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SPGB A PRSI T AR IS AR — T, BT, ALt
BeAn LT e b S R B 2 nT A TR 2 W R AT
X EHISHIEIL, BEERRFUAEIRNT, M TR, W]
T2 R S 2t IR A TR P Sk R o #r

Hui, ©A&*MPS 1. MPS II. MPS VIH H &1
BT, HERRE —eE K ER BT, FlaniEyT ks 2 hE
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= DU PR 1L AR

R TR [ o —L— 3%l o i
W W AT Rl 22 I AR T
AU SR R RR AR, (EL7E
W ARTEM . RS R T
7, B RIATY B & B
9, A BT
bR, UAK 2R R B
[ (ERE, W m AR
HIIEZRE . B BEREH BE
MPS 1285 AT B I T AR IR YT AT 5
Bt B REIR,

7. ¥EENFREE (glycogen storage disease, GSD)

B R FE (GSD) A& — st & M R ARt (ICD—
10-E) , ZHTZ 505 A& s i 2 Fll d i 4% (ar—Ff
R Gk Z BT, UAS R sl i 2B pE R AE 20 2R LR A e
fE. BREBsrGSD IXAYAMMEIER I (551, A RAHIL A H e
kR MER %,

U230

HAr A S ARE A T 2 R, EEgmITE . DR
WRATERBAAGSD 1, 101, IV, IXA, wmila. LA
WLTE oA FERIMAGSD VAIVIIEY,; DILAIS 2oh F %
FULIGSD TR SRR e DU —Fia Mgt 0, 136 I e DL A
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T M IE R

2o BRI BUE R S SRR B -
(1) M FAFREsE R RFER: (GSD 1, HI, IXH) , i
DU RERE AR . 2 MR s AN A R T R 4%
(2) LA pE AR, BRIk, AL
PR ZEFNIMEL 3 H R 5%

(2]
CAFFRESZ 200 B ERE, MR A (LS A wT W23 7 1
B PR . EELRRIMAE . & MEMAE ., & RERIMAESE, B
2 A AT TR A AH S BT PRI SO I DR A 53
DIALA % 24 T EE, BT 5 A R AR R i A= 1
A, WIS LA ATRE BTG M Bkt R 2878 4

[ia7r]

HREARIGHIT %, DS 2%, A2 BRI
WY A28 T AE FORTERHGTT . i i 2 fhil i B ok P i ol 4
WA AR S AE ST R IER R A . T PR MLAE . &
i AL R v R P IMILRE 55 AT A28 T AR B4, 4 2L 5 254
BT, BRI RRE (MR, EAK. &0%) fTLLEE 2454
TR EIE S, MY L ThRE R R R AT B ARSI
7T, DL 2 AT MR, T8l b e 2 Sk Hlis g
iD= B LIC DAL T IR e A o v R R RO R
EHE.

42



= DU PR 1L AR

8. ENY% (Pompe disease)

PE DU oA — Foh 75 Bl R I B, SUORRIR 1 o — %85 B il
B 2 i S ITRORE FE-AHAE (ICD—10—-E) , DA ik
PR, BT THE 175 gk b4tk o — % b
i (acid alpha—glucosidase) FYRERZEAR, &R MR
PE o — 0 B 2, OB JRUAS BE OE R AR I AR AR L P 4
HiEEs A, SBOEPMSILARRE, NFEBREA
1/40,000~ 1,300,000,

(320

AR DR K EE B P
A, T2 AT 4 AR L R R
R,
¥4€- W)L B EAE AR AR
N BRI, RBA RN

HIET. TH. IFBEm .

