREAREEKX BRI FRE | BOFTIEIFRNI—230hHd
BHEET (G5 METICCKD G3) | S4EE

10 R TEKRPBEFR 2
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1B REESICHEENSREMLEIE TV RAZHESIBEED ADPKD [REEEF

BEF | % e BRI BENREE AR
screened
families
ALG5 <0.5% ADPKD-ALG5 BEMPEEEER —EDRERFIZEH
RESNI-BRBEREEHEL VY ok WavAY:sS
SEEIZHITS CKD EXPIBFE | B
ALGY <0.5% ADPKD-ALGY BEENCHEEDEMERE FrEf%E m7LILtE
SEEICEITAEED CKD FSRMMEHEE IL B (CDGIL) LREE
DNAJB11 | <0.5% ADPKD-DNAJB11 8/ B BEZERE | @7LILE
REMBREEX fa B NSRRI TH D=6 ADTKD L8
RAEICEST A BY A FEZ <> M LILTWAH . BEIFBICRAD YA XDE
BEMEHEE T (CKD G3a £ 55 | ERERRE | BABEHET S,
- ) HY renal—hepatic—pancreatic dysplasia &BEE&E
10 mATKEPET2
GANAB | <0.5% ADPKD-GANAB PEEEER BELSHIT | ADPLD ELTOREMNSLY
FRZE#J CKD £
KEPEF2LL M En AR R
N
IFT140 | 1-2% ADPKD-IFT140 BREBKRTHLBHER M-, | HEREH m7LILtE
VPEOMAIEREEA INENAREE) RV | MR EMERE M RAE short-rib thoracic
B8R dysplasia (SRTDO) R U IR R4
retinitis pigmentosa (RP80)& B E
NEK8 <0.5% ADPKD-NEK8 ElEESEE 3 E-FRIEe TS%IEEFRFEE
BREEX m7LILtE
HRERBBESRE renal-hepatic-pancreatic dysplasia R U7

A% nephronophthisis (NPHP9) & B E
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1CHREBEREDIEMARON TSNS TLVEWE—7L )L ADPKD RREEF

BEF | % o BRIFEE B RFE =P A7
screened
families
ALG6 | <0.5% ADPKD (B RIVEIDA) | —ARRIICERERBHELT FERE.BICEESHE | TICHBORBFRLLTHEALIEASZ
frsEf E/TUIVE ALGE (FEREBRRBEOAEEMEHY
@7 LIV
LX) ILIE R EE the congenital disorder of
glycosylation, type IC (CDG1C)&R85E
ALG8 | ~1% ADPKD (MEHRI|BRDHA) | —REICEERZET M. BICEESR | TITHEBORFRELLTEND

= TLEMAER T

e
i BIAREE") XU AER

RE2EFRBETFEDOAREEIASL

w7 LIt

LX) ILIE R EE the congenital disorder of
glycosylation, type IH (CDG1H)&BEE

_75_




2)ARPKD (B BAEBHZRMEERE)
Definite Zx1 R &ET 5,

A EEFTR
RHERNTHEBECEALSEEE T HE MBS KEGRATR

B. E&KFTR

1. MHRICEZEZEOGVDGFIZI0 MU LDIFE)

2. BRERFTR .. £LFRE. BBRRELGE LY RSN DT R
3. ductal plate DEEZ R FIEFEMR

4. FREBFHIIC ARPKD LHERSN-RIRDFE

5. W DIHIF

C. Bz¥MBRE
BEIEFHRETARPKD RREEFICHEHU/N)TUOMZER)E2EHS
* RAMICEBIGERELZERTHIEFHETS

<ghTa)—>
Definite1:AZi&f-L. M DOBOWLWTF M1 DL EZEE=F
* FEZHRE ., BEGEHRBICTHORELZHSN-BEILBRNT S
Definite2 : C&ifiT=9 . XICZEHT- BEDREMT ARPKD LEZONAEEERY
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<EEESE>
LUTOWThhEETIHEEERMRET D,

CKD EfE ENFEE— YT NFRDE S DBHE

BRI 750mL L EMN D BB BIEKEES%/FL L

Mayo 77481C-1E X

BIZZEHIBRE T ADPKD [RELEIGF (PKD1) DIEE/\N) 7 b (ZER) Y truncating mutation DIZE
BRFHEE T ARPKD [REEGFORUNITUNMER)ARIESNTESE

moow>»

3¥)truncating mutation: nonsense variant A2 frameshift variant 72&E  BEI#RIEOR O HIRE(Z &Y. EHEXY
INI X T loss of function ZE T ZENFRISNIZTE

CKD EffEHFEE—rT v

EARES AT A2 A3
REOER

(/B E¥ |BEEAR AESHR
FRER/Cr ki

(g9/9Cr)

0.15Ki@ |0.15~0.49 | 0.50 1Lt

Gl |EEIEME | =90 % = Lo
G2 | g B% leo~g0| & | ALUD
GFRE% | G3a ﬁf”’q’%g 45~59 o) AL i
(mL/% REE~EE X
/1.73m) | G3b ﬂﬂ" = 130~44 | ALUD i 7R
G4 |BEET 15~29 i i I
FKMERR
& | (Eskp) <1 7 7 7
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HMayo N HAIXFER B EREEF TS ADPKD EFIIZH T, BRTHIEIN-BEE HtTKV (mL/m) EE#
#FEOTLLTDHRIZ ClassIA WS 1E [CHETHET,. BRBZAELTHLORAB A LICEDFETOERZE
AT D0 5EETHS,

20000 -
|
8000 - HHHHHH
6000 - :
1 |
4000 - :
1 !
2600 : Class 1C
— - 4 .‘. T 1 |
£ i i 11
g . LT
E il
> 1000 ‘*‘T"'
2 800 {1 t Class 1B
|_ T1TT 4 . - 11
I 600 {1 * I[ : .’i.g-:u
I = =
400 1 e oo e il N | 14
Class 1A
[1][44!]
200' 1 ‘ 1 >1-
100 e - SMSE——
70 75 80

Patient Age (Years)

SEWEYE L OVESE B OIS 21T 2 FEFH

1. AWV D EARER, MRAEFT RS L T, 2R LICRBEOBREN WA ITIE, W
NORFO L DEHNTHZE LK 2R (72 L, MR ORKR 2 R HRRIERETH - T,
FATEERR B DITR D, ),

2. JRIEBRAATZIC I D EAEE AP EIC DWW CIL, U2 E P E O T TIHREMTON TV DIRETH
ST, HIT6 AR TR EWVIREZEMISHNT5 & L35,

3. 7B, JEROBREN FEROEREE S C—EL EIZEYS L WE TH D0, mfRER A kT 5
TERRERHDIZONTIL, ERERONGET 5,
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86 it Eh A 14 A =) I I i

O #HE

1. &

Fti EN AR 4 At = L E iE (PAH) (XA ENAREE (R AR QMBI RENECHHER . Ml EREEIR/NME.
SEOMMREES . ZLTALDKETR2MBREIN, AN EDLEVEAMEREB THS, PAH [E—D DR
[T EKERORE (/3147 B LTHEY  REBICIELIABENBETH D, PAH [TRT DIRAME
BEFGCBEYEERREZTTOVTLEELEORBEI#RELRIBRENDEICLD, BARDIGAIC
FBOTFERFRTHS, ALY REMOEHEBETIREVEREICREL. BUTERICIYREBITIELD,
INRERITMHEZENES RABATIE 60 MRFETEZEDEIENZ LA, 70 MUETIEZB XN XIFXR KA
STW5, AEDESITEY/NRHANSAAANBITLIFLHTETEY . BITHERORREELLS
TS, RAEMEIF 100 FAITZ~ANEHGERETHD, BLET L EEF~NDBEFREMEDE T
EHERICERTRELSNIBRENT R, FERFREENECEICAELFICKEEXR-7 fHE
THbH. BELEICEE DA NS WHO fifis MEFEHEES $8 (WHO-FC) 2 TH. e (T AMBIERR RIREL
15518 . EEBFBEE (HOT) ML ELLSH, HOT ZEALTHZIOLDOBERISRETHY £EDAEHE
FENBELLD, AMEITH T HAEELT 1990 FELIRRICERAKF . HERBORLIEHDAEENFHRE
SN, LD EFIRIFHEAADLEICEVER T RITHEL TS, ARIEH M O M & e M i+
TID-OHIEENHELNED T T-BEMNICEYEEDRIFS. KEEILL TS PAH EHFI
HZ EVARICEREOESICHLTIEMBIEEEET ILENH D,

2. [RRA

PAH BEEZF D55 . BUPR2 B FEEDHEEINHRLES PAH BEDH 15%BHLN TS, Th
LANADBIGFEEIEFNEN1~20ESN TN, BMPR2 ZRFAED PAH ERET H4E) AIEH
20%, BRANBEEZXRELIZRERIZEM 13%, & 44%LFRESN TS, BUPR2ERIZ K 5& B PAH
Tl&. BMPR2? DBEIBEBMDAH THEL TFYIUREK-EHEWSI-OE—HZ R (CNVs) [CK>THET S
FEFINDENCTFET S, BELFEEORRICITEGHAV ORIV THNBBETHYZEAGH OERFEI D
B35, PAH EERFEEN MM E R QMBI E LT DL ST IERFEHATH S,

3. fE4K

s MEEDBEEEKRELTIE., FIERTFREH. HRFTE. E. BE. RALEENHLNDS, BIE
ENEETIIERERSHRLUIKLK(ZHAR#ETHY)  ERNHIRLEEFIZEK, BRICEEDMSME
EABILTNEIENZ N, SEMBOEETEELFSHFENETL, MALEXET. FEHOZRE
REDBIREDH D, ETHITIL. HEARZE. FFEX. TREEGENALND, ZDfth. fliE MEED
RREELGDEBEREBICHEIBRLILBERRRNALND,
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4. BEE

PAH LEZBISN =B S ICITNBMEMERENEAOND, MILEDRIGENBLMERICH T I2ERAE
Ca HEIE. TORAY A1) (PGL) BRIRIZIEAT 5 PCL LT DEFEER PCGL 2AKRESHE, ToFEYY
BRICERTAIIVRE) O ZRARERE. RU—BILERNO)BBICERT HRARSIRTI—E 5
fHEZE (PDES-1) /EAMS 7 ZILEES V55— (sGC) RIBED B> - R MO Ml BHLRFE LS VI,
2025 F 6 AICIE. BV ET U I REBERERETAT7IFEL VT FILIREETHASYRTILET AR
BEAEESTLS, DEICANDBEEFICH LTI RESEHYIERT S, ELOFLELDHE
[CIEEYARLUNRE . BREENDLELLGY, BEEEICKEEZELS,

