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BREEH T 270 v~V 77 A4 VEERRE |

7V oYL T 7 AOVIEEREIZ, 1912 4E1C Klippel & Feil 12X » THA SR
PERHEE SIE L T D REFEGRIECH D, 1) M, 2) BRIEHEEZHROMKAL, 3)
FEES FTENEHIR S FE 3 CTh 5, 3BIENREHH Z LT 50% LT ThH D, FHFED
BOFE S LT, MBYED 60%FLE TEOF L. €Ol Sprengel & (EHEZ L), LK
A A, EEERE, ERE. EBEMRAIE, BRHERITEHAIE,. kIR 72
ERH D, BRI TIIERERIERER., SRMEOEE, BHEE, X7V aGK4
EOFT 0L H D, FRROBEBFRESITND, WBPLL IXERIZEIC & 23 5 HrHER:
BECHDH, MURCS HA (mullerian duct aplasia, unilateral renal aplasia, and
cervicothoracic somite dysplasia ) HEERNZHMN B0, RINELFIIRHTH 5,

KR TIX GDF6, MEOX1, GDF3, MYO18B, RIPPLYZ, WBP11 i&{n~+ DX /87 o — RNEl
T Y e EDWED AT T A AENLFER A RIS — 7 = o — T L, EITHR
INT=T VIVBEEE 1%LL T Of7e —HEE L & BV « RRIZOWTHET 5, F8H
U — FRIRHAR Y — 7 =7 =2 OMEN LB RGEIE, Yo - sF v
TV == =T O 2T 5, RBRBBIRE - FAED 3 BB b0 R B
22 ) LREEZGICBE LTI SR E CoRMAEE Y — FRORMR Y — 7 o —Ti
Wit 7=, MR E Ly, ST A Z71I2onTiEInNY 7y ha—7—Thi
TEHDIZEALTTUIHRET 20N, NV T ha—F—THRIHTEZ Lo DIZEL
TIFHE L7y,

(1) BEFHE

Mg SEUL L2/ & DNA 2o, BT D MENRBE RS O AL Ea—F
k=7 Vb EDA b R B NA TV H A B =g b D WDITEERER
MEYE (polymerase chain reaction %, PCRVELEG) 1T X i L. R —7
Y=L K DB FESIRE ZITV, RENRBR O AE < E 72— FERIZE
T AR BB O ARV E O A EZ BT 5, FAIMEOZOZ T AN E TS
M, R EHLROGEIFTTE SN DN b AND, ZOHEIIMEx OFEFIZ LY
HWrT 26D LT 5,

(2) EYEME KO EREAE
EREICHW SN TWD e R LY 77 L ARSI E OGS | IR B A R
DOHF L HET D,

(3) BERHEBICEIBMEEZITI 2 L T HREMOHMA
BRI L, ARERREMEEET 2 b0 TIRH Y EHA,
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(4)

(5)

(6)

(7)

(8)

(9)

REICETSHEK
BRIRDATNC BN B A5 60 2 B LI,

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

BRI DEREZA:
PEREREBE I TREE D B AGRIRIC SV THAIHI L AR O H LA OF
E AT 5,

BAIRDERRAE S
BEFIT R T DEA AL 1D R 7 ~ L D3 AE S AL 7R 1R
(B e f R M58 EDTA-2K (F 7213 Na) HHR7)

BIEOERE
i Inl B &R+ 5,

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

(10) BiEDORHESEM

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

(11) REKEERCRED 7~V OFEEHEH

BRARAESE Z ~ U IXEA AL 1D 72 5 ONTRIAEELH 1D 2 fil 3 5,
MRAKIEE L, YREEREORREFEHT 5, E20EEE 2 FICRd,
- [EA4{k 1D

- WETOMRAEHE (REA, BAo— MRS, BRI

- [P RO TE

c A KT A 2 EFOMERR

- B R E R EE

(12) BRiEZ ERAEEE 5> SR AERERT (MOBEREFICHEZKIET 2HAIC

HlcoTid, BHEARENF) £ THRET D DITET 5 KM
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BEHOFRHBEZFA LT 5,
T HMEIIZAMT AR 20T, EEEEICIZ O REEERT,

(13) HREB/HHE
7L

(14) REDBH LiAA, BlWabE
NASMENEANDT S DNABFZERT  Bia A= (07 SEEFRES)
T292-0818 TIEW 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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