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BFAMNFARENERERIBEREHNEZETR, 2EFANF(WGS)HEig ko] LI Ea K
WMEZERTS SHER(SENHER) REKERERE, A B — SR IR B AR 8 EE
BT WeS A NEURREZ AN LT 2IRIEER, AT LIHIERE L R ZE 0 MAE%
BB 2B (&5 I8, 39 (L E 5% & R ILRHFTT T WGSAE A RS A7k F B ) SRR 4F1E
FH A R AE A B R RGO G SRS EA I TR, AR FERTLANGSHEAR N
FHEE = WCSGEH >40X) 7EB BRI FRIZW LR I -h AR , EE4 X/ & BRI SR
HEESERAER.
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BAER R TE B TRESEFEHAN S TI6E
HEFRBMAER. T —IF (next-generation
sequencing , NGS ) i 1% 7 46 Ml U i — T 3 1
AR AR W FF A4S 8 F A F (whole
exome sequencing, WES) 1§ 8| | VZ A A] , & #F B A
HHELA#TREREEMEZETRY, &K
W FERERM AR AR, £ 2
TER I 45 #9735 5 (structural variations , SV) %8 4 T o
4 LK 4H M I (whole genome sequencing, WGS) &
Bt — PR TR KB R I R BE™ . WGS X%

16 % 5 H A 23 DNA FFISE TR I , 8 WES
B X MU R T L2 ER S
BFFY, UERTAEFREIMEREFS, B
TEAN R WGS RI G RUEE S 7E X AE S B R 40 X S AT
#0 ) B A A BRI, AR DU B
R 2 5% (single nucleotide variations, SNV) , it A] L
Xt SV #EAT 4347, F W ALk X R B R A
(mitochondrial genome DNA, mtDNA) 8 H 1T 4
i), e HARIE S BRAER 4L, BESE N i
REERENERARFR, Fik, WCS b A Fila
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KRFZEAEBRFZWR, BEZHRE, A
A i) R B A2y A,

BT WCS ™A MBE R Z K E LT 28
BRAZ(E 8., FR A Tl AR 2Rt 75 AR R 248
HIHAR BEZR AHEMLFEN, AT
SEIHERLA Bile R, -2 35 40 FRAG I R BB ok
BB B & MBI, AR T WGSTER 3
R I B i) S SAFAE , JE AR B i A
W B Sy i AR s R s WA E 4 AL,
{BHE ST R AR IE ) B P BRA A ILIR
R EEE, A PERATUNGSHARRENT
B o FE WGS GE # >40X) 7638 & il PR 12 Wi A )
RN, FEH XA RER B EE 5
ERAER. WF WCSTETMMAN ik Ey
SN, ATERLIRETHETEE.

— & B B R IE PR IE R E

1A% B8 AR WES TR F LU T %
K HB, (1) RZEARBELEREER R
& WGS FR A XM 7 T2 W f 48 512 W
(2) IRRIZHTEATE BB R B E , ik — 1B IE
FFER IR KL,

2. IE ARSE RLE : WES i@ F IR sE s e im R
L EREER R I H B Fr A1 L. (1) HEFE WGS,
O B BE B E B B A% 7T RE (s PRAEAR i
AEFNE ARG 45 4R , R 2 A B R A5 1B K
), BEMEIMP AR TS s
BT % — Pl 208 15 = K K18 B
B4 Figl; @ BERANIEFRAEAAEREL
BEHEREM(E)RERE ECHEESIENE LB
&% 13 im K2 W B BB B AR iR 15 7 k=
CGERMEE R B UZESHE i B BRR %), 3R
BT B AT AR T 5K — K 2 EMERREF
R GRrAE )L AE 28 LS5 )W), (2) T WGS, B
e RRIEOLEERE R Ty . Bingmitis
SRR, BEA LN AT, B 6
FHorBURZ R (JEgRD X 28 57 55 ) A 78 $8 18] 46 I
CE(MEARE1 %), Q) A EEFERWGS,
OBEMERBREE MY —RERLRALE
WGS # 1l & Bl , 5 21 Beckwith-Wiedemann 2% & fiF
SRFEENBER ;@ BIrERBURERFER K
XESFE O, an e R1EH R R g 4 (CYP21A2
EEHERX)FE,

