FLHTEIVEDRELAITHE =BT
EEXRFARFRBEEIFMER EENVE5—BMEREHRE
B MF

[IZCHIZ]

BEIZE B BEOFEOAIKX. T IETTIEETFONE, —BOSIBITREDNDI L,
REDZE, NMLDBESDAEDZELIZDNT, SETEAIELENKILRROE
BIMNEDHZEFLYAITIERNET, ZTLT, HEITKAHBERERAOFENAELA,

TH. BREA. BBESA. BLEEALZTHIREBRLIZCETEOBYFEE A RERERLELS:
M. SIEENEETYT IRIF 29 5% (2018 FIRE) TY . PELWWFETERGELH S, KEDHR
BEEZHETY,

Z5. Bt RICEEBRZLELA FAERILESIL (AN EERNFEELBRTVET,
RLT, BRE=BEFMN - TIEEWIEZH>TIELWERWET HE-E2XATTFI5%
BOLLEEFOILSADBENNDZEEM-TIELLEBNET,

LA HLEE-DFE. BEROTVET . FT . FbLAZRLSEYRANTHTTS
LYo

FTIE A IUEICDOVTESRLELELS, ZLT. ALTDFETITDOVLT EFIZTDOLT,
EATVWEFELLS,

(Ao fEEIE]

HABESAIFTETDUE IEEDN T EOLSICEDHONELEZMN?

HMENTIUTENL FIVE? E-RDONIZY - HDINE T VVELEE>TEZD &
STEANZELEIENLZLND T, AMLHELMNLRE - eh FIRDPICANMBLLDEENR
RUBARYLIZONEBEDZZEBLN Y - GBEEOMN? EBofY - | SEIFELRE
WEBTNIZDTIEBEWTLESID TFIUEI1EWSDIE, EXICIEXT A DU AEMEEE 1 &L
FTLERBELEOLIDIE, WAVWALRLELESTERIFHMMICESNDEDE—EYIZLTE
33D TY , JIEIEPYDIMAZARYyoL o RFA—L 1D FA—L (syndrome) X B AREET
EAL FEERHETY,

BOVEIF. BEEAOHDEEAHIELDODITREZIVEETT, WANALEELES
FAERAF RSN DD T, 1866 FEAFXJRDIREE J. L H. Down HMIIILTI-EE
ELT.OEFEDICL, EFEFELTHREL-OMNZDEERBEDZHDIEILEYTIT . £5
A BEDILIDEIGEREFDODANDNSZEFIXEICHETENTETLVELS=, Down &L
M. COEEDBEOVEDTHEIIUHNST-RRESH AL TNBEOIEELI=CEM
5. LIEKEREHELELFENTOELN, ABEFIMABE THIESN . RETRRE
DERFEEST A IMEERBELFENTOET,

1959 FIZHH-TIILHTIZVRADNREETEEFED Jerome Lejeune (P TH—L -
LPaX)bIC&>TEIDEEFHDOREMNBASMNISINELZ, FIOUEEFEDO AN, AEE



BLTWASTRTOMBET. EORIZHAIZEBAERDENBEDAIYL 1 KB bh
YELIz. AORBEKRILEE 23 3t 46 K (2 K 1 #1) TTA . KEVWAMLIEICEFTEDITT
21 ZEBDEBENIARH>-OTT(E1SR), COTEMD. 21 MJYS—(F)ELSDIE
3 DIL)ELMEENDISITHYEL b, BRINF-EEFE, 22 BLARINRL/PEL
EERDONTW-DTI A, HET 21 FREBADRL/NSNEERINTOET,

G-band JETZELI-EFDEEK

?-’ &' i/ T |
ATVASE (S (| KM 467K
TR T af - | ~225 DH LB
! ¥ 5 ] !,',‘ iy B o 2

g ‘ : IEOEREHE
woan L Bt XY

XX

(B1) G/ > RECL>TREBULEEDREE

[DNA. BiaF. &Ko T]

ENTIE, REEKLIEZATLEID,

ADIRIE BEZ0.1mm D=2 1EDZFEI (PAFIHEF N ZRHELLIN Mo s RE
fBEYRLTTETEFET . A 1 ADKIZIEH 60 KEDHREAHLHIEEHLNATVETA. B
EERENE STV EDDMBETY . AR DEDHEELSTHTH, FHOTLDEEKIE
BRIFE<ELTY  RBAFZDORIBEAERELSIT N TOEGCFHFERERF>TLET,
WHEEEDENENDIRDRE R GEEZHER) AEELELDOARBATT &
mDFREEIZHT-DDIEEF . RETRIDXFIZHF=5DH DNA(TA T UREKE) EF
HhEYMETT (R 258),

