KRERFEAEKH To All Graduate Students

Tk 3012 AEH Dec., 2018

R 30 4
A EPRR
% dH3T045 5L [Neuroscience Course] BRzE:E4N
Information on Special Lecture Tokuron 2018 / TokuPro2018

# B: BRAHALRESEDEGHNERDRE
Title :
EEH:.TFLYVYF-TSoa%k4E

Identification of genetic factors related to the schizophrenia in Japanese population
(AEEXE XEREFRHRH

BAERSE FEESRR

Lecturer : Branko ALEKSIC, MD.Ph.D (Department of Psychiatry, Graduate School of Medicine, Nagoya University

/Designated Associate Professor)

B E:ER3NE18258 (&) 17:00-18:30
Time and Date :

B P ERBIRRIE REE2

Room :

%

Language : English
AR - SO ERESE : HMlaEESE (PR 2042, 2047)
Contact : Department of Cell Physiology

17:00-18:30, Friday, January 25, 2019

(ext. 2042,2047)

Meeting Room #2 (Basic Medical Research Building , 1st Floor)

HETDOHE LAAEFETT, No Registration Required.

EFEPHERERHZ Student Affairs Division, Graduate School of Medicine

RO

Pex | ZRARNFARIEERA N, Vo) LOARBSHRTGVA) A S TID T Por, B

totel TH0000 LA D NPA5-T D alfmendb 0 2\, 6040 ERJGEEE R B~ —
IVEKGELT, B3HET 2 M0 SNPLEL T, S5 F000 440D case-control H 77VA YT
AENWBRERPAA For, ZORB: common dseese-cammonvariant modd, DFHMEAITHDI 2, 80
S, U TR DRZED, ) C, DA A BI5L O ol BR D R
13 ZBOBEDEL Y common varnts) IR 25 QOGEZ AT YD, ZOETV T,
NI VA (@emtyperebtverisk 105-13) L7 vrsd™, SRR, Thien s
Fol LB A,

R, GWASHIBE ol YOy Yt R A H S D ) —r e AW A Fol, 20
TFHZ, common dieesetarevarianis modd | I, ZOETVTE AHE TR VS, Rl ViiEeTER R
ISR B OFROIFR D82 5, Bee I A/ A% ORI
DAL TN 28 ol LT, TNVE CHEDSIU T Vi ol 40 LA
R, 8220288 78 C casecontard Y 7V L RS For,

AT, Bee | 34D GWASHBR I YT, 357 7V AU A 2 Y Coopy mumbervaiantsCNWE O
Thif Iz, ZORIR THE O SHRARIHE~ DRI VRS U QU VAR ONV Z-3fliH(Iq2L1 5
IOD/RG NRXNLEBDIR: 16013, 11 SR B RIEL 7, LU, BRSO, A
OV OB00K0) 7 SHERTR A AR L Q ol IRER 3 o,

We have completed the it stage of the it schizophrenia genome wide assocition inthe Japenese popution. Our
experinentl cesignwes based onaffmetrix 50 SNP, a pltom thet canirterrogate 500000 genetic merkers (NP, and
samenumber ofso called ON probes forevaluation of the copy number status across the human genome. The samplewas
conprised of 600 schizophreric patients and same rumber of healthy cortroks

Based onthe restits of our GWAS we llowed uptop 200 signels using brge Japenese case control sarmple (N=3000
indlvidls). The projet is based on common disease - common variart modsd, which holds tht. common, evobtiorery
reutral (oweflct cnreproductive finess), muligeric diease (uch as schizoptreria) ey be sgicanty infuenced by
common geretevarirts: s scererio, eachvarrt corfrsmockst risk reenple, gerotype e i L0513 bue
thetotal ganetic efct is cumukitive.

The second part of the GWASflow up s related to mutation screening of the geres that are nthe regon of the positive
assodation signaks. This stratiegy is based on commen disease - rare variant hypothesis. Inthe rare variant modd), there canbe
Hghgeretic variant heterogenatty, with lowfiequendes cfeach variart, which clectively acoourt for brge propartion of cases.
We sebcted 4 genes basad on our GWAS resuits and prior biological stuidies. We have developed microaray besed, custom
gerotyping platiorm and did mtation screening of 320 petierts suffring from schizophrernia. We identified more then 40 novel
variants and those veriants were flowed up using brge Japanese case control sample.

The st part of our gename wide assodiation study was evaluation of copy rurmber variarts (ONVS). Inorder to calouiate:
CNV status we used the hyhridzation intersty dbta fom GWAS projct. Appling the btest algorithm fr caleuiation fCNV,
we provide suppart for three previous findings in schizophrenia, as we idertiied one deltionina.case at 1¢21.1, cnewithin
NRXN, andfour duplications incasesand anenacartrolat. 16p13.1, alocus fist implicated inatism, and kterin
schizophreni, There was a non-sigriicant trend forexcess of ONVs in schizophrenia (0.087), however we did ot corfim
the previoudy implicated association for very large (Ws (O500k) in this population



