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(D BEARMRS AR : BRI, CEME: SEENT. BE8dRE. 2 FER%: 5 Sanger WP
BHIECA R i 4o o T4 4 B 2 O A A P s A RR R A S, A B DT J A 7 A, 4n MLPA
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(2) HIRIRE PR AN 7 XS4k, Z A4S B AT e RIE M AR IS X AB T (&7 & UTR S X0

1. 5. W o K

HAEFTEER: Q20>90%, Q30>85%;: FHILAMYFAIIAL), TR GC 4388 I ReE kAT = 8] T IT L7
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LARARUSCER . FEAKLI . GRS IUE . B HEAREWRSE. TR R SRR AR A —
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e N R 1 iR v e L VR A R R = g e PR e L ) R AR K e e e T 0 TR ) 4 = i 2 T
B RAE . RERAFEM N IE R GRS XA ie ) 5.
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SR 55 VAR R IR (2 EERER TR0 o BN AR AT & YR, ROE Sy (AR N RS E A ) 2 Ak
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Bt e A )Ll BT P i R i A AR B 371 2% B 4

Fs Gene HH OB 44 R [Inheritance]
1 ABCBI1 | HEAT PR MEIEIF PO JEIAVARURE 2 BULAR] s RMES R MEFF P9 IR BURE 2 24 [AR]
2 ABCB4 | HEATPESHRYE A RV IR ARAE 3 AL [AR]

3 ABCD1 | X—HEE b ik 5 s 77 AN R [XLR]

4 ABCD4 | HIHE Py R IMUAE & JF [A) B4 = R IUAE cb1] B4 [AR]

5 ABCG5 | Av[HI B IMLAE 2 A [AR]

6 ABCGS | #¥[HIRZIMAE 1 AL [AR]

7 ACADS | T il A Jit MGk = E (AR]

8 ACADM | "k BL A A Mt S Mg SR = AE [AR]

9 ACADS | ZEBEREALFHNE A Bt Mg G ZAE [AR]

10 ACADSB | 2—FHE T It Aie A It S MG sk = 0E [AR]

11 ACADVL | WA BEI FE A Bl A It S sk = 0 [AR]

12 ACAT1 B it f7E i i 2 AE [AR]

13 ACSF3 | HIHEEPY R & JF I MR JRAE [AR]

14 ADA JiREE it s Bk = i [AR]

15 AGL IR R AR 11T 2L [AR]

16 ALDH7AT | WEMS B A AP0 (AR

17 ALDOB | 3% EWE AN 32 [AR]

18 APOB XA v NE [ A AfLAE 2 4 [AD]

19 ARG1 s 2R Bk = [AR]

20 ARSA S G 1 5UE 7R AN R [AR]

21 ARSB | FiZHEIAUIE VI B [AR]

22 ASL RS AR IAR FRAE [AR]

23 ASS1 JRE R IMLAE T Y [AR]

24 ATP7A | Menkes % [XLR]

25 ATPTB | FF S RAZ A [AR]

26 ATP8BL | JEAT MG IGPEIF N BRI RUE | BU[AR] s RS R ME R P IETHRBURE 1| 24 [AR]
27 BCKDHA | WU FRAE Ta %4 [AR]

28 BCKDHB | WU FRAAE Th 74 [AR]

29 BTD A=W F = i [AR]
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30 BTK XEBUTC AR & F IE [XLR]

31 CAPN3 | RO RLILE FRA KR 2A RI[AR]

32 CBS JPEBR T B — 55 s g fof s 284 ] 2 - e 20 R PR AE [AR]
33 CFTR FENELTYEAL TAR] ;s 5B R 4AS & 5k an [AR]

34 COLIAL | Bef AN4: 1 RU[AD]

35 COLIA2 | Ref AN4: 2 RU[AD]

36 COL2A1 | BB REAAAD]: S RMAEHBHi K E AR AD]
37 CPS1 2 BB & M T SR ZE [AR]

38 CPTIA | PIBBARHHME A2 1 S = E [AR]

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

40 CYBB | JAMENE 12 P 2 95 [XLR]

41 DBT PR JAE 1T A [AR]

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

43 DSG2 B R E A D EREARIAD] ¥k AL IR [AD]
44 DSP BOREIEA O EREARIAD]: § 7KAoL [AD]
45 DUOX2 | SE R PEHUR IR 7 b s 6 24 [AR]

