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1. FLC&IC

Ja e (GEZEH]) Ol &AL THESIIL O B AT
biLa A, BENEFICEND OIBEIRHEA R VRN
BThb. KINEEIZBIT 5BEEEEILEREE OB Z FE
LT HWEIEDRINE 7 5. SLRIRY 203 e T, B
ORI, FIAE, BREM AR SN, AKRO KN E 6 G
DABREEIC 2 . IS ORIV EE QMR &
RO TADNAZ 26T, —), EOFIFIZLD,
KB EREEEZ 7 0D0A L 5 I 7 00 REEY
ERLIBIEDHLDNIIE>TWAE, ZO L) BEED
—DIRY AR A 2 — 7 L VEMEEE (Marinesco-Sjogren
syndrome : MSS) %% 5.

2. YYURRA-D1—FJUUEEE (MSS)

MSS 1 H etk G PSR BT, FIEHE X107 A D
eI~ 2 ABEOH AR TH 5. A1 3 B 5838 2 1,
YV HERFEAE O AN BE, NN R S T A A, NEE
REGELRERE) LD DDV, WERMBHA 160,
R B AR O PG 72 R AE B S G S hCw 5 2,
MSSEHE DRI50% I ESILI BIAFOLREZFERE L, Zh
FCICRIERFSIC BT 2 2 EA 20D, FikE & Tw
%Y. MSSOERKRIERIZZH TH DA, 73 /B, XK
B, 7= 7 b OB TREIIIED C SIL I
ANEDOFEFE DD TRIRIEIRD % Btk HEFICBERT 5
LEZONS. SILLUI/NRKRICRTET 28 gy 75~
7327 B HSPA5 (B4 BiP, GRP78) DO #iBIK T TH 5 (X
1A) Y,
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(A) ATP ATP
R Py N ®
ATP—/ \ ADp/
ATP @ ) @ =
HSPAS‘ HELELITATPIK SR V
SIL1IZ&HADP/ATP
iR EHGHRYIt
(B) HSPASED#EE HIFMNREEE HESERBDEE
grn [T Aw [ et - -
Su—seormmes [ [ ARM Dawtaa - + +
YT T N S T — + +
s /BRAEBE [ [ ARM [ aseea — + +

1 SILIDOFEH A B = X4 & MSSIHREIZ B L 7225 545
(A)SILTIZHSPAS D X 7 L+ F R & fillli§ 5 2 & T
T Ru UEREE IS 4. (B)MSSOJEA & 7 5 SIL1Z ¥R
OO F L 0.

3. B av A NBEERBERERK

B a vy 87 (heat shock protein : HSP) & id,
MIRaASA b LA (B, ALFWE, Bk L) 2S5
BBl LA LTl RS 2 5 s Bo—#ET, A
FLAZ VI8 (stress protein) & b IFFIEI 4. HSPIE
HEALDOBRRIZBWTHIE 2 S & b THERERY - BRENIZIA
CPfFENTwAb, HSPIX, VERY—ATERESNZS &~
NIBFIRHEELTTI A= VT 1 v 7 iy 7z7zk) 2Hl#E
TAHGFYyRu EREREON, 4FYryRErod
CIZHSPTH H A, HSPIE, £y v I EHR 7 +—
FA VT EER Iy VS BITRA L, EER
HL2Z0EmeiE2BELEZYT 55, BEIATIER S
YR IZIE X F AR 2T, T T Y =LA EEh
BEFEMERNEM S NI NG. ThET, Kk
B L ¥y Ry OREEICOWTIRIZEALTER SR
TThholz. LUk, HSPHFGAELIZBIT 555X
LR BIAR L, R R B 5 32 o 5 Ro R e R LS
M55 2Rt S N2Y. Thabb, By av sy
TRV B ANEMAL L2~y AJRIFIE A B LA LT
WagstEAsis L, KM E DR EREN S CHETAHEL S 2
LR S .

