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Identification of a novel variant of the RET proto-oncogene

in a novel family with Hirschsprung’s disease

JIE 23

G PA0ELD)|

Hirschsprung’s disease (LA~ HSCR) 1%, NLFH2~ & @fge I IR AN 2 MERRR TGS A FFf & L, BRREME
MHPAZE R BT D RMEER TH H, #5000 HAIZ 1 ADFIEE S TEY, £, FEFEIED 5~
20% & S ST D, HSCR 1, & OBEARREIIGE DR I3, AL X v S RE5H £ Td short segment
type(LL T S-HSCR) & Z 41 L b Fu» long segment type(PL T L-HSCR)D KX < 2 DIZFEI TN 5,
S-HSCR 1%, BIEICEIBHETH D Z ENIEEAETH DT, L-HSCR IZFHEMEDOEIE R Z 0,
JRREIE & LTS ESERBEFERPRESN TS, ZOH T RET B DAL, HSCR ©
JRIRE ST & LTI CTRIE SN B E AR T, §50%DF M L-HSCR IZ[FIE S 10~20% O
MFEPED S-HSCR IZFED LN DB FAEETH D, LivL, 73T D HSCR JER] Tl s 14 B [EE
SN EBEFERTORIESL LTHIAINTEL T SORIMHFAVBMELEZEZ LN TND, S EIF~
I%, S-HSCR @ 5 NDMEBEE LA T 2FRZFR L 72O CRRELFDOREEITo 72,

(AR R O EE]

198447~ 5 20164F & Tlo, FEVLE K/ NEAMVELCRRER L 72HSCRIZ109% T o 7=, FhkEZ A3
HIEBIDCFH A H Y . DT DTN TOBENS-HSCRT, X

‘ e e s 1 N I 1
PEIZORIIE L, 3RO TVWDIERN 1 FH R b o
o WEBLRAVEEBRTHSD, SETICHESR o [0 L LI LT
TRV LWERDOAREMEN D VB a T REEIT-oT2, B .2 ‘4%. b
SITFEERES A (11, 112, 114, IS, 1V:2), FARK &
DXy T —EHBT L 2011, 11:3), FEREEIAN (I v ; )
2. 14, N:3) | S BICEEBEFAEENARHLZIL (VD) %
®EgE Lz (¥1) .

FiEX, KM LY DNA 21 L7z, &= Y UHEIRORZBITRIAR S — 7 = oY — & HWTfT
o7z, 225 H{KIX University California Santa Cruz Genome Browser @ database % FVWTIRE LTz, €D
%, UTO 450 TREZRWT, EfEs - 2RE L,

(1) 7R EBRERE bW EE T B2 BRI,

(2) HSCR RIEDA W IEEEE L, HNEMG T OERBEEIL 1%L FThbHEHE X, 1000genome

project (f#H N OBIR1-ZH D7 BAHRE 2 R vp CRllA L 72 ERIRIFSE) @ database % HW T

25,
(3) HFXRK (K1) kv, EHEEEKEE X, MWWWMBﬁﬁ6¥%£%E%
(4) MBF L X VT I RO E T, RS &3l LW R A28,

PLE oG TR CEMEL T2 FE Lz,




[/ 2]

FROTEZRCEOOHEMELETFERNFAEINT (K2) . & HITEMHEETE2K 0 AT 20D
2. EEREE N3 535D FlY —/L, GERP score, SIFT score & Polyphen2 score i\ 7=, Z®
V= E WD Z LT, 2200FEE T (RETER A L ORPARLE(R A ) TRV iATrZ &
MTE, LML, ORSARLER FIFMAFRIZE D 28 5+ Th 0 B DI L IFERR W - DRk
L7c, HEHIICRETEE T OERQRIBSEH DT UV LC=A~DERIZLY | RETEHDI22EHOT
IS (BV V) =Y (Fruiy) ~ER)PFERERFEREEZ OGN, B FERERDT
¥HSanger sequence 1T -7- & Z A, intronfEOHSCRDO U 27 7 7 7 # —BIG T Th HLEHR
(rs2435357) H Z DFERICBWTRIE SNz, ZOFRIZBW T, Z D200 RIS HSCROFIE
WG LTWA EBZ LT,

[k OB£]

RET &M D 922 FHH DT 2 J FOERIL, BIfEE THSCR OJFIKEE L L TOHRE X2\, RET
BEAFTFrY X F—EO—>ThHY, RETHEIE . RETEHD 2 Ea—% — FOMIT T, 922 %
HOT I JEED S=Y ~DOERIT, BHORE I LHUKMEOBR, B4 4 R S e st & 8
W RET BEHEDOHEEIC K E BT EME SN TR Y, HSCR OB - & L TFE L2,

F72., HSCR ORAMFF L LT, BIE4 SOBFREZ LA TEY, ZRbHiXLTFo, ORET EH
&L FNICHEGT 5 GDNF &R F (7Y 7 HIRRARER R ) & OfEGIEE, ORET RHICHEGT D
ZOMOEADOEFIZL VG IhD, MKaN signal DREE, @F 17X —EDOIEMEKT,
@F T —CHEBOLRICL DR AR Y SN—BOFEERE, £ SnTn5,

RET ® 922 ZHHODO T X /BRIEF T —EBHEOT I /FETH Y, HSCR OFIEIZHH L T\ D EE X
HiH73, RET ®© 922 FHHOEERDO L TITEIER TH -7 LWV 9 EN, MEN2B D5 % Tl S
TEBY., ZOEROHRTIZZDFEFZD HSCR OFAFRINE 25 Z L1 TE 20,

—J57C rs2435357 I intronl fEIK DA TH Y . RET iEfs 1D enhancer f&5E4 0> T\ 5, HEAT
1L S-HSCR THM, MFEMEDHSCR DY A7 7 7 7 X —ThHZ EDRWESINTND, LLRNRD
HARNZBWTIX 5% ERZRBDHBRTHY ., ZOERIIT TIOFFRDO HSCR OFARF L L
THIET 5 Z EIIARAEETH S, Emison 5 1%, rs2435357 L fth DA RO A A ioH T HSCR % FIE
L7 ez@mE L TRy, ARIGFEERIC RET HAD 922 FHOT I /EBEOZE L intronl #HE
(rs2435357) Z D2 DOERMNIAFT H 2 LIZLD, HSCRAFRIEL TV D EE X bivlz, LarL7
N5, ARIOKREFTCIEAREREDORIIRIET 20 LNCTH I ENTETE LT, 4%, knockout
mouse |2 X DEMET VA HWIZFERR S, SORDIMENPMLETHDL EE LN,

( Pediatric Surgery International (2017) 33(10):1041-1046 )




