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JH 260 B A0 0910308 5k MLPA 5 AR B0F | %45 AR MEf
RIKF] 100%2 . (HFFERAE, DL LRIy
#+ SMNT A1 SMN2 JE [H (chrS: 70220768-70248838
il chr5: 69345350-69373418 ) #RAE Ay 8L [ [X I 12
AR S FE T SMNT FI SMN2 e K () 22 S o7 o o
FLIN AN (5 B A AR A 7 st o FH EL 0 R v
FEAS 1 NGS B A > I FR A it SMN T JE R i) 4% D1
it A DL BB R, NGS HiE1H5A SMN1
5 D1E A A 32 7 BRI ME A, (EL 0% A 52 W
SMN 1 st/ NV AT A AEAR A TRIME

H AT 7EFR [E , NGS 1 A& B SMA (1) R A )
I AR HSE T SMA 251207, RIXEE SqSMA 11
P2 LR , 50 DAILTC T R RAE AR 5 2 HERR 12
W 114 253 T JR 0 i R A S i Ay . AR W SE R
%5 HUJE ) FH SMINT AT SMN2 & [H] Y 25 5567 s R 40
SMN1 HE [H 9 24 sl B sk, 1 AT an Db Sk
N7 SMN L R 48 DUECAR S5 i T3 s, Ul b 23
FH 28 8048 DU W 7 vk CEL i MLPA) 3547 560 .
WS NGS i A SMN 13 A A S/ VS S D7 22
ViR A0l 2 1248 5k A= 7E SMNTJEA

() At G 4 A

SMA 1% 52 i R8I 72 348 A XU A 46 v 5 A
5% PCR (AS-PCR) 5 2 A5 i 4 S -8 14 181 %K
W AH 1% (PCR-DHPLC) &5 . XA 245 22 f kil
FEAR S BRI ML AT LA FH 2 PRG35 A2
SMN1 &b i 7 45 i R o 451, 451 4n PCR-iD1 53 By
5% Sanger M 77 45 o (H 22 PR I+ A A BE A
SMN1JEH 28 A8k, mTRE B E A R AR AR
HIH2EIRZ .

DU EE PSR A

1 A B ARSI 5 AR BIE B
gk MR H I CREEREAS I ] AP
125 B AR S 2EK A AE B

2.9 D B AR R LFEAR ARAE il Bk A 2
ARG RS
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3. LRGN T3 5 « I 58 B FH 4G 7 v A
D7) 44 AR ANEL S B0 H ARG I D7 v A S LR
DA SR BRI o 30 1150 B SMA. B 5 A 217313 Y
GE i

4. R Fe) b A PR < G ) B DR 44 B i PR 2H
(' BEH AT

5. K 235 SR AN A SRR - (1) $5 DUEICR: D e 5
o7, 5 G L : SMINT 6 PRI R SMN2 LRI A1t - 7
AN T 8 (1 F5 DLEL; (2) RPN 53 73 Hr e Ay
EHE DA 81 o A Al A 75 0 £ 5L - SMINT /)
A S B BRI SRR U B 1 0 BT A
(3) B DLHCRIEE DA 3l N S O A 48 SR A A
FARIE AR IR B AR 1 SEE AR

6. SMNT 2% 53 (4 0 1 43 4 Fl iy 44« SMINT St
PR A . 7 % DLt 2 DAy W 1) 50 14722 5, BRI
BEB LA TRAE 4 TN S I S IR ACMG il 7E 7Y
BEDAAR AR B R S A e R SRR VT A
UEAE AT T2  BURTE Al REEUR T Ik R X
NBH AT RE R AT R . Bom AN AT RESCRE ML
I R BRI E S i RS SO B S
S S G lm RS Wt A7 5 8o s A o X T
IR R I ARARIE A2 S, JUHAT SRS i Ttz
SMNT HE [A DX Y 1F 0 AHER R, SO0 P Al
PM2 UEHE AT BETCHE MR ] o Bopmt s i 44 2 I
b A8 5 4w 44 W 3 (http ://varnomen. hgvs. org/)
Al

