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IR RS E
RN D AB R AT R E B 0 EREIER & FEE 2 WA DB 5

MrRENRE FRE- ETREERFEYL ¥ FEDRERES 5E

HREE

RREFRRIE. AKIBRRICEME LB DA TR SN A BB L2 BH% L T3 R
FHRCTH DR, REBEETBIL. BEOLARTR EBO TR 3 HEESET S -
D EDBIEFHENLHE SN E R o772, 2006 41 Murdoch i, FREDK
BhRAT IR 2 BRI L. B8O MLP7 BT ERNBBICEEL TWAES R LS,
FIZHEFOW|ETIL, IREFITH-Th, 2 B LOFEEZERY IBETESTIL. 1F
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HT, 4) RERRGFROBELRLZ »FEEZNCEE L. 2hbl) 15 4)
DIEITFERZHE U, RIBORKEFRATEFIC R B LHEESWNEOBER L | FBRY
izt T 2E2 B L L, IRGBHIOEELBIT2ED T\ 5, AEEIT, 71E
EiZ5l s RERRFBESONELT-7-, EF (NTHE) @EL. B
URIEBI D NALP7 BAGTFELFIENT 24T\, BAANEF CHEEEIZRD LD MLP7 B
FERZRE Lo, £io, MBEROMBBLIZ DNA A F NI 21T~ 72, “H DD
R DB LN BEFLZEER L | BAVHOMEMBDNA A F LT 774 L
&, RITFEGIOBWHEMSL IS VADE R ThH S,

ARRFFROERIZ LY | BIRORKEIDRF O EBWIEL L TEX 5 DH70 53,
FAERIRICHE > THUR AR 2 EREIC DM - FEEZWIT 5 2 L ANHREL 720 | B
BOXYVBEEREEEOREICERTE 5, MLP7 BEFERITEEFE L OBER
RSN TEY ., MOBEEREITIEOCHEMBA~ORBELHB SIS,
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A. BFEEEK

A TIL, ERREFREIRARE
IR HRB B O RRRETHR E 25
ERIT. BEOERRFRBEHRED
10 fFRI1# C KERIT 2-5%Ic 5 &
INTNWB RIES U R EMBEE
L. NEEZERHDZ D, (K1E)
R FIE DRIEITIT BERFEE
LTWAENRRIND, ITEDEFR
BRI ARRFRBERIT, HAEK
1,000 Nzxt L 1 BRI CTH D | 4/
DHAEEIL 100 T AR THDED
b, BEE+ADBEN, BRFKE
RELTRELTWS LEEESNS,

R DBEBEZENE S, KIET
BIDIRFIEIL, B E O R EFIE & &
DTRRDODEBERERTHI LN
BN EIRoTz, 2006 FEIZ, FiRME
RERRETRRIEGI DR D BB D
MLP7 BIGFER L RIERRFTRIZ
BVWEERDH D Z EARRES
(Nat Genet. 2006;38:300-2), X &
IEFOBRE T FEREEZE L2
MBEEFITH->TH, 2L EDOEFH
AR RSEFOIZE A EIT, NALP7
BEFICEENTFETHZ LBRE
iz (Hum Mutat. 2009;30:E629-39,
Hum Mol Genet. 2009;18:888-97), %
DHOFERZFTR & LT, KERRE
BIXFER YT ) L2 ETH—REER
BEITH D Z L (BEOERFRIX
RYT ) LORHEETDMEE)  ET,
ATV T 4 v T B TFHIEER
D DNA A FNMALRE Z > TVEE
DFFE LB LR o T2,

RSk DT RERIMRE A HIBRTIZN 2.

RO FREFHORITICES < B
FOMEE B/ L, KERREH

DFEEZWNTIREL 725, L LA
T, RIERIRF B ES DO EZERHE
TR SN S RRREE S TFEE
RN LT BliXsE STk b
T YRS TR E SV I IERERIR
WU R E VA % RAI R EAT
LT ZRIT R E 72 5720,
FZCAMEFE T, 1) 28
B CRIERRFRENZ RS L.
2) EMBERER L UOREBEOERK
BHzNETH, £/2, 3) & MLP7
BInFOEEBH 1T HET, 4)
RIERIRFIERE O RIERIEZ 5 F
BEZEOICHEET D, 2hb1) b
4) DREFTREREZHRAE L. RROKE
RRFFIESN R B R HEE B ED
FA% & ERRAF R T 5E % 8
e 5,
RIERRERE D5 FBIZFERIR2I
IR L T2 DTS DO 7 v —
T DH T, RO KB RDIRAF IR BV VE
BN 550 FBEFH LTI, —
TIRZ LN TR, FERITREFTIRIL.
FERFERI 2RI HE - THEB R S
NTELR, S FREENRFRRE
RO  BOEETAT, BE
% OEIRERCA IPERERNER
2 SEFIRE DS T H X 405 ATREMEDS Tl
SND, AR THLNDERIL, M
EMERBOZKEEREIZ, ZRBER
ERTZ EBNEIR SN D AN OBHE
T, 2 EL EoLREFRERET
BDIEBI D KERNZ . NALP7 BI-FITE
BREETDIZ ERRENT, KD
FEGFI S | [FIRR D57 F BB ZEHRIT 5
R HEEZEHERRE XS L THE
SND, -, BEEZEICESWZHT
TR CRRREZ B L. @1
72 AR RIR A R IE B O E HRIE D3RS



