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5. SR AT B A fea R 7 o T A 2R P S . (RN R FiR e I H LI s N, XU AR R A .

6. fH N 7R R I N SR BT« 5 A P e 55, AN SE BHE R SR N33 1R e o A A

T PN RAE SE RN PP 22 S, SR BRI AN Bl AT VR O R e s MR BT

8. B F SR I R b R g8, NARLIFEK S, WTRAH EEE MG, [FRd ] U7 5%
SRR A, IERE AT IR BT I AT T

9. M55 WK FTAR BRI N 75 SR SEHEBA IR T, Xof 45 A A (IR FE R IR 55

10. SN 7 7 ZEAT TR AR VS . A I B Bl 5, A0 SR DS D 5 ANHERA 10 5 W R I B 222 1), el it
J G AR HE A R 22 G AR AR S R

L. N 7 75 SR AR LA R o 4258 BAE A R, RAR VR AR EAR T BRI RS, S AR
0 A=A PRt % 8] B PP (0 B STE A H RS, Jo 5 8] 5 P (1 AT 32 fH S 06 2 1) B XTS5 e BT 4518
BRRAE. KBRS B iXm e 5.

12, (382 7 X SR N 3R BB BORL AT (R 54

13, N R ORAE2 /NS PRI, T 42 R N 5K AR IS TR S A I 0 H 4030 . WSOke . A8 IR 5 B sk
SR 55 VAR R IR (2 EERER TR0 o BN AR AT & YA, BOE Sy (AR RS E A ) 2 Ak
(A N RILANE AR5 1% BRI B AR AT ) AR DRIV o AL R A AR A A, AR TR A
TACMR NI H N, BENRE AN B AT A H A BRI R AR BB EER I R4S 0 75 B
A o BRBRA AL RS B K (BRIT IR R B) MRS R AL E, B RS DR AR R
AIBRIERIIN ;. RERMNZRL, RIS R EE LA MRREANFHE, ASHTERR K
KT HBerEHLAE

Bitfe A )L d BT P i R 7 A AR B 37 2% B 4

s Gene SRR 4 R [ Inheritance]
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1 ABCB11 | #EATMESOEVERT A IRV RRUIE 2 B [AR] s RAEE RAMEF A IHVHRARAE 2 24 [AR]
2 ABCB4 | HEATPESKHEE I A RV ARAE 3 AL [AR]