5. Fi&

PAH D BABEZBHTFEF R T, AREFMARAORE TIX. BRI PAH RIE% DT EFHIM LK
AFKBEDISE 2.8 £T. RRAITEAE. HLFL. BONENERESN TS, MNEDFKAE PAH O
FRIIEANICHBRLTEISIZAR T, FHAFHRBMN 10 hA THHERESN TS, IHFEDRKIZH TS
KIFEER B EZARORTIERTEIRNEDFRIEHELTETLIN., £EICHAMEARNDLEITL
%,

O ZHOHEITLELEE

1. BER(SNAEE HEEREZHBEILMFER
4529 A

2. BIRDHEE
TH, BEFEELRBINA TS, )

3. MRMIAEAE
RFEL (FiM BEHLAREIC LD FERBE)

4. REIOEE
WHE(ZENEELIZIGE. £ EDBEBENVLEIZLD)
HY (EREE5 DD EELE)

6. EEENLE
WHO fifite I EE#%BE 5 ¥8 (WHO-FC) I ELL L ZEBREBMB DO RET B,

O fEHE#HT
HIRMRBBRMRERHIAMTRFEE s MEEICE I SHEME
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<EMREE>
Definite Zx R &3 5,

A BREMR
1. B0AT—TIIVRECHEMDEEMS MEEDRR (LT Da~c2 V) EMmIT
a. REEEFIHEIARTFIE (mPAP)> 20 mmHg.
b. & H (PVR)> 2 Wood Unit (WU) .
=EUNR TS MERE D ZEIZ PVR ORDHYIZFMEEHRFZEE (PVR) = 3 Wood Unit=m?
WU-DAAWLGNS,
c. MENREEAIE (PAWP) < 15mmHg,
2. MRS o F I 5 LTORG S MR RIELEL (@4 A2 ZE4 1S I E A DRV

B. FiZhARtE it T 5E D BE R 5 48

UTOWThhIZR$ETHE,

O F 1 XILE B MBI 4 it M E e

QRBIRTR (AR (S M ENAR M it S M e

@ F KM A ME DR B 45 Bt B AR 1 At = 10 1 S
TR v MEDEBIZHES BRI S MEE DS S (&, FHFEER RV FHEITHRLME
IRMEfE LEENEFT HIEEERRET D,

@FRRE TTEESE (< 435 A B 14 At = L0 JE i

GHIV B (<435 At BIAR 14 fifi & 10 £ A

©ZEFI 5 5 14 O B BOAR 14 fh = L 1 i
EHFHMEMBARMER S L EEL. RREFIORE . PIEICkYRETSAEEELIHY . MHEIARHE
e mEEDREELEICEMLTHY. ABRNMVLELGIBOARET D,

DOFER R 8RB SR I (2 4F 77 U= Fm AR 14 A= M0 £ AiE
IR E MEBRMEDFEDH CIIHRAD TELVMBIARE NS MEENFFT 158
([ZIEAENARMER S MIEAE LML TRV, =LA R EERMAE DA TIEERATERE
FIFL-EBRZEROBE., 8. 15T NEEIELLE IOFICEEHTHI L,

C. #RIEZk
LTOfEEEZRTREERNTEDIL,

O EDRERBICKSHME M ESE (I B S mEAE)

@ 1BHEMER 2SR R RER SR ME | & B s I JE (I B A= f T iE)

© et ER SRS L EE (V B ihES DEE)

@ PmiEsAREAZERE ~ fif EHE M & fEiE (PVOD.~PCH)

® RS M AE
HILAMR—=D R FU7 I AHBRRREERIE . ) 2/ IR E A IESE . KENAR K IE MRS . ffIE D 5%
KHEERE. MEAREFEAE. HLEDONEBEE 2D RIS MEE
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<BWOHTI)—>
Definite: AD 1 R U2%E-L. BOD~DDWLFhMZEZHL, CEE TR TES

<BELIE>
(BEMR
ObLIa—RE
TRPG SHERAILRDILKGEEDFR, GH . FRBPBER LA LI T —TIVREIZL DS M E
DEEEENDETHD.

QML X L5 E
FFS SRR ENARIE 22 DL K (DML KRG E S MEENTEINSFTR
QL EX

AMREMLEVARAR. AEEXGEMBMEENTRSNSFTR

Q) EEERRVERKATR
OFEED RN
QBRI =
Q%
@i M EENFEZRET SHBAHR

(3)/MNRIEMFTERR PAH Mo DT
INRISMENFTE SRR PAH DOIETE SR PAH NDRATIEIMPBLLHM . DRIEMIFTERSR PAH 2
RO BRER ., BIDHT—TILRETO mPAP fE. PVR {EZ UL XA B K H1FR S (PVRI) THIETY
BHELTRETH D, AVNT—TIBREREITOEE X REBITRICHHABELT S,
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<EEERE>
BEE E [IWHORN S M fE#EEE 5 28 (WHO-FC) IZTHIE T 5 (TiESB),
WHO-FCII LI LFBERRET S,

I B B KFEICHROGV S IEESE

EBDSRES TILITREHEAE T . WRECRHLEEEZELEL,
IE: SREHZEEOHROHLIMEMEESRE

REHFICITERERSGL, EED S K EB THTRERORY . BREOCRHEENES,
I : B AREENZFE LUVEIRR 0 85 5l = I [ fE B &

RHBFICERERNGN. TEUTOEED S K EE THREE RS . EOLHEE D
h%)o

NVE EAGRKESLETERLGIMBMEESE
NODBEFADFEDERERL TS, REFFICUTREER Y XITRFBALND,
EALBREREBTHLERERDEELNH D,

&%)

FRIFEHM PAH TIE PAH ZF R L-ERILBRMNTOTE, 551 PAH LRI, BEEFICEBON
NHERERNFHEICREEHET S,

AR, DI HEE 2T TRENRELIGES TLEER TRENFIEREEZEOTEEICHI-2EE
PRLETHNIIREEHET L (MBBEZT-BHERET S, 48, SHRHERORENTRETHNIERE
HEERDIRBBELAREET D),

P2 IR HEYE K OVEE B S0 FH DTN IS 6 1T 2 BB

1. A ZWITHW D EERAER, MAPTREICE LT, Z2WEYE RICRBOHE R 2 WGEITIE,

WTHORIO L DOE AN THZE LI X2 (72720, YR OB &2 R T HRIERE CH - T, i
RARER L DR D),

2. WIFRBRMAEIZ IS 2 EIEE IOV TE, HEEIREFHVEHEO T TIEREPITON TV HIREET
&> T, BT 6 22 H M The b BUVIRRBZ =R KI5 2 & &35,

3. F, JEROBEN FRROBEIEESFET—EMU LIRS LRWE ThH L0, RERERZ T 5
T EBRERBDIZONWTIL, EREREHROMNRET D,
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87 Fma%AREAZESE A £ M B fEE
O #F

1. &

A 5% AREAZEAE (pulmonary veno—occlusive disease:PVOD) /fifi &l & FE4E (pulmonary capillary
hemangiomatosis : PCH) I&. ffiEhAk{4 = MIESE (pulmonary arterial hypertension: PAH) &IX R 5% DR
&8 THS, PVOD/PCH DNFEHIERICIIBRANHY . EEZM SN G ICIEMBEEZ IV ELLD,
it I SR [ = 35 1 0 it I B 78 25 | X A B AR s 5 B8R/ 6 M I B AB 388 | BT L TIREL S D& iEE PAH &
L TOERIIZHE WL TER/ EMMERENEE LD EMEFRHL M ELo T, BIRME PVOD/PCH
DRMRIZIE, BRKFTR -BRAT RICIA CEEZHREDERIZES EIFZAKA T T UL EEDRE N
TIND, REHEBFNIC PVOD (XAhEARD NIEEE ORMEILFIC L HEAELRO . PCH (TATI2BED E
HMEREZTREET S0, PVOD/PCH B D= DIMERTERTHYHESN TR, T TPAH (S
PVOD/PCH #/RZ DREMNEHONSHEIZIE., BRRAEIK. MIER CT AR SARILIKS R 5347 . FidLEAEE
HEECTFRBEERE LK ITERFNENEZ MR TEHET S5 EAEFELLY, PVYOD/PCH 0B E 5| Tl
B CTRIZCEWVT. TUASRKEE//NEMREDIEELRENHEINS, —RERKRIZH LT PVOD/PCH
[TEBET HATREMEIIBH TRV, RLDHAHEICEMEMEEDEMRICHEHRT RETH S,

2. [FA

HREERVEEYS PYOD/PCH DRRIETATH 5, EIFZAK4 T LIVERE RO DR D FAE F#n &
5. —A EIF2AK4 7 LIV EREZROEWVES DREFHRIIFSEN L ERFEEESOBRETHE
FEEEICKYERLDIENTESNTINS, &= PVOD/PCH [ZBIL T, ESC/ERS 2022 fimMmEEH AR
SAUTREINTIND EIF2AK4 7L ILORRIN) T LD HH PVOD/PCH EHAET 501 TIXALY,
EIF2AK4 BT EEICATARMNITUOMNIBESINTELT . EENTOTHLRELIDIEZBREM
BIEEETHD, BRTE, MMETLREEGE PAH O H(Z EIF2AK4 BIFEREFDHRESN TS,
LAL EIF2AK4 iEInFZEEE PVOD/PCH RIEHF DERITAFBRASA TGN, 2 H1M5EEAE (SSc) I
PAH fRZ L RIBFIZERARIR Z (PVOD (IR ) TS5 E N H A LT LIRTLYEIS N TS, LAL SSc-PAH
[CEWNT PVOD BRIFENEDIEEHEFET 5D H . SSc-PAH [ZH(+5 PVOD/PCH HIRELEFHME
PVOD/PCH MREEND EREFH DDA IZEIL TIL IR i THELAZ Z (T4,

3. fEtK
BRERMEK (T PAH LU (FEHRUIN . BEMEZRE. TROZFE. TEROXBEE)LTEY.
PVOD/PCH [T EGEIR TG, LWL LB R UV HERHEBR R M DFEEN PAH KYLIEETH 5, B
FREZHTHS PAH EBZONTH, B2ETEFEED 50 R T, %MIEERAE 11 <55% DIHFE 1L EIFZAK4 @7
LILwEE/ N 7 M5 PYOD/PCH THAAIREMEZE BT RNETH 5.

