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No. BETNA Ver. i BA A A VERLE ARE
1| HHERK 1 2022/4/1 ME— | RS
2 | fEIEGENN 2 2022/11/24 HMIE— | RER
3| ) BAEEEDTHERDOLEE | 3 2023/4/1 FEEFICHE | SRER
4 | intron fEIKDZH 4 2024/6/1 ME— | R
5 | HoOLH 5 2025/4/1 A TE | RBEX

2/5




BREEE : [RA VA I FF—]

BEL  [RA VLI FANTF—BETFRE]

B

NV LI AT T RINTIIE L, FEIRICHETT S DAL O KT & )
FMECIN A, HERE R X R4 - MBS - BRI ol Atk 5 I A F—T
bo, BE., HEAKEETH LN, RiIHHEREERE L D06 Sz, vy
v B & [FIERIC collagen—VI % =— K95 COL6AI, COL6AZ, COL6A3 8 AnT D B % 5 K]
LT 5,

AMAE Tl COL6AL, COL6AZ, COL6AS G- DX v /X7 G a— Rk T 7 V> L Z Dl
SR AT T A AENLEIR A R — 7 =TT L. IR ST LIVEERE
1%L F OFi g —HILE R & A« KIICHOWTHET S, FHHY — RRIR S —
e —0OT — 2 OWFENMLERGEIL, YU T—EC Xy T —v—F o —
TOfNTZAT 9 RBRBUEIRE « FAFEO =3 B —HEALRBNL R T/ DEEZE I
B L CIEEREEE Com M EEE Y — FRIOWRIR S — 5 Y —TIIREE 2R 72D st
LE L0, KHIEYA ZIZOoNTIANY T ha—F —THRIHTEZHDICE LT
FET L5208, N7 ha—7 —THRIETERPSTHOIZEHL TS Ly,
7o FROSEIRICIN A . TRCOSEIR S FEATISENT 5,

B4 position (hg38) HGVS. ¢
COL6A1 chr21:45989586 c. 859-22A>G (NM_001848. 3)
COL6AI chr21:45989713 c. 904-39A>G (NM_001848. 3)
COL6A1 chr21:45989967 c. 930+189C>T (NM_001848. 3)
COL6A1 chr21:45994021 c. 1336-146C>T (NM_001848. 3)
COL6AZ chr21:46111447 c. —27-3C>G (NM_001849. 4)
COL6AZ chr21:46121493 c. 1459-63G>A (NM_001849. 4)
COL6A3 chr2:237359403 c. 6283-15C>A (NM_004369. 4)
(1) W®mEHE

MR HEML L7277 5 DNA 2D 3285 DA RBIRF O AT Ea— R
fHlkT 7 Y L Z2DA v b u AR A TN XA B3 v d D WD ITREERY
PEEYE (polymerase chain reaction 35, PCRIEENE) 12X VM L. I —4
YH—=HL50EF Y ET Y == I KD BE RS EE T, RS
BB F O AEL B2 — FEKICB T 2> —F v v 7Tl AT e IR BB
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ARSI AL OF LT 2,

(2) EMEEKOHEERE
EERINZHAWSNTWDE F7 2 L) 77 Lo AR E DL & | AR H B 28 5
DOH A HET D,

(3) EEMEICREMEELITIZ LT HAREMEOHHA
FriZa L, AREITREMEZET L0 TIEIH Y THA,

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

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

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

(7) BIEDORERAR
WREF ST D EA AL 1D SE# 7~V AEAF S -8y 1 A
(B e B RIEL M4 EDTA-2K (7213 Na) FEf7)

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

9) HREDOREFRM
PRIMAR T, TR IE £ 7 TR E T 5.

(10) BiEDRESAE
F2 (7). (8). (9) % HIKIZOWT, FIZ AN CEEIC TAFTICHET S
(MEITE LT, RAKIOEMS ), FBEBOBRICHET D Z L2 FHIE T 5,

(11) REEREERUOBRED 7~ VOFEHEE
BRIRBE F ~ IR E AL TD 72 5 ONCHRIASERA 1D 2 30#k4 5,
RAEREEIT, YRERBTEOMRAHHT 2, TATEEE 20 FIoRT,
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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 HEAERER MOBHEREFNCHEZEKET 2561
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA L T D,

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

(13) RETEFH
7L

(14) REOBH LiAA, BRWEb#E
PASENEAND T S DNABFZERT Bl FRAE (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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