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TN AN A (5 B 2 AR A et ot FH L 0 P
FEZRS 1 NGS EAiAE 4 A FR A4 2 SMN T JE R i) 4% DL
HitE A DL BB R, NGS %15 SMN1
5 D1E A AN 32 7 BRI HE A, (EL 0 A 52 W
SMN 1 ft/ VB AT A AEAR I TRIME

H i 7E 3 &, NGS 1 A& B SMA 1) R A )
Ok (EEHGE T SMA 251207, BIXE SqSMA fY
PR WL , BB LULIE 1 R RS R 75 ZEHERR 12
W) S5 3 T R B0 S R A S i Ay . WSR2 W SE R
% HUJE I FH SMN 1 AT SMN2 & PR Y 25 5567 s R 40
SMNT A (1) 24 A sk gl A ik, A an LA SCk
N7 SMN 1 PR 48 DR S5 i T3 s, DUl b 23
FH 28 8048 DUE02 W vk CER i MLPA) 3547 56 IE .
WA H NGS i A SMN 13 A A S/ VAR S D7 22
ViR A0l fiff 2 148 S5k A= 7E SMINTJE[AL

() A G 4 A

SMA & 58 i R 7 32 A5 A LA A 26 v S A
51 PCR (AS-PCR) 5 2 A 4 S -8 14 151 4K
WA 835 (PCR-DHPLC) 45 o % T AR H 45 Al
TR S BRI MR AT LA FH 2 PRG35 A2
SMN1 &b i 7 45 il o 451, 451 4n PCR-D1 53 By
5% Sanger M 13 45 o (H 22 PR I+ A A BE A I
SMN1 LR 28 A8k, mTRE B E A R AR AR
HIH2EIRZ .

LR SN R e (S A

B N = SR TR A% % ol A SR ENPECHIE = H S W
w2 MRS B CREEREARET ] AR
125 B AR S 2EKG A B

2. i B AR B LIER RIE il B A 4
SR IZ WG
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3. LRGN 5 25 « I 156 B FH 4G 7 v A
D7) 44 BRANEL S B0 H ARG I D7 v A S LR
DA SR BRI o 3 W 150 B SMA. B 5 A 217313 Y
HRTOR.

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

5. K 235 SR AN A SR - (1) $5 DUECR: D e 5
JOE A AR A B, - SMINT L LK SMN2 JE [H 41 7 7
AN T 8 1 F5 DLEL; (2) RPN 53 o3 e Aty
EHE DR 81 o A Al A 75 0 R £ 5L - SMINT /)
A S A B BRI SRR U B 1 B A
(3) IS DLHSCRIRE DA i INAZ S O A 48 SR A A
FARIE AR IR B AR B SEE AR

6. SMN1 7% 53 (¥ £ £ 4347 Fil i 4 : SMINT ik
PR &M 8. 7 % DSt 2k DAy WA 1) 500 14722 5, B
BEEULA IR A 30 NS S S IR ACMG il 2E 11
BEDNZE SR R B 2 S A i PR SRR A
UEHEHEAT L3286 - Bt T REBURTE Il R X
ANBH AT RE R AT R . Boe AN T REBCR ML
T IA K R S BRI S i R SO B AR
S HLEE Gl PRAS Wit AT 5 008l b o X T
IR R I ARARIE A2 S, SO SRS, T it
SMINT 2 [H] [X 38k A9 1E 5 AHERIR , S0 v PE s A
PM2 UEH AT BETCHE MR H] o Bomdh s 5 4 2 R
b A8 5 4w 44 W 3 (http ://varnomen. hgvs. org/)
Al

7. ARG 2 Ve AL AGHI 4 A5 0 4 Y B A A
IS5 o AASKLIN 7 AN RE 58 iU & B P2 W, )
I 25 SR A B — 2D B R LA R e ik A

T P WS R RS B AN 5 4% 15 1)

T P RE DR ARG IR 2 1 B TR Y ik
Ko A8 S B0 TR 45 6 I 45 SR 75 W LA e R
H IR, BN S L 2 WA Rk . xR
Rt FEAT I PR 23 B R i 1 DA, SR i A A
J& T EZWNRTT 2 BV FAE IR DT . 2B
BE AR, =iz shIIRE , RS AR I A E
R R o BRHERR R MR N AL 00, f 4
Ui Lo TP IN S Y W - A v Y TN R Y W
BT A% 2 R S5-PH A 7 e LA S SR e i 7 85
i A AR B AR 5 (8 1) .

