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B ROKEALRRA

F—% &

F A 28 B 8 1 0 WA R 4 A 28 T 5 A 0 R S I £ B, e £ I B R L
REKBRFAEREERBERBE AR XEEREAR TN RREBRRE, Hi TFoliigk
BRI R K B R AN EELEA AN, B aARRREEANER
BHRE ZRERAMERGEGE. WERERN EEHED HEREOEBTH I MEEESEEK
KEMERBTEE EHABRT EBEANKTREABEE S, TREERBEURSAEE
BRI h T REAEEEEREEFREREAIE R b, B E R e ks ey Mk, 1
MERIREAR KRS W ; B @AM R ME A LIZE R A LB A A I 5612 .

(=) Re&thek T B R AW H

L RekBERE EFARTIINFH 22 REPREAKM 1 SR akam, 22
+X 22+ Y, BRAHEMEE (haploid) (n) , W INGE S 5T B 248 59 o 5 A B A5 R 20 ), B
R {4k (diploid) (2n), BH#E R 46, XY, LK 46, XX, MR A RKEHME Ra kI H L
FEHOTF 65K, B BE 54, 5 BRI (euploid) HIIE B AZ A BE2F (aneuploid)

(1) BAEREEAE : LA n Sy 25080 538 D3m0 i 3 fo A 3 I W A0 R S S (R P RS, ik
MARAE N 3n = 69 WHAHZMEE, B 4n = 92 BAR YIRS , = 1251 7 10 45 4 g Ak
B ERE R R E R . SR A A4 I B BT 65 5 DU S s 0 e S R
XK. MERERNERTEEBEHNERHRENE LS RE X,

(2) ARRAERIEAE AR P A R R B B AR B AR MR & 2n) b 1~2 &
BE 1~2 %, X P B A SR IR B R B2 X WS K 5 L B S o RS , B
FEEE L AR k. O %k (hyperdiploid), Befa k¥ £ F — {34k,
MR R kX R 2 %, TR 3 43R 3 KL, —BAER Cn + A)ER,A RN E
TRROE B FERAL PR LA S REEA AR, Rid R 0 o 0 R I 65 b s
BHU= AR HER, tbin 21 = #4244 (Down syndrome) , L ¥ B EHE N Z R Y 47,
XX, +21, BHEREHBEN 47, XY, +21; R HBAL R E AL Klinefelter 541, B
ALY 47, XXY 5 48, XXXY, BHSSEMBES S ERER S BIR 47, XXX f 47,
XYY, 8R4 IR E £ 802 b F 405 A4 B s 4 R 40 B RT3 @ T — A5 4k
(hypodiploid) . 3¢ A/ F — 5K IR WREAT R R 2 &, MERET 1 KX YEL, —
BHERXCn - BERR. HMARENERERL (Turner L4 1) WEEY 45, X0;0

]



1A (pseudodiploid) . A 41 H e 8 4 BE & 388 0 U WD (B S BIR R £ — 51K, B 2n
+A—B=46, 4 46,XY,+18, — 21, B FH LEAKBKLEANERNEERE X HZALY
At JLTE SR YR 13 72 A BRI 0 7= 1l

(3) R & A B W Pl B F DA B 6 R B R A0 PR AR R B B S R BRR A Bk & A
(mosaic) , INREBERUINEEETAE XMW BEHZEE N 45,X0/46 XX . SEH R SHE L 4E
HEHEZHENERRAEONRAR AL K RERAERIE, REKEEEAYE
HEBEIR T IR 2 R A A B A 2 (88 EL ), e R b B R SR p B — R 52,

2. EEEET SERAKEESHBTHERENNENAGHES. KK L
W UL Y0 4K 45 #) B AF A Bk 2k (deletion, del) | f8I{3i (inversion, inv). 5 {i (translocation,
0 5 H Ju {6, {K (isochromosome , i) & 379 Y8k (ring chromosome, )%,

(D) S5 REEKEWIRSEZR, HPOE A EM b REGRE, RKibe DHF— N
HE WNELE LR/ BB ES, I 46,XX,del (1) (q21) . PRI H FH /S HT 3L, b7
RIEFRG/PTBRER, ERTIEHERE, 046, XY, del(1)(q21q31),

