Vo B ARG AT

FIHERGE, AEFIELL dUTP BUE dTTP 5784 PCR s, [H35Z]
AERMSTHFEERR 1 (SMNT) AR (PCR-SEREHE) 1. DNAZHY
(€3 70T )
e s e T CARISOEMEAGRATN RN (29|, 52 RNE
(F&Eim] 5t Ban 20180290 ) SREARELA DNA, PCR i 1], BIREMAMEREEIN SRS
o VU . e | mm | m | e FHEHR DNA KBRS TR, AR B RS AR DNAIREEH 2~ 180ng/ L,
R NESREETTRE ( iR N EUR (NGH) . BREREE | 45 (A260/A280) % 1.7-2.0,
ZHEME (dN (U) TP) |, RO =RSME (dUTP) . :
[Emis] } Ruwl | seal 0% | vseu | poe o [:alﬁn Bulfer, 5xProbe chp.J 2. REIHEH
24 M3/, 48 Af/A. & Y Buffer) . BUSVEROX. 3. it BANUMAEAS BT RRBEIHREES, 2000rm B Ssec,
[(FRMEEE] r ’E‘fﬁi 65uL | 1 13uL 18 High Affinity HotStart Tag f PCR [RRISRAMBE N=FASHAS 3 8 A RS+ 1 & ARER 1+1 S A G
A B AT AS L M T R TTEEEE 1 Agﬁ ouL | 1w 70L TE | EMAKEFEEDNA (SMNTRERDED 2) ;T BEENR, SNAIRRE ARG (3188) . 1 ABREERSIMILT
(SMN1) SNBF 7 froe Mg, . )
A R SERRERLAMEIE DNA (SMNT BERED
B3 SMN1 BESMETF T a4k, AHEH SMNT BEMAHISR  Zva sk 8 20pL 1% 204t 148 1) r a5 R | (LA EERET (L A) S8 (Ll /A ’
ERE. WA, AARARNEREMNN SMN BEENHS8%: 0. 1502, | AmS . ol 2 = 20 |
T o — gy | G| TR | MW | TR ERAKNEEON (SN KEeE2) IR A B S RREHSAE, JoRES, 2000rpm R Ssec, &
ISR = : | g;” oopL | 1@ 300pL 18 stk i 23ul/Es,

EETAELRE (spinal muscular atrophy, SMA) BEFESENMETLRSS
I, SH AN TR SN RS P B, RS RRERREs,
SMA IRFREIHHTIE, IRt LABRIF AR SHER, £995%SMA BE
ZHEF SMNT EES 7 /MBFASEERE, 22 SMNT EEMEN#SEHEN, ol
TR SMA B, HEBERIERANISE: 240 SMNT REETE, 0 8% SMA ]
. 4Kt 14~ sSMN Eﬁ%mﬂﬁ‘m SMA BERE, L 2 1 SMN1 BEEE N
AEBAL, sRiEmARE: EESHEN SR EE. IS H I S R
ﬁmm&ﬁm%ﬁﬁ,kﬁ‘
LEES ] T O

rﬁﬁhﬁm*ﬁﬂuﬁmﬁﬁﬁmaﬂﬁﬁiﬁmﬁﬁ. HETiER. Ei s
B, ENMEECSEE (CPK) SEERI,

[12emm)

FiAAGRAIEE PCR & ATBLEE A, BT CtZiHT R R M S 4.

FH PCR-TEXEREHEAR : 1R NCBI GenBank EORFEHR SMNT BESF, £
SMN1 BRSNEF 7 FRUSEIEHE RIS IFES], 1 SMN1 HERER, @
1 18p-actin HE{ERmE, HUBT TR BT, e S'TmtRiciR ST
AEREA (R) | 3UIRSISERER (Q) SPHTSCRBEMROERE L, RS
B R RS R FRoR, SREFFEPE SRR BN SRR, &
HSRIRERIENRE, 84 PCR BERAUEE(HNER Taq DNA B&EFIBE 5-3 ‘G
BEE KRR RS, }E%ﬁ@%fﬁmﬁﬁﬁﬁﬁtﬁﬁﬂﬂm%’aﬁ%ﬁ"‘t

b Ct ik mﬂmmﬁm&%&m CtiE, iRBEL CtitiTie My s
Bo#r, MR EA SMNT BESHEN,

B AR S RIS A e A
[_ | smw B-actin
HEEREA VIC CYs
HTRE | Nro-MGB BHQ3

EREE: SMNT; A8BE: Pactin M6, &tFﬁi"{:. ROX

AHARRET UNG BIFSHAR, UNG Ml XRITEA S dU 10
S DNA ShOFRIBIERETRE, 7558 PCR F4Dissy, MMIUSHEER Y 50°C, 95°C
|

IH8E: ARt SHAR SRR ST R, HABamaHRER,
HEEA (FEARFEE, (BIETEhIARERH)

