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A comparison of splicing assays to detect an intronic
variant of the OCEL gene in Lowe syndrome
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Lowe JEREIL X B BRER T, AREANE, EEOMNIESE, RREE
BEVWSTEREETHHEBETH D, Lowe EFEFHORRBEF L LTIk OCRL
BEFVERENTEY, 100 2B223BREINIEENZLETCHESHL
TEY, R 30 IEA Vb a DR T TA VU TEROERPHRES N TV S,
AG-GT DSADRA T F A > FERBPIRENE 3 HF 570t BE OIS
DOEZEME L ZEEZ mRNA ORERLETH S, L1 L, mRNA FFRE
ETHD, WG PCRIFMHICHEHEE R Z L b D, & 51T, Lowe JEEBEODZNT
B ERIIBHE TN L2 b, BROEE, OB mRNA #1532
LIEETH D, THE T, FIEMO D >8R SHH Lz mRNA O454r 2558
FOOEEME L2 mRNA OSHORAE LTERETIREN SN TNS,
X 52 mRNA YT 03F A CT& 22V BRIZik. Human Splicing Finder ® X 5 72
on line T® in silico BT REH L T38RELH D,

F ZC, AR T, RAEM Y > 8k S U7z mRNA ##47. minigene %
FAv 72 mRNA #2847, K Winsilico TOMEMND 30D # LB L, Z0H A%
A,

[HE=]
BE

TEAIE 16 ROBR., A% T CIEREANE L 2R S, $ETOBRICm
RAREE, IRIRE 2 1T X4, Fanconi SEMREE & 2 S hiz, Ridtkx (CapypEsE
BEER L. 16 REFICRIRE LT X, JR¥ B 2MG 424000 ug/L L &%
REERRLN, Bxa—RECIARKRILEZEYD, BRIIZ Lowe EREH L2
Ehiz,

BEZENRE

BEOMBNORREBL%E, BEORMYY 38k 5 DNA 2h1H L, RH
BRBOFEREST panel ER L, KR —7 =P —%HOCREITFE1T
572, mRNA BHZOWTHEEROFEE BV TIT o7z, FHik& LTI, total
RNA ZR#i2 S Li¥ERE 217572, cDNA fER#% PCR %17\, EF%
FE Lz,

H492 vector % AV T minigene #/ERK L7z, £7, BF L br—noDOXK
I Y > 38k2 5 DNA 2 L, OCRL &mF0A 2 bur9hbAfr ba
V12 BEDEE Y. HIBBERERZ BN L7 primer % fAVC PCR TH#ifg L
7-. PCR 7%y & H492 vector % HI[REEFE 0 L 7- . ligation %17V . minigene
PER L, BEFE Ly hu—nA® PCR EW#% hybrid £¥7- vector %
HEK293T i3, KU HeLa HIB2IZ transfection L, 58#HIFEH L7~ mRNA % Hh
H U7, #hiHH L7z mRNA I#EE ST %12 PCR 21T, T OERSI % SR
L,

In silico splicing assay
Human Splicing Finder # B\ CA 75 A ¥ v FEBROBET 21T 77,
[#£]
Mutation analysis



KR — 27 == BOEN P, BEICA v ha v 11 FEROBE#RD
I R(c.940-11G>A) 2 FE Lz, BIEOFRMGIM Y > 38k bttt L7z mRNA ##
# ik, Exon9 & Exonl0 ORIC 9 EEDBAZFEE LT, FlZ D 9 HEN
{Z stop codon % [RIE L7z,

In vitro splicing assay -

minigene £3#72> 513, BIROKMEM Y >3k S L7z mRNA AT LR
BOERRE LN,

In silico assay

The Human Splicing Finder TO434H7Cik, BIROERIIH 772 acceptor 8
WOR a7 % 56.27 125 85.21 \IZE{L &, T acceptor FEIKD R 27 % 76.4
26 76.15 IELEED LV IBERME LN, ZORRIE. BEORMMLY
VRERD B L7z mRNA TfT o 72fEHF, & mingene ST ORER & —ET
2H0THoTz,
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ABFZETIL. Lowe EEEBEDBIZICBWT, OCRLEGEFNOA v hr 111
B ABBOERPFRET I ENTE R, e, 32054 DFET mRNA
TR T2 25, 3 ODFET TN THRRER KL,

splicing FHIRICER 2RO EBE. TORERLFE DD ICHBEND
mRNA ¥ BT 5 = &%, mRNA OREERMEE LRE# 2 Z & 3%, M
2T, BB RANEDN ZEICERE O EE mRNA i+ 5 Z L iR
B L%, BEOENLIX, RKEMY > o%EK S mRNA 2 Lz k
LTH, T _NTOBRADELEFNY VU RREZERL TVB LhEdblant
EhTw3,

