(% 7 50

AL LR ROEE

'DH

K % X

i)
It
wh
il

ol p'a 4
H B IRER SO A TR BB 1T D DiGeorge BALMEIBT N I 2T 1E 9 5 DGCR6 DRI 5

PG L O T

s BRY]

DiGeorge SEMEREIL. Hi4E 4000 725 6000 (2 1 BIOBEE CTH AL, DI RO KETE
T E LSRRI R E A U DB TH D, DiGeorge SEMEEEDK 8 FNZIT O MLE R,
RO O Uit I D e R 2 v, T OBRMEEBETO—>2E LT T8I BEEIN

TW5, bﬁ)bfi?ﬁ)% DiGeorge SEMEREIZHAIR) 72 00 ML R D AT O I Z v+ BE Tl
AIEBEREOZWICH WO N DY AR Th D 22q11.2 OKRKMN FISH IETIERED D
ez &ﬁ%wo% TAMIZE TIR, AEBRE LR 722,00 18 5% D &7 O I % 7R
TREZCBWTC, ZOEMLTBEFEZHONITLIZEAHENET D,

(x5 & J5 1]

HEEE DR L7 DiGeorge JEMBEREDMBE O 5 6 AJEMHEICHAAY 72001 8 %
DFEBER L, FIROBEHERSK - DFEH - (KLU LAMIENFED 53, FISH kTt
22q11. 2 OFEKIZRENDBD LNz 6 FlaEfiftT Lz, ~VI U FEFITHESND
T, BROBNOARIFRICHT DA T+ —L K arvy FEHTWD, RIF5EIX
FRRTFEEBERFICBTOMHEZEZOFEH LR KR SN, 7/ L DNA OFRE
AWM S, 2 B OMITICITE RN PCR L & Array fi#fTIE L 2 W,
[t R ]

MﬁbthTiimyw BB IIRH SN R o=, LU b EEE T
LA CGH fE#riz . 6B BD 2 BB VT DiGeorge critical region (DGCR)
D UTAL AT TS %EU\K% (deletion) 72 L EME (duplication) MFR&® L LTz,


Owner
タイプライターテキスト
主査　小林　直人
副査　松田　正司
副査　難波　大輔
副査　佐野　由文
副査　松原　裕子



Z OFETIE. DCCR6, PRODH, DGCR5, DGCRI, D 4 SDEIRTNEENTWEZ, Zh
5D DB, DECRE VL TBXI OFBUIE G T 5 L bl TWwWbd —F, i 3 SDOBETIC
T4 FETDOL IS DiGeorge SEMRE & DEFEDEHENFEO SN TV RV, MEINT
WOHIEGI DT — 2 L bbb TEL LR, WEEEIL. DCCR6 D4 1RIfET LTz 2
DEMEEE & L TR ATREEDN SV & ffim L7,

S OIZHEEA L, DCCR6 & TBXI & OB # 4 EEMRFTT 2720, B L7 FEim Ui
RVGBINERZIT o7z, e N REWREE G ML Z AT, DECRE % TR Bl S &
el A, IBXI OFRBUIIMEI Sz, —FH, MOMEELOXIZE DL, =V Y
R % FNTC DGCRE DI BLZ | L1z & 2 A TBXYI ORBLUITLE L= &\ ),

[(BE]

70 I ED DECRE D 2 ¥ — B 2 T TBXI ORBMET LT, Wi D6CRE D =
V=03 o T TBYI OFRBNRTLE L TH. [FEEZ: phenotype WAEULZEE X HND,
HEEFITZ DX 9 RS % TBXI # 2 X7 IR - & hetero-dimer % ZHK
T 5L TIERICHERET A TBXYI AAD homo—dimer & 725 LIEFETE 2\, &)
Liao & OERZ8H LT L7z,

FEBROEE
L ONBREAESIL, ER2TE 1 H 19 BiZfTbhiz,

RFEE X, DiGeorge JEMEREDIRIE, A RIOMIEDO BHY L L, % (in vitro®
BIMEREET) LZOMPIZOVWTHRETHIA L, Z0%k, FEZED O HAGE
TEMZITo7, ERERABIILUTO®EY Thotz ([ ] NIZHFEEOIRE) .
O D6CRE6 & TBX1 & 3EAf% LT DiGeorge JEMEREA Bl EHL Z 3 & W\ 5 RBFIE BT 5

Wiz, S%ED XL I BREYET VRERAELM > TIEHTE 5 EE 2 50,

[(BEOT =200 OMATIZE L WS, ~ 7 2% H W W98 TIXAEA AT HE, TBX1

X D 0EREIE T, AL TWABIORF2FRETE 50 b L, ]

@ AHFFEDRED . DiGeorge JEMERE DERKAIRFZWIZ E D X HITELTHAND D,
BRTMT 2 O TARIEN BT 20 TR & 720, [BUEAFRRER Y 72—
T TCIREETRENIEIE LV, S ENTEE OB OBE TEITIZ L Ty, ]

@ BWNIZRIET DX 237 THD DGCR6 DV UEALIZED X 5 IZHIE STV 5 s,
[DGCR6 (2 DWW T DOMFFET — & v 7a < FEMZRMFHIA % OFRE, ]

@ BINFEBRTHWEEEMROFEN Z Y E 50, MR M O =2 8 L
e DA BN EMR TR L, oM Cch REOMREEHS VD, ]
® 77 o —WUEBIEDEEKL & DCCR6 BAx T D = B —H L OMICEEIZ WD, [45
[EIE BN D 72 D TRIENE IR, JERI AL T T 20BN H 5, ]
® ARUFTETHENT L7220 IO AR oML D 7/ K FEIRAS DiGeorge JE B RE O FEAE 12
BAEL L CW A ATREMEIR 2V s, [ATEEMEISHERR CE VWO TEBFITH 5, ]

HEEFIT IO OEEICR L, HARGE CHREICEE LT,

lbED REFEEZBERIARm X Zm <ML, 28 -8 L TH+L (E%) OFAL
(9% &Il L7z,