7. ARG 2V AL A 4 A5 4 S B A A
WSS o ANASKLIN 7 AN RE 58 U & B P2 W, )
25 R A T — A IR LA S e i i

T P WS Rl RS B AN 5 75 1)

T EERE DR G I 2 T B TR Ak
PRI e A S ) SO 1 56, AGE I 285 SR 7 T LA e i
IR, BN S L 2 WA Rk . xR
Rt FEAT I PR 23 B R i 1 DA, SR i A A
J& T EZSWNGTY 2 BV FAUE IR DT . 2B
AR AW R RIS S RE , SR ARR I AAE
kA K . PREERE S NGs AL 2 0, £ 4 -
Ui Lo TP IN St Y W - A v B TN IR Y e
BT IE A% 2 R S5 P 7 e LA S SR e L 7 85
i A AR B AR 5 (8 1),

FERIZHT

H1 T SMA RO 16 75 IR SR & 5t BRR B

FERTZ WSR2 SMA T8 By i 5 Bt

1. SMA F=Ri 2 W JE ] - SMA 14 7= Jii 2 Wi i 78
HLA& = RI2 W e B B 7 HLA Fr A A Lll
NGV o S B2 W Z Hi AL 25 19 53 Ay B R ik
JEUEF S AR AR S R A, IR S UE R4 9 SMIN T
AR A AR I R TR R S T2 B SR e R
WA . FERIS MO R R R RN
JLG B AL K AN A A

2.SMA F=RIIZWI X4 . (1) A B 1 SMA L
IRZE; (2) RFEVUT R SMA #5735 (3) B Fad
Il PRI2 B SMA 19 UL, (BB LRITRT AR AT 2
VT, P TR AE A SMIN T 35 BRI B XUy SMA
PP H R

3. PERTZ T3 R FIE R B . SMA F=RITIZ M)
R P R SMN T, F T SMNT 3 X A 4 skt L R
T PR T2 W HLFA M EF X SMNT {52k 7 SMA kA7
FERTRLIN ; 5 A A A AR S SMA K BEAT P RTIZ WG
I 247 Rz SMNT f/INAE S5 28 36 9 S 36 = A7
T/INAE SRR, FREA TP R . X SMINT Bk
RHYSMA , BS54 BRI LR BT I ) LA 7 3 (R 7Y
FIWr . 2MACHEEE N[ 1+0] LA, A )L SMNT 41
B HHIHS W SMA 32 86 L. B — 46
W SMN2 45 DU, 78 7 mirst AL &l vh T LSS T )1G
JLACEEBE 2 6T SMA i PR BUAE S, 5 B A A 0T
)L 25 B EAT PR iR L SMNT 2R 1 45
B, 2 W s R R R IE R . 4R JLSMN1
g2 45 DU, 28 i Ry BB RN e BUAE B B9 NMA . 4
FALHEZ — RN [ 240 1), iG JLSMNT B 245
DU BT R [2+0 B HPEAA, ATHE DUECh 31
G LA IE MR

4. SMA = RijiZ W BB AR TR PR : SMN1 2k
I SMA PRI Wi # R F MLPA 5% PCR £ AR X G
JLHEAT SMNT 3 R #5 DUEU BT o XA T k350
$5 DU w2 9 R I, Az D0 PR AT — 22 1) Ry BR P
(1) A SR B ACBE 1 Jik PR BBl , TG A6 e L
A1 SMNT f/INAE 575 (2) Je ik A I G JL A SMNT
[2+0 |3 A () 4717 3 5 (3) JCI A DU G JL SMINT 3k
FIE H il ik A R

