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A7 TR SME TN 5 ik 4 ILFE AL R4 DNA g i 4 o iis 2R 1
(SMN1) 58 7 AMEFRIES 8 AN 748 AR =, FT SMA (Mt kil 1% F0H
R 0 I8 FH LA 8] 5% B b 7 T A B 1] AR AH SR E

BHEMENLZESASE (Spinal Muscular Atrophy, SMA) J&—Ff T & 887 A1 4l iz 50
TR TCAE, SR B RUEE T AT . SRRV LG 0 R L2848 8045 e 22 AL
P, R e R B M A, 1R R IR R I 5K, AR B AR ] &
Wi, KL 1/10000-1/6000, HEHFZL1H 1/72~1/47,

SMA (1) 2 B EU 3 [K iE 3 #4047 35 B4 K] 1(Survival Motor Neuron 1, SMND),

FHEEHE AT AR tE Ak 5q13.2. IEH A £ 2 M IUIER SMNT 2R, HER
FUALHGH DL [1+1778 R 55 LR 2+ 1 RS AN [2+21 8 s #5453 A 1 AN% DL IE % SMINT
FEA], LR B A 5 LA 1+0] 8L A 880 LR 1+19) 8L [2+0]BLRI[2+1 1L SMA i
HIAF A LB SMNT U7 HE R 40 A4 i 2k 878 ([0+0]3E R AL , /343 9 SMINT
HEWRETAE ([OHIEEET) . SMN1 SR KIS NN T 7 & ISR T 8 SLFIHh
Ky DEMORINET 7 B I SMNT 3% K #% UUEORIN 7 6045 2 SE K
VESREHY B (MLPA) , &S IEEMEEE R BVE (QPCR) 45, MRS SMNT JE[X #5 U1
R, ARSI SMA B HEATE SR E AR 29kt SMNT B[R4l
LRy SMA #, MKH —> SMNT Z: K DSy SMA #ti#, Afa iA
KA L SMNT 5 K #8 DU 9 IEH A .
| Qutiod 8D |

AR B G  FE bR I R N I8 B4 2 A7 2L KL 1 (Survival Motor Neuron 1,
SMNID) (NG_008691.1) , iZIEHEN T 5q13.2, AL 'S NM_000344.4, L4
8 MM (1, 2a/2b, 3-8) o TEAEERZLA, SMN2 JE[H 5 SMN1 A A P >
99.9%, PIEAFLE 5 MAEZSE, JyFFAR SMN2 JEEIXS SMNT J: A+,
AR E BT SMNT K Al SMN2 B[R 55 7 41 52 1 F15H 8 Ah Jik Tk 22 547 £ c.840
AL C/T R 239 7 i G/AD 4 BT T 0] 5 1R 3 SMNT 2[R /) Tagman #R41,
LR (LNA) SHEEHEAT 1B

SRR TS 9 i PCR BiR, AN REAE 43 5% 35 7 A7 A1 8 Ah
FHEATRI . £ SMNT B:DH 7 54021 H ARG 2T (c.840 SLAD FHIIAI 8 5405
F HARBRIEAL AL (%239 A7 20 B4 5Bt 514, FRTE H RO AL o2 b 53 53 e it m]
RSP SMN1-E7 il SMN1-E8 [#REF, BiA [ ML F540 4 Y bR LK RPP30 1)
SIPRERE, X Py AR R B ORE F SUHEAT RN . SMN1-E7 RBiAR & LA FAM Jifl
NG S, HEX B NAFAES: SMNI-ES il 2 4 LA ROX iiE Ak {E
5, HEX J@iE N AR1E 5. PCR RN AR, 454 291871 L A9PREF7E PCR A
R RE -3 AMIEES MR DNA RAEREY), MERE I POLIE RS K L
3HF, RN B, AR I ¢ e B AR A SEIAT H AR A . X
FE R AR R @S T dUTP/UDG Biis g R % .

