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BRI 6 I IR T RF SRR o, ik 5 3 W 9T AL AR RE 2 SCRFI M. 1T L
AR AR DA 24 i 5 R R Tl 2% o 46 T AT B A

RIS, 28 DL R B A R B R AN A B DR 3 A58 BT 3R AR AT A AR I, nse Rk
W T LB SR A AR DR 2% 3 B0 2 WM 4 o 0 TUAEAT G 1ok, Heh AR o] — R &
T AR IR AT g — MERAE T
2.3 FILIRGFR

H TR RO N> M2 . REHFEWRZ Si@ LR, & R AN B
AT BRAE ) 8, AR OCHWEST TAEME LT R . DR, 70 55 DS IR L 40, I e I 5. R
FEL 0 2= 1 £ 5 R I H 2 AR 21

e R 2 27 WL BT R AT I A b R R 2 BB I — AP R e R 1) [
Br A fE T AR R — e B B0, GEi B3t s B, M3 s 25 s 16 97 350 R 1
Pt e

IR BT PR AR S AR 2 KOT VR AR & S W YT B R N 2, B s DA
RGP FHIFA LS AE R AT EER, JEHRF WO 2 &1
2.4 FINE LS Fa AW

1] % XA L b o R G P 28 2 B v 57 DG IR 5% BE T FHZKT O A R It o B 5K b e oA
28 IR VL S AP 2 1 S UE RIS A 56 TAEZ —o SR, BT IUA kPO I 2R ) Je
TEE K DAERR PR AR E RN B8 SRS B8 2, H TR 2 B ZO0F AR
SEFE I T, WANEIIE T AT o [ Kb O 4% 2 TR PR ST R A I A
V180 T o5 A A AR e 3 T 0 PR 8 it o 9 T 55 R e R o VIt Rt a2 b g S A o 246 7t
i

CWHE R W T PR AR, W BT EE R 2 B RS S EG YT
Fefit, AHUE H AU W2 BIAAE W R R (D SRR WiR e (2) MNESHRRZ; (3)
AR WA k. 7R 8 SR AR IR RS I 5 N, 29T R R 3 s E VR T B K
WEETHZ —, (H2 H A R U i2 7 fam A 2 s, R, Tk s mqdi AT 22 W
2 7 Fa AT 2, Red i B AR 2 BT B8 T RN s L I DR S5 B AR A5 3

P gps BAC AN N DRI 2 W 12 W R Y7 85 U TR G AL B E . 3R &3
WA AN RIVa T, R R 5 L g8 N B0 57 A I oh e — AN RO 5 L A AL
B B TR SRR T AT H TR, O e R I B R, A0 A 3 4
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FACER SR, R B ORI T RE.
2.5 KEZEINIRGARXH L FaiR

AR SRAG N S BRSO S SR KR YT, AR ST R ARSI i
IRSEBR T A ASHAS 20H « AR LM G385 W I 55 T BIAN TR T, AR SRS m] LA AN TR
J7 AOABAT AT AN ANECE , AT DA N G A0 T8 27 W R R A AR 12 W i Bl
) DA IR G5B o

FURT, T2 DA I B P PRt A e, T 8 28 s PR A J L H AR A0 2 50 H 2 e ]
RE, T LIS Tt A2 Y 27 6 ) B U 79 o A MG I v AT BN TR B 0 g (1) b 53 A
s DABCAN ] SR 28 S T A ) REURT Ak 2 vl ) 25 5

I [ o W 2% 1K) S A, (23R I PRAIE 2T B0 R B 5, DnERAN [] R S e O 1 A i g PR AR 1
AT LAAE — 8 R L b it ke 20 AL OBl 0T I i PR i e ot = 110 i o X S 0 [ o S 1 2 DL M R
AR 20 TR iR k. HAT, K28 W a7 # 2 M B 2 ar B 8097,
T 24 AP AR AR AN R SRR 24 i FRBT I N IETT o BRI, XSSP AT 2 ol W 2% o 1) 2
HAETTER] .
2.6 X B A LRI

VEJ xS 5 D BB A DA S5 R, FEVF2 AR08 W B R GE o A 2 A 1R
ORI R T R SAE ] o Ak, SR T AGE sk 8 1 5 EAT S AT I 1 o SR A B
FEEHRITRME, L OB, 1R A BN B A R e BRI AP
BE WA BT 1R 55 S S5 el R 4 AR AVE T

5 LI AR s B A R S O IR sl AT A At R TR A RO . F TR SR I P 4
PE— AR R I 5 B B BAE A . IX Sesk B A2k J S0 1 2 3005 BRI SRR IR S5 N 271
N DL [ SRR s

B0 2 W08 R T R IR 5 AL 2 IR 5% AN S5 A0V R 55 i Ik B 545t , - ] LA
A RGN IR ARG , B 175 e 57 I3 R S L5 R AR 0 o
2.7 THEWEE

TE VPl 2 W3 18 IR 25 P AL RN A D7 T BN, %5 18 AR RS i m) Btk AP B
SV IG5 B AR R, TR I B 57 DL R DR A B e 1T 40 48 TR AL 25 A AH B 4
T SR 8 D7 1 A0 1 2 DL el [ 6 5 A R R SN DA TS e — 2, SR AR K A 3 2 D0 I 55
(A FEBR AR a] Rk K

