YRS AL A X IR 2T . TG 532 . IRTT RIS BERE RN TR BT e % 22 194
M, mH, MEPERA, s AEEEE Ny 8, A TAEHS (WHO)
T I AN L ZH 2R 42 RO s I 2% (ELN ), B R EE B AE M 4% (NCCN ) K&
FEIPRIR2E (1CC) S5famith, gt 2# 34 S B A . AP I i st 1L 2=
SABBEIGIRT A EL, YRR Hr R Al L b B S AR M D AR, 284
5 G Al AR AT, PIRR S8 T A8 RS rh A AN o A% L4 mT LA 4= JE PR 20
T DA Bk B NS A SR A TR, mT ARSI AN A A e R S, Xy
RNME S Rt R b IR Ak R PR SR, DA U e A ) s R A e AR R
BRAELE QNS00 3 B4R, e A AL AT TH AR W] A

] P SR A T I o e AR AL B T R R Bl T R A L, iz Bst . 4
2 TRAS IR A IR R Y AL R AT RR ), FE RIS R LS A LT,
FEEAEG A AR BAFEOAR, /0t 7 A AR e AR IR R, ROR T A5 Rl
HIL R EIR R E A, N T ORI S L IR A S s B s, I
(IR AL AR ALTE ALFIOGM i T BAA47 . BRSO, WA, R—ARnZ
A1 1R KT P 00 YR e S s st A2 Rl 548, O B PSS i AL 2 TR, LT
—AATH T LR B B E AR R S R S5 45 UHMERS I, AP ER
FIAZ AL A G AR AT B AAZ AL, RIS A S5 G AN RS IR PR A R oM T AR 8t T
TS AR, KT LR M8 20 M 35k 122 B & e i B R

GEEEXFHF_MBERLRBESF PO IE KK
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OPB SEREYR L RS OT SRR R RGE AL . R B e R I SR 2k 2, U
SITHERERR,  BORAGIGH A AR LI A TR 18 A4 2 KPR LR R P i A5~
ESIRRE S, R R N GRS ORI &8, BilRik R 5 e @ R AF,
I LA HAGER RS B SR o e AR T TR 1P T — RIS B S Fp gy )
A, MEAAWIRR, JrRER T 8% .

BERT 2 TG (O RAZ Y ST BT PR LI R 12 W b A7 A 1 T R SR T AT 22
ARBRGEHE T AR MBS SRR, MR e O PR B
A, TSRO A S AR A SR G AR T BRI 225, IF Sibn
TAEH AR S 25 . AT U0 TOREREITOR, M A . KRR 2k
VBB SE 2R MR, A SOF AL R B 2 AR A SR s, R B
TR IR RS R A &, A B WA R OGN 2

A A1 G & AT BN F A I YRR SE i R B — 2R IR B 5K il e R e fk
SIS Lol Al MBI R R RASE L — 22 A BORTA IR 1 22 AR DI,
HABRRATES S VER A T A AR BRI B TAE S R B A 4R S
%o MTUNRKFIIR, B fi e ez at, Bags i Z MR LG IE .
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—. R

(— ) ZBEfEsraE T (1865 F~ 20142 40 4K )

1. BEME 18654F, /K (Mendel GJ) i it i 524 A8 SLEGUF S T 844 K 11
STEERESARAGER, T 18664 KK (MHWAALTR ), =il “BHEHEF" i,
(IR AR YIRS A BT, 19004F, SR Ei A, UM E2A A bR
B, IR G A R B IR S LA

2. ek A S 1903 4EEHH (Sutton WS) T HL (Boveri T) 4211 “Yefn
RAEEEE ", EE/RME (Morgan TH ) 38 ik 5L SC B Rt AL W) e A BN e fafk, IR3e
S B, NIMBEE T Y i (2=t

3EAAEF AL 19094, FIEMYISEZKLEE (Johannsen WL ) K o /R 42
By “wAEHTT B A SRR, IR IR R A 2R AR O AL R B A

(Z) oFEEFS5ERTIREE® (2014240 ~ 70F4K)

1. DNAAE A4 i egiE ] 19444F, SC3EH (Avery OT ) i@ 2 Jili 58 BEBK IR 54 1k
SEHY, EUKUESE AR ( deoxyribonucleic acid, DNA ) Zinf&¥), midEE AR
BB IR (ribonucleic acid, RNA ), BHHf 1 st i ik 2 A i

