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RUNE-EHY oA
H 1 MYE SERY Hepsel HINEE QA Heps:

f010| &&= tmna B0l B H|W7ts AN HEHY(Causative LMNA Variants and Comparative
Clinical Phenotypes)

0!

HEH Hepset -
o i1 LMNA gl -
X X}< HE|= B nk=y|
Tl I'c tg%g ﬁol |J-|- I é Q‘II‘ %II- oL
EXh
= O
HEE™ | c.1824C>T; 2472 A x 113 Eriksson et al, [2003], De Sandre-
HGPS |p-G608G ! - Giovannoli et al, [2003]
c.1822G>A === .
0. G608S S35 5 Eriksson et al, [2003], PRF
=<

c.1821G>A S0, 3 Moulson et al [2007], Reunert et al
p. V607V AlMO =2= [2012], PRF
c.1968G>A e A= 5 Hisama et al [2011], Barthelemy et
p.Q656Q al [2015]

H| & & & c.1968+1G>C |&< 2 Igbal & Iftikhar [2008], PRF

HGPS ~ Moulson et al [2007], Navarro et

c.1968+1G>A =55 4 al, [2004], PRE
c.1968+2T>A == 2 Bar et al [2017], PRF
€.1968+2T>C == 1 PRF
c.1968+5G>A |01 AZS 2 Hisama et al [2011], PRF
c.1968+5G>C |&ES 3 PRE

HGPS = S{XI&-ZIZE X2 F(Hutchinson-Gilford progeria)

PRF= ZE2F AR EH TICHAAL = 2 13 (Progeria Research Foundation Diagnostic Testing Program)

1YY REANY Hepsel B9 STEO| Crdet AHEZHO| EX5HH, BIHYN FTALE HepsE &1
Ae HEZ2 SAS2 g 2HEZ Lo X|etct. MEY REANE Hepste| Hlu= F5T2
T RUAE HepsOf Z|gtettt &7 FAIE GG HO[7t CHE #AtE2 BR0s CiYe +=&2
TSR UEE = UCts Fo| F2l8oF SHLf.

|

AMNA  HEE B0l cas2csT7 e MRSl ER0s EAYO R0 =EEE FAISH

H OIC}HEriksson et al 2003].

N

= ™ HEl(Mode of inheritance)

SX&ZAEE XEF S ZT(Hutchinson-Gilford Progeria Syndrome, HGPS)2 YLHIMOZ Q[ &
HAMA 24 HEld #Ho|7t fII0|Ct Ol= 2™ EF(complete penetrance) YENE, § 0|7}
LASHH A4 BEHHO| Ao o2 0| LtEHHCH= 2|0j0|C},
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EfOrE AL SL A4 ® FHXA; ZE
2252 91 U AN vva YUY BOTL HOlE Z2 (BR F 3 YA
MAZYE BXOAIBO| B2 LAY £ Ut THs40| 7| WEof) LHAY St e
AN B EfOtEAL B AN H SEX FEO| TSIt

=]
2382 A 7|

LMNA H"HRME B0| c1824c>T9| H2, the T HE0| HAZ Z2t0|4
HIIA|Z7|X[=  2RX[2H sAHZX AZ2o|d K22 dsiAIZ|H, O Zip AdAxE 119 ¥
(0]
—

FL0M 150 HO|A O] AME HAZE O|FOITICH YR AE 11

T T =
42 0|t SYUSHA 150bp AMM|ZF LIEHE 4= QUCH O|Qt Z2 ©#HA S Jof FiIEs
MY E mRNAS| B T ZEZMACZ cUTH 22 ZX0| so o040l AtK|El FORE
HEAN ma|atola CHelEo] MEE0, O|HdS ‘T2 X 2I0|2t $tCt, 500t0] A0 AFK| 2
Za|2tolael T a1gofO|i-Ato|  CHMATLRSH M Thproteolytic cleavage)2E O[O0 X|&
OIAI 2 2| (recognition site)?t A, 2t MEZZZOIAM SHIO| oy A IHFHEO 2O0SH=
QI A2 2] (phosphorylation site(s) )0 K| 7 = Ct.

