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cranioectodermal dysplasia *° short rib thoracic dysplasia . Ellis van Creveld
REWRRE 72 E AR BERICE N5, BAEIROIE D MIECATIRRER &, B RERR S &
BT HZERBH D, 1ZLAERERABRSERERERETH D,

KW A X CEP120, DYNC2HI, EVC, EVC2, IFT80, 1FT81, IFT140, IFT172, KIAA0586, NEKI,
TTC21B, WDR19, WDR34, WDR35, WDR60T&E(n§ D & /37 /E 2 — Rl 7 ¥V > & Z D d
AT T A AL A MRS — 7 = =TT L, RIS ey LAVBEEE 1%
LUFOR22) 7 2 MZOWTHES 5, B — PR — 7o h—D7—20
MENBERGEE, Vo H—ECL %Y T ) == o —TOMT 2175, 72
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B A ) — FRORMER S — 7 o —TIIREEZR 720, SiERE Ligv, (Kl
TPA 7OV TREAY T v ba—7—TRHTE L LOIE L TI#RET 528, N
Ty hAa=7—THRHTE AR bOIZBE LTI L, E7z BRI,
FRCOFEIS fRAT ISIE N 5,

BinT4 position(hg38) HGVS. ¢
DYNCZHI chr11:103148476 | c. 2819-14A>G (NM_001080463. 2)
EVC chr4:5747998 c. 940-150T>G (NM_153717. 3)
IFTI140 chr16:1526594 c. 2677+25G>A (N\M_014714. 4)
IFT140 chr16:1587846 c. 902+87T>C (NM_014714. 4)
WDR35 chr2:19952168 c. 1434-684G>T (NM_001006657. 2)
WDR35 chr2:19982552 c. 143-18T>A (NM_001006657. 2)
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T292-0818 TR AR T2 S8 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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