wm+tE®» £ B K it
2% X E &

BIEHRRICE T 50 FEBEEWE

FAN XN DOEE

SERMHERBEORIEBBIIZHRICOE Y | BEOKRIZX - TR FELSRKIZD
7=b, ARRTIE, BROEREEERHIIBNT, TORERELZEEBLA2AG, B
DT Fa—FETEDRRE - REZALHICT BN EIT o7, AR THERE LK
BT, ERMESE, ERUSHEENVE, FULERETHS, M, ARRICAVWE-BSE
RBEHIT TS 7 —b Farer MNEG#&, UE - FRAL, EREEERETIHAER
LOABRKE - NBRILOFAFEEL EBE T2 THRRAERRE TH S, RERFTHATHS
DEEREFOFEL REAREFANREINTE Y BEHERBRKEICEE TN
RN TVD, W ODPDEMBETFHRELONTVAM, IhE CRIEMITIXIThh
TVWRY, SHEEREREMNEFEOT TRLEHREICROLNLIFAHO—2THY, BM
FER D BVIIAEHIEGFEBHOMMER L LTROND, @ELTWAFE - BRHCL Y 5 A
I~V E8) [ZHhBEIN 5, BF6E L L UL V B En Eh e A EI% 2q34-936, 2931-¢32,
6q21-q23.2, 2q31-q32 IKBEGETFER~ B FENTWS, —F, /HRE IV AL, BEd
EEDRVWELEHEET, Wbhbwday 7FEE L, Haas B L EINED TRARKBRT
BEFEORBERIFTATH S, ¥V VERHITHERREREZEORLEVEXRETH
5, REDFT Y MNEGHBE L 21 FREFTEN) VY I—2F T8, HiC 21 FLaE
BN YI—%2FTHBRENFEL, LD ) LAEINEL F T U IEGER OGR4
MIcHFET28EF B) 280 LEXL LN TV 25 EMEK, Down syndrome critical region
(DSCR) DFFEMNTHEEN TV S, DSCR i 21q22 DE XK 5.4 Mb O EDFHICTFTE
THLERA SN TV, AR TIE, ERMERE, ERUEESHEIVE., ¥vU U ERIC
DNT, ENENDORITEIC LV RBREMBLBATIZ L 2ENE LT,

W& EHE

(1) R ERE 5 EF OSTFERFRRNT

SRV BIE &0 O B AEBERERIE ¢(3;12)(q13.2;p11.22) 2 BT 5 B8 NEF| D Y & K lx g
CITREET 21T o7, ¥, BREROEAESRE 4EFID DNA v Iz BV THiE
EX 1.5Mb D25 ) AT LA CGH TR L MEE R FEEMIT 21T o 1=,

(2) ERMEBEVEROBESMRITE X UL RN
PETERINIEEFEREEREATEIVREZES SR 84 (B4, LiE44)
DERBEZA L. FRAKENERKRMED 1 KR TEY /) 2AESBITB L UVREHBRETER
RMT 1T > 7=,

(3) BLWERIAR BT DX U U EMRBEE ORT

DSCR # D DFREMDH S 2 1 BFRAETMH LY Y I—DF UV ERERBEOS FBE
FERTRAIT o7z, 550 /3 F G /3 FARAT, Bufafk SKY (Spectral karyotyping)ik, 2 &4 5
—FISH. fRREH 1.5Mb D24/ 17 LA CGH T & 1T~ 7. RfafkOllr S22 EBIET~
<BHED FISH fRAr b1iTo 72,
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Ef:

(1) 77 b7 —F~_—Z b 3q Il AfHEICBET 5 BAC 7 a— 28R L, RV
T& 7 u—r B\ FISH f#tT # BERGE ETIT ot & 25 3q13.2 BRGNS fEKIC
FI9Mb ODREKEFER L, b5 —HOEMAD 12p11.22 TiX, GBERE* S BAC 7 1
—UBRIETEREN, ¥ LT —F_R—RA L TEHEEIZE > THESL TV RmREFIT
FERET, TERRLVEVWEEZONT, 27/ AT A4 CGH T TCIE. ¥/ Lhat—
BOREIIFERDARN 57, FISH BT TH LI 572 19 Mb @ 3q REBRMICEERAE
ICBA B BT COLSAI £ CPOX MBTETEL. TN L 2 ZEHBMLTF L EXEFEHE 4 EH O
ERED DNA #ANTZZ YV ROT I Y VHEA Y b v OE RN 1T - - 355%8
ERIIRO>MO otz

