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| ATP7A gene mutations in patients with Menkes disease and

Occipital horn syndrome

Menkes #% & Occipital horn syndrome B# 23315 % ATP74 B
BFOER

1993 4E|= Menkes 5 O B{LEAG F—ATP74 3FAE S, Z ORBITHIAIN D Golgi A &
M%Eﬁﬂ%ﬁé%%%@@%ﬁiofﬂ%iiéﬂé:kﬁb#okoMW%@5/A
DNA O4E1Z# 150kb T.cDNA 1% 23 ®x 27 Y i 72 0 cDNA OFIFREEBIIAI 4500bp
T B, ATPIA BNa—F 4 v 7 LT\ BEAE ATPase & H—ATP7A (TP THO YA
kY —73 5 Golgi E~DHiEIZBI S LT\ %, Menkes 5 OME TIEATRRDIHO B IE
BTk B, ATPTA OKIBIZ LD . SITMIRA O A Y —IZER L, MM S
N2, NBICRT BERIREEE O R, 28 ORRZICRY | SEEOEHEETICE S
BERERERT,

Menkes J5 13 AR ERAESR &3 Usd & 92 B bz 0 SR RERE 2T DB X Bt
GRS BREERTH D, A% 23 » A OBICREBEEOHRIEED U, B ER S E
N, DHENBEAENE . LnL, BAH L WIZHAERBIICREDOHN S H D, B
TSR A TE U, RO L LR nWE S0 3 METITRE TS, BIED
Menkes 5 C# 5 occipital horn JEMERE I 2 BTEER OB DA FHECT, FEESF I ITE
< | EBHRFISCMM - HEOWRMR, BREMEREESN R 5N 5. Menkes 5D IRKRAD
EMEESAR O v 75 2 2 o O, & ASAR CIFHED E&78 R oW,
Br3k B RHESFIAL, BRI ORI E B L Th D, RIEF ITMEA(LFRIRE
TIEEITZR LNV, BRKEHE RO ERECRH X 2581 L 0. L
L. B AEHA NERNE B E 8 C b ARERE TRV E IR S 22\, Menkes fHIZRN~ER 2



B PRI $ BV FIET B BTSRRI 2 Bia T ISR EE O PRSI TE 2811
I 5, BRI e & OSSR O RZE OETIIIT 2\,

KIEDBLRETFRFER SN T OAEREOBBTERNRFAETE D LI RoT. B
FOB-EFERPFRE S, BTN E2 AW REEZE. HARRZE TR 2
%, LL, SETOREFHRERKEFOERT, AAANBEOLRITELHLNTIE
72, BARAOREEZE, HARMRZEBOMEIZE 700 BAA Menkes Ji§ D fEZ B H 2>
12 L. EARTZWHEL T 572010, ABFFE T 20 4 O B D72\ AN Menkes 45
B L 2 & OMBBRO 72 B AN occipital horn JEFERERE OB T 2T L. KGR
FIRLOSRNE B A HIE LTn, & DISEETFRNT & MR OSRIIE % AT, 8 4 DBFE DREE &
4 2 OBITICH L, REZFZWE LTV, 2 FoR CHARMDBW & i Lz, AT TEE
FHED S DTRIZ L > THT b DT, 2Flf v 74— L Farty Nefl ETiTo7,

1. Menkes J5583 & O occipital horn SEFEHEE OB TR L KRR OSIE

FoRREIR 25 B2 W S U7 20 4 O EKEEER D 220 Y H A A Menkes 75 FBE & 2 4 O MAEIFR D
72\ B A occipital horn JEMEREERE O AMER, BRLY » BRI & D\ EREE BB e
I 5. genomic DNA & total RNA Z4hitti L, PCR & RT-PCR T ATP74 D7 Y
& cDNA % HilE L, —#Fo PCR FEM % SSCP TA 7 U —=1 27 L TH b direct sequencing &
1To7,

19 4 O Menkes HBAE 525 18 DRIp o W ERB LM >T2, XD 5 BIRIEDTEA & RKI
64, ) BV AERITTA, IARVRAERITIIA AT TAAYA MERIIIHTH-
7o 6 ZOBEDOERNTTICHESNEZERLFALCTHo, HEVD 12 BRIFESET
[CHRE SN TV RWERTH o7z, RT-PCRIFITICE D, AT T4 AL NERERLT3
4, Menkes JiEBH T, BRI D1 2HDHWE2 DD VU RRERAT T4 T
Wk H &, EFORSO DNABRPoTel LB bhotz, £, 20 40 Menkes
BREOMERE EAr 7S AV MREEZ R L, /ey ARROBE AR,
TABRSFAIVEERICEME TH o, TN O DERIT LD ATPTA THRENE L KT
LCWBEEZ BNz, 20 40 Menkes FHEE D 5B, 11 4 OB G HHHESFMIRRO G
EARRELEE A, BETFEROMEELBEMRR <, MEMICHRAZEIICERE L TV

