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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 & MHEE~ELHEHLT A HGA-1, 2- A % > 7 —
BOBGHIRIBIZ LD BIET 2 RIHBEFIEDO D& D ThH 5, AJEDFHEHI 2T ZLIE,
PRH~D HGA DHEMIEIN, FE ARk L, FHESC KRB ORI, KRERFOMEE
FOMEASIETH D, JFK & L TIE HeD BB FOERIGER T2 Z LMo Tn D,
AREEIL HOD B FOZ R Ea— Rilihe 7 Y o & ZDOWiliED AT T A ZHL
fElk A, R — 7 = —TRAT L. BRI ENTZT VAR 1%EL F Oz N
U7 v MZoWTHET 5, B — FRRMR S — 7 o —0F7 —Z ORFERLER
LAt o B L DX v BT ) — v — T O AT 5, 7RI RBUERK -
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 L CEE Ly, 7 FrafEiamz, FroofEk & g
HrZiBm+ 5,

BinT4 position(hg38) HGVS. ¢

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|EFGE

MENSEML L7257 5 DNA DD #8T DRERNZBIsF O AESEa— R
TERT 7 Y L DA v VRS SENA T Y XA B a b D WITEERR
&L (polymerase chain reaction V£, PCRIE&EME) (CX VML, kAR —74
V=B NNEIF TV — = I L BB TEYIREEZITV, RAXS
AR T D72 Al < B = — NI 30 2 AR B O M LAl 28 b oA 4 fe 5
%o JWAIMIE DA DZ T AN E T L0, LAV GEITRE S N7 DNA 31T
AND, ZOEEITEA OFEFIZL VT LD E T 5,

(2) EHEHEROMERELE
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EERINZHAWSN TS e F7 2 L) 77 Lo ARG & DL & | AR H B 28 5
DOH A HET D,

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

(4) RECETSEK
BRISHAFTICE T2 B 235 60 B3 H LI

(6) HEZEZFLTIHEITH > T, RERICHEZAT 5 HERERFT DL
HEDEFELH Y F A,

(6) BIEDTERSM:
AR TRE D BAJPCIRFUIZOW TS L, AREOH LiIALDOE -
AR T 5,

(7) BIEDORERAR
R IAT D EA AL 1D Z0# T~V AE T S -8 msy 1 A
(B e fRIEL M55 EDTA-2K (7213 Na) Hk7)

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

9) HREDOREFRM
PRIMAR T, T IE £ T TG R 95,

(10) BiEDRESAE
FE (7). (8). (9) % RKIZOWT, FIZ AN CEEIC TAFTICS%T S
(MBS LT, RARIORMES ), REAOBRICRET S22 FAIET 5,

(11) REKEERCRED 7~V OFERHEH
BARRESS T~ U EAAL 1D 72 & NSRS BEA 1D 2 52#d %,
BRAEMEE I, SMESRREORAZMEMT 5, T2REHEE 2L TR,
- [EA A 1D
- WETORATHA (REA, Ao — NES. BRI
* RSP BE TS
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(12) MRk % ERBEE D D FEAERER MOBHEREFNCHEZEKET 5561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

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

(13) HREBEHHE
7L

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