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A
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ASHHEREGB/T 1. 1—2020 (hrifEfb TAEFI S5 18045 AR SO R A M A SR ) 1A

HH
ASCAF IR R I A PR A FFEH
A EI AR HEA I O,
AR AL IR A AR AR B2 Wi #Duchenne/Becker RULE F-AN R 5
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It

5l

Duchennef1Becker ALE F= A K (DMD/BMD) A& WIS AL A LA, EX—ZEBRR AL .
HRBFEESNDER . XA NFE T B 25 S BRAAT I 2 242 75DMDLE 5 1 b () 43k & B
RLZIN4A. 18~T7.1/1077; BUDIZ) 1. 53/1077 « 7E3E = 55 22 rh DMDAIBMD ) & 975 .53 1) N 1/4673~1/3500
F11/18518 . FKIEDMDHI KW ZELIN1/3853, AERE LG T~ /70 HF, wAT4E&HIX, ToHbiER:
fiEo BT 2500 H R Joia @7, Do 120 B 4% 75 2 A th s . SR IEmR Bt 2, i
AT N2 W RGN BT AL 2212 WS 7%, b PR RO 3, I 5K i A FHRN ] 2K (227 47 40 . HoHRDMD
AR HIRE AR DU AN AR 2 7 T BT 8L S A b B 7 2 e L

DMD,/BMD f) 307 JiE RIDMDJE Rl K: 3£ 2300 kb, L& 79MMNE T, B—ALBE KM WLIER 2 —, HIUR
FARVE IR B S R BURZE R, ToikiR o) SRR T 77 (R 1 2 W . LT 2 B IR Sl EE
A (Multiplex PCR) « Sangerl/7. 2 EEBAMBMEREY 1 (MLPA) | SiEE N FEH AR Y
2B IEAE H T-DMD/BMDI) & R Wr o BRI 1% Se AR I 5A RER A, BRI IR FA A, FEZ
AN B TR A RESEBHZ IR R K B AR /B sl AR S5 2 AR R (A I, 5¢ BDMD /BMD [ 352
FE22 W BEAE mlE I SR R R, BN AN E AT A R IGAE 7 35 T80 [ il s il e T v, )
TER—FG ISP & R A X DMD/BMD A8 35 Al 2o V45 iy 5 K v B O / B 52 RN s SRAB IR 5% G 1))7 Bk
AR, BE—F SR D 7 TR AECAS, BEAR T BR3P BRI Hh o 2% U B AT 22 7 9t FH 38 e e Al e
RS KURSE s[RIt A3 M R PRVR Y7 S i 1 SE RS 0 3 2 W15 8 o (H H BT Bl N AR @7 28 T 5l
I G Duchenne/Becker B LE FEAN B 1 N FH Ve AR, STk, A E 5 05 Bk 2DMD/BMDx %
ZH Hip 7 ] 9 22 24 B A SEDMD/BMD 276 T A A 125 B DA K 7E vy J8 s 3 5 A 2 P 4 28 56 = TR AH % A7
HFEZY, XTSI RN TR NDMDE K AR AT I G BHE &) S = TAERE T Al & A
R A T TR AR AR Z T B, DUMAIR 21 12 R A W DMD 22 [R] I PR S FH B 41 5 25 prife F A2
70 Tl B E AR 6 34T Duchenne/Becker B 1L 72 A B 35t PR2 i R8s 25 5 0 25 1T E 1) o

111






T/SZAS XXXX—XXXX

ETF =SB SN AR M Duchenne/Becker BUFIEFRA RHY
N #TE

1 SEE

ASCAERLE T T ERE B R AR iDuchenne /Becker BUILE 75 AN KA IR AR N A vh, - 4600 i 8t 4%
HW) S SLIIRAR . FEARTTE DA 2R TR RIREARLRAT . SEIREREZR . S0 = N s v
BOR L BRSNS A5 RN A5 SRR R R A R A

ASCAEER TR E@E &N (NGS) H AR MIDMDAIH AL, i FH iy i & 0 5 A% 41 1fiL. DNA.
i 25 2R 35 DR ZH DNAGZE AT DMD & PRI A I, 5 e 6 DMD /BMD 2  F i # B st A% 2212 I o

2 HEMSIRAXH

TN BISCAE R P9 I SO R 5] TR AR ST AR AN BT D [ AR . e 3 H A 51 SO,
3% H 6 B I RRATE F T A S s ANy B AR 5 S, HBophoAs CEEFTA s &M T4
A

GB/T 20470 I PR S5 5 = (0] Joi F PR 2R

WS 233 I JE A AE W S s AE 2 4l FH HE D)

WS/T 496 I REZE % i = FR An

Duchenne M IE F-A R £ 2 RHEH L ZHAH

W EBRAERBLIUE 72 A RAE 2R TR

3 RIEFMEX

FANATERE SGEH T A
3.1
HeiE#E  proband
FE R B SE A UL 1DMD/BMD B8
3.2
HN/ERDZEET  insertion - deletion mutations; Indels
TE 2[RI ZHDNA H 4 NFH/ SSh) 3 1 381) 2 A R
3.3
TSR copy number variant; CNV
HERMAAAE BN SER . —BRIEKE NS0 bpbl B EGEE R K B a0+ DL nak & kb .