3 AREHEELRAERFRGER
3.1 EEHZEMALEE

09 ] 2R R A e e 2 A 1) K T R RN S 1), T ARG o I TR) N S8 )iy, 2 R T L
W —RYNGEE . AT PABORSHSEBOR. ANJ1. Wy SERRGE S 9% I5 1) 24 ok
FE] 2 TR R ks 1 O i 5 S it A A 45 R/ . EUROPLAN T H 1) 7 MG AIRE 1, 55 I

i



- 10 - E¥fEE 20114F5H #4185 (EF 470 4D

BORM I E NI LN PR — R ERa I, BRIV G A RE RS BEAT B B8 1 W /) L, 3
5 oAtk BDARsr 2 B OER O 5 W R I oK (BT IR AL 2 IR 455D . FRIEAT
WO E 1Y R 57 L 1R SRR, Ok 7 WL S fe IR o At 1) 1A R 45 A o Rt
STt o R 6 N 25 DR A
32 EEHR E M

TR Z B E ZR UG, 2 W A2 — TV0HT Bk SR e 24 0k Y9 PRI Il PR AR PR 00
INf, XL S AT A A 38 TR I TS SL PR ) L, B 28 A7 T e HARSE . H2
TEAE WA,  H AT EAE DA S AR R NI, 5 W2 AR 587 K, /)
FH SR U545 7 T & ANAH R], A4 27 D03 B8 2 A 25 3R A4 A P AT M7 TP AR ORI 22 57t o I 453t
ZIAABAFAEFIREZE S, IR RGE T 25 HAE 22 DL S AR B S A2 W RIG 7 1K )t A7 R K4y
B TS B R o SIS AN — A, R A o 2 L ORI A L A8 A A R B X e
AT AL, BRI AT B 2K TR, DARA DR AN [ X2 T80 0 57 0 Y 97 1k 25 0 24 it 55 77 18 7R 7
S ERN T

S0k

1 European Project for Rare Diseases National Plans Development (EUROPLAN). RECOMMENDATIONS FOR THE
DEVELOPMENT OF NATIONAL PLANS FOR RARE (GUIDDISEASESANCE DOCUMENT) [EB/OL] . http://www.
europlanproject.eu/ContenutoPage/123/en-GB/project/latest-documents.aspx.(2010-07-13) [2010-10-20].

*A ks A TAREAREE, 2010, 3(10): 29-35
(%% HR4E)
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FREEERORNT KR RE

WwedR BT E A FH AR E A AR 53K

29 80% (15 I B ARG B S DS . AL PEACSDIN . MR RS F R IIRER W . SERMEm
TERI G (A S S A IR I P L B AR e o o R WL B AR B A T IR V012 T 2 A
IAPIR TR SE o B B A BOR IR, HHT 2B R T AN 15 WA A9 (12 W 57 o [
BE U AL 7 F S WA B0 28 K T S TS =7 DL A8t A 03 1) e 2B 31 T AR A T

1 #ERRBEHDE T &

AL AU (inherited metabolic diseases, IMD) KIGHLEEE Y, IfAR KN FE H ik =
Frsett, WANUAS RS . S IMD (WNEBHAI R CAA AR S06)T ik, B
WhZWr . RGO AEER . i b A2 R G R R K.

IMD [FiZWr KSR S IR AT Ay o LI SE e sk A e itz 2, s it
AR DRI B I E DA R PR SEAR 43 #

A, A AR R R BE A S Wi R R S B RS 22, H AT U2 ) IMD ik 2 100
RFfe H RN E I LT LR
1.1 REESH

XA 2 i A JURR R L IMD (17775

(1) ZSAEREG: T MR DR DY RE 2 2 TR L 2 2 R PR PR P () 7 2

(2) 2°4- ZTHEEERME RN . F TR N A PRAE  BROBE RRE « 2H 2R ILRE PR 97 157 o

(3) ARER R IE RN ARGS . I HE Y R ILAE 5 B

(4) FACA IR . DR PRI [R) 2R e 2 R RRE 52 B

(5) PSP ER SOV . H 2RI 2R R 2 B0 BUE 2.

1.2 AFFAFE 4] R

A 60 ARG, SR 423 Cuthrie £ T T ML BEAC R W€ MR N 2 BRK T, Kby
VT8 A J LR AR RRE AT 2 o 1T J5 . FHAZ SR BRI e T AR e . A BRI L P& I L AE 2%
A )T A
1.3 BgE M e

RIS PR 5 S i B AT S I2 W vk o N RS PR MU RE 12 T X VAR BE 2
BEE (1. Vo VLG VIAD. BEJEUCRUE TR 2 DU ) ERALAN MM 1 58 2 AN K. S e
FIBUE FRAN R 5 I BRI  J IO BAE S 20 JLF IMD . 341, R FH 24855 752 10 F /K 41 e 54k &
SR PR I PR PR IS W Ve I AR I RRUE S A RS PR S D7 VAT PR TS W i 22 1)
— A
1.4 &AREH#E - RIERABER (GC-MYS)

H 1966 4 Tanaka iz | GC-MS K35 ] 5 R LA LAk, GC-MS 1t IMD 7 & 52
N, GO A HLR RAE B EA2 Wk BEAEXS IMD 2 ik 2 O — IR A —
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YT, GC-MS F3 HrHe AR IR ST — A 2 R e i) iE A e R S e i, RORER & T2 W
A SAEGNANRABGEALL, 2Tk W s o G n 1 3T 80 &, 12 Wi AN
OFFHPIRIAE, SRR EEENR . 0. . BEmE. nhmk, mime . BRE4AE 2 i i AGHT
PP o

PR GC-MS Z3H%F IMD I LA 2, AR R Z A R R AR A B R A =y, A3 AT B TG
AN KA T A
15 SBEEFEFEAEK (MS/MS)

MS/MS £ AR AE R K AL, B HeH ML, whAEAE 2 ~ 3 min X —ANFEABEAT JLFiAR
W= b, rTEh 2 30 RFN IMD. B METE T RS A TOAE R SO IR AT R I, M
MM GYY . BEEROR I8, HNHIOME H &5 .