TN, T SMA LA SMN1 4fi & ik g 78
S BER TS YR S B T IS B AR
X BN BRI RE bR T AR BRIR L2, 50K
el iR RN S e ] R e 1 oy ) EES Uy o=
JK 341 % [R]F L STR 5% SNPs Ay bric #4725 481404
HEBRARIETG YL T E
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5. SMA =R Wil i i 38 4% 7 0 PR ig
VT T 4035 P 5 T 45 R AT 2245 : (1) SMA =i 2
Wi E 2 T R 2 R 5 SO SE R 1 O . 220G
FEHNZ W] RESE AR IE H A i B ez B
J6 Lo ARAF =R W 2s 5 I L BCay i A RE
HE R . (2)SMA i Ye R Rtk st (L9 , SCREYY
A R, AR T SMA LY R XU N
25%, B BRHLEA . SMNT[1+0] [ 2+0 ] 3
DR PR P 2 R e 1 T 2 KU, A 7= RIS T SR s A )
(3) 77 R i2 Wi 118 35 DR RS0 1 43 R 146 T SMIN'T il
SMN2 J [K] (148 DUE AN R i NVE 725 (4) 7
ARG T FH B 7 3 B SRR, 7 v B AR A S
JRI SR FIAERA B 5 (5) B JLEURE AR SRR a] , 7= iy
TS FR A EHR] 5 (6) IR BRI AL, P T2
U] BE S TCrE R bR IR 5 Y A T 2L F R R 1Y
AIE; (7) 345 SMA F=RIREIER A 5 75 st L il

FERTIZ W 1938 A i) R B EE . (D& H
FITAGE I 246 SR 2 75 38 75 0F — 25 o A 5 (2) 45 00 7=
HIAS I 25 5, ok 5z BARL, 5 A5 A G fE 8 5
(3) 245 JLiZ Wl SMA 52 2N JLIF3E 8 H A/, R
YT AHSIRY AT it A B 2 a5 B (4)
FLIR I SMN2 B+ DLECS iR L A 5 i PR AL
SEAAHOC, SMN2 #8 DUEUVAE SRy ity ) LIl R 2% 750 T )
&%,

BANBEEF4a

JR AR BI85 2A R I (PGT) S5 K5 i By 2=
BEH AR (ART) Fgt A& 2= i A B AR & X AR B st
s £ L RUBS: R B R4 T G 1 R R A sr N, 356
PN AN 32 B IR IE AL T 5 T34 fd B
7R

— SMA ) PGT J5i )l

(1) i 03 3 R 2 W 3 AR AT 8 A A
PGT JFUI 1A X ™ By | 3500k BOE o & ik
7 B AN L B Bt B st A PR e , KR 73 SMA J& T
UL AL ALY , T e I R 35459 PGT (PGT-M)
AYFEAIE 5 (2) Jk PN 5 A48 Aty 5 ml Sl ik 2 2 DR A il 45
TR 5 (3) RFERU X G 2 2 B 114 S 2 AL
W7oy T i, 52 0 1 R S A TR AR A AR
FEH 2

— SMA-PGTi& B ARE

(1) RFE Ry ¥ Ry SMA & [H 58 A8 #5717 3
(2) RFEPA —J7r SoBU7 MR SE R 241 SMNT A& UL 5+

WU — K SMA B LAE Fulll iR b, wy et
FERZ T A 2 R % LA SMA HBLE L s iE iR
o ORHERR A Rk G 8 —J7 i SMNT [2+0 ] & [
IR A BB , XA LT & PGTHEAE s (3) Hy T
ARSI RERR M | 457 SMNT PR 58 48 st 1%
RAZMATPCT, T 450 T 75 1) A D K R
GURREA (I ZH 2B DNA 45 ) 5 (4) RZEXUT
TCANIE B B A TR S S

