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Chromosomal abnormality
Down syndrome
nondisjunction
translocation
misaic
Trisomy 18
4p monosomy syndrome
Turner syndrome
Klinefelter syndrome
46,XX,del(2)(q37.1)
46,XY,der(5)t(4;5)(q31.1;p13.3)
46,XY,der(5),der(8)
46,XX,der(6)t(2;6) (q36;p25)
46,XY,del(6)(p22.2)
46,XX,dup(8)(p11.2p23.1)

mos 47,XX,+psu idic(9)(q12)[16]/46,XX[1.

47 XX, +del(9)(q22)
46,XX,del(11)(q14q23)

47 XX,+mar. ish dic(15;15)(q10;q12)
46,XY,add(16)(q24)
47,XY,i(18)(p10),r(18)(p11.2g22)
46,XY,dup(20)(p11.2p12)
46,XY,r(22)(p11.2q13.3)
46,XX,r(22)(p13q22.3)[5}/45,XX,-21[5]
47, XYY

Chromosomal microdeletions/duplication

Williams syndrome
Smith-Magenis syndrome
6q24.3g25.1 deletion
17p13.3 microdeletion
22q11.2 deletion
22q13.1 microdeletion

Genetic syndromes and others
Aarskog syndrome
Achondroprasia
Adams-Oliver syndrome
Alagille syndrome
ALGG6-related disorder
Angelman syndrome
Aortic dilatation
Apert syndrome
Asplenia
Beckwith-Wiedemann syndrome
CALS
CHARGE syndrome
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Cholestasis

Chylothorax

Citrullinemia

Coffin-Lowry syndrome
Coffin-Siris syndrome
Congenital heart defect
Cornelia de Lange syndrome
Cowden syndrome
Craniosynostosis
CTNNB1-related disorder
Culler-Jones syndrome
Cystinuria

DDX3X-related disorder
Desanto-Shinawi syndrome
Dyschromatosis symmetrica hereditaria
EFEMP2-related disorder
EFTUD2-related mandibulofacial dysostosis
Encephalopathy
Enchondroma

Epileptic encephalopathy
ERF-related craniosynostosis
Facial asymmetry

Fanconi anemia

Gorlin syndrome
Hemihyperplasia
Hemihypoplasia

Hereditary spastic paraplegia
HNRNPK-related disorder
Hypertrophic cardiomyopathy
Hypohidrosis

Immune thrombocytopenia
Incontinentia pigmenti
Increase CK

IQSEC2-related disorder
Joint laxity

Kabuki syndrome

Kallmann syndrome

KBG syndrome
KCNT1-related disorder
Klippel-Trenaunay-Weber Syndrome
Leukemia (AML)
Loeys-Dietz syndrome
Macrocephaly

Marfan syndrome
MAST1-related disorder
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MCA

MCA/DD/ID

Menkes disease
Mitochondrial disease
Multiple cavernous hemangioma
myotubular myopathy
Neurodevelopmental disorder
NF1

NF1, mosaic

NFIA-related disorder
Noonan syndrome

Normal

OAV

Oculocutaneous albinism
Osteocraniostenosis
Osteogenesis imperfecta
Osteopetrosis
PACS2-related disorder
Pancytopenia
PIK3CA-related overgrowth spectrum
Pitt-Hopkins syndrome
Pneumothorax

Prader-Willi syndrome
Primary ciliary dyskinesia
PRRT2-related disorder
Pseudohypoparathyroidism
PSMD12-related disorder
Robin sequence

SBBYSS (Young-Simpson) syndrome
Scoliosis

Severe Neutropenia

Short stature

Sotos syndrome

Stargardt disease

Stickler syndrome
Sturge-Weber syndrome
TAB2-related disorder

Tall stature

TARP syndrome

Temple syndrome
Tuberous sclerosis complex
Warrdenburg syndrome

Wiedemann-Steiner syndrome
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BB AFEEDOFEE L LTI CT, MRI, BEEFRAEDOEEE 7,233 D 92. 8% H7-5 6,710
ﬁc ZOWTIEERZER £ TIZCEIC L BB 2l EELER L, EGRZ2HEEE () O