e DL B3 B JILTE i dR OIEY K, ﬁﬁﬁ:ﬁi)ﬁﬂ)ﬁ
LA A NIEHR , (HBESR TR & B8, BB LB
MR RS, &8 LRI O R A2 %
HIFET,

W T DURAE LG (L3, AR SORAEies) &
Wi, RIHUATHENLTE 11, SBERTZ, R BRI 2
SIFOPRINREREIR, BEOIERAZ B,

(2]
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T M IE R

FEMRER . RIS TS0, i i & B i
1 200 ML B8 B Pk P T 2 20 M 5 S A e e o — R Al PR ik
PRSI AT W12 .l Jd i 2240 ~F R AR R 2 BRAS I A7 7= AT 12
W, il By s AR A7 A L A

[ia7r]

e DU BIIBTY AT 53 Ay RHIEIRTY . W EyT ik e iR UG
7o RPREIRTT TGS O RRE, W PRTT 75 Al 4 Bh ot i
oy BB RVEIR . B AT 75 T A TE B R N Z O Mg, B
SRR RFFIES , JhocE BE AR, PLIESSRATRER .

9. %£7EYR (Fabry disease)

A A — FA R A ABE (ICD-10-E) . HT4
o —FFHEEE (o —galactosidase, o —GAL) HyERK 245,
BEERNGRZ o R, IR, Feld =Cn
Erh2Behz (GL3) Joisi s, mEfRmsmgmn, F8%
Pl pR PR o 12200 DA XGE B
B EE, BELAE
M, HIERE, #HF -1
I A TR ) 2o M i R 0 AR S
i,

VA o AR R A (% [iEERFTIN]

Hhttp://medschool.ucsf.edu/
A e 2 L P 2
lysosomal/fabry/eyes.aspx) ”m US E'HQ j( g = EJ L 2
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ST AR AR U BE, B MEEARESE IR R IR IR R
PALFE
(1) F. B0k AR B2 s e, HPAOR R an
Rl G, ™ R CRIE ARG 5 TR,
RSB AR ROR, AR E L, PR R
FERSE AR B, R AES B Ia iR,
(2) THE. K. PHZE. HPA:Fh & HIL s B ey
M4 M (angiokeratoma) , JpaZAsf & Pl 4F- 1%
e, BENEA, DR, S5, R thelRE
BURAE . HEESRIR Fr R iR 2R R A 26 B
(3) GL3EAREAL L rp S i B BELZE . HEARAE Fh ik o
Z 2GSRI, HERRLE O 2538 B AR T 8
O LB I, HEBRLE B 25 ) 25 3 BB BhRE A 4, ™
EIEEE BN, K. O, BRI R R A

(2]

AR I PR ARGRR . RTTR ., AR EEO
PP, RPN BE RN, IRIZWITR A |
BERZE . R AR, AR RIS U e b e B TE T A
HOAME AL o —F- U RBASIN PT CARRIS . XA KM R Y
AP A B R RSN T F T 2 ) B Rt

[iG47]
TEATEERRRTT AT 23 ADRETRY T e B ATRTT . BT

45

T M IE R

AN T A RN Z ARG, (ERE R RFFIE R, Soeffs
HIREAR, BELIEPERRIEERE

10, BEMHMRAKRERAR (metachromatic
leukodystrophy, MLD)

S G P T ) B SR AN A — P ™ A A 2R AL M AR
W, A e R R R . & BT R ER e R B fth
BRI HENE A Re L AERR , MULARIE & S A SR EA P, £
HEPREEBEME RG S, KRG, B, FREL
S R o R E O R T AR A T AR K TR T O A B
FEfEA (arylsulfatare A, ASA) RtHZ#IRMGEEADB
(sphingolipid activeator protein B, saposin B, SAP—B)
LEVER, P8 fr— il Z 25 W S S0hm I i S S0 AR
KHEMLD, ASAR4RISHE R ARSAE (M T12q13.3—qgter,

