











DEIMERBIC BT A BRI L Smh Y v ) V71T A2 KI5 4~

x7 B OHE L ERERTF

oooo

oono OMM No.* | D 0OOO0O0O oooood oooood
00000000000 212140 DCM Solute carrier 22 OCTN2
MCADO OO 201450 DCM 00000-CoADDODODODO ACADM
LCADO OO 201460 DCM Ooooo-CoADUDOOO ACADL
ooo

oono OMM No.* |DO00OO0ODO ooood ooood
00 O Pompe 0 O 232300 HCMO RCM a-1,40000000 GAA
0 a0 0O Forbes 0 O 232400 HCMO RCM ooo-l1.6-0000000 AGL
0b0O 232400 HCMO RCM ooo-l.6-0000oog AGL
og 306000 DCM oooooooooog PHKA2
ooogoo

oono OMM No.* |D0O0OOOO ooood oooog
0 HOOHurlerO O 252800 HCMO RCM o-LOO00O0OOOO IDUA
00 H/S O O Hurler-Scheie 0 0| 252800 HCM o-LO00O0OOO0O IDUA
0 0 O HunterO O 309900 | HCMO RCM Iduronate 2-sulfatase IDS
0 AD O Sanfilippo AD O 252900 HCM OO0o0O-NOoOoOooooo SGSH
0 BO O Sanfilippo BO O 252920 HCM o N-OOOODOOODOODOODOO NAGLU
0 CO O Sanfilippo CO O 252930 HCM G_DDD§§§§S§S%DDDD MPS3C
0 DO O Sanfilippo DO O 252940 HCM Ni%%%%%%%mu GNS
0 AD O Morquio AO [ 253000 HCM oooooo 6-ooooood GALNS
0 BO O Morquio BO O 230500 HCM p-00000000 GLB1
0 O O Maroteaux-Lamy 0 O 253200 HCM 0000000000B ARSB
000Syoo 253220 HCM B-000O00OO0OOO GUSB
ooooooooooo

0oo0d OMIMNo.* | 000000 ooooo ooooo
Fabry O 301500 HCM o-000ooooog A GLA
Gaucher 230800 RCM B-000000O0 GBA

*Online Mendelian Inheritance in Man (www.ncbi.nlm.nih.gov/omim).

DCM = JE5RAL U ERRRTE ; HCM = JERBL O ERRIRRE ; RCM = 30 AL U e AR R 8

CHR140 & b e

TR DL WEMNNENECTH 57, HARTIIHIET
LAV CHIfEE L7220 (06). AR
UIERR F 72\ ZIEERAL U ERRREZ & DI B0 d 5.
Noonan JEfE#ED50% 13 12q24. 18O T a7 1 >~
Fu ) VEEVEER AT (PTPNID) OZERIZL 5.
FERTLOEERIRAEZ & a0 5 7.

N | REIR

OfE

MR, BRI BREEAT 2 & O o A i =
L, IGEVEAM 2 4 U ORIEREAIE)T T 2 852 2 4
DR, [EEVEMIER OB, F0HrLE4ET
DX ENS. EOHPHELHICES 2757
L ) ofigmaEEE, SN T AT Y Y AV OEE

BIZE B NaA & v O EMBNTRAZ FHEETHN
MEERICEIDERENL, ELHISH L, F2HUT
FAME ToBBRIE, B L7z OmiE 2 i &
ELBETHY, F MY TLAF X ANVOREEILE
i AoV RN SE IV /B AV Ay VNS SE GV | A i 4
LEMICEDHER SN TNE,

EAE D T AR O BRI L D, QT AL
FIEfE#E (LQT), Brugadafef#E (BrS), HIEM L E
HME) (FAF), #ZMEQTHMIEME: (SQT), #7737
I UM GESEAE (CPVT), e RVE AR & m
(CSSS) #FoMntE: - ERMEAEEIRIL, LAMEOITE)
BAIEHACE DDA F v F % VAV OBETREIZLD
DB EINLT LD, HEMIRY, LEICBITA A4
v F %~ A )VIE (cardiac channellopathies) & #&Fk &1
% (http://www.fsm.it/cardmoc). 41%, ANEPRMEEE D
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BT e, EE T2k IREEORIRD .
FTorrEZLENLW,

