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[ Abstract] Spinal muscular atrophy (SMA) is a common degenerative neurological disease
characterized by progressive muscle weakness and atrophy. In recent years, disease-modifying
therapies have emerged and changed the natural course of SMA, with pre-symptomatic diagnosis
and treatment being superior to post symptom treatment. Therefore, in order to standardize and
guide the current newborn screening work of SMA, we organized national experts from related fields
across the country to reach the following consensus: the SMA newborn screening process and
related issues, the SMA post-screening diagnosis process and related issues, and the disease
management of screened and confirmed SMA newborns, etc.

[ Key words ] Spinal muscular atrophies of childhood; Newborn screening; Survival

DOI: 10.3760/cma.j.cn112137-20230310-00372
WimBH 2023-03-10 AR RAAK

SI AL : i E A 78 1 IR Bt 2 23 2B} 2 ol 25 By 2 o [ 2 e T TR 3 4 S i 2 5 LA R
B 4 2 T 4 1 4 A L R M LR A e A L A AR (2023 J) [J]. Th AR BE 2= 245K, 2023,
103(27): 2075-2081. DOI: 10.3760/cma.j.cn112137-20230310-00372.




- 2076 - FhAEER 2 AR 2023 4F7 H 18 H AR 103 555 27 1 Natl Med J China, July 18, 2023, Vol. 103, No. 27

motor neuron 1; Survival motor neuron 2; Pre-symptomatic treatment
Fund program: National Key Research and Development Program of China (2022YFC2703600)

HBEPENLZE GAE (SMA ) J&— Ff by 5 8 Al £
a-iz g 22 TR A, S BUB AR T BEA T |
X AR LIC 3 FULZE 4 B G (AR e it 1 PR 9
i, HEA TR A AR S REHFE . I

W | BAIE g # 220 A7 T B PR L (SMNT) BRI A (0)

TR/ B 5q SMA SRR H 0L, ] 1
SMA &R 3R 24 4 1/10 000" ; Fp [ A SMN1 3 [A]
75 A T AT RO 1/42~1/48", SMA A
R MBOER, B LT =3 SMA Bk IE 2y

Wy (VR VRS R )b 22 AR A )ﬂﬁ%ﬂﬁ(}%@
ha

PR TS , B PR HAR L. SMA B A= LT
R ET2 B 45 T 50 B B30T, A8 TR iR
7o TR 2 RS [ 58 S BAS | e ] 45 ST
[l 5 1 © O e 4 [ 90 [l A SMA S A= L i A
UTAE R, v Rt A 5 T X AT 24 SMA Bk
LI AT . 2021 4R b B AR LT A & K3k
2 v 3 0 P A B DR O A v A T s
K5 SMA 4 A HE UG A8 BR 511 2% . SMA BT A2 L
i A AR A B N T2 T R SR, e D)
BAH S G 4 P R AR T VEAR G T A . AR
HE T, P ENPR B E R a2 R Ll 2 5
SRS R A R T R B A el 2 S LA
PR B7 5 L UL G AL 24, T JR A SRR
By,

— AR LT 7 ko

ASLIR DL BB A B A LT A g%
FSW IRYT B B2 T HE R SMN BRI S AR
L F IR BT o R A LA P 2
M ; newborn screening. neonatal screening. spinal
muscular atrophy. dried blood spot screening. rare
diseases . public health . newborn bloodspot screening .
epidemiology, birth  prevalence. neuromuscular
disease” % Jy # % 1d] , L Pubmed. web of science.
EMBASE | H 19 7 77 B2 | o [ A 49y = = Sk
K He 1 25 B P O R R L ], KK 2000 4F 1 A &=
2023 4F- 3 J S A BAH O I A A1 SMA i A= L 2 55
B E Prfs e LA S It A L A (B
TG Rl DR B 2 A U ) 29 2% e BT
VT, IR R 45 2 B AN ) 25 9 PR BE AR OC Ll BR AR 4
HE I LR G R B Y, BRI A AR AR
il PRI T SRR S A B o AR L AR HE

TER DL I HE SN R — SRt i WA T 5 . WA
GBI 2 e IR IE ISR, e 24 i

= SMA A ) L A iR -5 A S )

