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paraplegia “"BYEFZRE (Original Article) ,

BEMEFHEE (HSP) XIRREMEFMEE, E—HERRRTHEENER. HRENREERHE
B FREREROMREMGIESHE, UNRRE, IWARAARTEIKNES, BRRIERTHE,
WERSMAYE, E2HTILE. 2018F5A811H, PEEREERRERSSSHINKSHET (F—HEL
WER) , BEMEFEEE (HSP) RERRED,

doi: 10.1093/brain/awz | 58 BRAIN 2019:0; I-15 | 1

A JOURMAL OF NELUROLOGY

Stop-gain mutations in UBAPI cause pure
autosomal-dominant spastic paraplegia

Xiang Lin,'?* Hui-Zhen Su,"* En-Lin Dong,'"* Xiao-Hong Lin,"* Miao Zhao,' Can Yang,?
Chong Wang,' Jie Wang,® Yi-Jun Chen,' Hongjie Yu,* Jianfeng Xu,* Li-Xiang Ma,®
Zhi-Qi Xiong,’ Ning Wang'? and Wan-Jin Chen'?

2019%6H15H, MEEYHRESEFSE5EEENAKENEE —ERMBERNRNKLIES IIrEEFANS/ERE
PIRIGRMEZ TR I (Brain) L AX T A “Stop-gain mutations in UBAP1 cause pure
autosomal-dominant spastic paraplegia "853+ (Original Article) .

ZRARANES THSPEUREREE, NERZKEETEM, MEMARNEREREUBAPIRIEBEASS5R
FEIZRESEY (ESCRT-1) BAM, ENSHNERBEXEEESISHSHHLSRTEERRE (ME/R
REERE. MERKF) , Bt AZERRNARIGIRMTHRNER.

EEmAEREMRR BN ERA D www.modelorg.com 400-728-0660 1/6



\ ¥ ﬁTﬁEZﬁl

HHHHHHH

Famiy 3 D Famiy 4

il
]
"‘m:ﬂh
o mGsT
E cAl5 M | F
| |
S AT | | SMT_MBmaOToaaTT:  Femil ]
] 1 ]
cI4T_mMmmaGToAaTTE || | UTR ||
i i
1 ]
Exnn 1 I 4 i | 5 B 7 cos | i
. A 1
T ||| (
e e e e 2 = = f Al ..,'Iln}‘ |||I|II||I| |
L1 | f
(e 1 I Y \(-'Jl'ﬂ\l Y
| | AAGTOCAAAAT TGctaaandeal [ancTar Taa a
: | GAOTOGAMARGTBAATTIC TTG] |lascTar Taatt
I
L | |
1 : 25 _4260ctnsy Family kb KideCh amily
|
|
1

B1. AN ERAREMHIHSPRED, ¥ TUBAPTERAMTLNEE,

BNERNFEEEEENI2MHSPRED, KM T 74N REDSEREBSEHSPHER7INERRE, A
TERZANIH—LERNRTERE, FEEIRZANMEA (B1A) HN2IBFUFHEE —ENIRER
EB5MBESIREHSPHIZARTEE . UBAP1 (c.247_248insGTGAATTC), ARMC12 (c.274C4T), CRISP2
(c.320G4C), ZNF735 (c.1010C4T), and DNAH1 (c.2391+5g4a), @3 (B1B-D) HSPB AW LI EF
e, RERAEUBAPIEENRZRNHIMENNRED, HEEBEH TUBAPTEAENFHRATLL, #E
EEMTANRARUBAPIERM SN2 F, HHTTHEIBENT. MU LEXEHIEG IR TUBAPTE
EAMIRNEXRETRESIR T ERBREHEEEFHME(HSP),

HTFUBAPTEREEA, HIEM/NBRPEETHN, AEEFEEINIEN/NEEREYH—FSH
RUBAPTEREEHSPARIIZFHEIRINEE,
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BE2. hb9:GFPHI B & thubap 1 EREENENEE,

EEESEEEREEYEZTubap1 EEMAMOM S &SR, 12E3-MOFIATG-MO, ubap1&REknockdown
B, HBENESEE, YREHNENRGBUREGTER, XLRBFMSPAST, PNPLA6, GBATEERESE
TESIRMHSPEEZE—KN, AL, FEZHENubap EENERTNREMETHEEGEEENXZR,
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3. ZMTEUBAP1E BN AANERMZZNERNSREARNBMESCRT-1EEMNES.

EZBETRERSFNE, YETHNHREE, UBAP1TJLUEIZUMA INEEEFIESCRT-1EEMES ., EEE
HCO-IP (BEAREBREHENE) , KIMERBUBAPIIATILIFIESCRT-1EEYMES, BESRIISTERE.
RIBLRTHI S EIRIE, /EEEHelaBfi TR EATUBAPTIREEAMAKER, SRAMAETRIAEN
EANAMIZARESREE, ZRAEXE[EM. B, FESHLEIR, UBAPTTIEEXN FEAEA
RUARZZEXEONEREEEENERA.
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E4. NBREHETUbap 1 EENERS X AENEAFZRUCEXTANRENTEHBLTHNAEAT,

BE, (FEWETUbap1 (IRMHMRBR/NRIIEUbap 1 EE B AIEINEE, BEMCre/NERE, FEERE
WETARR T NEERBNREURZEUEXEAREANSRE, XMEHelaARDINEIINER
B—EH, #FEFERN, EUbap BRNMETHRKE, AN THETRATIRERE. REREEE
AFEUbap BIRIIE EMET RN TIRRRATESHNEXER, FRAMEUbap I BRHKREMEZ TP
TR KR,
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El5. REHELHUBAP1T] LArescueF B TTH F L Ubap 1 MmiEM B ERE,

RafEEEdrescueLNWIFUBAP1E AN EMINGEL,, EERKRE, RABUBAPIHZEE R fEBrescue K
BEHZTUabp1 EEREERNER, HRAOHDP-PTPESEHESOUBAINREIHNE KR Retrescue &
BEHZTtUabp 1 ERREKEMRNERE, XEERRPFAEBIANYBE LD, UBAPTHIHDP-PTPE S

FMSOUBARTIREEE B = NN AZ R B XEAN SN HEEEENFEA.

%J: XpafEEESHOS/NESFEXEMIERETUBAP1REANRRATSHIEHNHERRER
W, HMSHAXRBEEUEEEMEEE (HSP) .
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