@EaM QT ERIEMRE

1) 8 =

#fx MEQTHE £ i B 1k, W B RELEED
Romano Ward FEfEHE (RW) & 5 Gtk P (n C RIS
% ¥ 9 Jervelle Lange Nielsen iEfEHE (JLN) & 12RGI &
NTWw5, REGERTE, OBIEBEMOE 1?58
AFHIZE 2 BB ICRE N4 L, HomiiEl oL R
AR Y, REMOEXEQTHM DIERLFED 5 5.
T BAEMICEBN %L E S (Torsade de
Pointes:TdP) # £ L, BUIEHAIEIR TRKRILT 5 &
LHLEELEETH D, OO H BB,
WAL L7z MY AF v v AVORERAL, fieon
VAT v AVOBEREb-TEY, ThEhod
T UERICEDLALT Y F X U ANVORFEIZL -5 TQT
RS IER T 5.

2) HEEM QT BREREOS T EEFHVEER

19904E 412, Keating 512 X V), 4 TiE (B0 72 AT
WD S, I E TICEREHAE L L TR G E@ it
LR ORWE % & 2 S5 QT EREMBERE IS BT
X, LQTIA5LQTI2 F ¢, Wit hHstEmERAo
JIN# % & 2 @R QT IE RAEBEHEIC B VT, JLNI,
JLN2 O BT FE ST g 1218

BRIED ST BIEF 2 A D A L0 5, BRI TIEE
Wr, WHEANOIHPHALNTBY, ML TWwb.
JLN1, 22 LQTL 5 & RN ERT2AFHLETHY, #Hin
TEEONTOEARD, FEESRPOBENIL > T
FKHMOMENEL L EHEZ BN TS, LQTHDJEA
TdHLHminK (KCNEIZa— K& 5b) 1, LQTIDJE
KCT# 5 KVLQTL (KCNQIZa—K&Ehb) OFEH
FLLTEEL, BEEGED ) v L BROEEIGIEALE
Iks EIL 2 iR L T 5. FERIC, LQT6DJRETH %
MiRP (KCNE2\Za2— K& 2) ZLQT2OENTH %
HERG (KCNH2\Za—RK&N5) L&A LT, BIEE
A T A TGO EAE AL ke B A HERL L T\ 5.
LQT4 1%, AnkyrinBEmTORETHSHZ L HHHL 2
25, AnkyrinBl3 A4 4+ > F ¥ Y AV TlE R { NaF v ~ %
VOBEERBHITL5TTHY, ZOHROME CHRIM
ELTC, QTEEEZIT TR, WIRMEAEIR, FEEsHEL
EMBY), #7337 I VEEOEREIISEO SR KB
DI ENHE s,

Andersen Ji 5 B 90, FE R DU B PR R, T RE BLE

DEWEREIRE 3EME T LEET, Plaster 5ICE YA
MEBEHRAI) LTy Y2 VK2l a— N33
KCNJ2DHREIZE 5 TH 5 END T DG S,
OEMEQTEEDMIZ, THOHRLRIAE R UM
P EEZ IR Z L TH Y, BUAMMLERRD
it & ST A, AndersenJEBERE D 60% 12 KCNJ2
ZRPHED N LM KCNJ2F #1218, HRER
WLV R & D $IC QT IEE & B3 2 5Ef A% 5 19,
20054E127% > C, LEIA VY Y AF v ¥ R OVEET- D5
‘W Timothy JEERE O JH K T, LR FEEZ QTIER
%Y 2 & Splawski™ 512X D HF S, LQTS & #
ZHNTWAD,

3) BoFR-KREMOEN BEROFE - F&- -8
EECOIEA

O s TR

Wk D5 TIE, LQT1A R b M O B s F 1%
QTIERIEMH T, BLZ50% % 5D Tw5b. LQT21E
2FHEICHHEDE L, BLZ35~40%7T, LQT3iX~10
%THY, TOIMTBLIZHB%EEOTWEY. &
WETIIR 3F DR AR TEIZFEEDS Do TV BT
Enwd, ZTOHFEIILQTL (37%), LQT2 (44%),
LQT3 (9%) &, BKROHmE LIZIEFHETHL. 2D
91, BEMEQTEREMEMIZLQTI ~3TIEIZ90%
L HOTWEEEZLNTEBY, TN EFNRT
HHLEZLNTNG Y,
Qa7 — RBIRIBHE (1) TIE & s T o Bt

