(e SR URLI RN - S
¥ AR %

[lp R FR (e &)
[15q 40 B 2L FIHE PRI 2 (R &)

- RiEk(ZADBERED

FAAFBRAFFTEARFBH, BFTHR)
ifﬁ & [ Spinal muscular atrophy, SMA]-

S TR B R B

3P

PREE A S B HRB(S
ek AR R ) (v &)
[Physical and neurological
examinations]|

A |

BB IA

#74 32% & B ¥ [Abnormal posturing]
74 s2 % #-53 [weak cry]

F74 2svik 4 i [Hypotonia]

20 =4 >3
His i L)

& Tl ip (&)
[Molecular genetics of SMN1
gene]

]
]
]
]
(] SMNI £ 512 % 0

O SMN2 A28 [J 021 [J2

S ATHIRDERGADD

875

BERAE, B FHEBS AR

H P

BRI

ok ¢ (% &)
[Clinical history]

[J# 5 & & [Ageatonset] (24): B 4,0
[ 47 e i¥ 7 i [Best motor function] (& 3)
[ 5 = = 4 [Walk unaided] [ 1p & #:[Stand unaided]
[ ]p & & [Situnaided] [ X & [Lie on bed]
[]43& 4 B s2[Floppy infant] (% 3£) [13 [J&
[]5 % 2 4 3 F]¥E [Swallowing or feeding difficulty] (:£ %)
[ J*% w5 #1¥¢ [Cough difficulty] (£ #)
[ ]9 3% Fnet %% L fFeops € [History of hospitalization due to
pulmonary atelectasis or pneumonia] (:& # )

r Kk

PHEAALERE(RL P
£+ 52380 RIEE)HE)
[Physical and neurological
examinations]

[J2 & i3k 4 2 ST Ry 5 2 h9e@ 4 [Generalized
hypotonia and symmetric proximal-dominant muscle
weakness](% &)

[ [iFEsnousd i bk i1 g\ /}3
reflexes] (% %)

[J~p % %5 [Muscle atrophy] (: # )

= R ¥i 4% [Tongue fasciculation] (i% %)

[Decrease or absence of deep tendon

AR (% R)

[ JHomozygous or compound heterozygous deletion/mutation of

[Molecular genetics of SMNI SMNI1 gene
gene] [ ]Others
L
L E () [ 4 ‘&4 % i* [Neurogenic changes]
[Electromyogram]
U gy 1 SET R
TR .(lﬁﬁ) [J#¢ ‘& 1+ % i* [Neurogenic changes]
[Muscle biopsy]
BT &) [ 1% - 3l [Typel] [1% = 3] [Type2] [J% = 3] [Type3]
[Diagnosis] [ 1% w 3] [Typed4] # %%*-f X %57 [Spinal muscular atrophy]
werc T wpE ) GdpATA 22 1B (30 2 )P




HEBANARRES "FREFBEEARESLAERY , (FEEEXR)
- %R M AL P £ 4% [Spinal muscular atrophy, SMA] -

B S
(1% B a# (2 2)

[ 15q 48 Eﬂ%l%@diﬂi% (df%)

(] T#4 g éfte( S AT || Ik "4 2 (S A ATBE RSP FER | B
B )#ESBpEsi@aR | 1A E
|
B R
[ 13895 &> [Age at onset] : 18 B X, or Bk (33

&k a8 shie

[Best motor function] (54 3)
(148 347 A& [Walk unaided] [] & & »5[Stand unaided)]
(] & &2 [Sit unaided] ] BA KR [Lie on bed]
C &3k 71 82 2, [Floppy infant] (s23) [(1& [ &
U] &% 2 42 & # #& [Swallowing or feeding difficulty] (3£ %)
(] "% =% F $& [Cough difficulty] G£4%)
U] B B e S R AE R %2 [History of hospitalization due to
pulmonary atelectasis or pneumonia] (3£ 4¥)

SHREFFERRE G MBI BERE VA S2IRL 5N KREHRE (L)
(Ep galanman || Oeeik) REwEEans e || OneEwensit
29 & 71-[Generalized hypotonia and [Electromyogram:
(A R EEE symmetric proximal-dominant muscle neurogenic changes|
MMmmwwM%] weakness| (s %) CIWLI 00 4 4% 4 b 81
EES AL 3] [ IR 3P AL R & AR 2 4 %k [Decrease or [Muscle biopsy:
[Weak cry] absence of deep tendon reflexes] (54 3) neurogenic changes|
(3 & SEALFR /115 (9L A1 % 45 [Muscle atrophy] (Z£4%) (IR &
[Hypotonia] [ 1% 389445 [Tongue fasciculation] (GE )
l:l'ﬂ-‘4& (EH aj:—EH)
| |
v v
SMN13 B 7 KA B SMN1E B 7 &K A3
%" v L v
SMN1F# B 0 copy .
B SMN? < 2 copies SMJIJ% 0 copy SMNI1# B 1 copy SMN1H# B 22 copies
v ¥
o 2l (#2874 5q SMN1
ARRDEA SASMA | sma KB 5] B R G HE

| ]

Ol ASMNIKA R BF 7l g %4 || L &SMNIAR B 7|2 R &
4

[1#& % %81 & 59 SMA

)
(1] 3k5q SMA » & 5 H m%*
BE ALY £ 45 7 RAT LA r—

&4\)

Zerres K et al. Neuromuscul Disord 1999; 9:272-278. ; Wang CH, et al. J Child Neurol 2007; 22:1027-1049. ; D°Amico A, et al.Orphanet J Rare Dis 2011;6:71.;
Mercuri E, et al. Neuromuscul Disord 2018;28:103-115.; Calucho M. et al. Neuromuscul Disord 2018;28:208-215.

e TEpRE AIEWA L HATEAGBOR)A



