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2 A ® X % Isolation and characterization of a novel gene deleted in
DiGeorge syndrome.
(DiGeorge FE{RBEICH NTRE L TWARIEFOERE S F DR

(E#)
WX E®EEXBR ?g}g R ERL e A B8
]|
# & SHF- oy g 4£F HBHE

(H 1]

DiGeorge fiEfEF (DGS) (3Ha#p/Ki8, BRI, L&, REEREEY 2 ERAVAKRE TH 5. DGS TIE
Fl U Tk 22q11 OREDB SN, EFALIAIES 2B FORRVFERE STV, /o, IFEDGS LAz
bMEIRE REEERI L & T LRI ORENHE SN, DGS &2 DIEBREIIBERCTIEREEETEELD
NTW3, IhOREBEOFRIEBBELSTEMFINCHIY 572012, 22q11 ODGS HBERKRFHIAE T 58T
DB ARSI,
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1. DGS #@REKSEHADH ) La T4 7 ORI
47074 v avikickh e MREEK22q11 ZUMT L, HIRBERUIMER Y A - L, PCR &Ik D
WIgBLicoboAo000—rI475Y) —%ER L7, 2 UTHEMRICES2<y EVSPDGS BFICHIT S
dosage A1z T, DGS H@REGERIAIBET 57 u— 2 RR LIz, ZOMER, 3 o</ 70/ 0— (mc512,
mc590, mc668) % HEt LiBl, 5D 55 2FE (mc512, mc668) & DGS /R4 SRIE I 4 B 15 RIEATH!
E2ELHLDTH -7,
oD Aonra—-CEROCE M) LARIRNSA TS =R ) -7 L, ESTBETFHITTS
Tl 2BHEOIRI NAVTA U ERBEL (3 YFA47 1 :me668 B3R, 22715 2: mc512, me590
B%), FISHEIR LD INSD X I FADGS BEDILERKEHAITH 5 L 2R LI, T/, FISHIEIZT,
INODIUTA VI DAEBERRIE LY ba AT ——avFA 1 ——arFA 72 -~-Far7&HBAL,
2. DGS #HBRRBHADOBIZT D BEE
25 UTHEE L 7. DGS HBRREBRINET S2IR I Fro—rh b, cDNADBEERRAAK, ¥4V b
Vo vaviERBAOTITY, ZORE, £ MERIKADNAS A 75 ) =25, avFA4 S 1THD IEOIR I K&
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A7) 54 XF 2 4EDPCR EMAEBI, £05H2EINDGS HBRABEHROGDTHD, D 2@iZEN S
LIERE S DR EIREHRD D TH - 72, TLBREBEHANIAIES 5 PCR EYEHAWVWTDNAS A 75 ) =%
J—zZ 3Ltk h42E43kb OcDNA%B, /Yy 7oy MEFTTIRE MEROOHE, i i R %
i CREAED2, TDCDNA DLEREFIZRELIET A, 552 T3/ Bh 5185 62kDDOEH%I— KL
TWAKRHDBEFTH 1o COBEFOI—RLTVWAEBRY 3V avnIDRAx Ry 7 AEEFD1ID
TH 3 fushitarazu BAEFOMEEEF TH 5 tramtruck LIDHNHRMEDN D - 72, e, WBEERAAN LN
EE OA Y VY v =B R A A VAED, iz b SPXX EF — 77 & ODNA BAEHOMHERMA, fl50 08k
BERFEUTCHERETIEREEL O, JOBEETIE, 8FIDDGS & HMBIRBREEHEHREEZED S B THITRK
LTV REEZBHID - 72 1Hid, DGS HBREKBEEAD EDDNA < —A—%2AVTHRRBD 500
FEBITH - foo B/MLBRESEHEARE LTV 2% TIE ZOBEFRRELTVED 5 72,

(¥ #E]
1. DGS HBERASBEAIC2BOS ) Lavi A VI EBREL, ThbDaVT A TRENENI OFERITHR
MRRIERTIEE LTH D, JOERCEHEEICRET ARBEARKOBEICRES LTW2HEEHEN S 5 LEON
2o

2. DGS HoUICZDEBERETREL TV BT 2HE L, COBRMETFRIGREMSE CTEHL TV 2EKE
HF%3— FLTHh, DGS S/NEBERESERITIIME L TO A o7, KREHDEFTRRL TV, In
LEERRSMERETFREREE LT SIRETNE, JO#EFO haploinsufficiency i, Zh SKRBEFOREE
T—EEs LT3 bDEBbhi,
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DiGeorge fEMREE (DGS) Tid@{k22qll ORENVEBLTHLNG, iz, DOLEHE LERRET £ O ER
BT HEPRIDOREDH b, DGS & % DEBERBOFREBBORAIN TERFNCEELIRETH 5. AR,
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i3 S OSBRIV RN RIERTINSENTS D, JOERICRBERKISIEEICRET 2 I LML 5 2 HIKE
WHIRTH B, T 77, BHEEI N BEFRBREBSICTCRELTOAEERFE I~ FLTH ), KEIOEFTX
KLTVWBIEND, COBEFHINSREROEREEE LT 3AEEND 5, I o DFEED SRDIZ,
DGS & DiEBEROREMEL N THEEEVNLVTHERT 2 LICKECERT 2D LBbN S, /o, InH
DHIEIZDGS & % DIEBEBOREMEON T BIEENRADOAZ 5T, REFHITH DGS & & DEEKEDORER
ORI B 1T 2 REBOBIIC b AKX BT 2 b0 LBbN 3, i, BREZOSFICENTD, BHL
Yo by a— v ERWBEOEETEN, FREZE, T UTHERNZIICOERTH D, ThoD I L DARRE
gt (E%) ORARSCETIHDEELLN 5,