Moss 5 7, Zhang 5 9, B X 2 DA 0 1
&%k, LRHRFAEE OEM EO TEROEE & #{nT
R & ORIHILLQTL TIEIREEL - T AYEH 12 B (broad-
based, prolonged T) 9 %1, normal-appearing T, late-
onset T# 2 L, LQT2TIZIRMED /N E 2 T A QRS 12
R R 3B N T M B 3 % (low-amplitude, moderately
delayed T) OO T (bifid T), notch %9
low amplitude T % 235 DHIUEMTH 5 & SN TV 5.
LQT3 TIE T OIRNE, FrfeFEILIEF 7225, MBI E
MEF % (late-appearing T-wave) 2SI TH D, #EirT
B & G A R R _E oo T 0 FBIRL & ORI AARY
RO 5.
Qs 7 — RBIRIPHE (2) A XV P BTN

LS

Schwartz 5 (2 & > T, FEEFRTOLA N2+, TdP
5T A trigger T 2SO IZ o T Ab. AFF670
% RS L 72T T, A X2 b D trigger H 1,
LQT1 TIZEB) (BF12/kik), LQT2 TIXIEEy (FE) il




DEIMERBIC BT A BN LSy ) V71T A2 KI5 14~

W, LQT3 SRR, Zf s 258 5 2 & AT L7221,
CORERNS, HEATETOtrigger KT % 81T 5 A
TRENERTH D, PR 18 ~ 20 45 FE IR L 57 R4 58
P2 Xk o T, FAEDOLQTL, 2, 3I2BITFA.LFHMEOFH
HizoWwToFErFrbnsz. LQTL (n=117) 1%, &
B2 X AFHEHENSH% T, LQT2 (n=129) &, %Z&:
IEEEAS40%, TEEIA b LA, FHEA26% T, LQT3
(n=22) TI3%E, IEREEAS50% &, Schwartz 5 OEHT
RO A RO STz EERIC X BRETIE, 20
1 A i O A 4RI T80 % S5 IE AL B 0 FF N (GEE,
BIEA M VA, RIS/ EE), 405D EomigE T,
H ) AEE, BETay 7, FqREwvo 2Rk ED
FRI X BIIENTO%IZRD SN2 £72, LQTL,
LQT2 D& {n T ZE BRI OF th % Miad L2555
(X, KCNQI#A T O EMEICER L FFOY 4, C-
KGR A oA L IR L ¢, BREWNLLE
FHERIEEIZE W EPHL NI >TRY, EET
WD W) AT BIMDBSTTRETH 5 2 EATRIE SN
7>: 160) — 163).

@iz 7% — RV (3) LQT DK ETE

Priori’® & OMENZ & 5T, LQTIZBIT 5 BIZTER
DOERBRBWEDSHS k572, FD0, #HAEMELQT
— EERME G T AR v ) TS T B RED
RSN TWE. 29 LIERD 22121, trigger AT
%L 2 AETETRE R, ) e IR & S SIS 2RIE
* RIZTIEBIN D DA DY, 29 L72ER = FE
L, W TILEERH L L EZ 6N, B
TELQT DML, VBRI 2 b 72 5 53y
B L 2P RALNTEBY, BWETZZETFTV5S
F72, WEMICEEGEES Y ) 72 ) T A F ¥ Vb
HESE RG-Sz 0 KA ) 7 AMEZ 2352 & T,
LT A HNIESL. 29 L2255, Priori
5OMFEIZ L - T, LQT D) A 7 F-MiEEN I & T
\/\%152>.