4. BEE
AKEDREIIFETHY . KEDHEITEEIE TEDARRILGCHERENEARTHS, REEIZTRLT
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BEVNUENRLERLEZONTVSABEREITIMBEITHD, (MBI IOBEEEZLSNDEEICDONTIE,
BERUVREICHIECETIEREZRTUEEICRET 5,

Fi5. AHHE. BEFEOEMBEICKIYMBENITONEVESICIE, REE. FIRE. BRRELEDNX
BEEICINZ PAH BBREDEREZEET 5, PAHBBRENEMo1-LTHRELH A IN . PAH BERE
HRICKPEREEBRFECRIECHARBALE L TARELXEAT 5, PAH AREDOEAICHI->THRY
FETAZEMERIES-M/MhKEETHY . SHREHERLEASEFIZRRIBEL TULKDENH D, fif
SoMu/ffiKENHIRLI-HEICIEER DI EEET S,

5. %
A BARICERETHYFTERBRTHS,

O BEHOHEITHELEE

1. BER B EEREZREINMFER. SN4EE)
25 A

2. FEIROHEAE
B

3. MIRMAEAE
RS (RARAELL)

4. REIDEE
PLECEEICERETTFRTR)
HY (FREEDLEERE)

6. EEENLE
WHO fifis M ##8E5> 38 (WHO-FC) I EU L EREMBONRET S,

O fEmEHT

HIRMEAR B BRI RS XA RkaRA& B - IS M EECR T SR
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<EHREE>
Definite %% &9 5,

A BREBFRR

1. ADAT—TIIVERE TR EMOLESMS L EEDRR (UTE ) &7
REFRFIMBEIART 2 E (mPAP) > 20 mmHg, ffilfl &1 (PVR)> 2 Wood Unit (WU) . ffiENARIEE A £ (PAWP)
< 15mmHg

2. PVOD/PCH Z8ht MBS ARG E CT(HRCT)FTR
iR TR ISR 5/ NERREORE. /NEFIDET YIS RERE (ground glass opacity) . fitF@!) /8
Eifg K7L

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

4. REFFFOEARMEER 7 EDIET (70mmHg LLF)
BONT—TIUFRIZESMENEENIEEISHESNILULD Pa0, BT

5. EIRM SRR IZ L A5 KBNS

B. EEFHRE
EIF2AK4 BIGFEEHY

C. #RIZH
UTDEREZERNT 5,
BRMEIENE PAH, YY) SRR PAH, FEIRZRAE(ZHES PAH, 2 MR S T AE
(CTEPH)

XYEFFHMEEHE PAH BOLIEMERSIZEEICHED PAH OELLIZHANFEINSSSEEIZHKIET S PAH
(pulmonary phenotype) ]& PVOD/PCH DERIAEREICHE S, ADI5. FIRMMMEILEEICKSHM>->MM.~
ffiZKIEDEFHK 125RH 5156 L PVOD/PCH £ #iT 5,

<gZWohTI)—>
Definite 1: 4% PVOD/PCH AN 1R U2, hDANDI~5MN2IER LI EFHT-L. CERINTES
Definite2 : :8&1E PVOD/PCH AN 1R U2, hDANDI~5MN2IEH L L M OBE#-L. CERI T=ZS

<EEFE>
“&I&ME PVOD/PCH (&, EIF2AK4 BIZFDRET7LILDKEEI/ AN T UM TIIEL EEANTAOTERIELS
S5(BEBARBHEGRER) . T, il E ¥ iR 248 51 1% - it S AR 14 i = M £ £E (pulmonary arterial
hypertension: PAH) DH (24 EIF2AK4 Bz FEBREFHIRESNTIVD,
DIO—REMR FR-EHREVTNOSELEREMLICRERRERE T, 4H. FiRBER
FBEODAT—TIVREBIZLSMENEEDHFEERNVBETHD,
-PVOD/PCH ZHiD 1= DI ERILEIRTHY HEEINZL
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<EFREESFE>
BEE IWHON S M E FEHEE S 38 (WHO-FC) ICTHIE T 5 (TEES M),
WHO-FCII LI LZRBERFRET S,

I B BAEFBICHROGUIMSMEEESE
EBDSREETIIFRRHCIRS . BB CRGEELELLL,

I : B {REECEE D HIRR D &H HHfiS [ iE B E
REHFICIBERERDEN, EROBJKFE THREH KRS . WECKBLEENE D,

ME: SRFBIELVFIROSHSimeE MEESE
REHFICERERNGV, TBLUT OEED S AEE THIREE R . MEOLMGEAEE
%o

NVE EAGBKRESVE TEREGIMEMELEEE
NLDBEFADTFEDERERL TS, THRICLTRE#BEV . XITEFHAHLONSD.
EALGEREFTLERERDEELNH D,

ftE ., DI HEZ R T TREARELBE TLRER TRENFRR SZ2EHTEEICOREN
DETHNIREETHES S (MBHEEZT-BRERET D, 0H. DERFIERORMAFTRETHN LTBAE
BROFHBFLAREET D).

2T FEUE [ OVERE /0 R O G 12 F 1 B R R A

1.{“%.#A WD REARIEIR, BRAEFTRASEICBE LT, 2 RICRBROBEN R WISEIZIE, W
NORFO L DZHNTHZE LI 270\ (72721, YW Ofk 2 =T ERRERE Th - T,
RARER B DIZIR D),

2. IREBHIAE ISR A EIEE SHIC WL, @R EZEHO T THRENMTDbA TV A IREE
ST, EiE6 AR THROEVREBAZEMAHE T2 L L35,

3. kB, ERORBRED FFROBEMEE/EE C—EL RIZEE LARWE TH D08, mEaRER ke 9
5D ENBEREDIZONTIE, EREHROMR LTS,
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88 214 4% ZAe 14 fifi 5 I /£ fiE
O #E

1. BE

ISR ERESS, FEALMAZICEYMBIARAEAZEL . MMiRs fRUMERBEOREN
SMhALLEIZO->TEELTWARETH D, -, [BEMMRERIEIZST, FHMEIARED 20
mmHg ZHB A 5MEMEZEHLTLSHIZ. s MESE (PH) Z 451814 Mm% Z 42 M4 fii#& & (chronic
thromboembolic pulmonary disease : CTEPD ) Z& LML (X 12 14 M #2 E 42 % i & M /£ E ( chronic
thromboembolic pulmonary hypertension: CTEPH) &LV, CTEPH [Z(X@EIZREMMEERELRIET
HIERDRBROONDREE L, HONHERDGEVWEFREDETHAAONLBRENH S, MMiEER
ENGERIEE T 20N DHFEBASNTEST . ENPZ CTEPH [2H Y HIRAHIARIXILL, &
YEEEEZ T TV TLEELEZOREIRELRIIBRENDETH D, BARDGRIZIIBOHTFE
TRTH5,40 BLUBORENFLALETHY 70 FREENE—VEGY . THEIEBHEOMH2(ELL-T
W5, ZHIENGSILEEICHAUREREDBENNELL D,

2. [RRA

ffi M i2 ZE 2 E QR R L FEEEFRMASEDOREEECTHY . MREERED TTHE., FIRMTTD S04,
BIREDOEEDIDDERNEELL D, MM ERE TIE MR ERICKDMBIIREAZEDIEE A s M
EEMMERELTEETH D, MEEROREBELHRAMERN TOMZDOERIRKRKIOER
HEEZLND, TNLUSNDERELT. DEREBL AL OEESIRTOMEHERE. QKR ERAIDHES
RICBITAMERELGELRELLTHAELTINSEEZEZAOND, CTEPH [LENTIEMEE T, HH
ETIE&MIZ 2L FIFER AR IS AE D A D FFTE TILSEE AMELY HLA-B*5201 4> HLA-DPB1%0202 &
@ DEFDAHDNEIEDNREINTIND, SNEHD HLA [FECKTIEEBH THEE DV HEWNELT D=
& . BB E RG-S -RIEMFZ T DEF D FENREIN TS,

3. fE4K
CTEPH MBRAEKRELTIE. FERITRELH. HEF R, BE. . XHLEELALND, BE D
ENETEEREREIHRLIKLK(ZEHIAEHETHY) ERNHRLI-EEZITIEBRICES EOM S MEE
DROONDIEN S, e MEEDNEENTEDEE. FEREREDBRMENH S, #EITHITIE,
SRERARARER . FFIER. TREFIE. BAKGELHLND, ZDMh., B2 ERE s MEEDRRA
CRDERKRBICHEIBRBEARENALOND,

4. akik
RNEICHLENTHDEBEELLTIE, (1) FHTRLZEAEELMEIARNICREMEDORAE HEERO
3 EE T MBIARMAR NIERERRHT (PEA) . (2) AT —TIL TR ATRELRAE M ER LK T H8F
B AR E R BN ARYE SR AT (BPA) | (3) FHTEM DROVKME H AU AT TRE. B RS M EE< >
LTIE. AT 7oIIVEERS 5—ERIEETHAIA LI TR, TARIY A V) U ZBREBETHL
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LI RTRZE TSNS, WHO FC=II, mPAP>20 mmHg, PVR>2WU, BPA [ZTEIELS5MmizEREN
HFHETHHEEICIE BPA ITTHELMMENEDHLRAHA 5N S, CTEPH DAEASELTIE. £7
ERZMICL5MiE ERTBBLEDEE. BLDAT—TIVRE /DII—REICEDELAROFHEEIT
STENDBETHD, RONTHRIKDETEINHIT 560, MEBRFHEZRmMEMKFHEBEIZELT
NEERETRIET 5, BERRIERN K. BLLFEIARLDLELGLETERT 5, MHRIGELTEELR
(X, REDEBBRICEALE-EMMBERABNL. PEA XL BPA DEICEFRITTEHIETH D, RIEHFLEH.
EEEPHERERESHEEDNM)RIHF], BEHNFMEFLELLEUMLLE TIX PEA T BPA 0O:E
REEET D, RIEREHOHEBRERMSMEFIHLTIE, YA T TR ELEFIRTDREEEE
¥ %,

5. Fi&

HEEREIERAED CTEPH TIXUBEEEZ EARETINEAEDA THREDETEHCIENAREL
BILTFET 5. RELARIERG EAEA TEHMEARED 30 mmHg ZHBZAAEHITIE. s MmE &
FEREEEBICELTIEELHYTFEFTRTHS, PEA X BPA OEUILHEITICKY MM EEK ISR
ELNHFSINDD, MR EROTLIRE. ABIEZEHR,

O ZHDHEITLELEE
1. BER(SNAEE FHEEREZHBEILMFER
5230 A
2. BIRDHEE
A (RAEIR AR A O FMEIARD M142 .~ AR IE)
3. RMLAE A X
KRHESL (PEA, BPA, MM ELREEICLDBEDRENAFIATID)
4. REIDEE
WE (ZENEELIZIGE .. £ EORERERENDEIZLD)
HY (EREE5 DD EELE)
6. EEENLE
WHO fifi/s M E#HE 7 58 (WHO-FC) I ELL LEEREBHR DN RET S,
AR BBCRA RSB £ #AMTRSFER e M EECRET 5HEME
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<EMREE>
Definite xR &3 5,