= PGT ) BARFEH Je SMN 1 848 5 K 7Y

1. PGT I %) H b 3 Ay SMA 114 U5 3 A
SMN1, SMN2 ANFEREI S .

2. PGT H A H AT K Z R F I FEA 5 (SMN1 F
SMN2 #} 8 F 7 28 S AV A5 S/ INAR S 467 050 BLHE A
IR G R AT (AR I SR W, 30K o SR s 7 DO T
K F G FEATH R 0 25T, BRI X SMNT
RARERUIFTREIR PR o i 2K 7Y 58 48 3 5 SMN1
5 SMN2 AN+ 7 11925 550 15 ¢.840C/ T VE A K
W HBR, PLX 43 SMN1 44 Sl fdE gl A8 . Xt
T SMN 1 Hup /NS SR, i T SMN2 /9T
P, N PCR F AR BRI AR 5245 s A7 AE — 22 B IR
M, VTAEH NGSTE PGT Fi&#s H, K KRS T
SMN T s/ IVAE S BOAG 2R I AN 3 T VAR
SR PCR ) 5 Wi B4 i 4 S PR 2 3 7
YR G, AT 3L ALY 5 B A B AR
ST A BRI, T S IR b H DR AR S e 3 T o A L
B, HTCIRHER R R/ NE S WTRIRER R
AT, DL W IR IR S R T 5 AR Y o
TR0

DU SMA i 35 PRSI F 5 A AR BR-PE

(—)PGT A EA

PGT A A A< 7] LA R F WG AL J A =4
B Bt s (1) (5 — MR AR A 2R e fk ) 5 (2) DI 3
BAANBRZIER (R F B 3 KIRIE ) ; (3) BN U5 55
FaCERRIE S E6 KM . HETKRZ R
R i 57 )2 A BTG A

(Z)PGT-M et A

L BG4 ALY B H R (WGA) < ik

9 R A TE R A B S A, 7 et 4 ik
Y34 J5 T Be T )5 Sast (L # R . 2 Fh B4
it 56 PR 21 9 18 O Tk 45 A AR A, Tk B R
PGT-M*¥!

2. SMA #J PGT-M KM A - 4n L frids , PGT-M
AR 00 5 5 Bl 5 7 A EL A I B 5 R R BT
AL 4 LRI 24 B P AT ARSI T, AT
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K HRE S PCR 8B V)55 i . R R ED 1T &
FARGE L A T Ui B3 PN ) R S M STR 5§
SNP. RHI NGS, i 3453 3L H FF i 78 &2 19 SNP iz
R PR EEE EE N R = AN DL A RSN i T
—AREIE S 7R 2L LR 1~2Mb LAY ) o X Fl
T3 ABRE T STR 43, 3R T e G o A d 2 1) 2L
AR B, DT B A T S R S s B A 1 . H
ARSI SR W) 32 FHF PGT-M R

3. SRy PR « 3ol 3 AR 5 FR 2 A3 B A A
T A AR AR 43 18t 4% 58 2R WG AT VA 12 T .
X FRRBAN R FZE IR, BAR T LU Bl
AR B R TR I R RER TR TS,
JENE S R E N 1) YA £ e R Oy S % Y N ey,
PN LR AT (ADO) B [RIR, 5 HR AR 58748
PSRRI — iR 2E . I TR AN IR
FERIRRAREIN , Bk PGT-M TR i A% UG 51 A R T
BN AR AR P B2 EL EE

. SMA WRRRIZ WG i 3e A% 45 1 -5 A R 2

1. PGT I 3R HT 8% 7 12 PGT B JCEEFR Y
CEIMNAEFR RIS W) o AFEENG R A (sl
T 50) M s BE 1A B PP AR 2B, 25 HLR
F PGT it XU FIE AR 9 Jm R , 2528 G R