T&HEEZLND,

e, RafEREICERT 5 EE
REE] 13, BIRFTZWOBEENS L &
NTW5, KIERRFRIZ, 20 &)
REBEREL D BIZDINCEERE
FEEFHED Y X7 BREL | EFHRA
i b & FRETE %%%@#a%%
BTHDLEAD ABFFRERICEK
wiwﬁ%ﬁwt&@@w§E®A
FEEFRIZW T BN HES S i,
%ﬁeﬁ]u/%ﬁ'@@ﬁﬁpj ‘~»+/\1'§~§4’Z)
RRTHIHEEZDLND,

NALP7 BAGF~T 0 R, RIEE
BETHERICERIIRDLND L0
FYRELH Y (Hum Mutat.
2007;28:741)  ARFFRILE IBIRER £
A RN EF B LAAL D BB R RARAT I
LRERATESFEERS D, £,
SMEFITIIAR % 72 MALP7 BicF RE
BRROD-oTEY, BARANEFTH
BRAORER (BARNBE OHEDRNIC
BRRBETFER) BRO) 2 WREMSE
Bd 5D,

AWFGE TIT 5 Bk YL 220 DNA
A FIVACERNTIEL IR RE RO
HPFEE &0 R B ICBE % L Hiific
EONWTERY JEHARENEIC L 245
BENRAEND,

B. MRS

AF T O RAZ AR ERF D EREITHE
BINTBoT | o F2WiEOF M
LREESN TV, 22T, 1) &
EORBTERL L OMEERELZRY
B O PRIRBEIC KRR A RES D
FEIZOWTHRE L, 2) 4 ERN
FETIL, BERER X OIRERE

REERERZINET S, £, 3)
B RRE LD NALPT B F DL EfE
FrEiTv., 4) RIEEFBERO S &
CERAREZHZIT5>, 1) —4)
DFEFTRERZHRE L. LV EELRDZE
BEEEZRIET 222 AL T 5,

ﬁﬁ%%%ﬁ#ét iz, RE
WCEE LU T OFEIZHR - “Cb}?%?’i%
HEET D,

1) RABRREFBEFIFEROIE G+
B, EK. BIH., REE. FuR. FERE.
Z=)

FEIR 53 MR B 2L o Rk & i
(F o B L RERREFHREOWTN
HDHVIIHT) B DEHE, £F
DEFREEICBRET 5,

SyHEFRE OBEE T L CESE
W& DO REIEMEIE (H20-F £ H-—
fxR-002, REBEHEERL) 12, T/, o
WRE %I LTEK%%&%%%%
SEBLOBAERARELZDOR Y b

BN EME | KIEEFRERF O
ﬁ%%ﬁmﬁb\é\bﬁéo

2) BIELERRBEROUNE (FBEE, fn
. R B
EFIRSIZ LV KIE TR EEER
MR STz b, BE ORI % Hik
BEFIA D OFME T 5ml FE L. KA
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5o AR, EEEARRESH
TWAUE EARD S &/ 1 DNA & [EY
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B OBEIH D,
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R ZE 21T > CBY . 7/ L DNA
IR EL A7 B OME & % D & BRI
T TICTHILL TV D,

3) MALP7 BIZTFEEIEN (R)

BN OIMRIERF B L OFIHEIEREF
TRIE &N /KD NALPT B +E
BOFEY VU H—IEIC X BRERAE
@ DNA BB fEATIEE % AV - B 2
P RT LTS 2, SR U T A H
A LT — T T RETER E AW
RN % FE LT3, VS D FERI T
FEINEBETFERIIZEICDE
> TEY (201242 AR TR 30 HE
), BAANEFICHLRMOSEINT
BLUECEELEZZEND VT AH
A D — 7 T AENTIEE I L Bk
WEIR DFRHT TixE - THIEN X<
RUNEHIWT L, Y R X B8
FEFIENT 24T o 7=, BEEND NALP7
BLEFERMBIT CERRRESNA
Do TZREFNL, RBET O 2B FIFENT
2179,

4) Bk Z e D 4y T (R RO fRAT
(&, iR, #B)

4.1) S~ —H —fEHTIC X B FBIEE
BORE (RB)

R BT BRHERR D7/ L DNA &, B3R
MWD BR -~ — 7 — T 21TV, E D
&Iz L0, FRORELE (%3
A IEE 21EE. 2 BT 3 &,
%) OWREEITI,

4.2) DNA A FIALERYT ()

