<EBREE> 104
<HEBRL> FREERAFEASIERE

severely immunodeficiency syndrome

<Key word>
SRR XEHEAS /0T CMmeE CVID EIEMGREASE BRSNS
HHEEHT  IFN.y#E 1Lk PEG-ADAH f£ 881k M {n 1 f o¥

<SS EERK>

R E L IREEZREALELE S, A2 OMEYIT LD KEREDRKLED
E{tzER<0ia 257, BARLERCENBEEOGRES AT ES, % KB KK
Lo TBI2b02FBHEHAREELL, KKGHRSS FTOEEIZL > TOHES G
AeiE., QVAREEAEA2Z L ETH0EA RN, @2 K E 22K 2 5L 72 5% 55 AN 20,
@A RHE, ORMIEERERNIEI I BEIN TV S,

<@E&B2Hit>

BRM R ARSI XA 10720 2~3A NORERIE TH S, FEEREER TG
BAEIEMERE ) WAV PEICZ K 520034 (FRR154E) 28 BIAE D % 83 1 5013 1,200 TdH 5,
BNETEXH#Ey- V007 ) i, PEARRNGEARSE., BEASHEENLEEME <
Rohas,

<HmH@A - w/E>
RREREASERIRBIEZT MDD TOBGBTRWICX > THEL., M4
REENMNSEL TS EEZSND., XEREEE L EIH AR ELENEBEELZEZ LN
FEAETHBEN., KEEXHSMTRVWEALEZ N,
TR RERTRERBICEVWTIE, BERBRENELZZERTH LD, BRARKEE 138
AL T WEIT TR, EHEELEENERS, AHOEHEZZERELEZBNE L 5
D, REETEHBEE s WE S hHEHOBRVWEMIZL2EREL LELETH S,

<>
Z<{OHEBTHAEBETAHEZINTHD HESHOLDICTBETFRBEASLETH O,

HMERICKBRTS, F/ BTRRAMATFICHITSIE/ 7o0—FLhbikzRAHLTT7O—
A bAM) =Rz AFTO0y bELL2ZHOAHATHS. (X)

<F#&>

FAEMOCAEFTIETEIEMBMZSICEI0REERSEBIELAWVWRD . ERETERI~L
ENRZECTS. AFEEEMAEFSELRGZH SO, BB BEESITDR., £&T
BEaEEL, RACFLV—F—N—"TFTHHBMIATEL. BEFRILLEOZHE DL
R DB AR ARIEF B IR E NS, CR) L LA G T80T 0 25 R e i 1
HHEBEOSHNBEEEL> T,

<SHDODEL>
73 ADSXEHANECRAEAREOBE THREORD VRGN, B THEE o
THHMERRELEN, TOR-FBTANMKOSHMBEEN., BEEPHLTWS, (H)

TRIFELBEETHREOBRENAEENS,
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<EBBEES> 105
<EKEBE> HEAERNA R

early-onset pulmonary emphysema

<Key word>
IE A4 MERKE BE Sor7—+¥ 7>F7o057—+t Wik 4fhEk
MR r707y—2 [EZEER (FTCEEFEHE A &R

<BEELERK>

EAEPEM S & TR AIED 55, WEE TS0 T THAE., EBREH T T
THUELLEDOLEEHRTS. Zhid, EFEREATEIMSLDOERY - BEHERMNES L
TWAOTIRAWD, EORBMIZETVWTVS, MKAMEIT TR OEZ M0, 1T 0%
SAEXLDEMOLGEOEREA R TIRE ] EHBBEAMICERI NS, BER I
RN EETH O, g, W, RENORBEES 2 LB 5,

<EPRI>
150~230 A, B : &=8:1 (}})
WRARITHRIEDO E—2 (LL L 19974F (CEpko4E) JE 2 [E#K)

<@FmH - KE>

i G MDRAEITIIAREL TRREARDIEETHINAOKHRKNIANTHL, BEED
—MICEYREETOMHIIML T, —EEHENSEEINTNWD., (B) £/, A~
OHGEM U, i~ 707y -2 E) ERMEZOMBETE IO T T —F - T >
FIOTFT7—CEARYH AF Y b - T FAF YA EREELEREINTED,

ZTOHMMABRF I TS, (F)

<RZHi>
OMAEMDFILLILZLHEEND S,
QHEMETEZHNARETSHS.