— M ETE A

LRSS U B 2R TE# 1T WGS T,

JEW b7 4 32l BE A A e R B A (5
YEHF ) SR E RIS TIRE S LB s
EH, T iy ik R H R R , e T 45— A0
ATRERYIXURS: , H- R0 B HE A Bt C AL B,

2. KRG 3 5 5 W BB R E A EEWGES
KR HEAT R 15 WA B TR0 750 5018, il
B EE ARG 2K E S P AZEZNAE
REH. BEEALANBERENATNEE.
()& kg B B9 R B S ()il 77 R &= IR
5 (3) A LS SR B2 o] BE A XU - 462 T 4% R mT & 9 FH
t#, BVE 52K E REEX N ER PR BIBUREE
5 BAE BIR RIS A0 H R E M X BURELE
O BERAHE , RS ZNERBAXKHER
PHRIAZUAANER, ESZKRE R TR
FKERAHENERPRIBORHEEZR . ZE
IO 0 75 U B 2% A BT R B LA SO KRS , B A A
ML WIS RAMRERE, ZREATRES
B R 72 BE R I D R BB AR R s (4) B8
BAEA AL BREFR LN 5 (5) BB/ BT T REME o

= feiRE

1. {5 BFREA SR AR « b T B 7 Wi 46 /2 Pl BB 140
MRAFLE ., REGEEEFBIEARLER JKIE LK
ERE REGEEMERE MG ES RS, &
WAE A 26 R B 5 ¥ A 18 (human phenotype
ontology , HPO) B #7 3 A 2§ 3 B4 47 #E A1 iE (China
human phenotype ontology, CHPO) %5 — K&, K
HEfEBMERIGEFI =R =R L, X FRIE
SEFEHER, MFHICR BT EENREER. &%
PR RERES. REASETREMZNE
8 JE , AT LATE B Z B4 B M 25 R 18 L T 55
R WCS KM , 28 J5 TE &5 R ot ik BT ) 1 %
P BEHRITRE, EARENBEIREERK,
RESEFNADNAMEYESR, BFEEASRTE
I AR FEFREAAE S

2. i EPRVEFEFF (standard operating procedure ,
SOP) HER ST J A6 P RE B TA « 4G DU LA 7% 32 2 74F
EAAXIE K SOP, 1 SOP &3 & — N3 15 9 R
EMBREXBRSBAVHAE . Kl aEs A
EUCK A E @ AR RS, DE AN ESR R
XG53 B 5 FLX AN [F) AR S 2R B Y Ud i e R
P, 5 xR I 44 BE B9 A2 € VT SRR ML 1) St Ry =
SO, O ATHEZ AT IR & A0TSR . N 1E SOP
BEATRIN R A . BRAEGRR PR EE L B B
75 A U B RS A REHEA T R BA, FHC R
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HIESOP MR E A MMGHE ., L8 = SOP KM
RERR AR5 I & S5O AN AR AR 5 B A5 T SCAR , A
HEEY AR S R A A R BRI AS

3HIAMESEER . T 20 B AR BRI 4
ROBENATHFIAELRERY . BIAELREY
— RHEBREE IR B AR, O HER R R AR
PR . (1) REAR B SRR B BN . T HERR AR
ATV B XU , SER = I BT R AB B 5, Wi
1T B R R M (SNP 8BS ) SR AfA S G A
REEIARF(2) AT 28 BERFIA, X
F SNV ¥ N $3E 5 SV HImiDNA 725, n] IR 3
W R AR S B AR R E A T TR A,
N Sanger U 78 IA SNV S5 i sk 2 30 14 345
BHEE R ERIAEE DB 2 R Ao e SR 2
AR SV Fr R S ) meDNA K6 10 A TA 28 7
EHRAER, XS ToIAESLRET, 0% &3]
ANET5 ik E R R ZE T, I WGS TR Hh E 7 5
AR & LR i AT R (B R B nT BE T
1T Sanger I 74t K AT o (3) X AR S Ol
T ACHE RS R A I ER A

