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. BYMEOIXRC. BEROEENDIREZLELT D,

. BE-RBERIC@LHODONBEET D,

2
3
4. MMM IEROMRBERM@ERE. PORIRRELGE)ZVEET D,
5

. EEMNICERONEBERITIKELTLS,

(R)

0. fEIR%AL,

I MEROETHEOMREHHH HREE- BREFCKMEAEL,
2. WREED-0IEED BYNEE DERD B,
3. FMRERAERDIFI S, HHVNIEEALEDRREEHECTEINAELS,
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4. BEDORSHAHNIHRMGHEIHEEEFERAIBE,
5. [LEVRBHAN TGRS EMEERRANDE,

2) BAMTANAVDEE ELRTANAVE2~IBEULDOSHIFAT. hO+2ET. 2FLULBRL
T, BEMELUENFIESN T B EETFICKEELE - KE, (AFXHEZERIZLD)

3) EXRMDERENHY. EYEE-FMICEOTHNYHA R ETIELULIZERATEES,

NYHA 45338
IE IDREEH LN FIRTFENIZHIR TN,
BENGEEFBTIIERS . BiF. FRER. XaHd0
®ibvdE (M) # £ LG,
IE BEMNMPFEODRETHOHBRAH D, REFFFEIIEFERICITEER.
BEFEDSE., LRI (BIZ L, BRLR. RESTHRE) TEF. &
Z. EIREE. KHH O IERLE R EETS
I & BEOHKEFHOHERNH S, REFFFICITEER.
BEFEDSS, BFHEBIZE, FHBHTHE) TEF . SE. FIRERE. K8H
HLMEILE (R £S5 .
VE DREBD-HWLIELHEEFBLFHIRENS,
DR SRR () N RHEFICLEET 5.
HIENEEREIHTINOAIEET S,

NYHA: New York Heart Association

NYHA 3 BICDOLTIE, LT OEIRESEICHIRT H52LET 5,

NYHA 548 S REBIRES ABRERE
(Specific Activity Scale; SAS) (peakVO,)
I 6 METs LI E EHEED 80%LL £
I 35~59 METs HAE(ED 60~80%
1 2~3.4 METs HAEED 40~60%
v 1~19 METs LI F TEATAEEH HUNE
HEED 40%KiH

MNYHA S HEICERE IZR ST 5 SAS (7L VAS, TERNE1T 2METs, @ HE 41T 3.5METs, SV A4 {KiR-
AR YF KR AMETs, &5 5-6METs, BEER 6-TMETs 128 B L FDERELTHELT -,

18



4) BHEBERSH.CKD BEEHEE— Ty T HFOBLOBA,

CKD BEff ESEE—rvv

ZARES A1 A2 A3
REOTE
(/) E¥ |EEEAR | BEEAR
RER/Cr kb
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015%% |0.15~0.49 | 050kt
GFR E% EESEiEE . B
tLia <3 I s =90 % = Ao
/1.73 mi) EEEEEE y i3
62 | 60~89 5 = 711:/_/
G3a gi“**g 45~59 - Lo 7R
hEE~RE i
G3b 30""44 = I 7
B L 5 i B T 7
G4 |WEET 15~29 = i =
*HEEAE
' G5 | (Eskp) <1 7R 7R 7

FHEEIRER GFRES-EERESEEDLEAT—UICLYFHET S, CKDOTEE T, REFF L, LMEE

CREQUAVEFBDAT—UFREIZ, &, ALY, FOIRICAT—IUNLRATLEEVRAIELRETS

X PR R VB S EOESCH 3 BEEE

1. JR&ZENCAVSERARLEIA. MRBEPTRFCAUT,

3) .

2. AEMAREICHIIPEERE DOV, BYREFHNEED T TABEMTNNTOSIREET. EiL 6 1A

M TROBVARRZERINHIRT 52EETD.

3. B&AEROEEN LEEOEMERE DFEEFT—EMU LCEHELRVETHIN ., SRERERZ]ET T 22Ny

EREOOVTIE. EEEROTISRET D,

TR F(TRRORTENRVGEICE, WITNORER
DEOZANTEZELZ AR (L. HERR O A% R I ERAREIAE THho T\ SR RERBOICIR
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<SEEH> KEHE
@ R KAERBF S E I B¥

