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Bk g/ B AN SRR AT I S5 AR G 0F SR IUAR LG, v iE S I S S R a > T R A AR,
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6.1.2 IRIREEKR

KR IEH BYEREAR (RN ONVERYE) font i (B, KHE6. 3~6. 55558, ST R FRZEL.
S, DMDIER H AR Xk 5 W S ] H by XA R80T 28R B R AME T 100 X, 20 X 4 3078 55 % N
AMETF99. 9%.

6.2 HARE. ZHMS5KRE
6.2. 1 FEARZEER

ARG IE FHREA ST AN AL T . VR S SR B K JE R ZHDNA . LA BLANE IEEA ], X REAS
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6.2.2 HEARARE

2



T/SZAS 34—2021

6.2.2. 1 HEARRERN

FEACKAE L FE NGB SFWS 2330 EK, (AR, DA ke g g, PRS2 N ) 224,
6.2.2. 2 BEARFER]

TR EN I B E R, AR AR, RINE RS RIS e SRR . &K EIG
EREAME— 460D, MEERE . RIS, Mg RE PS4 E R,
6.2.2. 3 FEARRE

FEACK FHEDTADTAER ML, WEFRZEI B AF 2605 5 R MU (KB 47, & &8 BRGS0 T0iEE
BE NREARTEDL; ARG AT 25 00 22 8, DB YA s AR R I SRR AR 2mL ~BmL AR & ML, REEFEA 5 57
ZZEHENRE A5k~ 101K, BT IR RFI4 CHEI AT .
6.2.2. A KEAKRESF

FEAS FEURAZ T 354G B SR M5 b P — 250, 76 B0 A B0 R L3845 B M SR LN ) R AR AS
6.2. 3 HEARITH
6.2.3. 1 FERAIE
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6.2.4.3 HARETEHEK

FEAE,, R AL R — K, 5286 % N AR LA URE AR .
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W o BREFERTEOLAL,  BROMSHIAR 5 [R5 R84 S A ANIEAG R s 1% 45 AT BEDMD/BMD S I S B G i3k
P UE T S DA I 45 2R B A I Lo MRS (M7 2 B AR AT D A 5 AT as SR B AR N, (RIS AGH
WKL) LR 324G 3 S i R AR B MR 55, IR BRI T LT T2 s &l .

13 WMEELES

13.1 PRAMAENZERIZIEEE
13.1.1 & J9%E{\ DND/BMD B3&

2K 9 BEALADMD/BMD S, SR A S 85 SRR A D S A 2 9 DRI 2 W o 328 15 T 2 0 e g2 A
SR, RN A S IRRAEIR . IR PRA B A AR, X A AT IS o A2 T st A% P ) S AR 4 32
R SR L SO0 A H AR D 4 AR G 1% b i, A i N A S E AR T PR

13.1.1.1 K&

1310111 IR RE, SR AN B O3 5 S U PPk AR e s SAGrl s SR

13.1.1.1. 2 FER R FEAATIE T, FIARYEE SEA R CE B AE BRI 00, b3 7 5% [RGB
5 HORAS o T REE I RERAAT 2/3 vt , Hoak 1/3 [ RER AN A ifl DNA s s il 2 5 1%
BAMIFIRIPITESS R, PTRERE By DMD JEDRUB A A2 7t n e A B ROV A AN ML IR 5 A8 57 o [RIAN
B, D E LT E AR 50 & A I kA U -

13.1.1.1.3 FHBFRONMENE, NEE KRR S50%IBER Y G, 0% BEAFNIEH; [
HEARGRA S0%AIMER i ¥, S0RMIMER A IEHT HOR AR . A ARYE X R TE OUE S IR I . X+ 8
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13.1.1. 1.4 35 BFE BRIy ARE i B A AR T AR S A0, AR XS T2ttt & . (H
DRI JE i 5 A LR £ R E A7) (R0 o5 S0 PR 5 0 ) P ALk Do 388t 387 (O 3 Jeiih o i D) A, T
R I A = T B S 6 2 L 55 = U7 R U ATLAE) B3 1R 3R 4t 22 06 (B B 52 A 3 B il 3 2%, ik RGN
W H 5 B4