(2) 257 DB —IHHTEHH A6 EO~A 7 atT 54 b=—b—2HAN =T LV
FA 7 TIRT A2, -2, 5, 6. 7. V2, 3)D DNA Y FADHBEHTE-, %
DfFERoy F2a7B1ULORBEEAS&FF (FnFh2&, 7%, 12%. 16%&,
1 7 &G MA& ED D2S2152, D7S559,. DI12S1052, D16S3039, D17S182) R2oM-ot, =
o0 S HEFBERON, NTa ¥ A TEITIC XY 4 EHESSBRI X, 79363 D D7S559
DHEBERENEOERHFER & o7, 79363 ABD~—h—%BML, BIZELNT-4
A (IV-1, 4, V-1, 2) O DNA V> FLAEMIERBBF21To72, BERMEHRAD 2 A6F
WTRRKey FRa7 I 3EM®ZFE0.00, BFE1.00 TLOB3 #EMN L=, ~"Ta¥f TR
iz & 5<=—H—, D7S1815, D7S798, D7S637. D7S2447, D7S559 TRHEE D AF—
NTaH AT 3-1-13-4 FHEF LTV, ZRODOFTR L W AFROESIREIVE O FEE
XEHE v FRaT7RELREHEZRD BT +Ho 2 E TRV 7936 D 17.39-cM 1275
ET3EEX BN, TOMESANT LMBRI, SHH, ZRS # B8 EFLEZ 7 VRN
T Y VEHEA L hu  OERBITE T o BRROERIIR >N S o T,

(3) BEOZENIBMAIC 46, XX psu idic(21)(q22.13)ins(13;21)(q12.1;922.13q22.3)dn & &
zbiiz, 7 VA CGHIZF—D 21 FRAMERS Y YV I —FEEHRE L7=B3tho s /) A
aA—HOREIIRBORN 0T, ¥ AT —FZ_N—2 L THWAICEMEEFAEELR
WZ e HHER LT

=%

(1) SREEF OERMERESEOUIM RUICBEMEGC T IXTEE LR o8, O AR
M RNA BREYMINFET LML . IS REBIBDEZ RIEL TV 3 AlRetEnE
Zbhiz, £7-, 3q11.2-3q 1331 RE@FEEHE —BLITHEETOIRKEZHETHEFDORE
TR & BRERFT R & OBRIC K 0 | 3q12-3q13.31 RAFEIRIT e R SERAE IRV &
Exbh, BEFERETREN 3 BRGEERICH S22 51E, 3q11.2-3qI2 MICRATE 3
tEZ BN,

(2) &5 /7 LESHENIC ;Uﬁfva ROBEFEL 136 Icw vy BV 7 LT, £14
FE IVEUIAHEIEL 1. 1L, V& LI non-allelic REARTHD L EX O, AEIV
M@ﬁh%@@V/t/ﬁimbfmﬁifbn A&ﬁ@@h?ﬂm@ﬁﬁ&% B
B EBbhb,

(3) ERERUBABEESNTND 2 1 FLREAEKBS MY Y I—EFIBFLABEORNY
VI —EMERRTAILIZE Y, DSCR DFEEHERERDK 5.4 Mb 22659 2.3 Mb £ TIZ
BORALZ EBRETHD EEX DN, A DBEITY UV UERHROREDOFEERSE
BLTWEDOT, SRIFZICRE SN DSCRIZARIOF 7 U EEHRIED T E LR &E %
By EEZONE,
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Fm X FEEDER

EFE BB ¥ R E H
B OE O #H OB OF K vy
B O # OB K H AR
B & % i’ PDERL A1 OAN
H & # B A K iE

FMwXEHA

BIEME BB 55 FRIZFEME

FREFVERBFORERBIIZIRICHE Y RBEORREIZ L - THEITFE L ZIKRIZHE
%, BEFETII. BHOERBREEEBIIBWT, Z0REE - REZHELMIT L HFE
AT 21T o 1o, AR TRE L LREIT, RREESE, EXESBEVE, Fv
EFEHTHD, ARMEEEIIHAERFLVABRE - ABLOMELERETIHAREET
HoH, AEEIVEIIZ. BESR2EOLRVWELEAEE CERETEIIRAATHD, ¥V VEE
BIIREMREEREE IR LBV AERERE T UV VERBHOREN 2 HEICHET 286
F #F) 2E0EELLNTVWAREHM. Down syndrome critical region (DSCR) 7%
21922 D# 5.4 Mb IZTFET B LRI SN TV 5, B TIX, ARMESE, ERMESE
EIVEL, &0 VEERICOWVWT, S FREFAMEC L VREBREREL AT L %8
B L,

