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REHEE : [ SREHEENTEE |

BEL [ EREREHENEFIEERCTFRE ]
RS

S IR B MESVE IESE (multiple cartilagenous exostosis/osteochondromatosis) 1.
RIS Cho D4MTIE (FHCEIE) N ESOFICEHTLEETH D, BEAM OB
M L OIEEIAL) OHBEMEENEV, FICEM T 5220305 WERETHD Z &
M), HREKRBEMEISR TH D, JRIAEEF & LT, EXTL EXT2 28 b TV D,
Langer—-Giedion fiEfRE (B2 SIEEIEIERAIE 2 B 1%, Z3MIVEIE 2 HRERICE 7,
EXT1 2 & RRERTTORREICED DO LT 5, HYGERBEEELEFRCTH D,
AHay Ko< h—3 A (metachondromatosis) &, ZXHMAIEFEE TIERICE A~ %
TR EPEAVEIEAE & UL LIZEERI S LB Ch 5, W R EaRBEMERRRE . JRIKEE T &
LT, PTPNI1 2AEI 5TV D,

KRRANE EXTL, EXT2, PTIPNI1 DX 2787 B a— R 7 V) o & Z DD A 75 4
AEBALEES A . IR — 7 2 =TT L. FICHRI ST LV 0. 1%L F
DRI ) T by NUT V MIOWTHET 5, H#H Y — PRI — o7 o —o
T =X DGEN LB A, Vo T —EC XXX T ) ——7 o —TOfEHr %
TYe RBRBUERE « FAFO 3 B =B ORBR T ) LEEZEICE L Tidm
FEE COMRENES Y — FRIORMA S — 7 VY —CTIXREE R 720 AR & L,
FHIREY A 712N TEARY Ty ha—F —TRIHTE 26 OB L TiTsE 3 223,
NYT o ha—7—THRIHTERPS72b DI L TIEE Ligvy, £ RiEsiam
A TFREOfEE S fEITIZEMNT 5,

BinTt4 position (hg38) HGVS. ¢

EXT2 chrl11:44232507 c. 1806+11G>A (N\M_207122. 2)

PTPNI1 chr12:112477798 c. 934-59T>A (NM_002834. 5)
(1) REHE

MEAHEUL LIS 7 5 DNA D 24T DA RBIFOTAESE=—F
Sl YL EDA v ha BRI GEANA T VA= a b D WITEERD
ik (polymerase chain reaction ¥, PCRIEEME) X DiRME L., R —7
VI L DEEBFESIREEIT, RENSEETEROFEZRET 5, JFH|
MEDHDZIFTANE T DD, RUEBRVEEITIHE I N DNA b2 ITAND,
ZOGEIIE 2 DEFIZL VBT 5 b0 LT D,
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(2)

(3)

(4)

(5)

(6)

(7)

(8)

(9)

FYEE 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 aREMEOHHA
FriZa L, AREITBREMEZETHZ2H0OTIEIH Y THA,

REICETSHK
BRIRDATNC BN B A5 60 52 B LI,

HEZZFET 2HEICH > Tid, EBRTHIEZIT O FERER DA
HEDEFELH Y F A,

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

BAIRDERRA S
R IAT D EA AL 1D Z0#E T ~ L3 AE T S -8 mssy 1 A
(B e fRIEL M58 EDTA-2K (F 7213 Na) HHER7)

BAEDORRE
I ImL LA b 2R3 5.,

RIE DRI
PRIMAR T, T IE £ T TG R 95,

(10) BiEDRHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZIE LT, REAIORIMS ), FEEHOBRICEEST D 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 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) RETEFH
7L

(14) REOBH LiAA, 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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