® s T2l DB DI

JE R R F AR ED GEFRI~NOIGH & LT, +
P T LAF Y ARVEMATHSEAF T LF A
SCNSAZEECTdH % LQT3 D QTe [l I % ki3 5 %y £
HHI LI gy ARAORAIZ L - T,
HERG #{nF (KCNH2) % %T& % LQT2 T QTc i I
DI RDELD SN B & &0 psfic it S T
WA, L L, BRI X AR ERE S ok R,
T NI AT v Y AIVERFI OB H 7o T, ik
TLE—N=F v THID ) B SCNOAZEFHBI T, Icht
MAEROMBEHIZ LY, QT & 2 5 Brugada &l @

J-wave D HBAED SN B H L HE S THB Y Y 4
WICHEOPAEREOFEHICITMEETH 2 LE1DH S
LEZOLNDL. BAENHI OHBMEIE, Schwartz,
Shimizu'®, Priori'™ & O f##FIZ £ b, LQTL, LQT2D
DHER O AR TH 575, LQT3 TIEZ DREN %
b EPIRENT WD, KCNQI & KCNH2 O #1512
T, A YT v RV OMINEA O trafficking £ 43
EERFEAI X = XL TH DA REERD S T»
B0 =5 L 22 EBIC AT L TIE, 4tk trafficking
AWETHEWIERICH OO N D TR B,
Shimizu'® |2 & > TLQT # A 7RI DHFE ST $F OEIRA5HE
WENTND.

Q=X QT ERAERE

B B A QT IE RIE M O (5 T-F AT O i e 2
5, AIEBEHEANOHMILD A F ¥ F v ¥ AV OBEIEI R
FIZED 726 ENDH T EHHIBHL 7245, Priori © OWF
D, A4 T v AVEBLETFEROBIZEVEDGED
SNTVE Y Gk s, TREQTIEEREMBER L LT
ERERE, IR CEA, PHRMERER X UPIAEIR
S8, VHIRISE, PRSI £ o TQTER, TdPH%O.L
EUARERPSSET L2 225w, Ihbsn™
WHEQTREEIEBERED 2 121, Ein T2 2 eI
H LGS bAREERIZERDTZDOIZ, BEORETIE
ANEMOQTERE 2 /R L, FFEDHEYW (hitp://www.
QTdrugs.org/) %, BEE, HAEEMIZE ) QTERHHE
LT b DHH 5 L) WEHDOLN L 4
CIEKCNHZ2D B Th H & ENTW5BHD, KCNOI,
SCNSAIZHHEZ N L L ENTWw5D, ICH-STBE LT
#Eho [v b HEEGOOEFSEEE (QT MIREE
) OBFENTRErEICRE T A IEEREEM (%)) T,
Ikr % HE R $ 2 HERG ¥ > /S 7 \2x 9 2 22 % =13 2
in vitro Ikr ODPEDNZR STV 5.

(@ Brugada fEf&EF

1) #5R

Brugada fEfE#E 1L, 19924F |2 Brugada'™ 512 & b 841
OB 7Ty 7 R OLEERKE AR EEFECST LA %
2L, BEMHICEREOEMEZ M) mER L LTl s
N7z, BlCay vy AL E— FAFEES OB
Brugada IEMETHE OB MR MEAFRIBE N T 5. EREFEN
121, Chen 512 & 5 CTSCNHA (BrS1) ZES AL
DERTH 5 Z EhHmEan™, ZHETIIBSTET
e ST b (BrS2:CACNAIC, BrS3:CACNB2,
BrS4:GPDIL, BrS5:SCN1B, BrS6:KCNE3, BrS7:SCN3B)
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AREMRETIE, FEVERRIZ DM & O PR . L 55 D T
\IEE AR RS DS E LD 2 LT, B2 v
I 1) — (phase 2 reentry) 7254 U, LEMEI % BAET 5
ANZALBRBEATHL . HL s, HAEE
R T T 7T, FEY OB R IO 2
LU CTZeR3ET %S Lai Tai (¥ 1), ‘Bangungut (7
4 1) EY), Pokkuri (HA) Loz EAlMSNT
WeHS, INBEAREBEETHLEEZLND. HET
V7, HERTOREEI G, ¥4 TOREZ, FH
26~ 38/100,000 & #+5 = LT v 5 *. Brugada .- & [X
DHAPE % 72D E DO T, Type 1.UHEX DM
I3, 12/10,000, % LT, Type 24 X O Type 3L 0
BHRE1358/10,000 & Hifs ST 525, KickTld, h
IVHEMENEEZ SN TWVAE .