2.3 EARE MR FEAT 19534, RFR (Watson JD ) 555 B 5% ( Crick FHC ) 2
DNA BURTELEFRIRL; 19584F, HFZE/R AR (Meselson MS) A& /K (Stahl FW) i
O PERREE B ACER” BE DNA BB RV, s T st BRI LA T, bx
BE ST FEU IS

3AB AW F  19724F, BI/RIA (Arber W) %5 4 BUBR il Pk N VI 55 1 EL
19774F, F#% (Sanger F) KW DNAWFH A ; 19834F, A (Mullis KB) #f &%
A e N (polymerase chain reaction, PCR) FiAR . R Hh Ok W A 8 ) R a8t 1% 2%
MR, NN PRI AR PR AR B TR AL, SRR T AR g LD 4 2 Sl i) 5

1



1K AR B AR S TR AR
ﬁﬁ%(}
(=) IREFFZEERAFLE (0L 70FERES)

LARATXE Za5H K 20034, AFEEKFAH TR (human genome project,
HGP) Fl#5ER, Iz mil s T HoR D8 K, HEshimifle s S | Aol Sl
FERE R, WA 1 PR SRR A LR S L SR 0 DG, [l s A5 2 ik AR 20 22 S5
HEBE 22 1) 28 & BB

2R e R R oh AR HEER (high-throughput chromosome
conformation capture, Hi-C) JEIIfFHT Y AR = 4Eas (1254, 387~ 5L PR 3R 0A 1Y 2 (] a4
ML 5 % DR I ] B 4 9] SC #2427 81 ( clustered regularly interspaced short palindromic
repeats, CRISPR) “5JE[AIAufHH AR IYSEME, M T IRA Yy B2 - Sl - R 1Y
SERATE IR, i TR R T A

L. AR AN (i A R TR

I IR IR e e (Bl VS e g e AV Lo i AN DRV A iR N D RTINS WY SO
GEARIT MR R BT . 2R SRS T I 58, S eG4 BEnl Bs 5 M W i R
SEERAOCHEMT L, R R IR IG A S HOR S0 SIS R R A OCHK , REHES A ZEXT il ik
A BN HI AR AL, RS 12T 5 MR PR A OB AR . AR5 AL 21
HRE BN R BORIGIRN I, 2T 2 2R BB, B A0 R LA
W58 A BRI R AL R T SE B AR ZR . DUTR Ay I s 4 it 12 & e s b A0 TR A
Fit

(—) RHBEEAERZME (1902 ~ 1960 4 )

13 3 5 KA AR A 5 19024F, Sutton i “Ye iR e N7 (B,
A LI A 8 2 A e B T A% O BB BERT . 1928 4F, WE4HF (Painter TS) 1 IEEH
NEQONREH 4855, N R ORI I THIL S5 M. 1956 4F, A MK
3T (Levan A ) RHERE ARG EAEH Ty 46 45, L NIARLAM G AR DFFE iY SLl AR
e, bRl A ARG R R GV RIERTTS -

2.4 i tn IO AR F A R TR E ER A 19604F, W 4EIK (Nowell
PC) 5 F % 1% (Hungerford DA ) 7E 1% PR 40 A 11 10095 ( chronic myeloid leukemia,
CML) BH BRI, UMW aRin) 22 5 Qe (fk, K HAar&4 0 “oehie ek
( Philadelphia chromosome, PhZL{afA )", 1%k IIE NI YIRS 5 I B OCHK ) 4L
RS, BIREUE MR (O B ai A A 2L AP Gei R, BT e (o A S 2 VR
FRAIAZOBORN R Z—, W LB AR5 AL 1 SR BT B 1 JCHE AR

(Z) RBEEHEERBEZRE (1970 ~ 1990 £ )

LR HE ARG A QR FH R4 19684F, FHi d 40 i 1k 2= 5+ W7 fil 42
( Caspersson TO ) T UK MY KoY R AL BRYL (A fA, FE2EE BB T I3 e fa ik
TNl 2 B0 I AR TR) ()RR AE MR 60, iZ B AR B 24 Q WA FAR, AnEE Je iRk iy

2



F—5 EREig

FARMIERIEA: . 19704, Caspersson HBA % 3R B sk A GL 1K B A% B 7, S
ARG HETUN 5 X 53, Shistfl sz . AN AR P BN DR 15 27 S5 Sl i o S it B 2 R
BEL S