4 UEEEIE

T B 4 e I A SO

DMD: Duchenne® g7 A E (Duchenne Muscular Dystrophy)
BMD: BeckerBUAEFE AR (Becker Muscular Dystrophy)
SNV: BA/MZEIRIIAE R (Single Nucleotide Variant)

5 KMETEA

5.1 lmPR&ER A8 sRIIGRE M E
SE{LADMD/BMID £ 5 B ALl gl 2o VE 857« A7 WA 058 {ADMD/BMD SR S ) e PES AR B it (L5 Sk
FH A MBS PURIEE REA R F) .
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5.2 #WNErEaES
5.2.1 ZREEEARRERKRELT)

TR EAS B BRI R IEAR TR AR IR R, B E NANE B RIS M BN L. Kk
st BEAER SRS M TR R . BRI e A% . 6 SR S A K A B A0 I AR B A2 A E
REM R R R
5.2.2 FEREWNKERMYEH

P 5 2E BB R T S B B Az SR ARSI A H Y, BERTTIERRIBRYE, AT REIRIS A 45 IR,
B RS IN 45 BR  IH 3 5
5.2.3 #WNFIHRFRESMMNEREREE

W) B AR BB AL ST N 5| 5 B B A2 A B 3 N SR A TS AT\ 58 GG B B S, TR TR
e F =T, dEm s s R A E . R T @ &N P B AR WDuchenne /Becker ML E 77
ANRMNARMERZERNESEARRTLLTHNE (SHER L FA -

a) FEMIE A,

b) AR PR ;

o)  hIE KSR

d)  HAbKN R ;

e) PRFEALEPRIEBRII AT 5 FE

£)  SREE BRI,

6 SLIOHRIE
6.1 IHFRENEIT SME
6.1.1 BFfrXiEiEsF

ER N iiip ik s VAT JIEE

a)  PREFIIRIX I 5/ 7 o DMD 2[RI g i [X 5

b) A/ TR AN Y Jetik b — AR

o) EEH 3 MU EESFIEREANSER, HT DD ZEF ONV 347,

6.1.2 fHIRIRSTIF

KAIEFFEA GRRXENONVIFI ) |, ik ¥E6. 3~6. 5088, HHMTRXBRIEEL. #2FE 57, DMDIEH
H AR X5 A 22 H AR XA RO TR R AMIRF100 X, 20 X A7 20078 i FE A T-99. 9%, 71,
ARRET N H TS5 P

6.2 MHARE. THS5RE

6.2.1 HARE

6.2.1.1 FEARRERN

FEAS SR AE DL FE NGRS WS 233 (KSR, MldAvidr, LBt gy, RISz N Anz4.
6.2.1.2 FEARER

FERE AR EN G BE R, BERMAEEM, RIS S RS S ER TN . 16485 FIG
EREAHE—S60D, IR, RIS, AT RE RS LS R,

6.2.1.3 HEARE

FEAS SR EDTA HUBER I, WEFRESN N AT 209 5 R ML KA T4T, A BERsafEmLEE
P NEEARTE I, KGO S5 A [, AN Bids, ARYER M E R KA 2mL~5nl JhFE ML, REFA)S
LA EMENES] 5 I~10 Ik, BT =IEK 4ACHEEF.
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6.2.1.4 HARER
FERFRUAZIHER B, RIME ERIME—4605, 7280 A BB iC R & 15 B SR ML TR ATREACIRZS .
6.2.2 MHAKIEH
6.2.2.1 REARITIE

FEARST RN, NAZGFEARS (BILHIM. RILEA LRIRE) | R SR 5 B — 8k
FEARKE, FFERHEA LEH 505,
6.2.2.2 HARITH

TRARFEA ik A6 iz BRI S2i = . fEistid i, RImeE N B H HE e TERE, BE5E
PIEY, SR EEHE2C~8CIER N, BN AT 7R,
6.2.3 HEAXFW., EERA
6.2.3.1 HEXRIEK

FEARFLSCT NAZ S FEA G 5 SOEKT ., IR EREARS, WA ERIFEA, BloFEid. &%,
TIAFFEERPFEA, FHUR. B0 FFI0 A0 E 5 R .
6.2.3.2 HXEEZFEA

FEARME BHIRESFN, BT EGEREAEN e Biss Rt 5. PR, FAME R aEHEE
AT LT A%

a) ZAHUS;

b) HAEHH,

c) MR

d) B/ R

e) KN

£)  KIE

g)  IwIRZHI;

h) AR RS 2 4G

) ME—PERRIR,

k) FEARETY,

1) EREREMEARE R,
6.2.4 HXRE

FEAAEF T ZIRE2°C~8CHM NI, MAEE15K; 20 CHEAFFKE T AL 34,
6.3 DNA{2EX

{5 FHDNASR BRI &, 3 IR & e i 44, $RBUREAS R 2L K ZHDNA. B i T 85 IR I B2 A
Tk R S B8 O R V2R B 7 B SR B I JE (R 4HDNA, — g R T 2 SEBe 7oK .
6.4 SCEENE

KW FRFT W ol {5 FHDNA F B AL B, K5 R AS A R B 3 DR ZEDNABEAT i BUAk, AR K R i 18 2 g
X BEALDNATEAT AR i /8 AN 3 s A 24 <A, PR A B RS 7R v BEALDNA v 0 b 5 b 25 13 F ) 2k
ZPCRY I AR AC R SO . oG, K& I M 28 S8 A SO SE R EiR IR A A R AR I I 3k
WEF SIRA SCERATIAS, WAV Z B2 NS HARDNA B BUE e RS f s 2k b, Pt 209 H
FRDNAJF » X DMDZE: K] X el S ME A SR AODNATEATPCRY ™ 38, $RAF 438 J5 SO, FFDNAMIFF .
6.5 DNAUIFE

