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FNVT I e B ROUVE BRI, FRBRR S MR M, 1BV R MiieE
KT SE, ZHIE - SFIEZ R L T 5 HRAREMREBTH D, IFHRHERIC X D ITZ
bLEHT 5,

A W A& X ALMSL, ARL6, BBS1, BBSZ2, BBS4, BBS5, BBS7, BBS10, BBS12, C8orf37 (BBS21),
CEP290, IFT172, MKKS, MKS1, BBS9, SCLT1, SDCCAGS, TMEM67, TRIM32, TTCS Y&inF D & o r3 0
Ha— NET 7 Vv EZDOMUDO AT T A AGEk 2, ki — 27 = Y — T
Fri. FEICBRH ST VABEE 1%L O/ 7 2 MZoWTHiGEd 5, FEHY
— FRIRIAR S — 7 U — DT — X ORIEDN LB RG AL, P T —EIc L b ¥ vy 7
U= =0 o —TOT 21T 9, RBRBURKE - FiAF O 2 B —FB L0 RBUL 72
7 DREEZEAGIZEE U CIXmRE EE CoMmM B EE U — RRIO R Y — 4 v —TIEIA
Hpioh, WAL E L, TS A 71200 TINY 72 ha—F —THRINT
LI LTERET N, NV T ha—F —THRIHTERP>72b DI LT
T Ly, Fo BRRSEgICinZ . PO b AT ICBINT 5,

B4 position (hg38) HGVS. ¢
BBSI chr11:66519596 c. 592-21A>T (N\M_024649. 5)
BBSI chrl11:66523634 c. 951+58C>T (N\M_024649. 5)
BBSI chrl1:66524211 c. 1110+329C>T (\M_024649. 5)
BBS10 chr12:76348437-76348438 c. —80dupC (N\M_024685. 4)
BBS5 chr2:169497600 c. 619-27T>G (N\M_152384. 3)
BBS9 chr7:33346372 c. 1329+1738C>T (NM_198428. 3)
CEP290 chr12:88068657 c. 6012-12T>A (NM_025114. 4)
CEP290 chr12:88101183 c. 2991+1655A>G (N\M_025114. 4)
CEP290 chr12:88114573 c. 1910-11T>G (N\M_025114. 4)
CEP290 chr12:88119155 c. 1523-412C>T (\M_025114. 4)
CEP290 chr12:88141046-88141051 c. 103-18_103-

13de]1GCTTTT (NM_025114. 4)
MES] chr17:58206561 c. 1408-14A>G(NM_017777. 4)
MES] chr17:58216280-58216422 c. 262-179_262-

37del143 (\M_017777. 4)
SDCCAGS chr1:243305133 c. 740+356C>T (NM_006642. 5)
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SDCCAGS chr1:243307837 c. 741-152G>A (N\M_006642. 5)

TMEME67 chr8:93786207-93786211 c. 1289-16_1289-

12del1CTTTT (NM_153704. 6)

(1)

(2)

(3)

(4)

(5)

(6)

(M)

(8)

RE S5

MEHEML L7277 LDNA DD | ST DA RBRFOTLAESEa— R
T Y L EDA v ha VR NA TV EA B a3 D W ITEERRY
&% (polymerase chain reaction %, PCRELNE) ITX VIRME L., kiR —7r
P —HL0EF Y BT Y = — I KD BB TEIIREEZ TV, AR
RO AELE a— RERICEBT 52— v v v 7 TR aTRE e (K B E
HWHRBIN AL DR EL BRI 5,

EYEE R O B 2L
EBICHN BN TWD e b7 AU 7 7 Ly ARSI E O b | (R HBIHEZ R
DAL HET B

ERBEICRAIBREEITI L LT AREMEOKHA
BRIZ72 L, AREIXBREMEZ2ETHHLO0THEH Y THA,

REICET S HE
RRARDATIZ B2 H A5 60 B2 B BIN,

RIEZFFET DEBITH > T, REICHE 21T 5 WERER OLH
BIEDEFELD D EE A,

BRARDORESA
EREBIC TR D B ESRIRIUC S THICHM L AREDH LiAAOE L
EHERT D,

R DIREUR AR
WERTFEAT O BEA AL DGR T~V DS S 7RI 1A

(B zesz S RIER M 4S EDTA-2K (FE7-1% Na) FEHT)

RIEDRRE

4/5



Mg ImL PAEZERIMd 2,

9) MIEDORESRH
BRIMARIE, SO 7 TR T %

(10) BiEDRHEAE
FE (7). (8). (9) % FHKIZOWT, FIC AN TR TARTICHET S
(WEITE LT, RAFIORMES ), FBEBOBHICEET S Z L2 HAE T 5,

(11) REEKEERCBRED T XNV OFLHER
FRIRREAT Z ~ U ITEA AL 1D 72 B ONCHRIRE B 1D 2 5tdd 2,
MRAKEEIL, YREEREORREFERT 5, B2 2 FICRd,
- [EA4{E 1D
- METOREHE (REA, BAio— FES. BRI
- PRI R TE
« HA KT A BEFORER
- FHRE AT e E

(12) Rz ERBEE D CEAERERN OB EREFNICHEZKET 2HEIC
Hlco>Tid, LEFERERNY) £ TRET 2 OICES DA
FEAOFAEEZFRIE T 5,
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