2. 5 MR R AP XK 19714F, MAFL (Pardue ML) S57E Q WAl FOARIEAMN |,
KRR B AL BREC A 75 5% ( Giemsa ) Juiige(n, MIIMFA G BarHiR, gk
SPGB [FAE, B (Dutrillaux B) FI#E#AZE (Lejeune J) #21HR
A5 (reverse banding ) 71k, 1M BEIR EL S8 MR AL BRI A, A RRAN G WA 7E
et AR I DX BE AN R B, 35 T AT e (AR i ok . 2 S S . Bl
B35 (Arrighi FE) FRIES T RUPHE 1 C WAl ik, Wi iah &3 W= e, 5C
PG o R S e £ T DCBURE R BT, A 2R . IRGRIR X R Y Yt iR KR s e 228
PERF SR BEOCHBAR TR

SAFEMIERE T B ARMERI 19714, BRSUGIE T AU H 42
P fi 44 /& & (International System for Human Cytogenetic Nomenclature, ISCN), A
WA TARMEIRAESE . 2022 704U 19T, AR RIAE Ak 7 i s 4 B Al BR
MITIA, AR AR G A A SORUN 320 2548 T+ 22 550 ~ 850 4%, HisrHiH R NI &k H|
850 ~ 1000 7%, MR T AL (A KL I Bk L

4. FRGB—F FHEEAERE 20 04EN, APiHET R LOLIEZ
SPHTEAR (spectral karyotyping, SKY ) SFHARH B, i — s A BRI LR 556 .
ZHRIEBALIIZWT . g 20 ML 35 A 2 A 9 S SRR OGN E T, A I RIZ W 5 il
AR B AL DR AR T B

(=) PORRMAZRAR: mMikFARZEEFHNSFEREMR (1980 ~ 20004 )

LEARZFEmAR WG YR B H AR I 5 5835, I VRS 20 it 338 A% 2 T 9T 1%
Aoy R E 20 42 80 4R, FEOLIEAI 24 3¢ (fluorescence in situ hybridization,
FISH) HRNETMA, B (Reid NG ). FlAF (Lichter P) SFFb 50 RGM I LN
PRUEALI T 19864, ~F-5i/K (Pinkel D) WA UOKE FISHHEA N FH T % (4 5 3 K6l ;
2028 90 AFAX, B A IE ZHE A M RS 20 a5t (2 2= 0k, B Ak Sl B AR A

2. HAMLS FISHERKNN B ERTE, P05 50 kb, BERSHSHETU
TUNERE . TR MRS JE (UNBCR 2 ABLIBHA I ) S5 5%, Rk et BG4
WA O TEHE 2R ANAE, P B A (] SO 200 B v s A e i PRIl e £ Bt
M A5 5 A R 5 2 €8 FISHBOR T [ BN 22 A 05, S 3 4R I A e (B iR S5 1Y
IR ST

3.k ImYy ST R SRIENR Ph YA BCR 2 ABLI Rl FERERET, AT PR 2
CML, SEELHE 2, ik MR AT 5097 5 18U iR - (minimal residual
disease, MRD ), JRJ78C0TAk$2 I v] 48 SC 06 ARG ;15 Bl SoM bk 40 i (1 1% (acute
lymphoblastic leukemia, ALL ) FH5C[H TPS3GIE . MYCY 34 5 SRR ER, WA ROF
flia i it XS, 48 WU 202 FFXTE8EHS A= 575 I ( myelodysplastic neoplasms,
MDS ) #)5q31. 7q22 S8R SN S HREr, RRAEAS H A& S0 S B2 AXE LA A Bl INBR K

3



kR B ERE S TR A

KRR 53 2129 7 AR S HE ) 2 T A s A 2 B
(M) SFapEEFEFHANESSEH (2000 ~ 20104 )

LEARZEHF: ARAFIR e R 21 el 1045, HGP YR 7E A,
SR IR s A AL~ AU A e TE A GBS ), S R ML GE M MIE S Il A 03
TR SRR RRERG " RHEE AR B BARIR R A AL 50052 m ik
LI A% O R SRR

2.8 M B E F AN BE AR LW B O R 50 A B A b A R R 2 4% A8
( comparative genomic hybridization, CGH ) FI3& Ttk i i FL B LR 241 4252 (array-based
comparative genomic hybridization, aCGH ) AR A& 5 H . CGHH AL 51k
O I DNA 2SR IC s, Sl a2 95 DUEE 5 ( copy number variation, CNV)
ifidy, TIN5 TG ZE M MR A 5 2000 4FA 1% A0 52 BRI IR
) aCGHELAR, FHRE [ T 8k b, Rl BER A& 4 CGH W S ~ 10 Mb 427t
ZkbZ, AR MDS B 17p13.1 S5y Mk 7 B 5+