2) Brugada/LERID B A E

WO ClE, MEEMREYE CBrugada LERM T 27 5
b, EREEFESICAROFRERET SO T, i
MIZICD R HT 2 2 e doonz™ Lol
#% @ Priori"™ 2 &3 E O Atarashi'™ & ORFZE TIE, ME5E
BEED D DO TIEFHRPIEWBIFCH L L SN TVED,

3) Brugada fEfEEDAEE L BIEF2M

SCN5A & Brugada fEMBERE D 20% LLEIZB G- LCw b
LENTWAES ®AETOMITTIE, BL22~27
%BThHhbHEENTVED, FEHENTIEZW, JE
SCN5A4 @ Brugada EMHE & OB, FEEREIR TO#IE
ZLWEEZLNTBY, REFERICBI 2120
DRI E TR L T2 H9E#ED Brugada
FEMEREIZXT 3 5 ICD (RA AT BN %) 16 13T L
TWBD, %< OESEFENO Brugada L EM % 23 5 E
BN 2 RS EHIREE L T, I - 228380
RIEER, CEMBOAE, NEFE.0ER, Vi
D SWDIFENZ L 2 ) 27 LA HRET ST vz ¥
BUKFED Y X7 BB 5 BRAEHENREDE
ML, RRGER O D B B0 Lgs LK
BERAHTE B L O TRIZFIIBWT, BEFEHETIC
BT 2 RIEORENLENS.

OREM LFEHE

1943 4E Wolff 12 & - T, FIEME L5 B AE B ASH 5
ENTH, FORNBETIEIARHTH - 72 20034
Chen 512 & » T, 4RI H 72 2 KR LEMBIO R %
O AR AT DI, H1LFGOE L O KCNOT % =
(S140G) AAHBUTEEE S 5 2 L s Sz

e B A AP 2 T, MG SN cH3R AR,
Iks O gain of functionz b 7269 Z L AV L 72, fRak
O EAEME QT ARG D SQT2 & D B[ AR EIZ 72 5
B, RERTIEQTHMROMENMED 70 {, R HRED S
NhrofzbilllEN T3S, 2512, 20044 Yang &
I2& o T, KCNE2R2ICER = HT 2 Z 5085 S
72w, HRAREEEERERE &5 T D,

©EfaM QT FEMAERE

20004 Gussak 512 & > T, —FRKAZD3 AN EIMEFIH
WEENZ wFnd, QTHIBOSEM, 0K
FAllE), & 2WIZEMRILEE L, HioiEMaes LT
RSN/ BHEEETIE BR226K500523EF D
WAEDRO 5N B Y KETIE, MEMELEEE R
D WHEEZ B DINTHENIISE L, 220858, 50, b
FEllE A2 2 L, [HEWNZ QT MBEMATED b TWwa,
LEMEELE S8 Y AMIEROLERIZTEIL 72,
E— 7 OEnTH, E#7% AT LT, T
D SE L IS RED T L ENTWwa, ZhET
DOIHED S, FRIEEIZEIEEDSIEFITH N LATRENT
BY, BEUHAEROPTHIEETHL. REOHEMTT
AT IE, Gaita™ & DS L 22 R RAICK L TiTh R,
KCNH2 (HERG) #{ZF0RH%H 272" (SQTI:
Wit B, £ 512, Bellog™ 512 & ) KCNOI
(SQT2: # Yt M) | Priori™ 512 & ) KCNJZ2 (SQT3:
FWROAEERD) PHRESNTWD, wintd, A1)
7 5T ¥ ¥ AV D gain of functionZ £ & E 41, LQTIZ
BUAH) T AFx A IVDloss of functionZE 5 & 1
L CTWw5, ICD (HHAATIRRMENEE) 12 X A6,
Tk @ oversensing |2 & % A8 Y) 7 BrAN & 238 2 5 729
A#EH L <IE, EEMISE S, qunidine DR ASHR)
ThibEENTVES,

