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[1AaH AOKA2AQ

e Y10 Takoe MOAHOMreHOMHbIN aHaAU3
accoumaumm

* [lpumep |:BO3pacTHan aAereHepaums
)KEATOro NATHa

* [lpumep 2: ypoBeHb AMNMMAOB KPOBM
* BoiBOADI
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MeHAeAeBCKME NMPpU3HAKM

e MoHOreHHass MoAeAb HACAECAOBAHUSA

* MyTaHTHbIe aAAeAM

— BbicOKONEeHeTPaHTHbI (aHaAU3 CLENAEHMUS)
— Peakn B nonyaaumm
* [lpumepnl
— Peakune reHetnyeckme 3aboaeBaHUA --
MYKOBUCLIMAO3, PEHUAKETOHYPUS, FreMOPUAUS, ...

— MoHoreHHbie popMbl pacnpocTpaHeHHbIX
3aboaeBaHum -- MODY (anabet), paHHss
6oae3Hb AAburenmepa ...
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CAOXHble MpU3HaKK

* PacnpocTpaHeHHbie 3a60AeBaHUS
(rMnepTeH3us, amaberT, pak, ... ) 1
KOAMYECTBEHHbIE MPU3HaKK (pOCT, Bec,
AaBAEHUE KPOBW, YPOBEHb AUMUAOB, ...)
YeAOBEKa

e CAOXHas MOAEAb HaCAEAOBaHUA:

MHOXECTBO FreHETUYECKUX U CPEAOBBIX
$aKTOpPOB, N B3AUMOAEUCTBUSA MEXKAY 3TUMMU

daKkTopamm

* AAAeAn MaAoro addekTa (aHaAAU3 CLEMAEHMUS
He paboTaeT)
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Ao 2005ro roaa ...

* [MoAMMOp®un3MbI CBAIZaHHbIE C
BapuaLMen CAOXKHbIX MPU3HAKOB,
NpaKTUYECKMN HE U3BECTHbI

* 32 NCKAIOMEHMEM MOHOTEHHbIX POpPM
PEAKUX 3abOAEBaAHMM

* OAHaKoO ... pOCT: MyTaLuM
“KapAMKOBOCTU’ M3BECTHbI, HO OHM HE
ObBbACHAIOT POCT B ““HOPMaAbHOM’
BblbOpKe
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Yncao AoKycoB,

MAEHTUPULMPOBAHBIX C MOMOLLbIO
meToaa [NTAA
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AHAaAU3 reHeTU4YeCKoMm accoumaumm

[pynna nauneHToB

el el e te e

KOHT

O

OJibHadA rpyrina
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AHaAU3 reHeTUYeCKOM accoumnaLLmm
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AHaAU3 reHeTUYeCKOM accoumnaLLmm
[pynna nauneHToB
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AHaAU3 reHeTUYeCKOM accoumnaLLmm
[pynna nauneHToB
AA

AB
[eHOoTMNNpOBaHue

> AB

AB \ n _

BB
Cases ) )

el el e te e

KoHTponbHaga rpynna

AB /

[eHOoTMNMpOBaHME s |

> BB P(A !n cases) = 50%
P(A in controls) = 10%

BB P-value = 0.14

BB
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MeTtoa NNTTAA

[N AA:[loAHOl eHOMHBIN AHaAU3
Accoumaumm

* TunmpoBaHMe COTEH ThbICAY
(MnaanoHoB) SNP B 60AbLLIMX
$EHOTUNUPOBAHbIX BbIBOPKax

* N3yueHune accoumaumm mapkepos ¢
bEHOTMNAMU AASl FTEHETUYECKOIO
KapTUPOBAHUSI FTEHOB
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[IpuMep npeacTaBAeHUA
DE3YALTATOB

GCNL%WGCR

DOCK7Y *  ABCGS

<

FAMS4B8

14 16
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Yto Ham aaeT 1T AA?

* /AOKYC acCOLMMPOBAHHbIN C
3aboAeBaHUEM (MPM3HAKOM)

* 3HaHME AOKYCa MO3BOASIEET OLLEHUTb

MHAMBUAYAAbHbIU PUCK Pa3BUTUSA
3aboAeBaHUs

* 3HaHME reHa MNPEAOCTABASIET

MHOpMaLMIO O MeTaboAMYECKMX
MyTSX BOBA€YEHHbIX B MaTOreHes
3aboAeBaHUS
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[1AaH AOKA2AQ

YTo Takoe NoAHOreHOMHbIM aHAAU3
accoumaumm

NMNpumMmep |: Bo3pacTHasn
AereHepaLms XeAToro naTHa

[Iprmep 2: ypoBEHb AUMMAOB KPOBM
BbiBOABI
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Complement Factor H
Polymorphism in Age-Related
Macular Degeneration

Robert ). Klein," Caroline Zeiss,?* Emily Y. Chew,**
Jen-Yue Tsai,** Richard S. Sackler,” Chad Haynes,’
Alice K. Henning,” John Paul SanGiovanni,? Shrikant M. Mane,®
Susan T. Mayne,” Michael B. Bracken,’” Frederick L. Ferris,’
Jurg Ott,’ Colin Barnstable,? Josephine Hoh'+

www.sciencemag.org SCIENCE VOL 308 15 APRIL 2005

* Bo3pacTHasa AereHepaumsa KeAToro
natHa (BAXI)