Fi2 B PP AT T SR AR B BRI e VR R EA T I PP
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7 HARETHEX
FEARTRNO, d AU IR — [, et s NAB AR ORE AR :
a)  FEAR ALV I B A e
b) Pk A LA
c) CRIMAE HBIEYR B
d) CRIMEHIG . Ik
e) FEARBIAATIYG FEK;
) FEARKKI(E R HIEK RGBS
g) PR EAAS B B ATE 2

8 RERMMERNRE

AT BORMEAR A SRIOHR L SR SRR AR, BIRAFSE L, HAEFUERERSN. IR
FERZ AT REASN A L, PRAFHIBRAE34E DAL

9 SEER{FEX

9.1 #%F& DNA fZEREK

FZFRDNAFR G A rhr, B 15 B B M IR AN B sk iR . RS FIDNAE T-20°C LA R 448 FARAE64N A,
W SRR . DNAER: DNAFREUS B =20 g, WZ20ng/ ul, 0D260/280 HTEL. 6~1.8[0], HEfgHH
Bk I L Wk 25 SEDNAE 7 B S22, TC P S P o

9.2 NEEHIZFEX

S AR T, BCE AR BAVERIRAN S FO R AR ACHT SO, A O SO B A
Tlng/pL, SNV BEAFAEDNATS QL. HEBEE . 2 AERF IR, HA SRR MK
TEET10ng/ L, SO BN, To KR Bt

9.3 HEfRXigmKER

ARIRET A AL J5 SO B B2/ R P I ERHLIN P 7R K, B Bor o s —ig, R v ButifE.
9.4 MFEK

T B AS P B AL AR By X 238 SC R AT A HE 5 T 42

10 SSWEFRFE. ZEFIFEXR

10.1  BREN

IRHFEGB/T 20470 JLWS/T 4965 DMDE PRI il S5 2 3047 2 P Jog 42 R 26 () T 1F
10.2 ERRE
10.2.1 FEmEREX

10.2.1.1  JXAJBEAE DMD 2 ERIAS IV () B A 349 450 FH 3 24 I o 4% AT 4%, a8 i R B4

a)  BAMERIE S SILIGTER A A DMD JE R AR S R bR i SRR A

b)  BHMEFE B0 RE DMD FE R 44 A HIBH PR s

o) THNE: TR, KSLIk ReE B EINEG Y.
10.2.1. 2 J5$5 S B B I ARUE S, TETCHRUE S SR A ) AR G OL R, BRI s St e] DL &5
A B AN DMD 22 K145 55 (1) LR BH R AR s BHIEE 5 4% o B AT DL FH 23 A I8 RN PHPERE AR, sl &t
BOUE A AR R A, PILIdE 1 S DU A2 A o i (R IE R AT BB I PR PR AR

10.2.2 ZEAREEH
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X S P SRR, SR (R B2 i « BRI J42 t R 2 B A2 k) B 55 AR A [ I
ERINDE e I

&1 DMD EFEFACMERN FTEITH

JRPEAT RS BHRIERR

BE P % | B 4 EEIEET S

DNA $2H DNA $2E S EE =2 u g, W 20ng/ v L, 0D260/280 fH7E | WEN O , MUK E R &Y
1.6~1.8 ZIA], FRARHEEER: fEIkEE B DNA EAF IR, BOHRFT
To W 5 iR

XJE SEWRBEN K FAET 10ng/ ul, XERBSMAR— | XERE<L ng/ul, I | EHgE
g, TR BE R B i

WZER HARX | AMET 100X AET 10X Pk

WA R

WS R X | 20X HREEEAMET 99. 9% 20X HRERENO TR

W

AF SRS e iR % | RLEuRtR |- - EHRI

10.3 Z=E[EFRIE
FF FEDMDFE ARSI () SI2 86 28, AR4E N 2 N [ 58 TAg R ARG 56 O H ) == B) T, il

GiEk. Xt

T X AR A R i PRSI T L AR T BEAR IO H PR = 1] RPN, N o DMIDJe PR RS F) 2 s 2 1) i
WAIE, S S M AT R R RE TR TR ARAELE AR P AE

1 BIRSHGE

1.1 BIESTRIE
11.1.1 %%Eﬁ@ﬁﬁ%%%ﬁ%%?ﬁﬁmmm%ﬁ%%@ﬁmﬁmﬁ1%%o

T
ol

[ FRIER AF B

X 4 )
SNV/INDEL CNV
[%ﬁ%ﬁﬁ#ﬁ%%] me%ﬂﬁﬁzﬁw]
B IR 55—k
s ) B F S ZE
[ TR ) [ " ]
[ SNV/INDEL4 & [ CNV#E & ]

Bl ETERXEHRSS@ENFERE DMD EE TR 5 1iRiE
11.1.2 B RE R AR EE AT e, IR R ik e 4, IR SRR ) i A

5
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11.1.3 ¥ “F57 WFEds b 2] NS H R A .

