(5) FHREBREBNE
HEFRFEESRE COPD (eCOPD)
O-7>F b)TOURZHE (AATD)

BE

[B3. COPD (Chronic Obstructive Pulmonary Disease) [IfiRIBELBUKEIRNOLIEER L
EEINTWED, METEAINIEEZFT LT OIEEMELRBPICKABRET S ETELETD
RIEMEBETHDIEERINTLVS (COPD 2 EABBEDT-ODHA K54 U%E 4R ; BARIERIRE
% 2013), MEIRMEEREBE CTIIEREICET LBV RRAEEZ T, SAFAZEIRBEIERELR
EHREENFRALE A TEANICERT A EICKYREBIY., ETHETHD., BRMIZIFEARIC
4 CHARBBFOMTIREHOCEMDOR., REFHET 5,

MMERALICEET HFAEHEY NFER 19 FE (2007) 12T --2EEZREOEICIE, 2IES
(MrEEZ2T) TIXO0MUT. FEEEETIX 60 MUTZEERAE COPD L EHELAEXITHOT
VD, LA L. MFBHEDELA AT 55 mkiF. AM0MREBETHLZ &M, BETIE. BEER
fEESE COPD ZRDELSIZERL. T—FZEBPTH D,

BUEREZMEHT . 5D MR TRIE - BRI, BEHOKRRFRZEZET HEE T, i 55 MLEID
ZEHITAE L - E ZILRFIR AR OIERBEEE T, FEV,/FVC<T0%M D %FEV,<50% TH S £ D,
BROVEEET  REXWMAR. UFAMAMKER X, TRMEISESIEEERH. FAEMESEX L.
K[EXILRAE. ARk, EBE. ) U/ \IREBHERE. 507 I\ AMEHEKIE. 5 > MDD
&

AEEBZIZIE. O-ToF )T (AAT) RZIE (AATD) OEEFDEZELNEENZEEZ DN
%, AATD (ZM;FE AT EE<IO mg/dl (7 xB A FR)—i%) LEESIN. B (M;F AAT 50 - 90
mg/dl). EFJE (i AAT<50 mg/dl). D2 DIZHRFEEIND, HERA COPD TLEZH-THEE.
AATD &£ L TH%ET 5.

R 25 FDEFAETIE, EERKESEE COPD (X, EEDOTRIEEEENHY . EMARICTLED
5T A% THEERREELZZEL., BEOHEEMNSLVE LS I - #HAMOREBIATINT:,

2. mZF
T 19 FE (2007) DFAETIE, BEFEREESAE COPD L 559 AEHEESNTLVD,

3. RE

COPD DRAMEILZ/NABELHEDKRTELEMETHSH . BIEELEMN COPD 2HIET 50 (T TIL
%Ly, COPD BEICEWTIE, 4NQELLEDEEYVEIZL DT ECHTORERECHERLTE Y.
CORIEDEIZIK, BENFER. JOo77—E - 7oF AT 7—ERHYE, AFEF0F-TY
FAFXROT CRBEGELNERL TS,

BEDCPD L2 YEETERE COPD L LFAITFTEATHY . RERBIZHLERIZEROFS
EOXRENWSY—LEETHIEBESIND, TOHT, H—BHLHAIZHE>TULSHEAIL. AAT &
EFZERICEYMBERD AT ARZ T BIRETHD,

4. ER
HEFIE COPD [THH DERIEA LY, BED COPD & RIHk, FHERIFIREE, 2IEDZE - BRAE
TIERTH S

5. AHHE
WMETIE, COPD NN CE 2B HDHEERIFT ZEMNALMHE - TE, 2BMERE. X
EEE. BEHEERES. O - OEEE (DHEE, TivE. HNOEES). BHEERE (BH#EE
). 15D, #ERK. BREES, KA, NG ENM LN TS, 2010 F(THRIN=EBS
430 (Burgel, et al. Eur. Respir. J. 2010; 36:531-539) Tl&. #etEMFEZHAWLE &I
&Y. TBEFEE]. SHEEI. EFDPEFE]. BRHEE] ITHBETETHEHEL TV S, R
HITkd L., EEEF COPD] DFHIE. AEMHEFENSETEKERENELC, 5D QoL OEE
NBEETHD—H. DIARIEEHLENE SN TS, AID TIXFREZ., FES. BEHx. IE



K., BEDEHENIMON TS,

BERE

EEFIE COPD (X, COPD BEAA RS54 VICEL TARARVCEELETDOERE - I5EZ175. TEHT
FRE, A VILIHDIF, ERERFEDEEREZITVOD, EEEEZHRAMICHBTL., PR
DNEYT—Yay, Bk, BREEL AEBRIEE. ARBREGCEERRT 5. BIEEEZ
., MBEFERECEREREO—DOTHS.

WYL TIEAATD I3t L T AAT TR AN THON CT B L DM KUEE TS RN RE SN TS,
EHETIE AT HFEREBETHLIN. FLOBRTHD MID ORFEIEREL LTRREBSIND
CENEFNATNS,

DA
PR ARE(CRY SHIAEMER



(5) HIRBRAREBRLTT
R E S iEMEEE (Alveolar Hypoventilation Syndrome: AHS)

1.