[iE AR

P B R AR e PR AT 45 S BR LB RS . /AR R e BN
Horp 2R L AR (5 50% ~ 60%, AR 520% ~30%, AR
15 15% ~20%,

LR IATY RRRAERRAEL ~ 2%, HAERAE - BRIEH K
KBS, CREERRUHERIES . 42 MR Rizb)he
HELR, BRRIAEBRATRR, HBK. 2REH, HIE
KR, BEAE. WA, KRS &K EmsER
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AETY JtE L B LM A SRS . RFROH 10~ 204F, 43
A EILFRIAS T, o AU T2ANERY, AMEREIR . KA
WK4~6%, FFRIANAMEHEE, WP RERRILEH, 4k
AT RS . MBI s - TR g Y e . /D4R
MR . RIRAFEREO~16%, BRI ATART . EFRF
MG, RZIEBAE. PEAR, FRaH TR
JEe, Efelg .,

BT 165 LR, A R40850% 5 Kk, JH
FE20~ 304, BHZARIA TR, FHERADEFARSLT
TERd 7 B B T A s, WiRIZ AR o 2UES% .
BEMBRER A RRRIATT . =g, ik RIH, BOF
B, BEERE, Aread. BRAE. KW, FEMZH
WA AR, R K,

(2]
W BERARREA (E.C.3.1.6.8) &M,

infr Rl
RAETRTT o B ILBER IR 35 5™ RS,

M. SEEMBREFEAR (adrenoleukodystrophy)
B bR 5 UE R AR (Adrenoleukodystrophy,

ALD) , XFRX—#gikatkis % ruSchilderyiy, JRFREE 5 FHE:

o USSR A AR B SR, Rt ARihE (ICD—
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T MR R

10-E) , Bl TFXgEamKE FRAABCDIL R EE, SiiBs
A A LR/ ME  (peroxisome) 5, Toik MR
BEfRIiER (very long—chain fatty acids, VLCFA) , {fiH:ift
BUERI A A ERRE s, (RF e R R R E—
i (Myelin) , W5RFhE& (% SAEH .,

[igAFRE]
BELZUPRME LB REBREAE, RKERALHE
b, FERIALLT =AY,
(1) JLEEMR . KAL) A RAN35%, KRG
WT4~8% . BB RI AL ASAT R, PRl
Bel iR, 5 A R B, G T D BERS, A
LR BCRN . 8 T &I E04 H 21245 iR
b, wiiekmz A £ kashie . KEiEILEH
B AR R R 2 PR B IR Th AR
(2) & RIS (AMN) . BRI L pra 2k
R40-45%, KAT205 BHEFREN, FEAE
WA R 500, s HE LIRS,
BEPEIhRERERS, £910—20%F 835 25 P s B 1L if
B AT NS, R B A R e KRR
e f
(3) ZiA (Addison) F%Y. AL A/DLUL, fERAH
A, ZIE2% BB R /T R B E IR )
REANA, FIEAR A A JR R O i e TC ) i B ik
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(2]

W CAG PRAEIR O £ 22275 (bl . S AR I ml UL IfnL
KAVLCEFATF &, B bR B s e e VB b B B o i = S
W AIEPRATINE A REE (NCV) | ik B R i
W A E 12T

[iasr]

B IR TN B BRI REA 2 AR, (EARER
TR RGUER . REIBIT S A IR Al Lorenzofih, REME MK H
C26: OKT-REAIER, (HIRRBCRANABEA -6 s i
T ARG T2 508 I TS 18 5 W B S i v i 2 A R e i
REIL, ATUAEEEGME, doRkAIER, AR SIAED)
RE, V4R Mod i L AR AN 1 o3 BT Y S i R . (B BERS A A B
A—ERRER, HOrtsmot, SRmRE, ME SRR
ARV AICRE R ALDE I, B SRS nl A RAFHY
BITHI o XHEMRT WARE S, BAGT R’ WATILK D
FSCFFIERELNRE, S faMiaensis 7, 1bBiSE.