3.3 A E L4147 : FISH-FCM B At IR R 69 #93%  FISHEOR SR IA (flow
cytometry, FCM ) WG, JE R FISH-FCM BSR4 RIK R o iz AR i 2
ARSI B AR R T BORG Tk, R0 45 6 FISH R A 2015 I 200 Jf A et {4 S
PEATRE SRR, SC0 AR A + ek i RS HAR O SAE TREMEAE
EU M0 S8 B REAS v i S i AR, A RO B — BRI Y SR BRE . 35 42 T
MRD #5:0 ) R Sk, A RS T ROTAh S R R T P A AT i S e == AR -

4 K FH 43R £ H K. SNP-array 5 OGM #9 R 5% . Al 20104F, JE [ 41 4l 76
SHOR LI GEMEVE IR R . B R 2 A8 PE% 41 (single nucleotide polymorphism
array, SNP-array ) AR, 5T RPN FPAL T IR Z2 8 VEO B HRER, DASAARIE 53 B
FIATEALAE S, ARG CNV, [ R IR 2% S PEGR K (loss of heterozygosity,
LOH ), H¥.3% —{K (uniparental disomy, UPD) SR EMIRIE T 5, M IR %15 5
JEMERIEE . o303 B KU o )2 PR O ARl e iR EE (optical genome
mapping, OGM ) HARAE B 5 73 BEFO0 2 AR R G2 E 4 nT A g 2 BT 24, i ao 43 i
DNA 5323 [AI A 52 S v BORFFIE ARG B e A AR 251 = 05 1S, ToZi PCR Y MY sl EF A4 4g
AOREHER G L S n . BN, EE . AL ARG AR SR IR AR g i A
S, AR GEHORME LU AT 1 52 A g 1A S i SR AR T 167 S 3 AL BT i B HoR
FB

(%) SEENFEANIERELEHEERK (2010££45)

LS HEH KK AR SHHA 20100E )5, T — 100 F (next-generation sequencing,
NGS) HARM PR RS MR A Z 2= A KU T2 B, DR ARIE R
ARG AR S5 R ST (U Mate-paic U ). #EIEHRDEN)F . 2502 F41)F (whole
exome sequencing, WES) 4 FEH 4L J7 (whole genome sequencing, WGS) 45, #J
S R AR TR R I BRBHFE (W BCR - ABLI., SF3BI1) [RI:6I K 3 K B0
AR K RN RNADIF ( single-cell RNA sequencing, scRNA-seq) £ R BEW% 1 b
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F—5 EREig

T I 0T A A S R A AL, SR At R TR S SR AR I A

20 R R 54 MAL NGSERSLHIMBE “—uhiX" 29745 AR
F1I9% (acute myeloid leukemia, AML) H, A NPMI, FLT3 555 582545 S 4
W 25k HE; TECMLA, ShZS WA BCR :: ABLI 3R 28 75 IR 25 0 Ak 1% 22 R T8 t-410 1] 551)
(‘tyrosine kinase inhibitor, TKI) J&¥5rJ5%¢; TEEBERAT, kiR & R IUER Y
YifE F94 (graft-versus-host disease, GVHD ) i &2 & XU . scRNA-seq 4% A A IfiL i
LTI RG  T Ie pRr em , HE LRSI TR R

