RAERE
(BALY R - b LY AEERRIATHE)

EFHBMG R 202344 H 1 H

Ver 10

BHAE CE1TH) RE R
FEREE PR M
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HETBE R

No. BETNA Ver. | fEFBLER | 1EREE RRE
1| B ERL 1 2018/11/6 | MIVE— | #& T
2 | HERE DEIE GREE xS DB b) 2 2019/4/1 | MIE— | SRER
3 | intron FEIH DB 3 2020/8/26 | MB)JINE— | SR
4 | intron fEiEk DB 4 2021/1/13 | HE)IiE— SR
5 | intron fEIEKDIEN 5 2021/4/22 | MIE— | SRE%
6 | intron fEiEk DB 6 2021/11/12 | #IE— SR
7 | EBALE 7 2022/4/1 | M)INE— | KRB
8 | sEiEMN 8 | 2022/11/24 | MUINE— | SRE%
9 | fEEGEN 9 | 2022/12/12 | MUJINE— | SRE%E
10 | ADBRAEKEEOFTEHEE DL T 10 2023/4/1 R OTHE | RER
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BEER I o XAV F -« PAY VERRE |

BREA [ R XAV R MY VEGRHEBLRTRE ]

iR

HALY R« NAYUREEREL, MEZ R, HOGRBYERLEE, 2 REERE. &
FEEE | HFEMEANELZ RS T2 HRAERLEOBIEH ThH L5, HREHE L LTI AN
T U JIEBERE, NL— « Yz ab MIERERER S DD, [ UER BB 2RO
MOBIRE R TIEEEBICEO TRV H S, DNA OFER - BHICEAE5 T 5~ h—B X
/37 RecQL4A DZEFIZ LV RIET D,

ANRATIE RECQLZ \ZINZ., $ERIREWr & L C WRN, ATM, USB1, DKC1, TERT, NOP10, NHPZ, BLM
AR OX Ny Ea— RER™ 7 Vo L 2Ol D AT T A AEALEkE, ittt
— 7 Y —TH L, BICRHENTT VABE 1%L FORiARN) 72 Mo T
W95, WY — RRKRI Y — 7 v —DF — F OMZENBE R AIE, o —
BILEDFry BT ) == b —TOT 21T 5, RBREULKE - fiIAFDO 3 B —
B RBIE 2 7 ) DEEZACIZEE L CIIERE CORM BN ESH Y — RELOK >
— 7 —TIXREE R 7o, WG E L, (KT A 71200y 72 b
=7 —TRIETE LD L UIRET L3, N T ha—7—TRHIETE 20
STeb DI L TEHE L, £z BRisallImz., FReosas b irisemy 5,

Bin 14 position (hg38) HGVS. ¢
ATH chr11:108223043 c. —174A>G (N\M_000051. 4)
ATH chr11:108223781 c. —31+595G>A (NM_000051. 4)
ATH chr11:108227593 c. =30-2A>G (NM_000051. 4)
ATH chr11:108257471 c. 2251-10T>G (N\M_000051. 4)
ATH chr11:108268026 c. 2639-384A>G (N\M_000051. 4)
chr11:108270485- c. 2839-579_2839-
ATH 108270488 576del1AAGT (NM_000051. 4)
ATH chr11:108280983 c. 3403-12T>A (NM_000051. 4)
ATH chr11:108287441 c. 3994-159A>G (NM_000051. 4)
ATH chr11:108293301 c. 4612-12A>G (N\M_000051. 4)
ATH chr11:108309110 c. 5763-1050A>G (NM_000051. 4)
ATH chr11:108325298 c. 6573-12C>A (NM_000051. 4)
ATH chr11:108344052 c. 8418+681A>G (N\M_000051. 4)
BLM chr15:90793909 c. 3020-258A>G (N\M_000057. 4)
DRCI chrX: 154762824 c. —142C>G (N\M_001363. 5)
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DKC1 chrX:154762825 c. —141C>G (NM_001363. 5)

DKC1 chrX:154765429 c. 85-15T>C (NM_001363. 5)

TERT chrb:1271219 c. 2383-15C>T (NM_198253. 3)

TERT chr5:1295046 c. —57A>C (NM_198253. 3)

WEN chr8:31108591 c. 2089-3024A>G (N\M_000553. 6)

WEN chr8:31142466 c. 3234-160A>G (N\M_000553. 6)
() WEGE

(2)

(3)

(4)

(5)

(6)

(M)

M SEML L7257 5 DNA D2, ST DRERM GBSO AEXSEa— R
s Y L Z2DA v ha B RE R NA TN XA B = a D W ITEERER
&k (polymerase chain reaction #, PCRIE&EME) ICXK VML, AR —7r
YH—H50EF Y ET Y — v — I K BB RSN EE TV, AR
BARF DT AT <E = — NI 31T DK BB O RS (b O F 2 4
%o FANMIE D HDZ T AN E T 508, RLE/RVWIGEITIHEI N DNA b2
AL, ZOLEITEA OFEFIZL VT L5HD LT 5,

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

EREBEICRAMREETI 2 L LT AREMEOKEA
BRiZ7e L, AREIXBREMEZ2ETHHLO0TIEH Y THA,

REICET S HE
BRARDATIZ B2 H A5 60 B2 B BAN,

RIEZFFET DEBITH - T, RECHEZAT 5 WAERER OLH
BIEDEFELD D EE A,

BRARDORESA
EREBIC TR D B ESRIRIUC SO THICHM L, AREDH LiAAOE L
EHERT 5,

R DA 2
R IAT D EA L 1D Z0#R T~V b S -8 ssy 1 A
(B zez2 S RIER M 4% EDTA-2K (FE7-13 Na) FEHT)
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(8) MIEDREE
M 1nL A bR %,

9) RBiEDORESRME
PRIMAR L, BT T2 1T R E T D,

(10) BiIEDREHEAE
FE (7). (8). (9) % THAKIZOWT, FIC AN TR TARTICHET S
(WMEITE LT, RAKIORMS ), FEBOBHICHET S 2 L2 FAET 5,

(11) REEKEERCBRED T XNV OLHER
FARREAT Z U ITEA AL 1D 72 B ONCHRIEE B 1D 2 5tdd 2,
MRAKEE L, YREEREORREFERT 5, E20EHEA Z U FICrRd,
- [EA4{k 1D
- METOREHE (REA, BAio— FES. BRI
- PRI RO E
« HA KT A BEFORER
- FHRE AT e E

(12) s % BB DR AERER MMOBFEREFNCHEZKET 55EIC
Hlco Tk, BEFERENF) E THRET 5 DITET 5 FFH
FEHOBABE LR LT D,

TRBLAEZ AR A0 C, EREEBIC I e TR A (R T

(13) HREFH
7L

(14) REDOBH LiAA, BHWEGb®
NEEMEEANDT S DNABIZERT  BinTHA=E (O SEEFHRES)
T292-0818 TIEWRAEEM Y SHL 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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