11.1.4 SNV/Indels: SEFIASSEAHTHAE, 0 GATK, XASSSubATRM; S FH AR Syd B A o A S ik 47
R, ERGERNESROALIRGER. EAGE, RO EE. RRGEE. BRGEER. R
HGVS 15 B+ A FE s B S5 2 TR AT B AR F IR TS 555 . SNV/ Indels 28 Sy B4t B8 A2 2 DMD
HERWSHEZATFH, ERH NM_004006. 2.

11.1.5  CNV: XPFEAH) DMD JE R S ANMEFIRE AT AT, HEETFEAN SR E 56 208 %, %F DMD
BRI AN IR BT — s X — S MFEAR LB IE S S E R 1, Hd B4R it
R A AR B TIR BEABIE, BB MEREAR R BIEFEASHLERATIREBIE, LR AR
W A e ERE AR BT IR B I, BUVEREARR ] LR S B TR FEAE IR ] Al e s A I
CNV Wr 55 A 4388 3k 40 BT CNV 187 £ SR AGI DMD 325 [RI F) ONV . i 2R B 2 A2 31 BRI K o7 28 A0 2 7 XM, g
{4t DMD RS FE AT H], R NM_004006. 2.

1.2 BIRRIE
11.2.1 BdzmBds

JRAE G NS R RE A [ A I, 5% ESRANR 2R, R s RIS BRI R S HT, 1205
T2 b T ISR PR A A S B A I o

x2 ETBEFRXEHRSSEENFRARR DD £ F I ZAN BT M

RIS
A% WSEFHFRXEGH | WSEF 20} H8E A5 A 1 L
RIE i

RH P Jo 25 i =100X >99.9 ¥ o H— %

B P Jo 42 i =100X >99.9 FR S DMD 36 P 3 A
EL
Jt

7 IR <10X 0 -

11.2.2 HRNFHERE

XFFEAMFIREA,  HQ20/Q30 G 4% NAT & Xt N PP ST G IR ESR, A S EE ] H AR X 38AT
OISR EERAMIET 100X, 20 X A7 28078 25 LV AMIRT99. 9%, QAN AL AH LR HE B EH A o

11.2.3 ZRFHE

11.2.3.1 SNV/Indels: SCHFZSFIIABUTHIEAMET 20X WTHEE50ER, ZRESNART
HILL R R AT A/ SR B KR 2 G 8T 5D AMET 0.8; X TREMA R, LR
B RUF I GRS 08 30F 508/ SCRR % B bR XK S RUF 5180 MAE 0. 3~0. 8 Z [A],
11.2.3.2 CNV: X TPk MR s, SCRpRR XSSP AR X 7 8RR ERCA 05 X T A EE AR
S, SCRPE S XA P HIEEE R ERCA 25 T ARG FRRIAR T, SCREERIC XK AR X 7 51 £
RN 0.5 X TG EE AR R, SCRFE S XK AR N P AU E B BN 1. 50 FEREAS I S il A,
CNV RIE SR B3 S Bl i i) O AP ERE AR BUBRAE S FFER G B IS AR BN S R R IEAT I E -
11.2.3.3 SRR R XA AE X 17 51 8= FR R 2k DX 3 38 — 4 3 51 4/ 12 DX 3806 B 2 28 R AR (1)1 X
I — AL R A GO BRI AS 1)3Z% X R AL 7 210D
11.2.3. 4 SCRPEE XIS BAN 5 50 8= R B X IR 3 — 467 5150/ 1% X 3800 B2 28 SRR AR 1) 1% X
W — AR AL P A EL CEOR R REEA B X IR — A R AL R 315D .
1.3 TERHmRMESE

DMDJE RS S Al 43 N T2 (BURI S ATREEUHRI . IR E XA TR R RMERD o X
AR 543 FR P 1) 32 BRI AL FE SN/ Inde 1 s FICNV 2 753 5210 H; 1 2 i 25k R B 2 4% o A4 D e SCHRARE
AR E = 3RE M (ClinVars ClinGen. DECIPHER. OMIM. GeneReviews. UniProt Z5#iEZE, M#EE

BERGIEE) | I NFEIR SR E (1000 genomes DGV, DGV-gold. gnomAD. [E Py A< NS i
KAEOL KRILPEENL . BRI CHrRsus L B AR R AT T 45 R 4% .

12 REEREN
6



T/SZAS XXXX—XXXX
12.1 HREAS
12.1.1 #ER
DMDAE RIS 41 5 7T 43 4y T SRR B S 5«
12.1.2 REEXAR

R IES (SHBRARE LN B) NS BUT WA

a) MEREE: BEBKRA. BRI, EE . Fie. Ml BRI AR, 2
FEEII. ImPARREIR « BIAE: S K SR ISR 9 52 55

b) A& AT

o) REMEAR: . FOEAE. R BEREAEEE/ ERVEH. R, AR kg

=S
d) R MRS R AR SOIRIE T L A IR AR S AR S i ok R it
17 TR LA

12.1.3 REMFEAS

5 MR (SHBBRVE WO RS LT %

a)  FREANEHRRVER: X) DMD/BMD B A E . RAL. RHLEISEIAT RS XR HAR 54y
FARHEHEATHEIR 5

b) A5 SRR KT vE S A DMD PR R R X, AR A Y . AR R S
Bl AR S5 SO I 7 AR AE S o e PR R R 5 0 REAS I A7 3R DX I R 1R A8 5 . N HERR A AEAS:
DU B AR R AR B AR 5. ANBEHERRSZ A H N —RE R N HT K (de novo) Z74FTT S DMD/BMD
RAEMIATRE, BIRRASREA I (1) 740 5 R 7Y sy [ 45

c)  AINGE EAHSEHT I SNV/Indels 755 reads K. CNV X3k 4h G iR FE A

12.2 RESCHE

12.2.1 W TEERLEFEREARRIRY, TR BRI, 72288800 SELEUR IR & L
AN B AR S AR R R

12.2.2 XTA G L IR A, 5euEE 752 W QB , 15 AR MAR TR S
WEH 2B g Wk T s Wi R T 2w, X T IEE LRI Y, BT ERSHKIER
A UEHE, 7 IO A BB A8 7 AR P i H