WL 2F R IR 2 LA BIR ZE0 5H R FOB A% O IR SN ), R AR 28 st AL FLEE Y
PR B 7 A WU BE AR AT, B BRI 90 B8 e S LA o 100 YR 40 B ast A5 2
VRN B F IR 3L, G ARHOR | FISHEOR | aCGH R I NGS £ A 1Y 1%
A, TBRZZE . ST R, SCEEE 2. TE P . 169748 5 X MRD
Wei A s . fEIZWi iR R E BT, 19854FIEA2% . . G2~ ME
4 (MICUMEA ) W EIMPEG AR5 WAL ISz O He bR, BURERLE4I B 2212
Wibsift s 19974F, BEGUMMIBAY: . . ML =550 74491 (morphology-
immunology-cytogenetics-molecular biology, MICM ) Zi 52 Wi ik & IE &7 45
A T A 4 205 1 5 9k B 2 20 4325 (World Health Organization Classification of
Haematolymphoid Tumours, 5 th edition, WHO-HAEMS ). [EPr3LiH4338 (international
consensus classification of myeloid and lymphoid neoplasms, ICC ) 2 Wibr it — 25 57
AR TS RN, AR T M2 TR T o IR A L R A e
AN e e A S R IR T A O IR B R, T S Ph e (44K e BCR 2 ABLI il
HHREAI, BINGS “—uiX" 129745 S E Uk Je—— M AML B K 5848 45 S 40 1]
25 CML B W PL A6 T T 58 3B B8R Al AU 0%, 100i% 5 98 i W s 129 T A =L
S Al PR s R AL B . ROk, Bl OGM. AU Y . AN T8 68 (artificial
intelligence, Al) FIARMIFEL LN ZHAREME, L2t — D4 A g 715
P 2GR SE R T, HESIRS T BT USRS T R R R

e NE S R

Y R A% R A3 4% SR I i IR AT iR A ISCN HEA TR . ISCN L T — &1 4n i A2k
Yook AN, ARG ORI gD . . SR ISR R T A, S R T
BT 2 1960 4 PHI 2B L R NFEA 22 3 S kb 2K R o BfiJS, ISCNAERRJL
BT IR, Z50CEHTRIR, BT T 2024, #FKISCN (2024 ). HAf,
ISCN © 80 R T A7 DN 4 i R PR 2 2 A5G TAE L 2% 2 RV 1% N D3 [ S 706 1) [ B B3
SO, ARTEEEE T ISCN (2024 ) th A AR R o3 B 24 19 E 2RI, it 2%
222), BTN AIE T ISCN (2024 ) JH3C,

—. ARERNSS

NG R A B TR 2 T ARIERSF S, MY RS i Lol AR
(filtncen. pter Fllqter 5 ), RIS HRBM LAV AE (Flane, invFldicss ),

5



kR B ERE S TR A

WYL RS HORIER Lol AR (Blaninh, mat Mpat %), FRIRFFS (HlAns “+7. W

5 PR 7 ) LS

FEILE -1,

Ve =]

™o

NG @ 44 B B B L ARTEFIRF

K11 AERBESBFHELRIENFS
RIEFHS R X RIEFFS RS
—ai- > (Fik) ML EL, T EER <> TR AR
0 (JiEs) TR Hr A 2R A (ES) FAR R PR
©(ORES) ZSURR PR RIS ||, (129) WA ET I GRES A QR I CP S GRE N IEL S GREN
- UNEURD) FoR A > (KRT5) KT
- (H5) T RERRD X (3f5) FHEG ORI Z AT UL i b 2 A A s
W e i
0 (%) 15 A I e 1A 2 5 BT || + (s ) TERESE QMR R
A
? ([a)%5) I AFAEEE ] 3 (7M5) W R — UL B O HERT, R

/(R )
~ (PR5)
add

cen

del

dic

dmat

dn

dup

i

ider
inc
ins
mar
min
neo
pat

psu

qs

A ENTEOE: T )
PRI

B AR Bt

EaRia)

B

XU 22 a fk

Rt AR

B

e

R P ORI

SRSk
AFEEEA R
A
UINTRECEREN
/IMA

A 2Lk

i 508

i

K

KB

1/ (VORI
_ (CFmZk)
c

cp

der

dinh

dmin

dpat

idem

idic
inh
inv
mat

mos

ps
pter
qdp

qter

ENGLSE SR NG ES NP Ay
Sy bz R AL AR A 2R
X 53 RTE gL R
JAR T S
EAEH
(ilea Suk
A AR
XUpfA
Az AACk
Yt
B — A1 AR M e AR 4 SR

uRINC S
SR WU R A
BHE
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Wit QK
EENEN
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F—5 EREig

a3k
RIEFFFS SRR KBS FCREN
r AR YL (o R rec YR
rob AT 51 s Rifi {4
sdl ER sl +%
stk Fiti fAA t A
tas iR 1 tre =HE Rk
trp “AEEE U PG R AN LA T

B E L E

ISCN (2024) H428 T Mifpar 2480 #ZAHE L (karyotype format ) FLES F 4% 2
( microarray format ), A ZEYe (o (A% 743 Hr 2% T 1 i 44 T Bk A ARG X A% A% (g
FE3Fh IR R itk R (abbreviated system ), fiisX/A&R (short system ) FIZE AR
( detailed system ),

Ltk 2 REROCRI R G S R de R S0 . BN 47,XY,+8[20].

