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Molecular Genetic Study of Japanese Patients
with X-linked a-Thalassemia/Mental
Retardation Syndrome (ATR-X)
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P CNEDOE R

(RUBIZ] HEHEFIEETHEORABETHY., FOHEERBVHOD, FEAENE
RARATH D DNEBEPHITNEHEREICE > TR AERMETH . AOD 2-3%511Q70
LAFTHD. 03%4° 1Q 50 LTOEE MR 22LTWaM, FOEBKENEILTNEHD
B ¥Rk, £LT. MRIZEZMERNKENEEZI S, EE MR O 50%i35%&
LEBEEZALNTNS,

., XERIEEEE (XLMR) OFIFASED 5NT5, XIMR . ficEReHE %
BRIV, RN MRMRX)E. ICHRLREKREDSE, MR MEDIBD—DTH D
&t XLMR (syndromal forms of XLMR) 24515, #EFIBEE T X Bk EiZ 70 55<
D loci MEIEEH, 2z &b 1012 BO X HHMBETFOFEENEEZIN TS, FMR2,
oligophrenin-1, GDI1, PAK3 2 EAFIE E N TV 3,

—75. FERYE XLMR OBIFEDHER S BHE F L <, Rsk-2 (Coffin-Lowry syndrome) . FMR1 (Fragile
X syndrome) . L1CAM (HSAS, MASA)Z EMRIE SN, ThoHid, MlANERDE. BETE
BEHRGRTF. #BEERFICEOIETEEISN TS, BB h, SEFEOMRICLE
ATRX BEZFH. ZOERYE XLMR OFERRGEFO—DTH 5,

Xﬁﬁﬁﬁ aY St XT /MR R E & 8 (X-linked a-thalassemia/mental retardation syndrone:
ATR-X; MIM 31040)i3. EEFAMHER. FRHAR. SMEBEAY, HH OFEL2EMETHXH
BMESHBERRBTHD. FRREET ATRX 1X ATR-X 721} T72 <. Carpenter-Waziri syndrome,
Juberg-Marsidi syndrome, @ %V i3, X-linked mental retardation without a -thalassemia 7% & D E K
THbHD, COBGEFERRAETIERBIMBHLL, X HEEEHMEHEOERBEFO—D
ELTEETH S,

ATRX 13 Xq13 1Zd D, 350kb IZEATD . 7kb D ORF Z§FD. 35exon MK DIL>TW3, Zn
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finger, DNANUN—V RAAS D 2DDOEFEEEL., REOHHEMNS., TOEMTH S ATRX

% > 727 1% SNF2/SWI DNA helicase family IZBL., 70X FLUETI 2N LT, BEOD
BEFREICHETEEIASNTVS,

BEETII3 ABEDERMBRESN TN SEH, BEE &HEEROBRIZHETIIRN,
B3, ATRX BT EEREBOMBREZHSMIL, 510, TOBREZHONITEIIE
ZEHNELT, AXAATR-XDBE SRR IBEMRE L THFRIEFHRIAET L.
(Hi£] MKX@%%ﬂ%&%ﬁﬁ%ﬁﬁt*%ﬁMﬁtﬁwéIM{ﬁkﬁwﬁEE&D
fTolz. 275U, HbH 2HFEBRVWHAERERNESEN S ATR-X b N /- 1 EF DR RICTOL.

ATRX BETFORTITBEMLKENSY /MK ZEHIIL, RT-PC EICX D ERERZE
BIELY— VI ABEREIDEROBEEMRB L., TENKRSNIBEE, ¥/ A DNA
THERL., 5. REDAFRERKE, EFRES 0B EMRELTEROFEZHERL
7.