U B7 5 RE+REC ) S 2R A IS 7 AbEF, AL E8 S B+ I 1
SRR AN 8 ST, FEASKI I B2 LE AN A 2 43 50 R AR 00 24 ot R 2 4%
UUGHE 1 4% DU RN 0 4% DUG I, PRSI R v k) L AR ERE . SRIOIR A
ARt R AT 5 2 MU o 220t R ARG 425 SR 4 4 ORI, ) PR X s v ) Ll
Ct 5 M NFEA SMN1-E7 Fil/s SMN1-E8 9 RQ 18, 454 BRI F i {43 B
AREE T AN EFRYEE 8 AT P . RQEMITHE AR

PR REACER 2 3% DUKHIE H FR3E R ACt= HAREEA Ct- WHRIER Ct

FARFEA HAREER] AAC &= FHESFEA ACE - 2 3% DUXHIR ACt

FEREREAS HAREER] RQ = 2724,
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HA Ko JAE Ko

dNTP Mix. dUTP. 3l P
E7 R 840 pL 1% | s40pL | 2%
i . #R%F. UDG g H " " "

dNTP Mix. dUTP. 3] P
E8 SR 840 pL 1% | s40pL | 2%
i Y. #REF. UDG g H " " "
B DNA K& 48 uL 1% 48 uL 2
2 Y5 LR SE[HZL DNA 200pL | 14 | 200pL | 1%
1 % U R FER 4 DNA 200 puL 1% | 200uL 1%
[EISE N LA RUF KL 200pL | 15 | 200pL | 1%
2 IR EAMZ WA 44K | 800 uL 1% 800 uL 1%

e RREECS A G E7 RGR . ES RBLEAAT LLEH S, HARA 5 LA
el
DUF R ARANEA S, E %56 0 7 (R R
(D) EERARIERAA AT | RO R R A IR AT (RS B
20220038) .
(2) 0.2mLPCR 8 B . 7 DNase fil RNase {3 JE0% 3k .
[hEFRERAE ]
1 R G R T 20 CH5°CA R PR, ARIHA 12401 .
2. WAEIF 55 B F 20 CH5°Cok A NG LRAE, JFat ARemaa 2800, A F SR
WG S T VR, VRRERIRECR R S k.
3. WG RCR A RIS, Bz i v R k7 G hk A 5 1k
4. AR H AR H A LS AR
CERE]
%41 SLAN-96P 4= [ )& il PCR 734 R4t
[FEAZER]
1. BEAZKA. A EDTA Hult4MpEA .
2. FEACRSE: WZi s T fh i s 3 A TS ik L 2~5mL, A& F EDTA #i
FRIA R, RRIGENR S 5~10 IR, ARiCarREA It Fig 525 REAE B
3. FEARAE: Puikt 4 mfe =R A A 24 /N, 2°C~8°CIRAEA T — 1, -20°C
+SCURAFE AL PIAE . WA UR R AT IR L8 0 R VR, VRRRIREOR RS 3 Tk L
ff) DNA FEAZCLRIRN, 7N F-20°C £ 5°CHR-A7, FRAFH RIS EE T PI4E . B
TG S ST YRR, VR RO R S IR
| Goivane |
i PCR S RA% ZRAAT /P IX, & XA 4% . @R BEEE 15°C~30C, %
TS 40%~70%.
1. BEAGE (RAH]&X)
TR A4 B 06 AL W IS R H A PR A ) 1R A% R 42 I sl 4l A AR 8 G 4%
20220038 it B P E R BT HE N 41 DNA FOFREL. I 2 SREAR K PAT L
LS A Y RE TSR B RE AR DNA (9K BERIA6 RE AT DI 5 o AR5 At
FEFEA 2] DNA K EZR N 2~250ng/ul, 4H% (A260/A280) RNy 1.7~2.0, #4k
JE (A260/A280) i HZ AR, @UUTH P ST DNA.
2. PCR YRS GRAMESX)
1 MG A E7 SR B8 RN B, 75 200 78 /0 R R i lie v
SIS, Wk B O A TR AR I
2) THELFT R IE RN N=FRRRE A3 (2 #5 DU D +1 (1 $8 DI +1
O # DRI +1 CREEXTHED , Horh 2 95 DA 95 DU o5, i ik
W, HIGRRHE 3 AN ER;
3) ARG A AR B A R