2. WAk A IR R RN ARG . i SRS S A R W 20 S iR
Ye@ R SEH . kN 46,XX,del(5)(q31)[20].

3K A EEUARRMNP AR S . 50 AN S SR e 04 7 B2 i iR
Ye@ K SEH . BIhn. 46,XX,del(5)(pter—q31:),

TEN YRR G5 R R b, R AR R A XA R T A .
TR T A 2R sl T A R M AR TE AE s mT 87 A g SO, A SCR AT B R R A T4
o A, TR AR ] DG R AR & L (AT R S R B R R AT 4
W, 40, 47,XY,del(5)(q31),+8,der(11)(11pter— 11q13 :: 1721 — 17qter), {H &, *fF
B S G RN BRI A& (T3 3 At A &=

=L EEBRINE

IR NG AR B ZE T, N e e s i et R H (B A A g iR H AT
REANE— DI, e — DA, SREE 2% .7, WA HI g
AR P AT WREAR AN BT AT RN ). WERAFAE S8 Yo O IR, FRAR A A
NSRRI St AR S e AR Z R T2 S BT an iR e A, Je)im i
TEITHE S AT e, WRJEPE ( constitutional ) FEAAVTE IR ZR (Vo)
HF A5 081 A5 A A 2R A A BT A R

LAPBAE A TEW PERHY . 46,XX[20]; 1E# BIEAZRL . 46,XY[20].

2ERMAEA  IEH AL 46,XX; 1EH BHERAL 46,XY.

3RS AR AR T EEWI H Y, REFK . BT Sk ARG LK)
FEAEA TG O ARRZ L AT R DU s, AR [ IR AN BTG LG B BeRs, i
JLG R RIZE R i PR R S B “U” FoR.



kR B ERE S TR A

M. ek BH siEimiig

RN I E s T B K1 B X RIS SR A B B S S T 9 (= o £ R NSV S B I
(1R S ik NS B R DR S ik N S B L S R N A S N R U PRIV E i Bu
J5 AR FEA IR PEREA T AR . e OB H 5 S REA b (1 e £ 4
BHSHERIS 7 gal's -7 #5R, RIEMAEA T R R H S N RESR FH D
Ot B -7 R

1% EAREB 7 e Rk

(1) 47,XX421: WRIRPEREAS, LR, A7 21 =K (FIREGEGTE ).

(2) 47,XY,+8[20]: JMgaweA, FBHeds, Mbn—Jc8 5@k,

2 BF AR AR J AR R TR AR

45X,-Y[20]: MifREREA, BYERE, BR—KYQEM.

3R AR AR J GRS B ST R R AR

45X WRIEMAEAS, BB BTG R R — S XYL (CRRIZEBAIE ).

hi. Betafbghiia g

sk BRRHARIE “del” ik, WL ARG FI A GRS

46,XX,del(20)(q11.2)[20] 2% 46,XX,del(20)(pter — q11.2:)[20]: L PEAZ T, 205 Y {4,
A q11.2 2K Z Y R Bet ok .

46,XY ,del(5)(q13q33)[20] 2% 46,XY del(5)(pter—q13 :: q33—qter)[20]: HEZAL, 55
Jeta iR q13 2 q33 Z MY Bri g o BT 27 A5 Al s DU R AR s 22 R AR R U o

2.8 EEARE “dup” R, WIS B Iy gL A ) e 2Z ] 6
F, AL N IR EE AR A

46,XY,dup(1)(q21g32)[20] 2% 46,XY,dup(1)(pter—q32 :: q21 —qter)[20]: 5 P #% &, 1
SYIR 21 Z @32 Z IR R BOR AR E I A

46,XY,dup(1)(q32q21)[20] 5 46,XY ,dup(1)(pter—q32 :: qg32—q21 :: q32—> qter)[20]
87 46,XY,dup(1)(pter—q21 :: q32—q21 :: q21 —qter)[20]: FBHEAZHE, 1 5L AR Q1R
Q32 Z I R B Iy A o i) o 0 R B A R 3R B b

=EEEHAARE “ap” Hik.

46,XY,trp(1)(q21g32)[20] 8% 46,XY,trp(1)(pter—q32 :: q21—q32 :: q21 — qter)[20]:
B, 1 S YR q21 Z @32 Z B BER AR IR =5 EE .

