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No. BETNE Ver. | EMABA4AHA VERL#E AR
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REEH : 122U « XU ~JUERERE

BREAL : [V 204V « ¥ U ~NVVERBBRE TRE]
B

a2 TN e YU UVIEERE (Schwartz—Jampel syndrome : SJS) (X, B4, #E Fg
BMEFHIRESE L PR S, A P =7 ER &R B A1 O BRMRE T, Am T RITRE W,
MR & & HIC B ATEEIENES S5, B OBIEOTDIREIIPNE 20 0%
ROBTHENRERZ 2T 5, BRET L L, KFE, KEEE OE G E 0380
Lbivd,

AN HSPG2, LIFR D F 237 B a— RiE T 7 Y o & Z DM D 2 7 5 A AL
A, ARy — 7 =TT L, BRI ST LV 1%0L FO/iZ2N
U7 v MZOWTHET 2, EHY — MRS — 7 o —DF — % OiZEN LE R
AR, NI I Xy BT Y — = U —TOMNT 24T 5, IR R -
FEANE O 2 BB R R 7 ) SREEZGICE L TSR COME A EEHY —
R DOWHAR S — 7 o —TIXR R 720, MR L L, (KHifaE 1 71220
TN 7 ha—F —THRHTEZLOICE L TEHRET 208, XU T ha—J—
THRHTE o2 b DI L TiTsd L, 7ok ERLfE LIS O FRefEikIZ >\ T
HABEE N T MR B o A IS T 5,

Bin 14 position (hg38) HGVS. ¢

HSPG2 chr1:21884513 c. 1654+15G>A (NM_005529)

HSPG2 chr1:21889500 c. 574+481C>T (NM_005529)
(1) BmEFE

MEAHEUL L7257 A DNA 23D YT HMAEXGBE FOAESE=— R
T Y DA v ha VR NA TV EA B a3 D W ITEERRY
&% (polymerase chain reaction %, PCREENE) ITX VML, kiR —7r
VY —HDLWEX Y BTV == I K D FESIRE R TV, RS
WA OTAELEa— RERICBIT 5 v —F7 v vy 7 TR ATRE 2K BUEE O
RPN (AR S i3 g i fan i R

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

(3) EREBICRIWMEEITI I L LT HREMOHFA
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FrliZ7e L, AREIIREAMLZETIHOTIIH Y THA,

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

(5) HEZZRFETIHEITH o T, RERICHEEAT ) WEREFTOLH
WEDEFETDH VD £H A,

6) BIEDBERSM:
RIS TRE D B AJPCIRFUIZOW T L, AREOH LiIALOE -
AR T 5,

(7) BIEDORERAR
R IAT D EA AL 1D Z0#% T~V AE T S -8 msy 1 A
(B e fRIEL M58 EDTA-2K (7213 Na) Hk7)

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

9) BEDORESRM
BRI 1%, MR I M 72 IR R T 5.

(10) BiEDRESAE
F2 (7). (8). (9) % RKIZOWT, FIZ AN CEEIC TAFTICS%T S
(MBI UC, ARG ), REAOBRICRET S22 FAIET 5,

(11) MEEKEER OCRED F7 NV OFEHEH
BRARAEST Z ~UZIXEA AL 1D 72 5 ONTRIAEELH 1D 2 fil 3 5,
MRAKIEE L, YREEREORREFEHT 5, E20EEE 2 FICRd,
- [EA4{k 1D
- WETOMEHE (REA, BAo— FES. BRI
- [P RO TE
c A KT A 2 EFOMERR
- B R E R EE

(12) Bk % ERAEEE 5 O AERERT (MOBEREFICHEZKIET 2HAIC
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Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA LT D,
TRBLAEZA IR TR0 T, BRI e R A 2T

(13) HREBEHHE
7L

(14) MEDOBH Lidk, BEWEHE
NSMENEANDT S DNABFZERT  Bia A= (07 B FRES)
T292-0818 THERARMHHNT S8E 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp

5/5