L

1q B EEFEIREF
1. =

HMPES . 1R, BRFEETHELTIAREEERBETHL 1 BLERRH LOEGRTF
M IAE—FHET HEICKYBRDIERERIET 5. ERELLORESITUKRFL CTERKRERNEL D,
FTHROL BN KREINZEL BRRERIREFHEL S LHERLH D, Ff-. EEEMLICHFET
LEETFOEELTRICEEFE XD, EHEIMIN 1032 KYERBINOTOATETHEEREZEDH S5
BIZE MHESORENIKE AGFPRICEEESZDLAMHE (EXRENVEERF) NELHERLH
%, BIEDHRRMEDIERICEEEST . /NREALE. BABICLIELDEKREET S,

2. [RE

| BREAERONA BRICLRET 5. SLBEER TN ENORERF ITHTHS,

3. fEK

BREES. MMES. FEHER. BRROEEZILHEBETSH, MMEFEIFEENSEETHY.
EEMAULEETDKRESITKREFT HERICH L. EEREDEREIZLDGETRTH D, FHEEREL
T.H=ABOE. KBEF-IEHEMHKRERE. EMECONENEOENFR. /NE. EOERH
(upper lip protrusion), BAZE. OZFREFXZENHIIG5ELH D, BRRDEETIIEBENELRYPLZIE. &
B .ARER.NREBEZRODIGEELNH D, PREMEEIK (TADA. KEEEE. MYERRE) LiILEE
(RBREIDFAAE . WPW JEIXEE. BIARE &R, IPAFLBEF . L XBARERESE. 770 —WBESE) . I
WEBFEE HIELRROERE (BEGEZERE. AV7ILBEEE) PERBR(EXEBERBTFLE) OERE
EESICELHS. F- . FERPICEELGERBREEZRDIFLE RAHICHLABRHNAZET S
BHENHD FERDANSHETEZHEITOICEIETAIRETHY . FEFREBICIYEEZMEIT I LN D
ETHb,

4. BEE

FESLUTARGRIEA D, LR EI /N R B AR MVEB CERBE ISR T 2N ABRNBELY
52LbHD, FRFERCEEMBESICHESPREFRFLICHLTREFCAIFRFERE
BT HI5ENHL, T EELHMMEZICLVERBEETZASILLHY . EROMXEENEERE.
PILERKRBLE)ZVELT DHELH D RALLBLEEICHIY ., FRFBEEOEERE, B
EOXIE. HAETADAICKT 2EME X, EREMERBICHTI2EMEE. BICHAMKARENLE
252 EDH 5,

5. %t

AR TFRIIREBAEEDERICLS MM FR-EGFFRETRTHIENSL, TICHAMETAN
ADBIESIVEHITDIVEENEGFRICEEZSZA 5. BOENOAE, iz, BREEICE>THE
MPERAEASIND, FEICHI>TERRIVAREEBBREIVETHS,
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. 9q34 RIKFEIREE
1. B=E

FRFERER - NETHEFIEERETHS, 9934 HBOMMBREKIZEY . REEICHFEES D EHMTI
JB{ZF (Euchromatic histone-lysine N-methyltransferase 1) Z =B FND/NTOFE (RE) IZLYFEE
T %o EHMT! B FDHREERABERICI>TRRDIERZET 5155 LH S, EHMTI BIGF(I.
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EENECTHRAGEREE T 5. EREIZE T, BADERMDERICEEFEST  /NREILIEE. BA
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2. BH
9934 MO RKIZEYRET 5, RRBEGCFIIREEICHEEITIERDETFHTHIN, BHTE
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(XY S HEIERNREIRT EHEEZLN TS, TNTNDERDREMFDEMRIFTHATH S,
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INSBAE F1- XK 5EAE . FFHRIEETR . EEDXHMEEZRO D, EROSFHIL. [ELFIEE. BEEE. 7
—FRHOBE.RBEME. EVEN. EE. ERHETHD, PIRBRER CAERRES RMFE.
BEHDIREES) . ERXRELEE(DEPRBRIBE. DEPHKRIEBIE. 77O0—EE8E. KENARHEREE.
BRI EAES) . FIRIRHEEE TEZHSSENH D, MMEZTLEEDEN S SEBEHOERILE
H#THD, -, ZLREHNS/NREICHA T THBRIRETERL, EBREZICLENZELEIENEL,
ERDANSEEZHETICEIEITAEETHY . 2BEARBEICKYBEZHEITICENRETHD,
PR MREEICHEL T ERETOTRESEHRET I H S,

4. Ak
ML LT ARRIE AL, ELRBAO/DRBICEREDERITH T 5N HERNDBELLLIEELH D,
MFREREROCEEMNMESICHESTREFRFILICHLTRENRPCAIRRBEREET HEEMN
b, T EELHNMETICRVERBETZ2H52L4HY. FROMEBERN(REXSE. DDOFHRFE
BLGE)ERBELTBHI5ELHL. RAHUBRLEEICHZY . BFRBEEOEERE. HFEEDOXIE.
AN TADAICKT DEYEE, ERMEDERICHT IEMEE., BICHARKEBERNLEICESIL
Hbd,

