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EHRUN ANF,F L 2 2MAT AL LR,

KR MG A B, L3gHE
FESFEE R541.7 XERERRER A

TR S 1E R Wolff—Parkinson—White( WPW )
LEEE, BRI S OENOHE BRSO ETEERN,
FEtiE R B A L3t E R, BAR.CETIEE
P A4E PR [E]HA .55 QRS LA K QRS I E 14 H 4>
A (FTIE delta Ii) , X WPW &5 fE &2 K
AREE LT 1930 4, HEKZ AT A —LEL8
DMRRE, MEHH, DETEHELEREHTED
AT WP, BT HEGN A - REFIFHK
fERLELR LS, BT BB R (BISEE)
L RE5OEZ BB EEORSEREE T, OB
FESREEEESOR, 5ELZEROEER
B, L E FRRIMCA TR EE  BUsARE ]
AR, BT B E A A - RS N 35 B A0
AT AR XT Tk, AR A B A R B, B0
B E7E— A BT B REERN 0.15%, WPW 454
EREREHREREF IS SHFMELEE L
PO (F LE) B ERE RAESLAE
L, R ERIATEROETE, WPW 45
B B R A CIERMERSE R RIS, JLE
PN (FE) A I, CERHRGE , 7E WPW
ZAIERET , BEHEL 3~10 4, LIRHERILH
KHAEFEH 0.15%~0.39%, LEHRHE B K AE R o e
— B KRR ILED Ry O IR SR BT, WPW L5 A fEE 3
RIANBEESX, KEHBEWAKKEARE
#., EdER 10 RE, - EHRRABREE EE
LDETEEEHENE RS BPLAEEEEM, m
RN WPW Z5-51E M8 5 5 AT 38 3 2 70
FELIRT, &FFREE Y WPW &4 1F 8k LIK <7 49

ABEINE: BRAAM%EELSEBTAE (JEH%S . NSFC-
81400259 ) ;I R4 B AR E £ ¥ 8hIm H (W H 4 5 . 2014A030
310470),

XEHE . 1007-9688(2016)01-0012-04

A A HMOHERBEIENZ RAESFIEDN
DRERIGEEA TR, MATR2EMERE, RER
A O B E RN R E S WPW LR 1ER
XU 38 0 FEXF 38361 FELE A1k H 48 A B A iF
SLHEEM MM B E ST RER, H 2343
G—RERBRFENLEH 13 £ (0.55%)iC 7% F WPW
GARIE, REXBET T -RAR(0.15%), HE
HEEEMPREFR, HA WPW L5518 & m st
& 2 FEREXT F B AR O Z B BB 7+ F AL, X
TEBFHXKESEFEANEHEKREGFEEN
PRSL R X, A5 3CHE i B JBGE 42 & 2% B — e 3C#k, 1
R E A CIRIRGE S IERR R E | BEM
2 DL K R

1 HERERRRH

1.1 PRKAG2 U>HELEB1E

1E 1986 4E,Cherry i Green B YKk T PRKAG2
DG AR ATE— RN EE-MEXKE
PUER-MEFLAEKEHREFSESEH
I RFRBY AT 4B (0% , TR IZW I B E RI MO
EWR L E LHEORAE HITHERREERM
OUUBE . B B3 B % 8108 R BLE BT 5 2 R
TPE WPW £5-6- 1 #1 IE JE 2L s B B0 B 8 7
F 7 44K, Gollob % F1 Blair % 7E 2001 443 5]
% W% 3 % PRKAG2, PRKAG2 5Ef T fathk
7q36, 4 i B B R R FF (adenosine monophosphate ,
AMP) ¥ 15 &E A B (AMP —activated protein
kinase , AMPK )2 JE¥7 WV 8843, , AMPK 25 E{#5F
WRE=ZREED, & MELERN o A
WL RN B Ay AR, AMPK Z4AMIARIEER
JRRAZ A%, W I 240 Bl A RE RO S  BR  BER fh B
B R RS | SNBSS R RIERIE ok
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HREETHE, v2 TREMNFBEREELISE S
B4 B =B BR F T (adenosine triphosphate , ATP)
5 AMP R AMPK ¥ ThEE, 44 AMP 7S
AMPK , T ATP W34 ; PRKAG2 #:H 248 ] g4k
XA, PRKAG2 RASE 5| MBI .0 E=
BRAE . RGO ZB0ES) 8 R ERF AL LR
B, EELELUEERLINE, B2, PRKAG2 LE
LRAE BB W AT U R B 0 i i A TR 5 B T IR
HOURCE,

