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-BASDAI Ra7H4LLE MDD CRP AY2.0 mg/dl L E
-BASMI a7 HY5 UL E
-EHEX-P L. 2 #E L LEIZIRE (bamboo spine) A FRHBND
-REFEBRNENDOSELGRIECEREZESIREBEH XN H S
CAERENE - REED I\ NETEL AR AEIEXLH D

BB EROBREN LD EEENETC—EULICEZULENE THO CTEEAELEREFBETHIEN
WEREIZDWTIX. EEREMBOMREST 5,

(%]

1) BASDAI(Bath Ankylosing Spondylitis Disease Activity Index) 237
LLTF®D A)~F)IZDWT VAS(10em R7—)L) ICKYFHEL . U TOFHEXTEHLI-E(0~10)£7 5,
BASDAI=0.2 (A+B+C+D+0.5 (E+F))
A)IRFEDIEE
B) R OE M~ ERNE - L EMOERFEDEE
C) L2 B LIS DREET D& E - FEARDIZE
D)t =YL =Y LI=RFICRRLHERDIEE
E)EDOIHhILYDIEE
F)EAD (XY D#k#EFE (0~120 53)

2)BASMI (Bath Ankylosing Spondylitis Metrology Index)
TESDODEHAEZEEZERMEICIYRBIEL. TDEET R TEHM - R ORI B 4 LR 1% FHE T
%o

0= 15 23
A, BE3x—EEIER <15cm 15~30cm >30cm
B. EEHAIE >4cm 2~4cm <2cm
C. At EEl >70° 20~70° <20°
D, IEHAIE >10cm 5~10cm <5cm
E. NEEE BE At >120cm 70~100cm <70cm
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A, BB (D) EBHRERRICAHT, SESINVTTEA LT REIMERITE D5, BEEHKE (EORID
To[EY) DR DEEREERE S 5 (2 MRIEL, DRWADIERE T, EEDFHE om TRERT D)o

A

B. BEIIEMLEESBEEROESIEZD 10cm EDERIZHZEDIT5, HifE#R 2 DDENDE D IE B % Al
EL 10cm MDD %E cm Tid#k9 5( (Schober ERXER),

J Vv | 1w
| v |

C. BB IR FICEY . RELAEHERDI(UITELES, BEEICEIL. IODFIUEHLLSAY
DAHEEZHNET D ALRRITVWEADRRAEDFEYEE® TREHET 5.
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D. EEER (AME) EBEHREEEF T TS, B DRETORMNDIEEETOIRBMEEIZAZR TR D
RINSIEEFTOHERMOEZANES 5. TORICREM F-YEZENME Y. BLBREBEZENLEZYLEN
&, ATHRZRICAEL. EADTHEE cm TRRHET 5.

E. BEIEIZRY (A FFILRETB) . REMBIELFEREZTESLTLEIT. EEDORER (KL
Z5L) DEIDERMZRFEL cm TELET 5.
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4—7 BETHEBCHEHRHERMRE

1. =
EATHE B LI RRHEE RS BUE (Fibrodysplasia ossificans progressiva: FOP) (X, /NEREAMN O E 5 D B
OHIE. B, $HH5E DRMEABIETHICEIEL, COOICMERREE O EISE T PHRE. (A5
DAEMEETOERELELSEETHD, ARMOBUBEBEEEZHESILVIBHENH D BREIL 200
FAANZTANESN TN,

2. &R
RRBIOBENSAEEFTELEARBEEGEAZIMALEINTIVS, BMP type | DRBARTHD
ACVR1 DEEFEE(617G>A; R206H) NREATHY. BAADEEETLIOEENFERIN TS,
T4 common mutation T#H5 R206H LISV D ACVRI BIFZEEF T IEHRBEFIEHFEINTLS,
ACVRI DEBEGEFEENAKRERRICETHETHEMMEBILZIXLOHELIFERITESDENEM T+ 7
fRBASN TULVELY,

3. fEK

ANEEDFEKRTHIEMMEBILIE. ZLRHOSREHRICH T TR T 52N L R TEREMERIC
ERRCIEEZAEL., FICBROERBEMHICEAH D (TLTTITEESR)  CNHHBERYIRLELS
BEAETL. M TIERBEIET D MME. 3RE . AR TEABMHE TOERIZDOLMN S, BbiLihes (BEHE
VIEEE) PE R, REETEARNSBEY . RRISKEAETIHERLDHY., BEEEN (THETHICE
T3 %, fEBO B ACAIBICERT HMHBICHLASHEDETOBILEEL, FFRES. AOSIRIC
DHEND, SMECEBRMN A (RS OFHGE) NFRELDIIEEH D, FERLDHICIEELEE
CaRLESh TS,

EFMEBEUNDEREL T, BROBEESE GAREEIERA S BIEOEMR. MEDEH. E
EBBRRIRMONGIE, RIE. BABRTEHIELH D,

A\

4. Bk

R R TARERICHLTEMEN RSN AEE TGV, ILTT7YTEELBRIZEIE~DETTE
FACT=-0IZ, ATAAF, FERTAAREEREREF. EXRTH AT+ R —MrERRGERINHALN T
0%, L HEEENERINZEDIEAEL,

—H. ILTT7YTEFHTH=HITIE SMEERITIVELH D, 458 E. EEETIL T 7Y IEITT
W REDERBERNT (CESIMELE T OENDDTHITEET 5, HRNESILEITERETHDS
M. E T ESPEICES XNV ENDONR TS AV TILIV YRSV TILIUFRRO DA LR
2EILTTVITDRBAEAFESNTIND,
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5 Fi&

BEEEFRRIL. MBS L LBITRRITEILT D, AR PIHYT o712 Health Assessment Questionnaire H ARZE R
(JHAQ)Z FLV-HEREEZEHMETIL, 10M BN DEKR. FHEL., F4. J—FEEETEENEL, 20~3
IR TIKIRIZTLIEE THREEFEENEA. 4A0R UL TRHIFZENBELGHIEAFIBALTLVS,

AmFERICEBLTIE. BEORIEMEETICKIFREETEL, AOESEICLIFERENEST 5L
NTLSHH, 50 R LB EFEL LV HFERIN TS,

O EHOHEITHELES

1. BEH
100 AR

2. RROWE
TB(ACVRI BEIZFDEENHIBALTLSIN ., COEENEFRMERILESIERITAD= X ALIFTELIC
(ZARBASN TLVELY)

3. MEMIEEAE
R (LT T7YI Do BIEEFIHTHERIFIREINTVEINIE TURMNEL BARKAEEITER
WL THD)

4. REDOEE
DB (ETHETHY  BEEEENFERLLLITETT D)
HY (ARMIERDZEEEHY)

6. EEENLE
modified Rankin Scale(mRS) . BE X &, FRODEFNZTNOFHERT—ILEZRLT, WTFRHHILL
EERRET D,

O fA#EHT
rERYHRLECET HREME
MREREKE RREMERXZE R XIIE
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<EEEE>
Definite. Probable Zx{& &9 %,

EITIEBEERRIE R R AUE DT R 2

A ERR

1) EITHEDERMEBE (U T OB ERT)

- ALREASFEHICHUIRBIOILT 7T (R TEREMBEBO REMEEIR) ZE L. ZTDE5IEFHEUVOTHA. .
R, %7 E DEHEEHA BT 5, ILT 7T IIIME (FHLREDERITAZED) IC5IEHE N TEL
BTENSZND, ETTEMENEEYLENIELH D, ILT 7T IIBHHED L5,

- BIEZEAELCDIER & BRIANSRA. AR, BERINSERIANREM T, ZIERNEHICHHKT
%

- HERRIE. . RH. D, FEHICEIEEELCKL,

2) Bt DR - 5EHE AT OREERRY)

- ER-EREETERALGERD S,

© ERELTIE SARBEA S BE—h B EEMEEEAMENTNSIENS Y,
- EMEE. EEHE.E—PFRICRDD,

- FEEHICEHBERBENEESTHENH D,

3) DD H AR

- ETENEROLFEAAIEEFIRDBEFE U X RTEIHEBEDEKR, 8L HKE . HEEEDREEE
BB,

- BEREGLD. BiE0EHE. #i5. KLWKEREH. BEEEMRAOETREEZRHHEAHD.

B Al ZZ BT
UTDEREEERNT S,
SMEHEBIEERR 2. ETHEBERMAIE. Abright BB RERELE

CERFHNRE
1. ACVR1 BIZFNER

<EBWohTI)—>

Definite: AMSH1IEHB U LZE-LBOEAIT NEHEEZRIL. CERBI=-IT LD
Probable: ADS51) RU2) #im-LBOE T REHEBLXRRNLIZELD

Possible: AMSH1IEB L E
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<EEESE>

Omodified Rankin Scale (mRS) ., BE R &, FIROZNZNDFEMAT—ILERAWNT, VTN LU EZEXT

RET D

H Akimodified Rankin Scale (mRS) #|E&E%EE

modified Rankin Scale
FoEBRA LY
FEMRIZHH>THLRASMEES (T
BEOHDHLFEHIFITAS
BEOEE:
RELRTOFBNTRTITADDITTRHEVA BSOED
EYDZEFBIELIZITAS
hEEQRE:
FAISNDNENELEET DM, HITEINBELIZTRS

PEEMEENESE:

BT OHARHIERIZE NSV ETHD
EEDEE:
BfEY, RERE, BICNBLRFVELELT D

A

B AR ZE R E &R

BE-XE N

S

FEIRZEL o
FRICU 5. BEEMENECLLVVGEEDERERMAH SN, 4 F- AEEFITKELRL,
BYHEOIRC. BEHFOEEDIXEZLELT D,

BE-RBERASHIDNTIZET S,
HEMAGIEROMEEERN(BEXRE. PIOBIREELGE) ZVELT D,
LEMISEROMNREBERIEKEFELTLS,

BEITFRER
BREERS JFCREHMIEALLITHVNKETHD
BREERS ST ERIREH DD, FEURASITO TV
BEOEBICHIRIAVIKETHD
FIELIRIA BT O TW R OFBICHIRITH DN, BEEE
FEILTNSIKETHD

BUe A #BEREEZRALEAEGEICRINTBELEET
BN BEST. BE. BELGH DR MMLAEEIZENE
EVEELLGWMRETHD

BESIT.BE. GELAADOHR. MLEBEICEINBIESNE
ETHN, FRGNREILEELAVVRETHD
BISHEADNBELELT HRETHD
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R (R)

0. FEIEZL.

1. EEDETREDMRIEH I, tREF - BEEFITKELN,

2. FEEEDOHICEEDRUNGEDERLH S,

3. MIRAERMEEEDYFIZHS, HAVIBEEALGEDBELEHETRUNAMNELD,
4. BEROWREIHHVIEHRGBRSEBIEEFERANBE,

5. [EURB AV TGRS EEEFRANDE,

MR, JEIROBREN LR O EIEE NFES T U RIS LW E TH D0, @SR ERZ kT 5
MM RFIZONWTE, ERERONGRE T D,
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4—8 MEBEEBEZHIAXRMEAEE

O HM=

1.

4.

M=

MRIZRESHERABERFETOREBHRALAT, TOEHRLELADBEILTRERELGENH S HEH.
FICEFHCELELOTON, EHEROBLEADLTVEDEFERILRQOLEFDE)DBERMNOHKRER
BREICFGESENIEAZ, — A . FTER. AP RAICRET IEREROPICEZTDOERBLLNELIMNE
BINDENT HYETNITHVNEBERLSEITLY . WBREDRDICEYMBERA S SN ITREEET
ERT . BEICEIOTEARICHNSHICEELT, RRMICIIHRERKEES ., AEERKESTEDREE
SIEEIL., BRI EDRELLIEFLFET . COIIITHERERGERLDRERRT/MNEARAICS
EMBEMIARET DEFITE, BRELTEEGMORROZDFREEZ Y R—FTELWNVREZET S,
ZDAREELTVEPTREFEN D AT EAFREIN TS, KEERBEDH T, FHIT—RIEELTEEDHLNT
WBLDE HELEMBEORADREEFNEEICIYBBMELEZLLEREROALLTRBEREEN
SDRREEZSIEEL. ZRMICITRBROEENSEBICLERGHEESZA D, AREDBRRRE
PREICITIRERBAGLDONE 2 HAHM ., VEPTREKKRELE-BREFFIARE. RERBITREL/D
RBEORREDAEFZTEZRESELIDNALLY . £ FREVRESEDIENPFINTLD,

EEFATOEENZVELHLEELNATNDL, LWEE, ZORRAIFAREICENTESY . TOREA
EFIETATHLN . RAZETELHEBZZA LN TS,

- JER

FERFBIERD OB EFRBEFICEYEICEDLDETHRAGREBLIERZET 5. ARUEEH TR
PHEREEIRRICIYBILELERAIZECREE. MBERESISECT O DHAEELZAEZ®
MERER THAHEL DN, FRHD AT OMEEEDHELLE ITEY ZDERBICITIKRELENH
Y, Fqlz. ENEL TS, MHAITRAIMESIE 0T L FEME A RAERMLEETHLH ., SEILLD
EFREZTLLTMEEDROAEL., MAZMEICSIEEIL., 5 HMEER, FFIRKOEM, KEEE
WMEELGRENRBOONDEIGD, — A RBEDERLEHE. —RAIMIBOER. LA CEL/ NSV
R.GENELSD,

B

RARARIEIREZGLD, UAENE. BHEROBLLICHITIERBEREMNRRALYITHON TEA.
BEZHLEDHTLEI O, BEELEMICEVTITREMICIIHIBOREFREHSEREEESE T
9 Bl &ETEaM T, ZTD=O  BERIIREREZELTOMREETHY . TEHRFREE. BIPAP &
EGENNMNRBEMICEIYTONTEL  REFTHRBEEREROBLFHEEBBLESZ
VEPTR(Vertical Expandable Prosthetic Titanium Rib)%E&E DA TSRV RBFEF M ITHON
TETWS, LML, COFEFFEI—EDEMFRNIBETHY . REITHI->TEEIABRRER
UiRTHELNHD. REMICIERENZFFERT L. HEIVEEREHICH--LCATEREEMESS

32



5.

HoTLWAD, SEIZEHBLE-MBOEROBEICERELHS, —H. HhFYICRHICEELGELLER
JREGIIZREEREDOICBEX TR OB EREEFMAIREICA L2 ETRYIRLIT>REFMAREDLIT
HhTWS,

F#&

FEBICLYENKREN, BEETER TRABFOERATERTHY., BILEF TIERARICEHDE
BOFMICBTIEREEREICRVESHROUEFRGENDBEITELIIDLH D, SELTHEE
MO ECTIERITIE, MEENBDL., HREEERES(CIVIEHETRASIREICKRY . AERD. 0L
DoEANETORENSETTHEELHD. £ TRISTFREEAENLZITHIFTEDINTRESCE
MEL ERAEFETREICEESENoF=ELTH, £FICETHITHHROCHUEFTLEDREICEY
QOL D mMHANITRL THEE DUVCREEIZIZESEVESI B KR,

O BHOHFEICHELEHE

1.

BEH
10 BmUTO/NRIZELNT, K% 2000 ALLTF

. RROHE

FHGEBEFHERIBESNATOIN, REVCRRD AN X LIXEASNTELY)

MRIZBRTE

KRHEL (VEPTRE R E DRREFRF ML HAHM ., T+ ITHEILSN TG, )

READEE

DE(RBRTEIEBEREERERABILL. FRFLITHY ., RERBICIEIATIFRERELEST
%, FHARTEIFE—EDEMFHNLETHY. RRERTETRIDINR. REZEIHRE
AT

HY (FRERDDZEEESHY)

. BEESE

modified Rankin Scale(mRS) . BZE-R&. FROZNZNDFEMRT—ILEZANT. WTFhhHN3LE
EFREREST S,

O faiE#HT

[Tk 23 FEREFBERFHAREMDE (HOMRERBARER) FTXEZEREE)
MERRE EBRLFEAFHESESSLWHRE REMEL. EHERE 2K I ELH
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<FEWREE>
FiEEMORENoH-EE-NBEEEHILXRME (R)AIEE
EGZHICTAREERTREMBREEEZSHL, TROBRBIZHTIEIFEILD
CCTEYMBERLR. MBALICEETHLHMENIMBEDORE, HAHVEHM, F-EENGRELLTE
£9 %,
1. 0-2mRifh
o IfI(EM)X REETHIZEL 85 LU EHDES: (RBEHELL TH—ZITFT§E
o {EA 45 E~85 EDESH: FM 10 ELLEDETHAROONIFEF] (RENEL THLEITIL AL AVEESRL
THRIE)
o RIEMN45 EUTOES (TROFHEADBE, BELINTEZECHEFTLEL):
@D  NPPV (Noninvasive Positive Pressure Ventilation : JE2EEMIIGEIRST) AHET, FEED>5407%4
(EHIRBEOEHERE T SMBREEELNHS
v K2 EEEE TH Al rib-vertebral angle HY 90 E LI E
v ESHHTOBRENE 12 METORIBEEDS0RUT DWEHEEE

@ Ff20 EULDOBEHIRBHONTGESH
2. 2@ E~6mKiH
® DIKELIN (FIEEL) X B ETRIZEA 85 ELL EHHAEHI;
v EfE 10 EULEORIEEELIEDONDES
® {AIEAH 45 E~85 EDEHI;
v IR (FIFER)X SREETERM 10 EU EDOETHRHSN ., HD SAL A 70%LL T DHEHI
v EEREUTORAIETHNPPV AL ELES
3. 6L (10 EUT)
® DIKELIINL (B X REE TRIZ A 85 FELLEHLHAEH:
v EE 10 EULORIEBELNREDHOND
® Ty (FEfL)X REE TRIZ A 45~85 EDHEHI:
v DEKEL 6 s AU EDREMER(FTIROLEERE) TEH5 ELULEOELEAROOND

34



<EEESE>

Omodified Rankin Scale(mRS) ., BE-R&. FROZNEFNDFFMATr—ILEZBNT, WIFAhH 3L EEx

RET Do

H A fRmodified Rankin Scale (mRS) #|FEE#EE

modified Rankin Scale
FoTKEEMRAZLY
FEMRIZHH>THHLMEREF T
HEDOEHLEHIITAS
BEOEE:
REURDFBATATITRSDITTREVNS, BHDHD
EYDZEFTBILZLIZITAS
hEEDEE:
AN DNNELEET HH, HITEINBELIZITZS

FEENMNEEOEE:
HTOEERMNERICIENBIDBETHD
EEDEE:

BI-EY RERE, BICHEBLRTFYELELT S

6 ET
BARZE R

BE-XE N)

o >~ on

FEIR7EL
. BICOES. BEFEAELLVEEDERLNH S, HREE - BEEFICKELL,
BYHREOIXR®C, BERDEEDIXREZLELT D,

BE-REERMoODNBIEET S,
MEMRSEROMREEMBERE., MOBIRRBLE) ZLELET D,
EEMICIROMRBERIIKEFLTOD,

/et

SEITTRER
BREERS FCEBRALLITBVRETHD
BREERE S EBIRITH DA, FEURMASToOTLV A
FOFEBICHREELIRETHD
RAEURTADITOTO B LFHICHIRLH M. BEERF

[FBILTLHIKETHD

BU 0N #EREEZR AL GE IS NTIELEET
PNEEST. BE. BELGAOHRE. MM LUEEITENE
EBBEELEWVKRETHD

BEST. BE. BELGAO#EE. MUBEICENBESLE
ET BN, FRANREDEELAVKRETHD
BIZHEADNBELEET HRETHD,
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R (R)

0. fEMEZL,

1. MEEDETHEEDFMRIEHZIN. HeEF - BEEFITKELL,

2. FIREZD-OICEEDRYINGEDERNHS.

3. MRAERAEEEDIIFIZHS, HAVIBEALGEDBELEHETRUNNELS,
4. IBEDOWE|HHNEER TR R EEEFERANDE,

5 KBRSV EHGENTRSEMEEFEANDE,

Xk, JERORBREN FROFIEE NS T —EL RICEZY LARWE TH L0, BRERERE MG T 5 2 &N
WHRFNZOWN T, EREBROX S E T 5,
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4—9 HF+IH VI BRMAIE

1. #§}E

BFRITAH) I BEFIE thanatophoric dysplasia (£ 1967 ZE(Z Maroteaux 5/ HIILTI-EEELTHE
L=, "thanatophoric” &3 death bearing (BFEM) EEBKT X vEETH D, THFHHIIRE R I
EBEERRE) DERGERETHD, REFHEIBERFIECFOREREENRETRIET S
EDHIBAL TV D, ZDOXIRFTEN O KEEENE M (REFHALER)L . EEBOEROLGNTRLE, KR
BFOERIEDLEBEEENVO—N—FERIZEBLE2BIZHEINS, WTRICEVWTHLII B D ENE
[C&BHZMER KT, NIVIKEBELGY . EEDOEREETE KT, F-ERBEELAENELEERL. E
(T LEERAER L TH B,

2. &R
REDRRAITREFHAEERFIBELFDREARALRIZLD, 1B TE EROECFERENES
BRI ERE S, 7I/EEDE 2 (Arg248Cys, Ser249Cys, Gly370Cys, Ser371Cys, Tyr373Cys) >, #&1E
AR DT/~ DEHE (stop807Gly . stop807Arg. stop807Cys) G EZEBIEHKE T, HRAA TIL
Arg248Cys H' 1 B D9 60~T70% AN ExH B RUVT Try373Cys H20~30%ZR 5N b, TNLUNDE
ECBMOEENBE SNGVLDM, ~10%EBEFET D, 2RI DL TIEEHIT Lys650GIlu ZEEH
RHEEIh TS,

3. fEK
RIFZERALEERETDEMERD . CNIEHFIERIREICELL, BBEEIXEEERL. ATEEHRESR
LERIOMBMMNEETHD, WEBITERETINICKEFRAEAERERT , FI-IEERE R H
BREBRICLDMRKREDRELENFHTHD.