A BREFmR
1. BLDAT—TIIVRECHEMLESMSMEEDRR (ULTE2 O &M@Y
REFFFAMEIAR T 1 E (mPAP) >20 mmHg. il E#E 51 (PVR) >2 Wood Unit (WU) . FfiBIARIEAE
(PAWP) =15 mmHg
2. RS o F IS LTORIGE MRS FRIEZRD
MRS HICEEOLRVXEEMTS W‘ﬁk?ﬁ(segmental defects) B3N A LI EDIEEEEIZELST
LEEESND
3. MERELIRE TOERMEIEL-MRIZRESEILERDHD
1. pouch defects, 2. webs and bands. 3. intimal irregularities. 4. abrupt narrowing. 5. complete
obstruction % E DB ML LF-MZIZKEHELERDH D
4. MERESS CT IRETOERMELI-MRIZEEHEILERDHD
1. mural defects. 2. webs and bands. 3. intimal irregularities, 4. abrupt narrowing. 5. complete

obstruction G E DIEMEL-MiZ KA EILEZERD S

B. A& E
LT Offim il EiEZ 2 4mAEE, BH e ER NS MEAE TIEGL MEsEVWTIIAEER
KEMEMEDEBELIDDT, ChoZERNT HIL,
RS U E R T i E AR Al = I A
FBIR R <435 B Eh A 14 it =5 L FE i
SR v MEDER RIS R EIAR M i S M E i
FARRE TTHERE | <445 B SN AR 14 Aifi = L. FE S
HIV 22 (45 Fiti Bh AR 14 A =5 I 1 iE
EFFW S FmENAR 14 A S 10 £ SiE
fERARBAZE MR A | I EM M EEE
14 RSB IE M A=, M [ i
ZiD IR B IS RS T E
10. ﬂ?&%ﬁﬁ*&U/xli{ﬂ&%%mrl 35 s M E fiE
1. ZOMOFEMELE (B ILaMR— R ST ILAD REARBHRBEBRAE . 2/ IR E FH IEAE . KEN
AR KAEIREE, FME DERMEE . MEARREFKEE. MLE DN EBLZEIZKDZ R LE
fiE)

com.\l.ov.m.b.w!\ve

<gMohHTI)—>
UTDEEZETHEE-TIE,
Definite: AD 1 R U 2%i#T=-L. h DAD3ELLIFADWThhEiEf-L. BRI TES
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<BEHRIE>
(NEBLTREREFTR

OhTa—KRE
TRPG SERAILRDILKIGEEDR, GH . FIRBPER A LI T —TIVREICKSMEMEFED
BHEERENDETHS.

QBRI KA RFT R
1 iR BE A R ME %+ 51K EE R MIE (PaC0, =35 Torr, Pa0,=70 Torr) &, fiMit B EHNRIEIN
SR

QM X REE
FPIER A BIARIE R DL K L DML KR E S MEAE A RIEIN SRR

@ER
EEMREMRVEEER . AEEXRGEMSMEENTESNIFR

Q) EEERRVERKATR
OFEED RN
QMM AR AR (CAH DN DERRAEIK (RADIFIR R, 9. KE) DEIE
QT ERREDFFARMARAEZEEH £ HERRER (TR DIERR R UESE) DEEE
@EEEZ L. e mEEE TR Y SHZAMENERE
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<EEENFE>
EEEIWHOM S M EfEHEAES 28 (WHO-FC) ICTHIE T B (Tt B),
WHO-FCII LI LR EXNRET S,

I E: BRESICHBROGW S NEESRE
EED R KEBTIEFREHB KT . BB CRMEEEELLEL,

I £ : BAEBN 8 E O FIR O &H 5 = i EE B E
LZHEFIZZERERNGN ., EBOSKEGH TIHREH RS . BECAKMLRENEID,

ME: HAEBZELVHIRDOHHihE M EEEE
LZHFICERERSGD, EEUTOBREDSKFEH THFREY CKRS . MEPXBLGEN
25,

NVE: EARBREFEBLE TERREGIMEMmEREEE
NoDBEFADFEDERERL TS, REFFICUTREER S XITRFBALND,
EALBREREBTHLERERDEELNH D,

fieHE. DIBIEZ R T TREARELLEE TYRERTRENHERSESHOTEEICH-RE
PRETHNILEEEH T2 (MBIEER T-BREEET S, 0H. DERFERORUATERTHNIEHE
HEROHEHFLARRET D).

I LT M OVEE BE 0 FH OO IS 36 1) 2 W SR

1. LWV D EERER, AT SIS LT, ZRiEE LICEEROBEN L WHAICE, W
NORHO L DERANTHZE LI 22 (72720, Uikl OfkE 2~ T ERRIERE CTh > T, i
RAHER B DIZIR D, ),

2. VRIRBHIATRIC T D HIEE P BIC OV TR, BUIREFRE O T TIREMTOI T DRETH
ST, EHiT6 2 HE THRbEWVIRBLERMPHNT 2L 275,

3. B, SEROBREN FFROEEE S T U LICEY LRWETH L0, mEERERZ R T 5
ZENMEIR B DIZONWTIE, ERERONGE TS,
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10

94 RFMRELIEARE &

1. =

[RFMELHERRE % (PSC) (. REFRHADIF A -/ EE D RMEMEIERIC L HETHED R NAR
Ao THY . FEEEZRTHAEICWVSRENKETHSH, BEX. AIDS ODEEEE. BEEMLIE
% (PSC ZERRUEHEEAHISN) . BEOFMONG. MEERA. EXUEERE ., ERMELHE
FEE %, BBEDEMMAEMEE. floxuridine ENEICKHIEEREZOHEEICHEILDIE. 2R MEELEBEE RS
LTBRNEND, Ff-. BEREMERICHESITDEEH T, 1564 BEERLHEE XL SN D, 2015
FEOLEREICINIE SEE X BSOS REFET 30 & 60 mAD2EETHS, FFR-FFH
REmADREFINZL EBERGRDEHE 40%IC, BEEOEHE 1.1%IZRBHT=,

2. FRA
B RE MR CRFEMETHEERERFRICREZHEEICESEZEZON TS, F#MlIETFHA
THd. REMBEEDEHNEL FRELTHBRNIRELOBEENTEINA TV,

3. fER
2ERABICINIE. IREKRELTRLZVDITEETHY . 24D 19%IZBOONT -, BERETET
LIEFILH LD, BIEKDEFZMSNDEFNNLEOHF I LS FAEMEE. BERITHLTHR
BABRNHEITINSD, BT HEMNZL, BEFEENERLTIE, FEZICSERT 2ERESE

¥%,

4. Ak
DY TAFXLO—IVEEORY T(TS—h L ALP 5 GGT EZBE T IE DM, FREXETHMITDON
TIEFBATH S, BEREITERT HAEKRICT L TRIRFER/ NIL— LR PR T MNEEN THhEH,
PSC ZDLDDHEITEILHDHIEILTERLRL BIEEZDEITHITIE., FEELH—DOREGETHY.
MIERFBEN D LGEOARBTIIERFBEA ZITITONATOES FRREROBHRENLEME L
HMEETHD,
5. F&
LERBEOHERISIE., FBELGLOSFELEFEIL 715% TH>T=,

O BE#HIFEICHELEHE
1. BB (SNTEEERSBETREEH)
892 A
2. FEFROHHE
TH(GESHMES. BRNBEEENRRIA TS, )
3. HRMLAE A
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RS (RARAEELGL., ETHITIIABELSE—DRGETHINBRLEL,)
4. REIOBEE
VB (FRBHERLDSEETFRT 75%)
5. BEE%E
HY (AR ERL LT E L)
6. EIEENLE
1) XF2) &R ET D,
NHEERDOEE (BE. REEE. BEX. BKOGHEEHM., FFEKE. BEELEL)
2)ALP NWiEER R #E LRD2MELI LD EH

O fAEHT

T8RO/ - IEEKREICE T SREM R
HRARE TRAFZEFHARFEE HEk BPE
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<EEEE>
Definite. Probable Zx{& &9 %,

A ERFTR
1. PSC IR RRER R : Tata~dD WLV 1 DLLEZET=T
a. Multifocal band-like strictures (% FHEIKIEZE)
b. Beaded appearance (#IRIKPTR)
. Pruned-tree appearance (BIFEIRFTR)
d. Diverticulum-like outpouching (BRZEHRZEH)
2. PSCZEREOBEEMR
3. EEGBEEMR

[¢]

B. REMEBEREDEH

C. MRKRE
ALP LR (16 ®LLL) . GGT LR (16 ERiH)
* R R EME LREBAMIGEI LR IEHTET D, 48, FHISAHIIC 16 mLLETEH GGT ZRALNM=AHED)
LHIEN SIS X HEERICERZEET 5.

D. A&
Onion—skin lesion ($REMEARE ) X T IRHEMERAEMARE %

E. #ERI2HT
UTDEREERNT S,
eG4 BAEREEEREE X, ZRMEEILERE %, BHES. FERELE

<EWohTI)—>
[Large duct PSC]
Definite:  AMD1%i#zL.B.C.DOWLT M 1 DULZEREILEZL TN TED
Probable1: AD 1%L, EX 2 TR TED
Probable2: AD2&B%E =L, EZ 2 TR TES
Probable3: AD2LCEDEL THT-LEZ L TR TED
Possible: AMD2%i#ET=L. M DCHLLIEDZEAm-L. EE 2 TRV TED

[Small duct PSC]
Definite: AMD3RUB.C.DDETFimf-LEXZETKRINTES
Probable: AM3RUB.DDET%HIZL.EZL2THRNTED
Possible: AM3%iif-L. BLLLIEDZE @=L, CZi#ET-L. EZ 2 TR TES
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<EEESE>
N XF2)ERMRET Do

DAEEROES (BE. REEE. BEX, B/K R EEHM, FFENE. BEEGRS)
2)ALPH EER A LEE EIRD 215 LA £

PO FEUE [ OVERSE E B OE I Z B 1 B B S

1.ﬁ%v (WD ERARIER, AT AR LT WA RIZRBEROHEN R WISBEIZIE, W
h@ﬁ%@%@%%wT%EL§2&w(tﬁb\%&%ﬁ@ﬁu%m#%%ﬁ%ﬁ?%of\%
RAAEZR B DIZIR D, ),

2. IRRBIAIZ I DB FEIC OV TIE, MU EFNERO T TIHERMTOIL TV HRETH
ST, HIT 6 22 H M The b BIRTE %E%##mﬁé LT 5,

3. 7B, SERORREEN FELOEIEE S C—EU RICEY LARWE Th L03, mEERERZ KT 2
TENRERBDIZONTIL, EREMRONGET 5,
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172 {BHRRD74—BfE

