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Z
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E: R AFRRERBEFSY (BOSEAFERER. HH
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RIBPAAANST G BRI EE 40, B0 EH 2
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12

T H B AR R 55
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OREWS Bt — MEA R SLITAR 26 USRBIRSH), 1593

o TMAE T

31




@REW s A TR, 15378, BWAS.

(DREW i AL BN AL 5 7 B on NI (N8 . DGV
P52, decipher B D 1, 15377, BNWART.

(D1 & F log, ratio BUE . ARG taik CNV E 1, #4347,

Ay

ORehs B AL IR 1, 7470, SRR,

(2) 92862 O 58 A B L R 24 CNV A0 B N FEASL, 5
JiCED) U, 824y, 5H-107 (&), 1544, 10 73-30
T (&), 1565, 40 5L E, 584

T FIREEEE EREABBEMNAE D, FNHERFEAL
=

(3) Febr NREWS A 78 o i H I A FEAE DR SRS 4 2R
S, BARZELRINE (O-GBD , il 05 47, e 20
7y (O-®1D , &I4F 077,

E: BARA TR MBS FIER AR, FmmBARA
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5475, SWAFD.
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MR AR NAL IR SO BORE SR« (2D REER-mE
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ir .
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77 BB RIS B AE . FEhR b WO B S IBUR RIS B R R PR AN B4R
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FHE CKIWFRK

CRMG R ST G R SCAFTE, BRI R M. D

R
1R H W KSR R RGN, RIEHERB LTS (S EERGBUTRIEE
PATIMEY (W (2017) 210 5) HIAHICER,
2. SR BRI ARSI L I W BT 1) 2 A0 SR 1] i 58 AT B 75 sk Amite, 455 A
RN 5, ARAEXT R (T RARUE) i R TR .

CLR AT IR 7 RARHEQ T

CEFEIR (R B BUR R T RbmE GRAT) ) (BREB B BURF I 75 SR A e
GRAT) ) B@ERD) (W JpEE 20200 123 5) D

(G EEHE PO BURRI T RbsdE GRAT) ) UHFE (2023) 75

& R ENUEURF R RARME (2023 4EfO ) UWE (2023) 29 5)

CE#E X FHUEUR W 7 R ARdE (2023 ERRD ) HE (2023) 30 5

(R N UEUR R TR ARdE (2023 4FRRD ) (M (2023) 31 5
CTAESEBUR R IE T R bRUE (2023 4ERRD ) (WFEE (2023) 32 %)

O FH AR 45 22 U R T SRR (2023 4ERRD ) (ZE (2023) 33 5)

(MR RBBUR R T R ARAE (2023 4B/ ) (MPE (2023) 34 5)

CBUE BEBUR R 75 RARiE (2023 4Ef5D ) (M (2023) 355)

(O B IR S5 BUR R 5 KRt (Al GRAT) ) (WIpEE (2024) 113
T WA EREIE N, CABGE TR AT U

~ RIEPRE
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3.EERE T (W&, e CGETFEIR (R EZEBUM R Rird GR
7)) BB ESEEUN R TR iadE GRAT) ) BB U FREE € 2020 ) 123
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=, BARER
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(=) BARMF KIhEER
m H 2-1 £EFEA CNV Rl
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2. FEAR(E B REMIZER: EREEENAAAERAR, SROLER S %
HE
3. AR A ST ARSI AR IS S R T S R AR I T B R
4. FTRIRFIRI T ik CA 3R AT BT 25 52 B8 A B S T 2R M MHIE, 3k 24 KOl
PRIFFFCIESE AT /E N CNV [—2R2 Wi 7%, 45 28 SCUATI B R R IR HECikg) %
REG 5%,
5. @EEEAFET PCRY G, Hobs NRLERALFT I J7VE 2% % SN A] ST SO m & i i
RS Rl SV
6+ FEARKCHE: A&SHME MAALREARWSLIGE J), FFHATIE . BELE 2 Rk
W, TEARGETERN BRI EEXR A TR, EEMARGE, A
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7+ W EE R Q30=93%, $RALBUB SCHRIER .
8 ARG 23 XYL E B AN R e, ORI A I e AR AR A R KT
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11, B EAN CNV REHEE (R IEH N>90 75, 83& >4 75) VENERmi )
S

12, R3E CNV HLHIRF LA T 10 55, FHIREETIR YR LR 51 5%.