A, 0 1 S BR M - WGS A I %) JRy PR i 2 A,
5, (1) ¥ K e B 2 A2 o I U 1 2 PR 400 XSl A A
Bl Be AN HEw . TEQL ik E 2B DNA F#
L5 ) S e 00 T Siigher | SV Sh ks X 1) a2k A B R
HEEEEERFFEAXE, BENERESSS
LR AT HO A B T BEFELEANME — . 33X X3
WAFTETERE A, M m L X e, IR % L
(15 155 B B A o [R) U 2 PR i [ 4 M SR R R A
H#2 (STRC ZE AR, Jo K b IR B A
(CYP21A2 A )™, Lynch 5 & 1E (PMS2 2 A
FK)ZES(2) AT mtDNA ZE SR BIFE7E SRR,
A SRR B meDNA KGN B REATB0E . JRUA
FELRBLUREL R A 2 SRR AR R, MERRIX
AT RN Bt , DA 0 R 2 B K X T2k
PRREFNATERNSLEEFEENEN, BT
SRR H AR R SZERFIFENITS], WGS
T 0T 66 HH B mtDN A 25 S4B PR 1 A BE HERf (X 4
IFi J5E A A 4 B DA B S RE T 2 B PR b AT T B E B
BITEIRY , (3) AR A S HFHUR TR T4 R
A&, B EFEAXBAEEES L iR E
H R B, 78 SR 5 AT B8R s BB BE M AR B M (4)
B, I8 04 01 3 8% BE (guanine and cytosine, GC) /5 H &
KM EZ AT E, WCSHERY AR
RN T A B EE, Hi TR R AR E A

P, | GC& & X AR R ITAG L (5) A8
ST PRI (RS E AR AL R WS UG
R R AEREAT A Rt — 2P OBRIA

BRI, BRITIR I RRMHFIE— WA
A T BOR KBRS X 2 R BRI AR S 8 )
REAEAS SR ] BRAS B B, () ANRE L K i R U
B 50 B A 8 i NGS 5 5 2 47 & I i SC
i ST

W otk

A D4R 5 2 FLAE I PR B T A EE AR . X
K IALFI S BE 2018 4F 2 F AR A9 I R FE X K6 4R
S R E ATl PR B R
AV AR HERIRETE A IR 5

14 R R & - @RS IR e R R kA
F A6 € MR TR AL ) BUIG ROE A% BRI R A&l
NG, e E AT R & i & (BO0EE
e A BN .

2. R EHFE AR AR i HTE AR A IE
2, FrBI N A RE SO, G5 RS T, K 4R
5 AT FH S R R PR A B A A A DU 41 35 1
BT FET W, O —RfEE AN R RLR
EEE ZEERFL EEPAMEINER s
HMSE L] % @ KilifF 8 L Jm R R G
W AR BVE TR U R RS R AR RA
YT WGS A I , g 455 3 U6 B 3Bt B 450, & B9 A8 57 2
B RS MRS R AR RS E, L R
R FHAM T B 5 R BATIRAE . O MilEs R
et SRIEREE B UGRE S In R R BRI
W SBELIBUR R B XA ER . T SiERERET
FABA e PR T SO R B2 B, 1 L T RE R 7 41
o REXT RGN B B AR S B K R AT AR,
TR BORE S T HIT RO R, BT REUOARC K
o ML AT 57 SR AR RE AL, -4 th 3 TR S 0 2610
MEGE . @ BEE WAL W AR
Hy B A% 5 180 i R 3t 12 R I B B A9 & ol A Bt
FIARR RGBT — B IR RIR A . TR E R
XA BEFK) 3845 7 104t BRI, IR B SRAT RY K ERAS
B AR AR Bt — 2 IR 5 L R BURA R
EiufE G