AT, XA CAETFZEET 2N, MR R . AR, JREIHR
B i3 S I 7 P A A B i S 0 I B v S 31 T B ZEROVE R . AT B, MS/MS AT B A )L 2
INEAR AR G e fH MS/MS HAR N A — 52 BB, T4 250 {1 /5 34T GC-
MS. DNA R4, BFEI TR E -

1.6 Htb

0 0 35 A 24 AR AR AT - S LA AR 0 2 . 3640 TMD 2 2001 ok 53 740 KL RS A+ fig
CWE Y, PRI R RAE . T S RAZ AR el T DR A0 o0 AT B A (R R HE S FORG
i, A2 HERE L I 9 T I 0% 1 T B

2 HRAFEWFFERGEA D

27 D0 X5 A g )28 A A A DS S T 2L 2 R AN > A R SRS IS T o R R B AR
i RS N3 R FH B AR AL Ry i e R SO R AL 2% A8 (fluorescence in site hybridization,
FISH). LU#EFER 4124285 /i (comparative genomic hybridization, CGH). Yl YL (o 4R 4% 1 43
#t (Spectral karyotyping, SKY) %5 —RINEARMM G H T 53 DRI A0 (1) 43 1 AR P2 16
ARALFE PCR. DNA M7, ARy 12448 FRIIPEREDISE, 22 B0 ik e & 66 1 B e _E BEAS
T R S0 R R AR
2.1 FERFF R

(1) QAR R Hr: /KA M 55 97 S g (AR AZ Y 73 B o2 7 W2 Wi e (A4 1) 2 2T B
SibUR/ IR Beoe = iR o V) O QiR W # e SRt d = E ey SR e

(2) FISH £0R: A IUHEAUE KRR FISH AR ORI & 1 G (A I 1) R
£, SR FISH Al oy H Tl e gtk mii & i d,  HarilmR bR 2 Tz i g
MRE I S LR S AL R G (AR R K B AT

(3) CGH $5iR: CGH H{AIEAE FISH HOARRIFEA R RN, — S0t I A i A
PRACHEAFEDI 20 98 DUBOR 8, HOAT 2 iz N T4 Bz 8 o i

(4) SKY #iR: ZEARI TG — RIS BE AT R T A7 Qe (AR A2 R I, mT DA 8 42
T BT 365 58 B (AR S
2.2 BIRRH RGN

B e DA e B BRI R e, 50004 P 10 S AR Tk RN T A8 70 B MR IR, R 22 (1) R PRI gt A
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T T AT I i PRI W S £ LI HH 2B o RS0 5 R A 5L BE AT ™ A 2 ER2 ) [A
WAL LIk 2 400 A A, BOAH W HAFFUR 2 A AR . #ATHILE FRA R (DMD). AR
FiRAE (PKUD SRR M B2 2450 -6- BRI 2 (G6PD) Hlif%% .

(1) X AR T EOR

A THE - IR A B 235 (PCR-RFLP) &Kl FE R S8R 1 — PP oy vk, & T
BEDR GEAR S i — BB 2 W, AR A BT I i iR R i A R S AR A W v AR B
N o SRR P PCR AT AR (AS-PCR) 52 V48 V2 I F T I PR 1) — P B L 11 2 [
FRARKTMAEIA, BT FE IE AL RAR GG TR e 1 R R ARG A FE R 251

TIEh—FPAEIR IR EA 2 N 2 PCR- BE RIS HIAR, B4 PCR B [ 8 RIS 5% 1R
FATHT I IR ERr e MEARSS G, B 2 H AT BRI 2 A Bt o] S8 (1 SRR I - B —

KPS (DNA Chip) FARTE retd A I 1 B A7 0 HAHAE , ] A 280 ke i 2 v Pl Jmg B
RANLBEAMEFER B, HAr RN TR LR . P53 JEf]L BRir R IR
Pifp B R 48 22 A R R SR AR A o AE TR s BLAGES e AR B 3B A A5 A 50 35 ) Il G KT
FRR IR R N H] o

(2) X AREN R RAZ A M 43 A

PCR- Wi % 2 35PE (PCR- SSCP) iR, ‘&5 DNA MIFHAAME &, w250k it 14
TR BURIE R R I B RAL . B ZERIRRE, SBR O E Rk I RS PR SR i A 1) i = 2207
R

THh— R A BRI S A I AR S U XUEE S0 At Cheteroduplex analysis, HAD £
A, AZT7 S E SSCP HARTT IR AT 100% M54, 3 ] e Fu A /NI B 1y SR A A D o

ATEHA LR YK (denaturing gradient gel electrophoresis, DGGE), &F AR BAR & TIR
R RV e B B A, A E BRI E RAR AT AR, ANREH & RRARNL

B SEK: (protein truncation test, PTT), 1%F AN E M SR 7K PRI 36 A (1 5248,
H i - DMD S5 N i 58242 [ 0

AR R R AR (% 28T (Denaturing high performance liquid chromatography, DHPLC) /&
7E SSCP F1 DGGE il b s 7l KRB I 2% A MR SRR B A, LA R, HEwf. 4T
BT A5 SEI A s AR, & T BORFEAS T R PR AR ) ik

(3) BhARAATIMEA

BN TRAR AT A AR B — M I B R R AR T 2, I A S0 2k R A B FE O e 271 v —
6 — R Y R T A S B e AN, XS A R A AR AR I R o IR R AR
O, —HESREBHINEL — e H s BN . FEREIEARARRN LN T — SR R4
(RIEALT, RSP L RIS W& — N BOBT 80k, H ksl g v 3 224035 Southern 2448 Al
TP-PCR (triplet repeat PCR) %,

