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I T C &I

ffEw N (donkey) & MRS (mare) OBFWVDTFIE T
N (mule), K (stallion) Mo/ NOEWDTFII,
ERER (17> Cw Chinny) EFRIEH, HBEIEETHEICK
N, HOHZREL, L THAPRRIENS L, W
B, MEIEELRETh D, X, WEH e
NEBTHY, ZOTELOERIFHRREIFELCTH S
Wy b 5T, ZOFMKICL > T, BIERVPRELS 2
EERRLTEY, ZONEEDERFRIEERIES, 000
FHIPD S SN T WY,

TTr=rW, ¥YrvO), Z77=20), 7DD
4355 (A/C/G/T) » o2, 0EEIEIC X D
ENTWBE M7 LNEROMEFEH2004F12#T L
T2o X7 %32 —FF 5k NDBERTEIZ, S#ID
FREVA%L, 2.0-2.50{#IBRTH 2 LHHIS 1
729, & N ORIZ200%EEH, 60JKMH DML & 72 % 23,
Z DEEIFRIZ, V>8R R Eo—E oM 2k X,
ZRINEFELCTH 5, IEHZML, HEhHE, BEEEZTTS
7eizid, KREHHNC b ZEZRIIC b, BRTRBESEE
WEAET S L2 1T E 7 & 700,

[F CEREHRE RO LR ofildss 22 ke S %
w2ix, A/C/G/T DA OBEZEIEHRBSLETHY, I
EWOFIINLEY 22T 4 7 A ThH b, 7% (mule)

AIRIEERSE @ FIH Y= T390-8621
MATE3-1-1 EHREES R TIEY
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EBRER (hinny) OfITl, WHEE b A/C/G/T» 5
% HBEFHRIEFEICTH 2 DT, HRKT 2BOER
2 A/C/G/T SN D FE TR AAENT WS Z
ExRRL T3,

IEY AT 4 7 ABUE, EHINTW 58D
125Th%, FIMIERIITOIEY 22T 4 7 AD
e ix DN | BEL, AiilicoE Y = 4
T4 7 ADOWHEE [TEEES | LBAET 5, AFTI,
Hi# D% »T, FEHFVY A T 5 ATR-X fEE
B (X-linked «-thalassemia/mental retardation
syndrome, MIM # 301040) IZ2oWTVEa—9 3%,

I IEDRXT14IRX

ITEYx T 427 A1k [DNADES] (A/C/G/
T) etz 7, »OoMilEsHERETEEIN
2 BLFEEOLILZDMMEA] 2 [Zho®r
BERT 220 EEFEEND, TEY AT 4 7 AL
B4 2400 D B fiisiEZ®Y, Review %8 H 5 DT,
ARTIE, ZOBBIEE/NNRIZE ED 2,

IEYIRT AT ADAI=ZRALIZIE, 7/ A
DNA ® CpG X 5 ik, B A b > ¥ v o8 7 D&
(AF ik, 7EF b, V Bk E), RNA, %
NoWHS 7uxF U BEORI» 5%, HAICE
FwEL w5,

t MMEMIIIZ BT, 7 2m O DNA 238 um @
MR NICIGE B 121, EX N>y voR 7 2
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EOEXX VAV =LA EREINEEEEEERL, X
JVEY —AREDEEICLY 7 avF UREEDTERL
SN, ZTOEARIC LD PROEROEREEIHBEI N
T3, 7u~<F U IX1468%E O DNA 23t 2 b
> H2A, H2B, H3, H4% 2 5 F O/ & SRS
NBIAT7EX 2R 2HEEES DV VEY —
ABHARBA LT 5, £ A > H3 H40D N Kifi %
RERR T %20-300 7 S /BB SIAMEE ICZ L L, EA

b T =N EREER, VB, 7T eFub, X Fv
bz EDEHID S —7 v b ek, ZOEBHiSY—>
(EXbva—FR) c&kb, zuxF U fHENEL,
A4S 3y 7 RBERTRE, FE - HMeoflEziTo
Tw5,

—izE A N> H3, H4D 7 & F AL IZEE G,
&7 ¢ F b EEEMEIcE 5T 5, £ A b > H3D
9FHDY ¥ (H3-K9) OXxF bzt bo R
TRTHRATDOANT OO T UEBICED & NIRE
miEhe, —4kH, 4F/EHD Y Y (H3-K4) O X F v
{BIZIEGEEC@ < o B2, DNA O X F )1k, E X
F OB 2Tk, B R b H3-K9D X Fv1bix
BWIZHEE LAY, BETFAHE OV —T%2E> T
LEHEZHNTWDSY,