Felk




1 D5hh5E502 21 BEEBREREL/NSVWEZBER(BLAELTHEO>TWSEEX
DI, HERBADERIIBELTEL., BHIE X Z2BAREY 2EAEFEONXMEE X 26
K% 2 XEFD)TY, LA ST ZDHITH->TVWSEGFHIFR EEFDOH) LD
DT BRVEFTEULBEILILBRELEEELH OILED LD TY, thoEaEARLE
DYE—ZREZILFEFTH O ZBRICIZEELEGFNFREEL-O. ZRMIEFRKRL
BWEDNBRRASECE RN EAHY ., BHENEFENTAETIZEEYEF AL 21 FY
VEI—(EREICHLOTICEFNTRAENENBLDTY . RERREARTHLHENSNS
HEBADEERZLILDNZRONYET, 21 FMJYS—TIL, 70~80%D g RIFEF
NTERBIIENTEEF A EVWSTEIE T IVEERBRELTEENTELFELAIL D
BEREFNLVNKETEHOT, 2OTIEMANEIN ST BBIADFERDIKENRL
BENLFE0ADREERVET . EFNTEIVVEREDOFREOAIERELLL
BN ERHDHEIFERABDTT ! ' 21 BLRBENIERLH->TEEDEL LTI,
BRIADBENDFTESIHERVNTEEFNTELAUNIBIABDTT  HEIFEYIC
BoTOWDTT & ! NFEFENDEFICIE 3 KEDOHMBEZEE>TLET , ZNIEKIK 41 |
HRNRNETHILICEBMLES . OISR T BT 1 KSVEAEKEZEY. BHL
TIKIRLF—HRETTDS, EEDAKLYETEFE>TVSHEEFE->TLNDATT L
(22 )Y —HFELLZER])

ZEADTAXEEY 22 BN RLNSVELBALEDON TNV -DTY 22 F(F 21 FL
FCKBULVNSNWERBARTT A, B8 22 MJYS—IEHELDTLEIN, TOER(TEEIAIC
BETIEGEFOHISENAHEINOTT, 21 FIZ(X 352 BOEEFIABYET M. 22 F
[ZIEH 2 ED 102 EADEEFLHBYET, {SADEEFHHDE. TOHETREAGY,
EETEFNTHKDIENTEFHA ENTEZTTEENLENH AN YS—ELTI3 MY
YEI—& 18 M) VE—DBHYFET M, TR T NELFOHIE 551 E& 432 @EIZZY. mE LD
222 BLYKRELZBARTTABEFEN 22 BLYDLRWNV-OEFENTIONEZDTY,

LRARLVEVNEGEFHEF OZEBERILY 2BATI07TETT, TTOT. Y £EBIK
EREBODALEFENFET, Y MEVERBEZNEEREIEIHYFEL A, TRBICEFNTE
FIL.HMHEZTLHYEE A 1212 FIRNTELRLEITTY,

T BEFNEVDENE, £EEE G NAURETEDIEEIZ, BoFBISLAG>TL
BECAITERFNI(TAHHEIAH, BLLELTWSESAILELGFNDLENEIATT,
1T 21 BLEEIE, 2ERICHEEL TVSDONOMYET L, EhDHFEYEEFHAL
ZEARLEODMET ., WOIETHRYDEBEIT, EHALIEMEOFELIF. Hbni:
DTY , HAFYDARSENEBATT L (bEbe, 250 o1 21 FLO T, BAIELE
OTWATREK 2D TEFIAEBIZE>THITFTTELY),

(EHDEHENST I NEEEZD]

A DFAE LK 36 BERI=o-—EEY, REHIMIK LD I N TOEYITHBEDHESL

AN SHEILL, BARESHUAERAKREEATEZL, SHHIMKEDIT RTDEMIE



(X, HERZDEDMDODOKYHENTEIZEE>THBS TIEBHYFE R A, =o-—E-FY4E
HAESINERGORIT. ZOEGHFZTOOYNIEBEERLETIZAET, TEFRICE
ATEKRFELZ, TN EBIEZTT . TORIZELIME. T75hH5 DNA [HEREBREFETOL
MO TLHNDTY , DNA [FHIER ED TR TOEGRANEBEITH>TULET,