3 FELKmHED Y

B L Ui B FRAE R A2 LR, TP, fai (. Uik ik, - fE )L
ety FHEULEM ZAReR GRS RIE B TR AT A, RS, R
I AR BLZ T, 457 S iady, 3 S i) LHLAR 238 B 52 BUAN T B 35 1K) — TR S (R A AR 55
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WA ) Ly O 2 AR TR B2 24 1) — T B 2%, AR E - 3w A 30 LA iR i A A
RS0, 0 MARAS b BRAG HR AR e b, sy N TR T RS it —
3.1 B R ALK R 6 T RARE I

H 1961 776 PKU G LAk, [ Az )L i & CAA 1 S0 dF R ey s Bl = 22 L
SRR, FFE AT A LB 0 A in 1 (R s R AE AW 3G In, - Jo iR e 8 AR ) Ly i 25 1)
RN, I RTERT A LB IR A B v b, B T AR B D . SREL BHA BOCRIE,
IR R —BC R [ 5 S i B, T A R ag P38 22 48 10 RAPELC TR T 5 BB B A 1 77
RS, AN, HARREERRREM, T 2001 4EXOMHE 6 M, HFIFRE T HIBR
T AT o
3.2 B A# ALK IR G E T RAEIL

FREB AR L I Ak 28 T 20 40 80 FACK], I O 180 R A LI &L=,
T B S R FUIR AR T AEAS FAE (CHD A1 PKU PRI, | 448 M) P H- I VA X R 2
Hb I T VR AU D TR A B -6- PR N AR S = E (G6PDD) AT, e HURT EIE o M X
SEINT SR ER B B AESE (CAHD Ffidr, RigAE 2007 456 GOPDD A A Jii A i H
S 4 Figeii. HET, B WL, JNSEE A LR I A b0 CE P G N MS /MS JF
JEFEAAH A L i 25

Hh B R 2B ) LB 07 2 0 A = A 4 A R O JE AL, 5 & BT SR R e R LB R R
AT RAMITH A ML, FFASRASG . BV S VPAGEE, R HT AE ) Ly s 0 25 5
TAE. M 2000 “ETFLG, DA SEs A B AR LB i K, Cehaiile 7 OB AR ) L i
PR INE) (AR LB A TAE R« (A EEAE L i A AR IVE ) . CRIAE JK
FEFSERME RIS EARRINEY 55, A s 506G T 4 EH A=) L i A 1T4F

4 HEABKFHHFER WD U

X WLAEIATAR (1 e S AR IEA T P i B A P 2 W IEAE R R, BB H AR K7 i i
AP S 21- ZAREEEAE (BRRH IREREE. BRI R G, 5 NSz HI K
AHURNGE < Sk s K A RS2 0 A S R NS W BOR, 72 R IR INAE . TR ILAE |
P IRIE TR S SR I S50 ) P U2 W TS T s 2, (AR B AL 1)
LINESSIIPSES

B2, BRI AR IR IRN, X SWEOR AR EGE, Mok 5 0
PR AR T AE AR 22 W, AR SRR GTT

S 3k

P, T . BRI R A S oF Rl e . se M LRNIGIR 2% |, 2009, 24(20): 1607-1610.
T Hi, AR S FANE AR E R R S ns W . s B A S B | 2009, 17(11): 1-4.

XA . R BTG A ) L I Br BRI R ey . b I a4 B A 24 & 2011, 20 (1): 42-44.

RIS B LRI A R E R . ELE R EIE , 2011, 19(2): 97-101.

BN A R W R 1S Wk R PR iR, 2010-3-11

[ T N N N

(%dh: MRZ)



E¥fEE 20114F5H #4185 (EF 470 4D 15 -

B ERIEEERITA

LT 80% X157 WA gt AR B fe ok, DI s — B SR “ FIRIRARR 7. Hr, 0
PRI T2 2EEE T 2007 4R i [ bR 73 283k (ICD-10) 732K BAL M SE R A BB (F
ICD-10-E 38). M&RGKE Mg (J& ICD-10-G 2K). SR MEm B MG (k7% (&
ICD-10-Q 28) S5 BH IL 5= IR AL P9 o

N T S AR AR AT S EO A UL, BRI A o8 20 5 LA S0 A0 R RO LR L TR AR
KR WG .

1 EARP#HA @ (thalassemia major)

CERICE: (e Sba W 1oyl MRS 1 1 e s S S e 11 e el A W =g S 97 s = B 1N
SEIRIBE, PR/ 255 % BRI P AR MR .

LA ]

(1) o HurPRERT I : 43 R KRG ISR A AERIIMZL 85 (1 H 9. /Y& ZEIR LI BN ER, &4
T8N 20 AL BRI ERE . S0l A5 ALK MO, BisBoK, 18
KEIG . JaE R A ER M, 148 A K HT AT Al 2T 25 [ He

(2) B bR BRI A 3 2 6 MHEIFMIHIA M., KEAR, ERKIBEERIR,
[l AT R O Ak BOBUBUR S . P A AN IE . SRV G A EFLEG (Cooley’s) JEALSE

27 ) Horbife 3o S /Nl AR 2 v 20 0f, 20 2R ks S . X R o, 58
R T, Ko R AR AR . BEDRASIN T AT BR AR (R I DR 4 i R B AR

Uity Y o 25 280 by g 32 1 O 80087 7 s o L2026 1 HU R B 7 200 i g 2 L Y 7 0 458
SIS ELTIIRDR DA A P o = A 2| P 1187 | P 2 e e e a1 1 06 2 = P
ME— ] BeVR B 7.

2 X #W (Gaucher’s disease)

LI PRI XS0 2 55 i LI — P A B, s AR AR, IR Ln] 23k = AL,

AL CEMERARRD: B W LB RN R, BRI R . B
1R AN < | RE S8 1 A 2 2 e R ) R P E R Y N

A CRYEMZRARRD: BOUIIRR, R e . Mo RIKE SR
GZMEI, KMZREEG, WA, 2 ~ 4 BHistr.

