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1 = Nonsense E228X = loss of both zinc fingersinger
2 = Splice acceptor mutation = disruption of 2nd zinc finger
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BR00-0587 = Leu to Phe UlI-011 = Arg

3 = Deletion in exon 3 = loss of both zinc fingers

4 = Deletion in exon 6 = disruption of 2nd zinc finger
G335 5 = Missense C318R = disruption of 2nd zinc finger
MCF-7 = G insertion 6 = Missense N320K = disruption of 2nd zinc finger
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Van Esch et al. 2000, HDR Kindreds
1 = 900kb deletion = Haplo-insufficiency
2 = 250kb deletion = Haplo-insufficiency
3 = Deletion in exon 3 = loss of both zinc fingers
4 = Deletion of 316 to 319 = disruption of 2nd zinc finger
5 = Nonsense R277X = loss of both zinc fingers

Muroya et al. 2001, HDR Kindreds
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1 = nonsense R367X = disruption of 2nd zinc finger
= insertion and nonsense at 357 = disruption of 2nd zinc finger
3 = missense W275R = disruption of 1st zinc finger

EIGDPVCNACGLYYKLHEONANRP L TMIHKBIG | QT RNRKLYS(¢

UIGELNCNPVEP | | KPKRRLSAARRAGTMCANCQTTTTTLWRRNANGDPVCNACGLYYKLHNYNRPLTMKKEG I QTRNRKMS[IK
D CULTJIENC NY.VEP | | KPKRRLSAARRAGTSCANCQTTTTTLWRRNANGDPVCNACGLYYKLHNINRPLTMKKEGIQTRNRKMSS
FAJEHENEIN X | | KPKRRLSAARRAGTSCANCQTTTTTLWRRNANGDPVCNACGLYYKLHNINRPLTMKKEG I QTRNRKMSS

(AR EAMP | | KPKRRLSAARRAGTSCANCQTTTTTLWRRNANGDPVCNACGLYYKLHNINRPLTMKKEGI QTRNRKMS SK|

(YT N\ VXM P L | KPKRRLSAARRAGTSCANCQTTTTTLWRRNANGDPVCNACGLYYKLHNINRPLTMKKEGIQTRNRKMSSK

RUIGELNC N PR BP L | KPKRRLSAARRAGTSCANCQTTTTTLWRRNANGDPVCNACGLYYKLHNINRPLTMKKEGIQTRNRKMSS

7

uUll-214 uUll-030
BR99-0207

MCF-7 BR00-0587

ull-011
BR99-0348