SMERE DNA HEUAN: AR EREERERAT BRI (B
|, B2 EFES 201802902 |
(iRt RENE)]

HME-20°CSCRBLTIF, BHE 1248,

HHBFHREET-20°C+ S°CRBLSE, MtteEms

AR 37 CalBsE 5 %,

WEREFRAET 6.7,

SRS, SRR, R,
[iERNEE]

I Life Technologies Holdings Pte Ltd, {ya8s& % LREEEER PCR Y
Real-Time PCR Instrument, #E##: 7500,
I"#: Bio-Rad Laboratories, Inc.{Y2&#: SERYSER PCR { CFX96 Real-Time

System, BUESHI#E: CFX96,
[BFER]
1. EfEE

KEABEBTF ASNE S M A, i Rt o ais B ey 2, — oy
Z.B (Ethylenediaminetetraacetic acid, EDTA) , THEMEFRIFRAR, 200U/mLF=

TR E AR SO NE FHAE,
2. FRHnRiZx |

HHEEMRIAOTF 04mL, BASEENNET, MoERANrE RSk
128,
3. BFRE

TUS MFAEERMETRT 24 /183, 2~8°CAlRE—, -18°CLUTAIRER
F, STRFRGR G KRR, 1EIA0 DNA HK-18°CLLFalRE 5 &,
4. HFER |

AL MESEBHBRRREIANES, BIESTRE 72 I,

|

3. hmE
HAERTIREASSIRIR, A ARG, mwhn SR T, ARSI
HE DIRERRA 2uL, RAZ TR 25pL, IEEHT 2000rpm i) Ssec SEFEN PCR
WRFCRMENS (SRR IS (I ENEE) .
i AR A SRS R0 B E TR R RTFL S8 4 ERSEY PCR (20
DR R IR, |

4. PCR¥E
HTFERIRE PCR ity
B2 AR B I

1 UNG P 50°C l 1min

2 st 95°C | Smin 1

3 T 95%C ! 15sec 0

4 RERR AL B0°C 35sec

REEEF: VIC, CYs; ﬁE!E}: NFQ-MGB. BHQO3, 4‘

5. GRHWEMLE '

Mz (Endogenous Control) #B-actin HE; BHHE (Reference Sample) #
AR SHBSE (Reference fluorescence) ¥ ROX,

TEEELY; (Baseline) : start=3, end=18~22 (—RR A B Fahig Brry 18
HERAKON—ER, REEREESASERY i) |

ETSHE (Threshold) : $3BIST SMN1 (VIC) FiB-actin (CY5) BBMEE, &
BB VIC: 04~0.6, CY5: 0.6~0.8; MFNEREEEESHHESEE AN
BERNFEER, TRIELREAEFeERE

6. MEEiRgE
F8 g | AT
1 ATIEIE | 3EEMIN Ct MR 24<SMNT<29, 21<f-actin <26
1, Ct{Etifi: 25<SMN1<30, A1 <P-actin <26,
A I
? AL [y RQ{E (Expression &) 4tk slium;n_zs-o.?s.
1. Ct{EE: 23<SMN1<28, 20<P-actin <25,
3 R |
‘ ARRET | ram (Expressian ) fitt: EMN1=0.75-1.25,

A D2

173



FIEREDBERAERAT

Q¥
Far
l

e [ it o> 35305 CtR, RQUE (Bxpression ) <025 % RAM (Expression &}

R R, B, RIS

7. ERiIH

SMNT 2B (BHGRE) fVICHFZHIREHE, p-actin BE (SHLER) A CYS
/REIRS, ROX VESHISK, REEAA AR, HETRASHH A SMN1 3
ERUELE:

R (SR A BMEREACt= Ct grus-Ct s

SR BRIBLEAACE = ACT sy - ACt xamprs

O HEA EIROELE RQ (B (Expression ) =247

[&5EE)]

BRI S F RIEAE, SEEFE 0 MERE RQ {# (Expression {&)
SFF< 0.25 547 RQ {8 (Expression {f) , HEEFE 1 AMETIHE RQ (& (Expression
@) BEEEN 0.25~0.75, SEEFTE 2 MEIERQE (Expression ) 8ERER
0.75~1.25.

ERFE I TR:
BiFRERNER SRR
RQ{E (Expression () M BEE
]
« 0.25 8% RQ{E (Expression [H) ] SR
0.25-0.75 1 FeesthieEl |
075~1.25 2 iz |

(RIS RO ]

1. FEMREE-actin BE Ct{E<30 (AT, FHERIERQE (Expression {ii) 7Tl
RARERMPIE; MEUEEREEARE-actin E Ct>30 HRTFEIAES,
Ry, FTEEEHEAR DNA RERE, BIETRA DNA B EEERMIEREY
QHEE, BnEN{E. RUEERERR.