5. F&

EMFPRIIZBAREEOHHICKY., XITHAETANADHERSLUVEHITINEENERFEIC
FEBE5Z 5, DIENMEEIANIL ERmFRITELL, TADAREAEDOZA S REDIU A
—IVIFEETHLELNZ L BOERMOAE. X, REICL-oTLERTFERNERGIND, £EICHT:
STERFRVARLBEABENIVLETHD,
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BHYNLTERGBOVEE. MAIBES. RH—ILLEEE, LRZOEFA. BLELEOE. ROV ASY
E) HERDLDRAEBEEEIBET IARERERHTHD,
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HEHMOER ST LBIREN (5p13) IZ1FEET S NIPBL BIZFNDERZRD D, TDith, SMCIA,
RAD21, SCC1, SMC3, HDAC8 BILFILEEZZHIEENH D,

3. fEK

BREDEF THEENSEEDMMEETNROONS EROFHELTITRVWVEE. MAIBERES,
F<{H—ILLEEE, LREQEA. BLLEOE, ROUAGLEENRLNEIENE L, B<7—FE DO
EVOOBREHEIELLZN ZAOBBTIRREZEEISETHY. HERIALRON, £EEZEL TS
E-AREHRIC 5 IN—EUAMIILRFEEL D NBELFRHDHELE N, F-. BREF TR OMHEL N5,
OB O REEEF IS R AR OERERICI S THRELENESIBETLHLLHDH. F
= EREBEEES. REAIDERK, £ 5 HEMSEOLROEEERHLIENE L, THROEF (2-3 it
DEHE)LBIZROHEND,

ZOfth, #EE(BAIMAIMERFTHE)  AZ. Ao, THERE. AXEOER (DERRIIEE. DE
PR RIEE. MBIARERE . 77O —M#UE. Z[VMERBERESE) DNIR %, FFREERE BIFESR.
FRER. ARMERE BERRETRE) ENAHLNDS,

EEMMESICHESPRETERFIL2ICHLTREVRACAIFREBFEREETIHEENH D, F1-.
EELHNETICKVERBEZHS52L4HY . FROMKBENBERE. DOBIRRELE) 2D
BLTB5HELHD.

4. Ak
REREABEFGD, EREDEE HAETANA . FRES - EEEEFOESHHEICKT L5
ERENDELLD, BEEICHL T, B]ICHEERY ) —=2 7 - HERORHFEAEZEEL, 032=
F—avEEITH . RN AUEECERY -FIRYZIRYAND, BLABILIES. ERMEDKRE.
HAMTADAICKHT DEABRNBLELRISEENH D,

5. F&

EmFEIE EHTIBAETALADHELEXREDEEDEH . EEMMESITHS DR ERF
RF L. EREEDEEITIKET D, M. REICI>TEERF RN EAINS, TADAIEH 25%I(C
ROond, EEIHOE TIERNVAEREZBHENVETH D,

BAGITIL 54 %, 61 BRETERLEZBEINRESNA TS, RAHICBRESREDHEELS L, B
BEYRENRIAILTIENLIYNBEZHFETIESNDID KEEEED 10%FEEIC, NLYFRED
AT D,

22



. RZR-LLY-AEVVEER
1. BE

AZR-LLY-FEOVEERBET. ALATA—LERORREETHS T TEROILATO—/LETEE
%%0—K9 % DHCR7 BIEFNERIZE>TALATA—IVEAMNMETTHILICKYRIET HIEEET
H5, ALATO—ILVELEDETIIHMBEOERCRATAARKRILEVERNDEEESL.25HDE
HIIEREET 5. FHMINTERELTRERE., /MEE. MMES . HE0ER. OSSR, S HREE
(BR). EUENAROND, ALRTA—IDLERSNIEIBERERILEVPHRILEVOERESZD
=8, ZRHGEIE - R ETIHY . BRBEEEET D, BRRIBEICISILATO—ILRHE
EETHY. HRARLERTHILEHL,

2. [BR
K 11913.4 IZIFHET D DHCR7 Bz FMNEREEGEFTHD . COBEEFNEEIZK>TIALARTAH
—IVEEIMETTAHETERLDIERNREONSD ., SEGERISHIRT HHEFDEMITITBHATHS,