=

i ERKIERAGRETEIYF/LINOT., ZREMIEERSIEIZRE (secondary alveolar

hypoventilation syndromes: SAHS) MDfERIZ L T. i EEEIEIZEE (alveolar hypoventilation

syndrome: AHS) Z M T A LITEETH D, AMSOZWEHLEZRETRICHTEL CHEHAES

THb,

EHEOSEDSREAH AMA (PaC0,>50Torr) 29 %, (FRERMRELIZH VT 2 B LEDEIARI

BARAIFEIZT)

DFRENEBENMRIREEZEDEARTHSZ ELBRNA NS,

FF 7Gx £ & SR PIRING|OFRFFENBE SN, N OMEHERELGEDRENBESINDS,

ERZHE I UVHREMMREIZEY.,. FRAROERE(CEET 20 RARROBENRENEES

nhad,

BiREEAEDOAH TIEXSREN R MAEDREZZBHAEL

AHS IZIFIRIRTIE 2 DDIRENEZ 5. BHEAEMS (voluntary hyperventilation:VHV) [Z&

YBZIZIEH PaC0,fEIZ1E9 % A & phenotype & IEH PaC0,fE(Z1E L AF=L\ B & phenotype A3 %,

AHS (&, FEIRZS - MOZR - #1% - HRRICEEN G, MBERELHALALGEELNRDENLEIC

Lhvhh 59, BRICHIBERS (GEOS ZBMILRFIE SIEBRRDE) Z2RO5RETH DS,

ffERRIERED LY LERPICELT S, REELTEFROLE (RE) RASREERT

HILEZBRADEE (F2) KN—HESEL TS EHEESINTILVS, AR phenotype (FHREEDEF

MRS AEIREE (primary alveolar hypoventilation syndrome: PAH) &EZ 5 TULVE=ER

TH5,

BEE

Frk 9 EEDLEFETIE. AZ phenotype (FEARTIEH 40 BIEETH >71=, B & phenotype =5

HdE, RRTHATHBERSR (EENDEIBLRFNELERERNE) 2ELTHEY. #HEES
(FETOIFRENBEBRIEE) NRELGEEFRIEL 000 BEELHEEL TS,

[REA

FER D BENEAET (k2. REIFRFEE) ROERE (F€) LEZAOoNTWD, —EDEHIT PHOX2

BIEFOEENRESINTULSH., FELOBERIEITHTHD,

fiE K

FERELTIE, FREROCHREELZEOEEDEREE, T2 EOCBTRNREA GAER) ##

ENBENBZ ENHD, FIRNETINE ] RIFRALHAETL., BOTLOMIE (FFIREE.

2ENFELE) MHELTL S, ZTNAUSNCBREFHEETICESBEKREZES.

B HHE

TN SIEBEFRAEDREITENW ENFEAETH DN, #EITT S EFRFTEAET, AiD

TE%EXY,

AEE

HAMROMEETHY ., BANAEREIBHAINTULEGL, FREMBSIEL. FICEREN

BEBRKBEENZEALEDFTENTHLH., MEFEEZTHDS, NETEIERESRERIELIT

N2 ENHDN., BATEFENRTH D, BREES. JOS5XTAOV0T7EE2VSIA FERED

FEIRRIEHF L EBEFICIEFERINSG S EAHHIN, BEIEHILINTLVEL, PAH BE(XERH

FEIC&Y., MEBERSAZFICETL T, SRTFRFALFETLIL8HY. FENMVETH
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(5) FHREBREBNE
) D \IREFRREE (LAM)

1. M=
F &L THIRATREFERDORMEICRIET 5, EELMEETHLMHEEHMEEILAE (tuberous sclerosis
cmplex ; TSC) IZ&H# L THRET B TSC-LAM &, TSC Z26HT1Z LA X B Y THAET S sporadic LAM
(MEME LA EAHD., REZMICE., FEHMBBKROREZ TR LAW A BHASEE) >/
B (FP9. #ithm. REEIERE. B8R4 L) THEBL. RENICEELR) DNEHEEHFS., LAV
HBOBIEL L £ ICIEMHORBTRENETT S, MITHEWOTIELAMMEBEOEIEIZEF > TUFA
HIZZHOERAERIN, BB L L EHICEBYNEML THEEDETOPERALEZET S,
BARSMERET NS, TEEBARSHOEELEBERENVEDTH S, MBEEDET
DERSITEH CELICBHTHY . LEMRRITET L TERALICESEF L HNIE. FRIZHIZ
U FRENMR =N DEHI L H D,

2. BF
TR 18 FED [MRFLIZEAT LIRAEARM] (CLKL52EBEFREDNER. BATO LA OFR
RFAO 100 FAH=YK 1.9~4.5 ARSIz, XELGENLGDHETHAD 100 FAH
=Y 2~5 NEHBIENT NS, —7A., BEMELEICEHT S LA BEROFERITHA > TLY
B, REEMELEDM T 3~4 BITHOERMEEILE LA ZRBH5EMESN TS, TR
40 FEICLANE L THERBERGEARMNER T BRI 26 HTH o=,