3 ABCD1 | X—HEBH B bl 1 B 7R AN R [XLR]

4 ABCD4 | FHEPY —RRIMAE & JF [F) 24 b 2 MR ILAE cb1] B [AR]
5 ABCGS | 4y [HIRFIMAE 2 AL [AR]

6 ABCG8 | [ EEIMAE 1 A [AR]

7 ACADS | 5T Philiy A Jli SUBGGR Z E [AR]

8 ACADM | HH P HL A A I S A sk = 0E [AR]

9 ACADS | R BEMEHLGHEG A i S MGGk ZE [AR]

10 ACADSB | 2—-FHBE T WA A Mt S Mg SR = AE [AR]

11 ACADVL | B A HERL LG A Mt Mg SR = 0E [AR]

12 ACAT1 B AR 5% ffe Bty 5k Z A [AR]

13 ACSF3 | WPy R JF 8 — IR JRAE [AR]

14 ADA JiR i = Bk = A [AR]

15 AGL B SRR 111 24 [AR]

16 ALDHTAL | Mt M B9 A8 P 0 (AR

17 ALDOB | Bt A% 4 OB AN 320 [AR]

18 APOB | S MM vy JIEL [ B 2 4 [AD]

19 ARG1 S Rl SR Z i [AR]

20 ARSA | F gt 1 BUE FRAN R [AR]

21 ARSB | B HEIAVAE VI U [AR]

22 ASL WL AR JRAE (AR]

23 ASS1 | JNERRIMAE T 714 [AR]

24 ATP7A | Menkes 7% [XLR]

25 ATP7B | G RAZ A M [AR]

26 ATP8BL | BEATPEGIRIE A A IHYHVARUAE 1 AL [AR] s RAESE ML IRV IAFRAE 1 A [AR]
27 BCKDHA | BB FRAE Ta 74 [AR]

28 BCKDHB | #4E fRAE Tb A4 [AR]

29 BTD AW ER Bk = [AR]

30 BTK XEBUTIC AR B F IE [XLR]

31 CAPN3 | it BULE TR AN R 2A B [AR]

32 CBS JPEBR T B — 55 s ity ok [ 284 ] 2 - e 20 R PR AE [AR]

45




33 CFTR PENELTYEAL TAR] s 5B RIS & 5 an [AR]

34 COLIAL | Bef A4 1 RU[AD]

35 COLIAZ | Bef AN4: 2 RU[AD]

36 COL2A1 | BB R B A4AD]: S RYEFHEH#i K B A R [AD]
37 CPS1 BB & M T S ZE [AR]

38 CPTIA | PIBSARHHME A2 1 B2 E [AR]

39 CPT2 PIBRARHE T FE I 11 G Z E [AR]

40 CYBB JR R AEAG A A 28 Ji s [XLR]

41 DBT WK JAE 1T A [AR]

42 DDC 75 B LS FE IR R M Gk Z A [AR]

43 DSG2 R EIEA D EREARIAD] ¥k AL IR [AD]
44 DSP BOREIEA O EREARIAD]: § 7KAoL [AD]
45 DUOX2 | e R RUIRIER 73 Wb B RS 6 24 [AR]

46 DYSF B IVE FRA R 2 B [AR]

47 ETFA Z ML S A i U G = E [AR]

48 ETFDH | Z Mt A I 2 BBk Z 0 [AR]

49 ETHE1 | S TR [AR]

50 F9 1/ BLXLR]

51 FAH Fis U IR IURE T 7Y [AR]

52 FBN1 L FLER A AETAD]

53 FGFR3 | ¥ K H A4 [AD]

54 G6PC Bl R Ta BU[AR]

55 GAA Bl R AR 1T AL [AR]

56 GALC | SeHifii [AR]

57 GALE | “P3UKHZ ) 7 A Bl Sk Z iE [AR]

58 GALK1 | “PFLH B Z iE [AR]

59 GALNS | ZHZ Bl ARAE TVA BY[AR]

60 GALT | FFLH¥IMAE [AR]

61 GAMT | LIRSk = 25 &1L 2 L [AR]

62 GBA S [AR]

63 GCDH YRR IMAE T AY [AR]

64 GCH1 2 TSN LK g B A P BN A v K P URR TILE (AR, AD]
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65 GJB2 WS HER 1A B CERSERD [AR]

66 GJB3 LR S H A 2B Y [AD]

67 GLA 247 B [XL]

68 GLB1 FhZ BECAUE TVB BU[AR] s GML R T HEVIRUE [AR]
69 GLDC | ARMAE s H & R LAE [AR]

70 GNPTAB | ZifIRWARUE 1T a /B BY[AR]; REWAVIE 111 a /B BY[AR]
71 GUSB | ZhZ WEIAUAE VIT AL [AR]

72 HADHA | KHBE-3-FEMEIEAlimG A i 2 BG B ZAE [AR]

73 HADHB | Zbifk =ThRE s 6k = % [AR]

74 HBB B —Hlu S 1M [AR]

75 HEXA | Tay-Sachs % [AR]

76 HLCS FRAUEG S RO R Z0E [AR]

77 HMGCL | 3—F2H-3—FH AL [ — Ay A AR Mg S = E [AR]
78 HPD Fis IR IMLRE 111 A [AR]

79 HSD3B7 | Je RMENHVTIR & MbhS 1 2 [AR]

80 DS 2 P BUIE 1T B4 [XLR]

81 IDUA | 2 HEIAUE T A [AR]

82 ILIORA | FJ JOAE T i [AR]

83 IL2RG | X EEPH EAE I 5 e b [XLR]

84 VD R IMLYE [AR]

85 JAGL Alagille £&&1E 1 24 [AD]

86 KCNH2 | & QT [ HIZEA1E[AD] s %5 QT [EI3AZE &4 [AD]
87 KCNQL | & QT LR AAE[AD] s %5 QT [EI3AZE &4 [AD]
88 KCNQ2 | A= )L R PRk 1 A4 [AD]

