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G |ERCC5 13033 (133kD) + 32 + < 5 0.6
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N3 R3O7 5~: advanced neurological XP
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hemidysplasia, ichthyosiform erythroderma or nevus, and limb defects)fE{REE TH D)
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2) REAMBLEOBAMLENE (T>F U ERABBETAHOND)
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(a) BEEZRDHDEH

;HE: A= % (0~100%)

(b) #IHIZRHDHERH

15



(HDECAS

& B= % (0~100%)
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0: ABBEOZEELL

. BEOOFOREHAO(OENNR)EEDHD
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ABBEFEERAATVATLA: RKRAO7=A/10+B/10+C+D+E=

2. KERENZELWNEE, BV, BILAHRABEDOSS . EEF LTS,

(MKBEEDNZELWVEELIET S F UERABREICAVT. AREBOBSLZ5%LULITKAEREERD
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NELNBELSHEHERED,

3. {2 R GrEHI
UFT)~B)OWTFhhEidE-7158xRET S,
(1HEEREE: 70dBLLEO RS (B IFEE THIH)
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(4)FEE:

Child-Pugh/*$8T. 75 ABIZE2H T 555

< Child-Pugh 948>

(0~1004)

1= 2 & 3 R
JFF 4 i i 7L W (I - 1) | Bk (IPL L)
A Kk 7L 10E R R DL b
M7 L7 3 Ml 3.5g/d¢ 2.8~3.5 g/dl 2.8g/d¢ il
=2 = Vg 1| 70% i@ 40~70% 40 % A it
MiE# e UL E 2.0 mg/d¢ AW | 2.0~3.0 mg/d¢ 3.0 mg/d¢
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(5) MEXRRELE DEEEE: Barthel IndexT 85 R
OMEEERYET( : Barthel Index
85 MUTERRET S,

BRIAR =%
Bi. BEGEQEET., ZEMBRINICEBRNEZS 10
1 BE EANE (=L X, BHTEY>THMALTESD) 5
297 Bh 0
s T Bi.,JL—F D9 RMDEELET GETEILED) 15
ST e oSaN S E L LREEET S 10
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BAHZEIETRETHAMNIZIZENE 5
DFEE
ENBFEIEF T8 0
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3 ER
AN BIE=IEF AT HE 0
B (KIRDBEE., BRIBEKREFED R—3TIILERGEEFERALTLSIEE(X 0
ZTOHRBFLED)
4 RLENME - -
BBy, REXZZ S, KR, BIERICHBEIZET S 5
EMBFEIIARATHE 0
. HiL 5
5 A&
BN BIE=IE A AT HE 0
MU ED ST, HER (BE/RF. HTREBRODFERADHEXEHT 15
6 B 5mU EDNTENSIT, SITHROERZED 10
1T
BITTEEDIGE . EFFIZT 45m Ll E DRI AE 5
LEELst 0
Bi.FIYGEDFEROEREILBHEL 10
7 PEEEFERE | ABIEILEREETDS 5
g 0
Bi.#. 77 RAFT—  EEDEREED 10
8 ®‘EBZ BB BN RGN, FAULIZEN TITAS 5
iU 0
KEZGL, xE. LEORYIKWLETATEE 10
PeEa -
9 a—L EEFIZKRERY. whm. LEORYFEWNZNBZEETIELED 5
LEELst 0
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REERBE LMD LEOHBAENFEMNTHL. ERXERERTIEATP2CI THD,

2. [R&HE
REDEEEEFTHAD ATP2C1 BIZFIE, TILUAKIE E®D secretory pathway calcium —ATPase 1
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HRERAITIKEZEERT HFLBALHICSN TGN,

3. fEK

AETHICIREREIGS, BRERICHLEHRE - BE-BE-ILFERGE ORIZERZ DI, /MK
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2. FmEOHE
TR (RREERTS/\VIHTIEERANREINSGD, TOEENFHRINIEEILTH)
3. MRMEERAE
REEL (ARAEAIIFEILSN TLVELY)
4. REIDHEE
HE (BRERYIRTIENZLY)
5. BOMREZE
HY FARIERDEZHEEHY)
6. EEEREE
BPDAI (Bullous pemphigoid disease area index) # ALNCHEHELL LEXERET S

O fA#EHT
MO HMATE R EREREMRIL
MRARE BEEZZKRFEFR HR RART

IR 8 DEREMN R DA R B R ORERMBIZ
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<EEREE>
Definite ZXR&ET D,

BXARE (BRURBKEBEZET) DEELE

A ERFREIEZHTIE B

1. KEIZSERS D, EEMIR

2. RIEIZEHT 5. RimltKESIUVULA

3. AREMRZEOHERNDIFRFEKASSIVULA

B#&EMR
1. REHEBFNZMIER
1N RETKEERDD,
2. REFHPWIER
1) EAMAREREEICEY. REORKREREREEIC G, HAWIHRARDILEETRD D,
2) EAMAEEEICKY ., MPDORKRRERERIE (1G) 1T 5, LI ELISA(CLEIA)EIZELY.
e D BP180 $ifK (IgG) . 1 BP230 A (IgG) H AU E i VIl BaS—57 Uik (1eG) & H T 5,

C B RIE2 1
UTDEREEERNT S,
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<EWohTI)—>
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<EEESE>

BPDAI ZFWVTHFEELU LEFXNRET B,

KIE VA /KA 5 $1BE
BBz = R
BEER-EEm 0-1-2:3:5-10 0-1:2:3:5-10
35ER 0-1-2:3:5-10 0-1-2:3:5-10
&R 0-1-2:3:5-10 0-1-2:3:5-10
ELER 0-1:2-3:5-10 0-1-2:3:5:10
AL 0-1:2-3:5-10 0-1-2:3:5-10
F 0-1-2:3:5:10 0:1-2-3:5-10
=R 0-1-2:3:5-10 0-1:2:3:5-10
fE &R 0-1-2:3:5-10 0-1-2:3:5-10
HER- B 0-1-2:3:5-10 0-1-2:3:5-10
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AE 0-1:2-5-10
EJUREE] 0-1-2:5-10
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=) /120
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18 = 1~3@ M2 RFE1cmUEORBIFHEN

2= = 1~3f@ D ER1cmULORBSHMN1ELL

3R = 4fELlE »D RFE2ecmUEDRBIEG

58 = 4@AUE HhD REFE2cmUEORBHA1ELL
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T, ) DEEEEBETEFTHD, RERIIVBEDEZICLKYBRIZEYSS, EREEIIFNATIDEEIC
M 525K (BMER . RESE. ABEKLZE) HAHY. TNLICKYFRNRESIND,

O BE#HIFEICHELEHE
1. BEH
#9 5000 A (2,800-11,200 A)
2. FIHOHE
FHGEGEFEREICEDBLDESATINS,)
3. MBEMLAEAE
REEIL (RSN T AEEIZ2AL,)
4. REDOES
B (RIER . EEICh>THET 5,)
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5. MR
HY (ARIHERDZEEESHY)

6. EEENE
MRIMEBDEFEESEZAVT A HDHWNIB. ZE-TIHESEEELL. MRET S,

O fAEHT
M A RIEREICET SAEMRIL
HRARE BEREDKRFEFHNREN HIR XBKET
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<EEEE>
Definite. Probable Zx{& &9 %,

I. RREBRIEDDHESE

A JER

(RIBERK)

1. REEMNEBTHY., BEET (tanning) Z LAY,

2. ATRIYEZOBHANEE. RER. BB RVEE. RIREOVLVTIATHS,
(BRAEK)

3. MEEBRNMBREINSG,

4. RIRABESN D,

BREMR
1. REREICT. REEERCERERANERESNDS,
2. HAREICT BEFRAREGERNLNH S,

C B RIE2 1
UTDEREEERNT S,
FEOE, REREEN. SEMHAN. REEKRERN

D EEFHIRE
1. TYR P, TYRPI1, SLC45A2 SLC24A5, C10orf11, HPS1, AP3B1, HPS3, HPS4, HPS5, HPS6, DTNBPI,
BLOC183 PLDN, LYST, MYO5A, RAB27A, MLPH Bz FNEE

<gEohTIN—>

Definite: A-1, -2 £ B-1 23 R Tiif=L. SBIZA-3, -4, B2 DLZ\Fhh 1 DL EFHE-L. COERTER
BEBRIL. DEFHTID

Probable: A-1,-2 & B-1 9 RTii&l=L. &5IZ A-3, -4, B2 DL\Thh 1 DLLEZE#HT-L. COERIFT REK
BERNLIZED

Possible: A-1, -2 & B-1 Zi&1=971®
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I. REDH(REEBRENILEDKRETHLM) DDMTELE

A. BRE S B RIED W EZE T, DefiniteN, Probable T#H A&
B. HI{ERAHHIHE
1. MERECLVINMREEEREZRDS
C. EENBHMIERB(silver—gray) DEFHELGARZLOHTIHE
1. BIXNBOEKREHZRHD
2. BISREMBTRRMRICERAS/V—LERDD
D. BEFEHICKYUTOVWT A DEEFITHRHEENALSINTHDH L

JEFEIERY: TYR, P, TYRP1, SLC45A2, SLC24A5, C100rfl11,

RE(RE
ALV RE— SRS YEIREE: HPS1, AP3BI1, HPS3, HPS4, HPS5, HPS6, DTNBP1, BLOC1S3, PLDN,
FITAT VI -RIAEER: LYST
SR\ JEIREE: MYO5A RAB27A, MLPH

M AZ-L. SOICTREZERH-YIHES. REEDMTES,

1. B—1ZRDIIEE . HAWIDZEH=THR . NLIV AT — RSV VEREBFEZIT 5.
2. C-1,-2 ZELITRDODBE. HAWEDERIIHE . FIT47V7 RIEERBH DT 5.
3. C-1,-2 ZLWThLROLVMEE . HAWEIDZEFB-THE. T IERFEZH T 5,

4. BECEHIERDBWNGE. HAHWNIDZEM=II5E . IREXREDIRKLE B RIELZHT S,

BE IREEAREIFUTOLSIICHESND.

FRIEMRE AS=VBDITHSEERDAZE RS H24T) . IRKRE B RE (BR&E)

FEMREN (£ RIERERHTDH0T): NLIVRFX— /NS VERE . FIT47v7 -RIERE. Tt
REIREF
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<EEEE>
A. FERE DBRKRE BRI (NLIURF— IRV IIEREE . FT4T7 7 -RERE. 7)) EER) L2
BrEAL . LT DK DI VLK EL—DEBT-TIHESE,
1. ALV RE— RSV

BETRELGHRNES @RENDNENTN 03 LIT) | M/MrRIEREEE (LD H M, RMmEKELD . RAEHERE
FRE . IERHESE .
2. FITAT VY RIEIER

SMEERE (RALEBEZLLEL. FRE. 250/ \GER. AMEKED . HIEREE-LI-RF
B8) | 1BYRT & SRR ., IERK CHITRE. RE. RIEGEES)
3. ) iEIRE

TANA ., HERIET . RIEEEEE . BaXEER. LMD, BYRT 25 REE

B. JEEEEDIRKEEAKELZH SN, SHICHAIDEANENREN 03 LUTTHY., BETEETH D,
¥I5E :

A. HBHWIB. -9 5E. EEET D,

KB, SEROBREN FEOEIEESIESE T EL LY LARAWETH L), BRERZGET 5 Z &0
MBERFIZOWTE, ERERORNG L35,
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2—8 MBEMEEFEE

1. BE
[Ibie. REBZTLTHIBEMBIRE. RIEREMHEL EHKEEREEEZSL)F3FEHETS
BLHHEETHD, 1868 £, Friedreich N3HMEFH T HEHEFRZMICEEH L. TDE. L DAFTEHR
ESNTE=H3%&E AL 1935 £F Touraine BIZK > TEARBERZA L -AREDE S MNHELLT-,

2. &R
Uppal 5(2008)A, HPGD (PGE2 43 B3R ) IR F . Zhang 5(2011)H% SLCO2A1 (FARAT S U Uik
EREGTFOECFEEZREL. PGE2 BEIETHLIZENHELMITHEoT=, BIMFITIL. HPGD &
EFEEFIE. ERMEITEIERRZMAFESIN TS, SLCO2AT [TEERELY REINSBIRERF O, 35S
BREEELV ST HEMTERERT,

3. fEK
BHEFTIEIEEHICHKEL. SEMMNE LT 20 RETIZESS,
ZIEITH=5EHHENHY . RIS TIEIER - HMEAIR (69%) . T9E(65.5%). % TiE (34,5%) . REE T E., 1)
NERE, BETER EL TIXEEETSE (51.7%. BEETRERR(42.4%), BAEI/KIE(24.2%070 L, =Dt B -+ 1505
EB0.4%)., EEREMSRM /NGBS, BN LIMA9.1%), BIN(18.2%), FE(15.6%HENH S,

4. BEE
SEEEENHAON TS, — BB EICIILEFUONRAVLAEM., FIRIE+ 2 TIEGEM o= &
BT 1 PIERETERTA R T+ —EEEBIEREMBEDHA LN TINS,, BB KIS B EE A5k [ Ex
FERICIIHENENAT TO—FARADNTIND, SDECARKEFTESEDLIAEEILAL,

5. F&
10 MEHEITLIRICIEERD W ST-ARET HIEHILHHH 50 RERFZEITTHERLH D ZMHEHIE
L0 RICIEHMDITRTELDOTITHRIET DEFNHDH. CORBICHEHFKTIEHELLT) U/ FEITEE
EARZEIZECL. FHEMZHM/MFESIXREHMICKLFHFILH L. RIEBENETTHLE
BTEZHHEL. FHIEEOBIS LD,

O EHOHEITHELES
1. BEH
100 AR
2. HmEOHE
ABA (HPGD. SLCO2A1 B F DRI EMNREINTLS)
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3. MRMEERAE
REE]L GHEREDAHTHD)
4. REOEE
LEGETHETHD)
5. BMTEE
HY (ARIERDZMEEHY)
6. EREENLE
UTOREREZEONITNAER-TIHEEERNRET S,
REREE1 [HEEREICTEEEINOIEEER I CTEEEILRDHIEE
RERE2 [ /\REITI3E(T4. TELY D LISE .
EREMZHRENEESIOWVT A ERT