5 usEeEERAG RQ (B (Expression {B) 790.25 80758 1.25 BT, PoAIERE, ME
SR, EEABERASENAENERT, 77 DNA REREREEEE
10~20ng/ vl #HTEIG, ATIBRIEE=AEE, QUSERTHT EEREREAD
IEFE, WSS E T ER TS,

3 MiGIESEAT RQ (A (Expression (8) >1.25 B, A#{THIS, HILBAR, e

RIS S E T R T M.

[HIeZRRRIE]

1. AFISAGT SMNT BES 7 R FRRERR, SHLHSMNY EENRNE
TIEAFISHEATEEZ 5 RIS SR T A S A A R R .

2. AR AR SMA SEBE A 2407 B (BT 2 1 SMNT 0, BR2
4~ SMN1 BEETFRE—FREE) autil.

3, EEEMMSREENNE ISR 1 MED (RARRKE) §, it RAR
tEIERT AR

4. KA SRS RIS R UERES , AR RS s R HIRIE, FRERZER
i, IR RESIRGE. B HEHERIE IR R R bR E RS A,

(7= mitaetET]
1. MEERE
196 3 PSR TR, AR, RARREAIER

AR, RARES. &, 3R, SOREES 3R, HRFREH
&% 90/90, RGN 45/45,
2. BEAETNR

1578 3 R SRR TG, AR, REERERMESERAH
TR, HARER 7 MNRERE, GTREESH 12K, FHZGFEEIRN 20
R, ERIAEEAEI T EEE DNA SRS 2ng/ul.
3. HiFERIE

3.1 PRI

SR 3 HPE R AR A T AT A, ERgRLenEFTHE=ME
<14 Tmmol/L S IBLTE <353 2umol/L BEFEH<58.39/L /Y, FEEAEF RS
B BRI SRR,
3.2 SHEET IR

R 3 RN T ST TR, SRER 200U/mL FERER
LBIHERFSRTER, 2mg/ml ¥IEREEHERL Smg/mL EDTA HEE R AT =
RIIER  Amg/mL b T REEE 10ug/mL 44 F D FEanA et R,
313 ASLRRHFT

PSR 3 R L AL TIGE, T HAEFRIEESMIEFEES, 88
EEEEERS MR, DMD EIEAHNERTRERE, SRR F,
gppiep sy (JERRERY) RER. B, oo/~ R S IEEA, AR
B DNA BER, SEEAEIE 3 R, ERRTIST Y RN,

19E 3 MR 3 Fh SMN2 RS AR A AR 3 NRE,
pEEET SMN2 M Eh 2, 3f14 4753 R .

HISAR 3 PSRRI 3 B SMNT EEISNEF T I 8 FEE LIRS, HALY
33 RE, ERETSMN HET 8 /NFFT 2 AEMAHETEE 2R,
4. HEE

R SRA 3 RS EEHT, BHRAaERR, e ESRIIER
Wik, RTINS 2 AR, FREABME, —K2m, HE20K. ERLIE
UG RQ(E (Expression ) #TLELH, HH RQE (Expression i) HHREE
s EERE (CVE) BT 5.0%.
5. WE—HIESHT

05 (rreEs, GEFERSHEBEYRGRE CtENER (+C1) SitEm
log @it TERMERIREHT, BRSSO ES T 0.1, BiEESHERENTIE
W (Eff%) 19TREAE 90~110%R(E, LR R°>0.98.
6. IEFREE

AP 3 SUBRRBIWOTFR, LREY: SMN HEMRT 70N (AR
Scl) PSR 100%, 1480 (FRABRER) FA%H 100%, 2380 (EXE) Fa%
3 100%. BFFE%EA 100%.

[FEFm]
1. SRCIGHTIRE A WRE, HIREERO—HY, 55 A NRRIAE 3AES, (54
AT A THIERRATAARML RS A ER L,
2. BiSHEA DNA RUEEIIEE 10~20ng/pL, LARDS A RS E R,
3, SREFHEHEIME, SRNTITHER, BREUEMEMSH.
4, SRR, SRLRRRERH TR HREARRRA R R

ERIEUEL
5. ARIES AN ERETS R, BITEER0.
6. {MEEA R A R, IR BB SRR,
7. AdAIENAT NS
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(ExEe)
FEB A/ RAVERR: ISR ARAR]

{59 YRR R KPR & B1 B& 101

BEA: 400-8616-360

EERRemaEn: FISREmEAERAT

BEAR: 400-8616-360

;mmt: YR RS R R R Tl R B1 E& 101 FZEE
Pk ERETVE=SS 5 301

EENTESS: © Al 20203605 5
BRI S /R REAERES] Bl 20223400080

HIB B RISE] HOEENE: 2022501 A 198

J fEdEyE: 20225028118
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