12. XAMERAE (phenylketonurics, PKU)

2 PSR DR A — R E LAY g R PR R R R AR (ICD—
10-E) , A&Fo AL mBmy S A pigns (BH4) iz 59
%, ZMAIPK U M TPAHKE K 248 S 800 I 28 8 2 R
BRiLHEthZ , AR RNARRA R SO RN, TLBCEN
TR T WA R AR R N B BT R ok s HEH . BHAGRFE A &

49

T MR R

B AEEOR IR ARG, BRSBORNARNRG T, &R R
el RhE R, AEREE., AR akiarkife, Bk
TR AT R, SEEZ941/14,000, HA1/60,000, F[E
1/11,400,

[igARZRE]
AR EILIER, &G, —BAE3~64 AR, H
ATHEER, 1HRHERIIE
(1) MRPKUMIRKEILLE: ORRGUER: 4%
AR, ZESEIE, EAE. Mok HHE . BERGHT
. K. WRER ARG, 0% AMALE R @4
SR, FEARERHAER. BPFMIE GFEER, K
BT, EREE . Ol TRATTRPHRE R CR,
FERARIBUR Rk
(2) BHAfZ R EE A PUE RN AR A GE% L Bl 2R
i L& % R IR AN AR B 2 e, (AR BRANRE
WS-k, 20N, S—ROKEE AR LN
B, HhZ AR S RO RIS, BORAEE
HEIR T

TR RRIL. KU ER A TS, B LT
AL AT SIS JE AL AR PR R L 5 R B LR L # O A v
R = SEACBRIASE E R 50 B A0 R A HLER 59 A7 vl A A
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ISR BEAE fk g . I e FeifeA B (PHLC) & JRik
RTINS FIAE ANV B & &, AT ZIR I R, I T B
el FFARMIBHAGR Z , Hl TPAHMNAERIERE, T
TR, DNAZHT o] T2 Rz,

W — B, MRS RS TG, FEREERN
RIRRETT %, e M, W, &, 05, TR0, A
BHIRE AR . JTHRIRTT R D, BORET.
BH4G Z AIPKU, BRIk Ef&EHI4N, T4 TBHA, SR @R
L-DOPAZ3#y,

[Fifr]

BERUTRE NS . A LA, DRBIREL. P8
T o XA AFRE R LI 40 4 250K FADN A 43 A% H g JLgk AT
FERTIZWT . BT, FEPKUE LA £990%%E B 2828 LW,
BALI10%HIFE R FEEALHIA T, e R 22 A ml S (1 B2
FERTZIT, 38l % & MEE RO AT RIS .

13. BIMEE—KREZB/IRRHFTE (urea cycle
disorders)

eI S A F T I AR A B —— R BRI RGP IR
— PR A BT R g (B R (ICD—10-E) , & AERRFEAMR™
HERIREZR S FAREE IR FIEA R, i s 76 s 2
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T MR R

farh 58 JRRIE A AT RARE i, (EHEE
[T 5 AT 2 L L N R N Y 611 R AT X e o
B, BERRANR AR TIREZ A, 58— RS2t
S, PO T ARSI RAE M I =R R

[igARZRE]

BRIV R, FFAREE S A, R
Wy, Wt AR, HEMIVER AR, BAEE, Al
KRMAZ, R, IRk D¥sRES0kss, BiRIE
B m BT, FaHIER. AARRERInE, &5
BRI, PPREE . BIERmE T, EFEEEES
EERLEZER T AT

[i2 7]

Bl PRAEIR AP, L = W &, IR SR 50H A IR
Bl i, Mo M BoRrFlRPEmh ., A= i, AR
MR HE T, MR i it Z AR A ] T A H A I £ SRR PR 7k o
WIS, nRAENT. MORhNR . S5 350 BBk BT 2 AN s 2L 4
HRSEARASHEAT IR SSUB Fh & Rh A TS AR o

N

ML AIRTT 5 B 5B 57 T . IR L™ 4%
BRAEICE B R Y, BTGRP R LS, DLk i &
S TR TR DR AR, — BB M R A 300 AL
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(fegve/5r71) , WIFRESHER I T B BN, Sl
PR L Z 5

BENTUG SAER L SEIN AR IA R, HERYSE
Bl RE SRl &, FREE]i2EER, EMEAT AL, IF
iR EA IR, DR EERINEIL.