@) B R—REkr R EFLKRIE, B BB S Ia F K BER 180° X7 &1, Bl
& R L 3 B R AR B BN R , W14 S B AR (] S R R BT R UR T — R 22
m 46, XY, inv(2)(p13p24); /& SWEHH %, 0 46, XX, inv(2)(p21q31),

) Bl R ERAEWBEEFBEDR —&ROAN S —0R B — K6k b, Y
PIAREBEREENNEHETHR B ROB&ROERIHEES O, 0 46, XY,
t(2;5)(q213q931), KR LM RMAEE S M BAR S, T REAE FR TS S 28
K2 MR EE RO R E LR, N EE M MR B S K BHE. 685
AR, HEEHERSEAEER, I 46,XY,—D, —G, +t(DgGq) , +t(DpGp).

(O FBREK. SHPREMAR BT Y64 ZU0E 208 R 9 154 ST S48 1 4 2L
L SR SBFABHREE RS H K ES ARS8 Rk, 10 46,X,i(Xq).,

G ARREE. Y —RRAANK EBRNSRE —RNE, SHELTERY
KEEME ERAERCE REEELRNE.EB R NS E%, W 46,XY,r(2)
(p21¢31),

(=) R EEZABRELA

2 18 4 6 7 R 7 0 LK T X 2 R A i 18 42 0 SO AT LK. 1) 308 4 B A o G Y 4,
RN 45y BB B R 3 M T 5,

MAGREFER T ALBIERHLH RE 40 BEM T £ BEH AKSNE Mk ez
A0 B0 8] 4 AR BB ST, B AR S0 07 B R BOREGE I TG IR 4R 4 F A M2 5 R 1Y
RBAERFET Fe R ek mER, AR AT HAR R EF AR AL,

L RERBEINE REERETERHLTERR, SROK R LIS 6 ER B ALY
R LR LE R R R TS FF MU AT o Be 6 B X7 T, UBRAKAK ALl 28 o 0 e £ 0k, [ 2
2 Giemsa Qe A EEEBME TUE., BIER ARG E B HE, B 285K
PREVE T H A 22 3R Bu bl 1 AR R4y 3 7 41, 4 BILL 8 A~G [R5,

2. BHREREA PHROGEETERENE, RELALECAYKERT, T
TR B (5 AR S M (W LB S T S B R R R K R R R A v B
BB MR, RRGRNEBEREENRARBIER, I Q HHAME Y B

* 2




kK R EF RN REE AT LR R AR F A TR 644K KR KI5
MM E G A RAEHKE,C FHARTHERB 1.9.16 SREEKEF LN KN LI
MY REFRKERHHELNSE. HINEEESH G FRARHREKBRY 550~850 %&
WE PR, X AREEROK BT REEEMR NI, BEANERT
AR N = BN AL ] e

3. RABMERTH AR HKICEMEAH R (fluorescence in situ hybridization, FISH)
A HFF IR DNA R SEY RSS2 inic, ERARBEEK LERTEEIHE
KHARWEMNRBRESHITEN. SHEEEREAIAHE,FISH 9 B 458 T
St BUBRBEE BB 2 FPOLF I BR SR M RSES R Ak LT £ S S0,
It E R RE AL S R IREE SRR IR AR RS E R S S W R
HATHREZ  BER I P B AR BR B MR R E . LT B ILREE A5,

O Baumet . TEATRAKNEERUARICREKEEN LSS, o Hen
REFEA] ] FHRIC Bt 24K (marker chromosome ) fl F % 420 - B X 51, B F 76 [6) 359 40 B
AR R AR

(@) (LR R RS — BRI, H R B R, K E N 15~500kb RE, il die R
YRS S B T4 MBI S L R i S 2R 45 4 (E 92 067, 1 Prader-Willi £2
B 1iE . Angelman £ & fiEfl DiGeorge £ & {F 45,

(3) SRLREE : AR kBRI TR 4 B JLE A TTAGGG BB B 5 50 400, Xt 4 1 e £
EHREHEEEEM . TTAGCG BEEFFIMB IR EGEEE X, BRI T T
R ERIF.