FERIZHT

H1 T SMA A 16 7 5 IR S & 5t BRRT B

FERTZ WK SMA T8 By T Bt

1. SMA F=Ri 2 W JE U] - SMA 114 7= Jif 2 Wi b 78
HLA& =R W e B B9 7 HLA Fr 2 A Lll
N GUHEAT o S B2 W Z Hi AL 25 19 53 A 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 N R R R RN
LGB 2 2 /K A LA AR

2.SMA F=RIIZWI X4 : (1) A B 1 SMA L
(RIRZE; (2) RFEVUT R SMA #5735 (3) B Fad
Il PRAZ B SMA 19 UL, (BB LRPTRT AR TSR 2
VT, P TR AE A SMIN T 32 BRURS: I B 6 XUy SMA
AT H I R FE

3. ARSI R ALK B . SMA F=RITIZ M)
R P R SMNT,  F-F* SMNT 3 PR A% 4 sk, R
T4 P T2 WIHLFA B R X SMNT {52 7 SMA kA7
FERTRLI ; 52 A A A AR SRR SMA ZBEAT = T2 W
I 2 A7 Rz SMNT fl/INAE S5 28 36 ) S 36 =5 A 7
T/INAE S B, FREA TP RASIN . X% SMINT 45
RIYSMA , S5 AL ISR BT i ) LA 73 (R 7Y
FIWr . 2MACHEEE N[ 1+0] 3L H AL LA SMNT 41
AR W SMA % B6 L. Bl —2 4
WSMN2 5 UL, 787 st AL 2l rh T LSS 7)1
JUACERERE 25 T SMA i R Z UAF B, 35 B A0
L2/ AT PR iR L SMNT 2 145
B, W R R R R IE R . 4R JLSMN1
245 DU, 2 i Ry R DR RN R AE B B NMA . 4
FALHEZ — RN [ 240 1}, i JLSMNT B 245
DU G LT A [2+0 RS A, A 18 DB 315,
5 LA IE MR

4. SMA 7= RijiZ W B BARF R PR : SMN1 2k
KU SMA F=RTIZ WK MLPA 3% PCR £ AR X i
JLHEAT SMNT JE R #5 DUBU BT o X AT k350
$5 DU w2 9 R I, Az D0 PR AT — 22 1 Ry PR
(1) A SR B ACBE 1 3k PR BBl , TG A6 e L
A1 SMNT f/INAE 575 (2) JE ik A I G JL A SMNT
[2+0 | 3L A (R #5717 2 5 (3) JCIR AN G JL SMNT Gk
FIE H il ik A R

TN, T SMA LA SMN1 4fi & ik g 75
3 BRR TS Y S B T IS B AR
X BN R RE bR T AR BRIRAL 2, R0k
el iR R N S e ] R e W oy ) EES Uy =
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% % i PR ig
VBT T %) 35 P 5 T 45 R AT 2245 : (1) SMA =i 2
Wi E 2 T R 2 R 5 SO SR 1 O . 220G
PERTZ WY ] BELE SRALHE IE F MR I B ez B
J6 Lo ARAF =R W 2s 5 I L BCay i HACRE
IR . (2) SMA by Y (o IR Mgt , ST
A R, R AR T SMA LY R KU N
25%, B BRI . SMNT[1+0 ] FI[2+0 5
DR PR P 2 R e 1 T 2 KU, AR 7= IS T SR s A )
(3) 772 i 4 22 DR RS0 el 43 FR 462 I SMIN 'L
SMN2 SE A 45 DUBER AR i IVE 55 (4) 7%
ARSI T FH %) i B B, v B AR R S
JRI SR FIERA B 5 (5) B JLEURE R Fh SRR a] , 7= iy
WS FIR A EHR] 5 (6) R BAF A1, P2l
U] BE S TCrE R e BRI 5 Y , A e 2L F R 1Y
AIRE; (7)) SMA F=RRHIER 2 5 7 2 Tistf il

FERTIZ IR 1935 A ) R B EE : (D& H
AR 45 SR 2 75 3 5t — 25 A I 5 (2) 45 %0 7=
HIAS I 25 5, ol 5z BAR L, 5 A5 A 515 8 5
(3) 45 JLiZ Wl SMA 52 2N JLIEE 28 H A i, 1
YT AHSEIRY T AT it A B 2 A (R B @ (4) 7
FLR I SMN2 148 DL ECS G L A5 B PR RN
SEAAHOC, SMN2 #8 DUEUVAE o it ) LIl R % 72 Tt
&%,