IEY 23T 4 7 ARIHINRTREBER E LT,
Prader-Willi fEfE#E (PWS ; #r4E BHIDRRE,
IRIHDARE O S AREAE & e - IO, RREEES, BE
TR, MR 2 R L 3 %) £ Amgelman
FEREE (AS ; HERHER, TA»A, 125 &
HIENdEn, IR VEISRERRHMETS)
B2, MEFZEIFNOERTH 205, WEHL bEE
O 7 ENZ15F L OARRRE q11- 138D RKIC & D
fEd 2, PWS TIXBHRD, AS TIEEEEEKD
I5HEROEICREERBD D, Thbb, PWS TR
BHRD, AS TIEREEHRDOIGFL AR T D HFB
TRAEEGETRE» RN LI XV FEST 5, Zhid,
WQEE I B 2 —F O GEEF LS, DNA BLHIE
E<LFECTHh2H, FliTidi <, FHBRC X #EE
FRENRL S 2L (7 LRIV AHLBIR) 2RLT
w5, DNA 0% (A/C/G/T) LISt oEZEHAF
(=X Y2374 27RA) &Y, B 28HEKEORE
IRBFDIAENT WS Z b5,

I ¥ & i

FEHIEW (mental retardation: MR) 1%, f&HIc
13 1Q S70LLF, 18LIETOFRIE L Ex S, AOOD

4

3-5% =D, HEOEHWHEEDL ODTH2, 5
ZHE1.3: 1 CTh %, IQ<H0D EE - 1 F MR
(IQ<50) d20-50%, B MR (B0<IQ<70) D75-
0% XN BRI TH % H5, FHE « L MR D20~
25%, WD MR5-10% I3 E LA BERNRRE & BAL
H 5N TW5EY, OMIM (the Online Menderian In-
heritence in Man; http://www.ncbi.nlm.nih.gov/
Omim/) D7 —F N—2RIZ & % &, 2004FDEERET
MR #2732 8EEEE L LT 23TREN BRI I,
2D b, 33BEME (271%) BXPMOE LTy 7S
NT»239 B, 2006 EOBEBLRTFOELREIZ LD
MR E X 72 L, ZO10% X Pk bich s 2 e
o Tnd, XPERIE, 27/ L04%% 505
WS W Z E2FET 5 L, XEEMEITITAEICE
D 2 BT OB HEROFICEN, 10.1%%2.91%
EEW I ERSN S0, MR BMHD20-25% 03 X et
FECERREFLD 5 LIS TWw 5,

NHS
STKe
SMS
ARX

OTC
TM4SF2

FT8J1
ZNF81 JARIDIC
BP1

TIMMBA
PLP
PRPST

SLCEAS OCRLI
ABCD1

L1CAM

MECPZ ARHGEF§

1 BETTICIZu—=v 73 X EEEHERO
Efs T (http://www.rm.unicatt.it/xImr/ 7 & f%)
THRRD B 2 185 T 13, FERHERR X EHE I O B EE T
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ATR-X fiEf#RE:

F 1 FERRER XCESR RN B b 2 s T OMBE LD

A Rl OBRE CBlE T 2 EE T
- A E RS AR BT RL, MIRNIEREECED 2 BT
« OPHNI1, PAK3, ARHGEF6 (RhoGEF), FGD1, TM4SF2
« VI T ATOMUNCED BB T

- GDI1, ILIRAPL1

Y FTADY NT, VI T AERICEIR

+ NLGN4, DLG3
« BREHIEIN T

- ARX
- Z A

« AGTR2, FMR2

B TEYxixT 427 ACHEbsHEETF
- MECP2, ATRX, RSK2, ZNF41, ZNF81, JARIDIC

C Zoff

- RNADORZ 74 v 7, S

- PQBP1, FTS]/1
- R BS
« SLC6AS8, ACSL4

ATR-X syndrome

ICF *?
syndrome v Rett

1 / syndrome

A FIAECHG

A Z AFIUAECPG
FFE A F ILALCPG
TEFILEERS)
EXbTAN
AFNE (EX )

