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WETBE R

No. BETNA Ver. | ffBH4E A VERE ARE
1| B ERL 1 2019/1/10 | MJITE— | A TH&
2 | HERE DEIE GREE xS DB b) 2 2019/4/1 | M)IRE— | KRB
3 | HEALHE 3 2022/4/1 | M)IRE— | KRB
4 | fEIgEN 4 2022/11/24 | fINE— | SREX
5 | A1) BEMKEIFOLHIEE DL E 5 2023/4/1 #H FRE | OREX
6 | intron fEIRDZ 6 2024/6/1 ME— | RS
7
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BEEB I Vyia « FANVEER |

BEL [ Vyva s FANVERBEELEFRE ]

HEng

Ly a s FANVREGERIT, TV P AR—VBEETHALE R F - T =
VIRARVRIINVNT AT 2T —F (HPRT) NERBIIZEXRBET L2 LIk, 7
U UROERED EA L, ®IRBIEL & 723135, RNREEER), Fme, g, 5F
HOHKIEZ 2925 X HEMERETH D,

KRIRA CIL HPRTIEAR D & X7 a— RElkT 7 Y o L ZOWiiiED A7 7 A AE
PRI A AR Y — 7 = o — O L. B SN2 7 LVBEE 1%L FO/M2RN
U7 v MZoWTHET 5, B — NRRMR S — 7 o —0F7 — % OMFERLE R
Gald, o B L DX v BT ) — v — T O AT 5, 7RI RBUERK -
TGO 3 E— BRI 7 ) SEEZGICE L TS COMIE A EE Y —
RRLORHEAR — 7 o —TIRREER 720, MR e Ly, (Kt A 712250
TIHEANY 7 b a—F—THRHTELLLDOIZE L TEWmET 0, N7 ha—J—
THRHTE o2 b OB LTIl Ly, 72 BRlEkicinz, TREoOEmR b 7
HriciBmns 5,

B4 position (hg38) HGVS. ¢

HPRT1 chrX:134460385 c. 27+47C>T (N\M_000194. 3)
HPRT1 chrX:134491434 c. 402+1229A>G (NM_000194. 3)
HPRT1 chrX: 134494792 c. 485+1202T>A (NM_000194. 3)
HPRT1 chrX: 134498379 c. 486-11G>A (NM_000194. 3)
HPRT1 chrX: 134498595 c. 533-13T>G (NM_000194. 3)

(1) WmEFHE

MR HEML L7277 5 DNA 2D 325 DA RBIRF O AT Ea—F
T b 2DA 2 b UBIRE G A T Y A B =3 B D WVIIEEER
PEEYE (polymerase chain reaction 35, PCRIEENE) 12X VM L. W —4
Y =HDHNEF YT Y == L L D BB FESIREZ TV, AT
BARF DT AT < E = — NI 3T DA B E O RS ZE (b O F 2
%o FANMEDOHDZ T AN E T 505, RLEF{RWIGEITHE I DNA 21T
AL, ZOEEITEA OFEFIZL VT L HDE T 5,
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

FVEE R OV B A%
EERINZHAWSN TS E F7 2 L) 77 Lo AR E DL & | AR H B 28 5
DOH A HET D,

EREBEICRAEEITO Z L LT AaREMEOHMA
FriZa L, AREITBREMEZETHZ2H0OTIEIH Y THA,

REICETSHEK
BRIRDATNC BN B A5 60 52 B LI,

HEZZFET 2HEICH > Tk, EBRCTHEZIT O HERER DA
HEDEFELH Y F A,

/ AENPEAE s
FERHERIIC TRA O HBRPERFUC DWW T HSICitA L, KBEOH LIAZRDOE R
T HERT A,

BAIRDERRAE S
WREF ST DEA AL 1D SE# 7~V AEAF S -8 1 AR
(B zeg B RIEL M4 EDTA-2K (7213 Na) FEk7)

BAEDORRE
I ImL LA b 2R3 5.,

BRIE DRI
PRIMAR T, TR E 7 TG R E T 5.

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZIE LT, REAIORIM G ), FEEHOFRICEET L Lz2fAlE T 5,

(11) MEKEERORIED T~V OTLHEH

BARRESS T~ U EAAL 1D 72 & NSRS BEA 1D 2 52#d %,
BRAEMEE I, SMESRREORAZMEMT 5, T2REHEE 2L TR,
- [EA A 1D

c WETOMAER REA, Bt — &S, BRI
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- ERRPEBEE
s A R T A ST DORERS
* BRI SE

(12) MRk % ERBEE D DFEAERER MOHEREFNCHEZEKET 2581
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBAEZ AR ATRO T, EREEBIC I e R A 2T,

(13) REHH
7L

(14) REOBH LiAL, BRWEb#E
PASHENEAND T S DNABFZERT Bl FiAE (O B FRA=)
T292-0818 T AR H M2 e 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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