12.2.3  0PAE H IR s s Yo B SR 0 350 BEAAE0E B PR = SN BRI SNV, Indels 285, 7E
W2 11, 3 HUR BRSO R, AT ERE A TR s TS 11 3. 3 A R B ER M BUR . SELEL
I3 A R B AN SNV, Indels 285, H KM Sanger ¥ilF 2 e T#k o

12.2.4 PR HBRT A EdRS T RIE SR B0  SEALE0W BIG R = SCAN BB ONV AR 57, X TRa 4
SRAZ AT A 11, 3 B s EoR SO T, v EETHE TR 11 3 B s & n&
RGR, AETERE. A A AR E 5 AR 7 B R MLPA B oPCR B8k 2 5 474 5

13 REEEFELM

T 4R 5 N A2 12, TR 12, 285K o AU 5 (4 A T8 i T e 3 el B SR A M Duchenne/Becker
RIUEFRAS RS 58 = RN s B AT 52 PR R B R . BREFIRIEDLAN, BRIA
RS o (R0 Tl Sz dar o RIZAS BRI ;- B304 AT SBEDMD/BMD R JE S (B ey 3RAT 56 I 2k DR I 25 SR B
FEA B 15 EEAE T D0, A IR 5 Al s A B AN, TR AS AL SR 52 2 45 3 A
W AL EWIR S, JFEIEAM KR E &

14 KWNFRIREEE

14.1 PEMRNERIIRESIE
14.1.1 Z#&& 795%{ DMD/BMD B
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S N BRAADMD/BMD G, M BH G I 25 SRR FH T2 A B i R o 06 R B s 7 4 b e R A
SR, TN LS S MR PRAEIR « IR PR B AR, X 52 Ae B AT #12 o e s I mass A% 5 ) U N2 AR 47 32
R SR BRI B A IS D2 AR R AL A i, B SN A B EA R TRUT:

14.1.1.1 X THE

1411101 SHIERE, HFERERE XEBIRVEG S XS0 A AR R SR A XU PG e S e
Bk Jy S

14.1.1.1.2 FEFERBEAL, IS RIEE BERIVATSE &, AlARYE 2 S e H R B S AR 0L, ik
0 T 0 I I R S D B A S RS o RN 2/3 ISR BRSO &, HAR 1/3 B BEEIISMA
I DNA A b I 2 512 588 A R B PE S 2R, W RE S =B D DMD DRI AR S5, ] e R BEROA
T AR . RIS A, DI VI E AR 50 B A B Ik I .

14.1.1.1.3  FHEBHEFOMENH, NEE RN LKA S50%HIMRNEH, 50BN IER; [
MEIHIRAT S0%HIMESRAHE . SORIIRERAIE T BN AL . AIIRYE K R IG DU FEE AT X+ 8
RERGR A LNE R, 2 A A2 BRIV E AR B2, W] 25 & HEAT DMD 26 PR f) 485 47 24 A 0 o
14.1.1. 1.4 35 BE BRIy ARE 15 B AL T A iR & A0 5, W AR RO XU /N T2 5 . (5
DR e 2B SR A LA, R 285 5809 R M 5 R [ B AR ok o 85 7 ¥ RO R vk R i DD (L, T
RYE Sk R Imesede = 5 =I5 Rl iU i AR R as A M AR EH A E S5 .

14.1.1.2 4 BESEN

14.1.1.2.10 BEFEAGH BIEBEREAET, LTSRN ERHERT RENHET 80 R R4,
(EH AL R, DI A LA & I R AT A2 R 2

14.1.1.2.2  BEFINMHIR: LIrAAEIEH R, 188 W1 Ja NLx B 1) ) AL R 3E AT A 182 32 Rl ke 455 7y
HRMARFER

14.1.1.2.3 BERER: BREEREPRES WS, HAHRER FRUE AT AT & B2 W .
14.1.1.2. 4 BERRPRERFRANE: & EBE RO E, WENH LT T ROEERFE L2
I EAT AR N B R SRS, 25 i, R EREEAT P T2 W

14.1.1.2.5 0 00 firA BI85 2500 S22 i et i o, ] | Tl Bt AT R AR RN T B B DR a8t £
TR (PGT-MD 34 IR AR T VR -