1. SMA A L2 () B ARgedi 5 56 - i 5Tk
B 95% 1) SMA & % 1716 SMN1 S 75 40 i T 1Y
afi A Ek N, HIE PR AR A SCHR B A . PR X
SMN1 JE [H 7 5 4l 4l & i 2K 09 0 5 0 vkl &
R R AR LIS N ST T . A
SMINLE[H 75 4h i 740 6 iR B9 H Al SMNT 242 57
FRBISMA , Nk #2503 B BB R
SMN1HERN 75 50 i 75 DUBUE RI7 kK i # A
GRS vk L
A IfE 77 75 W 51 2% (RUSP) o B 5 K SMA 51 4 @)
SMNT SN 75 5b 7 20 R R B SO 0 ™
PR I, 390 B Be SMA i A= L i 19 H A 92 s AL 5
S SMNT FEH 74541 i 740 A 52k BT 80 SMA
P SMN T 3 K] AR At 266 7 5 25 BT A SMA KAl
'SMINT R [H 575 I B SMA ¥ R 44 A SMA Ak JL
(IR, 1L 25 SMA H 5 i ok i H Al
SR BT LT A 5 At IO s () e B
TR

2. SMA A LU A 19 J7 s B L 0 A 850 Rk -
SMN1 A 7 540 i 4l AT Z2 A [m) A
AT E R O A — R BT X 7540 i
R T WP R R A EE IV (PCR) &2
IR R E DI HOR (MLPA) 8 P S 300/
AH TS (DHPLC) 45 o i 2 AT R R AR 90 ] 5 12 1 22
SR ATV B AR R RN A LAL) S 56 25 19 S 155 100 55
PEIEELIY 7 vETE R A . B AR ok 4 R
SMN1 B[R 7554 bl 74l & e 2 n] & H S i 7
B AREXTFIA T S, Z R T HEAR RS L HEN
L ABTCIRSE R I PR BB R AT RE . 23y
T [ [ 5 24 o W B A B R L T S A PR RE R A
e PR 5 FH 7 2% 2 AR R AE =] A0 8 A L A 4F
I e 1 B S5 0 A ML BE PR 0 0 A iR R
SMN1 2 [H 7 5 4h f 7 4l & ik 2% 9 A6 0 4 gk vk
% =95% , BHPE FEL N >90% '

SMN $5 DUBUR SMA I EZBIHN R M1
I 7 A KL T A 0T, S L AT R 4 M O A AR
PRI Il R Jié SMA i A L £ ] LA 46 2 1



leonj
高亮

leonj
高亮

leonj
高亮

leonj
高亮

leonj
高亮

leonj
高亮

leonj
高亮

leonj
便签
SMA患儿在生后6周出现症状前使用诺西那生纳治疗，在存活率、呼吸以及达成运动里程碑的获益明显高于症状后开始治疗的患儿
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在目前已知的所有物种里，只有人和巴诺布猿（Bonobo，倭黑猩猩， Pan paniscus ）有SMN2基因，
其它物种（包括普通的黑猩猩）都没有


rpEEE AR 2023 4E7 H 18 HES 103 %55 27 ] Natl Med J China, July 18, 2023, Vol. 103, No. 27 - 2077 -

FSr I SMIN2 JE [R5 D%k, {3 SMIN2 3 [R5 D1 500)
12 SMA B A2 LI J5 S2ilE RIG YT A 248 S M,
PRl e O e BH PR 09 8T A2 LY 2 iR 5 N
SMN2 JE A48 DU B .

3. SMA B AE LI A (AR AR B 2B L A 1)
TR AL G (R R 5 0 R AR A R AE 5k |
SO ARG | PR IR 2 o T RGR YT S R A
ANEZ7 NS VIR N 58 ATNINTG R R PN RS
TAEE (B 1) . SMA B A LT 2 5250 % I 7E B2 7
MURE FE AN B RIS TR B4 9% Jo DA B S 6 3 T A
DX 35 B A S P S o 2 R s o 25 T S8
15 G TR G A L 7 2 B AR B (2010 Ji) ) il
QBRI LR I DA 35 DR 4 398 4G 565 52 56 2 45 BRAMER D Y
HH G LR 1 SMA H A LI Sy Ik P i
SRR Z T AR R e R 2
DR 2% R 5 ), ok I 2R 8 B[] 08 G 4 8 B, (H 2t
W3R E H AT AT 8 A= LI 2 [R] B SR AR sl S
KA L AT A0 43 R I YA T S R MR AR A R
(LM ER NAE 3 H G RE) ;X TR H 56
FEAE 8 T 41 M B AR A0 8T A LB ZETR YT HT 8 R 4R .
“hy 3kt B PR DN JET J 52 1) 12 360 4 U003, A
ARG A 3 4K T 1l BE B AR N =6 mm .

