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Abstract

ACTNS3 is a molecule expressed only in type II fast-twitch muscle fibers, which provides extremely
powerful and rapid muscle contraction. The ACTN3 R577X locus is a common polymorphic locus,
with three genotypes, RR, RX, and XX respectively, which is potentially associated with endurance,
explosive strength, muscle metabolism, muscle aging, and certain diseases. Detecting this poly-
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morphic locus and clarifying the genotypes of individual ACTN3 R577X polymorphic locus will be
helpful to provide optimal training programs for athletes and research instructions for related
diseases, etc. In this paper, we will summarize the mechanism, detection method and research
progress of ACTN3 R577X polymorphic locus.
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1. By

H AR 2 Mt LR I, (8368 ) 5 L B R 2 (A 4 B A W] 2 ok & (1] [2] [3]. BFF 7 ) 2
TR ZBVEXTIZ BRI IR . AN RIZF)Ee IR 2/ 200 276, (H5 Hilkizz) e
FIF IR FE N 22 AL 55 A 20 24>, ACTNS3 F:[K R577X A i ff & Hod 2 —[4].

NAREIE BN — PRI R R AZY, B | B ah) A 1 B (s s ah) AT 4 4 . N AR LT 4
KA FRAFAE R K A 25 5 (B 15%~85% 1) | UET4E. 5%~77%11) Ha %Y. LK. 0%~44%I1) 1Ix ). Hf
TR, s AL R RE DR S0 B B LA SR B KT 50%. 324 ik, B/ FoRhisi i 2 51, 55 ACTN3
R577X (rs1815739). ACE I/D (rs1799752). HIFIA Pro582Ser (rs11549465). KDR GIn472His (rs1870377)
AT AGTR2 C/T (rs11091046), ‘A1 #ikiE 5L 441 i 5<[5]. Fes ACTN3 RN gmILE A a-lahE
F1-3, SRR AMAE VL 1 BRI B o a-WIBhER -3 76T il U e fE 71 IR LA 4 o
Fer e RIE, R ARV /) & 5 B E B [6]. KEM LR, ACTN3 R577X JERHAL
fit 3R 2K [7] [8] FE ML E[9] [10]. WLPIRBTHRAAI[11]. LAEEE [12] KAt semm[13] [141 KBS E L2 7
B E RSB, PRI IT R &% ACTNS FE K R577X A7 55 Jik R B bRk . vHE Bt AR R 00 7 924 ELAA 2

1.1. ACTN3 & R577X ZASMALA R L

o-WLBNEE & T 52 8 R SO 4H M B 2R ) B B2 40 4y, fE AR BB, a-llEh & E-2 AT -l
-3 35 3R ACTN2 F1 ACTNS Zihd, JELET4ER Z LR AT A 4 35 B 10 B gy, EA ARSI
RN E AL, URSBERR R LR 4EHES ], x4 Bh T 115 US4 S IR1 R UL PR B R 5K g [15] o 3 9 7 24
E RS, BN AR IR E R Y. EATHA — AR E R F-UIsE A 4518 (ABD), B4
PHE A FPRERA . — M MR A EE RS B0 SR) M LA AT — AR K b (R85 1 2 1 (CaM)
FEGE RS, o EF T4 & 5P 4L[16]. HIXHF I EAREFEER, o lZhEA-2 MREEAN
PR FILPR R 4 vp i A7 e, {2 a-WLBN AR (-3 ALLE || BURLEF 4 rp 305, BEBR bR L o ok LB (L AT Ui
FEMIRE R ThEE . RIUL o-WLBhER (-3 7E P NLEF 4t b A M7 T a-WIBhER (-2 B e ThRE[L7].

WEFiE B 5t T 1999 F R I ACTN3RS77X 2484 s, HETUESEAEEE 10 {2 N = a3 E H-3,
SR ACTN3 K] 5 1 1E N Bk 72 v g 3 AR 57 [18]. ACTN3R577X £ &5 1tk R AN T 16 v () —Fh AR 44,
e TREFAIRAE T C—T Wk, EEIERRTH) 577 Abid FH I B, B “X” B TR
“R” [8]. ACTN3R577X i siAHRI = FhEEI AL 735072 RRy RX. XXo XX BB AMEH T Z o-
M H-3, RICHBARFIRIAFLEL R, M2 T, R SAMEEMAE T/ MERR EE )& AT

Tk
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R(RX AT M §E R IE o-HlBNE H-3 [15].
1.2. ACTN3 EFH R577X ZAM SHARTEN

