


HhZs MR 7

()
t UREO 15

IC &R FERAR U



1P 42 % 41 1% % 5

F—T BEEMEHFRAE

BEPEILFE R (hereditary ataxia, HA) JE4§ o1 i8tf% RN R Fr 80y DAL PF iz sh B As . Bt
PEAR R R FEIE R BB — R & RGBS, 25 MEBERK 10% ~15%
BARHWGARIERE %, CHESR, BARENGE R RS EEE, (HEA %K
et LU R IR G RIS HE . AN, T4 % o 2 A B O = KA E . BR T
B /NIRRT B AL AL B AR ERALAN, A MR S B K
. M. ERFE. KRR FEEYA 2 R, ErEA MRS RH, WEH. B, AiE.
Hog . OB WO B R RS . RRRAFIR 2 AE 20 ~40 %, {HW A B LEERWE .
B R FEE WAk, TSR RakRrisfe . XERE, BB eBLA
WU, FEGRFIA/MRVEILTT R PHEAR . &R, RS, BRUURS., ik
HRAE . HEARSPRIESE, BAIERIEMAERERINEBEIE . RIR, ARKE ., OUUEE
BoAl SPHA 5 . KHR A B A ML B R R B R A R LB v R B B, Bk = . ARG . =
B BMahARE . LAATIREGPE . DNA BEIhREBRIG S 5 AR A X, ERMBIFRIELE
B A B B RS R OB E H 2AE tEm AE AL 38 et S gy 2k A AR R
BERMEIRFFE . 8% 7 KA UE R 22K, g Ok 8 /N RIL 5K (autosomal
dominant cerebellar ataxia ADCA) J&— K& 7 MBI, 043k AHR 43 T AU 1) 2 PH 2 9
SURERNNT, FE T =R ETREE TV AR, BBEURERE N = BRI CAG ¥ 1%
BRI IE =2 ZBURIRE , Hp R UMK FRER TR, SR RN
3% 5 (spinocerebellar ataxia, SCA), AR I R4 S Fn 3 R @ L Al 43 4 SCA, _,, Ff Y. 7Y
(SCAy., SCAys, SCA s Fil SCAy, FRENL) o

— _ Friedreich 2% %48

Friedreich 3% 2 (Friedreich ataxia, FRDA) HHR/DEHFERIILHRIE, H Friedreich
(1863 4F) FHEMiE, MEMESER, BLWZR, ERHTHEME. FZIRKRRFE h#
FIEBHFERILTRE  HERERS . BRGHE% . WIRIE ¥R . Babinski {EFHMSEMZ R
GUERAUALE, WA OIS E . BIRE . BHRRESEMERERN. ZHEERE 15
AT R, BT O R IR M R . W FEAERME R R
Rt Le
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Wi AP E RS S

(—) #AT#RF

A5 0 B DL SRR B e PR BR ML B R RE, KRR 2 ~4/10 J7, FERKBH . AR,
PR AR S . AR 4 EWEN 1760 ~ 17100, HMEHLLARE FIEM (Sub -
Saharan Africa) FSEY +F AREH REZMOME, EHARIKBE T 1957 FHKME 1 61,
JERBESEA T RFE, £5MAK Friedreich ILHFRIEA Fr AR, Bl = 5% 3 H1HE P 22 1
HESE

(=) 7 EF R JAub

Friedreich $t5F K &AL T 9 SR AKKE (9913 -21.1) ) FRDA J K &k j5 fT 8.
Chamberlain (1988 4£) }% FRDA 4 K & I 7F 9q13 - 21.1, Campuzano (1996 4) FifE T
FRDA £ (X25) H#H 3%mifsr s, HEABETNETFRFI LA CAA mENF 7409
4, Carvajal (1996 4F) JifE T/~ FRDA 2 (STM7 B[H) 4K cDNA, EHEHERLE
) GAA EREMFALT 18 SNEF. EWAGCAA TR 42 KLLF, 95% LA LB EEK 66 ~
1700 3%, ¥ 445 GAA JE LA S IR BE S A rT M il B R e % . 51 R M A ERE, W]
b5 B R Y NI B e sk E A 26 . FRDA BL[RIZHBERE K 450kb, &4 24 MMNE T, %
B EE Y EE G T A8 O /N, B8 UL 55 40 M () OB AR ) N B, FRDA
EHEGGY) 5 ALK 4 - BEIEBEULIBE ¥ A BRI FEEME, fTRE4, 5 - ik
JEBEALEER &, EES SAMRZEZFES%E, PATHRRET . Ak, A%
FHAEA AR, X4 FRDA JE[H ) GAA A RBOE T 66 KT, S 1 3R iy 4 il &
S W7/t oY &< o AN WY S AN 05 A AW R S T2

(=) BAREAA

G RAFFAE A AT HE S AR ST e U . PEM RS BRI K . TR, HE
BIHRRIT

(1) H 8 ~15 AR, HILEILF S0 % LUGRKE

(2) HRIERAFBALTF R, FTEAR. PEHM. £67EE. 5 TEE,; 4k
RIEBIEAETE R, SIS, BEAR . BYAMEME N ERE; ¥4 518 Es80E
EHEET . O . O8O, O, VT el . ROV BREE,

(3) BfRn] WKVIRAR, FEEMBERERBRR D, RIS, Bl MK, BRAE
F i AP EMESLAE BT, T R SURRh S8 R O& 1 L B S vl 2 R BHALE ; /5 AT Babin-
ski fif ., L%, BAEFBEANHEERS ., 24185% A.0ERL., O, FHkM, 10% ~
20% HEAE BRI, 25% BERMMEES, 5% H LMBHEHRIE, 50%2F5EE. BB
L.