(2] SRR IEFITHBNWT 7EED missense DERZEFELE. 8KRFPSKRHEN Zn
finger fRIL (N179S, P190L, V194, R246C), 3 RFEAINY 71— E I (V1552F, L1645S, Y1847C)
KEREEDKE, THOERDSSL, R46CER 6BIIINETHREDRNERTH >/,
BHERBRLEZ 6 RRFPARRIIBENREETH o, 2ERRTRBRICERZED T,
de novo ZEHZWNIIHBROHRET 1 I MEDbN, BEFEF LBREREORIC—EDR
FEBEDIEN o, T FBICZER (R2460) %D 2 fil4 1 Flid HbH Z32DHah o7z,
(8] SEREINZERITTRT missense ZETHY, 2DOEBICEPL, HELEE
THDHIENHRE NI, Nonsense TEPREREMREET NN EMNS, ATRX BIETE
NI RELESBERIBENTHZEEA0N, FRETFORECBIZIERMENRKS
na,

BETERSFEROMICII—EORMBREERTIZ LR TERM /. £, FA—ORRAL
BWTHER - HBEEREZRDE &L, ATRX BETOERICIIERORETFEHNEOH
BEEROEET et 2 MbE 2. ATRX BRFIIBEROEBEFORBEHGHL THDH EE
ABNTVWBOT, FBRETEHEEATI2RCTORIENTBHEREOEBOILDEER
BELEZS,

Frz. 8. ATRX BEFEIZOIFCUETY Y. DNA AFIIHEICERD> THWH T &
BASMIZIN., ZORBGETOBEOHEEIL. REEHFOLZST, BEXEREZSOLBLENE
FRHTORBOMYA, R, BRIEORRICHU DO EEZISND,
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Molecular Genetic Study of Japanese Patients
with X-linked a-Thalassemia/Mental
Retardation Syndrome (ATR-X)

(XH#EM a ¥ T I 7 M EFREREED
HAANBE BT 555 FRIZFHKZE)

FEMRE (MR) ICZ NS IQI0 L FIZA LD 2-3%I2H D, 1Q 50 A FDOEE MR 1 03%
LanszA, FORBESBNEIL TS HDIE. ¥R bR0n, £z, MR J&E
HERNKENEEZON, EE MR O S0%IERKREEEZONTVWS, EF, XE#H
MEFEMR M (XLMR) OFENED SN TS, XLMR F. MIZEKROFEEZ RN
JEH R MR(MRX) & ICKE 2 BERZ HH MR 2IZD 5 5O —D TH BIEMHENE XLMR
(syndromal forms of XLMR) 2/ F 561 %, BIEREEET X REMK EIZ 70 35< O loci
AEIEIN, S Ed 10-12 HOFKERTOFENMEEINTED., £DDE FMR2,
OPHN-1, GDI 1, PAK3 IR ENRIE SN TS, —H, JEMREME XLMR OFERELRTEL T,
Rsk-2 (Coffin-Lowry syndrome). FMR/ (Fragile X syndrome). L/CAM (HSAS, MASA)72 &N
BaEah., #noid, fiRABREE B PSR, Ml ECaEgs SIZEbo
BHETFLEEZSNTVWD, SEMEOHRIC U ATRX EEFH. ZOREMEMSE XLMR O
RELETDO-DTH 5.

XHEHME oY I I 7T /K #EEIE % B (Xlinked o-thalassemia/mental retardation
syndrome: ATR-X; MIM 31040)id, BEAEHIEHR, FHRER, SMERRY. HoH OFEEK
METZXEHESEREERTHD., FRERTF ATRX 13 ATR-X 72 TR <.
Carpenter-Waziri syndrome, Juberg-Marsidi syndrome, » B3, X-linked mental retardation
without a-thalassemia 72 EDERTHH O, ERRAIIENL <. X EEHERE whiiE O N &
ETFO—DELTEETHD, ATRX I XqI3 IZMET S 350kb DELRT T 35exon N5
N. Z® ORF 12 7kb TH 5. HESNDEMLETEMIL Zn finger EAAT 2, DNAANYA—
T RAA O 2DOOMEEEEL ., BHEOEHMN S ATRX ¥ > /37 1L SNF2/SWI DNA helicase
family I2@L., 7OXFLOUEFI 7 ENLT. BROBLETREICHETSEEA
S5NTWVWS, BEFTIZ 34 HOLERNBEINTVEY, EEAEERIKYOBERIIUHE
Tldiz i,
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MEEHIL, ATRX BT EEEOBEBREHSMNIL., 51T, TOHEZHONMITS T

