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&4 - [BICPERETRE]
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IR M N R E IR RICRE L TV D 2 & TR SN D BEEMRE T,
WY OB R GIER 2 R T, BERG A PAXGEIGF T 5, ATREITH AR S
IRMEDIRNE A B 2D RENRRIEE IR & 722 5, ABRIROFIESHLIT 10 AT 1
ANE S, ENRBERTHD, HEEITR, BEOSFIRRENFHRMEICRIEL TR,
75 2 BNIBORMEICRIET 5,

AIRA TIX PAXE BT DX 37 E a— REIk™ 7 V> & ZDOMRO AT T A4 AH
PrfEd 2 R AR S — 7 = Y — TR L. EICRH SN T LAV 0. 1%LL F O
—HEERL LR - RRICOWTHRET D, FHY — MR — 7 o —nF
— B DMFENMERIGEL, o =R X v BT U ——F U —TCTOfNT 24T
Do MMBRIURE - FAED 3 ©—HEACKRBUE LT/ DEEZEIZE L CTlTEks
FETOBRHNES Y — FRIORMA S — 7 o —TIEREER 720, MR E LRV,
AT A 712N TEARY T ha—F —THRHTE 726 OB L TTsE T 2203,
NYT v ha—7—THRHTE R b DB L TTE Ly, £72 Biisian
Z. FREOFEES AT IZENT 5,

B4 position (hg38) HGVS. ¢
PAX6 chr11:31664397 c. *125537G>T (N\M_000280. 6)
PAX6 chr11:31790886-31790902 c. 1033-42_1033-
26del ATGTGTTCCTCAGTAACinsG (NM_000280. 6)
PAX6 chr11:31794829 c. 524-41T>G (\M_000280. 6)
PAX6 chr11:31801790 c. 142-14C>G (\M_000280. 6)
PAX6 chr11:31806455 c. —44T>C (NM_000280. 6)
PAX6 chr11:31806844 c. =52+5G>C (NM_000280. 6)
PAX6 chr11:31806848 c. =52+1G>T (NM_000280. 6)
PAX6 chr11:31806909-31806912 c.—115_-112delACTA (NM_000280. 6)
PAX6 chr11:31806914-31806915 c.—118_—-117delTT (NM_000280. 6)
PAX6 chr11:31806918-31806919 c. —122dupG (NM_000280. 6)
PAX6 chr11:31806921-31806922 c. —125dupG (NM_000280. 6)
PAX6 chr11:31806926 c. —128-1G>T (N\M_000280. 6)
PAX6 chr11:31806927 c. —128-2A>G (N\M_000280. 6)
PAX6 chr11:31810826 c. —129+2T>A (NM_000280. 6)
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PAX6 chr11:31810827 c. —129+1G>A (NM_000280. 6)
PAX6 chr11:31810831-31810832 c. —133_-132delTA (N\M_000280. 6)
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H &L (polymerase chain reaction {%, PCRIEEHE) (ZX VIRME L, i —7
YH—=HH50EF Y BT == U= X DB RS E TV, RS
RO AESE 2 — RERICRIT 5 > —4F v v v 7 TRt ATRE 2 K H BB
HWHRBHNE L DO 2RI 2,
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BARDBAFTIZIE W2 H 225 60 3 H LA,
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BIEDEFELD D EE A,

R DLRER A
RO TRAE D B AIR RIS SV THICHRI L AR D H LA O
Z AT 5,

BAR DA 25

R IAT D EA L 1D Z0#R T~V b S -8 issy 1 A
(B zesz HRIER M 4% EDTA-2K (FE7-1% Na) FEHT)

B DIRERE

Mm% 1mL PL 2 fRiiL 32,
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9) BMIEDORESRMA
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(10) BiIEDREHEAE
FE (7). (8). (9) % HKIZOWT, FIZ AN CEREIC TARTICHET S
(WEITE LT, RAKIORMS ), FBEBOBHICEET S Z L5 FAE T 5,

(11) MEEKEEROBRED T~V OFEREH
BRIRAEST Z ~ I EA AL 1D 72 5 NSRS EEH 1D 2 53 5,
MRAKEEIL, YAREREREORREFERT 5, E20EEE 2 FICrRd,
- [EA4{E 1D
- METOREHE (BREA, BAio— FES. BRI
- PRI RO TE
« HA KT A BEFORER
- FHRE AT e E

(12) Bz ERBE D CEAERERN OB EREFNICHEZKET 2HEIC
HTc> Tk, HRFEERERNS) £ TRE T 2 DICET HHH
FEAOF ARG LFAIE T 5,

LR F AT AR DT, EREBEICIT TR 2T,

(13) HREFH
7L

(14) REDOBH LiAA, BHWEGb®
NEEMEEANDT S DNABIZERT  BinTHA=E (O SEEFHRE=S)
T292-0818 T AR A2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html
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