(4) B ML P TH Alu 1 Kpn SEHF, & K Ra kS e kSRR
B et E R T o S G R A 3 WS A MBS B A

(5) EEREBHE: CT 2 H T RSN M B AR,

FISH HRBREF ERRA BEEBHE, BRI EAEL, SRENSERESHE
WMAERNETMERT WM ZNA.

4 WHRFEEALTHEA HEEFRHAZZTH R (comparative genomic hybridization ,
CCHREZARAEREKIFMALTHERYER FRBEEN —THUS FRIEZHAR,
B R AR R T PR IC# DNA fEHE, BILE3RIE T 96 %% B (FITC) 89 M DNA #
FHFIPRE T ARNER (TRITC B IE# 40 H DNA $R4H 5 S H 57 4253 50 o 7 49 bk E2 20
HPERER TR TBHERARARNER Y R TG MEEE F BTy ¥
k% . CGH Ry R LR RFR AR BB A /N M, I B LA TP B 2,

OB °8 44)

FW 4 FRE KBNS SR

4 5 R 64k 58 S ik L5 S E (4p partial monosomy syndrome) X # Wolf-
Hirschhorn £3 & E (WHS) , B i T 4 S 4y 8,44 55 08 ke 2 3% BIRAE T E 5/ 5 & A

3.



UG AEAR » EBER A R AR 1 3 o FRAEYE A T 0B 7 (greek warrior helmet) W/ (8 5 %
Hi | HRBE BE | HR ZGUR | /NG o JUE W TS 48, (EL 7 25 V) 98 1 ) 25 B B WHS SR BE SR, 3%
B — R FVER R M LR SIERTIRE 0, TSR 35 A P8 BT B 3k R BRAR L i &
BAEEHEMEFHEMRE. & WHS BENFEEERTERARA.

{ GLR7EE- 201 |

(—) HAHEHF

FI 1981 4, 5 LEA 150 B EH A WHS. k2 7%t Rm FEE
REFTH, R 1I3%EHTFREESMUIEN.1984 EFIBRBEHARET 4p BHBKLES
EER R BN 4p16. Altherr %7F 1991 £ —£1F3L T WHS BERFEH BRI X
BERALR 4p16. 3. FE—L87% WHS SLAUR B BB b, I MM B RN 4 S ek
BAAE , N 4 T AR SRR /D, BE A A TR M A BRI, 1991 F L5, 5 Fitie
KA KR, N £ RS BRE ELE 4T T 1T B I B 4L

(=) R AMH

1993 4F Estabrooks LL % il DNA (Southern ) EF H AR 1 3% Y JE {3 Z4 e 35 A (FISH)
BF 35 & B (W 52 4% 55 D4S115, D4S95, D4S127,D4S126,D4S10; # 4t 252-3, 674, 358, 309,
Cos5. 52,Raf2; fR# % 4 Y]EE Pst I,Pst I,Pvu I1,Sac I,Msp I,Msp DWHS B4 4p16. 3
R R 5K SRR B KR TS BBl <<2Mb, Bk B R 4p16. 3 BYAHE, | 43 B WHS Yy su 7
FEAR » #0 Dallapiccola B S53R3E Y 7 4 WHS 5450, 57 F 40 M8 1522 5 i, M (11 B9 e 8 44 I
R Z TSR BT, KIMA 4p16. 3 BM X B2, 3 B del (4) (pl6. 1),4
B del (4 (p16. 3), il {114 S AUy WHS $FIEHE R . BAMEBFFE T BRI, 5 51452 5,
2 B IR . T Estabrooks LL %5418 49— 46, XY, del(4) (p15.3pl6.3), BEWEH
WHS §y I L, U — 5 4 A R R, i, E AR ES, R T ER,
PRIETH, A FISH F1 DNA EIEAM7, B ik 5 3 4 B K WHS By L@ KB, X — % 53
—H I WHS #82 K I AE 4p16. 3 BT HERAL.