46 DYSF B IVE FRA R 2 B [AR]

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

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

49 ETHE1 | S TR [AR]

50 F9 i/ BLXLR]

51 FAH Fis IR IMURE T 7Y [AR]

52 FBN1 L JLER A AETAD]

53 FGFR3 | ¥EH K H A4 [AD]

54 G6PC I R Ta BU[AR]

55 GAA Bl R AR 1T AL [AR]

56 GALC | SeHifii [AR]

57 GALE | “P3UKHZ ) 7 A iy i Z iE [AR]

58 GALK1 | P30 B Z iE [AR]

59 GALNS | ZHZ B ARAE TVA Y [AR]

60 GALT | FLH¥IMAE [AR]
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61 GAMT | LR R = £ A1k 2 AL [AR]

62 GBA S [AR]

63 GCDH | JRZMRIMAE T B4 [AR]

64 GCHL | 22 B B VEJULSK 77 B 05 £ BN RE AT 78 248 74 U IfLJEE (AR, AD]
65 GJB2 WA E R 1A B CEWSERD [AR]

66 GJB3 WG R L H A 2B Y [AD]

67 GLA A1 B [XL]

68 GLB1 T2 BEWRUE TVB Y [AR]; GML #&:5HF Ne i BUE [AR]
69 GLDC | AEMa M w2 B2 LA [AR]

70 GNPTAB | ZifIRWAUE 1T a /B AY[AR]; RRWAVIE 111 a /B BY[AR]
71 GUSB | FiZ W HUAE VIT %L [AR]

72 HADHA | KHBE-3-FEMEIElimG A i ZUlG B ZE [AR]

73 HADHB | Zi¥ifk =1hifg 2 (A ik = JiE [AR]

74 HBB B —Hlu S 1M [AR]

75 HEXA | Tay-Sachs J% [AR]

76 HLCS SFRALEG S RO R Z 0E (AR]

77 HMGCL | 3-¥25E-3— I JL I — Wk AH g A ZYAA RS S = 8E [AR]
78 HPD Fis IR IMLRE 111 A [AR]

79 HSD3B7 | SE RPENEITHER & MibEfG 1 %Y [AR]

80 DS B2 P RBURE 1T R4 [XLR]

81 IDUA | FZHEIAUE T B [AR]

82 ILIORA | FJ JOAE T i [AR]

83 IL2RG | X 3B FAEIE A S B [XLR]

84 VD R ILYE [AR]

85 JAGL Alagille ZZ&1E 1 AL [AD]

86 KCNH2 | K QT [ IR &AE[AD]; % QT (A H]ZR &1k [AD]
87 KCNQL | & QT LA 1E [AD]: %6 QT [R13ALE A 4iE [AD]
88 KCNQ2 | A= )L R PRk 1 A4 [AD]

89 L2HGDH | L-2-F25L 1% & JRJE [AR]

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

91 LDLR XA v E A A ALAE 1 % [AD]
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92 MATIA | WBRERR M # R Mg 1/11T GREE (AR, AD]

93 MCCC1 | 3-FIEE L S MEAime A FRAL B SR ZAE 1 RU[AR]

94 MCCC2 | 3-FIEE L S hAH MG A FRAL BB ZE 2 BU[AR]

95 MECP2 | Rett 44 fiE [XLD]

96 MMAA FHJE P MR IMLAE cb1A BY[AR]

97 MMAB FIJE P MR IMLAE cb1B AY [AR]

98 MMACHC | Y3 Py — R IMAE 5 I /) 784 - e IR IfAE ¢b1C Y [AR]
99 MMUT FHEE Y R IMLUE mut Y [AR]

100 MTHFR | MV 2 U S R4 Jir Pl ok o 252 () 2 > e U IR PRAE [AR]
101 MTR () 2 2 e 2R TLE & JF B 4D 2L i M ST I eb1G B [AR]
102 | MT-RNR1 | SJEWEIF K25t H &

103 MTRR () 7 2 e 2R IUAE & JF B4l ZLAm i M 2L 10 cb1E AU [AR]
104 MYBPC3 | AEJE AL UL [AD] s 45K AL Lo UL [AD]

105 MYH7 JEJEALC L [AD] s 45K AL L5 [AD]

106 MYOSB | 4B B4 [AR]

107 NAGS | N-ZBt A& R & Bl Bk Z E [AR]

108 NF1 PP LT4YESRa M 1 1L [AD]

109 NF2 P27 4YEJRa s 2 HL (AD]

110 NPC1 JE 2 L7 C1/D R[AR]

111 NPC2 | Je 2 ILyefs C2 Y [AR]

112 NPHS1 | BWZREAIE 1 B [AR]

113 0CA2 HR B K 40 2 AL [AR]

114 0TC BRI A% M = i [XLR]

115 PAH AR A RAE [AR]

116 PC P AR P2 A Bl ik = i [AR]

117 PCCA A IR [AR]

118 PCCB | WIEZ IME [AR]

119 PCSK9 | X J Ak v IE [ A IMLAE 3 74 [AD]

120 PHKA2 | BB AR 1X AL [XLR]

121 PKLR | ZL40 i 7 1961 9% Y8 Ml 5k = A [AR]

122 PKP2 | BLO R E A OEREARAD]: 7 5RALCHIN [AD]
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123 PNPO MRS Ji B — 1R E AL B R = 9 [AR]

124 PRODH | ey iR IUAE T 24 [AR]

GG B ) LAY 1t R A B R B B T SR AR Bl [AD] s B R MR8 Bl 5 Ak PR iE Bl i
[AD]

125 PRRT2

126 PTPN11 | Z5Fd42 &1 1 B4 [AD]

127 PTS VU S APl o = R v 28 3 2 R IUAE A 74 [AR]

128 PYGL B R AR VI Y [AR]

129 QDPR VU S AE P s ndy i = 7 5 2R N &R IMUAE C Y [AR]
130 RAF1 B LEAE 5 BY[AD]
131 RB1 P9 fis 14 ff % [AD]

132 RYR2 BUOHRENEA DR EARAD]; ) LAREIERUSE 2 BV = O st ik [AD]

133 SCN1A Dravet ZE&{iE[AD]

134 SCN2A | HR AR & MmN i [AD] s R AEMEFL5F 8 [AD]

135 SCN5A | K QT [EIHHZESAE[AD]; F 5k AL AL [AD] ;s Brugada ZiA1iE [AD]

136 SGSH FhZ W RRURE TTTA BY[AR]

137 SLC10A1 | AZFTH R HL iz Z RRBIEH (M S IEV TR IMAE 2 74D [AR]

138 SLC12A3 | Gitelman &4 [AR]

139 SLC22A5 | J& & M A Ek = fiE [AR]

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

141 | SLC25A15 | 1S G HIURE — ey 2 HIURE — [A) 72 )0 R R Ui (AR

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

143 SLC26A4 | WYtk fa B2 4 BUAEATRE F/KE Y K [AR]; Pendred ZiA1iE [AR]

144 SLC37A4 | HJE 2 A% Ib/Ic HL[AR]

145 SLC6A8 | LB E = 25 A1 1 A4 [XLR]

146 SMPD1 Je 2 VL5 A/B %Y [AR]

147 S0S1 LEELEEE 4 BY[AD]

148 SRD5A2 | ZK[HIEE 5— a if J§ liF R = %iE [AR]

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

150 TAT P& 2 MILRE 11 74 [AR]

151 e FeRAMEHUR R 7> e B AT 3 A [AR]

152 TH WY AR Segawa 4 S 1E [AR]
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153 TNNI3 | JEJE AL U [AD]; 5k AL L [AD]

154 TNNT2 | JEJE AL U [AD] ;7 5k 2L L [AD]

155 TSC1 S5 VEREALAE 1 Y [AD]

156 TSC2 SETIEREALAE 2 7Y [AD]

157 TSHR AR FFOIR AR A 58 A FAR AR T BEAR T AE 1 AL [AR]
158 TYR IR R Ik 45 1 B [AR]

Gilbert ZEAME[AR]; Crigler—Najjar ZEA1E I B [AR]; Crigler—Najjar ZA1iE

159 UGT1A1
1T BY[AR]

160 USH2A | Usher ZZ&1iE T1A 2 [AR]

=, HEFEFX

(=) REHW: AEFEZITERCHE 2 F, BHAGRMNSFESHEGFEGH, MkSB3HZIE.