—H HEREICIFER. B MELEDRGLIZHRGEMNELLTEEL, HiL2<HE
CLDEZITMNTERLGLIE, CORIGEHRLGERIHFEELEBLGANSF-TLLD, LHL.
Bk ETIE, BICFHABRERLILDZEM L TULOIEFTTHL BICELSEDEFE->TEEL
foo CNDRALTET, B EICSHRGEREEATELRTY  £MKITEZHRIEICAN
LENSZDHOHEES A FTIVIIE>TRIBIET, TILEEATELOTT . HER
BBHIEL MDAERLGBIELTTCHARDIETY  SHEEGNEET HIEN. Fh
#RLTLET,

EIFZDIIGEGERREERLDZDDFTNDOPICVNET, TIOL. ROMEEZ
(T CEGLREEELIMEEBARICHBTLESIRAZTELFIICBARADEERLZDTY,

FEEFHREELGILBHRBEL >TELLOHIT. DLEENENDZIENHIMELNAE
HA. LHOL. MIHNERZEDLEENZ T TAZFHESN DD TIEHYFELE A,

SESFLERMGELAVEF OFERNEFNTEEITA . ThEMEBR EOEROBRAD
BNDVEDLEDTY , BIEHEBOENVEF OAZLKT HILEFAEELGILETT . B
RGP TEFNTWSFHLL G, HIERDEAITE>TRELRREDTY,

(Z o fERBDTESE]

EER (ROBR) 21 M)YS— ERER EY(HR
BER 21 M) YS— FOUELAD 90—95%

NITEEE 1 BEARPTORSBICKYFET . (80%)H%. 5 2 HBMAREFICHEISHIL

LHYFET BHRE—RICERLGREBARYZHF - TEY. FHABHRMICM) VI—IThof

DT,

o EHAURIINELED 1—3%
21 MJVE—1EH(80%) P EEMEESATORBRSRICEITATDRETELE
T CDRIGIGEEFRERICHRTERKBGEIBEGYET, 8. MBEOEEEART
EETIN., BRMLGEBAROF SN ZHEINOMAEDHEFICESY . FHOMBD
— BN Y=L TNBED T,

® HREERADSELERD 5—6%
FOUFEDEREEIL, 21 BFEBADFHEAREZLD D 313, 14,15 F) . G F¥ (21,22 &)
DEEBEDVEDEMHEARILOMEIZKVELET  GEERIE. AV VESADH
5% TI M. TOF DT MERE. DFYVHAROZBARIEETT . HEDF 72 (TE
EHEGEECTHBRICGEELEARRRAENELSET ., CORRICIE., REZEDKBPTH.
FOVEDIHRICEICAATORAENRONDAIEEMEAHYET,

(O ERDEASEE]



Ao ElR HERDGATIEE2ELEVEBARERETT,

—RIZHTIAEDHEAERE L. RIEFCHE. BEIVSRBITIFENGL RIEDHHE
DffEEtTIE, —ARHESEE LR 800 D 1 TY,

BYUEDFEAFEETBROMEBELLITEMT HIEF., KKHbhTWET, Thid,
BHROMBICE>THFEBBREICEZSIEBATIHEDOIBMOEREEZEAONTVET,
LMLEDAS, £ 80% DA I MERIE 35 BMUTOBEMEBELTHET, T4HE. CN
(FHEHE B BMUTOIEEAZNENSIZEITEO TLET,

F-. BEGEERERBBEROILEHYET,

(57U 5E D B ARFEGE]

RIZHBRZHHIE, ETOFVUERICHEONDEVIBDTIEEL BAELHY. HFE
YEI-GWMEELHYET,

BEELENMSRDE MORIMNIZEICERTEWD, HFEYBRNEWVELSL, 2 4ICHE
B ORDEADHEL, RAUIN EAS>TNS, ESANFEV_EITLG>TWS, EOLDA
AREIZHFNELY  AVVEDOEICRZA S, BEORYDRAMFENLL, EAEL, BiFEA
SLEOHWEAEBELYDLANTLS, /MEDREENT DELEL, FOULITIRREH
Rond, EOXHENSIKTH D, HRADREMNMETLTULS, MHFEENEND,

(& HHEIZDLT]

INETRTOBERIZEONEDTTEL FEAEEHEDBEMEELHYET,
SRR B (40%) $FICDNERBE. SHIEBE DA (+ Z1EBEE. H25) . BRE
(2%). 2HBEMIK(1%) . — B EHERIBIEE. REBMAESIRTEM (2—3%) . FIRR
HEE(3%), RETANA(10%), ROEITEE GAfR. EZH. ELR) . FHEPERGE
(FOUREDIEKRERD HFEEIL]

