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[Abstract] Spinal muscular atrophy (SMA), an autosomal recessive neuromuscular disease with a
carrier frequency of 1/60 ~ 1/40, is characterized by severe clinical symptoms, high mortality rate, and
expensive treatment costs. Carrier screening is of paramount importance to detect high-risk couples, and
therefore to reduce the occurrence of SMA. In China, SMA carrier screening has become widespread,
though there is still a lack of genetic counseling expertise. This article has focused on the current challenges
for SMA carrier screening, including the screening methods, target population, screening procedures, and
pre-/post-testing counseling. The aim is to standardize its application and counseling in the clinical practice.
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BREMRE, BELFR A NN 41 2 X1
LI 3 5
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“1H17EC 20T R R REPE L T I aR A KU . E
WM R AT g SMA #4r & IF A LT
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340 E USRI R T KU R I, RN B D
VEFL A i 9 2 F§ PCR.HRM \NGS.DHPLC &
dPCR %50 #4575 B i A SMINT 6 R #5 01 %50 5 0
i) RE A B A 12 W ¥ DLECS 8 a2 W O ik iR AT i 12
Can MLPA %5) ;I NGS 6 H B il 575 047 4% 5+
PR Bt PCR 454 #50 PCR 5 SMIN1 K& PR % 5%
v RN B R AR SR AT SMINT R, Ah T
Shy v AURS: 4 B AR 1 40 1 2 B dE T L 0 T2
/8 PGT M 2PE L K WA O KLk . X T2
P20 v DAL, 4 T4 32 X P 1 R T2

oalr AT R A I R A R Y
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BH W E N I A 0T BB & B TC A R 54X
HRMUERD SMA B & . @B R H B e N R
LML RIEL . AT VAl . 2 A A o 5
LM FCA 5000 M RE 3 B3, 50 26 I Rk 3 58 #5
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CEFEZL 101X T & XK R 0 U5 # SMA
.0 — 8 SMA B EH S — T M E),
SMNT 5P i) 5 DU AL S 75 38 5 B 0% B 1 12 W7 45 DL
B A2 W ik R AT A2 (I MLPA 45) . %t F i
INBUR AR R 7 BT O AT SMINT B, (3
TR AS NGB 44 B2 RO 0 B SRR L 5D

[EEEL 11YF B &SR AR AN AET

F8F . R ARG AR % I, R SR A 7 T2 B Y
DAFEPES IO [ s 4 2 AT 3 56 VS iR R A AT 38 A% 2 A
(PG LA L F MRS . (BT SK A5 N B 45
R0 B LFERL 0 55)
3.4.2 AEmARE A xRS KBS R A, F AR
UG D0 PE AL 5% A AU OF ] JLEAT i B . H T SMA
BRI A5 37 3 0 A R 2 B0 XF SMINT 3 [5G 4% DL, i
TR 2407 T+ 197 “2- 147 F ] By #EHF  ,
FEHR“2 407, %1+ 197 %2+ 197 A BE M A B R 2
1/650°7 55 SMA AFEHEH %k 1/50, BLIR 2R A A
Bt .

BE M ARE—T7h SMA B .5 — K
WZER N BAE, Be F AR A # # , 4E F SMA &
JLE RS AR, T8 SMA HL I 3S 5% 4 KU
100% X (50% X 1/650) = 1/1 300,

ar g + B A RIA— )7 SMA #7457 #, 5 —

Dy R 2 S Sk B AR A 5090 B L O A
HEH SMA BILBAEAL. 8 SMA £l R
WA R 50% X (50% X 1/650) = 1/2 600,

B BA 7 R 30 80T A6 0 285 5 347 Sy [, 3
THOL T AT SMA LAY RKUBS A% A%, AS 47 7 1
W, ARG S N HERR Bk & T RE 1+ 197 B
RUPEAT 02+ 07 3 R HE 45 & B, 75 T UK R R A
AR . F10h SMA LM LS 5% 4 KU R (50% X
1/650) X (50% X 1/650)f&F 1/100 000 7K,

A — 7 A DN 235 5 Ay )4 T A8 A A7 A I, 7 5 A
Be o] fE A A AT e, AR SMA #BILAYEE
WHR A KB : (50% X 1/650) X (50% X 1/50),
25 1/100 000f 7K -,

X FRAA— 5 Ry BB A # L 9 —Jr SMINT H
K48 DL K = 2 W), W25 R0 AR A KU IR, & /R ik — 2P f#
AR5 4 XU, AT fdf B4 6“1+ 197 8“2 407 56 B &L 1 JF
Beitt— 20 HEAT R

[(EEER 2 FERAR KRB (ED T
SMA #7535 i 2 Sk B 75 WAk H 5% 4 KU I 117
e, (LR AS N 45 S A 0 5L 54
02)

[EFER 1314 k10— J7 8 SMA B3 5 #
o —J5 SMINT HePH ¥ DB = 2 B, B 45 60 3% 42 K
BRIk, s i — 2D AR AR A AU ATl 1+ 147
U207 FE A Oy Ptk — B i TR, (R R
A5 NG HERE 45 T2 A 0 B 5 AL 0 55)

4 FEREIZ BT S BRRRE N AT S R F A

4.1 J7HITZ W

SMA &5 XU % I5 76 M 22 J5 1o 7 01 T) 28 19 I 42
THEZHTZ W R R R G E A 2 i
R AL TEKAEAS 22 W 0] s W] 2% R A I A L AT B X
PERSIN . FEGEAT P HZ WA W AR e e ¥ SMINT Ak
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