BNBTE fFFHa

JR AR B8 15 2A R I (PGT) S5 K5 i B 2=
BEEE AR (ART) Fgt A& 22 e A B AR, & X AE B st
g KB L XU G A 7 IR G T A st AL Aar I, ik
PR BN AN 32 BRI IEAA T 5 AT 345 f B
7R

— SMA ) PGT J5 1l

(1) f T 6 355 R2 W B AR AT S A7 A Az
PGT JEUI | AN X ™ o B | 3500k SO o ik
7 B PR L B 5 i st B PR , K 70 SMA J& T
IS BRAL YN , T 2 BASE R 3 A5 PGT (PGT-M)
AYFEAIE 5 (2) Jk 5] 5 A48 Aty 5 ml Sl ik 2 25 R A il 45
TR 5 (3) RFERU X R G 2 2 B 118 S 2 AL
55700 10 7535 o e i = N5 R e Y, e = WA ]
FHZWT .

— SMA-PGTi& B ARE

(1) FZFEX 7 ¥4 SMA & [H 28 48 45 77 4
(2) RFEPA — 7 SO8U7 MR SE R 241 SMNT & UL 5

WU — K SMA B LAE F ol iR b, py et
FERFS W A 2 % LA SMA HBLE L it iR
o ORHERR A A Rtk G 8 —J7 i SMNT [2+0 ] L [
RIRY T BB , XA AL & PGTHEAE ; (3) Hy T
ARSI RERR M , 457 SMNT R 5848 st 1%
RAZMATPCT, T4 (50 T 75 1) A D K R
DURREA (I ZH 2B DNA 45 ) 5 (4) RZEXUT
TCANIE B B A TR S S

= PGT ) BARFEH Je SMN T 848 5L K 7Y

1. PGT & %) H b1 3 Ay SMA 119 0 2 K
SMN1, SMN2 ANFERGI S .

2. PGT oA H FiT K 2R FH IR L7 55 (SMN1 Fl
SMN2 #p 8 F 7 25 5 A 45 S/ INAR S 467 050 BLHE A
DB Z 2R % 0 M R ARG DU S g6, 3o o SRS s E AL T
K2 FEAR T R R S5 T, BR B X SMNT
RARFERUIFETCREIR PR G o Bl 2K 7Y 58 48 3 5 SMN1
55 SMN2 FESMNE T 7 1125 5540 15 ¢.840C/ T VE Rk
W H bR, LAIX 43 SMN1 405 Sl fdE 4l A8 . Xt
T SMN 1 Euj /NS SRR, T SMN2 /9 T
Pt , B PCR H AR BRI AR 5245 S A7 AE — 22 B IR
M, VTAEH NGSTE PGT L iZ#is H, K KRS T
SMN 1 s/ VAR SFBIAGE 2R o I AN 3 Tl VAR
ST 5 PCR 7= -5 IR i B 40 4 S R 21 9 34 7
YR G AT 3L R ALY 5 B B B AR
XA B, T S OB e H DB AR S R T o A L
i, (HTCIBHER RS R/ NE S TR ER R
A3 AT, DL W IR IR S DR T 5 AR I o
TR

DU SMA I i 35 BRUAGHI 5 A R BR-E

(—)PGT Rl

PGT A I A A= ] LA I8 R G AL 11 A =4
B B« (1) A (5 — B AR AN 2R Al f ) 5 (2) DI Z43
BAABRZIER (R F BN 3 KRR ) ; (3) BRI 15 55
FaCERRIE S E6 KM . HETKZ R
WA 7186 57 )2 A BTG A

(Z)PGT-M et A

LRG3 AL P 3 H R (WGA) ik

9 R A TE R A B S A, 7 et 4 ik
ALY 14 J5 T BE T )5 Sast (L # R . 2 Fh B4
Jf DR 2 3 O vk A A L A, AT e R R T
PGT-M*¥!

2. SMA Yy PGT-M KM £ A « 4l 1 frid , PGT-M
A 00 50 5 Bl 56 7 A L HE A DU R 5 K R AT
AL A R 2 3 P A T S R B s, T
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K HRE S0 PCR 8B V)55 i . R ED 51T &
FARGE L A T Ui B3 PN ) R S M STR 5§
SNP. RH NGS, 0] 3453 3L A FF Ui 78 &2 19 SNP iz
R PEHEE EE N R = AN DL A RSN i T
—AREIE OB AEFEN R F 1~2Mb AN ) o X Fb
T3 ABRE T STR 43, BRI T o Gt A d 20 1) 2L
AR B, DT Bl B A T S R S s B A 1 . H
IR ARSI SR W )32 FHF PGT-M R