() ZTERAH: ahbrEzHkiiz Bk 25 HA.

(=) RBEKR: dbafERpE RN B “Bahm Hx” hrsilsR RS 671, WRIE A SEbr#
BRI T H ARFINARM B, b NEERURAC & R N S A R IR 5%, SR 52 B 75 2 1 ke U T
H RTINS B b AN i 4 A i T AT 4R, 4% Bt PRI R AT R

(M A3k =

1. A GG AHL PRk S MR BCRE AT T, SRAARATICAY (B HIDD & SRR
J5 s RIGNHER AR R B IS SR AN . RS 10 AN LAE H 1a) ohobs k)82 S A AT 97 A

2. RV N SCATRFEERIGU , b (b 80 7o S B (A B A IE R 52 R B

3CEEEINy, ETTVEH G RN I SebrdE, AP ARE L AR IR AR, TR BRI B bR T S

(R REER: Wb K2R =95%; % A S br ook T &8 2R AT, oK 3% 51 & 2R AT 1M
R IN £ SRANAER T SNSRI N B ZA2 W), A T Al I L e b3 7 s AR AR B8 5 R AR SR
2.

. RrcrnERn G =

1 gy =R Bmsei.

2. BUschR e : ORFEIUAT B SAHICHRAE . AT bRiE . M7 bRuE sl HoAh bR . VT @FF & RISt
S SR A ST A AR T

3. BT SRR T SR N 2 23605/ IN 2L ARG 7 IR 25 75 oK 1A 7 S AR

4. R NEBRFCE =TT BARM, BRI AT . SN AR R BT
8.
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e 6: AISMNAIRS B KRR E 6

—. WEMH:

(=) JN AL LE BT o H S B TSR 2. 08 T3 78/ M 4E

(=) M A2 PRAEBE T H TS 3. 12 T30/ PI4F

= RFABFMER

(—) RWIE

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

TAIFAREIIE Y “ AR 3 % BN R IR AN QAT BRI, SRR TR . A 1A B S PR

SR

R VRS | JH=ESE | B LR
s LR BYEE| wETHE BANL o B (e Be e 22 4y o/
JR L) &) Jo/ R
1 16 Rk kY| T 2 2000 0. 45 0.45
2 Sanger |7 Sanger 7 SN 2 1000 9.5 9.5

2. WPJH T a4 DR e A 5 B
FHTAERIBE N AR H R BN R R O A SR, BN TR . R A 2 B S BR
ZE AN AR

2t WEREE | JHE=%KE | B4 ER4H
PS5 ioa || HwETEH Bafr . B2 MmESKR | BRWHESN o/ PR R,
ML) (7o) J6/ R BL)
1 16 Rk Sk T 2 3000 0. 45 0.45
2 Sanger M | Sanger M S 2 1500 9.5 9.5

(=) RPFEARE: PCR WK

(=) RmER:

LARARISCEE « BEAKLIN . GRS I . B BRI IR S5 55 o o0 s ) 5 A U Rt M 3 AR 11 o —
P, FREE. ZRVE. AEERARLE. RN REFUINSE, Wk RE S I R B I R R I N R
A GES

2. KR 5 B RN 15 AN TAEH, — M0 B OE R 1R A AT RO i, R RE R AR
T I T B AT R A I S R T

3 MRS N LR T R AL I H (¥ 550 = W IR S

AR RGN TR, 2 A PEA 4 BT R

5. fr I HLAREK -
57



WHAFR: T M ) LB BT AR O BB . M T I Zh R e B A 08 A% AR 45 T B
WH%'S: LZZC2025-G3-990146-GXDD

(1) BIHVEEERE: SIamM: PR R IHCR ISR P 5 3E4T DNA 5. Sanger ll/¥:
PRALRER B RS HARSE R (B R B #E4T DNA BRI CEDEE T B 40 UK BRI R

(2) SR EAAG: AR BRI A SR DNA 2 81 & — 22 P RORE & B DNA &t s
AR R EWCER I B PCR JRMRFEA G — B =ATAE H R AR A, S5 RIS T aUrT 44 IR I N 25Kk
R 8

(3) FREAEHl: AT . EABIFE TR HIL EIR IR R i) R R R I NI AR VA

(4D GH—mEDTH, Kol—n =, H—FaRBAN, LoMfNEEEEH (BEMREIML
HERKESIMEA DD D 51 & g o RIS 51956 RS € DNA Fr BRI 3, R 9
WEP A s BN REAT DN, LS A BT B S B S EEAT Y, RIS FRRA L 203 51 s fit
JSZTE S (L R AN P AT NSO 00 5 1 51 5 B

(5) HMFFHBEAGRAMBUIRIER 2 | RIEE R, 2 HEESERHOL, WHE N TR, T4
RAFT o O 7 HERRIN e SE 56 SR D S BRI, AR Bt S 55, O s PR 7 7 20 6 B 0 abt e 7
ATEN.

(6) IBBIAGHEARARL LR RGN LIS, DUERIAZ B REARA I R BOE EIEAME . T
FEAR I, B DNA S BASERSDL, R AR R RE sl R IR SR R 5 LEAS I K, X5 B
TLLR .