B3Iz, minigene ZAWTA ¥ b VEROBHEZIER L& T58ERH
V., ZoFiEcThnil, BEO DNA ZHH L, BE DD L% minigene I
WA LmRNA DT3¢ N TED, £z, BED DNABFRIZALR,»>
72 & LT%H mutagenesis 17\, ERZHEA TS Z & T mRNA @ &475 2
EBTE, REERABFEEELZLND, AR T, 3 2OFER 1 S>ORER
T—FHKL7%Z &£h 5, minigene SREFARBITFIETHD LEZ BN,

¥ 77, ABFZ TiX Human Splicing Finder 23 F# L7z splicing 2% & kM1
Y »ERD Sl L7 mRNA fEH7. K18 minigene T® mRNA FHT#ERHB—
B L. insilico AT HERARFEEEZ XD 2T,

WRe LT, SEfT-o2 3 DOFEITERS—HLZZ b, TNTH
FRRFETHD BN, FREGEBRB BN T, 2hb6T_To
FHEAS splicing B# OBITICERA S, & IR splicing DA X=X LD
BACERTHD EEILDNE,
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LowefEEH IIXEHEMBEER T, LXEANE, EEOHMNEE. REEEEL W LEREZE
THRETHS. LowelEBREORKEET & U TIHOCRLERTSREENTEY, 10028% 5
FRESNAIERNINETHESNTBY., WR30RA > MO DRT 51 2 2 T BBOERN
BEINTNS, AG-GTUNDA T T4 2 2V FERMRRMN E D DFND DI, BHF OISR
SEHEMH L ZRELZmRNAOREINNRETH S, L. BIREOEE, SEEmRNAZME TS
ZEREHETHD, TNET. RAEMDOY > /NERN 5 HIH U mRNAD S ATASGES A & EishH L
7ZmRNAOSHORAE L TER ETHRENINT NS, S 5 ICmRNAFRHRAFIR TERWEIZ
X, Human Splicing Finder® & 5 72on line TDin silicof BN E R LT 2HELH . FHET
W, SRAEI YD > 7SERD S U 72 mRNAMEHT, minigeneZ W = mRNAMAT, K in silico TO#E
O 3IDOMTELEL, FOEREEZANE,

BT REFNILIROBRTH YD, BT IEREANE LB INE. £F0ORIC R
. RREZMTEN, FanconifEf@EE LM I Nz, BIIRL ICAMBEENEELLZ. 165
WRBEZHITS N, RHPB2MG 424000 pg/LEEAREENR SN, BLI-—HRETIHAKRLE
B, BRMICLowelERE L 2HT AN, BEOERKEY > /NN SDNAZHMH L. RMERED
FEEEEFpanel ZfER L, KR —J oY —ERWTHENTE{T o/, TORR, KR —
DI ERORRNG, BHIT 2 PO IEROBROLR(.940- 11G>A) EFE Lz,
BIROFRMM ) > /R0 5 i U 7= mRNAMENT Tl Exon9& Exonl0DBIZNEEDEBEAZFEL
72o FE7= T DBENIZstop codonZ FE L7z, mRNAMHTIZ DWW TIE, total RNAZ RIS
HUBEE 2{To7%. (DNAEREZEPCRETTV., EFIZME L7/z. H492 vectorZ f V) Tminigene
EER L. £7. BFLa> bO—)VORMKMY >/ Ek» SDNAZHE L. OCRLERET D1 >
ra>9h5A 2 a2 122G VEEE, HIRBRENEEML Zprimer A WTPCRTHEIEL
7z. PCREEH) &EH492 vector ZHlfEEFRMNE L /2%, ligationZ{TV), minigeneZ/ER L7z, B
&2 ha—I)VOPCREY) Ehybrid & ¥ 7z vector # HEK393THHfE. K& U"HeLa#lifliZ transfection
L. WBHEFEBELZnRNAZHRE Uz, #il U2mBRNAR MRS 217 5 2 %IZPCRETV., T DR
Fl%RER L /=, minigeneS D 51E, BIZOFRMIM ) > /XBRN 5 il L 72 mRNAMHT & FIER DR
BMNE 507z, & 512 Human Splicing Finder T THE. BIROERIIH /= /racceptorfEif D
A7 %56.2TN585.21IC L X B, JtDacceptorf@IFD A A7 276.4M 57615178 LET S &N
SHERDES N, ZOBRIE. BEORMMY >/ 8k 54l UZmRNATIT- 2. RO
mingenefffT DR E—BT 2D TH ok, FHE T, LowelEBEHOBIRICB VT, OCRL
BEFOA S MOVINCBTSEROBRERET 5 LN TER, oo 3D0OH& DHIET
mMRNAMBT 2T o7& T 5. 3DDHEIZTRTHEN—FK L. ‘

AU, LowelERBEOBGTORATIA L IHEIZDWTHEHLAEZHOTH D, HERIF
EAETONTVWRN 72 3 DDBIZ DFEOFREIC DN TOFHANDEERARZF/ZHD
ELUTMEDZEETHS LBD D, Lo TAHRER. BLEDORMEBLIERNHLHD
LRDB,




