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P 3% % % I %2 B O autoimmune polyendocrinopathy candidiasis
ectodermal dystrophy (APECED). B X, EREHEEHELREXZ
D Nail-patella FEREED 2 DOEBEER Lz, TNETNDOERET
DRKIZERT ORITIE. TORERTFOHELEMET - L TER
REHREZD. OWTIE, REOFREANZALDOHER, 1REED
BIFRIC DN TW EFEZ BN, /o TEABZETIE, Znsd
FEEROBHIIONWT, RREINIEERTOBERTHENT 2T,
ZTNTNICBVWTHRAOEBRTFEREZFE L/, £/, Nail-patella
EREFICOWTIE, TOEREH OBEEMNT 2 T L7,

B 1 E Autoimmune polyendocrinopathy candidiasis ectodermal
dystrophy (APECED) [MIM#240300]13 5 1172 % Je AR 55 1 D AR MR
BThHD., ORBEERE (7YY ). QRIFIRIEHEREER ME.
QB EHEIE D > PV EE 3 EMET S, o, TNHITMAT,
1 BUBERR . RRMEMEIRAER 2. FURIRBRER T E. BIEB A,
Frge. BEEAm, MEBECHMREDNRERBRIAEEZET DL



NH 5, FOERERELETIE autoimmune regulator gene (AIRE) & A
THENTNS, ZHIETIZ. APECED BE DK 85%ICHWNWT. M
BID7 U)UIZ AIRE BITOERENRBD LN TWS, AIRE EixT
I 21 Bk 21q22.3 RicdH 0. F ) LAEREA 13kbp T, 14 fEH O
TV EDEKRBS, 4 HETIT, APECED B#FIZBWT, 40 L ED
AIRE BT OZEENBE SN TWVWSED, HANITIEIEFITENT
H%. HANTOD APECED DIEMERFEEBEREIIHN > TIEWRW,
ZmE, —ADHAAND APECED BE 2R L. PCR-EES —7 T
> AEEAWT AIRE B F Ozt L& ZAh, #EAT 0
BEREENFERIN, 1 DODOERIT, exon 11 ITHWNT 1344
ZHOCHWREL, TTMNHEAISNLTWDLER (1344delCinsTT) T
& o7~ (AIRE cDNA DKEET > N—B X OERRFIEIL den
Dunnnen and Antonarakis(200D)IZ & > TW3), Z D 1344delCinsTT £
BOLEH>T, AR4409I1CT7 L —L T hZaREL, TF250312
AbwTaAREHRUTLEDS D, CRmllZR>72502 73/
FEOEREBEANERL. [EH7: AIRE EAMKEEZ B0 EHE S
N7e 2DODDZEHEIT. exon 11 & intron 11 DEFRN S +1 ITHET
HEH o M a lCBEHT HER (IVSll+lgra) ThHho ., DOEREIL
exon 11 DL A > b EFICHBIT 5 gt-ag rule” ZHE L |
AIRE B DA T T4 2 2 7 BENEESI 1. exon 11 22572 RNA
MATSAAEINDEZENTFREIN, TR RTUENT L —L
T RLUERELRCHRME DD AIREEANAERL . EHEBHKEZRR
W EHEI Nz, ZOEFDO DD AIRE BIZTERIISET
WCHEDREWH LWHDTH S, APECED HAANEE TD AIRE E
FEFEROEY ARy FEHSENIT S0, KDEZ<OH
ANEFH D AIRE BIZFHNBNLE LD EEZ 5N,

%52  Nail-patella JEBFENPS, JNEZEEGE)MIM #161200]
I, BRAKEEBEICEZDEETHD., MOERALAE. BEED
RIBFEFIIEIER. BB BAIEOAIKRZEE Gliac horn). FBEIETO R
Wi LoFHEgiEEZEE2TIHMEL. LALLM ARNELZIZICD
ETHIEDRED, BEZGHT D, 1998 412, LMXIB BT,
Nail-patella JEMRRED BT ERTFTH D I EMNHBA Lz, & ~ LMXIB



