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¥RZEIEH : [Dyggve-Melchior-Clausen ¥ |

REA : [ BETFHRE]
S

Dyggve-Melchior—Clausen J% (Dyggve-Melchior—Clausen disease. OMIM 223800) .
EATYEDFHEE ERhm SRR & MBI E 2 R & 4 2 W AR IER B TH 5, DIE
P OEENFRERTH D Z LPRESNTVD, Smith-McCort FJZAUE (Smith-McCort
dysplasia. OMIM 607326) I% Dyggve-Melchior—Clausen ¥ & [FIEED B HL 5 2 7R3 D340
MR ERE O R WERARSERIETH D, Zhb, DI B TOERDPFNTH D Z
EPFFE SN TN D,

ARETIE DI BI5FOF "7 a— N> 7 Y o L X DWRD AT T A ZH
MR 2 KRS — 7 = =Tt L, BRI Sz T VAVBE 1% T O/ —
HEEEH L LR - RERIZOWTHE T 5, FHY — PRitRy— 7 o —n 7 —
B OMENRBERGEL, P T —EC L 2%y T V== o —TOMT &7 9,
IRBRBULR I « FANFEO =2 B —FEAERL R 7 DHEEZRICEE L CITE kg T
DR EH Y — FRORMENA S —7 o — TR R 720, EIG L Ly, (K
JAESA ZIZONTEANY T Y ha—=7 —=THRHTE L bOIZEL TIHET 528, A
V7 v b a—7—THRINTE R -7 b DICB L Tidsd Lgu,

(1) H®mEFE
MEAHEUL L7257 A DNA 23D YT H2MAEXGBE FOAESE=— R
T Y DA v ha VB NA TV EA B a3 D W ITEERRY
&% (polymerase chain reaction %, PCREENE) ITX VML, kiR —7r
VY —HDLWVEX Y BT Y == I K D FESIRE R TV, RS
BRTOTAESEa— RERICBIT 5 v —7 v vy 7 TR ATRE 2K BUEE O
IR AL O B A R 5 5,

(2) EMEROHEEE
EBEIHN BN TWDE b7 AU 7 7 Lo ARSI E O b | (GBI R
DAL HET B

() EREBICRIWMEEITI I L LT HREMOHHA
FRIC7 L, AREIREMEZET 2 b0 TEHY EHA,

(4) MECETDHIEK
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(5)

(6)

(M)

(8)

(9)

FRARDIAFZ BN TZ A 726 60 3 A LA,

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

BRI DEREZA:
PEREREBE I TREE D HAGRIRIC SV THAICHE L AR D H LA OF
E AT D,

i QUNEA ST
R IRAT D EA AL 1D 208 T~V AE T S -8 mssy 1 A
(B zeg fRIEL M58 EDTA-2K (F 7213 Na) Hk7)

BIEOERE
i Inl B &R+ 5,

BRAEDRIEEEM:
PRIMAR L, BN TR T2 A R E D

(10) MDA

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

(11) REKEERCRED 7~V OFEEHEH

RBARBESS 7~ IZEEAAL 1D 72 © ONSHRIKEERA 1D 25295,

R EIL, YRERBEOHRXEZEAT 5, FREHREE 2L FIORT,
- [EA4{k 1D

- LT HMAEE (EEA, Ao — RES. BRI

- RIS

s A KT A 2 MFORETR

- FEOREREA S E R

(12) BRiEZ ERAEEE 5 SR AERERT (MMOBEREFICHEZKET 2HAIC

HlcoTid, BHHEARENF) £ THRET D DITET 5 KM
FEEHOEAEEZFAI &5,
TR BIEZM TR 22O T, EFREEICIT o mEEzied,
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(13) HREB/HHE
7L

(149) REDORBH LiAZ, BRWELE
NASAETENNT S DNAWIZERT  BinFiA= (0T SBEFHRER)
T292-0818 TIEWAEAM T SHE 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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