13.1.1.2 4 BHESEWN

131121 BEFR: EREEHAEWER, FLTURLSE F% RS TR A o
R, R A LRI, BRI ) LAEZE 7 AT 7 T A 1

13.1.1.2.2 B FIMALGR: JAEAENE AR, i 7 06 BT VLt 525 1 5D PR IR 5 R e 2
HR I B

13.1.1.2.3 HHREE: TBH AT NS, 26 UL B R ARG 77 i 2
13.1.1.2.4 BHFRTRER Gl 2 HFREE NS, WAL 55 RIOER F I b2
A AR DR BRI, 25 i, I AT PR

13.1.1.2.5  XEEIEA A IR A S0% JEA0 LM, b o S AT A RN BT LS PR i
BRI (PGTM) , % B LT FT HE™.
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13.1.1.3 BITATE

13.1.1.3.1  MRAEIEFIN LR, SFAEEURRABRMA BN B )G, vl e fEs e, nfA8sry)
Ll TC RS mRNA BB SE TG AR K AL, (EXFT[X 43 DMD/BMD R B LA RUR AR . 2458
oy BRE TR B - R MG AR — 30, N IR AL S MR R, B 25 A WL S K B2 W 2
RANHLAZHZY mRNA 7 45 45, it DMD/BMD 52673 .
13.1.1.3.2  XTHEREH MR IT VRAL 5 G E BN 2% (Duchenne BUJUE F-A R 2 RV H L 53
PO AR EBNE RS F2A RAEIZIG TR/ ) » $elE B MK 8 N 7S 7 FtE ik . Becker BUNUE FRA
RERFN R, KEE, —BRAEKEORMERIT, HEa] &% Duchenne BUUE F-A R 2 22 RHE
G RBE S 16T R ) o
13.1.1.3.3 i A R T BGIst £ 5 16 1T S B2 AL [ 410 R ] 9 YR 97 25 A OGS 48 2 3 I K@, R kT
REMVBIT IR BN S5 . &5 5125 3 E DMD/BMD & RVATT 25 3R EIUIR .k 2021 4, E4MIE AL
B4 T I RIS B H T35 97 DMD 05 I 259 B 6 DA J LA
a) B _ERRRER UM RIS deflazacort (B4 Emflaza) , W4 “HiRv4:” , EHTAT
A RITEHZEAR ) DMD 3% . 2019 4F 6 HJ5, FDA #it#EFH T 2-5 5 DMD &)L, [RIm HoAhyR 5
B2, wikjers. RJem e, BER e e /M E R N Az S T DMD B EATT . (H
I ATRE H AT AR AR E i BT
b)  AMETFRRERTT . R UEZEERZY) Eteplirsen (A fh44 Exondys 51) , &M DMD F£[X 51
FHNEF M AFE 2 AMNE FRUR B T SR, LS FAMNE T 51 5 kR R
FAER) DMD J8#; 2019 4F 12 H FDA Hlb#fE BT golodirsen (Fidhi#4: Vyondys 53) , &HT
DMD JE[K| 53 5 4h BB A77E B R B R Bl A AR s, Wl IS 5 2 AME 1 53 T kiR ik 2
BERGAERY DMD BB
c) X FRAFFLEITH:: Ataluren (F 44 translarna) {AENCE G &b dE 17, & F-T DMD #£
(R TG SCR AR I8 i3
d)  HARFGEIT, W AAV Ffk A FEJE dystrophin FIFERIVEST . CRISPR/Cas9 e [H 4wiR 67 55
77 6] TE A T s PR AT 70 A AR R3S B B o

13.1.2 S EATERY L DMD/BVD B EiEHE (BIFRESRE)

S A6z T RE A 2 DD/ BMDE PR 485 5 7 » LM H AL 45 SR 320 32 6 JDMD ST BRAE AL B0 22 5 1)
oA, ARAGLER T 171 524G A/ B N VRN RAR I 45 R R 3 — FE DR R i 5 A IRAS T BE AU B2 L 38
RS, Irgn th AR E I B S EREEART LT N E:

a) WV E AR, (HOBC R ORI & F AR DL, 0 X Rtk ARENLL

W X Gt fh-m AR G BOE TR Turner ZEG1ESE, HATREHILE IR IR R IL. ™
H AR RE NI P DMD A8 BB M BMD B . R Ay sk O NU%, aE TR, B
W S i PR AR I A — B MR iy 2 e 50 2 e AT A o I LA EVEAY, a0 2h
BE TR, ME|LRHTZHZ;
b) LS E KB BRI, AR L S, SRR KA S0%IER N B, 50%
FIMER N IEF s Ja LA 50 MER &, S0%MIMER N IER o £ 8 I REAT P HT 2
) M CK BRI IS ke Lo Aty 2 W WIRE D, /& 75 BUVLIA JE P RE R I M LG AL i % 5
d) AR LR IRTT 2 M8 5 1% DMD B BMD iRy R, AT 4R A BT T

13.2 [AMENERIIRESIE
13.2.1 Z#&& F95%{) DMD/BMD B

HE IR A 00 45 SR B s SEASE 27 2k RIS D00 Y0 ) P 100388 A 0 ERL AR WD, 3K A [ T 7 g e 15 1) G A T
P, BEE RN ERBEEARTLLT:

a) ISR TE AR NRI R BRYE : A2 A 78 ke I 7 v 78 i FROAS N Y BB, 7T DA%
ARG TNV G RNA U A PRI A AR PP HF A IR B N & 7 R AR B R ) G
ORGSR, B D R BB R AR SR R, [ 50 T 388 A9 PR AR T Frter AR 1Y
R I A S BRI AR R I
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b)  BERGRIZWIAESE: Ngs & lm AR FHT VEGNTEAY, MR Ik PR I b 22 HE A E R IR RAG 2,
WLATER R ER2 T, B A& 75 4 DMD/BMD. B2 A S5 AUU PR R 20 ) HoAth i AL PE LR CIniILEg
PEEE 1% (Sarcoglycanopathy) . AT RHUE A BB E RENUE TR R IR 284 Bk

FAFENUR R PEND
o) DRSZAR AL S UK WA, iR Hofth 5 R B SR AR DA, Teikgs A B 8
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M & A
(R
ER BN AERERSEEIR

IRRG RIS [ R B S BB LEA. 1~A. 3.

FETHIBEENF Duchenne/Becker BAIE FA RE RN B B X ABERED

AR BB

LA LA BRI $eS oAV ERATE
ZREER

A *PEm. _ wlAEHM. _ # A H

Sl ERTE L HIE A - Hhk

E 3 IE 5 - RIFF -

ARG S GEREITES)
R fE RN ORKZHREE DRUUEE DORBEIEF AR ORE:
I H . OFHWE DBzl OFFERE OFSAEF OXRBIE GGIEEEA:

HEIEE KA )i A FEIER (B ZIER) Rl R FCR RAEA, A TS AR
s (A » MEARUES, v HIZHARR )

KA

Il AR

HEGRARREESE: OX Of (FH, #EHxRFAD

e AR EME: O OF (WdH, BEHRIIR G EFRECR I, AT AT D
R GHOT AR IR OK OF (Wh, #EWE RN IR & 7152 2 HIE)
IERFEAAE B

FEAZAL, O4ME I DK 2 DNA O HAh

TR S s B iR Ok OF

KRE/ARMHM: & A H_ w5

HARAFZEHY: _ F A H_ W 75 FEARZFEA: HRAR LT :
IR

L TR

R H - J: T Epl EF Duchenne/Becker A LE FE AN [ 5L PR Al

EA 1 ZRBRMBERIER £—&85
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MERED
1. AT H A

Duchenne 1 Becker ZYJL7E 7= A~ [ (DMD/BMD )2 I PR 55 5 LI — it X— T4 B B P ast 4% 1 4 22 UL R 5

R J772:: DMD JE BRI AME - A S5 & A 3Rk il = v

. R 16 ANTAEH;

K B BN &EALL Duchenne 8% Becker BUWLE F2AN R &3 . A %EALL Duchenne 8% Becker UL
ERAREE LM TR 2o DMD/BMD ZEFEW#H (BFRERE) , ARIMAIEH T ICEERL
Duchenne 5% Becker B JJUE F=A K S0 S B R N

2. Ky R PR
2. 1 5 AT R A MBIV R BRI AN 32 A0 A 22 5 A SR R, eIk PRIE 100% R HERTE LI 100%H)

2. 2 %7 DNA 25 [ A (AN L, ASREHFBR R & ILR P BUK Rt %2 -

3. A RKHR R

3. 1 FEAT DMD JE[F] DNA 741 5342 9 7 BB DMD/BMD Fr) A 9o J5E R BRPP it igt A% JXUR: o BT H Air A 284 DMD
BE DRI AR SRR, QR A Y DMD 36 PR R B0 A2 5 07k CRIVBA R 45 RO FF A REHERR> 4 & DMD/BMD
Al BEME .