WS O KAERIRFIBERIIV TR
b ATV T 4 v TEEF D DNA

AFNACERE 0D BFFRNAERE 5T,

TTICe " TV T 4 v T B
FOHIEEE % & e 32 BFTD DNA A

FIALIRREZ BRI T 5 R %
ML LTV 5, ZOFFREAV. K
ERURFF IR O BRI DNA A
F AT 21T O,

4.3) SREBEmEST (FiR. &R
FREFIE OB EIE L L TOE
RESEAESBOH LN TN D
p5TKIP2 B Y IZ N2 T, 4r4EAF%E
EMEOIMBICEE - B L.
TSSC3 fefE e taikx v, RO SR
PEHEEIT I,
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P2 REBIZ 2 B EOFEERD D
FEFIT R &2 203, BN EFIE
OFERE RANLRBE LR 2F575
FEBIA 1 BIFEE LT, E£7-. THHESH
IZEBEOERRER EZH Ty
oS, Bl S8~ — I —fRAITIZ LD |
B FEEFRNEZE A TIIRE
W25 EZ b RIRFIRIES
N1BIEELE, 20X 5 RERT.
BRI 72 A R R BT AR & AR D 45 F
REBEZE T H5ENEIVEFI CREIN
TR SHBEVERS & U THETZ1E
5,

BIIRFETIX, RERREFRREN
FEB (2004 £ED> S 2007 EDORIC 2 E
DRRETR, 1 EOWE. 1 EOBR
5ik) ZEEARRRBEFTH,
TTCIBETHEITORELZE TERE
FRFEIMm % B L7z,

ENOBEEZINHE L EET E
FEFFRILFFOEN T ER R EIT



S TW5H,
JEFI DR E LA T L. HH O
HERE Y | RFRRES & 72 A IR E IR O

i

BEE OBV VR R RS M % 50 BILLE,

N TR FHEFI OMREE 15 B, HER
HEEDOKRFHR 10G2IE L, B
IWRFED b AR RRREFI % 1 61,
LN KREFD b AR BIRFF R IES % 1
B, IEH A D BEMEEAI AR G E
Bz 7T HINE LTz, £72, KoHEFE
BORSIEENZ LY, IS D 2
EREEOH N 2B T A5 2 HlDOK
ERORFBERREZ INET HEN
T&EF, TOFO—F5, BIEZEM
ZIEAND X FHROBLTFERN
[FE X,

R 2) Bin~—U—2W
TN R & ARFEERE TE L
T KB U= FCEMRR A 1 © TRE

267 51D DNA ZBUfET 21T o Tn &L 2 A,

1841 (7%) LB 3D DNA 5
TROL REEBEROT ) 2E2HT
LHIEF _fEETholz, 2 HDKIE
LIREIL, KBRS & RO &
ZRO TWDH, T < MR A
W72 INT= 72 DI B R &R DT
RRZEL T E BB SN TWETE
BN H D, S% b DEFD,

NALP7 B TFER L DNA A FNALRE
(FI ATV T4 TRE) %
BT 5 FETH S,
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FaAb#EEAE K 0> DNA L BUBRAT 24T\,
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BHEeBEOY ) A ETAHEE =
7235 15 Bl (6%) TFELEZ, Zhb
DEEMEMBIL, KIERRTG L
FEDEEZ - TWVWB I LD
N5, £z, BILURFEOREERIERF D>
HEY S 417z 1 B0 KE IR EIEAE
., &t TESOR (BF) ¥ A
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FOME) LED T, TEHFRDOFRMD
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“ﬁﬁﬁ%ﬁ*ﬂﬁbtﬁﬁ&%@
LEUENLC, BEHEFR THEEIC
VVEEEE TR @%négﬂiﬁfbﬁ
N,

FER4) RRFREAEKER D DNA 2 Fv4L
=N
BenMBIcI L, A7) v
T4 v TBETEES ) LAFEEO DNA
AFNMER T ) —=2 7R A,

T 5 BbAk B 2T 5 23R
HXDT ) LEHFTHEE _fEZE O
WES ) b DNA DT 21T - 77, BifE
ETOEZ A, ZISDEERFID DNA A
FAKREIX, EEHE (NTERES



HEFEBI) O DNA A F /L LAREE & B & H»
RERIBD ORI T,

WMER5) kiR —2o =V —%H
Wi 7V U ERFIERNT
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BEIE I N2 FEFNITHONT,

KRy —r oY —%HNEL

=7 Y UESIRNT EITo Tz, IMRE
BN, # 10 57 FTD SNV
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SNV (BEZn SNV TlI A2 WE2F1) |
29 DT AHED SNV Tho Tz, KT
D SNV 253 13 BFO—»F
T, Tre U ABRERE LR,

D. &

BEETHDIARE, BWRAE
BlEEDOF L KR — T =P —
AW Y UEFIETICE D,
RERIRETREF OB FERRE
WZRED LTz, AREEATHERIT. AR CTH
DIEFIRETHY  ETHroho Tk
B, ZhETHREINTW oz
FHERTHD,

AR THRE SN 3 RSN E
X° DNA A FVACRENTIEIL, AR RRE
EOVGHEFEEOSHBICERE L
BfICE SV TRY USHZEEIC X
HEFEUEN RIAEND,

SHBOBEL LT UTIZEITA5
EBNEZ BB, BENORERRTIE
T IR EIRBICE SV R 2 e
FHOBRIEN 2 I TR, £ Z T,
1) BEEOMSL L., 2) DTFBRES
HIBZBTICE SV 2B BEF ORREE, 23
RLEELEXD, ZNLOEEND
BT &, 3)F-RIBEEEEORE.

