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Genetic and phenotypic analysis of 101 patients with developmental delay or
intellectual disability using whole-exome sequencing
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HIPIFEE (intellectual disability: ID) 1EFEZHNIHIAE L. BEEH, #209, F
FOFEAB 7283 T 2 FIIHSRE & ISR AE I OO K s & & Tefi i & ER S
NTW5, FEeERIE (developmental delay: DD) % 5 LA T OEE)H & =55 D
BB 5HNRITKT 5 ID OJFH & 72 53204 T 5, DD/ID &%, LT
LIZHBA RN b T DJIERLTANALED/NARIR BRSO R T 2 A0 5,
DD/ID DJFKE =134 1400 & ZEERE SN TR, BT YV —AETIZ L D
DD/ID DJRKFRIEZRIX 27%0 5 39% & MfEIEE T N R R R ICE A ThH
%, DD/ID HEOBELBFHEROBRBIZBNT, KK &R0 72 MHE
EICEET A BRIER AP ST 5 2 LT, 2ERE2m ELSE5-DICFH
ThbH, AL TIEIDDID # 2T HEFICETT Y — AT Z T L, BED
BEIE LORBB 295 2 & ¢, FRNEEICBE T 2 BRI LE e L
7=
[ 72 b NS HIE]

AR ER R PRI oMM B R B 2 DGR OKRE 5 16-076) %15 T
ME1T L7, %1543 DD/ID % 29 % 101 SEfI T, DD/ID LIS DA GHEZ D72 < &
DL EA LT, XEICLDRERGZIC, BEBIOBORMMLE 2
IXMER L W DNA ZHit L, &7 Y — AN 2 5idT L7z, 98 SERIS BE & Bl
ERENT LT R U AT Ch -T2, AT —F X=X RN fr—LT —
HNRRERD B DHEE 1%L, EDONY T o &AL, KERKES - 7 DFE
DA RT7A4 &S LT, “Pathogenic” F7=i% “Likely pathogenic” & JiJFRIE
EH S 72X 7 v R EREBIRE & 72 BR8N 7 R & Ls, RIRFIC, 2 fl
MO — & N Ca et —BRE oMt 21T, Fi=. 2FEEE% TR
PICRRAS U, BERIRTE R & SBAR PRI AE 5 & O B 2 HeGH FrICfghr L7z, &
BRRFT RIE, A RREICEH SN TWDIEBREOARE G D=0, FHish
T BE OBUTRFIRPT R 87 o 72,

B

BT Y — MENTIZ LY . 54 ER] (53.5%) (12 58 [EDIHEANY T2 b & [EE
L7z, ABEIOMHTIZIVT, DD/ID OFHURKES 74 3 FEFE Lo, HY
BAREMEE G (SR RO 72 ME 48 EFICABIL, 4 DD =



R L 2 DO AINY T M EETe, 50 HOREA Y T k& [H
E LT, 2IEBNZIBW T, BRARIERIZELE T 29803 7> b & 2 flEOER 1
IR L7z, 3 ER (5 NU T2 b)) xR aREEr (BEm) B 2
JEBI X et RigiiEia . 1 EANT X YR 0ma Y 7 T
boT-, BMELERD 51 OFHANT T OS5 49 HREBIC AT 72 b
7 denovo N T R ThoT,

AWFTE D FBE NI BT 72 BRRAT i, FFEa0EES (62/95 5], 65.3%). 88
5 MRI 2% (51/92 5l 55.4%) . AERiRIKT (43/79 5], 54.4%) . 1R& & (44/87
B, 50.6%) . (T ILA (37/84 B, 44.0%) . BFAA~Z T A%E (20/72 51, 25.6%)
Thole, BEAARY § 7 MENFRKRFIE & A EIZRER LT e (> X 11.88,
95%(E HEIX[H] 2.52 — 56.00) , FHEAIEFUCA BT o123, SAHORRER T
MIREFE & B EBEIZBER LTV (> X346, 95% (5 HHIX M 1.23 - 9.73),
FEEFEECC AR & IR R E I BIE T e o 72,
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AFFE DB AsF IR K R E 21X 53.5% & BE# S & i L CiEnr- 72, DD/ID @
HRIHER &t L, DD/ID LASMT & B E D B IRAEIR 22 7= JRE 5 D 5 53 i W A
ERE AT 2 EDRHE SIVTW D AFFEOREF IR % 2 G PHEL 2T D720,
FIERN I E -T2 EEZ LT,

KOFEEFEICEE LEBRKRERIZBMAANZ h T METH-7-, AN
7 F T NMEBEEEF & LT, 7 u~F Uik -RinE R A7 & OBs R
BLOFAENZBE D 2 BIE 70, VT 7 AMEE £ OMRIREIZE D 5 B 1A
LI TW5D, 2095, B rREOHMEIZEDL S ER X, DD/ID (26D
LHEWEINTWD, AFFEDOBAA~NZ 7 LMELZEDF L7 DD/ID OHEFNC
BNTH, %< DRKRBIEF DB FRIAOMEICE G T 585 ThHh-72(10/14
BIET) .

SE DR R bR KEE & B L Cuv/=, DD/ID IZAEIRReRE 2 A 0F L
TWAIEFIOJFRBE 2BV T, 14 BIE OO 5 9 BIE 18 FRBUCE
T LBIE T CTholz, HAZBHAMmBIKOREICIN T, MREEHIIG & SEZ
SMREEDRIOFE Y 7T IWARENEE Th 5, MRS DR EIL, DNA A F
JERE A N AERR EDT Y = 1T 4 v 7 REARIZ Lo TS5, DD/ID
SLHMAANY N T LE, SABEOERERFICEAD A IHEOBBIHERE LT, &
RFHBFHENIZBE DL 2B F 2R L TV S AlRetE s RIg S vz,
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x g ) — MMENTIE. KRR O DD/ID B OEIRFHERZ BT 5 DI
HHCTH-7-, DD/ID ICHAANY b T MECHBERE ZE50FL 058
A BEFRBEAENCBEE T 2 BB ER NG L TWARREERH Y | JRE
ZRIETEDAREMENE D 2 ERIBINT,