EEEHMELT.HAAATRX ODBEIRRILAZHMRE L THFEEENIRGTET- 2.
(i£] ATR-X DOZWridEEmERER & RKHRIMEKICHIT S HOH HAKDOELEICK
D{T->7. 277U, HbH ZEEHZRRWPERAREN S ATR-X gDz 1 REF & RIT
S, ATRX BT OMIIIEFmMAD S ) > /NERMRAkZ /I L. RT-PC KIZX O
REHAMBLY — VI UAEICKXVEROFELZHRA L2, BERVERSINEZBE. 7
J . DNA IZTHERL., 2512, REODAFJRERTE, EERELSOAZHRELTE
ROFHEEMER LTz,

(452] SERIEFICBNT 7HED missense DERZFRFEE L, 8KRZF S5HKEMN Zn
finger fEIK (N179S, PI9OL, V194l, R246C). 3 HKFZNAN U I — L HEIB(VISS2F, L1645S,
YI84TOWC B R ZRD=, THOERD DB, R246C ZHR< 6 ERIIINETHRED 2L
HEDOTHol. BEERBELER 7 %% 5 FREBHEMRRETH 2. 2KZTIIH
BICLRZHEDT, de novo BEHDLVIIBHOMEREY 1 VDN, B TR% &R
REREDOEIC—EDMEBRERDRND . £z, MUER (R246C) ZHD 241% 1 fi
(& HbH Z 3807210 1z,

(%] SEEESNFZRIZTNT missense ZRTHO, 2DO0MEBIZERL. #EEL
HETHDZEMNHBEIN~, Nonsense ERPLREBENREINBZNT EMNS, ATRX
BEFEYNZESIIRELEESEIBENTHSEEZ 5N, FELRTOREREIIST
LEEMNEEINS, BETEREERKOBICI—E0BBREE#I LI L TEan
S, T, A—DOLERICBNWTHREBOEBERERZRDZIENS . ATRX BT
EBICREROEETFENEORBEERANGEET SlMEZHADOE S, —7F. ATRX Eir
FIREKDELZFORBRZHGFT L TVRBEEEZOLNTVWEIENS, INSDEET O
ERTREREEOEBOF-OOEERHREELEZ D, $x. &ill. ATRX Bzl O
TFLUETFY LY, DNA AFNICEbL > TWa ZEMAHLMIEIN, ZOEETOHE
BRI, BHEBEROATST, BEREEZSOLELNEYTH TOREDHEABX
DBEIEORRIEU DS EEZ SN S,

NEREEIZRL, BIEOBREENS, WHWWS HbH K& O RFA., #HF] & JE R F]
EEDEEOLEE, i MRI AR, ATRY BT OMOBETFREICRIZTHEF. ATRY
EWEFRO glutamine repeat OEFES. En TN S IFEIEMFEORER R EIZDNWT,
BIEOEKRBEEN S, ASEEOEFAEEDMITL I EANDOFM. ATRX EHOKRER
BT’ADSHEOPFE A, missense mutation NEWHH, HbH BE THH#EHRORRWE
FEDFED AR EICDNT, EEO/NKEENS, B—ERTHDRNS RIZDER
@ELTHEAOMME, 16 BYRBEKRE L ATRY B FEVEREOMEELZEIIDNT
OERNH -, HEHET. BOOERERE G ZSHUBEYIZHE L.

IO, ATR-X fEfREZ2ENSED. BABEIIBITIEEDOERBTHTZTV
HLWERZEETDEEHIT, FMBEREROBTZTV., BEETEREOBENEZ
Mt LEZE, £ FORENSEGTEROATRHEHOHKENWFENDH L I LR

WAURBEI N, FEOHFLWHREZ R LEZENE GHEEI . SROBEO BRI
TIN5,

BEE L. NHOREEHHEL. KERRRBICBIDHHBORGEMAZED
GbhEHRBEENEL (B OFENEXTHOTHBEREAT O LHELT,
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