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HETBE R

No. BETNA Ver. | fEABA%A A VERCE RRE
1| HRERL 1 2021/1/12 | #B)INE— ARER
2 | —EMELE 2 2021/4/13 | HJIlyE— SRR
3 | Deep intron fFEMEGEM 3 2021/4/21 | HAJiE— SR
4 | —EMELE 4 2021/8/18 | HiJIlyE— SRR
5 | HFALHE 5 2022/4/1 H 5 — SRS
6 | fEIEGEM 6 | 2022/11/24 | HO)lliE— R
7| QD) BREKEEOFTEEE 0L T 7 2023/4/1 * THE SR
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BREHER [ Va2 _—VERER |

REL [ Va—VERHELTFRE ]
iR

Vo _—/UEBREE, 1969 R/ NN HREI AR & ERIK T, R, FEOEN, IRER
HEERE R AR TORB L LTHE SN, 0%, MR, B, IFEE, QO
JEPE, f8 (L) 72 & OMRISWERRIER A2 19 2 &AM Siv, 2 ORERIZIIHER 78
72N DRI E (MTS: Molar Tooth Sign) Z3LBICH T HRHENHDH Z LR oT,
DI, ZOYV aX—)VIEGERAZ BT ORBR A, ¥ o X — ) VIEERE & £ O BEUE
BO(JSRD) ERESR K D270 T, ¥V a_— VEERT, JRIKELRFOEWND 28 i
MHEEN TS (JBTST (OMIM: 213300) ~JBTS28 (OMIM: 617121)), % DEEEAIFHEKIL,
N D MTS & | Hfx ZRFR IR, EBfEE, RREE, IFEE, BEER 42
THZETHD, BRATIE, IFEE, BREEOFHENLIETH S, JSRDIZIX, A BIEFER
(OMIM: 243910), E=A—/b « m—4 EMEE (OMIM: 266900) . COACH JEMEHRE (OMIM:
216360) , M-ZA-TEAEMERE (OMIM: 258860) 7¢ KN E £ D, ABIEGRETIX, MAKETE,
S RS, BEE 2/ NE RN DAL, A TR, BAREDZDBENT 72
WLBEBHWEALETHY | REEMNCHDH, GHEBEEET 1971 FICEHBIESIC X0 @i
SNTHEET, IR R X v EE R EE N, e RS, BeE (k7 e
V5. IREE TEE, NMEERIER, TEIMEEREE 2 2L, @ EE2IThRn &/
R E TR T T HE P AERSEREMEERTH L, E=F— - v —F IEBERETIL,
Leber e RE. MRAMIE, 17w 8, BEEZ/NEH IV A0 R TIIHRRES
(RAZET,) EBEARROEHNUIETH D, COACH FEMBERETIL, RN, /MR,
WRASIE R F8 . FRRHEIE 2 & 0F L. BN CIIHFRRAHEIEIC X 2 8RS O H IR 4, B A2
DOEENPMIETH D, N-B-REFERCIEL, D& Co NP, FEimsis () a7,
JRFLZR IR (RRTIMIE, FUR M FTRIADREK) 2560 5, M TITF
FEEICERT 2 EE RN LETH D, A-FE-FREFEO T X JaESIERETH
DA, TV TI b E RS MEREMREETH D,

K WA 1% AHIL ARL13B, BIDI, BID2, C2CD3, CPLANEL, CC2D24, CEP41, CEP104, CEP120,
CEP290, CSPPI, IFT172, INPP5E, KTAA0556, KIAA0586, KIF7, MKS1, NPHP1, NPHP4, 1QCB1, OFDI,
PDE6D, POCIB, RPGRIPIL, TCINI, TCTNZ, TCTN3, TMEM67, TMEM107, TMEM13S, THENZ216, TMEM231,
TMEN237, TTC21B, ZNF423 2 > /37 B a— RfEIk= 2 V> L Z DliigD A7 Z A4 AEALHHE
WA, WAy — 7 =TT L, BRI ST VAVBEE 1%L F O\ Y
T RN T Y MZOWTHET 5, 7272 L, KIAA0586 cdsb chr14:58441210-58441353
IS L5, £, THEN231 NM_001077416 @ exon2 K O 3 13— HAH [ e A% &
% 1= HBLE D U — RRIRAAR S — 4 L — T OMRHT CIT BRI AT T X 2\ Al REME
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B2, WY — IR — 7 o — D07 —# ORI G A&, T —k
WZE2Fx 7)== U —TOT 21T 95, RBRBERE - FHAFDOa B —#
ZALRSKRBME 72 7 7 DAEEZABIZE L ISR E COMME A ESH Y — RO R —
o —TCIINEE RO, mERGE L, (KHIfdEY A 72O TIEANY 7 b=
— 7 —THRHTEEbDOIZELUTmET L0, N Ty ha—J—THRIHTE 2o
72 b DI L TIEERE L7V, KIAA0586 chr14:58543872-58543977 [ LMAAT 50> & 4k
T2, £l BESEBITMA ., FREOMBEECS MEITIZBNT 5,