HGPsS| a4l HEZ| RaEs ZENEIO| X[&HQl miHdzt ZEO0|Ct O|2 QIsf MIZ Ljoj

2 f
Aoz Z2HNE0| SHEM, ME7F obetof map e Hote SFX¥e=z= ngECrt
ofzigh g2 M=o FTHe=z o B2
Q0| HepsOM EEEE BIAYS Y F SILYS o @7 ZME S BHIH
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IMNA W E7IME B0l o3l [l 1271X|9] AT FHEEE MZE CHE FF9
SA A0 =HOIZ|ACHOMIM 150330 AHX). ESH [MNAS| B & mZ M| Al0]| R0ojst= ofd
SECHMESIEASE QAL zvesTe24 LW HRE #0l= Z2|2tPla CHEESl nfrt
M 2HE BHE(0MIM606480)2 ST = ULt

Z2H 2 HMY Z=2ZF SHHO0l= YN HHEAEN {HXH Hepst LE FEE|X|T
YESEA CHE BEAE™S LIEFE == QUCH tvnva L CHESH Hold BO|E2 Qldl HIFAE
2tola EXAES FYUSHH, O AntE ChYst 2P S0| Yo Ent

HHY tvNA BO|2 QI3 HIRZEZE SOl HIFYEQ 2ol A CHEAg RSt

o JEMAY 24 oMz =g 0[FA Z0|F LS (Autosomal dominant Emery-Dreifuss muscular

dystrophy, AD-EDMD)

o MEMAY Y ozl =g o[FA Z0|HYS(Autosomal recessive Emery-Dreifuss muscular
dystrophy, AR-EDMD)

o MAMHY 24 JIEY = A2 S (Autosomal dominant familial dilated cardiomyopathy) 5!
MEA ZEH(conduction system defects) (2H2Hd MIHEE EX)

e MK 4 HLHA 71EFY 228 X|L0[EL
familial partial lipodystrophy, FPLD) (OMIM 151660)

o AMAMHY 24 XL ZCIAEZI| 1B(Autosomal dominant limb-girdle muscular dystrophy 1B,

LGMD1B) (A|CHY ZCIAEZDI & X)

-

(Autosomal dominant Dunnigan-type

o AMAMHY LY AFEZ-OF2[-FA 2B1(Autosomal recessive axonal neuropathy Charcot-Marie-
Tooth disease 2B1, CMT2B1)

o MAMHY M TItE 0|4 S (Autosomal recessive mandibuloacral dysplasia, MAD) [Cao &

Hegele 2003]

LMNA HO| 3 50| Y& HAAZS EO|

Kirschner et al., 2005]

[)
rir

NS0 Cigh BFEAHELD [Caux et al 2003;

H2tO|=EHE ZXE ZZT(Non-laminopathy progeroid syndromes). Ct22 Z=7| L3to| 8
o
= |

SEYES Z¢l= 7Bt S2FE2 =F0|0h
e MOt =2 BSEHQIED-ZIRUAERRF SZT(Wiedemann-Rautenstrauch syndrome))
(OMIM 264090)

o M Tt H(Acrogeria) (OMIM 201200)

e T2l ZF 7 (Cockayne syndrome)

e S2{OLAEBIO|E &3 1 (Hallermann-Streiff syndrome) (OMIM 234100)

® Gerodermia osteodysplastica (OMIM 231070)

e MMM HAY X|H0|HUZS (Berardinelli-Seip congenital lipodystrophy, congenital generalized
lipodystrophy)

e M|E|-2fAHE-H|OIBt 22 F2 7 (Petty-Laxova-Weidemann progeroid syndrome) (OMIM 612289)

%'6‘4(

ar &
- A TR BSF, ZREY

’

Ehlers-Danlos syndrome, progeroid form) (OMIM 130070)

e H 2] ZZ T (Werner syndrome) (OMIM: 277700)

e 5l2t= 0|d B (Mandibuloacral dysplasia) (R M2 ZHAZl THOf &=X) (OoMIM 248370)
e HAEEZ 7|22 ZZ(Nestor-Guillermo syndrome) (OMIM 614008)

e HE|H ZZ(Penttinen Syndrome) (OMIM 601812)

e 7|E} (POL3RA % PYCR1 =TI 0J)
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15. ZF Y X| Z(Occupational Therapy, OT)
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