O fA#EHT

MO HMATE R EREREMRIL
MRARE BEEZZKRFEFR HR RART
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<EEEE>
Definite. Probable Zx{& &9 %,

EEMREBREDZIHEL

A ERR

1. KEITHRKIE (LBE)

2. REBEILIHEELEBEE
3. KIEBEMEL

4. TEERAMEIFRIK R S

B & Al ZZ BT
UTDEREEERNT S,

D2 XiERE K4 B B EJE (secondary hypertrophic osteoarthropathy) : R EB (IR 1S B
QR ERILVEL B EIE S LUV FCimhE KA
QERMAER

@—1&7ILH)IT+RIT7E—EMIE
R — 25 E M BIE (Camurati-Engelmann &)

CEEFHRE
1. HPGD, SLCO2A1 BIZFNZLEE

D &#HE (JEMAE 2011 FLERBHELY)
<R EIEIR > BBR - HTEAIR (69%) . 9B (65.5%). ZiT4E (34,5%) . fgiRMHEEZ(16.7%)
< EAERfE IR > BEEAE (51.7%) DE SN RE E 75 (30.3%) . R ##EFRAENIE (9.1%) ], BAETAEAR(42.4%) . FAEI/KE(24.2%).
RAET D EARR(9.1%) . B HTFE(6.3%)
<Z0ith>AIMN(18.2%), FE(15.6%). B -+ Z15#5EZ(9.4%) ., KA LMFE9.1%). HEMHBIERO.1%), 5
IR F1E6.1%), BE FIEHR(G3%)

<EZEOHhTIN—>

Definite
T2 ADSLABEEITANTEREZTLO
FEEAI~3FRTHALN, BOIZZET SEREBERIILIZLD

Probable
MR A1, 3 FiET-L B DERTRESHREBZFRIIL. CERBTELD
Possible

ADS5 2 IHA L EZiET-L B DE AT RSKBZRILI-LD
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WL TOFEIE

o [FE2ETPHE IFFERITHEVETL. IRERIBTIEENDL-OEBEELEFEHMNERTHS
A IERDEAIFETITER | LT,

o DAMHERZHDSEILAINEEZHICAVNTIIELAEL,

®1. ZREEXEEESHEDRERE

1. IER Sk R 3. JHiE=RKRE
[R5 14 g -t AN
MfRRE S H0O—29%
fithmiES T A=\t &
snis MR N E IR T RS
fifif= % FERMEAERAE
R[E XY ARAE AT I—
IBHEIEXL INGIES
Za—EVRF A% ZHRMEKRER)—T
1 B it 2% - AR SiE KGES
EEFfifE FFiEZE
FlikE A% AE FFHES
] A R R [RFMEHREE AT E
HILaMR—2 R ZREFT7ION—DR
EH IR BB FAZESE

2. DMERE 4. A RS
F7/—EEEIEREDEE FRARBR VI BR AT 2
ENARE BATFAE FRAR R A RE ST EESE
REFMEDRIER Bl K AR RE TTESE
IR A PR RE 5. ZMfth
KENARIE THIERE

bR
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<EEESE>
BEEREZRAVTUTERRET D,

ZEnEl | REEE CEEED O EIER CERESEROABA
BEEE2 | ()L GREICOELE4. (EA)D LM, [FRRESRENERBIONT
hhERT
EEED | EE | 2%
e m | | n
0 | EEEEAL
(| mEREREA®S
2 | MECRREEABY. LhA RN
e S| [ mmEE RSy pomBREERERA |
%
BrEEa AL R E R R A R BE
4 | BNBD
1%, DEEORR TEA B
0 | MEAEGL. AREHRGL
i L LT By, SRR |
2| BEKIE By, THEHRSY
WE Y
0 | THROmE. BEEEL
| TROBE. BEA BN, EEFTES
2| FROME. A Y . EEA T
IR 5|, | mRASEECE A RS, FRaRREROR | 2
BB (TELRM),
. |meGEmERCERD RS, 55l
ERAT SRR (1 EURIERE) K53,
REME7 LHE—o REMES(ER) S LIFE
B L (3 mEq/L K78) LRSI S i
FRARSER RIS IR BN SN 2
NGRS

*OMTEEL, BEREM SR/ NMNGES I OBMELEIZLD,

KB, SEROBREN LR BEIEESIESE T EL LY LARAWETH L), BREREZET 5 Z &0
MBERFIZOWTE, ERERORNG L35,
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2—9 HEERMERTEREE

1. WME
MR REERECPXE) X, EEREICEE - AL ECHEBRESZV0ER T, TDE=HEIE.
B, b -ME., HIEEICZELEREZETIELBREHEDECHEERETHD,

2. RE
IR R EREPXE)DRREEIET ABCC6 3 16 BEBIKIZHEL. TDBEEFEYIE MRP6
EXIEND KO FIIHEES /B ABC HICEL. COEOADTFEEIRBEEREZEICHELS:
BADEEDERELES TS, LAMALENS MRP6 (FIREDECAEEMICHESNSZEEAHIBALT
BT MRP6 D FEENHIERMEICEMS - AIRILZL 0T HLOVMERBIEITRLZEAN S,

3. fEK

WS R REPXE) L. L TOEKEET S,

BE:REEEE SRERTEAGTS - REAS. Z5E0. KEEEAIEALIC 10 REKVEL, RRICIEE
T2, EEICHREDEENARDONARNE., MBLERELED, TOMOAER : EHELI-EIERHEDORE
REHHICKY, SEFRES. TR MEEEREELRELAOND,

R MREICERAAY. ALV ERHFELL GLFHRE) . MERRE(BRRR)ZET 5, 5IEHEEE
fricHm - MEFENREL. REREB. RAEFTEELD,

D-ME: MEEOREEERICEE -BRIEZELC. MERNROM/MEICLZENEEEET 5, HEX
BRAT. BODE. DEEE, INIEE, HIEER NG EERET S,

4. Ak
)R RS REEERNFE R ENBELIEZANATOIEENZL, LGNSR EREETRIC
SHRSEDHELHEITEN O, FEIZEL T, BRMF#HiESO-MEREFITI,
2)IR: - M EFHECKHLL——ABRERADE. DRE—ELLEL, EMEEREIR-EHTHD,
3)i. ME BAREL A S FitE, F-EVOERICEIS4EDMREICH LT, BIIREILEICEC-EYE
B ATUMNBE. MEERMGEMERETITI.
4)HEE i SRR IS L. RRESEC & DLk i & HREEEE 1T,

5. F&

EEIEEONTIEHINETETHD20. HEEEH. KELHFHSEETLLEICEANEEZLS
Y. MAEEE—BERETHEETHT. BIEERETHY . BELEICKEEZE-T, L -MEE M
BETIE, 2HRUECOELEENEL. ZO-ORBFNEAENBELLS HIEEE., i~ ORR
A BELELED,
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O EHOHEIHELEE
1. BEH
#9300 A
2. FFHOHE
T (EEFEEINERBINTOIAHEMIZRE)
3. MEMLAEAE
KRHIEIL (ETEEDHEFRBTHY . SHEREDHTHB)
4. REDOES
DE GEAMETHD, KE. B, - NEEELEENHD)
5. BHiE%E
HY (BREERELEIOBHELSLY,)
6. EREENE
HRMEROEEESELEANT, KA. B, D - ME, HLEDSE. WFhHDFETEES
BYBEFERARET B,

O fA#EHT
M A RIEREICET SAEMRIL
HRARE BEREDKRFEFHNREN HIR XBKET
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<BMEE>
HERBITHYRNT RSREBERNLZDDERRET S,

MR R R RE

2014 FHETHRE#

[EoMRE%E]

AFHIEE

D RERELNHD

Q@ REREMRECHUERMARILZLLESIEELNHD
Q@ MEMERE (BRREF)NHD

@ ABCC6EILFEENHD

B.32kR

L #E: (DF=EZQ) A2 @

L 8L (DFEIXQ)DH . F1-EBDH

FE; 1) I TROIICOEGFERLMRER-IGSIHELT S,
2) UTORBETEICBHENTEDIE,
FFLIEEEIRTZE T HE0D: PXE-like papillary dermal elastolysis, D—penicillamine AR
MIEBRBEEEEZTLHLD: B Paget A, HIKIRMIBKSE . Ehelers—Danlos fEIREE. $hh 5. SME
IRAGIEEMEZELCDHED: MMEERE M. AR
HILBEHIERZEZZZ2T5L0: B-+2ERES

[f#55]

@ KERE
10~20 X AR, = . BES. ME. RE. BREICIFREI IERUTEIRRIHHIIEBEEDT.
BELTRELLGSEELHD. ABKEICERRRNAEOLONG, REZREA TGS, F-JFAR
R5 (SEKED . BRE. hEL-KELE) DIBEL, EEGZHOELOICEIRT BlREEHALLY
(FHITTESTELN,

Q@ wER
REDHAHAMUNHEBIREZITI. HE BT ERFPB~TRBITHFEREMEICERBINIAKIEEEZHIZE
IR ZEED D, Von Kossa FEBETRHIABEZIAT S EFREREDZ LGS WICERIZEICE
HOTERATHL RENEWNMGEIX. T3/ URTHE. RBELREFRBLEIVEBREZTV. ALES
Von Kossa B EFTIEAY %,

Q HEIRAEIERE
Bruch [EDIRICZHVRIRMEREZ (BRHER)ZEL, TNISHRELTRIET H M OARBIRFAENEZEL
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BLENDDH. TDHR. ERLGRBRIBEORABEZZELHELI-ELDRBERETEEL55, REICE
LU RIREL (R TFHIRE) 22O DEFLH S,

@ EinFEh
BEAaRLSMERERELS, RIBRKETIEIRKXMERELR T THS ABCCE EEILURIEEZIT>TLVS. K
BFRZEERDR—LR—=DIZY 0% HRITTEEMD S DIRFEERERFZ (T TS,
http://www.med.nagasaki—u.ac jp/dermtlgy/

® RIRHBRE
il E QR EEEREDOE S - BIEEEEL., BIMMEEELESISE Y MR MERT. EBIIRKE. NEE,
EMEGENE D, —REGBIIRIELAE LLE R TRHEMAEIR(ZE0ED O PXE TIXZDEEIFEL, FFZHE
FERNORET D ENHIDTIBEZET D,

® HILERZE

HIEBEHM., M TEERMEH M ARHEIITHS, BRIETICEEDIRE. EEET. BIRENIRNRELTS
VITEZCTRETRHLN S,
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BEEESBEZANT, KE. R, D
&9 %,

-ME. HEEDI S, WINLDHRETEEZAT HEHZRER

EEEDEE
B S0-1, F0-1, CV (Co0, PeO-1, HeO, Br0-1) ,  GIO
P EE S2, E2, CV (Col, Pe2, Hel, Br2) , GIT
g JE S3, E3, CV (Co2-3, Pe3, He2-3, Br3) , GI2
RISRE S
SO %L

S1 #EREED
2 EABREBOEELERE
S3 HELENTMA-KE

Rfm%E E

E0 $IEHRHN 0.7 ULk, M OEERHFERELGL
El #BE#AN 0.7 Lk, M OEERBRIEHY
E2 #E#AN 0.7 ki, 0.3 Uk | hOEERBERIEHY
E3 $BIEMRAN 0.3 Rim. A OEERHEREHY

FBERND, RELLIC

i - MERE OV
Co) EENARZEE
Co0 FRMEDHIRLL

RIFGADIRDAEEZALD,

Col BHMLULWHEIZT. BEHY (AFLEBERICTEESHY. )

Co2 EFEICT., RiEHY
Cod ILVEFIEZEDFSE/BIE

Pe) RiHBINR
Pe0 JEIRZEL

Pel AREVLCLUNEDHY ARDOALFNAGE L

Pe2 RIRMBITHY

Ped REFERBLREES/REHY
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He) DA%
HeO #EIR7EL
Hel B LUWHIEICT, MIREZOEZFNHIRT S
He2 BEFHEIZT. MIREHEOEEFENLIRT S
He3 Z#EFICH. MR OCHENLIRT S
Br) MxZErh
BrO BALAEEFHLEL (NMERXS : BIL)
Bri BEDEEFBIEINBILLICITAS (NERY  EXIEI-2)
Br2 BEDEKFTEIEHAHMGENBIZET S (NMERXRS  ENGEI-2)
Br3 HEDEXRIHOETICTHNMIABLETHD (HERSD : ENEILL)

HIEERE Gl
GIO EERQL
GIT RRFRREZHETLMBETOMERS
FILEF C T TOEEHIRF CHIRE L EDRRH Y
GI2 EEHIEEAN S DBEMRMEHME:ZZDERESH Y

MRB, JEROBREN RO EEESHESE T EL EICEY LAWE TH L0, BfERA2 kT2 2 &R
MR ONWTIX, EREERORNSRET D,
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2—10 TILIT7UEIREE

1. =
KENR, B4&. B, . RE. BELEOEBDOKEHEBMNAMRBICEIEGEERE, FHEHEBI M
2B EICKY ., RKERECKEREZR. S 5R. AIZF0EREE. KEAEFRRA., BAKKHA
EEFE-7,

2. [RE
BEREREMHEGRRFTHY . N75%EFHBEOVTANNREEL. F925%IFEALETIE S, R
REGFIF. T14TYIU1 TGF B ZAEMKRT ., 2AFHIBAL TL\S A, Tho LIS O RBHD REEEF
DEELRERON TS, MIEEROBEMETHLST(TVIVIDERREIZLY ., 250OREHBA M
BITHDELDIT. TGF BT FIUGEDBEIEMILAMESELICBEEL TO A IEBIERHEN TS,

3. fEK
REIREHE O KEIRAERCKYBREE LT ENDH D, BRIEEF =34 TH, KEIARFEA
HALICKYIDFEOFRE#HZZELY | KEARERE TIEavIICHREIEA H D, BRRELLT
FEEE. B AZ. RIMLGEORBERATLEEEET S, TOM. KRFEEHRAIZLYEHDE
T. BRASMICKYFIRRELEEET S,

4. BEE
RENRE . KEIARAER IS CTIE ATOEBEBRMZT5. KBAERB. EEQOAE. RMEE
[ZRLTEFMAITHOND, KEIARE. @B TIE, BEASTISHAKELOB/MIZT, A7
YH—IZEBEYEENTONTELEN, BEDTGF S DBEEMIEDHMEN S, TGF B EHIHTS
ERERTAT7OOATUV U RBHREREOERENMTONEIELH S,

