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REERE : [ 2FHEE |

EHTMIE & 1%, B HER « IE~DOSEER 2T X D MRS &k~ 7208
FHIMEOEREBRE 28 E T2 REFEGRRETH D, KRIKFERODEOREIZ LY
HE/YHER alobar type, ¥/ %Y. semilobar type, Z7HEM! lobar type IZ/3¥HIND,

IRMES I, SRR, BN EHR e CHEEIE R A, EEA CIXHIRES
REar X9, —0, BIEGITIE, B—UIEOHBOFIN S 5, BEEO R EE S S
AMFEEZBD,. TADABAIE Lo, SR FEE - FER - IMERERE D 12 X
DARMIRSE, PP - TEER A2, BCRFESE - JRAAJE « @7 b U U AMGEZR ERNSWERT S
EREREEZROLZENHY, 2HEHENEETH D,

13 N Y I =72 EOYBEEFEIIORET 203K LNO T, ETYREERBRAEI L
HThbd, H—BxFHHE LT, RE ONERILEEER - (SHH, SIX3, TGIF, PTCH72 &) &
L <FEMHEIR T (Z1C2) OB 1N 7T v BRORKI ENRSH 5, Pallister-Hall JEMERE
(GLTI3 ZEBC & 2 e REVHJEGRE) X2 (Smith-Lemli-Opitz JEMERE (DHCR7 Efnt- D3V
T MIEDav AT a— L EKIEE) 7 SO REEEGERCOET 256 b d 5,

KA CTIlX SHH, SIX3, TGIF1, ZIC2, PTCHI, GL13, DHCR7, GLIZ2, CDON, CNOT1, STAGZ, PLCHI
BIRTF DX Ry Ea— REIRT 7 Y v L Z DGO AT T A AERA AR A KA —
7 =TT L. RIS SN 7 VVBEEE 1%BL T OF 78— L & A -
RRIZOWTHET D, FHY — FERHER S —7 o —DF — 2 OMZENLERGE
X, P —EICELDAXR Y ET )= — 7 Y —TOMT 21T 5, TR KB - f§
ANFEO 3 V=B RBE 27 ) 2EEZRGICE L TSR E CoREAEHY — 1
BOWMA S — 7 o —TIEREERTZD, |EFRE LRV, FHRESFA 71250 T
I T ha—7—THRIETEHDICEAL TIHRETL208, NV T ha—7—7T
BRI TE R o2 bDIZE L TEEHE L, 723 LR O FREFERIZ OV TS
EAEFE AR Y 7 > MR - A TR E T 5,

B4 position (hg38) HGVS. ¢

SHH chr7:155808703 c. 301-2146C>T (N\M_000193. 4)
SHH chr7:156791430 c. —979308T>A (NM_000193. 4)
SHH chr7:156791530 c. =979408T>C (NM_000193. 4)
SHH chr7:156791711 c. =979589A>G (NM_000193. 4)
SHH chr7:156792782 c. —980660G>C (N\M_000193. 4)
SHH chr7:156791589 c. —979467C>A (NM_000193. 4)
SHH chr7:156791257 c. —979135C>T (NM_000193. 4)
SHH chr7:155802892 c. *8G>T (NM_000193. 4)

SHH chr7:156791472 c. —979350G6>T (N\M_000193. 4)
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SHH chr7:156791474 c. —979352C>T (N\M_000193. 4)
SHH chr7:156791470 c. ~979348A>G (\M_000193. 4)
SHH chr7:156791459 c. ~979337A>G (N\M_000193. 4)
SHH chr7:156791475 c. —979353A>G (NM_000193. 4)
SHH chr7:156791469 c. —979347T>A (NM_000193. 4)
SHH chr7:156791480 c. —979358C>T (NM_000193. 4)
SHH chr7:156791413 c. ~979291T>G (\M_000193. 4)
SHH chr7:156791255 c. ~979133C>G (N\M_000193. 4)
SHH chr7:156791137 c. —979015A>G (NM_000193. 4)
SHH chr7:156792169 c. —980047C>T (N\M_000193. 4)
SHH chr7:156268812 c. —456690G>A (N\M_000193. 4)
SHH chr7:156791771 c. ~979649C>G (\M_000193. 4)
SHH chr7:155806576 c. 301-19G>A (N\M_000193. 4)
SHH chr7:156791273- c. —979152_~
156791274 979151insATCACTTCCTTAA (N\M_000193. 4)
SHH chr7:156791448 c. ~979326T>A (N\M_000193. 4)
ZI¢2 chr13:99982041 c. —24C>T (N\M_007129. 5)
PTCHI chr9:95446392 c. *2-1G>A (NM_000264. 5)
PTCHI chr9:95464055 c. 2561-2057A>G (N\M_000264. 5)
GLI3 chr7:42023625 c. 1357-17C>G (N\M_000168. 6)
GLI3 chr7:42023622 c. 1357-14C>G (N\M_000168. 6)
() WEHE

MEHEUL LIS 7 2 DNA b ST 2 MAEMRBELR T O AESBEa— R
R Vo e Z2DA L v UBRE D EANA T IV EAB— 3 b DT EERE
i (polymerase chain reaction{£, PCRYELEE) IZR VML, Wit —7
VI X D BB TESNRE 21TV, AR GIEE 7O AE < B = — REIRICE
T AR BB O ARV E O A EZ BT 5, BAIMEOZOZ T AN E TS
B RULEB/ROVGEITHE SN DN bZ T AND, ZOHEEE~ OFFINZ LY
260 &35,

(2) EYEME KO EREAE
EEAICHW S TWD e RF 2 LY 77 L ARSI E O S | IR B A R
DOHFEEHET 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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