3. fEK
BRIEE. /NBIE. MMIMEE . $5HREETRR OXEBE. NIRAEK . RIETE. LRAZO&. /ISVEE
MERIE), OZH AMERER (BR) . F2UEFEU DS RE. kM SIRESEEHHET 5, #AMH
TADAVCEZZ(ILHET HPRERBER., KRMEOEE. BE-JEOFBOBRLAESTZEILOHLET
BIFRERER. BB OKBE. AB. REEEEZ) ZHIIELBLN,

4. Ak
BALATA— LB LB ENBRKRERDERICENTHSHESN DR AR EREE(THEIIL
TLVEL, FIRBFERCEEMMEZICAESIFREFERRLICHLTREVMACAIEREFERAZE
TREENHDH, F-. EELHMHNESTICIVERREZMHSIILLHY . FROMNKEEREEXRE.
PIDEIRRELGE)ZDLELET H5ELHL. FEICOIEYAERELEE., A TANAICKHT SAE
EXBENRBELLGD, ALATA—ILILERINSBEIBRERILEVPERILEVDERHEZTDH.
ZRHGEIE - RSB IE T AHY  HRBEETET D,

5. F&

MU FR-ERTFEREITBRTHHIIENZV EFEOFHMIIMON TGOS ALATA—ILELE
BB E MR ENIBHEEMHIFICREL . ETHEDERB TH S, FHURMIENBHEEETOEEICKLST
RECHEEZ D, ERMEDERECHAE TANVIIERTFRICKELEEEE525, EERKMED
REEHRIHY . EXBRAINGE G EEICHOI>TERREVARLBABERIVETH S, BRRIBAE
[CEBALATA—ILARBEEETHY. HARLBRTHILFHEL,
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MIAEBERE (RAILINTSIEIREE)/ LMX1B B ERE

1. =
TRREBERBEGRAIVATIERERE IMERAE. REBDEMAHDVITERL. FEDHIKE
#(iliac horn), FEAEIDEMHEITHET HEGRMEETHS, LILLIETBEZREL. —HIEIRHABTT
2(2HETT S, RAIX IMXIBEBIEZFEETHS,
M. BREE. . BELGEDELLEZHELT . BIEZITEET S nail-patella-like renal disease (NPLRD)A> B4k
DEERRAELEREICL IMXIB BRFERERALTHHNFEET D, cho—EDERBEFHIL
LMX1B BEEBE EFIEN D,

2. &R

TRREFEERBEORRAIE LMXT1B DBIGFERTH D NEERFDKER7 (9FHEQ) ITHEWNT LMXIB
BEFEEABESN. CWETIZ 130 BEULDEENKRESA TS,

F7= NPLRD O —EDIEHIT LMXTBBELFEENERESIN TS, IITREHK I —V T RETTDHE
BTk RS ETERBRABEILERE CATOMFERERTIO—EEEBFEFICEVTE LMXIB &
ENRNZShBEE1H 5,

BEREAN—XLELTIEINSDEF VT hE LMXTB ERIZKDBARBRA L R MIHEEEEE A
HEIND,

3. fER
(WITURZE BIEIR B (R A )L/ T FIEIREE)

TEETL. RERDEREHSVIIER. BE O AKREE(lac horn), REEDEBEAALNS
N IDIED1DOHAIVETEBDERDAEZET HEHEENHD, F-HEAE-RETEN—BREH LY
SHEEIC. SYEETHLND,

HEBIBEZEHT D IERELTIBEEEDOERRCMRAALNEN, GEERRPRTAO—
TIEEBREZETHIENH D, BFRITOVTEERETLRMUR-NDIGEGENZNEENDIZLOD. &
FENLBHEEETZEZELL. BEXRRICELEFN—BEET 5. ERERTEISELEAREET HE
Bl—BEZETH D,

HBFMICEAFEMELANILTEIEENGAR TG0, NG RELTIXEFEMEBERRT
[FREEABEERENTRAIZBEL., F-ZDBEEICHEL MR (moth-eaten appearance)® Il 25—
VDiREEDRD D,

(2) LMX1B EEEEfE

BNEOHEL LG BEE(ERRHHWILMR), BHERETEZET 5, MREEERFEOEEBIEGEA
BROBFHEMBMREZRTEES L. RELEVEENRESIN TS NS ELRITHITTERRE
METL. —EDEHFITIERBABLREIZEDS,

4. AEE
MEREBEEREICE AN, B, HESHOEREICRLTITIHRMEEEREITLL, —E 0 &EE CHEE
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R OBRAEICHLTFIRRENDEITGDHEELNH D,

