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DEHALEESIZENH S, CINeF [T KEBDREAMELL TEESN-D, BRERLEOBERICOVTIER
B mBE L, 128, 60%LL EIZ C3NeF A [EHEL%S I BI(TURTRIYME:DDD) &, REMARKIER
[CURVKDOEEFEELBENEZRD S, &b, MAGHEFTHS HEFO I BFEDEGTFEE. M
AEAICHTHERMEECHAZEHERICKY . HARRBE I CE2BROAMEEICL>TERES
NEBEHBEFLLTIC BREIELVF-LEBMELHD.1 B RO T C3LFEMNMEBMTREI/ DT
LDREEEDIENEDE C3 B2 (C3 glomerulonephritis) EFEFRL, HE3% M 1l # (DDD) & C3 BREA&D
+ C3 BELITFSN ., —REIZEFIND,

3. fER

AR L, BWIRTHRESNDBAERMEMR - EBR (8 30%) M oR 70— EERFEHIVOIE2ET X
RO BMERAE (20~30%) FTEE THAN ., MEZRHOHNERIRTIO—LEEHEZEL. RYDEFLE
BHICHREE(A)UEDEARETRY , £1-. 10~20%(CHEMMREZR 5., REIZHULVT, #iK (CH50,
CI) DETHEFHMMTHY. I D 70%CRHLND, HFICEET REREFHSEL L OFHFMIERE
ARMfEEE LG EICTKRELTREEDE S,

4. AEE

BB+ DR RRRERAIE (XA, NRETREL- B/ NRED IEEE AR T IR (IZHEN
TERORTAAMR(TLRFZY 2mg/kg/fRBMNSEITAL. 20me/fRBZHIFE) HHULNE ATAMR/NLRE
EEBORTOSR2EROAEICEVHIEMICRITRED EELEBHEAEHENREINA TNV,
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5.

Fi
BRICEFLSRIABETHD, BEEDIZBEIZ10~15 FET50~60% N KIPBLRLIZEDH, 25~40%(%

BHAEN SN, BRTRIT 10%RETHD, R 70—EERE. BHREET. ShE. HRIEMEBR
RTHARKOFEE. REDHMALEISE . REEMEREDSHLEEATREEHAELEET D,

O EHOHFEICHELEIE

1.

BEH SN EEERIKELRFERN

265 A

RIRDOEE

FH WO DRERIFIRIBEN TS IKRABRETITAL, )

MRMREAE

REEIL (REMFHAEREHERCENTHEID . BILINTVSEEERLRL BIREEIEEFHIET S
i CE A AEE SN TS, )

RADEE
DEQELULORENFIFREZEDE-RUDEREET D.)

HY (BEFBEATETHERECATIRBERARMILLZBEANNRIIUICEHDHY, )

. BEESE

UTOEFEEHEREZANT, EELHESN-EHERRET D,
* 18 mMARFmMDEFITONTIE MRIGHBRERFOREDEEIZELS,

AABEES
(HAM B EE AT S RERIY
FEREE KBEAZAERESRFRHERNHE K8 RIEEE



<EMmEE>
Definite ZX R &ET 5,

A. JRIBESHT:
A X LR D EERIETE. REFEANDBRIEE (AU XILEA) . P EBE. REREBEFRYEIZLD
“EETRTREKAET R, EFEMBEMEEICLY, SEFEEALEYIEZICEERERNRAIICHADND
[ 8L RRAEZTTRKERBICHLEDSIME, ZLTERERNICURVKORVESEFEELEDEZR
HHNBIZHEIND,

B. Al
T RMEIE M IRIE S RIKAE &
(TR BICER T IR MIETEME R BRIAT )
REEASWRERE L —TRABL, LRREEBRLE
-BEEEAUSTATAVME : 2UA T 0Ty EEILEE. BEILEELRE
-RREAE B E-CRFRVAILA /LR IAIILZ B9, HIEMHODREX., v NBRGE
S BNV E. AFEGE
BB FFREE. TUoFN T OO RIEE

<gZWohTa)—>
Definite: A DIRIBZITE#ELHT-L. B OERIZIHEZRN L= D
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<EEES

T8 >

UTOWI N ERB-TIBEEEELLTHRIZT S,

(1) F|fE:

@DOCKD EEENFEOFREDE L DEE (F1)

@ZEBQR 0.5g/gCr LLEDEZE

QHEIHAE (RTAAMRAEEET) ZT>THLERICELSLL, HANIIFHENEMH A MES
Fo58FE

* 18 BMARBDBBEICOVTIE MNEEBERERRDIKEBOREEIZELS,

&1 CKD EEENfEE—LT YT

EA=1745% Al A2 A3
REBEE " L
W) % | BEEAR | BEEAR
REHR/Cr b
(g/gCr)
0.15 K 0.15~0.49 0.50 KL E
G1 EEXIEEME | =90 % 3 AL
X'l:l- \
KT
X A~ i s ===
GFR E%H G3a BE~PEE 45~59 3 AL IR
BT
(mL/%5/1.73 TEE R R
n) G3b = =1 30~44 Lo IR DI
R I . - ) S _ it
G4 |EEET 15~29 DI DI IR
HETRE
KR HLYE J OVEEFE A3 M8 ORI 351) 5 B IE
1. A BEHC D R . AT AT LT, B LISBR O BE N R AT, W

NORFHO S Dz HNTHAE LR (1272

L. Y3 Okl 2 5 IR RS T T, T

FAATREZR B DITIR D, ) o

2T,
R SFSN

. IRREBRAATE IS

B D EIEE SISOV T, BUREZANEEO T TIHREMTON TV LHIRETH
BT 6 2 TR TR b EVIRIB Z RIS HIWT 5 Z & &4 %,

SERDFRFE D EREDOEIEE I E T ELL LIRS LRWE TH D05, @B R 2 ki 4

DT EMMEIE DIZHONWTIL, EEERORISE LT 5,



226 FEIEMEREBLL (/\FE)
O BE

1. =

FE EE T RS R 2 - BERR AR AEIRBE & (. TRERLICEEE S S8 D B BEDER, . EARFEIETRENH
Y. RETFUEOHREE O T ERBAEREEL . RELSHEEBARUVKEE | (B MBS 2 - BE R iE 1R
BOBHARSAVIZED) DRI TH D, COSBNVFTHREOHHLDEMEMEBER X \VFER) . F
MU E BB R SIS, A IFEULBRREREE S 0%, MEMBEB X (TR [TRRE
MICHREZMICEHENEEEMRZEL ERKMICELYERETHD. FEHOXHEICZ LD, Bt
WINRIZHABND, REITTEAT, ERMEEOMEEEE CREFMEFINBESN TS, SEEIGH
ROBERDBEAICLIER/DOEFDEIIKREGEGDONS, HEIL LI ERELGL, SHEMAAEIZE
F5. BREERERYRLRHICOI-2EZEENDELLS,

2. 7R
RRIETATHSH ., BERAERDOHERE. REFHCEERIS. RPOESEMELGEABEINT
(AYH

3. fEIK
FEARIE. SR - RAHER . RETTE . BRI, B, BERAEGENERTHD, TOEEOEE
FZIKICHT=2D T, FERDIFELCEEDREITEHETH D, BB O R RECEATBEBL ISR T-F>
=R Z D EA ., RO EROREHEAN A TELEILT 5, BEHDEBLL LR - FREH LN
M-S EER - BEAEICHLERTHIEEH D IS, Vr— L UERBCESUIIFREDEC R
BREBEEHT D, AELEFICEZROBEENELD,

4. akiE
SEEELLTIE, RERBAOBRIEENALLND, RIRAERELLTE. #EE S5D2E 7L
WX —F ATOMRGENAVLND, RRENGEEERELTIE. N\ T REDREREMFiT (EXHIY]
BR - 5E08) B UBERE K EHLRERMTANEKALS NS, TORRICERRICND T RELZROHEIE. ZDE
K[RXIEL—F—I2kDBEBEHBITHOND BEHRANDOEYEABERELT. A/ DMSO, RATAAK
BENAWLLNS, RV XRBRDERBERIIADTHONLEZENHDH. NT NOREICHIERMYETE
KABRVEBII SR LTI, BERE 2T LRI EE MM ThN b,

5. F
NTIREDQ S - VIR R U BEBK EVRERMATIICEY . HEHDOEFN TERDERZEH D, LML, &
HARICERR T HDIE—EDEFIZESN ., ZLDEHITIE, BABRCEMABRNDLELLS, CNHDA
EIZEHEHS T M ADUER D e 3 DEEF L EERE £ T ASEIE £15 5,



O EHDHFEICHELREHE
1. BERSNTEEERSRETREER
720 A
2. RImOBE
T (BEBAIEIC B (T REFMBER SO TTENTRREN TS, )
3. MBMIAESE
REET GHEMASABA THhEL S, )
4. REOESE
PVE(—HBHICERTIELHIN. BRORKRLH S, )
5. BZEE%E
HY (R MEREERL % - EBRE R DB (RS 1285, )
6. EEESLE
BAREMER AR RO EEEEELAVCERETRET S,

O fEHiR#HT
BB RO EERRLELEANSA VI EHT HHE]
MRRAERE BAF+FHEREVS— RE AEZX

24



<BHEE>

TRIBE B K (T8 1D R

A. JEIR
$ER. RREFUHE. REVIER., BERTRE, BEtELEDERMNH S, (GF)

EVERICIE, IR RRESER . RRETTHE., R, REVER. BRARE. ERELELNHD. TDE
BORERZKICHIEDT, FEROEFE PEEDREIXTELRL,

B. REMR
BRRIZNVTREZZRDD, ()

E)NCFTIRELFT EROEMMEBEERBFEORFIIRTH D, WEFMICIE, ERIFLIELIE
FIBEL (BE) . AR T ARSI M E DIBE L RIEMBOEBRAHOND NVFREENVFEEX
[FEITRBEHREINDGLLHD,

T) BT R O K HIMZ DO S5 S LR BB X EZW SN EN. SERRELGDH NV FRLEE
ELQYBRREREESESND BRILRTERORRKHIMEZ, BEBtZEH 80cm /KIEETHRRL. €
DRICABRKZEHH T HRICERONDERIERASD RKOHEMTH S

C. #ERIZH
FEREFTRZHATERHRELLTUTOLTERN TS, )

I ELUDEREZEET HRBOCKRBEILZEHHED T, ENoZHEANT 5, HIZ L BIFEER. BEbtE.
B PEBERL 28 . RSTRRIEBEBE ¢ . SERIERERL 28 . SERINERERL 2 . BEBLHS A . ATILARAEKIE . ATILAR
. AISLAR 2. PRABJRE. FREFE. REX. THRERG. FERIRE. BX. SEMEHER. $RS
ETHb.

<gWohT3d)—>
Definite: A, B, CDETHim=9+D,

LiB. REMRTUTO2RIHEL. MEMEREX (TR ERRET S, ()
OFBEMER X (TR N\ FREERTHLD,
QOBEBLRIEREE /U T RE XL VD ER IR O RIKHMEF T 530,

F)ODEZEDANEM TERLEE T, REFLGREMRAEBN ARAELEGDHIDT, CO2FDE
FEETHS



<EEESE>
BARBEMEBER AR EROEEEREZAVTEEENRET D,

B BRAEDRERE * N7AMNS 10 ] MD
PEPRECERIC KB A—EIHEREAHY 100mL AT

hEE EIE SEE LIS

I EREDREE * NOFAD3R M2
PEFRECERIC R DR A —[EHERED 200mL LI E

* BERBLEDIEE (0~10 1K) DER
BROBAHDONT, £ Z0, BB TESIRADIREZE 10 ELIEE,
FHLIESICRLILD TEEDILDE1DETRAT, ZOHFICOEHF T TS
o 1 2 3 4 5 6 7 8 9 10

RPN O Rl = (ORI NS STDIRAR 2 3 e
1. WAZWIT WD ERRAER, AR REICE L T, 2WAE LICRROBRENR 2WEEITIE, W

ROBIOLOE VT HELER R (272 L, Mmooz T BRiEkeE Tho> T,
WABEIR B DICIR5,),

2. IREBIAH T 2 EIEE ST OV T, EWEREFHEIO T TIREMTON TV HIRETH
ST, [HIT 6 22 H BT b BVIRIEE ERTi W5 2 & LT 5,

3. B, EROREN LROEREE DS T B EIZEY LeWETH DM, mEERER AT 5
T ERREIR B DIZHONWTIR, ERERONG LT D,

2€



315 RAINTIIEMEEE (TRREBEIREE) . LMXT1B BBEEBE
O #=E

1. Bi=E
FAILNT IR TRREBERRE) /LMX1B BEEER. MERT 2. REBDEEAH DL E
ERK., BB OFAIKZEEE (llac horn) . HEAETDEMKE4THET HETHEETHS, LIELEBIEE
REL, —HIEIKRPBF2ITEITT 5. REIE IMX1BEEBEFEETHD.
M.BRER.BELGEDELZELT . BELTEET DRAMIL/INTIERBEZREIE (nail-patella-like
renal disease:NPLRD) A0 E R EiERIKKEILIEER B CL . IMXT1B BInFEEEZRE LT S0 FE
T %, Cb—EDKRBHIT LMXIBEEERELE TS,

2. RE

FAIVNTIEERFDOREIL LMXIB DEBEEBEFEERTHD RNEERFOKE D (9FHE) [THET
LMXIBEEFEEMABRESN. CNETIZ 130 BEULDEENKESL TS,

F1= NPLRD O—EDEFIT LMX1B BRFEENREIN TS, SHITRER—IITOXEMD
HEHITEY BRSO EERRABELERE OCRTOMNREBERERIO—EEREREICENTY LMXTB
EENRWNZEINDHEENH D,

BREREAN=—RXLELTIISNSDERIENTNE LMXT1B ERICKDBE RBRA L R MK EEESEN
HEIND,

3. fER
(1) RAIVNTFEEE TREBIERE)

TEEA L2, RERDERAHDVDITERMK. B5E DAIKZEE (liac horn) . FEAEIDEM A AL
NEN. ZDI6D1D2HANNIEHRDIERDAEET IGEENH D, T-HEANE-RETEN—KE
HLUESHEEIZ. KUEBEFETHLND,

HMERICBEEZEHT 5 ERELTEBEREDEBRLCMRNADNED . BEERRORT
O—EERBEETLIEDNHD, BEFRICOVTIEBHETHRMRIZNSIGZENZVESNDLLD
D.EENCERERTERL. BEREICELESFN—HBHEET D, EREETEISELEAREZE
THEHIZHEETHD,

HBFAIZIT A EMERL NI TR R (FG0OA G RELTIXEFBRMERA R
TIXRBRAEERAFIRAIZIBIEL., -2 DBERIZHELVE (moth—-eaten appearance) 4> 1l £/
ST UDILEERDB,

(2) LMX1B B E B fE

BENEOHEILGL, BE (BEBRHAHVIEMIR) . EHREEEEELE T 5, RAIINTIEERBEOEHEE
BERBRDEFEMBRIRERTEE L. RSLGWMEENH D, —SOEFI TIEEFHBEMEBERTREL
TI77)— R CHLNABIIY U HEEY (myelin figures)X® TS5 /MK(zebra bodies)ZEEBHAZELH
%o INREAD SR EHAITA T TERBEMNMETL, —HOEHITIIRABTLRLICESD,

4. BEE

27



5.

FAINTHEEFIZEITEHMN, R, HEHOERBISH L TIEMRMEEREIGL, — 5D EETH
EER PR AEISH L TFMRENBEITRIEENH D,

BIE [ L T EMEBREIFELGVA, BHECHL-BHEBREBEDBRET BHENG
RIKA (RIS LM EFICHL, 7oA T U EBMBREATECT U OF TV NI RBFERE
BEDBRETHARN—EDHNREFITHEZAONTNS, KPBFEICE G EICITH SN
HOINIBBIEEZET S,

T
BENERTFERERET S, S~5EBELXEHT S, /MNREIICRIETHEHZ0, TDS5H1~3
B CRPBELREANLETT D, EEOELRTET HEHIEIBEHENMETLYOT L, T-BEHEEETE
BITIE LMX1IB D LIM KAL> D N RifidhDUDMITRAT RAAVIZEREFH T DHEHHZLN,

O EHOHEICHELEIE

1.

BEH
100 AR

. RIRDOHE

FHUMXIBEGFEREIZESIENALMNIE>TNSDH ., HROBEEIITHE, )
MRILRES A
REESL (HEBEDHTH D)
RHDOEE
DHE(BARLZIIHT HABECERBEEENDELLLIGENH D, )
MR
HY (BEXBRFES EARVNER TR L -2 BEE)
BEENE
(1) BUEBRREEENBECEEICKETILO(TRFK). (2 WFhOBKETH>TLRER S
JLT7FZ=ULE 05g/eCr LLEDED . 3) BERFTR TRAILANTIEREICKLBEEDEROEHEA
MBS, TNICKYBREEF L XEELLIELVEBEREET LS LFMEEDBEIRLLEHED. D
WIFhhEF T HEEICEELELTHEET S,

O fE#siR#HT
BAFBHFAREMPE HOMTEREFHRARER
DNREBREOF D -#ATRBHOLEDR - HRAF OBE

MRERKRE LEXRFEFHDMNERFE R A2

HABHFS

LHRERIELE RREESEMAKE BERamMEAR iR #HER

BARNEERBEFER

LFERIELE LEXZEFWMNERE HiR AEREA



LUFERELE RRAZFEFHM/NER £HIR RES



() RAILINTIEIRBED ST R
Definite ZX R ET 5,

A FIEH
MOEREH DU TR
(FHRIZEL FICHREAICRLD, BRICHIEEF/MERID AN, BEXTERENEBRETHRAL
THBD. ZARDODMERDAZET HHEER, HEETHEROZILRIN, &, BIRENHALNDSLELH
5, ETHNLEDOLNDIIENZ LD, BETHIER IMNIZKLY,)

B. BIEEH
1. REFHETE
2. MEEIRE
3. BEDAIRER

C. BzFHRE
LMXIBEIZFDANTOESRER

D. #AlIEH

. Meier-Gorlin fE{&EE# (OMIM224690)

. Genitopatellar SE{% &% (OMIM606170)

. DOOR fE{&#¥ (OMIM220500)

8hJYE—EH A VIEIREE

Coffin-Siris SEIEEE (OMIM135900) .~ BOD fE{&EE (OMIM113477)
RAPADILINO f f&#¥ (OMIM266280)

® o N o

E. £&I18H

1. RAIINT IR DR IEE

2. BEE (MR, E8RHHVITERERES)

3. BAKAEREDHEEERRR

BEREELNHOMLBEICTERETREETHL., KIEDZE LIXHETIELGUD, REBBRELTIEIERKAE

EEDREELRELVE (moth-eaten appearance) BNFHEI TH S, IBELI-RIKFEEREEFROBEE
A UFDLEFBRNICM B URMDIEBENROoNS, ORI T AV T RTUE
ZEHOWNIFZUBEEBETEREIND,)

<gWonhT3d)—>
Definite: AZjitif=L+BD1IEB Ll EH DL ICEHI-L+DERRIINLI=ED



(2) LMXT5 BB B I
Definite ZX & &9 3,

A. ¥18H
1. BEE (WR(EHETI+HLULE). EBRKR(FREA 0.15g/gCr LLE) X IFBHEEEEE (eGFR<90mL/ %
/1.73m2 L))
2. R IVINTIERBE QS EEEFH -S40,

B. BEHE
BARBRAEEROHFHMWEERR
(BEBRREICBVT, BRIEAEEERDEE LR B ME (moth—eaten appearance) ZFB&H . STV
JRATUBEBHDIWNNIFIVUBEAICKVERBRICRER S D EBIND, REKHMA L RMIEZE S
7771 —R CTHONDIT U IEE Y (myelin figures)¥>t 7 S5/MA(zebra bodies)Z R HDIGENH D, )

C. BcFHBRE
LMXIBEILFDATOESHKRETE

I RATREEDHLIVIBHERSTISY . BEBRAE CEAKRKEEREOHHNEBEMENE 55
HAIVWTERBREBNEGHAZTIREEEZRT OB EIC IMXIBEGTFREEZERET S,

<EZWohT3I—>
Definite: AD2IEH +BHHWICH ALK EL1IBEBZHm-THD
L. BEEEZRTHORE (BEOREEES LMX1BUNDEEREDRRELLLBEMDELTF
BEE)ZHIHLDIEBRNT B,
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<EEESE>
() EUERFEEENFETEEICZETHIO(TEFR) .2 WIThOBEHETHOTELRER L
TFZULk 05g/gCr LLEDI D . (3) EHRFTR TRAIWN/NTIIEERICLDEEDEROE MM AT,
ETNICKYBEEE LXEEGLIELVESREREELZESLFMNREDOHELLLGDHIED. DLTIAMHER
EYSRICEELLTHRET S,

FER EaRES At A2 A3
R7NVTIER E® BER7NTIVR B¥ETINTI R
(mg/B)
RENERAN BPNTI/Crik
(mg/gCr) 30 & 30~299 30081k
EMEEERIE
B RESER B HEEAR BEEAR
SRUWAY (g/H)
Y REB/Crit
78§ (g/gCr) 0.15%# 0.15~0.49 0501k
T 0
G1 ERE-3EE =90
G2 ESE-3IEEET |60~89
mﬁg Gla | BE~hBEET |45~59
G4 BEET 15~29
G5 | BEET~XHEEFL | <15

EEEREER -GFRES - EBRERQEEHhE AT —JICLYEHMAT 3. CKDOEEERIRET, XHEFRSE,
CVDERECREDVAVEEMODAT R8I & |, ALTm, FROBIIAFT—-JFERTZZ
EVZIVRERTS. (KDIGO CKD guideline 2012 # A& A B icM®)

WAL K OVEEE B OIS I3 1T 5 B A

1. JBAZENICH WD BEHER, BRAET RSICE LT, 2R BICEBOBEN VBT, W
NOROLOZEHANTHZELL X2 (2L, SERmokR 2 R~ lREREThH - T,
PATREZR L DIZR D, ),

2. IRREBHLAIZIT 2 IR FICOWTIE, MWUREFHEO T CIREMTOIL TV DIRETH
ST, [HIT 6 22 H M CTh b BUVIREEE ER W5 2 & &35,

3. ek, JERORBEN FRLOBEMEESFET—EM LICZY LRWE TH 508, SRR ER Ak
D2 ERRERLDIZOWTL, EREMROXSRET 5,
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72 TE/RME ADH 9 b B EIE

73 TEAME TSH 95 FTHERE

74 TEAM PRL 9 FTHERE

75 v %R

76 FTEAEITFFrOE D S TTESE
77 TEARMERRRIVES 7 ITTERE
78 TEARIEHKEETE

O #E

1.