<ABE>
TMEINTL oMM IE it - EHKMTHS., LAl MEFKIZLOER
DEMPPFTE S,
OEMmIiE (RAMKQEIRERE, 74740 2 ®ALRE)
@ 7F € e F# #E 1k
@DUNEY g 2
@ - oAEFIZ A U TH R gL Ol 75 & B il) ()

<FEk>

EHEMGERE IR EME TR IRV MR FE 250 EEAMBE 2K T,
HEHERELEMBLERADSOSHEEHFRTRTRHWORTH S, MAEBEO THE2E
ABBIZE., EMTROMIZAFTOHOBAMNSREZEADLKYTHD., 1IRPEVILEZS
EREOHHERIFTHRNBEICLADHELEIEORRBAEOLOTHEERS,

<SEODEL>

MAEAIZDWTIE, BECHT2MBEEOERZHEZREL TWLIBEEHRN OIS L4880
YFEN2, £, BHEOBAMNSIE., KIBORE - 7 - MEICHES T30 FEWMENEF
D EZTNEZMALEAOMENRLETH S,

=86



<EKEBES> 106
<EKBRE> EAFFHAL F—T AX

histiocytosis X

<Key word>
EAFAH A F—2AX (HCX)  Langerhans#ll B AL #k ERJE (LCH)  Letterer-Siwe ¥
Hand-Schuller-Christian#% ~ 4f e EKAI 2F i Langerhans#fifl  S-1008 1 CDla
Birbech Tkl 4  IRHAAE WA ZE (M. M)

<BMISEERK>

HCXZHE TIHLCHE R ENTW S, LCHIZH BLER @ —fli T & 5 Langerhansfll 2 (LC) @
MEZABWABEBTHD, WA, 5. K. BAMK. BA. W, . BE. U >N
fii, i EHEMBIIER, RKEKSMEOTMIZIECTEETH S,

B mEEAR T, HMEGAA N, RESVOSMEEFOEMER A SN 5. &
. E. B8R, HWY. THEBREICHETLS., IREN~OMBMIEKRIZE D REREH % M)
. MABLUTHBAHANORMETHDOREEZM D,

IRIASE : FEANOMBREETRIET 5. BEFCHREANOMHEEZED ZENE N,

B BRRtERZRE L, B,

fiti : *EAMOEBRELZLLEZZEL, IREGHT LI ENE W,

WAL aRAE K < RFRRRE. 1) > /N K,

R A, fhRE .

< ESEir >
1~15BOHR., NERUEEZEIZEZWEZNS, BHENMN (H3:1). WENBEMTIER
ek et F R R AUL s Wb,

</KH - K/E>

LCOWEIZDNT., BEMICEMBFEIZZLLETHTOLHRAEVDNSARERNASNS Z
CFEORIBHTH S ETEHHE. ColaBEMBO 7 o— > HBENRS S & L0 EIEEE
BTHLETHHMDD. EITARTERRTHAAERFHHECELSMRBEMAGL T
HOMBHEKBEEZTHIRTE2ONEZYEENTNS,

HEER IS L T, EIT,
(DlLetterer-Siwe¥i (2. AT, B, HE. V) > /@l e2dEsB BTS2 D)
(2)Hand-Schuller-Christian¥s (5 # 2. HRHiHE., Bzl
IFHEIRAFE (BCHICRBET 2H0) O3D0K/ITHMN D,