Sotos syndrome

[ T

ry T

SEHH

NSD1 (histone methyltransferase ;&%)

Coffin-Lowry Rubinstein-Taybi
syndrome

syndrome

cap

= YUBHE (LRFY)
L FRFLE

e BERRYTAN

X2 7u~F ERENRD 2 RBOBETEN & MK CCEk122 & %)
BB ATRXEHIZAFWUELIZER M iZiEET %5 HPL (AT uru~xF vy w7 |H  KTIEAER
ENTW3) 24 LT, BEHHIRCEbD TwasEHEZONTWS,
DNMT : DNA X F)VEiEfEsE, HDAC: E X » V7 £ F 0V bEEE, HAT : £ A b > 7k F LS

XOHGH R (X-linked mental retardation:
XMR) &, MR IEHEIBERZ D 2 wIERFRY
XMR &, MR PR BEIBET 2 £ O BT RS
WA R 2 EEEXMRICSEE NS, BIEOE
BB T & UCHEE T2, 20 L DEE FEE
SNTWENY, a— N3N EAOKERE»S, Ml
B, MRNEREE, ¥ 7 ABK, Mildabix e
R OREE D b D Wb 2B TFHE, T
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VAT 47 AEbZEBRFHICRE T o0,
ATRX BIZFiR3EHECEST (K1, £1),

NV IEDIRT IR LERER

DNA X F 11k, A b Y EEHDOEHIH 2k 0
~ 7 I D 2T ORSRY, R 2
LETBERLEREET SERFOFER %2 (K
2)o EEEHIHIERED R ICEN T 2B L LT, Fill
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DNA %X F WALEERDNMT3b% 2 — N § % DNMT3B
EEFE2EMTEET £ T % ICF (Immunodeficiency,
Centromeric instability, and Facial anomalies) fE{z
B, AF L7 CpGitHiad %% > 327 MECP2
32— F 925 MECP2EETF2EMFELEBFET S
Rett fEBE:, 2L C, 7u~F v EHEKICEDL 2%
X7 ATRX #3—F 3% ATRX BEF 2 EHTE
fBEFed 2 ATR-XDBEFonb, —FH, BERLE
B OREIGER T 2HEEE LT, EXNVEHDOT
FubicBb 2EH CBP 22— N3 % CBP &fn
FEEMEET & 7 % Rubinstein-Taybi fEfERE, b
A+ rEADY YEBcBEDb 5 RSK2 BIZT 2 EE
BIET &3 % Coffin-Lowry JEEREE ST o b,
T, L, HRAMIEE IC L > THS IS -
B, FEMUER, FREBER 2 FRER & 9 % Sotos fiE
BFEROEMERTFTH S NSDI L, EA YD AT
MMeBgsRz a— F L, EHGRICEADb S LF 2o
T 51219,

vV  ATR-X fERE¥

A =

19814F1Z, a ¥ 7+« 27 LigtER O &6 (ATR)
WO THESN, « 70 VEBETHRET S
16p13.3% & tefHIk D KK 2 WO BEEHER FHEMRAE &
2z ohEH (ATR-16) &, REZRD L WIER]
WA E 7z, JiEIE B, ke bREL, K
BHOBELRLTHLDITHL, BHIE, BEoAs
THY, BEOKMHERZHY, FHENERZEL,
FEIRENC—BRTH 5 Z &6, FRRELE T XA
bz enriizhn, ATR-X 40T 50,
1995812 #[# D Gibbons'™iZ & © FLE AT ATRX
WEE S NTzo B F TR TIOFKRI6ERI DL
WATR-X £2iahTBY, HATREA AR LD
JOREFI DSR2 S LT s 510720
B R

ATR-XOEEEETATRX 3 X4 - (Xql3.3)
WREL, 20281 XEHERFMER (XMR: X-
linked Mental Retardation) @R & 7 %2, XMR
VIR PR AV RS Ry DA R0 7 B R REAR O 72 W FE
Froy XMR &, Mg b FHER, £1b
FRIPT R e E R ESREME XMR i s, ATR-X
RECSEINS D, ATRX BT I3 ERED
XMR O FREERFICb R0 H 520, 7, ATRX
BT IEfhOEREE: (Juberg-Marsidi fiEf&ERE, Car-