4. SIL1 DHEREREE & KRR B

SILTIZHSPAS D ¥ ¥ RU U HRe 2 Wi+ 5 ¥ v xo v
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BT (co-chaperone) T 1), HSPAS D ATP/ADP X
Kbz g#3 5 (K1A). A%, SILI-HSPAS ¥ ¥ X E
Y RDEREAZDMSS DIRBIE KA R 723 1%#5 2 W 5 2
1232 HMT, SILIOERPSKMEZEIEHIZE 2 5 g%
IENT L7z, MSSOEIRE %25 Z LA SN TWw 5 37l
B ORI 2 SILIE R (C KGR c.936dupG, 17 3
J BEE A c1370T>C, 57 3 7 BRRZ:H] ¢.1230-1244del)
RO, INSOERNT Y AR EIRN T3 55
RIRHT U727,

EALSFRITICE D, SRS OERSILI Y ¥ 87 B
MR N TR R BERZ R L, HSPAS & O FAE A
FHE X TV RWT, <7 A5 IR s 7
A% W CRBNE BRI B % SIL1 O FEBHH] %
Tofeb s, BEMNEZEMBEMEE 2 EEL - (K
1B). RNAIBIEDSILIIZZ OBFEELZ L AF2—L
7oA, BRSILI TR TE Lo 00, L3
HOZERIIWTFN D MSSOIHEEICH G2 LN S h”
(X24A).

MR BN & WL R D 5 720, BEjREE
ke TR OB & AT L7z, 2 ofE%, BHENT
AR % R L 72 i ia AR sk o BB o EE L 5
¥, AHA SRR A LTz (M2B). REMATO—B
ELCHIZROBREZMNT Lz 25, TR o B B
Bl 3BUF 5 SIL1 O FEHINH] R4 f2 B~ o d & b B
EL7 (K20)7. KIS, #4557 AL Mk
B OB EZ RN L7z 25, 2 ORE (Y —
YOBIEI N 1L, SRS SRR DOTELAL
ASHE S TR AT A IR 88 — v, T
1, BUBRPENOIREZALS Vo AR 2 00, K'Y
WNTRE 2R ELZ# ) R5 Z & THFEEE (radial
migration) 2SPHEICHEE Xy — 0 TH S, SILI DFEH
FLEATRWIE A E—0, JHOBEAIIE ORI Z2RT
LEzonhz (A3).

BLIRER W C &2, FEEM o~ 7 2 K B B A % Al i
THSPAS Z FBMHI L7z & &, HDHWIEHAAENESILL &
HSPAS DM HAEM Z BLE L7284 D, SILIFHHEDY
HrRfkCHRBHIEESNZY. 2o oEE,
SIL11Z & % HSPAS ® ¥ % = T > BEHEHBY A3 K Rz B %,
WCHETHDLIEEZEDSIT TS, MSSOEK & 7 5%
WA T B E, SILIEZHSPASD [ V87 EHi Y 7272 M ]
BREZ M TE 2R, MEMICBITE5 Y87 Ho
MEEMHSEEI NS, ZOREA U5 KN R
FaDIERE - BEIOREEDS K EOME - HERT L7 &k
L, HEMICANBEEDOMBIERICHES T4 LEZ N
7o, BAED L Z A, SILI-HSPAS R OFEFER 212 X 5 MSS
BREDDTHBIAHTH S, TREWLPICTE20IC
IZHSPAS ORI T2 I E T 2 LU H 5. FIRFEW T

A EREIZEILRFa—

€.936dupG  ¢.1370T>C c¢.1230-1244del
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(A)SIL1 DS BLEIHIC X 0 BLAE VARl B o0 B2 Bl I i A%t &
5. RNAIMPEDSILIE, ZOERBAZ L AF2—TE 57,
MSS DR & 7 5B FARTIZTE v, (B)SIL1I OFSBINHNIZ
S o R R AR O EREEZF & 29, (C)SILIDOFEH
NI ROMpREREELG SR T
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(A)SIL1 O FEBLAYE < PPl & 756, BRI 13 2 itk
B 6 BUBTENOILEZAL AT E S, i 243 & <@ T
Ehv. (B)FEHIIRIAES W, A IS 2 2 — XIS BUER
PERREIZ 2D, AR CREMITEAT L. LarL, BEHEN
2 TR 2 B A B 2 R L 2R L, BE)E AV
%5,