BAR X SN IE NG & T a-NIBhER (A, (HIX — BREE FEAS 5 B0m R R SR D) BE RS - 1F 78 K B,
R S AR 5T @ ARB s I RE I L IAAEAEIEAR DG, M 53047 5 /WL B I A7 AE IEAH R . T
X A5 5 R U W] B A NG FE IR 738 2h £ I[8]. RRIRX J XY 545 B/ /) BE ) i A IR RINEL R, 76
5T ACTN3 JE[H R577X £ &M 5 H A 5iE ) I sk S MM S R e pr i3 i, OR ARz
Hiaa) R SXT AL, RR AIEFBARE , R 5 R B2 3T R S 3 GO L 2k
PEREF[9]. Pk R S AR 5B LA ) B IS S AT AE ISR ZUER &, KB ACTN3 XL I AR A
BIER) 2 m, A BT EahI g AR 2 Rk .

o-IVENEE -3 BREFA I H 0 2 7 S RiAs LB 1) B itk 2 BRI AT e FE 25 50 75 BB 32 LA R Y A4 4%
XX i 7783 K A LR 0 () v] Be 12 RR I 27 B B £5[19].  FF H ACTN3 R577X {F it f& 48 =,
S B B UL PR B 5 2R AP A AL 25 45 S M [20] . [RIIE, ACTNS R RE77X 22 2307 A A il 2 45
WONE T, KRS R PEXS T ACTNS &K R577X 2 AL AR T Xia 5 53 WL 845 F P4 LA R el
BT AR B L E K.
1.2.1. RR/RX EEHARTENX

R 254 F R 5 AMA (3 AR R 1 LA B ERE R . AEREFT ACTN3 R577X K7 5 AN [A) 47 B Fr R 2
FUI K BEBR GUS B RE T B R b RIS SR A ) RR JERIBRIAMASI R B3 T RS DBk 51, 5 )R ks o
Ji TAIHIZER A RR A . IF HARSTF RXIXX FER R FER 72, RR JE R B ER 73 76 3805 AN gk k71
BHEAEFEMFSRIRI[L0]. Fik, EEXER ZHATIZ ISR, o] i e 75 & BBk 0 AN A 250t
%, InaEiIZE RR R BLE B 5 R K T

R SN BE [R5 72 45 T 1R 3 A7 A0 36 AR SB[ [ 5% 2 3h (R TR &8 78 R I RRIRX
BRI G H TR ) 2 MAFAERAE ORI, I Hg IEAEDG, HAFFTIER ACTN3 R S50 B2 K 5 LA ) &40
RE IR AR 21] . FUHE SCRUE, AR TEHAE D EE R ALIE 3 s e 4 TR i gk, #H—M 2R
Wi, X B BN Z 70 A T A R Y i e R B 5 ACTN3 R S BRI ERR R, AR T4k
Y. et -y NN ol T ialii)e =R

1.2.2. XX BEEBHHAREX

RSB P LA RER RS K, Bk S ia sh i tha B AR X Skt . AR 7LR W ACTN3
FE [R5 52 A7 RS o 7 B AR 2 (R ARV (R R RYE, 5 RX AT RR £ ALz AR L, XX HEFAE 5)
P2 R 2R T ™ AR A B . I HL XX SR RLE 5 5 Rk AL B B A S 05 1 AT REVE RS, 4
ANAT Pl B AL 15[ 22] o by XX FERI R B0 35 vl e 2 /NBR 52403, T RS 0% XX #2038 m]
B T 25 5 HH B R VA RN K I 32 4%3 [ 23]« 336 F-WF F838 shdi 43 67 A AR R 8, JF BRI F-Puk 1 fiia
AR, DL AESE R o R & s B R SRS N 2 A I gRit-Kil

H AT9%T ACTN3 £ [X R577X £ & MAL S MW B AR Z AL, BIHRRT X A3 E S5 &
FREI AT BEPE. ACTN3 JEREI B 5 WL E 55 & . ACTNS 35 (K 70 & 75 B 33 5 mi - B WLAVL 1A g 8 0 o i
(045 R S5 5 T I A2 B0 40 HE T N I A PR R, A BEAE SRR IO 0 P BB 5 AT BT AT, XA ) T4 (4R 12 11
SR A -

2. ACTN3 EH R577X AL A BB AR
SNP R HMTRIRZ . NS 2 I FAS Rk R, RS R 1, 5 NS A5 R 4 25
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WAERAR. PR TIES L PCR NEAL[24]. IT4R, WEM IR R &N E. 2I7k50T
LW ERS S, MEHZE 2. Bl PCRERFEMZE AT . PCR 5 HABHARKIZE & 7 LK &
B DN SRR I ) BURR M o LA R AG I ACTNS S5 K R577X £ A ML AR I AR A 41