5. F&
FIODMERDEFHEICKVERFEIAERIND,
-fRE M KBARE IS BSERI &Y 55,
"RIVITURENREEIC B T ABIIRDIL RIS ERHELLITEITT S,
-BIARELMER T BT DN T ZRGKBIRAFAEREZ5IETRITHEENH S,
F ZRMIZEDEDILRPLDFEEEL,
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O EHOHEITHELES
1. BEH
#9 15,000~20,000 A
2. FmEOHE
T (RAEAFBAE(LFEHRARHR)
3. MRMEERAE
REESL (REREEEIERGN, A DEHHEICK T HXERE, )
4. REOEE
DHE (REREERGEETEETS)
HY EREDOZEEERY)
6. EEENLE
1. /NEBI(18 FKii)
INRIEMFERBROREBOREICET D,
2. BB
1) ~2)OVWTINIEZETIEERRET D,
1) EXMEENHY. BYEE-FHICE>TENYHA SETIEU LIRS T HIHE,
2) KEBREIHKRE (2=2)HNBOLNZEE

[RIVI7 VIR DRI T SREM RV I A EUE

MERKKRE FH HME RRAFZEZHMERR-BIRGFAN FEERR
[EREFRERBDODERATLEARERARZOSLRELBEDOIL—LT—IDFEIL ]
HRARE DMNEERER BEZFI2AXFEFHRRECF L I— &R

IE AR LE LML =S R IE AR B sE I D B2 AE £ CRE 9 5 F IR0y - IR RIAR 5T )
HRARE DMNEERER BEZRI2AXFEFHRRECF L I— &R
DUhRERREREDE SR B8 - BT FHRis4t BT 5%

MEKKRE wHE BIRFERMEL S— Bk
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<TWREAE>
TROEEHKEKDIBEVNWT M1 DERO . REEIRF (FBN1, TGFBR1, TGFBR2, SMAD3, TGFB2 i&1R
FHIEERZRONETILI7UERB LN EET 5. BLFEHMIRERGOLEGTERZROK
WMEELHY. TREDEEBKERDIL2IBEEEm-TH. VL I7 U EEBROREEEH L CEEBRKE
K1 DEB-EILBEKEZESN S,

I. FEBRKER

1. BEEZFIRVME. AIE. WBERFEETCERTR

2. K@RAER - KRRRULFES ORHHMRRATR

3. REIAREEBFE (20 % LA L TIEKRBIBREERE (/LY L/ RE) DILKRA Z 237 220, 20 EERETIE Z
A37=30)

94



<EEESE>

1. /NEB (18 ZF K i)
INRIEMHEERBOIRKEDIEEIZET S,

2. B A

N ~2)DVTINEZETIEERARET B,
1) ERMDRENHY . BWEE-FMICEO>TENYHA HETIELL LIRS TS5,

NYHA %%

1E

MEEBIIHHNBRFEIHIRITELN,
BENGHEFBTIIES . BiF. FRER. x@mHdH0 (L
bR (Mg 24£ LG,

BEMNMPEFEORKITDOFRAHL. RepFrE=(EBEFERICITEER.
BEFEDIL., BB NFEBIZ L, BELR . RESTEE) TEF. B
. PIREE, RahHd LR LEME EETD

SEDORKEBHOHRAH D, TEFFFICIXEAEIR,
BEFEDIS., BHEBIZIE, FSTEE) TRS . BiF. FREH. X#H
BUVERLE (BB EETS .

MEREDE=HLHELBREEBLFIRSND,
DAEERORDE (5 NRHFICLEFEET S
O EEKEFBTINOMNEET B,

NYHA: New York Heart Association

NYHA 3 BICDLTIE, LT DEIRESEICHIRT 52LET 5,

NYHA 548 S REBRE RABRERE
(Specific Activity Scale; SAS) (peakVO,)
I 6 METs U E HEED 80%LL L
I 3.5~5.9 METs EHEED 60~80%
1 2~3.4 METs HEED 40~60%
v 1~19 METs LI F TEATAREH HUNE
HEED 40%KiH

MNYHA 7 5EICEZ X MG T 5 SAS [FAF0VAS,

[RRNEHIT 2METs, BE ST 3.5METs, SUA KR ALy F{KIE AMETs. &% 5-6METs, BEE% 6-TMETs1% 8

BLEDBZRELTHELL,

2) REIRESRE(ZZ2)HROHLNDHZEEY,

T KENREERE  KBIIREIRE (/LS ILANRE) DILK (Z 37 THE) . FrITKBIIRE SR AR

XK7pk, SERORREN LRRO RIS T EL EIZHEY LRWE TH 508, mEERER AT 5 2 L2

MBEIRFITONWTIE, EEREBRORNRET D,
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2—11 I—SR-HUORFEIEE

1. =
I—SR-FUOREREE(EDS) (. KIE. EE. MELRE L BN ESHEBORBHEICESGERMTR
BTHD. TORAEERN S, 6 DOERFRE (HHY BEFHE, mMER, AR, SHEMMER. K
EHESEE) [CHEINTEY. EREZEHOE-HTEHEE IR 1/5000 A&Sh TS, 61T, &k, #a
MREBRBRAREEARMICEVTREL. REBEEHIILI-ID4STI RIEIZED< EDS(DDEDS) 1%
EH FAREARRIN TS,

2. &R

AT URFERIEAT— T UBRBEICES T ARRODEGTFEERICE I FARBIVEIS—
4> (COL5A1, COL5A2)EIRFERIZLY ., MEER EDS (FMEOS—45 (COLANBEFERLY. %
&3 EDS [Fa5—~7 U EMERYDIILEFOXIS—E (PLOD) B FEEICKLY. L HKEHtEL
EDS (& I #35—%>(COLIAI, COLIA2) BIzFEREIZLY. RERBEETNIZ—4S Y IN-TOTA
F—€ (ADAMTS2);&IEFZERIZKY . DDEDS [ CHST14 BIEFEEIZKYRET 5. LML, FhEFh
DELFEENEDEISIGHEFTEREDEHELSISEZT O BERICDEN S HFEEL A
THb.

3. fEK

HHRBCHEVTIE. REDOHBE (RHICH TS, EMERELZE-T) . EHOMEME (& REAL
BTV MEOMHEHE (RELLOT L) . DEFOEE - #FK, LT KEBIRIGEEET 5. BETE EDS
[ZHWTIE, BEET DI D (BREI - BRI E. 181K E) THSH. MER! EDS [THLVNTIL, BINRAFHE-
B BERR. FERREVS-EELREMHELET AL, /NEEOME. HHEMER. BT
BIRODERGE DB KNS H S, DDEDS Tl ETHE S MBS (RSAHE-EHEE €5
RS AR - 1R MERRE - R, ERR TIAE. (DI O %A - 3%, HEAMEER. BEBILR. BREHHELE)
BLURERE BEROFY, AXUESREHMELLS) EHEIHENEEREET 5.

4. Ak

HHE EDS [CHTHEE. BE DS TILICHLTIE, BMLLMEEGZFEZ 20 R—4—2 KBTS
BEDFHNERATHS REREGIHLTIE BEELRESEET 5, BEE EDS ITHULTIE, BEIZR
EIHINEVT—La v OHEREOFER. FERERENOLOOEREDREE1T5, MEE EDS D)
IR ZEICOVTIE, EHNLEGRE - REROEELTFHBEAERLITI (TTEHRYRTFNIC, ETHE
DIFEICIETNERNEEREER) . k. S ENEL)TO0—ILOBIRREFHHRENHAFIN TS,
IS ERAEDRERICIE. AFELFEHRHIABETH S, DDEDS [2HWNTIL, TG EHR R BIE, BHRE) D
FHE . DI E O FFE . SBREFR . REIOFHE ., REICIEC-EZEH- B TRRRGELNZEEEND,
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5.

Fi&

BEIDER-BEERASOSEEICOEY. ETHOHEES A EREHEER (KIS - - 0% -
RIEDESEME. BELGE)ZHL. QOL DIETZEH5, mHE EDS TIH. REMKREREG. £ 5B,
EfaIZ&Y QOL BMET 9 5, B R EDS TlE., BFISETHE D £ SR IEIC K5 ESHEERES . REM
BREY, Bt AR, BEMERTE. BEIERXEIK. EEERTL2(CLY, ELL QOL DETEHES
(EHEF. B-FY), MEZREDS TIE., BIARARHE -7E-WRNEZPOIC, BRAE., FIRPOFERRGERSE
WRIZEDIEEHAFRTCORBERMENE L BEROKIRIRFAETIL, 20 BFETIC 25%HY, 40 mFETIC 80%
DNEMICEALIERGEMHEZEL, RTFEHRD P RIEL 48 B THSH, DDEDS T, ETHELH B
ERICKHEEHAEES - REMEERE TMREICKYZELL QOL DIETEES (EHF. Bf-EY),

O EHOHEICHELEIE

1.

BEHN

#9 20,000 A

RIRDHE

TRA@O@—Y o F-EHMBROEGTFERICKINLRIITH. BFHECIREEEFLRHA)
MRMGERERAE

RHEM (MMER EDS TIEE)TOA—ILOBIRFEE FHHRIE T B E TIEREREDH THD)
RHDOEE

DE(ERBICBVWTETETH D)

HY (EREMERBICISIZMBERVUARIERDZEELESLHY)

BEREESEE

1. /NEBI(18 FRKi)

INRIEMFERBROKREBOREICET D,

2. BB

1) ~3)DVTIMIZETIEERRET S,

1) HRXEDEENDHY . BYEE-FHICEK>THNYHA METIEL LICRYT S5,

2) (BRERNREELGLBHCEELED) BREHHECHILEZSUHFHNE 1 B ERAELT

B A
Ho

NBEDFEKRLULDKRTMEAER 65 B EHELGE,

IT-5R-FUOREERR (EICMERES JVUHE) ORERBL SV HRIES OHEL ) (EDS B)
MEKRE EMKRZEZHMBEREE TR EBR-TEMND

[TFILREY 4-O-FRBBEEHER 1 REBICE KT —SR-FUOREERFHOREMASBEEDRESE]
MEKRE EMKRZEZHMBEREE TR EBR-TEMND

ME AR LE LML =S RIE AR B sE I D B2 AE £ CRE 9 5 F IR0 - IR RI4R 5T )

HMRARE DMNEERER BEZFIAFEFHRREGCF L I— &R
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<BMEE>
UTOWThhDREELTHEREZHINEAZHRET S,

1. HRBI-SX-FUOREERFODIELE
A EREEHRBOHEITEYHRB ISR -FUOREERFZHRL., BICERET 558, GRE TSR
FUNREGEREHEE DTSN S,

A EIR

< KEE>FEBHEEME. LUV ERMERE. BEnaEtt

INBES R L—XTRIRYMED K E . REEBHRAIES . R TEIKY) . BELREMEICK DA HHE GRIL,
BiEl, EE, RER) . HRRET EBHREES. RHEMLOT U, AEBAHE-BHBHICLEHHE (3
AT, BRAL, SEHAREN) . SRS BHE (TERAIL=T) . RIKE

BEMLFHRE
COL5AI1, COLSA2 BInFHENEE (HHE! EDS)

2. BRI —SR-FUORERE DB MELE
A SEREEHROHEITLYERBE I -SSR - AU OREERFZERL. BICRET 556, BERIT—5X-
FUNREGREHEE DTSN S,

A. fEIR

< KEE>LEMEAF BT, ZOMNVEE. EE-BEE-mE-NERSEEL <MEESRER. RE
TERAET (F) B FT. 121 yR i (BAE . TURk., &80 . AL U, #EETERS AR (HaEE B & . BEEEX) .
AR MR E - B2 SRR, S<RVNOE., FEFE

BEEGFHRE
TNXBEIFEHENDZEE (BAETE EDS D #41)

3. MERI—SR-FUORERBDZETELE

A EREEHROLILICKYMER ISR - AV OREFEHESEL. BHLEICIZER YT 548, MERT
—SR-FUORERFHEEEZ TSNS,

A EIR

< KEES>HIREHN. BERR. EIRTPOFERR. KikE

<INEESEGEITEE. AEmMULAOT UL, EEIRE 0SS, DNEEBEIME. B AR, FFREFHIRE.
REEARERERICRAS. (M) . 2R (F) IR, EXRMENKRE . HAER

B. REMR
ALFFR EEREREFERPONRE TSV ELRE
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CEEFHNRE
COL3AT Bl FENLEE

4. BAERNT SR -FUORFEEFODEELE
A JEREEHROHEITLYRAER ISR -FUOREERFZLRL. BLLIICIZERE T 5156 . RAIE
BI-SX-FUNRERBEETEZIIND,

A EIR

& MAIER EDS:

<KEE>SKREMRTEE - BEEYE. 2 SEEME. HERRET. ETHEAIE, IRBREEH GRIZMEE514)
<INEESEWEMBHERIE. TILI7VERBEZRORE | hEEY A XFIROHH . BB R EEF

B. REMR
1. HZERR - ORPUDILEYD /) /EROXF DY DILEY D /Y UL ER

C. BEEFHRE
PLOD BIEFEHENDERE

5 ZREHMBEUI SR -FUORERFDDMELE
A FERZEHEDAHEICKY S RBEMBER T SR -F U OREEREZEEL, BOLIICIZER AT 5155,
LRBEMER T -SSR - YU ORERFEETELZISND,

A. fEIR

<KEESREMBERAZESIEEL S HEEAENME . XM mAI AR
<INEES R IEBEMBEN. SIS (ERETEREZST) . REMLOT L., HRFEET. A&, BFE
&ET

B. REMR
HFEMR: I RTOa5—57070ey 0 DEE

C. BEEFHMRE
COL1A1, COLIA2 Bl FENLER
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6. REMBEI—SX-FUOREIRIFDDEEE
A FERZEHEDAEICIYRERBRE ISR - FUOREERBEEREL. BLLIICITRETHBE. K
BRI SR - UOREEFELEEZHSND,

A. fEIR
<KEES>HEOKRENTZEME. ENTHYPIALZEKE
<INEFESRHHMMULAST LN, BTEABEK ., KEWLAILZT (B, L)

B. RER
HEFEMR: 1 RTOa5—57070ey VT DEE

C. BIzFHMRE
ADAMTS2 BIFENER

7. TIVIBY 4-O-REAEEBER-1 RIER I -SSR - T UOREERFODMELE

A FEREEHEDDHLITEYTILREY 4-O-FiBEGHER1 REBEI-SX-FUNREREZE.B
HLLIFICIZER LT BER . TILIEY 4-O-MEBEEEBER-1 RIBRE I -SSR - A UOREERFLEEDMHS
nd,

A EIR

D4ST1 Ri8IZED< EDS:

<KEESEREOFH(KEVARM, RRHEFSH, RBERMNT, FRE 208, BREBOE4F, B,
DHMELEZESN, 20& RLAH, B\ EOF, /heuvO, pEKERLIZTHE) . BHEERK (REERIE. AR
REET 2 FHEE MR

B. RER
2. H{LFRR . RPTILIIVEREBRZ
3. IREMR BIHEICTaA—y UM\ xT 7

C. BEEFHMRE
CHSTI4 B FHENER
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<EEERE>
1. /NEB (18 ZF K i)
INRIEMHEERBOIRKEDIEEIZET S,

2. AP

N~3)DVITINEZETEIEERNRET S,

DEXREDERELHY . EWEE-FMICK>THENYHA PETIEULICERET H5E,
NYHA 7$8

IE IMRBEH DA FEFBIHIBRIZELN,

BEMNGHAEFETIIRS . BIF. FFREH., K#HoH(E

v (fE) 24 L0,

IE BEMIPEFEDSEITHOFRINH D REEFE(EEFT ERICITEE
Ko

BEFEDIL . LRV FSIE (FIR (X, BB LR RESTHE) TERF.
B, FIREH. KaHH O TPLEMEZEETS .