14.1.1.3 RITATE

14.1.1. 3.1 RIFREEAEM LR, B EEHER . T8 RN 5 mRNA B 1625 TG R 2 7Y,
BT [X 43 DMD/BMD R TR AR A BR . 24350 7 S S R B R B 2 A — 3y, BRI IR R AR 45
SINTIGIRRIN, b EEI 455 LA B2 i 45 SANILPIZH 23 mRNA P07 45 4%, it DMD/BMD #5244y
i,
14.1.1.3.2  XFHREEWIRIT VS i A B BN S (Duchenne MWUE FRA R 2 SRS B L 5 4L
WY A CREBER NS A RIEZHRTEME) , FonEHE LFIEN R A T FRRAL 5 . Becker Y
WUE A RR AR, KEE, —BAEKHORMEGIT, HA % Duchenne BALUEFRARMZ
SRHE BEANIE RBE 2V TT I U
14.1.1. 3.3 K6 BT B A4 4 1 I B2 B2 AL [ A8 AN [ 67 2900 M 65 Bh 2k & LK g, AR FRAT
Befva T IR B . 255 BT IRE W C 3 r DMD/BMD JERYGIT 254 . B4R IE R HLHEFH T-¥897 DMD
PIR I Z L FE LR J LA
a) B _LRRER R ERAY): deflazacort (i§hh44 Emflaza) , W4 “HRATH:” , &EHT
A SR FE R 284 1) DMD K35 . 2019 4 6 H J&, FDA #itHEFH T 2-5 B AL IRWLUE F#AN RE (DMD)
JURHEST . I HADR A SR K25, wik)ern. IRJefa k. HERJE e ir e BN Az
% - DMD K IHVA YT o MR AR IR R AR 3R B H g BT
b)  AMEFBRERIT I R NCEZTEIRZGY) Eteplirsen (B4 Exondys 51) , &FHT DMD &FE A
AFAERR B e n] AR - 51 5 BRER R S SLAGAE ) DMD £ 25 2019 4F 12 H FDA HitifE k-
T golodirsen (F§hh44: Vyondys 53) , &M T DMD FEPH A A77E B K BUs Ak nf AN 1
53 TR R RS HER DMD
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c) X FRABIEEITE: Ataluren (F§h44 translarna) {NFERK BA &AL 5, 3&HF DMD
FERITC A AU (8

d)  HARHEMIEIT, 0 AAV AR S dystrophin FIFERVATY . CRISPR / Cas9 F:[N4miEIATT
S5 77 1) 1E A T R BT TR RIS B B

14.1.2  Z0FE HEEULNES 21k DMD/BMD B EIEHE . BPATHEEE(L DVMD/BMD RIKSEMI LR AW 5

S ke N BEAUL UG 2 EDMD/BMDE PRI 5H7 5 « A7 B B/ 5 ALADMD / BMDZR I 52 (R 2 PR 5K A A 5, BB
AL 45 AR 71 D DMDESUI 58 AL E00 2 55 PO 95 1 2, 06 I T 7 1) S A 2 A1/ s M 47 A T 200 AR ARG 45 2R
S 3K DRI s 85 1 RS T BE (IR I 8 A% XURS: %8, R4 BRI A% A BB EA IR T LU R WA
a) MBS B SROR, BB USRI &R AR S O, a0 X Jet iR dRRENLR
Wy X P fh- T R R S R A, Turner LG ESE, WATREHILGARR I, ™ H~E
JEMGRAT M DMD 8 B B VERE BUD B, LAy skt O UR, AR oY
R RR I — M P S I 50 & AT A LA O BP0 DhRg
B, NE|LRHTZNE
b) NG H K BRI, AR TS B ), RSB R 50RO, 50%
IRV IEH s SRR AT 50N RN IEHT &, S0%MIBER N IEH o 2 & I BT T2 s
c) MUK HA T e R AV i o N SR T, A2 75 tHBUULA TG R IR O M I UL e AL 35
d) AR RS 1IR YT S B 55 DD Bl BMD AR VAT TR AT 45 A T

14.2 BAMENZRIIRE S

SZ R4 I EEAUDMD,/ BMD i 2 52 Ao 4 4 SEAUDMD/ BMD B, b M G 00 235 SR 7 S ke 7 ik R 0 s
PN PRV IEAR 0 DR R B, S 2 T S AP T W LA PT e, IR R N R AR H AR T RUR
a) MEMEARITTER R RAALT IR A A S TR BRIE X, Al 1 S Fr B A
THLAIZHZL DMD mRNA e fif e, Bas s ALY . KRR Pl E R 2 a5, 3t
— B R AE (RIS S A
b)  BEWIGKIZWAFSE: 45 Im AR E B R PPAG,  ARYE 12 Wr 75 ZEHE 0 s PRAG 2 A LIRS
KR EIZ W, WIS 08 DMD/BMD. #IBRAT AR AR RIS AL TR CnlLERRE & 90D
BARAFENUR (I YEALRD
c)  DRREAE BAE AR WA, ot Hofh o R B SRR DAL, TEikgs A B e @il
SRS NGNS L e . AT WA A B8 {BADMD,/ BMD ZK 6 58 1) 22 14 5K R A 2 A S B B4k e
VeI . A I ESE IADMD/ BMD SR S A Ve SR AR A 5, EBA VR ARG I 225 SRR s S A 3 AR 405 s B A
v B Y B0 A2 5 (BN BE S 2 HERR DR AGHI J=3 PR BSRGE Vi L A1 R REA7 8 R S309 A2 5 5 S0P (R XU, DA
JJa AR B A B0 548 3 BUB A AR «
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M & A
(R
ERBELMBERE RS EERR

A LSS R R S A EARULEA. 1~A. 3.