2. PGT )5 G K 45 i I TE MG RS AR AT, K
TR HRASI 2 45 PR A T I A5 5 1), 1 2 S A AT
MR . 2B A [R5 Ja Sh B A

3. MG RAE S BEVS : PCT IR RS HE S 0 i 2l
TR, 2 A T2 K AN S PR E . B L
KA BV A LA BTG LA R I SR AR,

BHEERE

1T SMA JR 1% 7™ 8 RIS g Rl vk
A HE 2T AR R R AT 2 W T AT, 2008 4F
ACMG BN A SMA F 5 5 114 K 3 N #2252 # kv
A T LR R RN B B — TR BR I 132
SMA #5415 2% 0 #5115 2009 4F 26 [ 1 7= Bl % £
(ACOG) H WA i AR 42 B 1) 15 2 7 3264 7 SMA
o A A

L E AR T AR : (DR 2
S SMA S 1 FBE R BT, SMA FR 5 sl 4 417 4 1 g
Mo (2)— B ATHE - H A, 3R i 0 SMA $#545 2 i A
4e e, AR O & 22 1 SCHRHRAE , [ SMA #5747 %
R 1/42~1/4832>4" | 5 35 B NFFEH RAH2ZE A K.
T AR IE A2 00 (AN SMA Z0% 5 ) SMNT 2+ &

B R R 1/56°) . PR b R — M B E AT
SMA #5751

2. YA A ) H AR FE R T A R - SMA
M H A AT SMN1 AP 77 38 DU, 24 SMN1
HNRT TR LA LA, Rk SMA #5473 . SMN2
ARG A A B AR AR X P i A
SMN1 {52 5 5 PCR FI MLPA $5 K | 1fif NGS %
FHFHL36 SMA 16 P9 1) Z B BRI RIS LR 1 5
oy A AT

3. A A (IS LR RE : SMA 48717 3 i 25
(RS HIL BEBEAE A AT B2 1 R, LB oAk
R [ETB i RS = ) v S Rl LT, o ) Y 021 B2
WA 7 ¥R &, BRI B T, 5 o R] B 4G
WM, XJ7 SMN1 NG T 78 148 01, Bi 34
SMA #4173 , 2L & SMA HLII XU N 25% .

4. P52 A 5 )3 A RO A 2 O
A )8 A A B R AT A A R
P IEZ K AR AR IR T: (1) 02 i % i)
S RV 1Y PN < S = N e N e
FEAR MR SRR BRI o (2) 55 358 5 SMA
AT 2 0 2 ISR AR KU, , RV JCHE M A 75 38
7 RS : O N FH AT ] 0 2 R, 2875 LAAS: D 24
4% (1) [ 2+0 | LR Y SMA #8717 3 QR I8 DS A
FAR, 25 5% 7 SMN 1R/ INVE ST & [ 1+17]
FEAEFRA AU s BN ] NGS i A5 K6 ) Hi 1) SMN1 357
KRS IIANBEIESE LB P, 1A R i JC A
h SMA 487175 s @K 24 2% 11 SMA H.35 PR ok 72 5
JIT R, FLACRE ()3t 5 0 2 ] BE— 7 B PE S AR
ONURAFE A 4T 3, R FH IV 40 B i A ]
RE R BAMEZE R . 225 & AR I A /R IE 8, T
Je AR A e £ SMA XU

i J S TV RS T 2 O A PR SR 2
A AR e AR 5 B MRS, e 75 EL R
TR AR AR « (1) AR ZE 5T H NS A B e, 8
ALFE 7= T2 W AR AR A BT 18t £ 2 4G A il By 2
B 5 (2) EL 4 R 220 BGE ik iG JLI P= A2 W b1 7
A B R (3) 545 i A i B8 & B2 AL R TCAE
R EE R A T A s 2 9 G RN SMAA. | 35, 85X
KB F WA LI TIRIE B & R RIGE R
PH5 SMA E A .