14 2T (BURFRIE, Wilson disease, WD)

PR AR PE g (e RS (ICD-10-E) , Z2HFE135
Jetafk FRIATPTB JERAERAE, FENENHERHN 2 H
NSy MR AR K AP, A ad 2 R BRHERRAETIE, & i
Wl Braww, FANFHALEBEEBIR, ZHRAF Ak
Btk Aast %

(B2
HE AR PG E IR 272, S LA LIk 5 I A I A
guEk, SRS RESE . i it R g HILH &,
wHSEIRE,
(1) RFMET5 T . B, oA e Zhae, B
BT 2. IR, BE AT REH BURT g BT, ¥
., BEARK, Bk, BEMmALRES . i
e SRR o T 22 BB AR IR AR 2 S EUF IEH 2
R, WKL, BRFIABYER & FFEEft
T PRI 30
(2) MERGTTH . o FAIES R F RS Lk i
RER, MHIEE, A Fizs), PR, B
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T MR R

sk REAE. HK, B WEEESERER ;
WA B S HARD AR TERI T 3R Sl A
W, AL R EE S e IS RER, 4l
it DUAME. BRIEIE. FEAPRraLSE, wiknlmes
AHEAHN, EBEL AP FH5R.

(3) MAMEEHEA. MBELLA WIEL)2 ~ 3mm 7L A5 HIRR ¥
SR ORI, R FBUATHS A T WAL € 2500
RN, AANEZEMIE, —&T75Za 0,

(4) BMEREE . BRIE/INEDC DA B/ VE b R RIS,
THILEE R, BER ., BARMRIR . FRIR AR R B T A o
TR o

(5) i . SR E RSk A, TR
[e L7 AR 22 40t (5 21 i e A AL

BRlm RAEAR AN, SRO A I Al AR BY ST, 285 I {4
SREPEIC, REHRE RS BRI P, i E
SR SR MBI T BE AR, o C TS 2 A2 B SR A X mT L
SHIRERER, RARBERER. /NI R RAZ DAL B o T P th m]
BB ERWARX., KM BB/ AT 7R 2R i P . AT AT AR

N -

BB AR S R A R e e ORI
1. AL MR, RS, Bk, BEW . Bk, 4.
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B, HEEHWLY. EETEASRHTER. =Rk
55 25 W AN R B M A PR R o T (56 P BRC A e BEL L/ g et
BRI o I RAZ AR Pt D B T LR Y 28 DL (% B
BRLIRT TR AT, — HE A 200k By theds B 1S ARG, W
AU LRI SE 2y, RRIERA ST IRE.

15 BIEXEANEFAR (Duchenne muscular
dystrophy, DMD)

[RIEREINEFAR, WFRAHKRIEFRARIE, &
W — KA ILE A RE, B LA &R SN
(ICD-10-G) , HTTXgEEEE (Xp21) FmiBHiil
#4HE 1 (dystrophin) AYDMDE R FTS#E, ZHH
HIZE A8 F] 5 172 75 b — TR IR L E SR R——BMD, AHX—
EHiRtEGE, Z2ABZKKN, 4 1/3 BELKEL, Bk
PRI AS G A, o H A 55 B2 920—30,/100, 000,

[igEARRI]
AL AR TE S
BOLBIEsh andG 2k . AL %
FWIEE, B1Y LR iA
2 7 L Bl S AT A PR A
B A ILA, DS

FLna i a8 2R ML . BILBhE
DMDI RSN PEIE K (3 A http: // %*Hj, E@éﬁ;u’ i&%*&*&%

www.shengwu.com.cn/tk/kbct/

gzbxdec,/200506,/3303. html) S, BAEERS AL, BMZED
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T M IE R

ST, BEENERISER, BT D S BTN R RIS
X, BILAMEMZ ARSI T A IRED, FELDRT SRt
T MR B ST, ok Gower” Sfif, #JUSUIIHERS LI i
SRR, BERGHsasiEK. o BERIAITARE,
TR AT, WEI0S I EAREITE, REBEILHEE
BMRAE, FFRizge, #8E. M RIMAE20% FIFET .