1A CBPEERARRD: HIRIE [ AL, BET IS KGRI, Wit Egg,
Trtr Al . ME A SNIRME 2R IRERE 3R, FEA LSRN S5, Wi JULREEE,
TERBIRGE. B I¥k)G.

L2 W7 ) RIS KRR I H v v R IS 40 B AT 900 12 W, e SR A0 Ja il 1 40 Pk
I ESCET A4 240 v T 25 o I A A A 12 o S 2 M T Rl 2 AT SR AR A W mT LA
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KUK 2 W, R SR @A & T B 105 R HAT,  AEst A ES Ben Eirepr e b e
SR ety AT REAT BN IS

Citr 1 H G TR S A3 5 VA2 s i s COORE BRSO BTk,
b2k CAE B 2 R O B

3 ¥ %R ERIE (mucopolysaccharidosis, MPS)

MPS & — 4D 22 A5 555 TRV B R IE RRURE o 2535 R P 40 e =2 ARl 22 W T 05 1O A o T
FHUM Z R R A R . SEARL RVF 2 A E T, IR S BRI DI REREAT .

[fRRILY IR b MPS 43 KL . MPS H Hy AR I o] G 5, LR A RS 22 B 16 A
S IS BRI KT VE R R AR OO AR . ) LA OB
WEIBCE RN . T B IR T30 BEHE S R S S B H 8N, AR s 2 ABR # MPS.

L2 W ] AR I PR I A K okl 2 BB A w] 2 W MIPS, g 27 A 0 A ik DRSS I m AT 2 12 W
B2 o H T, ALt AN B BE AT i E R R e A DR B A nT 3T MPS [F12 W . BESE FRUEGRIN
AT P2 o

a7 ) Hir, 2% MPS 1. MPS 11, MPS VI B85 (AL, JEAERRSE— L8 [F
FIER BT, BIa 7R 2 B RRURE T AR a-L- SRk W I R AT 363 TR 22 B LR T 28 g
PEBRRRIGRG, X /E B AN o B R AR S 7 1040 BB AR VR 7 T o0 5 SR R

4 FERIBIE (glycogen storage disease, GSD)

GSD J&— AL P VM AR, 2 th T3 R A W 53 A 10 2 ol P 1 £ £ — Tl 1
BTG, DA R N (ORI S U A

DRI Y 40 5 A5 0 R SRR B - o1 AR S AL RS (GSD . IITL VAL,
LA 2 AR B K R B 28 ot T LR IS4 A9 ( GSDIL V AIVIZED,
BLEENRILATE S« LA R £ 2 R

LS U7 3004 AT S0 0 52 S S R S A5 43 2 «

S ENE R ter

5 B (Pompe disease)

P LI 00— P B AR I B UE, SORRIRYE o 1B i Gl 2 0 B I 2R SO I U . 1R B D
ANBEIEF A 0 ARAE LA A0 e PR v i b, S 0™ JE AR UL A 22

O AR LY 200 R 20 J 28 ) LRI A Ao 2L ER B A AR S AN AR, S8 L
DUAFMRA R A 5RO, 2 AR LN PR B0 I FACREAE 2 2 HITAET o Wi A 7 g DU 5 22
JUE R, ROUNEATYENLIC 1, 3280 B U2 220 SO D RESsE 5 o

WY MRS L . IR DA T A1 252 W, T ) [l 7 240 R R 21 4 4 i 15 7%
R INTRAE o ADHH T AT 1 S AT U T A 12 o AT S I 22 00 3 K 0 R 1) 5 AL U 0477 AT 12
AU g 2 B PR ARG I A T A L
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L6971 B2 DU 67 T 73 ARREVR ST DB VE M ARG 7 o 5002 W L 018k AT iy
AR W] BRAE TR IR G A 1R

6 %47 E M (Fabry disease)

PATE L MR A AR . T R RN o- EIURERE, P EE PRI ARER .

O ARRILY W RAEIRK 2 2 A5 LI s A S T tH DL, 55 Iyl ki, B PR R I
W, TR RIS

(1) T AR Az e B P P B 5 5

(2) BRTHE AE I sh A 32 .

(3) THE. KR BIFE. APATE AR I LA (0 8 PR A0 IR I AR TR o IR AT b bR A M V42 3k
NAZIR I 2RI

(4) GL3 HEREA SN 23 i B BHLZE, BGOSR A L6 A2 S8 I R R D o

LW Y ARSI as DADU IR BRI A . R A B ik, R AE PRV 2 S A A o i B
FEHE TR A0 A F it o o P LB T BRI T LARAZ o R S St A AR A I R R PTG
G Rt e WS 1

(697 XPRE R BPAGIRTT o AT AT S H I R ORI IR AN ol 390 PR 30T o 1 403403

7 REMMERERTE (metachromatic leukodystrophy, MLD)

MLD & —Ff 7 5 (R A IR A PEARII A Je (AR B bt AL o 2 Fi TR IR I 1 i A FE A
IR B R A RE AR R, T DURRAE 4 S AR g A
CIRRILT $e R R IR TT 53 4 B UM AL DR R RN
BRI JORAERAE 1 ~ 2 %o R RINEBALS, SR, 20, ShTERS,
AN WA IRG, . RARERRI S5 R AR T S R R KR
AAEI . RN 10 ~ 20 4F, BAELRIIZER K. DERIM. KNER 4 ~6%, &
RRIMPAPEIRA, WP REHAIEE, AT, MM EZEg, =2
VUM pEse o ADAERRIIAY . RIRAERS 6 ~ 16 &, I B RBUNAT N, BTG PEAR,
AT BEAT M 2V DU IO

JRANRL: 16 % LGk, A7 2 40 50 50 % Ja AW, AR 20 ~ 30 4. e FUYPREIR
AR AR A R R BEARAT o2, A BE MO I LRI, ey, e, 3t
eI R OIBNR s WU s AR WA K,

(2] D7 5EATIRIERE A (E.C.3.1.6.8) W& MEIIE .