I SEOSREHDOFRIRLNH 5. ZEFFFIZITEEIR

BEFEDIL., BHE (B, FBHITH0E) TR . BiF. RkER%, &
MHHNILE (R EESTD .

VE MREBDE=HWIELHEFEBHLHREND,

DA EERODE (W) N RHEFICLERET 5.
HIDNGEHREFETINOIEET D,

NYHA: New York Heart Association

NYHA 3 BICDLTIE, LT DEIRESEICHIRT 52LET 5,

NYHA 7348 B{REEIRES EABRRERE
(Specific Activity Scale; SAS) (peakVO,)
I 6 METs L1 L HAEMED 80% LU L
I 35~59 METs HAEED 60~80%
11 2~3.4 METs HEED 40~60%
v 1~19 METs LI F MEATREEH BT
HEED 40%K

MNYHA 2 FBICERZE CX G T % SAS [XALVAY,
[=ASIT 2METs, BE ST 3.5METs, TUAKIE - ALY F{RIE AMETs. &4 5-6METs. BEER 6-TMETs %
BEEFOBERELTHEELT-.
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2) (HRERMDRELGLMEM CRERED) BRESHECHLEZECHFRRE 1 BULRELSE,
NEEDFERULORTMmMEMNFR 5 B EHRLIIGESE, (=720, RCHATICHEREL-R FTmEE—

BHEELZVWEDIZOVWTIZ 1 BE#HRDEET D FT- BEFEICHIBL-IGSICRBREDKRE 2 [EFET
[THhHoUREIETD,)

KB, JEROBREN L0 BEIEESIESE T EL LY LARAWETH L), BREREZGET 5 Z &0
MBEERFIZOWTE, ERERORNGE L35,
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2—12 AU RIE

1. =
A X (Menkes) &1 SREIE ATPase D 1D THD ATPTIABIEFEE T X EBRLEEGIEERET
HHDT. BEHIIRAUBRTHD, BECOWREEEZTD-O. EIML-RITBZHEEDOEZHEL. ARNICH
FEINGW, ZORR. EELGRARZICKY, ABRFRIENMETL. EEOHREHREET. hERE -IE
MEE-FHREEORSHER  HENBEZEELGENHRT 5, MREREBABROFRIELRT
5% 2~3 MNAMDIXRET . ARELTERFOUIRD K TIE M ITHhNTNSH, SAEBIR A
BERKHRE CIEHBRESICHLTEGREN L,

2. BH
ATPTA BEFEREIZCEDELDESNTLWANFEATBHLEAEH S,

3. fER
BEEQORRAZEE. MEEE -ENBEE-BHARE - BFEOHEABEE . NEEFBICLIEETE
m. $FEMEEREE. 2YIR I KRR EE
FRHIEEE L. BARKDOIRIERT HER2~INBAENSRIET 5,

4. BEE
RE. ERFOUHDE T ESFNTHON TS, BRERNHIRT 2810 HERBIAEZHBIT L
X, HREZ (X FHEOLITERRTES, LML, BB, HRERRBEZDIGS (L. HRES XL
CHELALY,

5. F&

HRERNHIRT DAIOFERBIAEZFBINIEL MEESIEFHEOLITERTES, LHL.
BERBNABRERREZDSS L. HRESIE(RELT . HAMESIAHYELETYTHRELR
SNEN, BEBEREFIEAFOUHOR TEFTEIHELAN, MERBICLSHIM, MFREFHRLEICK
BIFRIEE . BERRBERN LN BMMNITES, ZEHNRAICETT S,

O EHOHEIVLELEHE
1. BEH
100 AR
2. HFEDHE
THGEGFEEHLEE)
3. MRMEEAE
RIEIL (ERFOURADEHRE THEHBERNEGFTHIENZLY)
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4. REIOESE
LEGETHETHD)
HY (ARIERDZMEEHY)
6. EREENLE
Barthel IndexT 85 mUTEXHRET S,

O BT
'Menkes ¥ - occipital horn SE{XEEMDRREFE . BEASHEERESL . ARERAR IR
MERRE . FTRRFEREDNEE BEHE REEF
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<EEEE>
Definite. Probable Zx{& &9 %,
A R (Menkes) SR D ES T EL#E

A ERR
WFNEEN BN SRET DERTHEET S,
EEOPREGEREE GEHEREEL)
HATHES

EEEEWRVNE BhE. BFEH)
TR T H

BARIE B

18 YR 9 hRER R AE

mAET

N o a bk oo N~

BREMR

1. Mi%k-ELFHRER R (Cut Off (EZEXTE)
O ESRE: 30 4 g/dL LT, BILATSRIUfE  15mg/dL LI T
QmEILBR-EILEVBOLR

2. ERBREMR:
(OMRA TIIEHEST. MRI ThZEHE, BIE T HIMOWLT b,
QB MEE. BIOLT hd
Q5 RE =

C HHRE
BEREMESFHROMRREDSIE

D &AM U T DEREBZEEMNT B,
ShaAVRIT7EEFERE

EEEFHRE
ATPIA B FNEE

<EBWohTI)—>

Definite: AMSH3. 2L 2IHB LI E+BD>5 1.DZEL 2IHB LLEEHE-L D OEAIT AEHEREBERIIL.
CFLIFEZ®-9LD

Probable: ADS353. ZEL2IHBUE+BDIS 1 OMNAFIE 1 OORU 2D IEHDIL 2 HEULEE
wf=L D OFANT RERBERILIZDD

Possible: ADSH3. ZEL2IEEH L E+BDS55 1022 2B UL
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<EEERE>
Barthel IndexT 85 MU TEXRET S,

BERAE J=F5
HiI. BBIERGEDLEBT ., ZEMBRINICBRNKZS 10
1 BE MBI (F=EA X, ENTEY>THALKLTEDSS) 5
298 0
TN Hi.JL—% JUrLAMDRELET FETEILED) 15
T BEOBAONIE-IFEREET S 10
A PP ey ure————y 5
- Al g C
DBH i ’
ENBE-ITIAATEE 0
o B3 GEm. B2, mEE, 0 ITHY) 5
3 ER
N BIFE-IXA AT 8E 0
B3 (KIRDIBRE. BIAKEED R—2T L EBLEEFERALTLAES T 0
ZDHRELED)
4 ~LENE - y;
BB hEX 25, KR RIBRIZNHBEIFET S 5
ENBNFEIXF T EE 0
. BiL 5
5 AiB
Ho N BE-IXARAIEE 0
45mU EDSIT, MEER (EHF. HSTRIEIBRO OFERADEEILRHT 15
6 B 5mE LD EIBIT, HITEROFERAEZED 10
1T
HITTREDB S ERFICT 45mLU EDIRERTE o
iU 0
Bi.FIYBEDFEROEEIIMRHEL 10
7 BEERREE | NBEIIEBEREET D 5
g 0
Hi.#. 7R F—  HEOEHREZED 10
8 BEZ AN B AZENLTRREN, 29 ULEFXBESTITAS 5
LEELst 0
KELL, TG, LEOIMYKRLEETEE 10
PeEa -
9 i EEIZREDRY ., 75 LEORYRWICNBZET 2ELED 5
iU 0
KE2EGL., IRB[BOEY KL ATHE 10
HEFRav b
10 a1 EEIZREDRY WWRBORMYFEWVIZHBZEETZELED 5
iU 0

XB, JEROBREN Lo EEESHESE T EL EICEY LAWE TH L0, afEEREL2 kT2 2 &R
MR ONWTIX, EREERORNSRET 5,
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2—13 AOLEZ—)L-Th—fElxEE

1. =
RIEEIF ATP/A B FEEET. ALEGFEERETHD Menkes TRDIBRER THD, REFITA
BREENBHONDIONEH T, RIEDBRDHBERITHEOTLS, ARZIZLIEEBEENEEKT.
EEAEE. MEEE. HHET. BREELENRLNS, BEFHIESAEIZELHLE. MRS
BE~EETHTONARGD, EEZEBERONGVGED R D Menkes RERLY  BEFRATIIEES
H—RICIYRS R B ZIHEILISATUOED, RIEAEE TGV X R2EBRSHERSEET, REX
RAIBHETHS,

2. BH
fAEIEX ATPase M1 DThH5 ATP/A BLEFEETHD. RTFAMFALERROI AV REIRT.,
ATPIA DEMLHAREERFLTLNSEEZLONS,

3. fER
REBAHE. EEAHRE. MIERTLEENMERE. FEaRERICLITHRECEREZE. HHE
T.HTESELEEED S,

4. BEE
BB BEIEEL,

5. %t
ZLUIRAETEET D, ERERIC KSR O RBELE. B AHER-HABRTLRENRLITET
L. H1TEEARLN., BEEFRINELZDELLDIEEHASZLY,

O EHOHEITHELES
1. BEH
100 AR
2. RROWE
THRGEEGTFEEIZLD)
3. MEMIEEAE
KM HERED )
4. REOEE
LE(ETHETHD)
HY (ARMIERDZEEEHY)
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6. EEENSE
Barthel IndexT 85 BLLTZXHRET S,

O BT
'Menkes ¥ - occipital horn SE{XEEMDRREFRE . BEASHEERES . JARERAR IR
MERRE - FRRFREDNEE BEHE REEF
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<EEEE>
Definite. Probable Zx{& &9 %,

FOLES— )L R— IR DR

A ERR
FRERK
1. BAET
2. HITHE

Sk

Oh

FE{ERE IR

3. #RYIRYFREEREFAE
4. BHMBEICELSEH
5. FAENZER

BREMR
1. Mi&-ALFHREFRR
MEREE. MFEILATSRIVEME (EREETEME) .
2. EEREMRWUTOIEEN>SL 2HELUL)
BEERBIE B HIL > M RS2 T, occipital horn FT R (REEBICABKDERENARLSND) .
EER B E RE (X CT T, EREE
MRA T, MEITATR (MRA T3 . BLRRHYEEA)
3. £EZMFRRE
BERERT
4. FREFR
KRR HEa#ES

C B RIE2 1
UTDEREEERNT S,
I—SRAUAOREEE. SMVK)7EGFERE

DEEFHRE
1. ATPIA BIEFDER

<EBWohTI)—>

Definite:AD 1, 2M5>H1IHB L E+BDSL2IHB U EZE-LCOBEANT RNEHREZRIIL. DEH-TH
)

Probable:AD1, 2M5>H1IHB L E+BDS>L2IHB LU EZE-LCOBAT NESHERELZRNLI-ELD
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<EEERE>
Barthel IndexT 85 MU TEXRET S,

BERAE J=F5
HiI. BBIERGEDLEBT ., ZEMBRINICBRNKZS 10
1 BE MBI (F=EA X, ENTEY>THALKLTEDSS) 5
298 0
TN Hi.JL—% JUrLAMDRELET FETEILED) 15
T BEOBAONIE-IFEREET S 10
A PP ey ure————y 5
- Al g C
DBH i ’
ENBE-ITIAATEE 0
o B3 GEm. B2, mEE, 0 ITHY) 5
3 ER
N BIFE-IXA AT 8E 0
B3 (KIRDIBRE. BIAKEED R—2T L EBLEEFERALTLAES T 0
ZDHRELED)
4 ~LENE - y;
BB hEX 25, KR RIBRIZNHBEIFET S 5
ENBNFEIXF T EE 0
. BiL 5
5 AiB
Ho N BE-IXARAIEE 0
45mU EDSIT, MEER (EHF. HSTRIEIBRO OFERADEEILRHT 15
6 B 5mE LD EIBIT, HITEROFERAEZED 10
1T
HITTREDB S ERFICT 45mLU EDIRERTE o
iU 0
Bi.FIYBEDFEROEEIIMRHEL 10
7 BEERREE | NBEIIEBEREET D 5
g 0
Hi.#. 7R F—  HEOEHREZED 10
8 BEZ AN B AZENLTRREN, 29 ULEFXBESTITAS 5
LEELst 0
KELL, TG, LEOIMYKRLEETEE 10
PeEa -
9 i EEIZREDRY ., 75 LEORYRWICNBZET 2ELED 5
iU 0
KE2EGL., IRB[BOEY KL ATHE 10
HEFRav b
10 a1 EEIZREDRY WWRBORMYFEWVIZHBZEETZELED 5
iU 0

XB, JEROBREN Lo EEESHESE T EL EICEY LAWE TH L0, afEEREL2 kT2 2 &R
MR ONWTIX, EREERORNSRET 5,
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2—14 EBKRRID7H2—FE