2y 1/4 WEILAEDICT, I b sig LR B i
(CPK) KLU T (CPK-MM) #REE2E T, ML
R NUR SR A B R R AR SR LA s JILAITG (R 24
A Al WAL A SE S A RN AR, JRA S S SR,

MR8 B E R A B IRAARAE, 454 il CPK A4S A AL
MBS AR, — A IS, 60% R 5 2 i T2 R ik
Fe. SWARERNEEE, WLLEE 2 EPCRECAEM, Hai
30% A RSB R /B, AR A B, XA
T B S 2 T 28 2 AR TR R B, ] 2 ASSTRAL Rk AT3%
By Ar, BEATHEHTE AR IR RIS .

[iG47]

E i FDMD M EA 0T 5. Fudih EILTE Ytk
3, WEyT i el BB R R LK DAREIE . E AP IEAEDE
AT R IE T N AT S B B A A B LA IR RIS . X v AU
H& LRI T PRSI
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16. HEBEMBRAZ=45SE (spinal muscular atrophy,
SMA)

A P UL 22 4 i TR 0 A 20 i T i B A% R AR 3
fEF AR AL 2245, A&k B AR &) LY — 25 LAt
ZIEMENLA B (ICD—10—-G) ., SMAJNH 4t st
%, HSSkeakkE (5q13.1) RIS EhE RAFRE R E
(survival motor neuron,SMN1) ZE45 g, 90%LL LHY
SMA BEFAESMN LEE R A .- THI 4l A Bl e, XA X
EBAFAE S SMN LR P E m A R AE ISMIN2 . H R I A
4~10/100,000, AFHEREAISRMTIZA1/40~1/60,

(&K FzE]

SM A == Fiffs JR 4 AE A 9 T Fr i 4 AL pa JC Jh Lk ) B
K, = BB HE kA2, NCHh EXFRME, FRHEE T
B s E . WEES. U, TRl RIREZ R,
BILRIA B, O, PR B R, FE R
&, BRBREMCREBE, EULESGFRBIhIE ., TR SR
SHENHA, mEIAAZ R, BILEEIES . EERIET,
TR RERHE LIRS

R _ESMASSFI AL . SMA 0, AERE, H/EM
STy EREAIE RS, SMA R, 64 R &k SMA
1A, 6124 A% %: SMA TIIE!, 1240 A5 JLEM K 3
SMA IV#, AR, SMA TAEIZEH A 52~ 34 A HEUREIR
BILSmARE R HiEaite ., Kia, #Eth, IR
FyRNB ST, PR OME, BSC T JE dh Ak hRAR . SR
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T M IE R

P/, MR B, PR TR LRR B S MR AP IR . — R AR HH AR
Ihl2e A ™ B IR DARAYER L, Al —4E . M6
NAEHIAMTEDRIZIL, B AZE, LR TUA
B ER I . AT AE, S6%BERHRE—HFNILL,
BO%FEAB NFET ., ZEBCTIEREEG, RMWAER A/, Nl
RIg@oes, ez,

[i2#7]

AR B R A R AE R AL B e 2 IR PE R, wT LA
PEATIE RIS, 2 EAGI AT LS . ASMABE LT LAYR
A, FRET A% AT BILRIRES, Bif i SMN 1 [H
RS AN BEAT P BT IZ T .