LGy il ] XPEVRT T o ) LRESE PR PRI 75 480 A2 o

ria=1

8 X WM KIE (phenylketonurics, PKU)

PKU 52— i WAt PR SR RACH . A9 70 2 SRR DY ) (BHA) Bz
M. 22 M PKU JE H1 T~ PAH 6 [N A2 G SN h AR N AR A g =, A3 R N2 IR AN RE
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AR, AR 2 RRAEAR A BRI R oK HEtH . BH4 Bz B BR IR T 2R AR 57 3 41
i B S AR AR R A, AR .

D RRILY AR & LIES, MEEYLIGE, —8&AE3 ~ 6 NI, BIRTHILGER, 1
% IPREAR ] 4 o

(1) £ PKU IRKERIETG: OMERGUER: WXNEA%., Lo, EEE. I
sk B BN TCEE. WK, EEER BT, 80% A M @AM, fEAEHA
B BORAMT A EAR e @ PRV P SRR B LR

(2) BH4 k= B BERERE

L2 ] MR IR R I S50 A A AT IS W . B2 ) LIV 7w AS I 471 Jo i v 2 7 2 Ak
FEs BERBE) LR LEE T A IR = EA BRI o 10 3R I R o M R DR 8 LR 23 W ] ok A A
TPE LA AR o DY s B2 AT (PHLC) 5 JR B T MW R0 A= oy e () 5 i, ) 25531
IR B o L A DU R T A BH4 Gk =, {0 i1 PAH AXAE RIS, ANE T IR K12 W
DNA 2 #fr o] -2 Wi f =i iz Wi .

Liay7 ] W — B, SSRGS TRIRGYT, FERRRNAMRIK 7. BHA =2
PKU, 75457 BH4. 5- F2tafifil L-DOPA 5%,

[R5 ] S 4508 . R IR AR LR Er o W AR5 S0 B 1) 23 U 2K HY DNA 43 i
N6 LT PP TS e R D SR I A e 10 = T2 I, 3 m] N 22 A PR IE B 3 B AT 1) 2

2.

9 FERBEM (WARKKHK, WilsonDisease, WD)

WD RS, #E 13 SY ik 1 ATP7B JED =R 5848, 580 Py ARG I 28
NIt o3 WA TR IR AR A AR, Al A0 22 R SRR I, DRI S S 38, W AR A2 A
BEVE SRR

LRI

(1 BRI s A HERR, sem FFIE R Dhfe, SRR L.

(2) ARG TTI: L&A 2 FH S R ERGAIEIR, A B S IR Sk
PCAE AT 2135 22 5B AR Al

(3) MBEMERI.

(4> B

(5) %L,

2 ] R0 M A e f eI, PRARHE R B3 &, 35 R M e R B P 2 1 s 4
PTG RE AR Pl CT k2 XU GOREZ D o] W RS e 5, R RAZ SR /NI AR A
A T P A T A BRI, K R 2 RN T R 2 A T e . S AT R DR S A AT

Ciayr ] e M E S EY: B SWA Y, Z9RHERK. =R REY)
DUIIRERE 4 A P FERS s ] A 0 1R 3 L b i o A0 PO R Wi

b
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10 BAEAMIE T B (Duchenne muscular dystrophy, DMD)

SO WL — AT HEINUE F2A RAE, 8L TR RS0 o

LIGARRILY BJLE 1 % UG IFEEH B L AT E R, i seiema @ in, LUs
B . BEE WA, Bl R80T EN 2R RIS, B LA EME ST
I 55 SE B TR, P DA SCRF RN R 22 12 i 37, #Rh Gowers fiEo &8 ) LS Az WL
B R ARV, B s S S B R . AR AT, WE 10 S OARRITE, KE2H
B LR AR, JERFEEE. Y. IR IMAE 20 & AT,

L2 ] M4 BB R PR AARIE, 456 1 CPK M=k 2 UL R B 45 3, —eAs
MEACE S W o X T S50 1 B 121 5 A8 AR WA i 4, v B 24> STR AL s AT IE 8 20 47
HEAT #5725 B ARSI AT = FT 2

697 HErMoea 807k, EAMETEAT R E W AN RWUA 4 REAH B ) LI IR AR .
XJ R i JL AT JEAT =R 2 W

11 # %M. E%4E (spinal muscular atrophy, SMA)

SMA. [K] 5 i 4 AN i T 12 S AR AR BT 2 R AILIN 22 4, o2 A AEAE 22 %) LIK— 21
BOhH Wb 2 YL o

DI PARZRILT SMA = ZE 1 PR 1k A 30T FR AL PRI JE T RULSK F3 FAR - 52 RNLEH A E
5. WIEHEFRME, NS ET B, Ui E i, W, S 5T VLA RIAE A2 8,
BOURBUN BRI BT RERE, ERBREHECRE WIS, WL it o o I S A k5
stIMEPNE

C2 WY AR B8 R I ACRE R AL P A e PP E 35, AT BEAT IR RIS o BRI n]
LAfiZ, 95% LA EMEH 0 SMNT BE 258 k. A SMA BB B/ SLI R, NIER SMNT
B A R A N AT 7 HT 2 W

Ciair ] S TR E IR 1 A RIP57, A7 U A Bk . A7 SCRRIRIE, A2 . IR
TIRARE FRALARA SAHA W LA SMA IR B 4 Ry P AN A T IR,
YR SMA BHBEATIRIT

12 Lowe % A4E (Lowe syndrome)

Lowe ZRE i X PEEEBE BE st AL I SG R AR s, E 2 ma RIS i 5 B,
PR A R i 1 2 5 o

DRI 2 BRI ARE R 3 22 DAIRRE . i R e SR .