T = EEN ) Duchenne/Becker ZUILEFEA B ZEF A IEKE £ R ABERETS
*E R EALAE B

*IE AL AL : G A BRI - $ES oAU ERAE

ZRERER

kA wPEml _ smiAERM. & 4 H Rk _ FET:
L EREY HL T HISAR - Mk

EAIE 51 RN 2

EREE (EREITEE)
*ZAERM: Oz ORCUEE DRBEEE AN ORE:
fl H R O&F#mE OBk O ERE ORSAEd OXRBIE CREHESEA:

HIEH KR )i A FEIER (B2 mEEARNSR R, RN TR HAEA
s CEAD » FEARMES, » SIEFEARRR )
L8 DRI R Il AR

AWM. O OF «XERMIEEAN. O OF «20HRREXEL: O OF (FF, #h
ES -

seEBAWSEMR: O OfF (0, EMEINR S E 7 RER I, AL T #D
s 0 GO ARSCER BRI OJ6 OF (. g IiiR & b7 £ = Jiff)

KERFEARE B

FEAZKAL: O4ME I OFEK 4L DNA O HAh

KE/RWHY: % A H_ w5

FEARMZFIEEIA: _ A H_ W 4 FEARFIEA: AR LT
AL 5 H

7 T

AT H . T 5B E M Duchenne/Becker BYWIE FEA B FE RIAG

EA 1 ZRBRABEEER £—82
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HEERR
1. Fe 9 150 H B
Duchenne A1 Becker FULEFEANK. (DMD/BMD) I PR f5 5 UL B — b X320 B Ik A Ao 22 L0 o
R 73 Hbr XS 3R S e = 2
A 16 N TAEH
KI5 B B N A58 8L Duchenne 8% Becker BULE FRAN R 3 A %€ 8L Duchenne 8% Becker BULE 775K
RS IE S Lo, A IAE F T JE 864, Duchenne B, Becker B JIJLTE 77 5% i 50 o fd e N BE
2. R R R
2. 1 55T 207 B2 EAG M B AR AR 1R R 1) RN 524G 2 AR 22 5 5 S IR, AAG A RT e HE B S 2 e f 9 A 1
SRR, TCVEARIE 100%F RS M L 100% 4 Ih %
2. 2 KGR PR ARSI g vk AT ARG AR S A R X 3P DMD 2 R 4 A [X 455 1 s 5% L /N [ N B
B (<20bp)  FERIMNEFER . AN ITEARRRIEEAS RN E FEE., AR FERS
R PR, EUCR A AR LT RAE
2. 31ZJ7 VA4 B DNA Y H 2k I ANE I, AEIR E AEFEA0M, A REHERR IR A I S AT SR fd i 2=
3. A KRN
3. 1 3347 DNA JF 8 43 B2 9 1 i BF S B 35 [R] 95 1 895 Do DR BV 84 XU o PR T B A AU A
KT, WA H A s R DR A S0 A8 S CEDFMESE ) A REHERR M B Ao I mT BEME, A
s AR DRV 114 R 97t AT B AR SH Ath oA e 366 K] i et LIRS N F) 3 TR A S 2R A O
3. 2 K25 BASREHERR 280 B — RSN A (de novo) FEA8 M S Sk S A& AL (1) AT R
3. 3 B REAE A IR, SR A IRV Sy iy RIS 08 1t B R I AR, 12528 N B2 4 42 FE B A 2 T 7 45 A E 3R AT b 3L
Tl 2 BRI RS YT, Wi BERAE A 5%, 7T S 8IS RIIR S . BT HURIEAT A= A T e
PR ANTEA S R A A
3.4 HTA IR R SEREARANGH, A E THE AR TN LAL G 27 P EURE o 600 FE) 1 A\ S5 3T 2 B
FEARNE 2 HARE B 5. ek kB, S8 =645 10 AS U A P PR AEAS I 45 2R, 460 2% F 4 4R
W o QNSZASE IR B SR QR SRAG I, TTRE 2 5 S0 I R sl RS U 45 EANHERR, SEI6 S ARIIET 5T, &
DN %% FE RN RS EH 2 G A A
3.5 SRR RIS I &5 I 5 AT RE 7 AR — e O E R ) R H, BRI Tl N GUKE AR 4 1 Dl S (it 500 R
A IH LA AS AR T T4 T .
3.6 BEEBIE T2k E L HFE IS B, BT R AR R 4205 0 R OR 5 5246 3 Bl M s 22
4, ABATY R e RIAS rT TR 3R A7 AE B AL Tk 25 ¥ AT RE
4. BMER SWE
4.1 AREIFFAEE BUEARA I,  H 37 R TR RS W SRS 5 (1, AR 2 RALBE IR IR =5,
AEIGIR W, FTRIGIRER ML & 2% 77 THAE LE W
4.2 AAREANPR 5 2K W PR R YA OC HL 5 52K 38 SO0 A% I3 52 AN 1 S (1P 2000 / B8 AL B0 /3 SUAR B AR

FFo

4.3 SR LHAEBORIE AT LA XX TAE N S w5 USRI 3, B IR T XX 2 f s XX 2 if)
R HEEE . RIUGIIR S o I R A IS SR AT BE I, AT AT i o 2 2 PR T LA B A i R A
4.4 AR A SMHEBCR T LA A SR AR R AR A XX AR N B3 FR A T 3SR I BT 7 2
JR g EE (s EnEE R AR TR Fastq ST K& A5 B 0#T 5 B9 VCF STHR) o AR I i 7 A= 1 S i 2
[ o I 5 R T H AR AE XX ORAF SRR g =4, el st TR A S it PR R i AN 32 P

5. BHNRI (AP R)

6. HAth

oL DAL IR VR VR UG I 75925 1 70 2 P HERR R

EA 2 2B RMBEEER £
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EifEmSEE
HEmZREEN/FEPANRRANERRBARLS ReNMR. EE. RNEE.
MHEHR. BRME. BENKRS SEEIREMN/FEFANRR, KERPZQER
T, HEFRREN/ B EFANRRITRIZICN.