89 L2HGDH | L-2-¥2 5 % R JRJE [AR]

90 LAMA2 | Merosin SRR S RYEALE F-AN R [AR]

91 LDLR | Sk i ELRE I L AE 1 284 [AD]

92 MATIA | WERERR MR Fe A ME T/T1T SREE (AR, AD]

93 MCCCL | 3-FIEE S G A A FRALBEGR = 0E 1 T [AR]
94 MCCC2 | 3-FIEE L S A me A FRAL B SR ZAE 2 RU[AR]
95 MECP2 | Rett ZE&fiE [XLD]

96 MMAA FHEE Y IR IMLAE cb1A AU [AR]
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97 MMAB FHEE Y IR IMLUE cb1B AU [AR]
98 MMACHC | FVJE Y R IfAE 5 JF [A) Y e = AR ILUAE ¢b1C R4 [AR]
99 MMUT FHE P MR IMAE mut A [AR]
100 MTHFR | ME F 256 DO S PRI Ji Ml ok o 232 ] 28 > e 2 % PRAE [AR]
101 MTR [ 7 2 e U R IUAE & JF B4l ZLAm i M 2T 1 cb1G AU [AR]
102 | MT-RNR1 | ZFEWEH R 25WiU& i H &
103 MTRR [ 2 2 e 2R TLE & JF B 4D 2L i M ST 1ML eb1E AU [AR]
104 MYBPC3 | JEJEAL.CoLW [AD]: 95K AL UL [AD]
105 MYH7 JEJE RSO [AD] ;& 5K AL Ly [AD]
106 MYOSB | 4k B BRI [AR]
107 NAGS | N-Z Bt 2R iy Bk Z i [AR]
108 NF1 ML AER 1 Y [AD]
109 NF2 ML AEIRT 2 Y [AD]
110 NPC1 Je ZUL7 C1/D B [AR]
111 NPC2 | Je 2 VLyefi C2 U [AR]
112 NPHS1 | BRZEE1E 1 B [AR]
113 0CA2 HR B2 JEk 4 2 B [AR]
114 0TC 15 TR P I B e e R = [XLR]
115 PAH 2R A PRORE [AR]
116 PC PR R R 3R A g ik = i [AR]
117 PCCA | PIRRIMLYE [AR]
118 PCCB A IfLAE [AR]
119 PCSK9 | XM vy JIEL [ B i 3 2 [AD]
120 PHKA2 | BEJR RAUP IX A [XLR]
121 PKLR | L2 i 7 TR PR 3 Al 5k Z i [AR]
122 PKP2 R E A D EREARIAD] ¥k AL IR [AD]
123 PNPO | MLISJIZ 5" ~ B IR AL B Z 5 [AR]
124 PRODH | i MR IMLAE T A [AR]
RN ) LI R B RV BRI T R AR EIIE [AD] s B R MEIE B 5 R RS Bl R
125 PRRT2
[AD]
126 PTPN11 | B RELRG1IE 1 BY[AD]
127 PTS VO S0 e e = Y g K T R IILAE A L [AR]
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128 PYGL B R AR VI Y [AR]

129 QDPR VU STAE P asendy i = 74 5 2R N &R IMUAE C Y [AR]
130 RAF1 B LEAE 5 BY[AD]
131 RB1 L9 fis 14 ff 3 [AD]

132 RYR2 BUOHRENEA =R EARAD]; LR IERUSE 2 B PE = 0 st ik [AD]

133 SCN1A Dravet ZE&{E[AD]

134 SCN2A | HUR AR & MmN i [AD] s R AEMEFL5F 1 [AD]

135 SCN5A | K QT [EHHZESAE[AD]; F 5k AL AL [AD] ;s Brugada ZiA-1iE [AD]

136 SGSH FhZ W RRRE TTTA BY[AR]

137 SLC10A1 | AZFTEHIR HL iz Z IRBIEH (M S IEVT R IMAE 2 74D [AR]

138 SLC12A3 | Gitelman ZE& 1 [AR]

139 SLC22A5 | J& & M RSk = fiE [AR]

140 | SLC25A13 | Citrin #k=4E [AR]