1. #§E

BRR I 72 —FEE. BELY M UBRBTEDEABRIE, K 2B/EZEELLAALN, MREET
MEFZIAYI+RT 7R —E ALP)EANMETT 5005 ETHS. ALP DFRETICEILGNE
BI4EQ) VEARIKILEZEETAH L0, RO VEEDETT A LIZEY . BOERK
. K BB/ETEMNBIZRESND, ALP OEE TH S phosphoethanolamine, inorganic
pyrophosphate (E Q1) ) , pyridoxal 5 -phosphate W EEMAH N5, BE. BLEALYE
BEETHHIHD., HICEREABLEGRELH D,

2. [FE
HBFEREMNT LAV AR T 72 —E AP DREICEDHEETNT IV,

3. JfER

BDL BFEHEIL, BRKIE, BER., RIRER. BEEOMAMNILXR. B, (FLvhA, Bh
WD LM, 2R, BREFER. AEENAR, EERSORHES. ILEDRYEL, FHE
. BREZRN 5,

4. BB

B SN-IRAMIEBEEIT G 12, ALP BRHEREEZVEARINDOH D, EEHEIZEIT
HEEIER I VB IKEFEETHATREENAT LD T, I B DIT‘ELZRAS, ILRBTIHLIEL
IS LMENHFLN, 2L, EBAILCODLIINLY ZFERT S,

5. ¥
FRIIFRICKVELS, BEHAZVODLARBICRELT 5S0%BLUTOEFEETHLIEENDHFE
N5, RAIZBLWTEBIRUVRILNET D, £ TRBIFCRELREE TEND S,

O EHOHFEICHELEE

1. BEH
#7100-200 A
2. RFEOHE

T (RRIZ AP EEFORERLN. EEEDEVEELLEREITTETLVAELY)
3.  EMLEREAZE

REEXL (RHEBEDH)
4. REOEE

WE

1A



HY (ARMEBDZHEESHY)
6. EEEDEE
modified Rankin Scale(mRS) . BE X &, FROZTNZTNDOFFERr—ILEZANT. WFhhH3LLE
ERRET B,

O BHmiE#:
MED + 27 7 2 —EAEDE R RE L AR [ 1T - 2520 - ERERAIIRES )
HEREE KARAZAZEESHERNERS %8 AEE—
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<BMEE>
BIOART7A—EHEEHEEDH SN-LDERRET B,

BEI24+R 772 —EEDZERESE
FREK
1. BRRILES
FEMXBARE LTEDERKIEE. REBDER.  2FEOEBHIHTER
2. 3LEORHRE (4BRBEOBE)
FREMR
1. ME7ZILAYRRAT 72—+t ALP) {EAMELY (EEHBIDERIEIER)

SEEIR

1. E4 SV B6KkAEMEITLVRA

2. MfkiEE. &R

SERERR

1. RPARR I+ TR/ —IVT7IUDOLR RPET7 I/ BEIMOEBIZHY)
2. MFEEQY VERED LR

3. ALRIZEF B /NI I LinfE

B FRE

1. FEEDMT. REDMO-OIZHEBSESFEMN ALP (TNSALP Bz FREZTS

SEMR
1. R
2. WMFDMF ALP fEDET

FRER—DLLEEME AP BEEAHNIEREZR VVEGCFREZITVEELZHT 5,
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<EEESE>

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

&I %

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

modified Rankin Scale
FoEBRA LY
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ERXHREEE. ZEREF (R7O0VE)  BETE, /MEHRBRE, THRBEREEZEL, BBTEE
FALEOEWE/NRBAFECIIRTI I EREAREHECHEETHS,

2. FHA
CEP290 EZFNRENEENRETHAMN . TOREREIITATHS,

3. fER
FLREAR B KV HESREE R, BIEXE. ERT (RT70VE)  REETE, /M REKRIE., TERK
BHEREEZEL. RABRDKRIZIIBEZD-O/NRPFETIZRTEIT S, FT-EHHEELT, BEIE, 8
B ELHY . BENISEELALETHD,

4. BEE
IREDEARERRGAEEIELD, o TARIIMERZDHAThHY ., BEEREZDILELE-EELE
EThd,

5 %%
KAEBDBEIZIE. BRL2DEO/NRHETICRTE TS, EBEMOBEBEICLY . BATEHORE
NHd.

O BHOHFEICHELREHE

1. BEH
100 AR5
2. RIEDOHE

THGEGEFEEICELD)
3. MRMIEERE
R GHEREDHTHD)
4. REIDEE
DE(ETHETHD)
5. PR
HY (ARIERDZIHELEHY)
6. EEENE
D~BDNTIMNIZETEIEERNRET S,
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(Dmodified Rankin Scale(mRS) . BE X &, TRODZFNFTNDFHER T —ILEZRNT, WTFhhH3LL
i

QEEE :CKD EEENFBE—FIYTINFTDOELDEHEE

QHREREE: RIFTHDIRDBERNMNOIREDIGE

O fE#iE#HT
[EBERBEOEFHAESSIVZHELEDEREFERRAICET SR
MRARE EIIF@ GEERMREVY— ER FRE
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<EHEE>
Definite. Probable Zx{& &9 5,

AEERBOZIESE
A FEFER

O EEORMESRKEER

@ IMNEREKRIE B (NSO EREEFFESIELHD)

@ EHBEHAISEEFHICE T HEITIESHAEEE

@ RONPENMSALNLBEEE WBIRIBHRIBEEEFHSIEHY)

® FEIHDWIETEEIEDIRER TEHKER EROEFNHDI_ELHD)
B 3ZfR

1 BRERRTR

@ EBEHROHY : RETE. REHEM. 2RRRTE. XKE4O,
Q@ RN SEK, BHREEE. FRAREHDHENH D,
2 REMR
mi&&ZE : &I, S BUN, YL 7F=UMmiE,
RIRE : RIZEER. B B 29490507 UBR. NAG K,
HIEELL(ERG) BE © RIBERFEITEHR.
SEER CT.MRIRRE : /MNRIBRIE-ERAL. MEER R
B CT.MRIL BEERE : SRMUEBTEMR,
BEE®) . xo7OVE,
BEETo—#BE : . FEX. FEELGEDOHFESE,

SECRONCRCNCONC)

C A2
UTDEEZENT 5,
TaAR— LEEEEE. t=A4—)L-O—4 2 fE{EEE . COACH fEIREE,

D BIZZEHRE

#EIZB9 5 24 :E{=F (INPPSE , TMEM216, AHI1 NPHP1, CEP290, TMEM67, RPGRIP1L, ARL13B, CC2D2A,
CXORF5, TTC21B, KIF7, TCTN1, TMEM237, CEP41, TMEM138, C50RF42, TCTN3, ZNF423, TMEM231, EXOCS,
NPHP4, IQCB1, SDCCAG8) A &1 TLVS,

<EZHOHTI—>

Definite: ADSH 5 IBEE I R TZimf-L. C #FENLI=HD,
Probable: A M35DEQ+BDSBEEEKRERDO+HEEFRR 4B U EEHB-L. CEBRIILI=ED,
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<EEERE>

UTO~DOWITNMELETEIEENRET B,

(Dmodified Rankin Scale(mRS) . BE X &, FIRDZNEFNDFEMR—ILERWLT. WTFhhM3LLE
QEBEE CKD EEENEE— YT FROBIDIEE

QHRERE: RIFFADEDEERAN 03 REDEE

(Dmodified Rankin Scale (mRS) . BE R &, FROZFNZTNDFFHER7—ILEZRNT, WTFhhHMN3LL EEFx
&9 5,
H A fRmodified Rankin Scale (mRS) #|FEE#EE

modified Rankin Scale BEIITRER
0. ForEEHI LY BRAEKS SFUCMBBIEAELITHRVVRETHS
1. EEEH->THHLINEES (T4 BRERE ST ERIELH DM, FELUFMNSTOTL A
BEOHOHOESIFTZD ERFEHCHIBRIETLVIKETHD
2. BEOEE: RELFTOSIToTOAFEOEBIHIREHEHN. BEETE

FKIELRTDEFATARTITR DD TIELEVA, BADHD  [FBILTLDIKRETHD

EYDZEFTBILZLIZITAS

3 HEENRE: BUVON#EREEZR AL GE IS NTIELEET
AN DNBNEBEET HH, HITEINBELIZITZS PNEEST. BE. BELGAOHR. M LUEEITENE
EVBEELGWVKRETHD
4. PEENMEEDEE: BEST. BE. BELGAO#EE. MUBEICENBESLE
HITOHARUERIZENIDSBETHD ET BN, AN REIDEELAVKRETHD
5 EEOERE: BIZHEADNBELEET HRETHD,

BI-EY RERE, BICHEBLRTFYELELT S

6 L
B AR ZE R E &R

BE-XE N)

0. fEMXZL,

1. BFICOE5. BEBENETIELVVEEDERNH LN, tEF - BEEFITKELL,
BYHREOIXRC. BEHOEEDIXELELT D,
BE-REENAISHONNZEET S,

FHRMGIEREOMREER(EERE., PORBIREELGE) ZVELT S,
EEMICEEOMNEREERIEKEFLTLD,

o >~ o
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R (R)

L ERAL,
| EROETREOHREHBH, R4 F BB EFCIH/EL,
| FREE D OISREDBYINGE DERNH S,

- EBRORSIHAHIVIERIGBRTHEMEERANLE,

. [EURS AV TRGEH GRS AN EEFRRNDE,

QEMEE :CKD EEENFBE—FIVITNFDESIDHEE

CKD EEEEHfaE—r<y T

0
1
2
3. MRAERAEEEDIIFIZHS, HAVIBEALGEDBELEHETRUNNELS,
4
5

EORES A1 A2 A3
REHES
/B E¥ |BEEOR | SEEGR
FRER/Cr kb
(9/9Cr)
0.15 k& | 0.15~0.49 | 0.50 Uk
G g en 200 | # | ALY
Eﬁif:ﬂﬁ N
G2 g 60~89 | % ' ALY
GFR X% BE~hZE Y Balfinle
mL/9 | 92 | gF 45~59 | E | ALV &K
1.73 m " ‘
ATIM T gy |PEE~EE 0 oo | 5 o
S A £ 1 S DA R
G4 |EEET 15~29 | & 7 7
KHELS
8 | (eskp) <15 | R 7 7

KB, JEROREN LR EIEESESE T EL LIS LARWE TH L0, EEERERE kG5 2 & n
MERFNZOWTIE, EREERORSRLET 5,
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2—20 EIDYb-OAILYAEIEERE

1. =
EDYM- DIV UREIRE I BHEER. EENSHEEOMMEETL/NERELTIEHET IFMIE
ZHTHD, BERFTHD ZEB2ERFDHAIOT)IILOMIERABNERTRET 5. BE. REEIR
ST HTHBL3RLUETH D, TANA. EXBIFIE. A X MEELEDEHILROND, BE.
HEDLEREETONENREVLETHD,

2. [RE
MM S ZTHOVZ2/ED ZEB2 BIZF DR D 1EDHEEARELTHERAEER) TRET 5. L
AL, ZEB2 BIZFIZ &> TEIERIENHHREFITHATH S,

3. fEK
HHEER(NAEARVEE. AYLE-SERA. Ro1258)X100%. EENMHEFEDOMMES
[£100%. /NEEFEAFIB0% D EFEIZESND, EHIZ, TANAIZHIT70%., XM ILEE. EXERIE
(EVDaARTIVTIR)  ERRBRECRETREEDE WRETERDITMEMBOEREEINIFH
DEEIZRLND,

4. BEE
SZXRMMVERE, EXEERE. RETHREEDAERFMIINENIEEEZITS. AL TOBFR) D LI
HEHTADAIZEDTH S, VIS DOBBILEET LI TERYPIESLTOAZI A= — 3y
NELEIB551H5,

5. %t
HERBOEXRTEDFMETOIEEGFRIILBHRIFTHY., 40FRDEELNS, THERIEIF
BATHS,

O BE#HIFEICHELEHE

1. BEH
91,000 A

2. FIHOHE
REA (ZEB2 EIEF DEEA R ENTNS)

3. MBEMLAEAE
KL GHEBREDHTHB)

4. REDOES
PVE(EEMNEELRZTESNHY . HELEL)
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HY (FR21 FEHAMRERRAESE X  Mowat-Wilson FEIRBEDERRZET DML LK EREMEE
DB DD EEE)
6. EEENE
1 ~3)DVTINEZETIEERARET B,
1) BaltTAMADESE
2) ZERMDRENHY. FHFEULIZZETIHES,
3) [EUIR. FROMNKIBEMEERE. POBFREKRELL) . ATHFRBEADIES

[Mowat-Wilson SE{&# D ERERFZ BT D FEIL LR B FIEHE DRE
'Mowat-Wilson JEIZ B D2WTE DML LM RFEZEICHSIBEERETDXERICET HBF5
HERERE BHRLOFETECAIC—HREEETHARN BIFTRFECFENR BHNIER
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<EEEE>
ETYR DAV EREED SRR S
Definite. Probable Zx{& &9 %,

A JER

Major Criteria

1. BEE(hFE)BHESREERT(WEA)

2. FHAGER(WE) TiEOIEBEOAD 2IEAMULE
T) M ENE GIRECES LSBT S, RAMGEMLUIZEf5)
A1) ¥ rIER B B AT R (R B . P REBARVEE)
) R REEE IS AR (R UVEE, Ko<, B2 &)

3. /NERfE

Minor Criteria

EX#ERIE (EIL XTIV IR) . A ER
MRUOFHEEME

BREE

IR EE

FERMEVKRE

TADA

B b PR 25 A5 i

N o a bk oo N~

SEmFR
1. fE®%
2. fIEE

BREMR

1. M&-E{LFHREMRE . EEGL

ERRERR K MR THHBOEEICNEZORREENROoND,
AEPHAE |ELGL,

REMR WELGL,

FEERE (1Q. DQ) : EEH AWV FHFEEMMESE,

o~ e N
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C &AM

UTDHREZRNT .

1) Goldberg-Shprintzen megacolon JEXE : ERBALIEDKRETHY, KWEBELEFIL 100221 [THBET S
KIAA1279 EInF TH 5.

2)Angelman fE{REE, 1p36 RAAEIREE, Rubinstein-Taybi JEIREE: CNODERBIL, FHHEFNEETEEN
K, TEMNBILL, SBARELSEA) D H TMowat-Wilson FEIREFIZFELIL TLVS. LHL, Mowat-Wilson
IR EIFHNEBEROAETESZICEATES.