<& >
WA OERIZLS, LCHIBEBOMERAZ SN, R HE& FMNIZCD-la. S-100E B/ &)
Btz %, E¥ CBitbechKI A HN S,

<F#&k>
REBEZOZVWE L, FLHEHFEHILE, FTRARETIATWVS,

<SEHODEZL>

Letterer-Siwe i . Hand-Schuller-Christian#i . 4FEEERA HFEOER B H N E W TH O, FWENIE
WILHMTH S, FHADHEENRERLIZS WL, ERHEBEHFEZESINSDIDORETAK
E<HLD, AREGTRL., MNER., BEAR., RELZL<OHEHBOE#ENKLETH S,
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<KBEBEE> 107
<KBE> HE 3% {EK R S fok B

obesity hypoventilation syndrome (pickwickian syndrome)
<Key word>
A5 WA e AT A I AE PR E R B IR R BT O AE % B (OSAS)
PickwickJE & #f HPOIRK HiofA%

<BEEERKR>
& 0 oMl ERE (fxmEAAMGE, KEEME) %> EIEDOSAST., #FUlk
WHREEHTOIRAZ FHEIRET S,

<EEH>
A (FRAEOSASD 1HFIH EHESIND, OSASOAEBLIL, ERADI~q4¥EZNTWES
M, BHEANENZIEVWIMAOREFERRLEITTbR T NW,)

<&@ - m/E>

fEAR AP O EOEHEIC RSB BILW AR AN LRELEETHO., iz, HL WL
EHHRRMBERFO S RN AMIEEKEREMIEZE>ARETH S, OSASO  EIER T, i@
EIZdPickwickiEfEBFE L TH SN T, MBHAZREIZEIDALAZZEREL B W,

<EZHW>
HEMOMET., AEIF,. MREBRKGOLWEIFOSASIZH L., FTEARTHD Z EHH
SEMIZiz->TWa, (E)

<>

(Dnasal CPAP (1)
(2)nasal BIPAP (#7)
@k &t

<FrR>
MAIC K DLW AR (R) BAH 500 SHICE, RIERE CRUVAL/ V5740 —-) &
M AFHBBFADD, GPBERUA TIIHEEEHNEL W,

SEBEORE>

WK o AN, AEEHOZL (MIEEFOERBERZE) e, 5%, AEOR A
THEENS., LML, AHSHERENMELESNTHSO, BY22HEERICK DL 6
THbd,
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<EEBE> 108
<KBE> i 0K R & 5E 2% B

primary alveolar hypoventilation syndrome

<Key word>
ity e K $62 S o K [ AT A I SE {5, & 3 1 3 it S I {EC DR I W ) 3 T i

<BEEERK>
Hh R IZRIE O MR S (ST A MmE, KERADE) CX220FRA2E 5
TLHM, RS RICHEMMEN <, BIERFIZIEIERICED TN ASBUBENNET S,

<HFEEH A >
Kla0 A (1997 (CERER9H) B AERMAMICLILSHME) (R)

<HHA - JE>

HREAHTH S, MRHEGBORFIZLDKETNABIUEERF LEEZOSNTWS, BiZ
BEIRFF IS, RERIZESNDTHMEOFERHAEAHETL2D, LEHOFRFAGHOHT
M ANBE S, Sk AMIESEEEDENHNET S,

<>
PRI K DR AN ERR S N T WD CR) A M A A 5 i & 72 [ I Al B 45 78 32 M7 12
BB, —RETIEZHNHEL O,

<F#®>
FHTHLN, TEAREEASNTW S,

SEORL>

SHYTH/ARETH L2, REAYHLRBEHREBHEIZN T AL, TEMIZEIEMOA
THEREENEEZASNDN., REEFARNEDLZ, ADREEIENTITERORWINLE
THD,
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<KEBEEE> 109

<HKEE> DR 3 1% Bt 6 I FE 5iE
primary pulmonary hypertension (PPH)

<Key word>
BYn L.OFR%2 il B hs v EAE e i EAE PGI2EF i KR 1 T
Bone morohegenetic protein  receptor type I (BMPR I ) i# {5 1
TRt 2R EEHE M8

<EBEEER>

HKB D D B0 MBK B O 72 R AW 0§ M S R S R ORB TS B, W)
HIERELTROESRONZORNEROLYNT, BHREHITIZTIZIELHIZED 5
B, BERRELTE., MEMEREAETLHANRD N, HAOFRNKAHT S E P
PRI, FFHE A7 & AR 5N 5,