BE

TEHEHDH SN S ADH, ACTH, TSH, GH. LH, FSH, PRL M EMAWLERDRILEL D MEEH
BVERMBITEICEKY . FELTHRBRILEVRZHDWNIBRICLLZHHEREETIEETH D,
RRAE. TERBROEEL, TEFARRILELCODBEHETIRRTHBOBEERVEELERLT ST
EREBOERFICHFEINDS, ERIEFSIAERBOBIICEA>TLSILELBLY,

ETORERILEVDBLEZTIN TS LOZ N TEARBEETE. ERORILEUNELDIEE
[CEEINTLSLDOZEEE TERBEEETELES, F-. E—DRILEVDHDRIETELDIE.
BMRBELEEND, — A, b ETEREEEORILEL DHELD,

2. [REHE

NGO R TEABEETETE. - TEAESOREWERR. HICES (TERKES. BE
IREERE . IEHIRRE S L) . RIEMHRER (AFEMERBELTYILIMR—I X 1gG4 BERBLE . B2
REMEREERBELTIUNKETERRGE) M- FMICLDLDARLE L, DiREFRH M4
ST EAEE (D—NEEE) OHEEIFETLTWS, — A, BMKRIBHEIL GH 5 ACTH 2L HI&ET
(FHEERORONTIL(BREMELEE) N, BETIIECRERFOBESIRIEINTIND, SHITH
PIT-1 TEAX G PIT-1 \IRERE LEBCRETESEDO TERKEETEZE-TIL1H5,
FNICEGEFEBICERT BH5HY. POUIFI(PITI; TSH, GH, PRL #&KRi8) . PROPT(TSH, GH,
PRL, LH, FSH #&X48). TPIT(ACTH) . GH1. GHRHR(GH) 2 E MENSN TS, HIL T (Kallmann) fiE
BEHDOREELFTHD ANOSI(KALNTEEDEEI(X LH, FSH RIBIZKD AR M MIRIEEEIE TED R
HEhb, 5., BHME. CGBETHME. NENARBREICEVWTE TEASETEERNHDIIEMN
HMEIN TS,

Fho. SITTERECRLTIE, IRIE. LELOBRKRTEICH T HREBEERGENFETFOND,

3. fER

4.

RIEHHNTBEIELHRILEVDEBICEYSELEREET S,

AR
ERREBICHT HER
RERLGOTVHESEM LGV LRERKRENFET HEE L. ERGZHOLEIC, HLOKREICHL.



FHRICEWE L. MR AL E D@EVIAEREEEIRT 5,

RIVEVURZICHT DAE
TEABEETEICHLTIE. RZTIHRILEDOEFECEEICIECRIILEVHREBEENTHOND,
TEERRIVEVIRTFREVDLEEARILEL DO, ROTHRSLTHLENTHD, D=6 EBE.
BRILEVOHIEITICHAIRERILELER ST S, GH ®° FSH D& EEFHABAKRILELSE
LIS TEETHHEELHD,

LUTIZ.RILEL S DB FTRBEDBEETRT

@ADH 7 A2 (PR EFRARIE) : TRAEIL VU DR EEHDIWNEOENBEIEE TOHIEETS.

OACTH AL EBEERAILLTFIY 15~20mg/BEMFTT b BEIE. RE. NELEDRAI X
FFlE2~3EICBET S,

O@TSH AL ACTH Db AL LEHTEH5E8E. EFOOLFY U H TR ERICRRIRRILED S
KOREERIET 5. BEVENSEHIBL. 2~4ERCLIZHRRICEE, REmBRIFERILESE
HYFT4 BEAEGRR LR, FT3 BEFHBEALLIEEHIFELT D,

OGH A2 /PRICHLTITRENS GH FHZMKBL. REREROEECEZBEZET S AAIC
XL TIE, B GH DMBFLETHAHEE GHRP2 HEROA VR B MAERER A E DEEKERT
MROL. LMD ENDS GH OB ESZAEL. EIKEMT IGF-1EXZBERELTHIFEZRE
ERGY

OLH, FSH A2 : B TIEBHEEOHIFEZEMNELTT U METAMRTAVTREID 51
LR (2~4BIC1E)Z. ZETIHEABRDOEEICIVTOSRN—F V| (FRIL LR L—LFE
FR)PIRASTUE - TS AN VBB R (W07 BR) 2175, — A BR RS EEMET
5B TIE hCG-hMG(FSH) A% 2 RFEZBEMET A2 XM TIIBMNFERBEZ(F1EEART
(FH/OITxUEE. F2EE AR TIE hCG-hMG (FSH) %40 LHRH IR IE5%) 2175,

@ OSHF UM E BREEIIThNIAL,

STTHEIE T 3 B AE

AIRL-ERERBOBBRLMLITLT, HAWTAERICHHRILEVBRICISERNEEFELLIGEICE.

LUTDBEET. EMEENT LGB ESICIEEMRFRBEEDDELILLAH D,

@ADH 73 i TTHESE (SIADH) : K HllfR . ADH-V2 ZRAIERE (MLATEY) DEA,

@ TSH 7 TTHESE : VI MRAF 7RI EE| (SULAFR) DFER,

OPRL 73 TTHESE : K/XSUAEENEE (DR LT TAEVVTFURIETILIUR) DER.

OACTH 7 FUHESE : ATAARERBRETE AFSHRY . ALORARZYR, RJAREY) SR,
INOLAFE ANLT) Y (RIEERN) OER,

OLH, FSH 7 TTHESE : LH-RH B BAD R, F-7o A7 U ERESLT FRAAE D 57 Sl 4E
REETHOFEASNS,

OGH 7 TTHESE : VIR RAFUFE R (A VLA TFR SULAFR NI LAFR) GH 2B EER
BE(RTEVYIURN BNV EFHE[TOEVITFo ANLTY (REERMN) 12EHRT 5,



5 %tk
GH USNDRIILEVHFEEGIBEREXRTACMR BRBERILEY) BNBEYIZThbhATOTE &&F
BB THIENEEMAERICKYERIN TS, —H.CGH HREEZRVERILEVBREENE
WP RICRIFTHRIZELTIE. RKE—FEDRMBIIFEIINTLVEND, QOL RUEHHEDNDHEMNR L
LM THY . HEERTIE. BED QOL RUEHHEDHEMNRZHHFLT—HOEBRZICITHNA TS,
SIBTTEEIC DT, GH 9B TTHEE Tl GH, IGF-1 BEQOEEA LG TR ELEMET S, -,
ACTH 7 TTHEAETIE, JLFYV—ILBRIICEYBREEO LM ESHEEZSH-EHEDEMICLY &
MPEFRTHD,

O EHOHEIHELEIE

1. BEN (SN EEERZHRETREER
28,100 A

2. BROEE
EN::

3. MRMARE A
KHeIT

4. REIDEE
WE
HY

6. EEENE
HEVHER O EEE D FEEAS,

O 1EHiRMHT
[REIRR T E AR EREEE IS B T BMA MRS/ RIS HHF R L
MERKRE FRHEXRZFAZREZRARE BRKR- A BAREZE iR A B




<EoMREEE>
72 TEAKMEADHA MR EE
A INITLD 25 iMETE (AR 14 R BRIE)
Definite X R &ET B,
1. TEIHE
(1) EEMR
O]=k=
Q% 8k
©F 273

(2)BREMRR

OREBIFXHEANIZETIE 1 B 3,000 ml LLEXI(F 40 mi/kg AL /NRIZELTIE 2,000 ml/m? LLE,

QFRZZEE % 300 mOsm/kg LT,

QEREBEKETRERICEITEN\VILLURBDIET: 5% = kEE/KER (0.05 ml/kg/min T 120
SHERBERE)FIC, MERBEE(MFFMVLRE)SEICEVWTERBOETERERDLHCED,

@K HIPRERER (BRoKHIPRTE . 3% DIAERM A XL 6.5 BRI T T)IZTBULTHERZBEE(E 300 mOsm/kg
ERBZIELY,

ONYTLLUBRRBRINVILI U (ERLDUESR™) 5 BALE TiEk 30 5412 2 BERRIT
REIFFADL. RZEEIL 300 mOsm/kg L EIZERTSHGE2),

(3) Al 2 M
ZRZERT PRMERBEUNDEREELTRDILDZERNT S,
OLRAMZEHIE: B RBEKEFRBTORNAVILOVRED LRZRO . KHRHABRCTRZEL
DEFZERDHD,
QBMREE: R (N\VTLYY V2 ZREREGETFEEXETITRIY 2 BEFER) LhFEk
[(BREBVCERERE BNV LME-SHILY 7 LISE) BRI (VFVLEFGE) CERT S
DR EFEEND, N\VTLOVARRBRTREDRDERZTEED LRERDHIL,

2. 3EEIF
(M MFFFI)DLEEFXEEED LR, HENIEILEREZOOLERZIEAZLY,
(2)MRI T1 SBEFAERICEVWT TERRERBEDETZERDHSH(CGEI),

3. ZHOATI)—
Definite 1: 1M (1) DETZEHE=L. 1D 2)DOMSRDETEmI=L. 1D (3) DEAKEEXFRNLI=E

D,
Definite 2: 1D (1) DETEHL. 1D (2)DD, @, @, ©DETE#EZL. 10 (3) DERIFBERRINL
=td.

3€



[RE 4]
PR EEDZW A TSN TEEDHRE N FET HENDETHD,
1. BRMEPIRMERARE  BR L CHRENERZERTEH - TEARISEDHLGVHOD,
2. fFMEPREREE: B L CTHRENEBEZRA TR - TERRICSRDHDLD,
3. WERMEPIRMEREE: R ELTERBAREMER (BIHER) BXETL. RERICRKROEK
BRENHDLD,

CEVMFBEFNDLBELMBNYTLO U REORIBERICSWDTIES A 0.1 RiFEFE(EMFF~)
D LR 149 mEa/L DB DHEEMIZ/NYTL LV REMD 1.0 pg/ml K
(https://kannoukasuitaijp/academic/cdi/index.html)

GE 2) ARERBR LK HIPREHERZR 21T,

GE3) BEE CIEHRBIERIE CHCTHIET I 52 e H 5,

37



B. /\Y L5 i BEIAE (SIADH)

Definite ZXR&ET B,
1. XEIEH
(1) EFEK
Bk DT R (AEMEDEIECREYIILT—ILDETEE) ZRBDHIEL,
(2)BREmMR

@MuFEFM) D LREIL 135 mEq/| T RIS,

@M #E;2:E XL 280 mOsm/kg & FEIS,

QEF )Y LLfE . AERBEEMLAEICENMNDOLT | MBNVTLIVRENMIHISN TLVEL,
@FR;2FEE(L 100 mOsm/kg Z L[5,

GRHFM) Y LREIL 20 mEa/| UL TH D,

O©BHEEER.

QEIB R EMREEE,

2. 3EER
(MESR, BMET. BEREZTLEDEF N Y LMEDEKREZETEHIENH D,
(2) MBBL =2 5E ML 5 ng/ml/h LT THAHZEMN LY,
(3) MiEFREEMEIL 5 mg/d IFTHAHZENZLY,
(4) KD EREFIR T 5 LR KA EITT S LGRS MO LMELNHET S,

3. HERIF T
BFR)D LMFEEZRT RDELDERNT S,
() M REDBREIES M) D LMIE : DR L. FFEEORKETER., r70—UEREE
(2)FR)Y LiREONZRGHBENEREDRL T HIEF) Y LIMAE: RREMEEIETREHEETE. BHEE
KMEE ., PIRMEIERTAERE. TH. B, FIFRAFIOFEA
(3) MRESNRED XX EFELEF M) Y LISE : HF 4RI R EEAEE TE (TEAIEMEETE)
(4) BTNV ILO U ELEES

4. ZEROHTI)—
Definite: 1M (1) ZFiiE=L. 1D (2) DETHiFE-L. SOEREEEZRINILI=LD,



<EEESE>
hEEULERRET D

NITLS U5y iMETE (AR MEFR BRAE)
BRAE:  HEE. EELUS
RERE: BAIZELTIE 1 B 3,000 ml LLEXIE 40 mi/kg LLE ., INRIZEWLTIE 2,000 ml/m? L EDRE
ERDHHED
BiE: BREFEHLO

XIMEFEFN) D LEELEREEELREZBATEHERDRANLBWGEIZERESHY EHIBT S,
INYTLL 5y B EISE (SIADH)
B MBFEFFIDLEE 130 mEqg/l LLE 135 mEqg/| R

hERE: MFFNIDLRE 125 mEg/l LAE 130 mEg/| Kifh
BiE: MFFFIILREE 125 mEg/I Kil

32



73 TEAMETSHS WITEE
Definite, Probable #xt & &9 %,
1. XHIFH
(1) EEEE
O RKRPHERK (BIF. 8K, RFEM. KRER)ZRHBHCE 1),
QUFAMRIRREXREZRD S,
QT EAIRIEICKDAENK GERFE-REEE) 2R D5,
(2)REMR
O FARERARILEY (28 T4) ABEICE O DS T, M TSH FAVREX VMBI R EE
DEE-ERNEREBELLE L TERE~BESEZRI (Syndrome of Inappropriate Secretion of TSH ;
SITSH),
QEGEZH TTERREZRDS,
Qfft L= T EAIRIEAB O REEBFMREICEY TSHR AZLLIE TSH REMEZZEDH S,

2. 5EE1E
(1)TRH AERICKkYMnd TSH (IE~ERIEEF Y (TEED TSH [FFHED 2 ZLTEED) HINZNGE
2),

) DTEERILEL DD BEEZHD. ENTNDBEIRIVEVICKDERETRT CELNH D,

QRIESZEHICLAMDTERRILEL DR BMETEREET A ENH S,

(4)HTHHINEFTYE TSH ELEEELHD.

(B) RANMTE®D SITSH LT, RIEHRET LIS AOF DU MIE, 1 T4 Fulk©h T3 Hfkick
SRR HRILELDEIE., VIR 16 HAGEDEBHAKIZESRRRAILEL L TSHDEENH
Y. ERABETHD, T 7IAFOVREIVREERT XA TRRBARILEVHABIETH TSH
NAESNDENH D,

4. ZWOHTI)—
Definite: 1M (1) D5B 1 IBREULEZEFR L. 1D (2)DETEHELI=-1D
Probable: 1M (1) M55 1 IEB LU EZEFE-L. 10 (2) DORUVQZEFE-LI=t®

CEDNFHFERESCEBGLONHEFENSZ W,
CE 2)DHPITIEIREZERD D,

<BEZRIE>
ERIZH
FARIERILEVFRIGE (FRBRILEVZBAR L DEEGEFZEMNEID,)



<EEESE>
BEEZHMRET D

BE: ERELS
BEE: MAPFT3XIEFT4ANLERL, hOBRIEFHFERKREFRDS,

KRB EBOREHFME LRIDFERELFET D,

XOCERIRPEER
%, 580K, FFEM, KAERD

41



74 TEAEMY PRL 2 TTHEE
Definite Zx & ET D,

1. TEIHE
(1) EfEfR
OxH: ARTIE-BAR. . FLA2M055 1 IBEUE
QFM MMIET. AV RTUR ZHLEE. Eit2iD5>5 1 HBEUE

QB % #t&E HHfE. RNRHTEE FENRKRTH - TERFEICLSER 0551 EHBLUE
() REMR

meEPRLOLER (GE1)

2. ERIZH
ERIRAIZES PRL 7B 8|, [FHRMEFIKIFHEEETIE., REK T - TEKRERZE. Stin B XJE (PRL
BESE). ¥/O7TO50F U ME. EETR L. WEEKE., 2R PRLELES

3. ZHOHTI)—

Definite: 1M (1) DOMNSRMNS55 1 BB U EZFE-L. 1D (2)FE=L. 20 EFEEZRNALI-ED

GE1)IMAPRLIZER, RFL R, ERVPEFHEEITHEEESNDOH ., ERERIEL T, VT ERE

HEULTHAIEZERT S, ¥o/O0T059F /—<IZHEITBHPRLOBERIEICENTIVIHE
GBEIEDOPRLA, SHRML-ADFEEREZ T, RM T EPRUEMEALSZE) ITEFET B,



<EEESE>
BEEZHMRET D

BE: ERELS
EfE: I PRL EENDEEERHY

XMPPRUEIFEREAIEL. e R EEOREHERZ LEHIGEEE LR LT D,

KK EFERIEONSRDSbVNThEimI=Ti5E,

O%xtt: ARTIE-|AR. T, A0S 1EHLUE

QBM MHET. (VRTUR THALEE. HitHbDS561HE UL

QB L #E R ANRHEE GEMNRRKRTH - TERREICLSER O561HBULE



75 99 TR

Definite ZXR&ET B,

1. XEIEH

(1) EfEMR
OEEMERGE 1)
(7) il A FREETR
() PR R LK BRI &
(V) REOHBMHFREEEERE (G 1om LILE)
(L) BIEDIEEL RV E T
(A) IR ERICLLHAIET
(MINRIZHE TSR EE = RIEE
QI HFEMEIR

(7)&MmE
(1) ARREERE
() EE (2EW)
(L)% E
(F)Z8E
(H) THERER =
() BHFRIE
(D BRILE
(7) FEHES

(2)BREFRR
@M ACTH ETLFY —IL (RFEIE) NEE~EEETRT CE 2),
QRPEEIILFI—ILIEEEZTT CE3),

LERDOD. Q% -F1HE. ACTH DB RN WEIHTHENT. (B DRV —ZVIREZET.

(BIRY)—=T1RE
O—BRADETHHY A2 UIFIER 5T B IFRITDE (0.5 mg) DT XY AR UERNRLI-EE (8~10
B DIMATILFV —)LESIFIEN G CE 4) .
@M a)LFY—IILBAREE FRERFOMEIILTF —ILED 5 pg/dl LLEZTT GE5),

@, Q&M= HE . ACTHIRTFME VYL U TIEIRBAN LVHENOLVEE XD, RIZ, EFTiE ACTH fE
1B DR Z B MICHEEZEHREZT .

(4)FEEZHRE
(DCRH EE& : £~ CRH (100 pg) 883 b ACTH TEIEAFTED 1.5 &L LIZH#ENT 3 GE 6).



