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1 JEE
ARSCAERLRE T T ve 8 P A e E R B H S AN 5 R A S i 44 AL
RS T N Sk DR AL 2 R 38 A = Qs T v e 6 00 0 4 AR B30 ) S5 R 45 4 A S R

K 44 o

2 PIEES|HXCHE
A2 (An International System for Human Cytogenomic Nomenclature2020) (ISCN 2020 fii)

A G RS AL 2412 Wi is DUBO3E 7 AN Al XSSO 7o W g 1 S Al 75 JTE )

3 ARiBfgX
T HIARE A E SGE A

3.1 E[F gene
FLTGe R Egnfid— MRpE DhRe ™) (IR EBERNAS 1) —BZRIT 5, =se(s B A

KA
[GB/T 30989-2014, & X 3.1]
3.2 ZFH genome
— B AR AR B ) A B AE B S
[GB/T 30989-2014, & X 3.2]
3.3 #ZH® nucleotide
MRS IR S A AL, =0 i Fmch . SRR AN PROMR 1 & 2l
[GB/T 30989-2014, & X 3.3]
3.4 EEENF high-throughput gene sequencing
DXL 4 Sanger CRUB AR MR, RENS — UOFAT R R EAX IR 731 3#EAT AT P 5 4R, 18
W U SR RE = HAMIE T 100Mb 5 4
[GB/T 30989-2014, & ¥ 3.19]
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3.5 LA R structural variation, SV

Jettfk LoRAERR A BRI . R EAREL. B8, S0 B05%, XK gtk
J DR 0 H SHERIRUY A 08, T S B E R 0 24
3.6 ZAL translocation

— YL AR T RS B2 B ) — AR RIR P AR ) — Fhas My As . o W7 UE M B S 4. BA
3 5y T AN N G ANE 5 o AF L B AL 38 T 2k G Ca AR R R A I8 84 i R B A2 B TE 36 220 7 A T R 26 AT AR e
IR . B AL R e b &7, KA T in s b e AR ) —Fh A 20, 4 Ui 5 22
WYL AR AE 2 e RN B e R L R ARG, B RKE S LR b A&, Bl—%mk
BRI R AIATAE S AR . 3N S AL TR P 2 AR IR G AR TR & ZE W, B A Hodh — 2 el iy Fr Bad
TSk AR R AL B A LR
3.7 BIAL inversion

et R A PIRWT RS, BN BT S TR Bl 180° R E R, gLtk E LN &
Hefd fe . IR, BRI AVE AL, ArE A SR —E (KESEE) W, FEF
WLy E R 2 ]
3.8 ATAEYuatk derivative chromosome

Pett PRI S5 T R I AR e A . o3 R P AT AR e AR RIS P AT AR et
3.9 YA ring chromosome

et i, RN R MR, S5 LRI B W R AR E R, EKIIIR S k.

3.10 GRCh37

BNKERAMSE TS 2 —, HFA Genome Reference Consortium Human Build 37. &2 H
Genome Reference Consortium (JEFHSHRY) FFRMYEY FINRIERNHASHFH 2 —.
3.11 #&4 mosaicism

R PN [R) S A AE P AP A DL _EAZ R Al R KA . R DL YR B H 3 . S50 S B E St )
S Z [ R
3.12 A insertion

— kYL BRI AR P IRINT R, RN R 5T 2 TR 1 R B N B ) — SR e e A B KR RIS R . A
N BCRT DAFE BT AL B AR SR UG 7 1), ] AR REAE S B 5 T

3.13 4i& X3 regions of homozygosity, ROH
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B DRI 2L X dalrp— s Y TRl A T 8 R LM A A 1 BRI R

T 0T KER 1 AR AN an N R AR, A M EERA, —kB T8%, S—hkaT
BEo, fERE— NN RN S L, Sk B SCARFNBREA B AN R, WHZAL S 446 Cheterozygous) .
Un SR R R BRI CAnize 56 5% FR BN 55 0% JR AN WA BUHE DR 45 ) 5 BOE — 7 Y0 Rl P 32 488 P S5 6 6 R 3 1)
RAETFMERET YA 2 4, MZXECHHERAMEXE (ROH).

[T/GDPMAA 0001—2020, 5& X 3.4]

3.14 B3E 4K uniparental disomy, UPD

T — AR 2% RIVR G (AR HOR B [RS8 A, Bk B AQRE—J7 e ik Fy Bl 53— J7 B [R50 4
. UPD MEAENLHE 4 B & s 4K (isodisomy, isoUPD) Al [E 44 Cheterodisomy,
hetUPD) [ & R =M.