BIEICR LTI BB RE R FELGOA, BHEEISISC-BREREDBRETI. BHEMTR
BRK (I LRI EEICHL. 7o XA T U EMBRATEOCT XA TV I ZRRAEREL
EDBREFHABRN—EDMREFTHEEZONTVD, RABFRICESGBICITHFENH
DNIBBIEEZET S

5. %t
BENERFRERET S, 3~5E|ICBFEZEH T, MNREICRET HEEHLB L, TD5H1~3F
TRPBFE~EETT S,

O EHOHEITLELEE
1. BEH
#3500 A
2. RROWE
TR (LMX1BEEFEEIZKDIENHALMITE>TLNSA, RO HEEIEFE)
3. MEMIEERAE
KM GHEBEDHTHD)
4. REOEE
HE(BTRRIIHT HABECERBEENDELLLIGENH D)
HY (BABHEES EHEMANHLRE TR L-2EEE)
6. EEENLE
M ERAREEENECEEICKETILO(TRF).HAINEVThOBERETH>TLRES
SOLTFF=UL 05g/g-Cr I EDEDZE, BEfFELLTHERET B,

O EHmizHT
CEJNEE S
MBHEFELE RAKFEFINRY ME M 2

ARERES
UBHFELE BEEAPEMAY AKE Al B

BAFBHFHREGRDE BAMEABFREARERX (BAMREBRARER) TLINXB EEZTED

RERE S L UBMRLORT) FRY
WRMARE BRAFESHNRY B EE 2
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<BMEE>

(D MREBERFOEZHMELE
Definite ZXR&ET D,

A X£IHB
MOER BB ERZRL
(FHRIZBL FHICBERIEEL, BRHICHDBE T/MERAARN, BEFITERENEMRETHAT
Hd. ZARDMEADAHEERET HIHEE L. METHEECSCRIT. £, BIRENALNDSLEH D,
ETERNLEROONIENZND, BIETHLHER DM NI, )

B BIEH
1. BREBEATE
2. HKEEEE
3. BEOAKEER
4.  LMXIBEELFOANTOEEARER

C 5&1EH

1. MREBEERBEORKE

2. BBEE (WfR.ZFEAR.HIVOIEBEHEES)

3. BABAEEEOHEMWEREMR
(BEENH>IGEICBEERERIT M. RIEDZE LIELATIIEN, REBRLLTITIE S
KAEERDEEERELME  moth-eaten appearance” hMHBEITH D, FEELF-REKAEER
PROBEBOAY X VLEBRNIC MBI UREORBEN RSN S, ChoDRHERK S
VRV RTFUBEBHDNIA U EESEBTEEIND,)

D #ERIEZ kR

Meier—Gorlin fiE {&#%(OMIM224690)

Genitopatellar JE{ZEE(OMIM606170)

DOOR #iE{& #(0OMIM220500)

8hJYE—FEHY A VIEIREE

Coffin—Siris fEZAEE (OMIM135900)/ BOD fE{ZEE(OMIM113477)
RAPADILINO f {& ##(OMIM266280)

e g~ o~

<EZEOHhTIN—>
Definite: A Ziif=L+B M 1 IEE UL L Zi#E =L +D ZBRSAL1=1D,
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(2) LMXIBBAETEDZMrELE
Definite Z3x{ & &9 5,

A FIEH
1. BREE (R GEMTI+LUL). EARGRER 0.15g/¢Cr UL L), F-XBHEEES
(eGFR<K90mML/43/1.73m2 LLF))
2. MREBIEEHOZEEAELZR-IG,

B BIEH
1. LMXIBEGFOANTORESHRER
2. BAREAEEBEOHEWEEMR
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VAV RTUBEBRHDIWNNIFIVZUBEBICIYERERRNICRER S D EBIND)

F RATREEHIVEBEHEREENHY. BERMRE TEAKRAKEEROBENERFIRNE o115
BHAVEEREBREMBEHRAZTIREEZA T SBHAIC IMXIBEREIZFREEZERET %,

<EBWohTI)—>
Definite:: A M2IEH +B DA 7%KEL 1 HBZHETI0D,
EELEREZET O REEOMERE S LMX1B LN DEREDREEL LR DELEF
EE)VZEITHLDEBRNT B,
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1. FR&ZRRCAVSERREIR, IREFTREFCRL T, ZIrRE FICRBRORENMVZEICE, WITNOKREHR
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ERMEREREIE
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4. BE
1) REHAE
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AMHADBRZLHNERINERAZIET . REVREECAIFREENDELL S,

BABLE. S EAROZNGI TLEROBHFRGENOTUBRRZERYIRL . HE D ARNEEE
T HHIHE, T, BREORF R OCBEIMRICEYVIRBERDETEZRDHEHNLDELGN, [E
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