* Boibopka 96 60AbHbIX 1 50
KOHTPOAbHBIX 0CcObe

* ['eHoTunuposanme 100,000
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ENGAGE

European Network for Genomics And
Genetic Epidemiology

— MeXXHauMOHaAbHbBIN MCCAEAOBATEABCKMIM KOHCOPLIMYM
NOAAEPKaHHbIKM rpaHTOM EBpokomuccuen

— lNepBasa ueAb KOHCOpLMYMa — MOAHOFE€HOMHbIM
aHaAM3 accouMaLMi Pa3AUYHbIX NMPU3HAKOB B
koAAekumn Boibopok (80,000 obpasuios)

AHaAM3 YPOBHSI AMIIMAOB B KPOBM

— XoAecTepuH, AmnonpoTeunHbl Bbicokon (AlNBI1) wu
Hu3kon naotHocTu (AINHIT), Tpuranuepuasi

— AHaAM3 NONYAALMOHHBIX KOTOPT
— Boabwo pasmep BbIbOpPKM
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OnucaHne KoAAeKLMKU BbIBOPOK

Table 1 Table of cohorts, genotyping platforms and phenotype information of four lipid traits per cohort

Stud Yy

Genotyping platform

Country

TC N Mean (s.d.)

TG N Mean (s.d.)

LDL N Mean (s.d.)

HDL N Mean (s.d.)

Males

Females

Females Males

Males

Females

Females

Males

ATR, Austrahan twin regstry

DK-TWIN, Danish twin registry

ERF, Erasmus Ruchpen Family study

Rotterdam Study

STR, Swedish twin registry

TwinUK, dizygotic twins of the

St. Thomas' twin cohort

UK-TWIN, monozygotic twins of the
St. Thomas' twin cohart

Vis study

Hiumina 318K

Hiumina 318K

Hiumina 318K

Hivminag 550K

lHlumina 318K

Hlumina 318K

Hlumina 318K

Hlumina 318K

Australia

Denmark

The Netherlands

The Netherlands

Sweden

UK

UK

Croatia

6.8(1.2)

424 0
5.7 (1.1)

169
54(1.3)

510

319

424 0
1.6 (1.0)

140
1.2 (0.4)

510

56 (1.1) 54(1.1) 1.3(0.6)

3475 2,399

301 0

0

303

5.0(1.0)

6.3(1.2) 1.6(0.8) 1.5(

1.6 (0.8)

10,873

1,430 929
5(0.7)
301 0

1.4 (0.8)

0

429 0

1.0 (0.8)

407 303

1.9(1.1)

6,942
17,815

416 0
3.4 (1.0)

138
3.1 (1.0)

509 315
3.7 (1.0) 3.7 (1.0
1,390 912
39(0.9) 36(08)

300 0
3.9 (1.0)

0

428
3.4 (1.0)
405
3.3 (1.0)

301
3.1(0.9
10,895 6,902
17,797

420
1.6 (0.4)
140
1.6 (0.4)
510
1.4(0.4)

3,460
1.4 (0.4)
301
1.5(0.4)
0

429
1.5(0.4)
405
1.1(0.1)

13,013

0

319
1.1(0.3)

2,389
2100.3)
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DbdexT rs3846662 (HMGCR) Ha
YPOBEHb XOAECTEPUHA

Vis Study females
CRI females
Rotterdam Study females
MZ twins fomalos
NFBCH6 females
NTRNESDA females
ORCADLS temales
NSPHS females
lwinUK temales
MICROS females
Summary females

Vis Study males

ERF males

Rotterdam Study males
NFBCH6 males
NTRNESDA males
ORCADLS males
NSPHS males
MICROS males
Summary males

Summary

Eftect, s.d
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[ @Hbl AMMMAHOIO MeTaboAMU3Ma
OTKPbITble KOHCOPLIMYMOM

— 22 AOKyca accounmpoBaHHblie ¢ npusHakomu c P <5 x 10-8
— 16 AoKycoB 6bIAM U3BECTHBI

— 6 HOBbIX

FADS2/FADS3 desaturation of fatty acids
ABCG5 efflux of dietary sterols
TMEMS7 Membrane protein
DNAH11 Cellular celia
MADD-FOLH1 Gene desert

CTCF-PRMTS8 hormone dependent gene silencing?
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[1AaH AOKA2AQ

BeeaeHue: YTo Takoe NOAHOreHOMHbIN
aHaAm3 accoumaumm (INTFAA)

[1pumep |: BO3pacTHas AereHepaums
)KEATOrO MnsTHa

[Iprmep 2: ypoBEHb AUMMAOB KPOBM
BbiBOADbI
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3aKAlOYEeHHue

B HacToawmim momeHT ' AA aBaseTcs
obLenpusHaHHbIM METOAOM
KapTUPOBaHUSA MEHOB CAOXHbIX
NPU3HAKOB

* [lpn ncnoabzoBaHuM 6OABLLMX
BbIOOPOK, 3TOT METOA MO3BOASIET
MAEHTUPULIMPOBATD
PAacMpOCTPaHEHHbIE AAAEAU C MAABbIM
3PPeKTOM
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