6

PEEZHIND, —FH T, ZThHDRK
REEICL, 4) FRATZH, 5) B
BRBE SO T-H - RRBBEOR
Ak, 2VREREGICRD BB,

SH%OBE1) DEIEDRES
kDB WIETIE, KIERRARE
ZENTHEIIRFETH D, £ T,
WSMER T Tz HERE ST
5 MALP7 B FEEZEMERET &
U BRHEOESN b S - 2 ik
EHESTHOILENRD D, BRD L H 1T,
INETIATo . EFFILE DR
50 B OENT T TIZ, #ES TldsRs
ENTWRN(EZELL BARAEML
SATITFIES . BAN T BRI E A
EZRBOohs) BETFERN T &7
REENT, 26 NEFERORE
BTRITNWI. EEEFA L DEER L
BLERBLOEECHELH LN
¥5, |
£7-. SEIfENT L7855 6, 000
HEHCERERRONS 2o T2 IE
BliL, SBRMOMBEE (> ha o7
BE—F —ERR EEEDEEFHK
30, 000bp) DERTHNLETH 5,
WA OEETIX, AN KER
REFWBIERF TRVER, 8z, FEL
W S TWERNIZ MLP7 B i5F
EEREEIN TS, 25 DEH]
X, BEREER U ERRET R B R o)
LI BTSN TWAESITH
B EHRIIND, T TEMETIE,
SHREEFRROVRHLEZEES
J A EKIECTRERSC, BB E
EFS FETEETFEREDRS Y
—= 7 E1TD,
FRRIZNZ, BEX BIT cborf22]
BETFER L OBELRET 385




2372 &7 (Am J Hum Genet 2011),
INBDOEFIZONTIT. A EINE L
T EBI 2B DT IXIT > TR b9 4
BOBRBIBMBETH D,

SHORRERE 2 ) BEEFIDMREE, BX
U'3) Fic R BEEEIEDRE

NALP7 B FERIL, VI DR Z M
TEENSRWEZESN TR BEEN R
SEEDND N, HEERMTH Y, f5kE
TERBEFIITRBATH S, L LR b
AHFFECRIE LIES CRESh -
NALP7 BEFERIT, SEDF BV
AERTHBZ LD KEETFRE
& FAERDIRFFREFIE & OBE X, 1
EEEVW RV EHRIEN S, ZRET
Dk IR BEFIE N LB LN F1 R
ERET D & KBRS EH]
ROV T O FRIEFENRETIE ST
T 5 LT BERE L OREZ T
Do TN DN G | 5 FiEIimFEH
TR REZEICAN, LV IRERE
WCEI LR EBIEDRE N TE D
EEZ 5B,

BICAEBROFHRER-EL LT, U
T2 BEEZET B,
SHRORRREA4) EERBIZH

g9 5 R EFRE OBRER H o 1=
Ba. o, BHEOMEBMEBIES =
25 D UVNE DNA A F/LAL BB MR
DO DHEIL EE ORIRETE & &
DTERDLFEELY 2T 5 AlBEMEN R
WS D, BUEAZHERY 22 BUR BT BR TR R
BT, R - BRIRFTR. - E(L2BE
Bl E2Ra7 )7L BAFES
MENAREDEEREY X7 %
I L2 S REIRIBEEEIT- T
W5, BRIBEVH O—EHRIT. %

DIFRZIEZ RIE7 52w,
MBAMEBITIX, MLP7EBEFHRELE
RBETH. EFESBREIT o 126258
FEEINTWD, T7bb, VMLP7ERE
FIZEER B> TH BN ZIT 254
REIITIREZRD Y JRETHE 23
EETIWERICHETE 5L FE
THEEZOND, xR
b, R E R DA & DNA 2 F (bR
ROREIEERDL LEZONT
WD Ko T, BHRIZ MLP7 BI5F2
BPFELTH JRBEED DNA X F L
{EEFEREN (B D \VITEBEMR) FEH
I KERRFBROREY R 7 BEN
CHIREEND, T, KRR ES
EIZ EERRIED DNA A F AN %
1TRIE RIERREFRIE Y R 7 DfFR
BZBRTAENFRETH Y . 2Lk
AR DRKSL & NI T & 5, TR,
[ fRERIE |2 RE K3 5 BB WRRE | 1T,
ERATZBHOEENSZ L S T3,
FAERUREIRIX. Z 0 X 5 B EE
LD BITDNICEERBEEHED
VR B&ELS EERZRANS L&
RETZ2W OBISBREHC 4 ET 55
BThdLEZOND,