(4) EHAEWE 15 FEARRITE, 2T 40 ~50 &5 T RGO ER

(W) RRELERFHRESE

TR RN ERAOE SO0, LR RS AR R 2 EA R T .

(1) BRFERA: B8 X ] WEHETE; CT s MRURHEBARL ., =48, DRFRT
%R,

(2) LEEKRE: K6 TREE., OBREANLMETHEA; BELOFERLOELEKR,
RH; LA PR IRBE A T BE 1% 8 & Fl S B T %
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$+% HEEAAEUER

PR

(4) WHwRA: W ILEAERSREE.,

(5) MZALATERE: AT WA ML 4L BN S R T, A AR U L2 48 S5 3R 4
B

(6) K. FKH B PCR ¥ M ARY & CAA EEIFEHLEN K FRDA J£[H 18
S NS F X el DNA il 5487 FRDA 2 18 S & F, GAA HE KT 66 K.

(&) #HWife R b

JLE SRR, BN TR EECR R, B TSR, TTEAR . aER
. ARG, IR, FRORBIUE. ALEWIER . MREREUHH 5 # Babinski {E; MRI B7R4
Bige4s, SEH AT LLSKT . WA OIERE . FEMG, SRR, BERR & FRDA JH GAA 57
WY WAL,

R TR RIS,

(1) 44-E E = 3y 8 (ataxia with isolated vitamin E deficiency, AVED) . KA
SR AR O PR (A FR 2 A Friedreich 55 1E) 755 Friedreich d:5F 2 8 % 5], Hi%
W2 ~25 HileE, BRAITTREIERSS, LIRS, ME%AERE GZ, A4
F ERITRUREST

(2) BARZUMIRE (acanthocytosis) : XFRIC B - BREHIMLAE, B P @ikfartsfe, it
FREP RIS Friedreich JLTF RIS . (HIZ00 LA LB 30 45 3908 9 19 2L 57 2% 8 Bl 2
BEA B EB s AHIE, tEAEME ., WMB R EEER, FEfPamafesss, R
MBI L, B - MREAEK ., A7 AR BRI AN R AR AR, LA R E,
HER A FH—EMR

(3) HFELEHEMMEDY KIE (ataxia telangiectasia, AT): X FK Louis — Bar £ &
fiE, PHEILHFRME., WERER. B . HEEHRET S Friedreich 3LPF R %5, (H
BIREZIERYILER, A4 ~6 FrfLEE, R, MBHA LA EMNMEY KT S5Z
5.

(4) BEEWZEGAE: ATEDERIRR, ZBEAEMBTEI . NWAES, ASER
T S5 AR MA Y Friedreich FEF R IRH4 ], (HIZ0R 0] B ILH R 5 5 Z %51

() %5

HRTMCRRUATT, BIERE A T3, HITThaER, EEE T FARKERTS
AR, SERERIE, FK _gEm. SR OmTa—Erri. OIeER 2T
REAR A XHEVR T AR %

() #E

BHREARTUS AME, SBBERG 15 FLAETFRRRE, BFIETLHE (90%) =K
BERR (10% ) FMIIFRIE. JETAFIRTE 21 ~69 ¥/, P (37 :14) %o

. FHPDROEIEFTRAA

HHE/MRVEILTT R (SCA) SRt fetEdbPr R £ KA, 45 SCA, ,, . HILFFF
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AR RRES e

MERPERR . WREADEBRERILFRE. Z2THVERMPERLR, KRR HER
ik s, B ABOhH Y E AR 8l X 0B . MR LA/ . R A
ARPER E, LS 2 R BBk MR B /N RERR T A O, AR KB4 SCA
WA T BB R E LA e ke, A 20 RFEEF R, DL SCA,/MID & WL, 295 50% . il
FF & B SCA £ RHH N 4ifs A [BERE) CAC EEINF M mB0R . 6K/t 3 5
KiFsh, WTHARKZER ., BRZ3). UMEES . WMRE RN, AR, ik
SRRAE. WIS . JHEIM SR RIS,

(—) FRATRREF

SCA fRHRZ N 8/10 77 ~12/10 J5. SCA % EAITEA [A) s XA B o 9 2 R AR,
SCA,/MJD (Machado - Joseph disease) 7E{#&5# JL-F#0A AP, B WAAIA) SCA, H
SCA,/MJD (38t f& L% A R L B 7E i 2 4t X AR &, Q%5 2F A/ SCA, i ADCA (au-
tosomal dorminant cerebellar ataxia, % YA S M/ NRitEdEFLE) 89 74% , RE ABE S
48.23% ;5 i SCA, i ADCA H iy e RAEENEE, HE., SEAPRE; KE, EEAZL
SCA6; ISt AZF22 A1) SCA, JEHChH UL ADCA