RRHEAT T LTV D (3R 3), —MHUME X BREi2 1 18, 150 #4947, 238 £ (39.9%) . ~—

5? 7/1/%%%; X 16, 388 -1 7, 385 1 (45. 1%) . & 5FT 34, 538 {17 14, 623 {0 Bl X ,%%EE-?
EHE LTINS (F4), F—F 7 VBIOEM X SREEOFE OB S IXRIFEE & 1F
BIXWTH o7, ABIEY CTMRI, BEEFHRAELSOBAEICE L THEBZHEA if@ﬁ%ﬁ
W ERLTHEE LT,

RFR M B 2R B OIRFIZE S W TR EDOREZ T > T2 DOIEFF 5 FEIX 756 - TH Y |
ERKEDIREENRHN TN D (£ D),
2. B%IZHONT

MAEELIZE L CTHIRE - EDOFREN & HIREP M L T\ D, 4%, BBk L>2H %

BHEBREZEOEM, A Xy 7OMMELEDLETHEIL TW MLERH DL EEZ LD,
3. A&y 7 JUPRERZ(RPERER) . B B ERIRAER) . SRR (ER) . M
FEER) ., EABEAN BEUHERE, 4 A~9 A)., ARHBIE T (EHVHEE, 10 H~3 A)

(Hi %)
F1 BAEMEOHR (EEMRA TGS 21T > IoE D7)
cT MR BEERE | EPRE | RESRET |—BEH s MEEE |RERLEAK
FRL254E| 3053 2886 2242 426 813 7853 5180 1 2
SHIEE | 3,240 3,041 6,229 329 713 7569 7881 17 47
SHI4EE | 3,652 3,162 6,276 340 685 7265 8573 13 45
SHISEE | 3329 3,188 6,817 351 716 7328 7385 16 45
RIS H 91% 101% 109% 103% 105% 101% 86% 123% 100%
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#2 CT,MR OEZBEAE, DRNLEREOEMIZIE () ITE2mECT,MRDIZKHT5EIE
CT MRI
EERE | DANE | ERRE | DANE
SF3EE 881 221 669 77
SHAEE 819 211 641 66
SFI5ERE |811(24.4%)(206(6.2%) [629(19.7%)| 76(2.4%)
BTEEL 99% 98% 98Y% 115%
#£3 ZHEINEMA (CT, MR, #ZES) B2 H @SR
" = — B -R—4-FE
cT MR BES HiRRE Lo
SRR FEA B 2L B2ER B 2L BEA e B2EA e | ¥EA
ERR25FEE 3,053 2915 2,886 2822 813 232 2242 2233 13,478 8,724
SHEE 3,240 3188 3,041 2990 713 239 6229 6222 15,851 9841
SHAEE 3652 3558 3162 3110 685 239 6276 6268 16253 11036
SHSEE 3329 3273 3188 3160 714 332 6817 6816 15035 9176
:0E:Y 4 91.2% 92.0% 100.8% 101.6% 104.2% 138.9% 108.6% 108.7% 92.5% 83.1%
F4  HHXBIREOITE G () NITEmA (B R —2 K %) IZxT DR
XS EIT | MR | K2 | R—2BEY |RERTHRAH FE4aE
Erk25%FE| 15,361 7,853 10,033 5,180 25,394 13,033
SHBEE | 16,979 7,570 16,016 7,580 32,995 15,150
SF4EE | 17,615 7,077 17,759 8,573 35,374 15,650
SF54EEE | 18,150 |7238(39.9%)| 16,388 |7385(45.1%)| 34,538 14,623
R 103.0% | 102.3% 92.3% 86.1% 97.6% 93.4%
# 5 MR ERRE O S [R5
g BiE® | EB/NG| KB | KBER®E | KB/DEH | 5
SHI3ERE 216 83 299 403 44 447 746
SH4EE 241 81 322 405 26 431 753
SHMSERE | 224 57 281 427 48 475 756
ATEELE 92.9% 70.4% 87.3% 105.4% | 184.6% | 110.2% | 100.4%
FEREF 228 ~ 5B DR
#£6 IR EERRRE S B ER A O AT R
BRERE BEERE CcT MR BRES |BEBRRE FDith
SHBEE 544 177 67 5 8 11
SHAEE 492 153 69 5 19 (244 IEIVR)
SHSEE 457 189 83 6 17 16(A144(LIVR)
ATEELL 92.9% 123.5% 120.3% 120.0% 89.5% 166.7%
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RIERSEAEL

