[%FRR] 4 & D HBE % Ff> Galloway-Mowat
JEEHOBARANTBRERRERE LT
(Nakazato H, 2002; FX),
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WA,

AN il

1) a—HEEOMKT FVIXI7V
FF R&EFa—7 & LT CNV Array CGH
400 (Agilent. 487,008 Tu—7) AWV
T, BE (K;#3,4) LWBOT/ bhay
—HREIZ OV THRE L, iR & L TR
HHAN 20 & & HVW- (Nakayama M,
2010), = V—E¥DARNTIZIL reversible
jump aCGH (RaJCGH) #fFEH L7z, [T
v A7 —XERANWETT Yy P T A —
A (I1lumina 370 CNV;, 7w 7 F A
PennCNV) ZHFA L. BHFEEORR DT
LA BB TOT—FZ B EITo T,

2) 4 ) LU A K (GW) ESHARAT & (Al tEIR
DEIAF.  Affymetrix 100k SNP = BV
TTVvARWTT /LT A K SNP OF
AT BT o T, ZHEET A 27X
Merlin, Allegro ZHWTHEH LK, LE
W U CEMERMA T~ A 7 a YT 7
[ hv—H—ZBEXA 7L EME
B OBIAIE1T - 72 (Kitamura A, 2006),

3) &xy Y —hiEN

/) In DNA 6pg 75, SureSelect Human
All Exon Kit # HWT, &7 V% x
T F ¥ — 1T o7 (38Mb, W A &
250bp), P 7% Multiplex C, Ri:AK
DNA 3 —4 > —HiSeq2000 » 7 1 —-& /L
iz — R U, BEEERS & R E L7z (Thbp
7 K, E#) 30-50 depth, & 51-59 x 10°
J— R), WBA(0.5.9 verl6) #FH\\TU —
K&EU 77 L2 RS J A UCSCL9/GRCh3T
iz v 7L dbSNP:131, ccds:20090902,
RefSeq:20101004 % FHEIZ SNV D a2 — /L%
fToT=, HxDERIZONT, IGVT T
PFEANWT, v v 7 IEREMIB LI,
SNP InDel OREHICHEATH Y — Fa2 &R
L. GATK % AV T SNP InDel ##RHH L7z
(1% 1),

C. #EHR

1) o R OB

CNV Array CGH 400, Illumina 370 CNV @
2 ODREIRAHEMAER I, BEICHLE
LTHEAET S . AEAR o —HEEIIRE
T&lpinolz,

2) GW EEHARMT & (Pt iR Ik DBIA F
FRNOEE (X ; #1,2) KOBEERE
(*) Z%tga L LT, Affymetrix 100 k SNP
vy U I T VA BERWESY ) ATA R
SNP MR 21T o T-, 7/ L ED—HFT
DIHIT, 16 Mb b= EEET D
autozygous 7% fH B % 3 ® . maximum
regional LOD {# 126.1 %&7/-, Z D47/
L GBI (GUSD) IR KRB B T BN FEET 57
BEME DS TRIR & ATz, IR BRI/ IME D
7Ol BETEBEAR (KK3,4) 1D
DNA ZHHH L, BEE~A 7 adT T A b
v —Hh =tk B LI EToTm, &
SNP fiEAF CEF 1, 2 I b FT8EE
(RAEIL, BES, 4 I HRIFSNTEY |
{EREGEI A 5-6 Mb ICE TRVIADT,

2) &y J—LIENT
TORZDHERA LV AA—DI L, BE (1
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4si4), BEORE RS (14:40), BF
DOWFDOET 4 HEXFRELT, &2V —
LT ER T o7z, BEET 7V 38.TMb I
HLTHENTEV—FE2YV 77 LA
GRCh37 2~y 7 Licd& A, HERT —
7 xR 2351 Mb DfFHREH/T- (X 2), F
¥J depth 60, FERIFEIBD A /N—= 97%, 10x
depth D AN —K 83U TH -7, BETHDL
FU7=4 SNP 337,854 D H b 23%NEHHO
SNP ToH-72(78,022) (X 3, 4), ZHh b
D SNP D 9 HLAHMIBERIZHEL segregate
56D, T 70 b RE DA homozygous T,
s 72 Weh & ML heterozygous Z 1 %
DEHMHLE, EHIIAEBUVR, TL—
LT RpET I BEREEZ.TLOE
ERAEREIZFE LU, Sanger 1EIZ X A B
EEZITo TV 5,

D. &%

BT 1-2 FEORMR S — 7 = ZAEHT O
R ERIZ LY . KRIMEE R T O#F
LVVRBEBLT (72 & 21X WDR62) 7387 & H>
IZEN2o2H 5D, Galloway-Mowat JEEEE T
X, B ERERE & B REREB AR EN
EHFT A LM TH B,
Galloway-Mowat JEfEEE DB REIX. FiEME
DJFEFEYE - o RMERERISELIE R 1348k
RIZBRLTWS ; 2T aA NEFER 7
o —BREMGREE SRNS EFEFRE N D) & AHEMN
720N, L7275 T SRNS YR aE & HEL L 7- 5%
BHEFEN ., Galloway-Mowat JEEREICEBER
RERIRIZ B o TV D EHERI L TW5,

ITEERRK D SRNS DR T-fRITAFFEIZ L 0 |
FREFEE LTR R A - IBiERERE DREHE
THAHZENRHELNIR > TS, 1998 4E
WCRRIN=7 407 RRIERERT 0
—BIEBERRIRE R T NPHST (27 ) V) 1
RV A FEEEERY v KOS TFT
Holz, FNTheE, NNEABEFHEMERT
oA REHMER 7 o0 —PiEBEERE (SRNS) @
RIRERT NPHSZ2 (AR Ryv). AN R
P SRNS DIFEEE T ACTVNE (o —T 7 F =