3. 2 Rl 45 RASREHERR 1L H 32 A N AR BN HNA (de novo) FRAZTM 325 DMD/BMD A ) W g«

3. 3 IAMIAEA N ML » SR8 XURS: DAy W P PR L SRS, 2 95 N DK% IR HE T T R VR b AT b 2
Rl BTG IR ST A BEAS LA I 5, 7T BRI SS RAIR T o B T MU AT RAE P 2R 9
FEARATTANEA K17 [ 72 75 RV A

3.4 T A HHERR SBREAAN G, 2K TR SRR G 2% F B o A6r ) Jo 359 A 2 8 SR H R
FEARNEEZ FREF 5 ek FREURE , S SR 5 IEAS I A PR SR BEAIN 25 2R, Aer N 2 ) 4200
BRI . WA M R ER ARSI, T RE 2 T SR I RGBT 45 SRANHERA, S A KIEA R 5 R
RITTAE, ASI Bl FH A RURS: H 32 A6 7 4H

3.5 AT HAERIGAT I 45 2R 5 T RE - — OB S 048, BRIREEE L N SUR AR 5 D0 B (L 5 R e
A UG A AR DT -

3. 6 WALAE BB T 3 ML SR FEALE B, Be s ARSI U R 42320 ER DR 52 Aer 8 Bl S 8t 24
o HRA AR MR A% 5 2 A5 O il 2 As > AR HH

4. BN RE5RE

4.1 ARG E BT 2 T DMD/BMD F4H I RIS T DMD JEPR517 i A, Akl 25 SRAN L IR K 2%,
AEIRRZWIR I, FLMmRE IS & % 7m0 LR & .

4. 2 ARHAR T 5 52 I R R AR ¢ HLA5 528 RIS S AN ph 98 1K) DMD R4 53 (93, BUw/
SELAEDR /B SORBIAL ) .

4.3 S HEIEBOCR IR T AR #3606 00 AR AN G S A U o B3RO 20, BGE k3T R R
B BERE, (EANRERBUS IR 5 o I R Rl 45 A BE R, 7T LA s o 2 ) M s R LA A ot
fei et

4. 4 KGR A S HARBOR R AT AR A SR AR (R AR N B3 R A TR A I i A
JFAG R (R i R G T LA Fasta SO AR B35 9 VCF STHE) o At B 2 1) SR 46 4L
Ja BRI AR T A H R GRAF IR Oy =48, ik eI PR 10 S e el FR TR AN 2 B

5. BANRI (R K

6. FAth
IR ANV VR AZ IR 7592 7 2 2 7 HERf 2R

EA 2 E B LMERESR 85
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Eif&EMESEE

HEmZREEN/FEFANGRANERRBARLS RigWMR. &%, RNEE.
MHER. BRME. BENKRS SOEIREN/FEFANRR, KERPZRQER
M, BERIZOEN/FEHF ANKRUER.

*ERER (IEH#): *E 7 BH: F A H

REFEANESAR

L RERRFA R EBRANBERRBAST, SFEQNER. SEME. RNSEE. THEFE .
EiRRM. BEMKEE, FERLOERIRE ZRARRXEREZR ZEHTRNFFE
FRIVERLER. HERRNERFTHEMESRKEREEHE, FEZEE,

2. FIEBRNTARZH X ERBHANEERTER, NHEAENEZE T XHRIRY
EIRHT.

FREARBERERNAFESRAR

L ZEERRFRNR KRS, EEXETRIDASHERRRTHREZR
SHCUEMRIETIR . BREIFMIEAE A, A%AFRKETERTETEEER, 184K
ERXMERFHMERERETREFYFHTLE. U

2. BT MERECRBR R ANBEAT WREZ NN EMNE . T BERAS FIEIR
TEEXDE. HTMNEERN{EREM A EPREEEE
HEE, HEREERNMAFAEEERREFHREHER, HANEEEEREZRTER
EMER (BEEERAHTHEMMTHE R X ROEIETEMBRIRDE) .