G R RAE

TEI TR SS 3R , 4 N 245 T 3246 7 AR L A
538 1 35 0, s ASL I (3 S e 2 SR A T AR AN
B, A TR 0 , X BT O S LR
RIABA BTl , 3R 40R R ST RBY
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ESEE SEISH

F N A EIE R T RIS R A B Y
HNW BB FHEE X B A R — 20 9
R 28 R I BUR A G, LR RN B SCAR B AR
5t 5 T Bt — 2PN W B RE L HEA T A
B UEBCHERR W s IRAE B A 25 2R, R AT kAT
ST T, W EIRIT T REURE, Y
25 S AR B RIS WI B MR BUS &
JRAHEAT VAL , €T R BE VT MR IR R AE
AT T390 XoF R ISR R L0 BT B 2B
B ST UR FIIRIE %5 s SRYB B LA X AR B A B XL
Rl R A 18T, G2 B BGEB A
BRI 4 B BUEIEE T — XK A
BREBAETE S ; 50 A A S 8 51 8 XU 7
fili s BIRMAE X RHARGE RS, REBHE, I
SR ITESR AT RIS W B B AR A S, T T AR
A SR AR B B 45 0 XU, #EA T A I A48 R R
Fagei S

7S HARAR R )

LIRE R WGS 1 F 2 H 48R T R
KRB R BOR AR () AR (ELERR MR
B H i T BRI Y 5 Z IR AE ARG E AR &
BN RIDRME (32 2R BRI T SR >k & S (AT
REIF AT HEAT BT T T E0GAYT ) I EE R (4H) =
YU R R AIN, BRI EI K
PP, EEE¥YREREFALCRERS
(American college of medical genetics and genomics,
ACMG) BEUA B R 43 Hr ik 26 H 2 R R i
FN(H) R, R IR E R, ACMG I
WX 59 TR B9 FE DS BEAT 5008 7 B AR R B Y
HR R H P BRI R BNt R,
WO T SOR WA AR SR 28 WL AR S AN AT 51
i8Sty il NV IR NCIE 5=/ &2 0] 37 R
s R 735 5, (R i 5 B I o o AT 2 T B
BORMITR . BEENNT, (DWNIZAFESS
WGS il 49 28 (BB ) 1Rt R R B
4, NSRBI T AR TR IR
WE KMo (2) ACMG HEF Yy 59 1 H N AT LUAE 53
FARERERAN FENR BRFELELELHEE
PATF A i1 50 F e i 38 i R Ko # , O 7E o
B B 0 R A AR KA B3 Q HETE ST &4
T RET T FGST BRB B9 AT Btk R A . (3) H
XHARIE ACMG 22 553 Hr 38 fg 3 52 i BU T FI T R
BURTER R S AT IR o (4) BUCTHRE IR E R

BT IR R R VT , AVEAN L SE BRI IR D3 B R
A8 5 A1 S8 A SCHE - LA L R R 9 e ST S
B OOR B R ARG TR 5 N AR R R B R e
WAHLE . TR R WGS T 68 2 BLAC
BERE SRR AR R TR AR, X B T—Ra il i
BRI, BrIEXT B H B2 WA T A RN L B
PE, U TER I R 2 R Bk S5 B . A3t
B MR ALl A REER I G 845 & i 72
B AL