HM 2001 SERIB—-NRELIE, HREE
BT 151~ PRKAG2 ZEHERA 13 1 MEAM
14 MEURET, GIMREHERRFRULSEH
TEINE , MR R MR, R HE S T O
WULE 4R 2% BF 5T IESE PRKA G2 (0458 1iE B 95 B A%
Al MR B, PRKAG2 LFESEEI KO
= A R EEVLHIE5E . T AMPK DIRERERS , &
BOBERBEATIBRPARE R FELER
A, BEZEEESSRE,; WEBRFUEHHE
B MEES, BIR PRKAG2 =745 5K ikME WPW
AT RSB A PR S M v D IR BRI &R
SHFESIEE, BEEBKMIGLYE WPW 425
EREFHRRAZEFAGRE,

1.2 Danon %

Danon Ji & X QoK ZESM BHREEE R
SHEE, BRGEEEBEEE-2 (lysosome-
associated membrane protein—2, LAMP2) [ % & f#t
s, FERLCEMESHIL, 7 2000 4,
Nishino FI[F] ZF7E 10 #]AHH 3 A Danon % B & F
HIKRIMT LAPM2 22, BT A 10 MREB¥ I
LAMP2 H94& BB RTZ L , 0B 88 L 15 R 40 408 5T
B AR R LAMP2 B E 55248k, 45
A3k st BA/E LAMP2 B2k /NEUAT MBI 5
N2 — B0 B 88 UK S, Nishino %A
Danon 5% ) Z @ VLH S LAMP2 #:f% . Danon 5 &
BT B B A ARRAE SR JUL R B UL 400 6 R S
NI R, N & B Y RAEIR, 5 PRKAG2
D FESIEAR, LAMP2 745 S 300 F AR VA Bl 1A
NEE,

Danon ¥ 58 2 (9 32 B G IRAFAE 0 70 85
MR DR R RER T R R 7 B AL R B
#573E , Danon F A X Befalk B %, BEREH
THEFEARE, HEREYBRCHERERAE
FIEH™®H, Danon DK EBHAEEFHRARE
BARERR (88%), MIELHEEE P KA

REERUBT & LR BIARML, 235 27.7%F0 33.3%, L
RESREFEEFHAEEL NI Z =NEE
F L ETEEEE LA CEEREZ— EBE
BEPAY 68.2%, L1 27%, Danon JFHILE
B A LS R 52 2 BB, #E W Danon %5
PRKA G2 .U JE£5-& i °] 8845 25 8L B0 R A AL , B
AP ARG EEERF OIS, BT ORBHAR
fEAE 1L , Danon %% 1 PRKAG2 O E 5 & MEA 5 iR
RN EAEERAZNEE AR R,
WEICBEEBRE, CHRLEWE, TEPTE
Flixsegim, ERANTHBLEARRELLCER
JEX: P s S I
1.3 Pompe %

Pompe J& 2 H R A KR #EIE, BH TRYE
o ¥ H B (acid a—glucosidase, GAA)SE R B Z
BRI, CAA B—FMISE AR, Eid R# o-
1, 4F1 a-1, 6 BEH RS A BN, X8
BeZ AR FBUSEA ARV, MM a
JaLEmAIIEE, SIRZREEMUNKBEET,
Pompe WA B E MARRAWERE . ZREHALU
R ERERS GAA N4 /Y A i FI 5% B O Bl
TEMESRZUAASE , Pompe 7E 1932 R T LB L
B ZAEEH T GAA THHE B2 BUE PR kBT
B, A E Y Pompe W H, HEEIRKRRIA R
OUURFIALK S B0OR , @ A S LU A IF
R BRER , REBHBEIIEHLAAEL—Z LT O
FidtRIE, ARLIEKRERI, ENURREER, &
HZEOE N EER , R B A AR,
BRI MBEILE, FOEMBARFERZR
H B, Laforet FRIE T 21 HIAHXEF PEHL
AR IE 1 Pompe 5, HHILEA B LRI AIE 097
HIERE 36 %, REBBE LT EZRINB A
IRERETS . BT, Herzog S5 #IE T Xt 37 FldE 24t
22 )1 %Y Pompe 75 B E KHMBE MG R MAiTEH,
THRAEFIATE L% R REETRI, EE
FRERREMBILERE MM EEREZ —,
WPW ZR S {EFI% PR I AE S LR G EHE X
) Pompe R B E Y LLECE UL, BFRIA XL 5HE
JEVTRR RO ML B IR A AR TR K
1.4 Fabry %