3. SRy PR « 3ol 3 AR 5 FR 2 A3 B A A
WG AT LA R ER 4352 4% 2 BRI A7 HERR 2 W
AR TFRRBAN R FFER IR, BAA T LA B
AR B AR TRV R RIEB TR TS,
{E T H AR ) B4R 38 BN e 5 4 i
PG LR AT (ADO) B RIR, 28R AR - 58748
PSRRI — iR 2E . I FR AN IR
FERIRRAREIN , B PGT-M TR Fi Y USG5 A R 7 )
BN A AR TSR B

. SMA MR IZ WG 13845 45 1 -5 A TR 2

1. PGT i 30 HT 8% 7 12 PGT 1Y JCEHEFR Y
(EIMNAEFR=RTeW) o A FERNG R EA: (sl
T 50) MR B E 1A B PR FIZE R AR0L , 2 R
F PGT it AU FIE AR 9 Jm PR | 4828 G R

2. PGT )5 iR 45 s  TE MG RS AR AT, K
TR HEASI 2 45 PR A T I A 5 1), B 2 R A AT
TR . 2B A [R5 n Sh B At

3. MG RAE S BET : PCT IR G RS RS 0 i 2
TR, 2 SO T2 K AN SR P IR IE . B L
KA BV T R A BTG S LA R I SR AR,

BHEERE

F T SMA J 155 7™ 8 BR85S i i vk
A RE 22 0% AR T I R HIT 2 B AT 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) HE WA i AR 42 B 1) 151 2 7 336 4 7 SMA
o A A

L E TR IS T AR : (D RfE AR #i2
S SMA S 1 FRE R BT, SMA FB 5 sl 3 417 4 1 e
Mo (2)— B ATHE . HA, 3 i 0 SMA #5445 2 i A
Fa R, AR O & 2 1 SCHRHE , ] SMA #5773
R 1/42~1/483224 | 55 35 B \FFEHT RAH2ZE A K.
T A IE A2 00 (BN SMA Z01% 5 ) SMNT 245

A AT R R 1756, [ I I — B AN BESEAT
SMA #5745 i

2. YA A ) E R JE R T A R - SMA #
M H A AT SMN1 AP 77 48 DU, 24 SMN1
MR TR IAEE LA, Rk SMA #5473 . SMN2
ARG A A B AR AR X P i
SMN1 {52/} 5 5 PCR FI MLPA $5 K | 1fif NGS %
FHF 436 SMA 16 P9 1) 2 BRI RIS LR 1 5
oy A AT

3. #EAT IR BT L AT AR : SMA #5417 35 i
FISHIL BEBEAE A AT B2 1 R, LAE A oA
R TRIEAT AL B e . KGR — s Se A £
WA 7 A &, PRI B T, 5B Lo TRl s A
M, XJ7 SMN1 AN T 78 148 01, B34
SMA #4173 , 2L & SMA LI XU N 25% .

4. P55 3 )0 A 2 O
A 1435 A 5 Tl B TR A A S R
P TEZ KA AR AT TR T (1) 2 Fi i i)
HP N $5- 60 SMA #5717 25 5 2 1 H Y L A8 i Bl O A
FEAR AR S AR BRI o (2) 55 35 4 SMA
AT 2 0 A R AS AU, , RV JGHE M A 75 3
7 RS : O A Aol 0 s R, 2475 ARG DN 24
4% (1) [ 2+0 IJEH Y SMA #8717 3 QR 15 DUELi Ar
FiAR , 25 5% (5 SMN 1 VIS S HE 2 [ 1+1°]
TETEBRA AU s BN I NGS i 25 K6 ) H1 1) SMN1 357
KRR IIANBEIESE B0 T, 1A R i JC A
h SMA 4871 s @K 24 2% 1 SMA H35 PR ok 738 5
JIT B, HACHRE 0 #5772 i A5 T BE— 7 M B R 25 51
ONURAFE R A A 3, SR FH Y8 40 B i A ]
RE R BAEZE R o 225 & AR I A /R IE T
Je AR A i £ SMA B RUSS:

IR J P TR Y 2 O A PR SR 2
AT AR e UK 5 BAPESS S 75 ZL R
R AR AR : (1) AR ZEHEAT H NS A B e, 8
AL 7= T2 W RUR AR A BT 18t £ 2 4G A il By A
B 5 (2) B4 R 220 A iGE i G L P= A2 W b1 7
A B R (3) 545 i A v BE & B2 KL R TCAE
R BT IR 1R A 96 B N SMA R, LI
KB F WAL TIRIE AL & R RIE R
PH5 SMA E A .