21 BEMERN - REMEHRKESSERAR

BRI P B 22 25 P20 T (RFLP, Restriction Fragment Length Polymorphism) 5 PCR #H45 &, %A
fiAL 1 R RFLP 70 i 72, a4 AE A I RE77X 2 28547 s (A SEIG h iz 32 Y « S Y PCR ™S4 R Aar ) v Bt
B RFLP SRAGIN AR AEAE B VI 5 B4 . DNA BRI B 40 1E 07 K AR A8 b B ) 1 o DD R AL s b, i
REED) AL G INECF I 2R, FI I —BEIVE R s, FRiEId PCR BARY ikl DNA, AR F 1A Y)
K T A3 = T8 AL DB AN [R) KN B [25]. 7E— 2 (ISR E R, BT DNA 201 H S KNI
T FEOLZE L FIAE, i DNA F BAESER vk Bor B, M4 AN R DR 28 o AN [7) 55 A7 35k BT ) PR A
YERFUIAL S A AN, AR EER) DNA Bk . 5400 RFLP i RAHEL, IEBOR e A
AR, HAEREYOE, 8% B, BT 2 AR T . (HAETER YIS 58 4 T i iR
M “IRBRPE” , FECRI LSRR

HH T PCR-RFLP X 5206 S A 38 BOR ALK, #AERIE, 5 TAESERR s, BrbhaiiAR g ZidE
FF R FEBURFE R /3 B b, B4 50 ACTNS ZE K RS77X ZA8VERS, [RUEHER AR, & 40 T8
YRR A BRI o 9, AE NERTEIS S UT YN ZRI DRI RIS, 845 Mo BB 41 i) PCR-RFLP J732:53k
1T R 3 4[26]. FAEA ¥ Z 7 B TR AR KBRS liE kg sh i 5 R577X ZA&MEMISCIE27], HF
Xof HEZHL 1) 23 BRI

2.2. FWHEE PCR

S 9 5E B PCR (Real-Time Quantitative PCR, qPCR)FASZHL 7 PCR M E T3 E B KER, B LA
HoRpthom, RESE S, EEMM. @&EMEm. HER. 2E RN SRS FAEY 5 1 E
T H[28].

HHT 96 E & PCR AR 32 BL53 AR RE 5 M B 98 6 Gl R e P D R PR R 2R Y o e kbR ik
NRICHRRTI TS TP EERE RIS T EREF IR A IR, A3 B e, & —M. SRENEESR
SE TSR, AR BT AERT S A, AR R, 0 T A R SR S I A, S A T 2 s E A [25]

TagMan #REF A TECAREN i —Fh, AR5 51 A TR, SRR A R 7 51 B A B — Bt DNA
BB, RAEH Sl 350 2 il Anic— M 2Otk Bl (Reporter, R)FI—/N2 %7 K %: 4] (Quencher,
Q), HINAI 54545 DNA A B AT PCR MB35 2 8. BT RF TagMan FREFH ARG IN T #R%!
AT N, B AT Re i SERETBAE BN HOR A2 % 58 S B PCR 4 9 A BRI H P2 A2 98615 5, ATRR
PE R I AR S e N AE R P, R IE T SNP A [24]. {H TagMan R HaEH F— AN e H kg, H
Mg . 448 TagMan FREFFMI R Al Q AHBREGE , AER RKAMIRME N, HAKK S, 1mHHZT
FEAE D% TagDNA RAHGR) 5-3 4 MBS ER 2 . f5K4EH MGB-TagMan (Minor Groove Binder
TaqMan), 1 HAZEREF R A1 Q MIBE BT IT, KA, 2O6E 50K, W T HRE st oAk

ANEWARBEIRIZ ) 0B 5 RET7TX ZAMERREH[29], /T TagMan 724 B2 . i [ — IR R4,
R H TagMan #REF 47520 PCR, #R7% R577X Z &Mk 5521 3) 5 (14 71 B [21]. BN R577X £
A5 g KT B S BERE 7T b 4 B ik MGB-TaqMan &5 47 3 (143 AL 592 [30], 0 7 e ol - Al a4 Al

=]
[A] o
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2.3. HENFZE

BT B 25 5 St ) SNP A 54 o 4 SUi 800 345 R (Sanger XWUBE A7, Sanger sequencing)
H 2 2 DNA I $52 R (Maxam-Gilbert 4457 #3057, chemical degradation sequencing). i34
HEAT PCR 471, SRJE X PCR = MpidiAT BAE M7 51534, PCR I it DNA BM I GRiE . il & A1 HR A,
fEETH DNA 7 TAEAR e PRIE. 1 DNA BB BRI, mT DARSHORE ff &6 7 AN 5] 7 471 8] ) —
B . EERN T R ALTE S AR R R REE T B ORAE R, B8 B RS s i) A if, (R
Maxam-Gilbert 447 Bl 7 e T3 9% F iy ELYE LSEI B4 if g FoAth 77 004, BT 254 Sanger
WP