5 I 22

L2, HSPASES < AT, KB EIEICHHD G
TV=) ok X () —F—) ICHEPL 72 KM E
WEEENADONLY. X oT, U —1) YIZHSPAS DI
Mo FERTHHY. L L, HSPASZER < 2D KB
=9 —=<T 2L Dm0, V=1 Y PUHNOGTD
MEEHAE LG L TWwEEEZOND.
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TA—NT A YT BBROREDLDITARG Y V37 ]
AHRABPICER T2 L, 74—V F 1 Y7 EIFER
B (MRAMR B TH 2 HEMEMRELE, 7V
NAR—=PFRNR=F Y Uik l) ZHlEEIF. —),
MSS B & O [ RAE R 13 K 0 @ THEAT AR T 0 FEt
THILENDH, MSSITMREEEEDOHIEZIZIZAL 2wV
LEZOND. FEBE, v AR EMRMBICE TS
SIL1 OFEFERLE I MMt 25 SR S w74 —
VT4 v TREEDS, AN 2 R AR RO R IRIC R %
BEEROVEANHH I LIL, YR UEREDOS R
PE R IR REZ L TW 2 05 Lz,

5. BMPETIVE AV MSS DREERER

MSS D E 7V & L TSILI R~ 7 A woozy D3SFMT S 11
TWwWb?. woozy I3 R/ MMEER Z 2T 500, K
B 2 CORMEEMEORF IME SN TRV, 2
DOFFIIRNAIIC & 5 SILIZEHIMH o Bk R L — W )E
5. UL, SILI Z AT ENCHBLEIH] L 722 1 R
bleo TBIZT 2 &, MM IE LWRIES T3 #
L, Wb E~EALTW L. L7225 T, woozy
THIAF NS — B O KR BB B A S B ]
BetE2vE v, —ltt s id vz, BENOERELRZY A I V7
TOMFBHBBE LA ME - ¥ F 7 ARRORIER, K
RHOMBEERE WEE) ORKIZRD 9 5. MSS
DEFRIERIZIEFICEETH D, ¥EHOBH IR
REEERLEDOONS. SILIOS T EELERICZKY
HREZ BT T B MSSAFERET 5 2 L5, woozy ¥ 7 Al
MSS DERKRFEIRD “ —H1" 2 KL TV AHIZT ELWnwEE
oMb,

6. £&O

MR OB ENE, MBEEEES TRy 7T
VT % Dy 37 HEHRME L Twa. KiNEE
O BE AR ORI (NEH) CThEAMSIhzH
& L W 2 T L A% S MRS 1) 72 o TR
\ZREI9 %10 MSS TI& SIL1-HSPAS A5 1IE #1281 72 »
7o, FAENICKE B oE (R MRz
&) - BEOBEEN— @A T, AR E R E B 7%

FEENIERIEINELEEZOLNSL. ZOZ LI, SILI-
HSPAS RIS & B2 7 7 ¥ 2% 7 SRS BEA KN Bz
BIERICUIETH D Z L 2RT. ilt, HSPASPIAMZ D
Hsp70 2 DFERERE E S KM B OFER T 251 &R 52
ERMESINT VDY, HSPOST LR Ly 7 v o3y
BOLKNEZE 2 B &, HSP OFEBER A E R ZE P B
PRFRFE R E ORI ICILHIC B 55 2 WD S 5.

7. B8HYIC

I DR - BEAEREE 2 RN & 3 2 M EEEIE AT O/
2%\CHAET . FIMREE 2R3 HRE - IERE O F R #E R
THRAFESNRTWDLA, ThooiidizEg, ¥ 7
WEE, R ELIIChlzoTWA. IRH6DF VN
Bi3ps e < TIEEH] 22 TCnb 2 ehn, xR
O CEERED N DS I EE 8 2 R/ 2 3R H
7o v, T Ru Y ROJFERERNT 28 LT, Bk
REBEORIEORL 5T, MOBRDIERNY 2 A H =X
OISR SN S H b Lt v,

X 73

—

) Marinesco, G., Draganesco, S., & Vasiliu, D. (1931) Encephale,
26, 97-109.

2) Sakai, K., Tada, M., Yonemochi, Y., Nakajima, T., Onodera, O.,
Takahashi, H., & Kakita, A. (2008) Neuropathology, 2, 541-546.

3) Anttonen,A.K.&Lehesjoki,A.E.(2010)inGeneReviews|[Internet],
(Pagon, R.A., Adam, M.P., Ardinger, H.H., Bird, T.D., Dolan,
C.R., Fong, C.T., Smith, R.J.H., & Stephens, K. eds.), http:/
www.ncbi.nlm.nih.gov/books/NBK 1192/

4) Zoghbi, H.Y. (2005) Nat. Genet., 37, 1302-1303.

