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AP, NBHICRET 2 BREREBORERN TR T, HRATEHIERICENT
H B 2 DDOFEE autoimmune polyendocrinopathy candidiasis ectodermal dystrophy
(APECED)., BXL U, Nail-patella FERFICDOWT, HAANTORKERTFERZH SN
B0, BEOBLG RN 2T L. ¥/, Nail-patella SEBEHICOWTIE, £
REANEDILIBMF CTREZVOEBIL TWEINEMZ I EE2HMNELT, £R
BEHOIREIEEOMATB L, DNABEREOMITZIETL. U TORREZH/E TNV D,
1. HZAA® APECED & C. PCR-BE# —7 L AEEHW. AIRE BinT OffT 2

FifT L7z & 2 A FROEENT OEGERERNER SNz, 1 DODERIT, exon

1HIZBNWT 1344 BHO CHBREL. TT MEAINTWSZEE (1344delCinsTT) T

HO., 2DODDEEIL. exon 11 & intron 11 DWAN S+ ITMET DHEE gV a i

BT BER (IVSll+lgra) ThHo k. FEFEELEZZDD AIRE Bz TERITS

FTRHEDORBVHLNWEDTHD, CNS5OLRIZLVDEEANTFRINSEAL,

EW e mn e SNk,

2. HZAAD Nail-patella JEEREEE 3EH D LMXIB BT 2 PCR-EFE S —J T
CAERAWTIT o . TOREE. EF 1 TIE. exon 5 NIZ 6bp RENANT OEE
KTED 5Nz, T D 6bp REEFIZL DT I /B 246Asn, 247GIn MRK U 22
FLUE FI(A246N 247TQMNBEAR SN D S HEE SNz, FEF 2 12BN T, LMXIB &R
FOEIIYI) >BEORIYY 21 > ha BRI, BRITGGEEDSNRN -7z, fE
Bl 3 T, exon 5 WIZ G—C &72 5 HEBEMERNATOREGARTHRD N/, Z0D
HERERIZED, 242 FB07 3/ Val 2 Leu (BT D EREH(V242L) 0N E
HEEND EZEZ SN, A246N247Q BEB IR V2RL ZRIIFHOER TH > 7=,

3. PCR-E#I—7 L2 IR T LMXIB BETFICARDFRD 5 NI2n o T2ER 2128
WL, B T Oy MERZETLZN, 22 =)V ERKRD T ST A2 RO
ADKHE I NIz, H6> T LMXIB BETF exonl-5 H T K E /R RFLHALIR N
EFEZBNT,

4. ZEHE LMX1B BEHOHEEEMRITE T %/, LMXIB- A246N,247Q, LMX1B-V242L., %
AR T T A3 R 2 BERMNE cos7 NICHHIFEHL, v b2 AU T70E
— & =TT BEEEE 2 wild type LMXIB &g L7z & 2 A, LMXIB-
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A246N,247Q, LMX1B-V242L IZ B W T, EEIEEMHEEL TWe, E, TV
T 7 wEALICED, LMXIB-A 246N,247Q B X TN LMX1B-V242L @ DNA #5 5 BE
%, wild type LMX1B &L 7= & 25, B2 DNA K BREDQK T 287, i
5T, LMXIB-A246N,247Q B L N LMXIB-V242L DEEEIEMHEDEIRIL. DNA S
BEENLDONZeDITE L TNS T EDREINZ, INH6DZEITED, #EEREE
ZEHA246N,247Q B KON V242L 73, Nail-patella SEMERE O RIERKNTH 5 HEA L 7=,

5. cos7 RIZHBWT, wild type LMX1B OEREIETEAEIL. LMX1B-A246N,247Q & % W id
LMX1B-V242L QO ERFRHEOFMIIEEINZN > Tz, oINS OEREAL.
TN T BT A BT, wild type LMX1B @ DNA #E S BRI B 5 273
Moz, TNHDI EMNS, LMXIB-A246N,247Q B L N LMX1B-V242L 4,
dominant-negative {FF 2 £ D Al gEIRIIEW Z EWE R 5N,

DIlE. &L, ARATIIAZRENTHD. HRATORFTOHRENITEA ETR
o FER B KT T d 5. autoimmune polyendocrinopathy candidiasis ectodermal dystrophy
(APECED), BX U, Nail-patella IFEEREICDOWT, FHOBRETFEREZRE L, £k,
Nail-patella SEMREREIC DWW T, ZREDOWREMTICEZD, BERT LMX1B OBAE
WLEAEICID, KENECTWDZEEZHLEMNI U, RIFKIE. N5 DHRAIC
DVWTOHAANDEEGFZEHCERERROENN 7 y 0 — 07Dz, BARNEF O
WEEETDENWD HTEFRICERND 2 LRI, NS QKRG KT OHEEDME
BIOEREBOREAN A LOEHICEEREMEZRT EEZX LN, FMOEGIZH
EWTBHDEEZH5NS,
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