T e i L (R ff P A v AR RUREAS L 2 T SNP AR, AT 7L B ATE #7128 3l T T 72
JLERRERS ACTNS B[R 2 A PERAH LR [31], Wi MEWRE AR ] Sanger I F72:3E 1T ACTNS 2 K]
ZASTERGIN o 55 ANEAS 470 5 10 K 25 A < 5 Rl CACNALC £ 51 [32], — W7t HIBA L% T PCR-RFLP
AN Sanger WP, —HAERIEA—, MELRERTHESIHFZRIGN T, BENPEEARE
ki, HAFEM RS it , Al R SR . (HEEE DNA W7 B s AR BUAS R PR, B3l 7
oG Ok 22 Ho T SNP (G 540 L

2.4. A4 75 7%

2.4.1. EFHBNMICREHTRE - CITIIERE

MALDI-TOF (Matrix Assisted Laser Desorption lonization Time of Flight Mass Spectrometer)&F| 3
BEAH R 110 B A EE (BT 8/ AT, mIX) NIRRT 28 e E g higsl, i TIB s BRES AN, S Etasd
TEE BE B AT R I (AN E], NN B - HEAT 0 AT o 38 2 R/ NI LA 1 i A (o7 ) Bl W O 6 1% 1ot
BT RPN, BEJE RAERE R SR R . FIFZI R, R AR B ) 2 5 B R 23 1
AN FEEB I AT, A AR AR PR . R 2 BUR AR T O, 7 A 45
N HBER (D) SO, SR R BB IR T TR AR, AR A R A, S r i
JH 1 7 BT X e B [33]

MALDI-TOF #iRBA R &, KRIEEZR ., HirdEsiss. Ao mSERm. FFeEH 5
HOBOR (R ZE A I S AR OC AR REAT o RIS, B AR 7> T B 5 H B 5 W Bas lf ok, B fe 4t
) LK B B 7 1 5 A TR — R S R SR o EL DR it o) 28 B8 800 P SRR N AR AT H L e R, &K
PRI A, A2 TR S AR KN SNP A (K] 3 B M TE AL F 78 I i 55

1T~ TOF Al Xt S 46 s AR ZOR A =, A& B Bt, PTLAZ I OLT , FRe 70 Y MR =0 B 5R we (1 S 56
HREAIE A SRR A ) AT R, A NAER ALK BR B IKIZ 8 1 5 RETTX 2 A1 18] ST 1) 52 56
271, K S AR E B R IREASE B AR 9GA W] R RAT I TA) B 8 7 vk kAT L R B A

2.4.2. BEEEFRHAR(Gene Chips)

BRI F R AR IE AR IC AR ET 51915 DNA FEARZZZ , R a5 I I AG U 4% 22 A5 -5 (1 50 55 40 B AR i o 2
FHIECR . RIZHEAR SRR by DA [ KR ERE, B DASINE SR . R T AR SR BV 4258
ARSI AR, AN E K> FEED . R RE SRS A HA B sh AR RA 1)
Fr A OB R, (EARKIBAERI R BUER. 2EME. B S b[24].

TERFAAF B RET7TX A AR /3 A RFAERT,  HEARICERET 51 PRSI X 5 DNA FEAZ2Z J5 1HTR
BRI B RRARZN A, AT SR 5 e i IR A A S R B SRR I B, S R R o
) s LR AL [34]
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3. RIFSRE

DAHXS T ACTN3 ZE[H RE77X 2 47 il IR 78 £ B2 T IR AR XZ 1) 2 75 A AH D 1M B 7 i ik
RFFEFN 61, Kk ACTNS FERHEFR A “ ShEIEIR 7 o (HHArstF ACTNS JE K R577X £ 247 i (IR 7T
TR I 2 7 T AR LR AN R RE R B T g DR R R L LRI LR B (L
U I THT R 25 S5 VB AE AR S E, BTl ACTNS £ [Rl RE77X AMIUZIBBNFE N, 78 A KA 72 b B 1%
1 ACTN3 JE[Hl RE77X 2 2L s B3 7 T A 7R 5 SR ThREAHER &R, IZ 3N 51 I8 Bl ZRfig
SINRAL TR, SN R ISR, JCHOE XX RURESN 51, (R A 51 R 25 s R 5 A B A )
BIT %

H A6+ ACTN3 B [K R577X 2 &AL M IR /7R 2, R L5 TR BT ATE RIS I 77 i
Z A AR TR 7 G NTE . R RE R AL ST R T T A, R TE AT R & 1
R PR 5 AR AR 40 R AR I8 IF B 45 SR UERA 1 7 7%
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