3. RE

EINFIEBETE LTHEET 5 TSCEIEF (TSCTE1=1E 7502 MZEEA LA, SERE S, LAM
£ Knudson ) 2-hit ERAABTEFLHEINHEEGCFEEHEOVEDTHS I EMNBBBEINT,
TSCI & TSC2 1 FNFNEAE/NTILF Y (Hamartin) EEBE YA Y (Tuberin) Za—FKL.
MEAEIIEELTEARELGY ., BRI FILRERE LTSNS Akt BERIZEH LT, Rheb
EEENDEDFECEAEZNLTI/IATA D UEMERBRE (mammal ian target of rapamycin ;
mTOR) Z#IH| L. HMEOEHECHREZRAGT LTS, T, ELFERICKYNTIILFUOFE
fzIE YR UhHREE LS &, BEMIC mTOR ASEMHIESNREE Y | BRI HAaETER &I
DEMND, ISCEGFEREICLYMEERIR L= LAM #iaE. HFEMEZMIZITELEZHEOENR
EBITRSGEVAY) D/NEOMICEER L. MISIXUFAE. FEREOREEZERTHIEZEILNT
W3, [MTOZBBEERKIZIE. LM #EEMIASOTOTT7T—EOELELFHIELABEETEZEEZLON
TW3,

4. R

FERFORUNOCEATMZZEICEZEMINS I ENZL., SBEZDEEERNAONS,
ZER, MR, WSGEENALNDIELHD, ETDEN. BERODTEFMHRZ TOERRFZ L
LTERSNDEELHD, =SHHEEECT TE, BRABLGEEZETHER (EHm ~ 2 cm
AHELY) AEMFICCEAMICEHRET 2EA/AFBNTHY . FREERE T, MEEEDET
CRAEMBREENS(ROOND, MRENETT S EFRTEZEZET D, LMMBEIZES
JUNBOEREEHDWEILMBEZNT S EICEDEEZ ONDIERKOIEBRKEET 515
EHY. LIELEHAMETHS. THROUUVNZEZETIHEELHD.

5. B6HE
LAM DREEBEHHEEL LT, M4 BB LERHIERE (angiomyolipoma ; ANL) Z5B& %, TSC-LAM
DHEEICESE ML IEZHIBILFEETREO LN, D OMBIMEICZRT S EAZL, LAND
Y UNERZEX., BEEBICEWNTY) U/ \IREFHIE (lymphangioleiomyoma) & FEIEH 5 EREIKR
EEETHENDHD, BEIMERZZOLVN., BRE. ERTRREETIHIEENH S,

6. AEE



LAM DREEE LT 201457 A, mMTRAFRETHS0) LANESERRASIN-, ORK. K
5. NERMEEEE, EFIMERMATEDRMERAANDORENEETH D, RMEDFKOETAE— FIZ
FEANENRH D=0, REFHITBELDEFICE L TRETIVENH I, BE LRI REH
HOREFISROBRIZFETHD, HEUHBIEZTZRNHIEE. B, FIFELROY VELE
DREXMRENENTHY . BHHLWVIHFRALTHRET S, REDREEETICELMERIL
EUDOBESAHBI SN D=0, BEFMIZIHHEENELT DEH TIX, HIRREAILE VRERILE
LR TOSRTAVEEILE EDBREICLERILEVEENEEIND, FRILEUELEEHODE
[CBEALT—EDRMAIILGL, ML TIIREAEAA RS54 VICELCTHREZTSH. LA
TIEBRAZVWV-OBEMBLERZELCIVENH D, MREEEMIL. FROMBEIZHEICLTH
MDYRY EWRDN, BITEIDE/LEVGENHD, MFRALRICESTIEFTIEFFRYNEY
T—2a EBREBEEERFTT D, AL X, BIREOEECESORESICELE-EELRES
T35, GAEETIX. BARERMFTOMIZ, TSCIZEFF LI AL IZX L TnTORMAZFETHS IO
LANEBERZBINTILNS, FREAFERALITH L CHBHEIER & 250, BHERIC LAM AT H
LBBZENONATILNS,
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(5) RIEBRREBN T
Birt-HoggDubé (/S—FK /Ry - FaR) FEER (BHD)

1. #@=E

Birt-Hogg-Dubé (BHD) fE{XEf(X 1975-1977 FEICHESIh-FLEAREMHEGHEERETHY.

Hornstein-Birt-Hogg-Dubé fEIREE & £ IF(EN D, RMEDFE (fibrofolliculoma) ZEHEKETEHK
BONEFDOZFH. Riktt - REEODBEATN. LHMER. BEESZHERMFELET LN, BE
BEFIFESNTUR ST LLIERETCOREEHRETHLIEIRS LV LA >TET,
S - FERIE, FEERECPERELVBRCREL 20 RHh D EREEEZ2T 571-6. BHD fEF
BIIFRRMBIs T INIBENT L, ZEFICIE. KE. M. BRICETOIREDEEZT
MedELdblc. FBB/REITHT H2BEULGANE LHFERITHT 2BV GIEREZIRBEPIDETH D,

2. ER
FHEGAERBEZRET LIRSV, XEIZEDUV=57E (Orphanet Report Series) [Z k(.
A—0Ov/NTIEHEAOQ 10 EAHI=Y 0.5 AEHBIShTWS, HATHEZAENIATEST
AREITFHETHAN, BEFTTICH 200 25 BZBEHILRIESNTINS,