PURFEE FARE “qdp” ik,

46,XY,qdp(1)(q21g32)[20] 5% 46,XY,qdp(1)(pter—q32 :: q21—q32 :: q21—q32 :: 21—
qter)[20]: BHAZM, 1 SYLaik q21 2 q32 Z Ik A Be & R IE DU S A

3.6 BN HARTE “inv” FER, BT RS AR S FVE (BRI, 2 s i A
AT DR AR i 28 R AR i Y o

46,XX,inv(3)(q21q26)[20] 2% 46,XX,inv(3)(pter—q21 :: q26—q21 :: q26— qter)[20]:
WAL, 3 YL ORI AR VBN, WAL q21 26,

46,XX,inv(16)(p13q22)[20] 5 46,XX,inv(16)(pter—pl3 :: q22—pl3 :: 22— qter)



F—5 EREig

[20]: ZePEAzAY, 16 S YRR AEREREIN,, Wi fr o5 p13 Flq22.

446N ARG “ins” 58, B AE A Y R ST A, B T
G PR AR B YL AR SO 20 a0 AR AR BU 5 n] S 8m A R L AR 1
Z SRR, AT LA M IE A AR midd A ARPEH R AR fE— R R N, 2k
AEFEPISR S Gtk Z ), v Ll Y A i am ARG ARl A

46,XY,ins(11)(p15q13q23)[20] 2% 46,XY ,ins(11)(pter—pl5 :: q13—q23 :: pl15—ql3 ::
q23—qter)[20]: BYERAL, 115 @R AR OIRNIGA, Hql3 2 q23 Z M BIE
4 A Z p15 a5

46,XY,ins(17;11)(q21;q13¢23)[20] % 46,XY,ins(17;11)(17pter— 1721 :: 11q13— 1123 :: 17
q21—17qter;11pter— 11q13 :: 11q23— 11qter)[20]: FHERZAL, 11 5H117 S YLk A=Yy
AREER A, 11q13 2 11923 Z a1 B B E i A 2] 1792147 8 .

46,XY,ins(5;11)(q13q31;q13q23)[20] 5 46,XY,ins(5;11)(5pter— 5q13 :: 11q13—11¢23 ::
5q31— 5qter;11pter— 11q13 :: 5q13—5q31 :: 11q23— 11qter)[20]: HHAZAL, 55 H1 11 5Yefh
Rzl kA E 2@ A, 11q13 2 11923 Z 1 7 BOE AR A E] 5q13 745, 5q13 £ 5q31 2
(B BEAl AR 11q13 a5

S.EM R FREREKRIIRE 17 iR,

46,XX,i(21)(q10)[20] 5 46,XX,i(21)(qter—q10 :: ql0—qter)[20]: < Pk % Y, 215
P R R . IR ICE A 58 21 S ORI AN i A Ry, AT DU R
46,XX,+21,der(21;21)(q10;q10)[20]. TR : iR1)(qlO)UEAR T — 4 IEH A 21 S YL o ik,
A2 der(21;21)(q10;q10) B X T HARIE H 19 21 S e fafh

6. %1

(1) MEZA: HEZMAARE 7 #hk, EaiEiadsm Sy (X,Y,1-22)
AIFLING LB — R e A, Bl MR A 22 i — 4R G LR TR B IR Sk e ik

46,XY,1(9;22)(q34.1;q11.2)[20] 5% 46,XY,t(9;22)(9pter—9q34.1 :: 22q11.2—
22qter;22pter—22q11.2 :: 9q34.1—9qter)[20]: AL, 95 YL AR 22 5 Ye o A H.
Gy, WiBr 154350k 99341 F122q11.2.,

46,XY,1(9;22;11)(q34.1;q11.2;q13)[20] 5 46,XY,1(9;22;11)(9pter—9q34.1 :: 11q13—
11qter;22pter—22q11.2 :: 9q34.1 —9qter;1 Ipter— 11q13 :: 22q11.2—22qter)[20]: YA,
9T etk 225 Qe AR AN S etk = F R AR E S r, Wi 7 55300 2 9q34.1
22q11.2 f111q13.