,%\gld::—%gtﬁ

SMN1 /& SMA JEH 2 W = Hii2 W7 AH AR5t
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L2 R I RN HE At 2 i A 11 bR 3 I, 28088 DUy
Hrea 4G SMN1 FI SMN2 (#5407 F1 8, i/ INAE 57 iy
BTN 15 & A2 FE SMINT, 8 & P04 A8 53 17 9547 350
PEVPAL o 7= RITI2 W7 FIVRD AR 18t 14 24 R0 0 1A 5 5
TIE 2 2% 7 e PR R0 Sk 5 1y I LAG N () SR o 35 T s A
SMN1 A1 7 5 DUE R 48 45 2 i 4, . 78 70+ 0
FRA IR . SMN2 JE R 4l & e AN T2 30 5q-SMA L {H
X112 B AT SMN2 #5 DB 8 A R TG IR 4
T A HRNAYT SRR S AU )

SMA 1 = T F A AR K 1) & R T ) o 22
I & T A LA T A2 WA S BH W T SMA UL
B A, SMATRYT 2591 i #Esh T SMA ¥4
LA I PRI E UE S 76 HH IUAE R B LR TR T 7 1) AR
FAEAT G Az sh B A8k a7 AR A 3] 1o
KiRzi . FE NGS FAEYEE =0 1 47,
WA B o L e R A T AR SMA2 T LT
YRS 2 2T K

MEE : Ry (HEILBWT TR e wt s %) s B 7 &
CE AR ILBHIE 5 BT B4 B S % ) 5 83 (b [ BE 22 B2 B
JERC ORI BEpf 228 ) ; B we wr Cor #RLBHIF I T it AL B 5
%) s Dbl (JLR RF i — BEBE SR L) s R (FE 50
FAB I PR B A rh oL AU 3 R B 1 PR AR
Hul) s 281 (52l R a B b 1 e )L B2 rhts
BEop it ARl 5 3 we & CE AR LRHIT S8 i s L 28 2 g il 2
WAL s 28 4 (5 BICAME LRHEREHIZRINEL 5 342 2 (E5E
JLERE AL HARER AR U LE R BEsize R

LT REMRELERDOEDE ) - & m C(E#LE
WFFE PRI %) 5 & 3& 3& CF HR LRI 5 BT it A ik 5
%) MRwem (EARLBHITR i (e wh o %) ; it (p Ry
Bhep B bt bR EE Betih 228} ) 5 AR (P M A 9 5 A%
LRHERE AL TG 5 B (AR A B2 5T rhon
TR ) 5 AT B (rp [ BE R R 22 B a0 R BE I AR 3 12 Bk ) 5
B H (FERER R R ILEE B ZENEL ; & &
(et AR 2B BRopigt e ) ; # F k(P BRoe Bl B
AERTHM AR BE 7 B ) 5 =08 4 (5 BR 2B Jm LB = B
Mz ARE) 5 x5 & O [ BE AR B AL st bR S e B
)5 B a2 (EFJLERE YL BRI &AL
BN ;s Bk A (LU R — R RS 0 ) 5
o (T TR 2 B2 2 Bt B L 38 BR et 28 B ) 5 8 9
(R IeE SR —BE B b0 ) s 3 e (AR LEHITSE BT R
JEILEEB 2N ; 3% R (Pt JLE B i il
Hul) s B FF CEARLBHIT TS BT e it 5 %) s oo - ()1
AR B R XA O B it (A QP D S0 %, i LEE RS
Sl R B WULEBERE) ;s Rt (G #8LRHIE ST B s (L ik
) 24 (LSSl R R E B E i L B2y bl
PRop it Rt ) s 40 R 7 (ALt — BEBe LR 5 A& RF (bt

REp i — R JLRL) 5 4 9% (B At T 1A 2 DR e 16t 12 12 2
L) 5 B 2 (E G0 PO e PR PR 2B 5 rpts b stk
= BR B A RS L) 5 Sk D R SR i R B=
SFFFE G AERURAH = BB R FE L)

FISEPR A 1R S MR A 25 i

£ £ x W
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