AEB(SITIRGIM R ICZOARESZRDON DI LEL B RIEDERTIEITIR 16~18 BELV>T=1TR
b AN S EBRALERIEREE TR T . IR 20 BD%END (XKIFEAERBEOBEEIA5NT, 1Tk 30 8
EMSIEEKBEEFEITENEN, CNSEDOFRERNHNIEREEL O, EIHNGERELTIEFEK
% AU FGFRS B FOERERE T AL THREZMNATRETH D, =L EEFZH TIEA
RETHNIEZWIIRET T 2. LD BRMEBDSHEICE BWHIIFHDFETHS, TITHER
RBIRD 3 RFTTAYAIL CT OEMEICKYHEEZEICHEYBEIENTEDRIITHY ., DB RHEED
BEOTEEICEAIENARETHAI NS, RIESNDBEEMNMEZ TETLD, 2FELLU N VIKEED
BENH D ENSBEGICITEETHILENH D, BEEREAKRENI LMD, HEF EBRIEZICAE
HEREEFRTESHOBRENEHORE LY OT U,

HAERSIFRREDH, FREBLITHEVRY . BRICRTTEIENE N, FREEZTo115
BICE. RPEBFELLALNRESh TOSA, S5LERAEMOBBMNARICEALTIE. £HRED S
MOIEEBRDBHDHECATHAN, BEDXIEELTIZER DR TOH A — IR TIEELNEERDA
%, MIZMER KIS EREDTFREZTLA#5N. REDRE LS,
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HERDLUN VW TIIEELEZEEDEMR. KEGEER AR DI, ATEEAEH A
HMTHD MBEDEMBICIYBIBIIZELERAT, NILE L4545, IBHLEOREREIZLIEHMLTS
YOI KBREIE. EERTEREDRERFOERETT HBNEHRTHL, FREBDEHIEEIL
KL, LY DR SFRERCHRREREVIFTREA S, HEHIERE L, ERGTEIFEUFE PHFE
ZEY O MEREIR-ND HEFSMHT. ERERIERKT H5. BEREIHBEEDEESADIE
MEIZEYAREZRL, BEKEL, £BURDERENADNS,

BHE. 2R THBEEDERNIVERATODOPSI0—/N\—FEHREEEZTRT  CNIFTRIYBEIEEEA
FYBEZEICHELTWAILICEDFMETHS. T-K BREOEROBREX1ELYIEET, EHIER
HENNEETHD, ELI1ETEI0—N—EREREZRHLIELHY . BHEICRATEGRLVT—X
Hdo

4. BEE
WANARERIIL ., EREETI.

5. ¥
HE#RT CIZRTT 2 (BESHEE) ZENZLA, MREEZTZIE. RBEAFLEALHRE
ShTuLb,

O EHOHEITHELES
1. BEH
100 AR
2. RROWE
B (FGFR3 EEFEEICKYREIET HLITHIBALTLND)
3. MEMIEEAE
RS (N ITIER)
4. REOEE
DB (B-EYTREFLFES(TELLY)
HY (—RICEEREBNAREZRE BEREEREY=2TILESH)
6. EEENLE
PHMEBEBREEREENEFLL, SMBEEZRB-TIDEIT A THRET S,

O fAEHT
BB EMREDSHETRICET IR ARARE EEERKE HIR EHEH
MR- FERERMERBOZHETRICETOIMRI HARKRE EEERKE iR FHEH
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<BMEE>

REMBECKYFFTIIAVVIBERRIE | HFELL2ROZMERTET S, ThETNDIEBIZDOLTIE
TOREHRESRT S,

A. fEIK

1) EBAZ IR O EHE

2) ERGHIZMER RKIC KSR ES
3) EXEEE (F=FHEX B KBEE)

B. HARQEMI Y IRERFT R (-85

1) i (FFICKBREELBE) REBDERLGEREFADERINER
2) BB DEHEICLDMFBERS A

3) EXRERE (FLIMMMBEKEEE) LEEZERE

4) ZRGHEAEDR T

5)AEiE (BBEDIERR

C. Bz FiE
R SEHHRO 5B K 5 284K 3 (fibroblast growth factor receptor 3 : FGFR3)BIEF D T7I/BLTELZELHHE

D. BUOHEE
RD1) E£2) DEFE Bt EBWHRERT B, F21) [EHI=T 15, 2) (LS EF (LR TILAL S
&lE. 1)E3) DAAEB L IEBWHEET B,

1) TA K IDER 1) ~3) DFRTERT L,

2) IB. HERBOEMIVIRBERFRIOEE1)~5) DT TERHLT L,

3) [C BEFREITVTAIOERNAESLSIL,

<fEER>

A. fEIR

1) ERLGUEROEREE. I SEMRET (KBS CLEBE) 1A, BESREGLH . ABROEMRITBEES
XFEFEETHD, BOEMICHLT, EMBIEERIHKE TS0, BETREBEEAFRICEED
BEEMELD,

2) ZRGHZMER RS KU MEIREE ORI ELT R, BRRAAICIIE T REICLLFEKBZENIIFLFET,
LIELIERBRRKIEZE T 5, ZTHEEERNSHREENVET, FIREEZTHEVNGE(E, FRAE
[CRYFIERETICEDIENZL
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3)EXRBEEFEEEDEKXRILICKSEDT, BEE PRI LLEMIER KLY BTEEERZE H A R4R ERMEM
(88) LhREDOTFIBLERETRT . 58 HXHE KXEEZE (relative macrocephaly) & [EEMEIZIZEEZ D X
ESFEEELEDOHVHNEEDILKTHSIH., MWEMERK . BEROREEOERLEBLHADRF
BICKYELHESRAGE . MREEBENNIKES-0. BESHEMMICKECRZLIELEZELT 5,

4)ZDHDEKRELTIEFHEREDET. KRFMAK., RERZBHLGEENH D, HEBLEMHT 20D CTHEIEHE
LY =R F(trident hand)E R T CEEH D, Tz MBICKYEEDRBREENHIRT HENELY,

B. HARQEMI Y IRERFT R (-85

IVHRBERTIIEREEDEF/ I—VDRENEETHY . LREDEXDOFRDOREIZHI=>TIL.
PHREROSELCEMDGEZERCHENHEFLSRL. EENREZDMI A ENDEATH D BH.
NoDI VY RAREGFT RO H AR (HA®RRS 28 BREOHFAERY) ITRESNERERRET D,

DR FFICKBEELEER) REFFIEFERLERZTY . LOLERREBRDEMEOEEZZEHIZFHE
THODOHEZRDFERETRIOT Y REHEHREFIRESN TLOEL, DEDDIBZREELTITHARIDE
B REEDREKXBRE Kfemur length: FLEHRIE T, 7K & 1E R 22 5B LIBF 28 8K TId 4SD LLE,
b4 28 B LARE (L 6SD LA EDEMBEAAOND, HEZRD FEFFHRICT Y RBHEHRIZEVLWTHINLDIE
THEEELSS,

F-. BAOBRMERLHY . REFDERIHIIBERBLEHAAADIFKKMAM (cupping). BEEL
K (flaring F7=[d splaying) ZRL . B & im#& L AR TR ER(spur)E72 D . TN DR RIZ K Y 3T AL & & i<
FEERBERDD 1 RTIEKREBEOEHAER CTEFEZEEZRIKXZLE R (French telephone receiver femur)
R 2ETHKBEIEKRTEBOREI 1 BLYPLPEEDILN S EHIIRHLLNEHLDHT
BETHS,

2) B DEMBICIYREBITIER R EGYNIVIRER LTS,

3)EXREELEEERMOT-OIZ, RIEENMNREL, EEPRIBIILBRAEMETH D, 2 B TIHAIEERD
BREICKYIEE B D IO—/\—EHRE R (cloverleaf skul)ZFRBHHENZUDY, ChiE 1 BTLERDBIL
NHY . F-2RTEROLGENIELHAIDT I RE2BOBEEICITIRBEOFRENMELESINDS, T2, KR
BEFLOMEICLDHMBREEIEREET HIEN B,

4) ZRTHADORFEICIVHERBRIIIE KL, AL EREG TIEIHFEEISUFRZRL., BIEEG TIEREHE
DROONAEFHFUVS, EEBRTOEHHESIRMEREOH/NMEIIZ OO DEBRNLGIEIETHLIN. &
BEDBREWNMITIEBEILILGNELH 5,

5)ARBR(BEDELK) EEBEOMRLLTEETHS. BEIFEMKTEEARICEREL. BEEE
MRS 5, BREFEEOBREZRITARTHS LEVRIFHEGERKL. AZEFKTFLELTLS,
Y EERODMBMERELEATOEF=ZRAZFLLTHRESIND,

C. BfzFRE
BEFREIEEZHELTODEENKEL,
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1)1 B . $548 RO 15 K+ = R{K 3 (fibroblast growth factor receptor 3 : FGFR3)BIZF N A EALTEIZ LY
2/BOBERPCRIEINADERDELCHIENRETHS. 7I/BRDEHE (c.742C5T = Arg248Cys,

c746C>G = Ser249Cys, c1108G>T= Gly370Cys, c1111A>T = Ser371Cys. c1118A>G = Tyr373Cys,
c1949A>T = Lys650Met) >, #RIEARV DT I /BEADEHE (c.2419T>G = stop807Gly. c2419T>C E£f=I&
c.2419T>A = stop807Arg. c.2421A>T FET=1& ¢c.2421A>C =stop807Cys. c2420G>T = stop807Leu.
c.2421A>G = stop807Trp) IREMIESN TL VD, HARATIL Arg248Cys A% 1 B DY 60~ 70%H LN
£ %< RUVT Try373Cys A% 20~30%Z RN b, TNUNDEERCBEMOEENMEHINGVDEDA, ~
10%RREFEYT D,

2)2 B 245 T FGFR3 BIZF D c.1948A>G = Lys650Glu ZEEMNHEIN TV,

NEBEGEFEEITDVWTIIFLEENBESNIAGEMEAHAHDT. AT LLFEDERIZRESNHLD
TIRGEWA, PE/BREEEZAEDLGVEGTFERCTHIERRERLFLGSHEN, IOLEGFERDRRICD
WTIEo T E®D GeneReviews® GKE NCBI D4 A b http://www.ncbi.nlm.nih.gov/D DT —ER—R)EE
DEREBEESEITT D,

A)BERETEZEEREHRERHERAZLLN. HEROFHERPANSIANRIICFETT HIEMNEL, FEALE
FEZHEDHOIFEICESLENIEN, TOERICES-ELTHRBMITHFTELGNI LD D, EFEDFH
EFEFIAFERARERTH S, MOTREMEIHAER FEEEZEL) D 1/20,000~1/50,000 F2EEFHT
Hb.
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<EEESE>
PHBEERREEEESEFLL R

©

MEEZB-TLDET N THRET D,
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4—10 BHETLIE

1. BE
BB £ 4E (Osteogenesis imperfecta) [&. EF D EIRFHEICLIZBIECETEDEEMICMA.
BRARGEEOHEHEBEREZRITEREERETHS, REHFEEFIH2~3BAIT 1 ALEhTLVS, 2010
FERDERKEEERSEETIL. Sillence (Ann N Y Acad Sci 1988) [2&5 1 B (GEEREY) , 2 B! (& EHH
BAERE), 3 B (ERETE) .4 B (hEER) CNZ T, BRBERRIE - BERREEESEG E). 20
DB, [ZHEEIN TS,

2. RE
BREAEED 0%ULEDEFTIE. HEHBOTELEATHS I AT T UDERTFEE
(COL1AT1,COLIAZ)IZEKY . BHIHAHWIEMNEENRATRIET LN TLSD, [ BO5—FUER
FICERZROLGWESLEFET . BFETNODBELTFEEN TR DOMN>TEY. FKBP10, LEPRE],
CRTAP,PPIB, SERPINH1,SERPINF1,BMP173E DEEMNREIN TS, BB R T ERBAREMNER
DLDEEFBARLEERDLDONH D,

3. fEK

BB EEDERKRBIIEBIZZETHY . EENTICICRTITIEAERBERE NS, £EITHZY
AL VEIEIR D L BRRRENDIDETH D,

BRRERKEIZEIE. BERGEOREEDERBUELEHEOERICNA. HREE. HRBEIER.
W (RFE) AL, HEE. BEREOBHBRE. DBFOERRELGETHS, PTLREMRICLLERE.
BERERICSOTFRBEEEE . #EE. DEF (KBRS, BEFICZV) OEBICLIDTENERLL
FRICELDHIENZLY,

BHESBEDT-DIEERENBET D, T-EMRBIEERARLREL . SR HE OMESICBAERL
BlEAHoNDH, EEITESIER - ABENMLETHD,

4. AEE
AEBABRENEARICKREL S TENS.
(1) N B9ARE

BHREDORDZEMELTERTF AT+ R —RFIREATOND, BIEEDBRLOALGLT E
EEOEM. BRONBE. EROEABTORELGZEDHRLBON TS NRTIHKERTART+F
—hrRFEL TSP OR— DO AHAMEFIRNIRS N Thh, 2014 EMoBARICEWTRIRER LG0T,
FREPHRATE. BADERTHRTAR—MRFINENTHY . BEBNEY . TUNSFEOERMED
TENTLVD,

(2) S\ Rl E R
BHLERICBEMAEREN. MRERICHLTEONYN. REBOERER FHhZEEMELIZERN
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5.

FTHEA. ERERICHT SBEREFMEENMTHND,
DL BF (RTFB) AT EELVINITHIRAREICHTIEHMEE, HIEITHT HH
M-S EeEe R DEFORBICEDDHEETISH T SRR - S RBUEER. BENITHhNhD,

Fi&

AR DERYEERENZEL-OFERLEMNIZK>TIESETH S, Shapiro(J Pediatr Orthop 1985)IZ
FHMETIH. HERT-HERICZH BRI HY. BRICER - EEILHLHLIFIFZLAFIFET. HER-FHFD
FHHY . MERIZENE-ERAENER 6 BINEWNTEE, HAERFETICERMNEKSITRERTIICHIE
BN HEE. 3 7D 1 KNEVNGTETE, HTRMBEICHE BT TIELASITRIESA TS, LAL. 2D
HMELBRABEREDESINHEL—AH. BADEEOKEILRAITETI SO, B—MLEFEFAIR
#THb

O EHOHEIVHELEE

1.

BEY

#9 6000 A

RIRDHE

T~BA

SRMIEEAE

REEL ARABEREITARL)

REDESE

DE(PEENSEREBETE., EBHBEILA—LHE. REODEENVLETHD,)
&HY

EEEDEE

modified Rankin Scale (mRS) . FEIRDZNENDFFHER 7 —ILERAWNT, WThANILLEERRET
%,

(BB RHEBOT HRE AT TORLNHE
FEREE KEAPAFRESRARH 2T A8 H—
AARS RS, BARMAEESR
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<EEREE>
Definite ZXR&ET D,

B R R DS RS

A ERR

1. BHEHMEER (ZEREOETEDBRERLGL)
2. REEE

3. HRME

4. W (RFE)BETE
5. #ER

6. RiEM

7. NREICEBIREHY

BREMR(BLUNMY)

1. REBDEREZHSIBINBLUER

EHREHEOHOREETSLUVER

582 B () Wormian bone (BEE B RS RICID>THONB/NSHBES A VIRDEF)
EBEH

®T

xo|
B mh

g

a » 0D
=3

THD-HDESERAE

MesstE B . Z BT BN HTOEH. 2L LD BITE
BEEE:—2SD UTOESE

WAL BRAEE LROLGWRBEDH) . RIFEDIES

RS SOTUNILLLEDETUNSLEOREFENEAZTEYIKWOEESIYVEE)
BEERT YAM BEF-I/NEEOBEICIERESHRDEEED 80%FKiH
C A2 M

LT DHREZRNT .