S % DR 5) RIEMR A IR EGER
BRI D5 7 B A DREST
AW ZE L. KERIREEOE
WEABCTHRITFESEYL SN,
SRIZAFETHRLENT-ZNHD
T EYFEN T BEFA R NE
EVBE OBBNETH B WIRAIHERR S
I RESFRICE S BWriE 2 i L,
£V IERRRHN R TR IMEL
S LZRTIR R 6220, £, S D
EFEDE I, DNA XA FALBRES
NALP7 B FEERIP I~ Ik 5




BHDHVIIFHE (LB shTneE
AR ERRFRESN) IZHLHFET D
DTHIUE. AFFETa br—)LE
B & L CiThn b KERKE RS
DBEREBIEAT O 15O FHER
HMENELND LHFIND, Bilk
WEHE SNz cborf22] BIFED
BEZED,. [BEORETERCMK
FD DNA A FNVALRE O MESR
ASEBREFIR) & 0 Fio 2R ae it
SERESL L, Bz 7ol - IeRIEDR
REETOLENRD D,

E. &

AFRIZI T B KERR AR D ERE
FIEEL. 5T EEFIEIT 2R L
THEESWIE RN TAZ LR BER
L L, WFFAHI 2SI LT,
é@ﬁﬁ@%wrmwﬁA%ﬁﬁ
iz, HEHEE L XFEFEE DE
%%@%5w1%@@ﬁ%%®rm
EHRAMEITRE L, RVESZ R
L7,
b DBRVWERIE X OEIRS 1
FBRIZEBICRE2H SRV EERAER
THEBEMEEOR W EHAIINS
MLP7TEGTFE£E % THETRHT &3
W2 ARFRHID NALP7 B R EEEE
BlERET S Z LTI Lz, £%I1E
BT EAELEFEESCL. . OTE
EEOZE OISR Z ST T\,

F. fRERIEH

BREEZ L,
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=



RAFZBR RS ERERERRIFREE)
SHEMRHREE

FAERLR A7 R D 70 T BARFEHIARAT

SHEMEE RE-R EMREERtL YR EAEHRERER %E

HEEE

RVRFIRIE. BEERE (RY ) 2OREETH{EHE) L LTORREE L
TWDDIxt U, RIERIRERE (KERRER) X, —REER EETH D,
DNA A FIUALDRE LN MLPTEBFERLEEL CWAERNALNE R o T,
TERDIFREFERZET ClX, RIERRTFHRZEE OSKIRETE & KR+ 2 FT R
BETH V| RIERRAIE ORZBNZIL. 0 FBRBEN B BSE DN OVETH B,
L LARRO KERRAFRES L. BEHNREIIRRINE D, SFEEZEN2
WHEIZ DV CRBANIRETAENT L 72 FEIE RS 72 57220,

Z 2 CARFREETIL, BREAREL X OBHRERLINE L. & MLP7 B
FOEERMBITZITV., RERRFROBELRZ S FECFMICEET S, h
IO DETREREZHE L. REOKERIR AT IR EFIC BB /2 HEE 2 WriE DB %
&L BRI EMET 2T 2 B L 75, RBRIIIT - 12 BB ERE G O LT
Tld, b DOFRBEFZENE LN, THREEDOFI T, KFHYID NALPT
BEFFEEREFORIEICAHRTI LT,

KIFFEDOEHIC LY | BEEFICHE > THRFHB L ERIZOE - FEESIT 5
ZENHBEL 2D, BEF T REFRTEGT (cborf22] BIETF) bHEINT
BY . MLP7 BInFERL . RERRFHREDERER L OEEMRE b S
=B,

A. BEEB

MEEL., BARAEMATHEENE VL
BB, AT —F _R— R T
N TV RWVERETF B TSR %
[FE L7z2S, BEaOEHERFELEFE
BERETHILIITE ot *
T CAEEIL, BEMERELIS OB D
B ORENT % LTI T - 72,

FETIE, 2RREFE (ERREFER)
1R HRIRM B VSRR TR & 72 Dk
KX, BEOEIRRFRBEHEED 10
ZEIE T, RERIZ 2-5%IC LB &N

TW5, IEEDORIREIR DOFELT.
A1, 000 AIZxt L 1 BIRTHE TH Y |
FEROHALIL 100 FARBRTHEIE
Do, BEEFADBREN., BIKEHE
ERELTHBEL TN LHEEENS,
IR DBEZEFEN S, KERE
fe (RERRAR) X, BF%oLkR
FREBOTRRDIFREETLH &
BEALEIRoT2, 2006 FEIT, FikME
FAERR ARG DFEMT NS | BER D NALP7
B FEERNRERRTEHROERETH
52 ENRREIEINT (Nat Genet.
2006;38:300-2), X HIZHRHHDEMET



X, MBBEFTH-TH, 2EL EOE
REMRVRTIEFDITE A LI, MLPT7
BEFICEERTFET A LNTREN
7o (Hum Mutat. 2009;30:E629-39, Hum
Mol Genet. 2009;18:888-97) FDffiz.
FERREFRIIER S ) 22EFT5—
RIEFERBET (BEO2RETRIX
RT ) LDHEFT D), DNA A F AL

