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mitochondrial cardiomyopathy
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Fabry disease
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familial sudden death syndrome
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primary hyperlipidemia
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idiopathic interstitial pneumonia (IIP)

< Key word >
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sarcoidosis
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diffuse panbronchiolitis (DPB)
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ulcerative colitis
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Crohn's disease
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autoimmune hepatitis (AIH)
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primary biliary cirrhosis (PBC)
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fulminant hepatitis (FH)

<Key word>
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idiopathic portal hypertension (IPH)

<Key word>
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extrahepatic portal venous obstruction

<Key word>
PR ML fT S aE  MARE UHERE faadied ME Mk
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L, ZKRMFAMRKEAESEE L T, WiE, mMEKB, BEBPFTR, BR, HEEBRR. F
i, BALENS S,

<R2H>
S S L UHERSE R LT
2000%F CEpk124F) 128 TPIRRIM T SREAE OB M & 3 (2001%F) ) ELThKLE, (R)

<FiE>
EHERAEEAE 104E89%
204E 82%
<S%EDODRE>

EHOD FHRIZKREAMTH 5. WH - Wl - WEBOBRZ T FEYERRN. Bz TAEH
ORBEMSITH>EESIC, EFIRMZEAN, BEREMTITo T, XZEAHEROD 2D &
VvEan-R#Rrty— (B) 2 NoBAOLDIZEMNML TV,
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<&KBEB> 381
<HEBE> Budd-ChiarifiE & &
Budd-Chiari syndrome (BSC)

<Key word>
PAMR ML 1T SH4E  MAIRE TR foafiks MIE FREE TR
FRERE D EirtE i FARARSRGE  AFARAR AP &0 F K # AR

<B|BEEER>

kO E#SL0WIEHBFRMIROMAESCHAEIZL D MIRE STEEICE SEREZ
D, HEAEMIIWU S mEfed. KM, RoTtkimIk, PIIRE U E, A,
Mg, B, . RFEEAERETE . FRRVEME. FACARARAEI. BYMERED LTS FRRIR SR 2
EDREMRZRT .

<EREHH>
EHEAERZHEBHEK 280 A (19984 REEFEFHAELER) (B)
HE W TR AE A iR 43 (H36rk  Ls50mE) ()

<#HH- - RKE>

HERO E®H2WIIHFH FAHIROBAESCHERSBIZEDMIRIEITEEICE S, FHEROHES
MTROW—KENYy FFEFTFTUVERBEFEROBSM kN RET7ZVEBRREND S,
RN FEFETUERHOBRREL TH%., S8MEFEE. SomMO0EBRERS S,
T, ARCTHEOTIIHEAEL THRETHE N T W S FactorV D Letden mutationld R 25 5
Aholk. ()

<ZH>
W E R N A ST L T
20005F (Fpk124) 128 TMRMITAFEHEOZE S B (20004F) ] ELTHXELE, (B)
<Fik>
M BRE £ 104F 44%
204E 37%
SEOEBL>

BCSOMMWIIRKIZEAWTH 5. M - 5N - IWEOBEREZ D TEMFNMKT. BiE 8K
ORENSITS2EEHII HAFMWRAZEANEBMTII o T, £k, EAHRO DR
MEINTERUEREE Y — (R) 2 NoBOLBIERLTVL,

=g=



<kBEFES> 82
<KBE> AR aE

intrahepatic stone

<Key word>
MR HS5-oM BHPALAFL HFNBEBMMBMERE EFUILEXH
JLAFO0O—IJbH PTCSIE

<B|MSELERK>

HABECEGAEET2HOE. #anFAroMAERSNhTHRIIBLAE D &
FABECHKECERLER 2 EHA S - HRECELDZ2D0ENH D, KEMO LT IBE.
EMEHEHASHE. RBEMERAD2I LD EMERSBAB LS ZL, IFLEEC
TIEFER, BE, WHERTAHEANZVWESLH S,

<E2HIH>
HAEEBREHW0AN 7 FE (1985F (HH60E) LI 2EAE)
B &=1: 148 40 L, EIZIE < 1

<&@ - /E>

FAEIZWE B -V In_F—EEHNEZATA2HMEORSE, BHS>-o8. BT ALF>., F
NEEOREBUERELENEE L TWEIEMNHSMITE-STED, BAOESEL TIZIE
EAEMEYIVESTHAM. BHEILZAFO—LOBERABEMLTWVS,
ALVATO-EAETEHHMROZEEREHEINTWS, (B)

<EE>
OMRIIZLDLSHMENENDH 5.
QEMEIZLZ2ZHNBLETH S,
QERZHEICMRCPHAHEATH 5.