BIE T4 position (hg38) HGVS. ¢
CEP290 chr12:88068657 c. 6012-12T>A (NM_025114. 4)
CEP290 chr12:88101183 c. 2991+1655A>G (\M_025114. 4)
CEP290 chr12:88114573 c. 1910-11T>G (NM_025114. 4)
CPLANE1 chr5:37247748 c. ~47-3C>T (\M_023073. 4)
MKS1 chr17:58216280~ c. 262-179_262-

58216422 37de1143 (\M_017777. 4)
OFDI chrX: 13750239 c. 935+706A>G (NM_003611. 3)
OFDI chrX:13755129~ c. 1130-22_1130-

13755132 19de1AATT (N\M_003611. 3)
OFDI chrX:13757338 c. 1412-322G>A (NM_003611. 3)
THEM231 chr16:75541466 c. 824-11T>C (N\M_001077416. 2)

(1) BEFE

MEASEML L7257/ L DNA DD ST DRERNZBIZF O AEXSEa— R
TERT 7 Y L DA v hr VRS ENA T I XA B a b D WITEERR
&L (polymerase chain reaction V£, PCRIEEME) (CX VML, kitARy—4
VL K D BB TFESIEZITV, RERRBE T AROG A R 5, A
MEDHDZIFANE T D0, RUEFRWVIGEITIHE I DNA 27 AN D,
ZOEIIE A OFEFI L VT2 b0 LT 5,

(2) EIEER UM ERELE

EERICHWSR TS e b7 LY 77 Lo ARG L Db | R HBSH A 5
DHEZHES D,

(3) EFEMEICREMELITIZ LT HAREEDOEHA
BRZ72 L, AREIIBREMZET 20 TIEH Y THA,

4/6



(4)

(5)

(6)

(7)

(8)

(9)

REICETSHK
BRIRDATNC BN B A5 60 2 B LI,

HEZZFET 2HEICH > Tid, EBRTHIE 2T O HEREF OLAH
WEDEFETDH VD £H A,

BRI DEREZA
PEREREBE I TREE D B AGRIRIC SV THAIHI L AR O H LA OF
E AT D,

BAIRDERRA S
BEFITRAT DEA AL 1D FEH 7 ~ L 3G AE S A7 BRI 1R
(B e fRIEL M58 EDTA-2K (F 7213 Na) Hk7)

BIEOERE
i Inl B &R+ 5,

BRAEDREFEEM:
PRIMAR L, BN TR T2 A R E D

(10) BiEDRHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZIE LT, RGAIORIMS ), FEEHOBRICEET DL Z L z2FAlE T 5,

(11) REKEERCRED 7~V OFERHEH

BRARAESE Z ~ U IXEA AL 1D 72 5 ONTRIAEELH 1D 2 fil 3 5,
MRAKIEE L, YREEREORREFEHT 5, E20EEE 2 FICRd,
- [EA4{k 1D

- WETOMRAEHE (REA, BAo— MRS, BRI

- [P RO E

c A KT A 2 EFOMERR

- B R E R EE

(12) BRfEZ ERAEEE 5> O AERERT (MMOBEREFICHEZKIET 2HAIC

HlcoTid, BREARENF) £ THRET D DITET 5 KM
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BEHOFRHBEZFA LT 5,
T HMEIIZAMT AR 20T, EEEEICIZ O REEERT,

(13) HREBEHHE
7L

(149) REDORBH LiAA, BRWELE
NASAETENNT S DNAWFZERT  BinFiA= (0T SBEFHRER)
T292-0818 TIEWAEAM T SHE 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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