(K&EHH]

(=) REthitd

LARaKEARFEEEE D EXARERS « SReaky 13, BT hs
LRREK, BORE 4 SREKERE TR EIE 4p16)80%, R 4 S5 @ K a8 540 %
RN 46, XX(XY), 4p" BRI B E R ER IR B ERRE .

2. FAREMBERROCELE S WHTWNEZ—MREETESNEEN pad
ERL R B E = RTL00, B L ORI ot . B BB R B/ NG e i IR 2

(=) > FRAFLA

MFRFNBE KRBT HBHERBRER LA, TR FAEYEH AN,

1. DNA Wit ik B EREE BB B YIRS SR P B4R R, IR R 7 &
Retafk KM-19,% 4p16. 3 i3 07 19 4 B iR 6, PEAT R B TR SRR Sk B DT

2. FISH &t A N ##R$H R DAZ1,D5 & pC847. 351, 4 BfafhE 4% T E (D4Z1)
WERAEMRTIT, ARG 4 SRakE LRI, D5 BRRES B DiS0 L8, B8

o 4




4p FK ¥ 300kb Z£ 4. pC847. 351 f=—4 38kb WA K R BLIRE, B M TIE 4p KK Y
150kb %47, 17 Fil DNA ERiB A FISH H R #7276 SR B2 BT ol 3 4 5 36 46 58 8 ot
KT EEEREN.

| ([597 355 |

(—) & A& &L

ZRAMNE 4 S lEEgik, ERERE R, RETEHEATENR, BERIER
WMHERERHR, BEKEMR, RFEE. B HET, BRRAE, EREOBK, FET
N BRERVIEY, SAZEFG LR KR WHS g4 68X RE) 4p16. 3 f3T%s, N F B A 1S EH
AT R B AL RL LR TE , DA TR AR, EBE, APE, THE/D, LR,

(=) i

¥ RAE DTS DNA ESEAN FISH $R , W] 3 5 05 S5k 5 0 9 52 02, A5+ 88 LW 86
BHI MG R B , 43 F T BAR WA N F ol i 455 A DGEZ — E R SRS R EE R
FHAMNEMKEARREERQGERE TRER T 40 TBHRMB KT 40 HoHEEL
ERIZEAL/N T Bl iy B . 4

DNA ERiZ#1 FISH £5R53 F 3 4p AR MOLA R RERE, @R TBETURTR/DE
BORRMMERIRAL. B, BORM 2K R I R AR B W R .

Go # =

FEZF S ThREKEHARkEEE

5 5 YL A 45 B ik &2 45 & 1iE (5p partial monosomy syndrome) X BRAH 1Y 45 & 1iF (cat cry
syndrome) , 2 i 5 5 5 Je G KB BR T 5200 Bt ik R R G &1 , 55 S U A1 3o £ 1k B
REFMEZ—. T RESIEHRFRRATEBILFH 1/5 000~1/100 000, H& >
B S s 70 PR EBRI A A oo 58 01 B SR A, SL T 3% S 700 ey W TR AR AEE , /3L [RU S S BR
BENTEL AR AL R T RER BN ES EREEREYHET.

(€070 8 301D |

H 1963 4£ ) Lejeune HFHAERET 3 B EZAELIK, TS E M CRLERE T H
BRIERE  BERROTHER Y 32.5 3 UGSENEILTE %5 SRakads,
EERRKBERNRE. AR IEETIIESE, 23 5p SRR i T 4 240 Bad du s i g
PR ISTR BT, 0 R RAE A AR R — Mk F K, MR R EEERACR
£ R RE Rt B H BB LIS 5 SR aHEH R C.D X6 ARttk b, B
FHREE RIEN%,

T 2OR I R R BB Sp Gk BT AL BRI 3, T 5 85k 56 K B 6 0 BAR 64, TR 7
AR ARG LA e R G R B B R T A AE ) 8 R R IR I, A T
MR £R 6 MR A SRR XIRE AL T 5p15. 2, £ F DNA #RiE D5S713 # D5S18 B # & F7i0 >