FOVEDEHEZESTHHE. 21 FREARLAKICHLID TR L BEDEHEIZHLHE
EFTHIEDD>TEELIz, TNETF VU EIEEF IR E $81K : Down Syndrome Critical
Region (DSCR)JEEWLVET,

21BRBRICHLIETELEETF

T
12 —
p M2
11.1
1.1 _TAMBI i (T
112 ©_APP TEOAFHIBES
q 21
_Hirschsprung i i B (=T
221 | " DYRK1A: REER:MN
I’"‘-“ﬁ'_ TR R GENEY)
222 K SOD: Z—t—FAEH <} L=
DSCAM % ZREHIRESAERT

3(ZRT 0 -DSCR [ZHBEIE



FHIIBEE 30 T2 BLEBASED 1/7 T, FOUEDMMEEREIZEAbHoTL
BEEZONTWNSHEETY,

CDHIZ DYRKIA L DSCRT ELVSEIRFAHYET . MADELFINESLZVN\IEF. R
REICSHAICHRRIEREZERLTLDIV NI BEI—TYMIL T, T2V NIBEEAS
BELAHYET . COZDDEEFICOVNTEEDAIL 2 BFOF->TLETHA. TV
FED NI 3ET DEH->TWET, ZD=H. FIUIED NI DYRKIA & DSCRT HBED A
FYTEZLDT, CNoDEEFNEZFIVNIEDELRELIVEZEYET, TDEDH
MRETEE (R T AV /N VEZA . BEEBLTOET, AR ESN SRR B THlRR
BREICEAD AV NIBEDBENDLGNE, MR TEONTLAIRINREDEHHEL
otV BEE DY A XHBINSK G 1Y T HERONET  MMNEZTETICELEMIEHE
SMIZIEE>TOEE AN BBIREAICIERNO HiFHEAERITIBIEL TWLSRHATH ST
H.BREDETAH, INLD 2 DDELFHTVVED MR ELERLTNSZA5LEER
BNTLET,

(FOVIEILABTESD]

20179 A5 BIC. TF I EDERBEYMEEHRR I (B BHE) . [F VU EMRELR
TYEICGREBFE) . [T o 8 : [RE. IHeEI(EEHE) . [TV ERETHLE
M1 GRFEFE) ERUNCE > TH I VELART I LEMN TELADLILGIEELIEH
LELIz. COMEICESADPIZIESEDFDIIUEMNARDZHELAGNWEHFEFEI N
=AtH5H5TLLD,

RRKDODBEKXELEBDT IL—THMAEO O ERHELTONELVWERWNET, SEO
METEHaEHEE (ERROL LT LR DIBHEEIEELL T, WALALREH (e
BMERY)—= T LIb, HBH5—DDILEYM. DYRKIA BMEST-AILKEDE N7 H
BRI 2125 TT . ENE T OVEETILIVRAMBET D UED ADSIEoT2
iPS MifRICERSE 4L, YFEHMARBIEZRIESE =D TY . COEH|ZE ALGERNON (7L
Dx—/ o)A FTELTz, ALGERNON DMERLARILTEMRERINEINER L=
BAADTIVEETILIVRIZ 10 BREEELECAH BE ROEECERMEZREANIC
BHoHHDBRE) DEKEOHEFEENEEL-EDIETT,

EHI2HEYR 10~15 BB (YO AR ETIEHIRHERBERAIZHT-5) DR~V R(IZEDO
?Q‘—-ﬂ'éé: FRROKBEE FHEE) DENELGS T, EETVRITEILE STV, &5

RREICIRE LY ORZHESE T, TBEREITOLEEITH (EMEEER) A EEL
&L\o_t'cé' HEHE DS LIEE D RITIEEEE M O DM G (AREERITEAR) (TIXZE DR
DTEH, —ERERLI-BM (FHFEDW [COVTIX FVEIIATIERHEED
EFEDNDEFTCENTLESILITY . SEIOHRTIECDEHAEBMHERIGHNRETE
FEWSTELLNTY , RBZBICEVWTEHENRONT-ED I E, DFY. BIENHEL
f2EWSTETLES A IMEETILYIDRADZRE (L, 1FE 10 B A SIENR 15 BRIT
T.HELEIYDRIZIEEZTWWER A,



ZIT Wik, COERIITIUERRBEOBERIZESIZENATEEIMELNAGLEE>TL
T, BE. BERNA VUEEH I BEFHEARIRIN I[N Z LD, AEDEL RN
BEEZONDENDTLETT,