(=) %8 F R

SCA J2&HAHRL B R A 2.1 CAG ¥ DUBUR W 9 16 7™ 4 Z R EBERZ TS (SCA, BRSH) -
B— SCA WRIF I A O T AR R AR, AAFEREFESH MR, G, SCA, HH
LT Y Elk 622 -23, JEEAEEE 450kb, DNA K 11kb, &4 9 MR, 4if% 816 2
FERRIRILH Y, ataxia - 1 T/, ZEAM TAMIE; CAC RN FH 8 SHMEF, HyHMw
HIECN 40 ~83, TEH AN 6 ~38, T SCA, (HFRMID) HPHA TR 14924.3 -32, =
LER 4 NHNB T, HiiD 960 N EIEFRIR AL N ataxia -3 FHE, AHAEMMKET; CAG %
BALTH 4 SHNEF, YIHEHE U T 61 ~89 Z[E], IE#H AN 12~41; SCA, B2 EA
W OLH) SCA WAL, SCA,, SCA,_y 1 SCA ¥ E ZH & LM ek

SCA L F A ZAZHLE], BISNE T+ CAG IR ¥ 1, FmEZRA AW, %
TR REPEDIRE, L[R2 AR AL L i A SCA & AU I R R BLFE RIS K. SR, SCA
HWRMIRRRIE 257, WAMEARUBE, ArEA R MEERRE, WERER
PR AR BEMA TR, R T ZRAABMRFEEIERAZI, TiEA MR ES 5%
o SCA BRI HR AT UL/ BR FS TR 45, /NI RS T |4/, DARiE & T
WAL A RER BB Bl B . BT BB/ . it . PRI, A
Jit 2R IR I A o /NI 1 AR AR O, ORI 5 R P S s, /DN R B R A 4 AR
Mo IR R ZEHE (T, V, VI, I, XI) 4028 tEise; #86 Clake £, 43
T AR 40 P 5 A A0 B 8 AT 52 B /DN T B = X /N A A, MO/ R . AR N
R S RER . B T B RSO /)N G R AT A R sl R AR . SCA R[] 1% 5 B Bl AR
FER/MR . RTE AL, B WA IR, W0 SCA, EBR/ME ., il T A Hf
ZIoLER, HHE/NRRFERZM, RORB LB, BT SO HERT A 4IM; SCA, LA HE
M . AR, /NI O E; SCA, B4 AR AN /MBI R s SCA, A RFAIE 2 40 I o 22
0 e
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$2+% #HueiadEdis

(=) BARAA

SCA & st fe s tEsen, SRR, KB ES, HILRIGREIWT .

(1) —MAE 30 ~40 ¥ [aREiles, Z1GHER, HdA JLEY K& 70 i,

(2) HRIERZ R TFBILHT R, ERER ., RARBME . &5 ExE; 4k BT
fth, ErvERE . RE. REEWEE) ., FRATRUIZES ;. KA ] WK S e st
JOE . RER ST . BREL SRR . AEGEEK

(3) ¥ameRAIMER, WER— SCA RRPRWERBNEN, EREAME, &
SCA dEH R EMERIN . —BEME 10 ~20 FREAEITE.

(4) BT _LaRILRE AR AR FUAAE ), & RS0 2 & 3 09 4F AT AL A 6] i .
SCA, MR AILBRSEE, JUH EMIARERIZEH ; SCA, Y I i iz S sy sl it 2, ERIEHIIE Bh#%
B ; SCA, WINLZE4E . WLMEZE . M LA & LA B, FR AR 45 T2 O™ BR 5 SCA, i X4k 3h
W RVALEWIHK . SRR . BB SR . SCA; Ffi it AR 22148, A/l
PR TR BB R SCA, W R HIRBRULA B2, THIRBRRE ., &2 FI0L & YRR
SCA, MFFEMERERZA R ek, MM R A8, OHER F WAL ; SCA, #E L
WA, REEE, FTEARE. WORAAE; SCA, NIEHF RPN & 1 SCA M4t/ NIKAE
FRIR A A3 SCA, PRGN, S TCHE: SCA, RIA TH R, MMIARAR; SCA,JL
HRM, WM ERSE; SCA, R NS,

(W) ZREHLERFHRESE

WURE, R, T ARG AR SCA RUE TR RSN B, #
BT APBATHG T 17

(1) SRR . X R 13k /5T MRI QAT AT LAA 2R B SCA B il T 5 /N T A8 2
AR, /MR T2 AR, JUH AT IR/ P 2R 45, 45 SCA TR MRI R ILA fr
Al

(2) Adfad. MTAKBART RN, U EZRE B2 E .

(3) EHHA: HAETSCA, ;6.4 DRPLA JEK 23K % &, Al LAE o PCR 3 4% K b
CAG 5 DUEH AL W, SCA, s 101113 - 16,15~ 10,20 -2 ¥ 7 208 128 38 265 44 90 A ol T B2 A S Y L4
A (Haplotype) A3#iif2i& BT AAS 12 W, T SCA M & Bt % S bk, 2rFistfe
SR AR AR A R LSRN [ 1 B M B R R AR

(4) JHMORERA . ARIERIGRIAAR, Blan SCAq R A /MK BT Purkinje 4 g 25
P, BRMZIT, WIREMEIThERK, THEMZITR, REBK. M SCA, A
SURAERTIZ, R LA MRCR . R INE . BUEM . T IR R AL R
R, 0%, BEBK, RN EENRE, HIMIFERMEE s, BT AAHM. Clarke
AEF R ] SMUAEAE A P 2 AR O, T/ B T, R B SR MO TE 8