Q—BRETFY AR UANFHIEAER: ATRFERICKE (8 mg) DTFH AV U ZRNARLI-EEA(8~10
B QMMADLFJ —)LENFHED F 5 LLTIZHIFEIENS CE 7).
QEZRRE MRIREICKD TEAEBDEFE CE 8).
@FIRH T R ERARR MY > )24 GE 9): I Hh ACTH {ED SR - KA (C/P Eb) A% 2 LLE (CRH &
H&IE 3 LLE)CE 10),

2. gOAHTI)—
Definite 1: (1) DD 1 BHLU EZFHE L. (1) D@D 1 EBEULFHZL, (2) D& TZEHEL. 3)D
£TE#EEL. (DD, Q. DL TER-THD,
Definite 2: (1) @M 1 BB LLEZE-L. (1) OQ® 1 IHB L EZEEL. (2) D& TEE-L. (3)D
2TE#EEL. (ADD. Q. DL TEH =TI,
Possible: (1) DD, @D sms 1 BEUEEE-L, (2) D2 TEHELL, (3)DETEHLTHLD,

GE NYITVIZALIYIUTRTIE. SRR E R, TERBREEBRELLTRESNSGIENS
LYo

GE 2)IRMIZFREA (8~10 BF) I, 9 30 DD RERDEIZITI. ACTH AHNFIZIN TLVRWZEARIB M
OV ERBEDEMNZEVTEETH D, ALFIY—ILEICEALTIE., #1 10% DB ERES
EZELTHET %, ILFJ—ILEEESI 0T (CBG) RE(ET)EDBETIE, MFaLFI—
LD LB HRIEICIR A D TEEEET b,

GE JRBAIELT 24 BB IRURRATRIE T 5, MBERELEICHRSH . —ARIC 70 pg/BLUETHIEE
EBZoND, [FEALEDBHEI YL TRTIE 100 pg/BLLELER D,

Gk 4)—BAOETXFHAZY UIFIEERTIIRE 1~2 mg DTFHAZYUHABENGA TN =AY, —ED
D9 TRBEICEVWTILTFY —IILOIGH (B2 ZROLHIEND RY)—=U T BEEL
TOREZLIFHEMT.05 mg DLENFEASN TS, MHIJLFY—IL 3 ug/d LETHT
DUZHIOI T fE%E .5 ue/d L ETOYL VT fRESES, ML FJ— LTS IFI S t=
BEE.ACTH-OLFY — LR DBEETTHEIL T LRI TE S, BRALTLDEY). #3512 CYP3A4
ZEETHLDE. ?#ﬂxa‘j‘ymﬁﬂﬁ%ﬁﬁ?éf:&){ﬂ%ﬂalitmu«bﬂ\(w-#niﬁu')ﬁul:
U MTANAENILNIEEY Dz, MEERTEEATVFJURE)  KERARDME
HARSAVTIE N mg THFH ARV UEAALLN, MFPILFY —ILAYEATEX 1.8 pg/dl aa
2TLV%,

CE 5)AHIMEZ2THH5ENHY. ATRELRYEHRBICAEL TSELZHERT 5, ERILFJ—ILOHE
EIETERATHEID . KB TOZEMBTEEZNFE—SNTEST . BEEIEELTLEL,

(X 6)DDAVP (4 pg) §:x% DI ACTH EARIED 1.5 FULERTIELIVI I RDEEHIZEHA
THd, 1=7-L.DDAVP [FREELLTRIRERN TH S,

CENERLGHILFV—IILMEDZE . KE (8 mg) TH YAV UMMFIFRER TIE., MAPILFY—ILH

1/2 RGICHFIINGEWNMILH LD T EEEZET S,

CEB)MU/NMNRIEDHEHICIX. 3 TASD MRI TR 54L& #HEL. & MRIXEDSRERLEZAL

%, 1=--LZDIFAE. ihf(i%éh‘ll\‘é&ﬁ%}ﬁ(3FEE’:J"%)h‘?mﬁéh%’o_l BEMEE S EEICEL



DHENHD,

CETEMARMRIIZEVWTTERERZROLWNSEENHT T,

GE10) M ACTH fED 4R - K4HLE (C/P Lb) AY 2 R (CRH Fli## (& 3 K S EATE ACTH fE(R
HOWREEENEL BH. AMTIEERBIKALY LTI TEHThA TS, TDHE. M
ACTH fE® C/P tEAY 3 LLE (CRH RIE#& (X 5 L) BRSOy U I RO AL E LY LT oD
YT RERTOERER/SBWNEEIZIL. BRFITAEL I PRLIEICKDHEEESELT
%



<EEESE>
BEEZHMRET D

BRIE: ERELS
EfE: M ACTH ELFYV—IL (REBIE) DLWITHHANEET. hOEEEDD. QD Hhis 1 IEH L
EEFH-TLO

X EEMR
O EHEIR
(7) % A #REESR
() RV RB R R EKFHRAERA L&
() BREDHRIEFRERKERSE (I8 1om 2LE)
(D) REOFFLRVETEM
() B EMEIC R DB NIET
(I IMRIZE T B FBEHF TR RIEZIE
QR RMEIR
(7)&MmE
() ARER
() EEfE (12E W)
(D)%%
(#) ZhE
(H)HERERE
(%) BHEBE
(D BREE
(r) FEmEE

XX A EEOREHME LAHIGEEEREET S

47



76 TEEAETFRFOE S BTTELE
PR ERERRERELTEARIFFIOEVELEEEERRET S,

A. FRERE LR A
Definite ZX R ET 5,
1. ¥EIEH
(1) E5EME
DB RO ERER

DIFRFECTHER EX REEOHONGHEEN/IE D,

D10ZKRECIRERLEEZHD,

MNEEKFETHRE. WMTORECEEDYEHAD,

Q&R D EEIR
1) 767 AR TIEREMNESD,
2)8WmMARMTIEERE. RIT/NEFRERABEZFONEMEA. HAWIHREREIETD,
3)10/%64 A K THREHD,

(2)BIEIE HBELTROMRMREHAS(GE,
DERRERZR: BEREMZEZRD20SDU L, RITFBRRREIIZAEMED1.5SDU L,
QEBERARERR BEMH—BEHZ2H6r BEH-TIHE.
XI(FEFESmAmIL B ER BEH165THI=II5E
QEEH BREHZ152H-T15E,

()RER
TEREITFFOEL D MITTESMRTOARRILVEL D RTTEDEENALMNERHONS (G
2),

2. BERIEZHT GE3)
BIBM 7RO BRI KE CRABRODARMRIBEREALKGEY) . RIBERLE) .. EXT
A4 RHRILEL b DMEARIESS . McCune-Albright SEIEEE. TAMNE L OI— X hCGELEEE.
HEXTACRRILEY (BERMERTAAREZEL) PEBRRIEARILEL (LHRH, hCG, hMG. rFSHZ
E0)ORTESP LIS W, AR CES 1. EXATOSMRRILEVEHENDEVEROKRERY
ENMGBDETERET 5.

3. 3EMR
PR R ERRERELZET . B EDETELEFDER (GPR, KISS-1, MKRN3, DLKT) BN $R&ES
nTua,



4. Z¥HOAHTI)—
Definite 1: (1) DDOXIZ@D 521 B LA L Fi#ET-L. (3) &L, 20 & AHEEXRRNLIZED,
Definite 2: (1) DDXFQDSH1ER U LFHE =L, (2) DIERULEHE L. (3)&H-L. 20
AERBZERNLIZED,
Probable: (1) [CEWVWTERMBEEZ1IHRELI-EH T, Definite DEEIZEZEHT DD,

[RE 4]
hREEERERESZH SNL. MOKEMNREOAREZEZRIM L TREL HFEML. &
EFEEICERT L. RREOFREIEEZT S

CEDRBNHICIX BT LEZDOLIGRRERDHEIFRSAL,

CE)BMRICHETIEFHDOEREEZEELLTHET 5. BH . REMEDLGVERICEVTIE TR
DHRINZRTMFITFRMOEVEEBEZSEITT B,

CEIBRNMREICTT LR EORENREFFELLGVD BERICEELESRICEHRMER
HEREEZESLOTVDTIEEY D,

(E4) EXRMERB R EBHEROREERGTH, FMICIOTIHRIEREFRNRREZ T TITHRELTL
2EELHS.

GES)EERAMECEEREDILHRAICLERATOMNRRILEVEFDLOLHLIDTEIET 5,

(AlZR1)
"
AR EH BEH
10=% K i 10 LI E Tanner 2-3 Tanner 4-5
LHEFE{E(mIU/ml) 0.02-0.15 0.04-0.25 0.44-1.63 1.61-3.53
LHTEfE(mIU/ml) 1.70-3.77 2.03-11.8 10.9-20.6 21.7-39.5
FSHEHEB(mIU/m) 0.38-1.11 0.95-3.57 1.73-4.27 4.21-8.22
FSHIE{E(mIU/ml) 4.38-9.48 5.69-16.6 4.68-10.8 11.2-17.3
FHEELH/FSH 0.03-0.24 0.03-0.08 0.16-0.63 0.24-0.70
TEfiELH/FSH 0.28-0.55 0.26-0.99 1.4-3.4 1.3-3.3
g/
AIREH BEH
107% K il 10 L LE Tanner 2-3
LHEFE{E(mIU/ml) 0.01-0.09 0.02-0.11 0.05-2.44
LHIE fE(mIU/ml) 1.93-4.73 2.14-7.82 5.70-18.5
FSHEHE(mIU/m) 0.54-2.47 1.16-3.65 1.49-5.95
FSHIEfE(mIU/ml) 10.7-38.1 13.2-21.1 6.98-14.3
HHEELH/FSH 0.01-0.08 0.02-0.03 0.03-0.42
TEfELH/FSH 0.09-0.25 0.15-0.41 0.74-14

48



B. TEAIFFrOEVELERS

Definite ZXR&ET B,

1. X EIEH

(1) EfER
OINR - HRILVED D TTEER. REHREREDSS 1 HELUL
QBEABMH: ZHLEE. FBRIEX, HREEEEDS>S 1 BEUELE
QEFRHARIDO AL AREE ., T, i+, IFERBRIRIBAERS FIRERICITERK TS
LGl D55 1 IBHULE

(2)REMRR
DEMEZ I CHRIKRTEHOCTERICESEREEZRD D,
@I +KFrEEY (LH X% FSH) 488 %32H5 GE1) .

(3)fREEFR R
EEMEREICSNT., REMABIEEMICTFFIOEVBERRERD S (GE2),

(H)BEMR
TEAFIFIOEVEARES T, MA FSH ITEIE. M9 LH [HEE~EEEZRT EN S,

(5) A 2 M

TEEDEBZERNT B,
RS ETICE DKRIEEIT FROE Y 2B F|
ZE IR
RH| 2R DINRRIBIEIZEE

2. ZHOATI)—
Definite: (1) DWVFhhEiE-L, (2) D& TEERL, () &=L, (5) DHEAIKREBERNLI-BD,
Probable: (1) DL FhhEiE =L, (2) DETE#EL. (5) DEAIFEEBEERIILIZLD,

GCEVBREEBEOREEHFZ LRII5E8EDMHEEET S,
GE2)EEERF SF-1. FSHELLIZLHD B - TJaz=vb XiFa -T1=vrBHERRLSE LTS,



<EEESE>
BEEZHMRET D

BE: ERELS

BiE: UTFOWThaEST
1R T ER RS (MR IE O3 LB X LBERME) 12k D GnRH E4E
I+ ROE Y EE TEKIRE

51



77 FTEEMRRRIVES S BITEE
DefiniteZ X &R &9 5,
1. ¥EIER

(1) EfEZCGET)
OFENEEDEKX
QEIHEREKRER (BESHOEE. £ -OFOREX, THOEHGE)
QEXE

(2)BEmR
OB ERIVEY (GH) 733D 1BE,
fe GHEANTROHE 75 ¢ O KRG TEEEFETIHIN G (GE2),
@A IGF-1(JIMADY C) DEE (GX3),
GMRI X (& CT TTERIREDOMRZRDHSH(E4),
3. ZEOATI)—
Definite: 1M (1) D1IEB LU EZH-L. 10D (2) DL TEE:=TID

<BEFE>
BlIERRUBREMR
(M HTiE%
(2)5E%%
()R A -REFES
(4) ARREE
(5) BEERR B S W U A 15 B
(6) MHERER S
(7)&MmE
(8) FRERE
(9) ERMEBAENAE . FIREEIRE
(10)EEEBRUFEDHM X HOEE (GX5)

GE1) ZFRADEAFIOIE A G TIHERNBEE TRVNEENH S

GE2) EEEig&(EmeE GH JE{E 0.4 ng/mL(ERED GH AIEFvh LYV EF Uk GH ITERLI-ZERT AL
TW%, FYMIELY GH ENELL-. RHFHEOFYMEDOHERX THIELT- GH [ETHET
B)RMTHAD RA. FFEE. BRE., PRKIREEETTEE., BEMMAE. EXEKE. BEH-FE
#Hclkfd GH ENEEHFTIMHSN LGN EAH D, Fi-. RETIEMA GH fEA TRH 4> LHRH I
HTEMEGESELER)THIL0. TAEV)TFUREDR /NI EBETILH GH EAMEMLANTE

nHb,

CEREZDFEH-HANEEEZSRL+20SD ULEZREELT S (MR) , REEE. FFRE. BRE. B R
BRIEEEIETE. OV FA— LA ROBRFEGENEH I D LM IGF-1 NBREEZRILGVENDH S,
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GE4) AL E T EARIREMRZRHLENEEO, T<HHIZGHRH EXEIEBCRRTE GH EAEEDIZENH
%,

GES)EEZEFHM X RTMLIOBOILAR VIR, BI2FEDHE K., S REBEEEDRH., THRADHKETE
NDEHLGE, FXBETFREEREBOEFVIYAYKIBRER. B X {ECTRESREEMABIE heel pad DIE
K@22mm LLE)EED B,

(=R
FEE - IGF-1 (ng/ml) E#E{E (Isojima T et al., 2012 Endocr J 59: 771 £Y5|FH)
5% g3
Fih (F) -2SD R fE 425D -2SD R fE 425D
0 11 67 149 15 69 154
1 14 69 148 23 85 186
2 18 74 154 32 99 213
3 24 82 164 40 108 227
4 32 93 176 48 116 238
5 44 108 193 56 126 252
6 55 124 215 69 147 287
7 63 142 247 89 183 357
8 72 165 292 111 224 438
9 84 195 350 133 264 517
10 99 233 423 155 302 588
11 113 272 499 175 333 638
12 125 301 557 188 348 654
13 133 315 579 193 349 643
14 138 315 570 193 344 625
15 141 310 552 192 341 614
16 142 307 543 192 340 611
17 142 306 540 191 335 599
18 142 301 526 188 326 574
19 143 292 501 182 311 539
20 142 280 470 175 293 499
21 139 265 436 168 275 459
22 135 251 405 161 259 425
23 131 237 379 155 247 397
24 128 226 356 151 237 375
25 125 216 337 147 228 358
26 119 212 329 146 223 336
27 116 208 322 141 217 328
28 114 203 315 137 212 320
29 111 199 309 133 206 312
30 109 195 303 129 201 304
31 107 191 297 126 196 297
32 105 187 292 122 192 290
33 103 184 287 119 187 283




34
35
36
37
38
39
40
41
42
43
44
45
46
47
48
49
50
51
52
53
54
55
56
57
58
59
60
61
62
63
64
65
66
67
68
69
70
71
72
73
74
75
76
77

102
100
99
97
96
95
94
94
93
92
92
91
90
90
89
88
87
87
86
85
84
84
83
82
81
80
79
77
76
75
73
72
70
68
66
65
63
61
58
56
54
52
50
48

181
178
175
173
171
168
166
165
163
161
160
159
157
156
154
153
152
151
149
148
147
146
145
144
143
142
141
140
138
137
135
134
132
130
128
126
124
122
119
117
114
112
109
106

283
279
275
272
269
266
263
261
259
257
255
253
250
250
248
246
245
243
242
240
239
238
237
236
235
233
232
230
228
226
224
221
219
216
213
209
206
202
198
194
190
185
181
177

115
112
109
106
103
100
98
95
93
90
88
87
85
83
82
81
80
79
78
77
76
75
74
73
72
1A
70
69
68
66
65
64
62
61
60
59
57
56
55
54
53
52
50
49

183
178
174
170
166
163
159
156
153
150
147
145
142
140
138
137
135
134
133
131
130
129
128
126
125
123
121
120
118
116
114
112
110
109
107
105
103
101
100
98

96

95

93

92

2717
271
265
260
254
250
245
240
236
233
229
226
224
221
219
218
216
215
213
212
211
210
208
207
205
203
201
198
196
194
191
188
186
183
180
177
175
172
170
167
165
163
160
158




<EEESE>
BEEZHMRET D

BRAE: EES
BiE: UTOWThhE#ET
1. M9 IGF-1BE SD Xa7 +20L L
2. BRRMESMERITEEHDIVIEEHEL2IHEULRDHDS

X ERREEEIME RIERRUEHHE
(M FTFiE%
(2) 8%
Q) RN-REES
(4) ARREE
(5) BEAR FF ST IR fE IR ¥
(6)MHERERE
(7)&IMmE
(8) FRERE
(9) ZER 1 REHAE
(10) FIREAEIRR
(MESERVFEOHEM X ROEE



78 TEAATEMAEETIE
LLTF®DAMSEITRTRRILEVDDIMETEDWNT AN ELELET-J [Definite IZXTHRET S,

A. dFRrAE D ME TR

1. ¥EIEH
(1) EfE(R
D= REHMORIM(BF 15 UL TF 14 BUULE) FEZREBOEITEL
QAREE(EAR. BEINAME. RIFHRAR)
QMAIET . iEEES . It
@REE-REDOIE. HHRERE. LEERE

(2)BREMR
@I FRFrAEY (LH, FSH) [ZEETIZAL,
Q@I+ RrOEL R MRIBIRE (LHRH, /0371y, RIFT RSV ERD TR LTSI FRhOEY
[FIERIGEVDUERE GE 1),
@i, RBERTOARRIILEY (TARAS D RIETFRAMRATAY) DIE(E,

2. BEmMR
INEE EEBRE RETR, SEEAE . BRE (Kallmann fEIEE) . EERNREHRBROSHEN
LERERE. AEEXIN GO XREHNOBRENHDHIEENH S, F1-. Kallmann FEIZEE TIE MRI(Z
TREEMHRXIERBZERDLHIIENZ L, TFRFOEVARITRHLUTHRILED SiENRIEE
ROBIENEZLD, ERXMETIERIGMMETTEIEE0H5,

3. BRoVETE
JFFrAEV R MEETSEIRFIRE . S EER - RO HEZRG

4. BWROHTI)—
Definite:
1. 101D 1EBUEZERZL, 10 (2)DETEHE-L. SOBRNREEZH-TLD,
2. Kallmann SE{RB¥DEEZH-IELDCE2),

GE DR TFEET A AE Y S ME TEDB A, LHRH OEHR 5 %ISERRGETT MBS,
(G 2)Kallmann SERRB CETFRRAEL BB TEISMA T, 2. SERROSHFR. RUREEET O
EREBDHEN BB,

B. BIB R BRIHAILEL (ACTH) 7 iME FiE

1. ¥EIER



(1) EfEE
OBIRF = B H%
QBHF&K. FERD
QHELRAEIR CRil, MBAL, fEHK. T4, BEFE)
@M EET
ORMIES (BR N, BR. TR, HEEL)
©FH
@18 M #EREIR
® B iR

(2)BREFRR

OmFILFI—ILOEERBE~EEGE )

QR HiEEEaLF Y — L EDET

@ ACTH IFEETITALGE 2),

@ACTH %5 i FliE A BRICRH B (100 pg &) GX 3). 1R EMAERAER GE 4)]IxL T, M
ACTH RULFY—ILIFERIGHEVDLERIEETRT GE5),

®d:E ACTH FB& (2—hrB 2" 250 mg #85F) IS L TR ILFV—ILIFERIEETRT ZEAZLY,
f=f=L. ACTH-Z E& (3—hrLA > Z° 500 mg, 3 BREIFT) IS L CIXEMREH H D,

2. BROVIRE
ACTH b H E FIEAEFIRE5E1B{ BICH IO Fa R G2, NIRE, 4V BAE. IRAZE, &
ARE. BETPREAZELE) 2OV TIE+H D REERRT 5,

3. BEOHTIY—
Definite: 1D (1)D1IEHLUEEE-L. 10 (2) DOMS@DETEi#E-L. 20BN RELZ =31
D GEGB),

CENMALFV—ILEIZEALTIE, $ 10%DRIEREEZZEEL THIT 5,

GE 2)Mf1H ACTH (& 10 pg/ml LT DIREDIZE N L ULV, —EDERFITIEMA ACTH [(FEEX
WLEESEZTRY . EWELEDZ LY ACTH NS TS ATEESEMH S, CRH AR
BOMAPLFI—ILOEMEL, REEBIBSHEBETELZRNTENE, £EWEHEDOZL
LY ACTH A SN TS ATREE DB RIS E 12755,

CEJNMALFI—ILRIED 18 ug/dl RiFT. RIGFREEED, CRH SBEAKREE(ICL->T, M
ACTH QBB LD RIBERER TOMA ACTH DIERIGHAROONZZENRH D,

CE 4 RAIELT, MFEE 45 me/dl LT ELGST-BEEHMRNIBET 5. VR BRZHETTHEDT -
O AR EEFIGAICESTIE, BHE (0.1 Ukeg 8:F) 535 (005 U/kg §8E)ICT
%, B RICKH> TR, [BFE. av I EREHSAHRIBHET LTI LN HD
DT EFRFERT S, MPILFY—IILRIGH 18 pg/dl RiEiT. RIEFBRZEED.
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GE 5)BRER T EPE ACTH 2 iMETIEDIZE L. CRH @ 1 [E#%5 T ACTH [(XEE ~BRRIEETR
FENHAMN, ILFJ—ILIFERIEERT , Ff- CRH &% 5 TIE ACTH &aLFV—IL
FEERGZEEET S,