<Fik-HE>

OMEBM OO (FFANRER)

Q@I E AL — SO (F 2 — 7 S & 005 7218 v & §7)

QN B 8 35

@ 1A S} 1 % ke &S 1 W R

W TREATOROBKRE174%. HEKRE8.1% (19924 (CERK44E)).
LB R Z90.7% (1989F (CEpRiTiE))

<SEOERE>

WA R, e, RAEBFOREA T, B, HLAVIE, TESICHT IR EMAILE
Thd. MEMPFNMAEICHT 2 ERMOGEEEALENS,
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<ERES> 84
<EBE> o 3 Jo 1 R ME AE
cystic fibrosis (CF)

<Key word>
CFTRili iz T iFhC1 i RBUErL 72 BAZBAE HbWRIEE
e W A ke

<BEEERKR>

Cystic fibrosis transmembrane conductance regulator (CFTR) M#ifx T2 RIZEX O = H D 5)
WROBEALZ2E 28 REARLSERERBTSH S, CFTRC F v+ IV ORERFIZX
DB, S, BLUOMEENHMAE2WBETHEL, TP~ BOBREANEDNS. Hd
LR EHRREBEGORL, BEEI LT A, BAZRAS D X OHEACBBEFIZ XS0 (E
CREEENROSNS., BEOEHZO SRREBREKELNE SN2 T LMo ED D fatt
MME EmAh E N,

<EZEHH>

M ATIRIRELEEOHL (H25000HEIC1H) BEMERTHLN, HEATHER
BDTENTH D, 19994 CFRR11FE) OO D ERME SEDFHE T, 19994 (Frk11
) MMEMOSHBERIZIS (95%IEHMIKA : 12~18) ALHEgtahTws., ()

<&H - -HJ/E>

EIR AR ERICETETACFIREZ TLERANHHNTH S, THETIC1,000ZBA Sl T
TRBLUELHMAEEIN TS, () AADCFIREEGETERDO70%3508FH D 7 = =)
TS REOKRE (AF08) THHH, REEMNAKEL, HFEADERBBY TENLE
BENFEAETHS. (B)

CFTRIZ14807 2= /B RE X O L 3 cAMPIKEEC Fy > 3N THO. EIT kBRI
BHLTWS, CFTRIZ LA RINa'-H: ZHudk (B), SLC6h k4 la A A L mixko ik
HEHEREROED, BEFLEROBMICEDZEAFEEZ LT, (B) RS KA W
A4 (CFTREEFENN %) Z T EMEMUMAS, AWK (CFTREERRFTE) M0k 25 &R
PEHERETIIEERANRBONS. CFIREBE MBS TA2HBLELT, BHEARERE (%
FHBEEERAS), BHERMARR. KR —7, BUHERREEAHD. (R)

<EHi>
DOUMRIICEDZHENE (19994 CER1IIF)) HER (R) shTnwi,
@ifhc #WEO EH (>60mmol/L) 1Z0A .

1. A DZWA%E

2. TR 3R HE K

3. MM L7 A DD WIEEGE D FK Ik KE

DHOE2HEBZMGET 02RO REBRMIEEZEHT 5.
@iFoc BEONME., BETFRNZE5D. BRATHEMERICBT5ZHALETH S,

<FEk>

PIATIE P I~8 TIPS RIEIC L D L TW/EAS, WK Y OB #HiE, i -
EEEFEHOEHBIZIOXELTVS, 19994 (CER11FE) O2EBETIE, KB BHEH10
B ETHo . (R)
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