<EEHEH>

230\ (95%1s ¥R 200~260N) . 1997 (FRR9HE) JEEBREHBIFH A &M EWE
BELHEHBIIE TR FHAMOMENRA. FROMIE., 02 S70R R0 B EE TIA
SEZDRIENREDOLNTNEN, BREOFE— VI3 208N 40T TOEEEZEIZRON S, &
ZEIZEL T, WNBTIIHs MM ENEDL SNV DICHL T, KADPPHIZKHEIZE
SHREN, o831 15~2La3nTwsd, (B)

<&@ - B/E>

TOFRMPICEAL T, RKEHSMTRAEW, LA LAENS, KEMEPPHO £ 6 R D25%
IZ # 1) T Bone morohegenenetic protein receptortype I (BMPRII) iz TORENHE Z R
S, AHOHERICEVWTEOHEIZID WTOMAENEITTTHS., AEOHEOD.OLE L
THOE, Mo BFIZLAMmMERMAES., PTHREESIUVCABRBEAEOMMBELL, 1
ETFTVY, ZRMBMBERICEZMmERNOEN BN TH S0 (). PGRIEHIC
Lo T NEHEOSE, mEME. UEFT U /A MMEIND NN - (1),

<z >
D1997F 2 W B MESBFRBEIZ L > THER SN/,
QEMETELMIRETH 5,

<FE>
PGRFFFETEARIEICE > T Mimfr . QOL. FH O EWH LR EN B NS EDI2R 0.1
B2, SEAGFRDN, T EN589878%. 463—763%. 354—628% L k&L =, (#)
ABIZBWT, BOPGRFFAR THHEIRTTOA D TH, QOLOKEEH BN S Mz &
Nk, (F) MBHEHLCEZICLIOGRMBICED, ABERICFRIEMOBEMICEWT
. MBS IEERE -2, (F)

<SHEORE>

BMPRI i fz 7. TORENHH>THLAHEERIELBWHLHLZENE, AMRED
AREBDHMMORFOMHNRBLETH S, PGRIFHBIREZR L, FER > THIEERITS 2 &
MEBEOCAMBKELELEBATHS., OF. K FEPKRADOPGRZAEAKRD, T Kt
CRRKEVI RSN HEMEOMENEALTHEO, QUL PO ENBSNBEZ LB
MIZBE-S2TETWABZIENS, FHREYEZESUOHRBEEOMAINBLETHS, LIrLahs,
PGRABEA D RGN, TORKOMABLETH S, £/-. B T2 bmss g
fEH 247 % AdrenomedullinZ AW BE THHRLEATHEL. SEBEORKIBEHANGE N 5.



<KBBEE> 110
<EBEL> 18 0 Bt o k2 SR AR AE (i 6 M0 FE Y
chronic pulmonary thromboembolism (CPTE)
<Key word>
BUh Mw LHoA%e wERKRMOEE Y CIREHEEERE HLA
il 1. 3 AR 45 922 1y

<BIEER>

mBEALCMBIZED., MERABEMICHELZREILAKBTH S, W ifIEE S 3E
DTS MM EAE  OF 29 0 8K 2 25mmHg L E) 26 0FL . BREKRE L THERO LY
NixLz2@E<RDLIBOEND, AN OMBIEFH TIE, BRERMAR SN VW &
bEW W EMERECLSERCTRERZ LT 2ERD S 555 K FEROEF T,
REFEIZMEITLHHEMREVNOAZET S, BT LAOCAREES LT L, KEMM. FREF
Mz ENHLENS.

<EEBEHF>

450 A (95%{SBWIIX T 360~530A) . 19974 (CERK9E) EA AN EXKBITR AL HEME
BEERERBICHT A FHAERO LFEHIE, AREMEBLEIZEZL (1:1.7)., EHIH
F2068 70 5 80RICT., FHEHIZ2ETH >z, ()