JRERZIEHE, 2008 4 4 A 1 H X0 EEEEEOEEZIERHIMD Y | JHBENIMI RIS
IR DR E SN TWNDZENRENTEL LRV E L, 202 &iE, BERNIZEBWTHEE
BENFELZE 2 L TV REBEORWHRETH S Z L 2R L TWET, 4Bt 2010
RS X D IRELRL D HIRBERZ TR AR A A L UIRE L TR £,

2023 AR FEDIRPLZ IR, FEVRELE (RPEEME) 2 4, INEER (REEEE) 4 4.
SRR AT (AR RN - MR E L) 3 4 OWH CERE g Lz, BIwEbe
TILFREEEFIL 2002 4 X 0 W BRI IR EE 2 TR, ER PR IR HL AT I TR A B TR & v 9
HEHl O EL RN 72 I3V E LT, Lo L, B AREFREREFEMAEHE O R bt redEah o5& H H T,
rﬁﬂﬁi%rﬁﬁﬂﬁkﬁibf%®ﬁﬁﬂ FHRTVD Z LR 2008 4EFE 2Rk

BWTHREZE N ERBRA)OMSL U 55 13 FUREERZWr o7k HiT, FHEEEDZ
%ﬁ%%@ﬁ%ﬁki@ibﬁrﬁzk% BRI OF — 2k > CEEEH I TV
F7,

JRERRZ IR, RERAEARZ T, BRI, SRR, BFOE i%%ﬁ®4o%¥ D
S:LTE@JLT%?E LI DBAT ) AERIZBWT O HEEREEZH ) Z & 20 L,
1. BRI, BRIRIEIZ > TR ﬁﬁ%f%@éﬂtmﬁ®dﬁ(éﬁm@)%ﬂﬂ
M$m iof@%éth@ *“(%ﬁﬁﬂ)%t%ﬁﬁ% BB PRINER - H AR

HEh DTSz 2179 2 & T, ZIEFIN P ICHMRZ W 21TV OFERIC K
ofimﬁ&%&mféi9ﬁégﬁkﬁ%ﬁzéﬁﬁﬂﬁﬁﬁmﬁﬁm%aihi#
EPRIFELRZ T IE, THERE DO W R WIRBRIZ IS T DIREEZ W &2 B O JRFE DR BLE 3T 9 § D T,
RRZIFE L LTHROONTWET REIER (R T A MIITVF LT —F & LTRIFEL,
7 — 7»7/7@iohﬂ/:/@ﬁﬁifﬁkbﬁﬁ\%mbtbLfﬁ%ﬁ%ﬁbﬁ<
THMFM 2 BIEN ARE T, BUEI/NERN A O IR N (F9E) 1= bEm e 2
FIH LT E T2 ERIHRBEZ W 35D e NRRBRE 2 BRI 5 729 b%ﬁ%&
EEZ B, j/Aféﬁ?k LT@%)\#E@&M&?

2. JRELMAEZIWT L, BEHE - MK - JEK R EORIERSC & & & F 7 Wil e I BT 54
%%ﬁ&ﬁ?fﬁ%f5;&_;ofﬁﬁbaﬁﬂﬁﬁﬂﬁk%MMLiﬁo;@ﬁ%ﬁ
FHARZWTIZ B L TIFMRE IO RN T BB R~ OB HIT IR D 70 <R 0 IR URR
TEHEVWORRERELET,

S.RBEAIX . AL TBEL 20T b B S ADHEERE S STVl x|
fli 2 OIREF) TIEZ O CEICIRRE T, TS L > TRKOARE, 2Z2H - IREOZR
IR ERRE L ATONEIFIT 2 OREROHE, IR OJRE OB T HEDMESL 72 & &
REDHDIIELS G UL NEDOZBITESN - DEZICBITS 6o & b RUIRERD
O EDOTHY £9, 2022 FE S ITEMLE & HFE T, kit —47 o —%2 O BBY
It 2 5 TIiT o 7/ AJFEEYS] (genomic autopsy) IZEFLE L, I HITEEE
BHO—BREL T HECTEL RONERESANREMAZZToND K I 2T L&
KT HIDOOEERME L E Lz,