GE6)1D(2) DOFEEI=THBEELVEETHD,

(MACTH M METENRREL T, FTERRVAEDREMERBEORELREBICNA AEET
FRBEFVIRAMAFEIZES ACTH FMETEAIBIML TS, fEFTVIRAE
PREZEMEADERIE ACTH 5FMETEICHSBIB R 2T+ AREIEABETH S,

C. FHRERHIAILEL (TSH) 9 3ME T HE

1. TEIEH
(1) EFERCGE 1)

O EEDET
QFEH
QR EE I
O
GORtE
OxEESE

(2)®REMR
O e B RERARILE (B2 T4) DIEECE 2),
@i TSH [(FEE~BESECE 3).
QEBRECHIM TERICHENERRLZRDD. HAH L. EENBEERBOEH. BIEE. A%
B, XEFAEHEEDREREEZET 5,
@TRH & (200~500 pg) IZ3x9 B MAH TSHCE 4)
1 B RIS X328 RS
2) BEXILEE R
=R9CED),

2. BROVIRTE
TSH S ibEE TS EFIREFR
JEFRIRBRIE 2B (nonthyroidal iliness. low T3 fEIZEE) #4595 GE 2),

3. ZEROATI)—
Definite 1: 1D (1)DI1ERHUEZEFE L. 1D (2) DD, . @Fi#HE=L. 20BN IREZH/I=THLD,
Definite 2: 1D (1) D1EB L EZEHE L. 10 (2) DD, QF#EzL. 1D (2) D@D 1), )DL Fhh
=z, 20BN EEERB-TED,
Probable: 1M (2) DOKRVQZEHE-TELD,



CEDIFEAETEREROLGWEFILLLN,

(GE 2) I rpsizie T3 AME(E. MRk T4 HNIEE DIZEIZIE. nonthyroidal illness (low T3 fEIREE) H3EED
NBH. SHIZEREFITILEERE T4, TSH HIEELE D,

CGE 3) MR T BRIES (T K DR M4 FAKER IR IE FAETI&. Mo TSH (FEEERNZERT ENS
W DEBITEBESELZRT ELHD. EMEEDZLL TSH A MBIN TS ATEEHEA
H5. TRH BB OMA T3 HEINE (120 ) (L. FRERKRBREERETEERATETY
NIE EMZHEEDZ LU TSH A SN TWS AT EEE DRSS E L1315,

CEORENKEVEE TEREDDORBRMENHLLEHRATILENH D,

CES)BRKRTEEDHZEE. TRH O 1 AR (TEHF RS TEEREETRT ZENHD, F1=. TRH 2
BAREREICE-T, M TSH DIEfEE TRH HER THOERENZEDHONZZENDH S,

D. BEHRILEY (GH) b A2

D-1. /MR (GH 9T IES RIE)

1. TEIEHE
(1) E5ER
O EEENHDIL,
BEIX BFERODYHWEENTWT, BRIFFEFR(CE 1)D-20SD UT. HAHWEHEN
REGHTHO>TH. AREREN 2 ELULICHT>TIREBCGE 2) D-15SD LT THHZE B
L.BEENBEMERECE ) OO TEARILEVDBFELNHIIGEIL. REEE DY
MI& 2 ERFBETEENCED,
QEHNRT BEREROLGWFEETHOTH HEFRILEV D BTENRREE R SN DIEIRME
EN#ELHIEE.
QEZNHREMER CE ) LD TEARRILELDBFLELHIEE
(2)REMR
BERILEY (GH) b FIEEER CE 5) ELT AV RY VAR 7ILX =A% . L-DOPA &fi. ¥
A=SUAR. VAT VAR XL GHRP-2 BFHEBETL. TROENBLNEIILECE 6.5F
) :AVR) VAR TILX=V AR, L-DOPA &fi. VA=V &R, XIET IIVhIT VAR ERIC
BVWT.FALLTEFIRUERE 120 2B (T ILATU AR TIE 180 2 IThT=Y. 30 &
(ZAIELf-ME (M3F) b GH BEDTEEM 6 ng/ml LT THAHZ &, GHRP-2 BFTERER T, ARl
RUER#® 60 DIhi=Y., 15 DT EITAIE L =IM5E (M%F) GH TEEAS 16 ng/ml AT THDZ &,

2. BEmMR
1. SRR EEELNH D,
2. 24 BREH DV IREARR 3~4 BREIZhHT=oT 20 4 EIZRIE LM% (M%) GH BED Ty
ENEEEICLHEREETHS,
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3. ;& (M%) IGF-1 {ENEEEIZLENIEETH S,
4. BEE CE8)MBERD 80% LT THD,

3. BRSVETE
GH b ZE TS 2 EFIRE5ZR

4. ZEROHTI)—
Definite :
1101 DOE#HEL, 10 (2) D 2 BELU LD WRHRRICEVTREFRRZHE-L. 3OK
NIREZ/=TLD,
2. 10 (1) DQ%EFHL. 1D (2)D 1 FEFED 73 b RIBERERIZE VLW TRERM R EH-L. SORRNR

EEBTED,
3. 1D () DORURZE L. 10 (2) D 1 FBFEDH i FIHHBRICBVWTREMREHRL. 3D
BROVREE®RIZT LD,
Possible:
1. 101 DODORIFQ%EHE-L. 20BEFRRD 4 BEDSL 3EBE LU LEH-L. SOBRNEEE
w0,

2. 10 (1) OOZF =L, (2)D 1 BED D BRIFHRICEVWTRERREZ®L. 205EFRRD
55 2 HBZ#E-L. SOMRIREZB-TLD,
3. 1D () DORUVQZ =L, 20SEMENSL 2 IHA LU LZEE-L. SDMRNREEH =10,

[RE 4]
BRERIVEDSBIERESRIER, TBFEDEEICIYRDEIIICHET S,

EE: FREMEN () DOFF L, hD(2) D2FELL LD i RIMEERIZH TS GH THIEA LT
3 ng/ml LL'F (GHRP-2 & fE{ERTIX 10 ng/ml LTF) DD,
XiE, EEES (1D DOXIE, (1) DOERZEHE-L. HD(2) D1FEFED 73 b RIBERERIC
175 GH TE{EA' 3 ng/ml LA (GHRP-2 B HEERTIX 10 ng/ml LLTF) DD,

hEE:  [EERRRILEVDBAIERESEE I ZBREERILEVCDBRALEHEBESREDIS.
£TO GH TEfEAY 6 ng/ml LA (GHRP-2 B EHERTIX 16 ng/ml L) DED,

BECE ) BERFILEVDBTEHEEREDIS., [EEMRFRILED BT EEESGREILNF
EERERILVEV DDA EHESREIZROV LD,

IEEE
CEDEEMERICEIBERNNEDO MR - FIBIFHERAZEREMBZAVNDIL,
CE2) MBI ERICEIBARANNROMER - EWARERRELAREREBERANDE, 12
L.BRE 1 BUE. XRIBRULTEEFHRZEFHRICESBRI THHRT 5 &,
CEI)EEAMDORIERE. BENDHKREMEE. HOIVTERREDEEMR (TEHKIERAL.



HONRZAGVWTERWR, ARE)NBOON. ENLITKYRKTE — T EAREEEESN
A LTf-E¥Il (B8 Shi-1B 8,

(X4)6 M A ~1 FRDBREREHIREE(GE 2) D—1.55D LT THRBLTNSLEBE R ET B,

CES) EEEBTHAMEBERICEZTRI ZENHADT. HEZD-HICITEE 2 L LD BRI
BREWEET S, BL., AR THEOEFERMEEMBEREDTH . BRIZHERILEV AR
NLELFIEINDIGEETIEL. CORYTEHLY,

CEB) RDEILGKREIZENTIF. RERILEVRWIMEREERT ZENHID T, TROXTIE
=HIGo- L THIET S,

< FAKIRBEEEIE TE : FARIRRIVEV LK DB U EHTBEFITRET 5,

< FRMEFRARSE : DDAVP Ik A EHITRET 5,

> BERFIVEVDBICEEEZSZLEYGEIBRERIVEVGE) 5 H ARG RY %
HEEPIELTRET S,

<> EMMEAI KR (BEENEREGE) REUELGEDRARERICEET S,

< BEAEEZOUF—ILRICERET S,

GE7)BRTE®D GHAIEFYMEaVEF b GH ITERLIZER/ERLTNS, FyhZ&kY GH {E
NELL-H HREZHEDTYMEOHBERXTHEL GHETHIEYT 5.

(3£8) Tanner-Whitehouse-2 (TW2) A ICE DV - B AN REBRFEREAVDIENEFHLLAY,
Greulich & Pyle j%. TW2 [R;% X [& CASMAS (Computer Aided Skeletal Maturity Assessment
System) EZTHELLY,

CEFENETIE. EGH A MFEHESRELLTRIGELH D,

(B1)E2Mr 4 (&, 1993 FERET AT E T E(KR /N ANJE, ICD-10 TlE, TEAMESEXIHRERILE
U RIBIEETESTULND,

(Mt2) BEMERRERILED BT RIE (type 1A, IB. type Il &) . RIEEFY . EHMSDEH
B S & (-3SD LLF). GHRH & iR E &L GH 2 iRl T, GH EDERATIERE.
Mme IGF-1, IGFBP-3 fEDERGIEELGELRY . B FEMICKYEEZ TSNS,

(M3)FER-ZLIRBHAIZE, D RIBERERDIEEA 6 ng/ml(GHRP-2 B FEAERTIX 16 ng/ml)
EFBATOTE RERILVEV DT EEETE TELLY,

(Ft4) LRI ED S BAEHEFRIEDSE T, &) HEBEIQZ M-I EREHIZHLIZL
T.ZDRICEARRRILED D BLLIELEHSNDIEELHID T, BEHLEDEL)
HEHICHRRERILEC D MEERUVEBRITEZBIFET 5 ENEELL,

D-2. B (BRA GH 9 b2 %E)

1. T EIEH
L FAEERUBRERE
1. NREARETIEREREEHSCGE1),
2. BENHRENRBOESHLGVOLEER. ABRECE2) RITBAEHEZEDBRENH D,
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. BEMR
1. GH b FIBEEREREL T AV RY VAR TILFX=VER. VIILHI VAR XL GHRP-2 BH£E1T
WGES) . TERRDENBONDIECGES, E5):
1) AVRAYVER. ZILXFZVARXIITILVATSVARIZBWT, BRFTRVER# 120 50
(F VATV AERTIE 180 /) 241V, 30 5T EICBIELI=ME GH DTE{EAS 3 ng/ml LT
THS(GE4L. i E5),
2) GHRP-2 AffICHEWNT, BRATRU AR 60 22U, 15 HTEITRIEL-ME GH TafE
M9 ng/ml LT THAS CE4. 5F5.i6),
2. GHZEOTEHDOTEARRILEL DD METHHSCET),

. EZMR
1. M5E (M3R)IGF-1 ENFEHRRUOEEZEEL-REEICHENEETHS (GES8),

2. BROVRE
GH 2 Z B TS E 2 EFIREERL,

3. ZEHDAhTI)—
BABERRILED 73 L4E (MDefinite])
1. 1O 1OVWTFNHEF L. I D1D2FEFFLL LD GH 7 b RIEAERICH W TREEH L. 20
BROMVREZBI=TLD,
2. 10 1 M2%FFH L. 1D I D2%iE =L 0 D10 1FEFED GH 2 REERERICH L TREE -
L. 20BN RELZEH=-TLD,

(R 72 5E]
EERABRERILVEL S BAEAE:
BMABERRILVEDSBERLEDIS, Fedmi=93dm0,
1. 1D1XIF2F L. D 1 D1 T2FEFEL LD GH 5 b FIEEAER(CH(1+5005EF GH DTEEA 1.8
ng/ml LLF (GHRP-2 & f[EHER TIE 9 ng/ml L) DED,
2. 102KV I O2%iEL. DD 1 D1 T1HEFED GH 2RI ERERIZH 175 MiE GH DTEIEH 1.8
ng/ml LI (GHRP-2 B S ER Tl 9 ng/ml L) DED,

BELUNDOBRABRERIVED DB EIE:
BARRRILVEVDBAEEDZEHEEISES T S53D T, EERABRRRILED DAL
ORI

FEEE
(M) ZIEF R AFSHET. KR AET. [KAET.SORE MRETLEEOBRERRVETED
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B(QOL)DIETEE-L. RIEDEIRLFEBIL. AEDFEEIL. VXN EYTHOEMERD S
ZENBLY,

(Mt2)REMREL T, KRIERA (REEAERR) DM, RIEHAZEDORL . HRAZRD . BEERL . BE
KBEE. MEEEE. B CE9) 2B 5,

(F3) AW EEILRAIELT 18 BULTRALSA, 18 BERBTHOTHISU DL av HIZIEAREERD
FREEIL T TICHRE- TS 18 BUI LR HIZEHEERET T 5.

(fft4)/NREAIC GH Db A2 MBS REELZHINT GH B EIZKDABEENHHEDTH, BAIZHLY
T GH Db RIBHRICERBLRIGETRT L HINDTHERENVLETHD,

GEX1) B4 GH #WF A EHR AOCTEERERE D —&B (growth without GH EME[EN ) TIXRREE £
BWCEDNH D, T, EREEEIETEDFE. TNIIHTHARDEELEET D,
CE2)BEENOFE KR, BHOIMEE. FHERUBFHRAERE. HHIVFERBEEICEVTHRERT
BTEARROEEMENROON. TNLICKVRKRTH TEARIEREZT DS HIECTEIN
=55,
CEI)EFEK AN GH DA LENEONDIGEIEL. AR AFRERX L GHRP-2 ARRAREZFET A
HBo AR ARARITENEVEECEERELR OBETIEZTHS. BMBRELLT
TILFZUARH IV ATV ARRAREITI. VA=V &R, L-DOPA &fTIAMHERIE
ZRY CENHY . GHRH BRIHREHRR THES CHFAREBERICAEREERT LN H LT
OEEEIZITEENTLVEL,
CE4)BRED GH BIEFYMIVIVEF UM GH [TEMLI-FEEREZRALTLS, FYMILY GH ENE
51 REREREDOF YN LOMERXTHIELZ GH BETHET 5.
CEB) RDELSLKREICHENTIE, GH 2 FIBHARICEVWTERISE RT LN HIDTIEBREZRLEL
ERGE
1. BRISHLAEIE TE : FRIRARILEV IS KDY HE TR EDRICRET S,
2. h#EEFR BRSE : DDAVP [C&BBEPICRET S,
3. BMRFIVEVDMICHEEEZEZDLDTROLILGERIRS P AIReLRYIREPIELTHRET S,
EESOBEILFIAF, o —EIE, B -FIHE, F/ASUEBE 50X fUiFHRE.
Y AEBE. O EBIE T AMOS U E
4. BEE.BEE (TILX=UA0. JULADVARGRROIGE) . PRBREBROI DRICEEL:
BE
GEG)EEH LISN DA GH i A LEFZ W TE 5 GHRP-2 & RRER D M:F (M%) GH E#E(EILF
FEREEOTLVELY,

CE7)BREMERBICKIBEHO TERAERILEV D BEETEROIEEICIE. TEARGLEBERE
BFICEDLDERNT, [FEAEDHBE GH DM EFTINTLNS,

CE8)RERE. HIEE. IV MA— LA RGHERRE., FRIREEETEREMORRIZLSMPRED
BETHHYSS,

GEO) Bt RERART 2 (7 TIEA<. SE7ILa— LSRR & FEZE O A HICEEENDLETH S,



E. 7O5%4F > (PRL) % iR FIE

1. TEIFH
(1) EfEMR
EBHORANIMET
(2)BREmMR
®fne PRL EHHEDIET GE 1)
@TRH A fEER
TRH 757 (200~500ug #:¥) 2349 Mt PRL D RISHEDIE TR IR INZEEDHDCGE2),

2. BROVRE
PRL /i E R TS EAIIRE5 £,

3. ZHOAHTI)—
Definite:1 M (1) ZE/H L. 1D (2)DETEHE L. 20BN REEZH=TED,

CEDEHREREL, WVThEEREEEZ TRMISSITEEST S,

CE2)BRRTEMETEAREETETIE, M PRLIFEELGVLEELZTYT, TEAKESEEIC TRH
BREREEITIHEE . TEREDRZSISRITENHAIDT. TDRITOREICEALTE
EBICHMTIDRENH D,



<EEESE>
BEEEHMRET D

BE: FES

BAE: UTOWThhERET
M TEAESLGEDREMERICESLD
EREEICHESILD
BERTERRILEY S BASERILA T EAEEEETE
EEOBERIVEL D BT LE
ACTH B RISHE, I FhOE Y B RIEE

ST R E [ OV FE /3 B OISR D H B I

1. R4 2BV B EEARIER, AR RSICBE LT, B LICRBEOBREN 2 VAT, W
NORHOLDZEHNTHELZ AW (7272 L, Yokl 2~ KRIERE ChH - T,
PRATEEZR B DIZIRS,) .,

2. BIRBAAL BT 2 HAEE IS OV TCIE, YR EZNEHO T CIREMTOR TV HIRETH
ST, [HIL 6 A Tl b BB VIREE %E%ﬂ#mﬁé P R

3. 7ok, AEROBREN RO EAEEMESE T EL FICEEE LW E THH D, W ERZ kT 5
ZERRERLDIZOWTI, EREHROXRE T 5,



191 Hz)LF—EEEE
O BE

1. &

)L F—JEIREE (Werner syndrome) [, 1904 FE(CRAYDERAYb— D)L F—IZ&YHHTHRE
SNT-EREREE (S OBEEHEETHL, BEHLURBRIC. B2 . RE. BNELGE | EERHICHEN
TIZBIEMMRESNZIKSICRZADEERERE T IIENORRNLGEIBEE I O—DIZFHA LN TIVD,
MNAPEIIREL R B DT 50 AL ETELETHH MRS,

BAD#EEEEHKILH 700~2,000 £ THY. HROMEEH DHI 6 FINBARATHS LMD, HH
EI2ZW b, REEEFTHD WRN B FH 1994 FICRESNI=A, BEMF I RMEET, BB
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ZRERIFEAEILERBESEEER THS, LATETFHRCTEESD 40 RAFEEBESN TV
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~EIhd,
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3. MBMIAESE
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4. REIDESE
WE (REREERHET 5.)

5. BZEE%E
HY (HRIEROBIHEESY., )

6. EfEENE
I —EEROEEESEEANT. SEULERRET S,
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L FEHE (10ELE 40 FETHIR)

BEMHEEZLL(BE. KEH)

B Ak (M)

B8 DEHE- L GRIR CHIES) ., BB TER BIRE I A
BEARB DB RIE(TFLRARESE)

SHERERD

BEEOERE D ABLLOLLNE)

o a &> e n =

II. TDOEIEEFRR

1. HEBERBER

2. BOERGEDEE (BHRES)

3. JEERMIES X ILRKRE

4. I fE#E5E

5. BHRICIRNSBIRELL OlE. DEEEZ)

6. [RF M HEARIEREIET

7. BEERRVMERKRE

m  BEFER

1. RecQ 2D DNAANYA—EEIEZF (WRNERF) DER
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1. BRRERR mA7FLARBOERE CKERELRBEINIFHIGCERIEERXZET S.)

C. #AI2H’
LT OREEENT 5,
INYTFN) X)L T AH—RIEIEEE (Hutchinson—Gilford progeria syndrome) .
AX LKLY EIEEE (Rothmund-Thomson syndrome) . 7 )L— L SE{EEE (Bloom syndrome)
(LERDERBFBRZFRERDS — BRIV F—EERLUEENSHKAEL., SOICEARITE N TIEIESR
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D. BIEFHRE
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SEULERRET D,
VIV —ERBFDOEEESRE
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2E  REOBIEOCEBIEBEDOWNT NNCALNED, FLEEFILEC BEEEEZVORBHIEH-T
HUERBYATEETHY . SITEFELZUVD. HoTHLEMTH S,

SE: AEBEFXBILTVAN. RTORMKIL., REEE T EICLIERBDI-OICAEEZTDOFINESITT
AV

AR TRISHEVMERAHY .. BIALSTIERTEE, MBICKYSITONEETS, BEEFTLHRO NN BIZE
£295,

5E NYRRIFEZFFDEFTIEFEALREY, LEAMNBEET S, LLUIBEHEBEREL TS,

FNRERES CARBEMEZE0): VLT —EREE. HEREIZE TR EDOEL - EMEISHEL, T
PR, MBICREREBEITHRT . KEDOEE. REFHMROZLICLIBERNDETPMTES
D=8 REVICLHEMMICHLEBORBLEEN S EFECEETESHEHOETICLY, TRESIE
HITEEZL L. RHEEBIBREORBIIXEZRILE BELEFHENIZLFIRSNS, BE
EADRRHFEICKY, LIELITERIIMTICES,

F2) MR EED-OMERIMICES-I5GEFAELLIZHEEND,

EBEEROBEN LEDEERESEFT—EULICKALGVETH>TH. BELEREMKT S
CENBEGEIZOVNTIE. ERBEPROMRET S,

FA) VIV F—EEBETIE. BEFELYERES (BRGLVIENRES ZeRICREL. TOEELEREE
BELERTFREEET D,

KW EEYE J OVEAE B S OIS B 1 5 BB

1. JBABWICH WD EREER, BAET RS LT, 2 LB OBENRWEA I, W
NORO S DEHANTHE LI 2 e (72720, YREHORR &2 R~ HRRIEIRE Th - T,
RAREZR B DITIRD,) .