(&) ¥ oA X551 B

WRYE AL PEREAR , 456 MRI KA R B/ . BN T2548, HERRH Ath 2 B/ A0 A T
R R AT#412 . BAS A BAFHMEMIER, BilRK EOUREAERAAERI2 A5 — A
AAHERR (SCA, BRAM) , ¥R TR 2 W, H] PCR J7 3% a] MERG | W H 7 &% CAG 335K
B, AIMAYFHIT 52 REMA ., CID RIRES| &5 R %5 .
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WP ERRE S

(%) #5

64 MEARORST, EEERRNRHE I T

(1) Zimiass: ZEMLETRMBAKIUNERIER, WA TRTHREEE, &
USRS e, S — BEIROR T WEE E BAT E  IRAESS, SR L2
BT, TIRAMSHESRL ATP, S8 A, NUER B MRS,

(2) FARWF: THRERBA.

(3) BT, S BRI A A

(%) #&

BIATRIST T, R R MR, MORUR R R, {Ev IR i
AT A LG

(% ®)

FIT ETMEMNE

LEFT PR AE PR Bourneville 975, =5 B2 I PR A4SFAE by 18 350 A2 M RO . 900 22 4 A1 BE ek
B, BREN12T~300, B :&4HK3 1,

— . IR B Fa mAUH

B ATRE N EEZRA, BRI S D8 BT R @R B IR E N T, TR
ST AR R B A ST PR AR RIS ], A3 502 T 9g34.1 ~q34.2, 11ql4 ~q23,
12q22 ~q24. 1 Je 16p13, A A mpLHI AT, HEDIA T fE P 3 P R S BOEF ™) tuberin
RIETGEMEINEE . PREMNRERELT . BfeE2RINE R EKEHERE, D
BEREBR . ARt

—~. 7R3

LR 3em F AT RIE I I . O T KM BRK BRI E L, #int 2 0,
I ZER T B/ AT A FEMAN AL . B =M F5 RV, QBRk: RIEWE, &
Pk E MGG AL B, A REMR A LA, B AR N LER
ARSI, 75— RS R B R B, T P48, HRE P, QMUK HMERRIE
B, ARMEB BB A M B A . @B BB MBENE, 25FRYTZ R,
QMBERE . 7E0BE, B, BRI, B, IFEESE LB .

= ISERERM

I BIRIRE BREFFMEEN. 488% B ERGEALIEE, BRI G THOR=
AKX, AR, BEEFSL /MR SRR BRI IPR 2, XA, BB, Z17E
4~5 S, MFRERTNTEZEESEE, HFHENEMEEA

2. MAERGNE

(1) #iif: 70% ~100% (9 8E AW AANE, 76 RRAREF A BN S ZRTEIAT B,
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24+% HeEiadEHNER

AEIEH (1 70% A MR A4, T8 REAS IE W & R AL T35 100% o A0 00 1 T H
e R B

(2) HHEWIR: 294 55% , ZHAES % URTC AR &M, (U BOTCRM & 1E A &
AEWGR . WAEATT RN . BEAR. Brhsl, DECHBEHIER

(3) MAERGMEMIE: PBEETAEMERGE MR, LK B0 s &, i
PARESE, HEIRSD AR B/ NP A5 R

(4) AN BB PR BT /NGS5 B 2E I MR B, 8OF R I E N R TE
41 e 7 L 28 2 ) L5 5 | A AN T 55

3. MRFBAER B4 A PR AR R (AR . 8 WA T IRER G, B ASUKE
G N, RN 172 ~2 f%, DT RIRK I

4. WL EEEAFEBEALENEE, DREIFFHER. ZRRIE MR SR
[IAS

5. WRESRE  LAB R R W, HUOMOIERSUIVR . 75h, HARESS A HE

M EAEFREREF S

L SARERRAE Sk 0V T AR P 510 1 5 A A0 X1 I (e e - 80 4 I A (] 3
Skt CT A A RE R BUB/NGE Y, I B/ LR AR/ N A B o 28 ek 72 .

2. MR ERA ARILEEREE IR ERRABRE, SIF MR REE LA
EIAED) ) GRS

A W

1992 4F Roach SF§ H} T 45 15 PERE AL B2 Wibmf

L EERE OmimEs4R. @K (M) W TFAHERM. O KM R
(HHFES) . @QFEERETLEWREMEE 2R . ORAREANSREZERT
PSS (RAREIESE) o ©2 S P I A 22 T2 4 OO |

2. WEFHME O—ZRRZ R, QUIEBSIE (HAERRBBFAIES) . OH MMM
IESEAR B BB @INSSTT (RREIESR) . OISR ER TS (BR¥IEE) .
@B P, ORIHIBRE. @MikE A FHIVE (HLAER) . OF EFEIUED® (¥
BFRALUAESK) . OZRE (HLHIEE) .