SRR IRIEIREF

| RFEMEFMERRE

BETART7E—EHE

SRR B R AUE

*Ehlers Danlos E{%#¥

D EEFHRE

1. COL1AI. COL1A2. IFITM5, SERPINF1. CRTAP. LEPRE1. PPIB. SERPINH1. FKBP10. SP7.
BMP1, TMEN38B, WNTI1&IFNDER
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<EBWohTI)—>

Definite: ADSHIIEE LLE+BDSL3IEH LI EZE-LCOBEANT RNERBLERINL. DEB-TLD
EJAbS

ADSHLAIER L E+B D5H4EB U EZE-L. COERIT NESHREBZRILIZDD

Probable: ADSH3IEB LU E+BMDSH2IEH LI EZFE-L. COERIT REEREZRIILEZDD
Possible: AMSHIIEE LU L +BDS62IEB U EFmf-LI=HD
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<EEERE>
Omodified Rankin Scale (mRS) . FEIRDZFNZ N D MR —ILEHWNT, WTNOAILULEFRNRET S,
A A kR modified Rankin Scale (mRS) H|FE#E=E

modified Rankin Scale
FoLEBRA LY
FEMRIZHH>THLRASMEES (T
BEOHDHLFEHIFITAS
BEOEE:
RELRTOFBNTRTITADDITTRHEVA BSOED
EYDZEFBIELIZITAS
hEEQRE:
SO BNELEET DM, HITEINBELIZTRS

PEENEEOREE:
SITOERMERICENDVLETHS
EEDEE:

SEITIRNER
BREERS JFCREHMIEALLITHVNKETHD
BREERS ST ERIREH DA, FEURASITOTLV =L
BEOEBIHIRSAVIKRETHD
FIELIFIA BT O TW R OFBICHIRITH L. BEEE
FEILTNSIKETHD

BUe A #BEREEZRALEAEGEICRINTBELEET

BN BEST. BE. BELGH DR MMLAEEIZENE
EVEELGWMRETHD

BESIT.BE. GELAADOHR. MLEBEICEINBIESNE
ETHN. FRE N REILEELAEVVRETHD
BISHEADNBELELT HRETHD

BEY, RBRE. BINELRTYELELSD

6 A

B AR ZE R E &R

R (R)

0. fEME7ZL,

1. EEDETREDFMRIEH I, tREF - BEEFITKELL,
EREZDLOICBEDBUNGE DERIHS,.

FEIRGEIRDER DI FI12755. HAWEEBZALGEDBEEFIETRUINALLS,
BROKEHLHNEER MR SEREEERAISBLE,

K[EVRH DV TR GH IR S EEEFERNLE,

S

XK7pk, SERORREN LRLO RIS T E L LIZHEY LRWE TH 508, mEERER AT 5 2 L2

MBERFIZOWTE, ERERORNG L35,
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4—11 RBEMBIE

1. BE

BB BN RERRIES REAETHERMARORRT. BT 2 HHEITTAOHE
THRET D, BUIULEBTRE X BEHSBIEES THOINEWTATAEL, FASELE
P TH 130 om, ZHETH 125 o {ECEBIL MR D=0, BE (B REE THRALHNES TS,
BREREO-ODBELLETTRAEEEZLIY, FR7 S AV ORE(CE BT HEEE
ERELSFREEECIYTHTEADELL,

2. &R

RREEF L FBIAGEE 4p16.3 (CTFFET S FGFRI (FRH SFHIARIEIE R 2 BA3) TH 5. Eintk
KXETELBAREBEHERTHHIN. 1 0% EEHREARZEICLDILDOLESN, BREAHRMNOEF
h3,EED 95%IZ FGFR3 () G380R MZEE (380 BEED VL UNTILX ZUICEBBRSNEER) %
HEDHD, FGFR3 DIEE (T, Mkas 8. REEBE. MENER (FO X F—ERAMUEED)
DI3DDWAIRFoNEN KED R ERFIREEBIHIZFET S, —A.RL FGFR3 OFOT Y
X F—ERAVIIHFET HREE (NS4K REENKERMN) TIEMBRMBAEL S, FGFR3 DT
FILIEXEREHRADEEI LINFIRICER T 50 REDIREELGHERD FGFR3 [ERBARTF
ILVEERIEMHIESNAMEEFREZETHY . RMEHMROD LA RESNANRELEELORESR
ZELREBORREE. BEROEBERBLGEZELDHEEZALON TS,

3. fEK

HERNOEREREALDLIN. BHEFGREISFENSKIILED, HEEELHITIEREGREMNBILIDLS
[Z72Y . REEOSREME/NEN, KAFREBEMHTH 130em. ZHETH 125cm THD, BBIHRDOH
BITHEBMSHDND, LR (3 HEET)ICHBITHIDE, KAFERSSLVESZEDERK
IZKBERTHD, KALEETIEIEFE O LAFRFHOEEIZKY ., ZHEBDOEMFIR. % 5 KiK. MK
. REBBRISOTTE. TROIVO—XR, PIREETFENASND, KEEL 2 HETITELSATHE
AL ELE U BIER, FFREE S FRELKHEBEREEICLLIAEEDERNSELS, FFBOE
ERAEERISE . MREMEBRCFRFRLEDORE. EELCELMBICLS, PEXOBELEL
REDH 0% T2 RETICRIET b, ZLIFEERERICIEITL. 30~40% TIREHHEEL 5, i
ERRIIBETHY. DEBISERNRIBETEILFFENTHSH. R EEBISHEEAERL, LY
BN, BIRMERRIT. THRERE. MRESERICKIBRETLEEETIIENEL, AIECEY
REDEREETC, BRE. TRELLELEA OIS, JLIRHIICEBFKZEDOBRELH LN MEEILER
THd, COEFEN. RETE WIFRELAHALND,
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NDISE;- 97 3

REMEERIIEND RKAREICLIOMRBERZELLLDTIEBMEFMZES G5, KEEETEL
MEEENETTEERCETEDREIRRETOLELD TR Y UM FRRZES IG5 BESRIZHL
TIERRBILVEVRSPRINEEZRAV-ERIERMRENE GO, BRERBEICHL T
S RIBIRRIEM (H SRR CEEMN) AL Tahhnbd.

5.F1%

BBHLEEFNFMES I AHEOEE XN RAICH2~5%DERENELD, BAFEDRE
EHLICETRTHLIEEZLN TS, RENMEADMTIEIEETHY. FHRHBILEETHDI LN
5, BHEREICHESE TRRECTREOTSAAVNEREICKITHRERNAREMICEMNT S, B4
FBHEMRERDS (BAMERERBRMREL) REERBEDORERBALBREIDORRIZE T
BFEENHEIZKDE. HITEED 6 % T 2%. 12 % T 5%. 20 mhHD 60 METODHAT 17%&EBHS
MNTEMLTEYBERRTERREHNSO TR -EHREICLLISTRENRLETIHEENSL,

OEHDHIEICHELEE
1. BEH
2[ET 6000 A (RAEHEISHETE)
2. BIROHEIE
TEH(BED 0% L EIFEEEOHBENSEFN-RAREETHD. )
3. RMLEE R E
KRG REDECABGEBEEIEGL, )

4. REIDOEE
WE(BEREREE. ERMREEEICHTIFHCRBENLETHD, )
5. A%

HY (BRNERDBERIZEDDD)
6. BEEENE
BRHEEEIEERD . modified Rankin Scale(mRS)DEE iR —ILERANT. 3L EERFZRET S,

[ B RHRE O REEICAT TOEPITR]
FEREE KBAPAFRESRARH 202 XH B—
BARS BES, BRERIEES
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<EHREE>
Definite Zx & &ET S
HEBERBEDZ AL

A FER
1. ERIERETIC R YR R ERRE DELMES R
(-3SD LITDIEF K. 1548/ 5 &<0.96 O Mk k&)
2. WERERIR (BEE AR IR EL, AIZEEI D3R . RIREBOMEM ., EEEIE HEBOD
ERRK. RO FEXTAIIZZEH) (BEF>+1SD
3. ZRF (FIeELIT=BIChiE LBIEDORIA LA SIE)

B&REMR

Bl X fRaE

1. MR (EE) EREBEAREN. REBOBRHIBALLFAETRRER (HvEVY) . KIRE
B DEME. KRB EMHBOFKRETSR . KEBEZMERSHFENEE v FR BFEIRELIVER
WHER/IEBER>11. BIEAETLTULEL O ELS IR B IE 31 E R E)

2. B (Em. AIm) [EH##SEREEROR/ME (HSREEER L4/011.0) (FLRAAICIFB L%
UV) L FEMEME(RTR A DBGEM

3. B (Em) AXBUENH/ME. BERIFEMKRTARSHALIEAR., BETKE. NEBREL
XN SRR

4. GEER(IEME. flf) SEEEOEME. EEEEMK

5. F(E@E) =XRF.EKBEKREN

C #AIZH

LUTOERBEEENT 5.

BRER (B ERRE. ERMEEREMAE. AR EEEAELGE . BRIIK. X R R T
L. BAR#EGHES, ELTFIMETI. )

D EEFHIRE
R SRS TE R F 2 5K 3 BU(FGFRI)EIEF D G380R TEF2H 5,

<gHohTI)—>

Definite: A5 3IEE +.BM>5 5 IMB L LZHE-LCOEA T REERBZRNLI-LDFIL,
Probable, Possible D55 D &i#f=Li=t®

Probable: ADS5 2 IHE LU L+ . BD56 3IBEULEEHE-LCOEANT REEBZRNLI-ED

Possible: AD>H 2IEH L E+BMD>% 2 IEH LI EZE-LCOBAT RERBERINLIZDD
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<EEESE>

LA EIHE AL RN . modified Rankin Scale(mRS)DEEM R —ILEBWNT. LU LEERZEET S,

HAfimodified Rankin Scale (mRS) |7 e

modified Rankin Scale

F o 7o JEBED RN

JEWE L& > THI L RBEEIT R

A OB DTETNIATZ 5

BEPE DR

FEAELLATOIRB 23T CTIT 2 5 U TV,
SYDEDEY O Z LI LICITX D
HRERE D

il & OB % B & T 508,
P as)

PEENLEEORE

AT R ERIZIIN BRI LETH S

LEYE- JUINIES- SN NI A e s SIS U s

H A 25 e 2 i

FEIR (R)

o~ D

Xpds, SEIROFEE S EREOEIEE /% T L LTS L WETH 205, M e B ki

FEIR7EL o

BATIIA B 722 LICAT

BEITTNER
H AR T L OIS & bIZRVRIEETH D

BT OB H 225, FIELAHT) HAT
S TN AEEEIITHIRIZRVRIEETH D
FEIELIFT > HAT » TO I AR HLIETITHIRITH 5
2, BEARITIAN LTV DRETHD

BN LB A R L7zt 22 Eii3a )
ERELT LN, BMEST, BF. B LARHOM
B, M LR SIEM B ESLEE LRVRETH D
WHAAT, BF, HEZLARROHER, o LR 2ic
B EME L T DA, it T L L
WIREETH D

WICHEDNON B B E T HRIETH D,

. EEDETLEEDMRIFH LN, HREFE - BREEFITKELL,

MFREZD-OIZEEDRUNGE DERLHD,

FFIRAER D EEER D5 (T2 5. HAWVTEBAREDBEEFHETEINNELD,
EHREDOEE|HLHN IR [MHEBEEFRANBE,

JEVRH AN ERENTRIEEERANDE,

T5 2 EBRERFICONTIE, EREREPHROGRLE TS,
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4—12 YUNERBE/T—/N\LR

1. =
PR IR REBRS, B AOMIER (i, #EFR. D) . RBEED (REREM. BRAE) . RIS . R TGS L BRI
VFEARICEBICIRL) U AEHBN BT IRETHOF O AMERETH D NE. EFE
[CZLHKAET DMNERELEEZALNTIND, FER O FELIIH L THHIN. BBIRELZRDIEEIEFE
RETHD, BABERITI—/N\LRL. BRELTTHERBONBREEZF DB ENH L=, 18
BERBLEEZON . BRATE1DOHKRBELTESZON TS, REZMICIEFRAIHRLIZU /S
ENEESNDN. ARMIID MB-1 (XFE4 CREBMEDIBIEITEN, F-EH LRBELDIVNESF
(D NERE) X Z< DB EREDEE N KON IO F R HBR LR —ATYV/N\EBEL
ZHRME-UFAR (BBFRICRS VKRB OCRBEOHEBICREERLNHLLE) THD, HHY/N
ERE/D—/N\LIKIE, VFAMRY D /REERE., I—/\L- RBIMNERE, KEBARRELFENDEL

Hb.

2. [RE
FERIEFHATH D, BREERBOHON TG,

3. fEK
FER (TR E D ZBELIICL D,

a) MK (RERIZEALNETE) . ZLOM, DK, iRz, MRBEICEY. RO, %, WIS, FEIRE.,
BB L, DIAVRF—T . DFEERIT MBEMTYIRBREE, CT TEAIMIZ) VFEAM
[CIEMBIEEL-FEEEZ ORI K., MKETE . WIZIEE. DEKERDH D, ZATHGHIT. 1
[ZINRBIEFERFERTHD,

b) BiAMR. BRBICKDIER/ORNUEN. MERERE. RERAEOZE. SHAROEEFLELEIT,
EEEMNAEL. BRBEOHEL. HNARRELEEZRITIESLHD. Bl X REEICTERED
FEFEORE. BRDOZHEEBRRELGLEERD D,

c) BEAK(BERERNICEANETE) PEEAS UM OBENERICS R EOEIRMEV D NEE(JUNE
AW RELZRDD, F-KIE. BERB DY/ GRIE, /RS, I/MRBD . MREEEE (T47
1)/—45{ETF. FDP, D-dimer L&) EBFET,

4. Ak
BAREOIFA—)LBEMIHARIBILIBRSTHhNED . 51, UFAMETHS-O. RAITEHT
Hd. MEREICR L THIREZER . MIRERTE T, MERE RN, AR E (S L TITREREZRHI . R 12
EDNRBLARET ). MEMAICE o TITMHFHRARETICELH AN NEHIN S HERE SN,
FMRELREISHLTIE. ATFAMR, /04— Dz0v o, 7OT5/0— )L, L BEE(EVTRFY)
HEDNRINDIEBBEMRIIRONS,
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5. %%

AUV EDMEREERH DEEM T RIITRTHD, FRENSERITEY . RATERESIEHES

L. @HFRFECESRERERETLEDKGNEEETEZTEZEN S ZLOEFNARBARBICESTZ
BOBETHY . BERESEHTEL,

O EHOHEICHELEIE

1.

BEH
#9100 A (IRMEERELYHTE)
FROME

FHUVNEDREEELEZONTLS

SRMIEEAE

REEL RRABEETLGL HEREDETHD)

REDESE

WHECRELGZW=O. kMG EZENBLETHD)

HY (FRTERBESN-ZWEEHY)

EEEDEE

modified Rankin Scale (MRS) . BE-XE&E. FROZTNZTNOFHERr—ILZANT. WFALALULE
ERRET B,

TAMMERE - NEFH-VONEE-VUNEEESLUEERERICOVTOREMREI
HERERE EYI)T7U0TERKERFREZEE BREHIER =MHFX
M) B RERE D £ EEFIBIEER V- A B EDMKICET 5H R

MERRE RERFRXZFREZRVENEFRESR B NEEX
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<DUNNERERE-T—/\LIRZEEE>

DONERE -J—/\LRDBEE. (DAREFRZMEEICMA T, Rk T 5D EZMEEZEBMLT
17755, BAIREBIXFRN T 5.

(DARE FF s (MEFREIV) L/ \NEAFH) DHEE
HER-ARGEDMEH DN TV NEDEREGHR - WG -KHELE . BEDEENOHIRET, BF
HIFTR . BERZHHANIREBEBBICTINERDHLHLD,
AEREBICITFHIRT T GBI ERE) . BIFARET 2. UV NEFH(JNEE) YU NEEE-I—/\A
. EHMMES (BN ERE- RO B BSLVEBERRESFE (EARNETH) NEFL
Do

e
1. MEHHINIU/NEZERT SMRFICEGIEDIBENHHKRE
Bl) FLIR MERE (1 FTRMERE) . MEPIELE
2. AGHERRMERE
B EFARIE. U/ REE. MG - BRI ENERAIRE . BIRELGE

(IDHHEE U /NEREE/T—/N\LRDEEE

TEMDDa~c)D>35b—DULDEEMEZEEL. 2) DREBEFREZDIISEEICBELET 5, RERE
ARSI, A~ DI —DULDEEMREEME:L. BRRMIIRINEEZE TEETESHRICR
Y. ZHRTREE T B,

(WEEMR

a) BRELLLIHENBEELLIIRELEICER (EHFBITEIYSD)
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K55 ERFHELT FTEBRETIR 2w
(10-40%)
OHFRERO-5%, | BEBAEH B A 7 S ER(10-40%)
HOIFE
MEENEO - EE
B OB 5 KR %&E * | mmoxk s
1=
BENA~DMEE
S5 ) & ZL O
INEEOFA RIRORE
Ham ELER e o et
HiGERERG | B IS Rt 1 e
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&2 CDA LEBAZET HER
SEXMER
H5t37
RRENEJTOEVIE
BRI IR I EBRGE
EIEVEEFF—E¥ R8I
SR BHENBIEIRS
HBXMER
E43I2 B12 RZE
ERRZIE
BRZHEM
EHERM IR
BEEE
S4EEEY B MR
BEFRMEM
INILAR B19 DA JL R &L
AIDS
%37
FFix
nESFIRE%
B iER

¥)CDA DT/ ELGHIEZHE I, — R TREL T . FROPRZHEZEERLLE THELRITR
EESNBHRNETH D, FIAFEFRNRMER - NAERTEIEREERTEES DRERRZE (LS
IWEA—)ERELTWSDTERAAETH D,
2% URL http://www.jspho.jp/disease_committee/aa_mds.html
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<EEESE>
Staged LLEZRRET B, =12 L. EMEEZITOTLWTAEIT AEVRE 10g/dl LLEDFEFIRRN &
ERP

stage 1 B EMBEETOLEVTAE/OEVIRE 10 g/dl LIE

stage 2 HEHIE EMFEETDLEVTAEIOEVERE 71~10 g/dl
stage 3 OVEE EWEREETOTCLWTIAES/DOEVEE 7 g/dl Lt
stage 4 F IE EMEEETO>TLWTAESOEVEE 7 g/dl Xin
stage 5 EHEE EMBEEBLVEBEZETOTAEI/OEVEE 7 g/dl k&

X B, JEROBREN O EEESHESE T EL EICEY LWnWETH L0, BfEiERL2 kG5 2 &R
MR ONWTIX, EREERORNSRET D,
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4—20 BRMEBTMRFRE

1. BE
FEFREBIERMEREREENSMANKOZRS LIV EFHAFEROERZIFEETIERFETH
Y, BRIEIZHTHD, RFRBOBEDBELTRE ERXEEEXEIZD TN, BREILEERKRE
BMLRMEEEEICRS SN,

2. [RA
BRUEEUEFRFRBSHRELRETESRVREREE ARERBEE I HIRFERICHESND. BRI
(FRORRAE ., KERM) /B AR B N\BLEDV U ARES. BCRERE. EHE. BIRE
B IAILABREE . ABO TE S RIEE M MEBELE N H D,

3. fER
RADIGE ., FRFRBEZSH N -FATRICEENEMTHACENZL, BEERTEMIZHESS
BBER BiF. HFLEETHD,

4. Ak
RHEMBEFHIRESLIUEHREICKYRFRBLZEHINS BRI LEGVO LMD ERIZE
B35, AN EETCAEEFICKEERLZLTVWAEEITEFNIRAMEE BT D, RFBRBLZHL
THoH1y ARORBERETL. TOHMICRRZEZETI. RFRELZHLTHS1HALEBL
THEMABARABERE T M OEBEBEDARBRETOCTLANNRELLZWMEEIZIE. REMHIZEDME
AEEET 5. FASNIRENHEGEIBTRERTOAR, D9ORKR) Y IO RRI7ZIRBEETHD,
REIMFEED BEZL R MBS MIKFORBETHD,

5. %t
BRI EMEZRAEMEIICLIEZABICINE, HFREFRFKBOFH 10 FEFEL 95%. i
IRIERSERFIREDOTAEFIAR P REITE 12 £, KEH 2/ \ERAMBIZHESKRFEREDOF A 10
FHEFRIL 86%THS, THRRIIELELEBBRIAETHS,
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O EHOHEITHELES

1. BEH
FEMABERESE 03 A/100 A

2. RROWE
THFEEANXLELT BEFEE. VMR BEEEH O N\ERHIVITFEMKICLSE
CREBFLRENHEESNATIND, )

3. MEMIEEAE
REESL (RA TR A A (TREIL SN TLVELY, )

4. REOEE
DB CAERZDHICE VD TIXERHFERIEOHRED . SAERTISHIZH O TITFRMIKEMm A W E)

5. PR
HY (ARIIERDZEEEHY)

6. EEENLE
BeAEMANMEEMOEEENFEERA T Stage3 LIEEXRRET D, =1L, EMEEFT-
TWTAESJOEVEE 10g/dl UEDEIERENET B,

O fA#EHT

BAMBRFS
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<BMEE>
RRMERRERFERBODMTAZE

EKRAMRELT.BMEZTDERZZEDD, FREEHOHMBERIZRHLTWN, ERXEEELT
Diamond-Blackfan BMM&HY . LIXLIERERRIELARTRZRDS, EREREIIT R TOEEHICHIE
35,

2)LLTOREMRZLTEDD,

(1) MAPANETAEVEE 100g/dL RiFDE M
(2) @I MLEK AN 1 %Ki

(3) BRETRFERHY5 %Ki

3) EMKRBICLDIGEERE. ULTOREFRRIIRAELTEETHS,
(1) BIMEREL
(2) f/MRE

4)1) ~3) O THRFHKBLEZHL . RELHUMRE - BEARICE O TERMRFRBL S UVHRAEMERSF
REBERNT B
(1) %K 14 (Diamond—Blackfan M%&) &4 T=5,
(DK ELESREAICIEIB MO RERHEL)
(2) EFIM %R TES (T RARIFUEE| Jz=b > THFA TV AVZTOREE),
(8) A IV RBELAE (ER/NILARI A LR B19, HIV iR ERE) ERRHITED,
(4) MERIEZ RN TED,
(5) BHEER BUEIREE - B REZERRI TED,
(6) U I\RER (B /A IRK. BV /EGE) EZBRNTES,
() D BEHEEEE RN TES,
B)YBRAE-IIFHEREBLERNTES,
(9) BEIREBRNTED,
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<EEESE>

Staged LIEZE®RF ET B, =1L, EYMEREZTHOTLWTAES OEVEE 10g/dl U EDE L
g0éET B,

stage 1 B I EMBEEIDLEVTAESIAEVRE 10 g/dl LIE
stage 2 HEHE EMBEEZTHHEWTAES OEVEE 1~10 g/dl

T Tstage 3 OOEE  EMRAEAoCLCATSOCUEE Ted ME
stage 4 E I EMBEETO>TLWTAESIREVERE 7 g/dl X
stage 5 REE EMBEEL L VBEZT>TAEIOEVREE 7 g/dl ki
stageb REE EMREZTOTLWTAES OEVEE 1g/dl XEMNDEBE|C & EBES
DN

et

MR, JEROBEN O BEEESHEE T EUEICEY LRWETH LN, SfRERA T 5 2 &N
MBERFNZOWTIE, ERERORSRET B,
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4—21 FAT7EVR-TSysI77 08N

1. WME
FMIKEMDAINEEZFINDIAEREDEMFREETHD, BHEIFMERRMIEDAHERFL . FRAE MM
TIIWAFRMERA DL, RKEKEERZHEBMEET 5, FEAEN I RIAICREL. HFEHIELDF
BORBEELAAONDS, EREEDEHLALOND,

2. [RE
DRV —LOBEEREN, BME5IERITHDHEAN=XLTHAHEEZON T S, GATAI BZEH
FOEGFEEUMNME. CRETRONOTWBTATEVR- TSV 77 AMDIRRA LG HELFE
BRI ARTIRY—LEVNVBIEFDERTH D AR TEPFRUIRY—LAVNIEEFOERE
AEESN TS,

3. fER
HERGMSEEBARABTREINAZENZ I RETIZINHARIET 5, BIMDERELTIX, BN,
FiZ. HFEL. FEFE.BENDD, H50%FBLOFHCEEREEHT S,
4. BEE

WMERTOARFENBEARTH S BFRIERHITIE, REBRBEDEICHLH D,

5. %t
EMPERII—BUICBIFTHID ., ATAMREES KUVHMIKTFEFHH 40% T DFEELTHEY. Z
DEMERBLUAHENT=OIZ, REICh-ViNFESIh, £EFDEELTEWEEZLW, -, 7700z
BIM&YBEEFIEND, BEREZEHFLOTL,
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O EHOHEICHELEIE

1.