BEEEHIBORBBRLALNICR o,

I D FBIZFERIZET & IER DT
RRRIZW 2 OEA 4 E, RIERRER
DFEEZMINFIREL 72D, L LA
TIE, RERIREFIBES OFFERHE
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dbSNP

DSNP . .
Chromosem . Gena Amino Acid
o Start End Zygosity Reference  SNP Cal Match Symbol Conseguence o
chri 915264 915264 Heterozygous G ) Novel Clorf170  EXONIC
chrl 935020 935020 Heterozygous G T Novel HES4 INTRONIC
chrl 935020 935020 Heterozygous C T Novel HES4 INTRONIC
chrl 1163811 1163812 Heterozygous ~——- GACA Novel SDF4 INTRONIC
chrl 1183811 1163812 Heterozygous — GACA Novel SDF4 INTRONIC
chrl 1246525 1246525 Hsterozygous G T Noval PUSLt INTRONIC
chrt 1246525 1246525 Heterozygous C T Novel CPSF3L DOWNSTREAM
chrl 1268964 1268964 Heterozygous G A Noyel TASTR3 EXONIC
chrt 1288964 1268964 Heterozygous G A Novel DvLl DOWNSTREAM
chri 1688746 1688746 Heterozygous G A Novel NADK SYNONYMOUS_CODING
chrt 1920435 19820435 Heterozygaus A - Novel KIAA1751 INTRONIC
chrl 2319819 2319819 Heterozygaus T Cc Novel MORN1 INTRONIC
chrt 2453281 2453281 Heterozygous G A Novel PANK4 INTRONIC
chrt 3342061 3342061 Heterozygous G A Novel PRDOM18 INTRONIC
chrt 3342061 3342061 Heterozygous G A Novel PRDM16 INTRONIC
chrt 3599751 3599751 Heterozygous G - Novel TP73 SPLICE SITE
chrl 6291918 6291819 Heterozygous ~ A Novel ICMT INTRONIC
chrl 6522574 6522574 Hetarozygous C T Novael ESPN DOWNSTREAM
chrt 6522574 6522574 Heterozygous G T Navel TNFRSF25 INTRONIC
chr1 8522574 6522574 Heterozygous C T Novel TNFRSF25  INTRONIC
chrl 8522574 6522574 Heterozygous G T Novel TNFRSF25 INTRONIC
chrt 8522574 6522574 Haterozygous G T Novel TNFRSF25 INTRONIC
chrl 6522574 8522574 Heterozygaus G T Navel TNFRSF25 DOWNSTREAM
chrl 8522574 6522574 Heterozygaus C T Novel TNFRSF25 INTRONIC
chrl 6535149 8535149 Heterozygous A G Novel PLEKHGS  NON_SYNONYI>T
chri 8535149 8535149 Hetarozygous A G Novel PLEKHGS ~ NON_SYNONYII->T
chri 6535149 6535149 Heterozygaus A G Novel PLEKHGS ~ NON_SYNONY!I->T
chrt 8535149 8535149 Heterozygaus A G Novel PLEKHGS ~ NON_SYNONY!I->T
chrl 6535149 8535149 Heterozygaus A G Novel PLEKHG5 ~ NON_SYNONYII->T
chrl 6705875 8705875 Hetorozygous T G Novel DNAJC11  NON_SYNONYIT->P
chrl 7890026 7830026 Heterozygous A G Novsl PER3 NON_SYNONYIK->E
chrt 8419774 8419774 Heterozygous C T Novel RERE INTRONIC
chrl 8418774 8419774 Heterozygaus G T Novel RERE INTRONIC
chri 8419774 8418774 Heterozygous G T Novel RERE INTRONIC
chrt 10357207 10357207  Heterozygous T - Novel KIF1B INTRONIC
chrl 10357207 10357207 Heterozygous T - Novel KIF1B INTRONIC
chrt H T - Novel APITD1 INTRONIC
chrt H T - Novel APITD1 INTRONIC
chrt He T - Novsl APITD1 INTRONIC
chrl He T - Navel APITD1 INTRONIC
chrt 11740549 11740543  Heterozygous G [+ Novel MAD2L2 INTRONIC
chrt 11740549 11740549  Heterozygous G C Novel MAD2L2 INTRONIC
chrl 12254630 12254630  HeterozygousG G Noval TNFRSF1B  INTRONIC
chrl 12854163 12854163  Heterozygous G C Novel GENIC
chrt 12855962 12855962 Heterozygous C T Novel GENIC
chri 12900227 12900227 Heterozygous G T Movel GENIC
chrl 12807533 12907533  Heterozygous T c Novel HNRNPCL1  EXONIC
chrt 12920584 12920534  HeterozygousC T Novel PRAMEF2  INTRONIC
chrl 153838999 15389999 Heterozygous G T Novel KAZ INTRONIC
chrl 15389999 15389999  Heterozygous G T Novel KAZ INTRONIC
chrl Hi VES T Noval KAZ INTRONIC
chri 15389993 15389999 Heterozygous C T Novel KAZ INTRONIC
chri Hi ygaus G T Novel KAZ INTRONIC
chrt 15497720 15487721  Heterozygous~ G Novet TMEMS1 INTRONIC
chrl 15497720 15487721 Heterozygous - G Novel TMEMS51 INTRONIC
chrt 15497720 15497721  Heterozygous— G Nove! TMEMS1 INTRONIC
chrl 15497720 15497721 Heterozygous - G Novel TMEMS1 INTRONIC
chrl 15885887 15885887 Heterozygous A G Mavel DNAJG18  INTRONIC
chrl 15890344 15890344  Heterozygous A - Novel DNAJC16  INTRONIC
chrl 16862333 16862333 Heterozygous G A Novel GENIC
chrl 16891365 18891365  HeterozygousG A Novel NBPF1 EXONIC
chri 16892256 16892256 Heterozygous T A Novel NBPF{ EXONIC
chrl 16892407 16892407  HeterozygousA G Novel NBPF1 INTRONIC
chrl 16892561 16892561 Homazygous C T Novel NBPF1 INTRONIC
chri 16892579 18892580 Heterozygous CT bt Novel NBPF1 INTRONIC
chrt 17030515 17030515  Heterozygous G A Novel ESPNP EXONIC
chri 17030518 17030518  HeterozygousCT TG Noval ESPNP EXONIC
chrl 17087245 17087245 Heterozygaus C - Novel MSTIPS ESSENTIAL SPLICE SITE
chrt 17268296 17266296  Heterozygous G A Novel CROCC INTRONIG
chrl 17272766 17272766 Heterozygous G T Novel CROCC NON_SYNONYIR->C
chrl 17281759 17281760  Heterozygous— G Noval CROCC INTRONIC
chri 17674365 17674365 Heterazygous G T Novet PADI4 INTRONIC
chrl 17983026 17983028  Heterozygous G A Novel ARHGEF10L INTRONIC
chri 17983028 17983026  HeterozygousG A Novel ARHGEF10L INTRONIC
chrl 18223387 19223387 Heterozygous A - Novel ALDH4A1 INTRONIC
chrl 19223387 19223387 Heterozygous A - Novel ALDH4A1 INTRONIC
chrt 21011822 21011623  Heterozygous~———— GACA Novel KIF17 INTRONIC