6

penter - Waziri JE & £, Holmes - Gangs JE & £,
Smith-Fineman-Myers JiEfERE, XMR with spastic
paraplegia) OEEEMLRTF L L THREIN TV S5,
ZNSEFHIOEBEE VS LD b, ATR-X OIEL W
RIERZ R L T2 EFZ /TR BTH S,

ARy e ATR-X OBFRG IS, B0 L%, HE
DGR, a VT X I 7 OFLE, BHOER, 5+
PESRSLE, BHREE, THRE 2R L 325,

AITAIRERNE D 72 <, BATAIRER & 100 THT
BT 5 ENB 0D, 3R CHITRER L IER
bbb, LA EDEMTHEREDOSHERITHL WL
2, BIRVICX 2GS 2 =7 —v 3 VHSHEEL
BB EFEET 50 ATR-X OZHINRT LEBY, a
Y77 OFERFEIITH D, Frle AR %
brilliant cresyl blue e T )V 7 R —WRICHF %
FRMIRDOFFLEIC & D Z2M T %, HbH #HAMKZ b DR
MEROEE X, BHICED 1 %KEH» S8+ % LiEA
<, iz, BEDA% TRBESNZ NI L ITHERD
WLETHS, £oT, HbHEM%2 b - T, ATR-X

DM EBREST 5 2 L3k d, hoOKERY S
ATR-X B8bh 25851, BTN E2TS 2Ln
WHETH D,

E7z, BEOREEROK 7THRBERBEFE2~T B
bORKETH 208, @E, 2RKOXGHED S b, &
FORIET & b O X PAEIRIRAICANEL (skewed
X-inactivation) #5213 Cw5 78, EERTH 5,
LoL, falf, XTE LR ICLY, ATRX Ein
FERILZHEO MR OJFRK &2 D155 2 LG S
iz,

C ATRX EEZF& ATRX #>/87 (H3)

ATRX #1511 Xql3.3IZ /G L, 300kb i [A A8
N3V Uhsind, NREEOBEBICIZY AT A4 >
D& ADD (ATRX, DNMT3b, DNMT3L) K X A
VEMENSHEES DY, F0—E1k PHD finger
XA ZBELL, 21X, 50-80(E D7 S /Bh 5
7% % zinc-finger K X4 >~ (Cys4-His-Cys3) TH Y,
ryu~F » e LG HECEb 2 5 > 7 12[[E
ENTn2, ZOEBIFE b EvT ADMTHEEIC
FESITBY, BENCLEEEFEZ 5h, ATR-
X DEFED60% T OFEIBICER 27D T 5%,

FROFEBICIIE b v YA TRECRAESALTY
% 7 OO helicase motif 20 & % 2882 H VD, Zhic
D ATRX IZSNF2H 77 7 S ) =3I NLTW»
2, ZOTN—=TWIET S5 82 1%, TEHIHE,
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ATR-X fiEfERE

® 80 o L]
5 —{ THITT I T T TTT 3

ADD
(ATRX, DNMT3a/b, DNMT3L)

[|-c00H
PQ

Helicase domains

M3 ATRX BEEETHEEHARAD ATR-X BEOEZEDEN () &, ATRX EH—X#EE (T)
B I A ARR, BAIFF VvV ABBEDLWIEA T T4 Y I ERZRT,
P:PRYZR, Q: ZN% 3Iv—1vyFOMHEE (KAXEK)