BEY

#7200 A

RIRDHE

TR (REEGFORIEIZWD=0HBLMERNEFET D)
MRMERERAE

REEIL (RTOARREHESH HUVIKRFEREG 12X 9 DI E T RFEL)
REDEE

WE

HY (ARIMERDZHEESHY)

EEEDEE

Stage 2 LI EEXRET B,

O fA#EHT
NEEMEMORERR & ZHEDHEILIZET SR
MRARE AKX FREFREFAER HiR FBRHA
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<EEEE>
Definite. Probable Zx{& &9 %,

B MOREMRAESNEDHICET AMRIMER D MESE

A BDHTEEE

1. 1 FRERETHD.

2. REKMAEM(HAHVTEKMERM) THD 2 RO MBKFDEEBHLEL,
3. WRFMIKEDZERHD,

4. FREBRAIEMROBREFIERRERTREZRT 5,

BEMEXIFTHHE

RXFHEE

1. BENAATEVR- TSV I77 0 BMICRON-ERFERZET S,

2. REREET 5,

INK R

1. FMIKTT/O0TT7IF—EE M (eADA) EBTEI S ILAF AL (eGSH) D EE
HHEMSTATEUR TSV T7 BMICH LN ERFHREET D, (K1)
HbF D EH,

fth D SR B RER S AEIEEE D FEHLARLY,

Rl

C A2 M

UTDHREZRNT .

Transient erythroblastopenia of childhood (TEC) . e RMEAIEAREE, 1T UN\I - FATEUREIREE.
SEXRMEBEERME /MR, E7 YRS

D ELFMIEE

1. BIEFOER

RPS7, RPS10, RPS17, RPS19, RPS24, RPS26, RPS27, RPS29, RPL5, RPL11, RPL26, RPL27,
RPL35A, GATA1

<gWHohTI—>

Definite: A 4 IBEZ I RNTHE=7,

Probable: DM5QDWNTFhhEiET-9 .
D ADSH3EE +BDI>H 12D KRH BT 2D/ HE %
@ ADSH2IEBE+BDIE20NDKHBLNEZDD/NIIFHHE
@ 2DDARZIFHHE

109



1. Diamond-Blackfan BMI-# 5+ 5 &6

ERED. EEE. AE

£

B. WK
iy - i

Z Dt
ZRED

AR
HER
BES&

mERFEEE. OEXR. S0FE. /NEE. /NFE. /NEE. BEA.
RIRAE KR, RETELGE
BERHBZE. EEBE. BiEERAR, FIEBER. GEE.
EEDRRE

BEXE., BEE. BERA

DERRRE. DERRRE. XBIRER. |#03H

B, RIKWR
FERMERAE. MR, TXEORAE

FEES
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<EEEDE>
Stage2 LILZEXHET B,
*x2 EEESECER 26 FEMER)

stage 1 B8 BMMIEKFEE TEMEEZVLE L LN
stage 2 OO E BMMIEKFELEMN, X704 FLUAOEMEEIZZEVEELT S
stage 3 hEE AT 04 F&EFEHN
stage 4 ' fE EHMGKROBREMENEELT S
1 EYEEEF, ATOA4 FOMYA4 o 0RRY Ui EEET,
A2 RT0OA4 MMREMEIE. AEJOEVEES 0 ~10.0 g/dl 2#F 3 5DICXTRA K
DEBHLINMIEBRIRENVELRLEEFIET,
3

EHRGHRMBR@ME X, NETAEVRE 8.0 g/dl ZHFFS 5022~ 8AENH
mMABREGEEEET,

ek, JEROBEN FROBEEESFECT—EL EICEY LW E TH LD, R ERE T 5
ZERRERFIZONWTX, EREROMRLET D,
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4—22 Jyp a=—8Ml

1. @E
FEAOMESBEFSSRIC. 1) ETHEAMKELD. 2) BHERREFEECHMBE~DBIT. 3) BAFFT
. ERAADEHERITEDOHIMRBREETHD,

2. [R&A
DNA DEEIZEC 16 D77 A—EMEFEGEFNCNETIZRATEEINTIVS, 1 DERVLTELAK
LHEDBERREESLD, HHEOHEEITASH TIHEL, K TIEH 10%IEEFOEENRESINT

L5,

3. fER
REODBRLE. BFRTFE. BEESE. HEEESEEZEIN. TORBEIIZHTHD, /NREAIZHEST
HORMEREHDEEREL. EEPMISHEARBICA T CEREMBREERE CAKEHEANRTA~DRE
TIDHLNBEZENEL RABICEREESLE DRE)AIIEMT S,

4. BEE
EMALE, EMBESICHLTILEMMEBENE—AEFHHEFTELRABETHD BRINADIEE
FETREETHY . FHEENTRELS, BRFHIINBRBFHEETT 5.

5. %t
10BETIZ80%LLE A0 BETIZCION LU LENDEE . BAETBEEMARIET 5, BEEHNSHRALA
[T TEHERMBERBELCAMBHEAMBADBITHAADNEIENEL, 20 HEHBADHEEREE
HBEDREIRAINEMLFERRTHD,
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O EHOHEIHELEE
1. BEH
#9200 A
2. FFHOHE
TREA(EFE-=RBAR R )
3. MEMLAEAE
KHE (GEMA L., ElESES IR LTILiEmMmaisiE. )
4. REDOES
WE
5. BHiE%E
HY (FRIHEROBIHEESY)
6. EREENE
BATBMEAMCELTIEREBEEFTRERANOEEESELAT, Stage2l LEHRET S,

O 1EHIEHT
[DJ7oa=81mn)
MERERE REBRFEFHEBRZCHRFZRMEBEBELEERE £85I XHELE

113



<TWREAE>
Fanconi B IMMD 2T E#E
A ERR
1. AmEKELD
ER o7 a—EmMEHFOMBKFEDEEICEL, LTOREOVWT AN ERDD,
B:ANESOEY 10g/dl K
SFHRERE 1,000/ 1 | K
fn/viR: 100,000/ | K5
2. KIEOBRLE
3. BiAEH: AoHhDEETHRIIHBORIZHADNEH, BHTHD.
LBk BIEsOXIE-EEL. SIEE. EFT-REORXRIE
Th: DFEEEE.MHEOEE. REERRE
BA&FR: /NEEEE. /NEERE. Z B, BIBE. MEOER - K8
HR: B UBEEETLE. FREAL, RETH., MEE
MR ERTLE. NATE. AREE
AR: /DERERK, B4R, LR, BENEE
E: #5E NEEFAH. MEEE FHEOEE
B B, RIE. BEEE. KEIE
HIEE: RERME. +"15EHHE, Hil. REREE
D BIRERT. DEFRRREBEFELOLERELFRE
4. BEHR: FHLULEFERBELSHFRERD—2SD LLTTHS,
5. MRERETRS

BREMR
1. REAERTREM (RBEARRSE) ZRL. I/ CIRED DNA SHEERBEFITNEZY &, FEK
DR DBROSOT MBS EFH DB ERBANEESND,

C A2 M

LT DHREZRNT .

SEXRMEMAIETLSE . Schwachman-Diamond SE{EEE, E7 VU AEIREE . B R MR . EMM ELRIEEEI X
FRE. TIV— LREIREE . TAS—AUIEIREE

D ELFMIEE

1. J7V—BMERFOEE (FEF AT DNA DEBERIZELUTO 16 D77 1= BN BT EGFHRES
nTL3)

FANCA, FANCB, FANCC, FANCD1 (BRCAZ2), FANCD2, FANCE, FANCF, FANCG, FANCI, FANCJ (BRIP1),

FANCL, FANCM, FANCN (PALB2), FANCO (RAD51C), FANCP (SLX4), FANCQ (ERCC4)
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<gEohTIV—>

BEHG: UTOWT I EEL-THEEERES LT S,

(1)BECEM-L.AD 1 EEULE®-TBE,

(2)AD 1 IEH LI EZ#ET-L, FANCB %R D OWL\T M EREERESATIEHA. H5LNE FANCB DIHFEILE
HTATOREREZIERASIN-GE,
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<EEESE>

BAFRRMEAMICEALTERRUEBATRMEEMOEEE S EEZALVTEHEL. Stage2 Ll EEXMRET B,

stage 1

stage 2

stage 3

stage 4

stage 5

B fE  TFatkst
hEE LUTO2EBULEZE#-T
MIRMmBR 60,000/ 1| K
sF R EK 1,000/ | K i
m/MR - 50,000/ i | K
PPEE UTO2EEUEERELL. EHNGROEENELELT D
MIRMBR 60,000/ 1| K
bF R EK 1,000/ ¢ | K i
m/MR - 50,000/ i | K

E fE UTD2HB U LEZ#T-F
HFRIMER 20,000/ 1| Kk
bF e EK 500/ i | ki
m/MR - 20,000/ i | K

= EfE Bk 200/ p | REGICHNZ T, L TFD1IEB U EZET-F
HARMmER 20,000/ 1| K
/MR 20,000/ | ki

KB, SEROBREN FEOBEIEESIESE T EL LY LARAWETH L), BRERZNET 5 Z &0
MBERFIZOWTE, ERERORNG L35,
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4—23 EiMHKIFHREF M

1. BE
FHICHE LT, BORBEBEICIRKICEAME L= FRFER RIRFFEK) OBREZRHHEEMEEBMT
Hb. BEHERBEREICRERINIBRUERFEREEME DEANEZDLELT 5, AFBITEWLTIER
MERIZETDNLEBRDNEBRRTHSIFMBRBE T I/ LI VHBERBREROEZRICKYRIET S
BINIFEALETHD, COGEFXEBAREEEDERHERZ LY. BRICOAHKET S,

2. [FE
FRIMERIZE (T HEHKH - NAGRITHDD L BEEFOREICIYEKOFANEETSL, T haY
FUTICEHNLE LRET 5. CNhETITERDOEROEGFEENABRESN TS,

3. fEK
F-5ERE. EREFR. BUh, BiE. HFL., ZEFE. BREEEOEAMERTHD, RE
BIRFONROEKUNDOHEOKEEEZ -0 3156, MBER. HER. FES. EEkEE
ELREDEFEREFHESI LN DD, BFAEST - HOLEEICKYBBRELZESHLLT. 20
HmE. D - B - RO MR EDHEREENZEO LN S,

4. BEE
FRMBRE 7 I/ LI VBEARBEDER(ICLD X EHEEKFHREANDIE ST, AEZEDMHEE
ZTHHAERI VB DIREICKY ., FHULDEF TEMDORENZEDO 5NBEH, ThHNDEEIC
X3 BAEEE AL, HEMNICIIES TEMBMEBENTHONTINS,

5. %
E2IUBAEMTHVWEEERESEX,. RBICHE-VELANVELLS-H., FTRIIFBRTHS,
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O EHOHEITHELES

1. BEH
100 AR

2. RROWE
FH(RREGFHLRIEINTLSLDEHD)

3. MEMIEEAE
REEIL(RHICH-VE@nABELLD)

4. REOEE
WE

5. PR
HY (ARIMEROZEELEHY)

6. EEENLE
Stage3 ULEZXMHRET B, =L, EMEEFTOTLWTAES OE VEE 10g/dl U EDHE (T
gnLT 5,

O fA#EHT
NEEMEMORERR & ZHEDHEILIZET SR
HRIEE RAXKZEFZRVRE &R RESH
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<EEEE>
Definite. Probable Zx{& &9 %,
BRMEMOREREESHEDHIICET 2R MDZIrELE

A ERR

. B (Bt Ho<13g/dl, & Hb<12g/dl)
2. MR -FEEIR (— B D EE)

3. BN MEE (—EHDEE)

4. FEE(—HDOEE)

5. IDEREREE (—HDEE)

—

BREMR

1. &1 (B Ho<13g/dl, & Hb<12g/dl)

2. BREICTERSFERD HIR (15%LL E)

3. MFHND LR .UBC DET. MEFEI=)FUDLER

C B RIE2 1
UTDEREEERNT S,
EHERREEREE, ZRMSFERMEA M (R, 7ILa—ILHELRE) DO ERERM (Y5EI74HE)

D EEFHMBRE
1. EEFDEE

ALAS2, SLC25A38, PUS1, ABCB7. GLRX5, SLC19A2, PUS1, Sk k)7 DNA

Definite: B M3IEHZZTiHEIL.D DWITIHIDEEEZRHBIEE
Probable: /NBHAIZHAEL.B DIEHZETiEl-L.C DERNTIEREEZRINL. REEEXET 556
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<EEESE>
Staged LLEZRRET B, =12 L. EMEEZITOTLWTAEIT AEVRE 10g/dl LLEDFEFIRRN &
ERP

stage 1 8B EMEEEITHOHEVTAESI OEVEE 10 g/dl KL
stage 2 HFE EMEEETHOHEVTAESOEVEE 1~10 g/dl

stage 3 OVEE EWEEETOTCLWTIAES/DEVEE 7 g/dl Lt
stage 4 F I EMBREZTOTLWTAEIREVEE T g/dl Rl

I
R

X

X

KB, JEROBREN L0 BEIEESIESE T EL LY LARAWETH LN, BREREZGET 5 Z &0
MBERFIZOWTE, ERERORNGE L35,
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A—24 ITTRBAJEEER

1. WME
ITRRANEEEE L. MYHY BIEFOEREICKSAXREEEZRFEDVED T, BERM/MREM/NMRE
D BERIER BT AR, ETHEBT X (BIRAIKAELE) . BREMHH#HIE, ANEFEVLSER2ERENE
GEETHD,

2. BH
MYH9 BIEF (22q13.1) DATOESM LT EICKYRET S,

3. fER
BEOHMARK, ETHEDRRABTRESTHOREHH#EE, BRNEXFENIZABND,

4. BEE
SEEETHS, EELHMOFMICIIM/NMrREMEEET S, BRICETUoXA TV U HENER
THHIN . TDORIEZECETHIETESIMNILUFABATH S, BRITOVWTIILKYVEDLEYEIS . F
ENLEEND, #FECHLTIEIATIREDEEGLHS,

5. %t
M/MRBDITEBERETHAH ., BHEEES (BAKARBKAELE) (LETHETHY . ZEHLEICHEI
FTEHIENHE-O TR BBENALETHD, MYH) BEFEEIAIEEHEEEDOEREECIX
BASMZIZITARE N H S,
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O EHOHEIVELEHE
1. BEH
#9200 &
2. RROWE
fRBE A (MYH BIzFDEEIZKD)
3. MEMIEEAE
REEL GHEBEDH  ToXATUOLV 2 REERE)
4. REOEE
DHE (MEBEDHTHD=0)
HY
6. EEENLE
/MR TP DEAEE/TEE T Stage T LA L BRIISEHIEL L, B CKD EEESEE—HT
YTDNRDEBRDOVNT I EB-THEEERARET .

O fA#EHT
M&-REBFROAD - A KRBT SRE IR (H24- A F-—A-041)
HRARE AFAXFREREFARMARRBENEHNZDE &R HE—N
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<FBREE>

A ERR

1. BEXRIL/MR M /MR AE
2. ETHEESE (FSGS)
3. RAEMEIEE

4. HARE

I BEXRM/MMRIEIVNMRGEAEIFE THSEOHLNEH. 2, 3 [TEILTIE 5 MLUBRICRKAET 5.
BREMR
1. REMZBHFFEARLEE (myosin IA EH)
2. EEFHETMYH EEF)

R EMER Epstein fEIEEE MYHOE{EF RI02ZE S ZTE
5 5F Epstein fEIZEE MYHOEBIGZF RI165ERER . DI424 ER E184IKER . ITVVV U ZEE

<zZWoAHTI)—>
Definite: AD 1. RUB®D 2 BB 2 THf-31M
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<EEESE>

M/MREDIE TP DEFEE ST Stage I LI L, BEISEHEL E, BIld CKD EEESFEE—FTY TN

FROBAONT WM EB-TIEEEARET S

(I/vi)
BREL/NMURDEEBREEERSE
e K E K
/MR $R , "
' E K BZ T H #h R H ifn 2 EfEH M
(x10%u 2)
5= <10 I I il 1\
2= <5 I I v \'
<2 Il 1\ v \'
*1 R fkHmn, £58. BEKH M
*x2 FRERHIM: sAMM, SHM, T, fifR. BRESHE
*3 EEHM:-AHEENTBROHIME MPEAEHELERMGE
BE
0 IE% 25dB X
1 BEHIE 25dB LIE40dB ki#
2 thZEEH#EE 40dB M E70dB ki
3 SEHEE 70dB LI E90dB ki
4 EEHEE 90dB UL

$¢500 Hz, 1000 Hz, 2000Hz D FHET, BICZAHABRWE (REEH) OETH M
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CKD EffEHFEE—rT v

ZHRESR AT A2 A3
REHEE
/B E¥ |BEEAR | SEEOR
FRER/Cr kb
(g/9Cr)
0.15%#& |0.15~0.49 | 0.50 LIt
61 2R 20 | 7 & | AL
ERFEEEIE NP
N G2 EET 60~89 % " ALY
msa | G = TEE sl @ | ALLU ]| &
/1.73 m) = e
Gap | TEE~EER 40 gl Lol kR i
BEF ~
G4 |EWEET 15~29 i i i
RKAEFRL
& | (Eskn) <19 7R 7R 7

XRB., JEROBREN O EEESHESE T EL EICEY LAWETH L0, BfERA kT2 2 &R
MR ONWTIX, ERERERORNSRET D,
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4—25 #XMEECREMEHIRE XI1/13

1. =
BRXMBECREMHEN(IMR)K X/13 (&, MABRFELEEN-OICBHELZIINIBED—DTHDE
EZE X/13 AFMN, EFENDETIILEVGEGRTIHLGEIVERTELLDLUGSH-0 . Ix 1k HH0E M) -
HOMODEFY (M)A FLAE>THEICENOTAY, BARICHANEEVMTIERAGLE TSR ENV M
3 HmRTHD.

2. [BR
B 5 05 ESE X/13 RFIZHEUA<RARE IR IMESN TE XII/13 AFAENEEIIE(AE
EA4—).F XII/13 AFEFOBECMENEARLEED (REEESER) ATEIZKBRESNDE=OIZE
Xl/13 EFAKRHONEHIEN, HIMDRERELDIGEENZLEHRIINS, @, BESHELTEEMIE
TEHTHS,

3. fEK
MOEFEZESEFANS—RATREPT., aPTTHEQRERROEEHEYERETIEELDIZEHES
F.RALMNT S, AOKSH VIR THIHA-KEDOEONZNH . FEOEDEHLICTEHMT S
AIREMENH D, RICKEITHIT 2O TREMICKY, PaviREERITIEEH D,
HlT AR > THRRTERNEDLI->TRIS(EHE) TSN DH D HFICEZSTBEENOEH
TR RIC, DECHAHIMENOHEMTEBERRICEVETEZEIL. BHNEL5i5681
Hb.