<J/mHA - /E>

AIEDEHLRFERIFEIRZEHATRL, RXZPLIZAKAI»SOBITET2HNH
5300, ARTHEHAEAICHLHL TEBEMNOREHENGEWI &, KHEITZWI M2l
FlEMORBTHLAEMED RBIN TS, SR EL T, FEZPLE L 8RR
MikbEEOLNDA, EHRIRLRIEDO S HFHEEIZ0~50%IZBF /L0, E@BEBEL T, 0
WERRRE 298 CIRENKERBEZEEOMBE S R mMINLN, KBEBREZHI L
WIEFI B Z W, SEHRETHENBEWVWE INSHLIABROBEENRAEIZB VLW THA0%E &
<, ZHEBNTERSRMBEOHENBEVW EAHSHAIZE-E. (B)

<EH>
D19974 W HEMNPI AP & > THER SN2,
QEMETLEMIIRETH 5.

<FE>

WEGEHA O EW &2 - ®G T, FX 08 IR E30mmHg, EDREF TIZ, FOHD
B THESMIEEDOEEMNL SN, PERARTH 7. HE. FHY M8 IKE30mmHgL LT,
A mie A Fi eI BEEREMICBWVLT, MmENRERNZET L. FHRRHE T
FHCMmMITEE, ARER., THOME GFEAGEIR) HEOND X I Tk, ()

<SEROEE>

HLAB K B ZMHBEFORBFHHEOMRNPBLETH D, TIEH O FHRmEHBII AR T,
R MAE B TEA DR ERIEN RN, AAEORBIZH S M TRAAWAS Bl & il JE 5 0 i JE 12
mED)ETY X/HREETHSILbERMINTVS, FEEEMAMELSE THEHESYS
M > EPGREA DN RIc EEMEROIEH., TLUTFHRRBOKENLETH S,
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<EBEES> 111
<EBE> BSOS

mixed connective tissue disease (MCTD)

<Key word>
PIUIRNPHI A BTV FYbh—FT A GHEIE ZFHEEME - KWH R
A —IN—F vy TREBE Bl fLESE

<HES ELEK>

BEFEA—N—TFy THEERHDO - H%2 5025258 TH2, 2T UTIF—T A, &K
JE. ZHRMUEMR - KEBHROBREBO I R—F > F2EBEAELTHL. PLUIRNPHI K[ %
DHOEBETHHERTHS, DHBEELICHAMEEZSBIZAMHL., ERERELR S,

<EBHIH>
B 6,840 A (19984 (CERR10%) £ EME)
Bfr=1 :116 30iIRIZRIE. 0K ICBREXE—Y

<HHE - BE>

AHE QR B E O, PIUIRNPHIA O RIEM /I ICBT 28 E T NICE T 2 WA ICHEE
MESH/Z., PiUIRNPhitkZ R 2 L W RAEIN, TOH HEMREELIN =
(B)., M@GmMEEORIEICTOAYY A Y L ET R 1T OBMSMHSNIZRD
(B) Thz24s—4Y 9y bICLEBRBEEMHRINTWVS. (#H).

<REH>
MAROZHBEEICHZICACHABORELZEMBEEEMMA SN . KRIKTAEDDZ
BridniETH S,

<FE>
AF04 RHEPEERZOMBEEBEEICESVLWTIrbN S, SEEGRITHEE RIERK M
597%. WM ER LV THD, FRIERIEH&MERE T39%%2 5D 5,

<SHEODEZ>

ERERERDMEMEEOHMEDORL., HICHRHMOATOA FE2FDREFIEOTH
HORENVEETSHS.
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<KBES> 112
<kKELE> FREREREIY (Ly2UINTYERE)
neurofibromatosis type I (NF 1) (von recklinghausen disease)
<Key word>
N7 xALE HREBMEE B TrRY B EWNE YRaEESRKR

<B|IEERKR>
WROKENMOBENREE, BHEOERIMEN TRALRENG L, MEBHEREE DO
ETOMBYEMED, KE, AL EIIFRELICHE TS, 2S5 IIBEFCTHOZEE,
IRWZERR EZBMBNBNLEIN5,

<EFHH>
4 A (19944F (FrR6e ) ZEHMAE) B3 < HAE3300AMI121A

<&EH - KBE>

A ME B E 1 B O 9 [N V17 8 B R 4K | O 8 1] E neurofibrominZ D < A FN1ilt {5 7D & R -
K%, BRIZEKy PARy PRBALKZROMEE. (B CHEIKEREOMMEIZ AN,
neurofibromin (M A2 A T, 61 B Ras % A &M M RasiZ Z ¥4 % Ras-GAPIE L #8555 . Ras?D %
HHEEITSEEZONTVS (B). NFI1BETFTOREMN, RasZEILEME S 7+ ILis
EREICEELUMREBES Sl ., MR, MRt GE, BTRERSIIEEERIFLTR
ETBHEEZSNTVS (),

<>
OMEMIC LD EENDH S,
@ METLHIETDS.

