19 2 i 45 A4

KO’s OBSTETRICS & GYNECOLOGY

(SMA)
” H?
(Spinal Muscular Atrophy, SMA)
(Anterior horn cells of the spinal cord) ! "H# S % & ' () *+ ,
- ./ 01234567 89 +:;,<=; >?@A BC <DCEF
GH61 0 JKLMNO%JPQRS®6
TUO VJIKW >?XY RZI [ %:\]"_
(SMAtype , )
>?2 "MV (Werdnig-Hoffmann Disease) ~ ab MNcdef gh M
] "Vk; WIm >? n*o"p8i)* jqrsvtu+VWnyz
{qgl})*+ ~e«€e¢ 6, fb, .. Th XyI ™ p%S6
(SMAtype , )
<YMV (Dubowitz disease) 7 | 5 Mi MNEc d e - ,
ZV e V:; 89 V) * @; BC<'>? “a)’"“”e-W—
Q™R&E> eWe s 72V ~e € 0( .jSCE£456 av¥RT, §8"°

©2 Wxy«=-®e %) ~°+xb23° XypuT p %S6

(SMA type , )
YAV (Kugelberg-Welander Disease) 70 J KL, ..Z+« %
JPQRSONG6 ~+.-Y+9 V: BC y*“ ¢, :;<=:EF1©
b» ¥+ %¥%uW=: ¢ A™Mh Q- YVAA ~«€0(6A51 A aA" Vv- @&
CE®6
E I E)E Vvoali 1T2Y albsS+8§8" © WxyNO«=-9+0" 00 0
N6l h$%nOOWOhT 5x? @UG6
U 23 ONAUUE >72 bYbP, fRa SMA& #A£a 3~
45%6 4 adae vac 3050dRgQ, B4 a be é58 éé 1ii 71TNITO
/o a  1/6000~1/10006E &Aoo UO66 -®(SMN)d 6+ gl
€20 0 6
, fRB U506 Q, U SMN& _ g SMN1 y SMN2 ,a p v\
U 0 SMN1ly SMN2&6 U 7 f ,dp g0 SMN 28 $
<~ @A 6
SMN1y SMN2d EON , f45RB SMN1:SMN28 i° RS‘ 22+
2:1+ 3.1+ 2:0+ 3.0... e Q, U= SMN16 6p SMA4 an¥ , 45 SMN1
6! 7 SMN1:SMN28 i° RS* 12+13 1.1.. 64 aUA AhQ j
y, fR) 6 ~a Ul SMN16 P6, B , 0 SMN23 - > 1 "¢ié>
? g' SMAU, ~>aq , 0 SMN18 6, #, 0 SMN1$ & % SMN28 g fQ3
i SMN2§ +! " ¢i SMAUU”~ aq Uil SMN16 P$a%SMN2 g f Q4
SMN2 8 $ +]1 - “¢ié- gU]~ aBbE %&d ' SMN
() * .+,- 0 .$CE/15016

SMA application noticedoc 2006.03.01



QU4 . h' SMA  aql2 . h*‘ SMAa&

~

I 01M¥-56

[ CD@E RFG@HI J! " KL
“OO0OWOh%U QUGE PQRS 2002Jé7 01M

Probe Amplification)d C

N 2 F £
149 32 i 4 £+
KO’S OBSTETRICS & GYNECOLOGY

!

23P° SMA4 a *c, 471 )567FP
aq# 1/4 . h* 456: 8" 9f : : 8«<

° L
o Ml —— m -
(HEE) II (HEE)

|I°|I| W ||| *l *l *I

[E#J

¥
(&) [E#) [H?Ei] [ﬁi] [ﬁ?@i]

EReERITEs

Autosomal Recessive

#3$ %! &' (

b=f 4 Abe éé 1i >N&§g§?@ Aie BJB=f
" MSNOI - ONA - o0
MLPA(Multiplex Ligation-Dependent
D@E R+ FG@HI ( SMNIWSMN26 uG° LT UaQe
a™ ( SMN1W SMN26 0 ° E[ N\

58§ SMN16 o6, V WXYZKLa
]~ HI YE_ 9% =6
)*+, - / " 01 2
) <Q aa bNc o8 dea PfgFl ho Li6
2.23][3IC‘ a4 a k NYI “a bde 10l E gRgF]
47 CD6G6
3, fmn UoN:I “a pR“qg!”1hLi6
2-3c.c EDTA 2,000 /
1%&
( 25mg) ! " ( 10c.c) 2000 /#$
() * + ,-./01234 )567 8 69 :;<=>?@ABCDEFGHI JK

" 12 34
RS MLPA@EL T SMN 16 UON5S8V SMN16 o6, V 7HI Y %E _ 95%e
= .CQ:\CDVrs _
1. SMA 2 SMN1 SMN1
1 " #3%&' ()*+, - (&.()/0 123/ )4
2. SMA 567 SMN1 8 5 6 (intragenic mutations) 569: ; <=
>?2&"' 4
3@2% SMAA : B /| CDES5 6 (de novo mutation) F GHI J K&
L MNOP #QRS/ QST/ UV4

SMA application noticedoc 2006.03.01