4. BEE
H % 1k 5= IZEMESE XI/13BAFRAEZ TN T EENBETH S, f-F2L. 2. REIIZEL-B
CHARICE DI VEEF—OREEESRBRETTENHDHD T, SEFLAE XI/13 AFHAELRGM L
1518, FNEFTTHMZIEH DI LT, LI=A> T, I5ITRIEFTFTHSE(GRENFHIZ)ZE5L
THERRZESEEVKSICTIRENDH D,

5. %t
HMIEZICRENBOWTHEEZEHINAHA1E), AMHICHMETHH 1815, ERIZHIYE
ELTHMIET 2HH1E BELTEHEESPOEANNH 2 2, BERI1EREBETEERDPOES
2 2, EREDOEHHIK 3IEITHD,

126



O EHOHEICHELEIE

1.

BEY

100 AR

RIRDHE
TH(BCREEBSEBOBRENHESNINEIHAIN TLVEL, )
MRMERERAE

REEL GHERECRENFIZFEZANSS+ITHEILSNTULVELY, )
REDEE

PLEGRBET . ERLBRERYIRT,)

DA

HY (ARIHERDZMEEHY)

EEEDEE
BE1ERICEEHOF1RUEEILFIZEERNEL. HRET D,

O fA#EHT
MR s (RERA) HERXIEREREEDORSHZRIEH DM
MRARE WRXZFEFH - &% - —EHET
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<EEEE>
Definite. Probable Zx{& &9 %,

BREBECOREMHME XU/13(AHXIL/13) DSk R #

UTOIEBIZESETHMERIT. 1 FXII/13-A T 1y MMiik, 1t FXII/13-B Y7 2 =whnalk, FXII/13
AUEER—ERET 5,
FITEEEICHBVD TR FKEL - Ak
FERM/BIBME FXI/13 RZIEDRIREHEL
HKITBED LM AR (FHAOMEE) (CRAFRL-H MEK DB EEA
gEZRE L M/NMRELGE QBRI S HEN
BEL, FXII/13 [T H/\TA—2—DEE GBEEHE. IREN 505U T) B H S

ORI H
UTDEREEERNT S,
BIEE FXII/13 RZHE, BN =R FXI/13 RZ4E. BRMEMAER A, BXM von Willebrand fEIRE &

OzWnAhTI)—

Definite :

1 FXI/13-A BT A=K, 31 FXU/13-B 40 A=y bAUARD ST + 8 RI Z W AN el g1 D
MEEMBTVEZTREZEPTIVIYRAAZREIZEDIEEMFELORERSHER(TECT2EMMER)
15 E DRERIRE TR 4]

Probable:
FXII/13 4/ EEA—G 1+ BRI Al gEEH D
(A L/FOYREELISA. A L/VATNELGREDREZHIBRETEY)

<sE>
A ERR
AHXII/13 DEERAEIR X, SHEMED KIS -HEHOASBEEDARERNHEMIZESETTEE THS. EH
(&, ZHEEHTHRECREEE BIZIL, EFHERE X1/13 AFFXI/13]ITET 50 E 2 HhE, &
HIEDAE, FXI/13-A T 1=wh, FXII/13-B HJ 1=y EEEDECRARICLIIBRETESR)ER
LT, BRALEEEDHMARERARKET S.
ERRERLZLENFES/FHEEIUEELLZTESOHMEHEZE 2010 £k (Bleeding Assessment Tool
ver.2010) D X O7GRELHME MR (&, AHXI/ 13 EBIZHFEHLERLI-L LGS HRGHMAERDIEHEEBD
BEHNGEHECERTHAS. -, EEENBIRABICHELT, EEMZRRILNLSICEHEINET
H5.
FEGIDFEITIFHR AEHERESNTLEY, 2O TERKEDREEERT H2ThHS.
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BREMR

(1) — R EERE

HMEER - FAEDEFITIXEELED, BBRERBIZI>TIERLTVSIEAHS.

PT £ aPTT - JAEDEHFITIEEERLD, £TTHIHMICLEIEIMELERERIZL>TIEIERLTLSIE
nHsb.

M/MRE - FREDEHRITIEIEELED, 179 2HMICKERMEBOEBEREBIZI>TILF AL TNSIEN
H5.

Q) HFENRERE

FXINI/13 &M, FXI/13HRE - 8%, MELHETLTLS. f1ZL, —EBDEHI, FIZIE, $u FXI/13-B 4
Ja=vyrBCHENRERDIEG TIE, FESAETOREL FXI/13 REICKSAEICL>THELLEEE
2D IENHD. FXI/13 BIHD B EDET (X AHXII/13 280, thDEH D EERFDIERTEE-T
BE~PEECETIL5EILDIC, EEDHEETLEICLSIZRME FXI/13 RZFETHHIZEMNSL.
FXI/13 LB - 1 FXI/13-A T 1=vrEERENRRDFRE DEF TIFETLTLSA,
FXII/13-B 7 1=y rBERENREDIEF TIIEETHS.

FXII/13-A HJ 1=k, FXII/13-B YT 1=wk, FXII/13-AB, HIRE - 1 FXII/13 BEHRAD 21T /4
RIZEST, BRAGREEFTETLTLS.

(3) FEE ZHTHIRE

FXII/13 AV EEA—DREEMIRE - ChIETIVEURAAELT U EZTREZEGEEZAWZESREIAT
EhESh A, lFED FXI/135E L OFEMR FXIN/13(FXI/13a) DEERFUEREIT 2HMEDHERET
50T, FBRMNBETHD. FXI/13AUEER—ERHTEHRD)—=U 7 RELTIE, EFID MEEEREE R
DMMFEZAN 11 REREHBRS —RMTHS. 5 REFFESHERL, FXIV13ETATAUEES—E T
HEINEFRZEITHINERFNTHDICERTHS. FVII/8 £ EEZ—O Bethesda BT D K32, fEH
DRAZEBUARLTERENBORAKLESL, BEIHZRIETSHILIZLY, FXIN/13 AV EEZ—D 7
MZERETHELAHETHS.

R FXI/13 BERAEOREZNRE - B3 LELEETO AHXI/13 EFDREA FFE/EEE R FXI/13
BeRADELETILZVDOT, ADOKREREDOEEIENHETHD. JEFFE/IEEFER FXI/13 BEH
K%, ELISA BNREBOAES, A L//FybTRvRT oA, A L/9ARN 74555 AV RERAES
BREZTREShTWS. BRICIE, ZRME FXIN/13 REZEIBASHL-, BEL FXI/13 EEHELH
YJEN, TOGEITEREBEDABEICKY, HIEKRLEXRTS.

Bff. SEEAER/BINEE

(1)FXI/13 ®WEIREHER; AHXI/13 DEZH%E, AEABRTHLIEERSHNCTELIENHSH; AHXII/13

DFRACHTRADHERKIZESTIE, (EUREFEOFFHAZTATET AL >TVOXI/13 2EFT HiRMEMARSR
KDHBREDEBREDTENFERINS. InlE, REMNSOD FXI/13 HEDIZSEEPRSHBEEFD LA
BETEZMTHLETEERATHS.

(2)747)vy # o HOEBHEERIS L, v H-EKIE, o HEEKERED ThThBEZELGE
ELTLAHRILTLS.
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(3) ZB¥& o ,—plasmin inhibitor ( &z ,~PI) (1% o ,~P1 MSME o ,-P1 ZELE5) FXI/13 SEEMNIEE D 50% L
TIZIET I 5E, BB a,-Pl ELLEFRLETTS. =121, AHXI/13 [ZHEHEMLRERR TIEAL.

(4) /MR FXI/13 £, EEENREINSDT, X% EIGHE FXI/13 RZEDATEEHEZERRINTHD
IZEHATHS.

AHXII/13 ZEHSERERBDRREZERT H_EFFARTHS.

C EEFMRE (F1ZL. KELDHEBEIEAER)

1. EXI/13AFAYTAIZVNEGTFNER S8
2. EXN/M3AFBHITAZYMNEGTFNER S
3. REMEECTFNER SEMK
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<EEESE>
BEFRICEELDD (1)~ Q) OWIThhE1 U ERILFIZEEREL, HRET S,

1. HJRE ML -
(1) Beay ey 72 Haf
() mZEAL, TR OMIM (2 1E, JHFEN, BTN, IBIKN, K&, WEEN, EREN, ®IER, B
W, OFEWN, T 28— X 2 MEGEEEPED 55 AN I
(3)Hb 1 8 g/dL LT DI, & 5\ & 2 g/dL M ED&u# % Ho IR T % & 72 5 4 Him
(4)24 BEHIIC 2 BAZ DL E D41 8 5\ 3R I EREG M0 % V%8 & 5 5 I
2. BRJE I
FrebstoETomim**
T HARFRRUE G EHG 22 JBAT) D 2E 129 % 2 & & s
LS5 X AR I, EEICHE U CIkmGRE EETNE

Xk, ERORREN FFLOEIEE SIS C—EU RICEY LBRWETH L8, @R ER kT 2
ZEDBRERFITOWTIR, EREBROGRLET D,
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4—26 FHYREXFLER

1.

M=

FFmER/NETE 2 ELHEENEVFES T, ARFMNICMERNRAESIECIBELREE, ME
EHEREO_BEOKRERETAETHEEAON TS, Z<OFMERITBERIELL. FIER. ELY
RICHGND—EDEXE, HAWVEISEEOFMEREL, SHEMOFECEERE. ESALMIC
FBHLVAVILBENEELGREZEL . MENEBELD, CO=OEF, ChoDIEFE RO H A AT I
ERTHIL-BRBELEZDMEABITIRIEBSN . FH2FEILDELEFBEHAMERERR
MREXDORETEXARBICETHHARESNBIIFERS~10FIREELHETESN, AoM LGB RERL
Lo ZLEERHBRRAFTTICEZMSN  HARTZEBIBDIBEZ TS, BREMETIEE 60mm LLE, HBHLE
ERMDEFMNLIELITERZZLTEY . FRERES . REEELZEITILDOEFEETEIRILS
N, —HRHEMEREICHT HREELTRATOSANGE DEYHEE, METRES . MEER, SARFH
BREMTONDA . EFHROBEMEFNEROKREIEINTHY . BRIIKREILTHD, L EH
LIBR(Z, XM - R IED I NFIARET#2ARS v FOREB KOS FFEEE. FFHEEEIETAETL. /T
FLICHBDEFDHH_ENALMZSNTEY . BEEHL R HERK SIS RADREDOM A LB LD
2TLVD, BHEHADRREIZH L TIFFF BB LIS AR B RITA A AL,

2. [RE

KEDKBEITHEE SN TIEOGD, BFMICITOENRBEOESHEE,. MEFHOIEH. TD
BADRAFELEFBAHONTND,

3. fEK

4.

RRAVER (L, FFEX, BB, FRES. D2, REEE (Kasabach-Merritt fEEE)EE T,
30-40% DEEBITRON D, MEKRIBERAL, BRRABFMICILISHEE DA EL. HUNLERDSEE
EF-M/MOEEICKSREREE ., M/MREED . SOICEEREMOERRARMIC IS HmES vy
BREHMFMFRREHFET 5. FEXICEIERREDOEBCHIKRERESICIYTREREEEZET 5.
TOEMPRIBEEETE. RERES. 72, M. FHERES. A/ RAMEPETVE=T
MAEREDER-BIEAALNEGELH D, KIEMERESHT DEFIAoND, HERMDEHITIE
RRIRKENMFERNBRETCLLGDLEELH D ARICRISE T ITI/MREA 10 5/mm3 UTIETY
M. HHNITOrOVEDEREA 20 LI EICERLTVWSESFFIRIEEN S,

BHERAICIE, ERMEFIRKFEIRD v MEGILELLD . EITERA2ERK. FIREEDERZET 5

AR
ATOAREE, TOT5/0—-VEE INARIRS . MEBEREL. METRBS ., HARFH. B
HEREMNTHOND, IR, FEIREEGE DN FHOINMEEHAICHBELITHONS,
ATOAREENE —EIRESN DD RIOFAETIEH 20% DEHFITIEBASMEHRITEBDHLNT
FHLULEDEHTERTOANRERBRTHREO IS LRGN o= 8F, f—TOvh—DTOTS/
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O—LOMENRESH., FREENMELTLD, AARITIELDYRF UL TIF/RAO . A
IO+ RIT7IREHRAEOE TERALTENTH LT 5MENALND, ZDIENEREIE LN
HEEERLEMEEZONS, FEHEHORFF2ITHLTHBELITHON S,
CORIIHRRITAEMNMESNTOSHD  BFIEREDERIH T HERISHEILSN TV,

5. F&
TR 22-23 FEDARBOFAETIE. BESERICERIBRRETABRZELLFOERE 19 Hl0553
5 (15.7%) MEETL Tz, SALICIFFERBRET LGS EFIEEENT . TNESHIHERTE
[FESICHWAREEL B, AL REHEEYMERELEE TRYNDLERILRE L TRELTEIZR DS
HoND—H . FLEEALIE DR LA 25516l EFFEEEZEL -,

O EHOHEITHELES

1. BEH
100 AR

2. RROWE
TH(MENEOESMHEE. IEMKEEDOESHAHEINTLND)

3. MEMIEEAE
FREEL (—EDEFIHLTIEFRATACRE R, TOTS5/0—ILEEN A, MSHEFHERICLAM
ERAEM. SEMNRGELEAOND BEHICTFEENBEEIND, )

4. REDOEE
B (BHETHEICITEEEE TABEZE LLHEFIHY . o T RBOBEELET D)
HY (BRNENHZREKEOZHEESHY)

6. EEENLE
FhEEEEENEEANT, DHFELULENRET S,

DNRHID SO BRE DB ARE RO DEWAERELY — AL REH AR5 A AR FIZEI
FEREE ANKE NRAF %iE B0 B5E

L4 B I 5 M 2 0

BERES BESDAY NRAH %8 RE EX
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<EEEE>
Definite. Probable Zx{& &9 %,

O EHREXRMEFEDDMELE

AR TBRREEYHFRERNZ SRS S2AEREOMERRETHY. UTD A~CIRITEZETS

AEBRIBRREDEZRREMRLUTIZEFTOINT WO EEDSD)

1. FRICEFZETE 60mm L EOMEMRRE

2. FFRAMA. BRAL ERA, ZHEI0 4 RED S 5 2 R EICE A > TERIEICRSUVFAK.
ZRMEOMEMRE

BIEK - (LITFICHEITAHER. BIEDS5—DLULEEET D)
MFIREER

BRES

RERE

/MR A

BLE

FFiEX

AR BR B eI T E

REEMFR

® N O ok~ N2

C 5D LB

1. &ASV+—RMIE
2. B7VE=TMIE
3. KEmMERE

D #i A28

LUTOEEEENT 5,

FEELG CRRFOBMES ISR <

FEROEETHGOHFRNOERME, SHREOBREFREOMEEREEEFRL

<EZEOHhTIN—>

Definite: ADS5 1 THB LU E+B D55 1 IBEHU EFET-L D OERTRERELRIILI-DD
Probable:A M>5 1 IBEBLULE+C D55 1 IBBULEFHE-L D DERTRESKEEZRIILI-ED
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<EEESE>
FhEBEEESFEERAVT, PFEULERRET S,

AER-FLRSA TN ERE

- BE - AGDRKRAELESTLSLD
BEEE (PT208LLL)
/e A (/R EE<1075/mm3)
Steroid#%x S (Zx L TPTEM., M/NMREDETH
WELLZNDD

B KET NEESORBABHEED
FICEFA55— DLt OBIBEA SN HHD
DHEEEIE T
IR R
RS IR

-BRAE - ERR LS

KB, JEROBREN L OBEIEESIESE T EL LY LARAWETH L), BRERZGET 5 Z &0
MBERFIZOWTE, ERERORNG L35,
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4—27 O hAL DR EEE

1. #§}E
9824k HF4 (Cronkhite-canada) FEIZ B &, JHILEUFIZH - KEDIZEZ RO EEBEHER)—TH
RETHFEGCHEERETHD. KEERGE-MRER - RKERRLB)ZHEIFELH S, HIERIRT
BrERREHBBREZSEICHEI. PEEDBHICZL, HAMICHIVGEBETHLIL. KRB TOR
HIFEEEZ N,

2. BH
FRERIETBATHIN . BMONRCNCADRIZHRET HENHDB,

3. fEK
R -THR-BMETEEDELFIERERET S, MOERE . EEDOHE. EEEFLE. KEEED
BHBEEL DD, F-. EHREMBHREZESHL. RBEFRBREET 5, FNITHILEEDEHLHRES
nTua,

4. BEE
BIBREATAAMREAETH. EAREDE=OHEFREZHEIENZL PILBIRFEZHAT
5

5. %t
BENENTHERI—TLEHERT D, FNIEEFIHAHESNTLNS,

O EHOHEIVLELEHE
1. BEH
#1500 A
2. FROWE
T GRODRFLADRIEDE>MMFIZHEEHIENH D)
3. MRMIBERE
RIEL (BIBEREXRTAARENEIZALGND)
4. REOEE
HERJR—ZXOBEICEIRABETET D)
5. PEE#E
HY (ARIHERDZEEEDHY)
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6. EEENSE
EREFEXNRET S,
FIVIIUE 3. 0g/dl UTDETFILISVMEZEEET S,

O fAEHT
EERVERBEOESE. /&, 2. AEROHEREMEEEEEN S RI-2IEH TR
MERKKRE LEXRFLEARIREREEBERELE SR Y— &R B £X
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<BMEE>
EEZHPENRET D,

Cronkhite—Canada SE{ZRE¥ D2 E %

FEMR
. BBREDOERMEFEERERIKR—IADNHEND, KT - KEORIKR—ZANH LN, IBEEETH
%,
2. BUTHRETHET IHEEFERNALOND,
3. B KR EERK (Triad) BABND,
BE., MRERE. RERRLE
SEMR
4. ERREFLLAESREQME (K ab ) ARSI S,
5 KEEEHLIVERERD -REEELNAHOND,
6. NIRBEREH: HILBEDOBEUHUVFAMDOR)R—REHEET S
B CIIHEREE LS ER T HALER
KETIEAFTROBEREALGR) —THRIERE
7. #AREEEAIHFEL hamartomatous polyps (uvenile—like polyps): #EIREAEZE T EEIZ, BRDEIRHLIR. #EIRD
FEEMEMIREET LI RER NEMIEICLRIE/FEZRD D,

O XERRDIL1IEBWICLEAETHSD.