2. IREBLAR ISR D HIEE S FIC W TIE, WYIREFEIO T CIREM IO TSIk EE
< C, [HIT6 22 H M Tl b U VIRTE %E%ﬁﬂﬁ#é LT B,

3. e, JERORREN FEROBEEESFE C—EL RIS LRWE ThH L0, SR ERZ kT 2
ZEMREIR L DIZONWTIR, ERERORNGET 5,
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1956 ER BB ED TS558 —ELBBRRED I )N ERITRRL-AXRERERETH D, 15 BLE
AEBOEEIZEDBRRTEDOHEEEEZD-O., METREZICHIEKE, FRDRLEDERENERS
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2. RE
15 FZREARBLORYAAHELFOERET, REE, FREFIVI—E RIYAHA L 2—DEE
BESDDRAMNEBEZ LN TS, RETIE AFL—2aVREBHDINIAFILIEFEM MLPA EIZEKY.
99% U L DHEEZEMARETHD, BEETFEE(E, 15 FEBIK 15q911-q13 FAHDRK (70%) . EEE
DR 1)S—UPD(25~28%) . EEEBDAFILILEE (2~5%) LEnd, READEWNTZLD
BRRAEIKICE(FH 0. RAIEKREEZ TLL . RERBTIERTF SWORDI 16 DFEBERN TS5 — -
VA4 VERBEEB(RLVEELGRERE STV,

3. fEK
N5 - R OEREFTIARERERFETHY .. A DFENEE (BE. EESE. HIRHEERES.
HRFELLE) . RENEE (HREET. SHNEHRES . EETH AALND, Iz, NSEFE.
T—EVRHKD B . BRETHRE BRMGHEERT BREROFHIE. EHREIERNELRSILT
05, AR HRRETICLIMHAEE . AEEMATR. H RN CZELICIE BRICHESBRE.
BEHICEZREMREERT S RES. BETH. RABICIE, IBE. BRFERELHELLS,

4. BEE
BAFTAEORRIE. OBERE. OEHEE. OQERILEVHETEE. OERILEHFEE.
OFEHEEADORIENDSDOTHDH, ONL@DFETHDAREIL., FFHAMIZERTIN TS, ®IZELTIE.
SERDBETHD,

5 %t
FICHEEICEEL D MEES - ERRFEFR - ERELEGFTRICEEEZSZ 5,
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O EHOHTEITHELEE
1. BER(SHNAEEERZHRELIRFER
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2. RROEE
T (REFBAXILHRELFAEDR)
3. MRMEESE
REESL (REREBEREEEN, R DEGHEIZX I HRERIE)
4. REDESE
DB (REREEREXILBET S, )
5. PEEE
HY (FREBOZEHEESHY)
6. EREENFE
1. INEBI(18 R H)
INRIEMHFERROKREDEEICET D,
2. A
BABIE LLTFD1) ~2) DLWTIAMNIBEZLETEIEERRET .
1)V bA— LA RELGERFR L LIEEMLE,
2) R BT RERBEOEEESEICSVTHEEU LDSE

O fE#iE#HT

EEHEE HAMREBRRMARAER
[ REE - MEMERBEESIADBEIRE (TS — 7 VERE - X—F VEGRBEET) DZEKER
LZBEHRETRAEMEIFEYL
MRAERE KRBFEREVS— JIHER

AMED # 8RB ERILARBEAEMN

ATV T4V T REBDZEAARSAUAERIZMI T 2TE T REI MR ZE I ZE T
MEAKRE EREMKE BAH<ETHEE>
Definite ZX R ET 5,

FEmMR
5 ) LRIYIAAHIRR TS5 — 5 4) (Prader-Willi) fE {5%E¥
TS5 — o )EIREEZXT S DNA 2B D E i E#E

MR DNA T OBIGE %

HAE~ 2% 1. HEEEEHSHRERET
2~6m% 1. HEEZEORELHERIET

71



- ERRRYRFEEEE
- BRRIET EMILEE ORE (BRRETELELIEREH)
- ERREYRFEERE
. BE(BHITE. ERNYANDEELGILEDY)E

Il AR GE YIS EEAGSNENER)
CHPIEE. BRI TEERMER
2. BR(BURIE. BRAYNDEELGILZDY) &

D AR GE YR EEAGSNENER)

3. MRTABIEMERREERIET . EL T/ B BHEMZITEI DM RE
(Z BB OTRBERRE)

6~12 %
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[Definite]: FEENDDRIEDIZZ LT D5

DE 15 Z2BAKERED A T) T4 4815 (PWS-IC) D AFL— a3V B H DU EAFILILIF R MLPA
ETEE BEAFILE) ARIESNS,

QFSHE— I EGREEREEZSOTA—T %MLV FISH A TRAREZEDH S,

<EEERE>
1. /NEBI (18 mE ki)
INRIEMEERBRODIRKEDIEEIZETS 5,

2. A

1) ~2)DVTIAMNIEZLTIEERRET D,

1) 3V bA— LREEGHERFEL LTS IE

2) R IR RO EEES BBV THEEL LEDSZE

OV hO—)LARBE R HERR EIE . BYEAEEZ T oTLVTH HbA1c (NGSP1E) > 8.0,
avkbO—LAREESIEX., BEYEEEEIT>TLTHIE > 140/90mmHg
M3 AU E#GT HIREEETET,

- BERR P VT IR E IR B D E S -
— B (7B D) DREBR A1 30 B LL_E DEIFIR (10 LU EDFFRSRDFELL) AHY . £DLDHME non-
REM Bt HIR Y DL DEMEIR BB ITIRIEIR B EE R T 5. 1RREH=Y TIE, FEFREEKASE L E (Al
2 5) CHERRFFRITIREREF EHTESND,

-BEER R BT IR O EEE 7
RERR 1 BFRE & 1= O NMEIE | EERFIR | D& ETEI %% AHI(Apnea Hypopnea Index) = SERFIRKFFIR FE k&
U, COERIE>TEEELHFET D, 646, {EMFER (Hypopnea) &I, K DAL MNZETIZMA . B
AR I B R EAFE (Sp02) H’3~4% LI IR F U REXR (X REZH5IREEET .

BEAE 5 < AHI < 15
R FE 15 = AHI < 30
B 30 =< AHI

(A DEERFETIRIEIRE ZMEBRO-ODHARS1> 2005)
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CHITHUTERRIZE VT, FFFHAREAZED LR BEREEEF T H A S Mitchel [E 70% EHE
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3. fEK
RERRICIYEERLEEHRICHTONS, AURE—RICFETIRTHY. BE. 1B, 2RHF
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OTHTHD, —AH. BHERIL 80%% . BLDBZEITBERICRIEL . REBEICTHIZRE. K. BER
THARRE. BB - BHIREZRD5,

4. BEE
BFE2BREAZE IR E T [T K DIEREWET A EHEBEEIELL S, FSEREBRHIVITFE TR
EARDBAZELZ VLI EICH L TIZERRER. FAE-BREORREICHEL T, AT7—TILIZ K SEEMT O
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MR EEEIRT 5, RMEHI T, FHIRRIEETMAZRRAZEL TOASRRICIE, UL, UBE-A0EY
BMLERZRELGD FAREHISHLTIL. FBIENEE RS 5. T FIIRETEICRDERNETH
BDEFIHLTIIBETHIREICHT DEERETI,
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HEEBRICEKYAMRLEERIZHTONES, 2HREE—RICFEFIETHY. BE.EH. 2FG
FFREXRUEKICTHEEL, 1 ~4BATHALICKYEDIERIFELLIEELGKRETHLIN . RBTIEED
THTHD, — A EHERITH 80%ZE LY. ZLDBZETEAEKICHKAEL .. REICTHRIZE. EK. iR
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4. REDEE
WE GEITHICTRRZIE. MK, BEEE R THARREEE-T)
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6. EfEENE
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(2) EfRREMR
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1. FFEIRESEH DI T REIROAZECEENROOND, BE RN TSRE CIEFHIRESR
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MI32EnH5,
2. FARAE:. FFAFIARERILBEFELTULNS,
3. BELXFEDD,
4. FFEEDS-MHEEXERDD FICBRKREDEXRNELL, FEEICENIL FERLLSIIEEDH
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@ TREAR. FFEEARES S LU ERIE
P8R E 5 H DUV IR S T REARDFAE O EEEDH D, A5 T KEAREAZE O RS BB IXIEHREAEM S
LEAFAEFE CRETET b, F-RBFICEITIERAR, 275%0R. F TG ORIRIMmITERAAERZS
NEIENZL, ZERLGIF#IRBERYEEROD, FFA T REIRE L LR L. FFEIRE CHAER
BiREL EF T 5,
(3) REREMR
® FEORRR: SO>S MHERFEX. @HS->MmICHESATREL. FREORELHE. 1T
THEIMMEHEEDFREZT 5.
@ OB R : 2 MD5-MTIE, FF/MNERLDFEOEROIENARON., SoINEEDIHFEIC
(FRDFITRIENELD, oM HRT 5L, F/NEDFERE (FIARIEA T RIZGIE LATHERaEE
M5 MH CTEFENTR) P FEEITREEDEL, BES - ME RN RENS, SOIZHRHM
EDEITT DL, EIThDFEERET HEBMHRMEIEARon  REEREFERLFEEZOMR

25,
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FICEBREMRESEICEESMZES. Z RN\ VR X7 EREICOVWTIRREEERZHL
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2 {EEHR DX RERH

HEHROMRIL, EICEBRIREFRTRICENT, FFRRIRO T8 H DOV IFHR T RFIRDAECREER
& FRETEEFMRZE I HEHEL. ZREDELDIFFFENT S,
3 ZEEHE
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S RE - BEfRE. EATEsIcE. FIIRETTEREE BIE. K. HiffEm., 2. 8. AFH#EEES.
THEZIE. TR FFAIRE . WAREE D E1TIE R TRIRER IR E DIEIRE TR T . Z<IXEBIEDRBELEDH. RIERR
EVLRELEVFD,

REOELNTHEN—RIENYR - T VERBEEREDBASNEZRENYR - FTVERBEENH D, =R
AR - F T VERBRORRELTHE. BBRMEMES. SoMitMRBRENH D,
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<EEESE>
FIARIMATEEEDZEEBRDIT AR5/ 2018 FHETHR (2018 F) ITH 5/ N\ F 7 EEHEEE S
L]

EEENEULERRET D,

B 1 BUAEES . FRERDHHL,

R L FRERDILODAFEELLL,

EEEL mRERO. AREETS. 7
EEEV: SEEHAFHRSN. AELEDIAREET B,

EEEV A2V LITHLLEHMZRD . EHEREET D,

(fFE)

1. BiE-B-EiEERiRE
(+) :BREZEDH BN, HEmETIERL,

(++) : ZHHMEHIREZEROL0., HIOBEELNEVLD, ZHENMRE - BERELXIBE - BEREN
RFEAT R HEE (AARMIRETEEFR) [FIIRETTEAERY HRUVRE (55 3 R, 2013 4F) JITED
E.R2LUEDLD. FE F AFICERGKREFAREZROLL0. EFMEFIEDHEELINICE
L%,

(+++) : ZHMHEEFHIEZRO  HIOBREZE T L0, EFMMEHREOSHEELNICELS,

2. MARETTERRR
(+) FIRREFTESE M B RAE . 8K, HMtER , BRIE, EMD55— DL LLIIERRDHHH. BEETLELL
A A
(++) : LEERTRDI5 . ABREVLELT D3DE—DHLUIEEHERD D,

3. BKFEHIR
(+): HEIERBICLDHRFEBFIRIEHINSITOHEDOERYDILETE, BFOD 50%L EIFERBLTL

%,

(++)  BERSERBICI D FKTFEFIRD-ONBIEBELL, HHROD 50%L LFRERL TS,

4. HiEEHM
(+) BE. EFIMHLLITARIEREDELLEHNZED D,

5 FF&

(+) :FRL0OHIEE, MFLEYILEME 3mg/d L L CHEEEE (BAFRIESSEESLE. F 120

KW URODL 1981 IEUEERRET S,

6. EFERHIELE. FIIREEOPTRE - BREIRBLNADOEA., TELTE- ThHHEE#IRMERICEL S
IRIEZ LD, T bEE -+ 1605 -2 - B -85 ERFRE. RUFELGRETHD,

7. PARRTTEESE 14 B WA AE (. MBFRICIT, AEEE - AR T B O M E DR - FEAEARTHY . FIRETTE
fiE T4 B AE & FIARE TTESE M RRIE (57 E TS, PIRE FUEAE 1% B AE Tl FIIRESTEICHES BER L &ZE S
DELE-BHIEDESTAOKRDOZEMEL. R -BEKFKF, #ELNE 2T 5, FIIRETTERE R TIE.
FIRETTEI I G ERIRICHIRB IR ECMIRNENREZET 5.
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RARER B DIZIR D),

2. IREFIAIZIT D EIEE SISOV T, MU EFEO T CIEEMTOIL TV DORETH
ST, HIT6 » HE TR OBEVIREA ERMAEET 52 & &35,
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[RFMFEL MRS X (PSC) (&, [RETREADEF A - FFSMEE ORI ICKDETIEDIEMERTAAE
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3. fER
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M. PSCTDLDDETELHDILIETELGL, BIEFIEF OEITH TIE. FBEN M — O iE
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WIEAFEETH D,
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2ERAEDOHERISIX. FBIELZLOSELEFEEX 5% THo1=,
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2. EREOHE
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<EEESE>
EERE2ULEERRET D,

EEESEE. UTOEEEHEEREBICEVHET .

o EEEHE

BF/ EEE |BRE BEE BEE2 BIEES

=P o To ¥ - 1+ /
CERERES - 1+ 2+ 3+
e - - . S
SR EEHIR - 1+ 2+ 3+

RS & 5% fE - 1+ 2+ 3+

R RERES - Lhs 2 3
X BERFOEEEFRN—VLEOEEEHITEHE2SE

X EEEHEEHBOPRTRUERDENERZZIUEERELT D,
X OBEASOFHICOVTIH. HNETEEE 1L L, BEEF2UENESIHIMMDESEE DREICE O TRES
N BT LBEASSFDHFEEZRLELIELEL,



o EEEHTEERR
1. BES5oMmDIKEE
1+ FRMGEREREEEZROLD,

E
SHEE RO mELE
A ZBDORIERMR
A-1. BB (BEEBRIFLZHEITLELH D)
A-2. MRRE : RERIGFTR
B. Bi5-o/FATR
B-1. REQHIRFIIEE
B-2. MRRE IR ERSE

%2 ABIRTOMRZERHHLOD
5852 A.BOLWTIAZERDHHLD
pz 3 A-2: HIMBKHDEE . MECRPIED LR thDREZTET SR
B-2: M;EALP, ¥ -GTP (GGT), ASTEALTO LR
ALP: alkaline phosphatase, ¥ —=GTP (GGT): ¥ —glutamyltransferase
AST: asparate aminotransferase, ALT: alanine aminotransferase
BE (A1 | RE BT>38°C
A-2. | RIERTR WBC (x 1,000/ ¢ 1) <4, or >10
CRP (mg/dl) =1
B-1: |&IE T-Bil=2 (mg/dI)
B-2: |FFH#EEREERE |ALP (U) >1.5X STD
Y -GTP (IU) >1.5x STD
AST (1U) >1.5x STD
ALT (IU) >1.5x STD

*STD (standard): BEEFIDFRFDT—4
(TG18/TG13 RMEE RZMEENODHE)
b. EERLEDEEE
1+ BETELURNICEEXRF 1R EREL. ZOARMNEHEAISIDAARBOLD,
2+ BEIVFLURNICEERICESARMESABNMIMNALULEFERBFDOLD,
3+ BEVELUANICEERICEDARMBEHENEFELULOLOD. HAWNIEERMEEE G
L=5&,
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3.

a.

AR E T E

BiE-B-EHIRE (FRLITEEOZEEEBEDHT RS/ 2018 FLETHRMSDHE)

1+ BIEZROLINZHMMETIIE FRFBOFIRONEEDLBELLLRLVKE

2+ SZHMHFHIREZEOLILDOT, BEETEL. Er%;ﬁjjwﬁ%lJBEkbﬂsx%%—e“éJk%o%Hﬂﬁu
MEERARTE - B ARARE LIS TFIARESTEE RV IRLRAICEDE . Co MDD FR2 U EDED . X
ETHFAREEDDILD., BFTE#IKEOZEELINICEST S,
H I ERAREZ RO AN AEICKYI MO — LA AR L D, BRI ESIREDIESLT
NIZHEF 3,

3+ OVFA— L TELRVEIRELEMEREDHS

FF R fiE i B
(7) il S-BARMmES R/ EEZ=(A-aD02) = 15mmHg (65 % kL L TIE>20mmHg)
() R YU rOFEEER QUL AMDII—H5UME 99mTc-MAA fhifliis > F)
1+. Pa0, NERSK T 80mmHg K. 60mmHg LI E (S EFTR R EEEFRERFE TlX 90~95%)
THREBOHIRONELZLELLGLVRE |
2+. Pa0, AENR T 80mmHg K. 60mmHg Ll E (SEFTR - REEREAFE TIX 90~95%)
THREBOHIRONELET HIKE
3+. Pa0, MEHNS T 60mmHg ki (%%Fﬁﬁ:ﬁ&ﬁ’iﬁ%ﬁﬂ%ﬂfi'@li 90%LLT),

FIAR A S ML e (B IE R 42— FRENAR RS MEE (FEE2#/K86) Mo D E)
(7) BLDHAT—TILERET
(1) MBIARED LR (RE#EIMBIAR T 14/E T 25mmHg LLE | flifl & 41 T3 Wood unit,
240dyne*secrcm™® LI E)
(2) MBIREAE (ZDEE) IXIER (15mmHg LLF)
() MRS OFIILICTREEmMRRELL
(77) PAARATHS M £ O EfEE HE
1+ FhBIARTE RS MEAE D EEE 5748 Stage 1 F1-IX2DIREE,
2+ FhENARE RfTS LT fE D EfE E 5758 Stage3DIREE,
3+ FhENARE RfS LT fE D EfE E 573 58 Staged F1-IE5DIKEE,
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= I E 44 RE 5 48

NYHA CEEHEST 38

I E% O EHE8H T EER

IE BB OSFEEHTERER. FHEFHFPLHESINS.

NE  ESUTOZEED CERRR. GHEBIFEL BRSNS,
IVE : EAGDEEDH 2 WELHE THERER

WHO B MEE#EDTE (WHO-PH)

IE : SHEHCHROLZVHESmMEESE

il OSEED CRIFREECRES. BEPRHELEELEW,

I SEFERCBEOSEDH 5 MEnEESE
ZRHICRERERMN W, EEORFED THEREM PRY. WHvAH
BENBI B,

NE : SFEERICELWHIRO S D MENELESE
ZHRICERERS BV, TBEUTOBREOSEEHTHEREHES. B
fraaspiies

%’0

IVE : EAGBHED 2 TERCEINENEESE
INSOBEFHLF2OERERLTWVS,
LRRICOTREMEY / XEESFHS5ND.
EARGHEEHTLARERDIEELHS.

