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REEE : | FHEFREBPRE |

FHEE IR RIERIEIL, BRI ORS RPN, WU & Vo T KRR A &
DERMEETH D, FHREZEI O LEDLRNLO, BiHRAEZET 0L E
BIRAE R THLONRH D, BIRETRFE L ORERFEFT I 2 T, BB ne
WricHEH ThH D, HEMICIZZEIERLONREEND,

KA TV PTHIR, COL10A1, MUP13, CFAP110, MATNS, PCYT14, PLCB3, FN1, TRPV4, MIR140,
ACP5, COL2A1, KIF22, TRAPPCZ, GPX43&15F 0D % /37 a— Rt~ 7 v o & Z O D
AT T A AEMLEI A A — 7 =TT L. BRI ST VVEE 1%
LUF OFf 75— @ L BB A » REICOWTHET S, EH Y — FRKHA S —4
VY —DF — X OMENLERGAE, VB Ax Yy E T )=y — S —T
DFENTZAT 90 IR BRBIER K - FALED o ©—HECRBUR 7 ) AEEZEIZ
L CIEERE COREAEHY — FMUORMR S — 7 o —TIIRE R 720 wiExT4:
ELRW, EHIREY A ZI2onTIEIARY Ty ha—F—ChRii Tz b L Tk
WETLN, NVT L ha—F—THRIHTE R b DI L TEHE Ly, 22F
RSB O FREHEBIC DWW T BRBEE AN 7 2 b3 B o T2 G EITIEHRE T D,

HEinT4% | position(hg38) HGVS. ¢

PTHIR chr3:46901114 c. 1049+29C>T (NM_000316. 3)

CFAPA410 chr21:44330349 c. 643-23A>T (N\M_004928. 3)

COL2A1 chr12:48000175 c. 86-50C>G (NM_001844. 5)

COL2A1 chr12:47986201 c. 1527+135G>A (N\M_001844. 5)

TRAPPC2 chrX:13719984 c. —19-2A>G (NM_001011658. 4)
(1) H®mEFE

MEAHEUL L7257 25 DNA D, ST DA GEE T O AES Ea—F
TEIRT 7 Ve 2D hu VRS ENA TV EA B = a v DV IEEERER
7% (polymerase chain reaction ¥, PCREENE) ITX VML, kiR —7r
VI XD BB TESNRE 21TV, RAXIGBE 707 X< E = — REIRICE
F AR B ORISR E L RIS 5, JRAIME O DT AN E T 5
B, RLEHLVGEITRE SN DNA b2 AND, ZO%AIXEAx OFEFIZLY
T2 H0 L35,

(2) EMBERUHEEE
EEMICHN SN TNDE M7 5 77 Lo RS O R | (RHBIHE AL R
DHBEEHET D,
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(3)

(4)

(5)

(6)

(7)

(8)

(9)

EREBEICRAEEITO Z L LT AaREMEOHMA
FriZa L, AREITREMEZETH2HLOTIEH Y THA,

REICETSHEK
BRIRDATNC BN B A5 60 2 B LI,

HEZZFET 2HEICH > Tid, EBRTHIE 21T O HERER OLAH
WEDEFETDH VD £H A

/ AENPEAE s
FERHERIC TR O H BRI DWW TSIt A L, KBEOH LIAZRDOE R
HERT A,

BAIRDERRAE S
R IAT D EA AL 1D Z0#R T ~ L3 AE T S -8 msy 1 A
(B e fRIEL M58 EDTA-2K (F 7213 Na) HHR7)

BIEOERE
i Inl B &R+ 5,

BRIE DRI
PRI AR T, T IE £ 7 3B R4 5.

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(MEIZIE LT, RGAIORIMS ), FEEHOFRICEET D Z L z2FAlE T 5,

(11) REKEERCRED 7~V OFEEHEH

ARG 7 ~ U IXEA AL 1D 70 & ONSIHRIAE B 1D 25tk 7 %,
FRARIEHE L, YRESEEORX AT 5, EREHIEE 2L TITRT,
- B4k 1D

- WETOMEHE (RE4A, BAo— FES. BRI

- [EREEE AT

c A KT A 2 EFOMERR

- B R EE
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(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) HREB/HHE
7L

(14) REOBH LiAA, BRWEbHE
PASENEANDT S DNABFZERT Bl FHiAsE (O B FRA=)
T292-0818 T AR H M2 S8 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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