SMNI1-E7 X itk % SMN1-E8 J% J¥i 4 &

4oy 1L A& (uL) oy 1 A& (uL)
E7 JRBEK 17.5 E8 X B 17.5
[33 0.5 i3 0.5
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P ERVAS AR, SRR AR FEEAR R R BOR AR, MRS
TR 18uL 434 F] PCR &,
Ve B B FETRE, O HE OB A P i 2 — s L TR S RN -

3. it (AHER)

D 2 AN 2 B 3 AER) AR 18 UL 0 #% DU R ke
NG o 7553 256 I S STR A K PCR & 435I 2 uL BEAS DNA, SRR 20 pLs
2) #hf PCR RINAF i, WRHEIRE], BRI SO BT MRS b B BT RS, B &8
HEIX LRI .

. PCR¥"# (PCR ¥ #[X)

H PCR SR N 5% 658 1 PCR XS, (] SLAN-96P B, I PRt bedasifi,
SMNI-E7 #£H FAM j#lii, SMNI1-E8 il ROX j@#i#, RPP30 i HEX jfil. #%
R E RN AT PCR §73:

g BE B 1] PEB
1 37°C 2 5k 1
2 95°C 5 4%k 1
95°C 157
3 40
58°C 40 B CREEF

. G5RIRI

1) BLRBE: HELR M R AT 3~6 2 IA); FEARA MU PE 12~18 I, LR TR
R 5t po TR JE RE AR S T 1O B 5

2) BEE: /A% SMNI-E7 (FAM) . SMNI1-E8 (ROX) HI RPP30 (HEX) #'H
AR, 4 B R BRE B E D A SOGMEE” I, =AY IEIE B — R T E Y 100,
i PR L E T AR 2605 5 SR T BB AT FE 22 57, AR S Bt i 10 47 1 4 045 11 )
{8, BRAE — s B A 40 i 22 P FE A 8 e B

3) GERAH: VOB IF R ABRIE G, BTSRRI ATIREL Ce (6. MR Ct E Al 5
BEMFFFEA Y RQ fH .

. FREBEHRERF
it
R c SMN1-E7 SMN1-E8
it RQ it RQ {8
3 RESEAMI Ct 2 bt

2 %ﬁgw SMNI1-E7<27, SMNI-E8<26, / /
RPP30<28

[ 0.25<RQ< | 0.25<RQ<
i RPP30<28 0.71 0.69

0 % DUt RQ<0.25 8 | RQ<0.25 5%
@ RPP30<27 H RQ fiE F RQ i

ZEXR | P C{i>35 3K Ct il / /

T WS 36 F bR L R AS [ 40 % SMNT-E7 A1/8K SMN1-E8 R 25 S 34475
5, DA BR A AE [ RSB (Rt A2, 75 DU T 65 AR A TE R, E RN o

CPE I BE ]

THRARUFEA RQ M GHHAXRSH U [RIFEIE] o) , SR
TN RAEAT 4 R H
A. SMNI-E7 3 M

RQ & £ GiRA e
RQ<0.25 576 RQ {4 0 Al iR A
0.25<RQ<0.71 1 Hetr ik Ty
RQ=0.79 2B IR, L IEH A
RQ=0.25 5% MKIX,  F U I A% /
0.71<RQ<0.79 LT R A
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B. SMNI1-ES ¥ N#HE
RQ # K “RAE
RQ<0.25 5 C RQ 8 0 2RI
0.25<RQ<0.69 1 FeAr R T
RQ=0.77 2 PR L IEH R
RQ=0.25 5% IRIX, GRS I s Ad /
0.69<RQ<0.77 HE R A

NEESARH G I BT, AT @B oA i AL R 1 (SMNTD Al 77

& (PCR-FOGHREER) ML EHEZRIEAR T8 (MLPA) HA S HIRI 409 il

IREEA, BEACY NI GRaE RS R4 R ROC i ZR35% BT #E A SMN1-E7 fll SMN1-

E8 [f) RQ 43 BIHEAT /T, ARAEL B HEE 0T 7 RQ M PR E R .
(R R ME]

1.

2.

3.

7.

8.