(1) BRI : 2808 HAE R SR E AR 50% 1 53 1 5 7R 2 ) LI BT 5 DGR

(2) PR RGE: ARG, SEHEIE T W AR B

(3) T BANEDIRERE A 1 Z A, R, B ZER. AR, A& a AR
INGFTFERET B BESES MR LK

(4) HAth: SMBAN, DAMEN. 3. BHEMNS ., W, B FEGEE.
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2] BRIGIRZ AL, WA K kD) 1) OCRL g ik b3 58 L H EAT OCLRI KE DK 43 #7 6
PRSI, AR A 10 ~ 12 R EATORB RO, BUAE R4 14 ~ 18 BT B TR,
CUSREUNG ) LA M 04 7 T Ao 26 s DRI A0 o

[T Y HAEREBOHIER T -

13 FZE £ (Huntington’s disease)

FIEWIRERAE A Pt AL PE e A e, R T AR 4 5 3R 40t Huntingtin 25 (111
SEINITIS 1) CAG = HRERFPYIB AN Z, I H 44 Huntingtin 8 (1 hAEA XA, 8L
i PR 22 A i SR AL

ORI Y R (i R BUAS AT F], s o R R 23 7 30 ~ 40 2 Ao SR I
IRBEAT: TR, AR, Sl T B, Msli T Ol B £t B h
S22 P S |2 NI RN VAN SH = i 5 B

L2 Y 20 B 2RI S AR A e &, CT Ak 3P & s ik A 22 4
FLIAAGI IT1S5 FEIIK) CAG =X H IR 279 8 H B 37 YA LU E 2 W o

LBy Y B, 29Wnl s et g sl ER I, (B0 7 i msE e . | 450
W2 SE I FDA HEHE ) 11677 = i 88 SRR Ak i & A 2540

14 % ¥4k (mitochondrial defect)

DRI Y M BESR AL 25 T — AN, KA Zehifk DNA K211 70% A4 43 1E 1%
b ARE, G WUREZRG0N - B2 LA 4E2E 55 (MERRF ). Kearns-Sayre 5 5E (KSS)-
Leigh ZR&5E . Leber AR MEMARZNT . SR AME I BRGRZ S50 0 2 URE B 2845

LRI BR MBI AN S AE P A A FRBL, sl ae s . ARV Ol
JER. D5 A s IRBRIUBRSTE . PLRBOR AR . 29U H 2 WANEDIRe R . )
REFRos WD . ErBE D Re v 55

Ci2Wr ) 3= EE5E IR ARSI R A 1 o S5 J DA i A R AR Il 2 70 B 5 22 DR S A Al

Ciayr Y BRIk s A @ EmCRAYESE M KR, N T oA R AR it
BV AEANS N o A FH i 259

15 BREF4AI (ostcogenesis imperfecta, OI)

AN AAE, MOARIEE W BOELELE . RhELE, - BORBAL MRS, R TR
JBE G TR A, 3 R SR P 32 ) 22 0% 2y i 4T o

Ol ARRILY BOUH A 2 A O K OB, S IR/, (H 2 0 A Al A B Ak
AR AN R P AR /N T o A A oA S5 DR 3 P SO 75 il e P AE AT R SR 5
SR E S RS 29 13 AN SRR . SR PR SR = A A

[2Wr) IR WK G (1D B ugmis B iertsm, ) S, ) FARKk
AAA; (4 RREEAE . B LRI 30, R T I RS W R AT RAL,
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Wi #6i T COL1AI F1 COL1A2 FERH1 3 #7 .
(697 ) & o Rt G 9. LLAM TR 290036 7 P i . BRI i FE ME AR
TERIRL2:,  BRuH 298 325 0 XUBR IR Eh 2R L &4

16 % {i% % &1E (Apert syndrome)

T AR LR AE A2 P B T2 R B S5 TR S8 R

CIGRRILY SRR S AEMRFAE A IE4R (BED, LR (B i K, AR DG th B iE,
HE - FRCHTNIE R s 58k MR SRR /N HU S AT SR AR TR s 608 110 T o 7 S e 2 )
P, ELIPIRTE R PH 28, T 808 EORIPIR, bk SUMK BT e T . T 1
R 3 IG5 A 32 i 5 I Ss r Wes JE » JT LA 25 R BN [ R B PR B, AR A R A D I

[i2 W ] AR S AR KR . Al AREAT IR ARSI

(697 ) )L Rz Yy, e A s A H 2% [T misE & oot IREE |
2 B IR o AR SR, ] S AR TURE RS o DR S P B Sk B AR K
A P B2 i, S HEAT AT D) T A AR i 30 s ) 2> A 5 0

17 ‘AR R BB AKBAE (hereditary epidermolysis bullosa)

AL R B AMAPEAKRIIE, MRS R PRI,  BURRMSE RV IR R B MR . SE R PER
B RABYEIKIRIRE, ARFR U087

CIGARRILY B n] K80 b =R paifl, ma M KB FRA R, HIHRA RN K
i E A, TR

(1) A5G ST A A e o, B™EH, O, S, W SRt
KRR

(2) FHRFIBERE e, 48 HBVR -

(3) ML EIRAR . JBARESR . 34, SRR, B

L2 W) RS s IGRERIL AT AT W2 W7, #0128 95 AT B2 D) 1 vl 7 Sl B A A
TP DT AT o PR 2 FLIR G0 B A 7 Bl I 2 UG 23 i ) LA UG A, 7T DAk 3 7= R 2
Wi K st G by H 1o MR8 B e R K RDIE B, 7F WS R e B2 32 A W5 )