141 | SLC25A15 | 15 G HIUAE — ey 2 HIURE — [A) 72 S0 R R OiE (AR

142 | SLC25A20 | PRIk 3 PRIl % Ao iF 5k = E [AR]

143 SLC26A4 | HYtikfat: B2 4 BUAEATRE /KBS K [AR]; Pendred ZiA1iE [AR]

144 SLC37A4 | HJE 2 A5 Ib/Ic B [AR]

145 SLC6A8 | LB E = 25 A1 1 B [XLR]

146 SMPD1 Je 2 L7555 A/B AU [AR]

147 S0S1 LEELEEE 4 BY[AD]

148 SRD5A2 | ZK[HIEE 5— a if J5 gk = i [AR]

149 SUCLGL | Z&kifAk DNA $E3B 254 4F 9 7 [AR]

150 TAT P& B MILAE 11 74 [AR]
151 TG S KA IR AR b ks 3 AU [AR]
152 TH Hgut AR BEVE Segawa ZEEHE [AR]

153 TNNT3 AEJE AL LR [AD] s 37 5k 20 UL [AD]

154 TNNT2 AEJE AL LR [AD] s 37 5k 20 UL [AD]

155 TSC1 ZENMEREALAE 1 Y [AD]

156 TSC2 ZENMEREALE 2 Y [AD]

157 TSHR A FEOPR AR A 2 R FOIR AR D BB N E 1 24 [AR]

158 TYR R Bz E 4k 1 A4 [AR]

159 UGT1A1 | Gilbert ZE&4E[AR]; Crigler—Najjar 255 1F T B [AR]; Crigler—Najjar 255 1F
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1T BY[AR]

160 USH2A | Usher Zi&1iE TTA ZY [AR]

=, HEFEFX

(=) REHW: AEFEZITERCHE 2 F, BHAGRMNSFESHEEGFESH, Mk B3HZIE.

(2D ZTERBAM: AdbmazfRitz i 25 HA.

(=) HBER: hhptRip B Em 2 & < D2k B3 il SoR RS 6e 71, ik N skkr &
BRI T H ARFINARM B3, b N RS & R NS A BRI 5%, SR 52 B 75 2 1o ke U Tt
HARFINIRA B b AN i 4 A i T AT 40, 4% Bt RG34 T R

(M A3k =

1. B A G HGAHL LR S AR ARBCE AT T, SRARATICAY (B0 & SRR
JG, RIGNEB bR LR IS0 E AN . R 10 AN LAE H 1a) shbs Ak B2 i S A AT 9

2. RN N SCASRF BRI, b (AL L 7o 7 B2 A S G B IE SR 52 Rr B

3CEEEINy, VG GRT M Sebr e, WS AR B RN AR, T R B bR v B

(R REER: Wl K2R =95%; 4% A bR ookl 5T &8 2R AT, W0 oR 4% 50 & 2SR AT 1
ORI 25 SEASAER TR R I N e 2 W i), AN T AT U HL b o b £ S o A FEAR R e DR AR S 2R

. RrcrnERn G =

L gy =R Bmsei.

2. BUschRiE: ORFEIUAT B S AHICHRAE . AT bRitE . Hh o7 bRuE sl HoAh bR . VT @FF & RISt
S SR A ST A AR T

3. BT SRR T SR N 2 2580/ IN 2L A 7 IR 25 75 oK A7 SR

4. R NERRAE =TT BAR, LK b P gE R AT . SRR IR I B AT
8.
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F% 6: KKINERST I E-RKIHE 6

—. BHMK:

(=) NI L L BT o H R BE TS 2. 08 T3 70/ 4

(=) T A2 PR A e B H FU5E: 3. 12 T30/ P
= REAAEMER

(—) R E

L N iE 2 ) LB BT AP A = B Ay IR
FHIFTA R E Y “ Ak B SER R RN A BRI, SR BARTEREE . AN 1 B S PR A
AR AT

2l Vit RES | JHESRE | BY LR
i BYgE] WwETE Bafr ER 2 (B BEe ZR A T/ EE B
R BL) &) J6/ R R
16 Rk kY| T 2 2000 0. 45 0.45
Sanger |7 Sanger |7 SN 2 1000 9.5 9.5

2. W i 10 4 OR e e A U5

FHIFTAERMIE N b2 B3 ” R A i BRI, HEBAR IO . RN % B S B
g E AN RAN
R Wi REE | JHRERE | B4 LRSG
iR IR HwETH L= iy 1R B @ESKR | Bl (TT/BRIEER
ML) ) Jo/ L)
WG Ak 519 Tk 2 2 3000 0. 45 0.45
Sanger M7 Sanger M7 SR 2 1500 9.5 9.5

(=) RPFEARE: PCR WK

(=) RWER:

LARAEE . AR GRS U . SRR GRS . TR 3 i A R e T R A fry e —
. BAE. EEVE. AERAELE . VRN AR, Wkt FE S e @ EE 2 i R NI R
VHIE .

2. KRt B AR 15 AN TAEH, — M0 f B R R A AT RO, FRR SR AL
A R G A AT AR = R T

3RS NS AR T R AR I H 550 = RS

4 AR RIGN TR, i AL 0 A 2 TR

S RSN
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(1) BHVEEERE: SIam: AR R I A S22 50 REAT DNA 5 . Sanger I/7:
PR LR 10 H bR R (B R B #EAT DNA BRI CEDRE T B sk BRI D .

(2) SR MBS PARUN R SRR I NSRBI DNA 3281 5 — 2= P FORF 5 B ) DNA & e Hibs
AR R FEWCER I B PCR JMRFEA G — B =ATAE H R G R A, S5 RIS T aUrT 4 IR I N 2Rk
T

(3) JRESEH]: AT . ER B E TR I FIRERT I ) R R N R VA

(4 ER—maITk, HBolm—nih=, E-awaXWA, EofNEEE&H (BamEime
FUERE SR A — DD D0 SIS g o RIS R 51 90 5¢ ks € DNA 7 BUII9 38, # 9™
B S BN R REAT DI, BSE RS LA A T B & R S HEAT I Y, RIS BRBAE 733 51 W s it
JSE S AN AN A SRR 00 5 ) 51 0 R

(5) HNMFHIBEALERLMBUIREN Z | JRIEE &, 2 MBSO, WHE TR, D45
RATT o O 7 HERR DN 256 SR R S BRI, BRI B SN 55K, U e B 7 7 20 6 Bl 0t skt e 7
ATE.

(6) IBBIAGAEARARL LR RGN LIS, DERIAZ RN A I R BOE B A T
FEAEINL, B0 DNA & EAMEER 0L, FR P P R R E s i AR I DR s Al i, X5 iR
TLLE .

(7D BJE AW S SIS [E] bR N R 5 Jo & AN SR SR Bt ik 5%, B0 FE R DN BE A ik . K
SR RN A AW CRE A WS, SN A BRI S A5 e IR GG A BRI 724 /NS ER
TESCHF,  FLUE AR I [ S i R

(I RFER

L. B R 5 AR 0 ST ] SRR A DGR E TR WS S A5 V2 U0 J6 DU A vl 0 5 e 2% A

2. PENLFAE SRR N FRBERIREA S5, 05 B AE I E I 280N 58 8, 5 SR AR 1R P RO R 4R Al — A
FIELERIEN o

3. S IUIA], AR R AN B e S I P R B IR 55T AIEREIRIE DUE 7 E R, ISR
VAPNIOR TR s ) e R P S 02 E Q1N Wil n il X 7ic5 A D e E N VAT € S B I VAL kS JE e
7B B 557 6 AR B M R 5