PR S YTV b TP R X VA S K=Y R AR TR WNGAR 7 val ) |65 P D g o il - 7] AN
ORI RN A AW ORI A A, SN A BRI S A5 e IR SS I A B 724 /NS ER
TESCRE, LS AR I [R) SE i

() RFER

L. (N 75 7 M R ST 1R AR I N AR SR AE SR WS A5 5025 U S Do O A e v e 00 P R 55 T
E.

2. BRI E SRR ISR BEIIRE AT ity SLAE RS I RCA T, 45 SRR 1) P R [R] 268 5 i — [
RIELRIEN o

3. M55 IR, AR AN I A S I K R B P R 55 6 BRI DU R e, ISR
VNS IR, e AR Oe 2 - Cnlsr) &l B 3T ) 5 e LR R H . (it RE R AT fit I 5 ik
7B B 557 6 AR B M R 5

4. PN TR B AR N B R, IFA 2. 2 REF R IRST 2% .

5. SR FT B [ 7 i 0 T A I BE B S B (RN i e T H LI st N, XU TAEBR R N .

6. N 7R N R I A SR BTl PSR AN P I 55, AN E BHEAR SR N 3&3A 10 > 73 A A

TN SE RN PP 2 S, S BRI A Bl AT HER B = e b MR T

8. B F SR LI EE b R 8, NARLIREK S, WTRAH EEE MG, [FRd ] IBEAT A 5%
B SR p g I DA Mk | EE R

9. M55 UK FTAR BRI N T SR SEBEBR IR TT,  xoF TR R AR B IR BEBHIT R 55

10. HEN 7 5 ZEAT AR IRV . A I B R 5, R DR Dt a5 ANHE B 1 R R N B 2512 1), it
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A REC Y i) VRZN o NINPRE I =

L1 BN R 75 42 A DAL () B 42 BRI AR, HAR NS AFR AR T Rl A R85, = A s
03 A EE )5V AR P 4t =5 8] T 1 A0 e B B A IR, Jf =8 1) 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, BERLFTPRUE 2 /N I R, R 42 R DU N B2 SR (1 B [ 32 (A I I00 B ) WORE . AR IR IRAS Bk
BRGNS UL Ja AR (4% EERE T 72D

14. RIS E AT A AR, NSy (R NRIEAEAY) Z2E) « (R NRILFE A% %
VEE BRI RAHRHNERNER S B A AR A A, AR TR N ZFE R T B A28, RS R
S EATIG IR I H N2 (BRI N S B AARER N EER 3G ks st H LA o FolRbn A B R 82 Ak
ER (ERITIRVEBERG) SAHEAEM ., MELE, SRR RFEARRIE RGN RERIE NI
B FEARINEE R . A5 B ARG RHEARAG HEL, ANMIHTAEMRE, KETIY . e de oAb %

=\ BEEXK

(=) BREMMR: AAFRZITERZ HRE 24, SRERINSESH0L GRS, Wk Bk,

(D) ZTERAM: ahbrEzmB Rz 25 HA.

(=) HBEXR: Phafb S SRR Bag <Dt Hak” it ilseR RS 687, wRmg A\ Lhr
BRI I H RFIANARA H e, oibn N EEARA LA R I NS BEAH A IR 55, SR N S5 s 75 22 ) A DU 15
HARZINIRM B s S 4 A & T i g ATy, #%Be A RIGTR R EAT R o

QUDREGE W

L. B A G G SE BRI S M FEA BB HEAT VB, SRAFARATICAT (B i SR, S RZBTA
Je s SRINFER| bR AL R OGRS E N RS 10 A TTAE H P9 ) sbs R SAS AT 2 T

2. RINSAS B RIS, bR A S 7o S A AH R e B IE A2 L Al 3 R

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

(R REFER: Wi K 2N =95%; R A /bR rhks o B 22 kAT, W44 5T & 2R BT 1M
RN £ AN AT S M R I N e A2 W 1K, AN T A K L b o b £ 182 7o 7 HE A B2 28 B RV )
e

. bR s =X

L 370 i,

2. WUshRiE: OFFA AT E KM RAE . AT bR T AR BE HAbARE . BT @FF& R SCrF
SR AN R SCA AR

3. BT SRR 77 FH R I N A 20 S/ IN LA 4 i 55 75 SR 1 7 S 100

4. KVGNERRFRE =TT BAKI, LKW A E P rRE PR ST SN B ERAR IR 84T
e
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b T IRAMER ST EH -SRI E 7

—. WEMH:

(=) JUN T L LB BT e H S Be TS 31. 8088 J3 70/ M4

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

= RFABFMER

(—) RWIE

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

THIFAREINIE Y < AR b B BN IR AN QAT SR, SR IRAR TR . AN 1A B S PR

SR

*
) VR | JH=% | B bk
=2 i ma | B | W
iR BiRE] HwmETE = WHEE | ERWE | RN
=2 HE | b | 4F B .
#/=E) | Go &)
PR
1 FH B — AR 2 /b e ]
Horh 2T M | R o A0 B Hu g EY e
U | BRI (AR | kA BB g As L g ;Jr wl | 2 198 900 248
15z
T 4% Indel. ZIEAKDYFHZR
AR F
R S 1k B i e 4
SeRME FRR | A5E (CAHD FIRRATVEHE,
R SR BEAERERE | ISR M CAH AR SGHE | =A%
2 % 2 200 750 247.5
R (=4 | ) SNP/Indel/CNV. #4101 | W
M BRE . BRI FEEEAE
Ko 00 78 75 SMN1/SMN2 JE A 4>
BREMENIZESE | K, ¥ SMNL AT SMN2 HE[H
fiE (SMA) FE[R | B8 DI%. 86 Ff SMNT JE[K | =X
3 141 2 10 350 140
K (AR | BURERUNE S, @ mAR | R
) KER CIMEERTHeiE &) v
ST 240 A,
Wtk X 2264 | Witk X Z584F K60 FMRI 3 —r
4 | EFEMW (= | W5 UTR KR CGG $1 Er“ wl | 2 80 900 368
llez
AR BIX A IEH . KX ATRAS
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4548, AGG N IEE
KALE, R X I K R B
RO,
E4 3= 95) i ‘ ‘ =4
5 | \ ZRFEER W =AMF | Bl | 2 5 3400 1800
AT N5z
1 A2 97 F8/F9
LA F8/F9 FE RGN =A% | =A%
6 | RN (= %1 2 5 3400 1920
i Wy g SRARRNEIAD | WP
AT
W W B SR S EU R
BhASRARFNR
FREERAI, sk | =R
7| R AR 15 2 5 4000 2200
o W MEULA. RS 60 | I
%
AR AR A