HHRE RS B, DNA B8, Mias24E o etk sy it
WZBb->TWwaH, ATR-X ODEEIZBWT, KR
I RIS R e e E R R T IR A IX Vv, CFK
W2 1%, P-box LWEIEN %, o SNF-2f%% > %2
OO DEEHRIENCE D 2HE, ¥ 287 =8 2%
7 HEVER b % glutamine-rich ZFEEQ % b D,
D ATRXEH:(IESIRT 1R
Gibbons 5221%, IEH TIZ20%FEE D X F 1L %38
® % rDNA &1z F ® CpG  rich 2 fHER I B W T,
ATR-X BETIHEA FMEIRETH S Z L 2R LT,
Y PR ) € — N Th B DYZ2®, 77 u R
THEBOY ¥ — s TH B TelBam3.4TH X F LD
BWEBED TS, HiR Lz L 512, ATRX @ ADD
FX A, FIHEDNAXFNVEEEBERTDH S
DNMT3”7 7 2V —ic 4 @ ®, ATRX H & 1Z DNA
R FIOVEEE RS BE SR IR AL & /e 7z 7 v s, ATRX 8
ERA BT 2 FMEEEE LS, DHVwIEY—o T
v AR DNAFGEA %M LT, DNA x5 v
LEEZHEATL2HELEEZRL T 5%, il
ATRX # > 27 L RABED ATPIREE 7 a~F >V
ET) U ITEEERD 1 OTH 2% SWI/SNF EERD,
Rett EEHOHTH#EETIC LD a—Fashx 7k
DNAEE S > 7D 1>5THh % MeCP2%2 /L T,
BETFEEIHEICE  Z L 3RE S, BBREN,
F7z, ATRX Z, B X7 L EEERERL
TEBY, ZO1OoB8~707axF > F X770
HP1TH %, HPLIZ 7 u~F &Y > 2 TH Y,
E A b H3-KID X F VALEEZ SUV3IHL % & 10 %
DY v X7 EMHEERT 2 2 0350705 T 52,
ko T, ATRX & HP1OMAER K, ¥ /X7 —%
YRIMEFERICE > TA~T v 7 0~ F UEERT
ATRX BPEFET 2D HETH 2 Z eNTFHRINT
Wb,
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E ATRX BFEELRH "?;E

BAEE TCAESNIEERZIIZEAENI ALV A
ZEThHD, ADD KN XA > & helicase N X A 24
HLTws (HM3), ZokReELsY, WD Y,
Z DFEERRBERIIBII EFE Z o TWwb, BIED
£ 25, HEIRFRER L KRBT O S Hh 2 1B D
Tz, ME—, CHRiEDRKZFOREG TEED
AEREELZELTEBY, ZOEBESWBIREIMERD
FBUCFRO B EE R LT[R ERL,
ATRX MEbicBb 2@z LThEHS
529,

ATR-X BZ DEZFEFERP S, 7avF > ) ET
D ¥ 7 RN LT BB OBE T OFEIR IR D EE S
nz (M4), W—5> TV IENELRTIEa 70
EYBEFTHEH, FOS0E—F —FHEO CpG
AFNMEREERIERE EZEb V%L, a 70t Vil
%@%ﬁbxﬂﬂ%ﬂéh%% H =X LFDD 5 THRN,

EEE, 1R L7z & 512 ATRX ¥ > o827 [FEEF
FEHE R E LTI 0z, ¥, ATRX BTE
5z k5 ATRX OBRETRRICL YD, o 70 B ViR
TOFHEBHE SN D DDA TH %,

R IC B D 2 EREE T DT TH 208, il
Berube 5*Vi%, vV ADFEBKIZ LD, ATRX EH{N
TR L D FHNC 3 1 2 M4 fF Ic R e 18 2
R1zL, ATRX BEFAEEIC L 2 B L O
2y e MBI 2 REHER ORI & e 2 ARk %2 R~ L
720

Vi &% #% IC

IEY AT 47 ADOMb 2 HEEE, FKHEFMER
2RLCOIENEEFORRESI NS &, ZOFENE
T EBRICIIEERE N5z, DNA O X F 1k
FHEHR, bWk, A NYOBT £ F VLHER %
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Xq13.3 16 & B K MEBEBLER
ATRX EiF
DER a-globin ;&&F B-globin E{EF

l

ATRXEH ——— [RINH

DRETE L
o-globin 8 B-globin §§
FR=XLTH EAEET faxtsatE
EMEETORBER
FENET
SR HbA(a2p2) HbH(B4)
TERER EEET DOHIR

4 ATR-X OjFkE
ATRX EACHEFH 220 2 BETFIF « 70 EVEETFLSMNIS 2> TRy,

EOFEREFIC LY, BEREFHEHELERELIEL L HETH HAREESREB I N T W 5%, ATRX 12 X
B, R OENE I ENPAFI NS, R TIE, D REFAE 2 Z T 2 BB TFOFRER, TLTZDAA=
siRNA % v T, HIEEF 2 /R DNA X 7 RALDOFAIC LD, TEY 22T 4 7 A LR &
MEEE2EATbRE SN T 5%, 72, DNA » OBLEDEH S22 21350 T, EHEEED &0
FNEEOEGHER G 2WE FERPEY S Ty 2T 4 7 AEBORFCHE D Z L]
Bi,) BIEY 2T 47 ARFIC L B BEBOHHRIC Hena,
X B
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