DEEFHRE
1. FA®D ZEB2(HI4 . ZFHX1B, SIP1) B FITHEEHAMER (RE. FUEVREE, JL—LVINER)
NRIEShNIE, EEZMET S,

<EMDOATI)—> (Major Criteria M1&2M 2 BB X, £EHIZERDHEND)

Definite : Major Criteria W35 3IEH . $ AL &, Major Criteria W55 2 IEH & Minor Criteria 3 IEB LI L& 1=
L.CZRML.DZMmf=g3D,

Probable : Major Criteria W25 3IEH . # AL &, Major Criteria M55 2 I8 B & Minor Criteria 3IEB LI E &&=
L.CZRILIZ2 D,

Possible : Major Criteria 5% 2 IEH & Minor Criteria 2IBBE UL T Z#ifm=91D,
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<EEESE>

1) ~3)DVITINEZETEIEERHRET S,

1) HABAETANADEES TERTANMAVR2~IEELULDOEAHLIWVESHIGFAT,. M O+7ET. 2
FLLEBRELTY, REMFULITIESN T AEEFICKEZES-TRE, (ARHEZRIIER

2) HXMDERENHY NYHA PFETIELLEICRET D5,

NYHA %%

1 E

MEEBIIHHNBRFEIHIRITELN,
BENGHEFBTIIES . BiF. FRER. x@mHdH0 (L
bR (Mg 24£ LG,

BEMNMPEFEORKITDOFRAHL. RepFrE=(EBEFERICITEER.
BEFEDIL., BB NFEBIZ L, BELR . RESTEE) TEF. B
. PIREE, RahHd LR LEME EETD

SEDORKEBHOHRAH D, TEFFFICIXEAEIR,
BEFEDIS., BHEBIZIE, FSTEE) TRS . BiF. FREH. X#H
BUVERLE (BB EETS .

MEREDE=HLHELBREEBLFIRSND,
DAEERORDE (5 NRHFICLEFEET S
O EEKEFBTINOMNEET B,

NYHA: New York Heart Association

NYHA 3 BICDLTIE, LT DEIRESEICHIRT 52LET 5,

NYHA 548 S REBRE RABRERE
(Specific Activity Scale; SAS) (peakVO,)
I 6 METs U E HEED 80%LL L
I 3.5~5.9 METs EHEED 60~80%
1 2~3.4 METs HEED 40~60%
v 1~19 METs LI F TEATAREH HUNE
HEED 40%KiH

MNYHA S FEIZERFR (3G T 5 SAS [EALVAS,

TERALSIT 2METs, BE 51T 3.5METs, SV A KR - ALY F{KIE AMETs, iR% 5-6METs, fEE%X 6-TMETs 1% &

BLEDBZRELTHELL,

3) [EUR. EROMREBEMRRERE., POFIRRERE) . ATHRFEERADSE

XKpk, EROREN FRROBEEESFE T T LIZEY LRWETH L0, BEREREZMET 52 L

INLBEIRE T ONTIL, EREBMOMGRET D,
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2—21 1) 7 LXJEIRE

1. =
V47 L X (Williams) fEREF £ FHEBIIRIEREERR . FBREZEDEN . KEIRF LREBE IV RME
MBS REZEHETHONERE. LRAOBHILS Y LANELGEEF T D IEERFEREE, iE
ROETEZEDHDEETHY . MERICEY EIZFARREEORRE. SMEABEEITES, ThoDEEIRIC
L. EEMICEERN., HENNTADPDBETHD,

2. BH
FIK 791123 IR ENFER THD, TIRXAFY (ELN) BELUTIZCE TR EBEFEESH T, 71q11.23 18
15 (20 ROBIEFHNELT D) DEHMDBELEFDORK (ATOESR)IZKYRIET SR EEFEREE
EZzZoNb, WKL, FISH (EIZKY ELN BEFE2E2070—J TRHETES,

3. fEK

FERNXETEEZHSAREES. BHKZEOEN (REGELYRMEEOMBEN B D, HICREME
HMEZEHY . 2H-TEEEHY) . KEREER elfin face (KLWVREIEE. IR/, REEAER. Eh
ForzLREE. ERU K. &, LRZFEA. RUOAD, TOBAENTHASEVOE. FAL=074E).
HRMT, SRR NRBEE. TUER K, BFERR- R, BEVFEZRH5. EXMELER (KB
IRF E¥R% . REURBAREELE) . ALY LIME. BEIREZRE. BBIIRER. BREBES (AR
L. REEFERBRRE. BREE, ERRESREE)EE6HT 5. RARE. S0E. BEETI8H
PR, PREGREESIE . JHAL 2SR B (B, Ef. B=E. BRALE) A RIELE S, BARTECHEIEEE N R
IhTW3,

4. BEE

FLIRAAICIE, g0t R, AR R, IVVIICLHREBNMARERS . HREET. ELEDFICHE
BEEE (BREBBMNEVD, PERERYET . K 50% [CEEANILZTERO. FHELELET S,

WMEBTFHT 21 A, FHED 216 nALENETRDH S, SVAS: KEIRF L ERFEFEIE (64 %) . PPS:
RIETEMEIARIESE (24 %) . VSD:IDEFRRIB (12 %) EEDNVEREDEED., 18% TFHIABETHS.
SVAS ([F#1THETHDM., PPS [THETDHIENSLY,

1Q £ 56 THDH. MEMBAES . FEMZRH/ F— 2005, TERMEEE 84 % TR
5, MHESZVELT D RN EF ., HBHMNROERREREREERLIUE~NOBHMEEELBILD,
RERE, TTAEREILENALND, BIR. BHALEL, HRLTSATOEHRETRDHONS, H
BRI ENHIRRASEITL . DFEESIT. BHATELAOND,

BABAICIE, ERMEVERICNATME (22 EULED 60 %)HRBHOEND, HMEFEEREICLEER
DLETHD, 1M EW. BA. #EREELE OEIEFMERCERNALON ., RIEBREELBRYIRT, &
ITTERIE AT ENHIBR (90 %) . FHAIE . QIELNEDHOND,
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5.

EFHEBLTEFIY D 2ECHRAEFIVAHDBREICITTENDETH D, =, B DREAT
D|MELHY . DBHT—TILREOCHBFRIRLTEL. TR ZET S5 AARANICER . HREDHER
ZRFATL, SEREFOYR-IET5. THRORICEREBRREDTEEENEIZH D,

Fi&

REIRS LIREE - KB B GE | SESELEMLOMERFZET 5720, DIMEELFMEIS
X AEHRNLETAN—T VT NRLETHD, EEDKBIRF LREICIFFHAZERESN D, DFEEIC
FHRATLDIYRINHHT-0 . FITHRHRDRBEDHRAAHDHERZTTET 5. REEFFISEES
CELHD, Ffz RKERFABAEAREHY 20052 E (. EIEFRBA 15%BEDEEHICEESD.

50%FEENEBICHEMENRIET 5. TDOIVRIEMEELLIC LR T 5. EMEMSMECKYF
FEL TL\ B EEIZIE, BRI M ZE1T O,

O EHOHEICHELEIE

1.

BEHN
HEHEIT2HFAIZ 1T A
RIRDHE

T~H
MRMGERERAE
REESL (REREEEIERGN, A DEHHEICK T AXERE, )
RHDOEE

DHE (REREERGEETEETS)

HY EREDOZEHEEHY)

BEREESEE

1. /NEBI(18 FRKifh)

INRIBMRBOKREDREICET S,

2. Al

- EXMDEENDY . EYER-FMICEO>TENYHA DETIEULEIZZY T HIBE,

FEEAMBBERRICLSREREDREBLIESRERFREMN PS MAEICKHRERENT - AERERRE]
HRARE WE BE RRZFEHKFEREERFHRR #HHR
DhRIEHREREBE DR R B8 -7 - FHIRM IR T S5 %)

MERKKE wHE BIRFERMELVS— Bk

ME AR LI ML =S RIE AR B FE I D B2 AE £ CRE 9 5 F IR0 - IR RI4R 5T )

HRARE NMNEERER BEZF2AFEFHRRECF L I— &R
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<BMEE>

YRS DHARIES B R, HEFEEET. IRFEHRERR: elfin face (RL\RAIE E. IR/, RERA
BER. BAIESVRE, ERIE. B2, LRAZRAL. ROAR, TOBKENTASLEVAE. Bl
AGE)ZEY 1) 7 LAXERBFERE LT EEE,

FISH &ICkY ELN EEFEELTA—T T, 7q11.23 IR RERHDEHEE . V1T LXEGHLEEDS
B9 %,
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<EEESE>

1. /NEB (18 ZF K i)
INRIEMHRFEDIKEDIEEIZET S,

2. B A

TRICERETIEENRET D,
- EREMRENHY . EWAE-FMICEOTHENYHA RETIELEICEZET HBE,

NYHA %%

1 E

MEEBIIHHMBREEIHIRITELN,
BENGHEFBTIIES . BiF. FRER. x@mHdH0 (L
iR (Mg 24 LG,

BEMNMPEFEORKITDOFRAHL. RepFrE=(EBEFERICITEER.
BEFEDIL., BB NFEBIZ L, BELR . RESTEE) TEF. B
. PIREE, RuhHd LR LEME EETD

SEDORKEBOHRAH D, TEFFFICIXEAEIR,
BEFEDIL., BHEBIZIE, FSTEE) TRS . BiF. FREH. X#H
BUVERLE (BB EETS .

MEREDE=HLAELBREEBLFIRSND,
DAEERORDE () NLHFICLEET S
OIDNEEKEFBTINOMNEET B,

NYHA: New York Heart Association

NYHA 3 BICDLTIE, LT DEIRESEICHIRT 52LET 5,

NYHA 548 S REBRE HABRRERE
(Specific Activity Scale; SAS) (peakVO,)
I 6 METs U E EEED 80%LL L
I 3.5~5.9 METs HEED 60~80%
1 2~3.4 METs EHEED 40~60%
v 1~19 METs LI F TEATAEEH HUNE
HEED 40%KiH

MNYHA S FEICERFR (3G T 5 SAS [EALVAY,

TERASIT 2METs, BE 51T 3.5METs, SUA R - ALY F{KIE AMETs, iR% 5-6METs, fEER 6-TMETs 1% &

BLEDBZRELTHELL,

XK7pk, SERORREN LRRO RIS T EL EIZHEY LRWE TH 508, mEERER AT 5 2 L2

MBEIRFITONWTIE, EEREBRORNRET D,
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2—22 ATR-X fE{ZE

1. @E
ATR-X(X EiH a Y StI7 - RBHER) ERE X L2BRICBET S ATRX B FEETELFET S,
X ZEAREHEEEEREZEREDO—D, BYETREL. EEOEMEHFKZEEF. a Y57 (HbH &®).
LS. SAMRER. BRER . MEF0TH-R2EETRHHET S,

2. [BR
ATRX BIEZFMNI—KLTWLS ATRX AU/ 0(E. 2O FUNETYD T RN EZEZLNTINS,
ATR-X fEMREICHLTIE, TED IR TAO R EHEBOEIEICXLD. a VOEVEGFESOEHDE
EFEBREENESELERFETARREEEINTNAN, TOAN=_XLIZTEATH S,

3. fER
(DFMEFRZDEN., (2) 1R, (3)NMEREE. (4)BBREE. (6)HHEMWLITE 220D
ER . BHOOICFEANTRHZZR. MOLEZR LT, FOULELEICAIIT, BEREZ LTS, HAHL
FEZLHAEEZIFC. (6) BRAEMGER  RRTzEaHLEIK, ERER. (7)HILHRROEE B
BEGER. ERETE. ALVX, EH, Q)REMR: a Y57 (RIEMAD Brilliant Cresyl Blue
[C&BTILITR—ILRIZERBIN ST AREEL FROBKOFE)

4. Ak
SHEBEN ERERLD
TADAICHLTIERIFVLVNAEDRS. BTESICHLTITEZERE BREXE. BEERLEDOR
i BRESFRICHLTIEIFHNE2ETS. FEBRICHLTIFMHEZETS. HHESHHREICHLTITE
PEGEOEERE. SEREEETD £FSBICBVT EE. XBEFLELT S £XMEOEEICH
LTIEFHHIVITAREER. EREFICHLTIIBERRS . RBEUR. ATFRGEEZEET S,

5. %t
BHEDEBEICLS, EREDEBIZEAZDFEDEE, FIREZOCXRBEREDIEENTFTREZELRT
B —RAOIKSERT, FHFERIIENCENFEINDD, T—2IIEL,

O EHOHEIVLELEHE
1. BEH
100 AR
2. HFEDHE
REHGEZFEENELE)
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3. MEMIEEAE
REEIL (RHEREDHTHD)
4. REOEE
HE(EEICHIY, BECEEERICHIANMBZEVRELT D)
HY (ATUER D EZE)
6. EEENLE
1. /NEBI(18 FRKi)
INRIEMFERBROKREBOEEICET D,
2. Al
1) ~3)DVTIMNIEZLBTIEERRET S,
1NHEAETANADIGE,
2) ERMEDVEENLHY NYHA SFETI ELLEICRUTSI5E,
3)modified Rankin Scale(mRS) . BE K&, MDD TN ZNDOFFHHR7—I/LEZRALT, LWFhhh3
UEDIFZE,

O 1EHIEHT
TATR-X SEAREE RV T—O D%/ ]
MERERE RBRFRFREFMEINERGEZ - BECERZHE AZE AR
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<EEEE>
ATR-X SE(RFF DM AL
Definite., Probable Zxf& &9 5,

A. WFEFER-FTR (>90%)

1. BHEE

2. EERMERRE

3. FEHAEETR
EERHPOHOEBERS (RN LAEE EVTOE. 2BHIATE, =ZA0, FEZHOELV-ME).
INBE ., BEMEAL

B. &SR ICERDAHIEIR-FTR(50%LLE)

HERS

HEESEERBEVLELT D). HRKET
NEFDEE

INER.EBREE.EE, RiEsMESK
HIERRDEER

EREETE. IBAL . BREFR. . (LI, RERS
BHROEE

SHYDIE. 5 5 1R IEIE. 1RAET O IE Hh H e
®E [EH5E
Z2-BHDOEE

FEOICERAAHRIEZFFFFE
RARDENFESE, BRIFOESY
BHEER: RIEZEH T &LE0
ERIED): 152 29 S (pill-rollling),
B[O LEER T BEFOUOLERLTEELTS. HOINEEELDHDLSHMLE
BiZT4A

C. LIFLIFERH BHAEK - AT R (50% LLTF)
PIREE TADA
D DFR
Big &
ARF BMNEE. &8
Dt [RETEADINIE.
BB E R REL A EMICRYIRY
|, F7/—ERE
BREF T UAHHT. BEREIE LR OSES CITERBAD
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D. ZDtDSEMR

RIEE X EHMEGEROLELIRERE
(BHEFER. HEVEBAENLERRICEELLZEENELE)
(13 FBEDOHBRRALZE 23 IBHENEEOREE)

. BREBMR
. Brilliant Cresyl Blue Zf(Z&% HbH D AKZ L DHRMEKRD FTE (B3£I 80%)
.BEMRL OB ERENER. NERIEHE). BEDOESEE. B¥LEE. BEMNE. ETHEDOKENS
ATRXBIRFEEDEFE
(BBRT.ATRXBEGTEENEEINIGEDAEEZEIND)

W N = m

BRI NESKRE
 REARREEMEEBERR)
CEXRMRBER (TI/B. AHEE. LB -EILEVE, MBRAR, £ILFBRELL)
. EERMEFCEREZETSETOERE
fiE55 X fEIR A
TUOTIVIUEIRE
a4 -0 —fEIREE
Smith-Lemli-Opitz fE1ZE¥
FG fEI&E
ATR-16 fE{&Ef

W N =™

CFER]
EREER ., R, BFELLITELTIDTRBNGEENDE.