2. WJH T Ia 4 DRk e A 5 B
FHIFTA R E Y “ Ak g B GO RN A BRI, SR BARTTREE . AN 1 B S PR

RN RAT
X _
‘ R | CESSE | L
‘ | & | W
F5 iR BiRE] WwEWH = WHE | ERiks PR
HE | b | & B B
B/5) | i G (L)
FR
A5 FH B —F AR 2= /D A AT
Hb R T I [FIR A o A0 B Hhrpig 3T e
1| BRI (= | ok BB e As, e ;Jr“ w | 2 965 900 948
V)52
AW A7 Indel. =FRRPYFHZE
AFFEAID) |
R S R AR b R R o 3
SRME L | ARE (CAHD FIFERVER,
MR B4 | AR K CAH A OGS | =A%
2 w2 900 750 947. 5
JEFERASI | K8 SNP/Indel/CNV, #2001 | JUFP
(AR | Bmwy . BSER . SR EHE
R
AREMENIZE | A7 o5 SMNT/SMN2 J[A] 4 — e
3| 4 (SMA) | K, M SMNL RISMN2 3E[H | | 2 | 1000 350 140
)52

BRI (=

F¥E U1%. 86 Ff SMN1 A
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A7) FORERUNE R, TR
KEZR MRS o]
T 240 HEAH .

WEtE X 25 1F 460 FMR1 3
5" UTR X3k fr) CGG #5 L
etk X ERetit | o o

BIX A IEH . KX AIRAE | =48

4| HEPERE (= \ Bl | 2 120 900 368
FATAE, AGG RN MIHCE | W

PRI
T8, R X 4 A B
i
EZ T .
5| R (AR | ZREEEGNEARNE | w2 5 3400 1800
M
)
197 F8/F9

‘ AN F8/F9 BRI I =AC | =
6 | RN (= | ‘ B 2 5 3400 1920
M (A& RRARMEAD | WP

AT
B LB A RAR SRR
BhARARHE

o R, EELEA | =R

7 RIS (=A% il 2 5 4000 2200

\ W PP, BUREE 60 | P

) 52)

ARPIR AN FE A

(=) BMPREAKR., M. Rk, g, FK. B, 8. 2% HAHIEH DNA/RNA SEbn A2k

(=) BMPEK:

LARAWEE . FEARI . ImRAR S IE . BIEER G MRS S . TR 2 ) 0 45 4 TR M 42 A Y o —
PE. A, REFE. AR . PO RIS, G I R B e A N R SR A BB R
AP i

2. A4 75 BN TR ANER L 10 R, R R SR IR 5% I B 82 7 82 E & HEAT 1 o I S AT

JHEARFEER: BEAEEEWTFEATE, FERARNTVEN T EART G U (NEEEE
ARTFEMRABARSHD , JEmSEMENE T A, TN

4. MRS NG AR AR SR AR T H S5 wE AR SS .

5. T H AV RS . Mg 3T . A [ KT HR R RE 23 N RASKAL b, AR —4
AR ZE /D5 2 FT RIS AS I o A0 B M ST IR BB AR R AR . R Indel. Z=HRIADUFRALMLL L,
SRR B R FAEAERE: wT R AS N CYP21A2. CYP11B1. CYP17A1. HSD3B2. STAR. CYP11Al. POR % 7
ANBERR, WX ELRAE R RS U SR e o B A AR S BRI A BN L RO RARSEAR s A REVENL
FYRRE: AT 35 SMNL/SMN2 BE[RI 4K, 95 K2 SMNT Al SMN2 FE[RI [ 4% D14, 86 Fft SMN1 56 R B0 M i /N AR
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5, ZMARKR OMRBUTSEIEE) AT M 2+0 a5 MEth X L5845 ARl FMRL 5E[8 57 UTR X35
CGG ¥ DU IX A3 IEH . KIX . AT RABFAARAE, AGG FANMEE LA E, KXk Exonl W& KL,

6. IBEANEARAR AL LI R RN S50 %, DUMERR A EHER I AE 2 U BB A BT ReA
I, BE DNA & EAE RSO0, FR 2 A P b (NI 7 3E s b TR SR DR 5 LA ), 00T B i T A
Bk,

TOARPERIGANTE R, R AR BT B SR . R AR A AR R TR H g v RS
IBAINT BN DTS PR BT AL R IHLE . IR RS AR IR R 7 3Lk
N BREARE MRS . BN ES S,

8. )5 A i) LM B ) AR 5 R SN SOR SR B IR SS, CE R R A A A R
AW RS A A RIS ERSE, A AP S AR R . R S5 I N SR A 724 /NI HAE SE
£, LTS AT I 8] SR 0 )8 o

() RFER

1. (At S 78 75 77 A% S [ ORISR A AH SG R, SR W SIS A 5 V2 90 ) D DO 83 vy 30 0 3 R 55 I
k.