4. SMA B A= LA i) Jo St s o) « 0 A S0 56 % 1y
ST I SMA B LI A 1) B s il o R H
5 ORAEREA (UEACT 1 7 ) AH DT BC A% DNA $2 B
& PRIEFEZ DNA REA2 15 21 BT %6 FH 19 SMNT 2 PR A6
DA S A 2Rk, Ry g 7 BT AR L SMA i 2 460 11
JiT LA AR R - (1) X R FH RS DU 22 496 1 1 e A 7
CRER. 7 25 R v F RN SR
—30, 77 T R AR S5 5 (2) 5550 % 1 i)
P BRI A R SRR AR AL R 22 . i
U o s il e SR I A AT, R et 5 (3) AR T
B FH A 0 3790 5 e b 5 A A D BB L B
SMN1 % [H 755 4b 4l i 2% i 2 D,
DA I G S0 0 e A B P A 4 5 A L R AR
PRI o & SR A VT B A S B v I J R G vt
5% MESE T SMNT LK 7 54 i 144 Bl ok 4 [
PR Z )TN BRI

HEFF A DL 1: B 37 SMA f 2 {4 #f SMN1 4 H
TEN R TS KL KA (FEE 100%) ; 7F £
WHFW R R TSMNLEEH 7548 F4h 48
5t A T BURR M L >95% , FE M T A RE 290% ( [F]
B F 100%) ; SMA #7 & )L 7 2 7 UL A3 2 E A0
SMN2 3t B # I %, 8 2 FH M 37 4 LB % 2 iR B

BLEL 4 SMN2 2 F # I # 5 & (F & £ 100%) ; A
T B R 2K T o 3 B 42 B >6 mm, 4 i B E
E3INMNARRELFA, A TUAFHEHEK T
MEENTELLAEETH T REE(RHEE
100%) .

= .SMA i 5 #fi2 TR S5 A S )

1. i BHE J5 R 2R A LR 0] < & AR AR T
A BAYE R AL, sz B A
SR 11112 9 A
SMN1 K SMN2 5 UL o il , &) i b 8 L E A7 20
RS R A, 4712 Sl DI RE S L AR BEAE DA, DAl
RS A SMN2 8 DUEOT 45 G I R PEAl L ke
FIRIT o

2. 15 A5 A BEPE A8 SR 7 A= DL SMLA i 1% PR
(A HE SR ALK, LR 22 ol 0 At i e e/ RS A 5
FARA B 1 Jry BRI 5 4
A R A R i RS G i R

A L D B IR R T )

3. i A B B8 AR L3P 8 1 5 R B
A - 5 0 A BH A AT A L AN 2E 4T 5800 1008
ISR HEB HH OGO ), X SMA B AR LT A K
W A B G B, B0 I 5 IR AL 1 LA
FE (D PR SRR It A4 R M AR B
S5 (2) i A B ARAEAE 1Y Jy BRAEF H 1745 RAFAE Y
MR RENE 5 (3) 37 B RIE & 19 B A2 Wi 5 s Ry
HUAE R LR A% 0 58 28 B LREAR (G A= L
FILE WA A00E) BEAT B2 52 50, M2 LA & 5K TR
ARG AL R T A2 LI ARG 5 5 (4) 25 R 12 52 5
JIr SR BRI XU K Jr B4 5 (5) Bt 5 80 - 4
AR N P ATh % I RE T AN AL 2 PR R 5
L AERIZ A PR S DS 5 L E A A
PR 2ot A 2 2 DR AR 21 A B AT BAROIR T e, 1
ALY O 3 U AR 2 I 2 5
BURF L L ZU5 CREFRB B IRaE i A1
TR A HE A ) R B 2 AT B, B S A S B DT A 1 A
FEL5 () TEMIZ Y SF R, KK (AP A ) 75
U A LAz gl MR AR 2 5 T R B
— ELH B b R B (A DR 58 SR IR | B 4R A
i3z sh U IsGR Bk 2k A2 BhE K IR TRk IR
SR AR KRR A48 ), U5 S B s e 2 g A%
PR E AR B AR (S AT, LR S iR S


leonj
高亮

leonj
高亮

leonj
高亮

leonj
高亮

leonj
高亮

leonj
高亮

leonj
高亮

leonj
便签
白细胞有细胞核，红细胞和血小板都没有细胞核
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白细胞降低可引起假阳性
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如SMN1外显子存在一个等位基因的缺失，尚需进一步检测另一个SMN1基因是否存在致病性变异，以便明确患儿SMN1复合杂合变异或者仅为SMN1杂合缺失的携带者
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