X BIT R ESE CIIHAYERERRE t(3,12)(q13.2p11.22) 257 5 1 EF L ZEEE
D 4 FEFIT, BRI AT B L U5 ) A7 LA CGH fi#AT & ARG F ERMIT 21T -
7eo ERMESHRENHRTIIFEDOS R ILDBEELFH L, FRAGEMEBEED 1 KR
TS ) LA EHEETE L OMEHEBEFERBIN 2T o1, ¥ U VERBETII DSCR 259
AAEEMEDH D 2 1 FREMEES MY Y I —DF U VEEEEE OGS FHEEEFERT
To7,

R L UCERER OEREERSE T FISH T 21T-72 & Z 5 3q13.2 ExEEGIMT R ARKIC
#19Mb OREERER L=, b5 —FHDLINR 12p11.22 Tit, BERE &L BAC 7 u—
UHRBIETELN, BRI > THEIN TWABABGEFIIEE Lo, £ b EH
DEYT ) LT VA CGH BT TIX.3q DRERLSMIILST 7 L a B —HEF IR DLh o7,
2 ODEMBELTFERE LEEZE 4 EFOEEE CERMTZIToTBNFRHNERITIR S
Nohhrol, ERMEAEBETIREY /) 2 EHEN TEBENEORETESE 7936 @
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17.39-cM L= vy B 7 LT, 3 OOBEFEERETE2ERMT LENFRHERIIR DL 20
- . ¥y v v E E OB OB F O ¥ B X 46XXpsu
idic(21)(q22.13)ins(13;21)(q12.1;q22.13¢22.3)dn & £ 2 Sk,

LA EDFER & 0 BRI D 5 R M S E O Y1 AU BEAN AR FIIAF7E L 22 o 12 48, 2 04
W RIZREND RNA BREWNTEET 2 ARetE & . SIS REEBEI B RZ RIE L TV 5 788
MWNREZ BN, Tz, oD 3q REEF| & DRI L v | BEFERETF RED 3q11.2-3q12
FICRBTE AN B 2 bz, ERMESREIVE TS /) MNEHRITIC L Y Bis
TR TG~y BT L, ¥ UVERETIZ2 1 BRAETS MY VI —EFRE X
BEOMN Y I—EBEFLETHZ LIZLY., DSCR OSFEAEHERDK 5.4 Mb 2> 5% 2.3
Mb ¥ TIZRVIATD Z ENFRETHDI EEZ LN,

FABERIIEL, TEOEREMAZREN D, ERUESFEOKRGER. FHEEF. #h
DEMBLFOFREN. SHECERER. EHEET. BRERNOMOBET. A%
RWTHBEEDEREZIT 72 5H, SHROFMEORBMIC OVT., BIEDOEKEH )
O, ERMERE b5 EFAORAL, FHIIE—BEFRNE D 2, BHEECRHEBROME
EE, B A EEEBRBOLEN, #2742 DSCR MIZ ¥ v L EGREE R F DR EIC
DWT, E72BIEOIKAILEEER b AR EBERBEBRNOBLEFOREREL. FHE
EREOBER, FUEGEHLEOBEY, BiET0 3 HERATEF L BRLARRAA L
A LB ONT, E-BIEO/NFITMAIERE b EREBEEORLH, FHEETE
BATENL L B BL T2 RERKBETELINE 52 RRBEGTF OREE L) BESERE.
EHRERAEBFB I OBR., ¥V VERBOFEMIIOVWT, ELAEOHREERENLER
P BIEDORAERF IR DRERERSEFOBLRIRIR., AEE IVEORBFRIZOWT
DB S0, WTFhOEMICH L THLBRFEEIZYEE L L,

ARFFIL, EFRUEEBEDOHON FREFHNT. SHEIVEORGFEOYIO- v E Y
- 7. DSCR ¥oMEDOTREM LW I B DHFLVEMREZRLEATELEHEN, 5%, =
NODEREZSEATINLORBORRBET2#FE LRESELRATIHEHREN
MY LB LRHFEND,

EER—MIZ. IO OREEZE B L. KEBGREICRBIT A HHESRE B X L5
THEENEL (BER) OFMNEZIT IO KRSREREETHLOLHE LR,
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