3. ERHA

2001 FEIZRREBEZFNE FEEEITEERED 1Tp11. 2 EICRIE SN FLOVEIEFELD T o=,
CDEIEFIL folliculin (FLCN) EFEEN A 519 BEDT I/ BENOHBAF NV EZFa—FKL, K
BEREMBERE. BER70VDEMRMEMIE. | 2LV 1] B2 LEEOHOBEZSLL5H#
fEaR TR LTS, FLOVEGFIL. BHD FEIRBEEEEDEES T germl ine mutation [2ANZ T,
SHAD T LILIZEHBIEFRDINERAS loss of heterozygosity (LOH) Z @ somatic mutation AVER
HIh, MAOEEF7LUILNER, FiEILTEHZETEBIENARI S ELS Knudson SAMRIEL
=R AHNKIEIRF (tumor suppressor gene) DEERIZE T HEEZ N TILVS, BHD FEIREFESE
THRHEEIND FLONERFD germline mutation DZ (X, TJL—LY T FEEDTF UL URER
ThHY. TOERFLIN 2RV ED C RAIOKREZTHEEREOREK, TORELLTOEESY Y
INDBBEDEENRRETWND EEZ DN S,

A JEIR
BHD fE%EE TlX. KRE. . BIED 3 BHRICKENE L IDLBRMEFEETHD., REREILX. £
THEODRMEEBE CTHLRMHEETE (fibrofolliculoma) ZFE & L. #thIZEREEE (trichodiscoma) .
EUMEHRHMEAE (acrochordon) AA$Hhd, WRHEEGEE2AmORELABIALCEERERDORE TR
BINEB THRICIEIEMROEEDORRAA NS EMNEL, EREBIIFBRITRDAD SIRHEE
BELRANTHIEIRHETHY . BEEQAEO—WEH L WVIIMPREETHDIETIEZAELHD.
FREMIIRYE. BE. FE., TEMLAIMNBTERT I ENEHHTHD., <X 25 mUBE
12 L%,
fRZEFEL LTCMERTHY . REEOBATMWERET S, MERIE. KNNFR. EAR~
TERT, MEBCHRAIICZ <. METrPHRAOLERBRIZZ < 2HT 5, MHBREITEB L
RO KBELFCKDOREATIE, BETOMBROGFERIT 89%. [MWORERIL 24%. [WORIE
[CBELZEEFELC, EIEMALUBENDS S0 BETICRET S (FHPRIE 38 F) . LBEOFHRIE
EI#(E 20, EHESNTLS,
BEEEE. thoBEBERBEERZKIC. RFE. EFME. HOOEAEAIEIZZRREENALOND,
HEEEFEMIZIEA a4 F—< (oncocytoma) OB FRE A A (chromophobe renal carcinoma) &% %
WEZh 5HETE LE=& 57 chromophobic/oncocytic hybrid tumor MEEREA S LAY, %BAFHAGEY
(clear cell subtype) %°ZLEEIK (papillary) DOBEANALFEEIFELNRESNTE Y., a7
BEOLONPRET DHEVNIEEEED, OBLUBRICRET S ENEL . MBEPREREEL
U RBEHHNEMERSAH S, XBEFEHIE 20 BOEFINHRE SN TILND, E-HREMEX, FUK
BITIEEEDSIED 12-MUEMESINTHEY., MPEERELIVENEZZONATILNS,
BHD fEMRE TlX. T LLEA—EENIT R TOREERET HRTEHLGL ., HRAGHAEDLE.
LLEEMFELETORBELDHY 550, TENVLETHD, EFMEOHERTIE. BESZ
—MRERICHERTHTE. BRASBIIHN0BORE) RV HD LN,



BHHE

REREF. ZRLOBRICEEORHNERE LG >TVLAREZERT IVLENHD. =
MOIXEFICHERICER L, E0ORROERICHEL., HRMERKES - B £ 0L 2845
MEHEZEL D .

ARFPRICIEBRECTH MEROBERIIFEALELGLS, BRANRKLEETHY . BEDE
A A ERIRRIZ, T - ZREBAFI TITARIRET, FRFRTH D, BESZAH L TLVELVBHD
ERBEETIE, ¥ 40 ZRUBRTREHRNL I+ 0—T v T2T5H. EHNLGRZES T, B
HRERICEHLESIBERIDENERETH D,

BEE

REETAREZELHETIRBRERK. WIThIBEMRILT HLEFEL, BALEALL &K
BICIXREBBRETHD. L. FREUNEERTHL O, ZBELOMENELLT L, B
AEL, HBEWNE, KEVWFRICIE, REARXL—HF—0OVI L—Y— FREEG EDRBENR
Hehd.

BB L ELITEBMT HIERIZH SN, AEEFEELEET DT EEMBEEEICZ S
REMETEL, SMICEEL TR, [IKEEAA FSA VICELCTREZTOIN. BRI L ENS
W-HBERFHREELILENHD, o T. FENGTFURGM () —7 BOEELUR)
[Tz, “TEMMEEFEEN NAERESIhTWNS, J4bhs, BHD EREE TIXMEROFEEML
[CRYDHEH=& (TEFRLTHREAL. MES. ERMICZL) | TEREZEREELO-X Ay
VATHEBEL THET SHEANT I TS,