O XEMRDIIIHIAILHEEZEETSH(1+2+3),

O 1ZBLIXEMEMN2DHY. 4HHNE6+7HBNIEHEEZHET D, (1+2+4) (1+3+4) (1+2+
6+7)(1+3+4+6+7),

O 15%Y. LERLUNDIEAEHE TEEMROCSEMRDI>LELONDIEENRON-IHE(FEEL LT
%,
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<EEESE>
EEFIZERRET D

*FILITIUE 3. 0g/dl UTDETZILIZIVIMEFEEET S,

KB, JEROBREN L0 BEIEESIESE T EL LY LARAWETH L), BREREZGET 5 Z &0
MBEERFIZOWTE, ERERORNGE L35,
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4—28 4L TR

O #MZE
1. #@E

VAV RITERBEREEEGCTEREGET HEARADIHBIMEEICLSERMERBEETH D,

2. FRA
ATP/BRIGFNEEICLYIRD B ADHMARE SN HEFIHHMNLE L TRBESZ5IEE
<9

3. fEK
TR DFRRLE T LY RFHEERES . SR GHIEK. FBHEK. BEEEL5OBHRETEEL55,

4. BEE
D-RZUSIV, N IVFUOHMBERDANREZEEE TS, FR LIS IEIHBIEDOR R EL
5

5. %t
BHCEZWIh ., EYUARERITHIGESIEIFERBRITFLIEN S, AERODWIIBENTH D,

O EHOHEITHELES
1. BEH
#7 3000 A
RIRDHE
KREEBA(ATP7B DBEIGFER)
3. MRMEEAE
REEL (EEDBENDETHD,)
4. REOEE
DB (EEITh-58BNLETHD, )
HY (FRMFRRZESRBOZMELEHY)
6. EEENLE
1) ~3)DWVWT IO EF-THEEERRET S,
1) HEEZRH55E
2) EEEELRDL5E
) BHEEEEZEDLEE

N
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O fAEHT
=R N
HRARE EXEMXE (&R FE X
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<BMEE>
D4V IR DM EE RN AR S

A ERR
1. Kayser—Fleisher AlEffF 2 &
2. FAHMIRAEIR BME 1 M. EE 2 8

BH&EMER

1. MFEELOTSRI 01g/LUT 24.01-02g/L1 &
J—LAZMANHMEM 1 8

PR EAEEME 40-80 ug/BH 12.40-80 pe/BHRIE 25
&= 50 ng—250 g/ IFEE 1 =, 250 pe/HHFEEUE 2 1
FE AR IR AL ME S (CEEE MRI TERILE DFTR 1 |

a r NN

C B RIE2 1
UTDEREEERNT S,
2TOEBECRMEERS

D EEFHRE
1. ATP/BEIGFNDER VEDDRER 1 R MADEENK 45

<EZHOHhTIN—>

Definite: LSRN REDEETA 4 LI E
Possible: EEEDmEDAEETA 3 LI E
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<EEESE>

UT1)~3)DWIThhERE =T IHERENRET D,

1) FFREEAEEHAEES. Child-PushtEEBET. B, (2% ET 3

Child-Pugh%48

wRA 2k 18 25 38
HH
Hisi 9 A A BE LEEEEE
f& 7K A A Ve hEE
mEFEEYILE AE (mg/dl) 2.0 R 2.0~3.0 3.0 #
mE7ILIT S E (g/dl) 3.5 &8 2.8~3.5 2.8 Rii
JorOVE VEHSIE M) | 70 8 40~70 40 KRG
niE J=§4

A b~6m,

B 1~95:

C 10~1581

2)HEEFFERDIEE

Omodified Rankin Scale (mRS) . BE R &, FROZNZNDFEMRT—I/ILEZHAWNT, WInHhHNILL L5

RET D

A K Rmodified Rankin Scale (mRS) #|FEE#EE

modified Rankin Scale

0 FOTERAGZLY

BEOHHOEBITITAS
2 BEOEE:

REUMDFHNT A TITASDITTIIRLN. B DED

EYDZEFABELISTZS
3 PEEDES:

AISHADNEIZNREET DM, FITIINBELIZITAS

1 FEIR (EH->THRALMEIEE TR

SEITYRER

BRERE FVCMEBIRALLIZRVIKETHS

BRERSITMEREBIRITH DA REUTMSTo>TU A

EPEH

FeAE LIAT

Bl

IZHIBRIFAVKETH D
MoITOTWHEEOFBICHRITHHA. BEEE

[FEILTVSIRETHS

AHZTBEREEFRLAE L E CEABEBEET

AN BEEST. BE. BELGAHOME. M LGREIZITE

EREELGWRETHS
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PEEMEENESE: BESIT.BE. GELAADOHR. MLEBEICEINBESNE

BT OHARHIERIZE NSV ETHD ET BN, FRGNREILEELAVVRETHD
EEDEE: BISHEADNBELELT HRETHD

BfEY, RERE, BICNBLRFVELELT D
A

B AR ZE R E &R

BE-XE N

0. FEIE%L.

1. FICOE5. BEERENTIELVEEDERNH LN, &£ F- BEETFITKELL,
2. BYREOIXRC. BEROBEEDIXRELELT S,

3.
4
5

BE-REERfFAIHONBZET .

- MBI EROMNRBERMERE. PLAREBELCE) ZLELT D,
- 2EMISFROMREBERITKELTNS,

R (R)

0. FEEHL.

1. EROETREORRIEHD, HREE BHEE KA,
2. WRBED!-HISREDBYNEE DERDHS,

3.
4
5

FFIRE R REER DY T2, HAWEBEAREDHEEFHETRUNNELD,

. BRORIHHNIERUGBRSHEEERANDLE,
. [EUVRSH AV TGN IESEEFRANDE,
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3) BHEEEEZROHI5E

B :CKD EEESEE— VT AROBHOHE

CKD EffEHFEE—rT v

ZARER AT A2 A3
RELEE
/B E¥ | BEEOR | SEEGR
FRER/Cr kb
(g/9Cr)
0.15%%& | 0.15~049 | 0.50 LIt
GFRE% ERErRE . so
(mL/% Gl s =90 53 " ALY
/1.73 mi) ERELIIE e
62 |ger 60~89 |  {#F -} AL
BE~TSE Y lnlinls
632 | 45~59 #= _7]-|_//_/ R
Gap | TEE~EE 40 gl Lol R I
I R | 1 A AR R
G4 |EEET 15~29 i i i
*MER2
& | (Esk) <19 7 7 7

XB., JEROBREN RO EEESHESE T EL EICEY LWETH L0, BfEREL2 kT2 2 &R
MR ONWTIX, EREERORNSRET D,
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4—29 FREMSRMNE/NGESIE

1. =
FHEMSHRM/NMNGEREL. EERFICRET SRERHD/NMNFGEBETHD. NMETIE. FFFEM
HHBEBERTHRVERNMRKREBLUSNDERICZHT S, MNEGRED AR R (EBH THHMT
HY. WELGOLRETHIHFRDESZIRDI DN, HAIWTRELLGAL S HET D, BRRGEELTIE, B
DHXZHEMEBEEAMEZEMEL. REMRITLVNEMICEEFTS, ThbDERIFHDEEIRFE
EERUNOHLPDHEBEEITEAMEICEBT S, EEBEARLSHECORKTRET DEFINFET
BIENn, BIEUEETHLAEEENTEINDS,

2. [REA
FRRERIEFEATH-=H, MEEEBHIEREEREFNNHYBTEFERENTFON TV, JZED Whole
exome analysis [Z&2 T, FARBT SO UEER INIDUVEDTHAD SLCO2A1 BIZFNDLEEIZLHH
BERKICIIEZBARLMELRBTHAIENTREINTIVS,

3. fEK
EEMNOCHRZHREMN, BEEAMEFEL. TG /N A EEEHAT S,

4. BEE
BEEIE. BFRELE OB EEFBRERED-ODRGEERELDATHS . BERXEICK
BIERLBHHHE L, S B FHibiThnd, FABEEIEEL,

5. %t
B CHE<EN-EEAMENE-HELL QOL DET . EEEIZHESZHLEMEDYRINH D, £T1-.
BREVIRGITIL/MNEHEER S EICERIRINH D, £ FRICEAT 2T 240,

O EHOHEITHELES
1. BEH
#1200 A
2. RROWE
TEH (SLCO2A EnFDEEMNTRIEINTLND)
3. MEMIEEAE
REEM GHLEEDHTHD)
4. REOEE
B (BHFRECERT D)
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HY (ATUER D EZE)
6. EEENLE
BEREFIERRET D,
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HY) (2002 FI, EEFEBEHAMEARBICET IATARIICKIYERE)
6. EREENLE
SMEAREEEL 1 FIC1 BAULERBILTVWSEAZERELL. HRET D,

O fA#EHT
Mg At BE BT 5REMR
MEAKRE ERBKRFE &E L BEH
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<BMEE>

BHREMEIERER.HDH LB MERER (DR UERED) IEHIT,
OhFAZYHIR) TS /—5 U (PRSS1EIEF D p.R122H 7L p.N29l ZEMNEHOND, DiEHRIZH DD
TERBE 2 NULORKEENHD. QVHEL 1 ADERXRBEIL. KEELTLEEEELORRLEEZ
SNHEDHEHONGE, @ BE—HRDIFEE, VEKEEL1 ADBEIL40BUTTRELTLS. D415
D356DEE=T. HDNED. Q. DNETEHFH =T IHE . BEEHERELZHIND,

<ENTNDEER>

TR 2

1. LIEBICSEERRELERSHD

2. MAFEERAIKBERO LELNHS

3. BEK.CTELRMRITEICZMERICHIBRERRNH S,

LEESEHEP2IHE L EZEL, thOBRES SV EBREZIRINLI-LOERERREDET .
F EEREIEFREOBVLO (BTI5—E. UN—ERE) ERAETHIEMNEFHLL,

BREUESMERERX
IR OBMEEEE-ST ., SMEREEEZERERET LD THS. E<EHNNERIZLDEDEH
RSN TS BIEHEEXD—EILEFNDEEZILOND,

1SR &

MR DEZETIE B

@ HHTERFRR

Q HHMTHEBATR

@ RETHLIEEERE

@ MmepFE-IIRPEEREORE

® BES D mES

® 1 B 80g UL TR/ —)LIRE) DT HECER
SHEERXEZ: a.b DLVTHMNRDHLNS,

a. DFELIZQDHEZR.

b. DFIFQDERZFRL QDODSL 2 EE L L,
1SR R ML OFIFQDERZIRIRHON S,
BHRISMEER . Q~@DUWWTFh 215 B UL LR SR D EERAT R A
RHBND,

1.0 OLWThIRHT.Q~ODVWThhDH 2 HBEULFTHERDIL. thDEENEESIND
LDZBMEERRZHIET D, FZHIET 3 MNALAICEUS ZELEURBIZITICENEFLLY,
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F2 QFIFOD 1 HENAHALERABUEEXRDERFREEZRIESNDIL. thDEEABTESNLLDIF
BHBMEERORNIAHY . TERVVEBEENDLETHS.

1SR DZMIER

@ FHHEITEBGATR

H2AR UTOLWThhDEDHLND,

a. EENDIER

b. ﬂﬁé%(-ﬁ?ﬁ?’é%ﬁ%&?ﬁib\uﬁ%‘i@Elﬂ_dl:o

c. ERCP & B KIZEON D EEED T BGIRESFICHHTEIF
B —" WNOFIRAN? 123 KR EE DILR

d. ERCP & T, TREEMNER . ERRGE THAEFR (T PBLTULSEIL,
FLEERID EHE L0 HEE O FRANGIER,

EEDSHR UTOLWThNEDLND,

a. MRCP IZE W\ T, THEED T ELGILREKLICESERIZFY—I2H0HT S
D ERFEE DR AR

b. ERCP BRICEWT, ELEKIZH M T SV EMD A REE OFRANGHE
k. EEEOHOTELYE. EEEOLT D,

c. CT IZHEWVT, TEE DT KR BNG WD IR EFICEEDZ A FRANL
MhERTEOBELNEER.

d. USEUS)IZHEWT. FERD#ERF-IEEAR LRI Ta—F (X
EDREGIRE DB FRAZMERTEOBRASHEER,

Q HHMTEBATR

DR EREDRELREIEABRETIND BERHALIXEIS/PMERIC
BESNNENEER VO SEERELT

EREDI R ERENBEL ., RISV NERFE/NERM - DERICE
m/End,

@ M EIFRAEERREOR

LTOWFhhh@BoHond,

a. MAEERCAERLTEREICOEYEREREZBATERH DI
EETRRECIET,

b. FRPEERNMERL TEREICHOY EEHERZEZTER.,

B BN ES
BT-PABA RER CTHLNE T2EHEZEDH D
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<EEESE>
SEBRREEZEL I FCI1EUEEILTOSBEZEELL. HRET D,

KB, JEROBREN L OBEIEESIESE T EL LY LARAWETH L), BREREZGET 5 Z &0
MBEERFIZOWTE, ERERORNG LT 5,
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4—37 ERIHIRHEIE

1. #§}E
EMRHIE (BEERBMIE cystic fibrosis:CF, Y ATavT-T7A4TO— R) &, cystic fibrosis
transmembrane conductance regulator (CFTR) ZRE N FETAEHMNDEETHD. [ENEK. BERN
B ERGELEDD MR HBRNELHRAELY . EENFAELRELS LD, BEMEFITIE,
FREMALDREEIL., BRI ERL TEN DDA LICESHBIERIIRTREE-L., HiRkEFREEREY
BLTHRAL LGS, FHRDIBEMA AV REOSEIFHMGRIRTHY . ZWICHAL LS,

2. FRA
CFTR BEFNERZERALT S, CFTR AU/ V£ HDERERBO T ELRZAFT U F Y RILTH D,
CF Tl&. CFTR DHEHETICLY . [B. IBE. EE. BE. TE. BFRED LEE HEEZNT /05
AR URIEMAF ) EKDEENEETEND, TDT=0H . EERDOIER D RINBEICHTLLGY . B
FENBAZELRRELSAGY ., ZRBOEEERT . CNFETICHRESN-EGRFEEIL 1,900 FEEER .
AEPEICKIYEHRTH S, ALEGFEERZR ODBETL. RESNIBEL LIV EEENERY. &F
B OEFICIITBALGE SN L,

3. fEK
1) BEITEF Tl EERICLIEUISHREREALIRERIT ., T0H%. BA D BT 2IZLSHERIR
FREXRL. [RERLELRYELTERTLELD, TFROEEMIA OBRIAEEIN SO,
TFOENEENSLES BESNIEREEEEIH L THLIN, B—EBOANEEINLIEELL
%o
2)FREMEALDRIE. ERND CF BED 40~50%CRond, #iTFAEDOS VRO -OIZRRED Bt A
BiFohn. BERiES CEAEENELD,
) MEREHERIL. (ZFLHID CF BHEICESNS, HER. MSEXITHAEOSLEENETEL. &
FHENEETILMAEIRCRAEIREBRYERL, FIRT £ L5, BHEROIED | Bk, FER%FE
XY, LOMFERREEOFRBEENHETH D,
4)FEN DA LIE. CF BED 80~85%ICROND, AV /N\IEEDBVEMED S MR T/MNEEIAE
L. REICERENEET D, TILIFBATHFEY . BERIERI T 2 REICEN D DAL DIRREIZA
Y. BIE. X BB, BAEZXT, BEEMRE. BOERHIVIEHERERTHIENEL,
5)EAS 0 RAFRELEA . EHND CF BEFD 20~25%ICR5Nn5,

4. AEE
DNIREDECARRMEAREITES, FIRBELELRBREOIVCO—ILAFILELS, £EAE
MG TEIDEND D, MBEOCHBENDELLBIGEENEL,
2)2011 FLURE, BRR CTRELABMELH - 3B S HEDEEERE. SGENDBEMEE S ET
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5.

BRELF—ETILITFRAR. FTFRALVDRAEIZEKY, FEROBEVHAFEIN TS,
BEHEALIRIZHLTIF, BREEREZHOREITHONLIN, FMNDELLHZELELN,
4) MR IRAEIK DIAR L. B EEE (RERLF—Y AvELD) | BRE [REXIEREOHEAEHLE
[CRYIERRDBEHERESE | FRFBRIZRAICEHLBENGREREESIEARRTHS, FILF—
E7ILI73. [RERORERERT D DNA 20T HEICEYBRESHHLSZ<T S, BRBIEK (6~
7%) DIRALEREZHHLH<T 5. RIEERBREEZEHITREL. RRITEERTHENKRUITHS,
5)FEN D MR EICIIEBERFERBEZTI. REDEBMURRELZTIICLLEENIMOLOT, REF
REGHIENZ WV RNGEDHILERUFZHEL T, BELTFHREIVE 30~50%FLVvHO)—%ED
DLENH D RERENRIFICHDEMERENHET D,

6) &L, A—AYNAICZVN—HOBEGEFEEITODVNT. BRANGEBRELNHAFREINABENRLHDH L
ESNTLS, LAL. BRARADBEEREFEERFI—OYNANEFERLGLIDOT, AERERAEDO-OICHE
MELTEGTFHRITEERIV /NI DERTEZED TS,

F &

2014 ££ 10 AIRFEETIZ 95 FEHI (B 46 . &ZtE 49 ) DT —2HAEBREINTHY . FHAEFERIE
H20FETHD, =1L EFHDES VK THRESNZABRZDORE-TRIZEYFEROBENRAFN.,
BANEFDEMATEEINS,

O EHOHEICHELEIE

1.

BEY

100 AR

RIRDHE

T (CFTREGFDEENELRERATHAHM ., MEMHOEFICFRAGEHIHZLY)
SRMIEEAE

REESL GHEREDAHTHD)

REDEE

DEGETHETHY . EERRERRTILENHD)
HY FARIERDEZHEEHY)

EEEDEE

EJEE Stage HFEZFLVT Stage-3UL EE R HRET D,

O fAEHT
FEMRMERMEE] PRAKRE ERXFEFR FEHER MMUEHS
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<EEEE>
Definite,Probable Zx{& &9 5

BT RMED DR

A BRERFEIR

1. BN BTE

2. WFIRERAEK (REEEBYRL . [RE UGRIE . FIRFEEE-T, (FEALEDEFIMNEERIREREES G
T 5. TR RZ B EXBE ST D)

3. BREMEALDOX

4. RI&RE

BH&EMER
1. FHEEYMA42 (CHIRE
E1E:60 mmol/L LI L
BES A 40~59mmol/L (6 4 B K& Tl 30~59mmol/L)
1IE& :39mmol/L LLF (6 # AR Tl 29mmol/L LLTF)
2. BT-PABA iB& 70% LU, F=EEF ISR E2—:200 pg/g LTFEENDBLELET D

C B RIE2 1
UTDEREEERNT S,
VFEAERAHLKESI R, EEHER, REEREBETRL, Do/ YNNI T A TEVRERE

DEEFHRE
1. CFTRBEIZFNEE

<gEohTIV—>

Definite :

1) Fh CrEENEERMEICMA . FHMATFRFERERT LD

2) TP CrEEDCERESEICNA. BADBAE REEALIVR RERDSE2DLULERTED
) EBEKRIERDSBELNT M1 DERL, 2DDHEHA CFTR EEMN RS- D

Probable:

1) Fh CrERENEERMEICMA., BN MR L. BEEALIROVWTANM DERTHLD
2)F% cr ;Er“b\r*ﬁpﬁisifw) R SRERERT LD

3) T CrEENERBEHTHY. BN BT L. BEEAL IR REEDSE2DOULETRTED
4)BRRIEIRDSBELNT M1 D%ERL, 1DDHEHA CFTR EEMN RS- D
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<EEERE>
LT DESEE Stage 77 F8ZFALVT Stage-3LL EERRET S,

Stage-0 MHRFEELSIUVREEENEN

Stage-1 MIRFEENBIIRBEENEE
Stage-2 MHRFEENBREF-AXRBERBENFEE
Stage-3 MIRB/EENDEEFIXRBEESEHNEE
Stage-4 MIRI/EEHNEE

RBREEEIL, LTOEETWEFVIN0%RFEDIEFIEIET
SHICHERIFULDEEEIILUTOLIIZNFET S,
%FEV1 2%, 1EH:>90%, #%JE: 70-89%, "AEJE: 40-69%, HIE: < 40%
FEVI THIMEIL 18 N5 95 ik & Tl
FEV1(L)=0.036 x £ (cm) - 0.028 x 4Efii - 1.178 (B 1)
FEV1(L)=0.022 x &£ (cm) - 0.022 x 4 - 0.005 (Lth)
6 IR D 18 E TOHIRE « RAUEE T
FEVI1(L)=3.347 — 0.1174 x 4E#H(5%) + 0.00790 x {4FH#n(i%))°— 4.831 x  HE(m)+2.977 x {HFE(m)}* (B R)
FEVI(L)=1.842 +0.00161 x {fE#H(%)}°—3.354 x  HE(m)+2.357 x {&FEm)}* (LK)
6 mEATG OIEFNCEI LTk, MfBEM L > b7 0l CT 72 & OEHEFT RIZ X 2 HENRA DTV D A EL
R CIIAEE M 72 DX 7200,

FEMEE L. BMI(Body mass index) BME T 5EMD %NS,
SHICHKEREDEEEIIUTOLSIZNET S,

18 m Rt (%BMI) 18 & LA L (BMD)
1E& 50%LL L 22 Uk
L1308 25%L4 & 49% A | 18.5 LA 1 21.9 K
HAE 10%LL | 25% A4 | 16 LL_E 18.5 Kiifi
HE 10% At 16 i

XRB, JEROBREN O EEESHESE T EL EICEY LAWETH L0, BfEREL2 kT2 2 &R
MR ONWTIX, EREERORNSRET D,
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4—38 1sG4 B EKEE

1.