.5



8], iZRIR s 5p B ER 10%, & 400~600kb DNA.,
(K3 HE]

(=) REKER 5

LAROACERFEGELE RAKENBEFERERLZEGSIEMNEENEL
o ERAGHABRESR 2 £E 5 SRk, B PRELR ek, ZORER LS 5 @ik
P — KRR ERERE, BB 5p14-5p15, BRI 5 B R ik & E Bk B AL 46,
XX (XY),5p . BREGGEAER LA B 2R IE M B iy Kk ok b SRk | B ARGk A K
Hitt KRR, BERSBRFREEEZRRE, A K 46, XX (XY)/46, XX
(XY), del (5) (p13)8 46, XX (XY), r(5).

2. FARHBREKLE HTEHIEB LG4, RO R DRI ERE K20 Mg 5
JEVERR LR B R B HT, — B BL R BB UM ] R R 1 1 0%

(=) #X R % & K (FISH)

RFPB UGG ENXBEBERFIERR . F2EYER BB IR SRS
A B K A B AT B R R B RN E B R E ST E 0L B BRI
H G op BRR REREBTRIAL, BB L PR B IFFR, E%¥ A LR g
AFFRMTES  BR 5p MMM GER KB otk £ TR IIE S, WA b 2,
RIZWIZGF SR TTRKE.

(677359739 |

Sp HH SRR B PWIBR T IR R LISt 40 MBS 5 010 30 TR F BRI
BB AR AT AR AT L0 B B F LSO 60, A Yo 5 (R ok S s 1L
MR PRI GRS 5) A5 H B RIS 0T L OB Y SR A FISH R 1R 3E— 25 W 98 58 12, LA B o bk
R EEERAL.

HFEG SR 12008 B DR 2 — 89 R 0 48 5 0, B S 28 )Ly SO 3847 e 5 4
REWRER, BB LKA TT8E , 5 US048 58 L 4

(2 1%

HVH 13 kA 4E

13 Z{KRLE & 1E (13 trisomy syndrome) th B —FpEr 8 W6 R BB BERS . 1657 £
Bartholin B SG##iE , & 1960 4£ 74 # Patau AN 13 SRt bk =R & 4F , ML Bk
¥ Patau Sx S 4E . & SCHRHRGE , 7675 B p £ K 12 000, HIEREFIEFERANER LT
RN EEHRE. 13 SRS EMRITRS,

€08 2] |
13 2R RS EARE IR ERE. B R AR IRER DT 25 50 38 B ELH

6




MEE, PR - RESERHEREMEX . CORGEARERETERH THEIRTIE
HEEGTE EEATNARENERRFRA. AR SERAFESNMEOMNE
RO AE SRR . BT XUE 2 — B A 7 40 T B A e e R AR R A B 45 R BB P34 4 e B
PANTFHET L F2HATR 2 FRAKHEF XA FSEREFHESHB™4ET
REAYHERE PR BHWEA RS R EAR D A 13 Sk, Bl 13 8@k =
KGR G AE

ZRAARREERABEITEETREAZA,O13 ZHRBGRERD, F 13 536
TR B4, 204 80% QB 4di 15%~20%, X Eh D AREES AL, 13 S5
G 13~15 SREAKZ RN S, Bt (13q; 149) ;OB E R UG 5% EH . REREY
H AR, 47, XX (XY),+13; 46, XX, —22, +t (13q22q) pat; 46, XX /46, XX, —13,
+t (13q); 45, XY, —13 —14, —15, +t (13q14q), +t (13ql5q); 46, XX (XY)/47,
XX (XY), +13 %,

(GSTSRTRED |

(=) RE&thid ~

LA mA BB edE oK EEARARS 13 SRaKkn 13, MizKa
HRBSREAKERAS 1L, 0B 13 SREaK=K, SRBEEREERAN 13
k47, XX(XY), +13; BAAAE D/D B A EU 46, XX(XY)/47, XX(XY), +13
RE R,

2. FARUEMREEG BN EHRRS TEYEHERFRUMN, EKARREEGE
2 13 ZHRE SRS M — R ROk BR ILE RS AEZ TR, 3 RERKETF i
REEKGE. HT™aew.

(=) Tk s¥#EFISHHEK)

RN ST EF R 13 ZEGESERCRIGREEE, LU M 13 S 4% 5 A
GHRH . NACEMAAERE T FISH 245,44 Q B H AW 13 S ki B
HRHE KRR T k.