1. =
BRRT7A—EIEE. BOEBEAIKIE. DRHFEL. BERLGLELZRD MBETFTILAVKRRT75—
FALP)EDRTEZHEETIERMERTHS, LB ZELLE OEEGEKOTLNA . D
BTRELRBDHDEELHD. ALP DEFEHETICELLVAKRILEAEMETHIEQ VELNETREL.
BRDOIVVREMETTEHILICKY ., BRIRILEZNSIERIENS ALP OREF THAHRAKRIS
J—ILTIU EQUVE EVRXY—LE -JUBO EENRAONDG, BEBKBEEGEEZRTIS
BAZVD BREFDOPICITELEBARBHEGHZRTRRVEET %o

2. [BR
HEBIERERRTILH)RRT72—E (TNSALP) 20—F9 % ALPL B FDHEER K(CKDHESh
T3,

3. fER
BOLHREEIL BRIKIE. BER. MEREHRE. EBEOMEXMIE XK. . (TLNhA. &AL
OO LME., R, BREED. AZENAR. BEERESORYFS. L EORHE L., mUEHT.
BREEFEEREDD,
4. BEE

AWM FPRFBGEEMISHELTTILAVKRRI7A—EBREREO RSN THhN S BAEHIZxT
THORRBRBEEIOADNEIEHEILTOEVD, BERCHAETHRERRRIZEDERNEFE
THGRICEHRENFTED, EHHNEECESHEIST T AN EEERNBEICLEDEELH D,
FREFICHITHTVNAIKERSY B6 IKFHETHAAREENRELD T, £9 B6 DFRE5EHAD, .
RETELELEEAN S D LMEZEZRD . CHICHUBEAIL S DLWV IDFERLEEDAIL S I L
ERHIENTHONED . BIEREBILSE SN H D=0 BREFTRBEEEZHAT S,

5. %t
FRIIFEICKYELD, BRETEEINTOALZTNIEEEREERXZIZ2H. 2LIREIEH
FHABRBZFETET D, BRARLGEORERDEGFTRIIBRFTHAN., BARBEDOCETDEICE
B4 HEGHEILREIVES,
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O EHOHEITHELES
1. BBV (ST EEERZBELRFTER
100 AK i
2. RIFDHE
FHIRAEE ALPL BIZFOEEREN . EEEDEVITLHERE L TETLL,)
3. RMLAEA X
REEIL
4. REDEE
WHE
HY FARVIERDZEEEHY., )
6. EREENLE
modified Rankin Scale(mRS) , BE R &, FIRODZNZTNDFHERT—ILEZRANT, WFNHANILULEE
HEET D,

MET+ R 77 5— £ 1 OB BIRBL AR <18 1 SR B BRI 5
HEREE AWAY LERE K@E—

(KM B RRBOEIKELESE QOL DR L% E MELI-FFKH)
FEREE ARBTEMRC S—FRTEREEREHRNM HE HLHE
HEHEE ARBTERLS4—F-REFH B85 ZEEE
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<EEREE>
Definite ZXR&ET D,

A. FEIRK
1. BARILEES -BREDET
BEMXBAARELTEDERRIE. REBOER.. (HFHEDBHRHAES. Bif. BEH
2. IO BHRE (AmKiFm D E)

B. TREMRR
MEFE7ILAH)KRRT75—E (ALP) {EAVMELN(FEEH A D EEBERETHHZE)

C. E=FHMRE
ALPL Bz FDREE/ N Tk

<gzZWohTd)—>
Definite: ADSH1IHB LU EZFi#ET-L. M OBZi#E-L. M OCEmI=F

<BZERHE>
LT#RHBIENH D,
1. i\

a. EA3Y B6 IKEFMHEITLVRA

b. MALKEME. ZH
CEBHNLTHERE
CEOVVEEAILY D LSS EE

(¢]

o

2. REBEMR
a. RPRRRIZ/—ILTIVDO LR (RPT7I/BEAFTDOIERIZHY)
b. fF/MTFEYRFH—ILS JUBREDER
CIME/mEErn)UBED LR
CELRIZEITAEAIL YD LINE

0

[oR

3. TOfth
a. RI&E
b. MM ME ALP {EDE T X
MIFRICHEWTIL, BREIEHEED ALP D=6 ALP [EN LR T 5,
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<EEESE>

modified Rankin Scale (mRS) ., BE - X&. FIROZNENDFERAT—ILEBWNT, WTFAMH LU EEHZR

E9 %,
H A fRmodified Rankin Scale (mRS) ¥IE &%=
modified Rankin Scale SEICTRER
0 | Fof=JFEMEM LY BRERR O EBIENEBITHRVRETH
%

1 | EREHOTELHALIGRES LGN BREERECMEHIZILHHH . FAELLAT

AEDEDHOFEITITZS MITO T AOTEENZHIBR TR VKR
THb

2 | REOREE: FERE LRI DT o TV =B OFFICHIR
RIELRIOFBNETITADDITTIELGW | [THHH. BEAEFIIEILTWSIKETH
NESOEOEYDIEFNEIGLIZITZ | 5
%

3 | HEEDEE: B0 A HERBEEF AL EREIC
RIS DNENZBELETEN. HITENEG | ENMERLELTHIN. BESHIT.BE. F
LIZITZ% ELGADM#F. MMLUGEIZIETEIZ R EL

LZLVREETH S

4 | hEEMEEDOESE: BEST.BE. BELGHAD#EEF. MMLE

BITOHARNEKRIZIINADLETHD EITFNMBZEBEET LA, FiRpGNE
WBEELGWKETHS

5 | EENREE: BIENDNMBZLELTHRETHD
Br-EY RERE BITNELRTYEZLE
P RS

6 | kLT

B AR ZE R Z 2R
BRERE N

EIRIZL
 RICOED. BEFEANELLRVVEEDERLNH LS HEEE - BELEFICKELL,
. BYMEOIRC. BERDEENDIREZLELT D,

B IERE OMREBENBERE. ROBRREBLGE) ZLEET D,
- EEMICEROMRBERITKELTLS,

0]
1
2
3. BE-REERMoHDNBEET S,
4
5
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% (R)

o~ w N =0

EIRIZL
HEEDETREDHRITHLIN, HEEFE- BEEFITKERLL,

FRRREE D 1= | SEEEE D BTN E DR B B,
FRRERAER DI 1245, HEVFEBZ AL DB REFHETEINSELD,

 EBRORSIHHNIERUGBRSEEERANDBE,

KEVRH VTGRS HEEEFRANBE,

ST HEYE N OVEE FE A3 B OS2 36 1T % B B I

1.

AW O D ERAER . BRAEFT AT LT, B IR BEOBUER 2 WGEICiE, W
NOEHObDZANTHE LI AR (2720, HREH ORI 2~ BRRERE Th - T,
RATREZR B DIZIR D, ) o

. TRIRBHIARL T I D BIEE P HIC DWW TR, EUIREFHE IO T CIREMTHOIL TV 5 IR

2T, HIT 6 2 [H T b VIR %Eﬁﬂ?ﬁ\#lhﬁﬁ“é LT D,

C B JEROBREN EROEIEESHE T EU RISEY LRWE TH D03, @R ER & k3

DTN DIZONWTI, ERERORSE T 5,
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230 fifi B {EC #2 S i A%

O HM=

1.

S

MR 2D EEE T HRELT HMER SGEIZEE (Alveolar Hypoventilation Syndrome: AHS) IXE®D
BE#BICHEDToATEY . THITIFO5E XK B K 4 5 # 5K fE 1% 3% (Congenital central
hypoventilation syndrome: CCHS ) . @ 4% & 4 b X 4 1K #2 & JE & B¥ (idiopathic central alveolar
hypoventilation: ICAH), @B ;FH{E A & E {ZE¥(obesity hypoventilation syndrome: OHS)D3DOMAEEN S,
CCHS. ICAH, OHSOWF hi M, TELMRELTRAH ZOMETHY . MRE PRBEE. &R
. ERE EY.VEER. RKRE. HHET. BRLEEIZKDLDTIFGL,

CCHS. ICAHTIZREERF [CHE L TEIARI — B b iR R 5 [£ (PaCO,) A EHE LT HA5mmHeZ 1R IC K ENE
RBHBHENHDH, OHSIE., FIRFAERDEENRETHY . JBEAI DR EEFFPaCO,H50mmHg L £ TH
A A0 = OREIR A ) it KBS [ (continuous positive airway pressure: CPAP)EZZ &Y ZiToTLY
BT OO T EEBOERANEEFETICENEEHFOSHELE LDEHLLEOTLS,

CCHSM B & M F LA Eh'Paired-like homeobox 2b (PHOXZB:EIGFEEERL . PHOX2BIRELAHS
D BAICBOTEETH D, THHE. BAFKIEDAHSTILCCHSEICAHD A AR E# THHH.
PHOX2BIZEEMNRHONNILHAFIECCHS EENZITNILICAHERZ SN D, £z, OHSEDE A
[ZELBMIEPHOX2BRENEETH D, — ML EEREEEBRKLEELY . CCHSTILREM (rapid eye
movement) BEER & &) £L,NREM (non-REM) BEER B [C S E IG5 DN E T DM ELHDH. FREEZ(T
CLHETHEBEADHELE RICKY., CCHSDRLABITIEMIERIZH D, ICAHIERATERSND L
NEZL,

2. [fAE

FIROFHRELT, EEURE) . B TRREINFEET LS. AHS TIE LERHRI B EICES
INTLVS, CCHS BEDIFELEAL TIE PHOXZBEIGFEEN H NS, PHOX2B [T EIK 4p12 [THIE
T5, PHOX2B ZZEDH#I 90%(d exond [2HD 20 RUFTS=UHITHIT54-13 PS5O DBEEE
(polyalanine repeat expansion mutation;: PARM) T&HY . BELZEHMIZL->T 24PARM(IEEED 20 RUT7S
ZVHBIZATSZUDBREEENMbo1=1 D) HD 33PARM [THEESN TS, Y 10%IXIREV X,
FUoEVR IU—LVTMNERBEDIET = BRZEERE (Non PARM) ZF88H S, CCHS DIFEAL(E de
novo ZETHAH ., —EIFEV AV DORIIIBEF OBENSDEEFIHHYELBARBERETORKZE
&%, PHOXZ2B EBIGFEE(E. EILaRTILU TR, BESEREET S (B, E. KRAHESY
E)ERRIL., HRERLEDRERERS, ICAH, OHS TIXEFEMNAEGEFEE LR EIN TLVELAN, LY
Thim Bk FRME. ERRIEICH T HEERBHIBECETINA TS,

3. fEK

AHS TIIREDERMIRIEE (KK, ERFETR . TR NEEShTOGRNE, IR, PR
ORI, BHDES . RHERFEOEFELE DERNERYT 5. -, BRREIOE ZBILRFMEE KIS
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4.