758 . ALGERNON DEMERIF/NEVELIITEVNTHYFEI A FADEZTIEMELE AL
WEBSOTWET, LRI A IEETILIYDRATIE, NADFEENDEIEZENSTHRED
HYFELD, HIEHRRBENAREREVNSIZLIZEKIDTIEGLMNEEZLNTLVET,
LIz > T, MIRRIETEE B AIZT HENADBEELTYTTEDTIERLNERZFT B
ELTHEHBSANRBROERLTEETLEIN ? ASERTBICIESLHEIREE DRI
WHETLE,

Fl=. YOADMEYR 10 BIE, EFTIE KRR 24 BB WZHEDEBWNET, 15 B 36 BLS
WEERBWET 12720, YOREEFTIFMARBICE > TREDAE—FNELZLD T, INH
B LEPIRAERERORBLEICEVRITIEHYEL A,

COMXTHEITWDEIMSEETILYIRIL Ts1Cje DS ETILYIRTY , ARED 21 &
[CE-HEBKREITIATIE 16 BEFEARKTHY. CO—HEEELTHLOTLSIYVATY,
ABED 21 BIZHBELFDIE 10%ZFEXFFELTHLOTLETA. AMD 21 BEEAKIC
BENBZTRTDEEFEN)VI—RETHEH O TWSDIFTTIEBYER A, =o=1D0DE
EFNIEONDRIVNIBREITENATET VVEDT R TOEKRIAEDEDTIEHYFE
A, BIROCDBEE. HAEKEREVSIZEDEFDEEFILRATHDERDODNET,

L. MR T ICER T L5, EADEEICICAMNTEETIEAZWLTLEIN, 7L
YNAI—ENER/DMNE D & BRMEAR > TOCREICIEATENMLNLEE A
ZO5LSEKTIXEHANGERITY,

(FETLEESL]

. FETERELTRICE DTV D2 KIIZBNET . 3 ADFHIHYETHA. T IUIED
FITDOWTIEEZENGYICFLIINET, F-. BEDFE TTIHIEERL AL SR
BTS2V ET FIZIE. REEAE. NER - ERAFRFOEIR, FEREFEEZD
CE EBEMUBIEESTAINGE . GE, BROMEICOVTEL, BREBAICEETALY
[CRESRYELT = L. FDEIGREBNH O TCEF. HILLWERARZTEES, TNET
BREBLTIEDN > EDREDL, (FEEITENLTNERDLNEEADALLEDRFR (=
A—TU—FSURPRDI—TURE  EBEAABRERERNLLALA), LORERTIERONG
DOErDEZEDHFED KYLBBETEIMAKREHYE LIz, TODXIITEKTIL,
BERELZTETCTCOWTIFRICEN G > hEE BOET . RYITTIEDFIZEST
BUohzERWET,

LZAT, IRIZ ALGERNON ZE> TR LN BEL o fzn, ESHEERET &e- -

HEHS. HEDIENSIBEIHYET L, P NIPZICER~DBEEEE. AY
NoDEFNEFBRIZECEY., EFHEADTIFELD, EBRVET, AL DORBESLLVE
REEENRDONIDIEHETT . HOITI MG~ ?



oMK —EZYDAETT A VVEDFDRICIEOTALEZFOETELAFELELD,

KB G NUREICEOTERBLEZEHOEER ZCHEIBHEOERBADEETHS. X
ZVAMGIBICES TEEN, REICHIMREBADHABRTELGS, KEE X REFKS
2K, BHEEXFERELLENEVY EEBAEEZLD 1 A5 22 FFXTEHMEEIFERBRLDOT
EEBAREFEIEND, B<RADEAIZEANTLDERFHNZL, 21 BEABKILIERKIZE
WDTHFYERLGERFHIENEEZLOND, >

X 2DNABIGF. £EBA <KX 1 ROV EDLEMNYD DNA BER MV IZEZEL.,
FNNESIZERICEEDN-LDTHS.DNA [T 2 ELBABEEZLTHY. 4 BEDIER
EMEENEMBELIEE ) VBRENSLEOTVS IBED 4 BE(TT=UA. UM UC, F2
T TTZUG) BNXFDLIGHREER LS oD BEEESEHREZI—FLTULS,
KEB H O EERRRERE <A VUAEIERRTEMEE (DSCR) 1. 21 FLREEKDREIE
DIZHY. KB THD, COMBEBICITHBEM R T 5-OITRELERFOERZINZ
5BEDOHLHELTFINEFEET D>