M=

ARLYRESNLHFLOVZELTERSA TV S, REEE LG 5G4 SEICMA., U/ BkE
eG4 R EMBOZLIVRREMRMELCICEY. ARSIV EREICE S EEAIDEXRC #HFE-
BESREGELZZDIRATHDKRETH D, BEMBFEL TILERE. BE. KRR - EER. DIRHE
. FARER. ffi. BFFRE. JHALE . B, ATiLRR. RIEIR. BOAR. )/ \E, RS, ELIRGEN RO TS,
RENERBHRCEIUVEFERBELTORBERT SN ZVD, BE—BHREDEELHH. BT
REMRERCRRERR X (SVVVYR) BENHBMEKRBTH D, 12, B REMEERTEECE
ERLRZSIN.NENFHEZTIEELHL BRMUICIFBHRFEICKYEGEREZL. @
REKX. BEICKEHEAE. EEERKCHRRRE, RECICHEIBBEEETECERICERLGCEHEEH
SCENHD BEREMFOEEAZEZILNTEY. ATOSMNEBRNE EREGDIN . HE. I
FOTELDBPITHRMNRONSHEEDERETHD,
LY,

FRIZFETHSAH, ZREECHADOEFE., Mh G4 51E. [cG4FHEREMREE. RTO/LNEZ
BELY, BEREMKRELEEZONTINS,

ER

BEEINDEHFRICLOT ERIFIERLIN  HEDZVEDELTTERDLDLH S,
a) FAEMHEE

b) EREERAIREEL

o) BMATIR

d) RERBERR

e) MERARIERR

f) KBE

g) BRERRAER (TS5, MIS/EL)

h) #ERMEICHESOEE

ARE

ATAOMRENE—BRETHY., LBHEBRETEAL, TORMEIFFREZT, HFREX1-34F
EL.BRNMMFEINTOSERIFFLLTHEN, LIELIEBRZRHHL . BREOBEAFIHEILSN
TLVELY,

5. %%
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ZLDBITRATOAREBRARNT B, EHE. hHICE S TELOH (HMH ) TEENROND,
BREEHFELLTL,

O EHOHEIHELEE
1. BEH
#3 8000 A
2. FIHOHE
T (BERERENEZLSNTING)
3. MEMLAEAE
RIS (RTFOARNE—EIRE, PIECOVVTOH— RBIEELN TG, BREOARITRE
37)
4. REDOES
B (I C k- TELEEHT D)
5. BHiE%E
HY (FRIHEROBIEESY)
6. EREENE
TROEEESBECEENERRET S,
BRIE CAEN ATER
hEE L L A
FiE: AT O NARKEEH BV LIERA T ABRLTLRBRENES

O fA#EHT
EBAEFBEHATREFRIRMES R eG4 BERX T SREMRN
MERKKRE RBAFHLEAR &R FF @
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<BMEE>
1gG4 BRERBEDZMITERMIZIE, LIEZHMBEICEIDELDETEHH, UTDQ~DENENDEZRR
DHEEICIYBHEINIDIEDHEEET D,

O<1 g 4R ER B AIEDIEED>
LT OMEEZEE. ERZEHENRET D,

1. BRERMICE—F-IIERER CHHENLTVFEALESH S VIIREMEEKR. BE. B, EESREZR
H5,

2. MRFMIZHgG4MmE (135 mg/dILlL) Z52H B

3. REBMBFMICLUTD2D%3EH5

O#EMWATR : FHRG ) v/ Bk BEMBORHEERELEZED

QlgGAE R E MR : 1264/ 1gGiE MR LE40% L L | 75\’3IgG4Bﬁ1iﬁ/£‘fﬂiﬂﬂ7§\10/HPFéﬁ_z/Z;

EEDSH, 1) . 2) | 3) FFEf-9HLDEHETEZEEE (definite) , 1) | 3) #Hm-T L DEEREDE
(probable) , 1) . 2) DHEH-FTELDEFEZEE (possible) &3 5.

=L, TEHRYMBBBMZEMA T, FRBFOEMLES (. B/ BRE) CEMEE(Cz—JLUE
=8, REMEEEBRER, FrvA TR, ZRIEREERHEE. Z2RMERXIERFELE. YI)LaCk—
DR IFERHRME S RIME R MERFEEGLE) LEATHIENEETHD,

Fl-, ERMARRRTESARE B, BER, PRAE, RER. MERELGE) T, ROGHEBNERIRTE
T AREZRAVTEHRRMICDHE# THoOTLERBREDZHBEEEZB T HEEICEXBH T 5.

Q<BCREMEXRDDMEED>
LT DS, #iE. REBFEXNRET S,
(ErE )
A. ZERIEE
L BEEX:
a. WEAMREX (diffuse)
b. BREMAEXK (segmental/focal)
. FEEOTEMME ERP
. MmFFEIFTRE
= 1G4 MfiE (135mg/dl LA L)
V. REMR . UTOO~DDMEDS5,
a.3 DUEZERHD
b.2 DZERHD
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OBED) %, REMRORELE, Rl
Q& 1 REFLT-Y 10 EEEBR 5 eG4 iR EMRRE
QTETEIR #7# 1L (storiform fibrosis)
@FAZE M &R 2 (obliterative phlebitis)
V. BESVRZE RRIEMERRE %, EICMERR A - EIRAR K, RASIERMEAE
a. BRRHIRE
BRERATRSIVEZRMRIZENT, BENEEORELHRE %, FILMHRER - KR KX (Mikulicz §8)
HBULIE
ZIEIRRMEAE LB TED.
b. IREEFHRE
AL REE &, BILMERR % - ERIR X, RIERBHEOFHMEREMREZZEDS.

<FTLarv>RTFOMREROME

HEMERICAVTIE, BEECEEREZRNRIC, ATOMFICLLARMNREZHEBICEL LI TES.
EMRBOEMNAHLMGS (FBERARFET RIS (EUS—FNA) HIlaZ2ETIToTHCEMNEFELL
A, REZHEELEEORNZELES ATOMNREIZLERBITAERMBEHITEITERETHS.

B. 2 Er(T+1&IAD2l, I/1EIE=IXIDEKR)
1. W2
DUFEAR
la+ <Ill/IVb/V (a/b) >
QR HE
b+11+ <II/IVb/V(a/b) >® 2 DL
EJFS
b+1+ <II/IVb/V(a/b) >+F T3>
QIR EM A HITERS
IVa

HEeREMEXERETIRBMUEEBREZET H5ITERP N FoNEMNo1-15E, EUS—FNA THERE
DR EN, /IVb/V (a/b) D 1 DLLEFFE-E I, 82 LT 5. IBIC, AT avmBRABMENNILERED
E9%.

82 x HAETIEBOTENG 2 HOAEEELH D,
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Q<IgG4 BEEREILIEARE K DBDWEED>
M2 . EHEDHIERNRET D

1. BEEGREICTHR-FNEEICOFAYE, HAIVIREBEDOFEMGEE R EBEEEEAIEL
REZEDD.
2. MKFHIZE 1gG4 MfE (135mg- dl LI E)ZEEDHD.
3. HEREMMER, 1sG4 BERIR - ERR K, 18G4 BIERBERBHEEDOVNITNHDEHERDS.
4. BERICLTOREBBFZHMREZRDS.
OEELI N, BREMBEORECREL
Q3&#h 1 HEFH=Y 10 EEHEZD eG4 [t B MRS
QTR HRHE 1L (storiform fibrosis)
@FAZE M #2AR 2 (obliterative phlebitis)
T3y  ATOMREBOHE
IEEAROBE RRNRETZERIES| % (Endoscopic ultrasound—guided fine needle aspiration, EUS—-FNA)
ZECHERBEOTELEMBRICAEV T, BEERCEELGEDEMBEZMRINMRIC, ATOCRZEX
DRBENREDHIEBICELIENTES.
B. &
[.#2:1+3, 1+2+400Q, 4023, 4D2®
I. ¥ 2 1+2+4Tav
. §¢&2:1+2

=1L, BEECEELCEDEMRE, REMELMEEROCRENBALSNEZREELEBE RERNT
BIENVETHD. BMBEEZBILULA, BRIKRIIZ 1gG4 BEFELHBEERNEETELGIMGS, T5
[CRTOMRBRETOT ICHEMBRICBNTIEAERTHS.

@<1gG4 EHERIR - IRES S UVHERIRRE DM ELE>

A. BZHTIER
1R -ETR-SETROFGRIE(BAALUL) . AFEI2AT U EDERERD S,

2. MRFHIIZE 1gG4 MIE (135mg- dl LIE)ZFRH 5.
3. JRBF - MR IR AR CE BRI GARG T 2 E MAR R M GRYLE K 5 2REF T l1gG4+/1gG+H50% LI E) #5B&H 5,

B. A& =

DI—YJULVERE. PR —V R FrvR VYU, SRMERMERFEE. BRI /NE BEREZR
"N o,
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C. iZhr
ADT1 E2FIFTT1E3FRDH. BOEANKEERN L1 D% G4 BERR-BESIVERIFFE
LEWT D,

B<1gG4 BEE R DM ELE>
Definite. Probable Zx{& &9 5,

1. RETR . BERERBICASADEELZRS . MBREIZTE IeG MfE. EMAMIE. & IgE MAEDLVY
nhERERH 5,

2. R EHFHMGEEMR (VFAMBEX. BEREDOZHR MEEXZTRIE., BHMEIERE (hypovascular) |
BERBRIEERE)ZR05,

3. MZRFHIIZE 1gG4 MfE (135mg/dL LA L) ZEEH 5,

4. BEOFREBHABZHMICLUTO 2 DOFRERDHS,
a. ZEBRMGY) U/\Bk, REMBEORBEZRENH S, =L, 1g64/1g6iE1EMAREL40% L £, F-(X1g64

ISR EHRaN10/HPFE#B % 5,

b. RiAMAZ Y EOFHMNTRELEZRD S,

5. BELN OfEzE OREBEMEBFMICERG) U\, BREMBRORBEEZRD S, ==L, 1264/168
PEHIRELEA0% L E . F =X g HER EHIAE A0/ HPFERE X 5,

<EBWOHTI)—> (FEZLTOEMNEBEZERT D)
Definite: 1)+3)+4) a.b
2)+3)+4) a.b
2)+3)+5)
Probable 1)+4) a.b
2)+4) a.b
2)+5)
Possible 1)+3)
2)+3)
1)+4) a
2)+4) a

< AR B>

1ERIREGE AR B - SR IME KERSFIRE. IFEARIE 2 R M E R TR SFBIE. REMRERE

2EZRZH EDOEARE B E, BE(RBLREGE), BEE, BEZE X, SRNERMRFIE
fE, YILAAR—P R EDERLGE
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<EEESE>
EREEFEXRMITAEMBZICHEL. BEEULERRET S,

BEBIFETIIALATS,
B ATAARAEKRENE. HOIVIIERGITIERABERLBRESHNED
ORTaA/FEmMH
THEDRATOAREBEET>TCHLEMRBEATELRIES
ORTHARIKREHE
TR EDRTOARAERETL., BERBEALLZN, ATOMRBEPH L THRAL. B TELLES
Olg#RES
LEREBICRBELTVSEBHRER OHREEEENELILD
Bl : CKD EFEE 748 T G3b HAHULVMI A3 LLE
fRE FAEMEENEIRTETRTUMEALENRLE,
EEDHFFEZ Child Peugh B Ll E
i AR EENERCTETRATUMEALGENDE
BEREESEEOEN D MEERE
FEOR 25 : PaO2 AY 60Torr AT DIREERMAE N RS S
%NS - IE  FREBOAENFR T 5. MEMHH
HEINIZDFHDI=ODRATUTAVY
TEEK RILEDOHEBRENDLE

KB, JEROBREN L BEIEESIESE T EL LY LARAWETH L), BREREZKGET 5 Z &0
MBERFIZOWTE, ERERORNG L35,
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4—39 EHRIAMAT4

1. BIE

HHI R hO 7« (macular dystrophy) IXEREDEMII-HERME. ETHEDKRELZET HEERME
REOHRMTH S, —MRICDR BT« (dystrophy) &Id, FERFEME. ETHEDORELHDLEIRK
HEDEEZEWKT S, Thbb, BEHCA MOT 4 &LlF. AOADEEGEFEEICL > TERIO
BHEEZRT —HOKETHIEEAONATWVS, EHMPX bOT 1 DBERICIE. (1) ERMIC
MR TH D, (2) Riktk, BEEOKRETH D, (3) BALHALMHEZ LML LIZRET S,

(4) WEMREFRR. BEEMBEREFRR. WThL LA TERLIZETT S, D400
ERzZEY (BEA4ARMRERRIRGIRERERAENRIE BRI O T ZHOF5IE2S
), GREHRCRX O T 1 LIXFERICITHENEBBICRE LI-RKEZETH. ZLOREITEL
THREFERES, SRBIBICENY ., EEICEDHBPEETRAZ L H S,

2. RA
BEROZA AT OV DADKREITOVTIHREEEGEFABRE SN TS, REEEFHF
BHOtDLH5 (K1), FEERCA MOT 1 OFHLGCRERERIFHD LD L B,

3. JfER
BRRIZETIT I MEBEORNET. EEERE,. dOEHEE. 20, BEEROHIRREHE, HR
NS EEE TEELLY,

4. AEE
BEEIEAE L,

5. ¥
REIZHDETHIETL, BERAN 0.1 LLTELBZEELZL, T, HIZEF - #FIC
SWTELVWVREZE L AM., BORBFIEIR-NEA-OFTELEEKBIZITESELNV,

*HER-FAEDOR O T 4 TRETHRICEEAGEADRFRELHONDEZENDH D,
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O EHOHFEICKHELEE

1. BEH
1000 £

2. HEOHE
N

3. HMBRMGAEAE
RFESL

4. REOEE

WE GETHICRAETZRD D)
5. DA%
HY (BRBREFEETERRFEDLHEEHY)
6. EEENHE
Bt ADEDEERAMN 0.3 R FEDNEERNRET S,

O i1EmiEHT
- BARIERIYS
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<EEREE>
Definite ZXR&ET D,

A fE1R
HIRMRAET (AEDOBEHETIXRNTS)

BH&EMER
OIREEE: MRERSOIHIEOERMERE. EBI B, HOVIILEY
QHNEBEER (FA)F-IXREBREL REIC—BL-EEHX
BRAEEFMRE:
- 2185 ERG (EKIZHRR) D RIS HES
-ZRME LUV EBERT ERG O RIGE T
‘EOG O L/D LkDIET
@I TF MBS (OCT) FREITH ITHMEDHERE

C A2 M
UTDHREZRNT .
EM_LHENET
A0xy NARAZFFIoaaXy  TAHIED  BEFLVTIVEF
SMEIE (AU TR ) FARE IR ZE
BRMMARKEIEARE (CSC. AZOOR, MEWSD %)
SEXMIOR—<, ERXMEEBHER K
IEEME M EMRER  FiF 50 R EOEFIZEOTEHEBICHRIREBL AN D, HIRIKEHEE.
DEZE250umBlE, 2) iz, BEAK. BRELIGHERKOME. 3)ERER, ) WEERLERD
EERFIREREL. 5 REEFKRODENRBRISERATGEOLTEHEL. BERFIL—E .
reticular pseudodrusen., BRILBEESIZENH D,
ERMEEREE  AREBOBRELNH L. ERREEEIRIET T,

<gZWoHATIN—>
Definite:
AIEE+BIEHMDSHLIEB U EZEELCOEMNT NSKBZRNT S,
HEBGRTR M SEZEM A REEL DI DV TIIBIER O M55 218 B L EZi# 1= L Definite £9%
Probable:
BIEEHMS>L2IHB UL Z#E-LCOER T NESHREZRNLI-TD
AEEHSWNIBEENDIERULEAHY. CIEEDEAT RELOZERNLI-ED
Probable [BALMNERIEEMN H L Definite (2T 5,

203



<WEWLEMEMN SN AIEELLD >
(BREMROHEISTNTNUTOERZEHT-LIIHGEIZ Definite £95)
1. BEHEHCAROTs (RAMH)
B-® REEE (WA INEHKHBER (B 1A) . ABRERER (B 2A) . WWIIKRHER (R 3A) 2885,
TNTNEESHE, MEFRYENRING HEIERBMNLERBRRICEL(H4),
B-Q IREBHFHN: INEHMEILAEL (K 1B, K 2B, K 3B)%ZRT,
HAAREES (FA) IIEHEYE X TOVIICKBEEL (K 10)ERT,
B-@ BRABEFHIMRET(WE) EOG X L/D LLAMETT S,
B-@ OCT:INEHEMEIXMIETICEELTLS (X 1D, K 2C, K 3C),

WL B-DEEEELB-QEEBXRELHDOVIELFA EB-QESEEFZMWBREBETNALLIZLEZDH
HMEB-ITIHEICZEHT S,

2. Stargardt J&

B-O REEE(WA) EROEMRBRRE (HENERRELIEEOPLEEREZRYEATHKDOIE
FE. VWO AENEREZRTELD (R 5) . EBRHRRHNZE T HEMHERE (beaten-metal
atrophy) ) , EEYGAERITIE, BHEEH SO TRBMICHBHEES (B 6A),

B-@ MREBHRHNL ERHNALANIEERT L BHOERFRITEHL. EEHMETEREETTT (K
6B) . E£1=. perpapillary sparing (R ZFERFEDRES SFUVBRERNEFINSGFR) LI
FRATHS.

HAREESR (FA W78) :dark choroid (B REHSHIELHZ D) HiH NS ([ 6C)

B-Q BREBEFMIELT: 2% ERG. EOG (FTFESETHD, ERENDERGTIEREHB N RLND,

B-@ OCT:EBMIEBILRMITAEISETIEAER(S/0S) DELLBEDIEZILAALND, HEMITHEESR
REROBEKEEZRY (E6D),

P B-OIRESTEL B-QEAREES . IREEREATHNA LI LREOHBEE-TIHEIT2M
EXE

3. FHILEBCZAAOD1
B-O REEE (WA) EREICRNETZ2HATEIRRBHLEEEILL,
B-@ HWMIREIES (FA) EHIICHNETEHRHATELEEN GV,
B-Q BREEFMIEET (WE) HALHAEZNHL-2AHREERIIESE? EHFEFTH ERG DX
NS . F1=XZ BT ERG THILERD RIGHASHEE.
B-@ OCT: $f{AS}Ei5tifi (COST) MiH k. IS/0S DAL A HEND, EITT HEIS/0S SA DB
DNHLNEELIITGY  SNEEHELIEFILT S,
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P B-OIRESE, B—QOHRAEREER . HLU B-QEBEIEEZHRFDI6ETOREZEHT-
ER =N

x1 HABEEZLTUILXF—LGETHRITHRBGIGES. REBRENXTREATIZELAEETH D, RER
FEENE.EEN BLUITFPOEICHOTHHBRERENRESNIEED, CKBEDEETHD,
* 2 SEIRIGEAS 30-Hz 7YYAHERG [IBERTITEIEELH 5.