3. WiBhRHE OE@FWIBRE. QRKMREK. OLBE (RBRFIEL) . @I FSE
FHARAER . OEMZ ZEHWREEN (HLFES) . @B REBFEIN (BR¥EIE
) o OB E PRV (ER2AIESS) . @KIE TR AAE (ARFIESE) . QF IREF
4ef . OHA G E AR (HBFESR) . DB ILEZERE,

ARYE_EIRERE, K4S T PEREALAE . DF E BT IERIEE . B 1 RFEBERHE, 5
2 ARWCERFIE, 01 RREFHMEM 2 ZRMBNHIE. QOnTREMSS WHEREMLIE: A& 1 RKEHR
TEFN 1 ZRAHBNARIE, 203 RGFBNAHIE. QR BELE T HEREILAE: HA& | FREHFE, 32 &4
BIRFIE . Bz ARANAR e R BLSL AU W AT 4 43S
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WRAPEAHKE S

N Fs

L R AAE BT HURIRIGTT , A B JLBZERERT 4T ACTH, sikJen . MiE%E
B ZFRGTT o X EYRGTT TR AR IFARIGIT
2. FARWT BT RS KN R 2 ik R GRS RN = 4510
3. HFEREEA T A R AR AR RS VR BB B R e VR IR, MR IXIATT,
AR T
(%% ®)

E=T WHEFHEBER

ZRUEMBA AR AR T HEEHARF S REHNENFE R OKEERER,
HATRGE R KRB AW FR AN [ B4R (NFI) Fl 1 B2 2F 4R 98 %
(NFIL) BT #hE208 .

— | B ez t28E AN

NFT f) 22 R4 1 B2 R A GO omEBE AN 2 R R 4T 40 . 24 50% ~ 70% A Kk
8, 30% ~50% AEUEEG], EINEHRFEN 1/3 500,

LOREAARL  NF A% Ra g SR fe i, HAMBLE AR E2HRE, £—LL
B, HF NFLREERRAR R YR IE SRR, BB A KR,

2. IR

(1) BRRERVE: AR MRIGRERD, EEERAENDEFE, FEBEMHER
HAEPIMEERE, BHEFETET, MFRERAENEZ ., I RMES . FTiRiEg 6 MU LA
wnMERE, HEFMAERED Smm, FHEHE 15Smm DAL ASWIAR ., ML, KE. BR
VA BE AN B IR R I FHIEZ —

(2) ZRUMRE4E. TILEEMHB, BRIt 32 7 5 0 A0 IR i 2
BORRET AR AT HE PR EZ A TART . TR, dunl BB U, AR 22 47 iR LA W Ak 220
W, HRBR=XMZ, FWME, REWE., BIMEULETMHE, 85 REMNE
T,

(3) ERFFRE : RBUT T WILR LSRR . FRE @B/ T, By Lisch %5757, AR
SCRRSEAIRE , AAREFRHERBIZ —. diTRIUC B, ST h RIS kiEinZ—, iR
JI AT LK 9 €6 R

(4) FHMAE: BARY L, BfEXATRENMREREAME. EXKH
FHASEHERE ., SIERE ., KEBE; MR RS TS B0 HHL B seE, mny
HYKF,

(5) WREEAR: mAERTHE., BRSNS 2T 4R,

(6) FHAth: DEAGIHERMOMR . HEAUZESAE, NIEFRARE, 8. 40
Y IRAESF o

3. MREMCE  FEAREAFEN A THEME, ML, RKEE T A2 ENME
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t+4 Aeindenzi

F4E, LARARBERAMZENRORTTRMB KGRI, #2408 bR 4 s
MR, MO, MR/ —, SHESRBEEEER, WEHIRZRHE R
BEH M. BORRBUR FRE RS RN T HEMBRAR FAL . RIKEE B REZHER
20 J2 3 R A R UTRIT A

4. mAMFEAREEE XLTFRAAEBTRASHEREL; #EEY. CT, MRIA
BYFRBAAME RGE . 24 85% B BHE KM CT HMWIEH, M MRIATRK T, . KT, f§
S, AT RENER, WA, ERFuAHREEE R, & ANABCERER
NFI 2 Wiietnz —.

5. W 1987 4EREE . DA E T 2Biin Skt &k, RS PIREMRUL
HASWIANA o

CAMRAMNA LS, HPFEMUWRAELSmom U E, FEHHE 15mm Y L
AU L E—HAAREHEAR—NARBEFEH

ME BB K £ 3

. AR

. AARE S Lisch &4

. YRR

. —RERTAHKYD M NFI B

R - Y R S

6. BEFHIIL NF I EEALTRENK 17q11.2, FFZ4 DNA Jy 350kb, #FE A&
60 Fh 2 F#9 13kb mRNA, A 8 457bp HYIERGHESR T FT 40 H 2 818 PEFEMRA RAIH 24
HHEA, TR N 327kDa,

NF [ B RAEREX 1110 000, 2R KSEAHPRE 100 5, HAEH 194 FRAZ,
Heo B4 34% , IMEAL 1%, BUR & 14% , A —SNBEER, BE., 5%, NF
I B R AR R AR, P ISR R R4

A oA BRI T 1 RERE 1L B0 %% NF T f95 e, RULBiiaREm & AR ER A
PWIHIERIGST b BRI B AN EE, ST EYFEBRB N NF 1™
R W AER AT W .

7. Bl BERREERBE. BORK LB T MR TCRRBRIGST , 2 MR AR R E A R )
B LABH IEBAE o X DR A7 R AN P A R R £ 4008, DR RS T TR S R AE# BT
PURARIATT o

=. [ Rabszsrmmsm

5% [ NIH 71E il 1 2 A VE M 24 SRR B2 W AR MR 15 1« 35 288 A 0L W Aot 2888 BF i
LR 1 BRI 4ERN (NFI), 295 Mamn 1% ~2% .

