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Investigation of Rare Single-Nucleotide PCDH 15 Variants
in Schizophrenia and Autism Spectrum Disorders
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A KMIE (SCZ) L BAAXZ b7 A0E (ASD) 1%, WA WM — R NI IE
REDEFFENG . &b ICER P ER N BIEIC AR EE L, B0
FHREEZATOMBREREELS IO TS, ZThbaBE X T, SCZ & ASD
DERFHERZFET DT LTRSS TE, HEORWEREORIEIZ
FZ < OBMAREET H2HEDOEWERNZEEHRT 5 L9 common disease-common
variants RF I HED W THA S N7 BEE R A2 ReEmiE, LorL. SCZ & ASD @
BEFHNEROERBZLT LEALNICT IO TIERN-Z, HFE, —AOD
1% RMGPMRE T 2HEORNS ) AEROFICHEICHRONEELRETTLONE F
L% &9 common disease-rare variants (RELFEME S LTV 5, AMFSEIL common
disease-rare variants Rt # 5 E 2 - b D ThH 5,

AlEl%E B Ui PCDHIS #is11X, BEO 2EHBEMEREZET 57 v & v —JERE
HOJRRBERFTH Y, ASD SLHRMEREH O BFE I PCDHI15 % 7 T G A RO/ K &
PRE SN TWD, PCDHIS IR T T AU D 20 FAY v A—r3—
773V —DOEDTHDLI L, YU ADHMBIZIB T, MR AN A e
TRATDHZ L, fihiotn b= b7 U AR=—F—ORIUTHEGT D5 Z L &R
HESN TV IR0, MEEERECHDLIEMEL T L TAELE R,

AWFFED BH)IL, SCZ & ASD ORIEICE G T DM E LW\ —HIEAE R (SNV) %
PCDHI15 8 InFRNIZAETZ & Th 2,
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2 DOMSL L7 BAARNEMAEXIRLE L, Wi DSM-5 O I K S\ AT
S, Ty ha— LR EME R ORISR WE L L, AFRIT4L E R KSR ESE
A BEE B2 OKRICAIY . KA, REEDOHEIIAN L REEICERTHH L,
FEZ15&7,

1. SCZ & ASD B#HZHZH 370 4 (49.7+14.85%) & 1924 (16.3+8.4 %) DK
RIS L < 12 & v i L7= DNA 2 W, PCDHI15 2 —F 1 > 7 fEIR O %
BYER 4T o712, #E1T Ton Torrent PGM™ Z il L, #=¥%~7 o b 2 — /L TfT -
Teo XA T T4 Y 7 D = 7% Torrent Suite™ Z HlW 72, B S V72 B 1%
KD SNV IZo& | o W= TERDOFIEZ FER LIz, 2 DD in silico f§HT
(SIFT, Polyphen-2), fd & HIZHH SN ERNBRBEESNTND 4 ODF —F _—
Z (dbSNP, 1000Genomes, HGVD, ExAC) & fEfORAHEIZE ST, ¥ 37
BEREICRESEEEZKITL DD SNV 2K VIAAT,

2. SCZHB# 1,714 4 (46.3=15.1 %), ASD % 3824 (19.6+10.75%) L= hnm
— VR 1,917 4 (44.7114.75%) ORMIM b L < IXMEKR D S L7z DNA % f v
TN 21T > 72, #4513 ABI PRISM 7900HT Sequence Detection System
Z i L. TagMan assay (EDIEHE 7 10 b 22— )L Z fii4T L 7=, 8 H 1 fEHT 13 Purcell



5 723BA%E L 7= Genetic Power Calculator Z i L 7=, #FFA0EEMIL Fisher @
H B2 R & Bonferroni O 1E % 7=,
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1. PCDHI15®D 22— ¢ ZHEIZEB VT, 15 O missense £ L 1 S D splice site
ERAZFE L] (Tablel), WIFNbATRERTH-7z, TRTDOI AU AL
FLITAARAN R A A 2@ LT Wiz (Fig 1), De novo ZRIIXFBD /2o 72,

2. [AE L7 16 ® SNV )26 in silico g, BEFDT — &2 X— 2 FOEE & FEH O
BVMEENE (Table 2) ICHS &, X U XIBEE~OEENTHIND 6 DD SNV
(p.M60I, p.R219K, p.T281A, p.V469A, p.D642N, ¢.3010-1G>C) % R L CHH
WENT 24T o 7o, FRTOM M MRS Cix, 7 L VEE 0.0021, 1 A= 7 —0.0083
(0.05/6), 2= F —20%LL FIZB W T+ BN E S, BN Ok
oo BB L TR ZENICABERBEEZ RT SNV IR DR oTe, DI H 4
S® SNV (p.R219K, p.T281A, p.D642N, ¢.3010-1G>C) %, 7 L /LHHEE D 0.0005
Kiili D TIRWERTH D Z E NI LNIT o 7= (Table 3), S 1 71 fEHT )>
BUEBLEOMEZ 5T 521X 20,000 NIFEOY U FARLELEREB SR,

[(Z£]

PCDHI15 22— ¢ 7 ClRIE S L7z 15 O missense Z2EBIT W30 d fiflast K
AANIHIE L, 95 12 O SNV I in silico AT TH VX BEE~DZEBNHE I
72, X 5T, splice site &5 (c.3010-1G>C) FA T T A Vv T REEFI&EEZ LT
PCDH15 % v /X7 OfEERE 25 S Z SR "l I, L L, A5 Tk
PCDH15 DEHEE SNV & SCZ 8 LN ASD O M HE a0 A & 72 BHE L5 O 72 )
o, A, AEZEEEZ RETICES Lo ERE LT, 1) AFETHRHLE
SNV DB 23D TIE < . SCZ & ASD & DB % F/4fi 4 % (21 > F 4 IHRR
RBLTWEZ L, 2) TYeE—F—fik, HFEMEREE, (1 e R E0ER KA
BZMEICEET 2 ENMbNTEY . 2 —7 4V ZHEBUCIRE L CTEREREZT-
722 L. 3) in silico fEMT TIZH X7 BERICEET S REL PRI SN DD,
SNV RH U R 7RI OO TIEMR A D =X LARRHTHD Z L b~ D SNV
DOFHICIRARDH D Z &, REBREZ LN,

— . KBFREZIMEG 4,575 Airb— AN, b LTI HZRTORBHENTZ 45D
SNV iE, #ih THENMEW, b LIEREDOFERANTHERKSNIER LS 25, 20
£ 972 SNV IX de novo 25 L [RIARICHR BIRZHE~DEERER CRE I N TND Z
LD, AR TRIE L7 SNV NEEBEZMEICE S 3 25 /TR I 5 E TE 20,
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HAAN®D SCZ, ASD H#F 2 %%\ PCDH15 &I F+WN O 72 SNV 2% LT, #E



FHNCHRAR EAERBEEZ RO SNV (ZRE S e d o 7225, i THEN KW 4 S
?» SNV (p.R219K, p.T281A, p.D642N, ¢.3010-1G>C) 1%, ¥ > 7P A XDILK,
B o VIFFENERBIEO RN TSR AR R GERE & OB 2 BURFRIIC R
RET D 2 LR TE D,