BONAFRIFME. EFE. HHVEHEAMICSERESA LN, TLEEICEYEBBEORE) XY
BRHBEEZZA NS ELY BROERIEEFFM (BMAUVRMEILBERZEMN) TH S,
LA LESOSHEM., KESOLEREEFOERTRFFMNRMNICRETESICLBEEMHER
MEEIREND, BRRTERI ) —Z VI TRVESNE-BERD/DMEZDEE. BEE IcniEE
EFMARNEOBRET D ENRESNTVEA, LED LS ICEZDO SRELALEKRT. &
BEFROHZELFELGLIDOT, EHICL>TREHLY/NESLESETH, FIHAREEET HHEEN
Hbd. BEBIZIOBURIZSZSEHITHZ EMn, 0 mREFENDS 40 ZFURTIBREOEEZ
EHHICRAZY—=2T L., RBREZUATILENH D, BOEKGRI)—=2T (BEK.
CT. MI 42&) DFRFKIHESLUVHERICEAL TIX, FEELIAEIDEFGEVD, BEEEORSE
FHREFN20BMTHAICEEY . ThERBFIRE L. REERORBVGEE. £DOR., -DFD
EDEBRY ) —Z VT HREBEN TS,

R
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(5) FERBREBSH
Z 27N AR REERAE  (LCH)

B=

S UF LN AR EKAE (Langerhans cel |l histiocytosis : LCH) [&. T >4 L/ > XHARAD
BiE LR REHICLVERS IO 2 5MEOHANRIOEETHS, H DT, Letterer-Siwe
& . Hand-Schail ler-Christian f&. IFERBkMERIZFIE, Histiocytosis—X EFEIENL TULM=, WHO (2007
F) 1. RABEZFIZEZ< AN B LCH (PLCH) [IRIGHEIESE LTLVSD, LCH (&, B—fEss
[RET (single-systemdisease involving asingle site) . B—l&g8 Z %! (single-system disease
affecting multiple sites). ZHEB/LZHFHEE (multi-system disease) IZHDfEEhbd, WHED
BTISAEBERICK Y ST LN RAMADIENEZFIRT 5 Z & THLHH . [EXMRSKFRIRET
50U ED T U ILN AR (D1a) 8% (3% ZRHIIGEZWICEERLHLI LI TV,

2. &=
ENETIE, FFHOH 1957 FICIFERERERASFEENSE 1 flxzHREL-, WLEEETHY. E
ELRER, AREITHATHD, FRALICEATIAEMERRIICEYBEMEMIERSNT-
2EFAE MRZEZIER) TH, EFBHI 100 AMIZESLZL, BABITIEHBENZ ., POBEHR
2% LY,

3. RE
REHFEIASNTEL, HRABFOZ  [LEEREMAR T, SHAMEBREEZONES VY
LAY ZBADRGHERY & O—F L EHEIEIC & 2 EEZ DA TLSH, MRHITIEMIMEELSE
HTOO—UHEEETRY, SUSLACRMERIE. MBS Birbeck B4, S100 EA.
SV (C0207) 235, MAMEIC(E CDla IEEREBL, 1g6-Fc L T4 —%&HD,

4. fER
INRBITIEIMREL S < . RABITIEMHEENZ LY, [ (25%) . FREREE (15%) . BIRE (10%) .
T, FEE. RERE. BESZRHL2ENHDH, i LCH TIX, BB G1%). Bfh (22%).
EER (19%) . M (19%) ZRHDH. REMETIK, MEEEES CHREES (24%) . FAEEE
T 9% . HEHMEE (45%). BIRMARE CIEBRME (3% . SREARMIE (26%) ZEBHD,

5. BHHE
HEFICIIMBNEEZF S C&NHb, U UNE, MEZEHT I ENH S,

6. amEE
BERAESHEILLTOELA, RATHE, FTRERBZTS. BHAERGILHY. ERHIR
LBl BAEBITIERTAA RAREEN D, REICZRBFLSHEEYE TERICEREMHIFOHEMLE
BHINEA OGN DENHHD. AHEERELLE, RERENDEIZLG D,

1. BERHE
MRA=IZET SREFEI



(5) FHREBREBNE
i EhARIE RS MERE (PAH)
1. H=

BARMAE S MEEDRADEECIE, BLAT—TIVRETHBIRTHE > 25 mmHg, FMiBIARIE
ARRBEE (EDROEERFLL) THEHEZENRATHD, EHIC, MRS VFIIALICT
RgtEmRREBLZL (RFER) ORMERABLETHS, REDRIZSELT SR, DITa—
BRETHEMBREDZALG LRSS VAEMAARZRH S Z & WER X RIRE THBIIRAEED
DIERZEDRHDH &, DERNTHE/AZRAFREEZRDNLICLETHD. ELREEBICK DS
MESE. FFlRkHFREICKDMEMELE. BEmiEEREMSnEEZRNT 2LENHD, RBE
DEHFFICIE, MESmMEOCREIIHBRRFREYVERLTOTY, MllEWRRERLT EDBERN D
BERGRIEIED D,

2. BF
MFRA2ICET HHAEMEIL (L SRE T, MBS ML (PAH) OEEEBE KT 2,299
% (014FE) THS,

3. RE
FEIARMERTS MERE & L o TH, FRME. BREK - FIRETTEEZH S5, FHIMEG EREER
—TlR%EL, AL WTIhOBELZTORAIBHASATELST . #HBITIEESN TS, %
EEO—EIXERRERD BWP) DX TLEENESLTLASA., ENETTIHHERITES 570
AohDMDFERELES T HEFZONT NS EIEHREICRREZRSMOY RET D).
MEREZHEE L TV MERNKMR., METAHME. MRNEECENARSICHEELFER. I
ENECBYREAKCGY  HERELTMROFNNEL Y L DRBICEEADNS Z EI2H D,
FEEROERIZE T THRAZICET SREARMTEIAREREL TV D,