FASE[R] AR AR 2% R IR G (R HK B (5] — SR AR IR [R]— Gu ik, BRI 58 [R] AR RN AR 56 [R) 44
I3 A PR — G A R P 2 (R VR G B AR 1) R IR T BESR B SR 1 7] — B i fhk . BAOR 57 —AR R FR I AR RV G
ARGy 91K 1 [R) — I AR TR 5 2% [RIVR G Ak , BRI B0 S AR AN AL U B 5 S A4 43 ) 8 1 2 ) U 4 Eu AR R U
T RESRBALSE (1 2% (R G (ko

[T/GDPMAA 0001—2020, 5& X 3.5, 432£9.3]

[Getofh e 5L 5 258 5 IR 3 18 &, A1Ee(

3.15 =f%f& triploidy

R PR MR H R AR (D) BRRAER, BILL n RBESG  RAB ms sk, R ARG
VeSS . 7F 2n [FERE b, 30— ARl (n), MIGetafkch 3n, BRI =54k,

[BEfif s S5 6 IR 55 9 & 452 1)
3.16 Hf&& haploidy

UG AR B AR AR (n) BEERS, RODANIES, B AR s, IR g B 1k

BAR . fE2nHEAS B, gD — AN EARAL (n) , REFLLEA.
[FE2idtde 7 BR6RR SR9F H5271]

3.17 HiR
AR B 2% R e 0 AR — 2% (K 0 P B AN
3.18 =f&

AR R RIVR G RN 2k AR B B A

3.19 %% reference sequence

W 7 B B2 ) A R 2H 7 51
[GB/T 35890-2018, ‘& %3.11]
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4 GSHRREITEHR

ZERR R I RE R R A RE RN 7k SRR IR A S A R0 AL e . (et g5 FI4e
MIB 5 & IX AT B TR B FH. EBRIEED. A Hhfl%E,

F RN T RTITERE R R a0 F
4.1 RIER

4.1.1 1EH B

seq[GRCh37] (1-22)22, (X,Y)xL

F£T GRCh37 [RAMEER A S H A, mil &l Al R B8 S IEa 2 98 DU 22 26 4
R, 1N DU X et fiof Y Qe i,

4.1.2 1EH LM
seq[GRCh37] (1-22,X)>2

3T GRCh37 ALK S % 741, o i s il P A I 1B 2o VEARAE 2 A48 DU 22 25 Gy
R, 2 M8 DU X e tufk

4.1.3 AR RIS
seq[GRCh37] (1-22)>2, (X,N)><1

$£T GRCh37 [RAMEEF LS %3, e Sl Al o iR e AR 2 N85 DLH 22 % et
R, 28 DB MR i 1 AR E A X Jetifl, 53—t R (X Pkl Y Jetafh).,

42 BHRE

421 HiE
seq[GRCh37] (22)x1
FT GRCh37 i ASHIFE K % 4, End & A Eor 22 5 4e R $ N E0R> 14,

4.2.2 =1k
seq[GRCh37] (22)>3
T GRCh37 [RAMEER A S 741, il S F Al Box 22 5 44 tikes DIEuE i 114,

4.2.3 AR
seq[GRCh37] (22)x1[0.51]

IV
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FFGRCh37/RAFIFE R H S 741, o id & e 32 7R 51% 1 40 Al A 225 e to k32 DL/ 1
N
[ o

4.2.4 fE =k

seq[GRCh37] (22)>3[0.51]

T GRChI7TIRARIZERNHSH 4], o & 7R 5 7R 51% 1 41 B 225 e e AR 2 DA Al
/\
I o

425 =f5Hk

seq[GRCh37] (1-22)>3, X2, Y =1

5T GRChITHUA I EE KA ZE 751, il S e far il 7R 1-22°5 F Qe (R I B A 1 1048 DUE,
etk (XO HEE TINMENH, S8 T1ERAEKA.

4.2.6 HfEA

seq[GRCh37] (1-22)>1, Xx1, Y>0

FETGRChITHA IR R ZH 741, ey id S P Al 2 7R 1-22°5 3 Ge i 35 A 1448 DU, MRy
Bk OO WRALINHE I

43 EHRE

4.3.1 Bk

seg[GRCh37] del(10)(g21.3)

NC_000010.10:9.67900001_68650000del

5T GRCh37 A 21 NC_000010.10 (25751, mn@E syl 2] 10 5 f Ak KE g21.3
(k2 o BRIC T 5 67,900,001 F7 %R 2 55 68,650,000 A A% IR 2 [F] (I 1 BL, % 67,900,000 {7 iR &
% 68,650,001 7 1% H R AHIE .