*EHER (IEH) : *FREH - F A
H

RREFEAESEAR

L BZERERHA R EBRANBERRBAET, SREQNMER. SZEH. RNSEE. HEHEFR .
ERRM. BEXKRE, FEROERERE, ZRARREREEZER BRHTRNIFE
ERIXVERALEL. RERRNERFTHEMESRAREEESHN, TEXEE,
2. FIEBRNAKZE XN ERBHEANEERTEZ, NELEINEZT XAEIRE
EIRHT.

FRBARBERROAESAR

L. ZERBHRBARNFREARNEIE, EXEDRAIDASNMESERTHIMEEZR
SHCUEMRI TR BAREFMIEAEA. ARAFRKRETERTELTBAREER, T84
AR AN EREFHERERETEFYSFHITLE. O

2. BT RSB R ANBIEAT MR BEZONH A NG T BRI RIBIR
BEERD. RUMNEEFTNEEN X FRPO XX) ZBREERERER, RERRE
BN RBEAGEERRFHBEHESR AEEIEFEELREHEMNR (BEEERK
HTRED TR E R R ROEIETEMERSHD) .

*ZiaE/ WP AE R (EH) - *S5ZIGEXRR *ERXEH:  F
A H
(HZREFH18S, FABERASEAIRR. FEN, EMKBHEBEFAFTFTER)

VE: a g AREDG bIEEDOLIT" V" RERIR: ﬁ;&%’gﬁﬁ%ﬂ&%&%ﬁ, WAL MEM AN 4 SCREGK IR,
WAEEMAEEN, EREREER XX FRAL. E%%Ealﬁﬁ xx,°7§iﬁJBﬂ‘l‘ﬁi= JA—~FEH, 9:00-12:00, 13:00-17:30,
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Mt % B
(ERHE)
KR & [E LB EIRIR

Rl AR IS5 AR ILIEIB. 1,

E T REEWF Duchenne/Becker BRIYLEFHA B E FA IR SHARK

BARE
RARE | FEARE wEg | REB | GRE | BIRECM | kRER | RREE
PR BEAE S B R
I
RAUEE
R | DuD
KWE | B Al R R A
R R
wE | sy | PR RAE BETK | EEE | 2 | w5
Jes 4, w
DMD NM%OO;OO EX46 55 DEL - EX46 55/CDS46 55 FE Pathogenic

£vE: AR TR, Pathogenic Fun CANEURRAL, Likely pathogenic FI/REEMBURRAS, VUS LonimRE X
ARIHRA,

SR

ARURAGIN, FEZATE PR H DMD JE R HT 1 AN AE0R R4S EX46 55 DEL Hemi), DMD & [KAHZCH) DT RHLE 77
AR/MRIVEFEA RN X Geta iR ESRarbwifg, RIEN 1% 5848 v] Gt S B0m KA.

FVE: DA EAREIE T H RS AR BRI L R AT T o RSG5 5 SR R L o

SR

He 1y DL EASIASHE R 7E B kar I 0 22 S Y0 ] A7 7E Ho A B0 BB AL B0 A2 S 1 T B AN REHERR ks T —AX
2K (de novo) RAFT #E & Duchenne/Becker RUWLE FRAN R I AT fE o

2. B AR 22 2 [ = it AL A F AL R 2H 224 F% (American College of Medical Genetics and Genomics,
ACMG) AHICHEH -

3. LA g5t s it A I A, A AN &5 S Ilm IR AT 255 I W o

4, RHEERRANIEREARN ST, WA, BERBIEREN 7N T/EHRN SRR

KR - MEHEGA: BA%H et H 3l

[EB. 1 #MIREEXSEER
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Mt X C
(ERHE)
MRS MRS E RN

AR 1 P SRS RAROLIEC. 1o

1. BREIN R REE
Duchenne/Becker BUPIEFZA R

DMD, EX46 55 DEL

2. KTE. MWARSRRE
BT B XEER-ERN B

] — B 5L RIS, X LRI ZH DNA H 1ty DMD J [ g L [X It AT 4, aeed sy e ) e R A A
25T, SRHEX DMD Kk [RGB DX 38k ) 2 DR AR 545 S, 0 DMD 2[R H s IX 384 St AT A M«
HRINVEE SRR %

AN I 7 3 P ASE DA e g 3R X 80P DMD 38 PRI F) i 9842 L /DR Bk 2K (<<20bp) P57
PN

AIGMIPNEAREIE S RSN B T HE . R ERSNE TR 5 E SR M HERTE, EBCRH]
oAt 75 92347 Sk

LA ROBAVERS T ASREHERRAF CEAS I FE A1 ) At 5 PR 22 5

K Z5 KA GEARRR A T —AREBEH K (de novo) RAZTN T BUH B K A I W] BE

3. AMEERMRIE

[ElC. 1 MR EHIRSEZIER
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