MBIARME S MEE ZEESDHE

#HR b8 AR E DIA-RETOZRAE

2 3 DEE (CI m 3 3
B BRER (mPAP) D& (C) i 8 SRR E A BEHE BRER WEKE (TRPG) Fb i R E R
WHO-PH/NYHA I~ 40>mPAP = 25 TRPG < 40 mmHg
EA -| b 3
Stagel | g ®ALL Stagel | WHO-PH/NYHA LN 272 % Bd o #ABL
SHade? :IIVHO-PH/NYHA I~ | nPAP 2 40 mmitg —_— WHO-PH/NYHA I, Il TRPG = 40 mmHg EABL
Stage 2
TRPG < 40 mmHg
N WHO-PH/NYHA | : e, T ED)
YH&PWNWMI — U Eroik. HEBTREL
Stage 3 WHO-PH/NYHA I~Il  TRPG = 40 mmHg D)
WHO-PH/NYHA il Clz25 o
~IV MPAPE2IIMMHD | o inm? RAOERRET Stage3 = WHO-PH/NYHA Il TRPG = 40 mmHg EABL
i ci<25 WHO-PH/NYHA Il, Il TRPG <40 mmHg L)
Stage 4 YK'/O PH/NYHA L oap » 25 mmHg — EAOEMICRST
/min/oy WHO-PH/NYHA Il, Il TRPG = 60 mmHg FEAOERICHST
E—— Stage 4
WHO-PH/NYHA | PAP = 40 mmH <R
O-FH/NYRAWV' | mRAP:=40/mmkg RACHRERSY WHO-PH/NYHA IV TRPG <60mmHg EAOERICRST
PGI2ISERE - BT
CIZIGRIE - BT BRAOHRICHKST
Stage5 BEERNLERBE 2 3-8
(RO PGI2#SHiEE - T EMHRE
el Stage5 WHO-PH/NYHA IV TRPG = 60 mmHg AABBERIGEEWHO-PHS
mPAP®D I BIR 1 < °
M. mPAP DI (B 1 <
Stage 5
Stage 5

BRER. mPAP, Cl. MIERREEFORELTEHBLTRH®V\StageZ:8IR SRER. TRPG. Bl EHREERORELTE BT R 6B\ StageBRR,

EAHEFIdStage 3 U EXIINYHAIEEL E X - BN EHREZER L TN HBAENRET S,

d. REK
1+ HM{ER . fREE. B, PIARESTEITHESZTDOMDIERDIB 1 DELLIERERD. A
EETEHN. CNIZEDEREBDOHIRONELLELLGVKEE,
2+ HIMtERE. BE. M. PFIARETEICHESIZTOMDERDSEABEEVLELT HL0DE1DL
LLFEHERD . ABEEL, ChICKD B EBOFHIRONELZET HIKE,
3+ wmnf@Em . fEE. B, FARETEICESITOMDIEKRDIEVNTNADFEKROIVO—
ILHRETELLQOL ZHETS54.
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4.

5.

a.

BAKREENHIFR: performance status

grade

performance status

BAER THREBN TEHREDTIBEL BEALRAFICHIDEZS.

BEOERSHY AEHBISHIRESZITE08, 5T BB OERITES HASEVRE EHLL.

HFITPHDEYDIEIFITESS FHICDLABIHNNBILEDH S BHBIETEERNA, BFDS0%L EIFERLTNS.

HAlwINn—=|O

FOEWICHHEEDIEETESD, UIELIENBIANY,BPDS50%LL EIZFERL TS,

HORYDIEHTEY ,EICN DWW LR BARKELEELTNS.

1+
2+,
3+

PS 1
PS 2 or 3
PS 4

&Y ok IERREZREEY 5156

REFEE(BROEAEEEEEEDRTT)

BE B DR RE DAEIR
AL FEAE . HBNELEAERLAL FLAE . HBNELEAERLAEL
S
1 BFCAXLXTEH, HFICEMGKTERIETE |MEBOLTHNEOS FHICEHBLTEUZET
am |® £, KRN D,
2 BFICIETFENNE BRGEE, —EHSFTFV. b |ZL.EHEHED. BITIEBSES, FEHDT-
BE FYRITHESHEL, HIZENREHBI LT,
3 FECHEY , ABITHEL FEAHDI=DITA5450., |ECTEAED D, VEMETEHE—IGTRNS
g |RATRLTWA, . EEHDOIBITRYEASES
4 WTEF2THEVSNEWNEHR, BOTEEEES |FESTIFEAEBRNAL, LEoB RTINS
=p TETETEGYLELHBEFICONEL,  |A BLEETETEANRILS,
1+, LEED1IBEDEH
2+ LFERD2XILISEEEDEH
3+ LEEDAEEDEH
REES

1+

H&{K SD Ra7h-15SD LLF

2+ BE SD Ra7H-2SD LLF
3+ BE SD Xa7H-25SDLLF

103




6.

a.

b.

FFHREREE D M: $RIMT—42 K% Child-Pugh score
mRT—%
1+. TREDEEEEN2RFILULBHONDLD,

Child—Pugh score
2+ 7~98
3+ 108LLE
=SEEE
AREl | 17T 2.8g/dIFK i
BRI | 2|MFHLEYIILEY |5.0mg/dILl L
3|AST 2002 L
C%5l ——
4|ALT 200E 1 LA E
D%J%| | 5/GGTP 200B4Hz Ll b

(AR ERBRARERICETOHAENEERERENODHE)

Child-PughA7

A7 1= 2, 3R
AAE L -° m-1v°
g K L BRE hEE
Bil (mg/dl)  [<2 2-3 3K

Alb (g/dI) 3.5¢ 2.8-35 <2.8
PT (%) 70%< 40-70% <40%
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A WO D ERARER . MA AT RIS LT 2WiEE LICRBEOBER 2WHE I, Wi
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PAABEZR B DIZIR D, ),

. RIEBAIRZ BT 2 EIEEDFEICOW TR, Y REZERO T CIRENMTHOIL TV S IREE

2T, HIT 6 22 [ Tl b EU R %Eﬁﬂ?##lﬁ?é R R

C ek JEROBREN LRROBEIEE SHE T EU LIZEY LW ETH L0, @R ER Lk

B ENRMEREDICONTIT, EREROE LTS,
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298 EIGERE
X

1. BIE
BIEEEREE, BEICKYIEBEEENZR T IMEERTHD. BEUEEXDERELT Gross (£,
OmBEHICSALULOEREFZRD . QEFERIE. QXEWELLEBIEBRDBRELEZSNDILD
AEHLNT @2t R UL TEENFEELTNEIIEZE T TS, HAETIE D FEICHEVBRELER
EREEZB/LHEN RG-SO EEFBARAMEERICEITIRETEMRMORTE LERIRZEEE(IC
EOEPHIND,

2. [RRA

BRREGEFERLLT. AFA=VIRNI T /=452 (PRSSH BIEFEEN 4B, BowtEr) Tow
AV EER—(SPINKD) B FEENKIBE. T DM -FANKIBNEIN D, BAREDFE —BRREIL, B
REHBATON TS/ —FUORMMEEHIETHD, EERRNICITEMREDONI TS /—FUEHRE. &
SITEMIELIZRN) T U EN T 2D EEBEROFEMSIEIZES B 2EIEASEEEST 516 DBHEHE
MEELTLNS, PRSST BIRFEEICKY. MITOUDE R - REEIEDT NSO RANELDEN)T
DUDEGREEIENEC, BRERET HEEZLN TS, LHLENS, SPINK BIEFIZHITERS
DZERE (pN34S ZTR) [CKDERXREMF IMASNTHOT . F3EORRTIIRAETFEEZR
HT . FHREEIZBESMTIEEL,

3. fEIR
FAEX 10 BMUTHZL HRBKVEER. B, BT, TREEDREFELEREFREL., 22
TEBERANEHEITL, BN DB EER S OHEIRBESERICEHT 5, SHMELREXLRIED-HD ARPER
AV RA—=ILD=HIZRBRE AR ONBFHADLELLBERNEZ LN,

4. BREE
EROIMO—)LE, BERANDBEZICH T DETEEEV I HEREICEEFY . IRABKAEL
A A

5. Fik
— DI RN TEREEROREI S DEEECERABMIARN LD, RIEINRE - it
LEELEYOT 0, BN T IMERER 2 OHIRFRZEE EIZEHL. QOL (FELIET T 5, SHITER
HEXBEOBRERERIEI—MAODZTNELRT, £ 50 EH5 90 EEEETHD. DHEDEER
BEICBIT2EERTBEREZRIL 50 T 7.1%. 710 % T 22.8% CTH o1
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RHOEE

WHE

HY (ARIMERDZEHEEHY, )

BEREESE

OSAMEXAREEERI1FITIRERLEREILTWSIEES

OMEN D WHBER 22 ' RIFAV R BBV BE LT DRMERFERDH LI5S

ZERELL. WRET D,

RSN IMERER 2T DOLVTIE, BHE X DZEIEE®15% L T BT-PABA(PFD)ZBR 1o I B2
REOET(BERT7IS—E., J/—8) RBENFGA—2— L XTO—/L, hHER) GE DBRERT
REBHECKRERDLGEDBRREREZLEICHREMICEZET 5,

O 1EHiRMHT

DUNRE-BITHEZECRENRISERT SR DM REREDOREHR]
MERKRE RAKRFZFXRZREZRVEM MENEZESEH FEHER CEER
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BEESMERHIVILIZHER BZRVERDZ)EHT. UTOO~@N4EBEDS550%H-TES.
HEIWNEQ.B. DO eTE®mI-TIHE . ECEBEREZEHIND,
QhFA =9I TS /—42 (PRSST) BIZF D p.R122H 7L p.N29I EEMRHEND
QtRRIzhhhod | EREBE2ALULOREELNHS
QUK ELI ANDERBE (T, REWBELLEBERXOBRRELEZOSNDLOMNEHLNLL
@E—HREDIFE, PEELTADEEIX O BUTTRELTLS

<ENTNDER>
SRR
HERICEMEBRERELERNH D,
2. MHAXIFRPICEBZROLELNHD,
3. EEIK.CT XX MRI CREICAMERICHESBREMRLNH S,
LEESIEEF2IEE U EEEL. MOBRBRVIMEEZRNALI-LOE R R LZIT S,
T ERREIBEEEEOSVLO (BETIS—E. UN—ERE) EFRTETHIENEELL,

BREUESMEREX
SR RODMELELZRE ST AEBRRFLERERET IO THD. SAIHNMERICED LD EHE
BlEhTLSA, BEEEXO—MILEFENLLEEZONDS,

1S B 2
EEREE X DEZETIER
O HMALERTR
QMR R
BRET S LIEERFERITERRFE
@M RIFRIEERENES
GOSN 7 EE
®1 B 60g LLE@TA/—)LIRE)DEHGT HECERE X XX EEEE
FEE
DEaMEREROBEE
SHEERTEZ a.b DLVTAMDERDHENS,
a. ODXIFQDIEEZFR.
b. DX IFQD#EREZFIRE. QDBODS5HL2IEE UL,
IBHEXERZ OXIZQDEEZIRNEDHLOND,
BHIRMEX . Q~DDWVFNMIIER Ll L EREEE X OERFT R A
mbohd,
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T 1 OREERE. FICERE. BERILBEMBREESPMNEDERNEZTH D,

T 20.QDVThERHT . Q~DDOVWThADH 3EBLUEFTHER DS, REMEMERXICERT DERH RHHER
SNT MOERENEESNDILDEEMERTEDHIET 5, FRHIICIT EUS ZECEBRBIEITICENEELLY,

T 3R~ 2 HEEDAHAALRHEMEXDEGHRETIESN DI, IDEENBTEINSLDITRE ISR
REZHIELT TBRVEBEENDETHS, (K BHIEEEXDOREICOVTHE. RPIFTREZENTILELNH D,

1S MERE R DEERTIER
O ETERTR
BEZME UTOLWThALEHLND,
a. FEADIER
b. BELKIZS W‘ﬁ'g“é%ﬁﬁmb\bu,xﬁwa RAE
c. MRCP X[ ERCP RIZHE T, TEEDRRFAGZ HRREKLICESERICFIZFIZO T 0 HRhE
EDTHRBNGILRE DILER
d. ERCP BIZEWWT., TEEINEROCEARLGE THEXRIMELTWSIGE . JLBEMDOEHEEL
D REE ORI BNEIRR.
TR UTOWThhHEDLND,
a. MRCP XI[& ERCP BRIZHEWNT, ELKICFRHZFIZH T 50 KEE OTRALGIR, THE
HDATHRANGHRR. EEEDOLT D,
b. CT IZHEWVT, EEEDTRAUNGUVFAMDIREKICEDERAOEH .
c. USEUS)IZE LT, BEROHEAXIFEAREBEONSIEITI—. XITEHEEDOFRAGILEEFES
BEDERAOEHE,

ORI R
R BEREORELREIEVBERSND BERECEEI/NERICERESh  NELNREETK,
WhRHEERRELT .
EREZIR ERENHEL . REAEIDERMIIPDER - NERICRESNSD,

@I X IERPERREOCRS
UTOWTnhNEHEND,
a. MAPERERENERLTEREICHEYEEHEZEATCLERHLWVIIEETRERBEIIET.,
b. FRAPEEERMNERL TEEEIZHI-Y I EESEFHEEZATLESR,

OFEN G WIEE

BT-PABA E{E&(PFD EtE&) THRH PABA HEtZEMEASMNGZIE TS ERDS.
®1 B 60g UE@TA/—ILIRE)DEFGTHIHEEX (XEXBEEEFEE

108



B MR DERFTR
a.b DLVFNMARHEND,
alATFICTRY EUS AR 4 THADSS, DXL 2ZET 2 HEUEARHLOND, DRRXIEFRIK
& T a—(Hyperechoic foci[non—shadowinglor Strands) 2)43 & Ta—(Lobularity)
IFFEEERE T 1—(Hyperechoic MPD margin)
)5 ¥ BEEEYi5R(Dilated side branches)
bMRCP X (3 ERCP f&T.3 RLULDZHEEEICFHANGHERMNROHOND,

*TIRAEF BEROEREROFBLERESARDONATNSILENS,

*2“ M ERER" DRAIEICEETIS—E VIA—E MTU ISRA—E 1 HEEBEEEOEVLOEALS,

*3“BT-PABA iHER(PFD FRER)ICH(THRT PABA HEMEDE T &L, 6 BRREIHEMER 705U TE LW, EHRERR T HEMNEELL,
*BEREERETFRE L AFAZV IR TS /= U (PRSSIEIZTF D p.R122H TR pN29I TR, B MEN) T A U EE 4—(SPINKDER

F 0 p.N34S EEX c.194+2T>C EEUGE | BREDBEENHILIIN TV DILDEIET,

<EEENE>

 AMEAREEER1EICIEUEREILTWSES
2. BN HEER 2 RIEA VR U EE VB LT DEMERERFERDHDH5E
ERE1. 200WTIMIDLULEEFTIBEEEEEL. MR ET D,
RSN IMERER 2T DLV T, BHE X DZEIEE®15% L T BT-PABAPFD)EAER P I i EE R ED
BT @ERT7IS—E. V/N—E) KRBENTA—EF—F#HOLATO—)L, 2 HER GEDBREBERR L. BIFE
OREFDGEDBRRKRIEKELLITHREMIZERT 5,

ST EEUE ] OVEE BE /P B OIS IS B 1 A B B TH

1. IRAZWITHW D ERRIER ., BT RS LT, WS LICBBEOBEN R WEA I, W
OO L DEHNTHE LI 2 (7272 L, YRR ORE &2 R~ T RIEIRSE TH - T,
RAHER B DITIRD,),

2. IREBHIAR IR B By FIC DV CUE, MU RE R FR O T CIRIR M Th T SRR
ST, BT 6 72 HH Tl b AU IRTE %Eﬁfﬁﬁ ] N RN

3. ek, JEROBREN FROBEEENEE T ELU LICEYS L WE Th L, @R EEREZ kT
D EDBREREDIZOWTL, EREREMROXISR LT 5,

110



338 HEITHRERMEFNAEASoiHAE

O #E

1.

BWE

ETHEREEFRRET S 2 ME(Progressive familial intrahepatic cholestasis ; PFIC)(&. ZLIREAIZFIE
THEGEDIFRNEAISFETHD, ELRBERLSUHEGRERAEZLIEEBETREEGFIFREFETIC
PFIC1-5 @ 5 % &!A% OMIM (Online Mendelian Inheritance in Man)[Z& 83 TL 5, PFIC3 Zf&E. M3
EREYILEY  BEABEUAST-ALT DEIE. v -GTPEREEXIEESETHLIZEARHHTH
. TNk, F1=IZ PFIC6 N5 PFIC12 ETH OMIM Mo FERINT=,

FEREVT LI RN SBIERARSOF I KA IRECERLEERZELTETHORAEE
LD, PFICT TIEXTHI. BEHEEER LS. L EFIMERZSHTHDIZxL. PFIC2 BT PFIC4 [LEIK
MPHFICIRET 52— ATRHPICHARENETL. BICHMBEEEZRET SSENHMONTIND, AEEEF
REFEI. EAME ARG LE DREREN TR T, REMNBED BN IFBEDEL L1455, BiER
DZBIZFNERDEEIZKY RS, PFIC3 LIRIEZA XA TIERENBOH THTH S,

2. [RE

PFIC1 O REEEFIE ATPSBT THY . typelV P-type ATPase subfamily @ FIC1 (familal intrahepatic
cholestasis 1) EAZI—R Y%, FICI EROEFEICLY. FHffa. NEHaI s O TRTBRASH IO D
BN ZEA FXR (Farnesoid X receptor) DHEIBEE TS, FFTOH FXR DIETIX, BBAEENSY XK
—AB—T#%% BSEP (bile salt export pump) DFEIFETE5IEFE_L. BB+ 57 bET5, PFIC2 DREE
=ZFIE ABCB11 T&HY . BSEP (bile salt export pump) EHZI—K~Y %, BSEP IXAFHERED EHIREEIRIC
HIEL, —RIETEEE EMEERCHBEIE S, BSEP DEE T, FFMMEANSIEERNIZAEEEZ DM T
ETEABNEREL. EMAMF X, BHA50F%E1-7, PFIC3 ORREERTFIE ABCB4 THY.
MDR3(multi drug resistance 3 P—glycoprotein) &EEH%Z3—F3 %, MDR3 ERDEEIZKY. BAH D)5
BNTREL. BABELEDOIEILEMNTELEGY | ETBROREEEERAICLYEE L RAOEEMEO
BEEZXRY, PFIC4A DIREEEFIE TUPZEEFTHY., ZM+I v Ui aVER TIP2 Za—KL., TJP2
RIBIZEKY EHREE DRBEEE NS PFIC B FIET 5, PFICS DIRELERFIE NRTH4EZFTHY . FXR
ZO—RL., FXR RABIZ&KY PFIC BFIET %, TDHEFNT=IZ PFIC6 M5 PFICI2 FTH OMIM o FERSE
Nz, 2023 &£ 8 ABRATEIFON TS PFICRELEGEF (12U vY) . A—FEN B AIFE) F.
PFIC6 ( SLC57A. SLC51A F1=I& OST a ). PFIC7 (USP53. USP53) . PFIC8 (KLF12, KLF12) . PFIC9
(ZFYVE19, MPFYVE E1=I% ANCHR) . PFIC10(MYO5B, MYO5B) . PFIC11(SEMA7A, SEMATA) . PFIC12
(VPS33B,VPS33B) TH 5,

JER

PFICT (X, ELIREADOBEMEBELTREL. RES. FRE~EHEITT S, F-FEE. EHGE
EREET D, O, EE K. 5 EMIER(stubby fingers)x 29 5, FICT [ZFFIED IZH ., B, /N5,
FEERR . tR4 B EMAE. B, B TERIBLTVSO. BASSFERFEZTEELIC. FMERELTTH
ORER . ML E-T LA H 5 MBRRETHEEEYILEY  BIEABERY AST/ALT OEEEZET S
M MEILATA—)L, v -GTPEX LR LA, FEBTE., BEASSFIVNERMBEE LYLEMBEE
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4.