@OAhFA—-IT I RS OEER
(cathecholaminergic polymorphic ventricular
tachycardia:CPVT)

BT AT I VR CEEE, A ML ARES)TH
FE SN DB AVED LEMAIET, (MFIERLZ2IRIEIC
B HROAENEEE & 2RIEEABIRTH 27,
LDEMHEAOLERIT DS, Avyy AAmERY ¥
VAHRFBEREOLEMFTRICEML WL Z b,
Priori™ & X H /MM RIS 2 v ¥ AT ¢ v
)V Td 5 RyR2 (ryanodine receptor) (27 H L #E(nT
RN 2 AT o 7oAk, FERTFOPREDORKNELRTTH S
CEDHL NI o7z MICEREASEORRIER %




DEIMERBIC BT A BN LSy ) V71T A2 KI5 14~

EBLCPVT2ILHENTEY, calsequestrinz 2 — N4 5%
CA4SQ2 (1p11-p13) HIEHMBIET L H 2 b T %™,

OFXMERTLEMRE

TANESIEBEREL, AP OREEIEREL b bElins
WZUFBES DA DD H 55, AR, FrER, AET
IR B O L WA SIEGEIEDEED 5414, Benson
HIZE D, ERRS B R O AIE I SCNSA X 5D FR
HHND EHE SN (SSSD™ . Wt R EE
(SSS2) DAFELH SN T WA, FHRBEIETILE M
EENTVR,

OB/EMTRBIRD T —/5— 5 v 7R 122

BrugadaJEMHE B &£ O, LQT3D KK #EfEZT-TH 5 s
i b 1) 7 A F v ¥ R IVSCNBA L, Ll OB 5
FRIZE D EBARIZS- L TBY, SCNSADRFIZ
£ o TH 725 ENDBIZMEDOTREIRIEENBEEBORED
FEETLHENHMONTVEA. 2 Lz erb,
Na channelopathy & \» 9 BE & ATRIE & LT 5 2022
LQT3 T® % #fnh QT IE FAEME#E TIiE, FIHEIDS gain
of function TH 725 EN L DI LT, EfatEoFFEsMt
LEAME) T 5 BrugadafEFEHEI, loss of function 12 &
S Th7ebENDLEZ LN T2, His-Purkinje D
FARERICBRENBI D, QRSIEOHEA, A AT H
DT7Uy 7 ERLELICIREEEE IOy 7 I2E D
PCCD (EATVE(RE R E ;progressive cardicac conduction
disease) ¥, SCNDLA ?loss of function |2 & % FKH A &
ZZoNTwa™ KT RAEEREED
SCNSAZERTHRIET 5 LB ST b ™, BIEWA
FEROFERBELRTEEL, BEESK, Reflz2d
HTENHDHEFREND. Prior b A L7226 T
X, SCNOAZERTHEFRLER TQTCEEL /R L 248
5, flecainide i fif il li% T QTe A3 MG % & MIKFIZ, A
BISHRFEECI D A %% 9 Brugada . B 2L
ERL7C. BIRTBMOERIZEY, 29 L7cERTR
= FHR O BEDSFENI R S, SEEAEIRIC BT
AT YT v Y ANVBETREOUEPHASPIZ %D
LRSI NG.

BN | RiktEEmE

Yale K% @ Lifton, Utah K22 ® Lalouel & O &z 1 #
Whs, @l - KREOSMLEZ, BIRMEICBT
HNa b T Y AR=F—IZHES L5 VN7 % a—F§
LBIETOREIZL>THLINLET EIVRIBEINT
WA e Th, EMRMEICERL w7 10

A4 FEZEEEEF M) Y A F v AV b Na
DOF IR X, REM R BIEYE - RIEEEILEETDH
% Liddle fEf5%#E, Apparent Mineralcorticoid Excess(AME),
FhvaanFafd FEHET IV F AT YE (GRA)
DOIREEZIIFT L LT, #Enb, 7TI0T A FESH
RS P U AT v s mViE, REM S RS IT
THLERET IV FATO VIE, 7 vy 7RIS
WTHEMICDWENRLT IV RATFO Y, #Ea)LFa
A FO#EMRME ~ESETOEYSTFE LTHOEET
H5.