4. PN T H B R N BB AR, IR 2. 2 REF R IR S 2% .

5. SR FT B [ 7 i o T A I R S B (RN R i e T H LI st N, XU TAFBR R N .

6. N Fey ORI N SR ATl DI85 BRI e R 555 AN 3 BHE R SR A3 TR B e o A A

TN SE RN 2 S, S BRI AN et AT VR ) iR R s MR AT

8. (M PR BLIE R B E T R S8, NARNITEK S, WTULE EEEREIELE, RN AT LT AR
SR, TExE o M SR AT IS &

9. MRS LA P AR B R N T SR AR BERA BRI 7T, % T RE R AT B8 BRI 55 o

10. {57 7R 75 AT RERE « A B BT R, R PR S ASHE B 10 S R N i &2 Wi, it
IS R AR FELA R 22 G AR A R
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11, PR 7 75 SR AR AR i B 4% 8 BE AR, BRI SR EAR T AR B, =N s
03 A EE )5 P A P 4t =5 8] T 1 A0 i B A IR, =8 1A 5T 1 ) AT g fit e 56 45 1) B R s S EERT &5
WAAARHE . SREAAFEM I IE R (Bt oA iR e ) 5.

12. BN R0 SR A SR BER HOR BB R T4 T .

13, HERE R ORIE 2 /NIS) Y, R 42 R D) B SR (0 I TR B2 (A 0T H i) WOke . B I IR A5 Bk
MRS DU (& EERE T 72D .

14. LR R 7 AT A [FHIE], ROEsy (e NRSEAEAY 24E) (R ANRILFE A% 5
VEEBRLRH) SKAHRHNERNE R N B A AR A A, AR TR N ZRFE R T B A 2%, RS R
A EATIE IR I H NS BRI N AR ZR G Ik il 5 PLAR) o FelRbn A dft S v A 4
ER (BT IRV E BRG] AR SE R e E, B KRR R IRIE RN RE RN
B REARKEE R . A5 B AAGIR RFEAAG S, A TAERRE, KR, HordE A &

=\ BEEXK

(=) BREMMR: AAFRZITERZ HRE 24, SARERINSESE0L GRS, Wk B4k,

(D) ZTERAM: ahbrEzmB Rz 25 HA.

(=) HBEXR: PhrtRipgREm & D2 B SR RS fe 71, Wk N\ ek 7
BRI I H ARFINARA H b, oibn N EEARA LA R I NS BEAH A IR 55, SR N S5 s 75 22 R A D0 15
HARFINIRM B s S i 42 A & T i g AT, #&Be A RIGTR R EAT R o

QUDREGE ko

1. I A4 G A L R A A FEAR R B AT IR B, SRAERATICAT (Bl . SR A
Ja s RIGNEER PR LN R SR IE SN . RS E 10 AN TTAE H P 1) sRobe R B o SOAS A 9 H

2. RI N SCAS BRI, bR b o N AR A B B IE UK B Rl P

3.EEENS, TV AR RN bR, WO ARAE LE TR R AR AN AR, e R bR A T B

() REHEH: W S F R =95%;  RAZ A b oAl o & R BT, a0 oK 4% 5 & 2R BT
T BRI 235 FEASHE R AT 520 SR W N S 2 W), AN A5 5 e K L B b b A 97 s R B 22 B R g SR

. bR s X

L 3Wcor =0 Himseii.

2. WUshRiE: OFFA AT E KM ChRAE . AT bR T AR BE ARSI . BT @FF & R SCIF
SR AN R SCA AR

3. BRSO SNANFE P Fh R I N A 2R 50 AN 2 Ao 2 R 25 75 SR (7 SR 4

4. R NERTICE =T AT B LW, B LW B3k F i P AR B R SO AT . BLRI RS FERARIRY B BAT
TR
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R T REINERSS B -RKIRE 7

— WEMH:

(=) AL LE RSO ERBE S . 31. 8088 T30/ Pi:

(=) M T A 2 PR AEBE T H 5. 135. 166 1370/ P4F.