THoNBDIEWFHETHS, BEFIEMEE TITEMAEERNIC Byler' s bile EFEIEN SR+ DEFRIA
BHBN S (PFIC2 TIXEH XEBETHD) . MIRMITEREZITIEEROFEELNMON. RIERE
MRFRAETSoME (benign recurrent intrahepatic cholestasis; BRIC) 1 B{ IR (XN TLV\AA, BIFLEE
EREBEDOEEEDHEBEEMONTUVEL,

PFIC2 IZH W TIRA LS BSEP (FAFHBICOAFHBELIFIMERERSLGUVD . FRE~DETIER
{BEEORNICHHMlEERET HHLH5. MBRETE, BEEEVILED  #ETEER Y AST-ALT ©
SEZET HH. v -GTP {EFLEFLEGL, FFHfiTid. EMEMF RIFEHESN LD, £6ITRD
LNBBDTIEGE, F-REKLVIFEEREET 5, PFICT LRHRIZ. BIRMICIEEKREZZE T OEERDF
EHLHLN ., BREREMEFARTSSFE 2 B (BRIC2) BN EET S,

PFIC3 [FELIREIICEEMBRETHRET H2LOMNSIEIRFPICIERIELE TRAET HHIFETHKRL THS,
PFIC3 TlXy -GTP fELE{EZRY . PFIC4 LIRIIFEIHTHANERICENTEENHERSL T
5LD1H5,

BEE

BERELTIEVWTIE, YILYTAHFIa—ILEE, 72 //NLER—ILOAREISAMERID DH T, b
AIEHAEETRIE MCT 74—325 (MCT SRR TNS, DILYTAFLa—ILEIE, FEZ S
B THHOBRBETETORRICERIND, £, UI7VELUE—BHNIZENTHIIEN S, &
EDERORIDETETESE SN THIETEESRNEETIAEENH L. ERMICITFBED
W& B, PFIC2 TIXARAMNTH DI, PFICT TIEHFBHERETERL/NMNERIRFLILAEEET . 51
THOBLLT STCFLIEARFLGDEE BT LM ERD QOL LR, Ff=. FFEHER D PFIC2 I
BLWT'BR OMENDHY . TNIFLIEIURD BSEP (2T 5EHCHRADHIBICED1DTHY . RFR
THRESIN TS,

5 F#

PFIC1 Tl FIC1 EBIXHFIEZ 1T THLIZELGE S @IFICRITML TS =8 FFFEHERICRRTER A HEM]
SNBESITHDBE IMNFEICHE T FICT RIEDF-HIEAEBERINTES . KIBIZZEDEABNRATS
CEICKYEABEDTHEZROAREEEE1-9, —#.BSEP EHFIFBOAITHRBTL TS0,
PFIC2 TIEHBEZDFEIIBREINEINILRIFTHS,BRIC Tl HMABRTEHRBRTLHILAZLY
M REIZIX PFIC IZRATT HEFID|ELHY . RIATIE, ERLIEARIINSLEZEZLNTIVD,

O EHOHFEICHELEIE

1.

BEY

#9100 A

RIRDWE

FHEGFEENRHINTOSINERMNLGRFEE IRERATHD,)

[REEEEFEEHHY . BENEATNDLDND, REEXRAFEATHS (PFICT [X FICI EREZI—FT
% ATP8B1 BILF.PFIC2 (XBHEEN S RTR—42—T#H 5 BSEP EA%EI—KFT % ABCBI1 EIEF.

PFIC3 (& MDR3 #3—K9 % ABCB4:&15F.PFICA [IRA+r D30 ERA TIP2 20—K9 % TUP2
BInF. PFIC5 ¥%NEERF FXR#1—F 3 5EH NRIH4B{RF. PFIC6 [£ SLC51A(F]4%& OSTa )%
O—KR9 3% SLC51AEIEF. PFICT I& USP53 #0—K9 % USP531&{EF. PFIC8 [X KLF12 #0—K9 %

112



KLF12&15F. PFICY [ MPFYVE (B4 ANCHR)Z#O—K9 % ZFYVEI93&{EF. PFIC10 [ MYO5B %0
—K9 % MYO5B E{nF. PFIC11 & SEMATA #0—K9 % SEMAJA i&1&F. PFIC12 X VPS33B Za—
K95 VPS33BEBIEFNERIZK>TRIET 5. )

3. MERMEERAE
REEIL (RHEREDH THD. EREGITIEIFBEIDELLD,)

4. REOESE
WE(ETHETHD,)

5. DA%
HY NRIBERERRER L 2— BUHELRER 260 HRES 13 ETEHEREEFRNETSS
TIE ZWOF5IE EE(B:202048HA8H X&E BA/NMNREEHBHLBITEFS

6. EEENLE
HEMERDEFEESECEEE 2L LEZRNRET S,

BANRERETREE DR -BONEACAENNLEET SR OMAKIFEREEOBETE ]
FEREE RIAKFAFRELRARH MRANHEASS %8 CRER
SETRE BREAFZRFR MM AR EREE

<EHE#E>
Definite, Probable ZX{%& &9 %,
A FEERRUFR
1. BEJILIERE.RE. BHE
2. HFEX

LLEIZINZ . g & EBITRDIERAMD S,
3. MEHNFR.ESE

4.  ERGEER

5. BHMmiGE@HmiER. g

B. REMA

1. MEREMRR
EEEYIILEE-#REHTEE-AST-ALT BS{ETH 5.
1 B (FIC1 %) B U 2 & (BSEP J&) TIZ AST-ALT OE{EIZE M HDT v -GTP NIEE
XIFEESIE. 3 2 (MDR3 %) Tldr -GTPEILHETHS.

2. [FERTTROMENERDHLND
FFEEWMEBATR 1 BTSN ERBEE JYLEMBEE THONPOT 2 BT
(X EMBEMERF XAHEMNTHY .. BSEP EANRELE THESNGL, RHLVIFEE
BEET 5,
BEFIEMEEFTR 1 BT Byler s bile ARFICEDNS, 2 B TIXETITEREE.
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C. SEAIFOH
BEERASEIAE. 7o U —IVIEIREE, M) U RIEE. ARMEEABRKHERE. HERAEIOTE
— R Z—IVEYIR C R HAEREILMEEE X, SFaV R 7ZHFE. ductal plate
malformation HE DFEERE . N EEXTEEKREE,

D. BIZZHIRE
1. ATP8BI (1 B). ABCBI11 (2 BY) . ABCB4 (3 BY) . TUP2 (4 BY), NR1H4 (5 &), SLC51A (6 ).
USP5XT &), KLF1A8 BY)  PZFYVETZ9 B). MYOS5E10 ), SEMA7A(11 BY), VPS33412
ENEEFICEREZRDHS, ZDM. #FH=IC OMIM 2> =-REEEFEEH 5,

<gEHohTI—>
Definite:A-1 RUA-2%i#T=L. A-3. A-4 X [FA-5DOLVThhEiHE-L.D. BEFHNRETEEEZRDS
0
Probable: A-1 R UA-2%F#HT-L. A-3. A-4 X [FA-5D LT hZEiET-L. B-1RUB-2%#-L. COD#
AT REEBERIIL.D. BEEFHBRETEEZROLEVXITECENREREREDLD
Possible: A-1RUA-2%i&f-L. A-3, A-4AXFA-5D LT hhEiEf-L. B-1XIEB-2%iE=L. COE
A _RERBERLIZDD

<EEESE>
DHEEZFB-TLOIIONT, UTORIIHEL, BEEFE2ULERRET D,

EEESERI. UTOEEEHERBICEVHES 5.

(EEEHIEER]
1. JE+50iF DR AR
1+ FAGEEMEREZRDHLLD,

2. Zim

1+ HIER., BIO35—DXILEHERH LI ABREELEL,

2+ HintER. BMOS5EBEVELTHLDE—DOXITERERD S,
3+ JRRICERL. MEREELTHMEES D,

3. REBREEMDEHEEEREEEDADT)
1+. TRERD 1 BEDEH

2+ TEERD 2 XL I EBEDEH

3+ TEERD 4 IBEDFEH

REEE(BROEAEEREEEDRIT)

RE B OfER wEIDIEIR
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Izl LY,

0 FEAE. HBIVWREECEAERLEL | FEALE. HDWEEFEAZRELELY,

g | ®KigTED,

1 FFICAXLRT D08 FITHHETE | MERHLT AITEVAS . FIZEHLTHC
[FETEEN, ZKEND,

FFICIEFANE BEE, —EH | BV EAIHLIN. MFIEEEFED, FEH
DFE=HIZENEHHEIFLY,

2
BE IFEY. BHFEYKIZTESELY,
3

hEE | /5450 AT TV,

FECIRY ARTTEN EH DO | ECTENRD D VENET HE—ITITR
NN BEHDSIBICERYEALHL,

SEYLFITDOMRLY,

4 WTHE2THEVDNEEULNEH, DMNNT | ECTIREAERNEGL, LEaDBEpOIMUINT
=E HHEIFESTEITETTELGYLEELH | LWEN AKEFTETEAD RS,

4. BREE

1+. H& SD Xa7H-1.5SD LU
2+. B SD Xa7H-2SD LUF
3+ 5K SD Xa7H-255D UTF

5. FFHREfEE O F il Mk T —2 R WERK

OMmET—%

1+ TRROMEREDHEEEEN 1 RINDARBHONDLD,
2+ TEERDMBRIREDHFEREN 2 RIILULEDONDLD,
3+ TEERDMABRZRENDETEEEN 1 RIILULBOHONDLD,

QER

1+ FTEREROEKRIIMEZZROLENED,

2+ TEERDEARIEDHEEDEEERDHHLD,
3+ TEERDEARIMENDEEREZZEDHLHLD,

BREEH/ERKRAR H#EE hEEOEE =SERE
mEFHREYILEY 0.3~1.2 20U E30UT 3.0 #8
(mg/dL)
mE7ILIZV 42~51 30LIE35UT 3.0 K
(g/dL)(BCG %)

m/R% 13~35 5L E 10 ki 5 Rl
(B/upL)

JorOorE VRS 70 #8~130 40LLETOUT 40 K
(PT) (%)

&K — fEkdHY HIAMEKHY
AbdiE — 1E IELE
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6. BKEENHIPR: performance status
1+ FERDAITZETIHLD
2+, FRREDVRIETIZEZHETHLD
3+, FTERERDAITEBTEHLED

X5 — R KA.
7 | BERTHEFTENTE, FIRZEZ(TEIE4L. HFAERZFICSASDEZDLD,
4 | BEOEKRLHY . AERFTEITHREZTEHN. H1T. BFEOEEIETEEL0,
ZIEBVRE . BHLGE,
D | HITPHOEDBYDILETESD. BICOLNNRELRIAEHY . BFEITHE KA
LAY, BFD50% U LEIFEBLTWLSEM,
I | BOFEDYOHIEEDEETESN, LIELIENMBINRET, HRD50%LL EIEH
RLTHY. BATIEEANDHNEENZERATEELG-THD,
T | BOFEDLYDIELLTET | BICNBEZLELL REMKZEL OGN, EFBOHEL S
BORRYFEBIZRENEHD,
BEREEFHIE
BRE EREE BiEE2 EREESI
AB+ 5% - 1+ ND ND
S — 1+ 2+ 3+
RIEfEFE - 1+ 2+ 3+
BRES — 1+ 2+ 3+
FFHERE - %R T—4 - 1+ 2+ 3+
FFH8E - SE IR - 1+ 2+ 3+
S REBHIR — 1+ 2+ 3+

EEEHNEEEOHRTRUERDENEBEZRUEERET S,

fB+5oi

[ZDOWWTIE. HNIEEEE 1L, EEE2L EANEIN D EIEE DIRREICEL ST

RESN. DT LLETIOFOHFEIDELILEL,

KWHEETE K OCHIEEE ORI B T 5 MBS

1.

AW Y

NOEFHOLDEHWNTHELIZ A2 (27210,

VD EEAEIR, BRAFT RAEICE LT, BEERE ISR B DO EN WG EITIE, W
YRR DI 2 R ERIRIEIR S T - T, i

SRATREZR B DIZR D),

. IRRBIRRR IR

ST, HiL67)

30T 2 EREE PRI DWW T, EEREFREHO T TIHREMTOA TV ORETH
HAHETROEOGREZ EMHES5 2 & &35,

C B JEROBREN ERROBEIEEDIE T EU LSS LW ETH L0, @i ER Lk
52 EBRERSDITONTIE, EREBKROGSR LTS,
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103 CFC fE{xEt
O B=E

1. #E
CFC fE{% 2% (Cardio-Facio-Cutaneous fEZE¥ (Mg - BE - E S AEIZEE) ) (L. MEBEN Ras/MAPK 4+ )L
CERKRIFEETIEGCTFOERNEERICE T, AREE. H1VBEISOIMMES., BVEE0H
BBERIE/INE E DM EDE B TH—ILLE-E2. 85 -ALLER - ABESEOREER. £X

HDRE. BREDLHE. TADMA. ME BERSREARESE. TRIZEBLEAHONDHERMERE.
2. [RRA

L HERDEE T, KRAS. BRAF. MAP2KT (MEKT) . MAP2K2 (MEK2) B FDUL\TF Ih (s Kiuts
BEENEDHOND BEI2BEEHTEH. REREGFEFFELFRESATLEAL, ChoDEEFIXHBERN
Ras/MAPK L0 F )UGERRICHFET 50 . TOEENLGEELDBKRERES-THMIZ DO TILHERA
INTULVLY,

3. fER
RREE. VBN DHMMES ., BUVEEORIESIE/NEE D BIMEEDE, B35 Th—ILLT:
E2 ES-ALEE-ABBETEORBER. EXMELEE., BXEDHIE. TANA., fI18, 8=
ERHESE. TREELENAZEHLND,

4. BEE
BARMIDAEEITANSN TGN, RHEERENITHhNS, MEREOCEHRESORFK R LB AEN.
FRERES(HET D,

5. %%
LEIC. HEMFELHEDEHESEEHT S,

O EHnHEICHELEE
1. BEER (SN EEERZBEIIRFELR
100 A
2. RIRDHE
FTHGEGEFEENREIATIS,)
3. RMIAEAE
KREES (IRAREELL, )
4. REIDEE
DE(REEE. ILOBEHSDOMMEELRENAA#DND, )
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HY (FEEEDBMEEZFHY, )
6. EEE DR
HMRMZIDIEEESFEAN. REZB T ILDERARET D,

O fE#iE#HT
[EREBERBFODEE AT LERRERAREDSLEREARDIL—LT I DHEL ]
MERKRE BEKRBARFZEZM-BREGF L F— &R DEERE
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<EHREE>
CFC fE{% &% (Cardio—Facio—Cutaneous fEM&EF (U igh - BE - R IS SEIZE¥) )

1) MR IERAHY . ZE T AREEIEF (KRAS. BRAF. MAP2K1 (MEKT) . MAP2K2 (MEK2)) D
WTFRHIZEENRHOND,

2) TRM4EBZL2THERET,
BT EESR (> 92%)
- ZNEIREE (100%)
IR (84%) BERELDARIE (44%) | FEIARIRZEfE (36%) . T~ EAK (12%)
S HBREER: EFLAILAE (60%) . F1LAE (56%) . B3RILEIE (40%)

N XIF2)ER/RET Do

<BE>BRKEKRETOEHERE
R EESR (> 92%)
- ZNEFEE (100%)
" EEDEN(96%)
-h—ILLT=E5(96%)
- B XA K EBAE (92%)
- 5274 (88%)
ES K (76%)
SRR (84%)  IERELDARIE (44%) | AR BIARIRZRAE (36%) . NEEAR (12%)
S EEREER: B AL (60%) . AILAE (56%) . BIRILEE (40%)
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<EEESE>
KTERDEE (7). B (1) BE (V) XEFEE(D)OVWThIERETIES

HE(7) JERELT. FLNAFEE, BEES. KEAHEE., B XIREOS5WN T —D U LS

A
(=]

& (1) RAEDAET, SRDE, FIRE, MABIRE, ful/MRE, FURERE. REMEMKRE. S 70vAH
—DLTNHANRESATNSIEE

A () JHRT, FREBE(NITRSE. REVRMIKR. BRIT7IVI/FOLEZLELTHLD) . BR
BE BE - BE-FOUHRREFICLIIREDIL—DOLULZTIHA

£ (L) BEFEAHL. BEEMUNAEICBH SN TOSER, L ARENSSERBLIEERIE

HRELGEWD, BREENDBOON-IGE T BERRET S,

P2 FEVE e OVERIE B S0 FE O3 I 2 46 U 2 B R ST

l.ﬁ%%m CHWDERARAER, MAFTEICBE LT, BB LICRBOHERRWHAITIE, W
NORHIOLEDEHNTHEL KXW (7272 L, BiZEWHoR z T BKRIERE Ch - T,
RAHEZR B DITIR D, ),

2. TREBHLARR ISR D EIEE S FIC W TIE, YR EFZEIO FCIREMMThI T SR EE
< 7C, BT 6 22 H TR b B IRTE %E%#MMT% LT B,

3. B JEROREN LRROEEE DFE C—EL LTS LeWE Th DM, R ER A kT 5
T ENRERLDIZONWTI, EEEROXISRE T 5,
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104 ORTOE(EEE
O B=

1. =
SR HRAS BIEFDEREICI->T, R -HEREE ., JMES ., 1FHLETR. BUVEIE. BFE,
FLEERE. IR REDAE .. BEMEBDSHLEENHAONDEGHEE,

2. "R
HRAS BIEFDERMGEREIZELD, LML, ENAVBIGFELTHONTE - HRASOEEMN., 4
CDIIBREEEOELDEREERT NI DNTIIAERASN T,

3. fEIR
BRE-FEEE., MMUEE, BHHMOLER (5 oKGLEE. GWEREE)  BULKEE. &= £, ILERE.
IEXBDERELRENEDONS,

4. BEE
BRAMBEEIHONATOEN, BERESORAXR - BHABRNFTRERE(HETLHILLIL.E
HRENMVETHS,

5. ¥1&
$10%I2, BB A . BEGAE. #EFHRESENDELESEAHT 5,

O EHOHEIHELEIE

1. BEN (RN EEERZBEINREFER
100 AKi

2. RIRDIEE
THELCFOEENTEINTID,)

3. NRMIREAE
R (RRARBEEGL, )

4. REIDEE
WE
HY (EEEDOEMEEEZEHY, )

6. EEENEE
MERMICKLIEEESFLAVN. BRELTH-ITLDERRET D,
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O fEHE#HT
[EXREEERBDBRE AT LEGRERRZOSLERELBDIL—LT—I DMLY
MRARERE BEZBRZEZFM-BRKELFEFI— HR DNEERRE
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<BMEE>
1) BEIGAERRE RO  £TEHRRRIIIZE T HRASEGRTFEELNREINDS,

2) FTRRD7EBZEETHET,
FHERIGEEIR (5 oKL, BB RIGE) - £
-HERDHELES
FE-REORVLD
- > B K ERfiE
DREIEREDEHE. MEARRE . FEBIRGE
- THRLAROE
DR DHBIEE

N XF2)ER/RET S,

<BES>BEREKREZTOEHEE
- RN BESR (92%)
-HAZ ORHELIES (88%)
- FEDFELLH(88%)
5 DBEHD DENRIPES (81%)
- F8 %3 B K BB AE (85%)
“h—ILLTWTEHREERE (77%)
-FEOMERUVLERE (77%) - %238 (58%)
-1 RRET D AT BN TTAE (58%)
IR (73%) ~ BB KRB AR AE (58%) . I EEfK (30%)
-BEDH 15%ITEMES (BEhE. R MR, BNmRERE) 256

CE) AW EEILRAFEIZDA BRSNS (BN LRICBET SN BB MRS TR, ),
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<EEESE>

KTEDEE(T) BE ) BE () XEFRE(D)OVWThrER-TIHE

HE(T7) FERELT. FONAREE, BEHES . KEAHERE. B XEHRADSIEVThh—DLE#i<
e

HEE (1)  RAEDABET, WDE, FIRE. RAEIRE. fufil/MrE, fuEZR, REMENRRE, 70y
A—DVT DB EREENTNSES

HEE () JHRT, FREBE(NIFRSE. LEVRMIKR. BRIT7TII(FOLEZLELT HL0). B
REE BE-BE-POHREREFICIDIRBEDIL—DOULETISS

£ (L) BEFEEHL. MBERMUNBREICBESNhTOSIGES, 2L, BRENLSFRBL-HR
[FRRELGND BRGELZBDHON-HEIE. BEXRET D,

ST FEUE S OVEE FE S B O S 1 5 BB IR

1. HRAZEHICAWC D EHRER, BRAEFTRSICE LT, WA LICREOREN WG ICE, W
ORI O L DEHNTHE LI 20V (7272 L, YaEm o & 7= 3 BRI R S T%OT\%
PRATRER L DIZIR D, ),

2.%%%%& B DHEIEESFEICOWTL, WEIREFHERD T TIREIMTOIL TV HIREE

. BT 6 70 H Tl b BV VR TE %E%##mﬁé LT B,

3.ﬁk\E%®EE# ROBMEESFETEU LY LRWETH L0, MR ER LT 5

ZEMREIR B DIZHONWTIR, ERERONG LT D,
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105 Fr—fE{REE
O B=

1. &

CHD7 BIEFDANTAERICKYRET IEAREREEHETHD, REME. HER 20000 Al
ARBECRETIHFVERETHD. CHEDE S RE (IOR—7)  H-DFH. A-RSFAHAHE. R-AER
BEE-HOBNSDOMMES. G-IIZEERK. E-ERERE -BREEZTZIEKEL. ChoDHIED
BEXFORAEHOEITRYGRINA TS,

2. BER
Fr— M EHORREEEFIL. 8B LMK 8q12.1 IZTEET D Chromodomain helicase DNA binding
protein—7(CHD?7) THAM. ZR#ICHI-YBEENRKIET HEF EIFRATH S,

3. fERK

O REZTONVENCDIMES LXFILHKTHL, RREFIEHERICIEELLGD, —BBOAEHIIC
BRBILEL D BFEEHS,

QT0%REEICAXREDMEEERDD,

QEEOEMTE (EEHEREER) RO, EEDENOHELELGLIIEN S RETE, 7l
EIEENDIERZ B (Premaxillary Underdevelopment) . FER{ERZ AL (PierreRobin —42 I X)) OEROZE
REGEEDEHBDY, CNoDFHITMA T, HEE-WREEDIHFAEEBDETICKY. WIAES -ETES
kY,