2 BEUUMIRL 1 5 DU IR 0 #5 DU HRAE — K I 25 AR T Al B i 4% 2R
PRI AE PR AR R SR, U iR v R S J5 TR

52 O R — R T R A 3 380 2 L Ct B <35, $R7R LB PR BE T A7 AR5 e,
PR SEI TR, FECEHRI .

EHRAGFEAR P ARIEIE (HEX) Ct >30 BUE(ES, SRy MR, wraEiEA
DNA JF A B AR J 380 32 U H AR IR A DNA 30 #7053 R .

. AEFERFEA H bRiEIE (FAM 3% ROX) R bRilIE (HEX) ¥4 4 i Zkok Ct {4

>35, GERONARRANG T8 UK T RESR DI IR A B REA 9 A AN
A, FEBHIAFEASEAE FHTRI.

C EREIIEE R RQ EVETERIX, TR . ER DR ARG 96 K X0 £ K i iy

2R, "4 DNA WKREERGEEMREE 15~30ng/ul AT F kG . 25 FAR 45 RAVE 12K
X, @il 2 mIERREY HMER (MLPAY #EATH DU T .

. 24 SMNI-E7 #11 SMN1-E8 il 45 S35 A )15z th 4 UK, %A ()48 D2t 40
&, WSH FRMATIRRERIL A IR RAT G b
SMNI-E7 | SMNI-E8 | 455k HE— it
U8 U
=2 =2 7.8 4 ETHIL|/
HUEH, NIEWA.
=2 08k 1 57 ANE T DKL | DA BT ST ROE 2 B % DUAOE
IEH, # 8 4bRT | EIEW AR S, M
o UUB R, TRE | 6 A AN SR IR = A IE
NIEH N By, 5 0 AR
1 1 7. 8 SNE TN | @UUEFHATIRMEE W, X
AR, AT | AAEFTRMEYR, #UOtER
. 3847 SMN1 #% LB I o
1 #1 U5 7 AhET A G | I BF 70 B 2 W% DL Al
Bk, ATRENHETE | STEIEH AR 5 A, M
- BN AN SR IR 2 A OE
T, 5 U A
0 0. 180=2 | 55 7 ANl G 8 | AT &AUH T #53 & 1,
J, WHRENEE . | VCRA MLPA BRI e
B2 WA T AR

SMA #55 & Rl 2 EE % SMNT AME-T 7 #5 U8, M E] SMN1 bR 7 K
1 ¥ LR, BIJY SMA #5at, #5CREUT B A, A 25%1 SMA i
WA . T SMNT BRSNS T 7 &AM T 8 2RI, MR8
PRI 285 SR T i 3 — 5 (Ml B AE L, By SMNT AT 8 BRARAS BRI T
SMA #57##.

ARG BB A 5 2, SR FH L 0400 MRS 00 T e g 9 P 5 S

U377 R R 1]

ARG AR i i SMNT JEPR 58 7 M B BIEE 7 FI5E 8 S B T A R 23U
SMA #57% « ASRERTHY SMNT S/ RS B[+ VR E A 2 M5 UL SMNT

FENTE ) — S etk b [2-+0] B4 2 o

2. AT AT SMNT JERIEE 7 SMEFFIZE 8 AME-THH DUEUR TR 45 Rl AT T
OOAIE, AR H 4 DU AL EEE 0 #5 DL, 1 #5 DU 2 5 DL LA 1o %F SMNT BSR4
A2 1 DB ARG R R .

3. ARFI&IET PCR ¥ Tagman FREHE R, LAFENALEAEE A7 E 1Y) DNA H B
JURIEEAR, 2R G 5 VB ERE 4 A AL B A 2 AP AR, TR R B0
W45 2 B RA .