2. REAR ROBHE WAL B . (1 REAR BB M RAE
5 DRG0 P A B BSCHE IO i A I DU K S R A (i
WEPRF29) . KL RARYE A R A A K&
BHRR AR A E MR T, AT LITE
EEAIERER TS RIENER, B FERN
LA BITHB SR AEIEA 8 L IRF. BIERF
HE B AR RGBT R AR (R
FEWFH AR BB R AL S AL PR A ) # AR AS T 3
Tt BT R B e n IR . T4
Wa % e BB A Bh K85 N AV 3 5
FREBREE, NAER (EITIE RN WCS HiE
BA S A T, () AR R R A
A, KT AL A 17 3 ST A PE AR e, SR 4k 5y
2R RFEMEZLM EE) S, A ARA S
TR E NI IIT, FAREAR SRS &
SBEBRFN , DA BB B AT B B
IGNE, BRIt A BE AN R W ABRIEH
FHEBAHA R, FR RS B 8
B e (A AR R R R B RSE) R EE
BRELEIDFAER,(3) BEERE T, BEE X
AR ARW R R, 27 H (H ) B RAR
TERWIEFARA o SR B3y BT Iy 6 46 5 2L
K, HRYE H B O E AR BRAE B R AR, X5
PESATE R (D) BIE L, e
F DI 2 R BT A BN R R TG R R 1 K 5
T, WGS iR L = RAEHA K S48  BURAR # K
HirpBOEMEE RKERRS S, LHREEL
HE A G LI TR QR A R R IKEE
A B BE B AU AR B L SRIEEHRE 24 AT
ATV R R AR A T I T A @R
BRI BT ARG 53 5, T BOE E R MEE

MR SIERZE AR : T WCS KI5y
FRER M L R B R 5 9 i S TR TR ) R BT, Wik
PRAG I &5 B A0 5T B R PR 25 S5 A . (B4 FHa il
H A TR LA B WG DR B2 2 B R R, WGS TR IR IR
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BB SR PN AR EWMNX A, 2l
TS T BiEGERE B 2 iim R E)
REHATRORI , B 82 A im R IZIR IR SR E FdE
T, A R H 280\ W] B INE PR A I S5 36 = SE AL,
HIRTFEMEEBAXHER, HahgRaL
FAEERRE, AR ESEXCEFENMAIRT, AT
RYERI = R ER

FLEESt R R RI8 0 T IR RBCEIEA
AR RETLETHRN , HERX T2 505
WEKMBEMTRERELAR, MiZEMEER
FEWRIT H e R B TER 5 RB T 6evE 50
RPRINEHRBRER, NZEH2HRRIELZ
JERTMARERER

(&KxE ExRF AKF
kit SpT )

B5FXHAPENAR(NRURHEH/TAF) THERKE
(FZB); AT REE—EREER); AR HHEEK(ENE);
HBXEMBAFRERGRE) ;T A EEMRER(FE4E), T T
M AR R PNREELRFE); MHE ARER(RITH Bt
%) MiB A 0 R ERT (T4 ; e hRHEE K2 R BY B 2 B i s 1R B
ER(BERE B/ ) IAAESRBEHEK) S EEERYE
FE—MRERGRET) ; EE N #HE B (John Belmont £ & . FHEH .
) EERILEERN AERARO(EH); XEBHKEE
M BHRRATER LR EEFFRRILEER(RFLE);
AR TAMNRERGAT); WRAKRHITARER (EHEX); LEX
BREEER(AER; LB TAREEXKRME LgLEEXS
LUEE%E) ; B 30E KEEZEB MR B HEE B (ML ¥
WHE AKE); LEHIERERP.C(TEE IR ;) REE
PR BB CE) s BN R OERELE) AR —ARE
Bt (SR 4 ) s #TTL K23 B 5 B Mt IR 55 — B= B/ JR iR i& R E B
(1008 ) KR KB — B ER (FLEER) PR XA S THIR TR
IR (G ) ; (PR R E R A A 5T o R GRUR SRIT);
o B R ST EE B (G A5 )
PR FAEENEAREERN R hE

$ % X W
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