Chromesem Spart End Zygosity  Rsference SNPCal  Match
chrt 21011822 2101153 Heterozygous ——— GACA HNovel
chrl 21267708 21267710 Heterozygous CAA — Novel
chrl 26610961 26610961 Heterozygous G A Nave!
chrl 26610961 26610961 Heterozygous G A Novel
chrl 26810961 26610961 Heterozygous G A Novel
chri 27107264 27107264  HeterozygousC - Navel
chrt 27107264 27107264 Heterozygous C - Novel
chrt 27271867 27271867  Heterozygous T G Novel
chrl 27688140 27688140  Heterozygous G A Novel
chrt 28477448 28477443 Heterozygous G A Novel
chrl 28095474 29095474  HeterozygousC A Novel
chrt 28095474 29085474  HeterozygousC A Novel
chri 29095474 29095474  Heterozygous G A Novel
chri 28609503 29609503 Heterozygous G - Novel
chr1 H ye - Novel
chr1 28609503 29609503  HeterozygousG - Novel
chrl 29609503 29609503 Heterazygous G - Novel
chrl 29651653 29651653  Heterozygous A - Novet
chrl 28651853 29651853  Heterozygous A Novel
chrl 29651653 29651653 Heterazygous A - Novel
chel 29651653 29651853  Hetarozygous A - Novel
chri 31189134 31189194 Heterozygous C T Novel
chrl 31189689 31189689 Heterozygous G A Navel
chrt 31465208 31465208  Heterozygous G A Novel
chrt 31485208 314685206  Heterozygous G A Novel
chrt 32154000 32154000  HeterozygousC T Novel
chrl 32263989 32283998  Heterozygous G A Novel
chrl 322684191 32264191 Heterozygous A [»3 Navel
chrt 32557247 32557247  HeterozygousC A Navel
chrl 32568287 32568287  HeterozygousC T Novel
chrt 32948681 32946681  Hetarozygous G A Navel
chrl 33238845 33236845  Heterozygous G A Novel
chrl 33360382 33360382  HeterozygousG T Novel
chrt 33360382 33380382 Heterozygous C T Novel
chrl 33363715 33363715  Heterozygaus G T Novel
chrl 33341101 33841101 Heterozygaus C T Novel
chrl 34011665 34011665  HeterozygousC T Novel
chrl 35227147 35227147  Heterozygous C T Novel
chrl 35470650 35470651 Heterozygaus — cT Noval
chri 35476660 35476660  Heterozygous A G Novel
chrt 35920114 35920114  Heterozygous A T Novet
chri 36056256 360562568  Heterozygous G A Novel
chrl 36926423 36926423 Heterozygous G G Novel
chrt 37319270 37319270  Heterozygous C A Navel
chrl 38027874 38027874  Heterozygous G T Nove!
chrt H ygaus G A Nove!
chrl 38274808 38274808  Hetarozygous— CA Novel
chrl 38274808 38274809  Heterozygous—— CA Navel
chri 38274808 38274808  Heterozygous—— CA Novel
chrl 38274808 38274809  Heterozygous— CA Novel
chrl 40431249 40431249 Heterozygous A G Novel
chrl 40431249 40431249 Heterozygous A C Novel
chrl 40535743 40535743  Heterozygous T o} Novel
chrl 40535743 40535743  Heterozygous T C Novel
chrt 40661311 40661311 Heterozygous A G Novel
chrl 43301391 43301391 Heterozygous T c Novel
chrt 43301391 43301391 Heterozygous T C Novet
chrt 43779667 43779667 Heterozygous G T Novel
chrl 43891126 43891127 Heterozygous AG - Novel
chrl 43905035 43905035  HaterozygousC T Novel
chrt 44133721 44133721 Heterozygous G A Navel
chri 44679938 44879938 Heterozygous G A Navel
chrl 44679938 44679938  HeterozygousG A Navel
chrl 44679938 44679938 Heterazygous G A Noval
chrl 46193372 48193373 Heterozygous AC - Novel
chrl 46193372 46183373 Heterozygaus AC — Novel
chrl 47016800 47016800  Heterozygous G A Novel
chrl 47610436 47610436  Heterozygous G A Novel
chrl 50575675 50575676  Heterozygous-- TG Novel
chrl 50575675 50575876  Heterozygous~- TG Novel
chri 50575675 50575676  Hetarozygous -~ TG Novel
chrl 50575675 50575676 Heterozygaous ~~ TG Novel
chrl 50575675 50575676  Heterozygous — TG Novel
chrl 52912055 52812055  Heterozygous T A Navel
chri 52912055 52912055 Heterozygous T A Noval
chrt 52912122 52912123 Heterozygous— A Novel
chrt 52912122 52912123 Heterozygous— A Novel

