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T, BTS20 MEERZIMTS ATRE & 72 o T A NTSIE RN IV EIMIED S 2 TR0, ZD—DIT
TR RTINS AV EME  (Autosomal dominant adult-onset demyelinating
leukodystrophy: ADLD) 733 %. ADLD % LMNBI OigfsEE, H5WE LMNBI Lite 2~
PRI R RAZ RN &5 Z L DVRE STV,

(=)

FRNFIE RN EME R 2 5502 LMINBI 35 X OYER O8O = & —HfiiT 21T\, AR

LMNBI Bh#E ADLD FZ2%[FE L, % OB RIS E A HNTT 5.
[71%]

FRAFIE RN I EMIE & FRRAC 2 S, CSFIRZES et 99 flaxiget Liz.  LMNBI O
exon 3, 6, 10 &, LMNBI biiD7 ) Xk Tdh 5 PHAXexon 5, ALDH7A1exon8, GRAMDS
exon 2 [Zi%at L7= TagMan Copy Number Assays & TV 7 /1% A A PCR ZfiifTL, Bfn a2t
—8 L Ce{ECRT LTz, s -2 B — 38 T Affymetrix CytoScan HD Array (24 0 iR
E LT

Bn T2 B AR TIERNIRT L, Bn PRS2 T o7, B OFRMFHIRID 54
RNA Z#F##& L7-. SuperScript IV VILO Master Mix % F\ i) DNA Z&k L7-. Bfs 788
1%, LMNBI D 2 D TiZa%Et L7z TagMan Gene Expression Assays % fV U 7 /1% A A PCR % it
1TULT=. ACTBF7-13 TBP Wit Ea ho—v b U, LMNBIFERI R EZEH U=, Hng
WA ST T ANOXWED LMNBI FEBEO W2 1IZ80E LI Ct k2 vz

ARG ClAE Uiz LMNBI Bh#E ADLD JEG OB 25 7 RN L=
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LMNBI 2%V 7 VA LPCRICEVIEL, 3 5% 4B\ T LMNBI EEZIFE L
7o, 7 NEMRIDHIL 3 55k & b LMNBI DA n ik MARCH3 D—#%a &/ TRY, ZnZ
1 153kb, 220kb, 221kb DEMEFDT=. LMNBI O b+ % PHAX, ALDH7AI % &is
FEIRCRRE 1557 2 Bl TRl 7o, ZDRIHITAIL 249 kb TH v, BERMEIO /K KT (660 kb)
X0 bk TH T

Bn = B b A & UTERI 0 LB s FIEEfr 217> 7-.  LMNBI EFEFRIZBIT 5




LMNBI mRNA OF6HHFEEEL T, e IRRE L il L CEEITEM L Q. LMNBI HitiEso
RIAGITIE, FEEcIERE & i U, RREM A mERCIST 5 LMNBI O mRNA R 8 CH B2 7221550
b oYAVIRSY el

LMNBI EH%ZED 3 5555 4 BIOTHRIEFANL 50.3 ik (44-557%) CTh o7z, FPHERE LTH
ITREEMNS D o7, B, SRR, R, RanRElEE T p TR, LMNBI
REER S 1 5% 2 BIDOFIEFRNT 34 1% LN 43 ik Thho 7. MERES M, 1HEE, FRkARE
FEEIY LMNBI EEER] & [FRRCRRD TS, B EEIIREO /e > 7. MRI B ClIaflics
W TR E OMHANEDE SR 2780, MR 21> Tue. KSR O I E DOE S
ZA IR Zf & > Qe LMINBI sk A5 ClrI i OB ERTRR & 5 A 72
RIS 2 5 L Qe
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LMNBI E8# ADLD X HANG D 1 FREETe 26 FARBMR OGS Cnsd. AWFFE T,
JERIRIARIRIE DR FERERIM AV EIE 99 1511251520 LMNBI }e OV DN O 5= il %
1TV, 4 %% 6 il LMNBI B ADLD #[RE L7-.

AWFFECIRIE LT LMNBI B8 8 55RO BRI IBERG & 1382 > TRV, FloEEAR L E
iz, 7 AOBEEHEPHIEIER L B> T, LMNBI 25887% 6 ATV 5 51T 3 ki Hm
LTV =, LMNBI S84 4F 5 B sk RNA & VT L v, ADLD B Cld LMNBI 5503
TUEL TS Z EAVRIBRSNTZ. ZDZ EvD, LMNBI 35T ADLD OJFREICEIS- LT\ =
EDESND. L LD, 28X BT 5 LMNBI OFBLTENKIN HENES 5 | &
ZTHTIIRATH 5.

LMNBI E§iRRICE D ADLD 13 1 ZZ2DOBERNH 5 DOHTH Y, AL 2 55RH L0 D, Ap
DR TR L 0 Bl Cdho7-. LMNBI Fii/RIA5231F 5 ADLD FEAEOKSTIE,
PHAX & ALDH7A1 ORIAFAE L CO DB O THEE Tob DA v L—H—L LMNBI
BT Do =3RSk L, ASRERE L2V Bl Lo —0MER 5 Z L2k v LMNBI
DIEBTTENVE U D AREMNE 2 DTS, LsLAen D, LMNBI iRk Uiz 2 BIOARR
i iER RNA % =T Cld LMNBI s R M L Qe o7z, ZofERE, LMNBI
DOIEBITHEEFA SRR B B 5 ATREME 2B L TR Y, FURSRIZISIT 5 LMNBI 3B OfR
VAR X R Y g
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AFRCE, YRR R AFSERBENE FEE (Autosomal dominant adult-onset
demyelinating leukodystrophy: ADLD) & BEIRZIT &4, CSFIR 285420 99 fila- %5 & LT LMNBI %5
FJOVERLFEIRD 2 B —HGEHT 24TV, LMNBI OB E#E% 3 557 4 61 (LMNBI O458 51l &
MARCH3 O—, A E1L153kb, 220kb, 221kb), &HDHVNI LMNBI Ejiir >~ —fER DK%
#1552 (PHAX, ALDH7AI %&T2249kb) Z[RIE LTZ. ZHAUHLOMEFNIX L, REEFIRIIZKS
VDI IR T ATV, BEEERE I D LMNBI mRNA OARGHPRERIIAZITIENL T\ 5
Z &, LoL, HRORKBITIE, AERAETRDIRN 25N Ui, KBTI, Bt PHAX
& ALDH7A1 DRITAHAE L TODBIG FRIOTFHZR <A Y2 b—F—& LMNBIAERI 2=
=R, ASRESRE L7 BIDT LN —03 LMNBI 2B 5 Z 128 W LMNBI OFHLT




R U D AREMESE 2 HIVTE Y, ZOx o — TR 8 5 = L AR S U7z,

ABFZETIE, AFRIZIST D ADLD 99 5l %5184 LMNBI }e OV DJERN O s+ 2 B — O 54T
VY, 455% 6 600 LMNBI B ADLD #[AliE L, ZOEEARIERORHEAE A LN Uz, Z IR
L& L TOAiEZRD 5.