4. WFESRIERIT, BIREOSFEMIEORERITE L ORI D O - 15854
THZELICIVEFRORRBIZFESTLHHOTHY £7,
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5. Y X —INAY ) AEFGHEERREE LT, LSRRt TH LB ERSNAE L Z—L
HHEEL . NERAONAYT ) AERIZERY A TOET, JRERERE TlX, DAEIGF/ SR
VBRI T 2 BIAO PR, BEAERIZIT > CWVET, £, WHEEIL. BNABLF/ %
IR TR S VT2 B AR BHE OIREME O E 72 b NTAEH FIRE 72 40 FARRISEIC DWW T4
IS OBEPIZENEE - THERT DT F A8 " SRLICEMN L TN A DIEHZKHC SN T
fifgii L TV E T,

TN OEBIT, HBE & EERRARA & OB/ EgEIC X . WIRT R OFEMZ R - 7
B, — Wi 72 Ye a2 X 2 YRR EBIBIER O 72 O 3 B TSI L 2 BIMIPRE AR R0,
TP oM PR TS, & 512, in situ hybridization Z W= EIa NS 42175 2 &
IZE ST TOET, BERZW 212 COKEMREIENBE LIS A TH, &2k &
FEEIN TV DR B OB OBEEMEITIETETEE > TEB Y  FARENENLOZETO
i om EB X OH LWREFEOBEAZ DI L, X B IEMERZHIE R BREICT ¢
— NNy 7 TELEIBE LTS 2DH D TT,

(1w
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Hie PR Bt Z2 8B

2017 4 4 AIZHa SNWZERRMFZEES (RBe 3 BE) 1%, R4 9 A SCERMFE ORFZesk R
(WFSEAEBARR 5 82412) & L CHIE SALE L7z, 2023 4F1% H AT IR BLS B A 2o B il Bh 4
1344 (RFE 6 1, 7)) 21T U, AAREREICHTEHEME (AMED) ZFedfsumiBha 12
B (WFFEARER 1 AF, S HBF5E 11 1) . JEA @RI FAFEE MBS 8 (D 8 1F) DR
WIRFTe e, RIS TE 2 B4 4 12 G T 40 #F, &5 3386 T (kB %25
ie) OANTMIIEE A TG L, IERBRMEES LT Tk £7., EREWEES (ZEER
BIRI) OERBOG & BERIL 3HFZITLE L, 2V TR & L TR
EO P2 FEREITT 7 = L — TV AEYOMBTIEE I B S TVWET,

Flo. AT ) AEFEEERE S L THRABEFSRVRE (REF2H) 1T 10 R L,
BEBRNINA® =L DT F A N— bR (EFEEE) IS LE Lz, 7/ AR
FHR|ZHTRT 2 F#ERM (BT ) AERA—T 4 X —F —) BEE S AR ZTHZIE~OFHH,
[FE OB, IR, =F A= FSR VOB, FROFHETOTXTOT vk 2%
7 LTWET, BRI EENE, A AREZ: & O/NRB RIS T Tl < AR
K. HBEOBORHFONA A0 7 L LT, EEREGNORKRT, HEEEXZTT-
TWET,

1S015189 B EHMiFR & L COMEIEH X, EBV @ in situ hybridization, /NERN A DES
St (EWSR1, MYCN, MYC, BCL2, BCL6 O FISH) T3 3, /NEMSAAFIE T —7 (JCCG) D
U fE - AREEERE O TP IuRE RS & L C b FISH TPk 2 o e i 217> TV E T,

(Fh5 IR

i K 4

FRIRBIFZEER i T

1= ] B

Mg - Mg FE LT &AL
KRG 7m— i S

B NS

R M R JE— R

YT« T LV —F} BE ORI e A
ke O

Sk HxE +F—

ISR HTH  EP

BRI AR A F i

WA BN, B IR AT 52 2 B AH BT

WA HINES B R A 52 Wn AR
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it RS

BRI T SR =

B EEER KA A8 e HsE
gt W RET fisE 2T G

202 3FEE FEAER, M

RT T 47 a sy TVERR

87 flE GHEGIA %R 7323 #0)

TR L I

1518 #&

st (F 1T SH)

100 4= (190 #2)

2 0 2 3HFE MRINRAT. HJEEE

[Aife] Proir, HiEEK
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