4. fER
BREERE L THBIIREMSMEE FICHNGELOEREEL. CORIUIMOMEICEENEL
1=, DIICZKRGEEANNY, BRELTEEADERHBEL I E LI ECLELIBERTH
5. PHE. THBHOEREREITVONEETHS., LHAL. REBNIEIC. EFEIKY
L DBEENDEICED, COBROBENTRICTERLLGEL0N, MEARIEMSMEE TH
Y., ENICEDERDHRT D, TahLE, KEFBHATHICRELIRELS. TCICRNS. K
AEBHL, BEANGCED (M) BETHD. RIMNECE. DEOEENLVIETS 570
2. BATKL, DLAEZHNLEETTHLEELVWGREDERISERT 5,

5. BHHE
AR S MEES. MOBRNEZTSNSGFE[THADT, B LE (BLE; fli~@EAS M
BEXYHTORBORE) ICRENINS, ALEDENELLY, BLEOKRESHNEKRL.
ADEOHREMET T 5O+ QMENEYHELG LD, ADLENMEXRT SH. ZDED
RESHVERBINSCGD, FamEEICEHT IHERE LT, BREKE. TXEMEE. Fi
RE (FIRETTERE) RENFEIToND, MBARMEMSMELE &EUL TOSREN. ELTE,
BHTRFE£ZE27 HFR (BHRAEMEMASR. HEEMRMES L), BUEMMEERERET
DI EDDHY., ENODRINEHIT S L H D,

6. AmE
BREE LTRRERASNTEZ0ER, fUBEE (MERTHRAELDDEFHT D) &FIRE
(BIRMBEEZRDSE T, DBROGEZELSY) THY. SoHICHREE (DEOEENMETL
TEHE~DBRFBHEERNNMETLTNIDOT, RABRREEZLRESETEREMAS) NiEfTSH
TWs, {BL. iEERE., FEEMBIRERSOEE (EEEEET) ORICOAFNEATEE
HNHY . tORROMBARIEMSMEE TOERELT LLERShGL, MMEZHLT T
ROBNERES L LMNENREOFERALV’ALHMEHRESHIFTNS, MOEZEHLITETOR
BHAD ) UBLVETDFER, MMEZNESESII Y M) UAFEBHICHET S LEMRC
TV rE) URBKERE. METBEHOIEERDDITAI ) v T P £ WS YMEDHEZNH
LZDEEZEOHAHIRAKROIRTZ—E 5 (PDES) BHEE. SoITHA4 21Uy I WP LWV S5YE
DELEZEMESELRABEI T LB 53— (s60) RBETHD. EFE. ChoITERT
2ZCDEANRIZAZ SN TNEA, TOFERMERICEAL TR, EMEICERLIDATRETH D,

1. ®RN
MFIRA 2B HREFRU



(5) FHEBFREES T
mFRARPAZEAE (PVOD) /fmiEMm &=L (PCH)

1. M=

ffig2AREAZEAE (pulmonary veno-occlusive disease, PVOD) &, ¥ EEZET HKEED
FTILUTEVWONIBOHTHGEHERETHHIHN., ABRICERETERICFETIRTHD, RE
B MICIIMmAOBIIRMNRRED T LRLELLTHY . MEFIRONERECHRELFCLIIFAES
EHd, [MEMERELE (pulmonary capillary hemangiomatosis : PCH) [dimIRR#=2 0 fifaBE
DEMEBEFFHET . MEBELICHNOEIREAEZ 4 L. MERIRPARETH S MEIRD
mE (FEARE) OFKEHNLEERER-ITLIZHD, T, BERMIZIEEEOER LR
THD, SHITKEMICIZMDMEIARMER S MEE (pulmonary arterial hypertension:PAH)

CHELLTHEY., —BRARBZEICEVTEREMEMN ST TIX PVOD/PCH #5885 L IXR#TH
%, HEFITIIHE CT BIZEWT. T YLHSRAKER., /NERREDOIERER ENBRRIN SH.

HEZKIIIRE CHMAE, S DRBARZH COHARETH S,

2. BF
MFRA2ICET ZRAEHAR (K IRETE. BREMBREMSOEESSHIATNS S
ENSB, EHMGRERIIEBESATOEVONRIKTHS, PVOD/PCH (FdH 51 5FEKITHKE
L. BEENZNESNTWND, BRABTEBEICOOZIMERAH S, 15 mKREDIEH T
BREFENE DDA TLS,

3. IRE
R TIXPVOD/PCH DIRAIZFHATH S, [FEAEDEFMNMILETH S, RENFKEDHR
HhlLHD. BEDWETIE.PVOD & PCH [(LEEMICEREETHDENTRIA TS, F
F=. DA LA ERRBBERORSARIC R DILPRER. BUBBROEICRELEHBELH S,

4. fER
fEME I S ETHEDFFRMERTH S, FEIRIT PAH LT HA, EERMEIC K HER
A PMH LYLEETHD. FEHORUIN, BEOZE. TROZFE. WE. FEROXHLTE
Thd, EEFRMEICHED, FERELTELRHICRDHONS,