<EWohTI)—>
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(xeroderma pigmentosum ; XP)B-D-G #E DR R T#H 5 XPB(2q14.3) . XPD(19q13.32) . XPG(13q33.1) D 5
DTH5,CS BEDEMEEEFIL 25%5H% CSA, 75%H% CSB THY . XP B FEEIXIFEEIHTH S,
NODEERFEBICEYAM CS ICEARRER. RET L. XEBESE. RIERTGE DL ELERKREIRD
EEDIDMNIREIZTRATH S,

3. fER

FHIRBEE . FEDREBRRERNE, BOLKEH, R TENER) . ERLXE -HEELE RERR
T BREMERELCESHLEREET S, BREKREIRHICHRLERELLITETT S, CT T
figs FICE ) OARKIE . MRI TIERGEEEEE D ADN D, CS [KERRRIIC T B (HHEE), TH (%X
M ETHIERALGHEEETSHY). IR GERE, BARIE) D 3 BCHEEIND, TOM., BRI
R fiE (xeroderma pigmentosum ; XP)&EDEHE! (XP/CS) 18D, A THOLMNHCSIXIFEAEN T BYE
BlTHD, BEHI (HHE) CTEERALGHEETF 2. EELXREEE Ao, BEHETITELITEKHAL
FENEERS, BAEOMME. HBRRIIFHELLICHRRITETT S, BRIX 10 REBANESITRE#ETE
BFAEFELLY, BFEHICEBOERVPEELGYBRERENDEIZNGS DWLFHRT 5. &BHICELS
SMEITMA IS BATEMOSIEBES. FFHEES. DONEARUL S, FREFR-RKERBREEDE
HICBET S,

4. AEE
CS [T —BEFHRETHA-DIRARAEEIIAL, CS (XEIMNEN LD, tHEERF CRFEDFEH
(TR, REEE, KL BEE. FEE., BRHELCE ISGTERERENTHNTINS, BEEOHHfE.
BRERIZHLTIXUNEUNERTH S,

5. %t
CS BEIIBRBPEELRERE. REEPLERZTZEHLLIL FREIMEZBRVTELOTRR
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Thd, IBCSIE15~20%. IR CS. XPEHEIISBMETIZHTETAIENZ L, BHTHAZIME CS
TlL 60 BEFHILHD, BEBEFRIIBTES. DOEAARU FRBR-RERBREOLETE. EEICK
%

O EHOHEITHELES

1. BEH
100 AR

2. RROWE
THGEGRFEBICLDIESNTIND)

3. MEMIEEAE
KR GHEBEDHTHD)

4. REDOEE
PEN0OBEEANESTRETERFEETLLY  RLICEAD. RAZEN BOERLEH#HLELGD)
HY (ARIIERDZEEEHY)

6. EEENLE
CS EfEEFEZHALVT Grade 2 LI EZX&RET B,

O fA#EHT
TR & DEGREMNR D EIA R B OREMBIZR
MAKKE ABKKZEFHHR BX &
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<BMEE>
HEEZHPENRET D

2T A ERROBILE

DCs DEFEAEIR

EHE
(1) ZRLGHRES
2B CTHE.ARE,BEEDL 5 N—E 2 ILUT
2 BMUBRIEESIC /IS—E R ILENBDLT S, 1 B XP §HETEERIFZIIEMNS, IRTEIHA
BNORER TESN, METEAANBLRICHEREH AW EHONGENIELHD)
(2) FEE HEEE
" EEOLHTORENEHOTGEVNVEE TR IMND
(3) REBFRDYF A7 EESR
2 BMATR TIERA R TS, IR TEHAONENMEEHY
(4) B EBUEK (BIE2)
-ERERIRIE Y N\—BRDAIBE . (FHE. KBRS
-BEEED. REHUBERERHY

BlffiE * 2 (FLIRHAICIIIETLHRALIRICIEESC LA SN
(5) KINEEZARIE (BIK3I) ., (6) REFHHEE, (7) MIREREIE

Z DD IR (FREELICHIR, ETTSHY, CS IS T DIFEMILIELY)
(8)ENME(IETIXIETHMND)., (9) EEEHME (IR TIXETHMD)
(10)REAREH(IETEIETEMD) . (11)EHEES. 12)8EE. (13)FEDARK
(14)HER#EEIE T, (15) BEEIRIEE . (16) FFHEREEE . (17) MiHEEEEE

FRICEET HEHE
(18) BH#aEIEE . (19)MkaRRE. (20)54M5. (21) DIEREE
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CSDEMEX (BEZWDI-HDHARESL4Y)
ALRDERDFT(1) ~(4)DI>362IEH LU LD T HIENHIIE CS #EAMNEERELTREAT 5,

A BIEFRETCS HEERFITRMER x3 KNRIEINS:CS LHEEZH

B. BIZFRETCS MEEGTFDHRMER «3 NREEHIVIELFHRITKREEDISE

a. K (1)~ (4) D521 LI EHY . DNA {BIREER * 4 TOEEMRE BREDETHIHY . TOETIE
BEEND CS BEERTF * 3 EATHMEDHY) ZRONIL CS LHEZMT D

b. EHIE(1)~(4)ZTRTH/-L.DNA BEHBRTOEEFMRE EERDETIHY. TDETIZEERD
CS BE BRI FEATHMET . HANIFHEMIEHERRER) ZBHN (L CS LEEDMT S

c. DNA BEHBRERDIGE
DEBIE() ~(4) TR, BIHIR(5)~(7) D56 2 IHB L E
2)ZTDMOERRAT R MK - BEgGERET I TEREBERMUERE. RIL ISV MELRE)DE
Exnd
IFMEMEFEDIEIRND CS LHEEZ SN TS
DIZA 23 LLIE 3) AN I DNA BEEABRAREHETH->TE CS LHEEZMTES

*x 1 KIFAZRLE. BOEKDOELE—REAKIZRZ D8R

* 2 BIBIRICRAL T, (5)~ (6) (FAEFITIL2EAERETICIETHRTESN. (7)) FERICGE>THEIRT
BHIENZLY,

* 3 CS BIEBEEFEIL CSA(5q12.1), CSB(10q11.23) . XPB(2q14.3) . XPD(19q13.32) , XPG (13933.1)

* 4 DNABERER  RIMRRZ MR, B X MEEEZIEZICLTI- DNABERERIRE | AR MR, LIMRIE
5% RNA & RGERBR7GE
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<EEERE>
CS EfEEFEZHALVT Grade 2 LI EZX&RET B,

CS METDRSIFFRDEBEMEITRUERRE S EICT—HT 5, Thhs, MELEFHLREFKIE CE
THRETHY. I B(F CS DHREFT 2 MEMNS CSERERLIAD . FEHLRIIERELT S, TERILH
ERDORARIEREZZL. XP SHELEERDEKRDETIHRCEFELRHICHRT 50, FRIEE
HOTERRTHH ULTOEEESEILTRTO CSHBEITHELTED,

CS EffEFMDI=-HDRa7—k

@R R
BBEB [IEF:0 HY:1

RA EE:0 ETFTEREFE) 1 |ETERBEVE) 2 KFA:6

BEAh EE:0 BT (HEERAE) 1 BT GRS E) -2 BEAHLL:6
MM FE:0 EEHY (AE4EFAEE) 2 BELERHE6
B EELL:0 STEE(ERFLE):2 |BHFF:3

BE BOERAEE: 0 BOERTAIEE: 6
BEE  |hL:0 HY:6

it

CS EfEENER

CS e fE CS Efe ERXO7 DAkt stage of CS

grade 1(pre—severe) 0~2 early CS

grade 2 (severe) 3~5 progressing CS

grade 3 (very severe) 6 LLE advanced CS

Grade 2 LI EZFEREET S,

XB, JEROBREN O EEESHESE T EL EICEY LAWE TH L0, BfEiERA2 kT2 2 &R
MR ONWTIX, EREERORNSRET D,
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2—31 TSR — 4 )fEREE

1.

BE

1956 FEADMBENDTSH —LHRHMEDI()AERITRRLE-EXEREIZHTHD, 15 BB
AERBOEEICKDIBERTEDEAEEZ D=6, mEPIRFIILOHKE. FIRDRGEDEELERS
ha,58EIE. 10, 000/ 515, 000AIZ1 A&, AFEEITELY,

2. [RE

15 BEREFRBLORIYAABEFOEET. REY, FREF(VI—E RYAA L I—DEE
BESDDHEEMNEZONTIND, BETIE AFL—aVRERITKY., 99% LI L DFEEZHMNATRETH
5, BIEFEREIL 15F LB 15q11-q13 FBIHDRK(70%). REHEDBFHES 1/S—UPD(25-28%).
FEEDAFILEREC-50ESND, FRANDEVWTELDOERERICEIIHIN., REIRE#HEEZT
&£y,

3. fEK

4.

Ry HREOERERETHIAERERERBTHY . AN BFHEE (B, ES R, HREERES.
MRIRGE) . RFHER (HRRET. BRNCHERES . BETE) AALND. IS, NSEFRE.
T—EVFHRDOB . BRETREFHRNTREETRT  BRERDFHIL. FHEBIERNELLHIET
H5. JLIRAT, HERETICLIMEEE . KAEEMF R, HRAMCFERICIT. BRICHSIER.
BEHAICFZREERERT €, MBIES. EETE. RMABICE, B, BRFECENHEELLTD,

Bk

BAEFTAEROBRET. DBEEE. OEHEE. QRERILEVHTE L. DERILVEVHTEE.
OEMEEADOXE. D5OTHS. DIL@FETHAREL. FIFHAMICERINA TS, BIZELT
. SEDEETHS,

5. %t

EICEEICEAEL DM ERS - EIRFRETR-BERAVEG TRICEEEE XS

O EHOHEICHELEIE

1.

BEHN

#9 1,000 ALLTF

RIRDHE

AR (RRTRBAE - IXREHKEER)

MRMIEERAE

REESL (REREEEEFGN, A DEHHEICK T HXERE, )
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4. REOEE
HE (REREERGEETEETS)
HY EREDODEEERY)
6. EEENLE
1. /NEBI(18 FKifh)
INRIEMFERBROKREBOEEICET D,
2. BB
BABIE. LLTD1) ~2) DLWTANZLTIEERRET 5,
1)AVMA—LREEGERARL LTS MmME
2) R ETREEHOEEESBICEVTHEELLDZE

[Prader-Willi fE{& 8 D FZ BT - A RIEET D VERLBAZTIL

HEREKE KHAHB BHEMNKZVARE K%

) LA T) T4V BRAESKREDERILEICEHT 5 2E SR L RMAR IR
HERERE AERE RIEXEXRFEREFZFRARH iR
[ERERERBOER AT LEARERAREZOSLRERXBTOIL—LT—IDHEIL ]
HERERE NEREREB BEZDARZEZHHEKRETFELSY— BiR
UNREMBHEREDER S -G FHRE®ICEAT 83K

HERERE WHE EIREFEERMRtEUY— &R
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<BMEE>

EEZHPENRET D,

FERR

57 LRIYIAHIRE Prader-Willi fE{EEE
Prader-Willi fE{ZEfI1Zx19 5 DNA BT &I E 4

LU EES DNA BUROERELE

HAE~2 & 1.
2~6 % 1
2
6~12 1% 1
2
3
13 m~RA 1.
2.
3

HELEEZHSHRRET

. HEIEEOBRELHRRIET

- BRI HEEE
. BERIE T EIEELIEE DB E (B R RIE T (XLIELIE R
- ERIGHEEE

 BR(BUITE. BRRAYANDEELGILZDY) &

D AR GEY S EEAGSNE NG R)
HMPEE ., BE (SR ERFER
BR(BUITE. RAUANDEELGILEZDY)E

D AR GEY S EEAGSNE NG R)

- FRRTEEMERRBEREIE T . LT/ L&, HEMGITEOME

(ZBMECREEREE)

[fEEZE): TitDOFEIZQIZZUTHIGE
DT 8 — -1 EEHEIEEEED TO—TJZ A= FISH 2 TREERD S,
@FE 15 L BIKERE DA T) T4 4818 (PWS-IC) D AFL— a3 REETREE GBE|AFILEL) ARIES

nasZé&
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<EEERE>
1. /NEB (18 ZF K i)
INRIEMHEERBOIRKEDIEEIZET S,

2. A

1) ~2)DVTIMIZETIEERNRET S,
1)AVPA—LRREGERARL LTS MmME

2) RERFF BT R OEEESFBICSVWTHEEL LDBZE

OV MA— LA RER IR &L EY A AEEIT> TV THHbAT1c(NGSP1E) >8.0,
aVkO—)LAREESIEL., EYEREET o> T THME>140/90mmHg
W37 AU LG DIREEIET .