lé\zld:l:!_ﬁgtﬁ

SMN1 /& SMA JE K2 W = Hii2 W7 AH AR5
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2R I AN H Aty 2 i A 11 bR S P, 28088 DUy
Hrea 4G SMN1 FI SMN2 (#5407 F1 8, i/ INAE 57 iy
BTN 15 & A2 FE SMINT 8 &2 B4 A8 53 17 904 350
PEVPAL o 7= RITI2 W7 FIVRL AR 18t 14 24 R0 0 A 5 5
TIE 2 2% 7 e PR R0 Sk 5 iy J LGN f0) SR o 35 T A
SMN1 Z} I 7 $8 DUECA 4517 35 T A, 10 584015 40
FRA UL . SMN2 JE R 4l A 2 AN T2 30 5q-SMA L {H
X112 B AT SMN2 #5 D553 8 A R TG R 4
R A BUFIAYT S n RS T A

SMA 1) = T B F A AR K 1) & R T 1) o 22
¥ & T A LA T A2 WA SBH W T SMA UL
B A SMATRYT 2591 i HEsh T SMA #iA:
LA I PRI G UE S 76 Hh UAE R BT LR TR Y7 1) AR
B ARG Mz B LR R i A Ty T AR AR 2 T
KiRzs . FE NGS FAEYE B 2= e 1 47t
WA B o e R A T AR SMA 2 B i A R
YRS 2 2 T K

MEE: R (LRI TR %) s B 575
CE B ILBHIE I BT B AL BE T 2 ) 5 B3 (i [ BE 22 B2 B
U HPRIBE BE i 228 ) ; MR we (i #f LBHUF S I s A B 5
%) s Db Al (AL RF A — BB L) s R4 (E 2
PRI i R BRI S R s AU RUR A 5 = BR B 4™ B A
Hul) s 281 (i3l Roa Be o Bk 1 e )L Be s rhocs
BEop it AL R 5 3 we & i #8  LRHIT S8 B s ) L 2 2 g ol 2
WAL s Z 8 4 (5 BICAME LRHEREHIZNEL 5 42 2 (F%K
JLEE PR L EARERIR AR U LZE R B AR

T REMRELEICDOEDEE ) - & 5w (E#LE
WP BE T %) 5 & 38 3& (i HR LRI 5 BT ist A4 F 5
=) ; e CEARLBHIT TP s e it T 2 ) 5 s (b [ Ry
Bhep B bt by R EE et 228 ) 5 AR (P R A 0 5 A%
BRHERE AL L) 5 B QLR R AT B2 5 rhon
TR ) 4T B (p [ BE R RS2 B R B I R AL B 5
B H (ERER R ILEEBEHENEL ; & &
(eatH M B2 B B2t feor 2 ) 5 3 7 4k O P I B2 BB
JERCEIFIBE B Rl bty ) 5 25 0 4 (52 B R M Js JLRHEE Be
MZARE) 5 x5 & O [ R AR B AL at bR S e B
)5 B a2 (EF LB L BRI &AL
BB ANT) ;s B b A (LU R 3 — R RS L) 5
o (T TR 2 B 2 Bt B L3 BR et 22 B ) 5 8 9
R IeE SR —BE B b0 ) s 3 e (AR LEHIT S BT R
JEILEEBE 2N ; 3% R (Pt LB B i il
Tl s B FF CEARLBHI TS BT e ity %) s oo - ()1
B AR XIS (R e s A R p o si e, il L ER
Sl R B WULEBERE) s Rt (G #8LRHIE ST B s (2 ik
) ; 24 (LSSl R B E B E i L B2t
PRop it e Bh) s 40 R 7 (ALt — BEBe LR 5 A& RF (bt

ReEp i — R JLRL) 5 # F9% (B U T 1A 2 DR e 16t 12 12
L) 5 B (G0 PO PR BR 2B 5 rpls b stk
= BR B A RS L) 5 Sk D (R SR i R B=
SFFFE PG AERURAH = BB R G L)

FISEPR A 1R S MR A 25 i

£ £ x W
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