L REMERILE  NFIRERAERSERE, AU EREENFRER. NFI
HHEOLT 22q11.2, 1993 4FIR R He ke, FEH Y4 R Merin B AEH MK, NF I
FEPRMEAMEE R, MR ARG XTI RO0 BERY, R R 4 o e R e
PR RALA RE T B ™ A

2. IGREI  AIEERIEMRER . KRR BUSH NF I3 w5 OWishart £,
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WP ERKES

7 T

Bk (20 %), SEREHAAFHIE . @GCardner B, BIKK ( >20 %), ERE
HRBRF A o

MERFRHEREER, RANLE, B4, F&

PEHH A ALK R
GEBEHHSERER, DEHAM, THREME, FEALETRL
N 2 %
CRAEMBER, pHELK, Bo, En, WEABE

. BMERAEEER . ok

CEf: WARETHLK. A TAL. A WS REME
SRMWBTRA, FOKE b3 A 4 R e

S

3. AR A TS AR, Sk Wi A7 oUW E R,
St CT K MRI 7% XU W 6 2598

4. 2l WRRFTRIS B XN WA 220 B — SO R 8 NF I s— MW dh 2e0, sELLT
BB IRR: MRRLTAERTN . K CF) BUR . RTUR ., MR, SUREAES BT RR
AR, T2

5. 007 FARWITHERE, BHEER, FIEN EAEKRTFAR B/ IR AR
S, MR BCREEE AR, MEIETR, ATSEYIBRIL BRI, i fR B B
B—; QAT R F A, EREESVIFRE—NF RV, REEMZE. maEMEIX
R XU Al S B DB

(& &)

FHEF /xR M AR R w

/I R 19 1 98 95 SUFR von Hippel - Lindau 5, 2 H G GIABHERE
—. KBERERmM

WAEMNER, LAETH/RSETE R, S, ISR, WL BN, WA
R o0 5 10 R o L R T i R L R, R A R I B SR T A B o 1
o PR IR A e NS SR P2 . AT I LB R AR T R T, B L A AE AR A
{ARE

LA A O 5T S S I s A e ) e A AR T SR B 7R 2L R S A
/ISR RS R . AR TC B IRAEAR , VR B LA MO 25, T R bt R AR 4L 4
[T ¢

B BB E A AR RN AR . WA, B AT B bR A0 R L 4 AR A
VAR E A I A A

—~. THr

H AT RN 7N R g 5 o, A R ) P M P B IEL e 7 BB AR . A KRS 5 T2
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T L5 BBIA KR

£—T EEMNEA

FUEMLTE ) (myasthenia gravis) 2 ZBEAHBIZABIIA (AchR - Ab) MM FH9. 40y
W ZAMES SR L - LA 4L (neuromuscular junction, NMI) i Bef% (4 [ B 5% 1
PR o LR U B LG ) SR e 28 B A% R A AR, A S BERR B SZ b o 1R
R B BEIRGUAE, LIS AR, FEAMAS 5 IR 28 fil 5 A XA 0 74 2 7k FEL sk
SZ{A& (nicotinic acetylcholine receptor) , 3% A2 fish [|] B 1 28 il BT AR A TR S AR BEIhRE SR, ol
SRRk R, SBORK EREENURS RS IEIT IS, RS A R o s A ) 24
JG T R R RFER B

SeE BEAE Willis 1672 4R — B A ERE IR E XS B &, TREREFH MG gk,
#9200 4FJ5, ¥EEEEA: Herard B YCHHRIZR LT /) 9 S BV 1 . Goldflam 1893 43 YR Xt
ARt e UL, I E SRR AL, RN Erb - Goldflam £5A-iE . Jolly 1895 4F ¥ 1K
A EAENLI S (myasthenia gravis) &, B FBRERKE (pseudoparalytica) #f&UH F #
BRZ AR B RIEINE S EE RS S MR T L P AS BT O R I
AT HIMIE S, B W ZHM (physostigmine) JEIT AR ARFEM, HZE Reman 1932 4
B Walker 1934 4FGESE 2R MMME

Laquer #11 Weigert 1901 4E 5 RIEE | MG 5} if9% < &, Castleman A Norris 1949 4E 5 4%
Xt BRI AR AT T VR R

Buzzard 1905 4E /&% MG I RFE B4 4T, 4 1 6 A 5 56 0L PR bk B0 400 MR v Ok L
lymphorrthage) , &4 H MG 5/ JT (Graves %) M'E FARHLAEBGRAE (Addison §%) A% Y]
RE, REIEA NI R B & fe il .

1960 4 Simpson J Nastuk 5545 8 2857 #h IS |- B MG (9 B B e gedlil . 1973 485
MG B %ML g Patrick . Lindstrom, Fambrough, Lennon % Engel 26— Z 757 # 78
TAERBIHE

Patrick F1 Lindstrom1973 4 F e 8 1 2% B $2 L4 {1k AchR fEMHLJE, 5 Freund 52 44k F
RBER RN MG SR LM B S R ERENTL S (EAMG), A MG RiE#it
R NUEHE . EAMG #5858 Lewis K BUIM 7 AT 3] AchR - Ab, i B IZHUA LS & 3B A7k 16
5 IE AchR, stk &3 AchR £ H K&,

VPR BEBAR S MG (A : IR ERESEINE, KEEHE, REEEMEFE
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PA+—% FEMADEEARNAER

HHEUTC S ; AT bR T A R R s, SN AR AR A4 E L
£ (itter) HEFE; 253 bR AR GRER BRI RET AR, X ET AW R &
i PRI YE Ach - ab ) ; RN ERMAENESL (NM)) Ab%fl)E BEAY 4R > . AR
PN ZE iS5 B AchR b

—. WIATIHEF

& oI KA . BAENLE B AR N 30 ~40/10 J7, BRFEL 50710 J7, At
(A 60 /1 MG 8%, Bl &MRE . MR AR FE—EFE.