5) PHEEIESR (2005) AL, 77,1137-1151,

6) Hashimoto-Torii, K., Torii, M., Fujimoto, M., Nakai, A., El
Fatimy, R., Mezger, V., Ju, M.J., Ishii, S., Chao, S.H., Brennand,
K.K., Gage, F.H., & Rakic, P. (2014) Neuron, 82, 560-572.

7) Inaguma, Y., Hamada, N., Tabata, H., Iwamoto, 1., Mizuno, M.,
Nishimura, V.Y., Ito, H., Morishita, R., Suzuki, M., Ohno, K.,
Kumagai, T., & Nagata, K. (2014) EMBO Mol. Med., 6,414-429.

8) Mimura, N., Yuasa, S., Soma, M., Jin, H., Kimura, K., Goto, S.,
Koseki, H., & Aoe, T. (2008) Mol. Cell. Biol., 28, 293-301.

9) Zhao, L., Longo-Guess, C., Harris, B.S., Lee, J.W., & Ackerman,
S.L. (2005) Nat. Genet., 37, 974-979.

10) Kawauchi, T. & Hoshino, M. (2008) Dev. Neurosci., 30, 36-46.

AAbE: 8587 K% 25 (2015)


http://dx.doi.org/10.1111/j.1440-1789.2008.00884.x
http://dx.doi.org/10.1111/j.1440-1789.2008.00884.x
http://dx.doi.org/10.1038/ng1205-1302
http://dx.doi.org/10.1016/j.neuron.2014.03.002
http://dx.doi.org/10.1016/j.neuron.2014.03.002
http://dx.doi.org/10.1016/j.neuron.2014.03.002
http://dx.doi.org/10.1002/emmm.201303069
http://dx.doi.org/10.1002/emmm.201303069
http://dx.doi.org/10.1002/emmm.201303069
http://dx.doi.org/10.1128/MCB.00473-07
http://dx.doi.org/10.1128/MCB.00473-07
http://dx.doi.org/10.1038/ng1620
http://dx.doi.org/10.1038/ng1620
http://dx.doi.org/10.1159/000109850

208

EE~HE

ORH ZT4F (137 %%ul)
SMRBLEFERIATZE B RPD. 3R 4411
WEEEE 2000~ 02 45 I oK 27k 2 g 2 2
WFZeRME 1 3RAE. 03~ 11 4E I LU R B N
A F W ZEREEE. 10~ 134F IR K
2R AP W B B SR R 1T T ZE B
OI34E X ) Bk
BHRERT—ERE KW EIEKIC
TA—=AAL, HEE - MWEENED
X)L TRIETADOD, TOREXA I =X LEZ5T LNV
TN 2 2 &C, Hil-kiid HREORIBIIO%DS L
I, WIZEICHLD FLATY X720,

Wz 794 http://www.inst-hsc.jp/d-molecular/

WiE%kx ftoldodo.-a—b— . SAIT

OFfEE B (WA E @p)
BRI B Y O 0 = — R
e H. KPS AR

IME 1978 4F H ABRIE 35 i KBRS S BF 2238, 814 & It
WA F —WEFEHT, 90 4EF8ERENFEAT A LS, 95~974F
AFF T 7K, 984 K 1) Bk

WHART—< EHRE LB OFKEBSVCOMNTE LR % K - ##
HOBYEITT 5.

WY 7H4 b hitp://www.inst-hsc.jp

WS Kk, A¥—.

SR ZEIT R Ak A 2 8 A

OXHE E— (Zh ZHnb)

SO O By B O 1 = — SRR 28 T AR A 2 B R

et o

WRERE I L. 1986 AR B K2R R 3. R4 B

Tk, FIREEPTZEE, FKG TWREEME I, MR

At vy — ﬂu%%ﬁfmmiibﬁ% Z O, 95~974F

oy R YRELZBIIER.

WAET—~ EHRE % & (BRI A BAMERE & E)
DI TIRRESLAE D IEHT .

Wik RO E L IUE (WRER, L)

AAbE: 8587 K% 25 (2015)