----- . 14 ® occipital horn JEBEREDBFIIAT T A AP A NERTH o7, RI-PCR AT
Ty Iy 6 WARTIFTA L TENTET AL NRHER ST, IEH 7 ATP74 cDNA
BOBICTHEET A Z ENboTz, Z0 occipital horn JEMERED B OBIRTZ 21 Meller
54 L7z occipital horn JEGEREDEE LR UAERTH o/, £ T, Real-time RT-PCR #&
T2 O occipital horn JEMERE D FBFE D23 B JEIMHESF IR O IEF 72 ATP7 A mRNA DOFETLE
FWMARIE A BRIy br—L® 18—21%Tho7z. LirL, Melle b DEH DR
[EMHESERIIA O IEH mRNA OFHEIX2 Y br— D 2—5%L RKBIOREE LR o7,
A BB D RERE B JE AL SEAMI O SRR BE 1X Menkes 77 B3 & [RIERICEMEZ 7R L, occipital horn



FEERERZE O HEE KB SRR OMRENENEH TH L L2 L, Ll
B 7 FE S SR AR O SR BE1XASE O phenotype 78 X720, 7z, ML - EAa 7T A
3 U AEO KBS TIE Moller HOBRETIHIEMECHHN, AFITIIEE Thol, ThbHOHT
BLRUATTA A A NERTH-> THBEICL Y IEH ATP74 mRNA ORI EITRLD
Z LR L TS, T b, occipital horn FERFED BTV TIXIEHR 72 ATP74 mRNA
DIFLEIT X - T Phenotype 23& 9 & WO H LWENRZ G,

& 52, Menkes HEF OBETEREFET HBC BAN ATP7A BInFI1281T 5 2 5 {8
DZIE[FE LT,

B0 D 1 40 Menkes J5HBE & 1 4 D occipital horn JEMREED B TiX ATP7A OFIFREE
I/ S o RRiER S 3 FEMERERRD 10 {H GTT # 0 R LESIG T LS, ZR
XG0T,

2. TN & RS OEMHIE S & o REEDY

Menkes HEZFDORH 8 4 L BIF 4 LOL2MB D\ TR BBHAEZFNIEA S genomic
DNA ZHhti L, BT 217 -7z,

8 HDEHED S b, 6 HOBHE | AOBITL I ADERT LA TR, REHT
BB LBWITER, REF DD B, 2 4 TR REESE IR OSRIR ERIE 21TV SRR
I Menkes i 8% L AIEICHELZ R L, BEFRMOBREIF T2 LN TS, B#H2
&L BIE 3 LITERT LAEZRE > TRBLT, RERETRWI LRPprolk, £D5H 34
TR R E M MR OSIEE O JEEZ TV, WINbEFROEZ R Lz, £, Mk
D72\ Menkes 5 HB# 2 4 THEAETERBAIMIFA L Th o7, 1 4 ORBUIREFE T,
b 9 1 4 OREBUIMRERE T3 o 7,

3. BETENT & ERAIRROSMIEC X 2 HARTRZE

Menkes FEE D 2 K%, 2 MECTHARBEEZIToT, 5b 1 FROEE TRHBLETE
BIAAE SN TOER, | FROBEIERB RN DR BETH S, AN
genomic DNA Z 4 L, B TRM & 1T o iR, 1| AOBMRITTIIERT LWTR o)
59, BRETIERVWERE Lz, ZORBITHAR., @ETHD Z LRI,

BATRIE 7 BRPRIEIR & BRR R A BT 210 b0 0b b ATP7A TOREITIRD)BRH
7= Menkes i BEFFZ TIL, HEEEKMRORIEERE CHARBE 21T o/, Find
73 Menkes 75 T 5 L BB S U7 FE, OB CICILIR 28 B B Th o7z, FREFRIZ
U, CEAMI TSR Ch S = Liibhoteioth, BRI % BIE L
7o BRI OSRERE T2 ha— 0K L v EL, FBYEDY Menkes A
T o LN b, RIENENR 36 BICH LB THA L, ERBEOOICRER
AT A 1T - 7o, RARIC L > THMER, EAa 77 A ERiEe A E ERET
Menkes 55 X 2H L. 4% 22 HALORHO 2AF VUMK TREIBR LD, BIE 3



% C. MEMEEIEITIER Th D,
U EDOFER LY. BETERBFRE SN TV RV Menkes 7588 DR TO HARTZ KNS
AR 2EKMIROSRRE N FR TH D Z LAVRENT,
B3 2 FE M SRR O SRIEEE DI 1X Menkes 75 & OHS BHE OBKNIIH A TH D7,
RRDOEEE ZFTMET 5 2 LT TER, RIEFE TIEEEE KM ML P ORI 1R
BEPLEFEETIEIETHD. Elo, MIFH, BARTIAIVENEELPLEE S
T. OHS BFRREH T IIEWEINZ, o T, BF. RIKFE & HAERTZEO
MEZH T HOIIBEBETRETH D,
b, ABFECHE O H LWEN R
1) Menkes /5 HBE T 12 HOFH R EREFE L.
2) HARNATP7A BIaTICEBT 5 25 DM 2 FE L,
3) OHS BEFTRILATF T4 A A NERTYH, 53R EKEEEMAZ O IER mRNA D5
i 8- Phenotype 32725,

4) BEIIRLERTH->TH, BEMREE ThHL5HE LIRERE TIIRWEERH LT
L Cho T, 25%D Menkes HEE DEBITFARRERIZEIALOTHY | KAWL
AT Menkes FBRE B L OVEOFRIEFIZHATH S L Bbnd,



