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HETBE R

No. BETNA Ver. | iEFMBHLGR VERE ARE
1| HRUERL 1 2018/10/23 | M)IE— | & TH&
2 | HERE DEIE GREE xS DB b) 2 2019/4/1 | MINE— | SRER
3 | HEALHE 3 2022/4/1 | M)IRE— | KRB
4 | fEBGEN 4 | 2022/11/24 | MUINE— | SREX
5 | (D) MAMEEOFHIHAHE DEE 5 2023/4/1 & OTHE | REXR
6 | intron fEIRDZ 6 2024/6/1 ME— | RS
7 | HROLE 7 2025/4/1 P OTE | REX
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BREEH I 7V N RE |

BREA [ TV 7 s RIEBGTFRE ]

iR

TNHT RORIEE, FrY o ORBRE EICEST S, AES UF VUM
(homogentisic acid, HGA) Z~ L A /LT & MEEE~ & 54 A HGA-1, 2- A > ) —
BOBIRHIRIBIZ L U RIET D RARBERFIED O L D Th D, AREDRHRAI 22T RIZ,
PRHI~D HGA DOHRMIEIN, FEARkOBEZE L, FHESC KRB ORI, KRERHOMEE
FOAHABIETH 5, JRK & LT HeDBInFOERITERT 5 Z LR HIL TN D,

AREEIL HOD B FOZ R Ea— Rilihe 7 Y o & ZDOWiliED AT T A ZHL
fElk A, R — 7 = —CAT L. BRI ENTZT VAR 1%ELF Oz N
U7 v MZoWTHET 5, B — FRRMR S — 7 o —0F7 —Z ORFERLER
LAt b B LD FX v BT ) — v —F T O AT 5 . 7R RBUER K -
FAED 2 &SRB 7 IS E U ISR T ORI 2 R Y —
RRLORHEAR — 7 o —TIRREER 720, MR e Ly, (Kt A 712250
TEIANV T ha—F—TRHREHTEEZHDICELUTHRET LN, NI T ha—T7—
TR TE o2 b OB LTI Ly, 7 FrifEiamz, FroiofEik b g
HrZiBm+ 5,

B4 position (hg38) HGVS. ¢

HGD chr3:120641709 c. 775-16T>A (\M_000187. 4)
HGD chr3:120644456 c. 650-13T>G (NM_000187. 4)
HGD chr3:120644460 c. 650-17G>A (NM_000187. 4)
HGD chr3:120644499 c. 650-56G>A (NM_000187. 4)
HGD chr3:120677926 c. 16-2063A>C (NM_000187. 4)
(1) W®EFHE

Mg SEIL L7277 L DNA B #%8T 2MAM GBS T O A< H=a— R
T b 2DA 2 b UBERE nA T Y A B =T a B D WVIIEEER
PEEYE (polymerase chain reaction 35, PCRIEENS) 12X VM L. I —4
Y =HDENEF YT Y == L L D BB FESNIREZ TV, BRAXTE
BARF DT AT < E = — NI 3T DA B E O RS ZE (b O F 2
%o FANME DO HDZ T AN E T 205, RLEF{LRWVWIGEITHEI N DNA 21T
AL, ZOLGEITEA OFEFIZL VT LHD LT 5,
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(2) EMEEKOHEERE
EERINZHAWSN TS E F7 2 L) 77 Lo AR E DL & | AR H B 28 5
DOH A HET D,

(3) EEMEICREMEELITIZ LT HAREMEOHHA
FriZa L, AREITBREMEZETHZ2H0OTIEIH Y THA,

(4) RECETSEK
TRIEDAFIT IO A 225 60 E 3 A LI,

(6) HEZEFETIHEITH o T, RERICHEEAT ) BWEREFTOLH
HEDFEFELH Y F A,

(6) BIEDTERSM:
AR TRAE D B AJPCIRFUIZ OV TS L, AREOH LiIALOE -
AR T 5,

(7) BIEDORERAR
WRET ST DEA AL 1D S0# 7~V s b S -8 mss 1 A4
(B zeg B RIEL M4 EDTA-2K (7213 Na) FEk7)

(8) MRIEDEHIE
I ImL LA b 2R3 5.,

9) HREDOREFRM
PRIMAR T, TR E 7 TR E 15,

(10) BiEDRESAE
F2 (7). (8). (9) % RKIZOWT, FIZ AN CEEIC TAFTICS%T S
(MEITHE LT, RAKIOEMS ), FBEBOBAICHET S Z L2 FHIE T 5,

(11) REFREZFRORED T~V OFLHEH
BRI 7~ IR EEA L ID 72 & ONCRIKE LA 1D 2 i T 2.
RAEREEIL, YREREEORRE WA 5, ERERER 2L TIoRT,
- PEA AL D
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RS ORAEE (REA, Bt — P& BIKK
- ERRPEBEE

s A R T A ST DORERS

* e ARE AT SE R

(12) MRk % ERBEE D D FEAERERT MOBHEREFNCHEZEKET 2561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

TRBLAEZA IR ATRO T, EREEBIC I e R A (2T

(13) RETEFH
7L

(14) REOBH LiAA, BRWEb#E
PASENEANDT 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
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