Fabry W2 X JBKZEY, B FHRE ad
A ¥EFr BE (a—galactosidase A, GLA) B3 K R4 iy
B, GLA 2 —FhiEBRIKEE , KRG H BLFG S B 2
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B =R OB EREIEEERRNSEHRA

£ . ZHIAR Fabry 354 X Ja A BB,
B Wang ERALHERETRELERZRAEK
RMEEEYTH, Fabry RRIANZRGEHRE,
WIEHTHEE IR LR R
MmN E S, B GLA RS
HEEIHRNHE Fabry f5, FERI N OCBERE , T
TEAUE BRI T IR, ¥R BUmERE R
%, Fabry W% RO, BE RIS FREL O
ERE, 2TIEERHERE TR RWERZ—,
7E 1973 4 , Roudebush Ml [6] F& B B #H 18 T Fabry
PEE A PR MR, 25, WAREAE Faby
5 5L 3R I B R AR O ZE B S = B S g 4R
i, Senechal # Germain MF5% T 20 i BB E K
DHERI, RI 40% 00 B3 .08 E A 4 PR B
BUE, BARPTRIRFHEI T Fabry A ZE
SERRRIERR , IEHERPIX R E 1 E EE 68
RETHEENREFZERENESRAETE,

2 BRhNERE

2.1 Leber B E5%

A HE 1R £ 53 A% Fir BB A 08 o 1R UR A%
e, mEieakpEmEttRfg, X Rak
EHwE, SZARAME, KNEAEXRA
(mitochondrial DNA, mtDNA) R ZF[E N KK 2
MARRLRE SN B, B REE BRI
MHARFEF W BN , Leber i 151 #4458
(leber hereditary optic neuropathy, LHON) 2 % &%
TLER B SR Z—, 53 S0
ek, it 0% B EEH TR ITREER &%
IH) mDNA I =M S22 —REHME,
MTNDI %K 3460G>A R2F, MTND4 3 11778G>
A A MTNDG6 3[R 14484T>C 2878, I AR E
Z7E LHON RAFEEBILBES RZEREE,
Nikoskelainen Z7E 163 ff] mtDNA S48 2% 22 A %
FRI,H 14 51(9%) FeF &34 WPW 254 1E,
5Bl , Mashima 25t W22 %) LHON & 3f WPW
SEIERLEE WS, MI1E 35 MHAEAK
R AM,8%H mDNA 745 8 & FetH WPW
LRE1E, ML, WA HRE LHON & & R At H B
WPW ZE A IEFOEEHMRE,

2.2 Leigh Z5&1E

Leigh 47 & 1E AR S PESR P 4 B8 , &

B )LRE WHRR R, X ERIT RS

RERFEM, BB, EXRBE 75 B
RAAFAZERANBORER, KHSEHBEE
BRI RS RS, B A% 4FH
FREFIIEHEMThAEE H , Leigh 456 1 R IR F R
BEE2S MEREREOEIK IR R
HEE RBREH . AN A2 ER RIETE,
ARALBRIE 8 1 B R E W0 & 1 FE iR T fE
RE, EMEEZRAGEL . BHEMEY
BRI, B B SRR R AR XU R
R ()M TXREREF, L3 Z—1 Leigh
GEMEROCHEZERE, AL LRI ICER
DR . R Leigh L5 & 1F B I REILW
EZFRK,(HE WPW L5 1E L2 MTNDS £ H
13513G>A A+ 415 BN E B I FE,
2.3 ZRREBIREIBRRPEMIEPERES
B1E