*ZE/ BIPAER (EH): *E5ERIEXR: *EFZBEH:
# AR H
(HZEETH 18S, IABRABEHRER. FEN, ENRBHEPAZEFER

e a AR AR ET b IEEDORIT Vs REBRR: ﬁ]z:%’%)\;ﬁét&w&ﬂﬂﬁ, WARE MR A2 SOBUERERIR,
WAEATMEER, ERERBER XX FRAL. BERHIE: xx,ofﬁiﬁlﬂﬂﬁ JA—~FEH, 9:00-12:00, 13:00-17:30.

EA 3 X BRMERES E=4
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M X B
(FERHE)
MR & EXSEIER

AR 12 SCS E R LB, 1.

EFHEEENF Duchenne/Becker ZUMLEFFA B BRI IR AR

FEARE R
FEA G 5 FEASEA a4 531 il FIFE H I bES A VT EA R
I RAEAIR . BEAT Sz b KRB A%
T2
BHER

6 2 (R DMD

Rl Jri% | DMD JERIAR R 7 A S5 P Tl 3R il I P BoR

KSR
s | g | PO RERE BETK | EEE | %R | R
DMD NM;?ngO EX46 55 DEL - EX46_55/CDS46 55 Fh Pathogenic
/U AR, Pathogenic FRBURAE R, Likely pathogenic FoRBEMBURE R, VUS LRI IR E RIS
LR

ARG, £ 32K TP H DMD ZE[R 7 1 AN CAnEUR A8 5 EX46 55 DEL Hemi), DMD FE[KIAHICH) DL ERHLE FRA R/
FRNUE F2AN RN X Gt B e thsi e, Kbz 5] g S 80 K4 .

#vE: DL BB T H A A DGR Som 2L R 7T AISE R A N7 7245 JR) PR A LB %

SR

VE: 1 B EAE AN HERR 72 BT AS I 10 2% S5 3 el A M7 A8 FAh B0m BB B AR S v RE s ASRERHERRZAEE T — R &R
&k (de novo) ZEATTNHEEE Duchenne/Becker BYALE F2A4 R AT HE .

2. BRI 22 26 [E E F L R R 4H F 2% B%E (American College of Medical Genetics and Genomics, ACMG)
AT

3. DL ESER ) st SA I B, FLAE RAEIA N 4 S Im IR BEAT 256 FIT

4, ARG EE R W GHEMFEA G DT, WA, HERRISEREN 7T N TAEHN SERIBER.

SKHHRAIEN - £ 4=F: =P % et H 3

[EB. 1 #MHR & EXSEER
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M % C
(FERHE)
KM EHREZRIN

AR 1 B S B R L IEIC. 1

1. FRENRZRES
Duchenne/Becker B E FZA R

DMD, EX46 55 DEL

2. BT, RAUAESRREE
B TTE: BB R-mEENFsoR

] — B AL IR IRE, 0 R 2H DNA A ) DMD 258 PRI 9 i X 38 5 AR 48 N 2 7+ IR X kAT 4 3K,
iof S A A B2 A, SRE DD 5k PR 2R b X 38 5 A AR A 2 5 PR IX I 2 R A S A5 02, )
DMD 2 A s (X 33542 5 AT A M o
A7 B 5 R R i

ARSI 7 95 P ASL DA 55 i R X 3 P DMD 8 PRI R A8 /NN BRBR G (<<20bp). FPEAE
ARSI TR

AT EAS GEAGLIN 21 DMD JE PR R A 35 X 45k )32 7t LA S DMID & [T 148 2 A7 (1 22 S SR A 45

AATMIAETRESR R LB BN BT ER . LM NMASNE O SER, @UCRAHHAM 5%
BEAT R

F 25 ROUBAVERS , FFEASREHERRAF AEA IV BBl 0 A oAt AR 5

Rl 45 RABeAEBR 2k & N — RS BUAETR (de novo) FRAZT 3 B S K A2 1R AT g

3. RS RARHE

[EC. 1 MRS MIREH1RIR
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