<HBBR>
(D H& HE BT & D ¥ He
T -BAEOLE., RENMREEEEICHT AN Tl
(@) B 75 W) 35 9%
HEZHETHMBEREMME. h 74 L

<TFE>
EmTROBANS ZEMEHEOLRERE, TERMERTOEENA, EXEENTOKHM
WHEEE S, K3 TEMERKHAMEHEELET 5. T8 EE T HI34335E.

<SEORZE>
THBEMELZH L WHEHEOMAEMIFEh TS,

=



<KBBEES> 113
<KBE> 740 R M i AE T BU

neurofibromatosis type II

<Key word>
W AR R, PSR, pECTRAEMINE . O RPAR MR, GRS, Y 6 A O

<BSEEK>

R R E BR A  h IG hRE NEEE (O0RE FRAERTE) &2 BB S L. rPoHK AR R MR
KRHZE., BWEEZS TS5, PR EREE TIIATEMERNEIZIZIZ2M TLIHE. FHiME
W ©o0% A L OSEFIC RSN, mllME = MENES %< RS, T 0MICREREE
flivAHond, GERBEEHEPROBRICHEELZREAMNS W, Tl LRM. BF 8.
ZEMONBREZESBODLH L, BHBIEMMEIELAEHARLEWESGEQHEITHMAL TH
BN - S5DFCFROLUN - RAOLBEMBEEREZRET LI LD S,

<EZHH>
FAEHEITS00ANIZ1 A (SEHREG), BloEa®L

<mHE - R/E>
BfEfETINRIETREARERICKEL. NR2EA BmedinldfMRAOH HEELS EICHE
BT, EXTRESHNMODHENSSGDS. HERMEBFE2MNEBEHETE., NRBEEFREIZE
DERMmedinZEL, fIRANGESEAREML 2 EEE. fiRANRBE. iR AREN
Bl DM EA R, DNAMEE B L OGN OB H 72 & medin2 B 5 3 2 il B2 N 4 1~ B R I2 £ A8
AUEBENGHBEAREEZSLATHRENSEZSNTNS (B),

2>
OMEMICELL2ZHBEAEND S,
@ BETZHIARKETH 5.

<ABR>

DORMEHEO LD, NEWHEFETEMRIZCEDEMMOICHEOREZRZBRET L.

@ K F Ax & o B AE AR HH B0 18 K ) 2% 3 N F i i K S i HH AT 2

@A FHAFE A TIX MR E O TREMED S D, MEANS WS E 2RI T. Tl
L BEOEDTREEDEVAHBEDOHFET S MO HBEERSREIE S L TERD ST W,
— 4. BMEMAKBICRIETSE, HahSBMICHBERER 2 Z &S, 2MHOAER
HEDES D ESIHERED TR bM< D,

@H>IFA 7R EOHBPRFH B NEBICIAZ., Z<OBGHBOREEZHBTEZ 228
BEHOREGRIES, MERBIEDKD T W,

<>
DML 0 F3IETET . Tz & 0w uMN ok .
@FHTRAOMEZHEE. HAkEs ENGCENREOMEENE< . ROIFHEC. #
BHOPHREEL L,

(3T 0 S 0 o o o 0TVt B O 01 4 B0 D R S HE AT L T e
AL B oA i e O 75 B RN T I D B 7 B

SEORE>
DTRBEMELZHLWRBEORENBFEIN TNV S,



<EKBEE> 114
<HKBE> REEEE (7Y V%)

tuberous sclerosis (TSC)