LR EMEEILBPEMEPELE
(mitochondrial encephalopathy with lactic acidosis
and stroke-like episodes, MELAS) 45 & E R EFH 7
RRRRSR, BRENRGE, LBk MTTLI %
K 4% 7% tRNALeu (UUR) , 80% 1) MELAS 4 & 1 &
B NIZERE 3243A>G KAF MELAS 545 B E WK
IRRIAIEF TR RN R R = FLER IMAE |
W% R 3R05 W ST E BERR SR RN,
18%~30%H B & HBLL AR, H, ¥ kB A
EALL UK AT LT MELAS & ER B HE
B0 B AR D JEREREME XS R AR, TCo B
BB RSESE A WPW 8 RT 13%~27%
HIRH

3 HENEFARMAERAERFAR

FERAUIEFEA R (Duchenne muscular dystrophy,
DMD)FIIFEECAIEFFAS B (Becker muscular dystrophy,
BMD) 2 X Bk B B AL i LA B, o5
BT VB RN BLAE B Lo Bl 80%., PI&#R2
FoRBPZESEFED (dystrophin) A FEE 28 BT
B, HA, 5% RERAN—IHENINBTH
BRK, MINMEREH T2 5E DMD, MEH
Thee#R 4R 8 230 BMD, DMD & H k= Fill
EHEC,TIEFHIALO LR, 6IRR I i#
FTHEMLTE S FOH I, B UK BUAE R BUAE 9 2
RN 2.5 %, HIABZHT BT FREE R
4.9%, BMD 2RAMMIEFRA R, HEH H
e PR R BLA X SR ¥ 7E 5~15 %, DMD BHE K
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AE 6 ZFHBLMZRYRIN, FERERY,
95%HY B K B0 IE B E , BMD B TE 13 % LUAT
HEOHSRE M HEIRIE, 25 OR#EITHERZE,
7E 20 ZEHA 80 BER LERE . DIERESR
ARNINEFEAXRRTEFEWE—IGKE
R, Mirabella ZH1E T BAIY 5K ELO LR K B 3,
HEA LTI WRERFALE, &k EBR—2O0H
HEFRZHNERED, HIEWRIE DMD F1
BMD B #H Al &3 WPW 5 A 1F, 7 DMD ) mdx
(5cv) PNEBRER F R T BENEAM B AT
FH

4 HVHEUE

255 18 {LAE (tuberous sclerosis complex, TSC)
EEREEDEREEZRERE, ERFTHN
EHEZRERAEEME, QR R O B
FFSEH, T B R RSB R, TSCI 8 TSC2 %
H A PEIR TSCI-TSC2 B B A, o B 8 s v
ABYHPRAEQRESEMBR, 90%H TSC
BERBT 15C2 BHRTHH, TSC BERFE I
RO EANBESAEE R, Z0F 2 FFTH)L
HEYHEFREKTAMHER, FEHTTH
RIHBFER , — M5 BIR 9%~13% I S HUIETE
BB E R ERE WPW Z£481F, AEE0HA
I, TSC £ &0 A LI /Y 40 B 25 ¥ 55 1E % v
HEFAI MR AR , XS 40 MLAE B A 2 P AR
HRERREHAFEFOTER, (ER, —& TSC
A3 WPW LA R O SUETE B B
WEFHE,

5 HitEH

K 20p12.3 MR R A H W 5 B
P WPW 561, FEZ XA WA k—EE
5 WPW FRIE XK, T-box(Thx)EEEEM K
FRIXF=YIT LA S RG LT MIIEETE B R4
BEAEENATER, XEEFNMFECHEREA
SR MO RERTTE R 3¢ B MBI &3, /)
L L Thx2 31 Th3 5 MR R IEH FBCAA R
fEFREMERIE R .. A4 BRSO =]
B, REWPREAR, RENREOEE 6
(myosin heavy chain 6, MYH6) §J % A L & WPW
SREIEFT BRI B L, R AT 5 7E 5 [A] RBR A
ORI L5 1E M B E F R BT R E R f 5k
{18

6 B %

IRMAREZB T —EFERLKNES WPW 454
MEMEMERTR, B2, AEHNEE N GEHERE—
DERSr WPW LRS- AE RIS fE 1, X4 B E G IR
RESHALLEEHEFNHEEREHABAR,
SMFHEREBEMPEE, LCETEEEEESH
DEHERIECHEEMIERER, BHRMkRERS
AR WPW LS 1EA XMEE GG, 48T —
RMFER , BEIBOREEETRRG, FL
KR WPW LA TEM ERRILE B — S BT
BRITAE,

&2 Uk (#E )
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