4, FRFNEARBERIN SMNI1-E7 Hl SMN1-E8 ¥EFRFEF 2 AT (AR Ak, B TCuER
P R S M A S S R R R A 9% DU R MBS D 5 o7

5. HI T SMN2 H:HFFFIFT SMN1 KB BA i EE YR TE, s DUIK) SMIN2 4 54 7] g
e AL oall B R

6. AR B ARSI £ R 25 2 BIBEAR DNA RIS, REFIOREARSEE. B 7
TERIAETRL, DA A 24 () iR B4 A R B0 PR B4 ) 6 5 S50 BLAE A Ve 1B 4
AR,

7. AR A A B R D R I TG 1 T VR

8. AHG GRS I 45 FAEE IR R 22, RS HAE A S BB 0, ik )
LW E K, BRI R S IR A s SRS o AT S A A A R i
.

(7= f e deAR 1

Lo AN Ay 554, AN . MR ER. PRI, bR se e .

2. etk KW 17 i SMNL 248 U226 i, 15 43 SMN1 545 DS iR 3 £ SMNI
GRS E R, GRAMBI SMNT JEHE AME T4 LB, 563 100%; Hll
42 12 MLPA HAR#IN SMN1 #5 WU G RFEAS, G145 25 5] SMNT 24% DUFEAR
14 {5 SMN1 .45 DURE AR 3 5] SMN1 264 BRFEA, Z5 59 A L) SMNT B[
ST L, P A% 100%.

3. REEERE: AEH 3 HARRI AN b IR TR E] SMINT 2 (R 3% DU I PRAE ACHEAT
TIESE 20 RAGM . GuitHAMEE R, JExtiepy. St B, B, RECEE.
AR DA S S0 & ADRE 5 BE AT 1 VRAN o WF 045 5 S 4% TR I 45 1 RQ I B
¥ CtEME SR REOIA KT 5%,

4. KCIUBR: AEH 3 HEARH GO0 A IR BE B EE AN SMNT #5 DU I R R A AT 4
WU, 43990 2 LRI 1 70 A ) S 1A ) PR AT S5 s A R o g 4459 HRK R & A A1
K6 00 R 5% e RS 0 PR 43 30N 2ng/ul F1 250ng/ul o

5. MRS

D FUHREEIVE: OXF IR SRR IRT 7045 KB, 200g/L M4 & A
60g/L 2 A+ 37mmol/L H il =M. 342umol/L JHZL 20F A 71 FAS Il 45 5 29 T
SN @A AR TET P AR 45 AR, S00mg/L X IR E AR . 100mg/L Sk
flUsEfs. 10mg/L &HEAME . 600mg/L #HERH. V% /K. 11mg/L EDTA #ukE
45mg/mL HIBKERANHTLEERIFD 1501U/mL JHF 22U sk Al & il 45 ¥ i
L

2) AEXRBA: SRR AR 3 R R I3 SUR BT RS : (OSMN2 £
I (2~4 VD MRS @MIEREA R # WA, WK . Bl
% ORGSR G RAREAS, IAL RIS FRA RAEREA L L4 25
IE (ALS) FEA. gt A B RAEAS . dhRVENLAZSE CIEBURAED FEAR. o B
MRS REACSE o B FE 45 AR B L AR T AR R A I 2 SRS e R e

6. W% £ 5 KIGHRIRIGHMIEAT TIRAIAEE, JENALFIK 4 MFEA 10461 1,
HIiKS%777: (MLPA) HEAT—3UHE 0, S50 SR AR R & SMNT B 56 7
G FAIES 8 SR I 2 S0 5 5 S R PR M 8 2 4 100%

€2 -w::39 |

L ARF AR IS AL

2. SEUGRTTHAF A DR A A S, A 4 HE 0 B P SRR A

3. KRR AR RO AT AR, I RO R B, I B Fe A A B 5 14 A A
RIFIER .

4. PR S8 3 N Pt 4 (7 DR I G B DAl 6 51 56 = A B ) BAT A 8RR 55
RO TEM IR IPRIE R 1 9250 5= A B AT -

5. HEASERTIT T ROEEAT AL ), SRUAERA RS« TE TR A I DA 2 SRR T
PR, TR B I S RT P RS .
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6. AARGHIRL ) ) 3 L% %52 i PCR BORZRIIRE & o SEEd R ™ i 2 X, %X
Wit 8RR XAERIE RS
7. PCR B R & X BUR M 5O R AR ICIREr, R T HE IR IR
LEREN SR S GV 2Rk s e A 3 s B
€Al ) |

%5

&X IRIMEWT BT A0
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