4. #ERISAMOT4, BLUHATFAS IO

B-D

B-@

B-®

B-@

=
"z

B EB—DRREHALVE B-@OCT & B-QESRAEFMIRITDS5 ERG TMAHLELIZ LR %

REETE WA IFEAEERENLZVLO. EFEHICERRE (RARFRIENEIRE. AiER
RLROUFAMER(BRABEHEIEHY) (B TA))BESEFISETH S,

HAREES (FA) . REB RN (AF) :FATIEZEHHIC—HL T window defect [CLDBHE S . IRHE
EMMEREMRICLDEHNLGE  AFTIEEREBMAIC—HRLTRERAEN RSN FEDEREIC
WRBHEENPRESNEI LN HD,

BRAEEFIRET (WZE) (ERG THAR ERG O RIGHES (KB 7B) . #F{A% ERG DIRIBIE T A A5
NBEIENHD BEER-TFARSAIOT) D #AERERG DEEDIFZSHBETHS,

OCT: COST [FE%T 5.1S/0S DRGTETFTET 5. HIESNEBDIEZLAADNS(E TC),

e Pl e R

5. XEEHM X REK)EFRIRS B
(RN BHFEFERTHLIEN S RELIEAN B IGUVMEF TIIERMBRERZINILEH D)

B-D

B-@

B-®

B-@

=0
"z

REEE (WA BERICHLDENHEET S5, ETHTIEIRIREAER LROEREZEIETRNLGE
HREIZES (H8), I+ M TIXEDEHEIRICHEIES BE CRIERFTDORELGLEEHS,
BREEXE®RN.: PLDEDERIC—HL. BERALALNDS,

HAREES (FA)  ERS B EXRLTHERSIGL,

BREBEFIRET WA) : 7F5vY 1 ERG TIEbIRIEELCEIEL . — %I negative type 7R 9 (E9)
N EEFITEIEERERTLEHD,

OCT (W) - FILERBEDRMIENE . Z<ITNEBRELNRRBICHEIEDHATREANROLNS (F
10),

WL B-OIREEEHAL\EB-@DOCT &B-QERAEEFMIRITD ERG TLVF It LEDIFHEH

ISR 5. BOARET S ELZHD—BIZGS,

6. HMEEwRBURIREIRS X OT 1

B-D

RETE (WA MHRKEEFEERNICEIARERRPROENERSNIARKRREZRD S,
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MEAICIEERH DO EEERICEMKICBERER EROEBRENHIRT 5, #1177 HLMIE
BREFEBRENICHERERRENAEBIRL., JERL. OHTH R EMHHREANICEARE RS
KMNENERINHHEFRIZHS(E 1A, B 11B),

B-@ IREBHFEN HMERIERBIEERICKYERERTERL. TORRITT) T KOBHIHH
5n% (B 110),
HIREEES (FA) - WHAIZIZIRZEIZ—EL T window defect, EITEAICIXIR REFBALRE S DI
IRAGE R KM EGRLADND,

B-Q@ BRAEPMIRET ERG.EOG [EZLDBAEETHS.

B-@ OCT:#EEMNE. BEERLEDEELLAONS (K 11D),

ZHLB-OIRESEL B-QEABEEF TRALLICLEOHHERB =T HEICEWT 5,
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<EEESE>
BIFGADERDBERNN0.IREDEERNRLET S,

KB, JEROBREN L OBEIEESIESE T EL LY LARAWETH L), BREREZGET 5 Z &0
MBEERFIZOWTE, ERERORNG LT 5,
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4—40 L—AR)LECHIRHRE

O #M=E

1. BI=E
T rAVRYTEGFEENBREGHAZREL. OBEEGEEF. TESIRTA vV EEH.
RERFHIREZHET SRUBBEEMEETH DS, BEEBHICHET I, BREGDOH. BE
BHEOFRICIBZFIENT. BERELXHREEOFRICEENENS, —BOBRHET. Sl
RTHBFEY., FEHPMZESVTRABLEROERE R, BEHZHERNIESEREL. ¥~ A
D536z, MROEERMEEMBICINV=S GBEHRNOTLUT),

2. RA
S raVRYTEEGEFER (3460, 11778, 14484 IEEGEEN 90%) ABREETEREL TS,

LAL. Biesrxi. SRR, EXRMREFORRIFTATH S,

3. fER
MR TH D, ETIIERNE (HEMSHA) THD,
MB|HIET

(2) DB R
KBE. ERZERT D ENDH D,

4. BEE
REF m CIABENAHEIL ShTULVELY,
ATIUHALQFEERDS TR/ VP EPI-143 N—EDEZICEDNTHEVWSHENH D,
T, >V BORKRY UHEEQGREINH., BT AR, BMEAE. FHERABERELZEIZOVTHE
NEESNTULNS,

5. ¥
FEAELTHEFRTHEREMETHY ., 10 mE~30 mEiteE 45~0 BtDZIEHEOREE—HI L

2T, BAK 0.1 UTERD, BEFHKRHA (XERLL) [CWE2EEEE< LGV, BFEH - 158
TR RMKBAICNY, 5E - EF - B - BH7 - ERHETEFOH. BELFORE -
MBICEREXEERT=T,

O EHOHFEICKHELES
1. BEW (TR 26 £EBABBERPEEY - RAE)
ME—FEHOFRREERTEEH 161 A
2. FIROHE
R GEETF)
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3. MRMLEEAE
REEML (IRABRAERGL)
4. REDESE
DE (IF&AENBAMDLREEEES)
5. PR
HY (BIEREE - REREMREICET 2AEMRN L ARBRRHERERFEESE)
6. EEENSE
BIFEADIROBEHRNMN 03 KiFERET S,

O i1EmiEHT
BEREBRAETAEY GREIREIE - AR ERE) MBEIREE - SR EREICET 2 ATMEIL
HEARE BLUKPESSER 208 OfseE
BA#ZREYLESEE HIBHRRLAERE 2AKE
F BE MPEAFEFHRE %Ki 48 W

O fREH
OMTRE - EEENE
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Definite, Probable, Possible X% &9 5,

L—~ILERIER IR D T A4

(1) ER

® SHU~BIME R, BEEOENETLHDERZEDS MRRBRREENSEESLHLHMN, BEL
FERIZEAEL. BB Hy AZER T, MAIIRLEET 5.

Q@ FAMHICRAZFILEORS - BIR. RARILETEEMMEIRIEST. BIRMIERHEEKR. B EILE
EEHMGE DRRFHUEEMEDSIE—DULERDS.

Q BHUHICHEERRHRZPLELE RAGEEOHRGREEREZET S,

(2) BREMRR

D BEDEERCBIFIIF VR TEEFIREVRERERDH S, EEREE 3460, 11778, 14484 DiE
HBMMNAAEEZLHD., D THEEAETIE 11778 FEDIT 7 UMD T7TZUADEBERETRTLONRESH
=BED 90%DFIBEoNd, CNO=REEFIRARENARETHIN . TOMDERIZOVTITIER
FRAEITO>TOWSEMERICREX KRBT IVENDH S,

SMHIZIFERES CT/MRI TEHRERAHRICEEZRDLL,
AMHOIILA LAV BANEBEEEEZRET. hRETUL-AMRILELIEEMOENDRILBRT
HAEL, RS EERE ST A h0EE CHRRETEARRRLERT . BHTREEDS
WMREMR TH S,

© ®

(3) Al 2

UTDHREZENT 5,

R R, RAMAARE (SR MEELEZESD) . BHRERX 77KV 4 fUAEIERME
REEQ) . BRI, EAMEMRIE. PENL - REESHRMRE. SMEERMIRE.

L DB RAIFE . BB AMOT

<gEohTIV—>

W E B (definite LHON) : 1. EEIEH (1) DDEQHBLLIZDERZFH L. M2 (2) DD~QD L TEH =T,

FEZE I (probable LHON) : 1. FEIEHE (1) DOHLLIEO®Z L. M2 (2) DDEQZEHE =T,

£EL VBl (possible LHON) : 1. EZEIEER (1) DDOELLIEO L (2) DB ZE#T-L. MR IEE TR REEGNH
SHNTHAMN, SFAVFYTEGFEREEZBRETELZLDLO,

fREFE (LHON carrier) : HETEHI, FEEHFI, F=(FERLMHIOBEELXFROBELTHEL. 1. TEIBEH (2) DI
LT HRBEEBIRE, £ AERRCEAM R ERECEREEESZ2ETOMEBTRETHE
FED552)DOERF-TID, COFE. (2) DQIZRLTHELY,
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<EIEESTHH>
RIFEADIRDIBER AN 0.3 RiFGEHRET S,

KB, JEROBREN L OBEIEESIESE T EL LY LARAWETH L), BREREZGET 5 Z &0
MBEERFIZOWTE, ERERORNG LT 5,
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4—41 7yiv—iEIERE
o #=

1. @E

7 v v — (Usher) fEIREE . HEESICHREEREMELZFE SEERBMEOERETH D, HEDREEL
hEE~FEHEFTTERILS., EXREICRETSIHNZELEAEEXZLED D, TH-HRECERETHTER
TEIZFAE L. RRITHEFEELNET L THEMEBAE LGB0,

2. FH

Usher SERBHEHRBALIRIENRE & BRBTH S, FEEET & LTHEREETIZ ) OHFR
SNTWB. 2 A T 11X MO7A USHIC, CDH23, PCDH15, USHIGTH Y .2 A4 7 2 1% USH2A, GPRI8, DFNB31.
24T 3L CLRNI TH B,

AT L TRESHE L MEEREIEEHS SN D, TORBRUENE (BICAEMEH)
LRI (IR OBETHHLEALNTEY. NELBEICHET SREREA N KL
LREHEDREREA H = XLOBHEDEICL BRESEESNTNEA, ZORMETHTH
3.

3. fER
FERDIBELFORERRIZLE>TID2DLA TIZHBEIhTWS, REEREIRSTIZIZLEY.
ZTOHRBEFFZENEITLTLKRIBELBBNZFEAETH S,

Usher fEfREE 24 71
EXMOEE~EEHREET 5, MAIRTEHEREEZSZE SN AEERF 10 mATRLIVE
b,
Usher fEfZEE 241 72
EXMENOESERERHELET SH, AREKRETRFHALRICECSZ ENZL, FIEMKEIXEET
HBHHEHZLN,
Usher fEf&EE 24 73
ETHEOHBEEEL., EREESORE. SJURRERKORERIIHRLTHL,

4. Ak
BESICxtd B AaEE
BERTIRERTOLOEAET DENEEEREITEN,
HEDEECKHLT. MESOCAINEICL >THEAZHSABRNMTHOATIS,
BICARMEOSEHIEE 2T 5 Usher FEIRES 4 7 1 EHIIZH L CTIXMHEESR COBERIIE#TH Y
ZOMRIIBENTHLEEZAONS-H. BHEANASOATIREERANEFE LY, Fi=. FRMIZHE
REREMENSETL, HEMXBRLLGLIILEFRL. RBHEISOBRBAINEERICEYERE
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HMEERTHIENWL AED=-HICHERATHLIEEZ NS,

IR EREECHT HAaRE

RRERETHEICHT 2ADGEREELEISATLGL, REREREUEOETZNA S5FEHF

L. E2220 A RRIEEGEOHRREASAAVLONSINEZDOHMRFFAASA TGN, F=, #Hh
REFOFERAMNEIESEZTOETFHICEDEDREL HASBNETDOHMRLAASA TG,

5. %%

WFhDRATIZENTHIRE

O EHOHEICHELEIE

1.

BEY (BRI TORBHREH)
#8160 A
FIR D

VEFRENHEILISNTELT . EEEEICELY QOL NELIETI 5.

TR (B OEEFOEENRALSINELEOTND)

RWEBERTE
REEL HEREDH THD)
RHYPDHEE

LE(BEHEE - REEZOREERADHELY)

HY

i
B
o

ER ]

BLULEZERRET D,

B

O faizftx
[Usher SE{ZE$IZRE 9 HERAERAZTIL
MERKE EMXEZEEFHESMERERE HiF FEXE—
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<BMEE>
Tyov—EEHZEE%E  (Usher SEIREICEIT DRAEMEMICLD)

1. BRER
ARE. RERE, AHETLEORTEREE HIREREME)
BRI BT, HFEWVRE DB (a4 - BT ELEIR)

2. FRRREMRR
AMRIEEREMEICETSIME(LUTO>6, fBIEEREEHT2 DULEHET)
(1) REMR - @ELERN. HERARKEREE. B/ MARERILE. ERITIARLGE
(2) MWEEMLOERE RIBET. XIEHEK)
() HAREEEZMRCRIEARLEEEMRICIIBHNLFITERL
(4) KT HEHBBTHLEIZEITSHIS/0S DEE (FEHFEIEER)
BRESTHIEICEISIMELITOETE®KY)
(1) MERHMBERE(RE-BR)OREELR
(2)  HPIEMIRA. Auditory Neuropathy, IGE BN EETED

3. KEDIMTHEE
S4T71: EXMENBE~EEHREEET 5, MARTEREREEZ#S6A% <. HEERI 10 &
BRI YAEL D,
5472 AREDEERZTROHREZET 5. REEKIEBEHLURICEL S, AIEKEREET
HHBINZL,
473 #EE, REERELBEHLURICELC, BEBIRLITET,

4. BEFHRE
REEGEFELTIBREETICI0EERFHIRESNTIND 24 T 113 MYO7A, USHIC, CDH23, PCDH15,
USHIG, CIB2 T&®HY . B A 7 21% USH2A, GPRI8, DFNB31. 24 F 3 (& CLRNI TH 5.

<ZWDhTI>

M-AL2—AIRUT1—BE2—BIDMAZFE-TIHE ., BLIUKXM-AL2—A1F =1 —B&2—BIDLVTH
ez, 4B EEMREICKIYEENGEGFEEZZRODGEITT Y y—EEE LT 5,
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REZT LT3 SE#ELEEZRRET S,
0 25dBHL i (IEH)
1
2
3

ok

Hu},\

25dBHL LA E40dBHL i (R E 8 5E)
40dBHL LA E70dBHL K (h S E#EE)
70dBHL L E9OdBHL ki (& E#EE)
4 90dBHL Ll E (EE##ER)
%500, 1000, 2000Hz DFEHET, FCANRWE (REEE) DETHIE

2. BEREE
PHEEICLIYRABEEREEMELZSHINEEDS L, EEESEOI, I, NVENEEXNRETD

EHEHENRRICIIBRERERENDEEREDTE

IE :BERNOTLULE, MOREFRELZL

I :BERNOTLULE, REKXEHY

ME : BEHRNDO.TRA. 0.2UL

VE : BIERHN 0.2 R

T RERN. RELLICRHLGHOROBEEZRANS

KB, JEROBREN L BEIEESIESE T EL LY LARAWETH LN, BRERZGET 5 Z &0
MBERFIZOWTE, ERERORNG L35,
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4—42 EERFERMAIERSHEE

1. BE

EE (40 BRiE) CTREY IMAIMRETHEZSY, KEHNCFETHADRFTHMEDSE ., MAITEIZHER
DEITT DEBEMER M AR T HEE LLTELA ZEAKHBELOENNBTLERZ TIEED
o1z, T TEREICERZEAITAD I SEHEBLAMA DNz, FERMHELS|ISHRITREER
FHAREIN TSI L, BEMDONRAF. GIZILES. SME . FHl. VML RREICLLSEDIERS
EVSERABEHEAMAONT -, EE. BEFEOBENDLT DBHLAICIN TETLSH HREMBAICIE
EOTLVEW, BRMICRE. ETLRAIEEHEE- 25805010 ER L GRBE LD KERITEE
EPHEDFMMIEFCBREFICKRELXEEE-T, FARENREILTHYRIWGEREEE
WEETH-O. AEEOREOEACEBBRZIOMRIERZLGRETHD, PWEEICTLEDV-EF
(R 2CA AN

2. BEA
EEFRERHAMREHEOREIIRIEFATHAN., REDHFEELFEDESIZKY, SEIFHE
{EF (ACTG1EILF. CDH2318{LF. COCHIEIEF. KCNQ41E{LEF. TECTAEIEF. TMPRSS3&1LF.
WFST1BIF5E) DEENBALMNIE>TE-, LALENSRE#FICEALTIIR T LEBALMIZLEST
VLY,

3. fEK
1) MR D EEEE
EEREOMAIMEORTHE HHEOREIBENIOEETTHATHS BE. PEEHIETHREL
ZOHETURBIEEHEE- AL HGEHRRETRBELD,
2) BEHE K
HEOETICHVWER, HDFEVVEEDBEEREEHT A2 EFOBELETIEY, 5DIKE
BLZEDR BB,

4. AEE
VD APABRERIEILIINTEST . EAHICR U THESRHOIWIAIRNEICKIHEENEMIZITH
ntTsd,

2) RBIETLESRICISMREHMELAKICRIBTRERTO S, MEMKRE. KBEHEE. E430
HEGENRALLNTNSD ., TOHMRICET HIET U RIFELK B R TIEA AR EIIREL
THdo

5. %t
RERHPORE. ETOFEILEFICE - TELS EROREFHEFTELV-ORHOEBENAVLE
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ERY BEDBEHWNEEAREN, T, HHEBOCAIRNEOREEZITOTLEERAICIEELRLE:
. Q0L DETIFRNE, SHICHERIEICL S22 —2aVBEEICKY., B ORI H R E ]
LRHLND,

O EHOHEICHELEIE

1. BEH
#7 4000 A
2. RFEOME
N

3. MRMIBERE
KL GHERZECAIANELE DXHERE)
4. REIOESE
HE (REICO>TEENEFGR. HHITETT D)
5. PEEE
HAMEEEEICET MBS RSB ME L (2014 £E)
6. EEENE
HY (BAREEEFRICKDIEALANIICGL-EEE S )

O fA#EHT

T At EREEEICEAT 5AEMERI
MERERE EMNAZEFMESRREHFHEE BIR FhXE—
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<BMEE>
HERER WA RS HIE

ROIFHERB-ITREHBEDLTHD

1. BEMEIDOEFRETHD (A0RREDRIE)

2. mAIETHS

3. EFEMHBEEZSISEIRREGCFIRESATESY. BMONHREFICEESLDHBRMN TS

FRER

1.

EFEMOBEFEREICONT

(1)A0mKBTORENMELEMERNIRETHERINZLD,
BEANEDRICZLEZARBERAEZOHERLY . MBICHEIBEEMBRNIBEICETSRERMED FHEIL
125Hz, 250Hz, 500Hz, 1000Hz, 2000Hz, 4000 Hz, 8000Hz M £ K #kIZ1>1=Y 55 K& Tl 20dB KT
HEZENBELNELH>TEY . MERIZHESE DD ELILSSHMURIZE DN, LIz >TL40REKF T
HENHAOIETNEEZMIZIEMBUNDERIZLDILDTHEEEASIENRATH D,

(2) ERMDRIEH DN IIBREHRM P OETHERTE LD,

HERBERE. 1R+ E2.SRREZ. WERBEZOVITIADODORRICEWTHEN TV EMNEE
BATESLD,

‘BESEGRICTREMTHRAREBZERTL. EEZHRPICHBOETHIH S EAATE LD,

IS DT

mEORTHELNHY . REENPEEL LOHBETHLHLO, MAIELIEICHAL EKRGHEEZR
FEWSER T MAIBEEVSEKRTHD, LIz > T MAINREHET—AOHIETTSE
LSBIbEENS,

3. RERIZDWT

(M BB - ETH#ELSISEITREAEGFIREIA TS

BERIDE R - T 5 I FRITREEGTFEL T MEFETIZ, ACTGERF. CDH23EIRF.
COCH &1LF . KCNQ4&IEF. TECTABIEF. TMPRSS3&I5F. WFST B FNEEMNEESNTL
B, CNLDEEFEEMNREIN, MO LEOEAEEL R TEH L RMEHEE, MEREREEE (T
ELDRETHY . AEETHAEBRDIENEETHS,

BE.HAERMOEBLE-ARERELY . FEGFEEICIIHEBED LHDHHEIEL. HEESKR(NE
MHEEERIIIRO D 0.14%~ 1. 9% 2ETHAH_ENHLMNELO TNV,
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(2) BRI DN IEF ARSI SN TLEDB D,

BIZ ETHFREAIRET 4000Hz DRMELFZROHMAMEEST R, CT RETREEBEINEDHL
NHMAIMEIMEHEEE ESEMEROERENALHERFIEHEE, VLR M ki EFE453
MO IRABRENZROONSBEENIEFHNALA LD IEERS
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<EEESE>
UTOEEESEICEWTIEEHELU LENRET D

BREE:
0 25dBHL K (IE%)
1 25dBHL Ll E40dBHL i (82 E#EE)
2 40dBHL L1 E70dBHL K (hFE#EE)
3 70dBHL Ll E9QOdBHL ki (S FE & E#E)
4 90dBHL Ll t (EEHEE)
%500, 1000, 2000Hz DFEHET, FCANRWE (REEE) DETHIE

KB, SEROBREN L OBEIEESIESE T EL EICEY LARAWETH LN, BREREZKGET 5 Z &0
MBEERFIZOWTE, ERERORNGE L35,
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4—A43 EFEMER/NKE
o HIE

1. WME
EFEER)/OKESX, BIEESERETHEOERMEGERELLTAREIZRNI U /NKEREL, HFE
WREERETAINEEDOENVEETHD, FEFHIIMEOESERZTHENLITL. HEHISH+E
DEICOFNREERETHH, BEEIEZEFLAEL,

2. FRA
REETATHS. RITL-EERTHEBEOREN-H. RVFAZETEERSHEEDRNE(H
FMERINKENEL, R NKEICKYOENEENRET HEETFSN TS,

3. fEK
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