2. BERL R N ER I NSR BERIAE A DNA A A% i, il EAERLAE I R0 FE I, 45 Rl 1 AR R 7R
E R AR AR — R RO 4 R IE N

3. M55 AIe], RS AN I AR S 4 I PR B P AR 55 6, WBRRER TS OUR R S, BIHURR
VAN AS RS, e A AR 2 L ClnlGr) &l A 320 ) 5 e R R R H . (At 7 28R (At 0 3 1
7B B 557 6 AR B R 5

4. PN TR R N B AR, IR 2R, 2 REF R IRST 2% .

5. SR FT B [ S i o0 T A I BE B S B (RN i e T H LI st N, XU TAEBR R N .

6. N 7R N SR I A SR BTl PSR AN P i 55, ANt SE BHEAR SR N 3&3A 1 2 73 A A

7. BERLRLE 58 N 5 s BRI A Bt AT HER ) s G b . AR AT

8. (M PR BLIE R B AT R S8, NARNITEK S, FTULH EEEREELE, RN LT R
SR, TExE o M SR IS

9. M55 UK FTAR BRI N T SR SEBEBR IR TT, %o TR R AR IR BE BT AR 55

10. {5 7 75 AT RERE « A B BT B, R PR S ASHE B 10 S R N i &2 Wi, difit
IS R AR FELR R 22 G AR A R

L. (3R 78 75 S (A I TR 1 B2 8 BEAIE B A R, BAR AR A EA IR T AR RSB = S
0 A=A PRt % 8] B PP (0 B STE A HE RS, Jo 8 8] 5 P (1 AT 3 fH S 06 2 1) B XHE 3% e FEXT 4518
B RAE . KRB I IL R Gt SRR IE R 45,

12, (3487 7 Xof SR N 3R B A HOR BORF AT (R 54

13, BN RS PRAIE 2 /N AL, 7T 2 ORI N R RIS TR S (A I 00T Y . WOk R i PR A5 B U
AR LG % (& B o750
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14. LR 7 AT A R, ROEsy (e NRSEAE A 24E) (R ANRILFE A% 5
VE BRI SKAHRHNERNE R AR 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 PSR o FelRbn A dft S v AR 4
ER (BT IRV E RG] BAHEEE M, U E, B B I R A A RIS RGN s RERI N3
B REARKEE R A5 B AAGIR RPEAAG S, AFH TAERRE, KR, #ordE A &

=\ BEEXK

(—) BREMMR: AAFRZITERZ B 24, SARERINSSESH0L GRS, Wk Bk,

(D) ZITERAM: ahbrEzmB Rz 25 HA.

(=) HBER: PhrtRirREm & D B SR RS fe 71, Wk N\ ek &
BRI I H ARFINARA H b, sibn N EEARA LA R I NS ABEAH A IR 55, SR N S5 s 75 2 ) A 0 15
FRZUNARA B 35 B # BEAS i T T M EAT 4R AN, 42058 PRI A BEAT R o

QUDREGE ko

1. I A4 G L R A R FEAR B B AT UP B, SRAERATICAT (Bl SRl SR A
o, RIGNFER PR LN R S R IE SN . R SRS 10 AN TTAE H N 1) sRobR B o SO A B H

2. RIG NS BRI, bR B o S A (A N A IE 2R S5 Al v 5

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

() REHEH: W B F R =95%;  RAZ AR by ol BT & SR AT,  dnoR 4% 57 & 2R AT 1
BRI S5 AN AT SE MR I N B 2 Wi, AN TAS e T L ey b £ S pe AR PE A S 8 B AR S
o

9. bR T X

L 370 i,

2. WUshRiE: OFFA AT E KA RAE . AT bR T AR BE HAhARE . BE; @FF& R SC1F
LR B SCA A o

3. IO SRR s Fh R I N A 2R 50 A0 /N 2 Ao 2 R 25 75 SR (7 SR 4
4. R N RZHCE =J5 AT B LI, JB L5803k B e hbn LR B S AT o BER B FEBARIRAN B B AT R
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S3br 8: WIS AMNER ST H -1 I E 8

—. BHHE:

(=) JM A LB ST A O EEBE TS 87. 596352 J3 76/ P 4F

(=) MM A ghrfERe 5 H T 61. 747136 J3 70/ MH4E

=\ RENBEMER

(—) BMBE

L T M T a2 ) L BT Hh Lo = e A 30 B

NPT R E Dy AR B BER R WA SR, $RBAR R . AR AR DL B

R RS, AHABR T DA EAT I IR %S o $R AT 4049 S bR 2 S B R A

% ;@g FE=
52 . - gl B FKERE | B4 R
g | WWRH |EMHA k| k| %jij Kty | Ge)
FR ) &)
A1 JE I T Ik B4
AL T RE TR (| Wt
1| BERE CHAr L+ Bl 2 85 540 172.8
I Ee+ x50 AR
2655 150
BRI R | o
‘ e SO R 28 9 B AL B A
2 | BEEZREE \ PCR¥REF | #1 | 2 2 170 54. 4
‘ R S A I
iUl %
W
N2 I 28 95 B WA 2895 (HCV) RNA
3 PCR#REF | #1 | 2 80 54. 2 17. 34
(HCV) RNA Jill & b
P
W
HLA-B27-DNA ¥
4 il HLA-B27-DNA #& il PCR#REF | #1 | 2 40 120 38. 4
i
%
RO | | Do
A SRR 1 A (HSV T )
5 | & (HSVI ) DNA PCR #REF | %1 | 2 210 50 16
DNA 63
ol %
W
M/NREE B19 #% ‘
6 ) UM EE B19 BXBRAI | PCRAREE | B | 2 30 50 16
TG "
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WMHY%S: LZ72C2025-G3-990146-GXDD
Ko £ 4% DNA J5 5. RNA
B EEPHMEE. EERAME
RS EE R e 1
7 SRR /AR JFARSE 100 | 2 65 128
ARR I 107 15 y
T 2 A 9 DA T il 96 52 )i
PRI N B0 24 5 (A
R LRGP EE . AEe . B |
P R T BB ) 9 T il E
8 SRR/ AR JRAREE 200 Fh AL Bl 2 380 880 281.6
AR 198 T llsg
A 973 JERAAR K i 243 2 RV
B FAR A o
Ry ST I e 1
W% 5 R 2 A5 0 Bl 2 5 3360 1075. 2
953 JEL AR ) DNA y
(DNA)
A2 JFAR A B
\ RS IR 55 0 B R 0 2 A =l
10 | W7z FE R 2046 Bl 2 5 3198 1023. 36
953 IR AZE W) RNA llag
(RNA)
B FAR A ) o
R IR0 55 AN B &1 20000 | @ E
11 | Wy 3L R A Bl 2 5 5600 1792
Z MR R EY) llag
(DNA+RNA)
P R | TR AR R G SR SR TR
12 | 2 6 800 256
JECEREE e ) F llag
R 5 2L 0B 2R 41 20000
MetaCAP JJ545 | 2%k DNA+RNA Ji G AE 40, —
13 | W% & S E 4 3000+Fh B HLFE R ;J:é w2 77 2560 819. 2
llag
llsg & S 2000+ IS HE T 24 85 7
FER
SN ey
14 FYafA VI (IL-6) 5E Bl 2 300 50 16
(IL-6) & ik
HAIENZE 18 | AgifuNE= 18 (IL-18) =51
15 il | 2 10 50 16
(IL-18) & b ik
JitJeE R BE AT
16 MR AEIR 7 (TNF) )& / Bl 2 10 51 16. 32
(INF) 5E
TH1,/TH2 #H =41 WAL
17 TH1/TH2 AH <40 ffa K -7 4630 | 2 | 1200 300 96
i ] A AR
AIFE I NK 408, | A8 E I NK 4088 gy | sian
18 | 2 40 200 64
B 41 it £ %7 1 % MR HoAR
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AN L B 40 | M LB 40 CD19/CD20 46 | v U4
19 il 8 180 57.6
CD19/CD20 Far il M| il N
20 | CD107a ¥k Seu CD107a MR 9256 / il 3 1740 556. 8
ek | R B R R ThEE | el
21 ) \ \ 1 5 180 57.6
13 R T REAS I Lol HaAR
I ez o 8 | Rl B G4 T (A s oo
x4
22 (maRgnpfe | sEa®, O HuEAMET Wk il 5 181 57.92
) 25 Fh
A H A 3 A% R ‘
23 \ B H A B AZ R A PCR #R%%t | 1 450 50 16
il i
%
Beckwith-Wiede
mann ZEE1iE Beckwith-Wiedemann
/Russell-Silve | ZZ&E/Russell-Silver 4 | MS-MLP
24 il 10 1200 384
r ZEEAE EHE (BWS/RSS) #2 D1 %t F A
(BWS/RSS) ¥ Il FeAp A
B R AR AR
Do
5 B B AZ IR ‘ \ B
25 \ 5 % HU BEAZ IR A PCR ¥R%t | 41 15 50 16
Rl ‘
%
Do
KB 95 B A% R A . .
26 - KRBT B A% R AN PCR #%t | #1 15 80 25. 6
x)\l
-
o
FH R VAL B B A% i B
27 i HRRUBOR R 2R R | PCR#RET | ) 10 80 25. 6
iRl .
%
Do
VRIS EEAZ ‘ i
28 ‘ CRERURTREEAZIREN | PCREREF | #1 10 80 25. 6
PR ASE .
1%
H IR RUINR | A IR N B A S Bt
29 ‘ ‘ / i 180 840 184.8
Jp AH S AR I ARG
RO AERN ‘
30 B B 2 e o AR A% B 43 BT / il 5 260 83.2
R 5 Mt
31 | 1A FrREERE I TR 2 22 (R AR / il 3 484 154. 88
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Wi H R SN L LB BT O M BE R L A T G 4 AR A R A% IR 45 35 H
W H %5 1L72C2025-G3-990146-GXDD
iUl
s A L | i
32 i Rl R RAMIS T 31 Fh / Bl | 2 5 1500 480
B (B8
F I EL AR | A A 3 R A (R
33 ‘ / ol 2 5 630 217.6
K (BT T
g } i
\ M RNA-seq Fax il
34 | RNA-seq il / w2 10 3840 1228. 8
(G 4D
(4D
9 111975 #H 5% J A i \
35 \ I L A DG 25 R % A Ao / il | 2 10 640 204. 8
FEAF RGP
36 | ALY FISH A& 1 If97 FISH k&l / Bl 2 15 1000 320
= HPY
i fa HPY E-6/E7 mRNA % | fh&k
37 | E-6/E7 mRNA ‘ | 2 40 160 51.2
\ b Heik
bl
AR BE T8 P AR i . A
38 \ R 63 Fft A B i B A ‘ ] 2 10 480 153.6
[ A 0 llsg
6 IR 5 L3 A TS 2 A
MR R A | DNA R R Ay, EaEE | Sl
39 N ‘ | 2 8 1600 512
MR EEEN T | =T 25 EE, KWT2 | WF
T B i 2485 71 FE [A]
eI Ry i B 2 /D S 9
2L BE A it ARRE IR 19 UPD 5
Jpg FE2EAL, B HE T A o8
A LB SRR (6924. 2, QIR
1#) . Silver—Russell Z&
AN FACEER | E(7q32. 2/11p15, BRHE
ENcR ol ). Beckwith— Wiedemann | MS-MLP
] 2 10 1200 384
(DMD/SMA &5 8. | ZEAAE (11pl5, ACYEME) A
D) Kagami—Ogata 2% &4F
(14932. 2, 2ZY5ME) « Temple
RO (14932, 2, BEEME) .
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(15q11. 2q13, ACYEMHE) <
Prader-Willi 45&4F
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(15q11.2q13, BEEM) « 1b
U FOR 55 iR Th e IR
(20q13. 32, R YEME) |
Mulchandani— Bhoj—Conlin
ZEEIE (20q13. 32, BEJE
%) .
ERRIGPCR % | ‘
I STRAL S Hr e HER: | MS-MLP
A1 | ARRIE A2 W o | 2 10 1000 320
REJE VG Y AL A Fm 4 A
(QF-PCR)
42 NK 40 oy 14 NK 4 jg v 14 / Bl 2 3 1980 633.6
ATV
43 | CD25(sCD25) 7K A CD25 (sCD25) 7K / Bl 2 3 780 249. 6
j'Z
JEAV S
IR e R A ) i THA
44 \ FISH #6:il] | 2 10 1600 512
A FISH #5:30 WITE
(FISH)