Lidyr Y H Al v JCia @i, A8 LA BT /K 6 77 A R SR il e 3 B R ¥ B
* KRG B (F ILHERAE R e IR T )

(%R L)
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Hh [ K Bl b £F SR 22 L s B i TAEKSR4E

2009 ~ 2010 4F, 4> [F B2 I i A Be B 2 e [ 0 A0 4 BB 25 180 B2 3R AC T €Ok
TS WAR BT PRBE I RE Y A GRS R S5 DU LS, i o W B 1) R$e 56

2009 4F 12 H, hARZESE DS WAL Wi B & ai FE 4, S EMEE 20 | 2588 3K 200 1A
R MAE A 8 B4

2010 4F 1 H, AbtHp IR 243844 RV WURIP RN 45 T EREARIE (TSC) %% WL % Ik
&7 BAREHETIT.

2010 4F 2 H, BT IR ST UMEA —— BRI R0 7 D ELLRRAT .

2010 47 2 H, A& S W RO A 26 R 4 5 b AL S AR R A R s B i o
TR TG ICA P AR, T 2 6 B A 2 2 W S R R 3

2010 4 4 J], hARZE A P EMERECE P ORGSR AL 7 “2010 FFE PR
SARF A

2010 4 5 H, HHRE 2F AP SAL 2 o e B 203 IR B 5 L e R R 4,
o I 2 s s SUIE IR R

2010 4 5 H 26 H, HilgmBUMRIECC DARZ: S RL =54t Bilg i Ze3t w2 Jp «“diar s
WA ARG BT ORI R 45 77

2010 4F 5 AR, “REEEECMh S 0 RRTE KB B o A 2R b 2 0 )
PRI

201047 H 27 H, HhRdile 28 “Qurf/ M REEE “FUHR2Rm” L.

2010 4F 9 H, J7AREETT RES I TF AR SR 15 B 7 DR B 5 BRATL

2010 42 9 H, Hp IR/ G R A IE I A28 BT

2010 FF 9 H, AT “ Bl WM FARI 27,

2010 410 H, AR BRGSO B — N E R PR h S — I LR B TR P43,

2010 42 10 H, “2010 H [ H Jm 5 W g BaE &7 ekt d It

2010 4F 11 H, Bl L T FFBUMN & - 45, 8 90T -0 7 W R P kb 78 1 7 DR
(O CAEEAL, $&H T B e W S5 7 KA — i i & .

2010 4 11 H, “F W EBR T2 AEA6 287,

2010 4F 11 H, B i W TR S B Z 4287 Bl s ks Wi # AR 25

2010 4F 11 H, FHAHRLE A (mTOR) At KSRk % a4 E LAM K&

AL E T
2010 4 12 A, (FEZRiZHEEmE (EITA)) ek GARFATFURIE ) MBS
AT A AEAL BT

2010 4F 12 H, b4 H 2 WS 1) B v R OR B 1) AR TRl —— DU AN “ 227 Fsg e B~ — 7
2011 422 J1, RigEER 2 W LR 2 IEAUGT, 302 AR — AN LR R BT va o &

LR L
R AR 8] SARLE PR T A (il fg #22)



<@ A»
tBTEFSNAEEEERFTFFANL

N T B ob R T D A R BRI B A K, et e RHHE B M 2 B3 25 7836
WMEFE R e, 2011 4 5 ] 20 HAERT BT T _EilE i 2 2 RHe B 2o i a2 4
AL RSy, BlFTTE A SRE TR HHEFAMX B A, Bl DR AR
R R BEES T 19050 N5 80 RASIN T il

W BRSSP RE L RAFEFAEOMNRARK TR &8, EfEfbkreafigliy
PP AL B B 1 g T B A e ST R B e W AR A O SR i 4 o, RHE B
SORB AR AN H A UK MU TR .

AL AR AR B R R A MA G B A RS B N B, 855 5 4R RUT R
Wal, Pem R A R AR Rl R A AR GRS AR SRR K R R
B THM, £ LRRERPHE TR T IT R,

Kz b, skBhFEZR . VPRI RN S 1 70 Jol el In o B 2 RIS BE 22 BN A st st
(KR 7, B AL e M REVE AL B IR S e R 7« e i e 2 RE AWk o e el e i By 56
BT il 1 RS iR o

B L 11 B 2 s BT AS I e e W A A B DA 44 P

oKk B

R VABRIE, LSRN, 22

Mooh: fREkPE. xR R R Ut Ve BRI, REARRR. P e BRI BRI

KEME. il 3

<

(77 A R AHEAL)

SR BN IRENHAR

SUUSE BT R T 5 15 HAE 5 H 27 HAMT . AR UL “ 37 L b A7)
W, HESNEBUR R AW R R, R TR Gk SRR fpr
28907 “2011 4F BHEITHR TR AU HOR 7 52 0055, R T AT VIR TR B8 TAE
RN S

755 727 H 2870 “ Bilg IR CARHHEARGIF R kAiey” R s L, Ll
WL L RAT T (T2 AR IRE S SR A IR AT 1 2R 6 RS 2R e PR s B N FHFE) 1)
WHBAR, 23T H5STREE . 100 LA il s SEFRe e R
SO TAEGERT T E A, IR s s, FRIREmA R RN RS, Al TimRERA
I BRI RS IR, HESIRGA AR v, RAR MM i, st b, Wl
A IR SR A K R AT 2011 ~ 2015 4R« B TR TRHG BB X & WA K.

(T A By A A R )