(DLiddle fEfEEF

Liddle fEfERE L, 19634E 12 Liddle |2 & » THE &7z,
EEWSIERETH 5. SILE, K70 7 AlE, #H
Wrvha— A 2L, FRaFEEETROBEAE L
L. FEEVET IV RAT O VEIEBL TW5H A, g7
VRATFa AMEIIRHI SR TWS. 7V R A7 VR
HTHHAYT ) T2 VI THDHH, N T LT
LYDWEMTHBEI END, TI054 N bR
FhIYLAF Y ANVEBHORETHLEEZ SN T
72, 19954F |2 Lifton 5O 7 v — 12X ), 7307
A PRSP LR ) AF Yy Y AVD B, y T
=v bOCHDILET S PYEF—7) ICERNH D
CEHE AN pYEF—T1F. TITTANR
& LS N )y A F v VAV OMIBEAANORL D A
ANCEE L, 2 FF VLR TH % NedddL 25 &
LI TH L. ZOEROKER, NedddL & DA 23 H
EIN, TI0TA FEEZMEEEEF MY AT Y U4
v DN ZETH T OFEHATUAE L Na Iz A53Ind %
CENBEDOANZANTHDEEZEZSNT VDAY,

(@ Apparent Mineralcorticoid Excess (AME)

Apparent Mineralcorticoid Excess (AME) 13, #4:fn
g tEERE &0, ST, 7)) 7 AluE, KL=,
R#ET7T VIO —v 22 2L, A¥Q /77 b ER
Td Y %H 5, mineralcorticoid D # F & 720 72 W E
% #FF LT\ A, Mineralcorticoid 2 1%, a7
=V (BEEaNFaAF) LT7VERTaY FEIV
FaAF) LOBMEIIEEN 2. LArL, TIVER
TUYOFEIEHETHLRERESETIE 11p
hydoroxysteroid dehydrogenase (type ) A3 )V F V' —
N A NF T B SETREEILT 52 8T, T
F2A7u YEMOROSER RIS, RETIE, 1148
hydoroxysteroid dehydrogenase (type II) & DT 2%
HY, ANVF V= VORGP EES N TEY, &
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JEARETHEENTS. 19954EMune 5125 > T, 1148
hydoroxysteroid dehydrogenase (type I ) :#{xT- (HSD11B2)
DEFENWE S,

@7)aJvF a4 FEHET IV N X504 (GRA)

FVaATNF I FEHET IV FAT O VfE (GRA)
13, 19664 Sutherland 1= & 1) e #) (2 Hi 5 & du 722920
WY aEEEET L), KL= EETV R T O S
SE, mIE, KA Y AMEX ST 528, FEEavFa
A FOFGIZE Y, RESIEEAL, @ET 200488 T
H L. KIEIE, 19924 Lifton, Lalouel 52 & V) #E{n
B A = X BHH S I E N2 S Hetafk (8922)
FoP45011 p (RIBREFRKEICHY, 1174 F 2
VFV = (S) ZaNF V= (F) IZEMTZ) &
f&¥ (CYP11B1) & P450ald ( B R EERIRE 12
FTAFTaANFaArar (DOC) #ANVFIAT U
¥ B) IZEHL, TVRRATFOYREET ) #EiET
(CYPIIB2) &, 7 3 /JEEOMEAMENABR EEHL,
T8tk LIS L CHAET D720, R
(unequal crossing over) % 2 & § Z & 12 Xk 5 T,
CYPIIB2® 71— % —4HI§|CCYPIIBI O 7' 1% —
¥y —H R b o F A TRIETVET L. TORE,
ACTHIKFM ZER L7270V F AT 0 v SRR EIE
FEARECHBEL, 7VFATEYyBLO18L Fu
X anF =) (180H-F) 18+ F v a)F v — )
(180x0F) 2SEFIZIEA S, B2 S FEiE % 29
HEZEZLN TV,

@I EMEMEETIVRZFOAE
(pseudohypoaldosteronism type I :Gordon fE{&EF)
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