=g |

BT MEEFRE . BRI, GRS, "L
fEm BB AN AR D, ASCIIRE, BRERH. N
TR . TERAES. BIENRFISAH A W] LA M35 SM A I IR 5
K. Ar4Fp 25y E Sk AT R IRGS . A 2 SMA B i
FTIRTT o

17. LoweZZ&1E (Lowe syndrome)

LoweZ: & fif A& — i X i B ka8t 1% 19 28 R AR
BAESEHE (ICD—10-F) , EZMuIRE . 5 5
MR, e SRR A IR S 25 A %E (oculo—cerebro—renal
syndrome) . BT TXgEEAK (Xq25-926.1) £y
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OCRLIA K i B, {5 ML 1A A~ RE A= bl 48 L A s 7R 4 A N AR
AT 4 ERES (phosphatidylinositol 4,5—biphosphate
S5—phosphatase) , (& /RERPFTIHEETH, HIR,
e Rg, BIEEHAGENRZ., R ARBRENR
1,/100,000~1,/500,000,

[i& &R
PIRHIERAER E ARG . e RGE R B EA .
(1) HRES: 29E80EH M AEMAEREANRE, Tl
MR T LA R . S0%AY 5 Mk B35 £ 2L RN A
FHOCR, A E BB D, wEt
T PARGEFRIE R IRE HMERA LR & A
R, AL, IRBERGRESE ., OSURY LM A EHE
WG IR S, 2 SRR, /N, P, TR,

(2) MR ARG HARIK DK, S0, R
KA MR R L K o

(3) Bt B/NEDRERFELIS KL, B, .
AIEMR . AR, HEA KM/ & E R,
. B, LBATEERRS I RIRH K .

(4) HAMREIR: SbIE/DN, BAMEE. &, HHEM
oL ORI, B OHEERT. HRE. Wi, REH
HEMEE, EEDAEDEER,

(2]
ZWTERAR P I PR ZR IS0, T4 I B Bk U]l B O CR L1 iy
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T M IE R

RS E R TOCLRUE R 34 . FRTIZWI 5 1h, Al P22
10 ~ 12 AR AT BRR IR, BEM 2214 ~ I8 R TR 28
o, DREG ) LA T AR go Bk PRIA I .

[ia7r]

E R RIBOMAEIRTT o P2 DhRETESBAY B FR 4Rk
WL IR R BT, PG SR g B TR RINETT, R
2. TR, WENGTT . DIREBIAAL, BTRAIR, B, N
S, Fhe e R S PHE BB ERRTT .

18. ZZEWNEEHSAE (Huntington disease)

o R B A — Rt e PRt 2 A PR (ICD—
10-G) , Di#geeath @M%, T84S0 Gk L%
i Huntingtinft) 2 B IT1SHI CAG =R & & /¥ 51 8 A it
%, (R Huntingtind® AP RER A%, SBUMES L
AN SR It . I 7R PE IR FE S R = i I B N

(20

BENERZIAR AR, AR ST B3 2 fE30 ~ 40
BRI, BowEE Rl SR EE, RN TR,
Peffd, MARAIE IR RILA -

(1) 155w, RIAGE. 5 RSMAR.

(2) TR, BBES. KEIRTHIAAS A EHNE,

(3) BHTFE, PO, 2. INnEEDRR.
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BEADERADIA, PR, —Riik, Kk
W PEUEE LT R R, RGeS I R

(12171

LIRS BRI . RRAER 244, CT
e IR MRDAS A B R b 2545 . AL DASMITT 1558 R i
CAG=EHIRE L 4% Bl 370k AT LARf 7 12

HRrgyPral i, ke g s ER e, (HICikia ik
Ao T AR 56 [l ST 20 el i B R AE Y T BT T i WA
BEPERFERITE 204,

FIEWSERE R E AR E R, B EHUAYIE AL
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22. MBALLE (osteogenesis imperfecta, Ol)
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