13, AIACERAEARRA. AR, A, DERT. FiA.

14, XSTIRFEA, RS EAEL 500ul; X DNA A, ZoREEANHET 400ng. 7
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() REEX
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N
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2.3 AR CNV Kl Jr log2 ratio £ —MEA AR5 KT 100kb ) CNV H AL HH 3 K %
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3. BEABIRE T RB TR
Fobr A 75 171 R TN B2 AL m SR N A5 1 1) A Ml A S 742 1 AR50 5 3 B o BT R G
A& LR ThAe:
3.1, RERREE— MR SEIR AR 2% DA H AT FTALIRAS, BAEIEAIR T USORE
DNA #2H(. DNA Bk SCEEMIE. FALIE . BdE THL. B, #0550
TRVEMRL . A8 e Ar SR PR B AL e A
3.2, BRI NEHTREAE B, R E, #I80ER X/ S HEE TAMR. 4
THIIRE.
33, iR d R Ron A REAR R FE, M, BFE AR T A
Pk, MERIFELEE, Q20, Q30, VBRI,
3.4, AT FE PR BE bam HdE, HAEFIEEE R — AR AR A bam %L
Y, 5 TR R D T SR 2 T L
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7 AAE oA N G RERC B R e 12 W 11 A E AT A5 2 5 R 28T LU X 20
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10+ 37 A2 I AR 2 A2 A0 5 E8 20 A IE 75 5K
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[ > B AR 25T RIS R, R B AR A& [F) g i /N A TR
Al Horbr, BORPABS AL NS IR IGTE S 2 & [F AL, N 2 a
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6. BUR K& R BE B AR T7 N8, B AT EE B R ) EAME T &
[F] G A1 30%; X T-r ARk, A SR SAT EE A 5 0 _EANMIS T () 42 40
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7. BUNRIEE R L2 2958 B8 3T T I RIS A0, B Ao 30 S A 1%
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ERREL V. TR G RIZE ST AR, SRR _E W = 5 i
BIREEJE 10 A TAEH PR 51 S0 B & 2 E PRI, il R
NFEBNTRIRE, HWBEIREE 1A TAEH N MR ST H . RA
AL R X B8 B S AR, B L RE L A5 (R 20 5 SIS i ik,
TRAUE B B R

- RIS X T ity A R PR3 020 52 HH BAR BRI, BUR R &[R4 4%
Y%k TSR R A 46 2 7o i A3 7 iy B AR 5 PR Al 55 1 L A2 B e SR AN R 2 562
WSCAHOR Ak, b B LSRR 2 (4 L 7 7 J 40 S A 1 L LA Tl 9
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- JBARWNCTT RN BAE A R P AIE . BRI SEE T E L S A4
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FTFH (B | §H8) LR

1 Fr AL T RAPH X B 2 5
EEN: okt

BIHER R A RIS T

SERTANL N b T A P X R B 2 5 ) LRI AT
ES L ENE 010-85695525

T~ HE A - 1914048865@qq.com
2R (LF) -
Gi—tfs AR

I Fr

2EREN:

BIHER R A

WML .

BEAR

FL T IS4 -

REF R BL LTI [ E A CNV AR RS, FF30AH R, 2
FEIFREAT LI LA . WOT A FAE R, RS, RpHRA S BB R R
b, R (P ANRIDIERE) MRE, BARG I X7 3 EE
B—% KEFFRITETERERINT:

1. PEARER

(1) 275 BT REA IS A fRIa i P 5 G R AR I T 2 oK
(2) LT HRHZAPREAR A Sh M. HLA R OERTF. FiLq.

(3) WHMEFEA, R AR 500ul; X DNA BEAS, FSRMEA#T 400ng.
ZJ7 A, 5 DNA FEAS 50ng<t B<400ng, WIHEAT XUG @R, 258 FEIES: 2 Ik
KM, TP RN B E .