5. BHHE
EITTHERADLTEERY., HIShBEENGV O, £EGFREIEHTEL,

6. GAEE

FEDFREMBA SN TEGE =0, FEDETEHEIETESBERIEILGL, MERENEARTH S,
T, ZENDETHY. BRITEREBLSES, FRFICMZ., BROMOLELRE (70
ARG5S UT 4 UREE (PGI2, TRTORT/ O—)LEE), RAKSIATS—+ 5 EEH
(PDE-5 Inhibitor), T F&!) UZBEERE (RA)) G ENEEINLIA. TALER|IZKD
fiKEEEEDRIEMENHD1-H. +HEEETTOFERANEEFND, I SIT—HHEHRIED
SN-HBETHLRMICIIDMENBRES A, BHEATIEMBEOANRABELZZOSN TS,
BRUICESSINAIFIOEMFLH/ESN TS, CTAITDOVTIISED S 54 515
FETHD,

1. BRRHE
MR AE(CRT HAEMEL



(5) FHEBFRELS T
Bt meEEEMBMESRE (CTEPH)

1. M=
M ER S MmEEIL. B8 LMk YMERMNIEMMICEAEZEC L. MshEE
ZEHL. FERORUNGEZREDDHIEDTH D, K. MRXFvy o T BRICEEZR
HI . MFIREMRIEZET S L. &8 (T LEMBKES T, MENBEILLTWSMEA
(RFAETILBHELEWN) #R05 L. MAT, ALDHT—TILT, MBARFEHE > 25 mmHg,
FEIIREAEIZESE (EDROEEETHEN) THEHZ L. thOMBMERBEZBRNTEHI L. M
ZHIhd, MELEORENEELG TIEIAMMAERICIEIBRANSHY., FRFARESIATSE
M. FHT FhmieRERFERRAT) . /L — U MBIARFEEEAATIZE Y QL PEFFEORENB SN SIE
BINFEHET 5126, TOEELZEHEFMELZEE L -EEETENINEETHD,

2. EF
MERALICEAT HAERARI IZXDHAETEK, EBEMEERMEMSMELE (CTEPH) OEEE
E#(X1,8108 (014FE) THD.

3. RHE
SHRMMAEEREDI%EENEHMEEREMENEEICGZS EBESATLEH., 2HOBE
DEVELDONFHLUEICHABNS, HEERE REREELOEEOHRELHIIHTHS, M
EFRAEDEEN. MEaMEERINERE LTEETHSH. MMEDOFER LMMEEROHEE
FRWEIFEZRT., MitRE. MBRATOMZOER., SSICHOEYET) VY OBESIATR
BINTWS, FhAETIE, ZHIZE <. FREEFIRMARAE O 58 E HME L HLA-Bx520145
HLA-DPB1%0202 L BEiE 3§ IR EMA LN EDARE SN TS, o OHLAIZEMEA & (XM
T K TIIBOTHEDODENZA TD=8. BEKG & RY > - RERF ZHF DEFDFEIT
BINTWD, BNTIE, BB, REERESR. PRIRERLEVHTEE. FLOBEELRES
nTuhd,

4. ER
BEERKE LTHREICHENLGLDE BV, TEBFORUNIZLEHEICRSh, COfh, 5
TR, M. MR, KMGELRONS, MRERETIZAM4 TOEE. RADTIREE
PELE WS TERERELTED D, —FA. RRICHEHORYNDOANEEL T 5247
LH5, HEIRCBIER., felEEZ LT SEZMROREE (I SMEARKS O TE. MER
RERET. ZRAFFRT). FNICOEREICLIMHFOMEEHES #RH 5, EERRMEDET
(2L, FT7/—HE. ALDFEERER-T L. BEEHEBROAEEMN., TRIZFE. FEXGEN
HoNbd, TEOFEREIRMEEZSHT SEF T, TROBRYCERNRHONS,

5. BHHE
REDEGTHPBLVQL (X, EMENREREICKELEAINDZ I ENMONTINS, —HBIC
FEIARFEE T 30 mmHg RFBEDEFIDFRIIBIFE SN, MMEFEROLFICHEL., DEEHEDE
T. ALFLZEMHTIE. BEEFEIRE(FREIN, TOFRELFARELGEDS, ERIE. D
e, BRENZL,

6. ARE
mEBEEFHEZROEEEFHOI-ODMERBRETVHETHD, WHO #eEn%E 2 EULE (5
EEORYIINAH D) TlE, AEMEOERIFENEMEINRD > REEAGEAERZH Y . FHTHIICIE
BRETEEAZ B3 TE, M2 RNERBRMAZTEINDS, DIRMBEOFEEL T TIEERADAINGENE
AL EENSEZ RS H©. RigOHEXEMERICERDT S MES L. Fi@EmNEES,
. FEFMBEONES L UOHERERFEMSMESIC. aiFET 7 ZILES Y S—ERIEED ) 7+
DOTy bOBYENRES A, KBS, (EEFRIEICHT 2EEBREE. ALFECx
T HHRE, MEBERFITEITRERT L2 —DFEANTHOND, Ff-. BRTE, /NL—2
[C&Z2MiEBREZEME LIEZAT—TILABKTONELHTHE Y., MIEROBRHBREIRIFTHD
CEMNREINTLDD, ERBAREEELZBASHTIEAL,