EHEIE, 372 7 JEEMNS5EED . LIM-homeodomain £ H(LIM-HD #&
MEVNDNSEBERT 77 IU—ICBTHEATHD, LMXIB &
ETFld exon 1 V5 exon 8 N5 705, BTEE TIZ. Nail-patella fE AT
BEICBWT0U DR S LMXIBEBLEFERNHRESNTND,
T, exon212H->EHE L, FHWT exon3. exond . exond I
DB, exonl. exon6, exon7, exon S ICHFEFET HEEDME
I, B TOREFT 20D, HAEANZBWTIEEDL D7
LMXIB BT EENEET ZNEARHTH D, 4FE. A, HEA
@ Nail-patella FEEREEE 3HEM O LMXIB B T2 o72,
LMXIB BT D PCR-EHEY—V L AEEHWTERERDA LN
Mo ZREFENCHL Tt YT TJoy MEmET -, EDO/R.
FEF 1 TliE. exon 5 NIZ 6bp RENMATOFEGERTRHO Nz, &
D 6bp REZRIZED T I/ 246Asn, 247GIn VRE LA REH
(A246N247TQ)DEEE E N D EHEFE S Nz, FEH] 2 ITHB W T, LMXIB
BETORIIY >BXOETI Y o4 2 O EFIC, ZRITR
HoNT, YT oy MEE BT LN, a2 ho—)b &R
DT ITA NOADPBRBESNZ/=0. LMXIB BT exonl-5 853
IZRELREDCHEAILZIVWEEZ Z 5Tz, FEF 3 TIE. exon 5 NI
G—C ER3HBEREZENANTOEAARTRO OGN, ZORER
BRIZED . 22 FDT I /B Val )’ Leu ICEHLT 5 FEF(V242L)
IMELEINDEEZ SN2, A246N247Q BEW V242L &, FiFHD
BRTHo, AAAND LMXIB BERTHEITIIAMENWIOTTDH
D, HAEAD Nail-patella JEREFBEF TED KD BREERNELET D0
WZOWTIE, SBOMTOERNLEEEZE SN, £k, FRZE
BOIRD 5 NEBD - FRERF 2 12 DWW TIE, LMXIB Bz FO 7 OE—
H—IDEREDA > OV ESOER, HDHWIE. LMXIB BRERT
B 2 DBET OEROREMENE 2 5172,

KIiZ, 2R LMXIB EH OHMEMIT 2 3 5729, LMXIB-
A246N,247Q, LMX1B-V242L. Z#HAAALTE T 5 A 2 R 2 B i
cos7 PICERHIFRE L., Tv b > AY > 7 0OE—4% —(Far/FLAT)IZ
X BHEREIEME wild type LMX1IB S LU E T A, LMXIB-
A246N,247Q, LMX1B-V242L IZB W T, BREIREMNHEE L Tz,



F /-, Far/FLAT Bl 42 70— TJICHWET IV T R Y w112k D,

LMXI1B-A 246N,247Q B XN LMX1B-V242L @ DNA G HEZ. wild
type LMX1B & H# U7z & 25, BN 72 DNA #EEREDIK T 238072,
75 Ty LMX1B-A246N,247Q H LT LMX1B-V242L DEREEME DH
4203, DNA BEENEDONZZOELCTVnEEZEA 5N, TN
5D EITED,. HEERERZERA26N247Q BLU V242L 0,

Nail-patella JEMRBEDFIERK TH D EH X 517z, A246N247Q B
LU V2421 13 & B2, LMXI1B homeodomain D 3 helix IZFFET 2
M. LMXIB DEEJEMEREIC & 5 T, homeodomain MR T &EDH
SEBWEHSTH B EZEZONTz, RICEEEHD dominant negative
ROFEZEZITMT 2 L2 HIE LT, cos7 AT wild type LMX1B
& LMXIB-A246N,247Q & 5 Wid LMX1B-V242 % FRIZHRHFEE U
/7o FOFER, cos7 WTIL wild type LMXIB O #rn B g% 58I,

LMX1B-A246N,247Q & % Wit LMX1B-V242L O RIFFFEEDOF HIZZ
BXNHBMNoT. £, TNHOERERE. IV T M7 vtA
2B W T, wild type LMX1B @ DNA #EEREICEEZ B2 12> 72,
TNHDTEMD, LMXIB-A246N,247Q B LN LMXI1B-V242L I,

dominant-negative 1EfZ& D R[EEMHIZENWEZE A BSNLN, JDZ
ERIEIAT AITIE. AR LMX1B FEMIIC BT 2 EREEEENT
ETOTENKEEEZEZ SN, 5%, LMX1B OFHEBLIZHUT
LHRE, HBWIE LMXIB IBDBRFIZDNT, & 520N
T Z LT XD, Nail-patella JEBEFEICH T 2 B[R EH-Sifk N EFEE O
BeFE DR & F N5 OFETHICDRN > T T ENHIFE TIN5,