(4) FEAE IR G A 7 RNy BRIERAE i SEg A Ol . EREARRIB RS 65, #
STEIFIREASE . AR E—8. HHIEAER, B, H[EZLE TS
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M2, BIRER, K REREA, I 2R R R B a5 R 7 S5

==
2,

2. HREXR

(1) 3R B EZR: PR TR R AR AL, R4 it 23 X gLtk dR B4
A ) >100Kb {75 DAL 57, 3 o e FE 6 PCR 9 3L A

(2) PP EZR: KM HATEBR R 6, RO RHIELRT G, W
SR AT FUROE BOCHR, IESEZ I T G AR B X4 T CNV-seq Hdfs FA 34
Wi E. 207/ R4 E 0T G BRSO LT B4

(3) W 35 B B oK P PP Bt o & Q30=93%. I 7 A 1) B8040 o A 5 L %
FELL RGN BEATARZE -

(4) FERATRMMKE 10% 1 AERE A R 1 B

3ERBTEEESTRAEER:
735 16 R 7 S AT I R 7 AR B A AL B AR R AS B0 B b e i R 48, WAL
LLR T

(1) B AREARN SRR AL HATFUORS, AHEIRIRT: Uk,
DNA $2I0. DNA B, SCEMIEE. EHUIR . SOR FHL. SR 0. 2 I0H0 Rk
MR A8 R EEOR AR AL SRR
(2) AT HATREAATTE. SURATEE, #5 MR R B il T ARE. 4it
it
(3) TR AE R — AR IR RS, MR, AEEIRARRT . W%
BB, PERUBRRSLE R, Q20, Q30, WM.
(&) SRR RS A bam BOR, EASRIN 25 [F IR FEA Y bam %L
W, TR s P PR 22 5 e
(5) WABREE (KA. ATF DGV EE¥GE, Decipher B
Copy._ratio FID & HREFE . 05 (7 OMIM HEBE . 3,5 KL (- LR T
(6) I HEEARIEB L ONV R RS ONV [t P 4
4. T H X EAE R

B R AR, TR B R AR A B WA 5 3
A5 5 A3 A0 BT A ORI A 5o SR BA N R B i, It I B A S
T, BBHEEVL ST EE . R\ AR R ek e 1A, I S
Iy PEANEERATT
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DI EE VNI 4 b I Vot st/ | A o A SRSV P S U ) T
Tl BERREE B 58 FEAAZ L FEA S iR [ 45 TAR ] GEANSER S 52 A T
TEN OSSR R TAE B

2) HEESIT AN EYE R B L R, TR R TR . AR
RMRAINZ, fGFEIEELIENERE, B — 8 NEERAR T IO ERZSR,
TR R R R A, 7E AR AT I KA S AR S A 2 AR AR HE 1% . DNA IS AN 5%
D5 e ) B, R BRI APHRET H In) REUERT BTY  [RIIN BEC 45 15 B 12 i T BA 2R 474X
itk =5 R 27 LU 04T

3) RERAEROAR 51 AT ERY, S8R PCR B3l 3F 3k 13 PCRIEFS.

4) HEDRAR S (3 8 B N AR N B SR B L, B i
EAWRES, FTIRAHEBEEM. T# Clinvar, UCSC, HGMD, DGV, DECIPHER

A gnomad H#fs P, AR R AR N 53 7R 58 BUE0R AR S TS AL RS I CRAHSRIE F L
FTAERDD , HAE—EHEiERESN (£ CET490) REE TSR, #iirfigs:

HGMD #3538 7 8 N BAH R SC B AIE LT AR N BT W28 ift o o T i i e 1)
A5 B REATARE, BLHIEYE, SRS ERAS LI R R e W N AT H A, R ACMG
FEFI X IGAIE G SNV HI CNV BEAT W0 B A it v IR 48, B — 21 AN Bl
R -

6. R AL HAR RS

(D R ITHLAEAR W, BCRRFEIF R AR, SRR R A4
E ¥4 B B AR A AL AT R 112 T

(2) EEBRDMNEEIRT, THRA R NS, sV T A I i
HMgE, AALE G Al N B AT TR R AR R TR R AW (R 72k
RN EAMBEARRID , HHE TG E PRI,

(3) B T7 Ak HA L LRI E , BT R RS IR E AR, 5
5 B F 7 58 R REA I AEAB 2047 o

(4) o Bz A BRI R 5 1) 25 DRI I /NS 3 AN H AT B RS R W A G 4 R ZZ IR

LABGE 2 W e 70, DA TARRAR

W5k LJ7 NAR TR E S BT S IT R TAR:
LW RIREAS R A B ik HE T
[25) DNTAEHA, Z75 W= R R DI R & 4 7 e 5 4% .
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W= WA ZTT R BR TR R MBI T -

1. BORBERHF . HOT R MTRAN AU A B

2. PRBtmE AT HOTE A 407 N ETTEURE, BEREACR AR AE B I F
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