= REAAEMER

(—) RWIE

L N iE 2 ) LB BT AP A = B Ay IR

FHIFTA R E Y ARk br B BER R RN A BRI, SR BAR TR R . SR AN 1 B S PR A

SR

X
Wik | JH=Z% | Bk
lag ma | B | W
iR IR HmETHE WHE | BB | RN
5 | AL | 4
Bl/4E) | Hr Go (7B)
PR
B — AR D e ]
MR Z M 2E | [RIEAS I o A0 B Hb i 5T )
=1t
L BRI (AR | R B R A . SR - il 2 198 900 248
e
WP A%, Indel. ZIEAKPYFhoe
AFRAIPL

R 5 A B i B i 1
S RVE'E ERR | AESE (CAHD HIZERIVEH,
R A RERE | A FEAGINPS S CAH FrAH R 3 | =A%
2 % 2 200 750 247.5
KA (=A% | R SNP/Indel/CNV. #£ U1 | M

M) 5D) B RFEER . FEK EHE

AR

Ko 78 26 SMN1/SMN2 3 K 4>

BTN ZESE
K, ¥5 S SMN1 Al SMN2 % [H]
SiE (SMA) JE[H =R
3 fIHE D1%. 86 Ff SMNT LA i1 2 10 350 140
K CE AR 15z
BN 5, 2 AR
)

FEH (AMRTSEIEE) 7T
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M 2+0 HER
WEtE X 26 4F - A FMR1 25
57 UTR X317 CGG #4 I1
IEdE X 2581
BIX A IEHE KX BIRAE | =48
FERKI (= il 2 80 900 368
45848, AGG Al NEE | Wl
AT
KA B, A X8 1K B
BRI,
EZ 4= 8- 3is =R
% B2 WX FE G I = AR 7 il 2 5 3400 1800
T CEARI ) llag
1 A2 97 F8/F9
LA F8/F9 FE RGN =A% | =A%
FERKM (= % 2 5 3400 1920
My S SRR | P
AT
LB AR S B AR
BASRABRN
SRR, AR | =A%
K =A% 15 2 5 4000 2200
W MEULA. RS 60 | I
)
ARPIR AN FE A

2. WJH T Ia 4 DRk e A 5 B
FHIFTA R E Dy “ Ak B 37 BERR RN QA SR, SR SR TR E
BRI

i F2 B ) 52 P

%
BER | TESS% | Bk
| o2 |
R E BT W | ERkE | Wor
FeE | B | &
@w/E | G | G
i
A B — R 25 A S T
Worp g e | IR o A B Hurp e L
HERI (= | mokpBekRas, sk | | @ | 2 | 965 900 248
Wl
WM | A, Tndel. =PRI
A HAI DL |-
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56

RGN S R B iR R o 1
SeRME L | ASE (CAHD ERVEHE,
BB A | RIS 2 CAH AR IGEE | =A%
| 900 750 247.5
REFERIAGI | K SNP/Indel/CNV. #2001 | W
(AR | B BER. EEEHE
Ko 78 25 SMN1/SMN2 [ 4>
BREMENIZE | K, % SMN1 F1 SMN2 J:[H
YEfE (SMA) | Mo¥E DI%. 86 Ff SMN1 FE[K | =A%
il 1000 350 140
FEREN (= | BuRtERUNE S, 2t | p
AT KR (MMET S o]
AT 2+0 HEA
Wt X 225 1F - I FMR1 3
5" UTR X3kfr) CGG #5 N1
Wtk X 455 1F
BIXIER . KX, BIRAE | =4
FERFI (= il 120 900 368
A4S, AGG AR | WF
AR )
KALE, A X IR B
I,
EZ 3= 97N i
Rl C=ARM | 2 3 B 2 AR ) =AU N il 5 3400 1800
llag
)
1ML A2 99 F8/F9
M A F8/F9 AT =A% | =X
FERFEN (= il 5 3400 1920
WPy CRE SAENEND | WP
AT
W LB S RE SR
BhA AR FE
AR, BERER | =R
RIS (=A% il 5 4000 2200
W LA, BREE 60 | P
T
AR AR A
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