432 HEE

seq[GRCh37] dup(10)(g21.3)

NC_000010.10:9.67900001_68650000dup

5T GRCh37 A RI%EFI 21 NC_000010.10 ()&% 741, mpd il Pkl 2] 10 5 K g21.3
. EHE T4 67,900,001 (L% F R E 4 68,650,000 A% ER 18] Fi B, HJ7 [ AE 46 5 5117 [l AH
Al

4.3.3 fREhE
seq[GRCh37] del(10)(g21.3)
NC_000010.10:9.67900001_68650000del[0.51]



YY/T XXXXX—XXXX

S51%IM4 ik 2B T Bik 4.3.1 11481k,

434 EELE
seq[GRCh37] dup(10)(g21.3)
NC_000010.10:9.67900001_68650000dup[0.51]
51%MA R4 T ik 4.3.2 (A4

4.35 fHA

seq[GRCh37] ins(4;X)(q28.3;0g21.31g22.1)

NC_000023.10:9.89555676_100352080del

NC_000004.11:9.134850793_134850794ins[NC_000023.10:9.89555676_100352080]

5T GRCh37 WA K S 7 71, it &0 ke U B G A (R AT PEAE N, X Gtk KB 58
89,555,676 fi 1% £ L 1| 5 100,352,080 fir % H EL Z [A]f¥] DNA J7 5146 A\ 21| 4 5 Gt A4 18 27 134,850,793
PEAZ AR AN 130,850,794 AiA% H R 2 [A]. X etk (i N B (177 16) 5 22 Fp 31 (14 77 Tl A T o

4.3.6 Fifi

seq[GRCh37] ins(4;X)(q28.3;0g21.31g22.1)

NC_000023.10:9.89555676_100352080del

NC_000004.11:9.134850793_134850794ins[NC_000023.10:9.89555676_100352080]

BT GRCh37 JRAMBEHMASHTH, i@ sl 7 Al 2 g Gk P RN, X RER K
89,555,676 i 1% H L £ 2 100,352,080 £ A% H L 2 [A11¥] DNA [¥ 514 A\ 21| 4 5 Y A HH 8 28 134,850,793
RrAZ R FNSE 130,850,794 Atz H R 2 18] X etk (i N v B 75 1) 5 2 2% Fe 41 (1 77 Tl A T o

4.3.7 fBfL
seq[GRCh37] inv(2)(p22.3g31.1)mat
NC_000002.11:9.[32310435_32310710delinsG;32310711_171827243inv]
BT GRCh37 WRAMBEFMASH T, miBEFARNE 2 5 4 ERAAIERE F BRI 167
(%5 32,310,711 (A% H R 228 171,827,243 A% TR 2[RI B, RN 276bp OS2 (55 32,310,435
IR 25 32,310,710 7% & BRI I v B AR T 3RA7 s B ddi A —MIsdE (G) o

4.3.8 TGtk
seq[GRCh37] der(2)t(2;11)(p25.1;p25.2)
NC_000002.11:g.pter_8247756delins[NC_000011.9:g.pter_15825272]

VI
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5T GRCh37 [RAMIEERA S 741, mnd =l el 2] 2 58 11 5 4k 5 AT AR 2 5
frEgetadk, WAL HIALT 2p25.1 (i T4 8,247,756 Mik%HRR AL 8,247,757 hitz e 1a]) ANl
11p15.2 (A7 % 15,825,272 A% H R M ZF 15,825,273 Atz H R D .