2. BT e S PR fe e Ay U 3 H
THUFAREINIH Dy 2R H 3 BN R IR WA BRI, SRR TR . R N DL
R SS, EADR T L LA IR ST o Rt $Z R SEBR S5 S R A -

X | BifER | THEZ o
FF . - bl BW | WEE | ZER
g | HAWA wEMA wE ||| @ | o | D
PR ) (o)
A1 JE L T R4
ANE I T RERERE (| TR
1 | BEEHE CH L B2 21 540 172.8
Sy e+t H0 HIAR
251D
AR R | ‘ w$
‘ e BN TR B 48 98 BEAZ A%
2 | HEPEIREE PCREREF | f | 2 2 170 54. 4
1R 5 SN
oAl S
W
AT 48 B WRIRF 455 (HCV) RNA
3 PCR¥REL | Bl | 2 30 54. 2 17. 34
(HCV) RNA il 5& e
S
4 | HLA-B27-DNA #& HLA-B27-DNA #&: il Wt Bl 2 20 120 38. 4
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AREZ R |

iRl
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%
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281.6
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HAMAZR 1B | AdifENx= 18 (IL-1B) | th2¥R
15 , , i 80 50 16
(IL-1B) e e Tk
P IR SR BE IR T o
16 IR R BEIR T (TNF) 52 / il 80 51 16. 32
(INF) 5E
TH1/TH2 #H =40 i
17 \ TH1/TH2 FH5S 20 A el 1 133 300 96
i IR A N AR
ARJEIILONK . | ARJEIONK 408, B4UfE4s | A
18 % 10 200 64
B ZH o 46 5 115 PO AR
AN B ZHME | AR LB 489 CD19/CD20 4 | v U4
19 15 3 180 57.6
CD19/CD20 F&:il iy A
20 | CD107a ¥k SLu: CD107a MR 925 / %1 3 1740 556. 8
FRPERT AR | AR PERI A RS R TR | TR
21 . \ ‘ 1 2 180 57.6
15 R D REARS I ol AR
I e o A | g B A HEAT B .
M4
22 (magnpfe | S, CD HrEAMET };@7'( il 5 181 57.92
) 25 fih
Do
H H A% R X .
23 T A A AZ R A PCR ¥ %L | #1 450 50 16
#6300 i
1%
Beckwith-Wiede
mann
Beckwith-Wiedemann
ZEAAIE
Z2454F /Russel 1-Silver 2% | MS-MLP
24 | /Russell-Silve 15 8 1200 384
A 1iE (BWS/RSS) # U1 % 2 H A
r ZEEE
FeAb A
(BWS/RSS) # Il
B B ARSI
Do
51 R R IR ‘ \ B
25 \ 5 7% HUR FEAZ IR A PCREREF | 15 50 16
el \
%
WK
RIE IR PR AL IR G \ B
26 a RIZ 7 55 4% BR AL D PCR ¥4 | 1 15 80 25.6
]
P
FH TR VL I R 4% ‘ o Do
27 \ F AL R A A% AT ] 10 80 25.6
PR A N PCR 84t
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F I A 53 DR
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ik (7932. 2/11pl5, BEE
4) . Beckwith— Wiedemann
ZEAAE (11p15, ACPEME)
Kagami—Ogata Z&&4E
(14q32. 2, ZY5tE) « Temple
ZEAAE (14932, 2, BREME) |
Angelman ZE-&4F
(15q11. 2q13, AQPEME)
Prader-Willi ZE&HiE
(15g11. 2q13, BEJEM) « 1b
R HUIR 55 i Tl e iR
(20q13. 32, RRJEME) .
Mulchandani-
Bhoj—Conlin #E&1E
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) i STR A7 7 HrREREHE | MS-MLP
41 | ARPRE = HT 12 W L il 2 10 1000 320
B BEISTS e MR A e i A

(QF-PCR)
42 NK 48 35 4 NK 21 i v7% 1% / | 2 3 1980 633.6
AL
43 | CD25(sCD25) 7K | w¥EE CD25 (sCD25) 7K-F / il | 2 3 780 249. 6
-
JEAE A
44 R e FISH 461 b il | 2 10 1600 512
A FISH ¥ PP REA
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(2D MPUBEARRR.: Mk, R WEEm. IR, 2FK. B, 206, U ARG DNAL RNA
Fh AR,

(=) BRAER:

LARANCER . BRI . Im AR AR S IUE . R EORE IR 4. PRI H] B A i A M A A i i —
PEL NS FEBIE. RN MR ARE NS, Gk AR B ) R R B PR R B R
TH3E

2. RNy R AN T 4 A TARH, — I H 4% RS A AT A s, RRIR SR R 55 L
Fe L A HEAT 4R 5 I 2R T
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3. SRR M IETH MEAT G UM (AR EART PSR RBRSED , I ft B
T, BNPARHEL.

4. M55 N bt N AR S AR TN T H A S I6 = R 55

5. ARFERIGNFTR, 2 o MR B EER
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(I RFER
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6. A 25 UK FTAR B R N 75 SR SSHEBAFURIT T, X T3 A A (IR FE R IR 55
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Sy A= RG-S 8] FE PP (1 ST A HIE S, TS 8] 5 11 A AT S (4t S0 = ) b X i o S L X &5
B RHE . REAIFEM R IE S (SRl s &

9. fH ML R XS RIS SRR BUR AT R 5 54

10. HER R ORIE2 /N YRR, AT 2 SRR I N SR A I TR S (AR U T H 30 . ISCRE . BB IR IR AS Rk
GRS AL (& EERE T T .

11 LR FE AT S R, sy (he NRIEMEAEY) 2240) o (P N RIEAIE A St 44 5%
VR PLIEBY M RENEREA . SR AR A AT, AR TR A=A A0 3 A, B R
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