<Key word>
WO AENERE TAMARENE HRERBRERK SmMmEHAMME #Y7) 7

<BEELERKR>
WRARENEETERR, ERTRENE IMAEH ALV, WK EEMRE., BHEOD
ED, TAMATEE. WMMEEES, HEERT3IEM. K., B, 2. . oK. BRI
MELREROBMEMHRENEHE, PRMBEROEREL THO%RIZTADMAIEENR S N,
AERMOSEBTA»MA. AHEHOBEES 2 RECRENS W, HWR BN, WERE
EXxdToEMNE N, KIMEBCMUMEICHAERSZY 7B Z2CT. MRITE®D., KEIES
PropES ., BERBEICL->TAUAMAR EZ2RBHATEHH5, KMERTFERBENM S
HoNDE M E RSN <, BMERKRK (shdgreenpatch) VEHE . JTUBH BRI 32 0
55, FTFTHELODLUELIFERSNDEIRABE. F T X2 WA A & b, bR A IR
TUOBBBHEAZERINSZCENHS., FHMASHPERICEFOMEHEVEICA O
HE2EMHDH, MELEELTY ONEMMBIENS D

<FHE - mE>

EEEEACAE DR KEETFEL THOREAEOTSCLE B 163 A 15 O TSC2A8 54 Al & 94F fij iZ
ThEnRERZNE, —DOVTHHMAICREASDELEMNEM T A I ENRHALEZISN
TWwd, TSC 1ETSC 20 8 FEMOEH B ILF N £ N hamartin, tuberin TTH 5, ] H A
BMEATHUN T EEBIFEIANTHEN, RETOEBENHERANA A HiH
EERIoHTEIRAT ThERIZEB I EMBASMIZIEINE, 1 AUCERERTFICES
il ¥ |3 PI-3kinase # 7t L TAktZIEHE{L T 50, A EHEICEDTSC20 U > BILIZ X 5 7 i
ETSCI-TSQ2HEHER OB AEZ S Z LIZMA T, TSCIETSC2D # & I mTORD Ml #i %
4t L T p70 ribosomal protein S6 kinase 11l T2 Z EHEAWHENITHD, 1 > AU i WisF
FTRHT4 7 HERLT, BEMGEER., iRMMASERNZRTLEEZSNTVS,
(2)

<EH>
DGomezD & Wi ke & AR BIZ L L ZBEEND S,
QEWREEZEILLT - RETLZHIETH S,

<amE>

(D %4 E #% £ D 2 THUH i 8L

@R FEER S XTSI TANAKD TRIB G, K # 7 O 3F i 128 U 7 i
Y EEREE R, KRR EDBAMERNDL LS,

@KIGAEN B L 2O ORMEE DR, v > bl TETADABE QR E Y. it
B A E DB T AR e E DA RIIE WS T DN S .

@ % O i 5 R 5 0D 1 A 0 B VT K B HE GB & KR A B T

<FE>

KeonHteEEEZZ-L. BFIZTAM»AORMERE., NEOTAMNADI > FO—JLAR
Rl TEEOBMELZLT, HERMNOLKERHE LS 042, HIWRESTANA L
BT 2HNE, KESLEXBIZNEHOREMER LS. KA T, BEOINWE ¥
mEEOHmMICES2EM TEARAN -HTHON 5.

<SEHORE>
FEBEMEEROEREZEOD THELMELLZHLWEMEORERYFIN TV,
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<EEES> 115
<KBZL> 7% B K #5E

edidermolysis bullosa congenita

<Key word>
7K Hi gl B b i B R ER 9 1 o 3k R Y roFRE
VIaS—45>0RE B FRERE EY I CEKR¥EEE
PUVAHE L A I # 8 Al s 1 15 % 55 48 & B R R ()

<BESEEK>
AREETANOMOLSMUORLITKERRZRTBEFHEB., BEBK. KR
. BREKAERZET, BB, BT, EEREREYN, SHEXEMENI I EINS,

<EZ2HEI>
BERSOAN (19834 (MAS8FE) EE2EME) (W70, EEH62%. &1 35 %MK
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