ROAHEMBRMAEICELY., FRERES, FELEQADLDFEERNHIRT 5 EAH S, CCHS TIEFEIL
VARTIWT R, BERERETE (BRERDEER. RIRE SO TRk, Fik. KRAHREE. XTE
BLREEERIL. RESGELRET H50HSH, CCHS O/NRETIIERBMOFREENFT+57THD
EREBRDRIHMEMT 5, ICAH (X, BIERTH-TH, 8UH, EIREMRE . REBEEICRVIERD
FRTE1E T HEH LY, OHS M 90% LU L (FFAZEMERIRFF BT Z 29 5%, EIREEEBRIOADESE
HEFHEL. BHDOBEDRIZEZETHEHZ L 46 LT M ORELERE OERTRIEE OBEGE
BIZEKY, CCHS M BEEMEMETZ LN DIERITER. HEXT D ELHAHD T, FITEY TR EE
BICERDHTEEEZHET D EIELTERLY,

BEE

HAMMOMERETHY., BANABREIFHEILINTLELD, BEREEERIOEENBELTIZESIL.
EAREF DA DABETHRLAEETHY . ICAH TIKENICE AR CRABIRAURELFHRLH D, LHL.
EEDHEICE. EERN-BERXITAENDETHS, THARIITREETHS, CPAP, AR
EFER(REURTAIMNREEXIIIEZEMFZEHES (noninvasive positive pressure ventilation: NPPV))
BEBUIGFREEZToTH, BEFRME. EOLRELGELHIGEIE. BREES . BRELGELVELR
%, =1L, BRIZEI12LD CO, FILA—L RICBET D, Ff=. AHS [IFFIRIFRERGE . MEF., EHEFIRS
[Z&Y, R ERSARBIETLTERAEDEELZFETLHELAHY . FEHNVETHD,

CCHS MEMKIL. ZLDIBE . £HRMOKBGHMICALFREEE2ET S, BUAERER LY ER
K[DBALLBEBERIEE TELRYEIT. 2 HBH/RANDEEEZR/IRIZTEHIEN . BIRD quality of life
(QOLPFEBEICEVWTRVEETHS, TER. REARIED CCHS TIIREMRNRHELENS,
B[ EVIFATAIMFREENMMEINSG RADATIHERERLZEL-—EBOEETIE, KERIC
U, RERERFOADEAH DT NPPV [THBITTE S, CCHS [T IAREL T, HE. WREAN
=T MMTHONSELSITHEY ., BRICHEBRI[DHHEFNDEUMENBASMNIE-TINS, T, KHE
[CHLERAFIAEMLDDOH S,

5.

HAMBORED-OERGEZRAEIIITOATOGOD, REVFRTALFRERE, NPPV DO
FUARMBEYIZTONGEE. FTROBENRONS. CCHS DIFE . BHER LEYGTRERICEK
Y, B - FEEE D FRE FRHEOUICEED QOL [ EAEAFTES,

O EHOHEICHLELEIE

1.

BEH
AHS £{KT# 15,000 A

- RIRDHIE

B (CCHS MIFEAE L PHOX2B EIEFEEN FIRIZEEHRT 5, ICAH, OHS TIXFEDELEFEEIL
BIESN TV, )

. IRBRERAE
RBRERA AL [LEVFRT ATFREE. NPPV BEICRDMERENRITSN TN,
. REIOEE

FREEZEH. REDBRENDETHD,
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i
B
ot
&>
i

BEMIORE. BROVERICKYEEESFETI,

O fE#iE#HT
Hat R BBRMRERMAMETRIAEE e MEECRET SHAENZR
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<BMEE>

AHS (1) EXRMEPREERTAEIREF (CCHS) . 2) M PR IEMMAREMRST (ICAH). 3)IEMHERSAE
&8 (OHS) M3 DML HAA T Nt EEREERMK[EZZT 5,

1) e XK PR IR R S AE{Z EE (Congenital central hypoventilation syndrome: CCHS)
Definite ZXRET 5,

A. fEIR
RN RS 2 E ICBET K. KIELH S,

EVLARTVIT . BEMERETS(TEIR. EH. KRRHESCEOBRARROER). @
REBLGEEEHITIELHD,

B. RERMR
1. EBRGRE
UTOWThhE#E-JEREERERSAFERIND
a. PaCO(HAWNIREDER XIFIERIRK PCO)A 55mmHg 2B X T 10 S Ll LIRS 5,

b. PaCOX($H AW I ENDRRE XIIFESRILRFK PCO)HE EERFNEAGL & L8 L TRERR [ 10mmHg
LlEESFL., 50mmHg 2B A 5ENN 10 2 LLEHHGT 5.

BAL/NRTHERFEOD 25%IBIZHE T, PaCOXH AN FTRBDER X ILMFEI KX

PCO)AY 50mmHg JYUBWNSEIERREHELTEHEN, REMEE B L THREEIRFRRE X1
FrEEHANILRIET S,

2. RERREMRICI KRBT CRIRPRENEBTISS)

FBERH D PaCOHANEIHRBOREXIIMFR[ER PCOYEMAENRELIGZE . REER D
PaC0,45mmHg UL E CHARIEETH S,

3. [FEAEDERIT PHOX2B BIZFEENERET S,

C. Rl H
LTZRNTES,
hDERRIEE . EFMES. RMER. MEERGE

<gMonhTI)—>
Definite: AR U BO1ELLIF2 R U B%E#T-L. CER4 TES

<BERE>

AREEDODERELT, 2023 EEXTIZERIIZ PHOX2BZEENZEOWEIER ITHo1=M . FDH%.TF
EAEDIEHIT PHOXZB EIGFEENEET DI1ESNDEIITH-T=,

<EBEEESE>
UTOEEENEZRAVTEEEI L EERRET S,

{CCHS> SEVIRAT AR, EREMZEIRTINPPY)
I BEBEREOHINE
Il TEBRHEOA, EEF—IHEFEMNNALE
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1 EERICBLVTLRAMLE
KIERER—L S AEITER T XITMEES,

2) 4R PR MK S (diopathic central alveolar hypoventilation: ICAH)
Definite & T Probable #3835,

A BRERMR
1. BRPBREICEYUTOVNT A EE T RREEEBRTAHERIND,
a. PaCO: (A NIREBDER XILMEK IR PCO:) A 55mmHg Z#8 % T 10 S LI BT 5,
b. PaCO. (%A WLME B DR E X IIFFLIEFR PCO.) A, B EERFNEASL & LLE L TRERR I 10mmHg
UEERL. 50mmHg i BZ HEM 10 UL LEFRT 5,
c. ALRMB/NRTIL, #AEEERFFREID 25%#BIZH VT, PaCO(HAHWIIHK B DR KR X IIFERFE R
PCO:) A 50mmHg KUBE LY, REMFEEL T, LIERFERE I 1BEEZBANIELTET S,

2. RERREMRICI AR BT CRREPRENEBTISS)
a. BEEH (D PaCO:A% 50mmHg LA L T, WEDIEEEF METE DERMFRIEENZRHOND,
b. REEH D PaCO.A" 45mmHg LI E T, REIDIEERIMELSE DERFIREENZHLND,

B. E-FHBRE
PHOX2B &I FEEZEZEHILY,

C. BRI H
IR EEBRIDELRRELTUTZRNTES,
RGP RERE. MMERE. WEKE, EMER. BREE. HAHET. BELE,

<EEOhTIV—>
Definite1:AD1&, BHLLIZCEHERET-T
Definite2: A 2a&, BHLLIXCE =
Probable: AD2b&., B LLIECE =T

<EEERE>
UTOEEESBEEAVTEEE I LI EENRET S,

<ICAH> SRR PaCo,
I HEEh PaCO, 45mmHg K
I HEEth PaCO, 45mmHg Ll E 50mmHg &Kk
1 HEEth PaCO, 50mmHg KL E
1\ REAN TR EEANE
% AIHFREENEEDOAGLT . —FTLHPLME
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3) B KL R AE (& EE(obesity hypoventilation syndrome: OHS)
Definite # %R ET B,

A. BRFTR
A FET Do
R A TI& BMI30Okg/m*EA L | /NE TIXE#G - 4RI THIF=8ED 95 N\—E 2L EET B,

B. REMR
1. EERREMERVABER G
REEH(Z PaCO, 50mmHg Ll EMWFEERSN TS, Fit RUEGIE (CPAP) BB E{T>TH. PaCO, A
45mmHg LA T IZIEB7ELY,

2. BRPREICKYLUTOVWT A E & - EREEERIIEREIND
a. ZBANERBDOBREXIFESRIEE PCO,)A 55mmHg B2 T 10 /UL LT 5,
b. Z(BANEIREBEOREXIIMFERIER PCO, )W EEERFNEARL & LL B L TRERRFIZ 10mmHg KA E
EFRL.50mmHg 2 5H{EH 10 5 LLEFF#KT 5.
c. ALIBRAS/NRITHEERFFRED 25%HBIZHE LT, (BHANIREBDORE XIFXERILEK PCO)A
50mmHg &YBWMESITEBRSKEHIELTHLL,, BREMEE EL THRIEERFR L1 FRZEA N
(a9 5,

C. ®RIZZ kT
ERSOILRERRELTUTERNTED,
EECTERSE. MMERE. WERE, EYER. #3EER. HHET. BREICLI[EFRER
FRER T B % . BRI D45 F 1 PR M AR R (ICAH) & B UM & e K iR 141 2 SIE 1% B (CCHS)

<gMonhTI)—>
Definite: AEBD 1 RUBM2, CEIT N Timf=9

<EEESE>
UTOEEENEZAVTEEE N LU EERRET S,

< OHS> B KBS (CPAP)ARE

I HEEH PaCO, 45mmHg K

I EEEh PaCO, 45mmHg LL_E 50mmHg K i
1 HEEH PaCO, 50mmHg LI E

v NPPV HiHE
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ST FLUE J OVERE FE Ay B OIS IS 1 B B B TE

1. Fma2h _%wéﬁﬁﬁﬁ\@ﬁﬁﬁé_%bf\%%%@LK%&@ﬁﬁﬁ&wﬁA ENEA
NORDO L DEHNTHZE LI 2 e (7272 L, MEEIE OfRE 2 R~ T ERRIEIRSE Th - T, R
AREZR B DITER D),
. TRIRBHAGZCH U B EE FE S FEIC DWW T, IR R 2AEERO T CIREAM T O TV HRETH
ST, HIT6 AR TR EWVIREZEMISHNT5Z & L35,