@K Bl UERITE D S5 - MR - IRFE AR - ELEE D 20K —< (RIB) (X FERHKTH S,

OEENEX FEMRLEDEMRERECMA . BREE-EEMERLESERELRHD,

CEMH-FEHOZSFAEER)ZRHDL AZRHOEHHLZL ZDGEICITESAAEEZROE
LY,

DEBRE - RETH EEOEMA - ZREBOXR NG EEIER K (~T70%)

4. BBk

ZIHBICEHHEERT -0, TENLGEREEEZVELT D ALY RHRHOERFERERDIDIE
ERMEDERBETRBIEETHD, RPN [EB(REBFL-OE-HRE-KE) . DEOFTME S AEEE
OB BEICIELT, I FLEAE - BT INEREEETI, BEOHEEREEICLY LRERE
EFECBHBEICERBEURETSIBELHD, Z<OEBTIIBETHENMETLTHY . AMHAIZIXiam
[SERT 5. RRES -YOENOMMEETZEH T I ENLERE-RR-REFOMEITDONT. B
HNA-BEHNEI+0—2 R BELET S, BEES - EERENRSSICIIRERE - BEERETHIL
Do

5. $&
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BREEZ - HOBEMNDMMEFICNATEAES. DFE-F7/—€. FREES. EREET £,
BREEZEGEEZEHT D, FRS -FRHFLVIEREFICDAORBRFOEZTICRESROERE (B
REE-\@RES)ZH5. BHEMN OERMNGRETHY . EFETORBICH=DXEERT

O EHHEICHELEE
1. BER (SN EEERZRELREFER
100 AK i
2. HIRDHIE
T (ZBRFICHI-UEENRIET HEFIETTH,)
3. RMIAE A X
L (RAEEEL, )
4. REIOEE
WHEEFETORBICH-5ZEEEXT,)
HY (EREESOZHEEEZEHY,)
6. EfEESEE
MEMZLIEEESEEAD. REZH-TLOERNRET S,

O 1EHRIZET
[CHARGE JE{Z# DR AR DIRIE D ERBA & B mF 2 B DEGERIG FH -iPS #HRE D FEL |
MERRE BEZDRFEZI-/NEREHRE EHIF /DNEERER

EXMEEDREROLERIEHEARERREOSLIZBR- RARXBOIL—LT—I DFEIL |
MERKE BEEZIZRFZEFMM-BREGF LV F— iR DERRED

[ERRZEIC I MU =3 RE IR B FRIL D B2 45 &1 1ZBE 9 F IR AT - IR AR5
MRRERE BEZBRZFEFM-BRKELRFE FI— HR DERRER

DNRIZ S ERBDE K- S - AT - HRIZEICRET 5%
MEREXSE EBIRBEEAE LU S— FHE WHE
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<EREE>
Definite & Probable X% &T 5,
ZEOhTI—
(1) Definite
FERDVNTNADNSRIELTEE ., REELRTF (CHD7 BInF) ICTEEEZRD D,

(2)Probable
WHRIEREBL. KIERK2DOLULEFT S,
XiF. BFEEREFL. KERKR1DE/NMER2DEEFET D,

WFAEIK :
@ BENMEEEEHSEAINHEE
QESK
LD EEALDEHIEE

KIEAK:
OERaAR—7 (BEZRHEEL,)
Q& ZIAEXIIOER
R E AAERREE X (L IE X FA7S R

IMEAK :
@ EXMES
QBEREMEEER
QENMEEE LIEBRE(BR) RIT/NMEEEME (LR
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<EEESE>
KTROEE (7). BENXFEE(I)DVWThIERB-TIHE
HE(T7) FERELT. FONAREE, BEHES . KEAHERE. B XEHRADSIEVThh—DLE#i<
e
HEE (1)  RAEDABET, WDE, FIRE. RAEIRE. fufil/MrE, fuEZR, REMENRRE, 70y
A—DVT DB EREENTNSES

HEE () JHRT, FREBE(NIFRSE. LEVRMIKR. BRIT7TII(FOLEZLELT HL0). B
REE BE-BE-POHREREFICIDIRBEDIL—DOULETISS

WL YE K OVEEFE P FE OIS IR 5 B HIE

1. FAZEICHW D BRARIER, AT REICEL T, 2
NOFRH O L DEHNTH AL X R (72720, Y43
FAREZR L DIZIR D)

2. 1BIRBIEAAIC I T 2 HEE IOV T, MU R EFNEE O N CIREMTHOI T 5 K18
ST, BT 6 22 H M TR bEVIRIEA ERAEINT 52 & L35,

3. e, IEROBEN LR OBEREESFE T EU LIZEY LARWETH L0, MR ER kLT 5
ZEBMER L DIZONWTIE, EREHRONGET S,

WrEHE LI B DOBUER RV IEEITIE, W

i z
LI DR & s TR ARIEIR S TH - T, fife
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178 ETYb-O4 LY U fEIEEE
X

1. BIE
ETYh-4ILY (Mowat-Wilson) FEIR B (& FHERIEETR . EEM P EEDOMMEE L/NEEE3E
METEAEREBEZRETHD, MERFTHD ZEB2(A% . ZFHX1B. SIPT)EEZFDHBAIDOT)ILD
WEERABLTETRET D, BE. REBEFIEONT . STMABLIRLUBETH D, TAMA . EXKERIE.
EXREDEELGEDEHINRELNS, BB HEOLEABEETDONENKRELETHD,

2. [RRA
AHEMNSZTHNE2E D ZEB2 BEFOHFD1EDHAENEBRAL THERKXBETRE)RET 5,
ZEB2 EEFREICI > ThifmiEMia s MR R M OMEEICEEEES I A, TOFMREXTHAT

H%o

3. fEK
HEAER (NENEVNE R, B D84, RY LBz Ro1=58) (X 100%., EENSHEE
DHHIPEF X 100%. /NEEFEHHI 80% D EBEEFIZRON D, ILIT, TAMAIEHK 70%. EXMLEE. B
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1. BRRILES
BHEM X RAARELTEDEARIE. REBDER. (LHRFED BRI ER
2. ALEORHE ABREDHE)
FREMR
1. MF7IVHIERRT758—+t (ALP)EAMEL (FEBI O ESEIZEER)

SEER
1. ER3Y Btk FIE T LVNRA
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2. mFAEQ)UEEODLR
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BEFHRE
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ZEOhTI)—

FAEK1 DL LEEME ALP EIEENHNIEREZSE . B FREICIYRRMEEFHELEEZEHT
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JEIRTZL
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. BYHREDOIRY®, BEROBEEDIXEZLELET D,
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BRI SER OMRBEERBERE. PLRIRRELCE) ZVELT D,

- 2EMISSEROMNREERITKEFLTLS,
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FFIRAE R AR DI FI273 5. HAVEEBALGE DB ELEFBETRIUINNALELSD,
IEEDWEHAHNTHERH G FEIEEFRANDE,

SEVFSH SN RGN TR SHENEEERANDE,

SR ILYE O )R OIS 12 51 % B
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A WO D ERARER . MA AT R ICB LT 2WHEE LICRBROBIER 2WHE IR, Wi

ROBEO b0 & BT HELLARN (27 L, SO =T BRIERS Ch o>,
agm‘ﬁafcc%@&:[gﬁéo)o

L ARIBRIRRR I RT D BAEE IS SV, EWYREFZEEO T TREDMTOIL TV LHIRETH

2T, T 6 22 H BT b EVIREEZ ERT W5 2 L &L T5,
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270 IEMHBERESHEME TR
O #WE

1. =
FRFREL, BEEE - EEEHEDOE - BHOREREKETHD FEITEREEHL IS RMEICREL.
2-EE-BEEODTIAORBLEYEIN. COSLESHEMICRELEN -BREEDR BT EDIHRE
EHEEREEZREBTHAETSN, ERELTERREVZDOEAIC—HBL-EEORREREFRERDD,

2. "R
K fiZER
3. fEIR
SREETHILIEIHTHY. BRROCBTDER EIRGETRRICRETHIIENSZ L, BEIIER

25, BEFOEARBICIVEBLTIERLH D,

4. AR
JERTOA R REZ (NSAIDS) IZXf LT 50~80% D EENRIGT HEHRESINTLVS, NSAIDS [2&L5
RIEDBF+ R THEIEEICERTHRBRR—FDEBIABENTTHND, LEEABREDHIIHLTIER
TNF 8%, 1 IL-1 &F DOF B AHE SN TLVS,

5 %t
REIMICIEIRIEBOEDORRES . EREEKT, TR ERRECSEHIE. REMRE
BEOEHINEBEMZERESNTUIVD, TDM, R4 —k(Sweet) FEIREE. IRIEMEAR R AE . (UAZRAET 2.
FEILERRERLEEDEHEMESNTILNS, AN SDIFREF A L LY SAPHO (synovitis, acne, pustulosis,
hyperostosis and osteitis) JE/EEED—EKREL TIEMUBR ML R M ERRERBEDREEZRHHIGEHN
HY . MEBEREREBO—MMEXAFTIERERELEALONTIS,
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O E#HEICHELEE

1. BEH
1000 AR

2. RROEE
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3. MRMIEERE
K HEREELTIERATOSMRRREE, EXT+RRR—, H1 TNF &%, 1 IL-1 BEDOEMM
NERESNTVSHIIRBEEILLGL, )

4. REOEE
WWE

5. PHEE
HY (ARIHERDZEEESHY)

6. EEENLE
TR0 F () ZHE-LIGEIEEEFNELBBRRET S,
(1) B B 554
(2) B BHEBFFA

AR BRETREL S ELRBLTOBREBIHT D BITMERES DI BRKHER.
BEBREE. SEELHECE SRR ARSA MBI HHIE

HRREE ABRAE BOREK

WRMEE REKP \BEH
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ZRDHH (T, BAEBRTEES. T.58FA KXY STR ERTHIES) . FDG-PET ¥LF - HUIVLL U FTEH
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2MBREFMR RENBLOE - BRERTHERENRESGIHY .. £EREBOBEERELLII PCRIEIC
FUHE -ERGEDREENEEINDS,

IMhDBECREEE -BCREMKE. BEESLEOBE X - BHMADRE LA MEELZRNT 5, BL.
SAPHO (synovitis, acne, pustulosis, hyperostosis and osteitis) IE{ZEEIZHILNT 1)2) DEEF B/ -TIHEEE
HEBEEIEBRN TR ELLLY,

<EWHOHTI)—>
LRDVN~IIDETHNEBZH TS BUEBRESEEETHMREDIH TS,
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TERED (1) RIF(2)EMmILIGEEEEMELBARARET D,

(1) B oK Fr5
BRERICKDEBAFRT 5. BH. BHRDZHILEML UM U REXIE MRIREICKY#EET 5,

(2) & HHEHF S
LRRREEDIC, B K. EHIRIE . S EMRE. KEMBKRE . X1 —b(Sweet) fEIZFF . RILME
FRRE . BT ¢, IR E X DVLIT M ERD S,

WAL K OVEE S B OIS 231 5 B A

1. JRAZEHICH WD BEHRER, BT RSB LT, 2 ISR OBEN R WEA T, W
OO L DEHANTHE LI X (7272 L, YEM ORI Z2 R~ T HRRIERE ThH > T,
FRATREZR B DIZIR D, ),

2. IREBLAR T 2 HIEE S FICOWTIE, MUREFHERO T CIREMTOIL TV DOIRETH
-7C, HIT6 22 H M Tl b EVIRREZ EERIA T 5 2 & &35,

3. B, IEROBEN R OBEREESFE T EU LIZEY LARWETH L0, MR ERE kLT 5
ZEBMERLDIZONWTIL, EREHRORNGET S,
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B AL JE (Osteogenesis imperfecta) (&, £F D EIEHEHEICLL B EIRECETHEOFERIZM
ZRRGEEOHEGHEBERERTTAREERETHS, FEHEEIN2~3FAITTALSA TS,
2023 FRDERHEBERESETIE, Sillence 1TXH1E (FEERE), 28 (FIEABIER) . 38 (£
HETE) AR (hEFER)ITMA T, BRERRIL-BREBREREZFIE (B8 . [CHFESh TS,

2. [RRA
BHEEAEED 0% U LDEFTIE. #HEMEBOETELRITHS | HaS—4FUDEEFER
(COLIAT,COLIAZ)IZKY . BMHAIWNIEMBEENREATRIET LN TSN 1 BaS5—FUiER
FICREZROBWVEFAIFET D EETNOOEGFEENRLEDN>TEY. FKBPIO.
LEPRET1. CRTAP, PPIB. SERPINH1, SERPINF1. BMP1, IFITM5, SP7, TMEM38B, WNT1 13E DR R
HINTWS, BERR (T, EZEABELER (BHER OLOLEZBREBEEER (LHER) OLD
nHd,

3. fEIK

BHEBRALEDBRRKREEFEEIZETHY. EFNTICICREIT HEERBEEIN S, £EITHT
YBASDRIEERDELIBARE R SINDLDETH D,

BRREREZEHME. BERLGEOREEDEMBULEHBEOERICMA ., RES. FERIE.
W (RFB) AT L. s, BEREORBRE. DRADERELETHS, PTHLEENICLSERE.
ERLEHMICKLTFREREES . IR, DEF (KBRS, BIEFICZV) ORBICELIDTENFERIAL
BEICELDIENZLY,

BHEBUEDT-OITEEFKENELET 5, F-EHEBMEIERARLEGEL. FIR- HECMEIZEARL
B HENEO. £EEICESIEEABRNVLETHD,

4. BBk
NERERENFIHAEICKEL S TENS,
(1) R HAE
BHEEDRLEBHELTERRRRA—MFIRENTHOND, BIFREORLOALELT BE
EEM. BREONE. EROETEBNOHELZEDHRLB/ON TS, MNETIFE RIRR KRR —RE
FlELT/ASRAR— O EMERAR SN THN, 2014 EASARICBEVWTRIEER LGS, &R
BOBATIE. BODERRRAKRR—LEFIDNENTHY . EFEBNLY. TUNSFROBEHMEL RSN
T3,
(2) SARLBYRER
BILBRICBRMAEREN. OREERICHLTENYM. REEDBINERFHZEMELIZEEN
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fTHEA . ERERICH T DB EBREFMRENTHND,
DL, 85 (RFB) MRAFERUVNITHIREEREICHT HEMIEE, #HIBITHT DA
Heg-AREER. DEFOERBICRDODHEEETICNT 2ARM- S BEERER. REDNTHOND,

F#&

AR DESBYERKRENZELE=OFROLES L O TEIESETH D, Shapiro [CKHEETIE, HAR-
HAERICZRBRNHY ., ORICER-EEAHIEFITLFIFET, HART-FOFHAHY . MARIZE
fia-ERNGNERGEINENT £E, HAERFE CISERAGKSITRBRIICHRIEHRAHLHE. 3FD 1
AENTEE, STRBRICHEER TIEHSHTAESN TS, LL, COBEUREEREDES
BHE5—H. BRDEBOHEIIRRIETT 0. B—METFERTAIIE#THS.

O EHOHEICHELREE
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MRIEEESTE
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. BEENE
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BRI DD MTESE

A. fEIR
BHESHHEER (BB CETHEDBERLL)
BREE

FaEE

W (RFE) BT E

RikEHY

INRERICEITESHY

N o a bk o n =

B. REMMR(BLUNMY)

REBOEREZHEIER

EREESHONRE R

BEEB D4 )LLE (Wormian bone) (BEE B SRR > THONLINELGEY A IKDEF)
FEBEH

BERT

a > 0N~
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REEE —2SD UTOESER
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BEE 30 TUONILLLEDET UNSLHEOREFENIESEYIKWEELVEE)
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- ETFRAEIERE
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BERR T 72— E
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D. BIRFHRE
1. COLIAI, COLIAZ, IFITMS5, SERPINF1. CRTAP. LEPREI. PPIB. SERPINH1. FKBP10, SP7. BMPI.
TMEM38B, WNT1, CREB3LI1, SPARC, TENT5A (FAM46A). MBTPS2, MESD &z FNEE

<gEOhTIN—>
Definite: AMSHIEH LU E+BDSL3EE U EZERE-L. COBAT NESHEEZRIIL. DEHE-TID,
EJ=F
ADSHAEHLLE+B D5H4IEA U EZE-L, COEANT RIEBERINLIZDD,
Probable: AMS53EE UL +BMDHI>H2IEF LI EZFET-L. COEAI T REERBZRINILIZDD,
Possible: ADSE3EH LI E+BDS52IEE LI EFFE-LIZH D,
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<EEESE>

Omodified Rankin Scale (mRS) , FEIRDZFNZENDFHER T —ILERAWT, WTFhHhAMNILULEZRRET D,

H A hmodified Rankin Scale (mRS) }|EX#E

modified Rankin Scale

BEIZTRER
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BREERR Mt REHIREH DA, FEE LA
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3 | HEEDESE:
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BN AR BHEAER AL HLREIS
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LG A DR ML EICENBIZREL
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4 | FEEMEEDOESE:
HITOFERHERIZIININBETHD
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5 | EEDESE
REIRRE, BICNHEERTYELE

Br=FY
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BIHEIDNEZLEETHDRETHD

6 | T
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FEIR7EL o

IFIRIEE D= RE D BYNEE DERDB S,

a s 0N =0
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2. JRIEBAARIRIC T A EIEE IOV T, EEREFEEO T TIRENMTHOIL TV SR
ST, I 6 22 H Tl b IR %E%##Mﬁé LT 5,

3. e, JERORREN FROBEEESFE C—EL RIS LRWE ThH L0, SR ERZ kT 2
T EMREIR B DIZHONWTIR, ERERONG LT D,
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1. B&

HEEEBEIORERRESREZETIERMEBORKRT. BLT2HHEITTIADEIET
RETLH, FHENGHAERTRE X BREILBHIIBRZTHAINBDLEEA TG, HASREBEH
TH# 130em., ZHETH 124cm LIEKERALGORERD- . EF LA BEEITHRAGHNES TS, &
HERED-OIBEILLILEATRMREZELZY., TR7SAAVMDERICKDER HEHES
RELSTEEEELCLVTEIEMN DA,

2. [FRA

FREE G F TS BIREE, 4016.3 [CTETET D FGFRIGRHMESFHIRRETER T2 BA3) TH 5. BTk
KT E LB ARFMEE (BHEE) THAHM., # 90% LU EIFFRERETEIZLZ LD ESN, BELM
BEhDEFND, BED 95%IZ FGFR3 O G380R REE (380 FHD I UM TILF=VICE#]RSH
PER)EHEDHD, FGFR3 DIEIE(L. Mfas taE ., IEERMEE. MARNEER (FOo U FF—ERAS
VEED)DIDDWMAAToNED . KEDRERIFIREEEBIHFET S, — A . RLFGFRID
FAOLUXF—ERAMVIZHEET DELTE (NS4OK AEENRKRM) TIEEBER R ES S, FGFR3
DT FIVIEER B OEHEICK LINFIRIZERT 0 KIEDREELDERDR FGFR3 (IR R
SUFILAERMITEHRIESNOKERBLUEERTHY . REHBEO SN BESNERENEILLD
EEEZR LREBOREREE. BERODEBEMRBLEEZELDIEEZEZONTIVS,

3. fEIK

HAEBNSMUEERERHIN. HESRIE, SIFENKIFHL, REEEBLITIEEREMNEILIDOES
[Z75Y | RREDSREMET/NED, RAFRIEBHETH 130cm, KHETH 125cm THS. EIRDHF
BITHERIOHAOND, ILLERH (SHREET)ICHBICHEDD(E. KEBEARERUVESEDER
FIZKBERTH D, KEZBEFIEE TITEFH L LMARBOEBICELY . HEBOEHFIR. %5 Kk,
TR RIS OTTE. THROVO—XRX hiREERIERNAH5NE, KEFEL2HEETICEL
LHAREMEN oL E L BT, IR EE LR RIRBEREECLIFAEEDOERNSELS. 1
BMOEBEHEEINEELRISE . HRMEMER OFRFREEDORE. EELLMEICLEL, FEXORE
BELEKEDH 90% T2REFETICHIET D, ZTEMDE RICTHEITL. 30~40% T B HH#HIEE
5. BHEFEEEILRETHY  /DNRBITERDSRIRTHLEFENTHHIN RRELHITIEENE
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BOEELGEOEFEEL. EE. THRELLIELIEAH# NS, ILRHISESH R ZDEEXH DL
BEIZIEETHS, COEFE,. REFE, @IFELNHEND,
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REWEARIIED RIZEAZEBICEIBHREREZELZLDOTIXBEFHiEH 45, KEET
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<EEESE>
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