FEfTAF IR AT Af, W LT 20 ~40 %7, P A0 i 0 40$ﬁﬁﬁ$?ﬁ$ﬂv%ﬁ%
2~31%; 60~70 %, ZAHFMEIHMBE, SHREES LR N4 @ 6, WIREZ T
50 ~60 % I EAE B 10 B LART AR E LG 10% , FHRAER B0

= 7B o AU

MR UL P2k b 2 i AT AR L 5 fk ] B0 A 5% f J5 MR, 6 2R b 5 A AE & R EL B 2
(muscle nicotinic acetylcholine receptor, AchR) . JJH 5 Fi B AN -85 LA S5 1 ) 1 2 R 184 il <7 14
( muscle - specific receptor tyrosine kinase, MuSk), J5#& X% AchR 7E2 fi 5 B ELA B AEME ,
BEANE il BT A7 AE D B 1) AchR, MG Fl 3 B e AH S, 80% ) 8 & A7 7E £ Tt IH B 32 (A Hit
7K, ZOUAFIAMALS & IR 2 fih L BERHBRZ 14, 15 AU M5 IRES RO, (28R (5 B 1% i
. BOEKRE 20% (f) MG B B AchR HUIARBAME, o088 BB # ULEE M) MuSK Ht
(RBAME, 530 AchR % i BUAER , ZBERRBRAZ IABTIARR) 7= A= o] BE B AR A BRSO, (1
MuSK Hi 4= A= ) J R AS B o . 8 B IR Fast A8 I R fE R P B — R RAER. fE/™E M
MG LA KA 3 W 9 (14) Je 3 o BT LS IR0 1) 75 BT 32 AR $T /K (ryanodine receptor antibodies,
RyR - Ab) , 7E MR8 B &5 H BT titin HT{A (Antititin antibodies) , 7E/% 88 v RELFEAEDL
HEBR R AL 1A R0 28 Sl AT A6 AchR LA

BAEBYIIRILHI AT LERE, BEEMREENT S Z— ML 2R L AT
R B BRSSO . IEIR R (D8S% ~90% MG 4 If i WK ! AchR - Ab, IE%# ABEK
HAMAT S 8E (-), HAZKHEX., QMG BHF MG AchR - Ab /K5I FREEH X,
13 384 f5 AchR — Ab KSF-REAK, WRTEREZ4F4%, 1 FAJEHE AchR — Ab K[| T, Hth L&
At @AchR - Ab w# I 1Ml - A £ 5 Bt BHAL A B )L, BB JL MG AR RS L7 AchR -
Ab KV, JRIEE, AREFFIEMIE AchR - Ab /K2 ¥7 B, RIEH L. @K MG &
HIMHK . M. TR 1gG 5 AchR - Ab HEA/NR, "I#shiE# MG /R AR, Fitk
/R B s B A @RV, RIFEAT 5] EAMG, QONMJ 7EARFR AR50 R, # RIEH
MIEARNZ: — (B WUBRAHCLE MG R I35 S5 L SR B v WP A, B J o  43,
JILPA 526 A 057 B Bl /N bl F (7 B W B SRR, PR IE 6 MUY VS Ve JE A, Wl S B 58 2 Wk
5. ©AchR - Ab FEEXF AchR [ o - WALIAMIAMX N 3 61 ~76 J& EEHEPEX. (main
immunogenic region, MIR) . H &% 1 E3h & IIRAE MG F /e RLH HATA 3 NFi.

(1) PR : BT AR I A5 M R 3K R s Ak g R 5 e it S 0 2 T TR e,
IR MR R AR R (URE) AR, L3RI IR BB R e e . LA BB
PO UL RE TR R s e s, T S R 1 1) 3T 2540 55 4 28 L PR 2 3k b Ml 5 FSE AchR A
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Wi B A BERE %

L, TR AchR B SGRIER %K. £190%MG BEA KaRAEAE, HaHRE A 700 5 51 &
75% F1 15% ~30%

(2) FeaEEd . BADRZIRTERIEN D 5 o - WAL 160 ~ 170 FEERARE, W5 KM
HLZRETIIM o - WAL MIR 67 ~76 H43F51HHM

(3) MaRRBIPERERE RO “ B S R Bl b 7E—Fh 15.3 TE&
H, EBAS o -Bux 54, ARBERREX (MIR), HY5 AchR A #0Z LRNL.
AR —F B B R

R 2 70% AR MG BE MR AR, EREZEWAE, IREMKEDHHEGE; 4
15% MG BEF M b K2 40 MO R M AR, IR ESL 0O T U EL 40 o M g Bl 2 T AL 5% fok
JE REARE e R B, RAREIBRANGE, AchR %W, RBEAIRIES, FRARR M
AP MGRRER WAL,