3. 2B, FEROBREN ERLOEIEESFE T T LIZEY L WETH D03, EEERER AT
52 EBMEREDIZHOWTIE, EREROMSR LTS,
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304 & 5 FE BY A 14 R S B

1. =

EHE (40 mKim) TRET A HAINMERTHIBEZST RN CERFHADRBTHIED S, MAITEICEHE
FEAETTSFEEBZFRMEMAIMRETHEE I LLTELA ZEAMHBELOBNNLT LERS TIER
Motz T TERICEANZ A ITASIOFHERISMAONT-, F-ERMHEZSISECTREE
EFNAEIESNTNAIELE BEHONMEF. FIZIEES. ME. FF VML RAREICLLLEDIE
BRLEVSBRA BRI MR ONT = EE ., BIEFEORENDLYT DHLMNISN TE T SAVREERZRAIC
FESTULVGEL, BRMIICHAE ., ETLEAIEEHER-A5LL 500 ERA LR BT LD, ARELEE
REPHEOENMSEFOAELETFICKEILUIREERT  FARENKRELTHY REWGEEE
WELETHO. REBEOREOEBPOBEZIORRIEZLGRETHD, DEEEICHLED NV -EE
#UF 2L,

2. RE
EERERAAMRTHBEOREIRETHTHIN, RIEDHDFEEGEDESICEY, SESFL
1B{GF (ACTG1E{GF. CDH231BI5F. COCHIEILF . KCNQ4&{nF. TECTAEIGF. TMPRSS3 &R
. WFS1 5&I5¥. EYA4 EIF. MYO6 &ILF. MYO15A 5&{LF. POU4F3 EIEF. MYO3A EILF.
MYO7A BIF. MYHI4 EIEF. TMC1 Bz FHE) DEESHBHELMNIGE>TE -, LALEI S RIERKF
[CBIL TIE I LELBAS AT TULMELY,

3. fER
(1) EEIE D RS
EFEREOHAMEORTHE #BEOEEIBEENOSELTTHRATHL. BE. PEEHIETH
FELZEDEETL, A EFEHTE- 550500 ERRGEBT LD,
(2) BEFIEIR
HEEDETITHEWER., HDFEVVGEDHAEEREZEHTHHLE AEFTOHEEETIERLY. 5D
KEEBWNYUTEIELNH D, £ WFST B FHIEE T 56 TIEMHICHEECRBRERHEEHES
Wolfram like syndrome 229 35551 H B,

4. Ak
(M BAEABEEIREILSINTHELT . BAICIECTHEERHIVDIEATNEICKSHEEARERIZIT
HnTLS,
(2) RHITETLESEICEAMRBTHELRZRICRIBRERTA N MERRE, RBEIEE. E4
SUVBRIFIGENALLNTLSA, TOMRICEAT HIE T VR B R TRIBEMEEEEER
HITHD,
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5. F&

RERHORE. ETOBRETEFICI>TELS ERKOBEFHFTETLV-ORIDEELN W
BLGY, BEEOBHNEENKREN, - B OCAIRNEDABELT>CHLERERNICIEGSAL
1z, Q0L DETIEENGEL, SOICHEHEICLDIZI 2=/ —aVBEICKY. SREPHR T IR
HlEERHLND,

O EHOHEIIVELEHE
1. BEH(FHARFEOERZIHREILRFER
100 AR
2. RIHEDHIE
ZN:
3. MRMGAEAE
KL (NIRELGEDRERZE, )
4. REOEE
BE (RHITh->THESEMNEE. HDVOIEETTS,)
5. oA
HY (ARMMIERDEZEEEDHY, )
6. EEE SR
BALRNIVICIEC-EEEDET. BEHEL EEZRRET S,

O fA#EHT
T#AMEREEEICRET A REMEI
MAEREKE GMNRKFEFMATIRERFHE FHEHE FIEXE—
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<EEREE>
Definite ZXR&ET D,

A. fEIK
1. EREMNOEEREORTHIETHS

a. 40 BARBTORENMEEMBTENBRETHRINZLD,
BEANEANRICLE-RKRERAEOHERKY . MBS ICESIREMSTHENAREICS TIEEREDFH
{E[& 125Hz, 250Hz, 500Hz, 1000Hz, 2000Hz, 4000 Hz, 8000Hz M £ EK#IZ1>1=Y 55 mKiE Tl
20dB KRG THAHAZEMNBHLNEL>THEY . MERZHESEE N DFEAL(E 55 mLARIZFEDHOND, LIz
2T 40 BRBTHENHIEITNIEEZMICITMEBLUNDERIZLDEDTHIHIEEZDIENR
HTHb

b. BERMOREHSVITERTZHAM P OETHIERTELLO,
-HERERERE. 1R RE2.SREREZ. MEREZOVIT I DR RICEWTHELN NI L

AEEBATES LD,
‘BEREGRICTREMSTEAREEZRTL. REHARPICHBOETIHHEMNEHATED
D,

2. |'m"'J1E'J'I€E BHETHD
w2 D *;’EH*%JWJ"L REEAPFEL L OHETHLHLO, ML ITEICEEAA R HE
m?’tb\i‘%‘\ﬂ*’éliﬁ;(s HAIBEEVIERTH S, LEA>T, MAIERBFHET—AIOAHNEST
FHELBIEEENS,

B. BEzFHEE
ERRIDERM - ETHHEEZS I SECTUTOREEGFIARIESN TS,
ACTG13&1EF. CDH23&{5F. COCH&IEF . KCNQ4 &IEF. TECTAEIEF. TMPRSS3 &15F. WFST
BInF. EYA4iBIGF. MYO6 EILF. MYOI5A EInF. POU4F3EIEF. MYO3A BInF MYO7A &G
F. MYH145&1F. TMC1 BIZFDHE/NNIT Uk

CNSDBIEFITRNYTUMSRIESH, ™MD RO HREELE B - EFT LR EHEE, MEE
HEELIIBRLGORETHY . KEBETHILEBZZADIENEZETHD,

BE.ARMOERLE-KRERELY . FETFORBU/NYTUMNILLHIEZD HHDIE|E L. H#HEE
EZEER(NEEZEEXIRO D 0.14% ~1.9%FRETHAZENHELMNELLTLVS,

C. HRIZH
BEEN DV B F 1 &k S EEEE
Bl % (XA S B8 4R E T 4000Hz DEHME L R RHLMAIME ST HHEE, CT RETREE BFINRHLN
HmflEsME I H#EE. ESMEROFERABEISBHOHGERIMEHEE. /LR M ikl LR &S5
AIVABEREDROHLNDHEE,
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<zZWoAHTI)—>
Definite: AD 1 R U 2% &=L, h DOB%iEi-L. CERNTE5,

<EEESE>
UTOEEESBIZEVTI(EEHEE L EERRET S,
BREE:
O 25dBHL K& (IEH)
1 25dBHL LAk 40dBHL i (82 E #5E)
2 40dBHL kAL 70dBHL 3R (& EE#EEE)
3 70dBHL LAt 90dBHL ki (B E# i)
4 90dBHL Ll E (EE##ER)
%500, 1000, 2000Hz DFHET. FCAMNRWE (REEE) DETHIE,

ML FLUE R OVERE FE /p B O IS 1 B B B TH

1. Wisish _%mé%mﬁ%\@E%ﬁ%m%bf\@%%@Lmﬁ&wﬁﬁﬁ&mﬁA A
NOBOLOZHANTHELLZ R (722U, YRR 2 R~ T HFRIERE TH- T,
RARER L DIZIR D, ),

2. 1BIRBAAEL IR 2 HAEE A FIC OV TIE, @MU R EZRNEIEO F CIHEMThIL TV DIRETH
ST, L6 2 H M T b EVIRES %E%ﬁ#mﬁé LT 5,

3. 7ok, SEROREN FFROEAEE/MESE T EL RICEE LAR2WE TH D), B ERZ kT 5
TENRERBDIZONTIL, EREMRONGET 5,
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337 REVAFURIE

O HM=

1.

BE

REVRAFURERIAERETI/BRABEREED—ETHY . AFAZVORBEYTHEIRESRTA
UNMAPICEETHLICKYRIET D, RIEBRDEFHEICKYSKELHY . WThbEEBKEBMLE
GEETHD

RESRFURIE [ BIESRAFA= B EREER(CBS)RIBIEZIEL . M AF A= #1512ET 5%
HRIARG) =T DOREHEEESINTD, TR (FANFZIURBERI/NFID C(cblC), MBKE
BMABRAFLUOTISEFOERZETTE SR (MTHFR) DEREISER T 50, FIERIRRI—=5D
MEREBTEGD, EHEICHZEFTOOREICLSERNMEERL. BEICKYEREE . IREK. &
EENNDHL, BERECEASVFHRGENMERELLTITON S, FFICIREIC LD E FHEMN L dR
RUREINFERETFRET S,

2. [fR[AE

CBS [FREVRTAUMNOVRFUEE T SMAGERRBOBRERT. TOFHETICLYKRED
RTAUDEET Do REVATAVIER—IR—FFHARIZLIMENRMMETERESE MBED
BREED FRBIZHIREVAF U REVATAUDESAKRTHY . RbPIZHEESNh S, BEFELI-/RE
DRATAVIEBAFIVERBRIZKYAFFZUAGHEIN, [ B (CBS RIEJE) CTIEAFA UL SELER
%, Fl=-. CNZEBIRELTHERTRRY)—ZU % E L TLVS, CBS RIBEICIIHERTHHE SRS
Y B6 DAERSICRETILEMFEDBINIAT(EF3Y B6 RIGE)AHIMN, BAANTIIFHTH
%

BAFIVERBRIZITANSIVEERORBMVESLTEY . TN T DOBEREE (cblC F.MTHFR) T
FRESRTAUDNOAFAZVEENETSSND, I EMBTEREVATAUNEETEH. FTERT
ARG ==V FRRBEIZEATF AU DMEEZ R T OB NERE A ENEL,

3. fEK

REVRFURIE I BTIEUTOO~@%FEEEKRET 5,

O IR EHEREE HMPEE. CADA. BEER (NN—VFI)T(EE. TR, {1I5274L)

QEREER . BER - VERE -QIEE-BHLETILI7UMEIEERAL . BHEE

QHRFER : /KRR EI (BB TIL 10 BETIC 80% LU L TKBABEZET S) . RARE

@MERES : BENRMASE . FHZEMAE | X2 AR

EABDES./NRENSERD. Q. QDIEKRERD . BEEHMNSHALZ@ERIET 5, TAEEH
FEBIZRZE T ADDEFERTRRY)—=U 7 8 ART(1977 FLFED O 40 AL EDIEFIOHERTR
RAO) == E=FTYRITIEHITH S,