(2) BE G0 BRE Gt — PRk R O B 5 06, TR s for T4 2R ik
(p103ql0 ),

46, XXt(1;7)(p10;p10)[20] 2%, 46, XX t(1;7)(Ipter— 1p10 :: 7p10—> Tpter;1qter— 1q10 :: 7q10—
Tqter)[20]: ZePERETY, 1SR 7S5 QAR R AERE AL, B S YRR S 7S g
ORI R A, 1 SRR S 7 5 R ERMRE SR

46,XXt(1;7)(p10;q10)[20] 5%, 46,XXt(1;7)(1pter— 1p10 :: 7q10—> Tqter;7pter— 7p10 :: 1q10—
lqten)[20]: ZeMEAZAL, 157 54k R AR G0, SEO - SY ORI S 75
IR ST, 1SR OERNKE S 75 RN SR,

46,XX,+1,der(1;7)(q10;p10)[20] 5 46,XX,+1,der(1;7)(7pter— 7p10 :: 1q10— 1qter)

9



kR B ERE S TR A

[20]: LA, 1S MT7 54 @R P ERE S A, 1 SR aRmKE 575046
IR B A — R T AR e R, O S R RKE RS =R 7 S G R K
AR LA

(3) BIABG AL BIABSAFHARIE “rob” ik, ZARENE FH T IR gy o f4
SR, AR TR AR R . BAT, B HARTE “der” ik
Baib i

45,XY rob(13;21)(q10;q10) 2% 45, XY rob(13;21)(13qter— 13q10 :: 21q10—21qter): 5 1 #%
R 13 SRR 21 YRR A B S

TEHRRFEER RGP ORARE 07 ik, FJE RS N AR 3@
g5, Blane(18), WAL TR Gu ik i B Fr BUAS BRI B AT LUAS 51 ) % €2 44 G
S, MAUH R, Bl 47, XX +r. ARAETE 2 DA RE RN A PR AR Ge R TT LA el
2, r35EAIR . MR G 2RI B T L3k FRE 2R PR G 0 AR FUUE 22k PR AR G (4,
4,

(1) B 22 R BRIR G 0 A 46,XX,n(7)(p15¢32)[20] 5 46, XX 1(7)( :: pl5—q32 ::)[20]:
YRR, TSR EMIE PR G A, W R0 S Tp15 F1 7932,

46,XX,der(7)r(7;1)(p15q932;q9q21q44)[20]846,XX,der(7)
(:: 7pl5—7q32 1 1q21— 1q44 2 )[20]: A, 75 QAR Tp15 & 7q32 Z [ i Fr Bt
150K 1q21 % 1944 Z [ Fr BeAL R 4R g ik, w56 th 3R 4 2200 iy IS
FYONRG S .

(2) BUE 2R ARG Mk . WG 2R R e AR FARTE “dic o7 Fiik, B Semd g
CIRGSIT (X, Y, 1-22) FHE—KY ik,

45,XX,dic r(1;7)(p32q32;p15q32)[20]845,XX,dic r(1;7)
(2 1p32—1q32 :: Tp15—7q32 2 )[20]: A, 1504 A K 1p32 % 1932 Z A /) 7 Bt
575 Y@K Tp15 % 7q32 Z 1) 1 Fr B3 [F] 20 oSS 22 R BRAR L ik

ATAFZ AR ATERGERHARIE “der” #ik, °TH TR L &Y ARk
P EHEF AR SR R 2 SRR, DL e e R HE A

46,XY,der(19)t(1;19)(q23;p13)[20] 5% 46,XY ,der(19)(1qter— 1q23 :: 19p13— 19qter)
[20]: PR, 1SRRI 195 @Rk AP EHE, B 19 SRR Ad, W
Z407 1500 1923 F119p 13,

46,XY,der(1)del(1)(p32)del(1)(q32)[20] &% 46,XY der(1)(:p32—q32:)[20]: 3 14 #% %1,
VSRR A ARG, B BES A 1pter— 1p32 Fil 1932 — Lqter

9. K Hn IR He &K

(1) bricdefhk. TEfLgede iR Mr, AT R B TCEE RN M s AT A bR
ICY R, FHARE “mar” #iiR. 7ERIE “mar” BIRTELIE NS “+7, Fabrid
Ye e (RS ERANEHI o ARAFAE Z AR iC e AR T DL marl . mar2, mar3 4453k,
ATLATEARTE “mar” RN EECF BRI B R R ric gy (o AR i B

48,XY +marl,+mar2[20]: FHHEAZRL, BN SPRICYAIR .

(2) BLRRIEAMBNTA YR Qe fRags o 7 Bl ARG, (ES2RRBIR
BB LR, WU “der(?)” ik,
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