- BERR B I IR EIRBE D E SR -

—B%% (7 B¥ ) DBEER A1 30 [E L E DEFFIR (10 # LU E DR SURDIF L) A35BY . £ DD HME non-REM
HAICHHIRT 2L O ZERF RITIRAEIRBEEE R T D, 1 B H =Y TIE, EITREI A5 B LLE (AI=5) THE
AR T IRIE IR BF LA TSN D,

- B AR Ry VT IR IR B D EIEE /7 4R

HEAR 1 BefEdpT=Y) DT HEITOR | ETEFE: | D & FHEI 8% AHI(Apnea Hypopnea Index) = #EFFOR{E P 15 2 &I
U, COBRISFH->TEEREED T 5. BH . EFR (Hypopnea) &3, R DAL ZETIZINA . BRI
BEREBAFE (Sp02) AY 3~4%LL EIE FLI=KEE, LLLEREZHIIKEBEET,

5 < AHI
BYE

<15

15 = AHI
S

< 30
E-Fnd 30 = AHI

(A DEER T IRAEIREE W EBERDI=ODHAE514> 2005)

KB, JEROBREN L BEIEESIESE T EL LY LARAWETH L), BREREZGET 5 Z &0
MBERFIZOWTE, ERERORNG L35,
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2—32 YJMRIERE

1. =
YRR (Sotos) FEMERE(L.NSD1 BIZFDMEERFICLSKE. BEE. BEHIEE. FZDOEI. E
g DKE, RERE. MEELE2T 2ERREERE

2. [R&A
NSD1 &15F (5 B BIKRRMBE 5935 $BELIZELL) D/NTOFE(2LDH, NSD1 Bz FEEL L AAMMA
R %A (Low copy repeat KDY/ LJRH)E NSD1 BIZFREER LR TONDE, REBIEERRILTE
—EEKDEEI RSN TS,

3. fEK
K8, B E. BERMIEE. FEDEN
YREEEE L, BEAAEER. AR R (BRAEVLEF=+2SD)  BHRZEOENEHEHMET D, =4
BT, TEREE. SEEICAERELESR. EREE -REEE . E1A1E. TCANARETHD,

4. BEE
TAD A, BREBICHLTIIREIZIECTEYMEE, DEEBICHLTIIREIZIGCTHERTOEMRERES
T3
5. %t

EIC.MVREBRE BANTADANEGFRICEEEZS5 X5,
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O EHOHEIVELEHE

1. BEH
#9 2500 A

2. FIROWE
THRGEEGTFEEIZLD)

3. MRMIBERE
REES (REREAEEIGV., L DEHHEICH T HRHERE, )

4. REOEE
DB (RIEREERGETEETD)

5. PEEE
HY (ZREBOLEEEDHY)

6. EREENLE
1. /NEBI(18 FKii)
INRIEMBERROKEDOEEICET S,
2. Al
BABlE. 1) ~4) DWTIhMZETE2EE]HET D,
1) #AMTANADISE,
2) HXMDNRENHY. BYEER-FMICEOTENYHA DETIEL LITRYT R84,
3) [EUIM. EROMREBEMEERE. POBIKREKELGE) . A\IFRSBFERADES
4) BRLEHSEE, CKD EEENBE— NIV THFTOBIDEE,

T RRIEMEBEDRAY)—Z0 7 WY AT LHELIE |

HRARE 20 BN RIEXFXFR EFRARE B4 @aR@EVFOEH £HR
M hRERBEDRD)—=2 T W AT LDOFRFEERRILHRIL

HRARE 20 BN RIEXFXFR EFRUARE B4 @aR@EVFOEH £H8R
EXREFBERBDODERATLEARERARZOSLRELBEDOIL—LT—IDFEIL ]
HRARE DMNEERER BEZRI2AXFEFHRRECF L I— &R

ME AR LE LML =S R IE AR B FE I D B2 AE £ CRE 9 5 F IR0y - IR RIAR 5T )
HRARE DMNEERER BEZF2AFEFHRRECF L I— &R
DhRERREREDE SR B8 - BT FHRisft Y 5%

MERKKE wHE BIRFERMELVS— Bk
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<BMEE>
FREREZHTI. FEEZHBIZ R RET D

N RIENREF D DM A HE

BRERIAEIR 1 ~3% 6. RREEF (NSDT BI5FH) ICREEFRDHEIMN . NSDI &L 5 BEEARB
(Jweé BHBIGEEIT. VNRIERFHEZENEET S, EEOREKEROEWNGEEHY. TRDEKDSS
1~4% 2Tl 58 ICNEIRFLBRZHINS,

I. EEERKAEIRK

1. 2L-%'REA D KEESE (=2SD)

2. F.-4READER R (22SD)

3. EMNKE(RE, KEVWFE.JI3E-THORY ., 50, RERAT. MREHEZ S OHEMGER
4. FEMFEEER
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<EEESE>
1. MR (18 F 5)
IR RIS H AR EDRETET S,

2. AP
LTD1)~4)DWTIAMEZETIEERNRET S,

1) HABAETANADEES TERTANAR2~IEELULDEAHLIVESHIGFAT,. M O+7ET. 2
FLLEBELTY, REMFULIGIESN T AEEFICKEZES-TRE, (ARHEFERIIER

2) HXMDNERELHY. EWEE-FNICEOTHNYHA SETIELEICERET H5R.
NYHA 7$8

I NVREBEHINFEFHIHIR L,

BEMGHEFBTIIES . BF. FREH#. KEHLHE
iR (e 24£ LB,

I BEMNMPEEOSKTHOFRNH D, REFFFEITEHERICIXEE
Ko

BEFEDIL, LLERERVFIE (FIZ L, R ER . IRESHTHEE) TES.
BiF. FIREHE, XMHLIHLE R ZEETD

11§53 SEDQRKEBDOHRAH D, REFEFHCIXRIEIR

BEFEDIE . BFHEBIAIE, FSITEE) TRS . BiF. TREH. &
MHHNIIRDE EEEET S .

VE MEBD=HVLHI LR EEBLHIRSND,

DAEEROTDE (58 NRHFFICHEFET D,
HIMEEERFBTINLAEET S,

NYHA: New York Heart Association

NYHA 3 BICDLTIE, LT DEIRESEICHIRT 52LET 5,

NYHA 7348 B{REEIRES EABRERE
(Specific Activity Scale; SAS) (peakVO,)
I 6 METs L1 L HAEMED 80% LU L
I 35~59 METs HAEED 60~80%
11 2~3.4 METs HEED 40~60%
v 1~19 METs LI F MEATREEH BT
HEED 40%K

MNYHA 2 FBICERZE CX G T % SAS [XALVAY,
[ ASHIT 2METs, BE ST 3.5METs, TUAKIE - AL YF{KIE AMETs, iR¥> 5-6METs, fEE% 6-TMETs1%
BEEEFOBERELTHELT-.
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3) [EUR. EROMREBEMRRERE., DOFIRRERE) . ATHRFEERADSE

4)BREEHIHE,

B :CKD EEESEE— VT AROBHOHE

CKD EffEHFEE—rT v

EHRES A1 A2 A3
RELEE _
0/B) E%¥ | EEEAR | GBEEAR
FRER/Cr
(a/49Cr)
0.15 ki 0.15~0.49 0.50 I E
G1 IERFE/-3E(E =90 %% = LoD
ERFELIIRE .
G2 BT 60~89 %% = LoD
GFR X% BE~hEE AL |5 T T T
(mL/% G3a EF 45~59 = | DI
/1.73 m) hEE~BE ces 1 B
G3b ET 30~44 LD : IR Fr
G4 BEERT 15~29 Din I i
KEEBEAZ
G5 (ESKD) <15 Din I i

KB, JEROBREN L OBEIEESIESE T EL LY LARAWETH L), BRERZGE T Z &0
MBEIRFIZTONWTIE, EERERORNRET D,
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2—33 X—FUfE(EERE

1. @E
X—+> (Noonan) fEIEEE (L. #HIBAND Ras/MAPK L4+ JUGERICHADNDIEGFDHERNGESR
ko T HFHNAEESR. A RXMEDER. DE. BEER. WHEE. EEBE. MMESLEEZTTE
rEHREHETCHERE.

2. &R
X—FUERBEEZEEBDODRRELRFELT. CNETIC RAS/MAPK L5+ IUERRICEAE T 5%
FT#H% PTPN11, SOS1, RAF1, RIT1, KRAS, BRAF, NRAS, SHOC2, CBL Bz FHFNEXMEEEMN
HMESNL TS, LHOLEAS, 5 40%DEETIIINSDEEFICERZROT . HIRBEREGTFIE
HETBHLEEZLNTLS,

3. fER
ARFEIBAEE - RER M T R TEZZ S ML ESR. £ XM EE, DHE. BEESRE. BFHESE
EHEERE. MMESLENBHONS, LECHMKFCERESEEHT 5,

4. BEE
X—FUERERICBITADMNEREEDARIIEELRETHD, HIMMEREE T 5EE TIIRERF
RZE - MIMRBEREDOWVTNELEILZZEAHY . RRICHU-ABENBETHS,

5. %t
FICEHITIVEENEGTRICEESXSZ 5,

O EHOHEIHELEE
1. BEH
#9600 A
2. FIHOHE
THGREFEEOBEATREISN TS EMIETREA)
3. MBEMLAEAE
KHEIL (REMAAREITAW, BRDABHEICTT B ERE. )
4. REDOES
WE (RIEREERGELBETS)
5. BHiE%E
HY (FEERADBEHEESY)
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6. EEENLE
1. /NEBI(18 FRKi)
INRIEMFERBROKREBOEEICET D,
2. BB
HERXEDEELNDY . BYER-FHICK>TENYHA DETIEULEIZZYTHIBE,

(D FEMICEIR—FVERBFDEHELEDERETRFEREEFORE]
PMEKKRE FRX FF RUARZXRZREZRVUEH EERFSTEF £HER

(D FEMICEIR—FVIERBE D AR ARSA e EHRBERE G FIREA
PMEKKRE WE F— RAEKXRZAREREZRFARE-EERESF &R
MERFARLE LML =S RIE AR B sE I D B2 AE £ CRE 9 5 F IR0y - IR RIAR 5T )
HRARE DMNEERER BEZFI2AXFEFHRREGCF L I— &R
DhRERREREDE SR B8 - BT FHRis4t BT 5%

MEKKRE wHE BIRFERMELVS— Bk
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<BMEE>
HRGX—FVERBERUVEESHSN-X—FTUERBENRET S

X—FUEIREF DT E A

FEMR

fER A=EFER B=EIRE9AE IR

1 B8 B _ ,
5 H R 7 ERER KERBFETIRY DERDL

2 10 BT IR%E . FAEMEXREODFES SV FEX—F

ERLUSNDILES
Bt UEREITEMNLERIFR
3 5
£ KWACES T E P S 10 18\—tE B4 LK
4 i 5
" B, i 2kF TEUNHIER
;
5 R T ERREIZX—FUFEREEEMN
F1EHREBICEEEX—FTUERBOEEDHY
wE STTTE BhnsEEHY

6 TN ROETEHET(BHHFEMET. FBRE.VAEHER HFEHER. FBRR. VBl
fth 2E BREED>H 12

<gEohTIV—>

HEELGX—FTUEIRE:
alA & 2A~6A D55 1 BB U LEET-T 54
b.1A &£ 2B~6B M55 2 IBA L LEH-FI5E
c.1B & 2A~6A D55 2 EE U LFHE-TIHE
d.1B &.2B~6B D55 3EE U LFH-TI5HE

EEDHEN-X—F U EIER
TEREELX—FT U ERBEOESEZFET-L. PTPN11 Z2E£ D RAS/MAPK 45+ LG ER B D X—F U fER
HEAECFRITENREIN-BEE

SZ) LROZHISATIT XX HHIHOERAKREL BRKEGEMEICLDZHAHEIND
EIRFEEORHEERL, BIMELRFINTERANTEMN60%ICEEFD,
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<EEESE>

1. /NEB (18 ZF K i)
INRIEMEERBOIRKEDIEEIZET 5,

2. B A

ERMEDRENHY . BEYABE-FWICEOTENYHA RETIELEICERETHBE,

NYHA %%

1E

MEEBIIHHNBRFEIHIRITELN,
BENGHEFBTIIES . BiF. FRER. x@mHdH0 (L
bR (Mg 24£ LG,

BEMNMPEFEORKITDOFRAHL. RepFrE=(EBEFERICITEER.
BEFEDIL., BB NFEBIZ L, BELR . RESTEE) TEF. B
. PIREE, RahHd LR LEME EETD

SEDORKEBHOHRAH D, TEFFFICIXEAEIR,
BEFEDIS., BHEBIZIE, FSTEE) TRS . BiF. FREH. X#H
BUVERLE (BB EETS .

MEREDE=HLAELBREEBLFIRSND,
DAEERORDE (5 NRHFICLEFEET S
O EEKEFBTINOMNEET B,

NYHA: New York Heart Association

NYHA 3 BICDLTIE, LT DEIRESEICHIRT 52LET 5,

NYHA 548 S REBRE RABRERE
(Specific Activity Scale; SAS) (peakVO,)
I 6 METs U E HEED 80%LL L
I 3.5~5.9 METs EHEED 60~80%
1 2~3.4 METs HEED 40~60%
v 1~19 METs LI F TEATAEEH HUNE
HEED 40%KiH

MNYHA S FEICERFR (3G T 5 SAS [EALVAY,

TR RALSIT 2METs, BE 51T 3.5METs, SUA KR - ALY F{KIE AMETs, iR% 5-6METs, fEE% 6-TMETs 1% &

BLEDBZRELTHELL,

XKpk, SERORREN LRRO RIS T EL EIZHEY LRWE TH 508, mEERER AT 5 2 L2

MBEIRFIZONWTIE, EERERORNRET D,
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2—34 X5 - TV EEREE

1. =
Y25 -T2 (Young-Simpson) SEIRBE (L. 1) $FHMLEER. 2) FEHRZEDEN FEENSEE,
3)ERJEAK : REEZIR/NE WA EL THET A58 - RIREFAELGE . 4) BRER ARELE . 5) N
FHEE: FRIRMEEEETIE. 6) NMEREE . GEEHHET IAEREREBREF CERN TEFILILE
F KAT6B DEEZRE LT SHESN TV, BRAAFET 30 FLELDIREITER SN TS, FKBE. FiE
READHIRRLGE RENSEEITO>TOEREREZLELT 5, ENTL ERFHRENTEE
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