Gene Amine Acid
Symbol Conzequence Chengs
KIFi7 TNTRONIC
EIF4G3 INTRONIC
UBXNT1 NON_SYNONYIR->C
UBXN11t NON_SYNONY!R->C
UBXNT1 NON_SYNONYIR->C
ARID1A 3PRIME UTR
ARID1A 3PRIME UTR
NUDC INTRONIC
MAP3K8 INTRONIC
GENIC
YTHDF2 3PRIME UTR
YTHODF2 3PRIME UTR
YTHDF2 JPRIME UTR
PTPRU INTRONIC
PTPRU INTRONIC
PTPRU INTRONIC
PTPRU INTRONIC
PTPRU INTRONIC
PTPRU INTRONIC
PTPRU INTRONIC
PTPRU INTRONIC
MATN1 INTRONIC
MATN1 SYNONYMOUS _CODING
PUM1 INTRONIC
PUM1 INTRONIC
COL16A1 INTRONIC
SPOCD1 INTRONIC
SPOCD! NON_SYNONYiL->R
TMEM39B  INTRONIC
TMEM398  3PRIMEUTR
287888 INTRONIC
KIAAT522  NON_SYNONYIA-T
HPCA DOWNSTREAM
TMEMS54 3PRIME UTR
TMEMS4 INTRONIC
PHC2 NON_SYNONYIA->T
CsSMD2 SYNONYMOUS CODING
GENIC
ZMYME INTRONIC
ZIMYMSE INTRONIC
KIAAQ319L.  INTRONIC
TFAP2E NON_SYNONYIR->Q
MRPS15 INTRONIC
GRIK3 NON_SYNONY!IL->F
ONALTI INTRONIC
YRDC SYNONYMOUS_CODING
YRDC UPSTREAM
Clorfi22 SPRIME UTR
Clorfi22 3PRIME_UTR
MTF1 DOWNSTREAM
MFSD2A INTRONIG
MFSD2A INTRONIC
CAP1 INTRONIC
CAP1 INTRONIC
RLF NON_SYNONYIH->R
ERMAP INTRONIC
ERMAP INTRONIG
TIET INTRONIC
KIAAQ467  INTRONIC
KIAA0467  NON SYNONYIL->F
KDM4A INTRONIC
DMAP1 INTRONIC
DMAP1 INTRONIC
DMAPY INTRONIC
PP FRAMESHIFT_CODING
PP FRAMESHIFT_CODING
KNCN UPSTREAM
CYP4A22  INTRONIC
ELAVLA INTRONIC
ELAVL4 INTRONIC
ELAVL4 INTRONIC
ELAVL4 INTRONIC
ELAVL4 INTRONIC
ZCCHC 11 SYNONYMOUS_CODING
ZCCHC 11 SYNONYMOUS _CODING
ZCCHC11 SPLICE SITE
ZCCHC1t  SPLICE SITE



