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MpunoxeHue 1. CpaBHUTENbHasA xapakTepuctuka Michigan Imputation Server nu TOPMed Imputation Server

Michigan Imputation Server TOPMed Imputation Server
NHCTpyMeHTbI MINIMAC 4; MINIMAC 3 MINIMAC 4
ANA UMnyTauum
NHcTpymeHTbI Eagle v2.4; Beagle 5.4 Eagle v2.4
Aana ¢pasmposaHua
PedepeHcHble naHenn 1000G Phase 1 v3 Shapeit2 (GRCh37/hg19); TOPMed r3 (GRCh38/hg38)

1000G Phase 3 (GRCh38/hg38) [BETA];

1000G Phase 3 30x (GRCh38/hg38) [BETA];
1000G Phase 3 v5 (GRCh37/hg19);

CAAPA African American Panel (GRCh37/hg19);
Genome Asia Pilot - m (GRCh37/hg19);
HapMap 2 (GRCh37/hg19);

HRC r1.1 2016 (GRCh37/hg19)

MpunoxeHue 2. Boiog popmynbi (1)

Merpuka R2:

1N A
sy wZi=1(Di=2p)?
Ry ="—FF 77—,
2p(1-p)

N Di
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OLIEHKA yacToThl ajutelis. ['enorunsl B koauposke 0, 1, 2 (ajapTepHATUBHBIN alielb ¢ 4aCTOTOH () 3aKOIUPOBaH Kak 1,
pedepencHsli ¢ yacToTol (1 — P) 3akonupoBaH kak 0).

Mertpuka R3 npezacrasisier co60ii OTHOLICHHE AUCIIEPCUH 03Bl AIUIEIS M 0KMAAeMOI MCIIEPCHH TIPH PABHOBECHH
Xapau—BaiinOepra. Paccmorpum BbiBoj popmysibl. JlomycTim, 4To 4MCII0 MHAMBUIOB B BEIOOPKE paBHO NV, Tora odiee
KOJINYECTBO T€HOTUIOB TOke paBHO N. CpenHee 3HaUe€HHE I'EHOTHIA B BHIOOPKE NPHU YCIOBHM PaBHOBECHS Xapav—

BaiinOepra u OuHapHO# KOTUPOBKE TeHOTHUITA OYAET PaCIICHIBATHCS CICAYIOMINM 00pa3oM:

rae N — KOIM9eCTBO HHAMBHUIOB B BEIOOpPKE, 1; 1032 MMIYTHPOBAHHOTO a/lIeNs I i-TO MHIUBHAA, P =

- Z’lvxi __ O0xNo+1*N{+2*N, 0%(1—P)2N+1+2+p(1—P)N+2+p2N =29
X=T T N - N =P

rze 0, 1, 2 — 3HaYeHHs TEHOTUIIOB B OMHAPHOH KOJIMPOBKE, N; — KOJIMYECTBO [-I0 FeHOTHIIA B BEIOOpKE, (1 — P )%, p(1 —p)
¥ P2 — 4acTOTHI FTEHOTHIIOB MIPH paBHOBecHH Xapau—BaitHOepra.

Toraa aucrnepcust UMY THPOBaHHBIX T€HOTHIIOB, U3MEPSEMBIX B J103aX ajljIess, IPH 0’KUIaeMOM PaBHOBECUH Xapi—
BaiinGepra Oyet onuchIBaThCs Kak:
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Oskupaemasi TUCTIEPCHsI peaIbHBIX TEHOTHIIOB NP YCIIOBUH paBHOBecHs Xapau—BaitnOepra B TakoM ciryuae paBHa

YN =82 (0-2p)2 xNo+ (1 =2p)* * Ny + (2—2p)* * N, _
N - N -
_(0=2p)*(1 = p)>N + 2(1 = 2p)*(1 — P)PN + (2 — 2p)*p*N
B N

= 2p(1 - p).
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MpunoeHue 3. Boisog popmynbl (2)

52.
Mertpuxa Rj; :
1 2N N2
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e N — KOJIMY€eCTBO MHMBH/IOB B BEIGOPKE, /1, — BEPOSTHOCTb MMITYTHPOBAHHOTO aJLIEs B i-M FaIlIoTUIIE (BapbUPYETCs
or0mo1),p = 2N, H;/(2N) — oneHka 4acTOTHI ajIens.
Mertpuka R2 paccunTbiBaetcst aHanoruaHo Metpuke R2 (cm. Ipuioxkenue 2). JIoMyCTHM, YTO 9HCIIO HHAMBHIOB
B BBIOOpKe paBHO N, Toraa oOlee KOMMYECTBO TeHOTHIIOB TOKE paBHO N, a oblnee KOTMYECTBO aulelel paBHO 2N.
Cpe/Hee 3HAaYEHHE TeHOTHUIIA B BRIOOPKE IPH YCIOBHH paBHOBecHs Xapau—BaiinGepra 1 GHHApHOI KOAMPOBKE ajiejieit
OY/IeT PaCIUCHIBATBLCA CIIETYIOIIM 00Pa3oM:

o 23Nx 0xNg+1xN; 0x(1—p)*2N+1+p(1—p)*2N
*TTN T N - 2N =P

rae 0, 1 — 3navenus anneneil B OMHApHOI KOAMPOBKE, N; — KOJIUYECTBO i-ro a/iens B BeIOOpke, p u (1 — p) — yacToTs
aJyieNielt mpyu paBHOBecHn Xapan—BaiinOepra.

Torzma mucniepcusi UIMIYTUPOBAHHBIX T'€HOTUIIOB, U3MEPSEMbIX B BEPOSTHOCTSIX MMIYyTHPOBAaHHBIX AJUICNCH, IPH
O’KHMJTaeMOM paBHOBecHu Xapan—BaiinOepra OyneT onuchIBaThCs Kak:
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OskugaeMast AUCTIEPCHs TP paBHOBECHH Xapan—BaitnOepra paBHa:
Ty —0)?  No(0 = P2 (L — ) + Ny (1 — p)2p>
2N B 2N

2N(0—p)*(1=p)+ 2N -p)?*p* R
= N = p(1—7p).
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