= IBERERD

(=) — AR

FAENLE /T S TAEMTAR I, SRBERRRTE 1S ~35 %, —MaUEZTHME, &
MBZHH3 - 2, BYHRREREM, 1560 ~70 ZXBRMERIE, 75 HFLM40 L5
W5 & RARFARSE . 1E 40 ~49 % R 2 5 BB AE AT T 2 (F AR

(=) #RER

ke, RLFFEREEN, MiKTEsit 2L CRUL. PHAEAL. L.
AR ZEAL , DARJEIFRAL, KL, PRIRALSE, RIBSIPENLE ) SR EB 95 50% ~
65% BEEEMIMLZ R B R HIMAERAIRIG TE (25%) . W (25%) . A LAZESE
WA A E R, RERR, EHEH (3%); WEERYE, HRHE (1% ). WATLK
HTEERE &, TRESD, G#F FRREK. LR A% (13%); Bl E2EMHLTN
(3%) o

(=) mE

JRRDRRREE | AFE SR, 1 A NSRRI LA, S [R URE R R
HIEEREMN ALY R EN 75— 4k VUG Y UL 97 T T i s, ZRBERMERZR. A
20% ~25% W B R EM . AR TIRST T R AR AR IR A, AR SRR Y
4% ., ZAEBEWRIARK TR, FW, E@EGMIERYE, UIXHFFEFE, W6
’, PUakE.

(w) Hsted

FERIRERTE ST . BRI FEAEZU. WA AR eSS . AR, @
S — A AE BTG BR, WUA 245 (U BIEe ], TRRSEREf AL RS, Tom B AT

(&) MERLERFLAE

I R MBI RS E R N LY B RRA G, XEAYE
i PIARMNAR, ZEHREIERMHREER; UORRWAYNERT ., T&

FHEB . WERW/R ., RREW; JUERGNZET . KIBAURE 24Y); WMiZ5Y; JUREH
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$+—% FEMADEEARNAZR

Yy, WMEXRWACTH, FREE. #™K. DRBZGMPRREE: o« g TR, HE
s WUAZSRUBRARZGY) . Lk

20% Wy B EAEM AR KNG . 30% ) B E LM EAERIE K, 45% 19 BF IR B
GHiSE 70% SEARINHE .

() EEMAA L

FREAEAL ) B H 2R A AEVFRAE ) . ARE4ERHRSINAE, BRI fERBMEF
212, HTHEEIRFRALE ), BERNEEWAEE, WFRECHEME, #imerrgk, FR
wE L, WRBHEEE/N, ATR=MIE, SRR KA 0 3 Fh.

1. PLESfESR (Myasthenic crisis) & Az T B F R SR /0 770 k47 IEL ok 5 7 1) 1) 4
BRI ERERE, BTRENE, SO AR MER. &¥E L, 90% LI EfEgH
A, ZEBEARE, FLWBELFRRELSBRYE. 4. AYNHAAY (KAKER,
BREPAR, LF. OHEEEFIFRAMGIRD 55, 58 i B SUR Sk TR AR .

2. JHBEAEMES (Cholinergic crisis)  HiHBREEAR 25 Y0 B . W T 39 Al I A8
R AP IERRES AR 00 B, FOA AT R I R B BT ER RS 2 sk . A CIHBRETEA R
SRR ARk (RIS | BEFL4E /N, WEE ., BUREURTESF . TSI B B AE
WnE, FFTHEREAERTT a5 . RAEHRN 1.1% ~6% . THFK E+2FE R,

3. R¥MEMS (Brittie crisis)  HUAHBERRGA AL, {H SRR HUAH G5 B 259 2K 280
JREAR, DR, BREE . MR TFARGESRE. THBEARRM I, KR
Bl . T B BB TR AT SR R

3 e gl Ak MR %], HARMENfERTNE, HBEERME, REE
SN

(k) EEME AL KR

1. K 80% MEEAMIMRFH, 10% ~40% 8 &E A MBRR . ARG AEZ LT
bk, MaRRBERT XA M EL SR T 40 MR E AL R D, B4 AchR HLARY B 4H g A
AchR F¢ 504 T 4L, WLEEARHE A HFF R RA NS L, HHERMRAM S T 40 H% U1
fio BRI AE

ZUF 40 ~60 %, 20 Z LA FREMHED . — MU KRR Bl RAER ™ E . MR
SFEREE LRl 4y o bR ANMORY . WA R AR SR, WA —AEIERIER (Masao-
kaZp#A 1. ) FRiEAY (Masaoka MM, IVHH) BRI, U EREE 528, E&R
i 78 ¢4 o R A B 6 TCIR RAEAR . RERATEL MG B E B CT K grif & 3.

(1) WHO Hfigssd 532 1 R & X

1) A UFN AB BURWE RN

2) B AUZEME: A RIFI AB RUR IR, BUS%.

3) CHRIREMARMR, HEEZE.

4) B, RN ARIE B 5 &K MG (95.8% ), B BRI R L A BIFI AB B iR 5 5 ¥
& MG,

(2) WHO KypRi 3 B 5 AAF 53007 : 5 AEF0 10 4E B AEFF R4 510 75. 6% F136.4% , H
WS AR A FLAB #191.7% , B BUMARIE 73. 1% (B, #184.6% , B, #162.5% , B, I
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