(2) £k

fRLIEARN . BILEAERIILANAEARESIARS:; MARESRE. bt L
R ARA TER G HEHRE, BHITTR,

| (7735479 |

13 ZHRESEMERSH EERIBARBE LR ER GRS TR, ZEW EER
ERAFEREEFHERE ENRE LML HTERT, MR & 5RIE,2/3 KR
BIAE LR BRERRRY ADMRIAITMEIE) . KERBETH OB, L EHE AL
AR EWEE ZIER LA SBREE, B EE 5 BERT 1 AN, 70% B2
FT6AM95%BE 3 F NI, <SUBETEE 3~5 %, CHRPGHE—IEE 33 %,
HUHAMREHUNFERSF AL,

FIR TR IGIT B FRUS AR R FERME , BUY SR B BT 2060, B B2 1 14

(184 4%)
- 7 -



% 2% Prader-Willi 2445

Prader-Willi ZZ&E(PWS) B — M ZERBEBRANREEER, EFEBILHE
FEEL9H 1/10 000~1/30 000, 1B EZLIERAGK J7. JERE 55 AERRFS LR DI BB 1K T v 4%
. EEESFRBEMY RER AR (genomic imprinting) B, ¥ 3 JRED 7% (parental im-
printing) , ¥¢f&,{& B8 3 —{K (uniparental disomy, UPD)f &% F &4k,

it 2]

(—) tapp i %

ARG R EI, PWS WEERH . QIRE 15 SRAKKE (15q11-13) ik,
Hep Ko A kb, R G R HHE. 15q nHF 285 HARE, BIVY AR R
W5 Z X RS BYER 6, X WP QAR 35 2 A2 XA IR Tkt Ak H e B, 15
SR i e R RS AR SR E L R A RE AR T EFEEE R, H TE DNA
R R RS £ E 0 P ERELE 45 R0 DNA RS B0ER R . ME HH, PWS g9k
RIEF LT B R 2R A TE LR R 6 B4 XA IR — B3 T 9 TK T HREE.

(=) o FREF

PWS & H BB 5 S AR A B9 208 418 15 B YE SR 2 — . FriER N S BN R 4 F I
R KRR RSN WD RER 7, KRR L EE A G 50F, MRDGES M ER YA
FREERERNREYTNERINEL, ZERN S TEMTES DNA RERRELER,
PWS 43 3 MARRRSF 50 - ©15q11-13 M5CIRRRS, 4945 PWS BE B 60% ~70%
@ BHFEHE T, 20 25%, Bl 2 NERIEIA 15 SdiEk, (B RE7EDGER T SIS 5
MR ERTERR T KBAZB R, 2 LIERF A ], TR B — R e ik 2 30ty B SRR AR 5
(B R_RMASHETR) ; OFF s U EA BB THMBAKM R R R 15q11-13, 4
EEIGL B S adk, SEEAY,PWS BREEMAHY#MAINE, AR S RE A
IRHYFENE , 2R FERE TR B DGRAPER, BRACTREREE , RRERE 1k,

PWS Wi EREEE B/ MRELFEREH N(SNRPN)EH, {1 F 15q11-13 K, 5
PWS KEB/NpRXEE, RE-MHEASBEAEE XM ER,

[R5 E)

(=) REARZHMHBF P A REL X (FISHHER 47

R IT AT E AL S, B9 G BT, AT RIS kA,

(=) DNA Pz $# K .

FEEA DNA A B 34k SR A IR )4 P9 Y188 (0 Hind 111 5%, Hind 111+ HpalD B 4] /5 ,

EFSHE Ik P 5 BER Y , B AT R4 (in SNRPN #1 D15S63 iy PW71B #EM) E 2%
oS .

(=) P XM H 4 PCRIM-PCR)YH K 447
.8