4.3.9 MRGL IR

seq[GRCh37] r(8)(p23.2q24.3)

NC_000008.10:g.pter_3300000del::140000000_qterdel

T GRCh37 [RAHIZER LS H P, mil &l PRl 2 8 5 YLt fAqE p23.2 1 q24.3 Ak AW
Ji, 5 3,300,001 (A% R 5 25 139,999,999 (A% HIRIERE, TE MR G e fhk

4.4 HABKFBRIE

4.4.1 BTt K ROH
seq[GRCh37] (2)>2 hmz
T GRCh37 AR 2H 275 13 1, vepid sl A il 21 2 5 Je (A i) B 2k G AR 38 R a5 IR S -

4.4.2 7B ROH

seq[GRCh37] 711.21g22.1 (64800001-100200000)>2 hmz

BT GRCh37 [RAMERASHFH, mi@EENFRENE 7 S5 aAKE g11.21g22.1 X G
64,800,001 i #%H & 15 100,200,000 A7 A% IR 2 A ¥ Fr B NEiAIRES

4.4.3 BEJFRR R AR

seq[GRCh37] (2)>2 hmz mat

BT GRCh37 [RA N A S H P4, il il Fr il 2] 2 5 QiR sp et fionai 503, H 2
TO AR 2 2 RIVR G AR B RIE T RER Y A — Je ik

4.4.4 SLYFHSER Ak

seq[GRCh37] 7q11.21q22.1 (64800001-100200000)>2 hmz pat

5T GRCh37 [RAMERMASH)TH, m@sElFRs 7 S aEmKE q11.21922.0 Xk GB
64,800,001 A% HEL M 100,200,000 A% HER A B NAEEIREs, HIARIE TSR I A — 4L
.

445 BRHEHSR R TR
seq[GRCh37] (2)>2 htz mat

VII
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I GRCh37 JRAMZENHSH I, mid NPl R 2 SRtk o ontia ks, H2
FHAIR 2 FR R AR R T BRI 2 2k RIVRGL AR

4.4.6 QYRR 4K

seq[GRCh37] 7q11.21q22.1 (64800001-100200000)>2 htz pat

#T GRCh37 AKIEHEASEFS, mlENFANE 7 SHROAKE q11.21022.1 X (8
64,800,001 fi7 4% HE A5 100,200,000 A% HER < (8] Fr B AAEERAS, HARIE TSR 2 2% FVR
et fh

4.4.7 K B DUHUR S 1 I 4 Rt ik
0 S A0 AL B AR CNV,  TEiE RS BRS AL T  & T RO R . LRl
JRIR T WA a5 AN 52 B R T i
seq[GRCh37]12021.32021.32(88928628>2,88939469_889397430,88973993>2)mat pat
NC_000012.11:g[(88928629_88939469)_(88939743_88973992)del];[(88928629_88939469) (88939743
88973992)del]
I A AR CNV 208, RE) 12 5 getafk B KITLG B E AR N4 G ikk. T
T IRIIBAR BRG], AR SIS W20 5. TS RE U #R AL X Rl ER AL R 24 & T

5 M=
B A S0
KA. Gl 1 Ui B
FF5 YEnE 8] Vi B
1 seq B (High-throughput sequencing)
2 del e (Deletion), FRonHE— Fr Bk
3 dup #HHE (Duplication), F£rHE—HEMNER.
4 ins A (Insertion), FRdE—FBidA .
5 t i (Translocation), FoR Gtk 2 i) 1) Fr Boss .
6 rob Z {57 (Robertsonian translocation)
7 ter et iR (Terminal)
8 inv 862 CInversion), FR7xHE— Fr B 547
9 der GeOARITEY) (Derivative), YR A L5 SNy, BT UK G
.

VIII
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10 |r R Gt 4A (Ring chromosome)
11 hmz 441 (Homozygosity)

12 | htz Z4&1E (Heterozygosity)

13 | mat BEZRKJR (Maternal)

14 | pat RZFKIE (Paternal)

M B GRCh37 etafh K RS %5

#* B. GRCh37 ik K fE 1525 75|

Chromosome BEFF| Size (bp)
1 NC_000001.10 249,250,621
2 NC_000002.11 243,199,373
3 NC_000003.11 198,022,430
4 NC_000004.11 191,154,276
5 NC_000005.9 180,915,260
6 NC_000006.11 171,115,067
7 NC_000007.13 159,138,663
8 NC_000008.10 146,364,022
9 NC_000009.11 141,213,431
10 NC_000010.10 135,534,747
11 NC_000011.9 135,006,516
12 NC_000012.11 133,851,895
13 NC_000013.10 115,169,878
14 NC_000014.8 107,349,540
15 NC_000015.9 102,531,392
16 NC_000016.9 90,354,753
17 NC_000017.10 81,195,210
18 NC_000018.9 78,077,248
19 NC_000019.9 59,128,983

20 NC_000020.10 63,025,520
21 NC_000021.8 48,129,895
22 NC_000022.10 51,304,566
X NC _000023.10 155,270,560

IX
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NC_000024.9

59,373,566
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