FERFEBRANABRRBEINTE RABICESBETORREI AT/ DAV MA—)LIC# T HIE
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BN %L FBEAEK . BHERE (B MREFOREICEETBLTIEZISBLENH D,
REVRAFURELIETEOGFRESAFUICMA, FAFIILIAOVEBO LFICKIHITR. B
[EHEECCAESBAMERDERERLBANGEMREREZESIENERTHS, UTOD~
@EFEEKRET B,
O#ZEEE LY RHOBRHEBRZEERT. AEBMA R, /NEE. KBIE. (TLWNhA, FELHLE
DEFRBTITRIT. FEBEELL. BEOTEORELLE OB AR
QBRJEK : HIEAE PR MR ERICL IR NES
QKRS  ERFERMEEM. iFPBRED . NMEKE D
@M fE : 7A M M PRBAEREIREE . FHEFRAE NMARERAEGE
REVRAFURENE CTIIERRZICE AT REMEEENIMOYEELREEEZEZ T LTD (1)
(2)EFERERET D,
(N #EHREE N RHAOERHERHEET. REEMA R /NEIE. (TUOWNhA FEHLREOES
BITIFKEBIE . HATIEE. (TLVNA REHEEE . BB NE. S RAE
(2) MAESE : FEHALEO D ME MARE . B EERNIEE

4. BEE

INRER- R ABAZ R DY MAPRESRATAUEE 50 mol/L LT TEEY S, FiE RTARY)—=>
JTORERRHIEL. BERDIBIZEHLTAERTSIENRAITHS, I RTIEIEBEEREAFA=UER
HIBR) &Y MMAAFAZVREZ Tmg/dL LLITICZRD, EXIY B6 RISRITEVLWTIREYFF VDX
EREETI, I-MBTEBIIAFAZUFRNMBESLGY, TRTEHERAFDONFIY MR TEAN
BAVRTHI VB EDN BN TH S,

EDRBLERRBROBANIBEVNTERZI U (FOERERERER, 2014 FXRFER)ZHATLIIEN
Z REAVIZKBDRESRATAUDEAFIVEERICEY  MARESRTAUENMET T 5, 2014 £
~2018 EOTIREFAE TIE 48 FEFINEFIN, X 5HBFRDOERD R RIEIL 20.5(0~46)F . B AJE
fBlhv @ EE ST,

REAAFBE DA TEBEZAVIO—LIEH L EREISEYAFAZUBREIILY BEHKRIIILY) PAFL
SUREBETI/EMRGENER) EAVEREEENDETHD . RAHICIERMDE PO LERESDH
fiE . PR HEEIC KA MRE S HFDI RIDEL MM EEE D ELT S,

5. Fik
I REHERTARD) =T DB AICKYRKERDEBENGSIN G EICITANBFE. A0 TR
BARNCHLTHELZA. ARV O— LR R ELGDERN L, MARE B ELHHNS AR
BoY, EELEMHELER FRERTET IRFLLEL-D, EEFRBLTRELRGT IRENHD, I
RUIRHAREFD 1/3 [FEGFERFIRTHY . ERALEH TAREAZRLHRBRFZHESTICERME
EEEET . DREFHERBICETT HEHNSHANREFTTIRIAVERKRBZRD D, PIREUKRMY
HREENBEEICLILEFERTIERTHD,

- 114 -



O ZHOHEITLELEE

1. BEH
- T 24, CBS RI&4E: #9200 A
- T &:100 Ak
- & :100 Ak

2. BRRDHE
THEREOETECTFHAERLAEZENRRTHAN . ALEEFEETHLRBEFCEEFNIH
BILGE  RIFDHAE . RENRBATHLEAHNELY)

3. RMLAEA X
KL (BEEE.  EFSVHRBELE OMEBREDHATHD)

4. REDEE
HE (HBRENEEHEEETIINEKEHOERBELET D)
HY (P PER DT EE)

6. EEENEE
BAERRHEEZRICLIAERERHMEBENDEEETMEAOVTHEEULENRET D,

BAEFBHFAREFADESHAMREFRRARER HEMTERBEEMEER) HERRI)—=V
THRHEEREFDERRBEREICS TIEEICO-LZRAR ORI 07818

MERKRE BAKFEXRZER HiR PRk

MEHNE EiRkEHBLEEERtE Y— 2ERER REMNR

HAERMRFAREEE HAREERCARERHTIREL AN —2FAL. FARTRARY)—

SRR EEDRIETFEREEZERBLEAMRSAVHEICAIF-IE T RBIHEHZ ]
MERRE RERFRFR B HEHEH
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<EEREE>
Definite Zxt R &ET 5,

1) I #!(CBS RIBJE)
A. fEIR
1. MES. TADAFBEIER (=Y FH)T(EE. F L. 152%E)
2. RILIFUEBRBEASEGEEE. VERIE. AIEE. B, MZE. S REERE)
3. JKE&AKRIE
4. MiefE GEENARIARSE . FHZEARAE . AN AR EARIE/RL)

B. R&EMR
1. MAAFA =2 EE: 1.2mg/dL (80 £ mol/L) LLE
2. BREVRATA UM : 60 1 mol/L KL E
3. RPRESRFUHM GBEITRHEINGL)

C. BEEFHBRE
1. CBS BEFOMTLUIVICHEERABERFEDHS
2. DRAFF=2 B EREER(CBS)EMET  KIEERICKDIEE KSR FMAE. KM SERIL
EREBVUNAEFREFROVTERELEZAET S

D. #AIEZH
LUTOEELERT S,
AFAZUTTIVINSIVRTIS—EREBE. FES. AFFUERBERRIGE. REVAFUR
EIRRUME

<EEohTI)—>
INREABR U ABARESNDIHE :
Definite1 :AMSH1IEB LI EEB-1MDB-2%imf-L. DOE K ELFE TR TES
Definite2: AMD S5 1IEHHE L EEB-1MDB-3%iE1-L. DOERIKEEZL TR TES
Definite3: ADSH1IHB LI EMNDC-1ZiH L. DOBAKEZETHRINTES
Definite4 : ADSH1IHB LI EMDC-2Z%H-L. DOBANKEZETHRINTES

HERTRARD)—ZU T REREBRFLGE TRERBICERSN-GE  COBATNEREZRIL.
TiEOWT N EiET-LI=t D% Definite &35,

Definite5:B-1MDB-2%H-L. DOEAKEEZ L TR TED

Definite6 :B-1MDB-3% =L, DOWAIKEEZL TRV TES

Definite7 : C-1%ii&f-L. DO EAKEELXE TR TES

Definite8:C-2%i#f-L. DO EAKEELXE TR TES
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2) D& QNFIURBERFEAE cblC)
A. fEIR
1. HRRET G RHAOBBESNRZTER. AEEMA R, /NEE. KBE. (TUOWhA, FEH LR
DEFETILERIT. FEBEEL. HECTEOERLE ORE M)
2. BRAEKGRIZAE R AR EBIC LR NES)
3. MAEE (EFRFEMEEM. (FPEREL . RMBREA)
4. MARAE GRM MR BAEMEIREF . MERAE. M ERELLE)

B. R&EMR
1. MAAFA =D IEIERE RIFENE : IEH&EE :0.3-0.6mg/dL(20-40 1 mol/L)
2. BREVRTAVMIE:60 1 mol/L UAE
3. RPRESRAFURVRFAFILIOVEOHMIES (BEITBRESNAL)
4. M 7OEFZIILAIL=F(CI) D LEFEMND, C3/CATAEAZIHIL=FU/FTEFILAIL=F)
nLtR

C. E=FHBRE
MMACHC B F DM T LUILIZHEEeE A RLTEEZTDH D

D. $ERIZH
UTDEEEERT S,
REVAFURE I BRUME, EAIY B2 RZELSNICEBRZE

<EEOhTIN—>
YRRV ZEHLURERBDEFDIGE:
Definite1: AMSH1IEB U EEB-1, B-2hDB-3%i1-L. DOERKEET R THNTES
Definite2: ADSH1IEE LI EEB-1, B-2hDB-4%i#1-L. DOERIEEET RTRNTED
Definite3: ADSH1IEB LU EMDCHET-L. DOERIFKEEZT RN TR TES

HERTRARY)—=07 (MEBOREBRE) RIIRERRLE TRERBICRRESINEE:
Definite4:B-1, B-2 R UB-3%#f-L. DOEAIKEEET XN THINTES
Definite5:B-1, B-2 RUB-4%i#f-L. DOEAIKEEEZT X THINTED
Definite6: C#&iiif=L. DOERIEEET N TN TES
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3) M (MTHFR R484E)
A. fEIR
1. HEES ELYRAOEMEBRTER. AEBMAR, /NEE. TOWhA, FEHHLEOEHRT
TIE/KEEIE . HTREE. TLVhWA . REHEES . BENE. & KFE. )
2. MEfE (FEHUBEO O ME MIRE . & FHERERE)

B. #EMR
1. M AFF U (XIEE RISE(E : IEFEEF : 0.3-0.6mg/dL(20-40 1 mol/L)
2. BREVRTAVMSE:60 1 mol/L UAE
3. RFHRESRFUHEM (BEIFEE SN
4. REPAFILOVEREER IEFR O

C. E=FHBRE
MTHFR B{GZFOMETLIVIZHERER K BITEXRH S

D. $ERIZH
UTDEEZENT 5,
REVAFURE I BRUVIR ERIVBI2 RZE. EBRZIE

<EEohTI)—>
YRRV ZEHLURERBDEFDIGE:
Definite1: ADSH1IEB UL LMW DB-1~4DETEi#-L. DOEAKEET TR TED
Definite2: ADDH1IEB LI EMNDCEEH-L. DOBANKEZT XTI TED

HAERIARD)—=T (bR EDOHEBRE) R IRERRGE TRERKICERSNISE:

Definite3:B-1~4MN & T%imf-L. DOERMEEET N THRINTES
Definite4: C&jif=L. DOEREEZT R TRILNTES
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<EEESE>
ERENHEBEDCEEETM(BAERRBHEEZR)ERAVTHFEULEZERRET D,

ERERHEBEDOEEE T (BEAERABHEEFR)

o o

Q o

o 9

o 0

o 9

o 0

EMEEDBERTEUTOREMNT AN DERIRT S )
AREELGW

SHEBED=DIZfAILMDEYZERAN e REREL TS
RERRNGEYARNPE TSR0
SMERERICTREE MBRHMEEZLEETD

REXBEARORRELUTOHMAVTIN DEEIRTD )
BEHIRGERFICBHEINZL
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