1. ®ZRE
B\ e bl e o e R



(5) FHRBREBNE
R ERAEMBIARIEEGE (PPS)

1. #@=E
R EAREZ2SE (Peripheral Pulmonary Artery Stenosis : PPS) [&. itk & Y EXMERDBE
&8 - Williams SE{ZR¥ - Alagille fE{ZEF - Ehlers-Danlos fEIZEE - Noonan SEIEEE7E E D EXRMEE
BICHES MEBRSERXBED—FECTMNEREDKEEL L TEAONTSEz, LA LMSMEED
ZEHEMTOREEHIC, RARECUOFAMDMEBIRERREER I EZEHOGFENRALMNELY,
BHTHREBEERMETH S & REFIC, MBIARME IS MEECISE Mt Ere s MIEE & RENEL
BIZHEHLTREINDBHAZN BN ELE ST,

2.
(PRI B BEFRIL - [ALARE LRI BIRREE O ENREIRIE & HROBE
ARUADBRIL (<& HHWETIL, 013 FF 200 BRELEESAL,

3. HA
BAREDOKREMEBARRFEDNRKERRICBAL T, RMEHDRMEIBOHONTLVAEL, L&Y
FENARD AR & 1 DR ICB L TIE, BAREDBIRLGHRETHLILEIEZ N TLDHM. XHE
- VFRAMOBERICEL TIE, REFMELIVECHERICEAL THETTHLOMNIZZ>TL
L\o

4. fER
ERBETHSBED., ETHOFERHITRES - ESHRERET - EERRME - KELTEEE
TEIIHD, FEMBRKEBICKVMEMTZFESIEETLHLN. RHEMEDHIZ CT FEM
BIFREDREFHALHNTEL, BEZHO-OICIEMBIRELZNIDEIZZSHIENZL, O
& D EHFEAN O A BN AR E AT S M SE IS M AR AR MRS MEAE LRREZ SN D T EMBLN,

5. AOHE
EITHE - SRMEOMBKEICEYMENEEZER:L. ERY 5 EMBIRBOEDLTFEEET
FMBAEESIC ZRIEOMIREZER- LY., BIREERRICKYENZEC LBENICE SRS
LROLND,

6. ARE
Bk S MEEICAVO OGNS MEMREDEMNEEIHRE SN TSN, HILShZERELR
Lo FEERELTOWAMMEIZHS L TORRM/NIL—UBETTLEFRTENSEIIZE>TY
0. WIhEBRENEDOFIAHY . MBEEFZRETIEFNLHFELTL D,

1. iR
FIRAEIZET HREHARM



(5) FHREBRREBNE
BIEtEHmMMERBOERRE (AR 5—®) (HHT)

1. M=
BEEHmMEREMEILIERE (Hereditary hemorrhagic telangiectasia : HHT) . # X 5 —¥&
(Osler’” sdisease) I&. 1. &Hm, 2. & - OFEHE - 15 - SOXRBEOENR. 3. NERE (B
FREMER. . BF. K. EHEBFERTE) . 4 REE GEEH) #HHETIEETH D,
XaSV—EZMBETE, Cho 4 DOFHEOPTI DL EHNIE THEE], 2 DLUET TAREESH
Y (5ELV 1. 1 DLITTIE TafESIXIEL), ST 5,

2. EF
XK. TRT—REIMKICZWVEETHSEZZAONTEY.,. MROEREFLVLGECRELE ST
10,000 (21 AFEETHD I EREIN TV, LA L. AFE, BRIZEITHAKREEGEGEFRAE
NTHEbHN, BRICETS2ERELZFFCKRICEH L. ZOEREFRAENTEONIHIETIZAE
REN 5, 000~8,000 A1 ATdho1= (Dakeishi M, Shioya T, et al. Hum Mutat 2002),

3. RE
BEREKEHEGRICEIYRET S, BEEFT.HEELEFE L TIXENG(Endoglin) . ACVRLT (ALK1) .
SMAD4 @ 3 DAEREINTILVS, HlE. SO I DLUNDERELGFOFEENL VL DNMEEINT
LWHA., HEEIXShTLEL, BRERBEEELT, ENCEEIZE S B DT HHTI, ACVRLT £EI(ZX %
LOIXHAT2 En5EESN D,  HHTT TIXAhE K U RENFRARST AZAY. HHT2 TIXAFEIRARET NS < 4
RIS ENHBNTILS,

4. ERK
SHIM, HEEHM., BiE. OEAHMD, ZH. 2588, £ BELEBHDTEETH S,
5. BfHE

fii, B, AR EDBERF AW I ML, BICBGHLERRZLESZENDHD, 0, &
BOaftES LT, BiRE. MMEDSEDFRE. £OMICHFIERE. JHEEHM, AR MR
EBNHD.

6. AEE
RPN DR (CHBE LMEFHBISH L TIE, £, A T—TILZRAVMEERMFTAE —ER
DEB|EE L TITEDND., TORICERSNDABFEE LTIE, MMEFRI<H L TIEINEERE
H, EUMSHREEGENH S, RHEMICHLTIK, EBE, L—YF—REEE SKEREE
|MEEMNTEDOND, EEEICECEMmMIZH L TRRBMARNTEDN, RETET7I/ILT
VIS XATEENE L THEDA TN,

1. BERHE
MR AE(CRT SHAEMEL