>4) bEIULL, RV A FRERERCARY
v NEDOHERKR ST THDHZ LR T,
X HIZETE, TRPC6 GEEIRMI A F A4 F v
YARINV) R PLCEI (4 ) ¥ =NV VRE
RPBRKEER) LEKRESR 7 o —YIERE
DEETHD Z ERHBA L, BEENMNCIEE
ITF VT ENS BT EMRE OB
NREy I RLRoTWB, BT PLCEIE
BEETII—EAT oA RBRERIEF
HY . FEPIEERITADE AEERE LT
Wh,

—J., DHBED SRNS BF Tk, LitoEx=
FERZHETDHIEFIMDTENTHY .,
RERERORBEENREZIN TS,
(Pediatr Nephrol 2003, Nephrol Dial
Transplant 2006), 4[E®D Galloway-
Mowat SE{ERESE & (Nakazato H 2002 ; X)) @
HEHAENT~ v B2 7 CHIA LR BGEE T
JE GHSZ2 & . BICKIER| CHE S - 8a 1
(GUSI) LITER->TW=, Lo TERE
BEFIIEHOLFREELD Y, SEBRIE
RAEAMZZBEICWVWNTT UTHEEEE L
7o TVIRERKE L B b,

AIRBORRBLEFOREIL. BIZEN
TR BICPER B DR EERAE 2 1R D D DI D
T, ERERIE & xR IE T A AW E
HIBG DL EHI 2 IBRA~E DRB - TNL,
Z L TH-RRENs, BRIIOEBEE
DEWETHEREE, TA»ADIRRERZA
T ) LEIEFEOFHRIREIEDR % = Hete
TEBLEZTWA,

E. #&im

W —T7 =X BTV — AT
ZEAL, EHELTFOBRELZ KIEIZ8hE
ftCx/=, BEZDEMERDOT Y V—A
fEAT CHER SN EERIZ OV T, fho
FR2Y T NEED T Sanger iEV— 7 =
AZ21TV, RERDOHEREZITo T\ 5,
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FR1 KRR —27 =¥ HiSeq2000 % W e/ YV — AT OV —7 71—

(D u—FoREER

.

L @ UTFLYREFINDIVEL T (BWA)
{

‘

} 3 Exon Capture YyE T RO %
{

‘

‘ @ SNP/Indel #HAU—FOER

‘ =

[ ® SNP/Indel #H (GATK)

-

%’ ® SNP/Indel ~DF/—F—aits

2 =7 Y — 2 <~y IHR

Samples 001 002 003 004
No.of total reads 51,070,162 59,862,746 57,062,708 59,304,202
No. of mapped reads with pair-end 45 895 404 49,603,476 51,775,290 53,017,190
No. of mapped reads with single-end 79,324 137,868 99,243 95,175
No of Effective reads 45974728 49,741,344 51,874,533 53,112,365

001 patient #2; 002 father; 003 mother; 004 healthy sib ;
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RHRI=T —LFT =7 X T F ¥ —h=E

Sarnples 001 002 003 004
Initial base on target 387 Mb

Total effective reads 459 Mb 497 Mb 518 Mb 53.1 Mb
Average base length 89 bp 89 bp 89 bp 89 bp
Effective sequences on target (%) 56.9 54.7 52.3 54.34
Average sequence depth on target 60.66 62.97 62.87 £66.82
Coverage of target region (%) 974 97.4 976 979
Target covered with at least 10x 831 83.3 84.3 85
cSNVs

Synonymous-coding 9685 9494 9934 9886
Missense 9509 9205 9629 9657
Nonsense 132 132 131 115
Splite site 70 75 68 68
Indels 111 103 113 110
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Integrative Genomics Viewer (IGV) Z T, BEREE 34 (MH. BFFEE; Lo 3 ).
BE (TEB) OV —Rovwy U7 RZ2HEZRL TN,
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WMEARA - 3E) (b BT REE TED
HZENHIAL TWB, R AMREIZLDE
LR, "podocytopathy” LEEIE AL, ARRHA
MRS LA THALRNWIEND, 1
ITHEICB R BICERIATRELEZ DL TS,
FRERARR S N R YA e RRR IR 226 T
v hT — 2% L CHREL . B LRV VRRER
IR THD, LI-h-> THRAR O at%Ee
REIREREECRS A EDRE LD, Z
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D2ZFE ORI BRE LT DN EZD
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k) o BE LIS, BN E MO RESR
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Jo s /NEEIE L R 7 o —PIEER A &0 A5E
Bl ORI AL, FSGSIZAY X7 L
Rt (L LN THDHEREL TS
(Joh K et al. Am ] Kidney Dis.17:569-77,
1991), ZH 56 DEEFEIIMSOZW 4 IZHW
LT, “TANAVBERE" ERHEIN
TW5b, HHD58EIT, 1-5m CERARE
=, -l TR T7a—F L0 105%RI
BTBRELRSTWS, LIzRoTHHE
DOLRERFI L . BEFRG & BEEITXZ O TH
HlLTWb, REHEOEERAETH, Z
D LD RIEFNRN ORERH Y | TR
A BT B Ay Bt R ERARE(L (FSGS) &, A
Xy LEFEMEE K (MPGN) Tho7z, &
DINEF ZEFRETHZEITEY ., GMSIZF?
AT RSB LT,

AIEDRKBLE T BRIEICRATHLD, £
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15 (genetic heterogeneity) , L7=23> Tifns
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DHIEG|IZ R, REBEL TE2MREKETD
Zlit, FRAEHOEIZEH TH A,
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