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KaK MPEJICTABUTDh PE3YJILTATHI TAK,
4TOOBI OHM HPABWJIMCh HE TOJIBKO HaM,

HO 1 B MUHHUCTCPCTBAX
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. OUII «Mcciaenopanusi M pa3padOTKH 0 NPHOPUTETHHIM
| HanpapJIEHUSIM Pa3BUTHS HAYYHO-TEXHOJIOTHYECKOI0
N komiLiekca Poccuu Ha 2007—2012 roasi»

Jlot Ne 2. 2011-1.2-512-014. Pa3zpa0oTka NOCTTeHOMHBIX METOA0B JI MOJIEKYJISIPHO-T€HETHYECKOI JUATHOCTHKHU
COMATH4YeCKHUX 3200/1eBaHU
PazpabarbiBaemasi MOJIEKYISIPHO-AUArHOCTHYECKAS TECT-CUCTEMA JIJI paHHEH
. JTIMAarHOCTUKHU T€HETUYECKOM MPEPaCIOI0KEHHOCTH K Pa3BUTHIO 0CO00 OMacCHBIX
HWMU oO1ueii maronoruu u U pacIpoCTPAaHEHHBIX 3a00JI€BaHMI 00ECIIEUUT CIIEAYIOIIUE TUATHOCTHYECKHIE
17 | natoduzuonorun PAMH XaAPAKTCPUCTHKH
1. cneruduunocTh - HE MeHee 80%;
2. 4yBCTBUTEIBHOCTD - HE MeHee 83%;
3. ToyHOCTB - HE MeHee 90%;
BBICOKUH (10 98%) ypoBeHb HHPOPMATHBHOCTH
THUU renerukn u cenekimn | (1YBCTBUTEIBHOCTE/CHICIU(UIHOCTS) CO31aBACMBIX CHCTEM MOTUMOPQHBIX
22 | upoMbimenHLx MapKEPOB, OCHOBAHHBIX Ha MICHTHMHKAINI THOJIOT TICCKAX BADHAHTOB ITCHOB-
p “BaeMoro HOBOro crocoda
MUKPOOPIraHN3MOB O .7 My nuabety tuna 1 (95% wunn
YCM I3TO OHMHA !
_4HX TOYCK) - MYyTalui 1
Poccuiicknii OHKOJIOTUYECKUT | 3HAUNMbBIX TOJIMMOP(PHBIX BAPUAHTOB, BOBJICUCHHBIX B KAHIIEPOTEHE3
32 | HayuHbIi neHtp umenn H.H. HACJIEICTBEHHBIX U CIIOPAJANYECKUX (POPM paKa MOJIOYHOM >KeJe3bl, paka
brnoxuna PAMH SAMYHUKOB U PAKA IMATOBUIHOM KEIE3BI;
-OIpe/IeNICHNE YYBCTBUTEIHHOCTH M CICIIM(PUIHOCTH |[[IPUMEHSIEMbBIX METOIHUK
Jlor Ne 6. 2011-1.2-512-027. UccienoBanue BADUAHTOB IeHOB, ACCOLIMMPOBAHHBIX € YCTONYMBOCTHIO M
YYBCTBUTEJIbHOCTBIO YeJI0BEKA K BO3/1€iiCTBUIO PagHallUU
57 Bricokuii (10 98%) ypoBeHb HHGOPMATUBHOCTH
I'HUU renetuku u cenekiuu || (4yBCTBUTEIBHOCTE/CICIIM(PUIHOCTD) CO3aBAEMBIX MOJICKYIISIPHO-
IPOMBIIIEHHBIX T€HETUYECKUX CUCTEM, OCHOBAHHBIX Ha UJEHTU(PUKAIIMN BAPUAHTOB T'€HOB-
MUKPOOpPraHnu3MOB KaHAUAaTOB. Bricokas YYBCTBUTCIIbBHOCTb HOBOI'O cnoco0la ANArHOCTHUKH
YCTOMYMBOCTH Ye€JIOBEKA K BO3MeHCTBHUIO paguanun (95% unu 6omee).




YyBCTBUTEJIBHOCTDH — CHICHU(PUIHOCTD:
crapble 100pbie MEIUIIMHCKUAEC IOHATHSA

YyBCcTBUTENBHOCTH (SE) — 3TO 1019 HOCUTEIEH MapKepa cpeau OOJIbHBIX
(Tect cpaboran!)

CnenuduaHocTb (SP) - 3TO 1015 310POBBIX, KOTOPBIE HE SIBIIAIOTCS HOCUTEIIEM
Mapkepa (Tect cpadoran!)

Cny4au, Koraa )

Mapkep cpabdorai
10 O0JIBHBIX 10 3m0pOBBIX

-~ \'
BBl o)

Cny4au, Korjia
quCTBH MapKep He cpaboTall

Cnenuduunocts = 0.9




SE vs. SP:
IPOTUBOOOPCTBO NMOKAa3aTeJaen

MapKep y BCEX,

\*\ s ﬂ, A \;;\\a%mw

Bce 6e3 mapkepa,
Y BCE 3710POBbHI!

1 BCe 0OJIbHBI!
SE=Y, SP=0

SE=0, SP=

Cneunq)uqnocn, yBCTBI/ITeJILHOCTI) ]

BoiurpeiBas B 4yBCTBUTEILHOCTH,
OOBIYHO TEpseM CEUUDUUHOCTD (et converso)



Taxk 4TO0 BaKHee:
YYBCTBUTEJIbHOCTDH UM CHEU(PUIYHOCTD?

Tect noimKeH OBITH BEICOKOUYBCTBUTCIBHBIM, €CIIH
Ba)XHO HE IIPOMYCTUTh HUA OJHOTO 00JILHOTO (IIyCTh
Iake OyJeT TUIepAUarHOCTHKA).

! TecT nomKeH ObITh BEICOKOCTICIIU(UIHBIM, €CJIH BaKHO
HE OOBSBIIATH 3I0POBOTO OOJIBHBIM (CEphE3HAs
IICUXO0JIOTHYECKasl TpaBMa JINOO CUJIbHBIC TOOOYHbIC
3(P(EKTHI J€UCHUS — THIIEPAUAarHOCTHKA HEXKEIaTeIbHA)

Bce 3aBUCHUT OT CUTYyalldM, HO KPOME TOTO CYIIIECTBYET

IIpOCTOM U 3(P(HEKTUBHBIM ITOKA3ATEIb IPOrHOCTUYECKUX
BO3MOKHOCTEH MapKepa (0TiIndarh 00JIBLHOTO OT 3JJ0POBOI0):

|

se |[ AU
C

Area Under Curve? 1
0 1-sp 1




IHouemy BeauuuHa | AUC=(SE+SP)/2| xapakTepu3yert
IPOrHOCTHYECKYIO 3(p(PeKTUBHOCTH MapKepa?

bepem
1 3mopoBoro u 1 60JILHOTO

bes ucrnonb3oBaHus MapKkepa
—— BEPOATHOCTE yraiare,
KTO €CTh KTO = 1/2
Mcnonp3yeM TECT U HOCUTEIS MapKepa 00bIBIIIEM O0JIbHBIM

Q Q : BEPOSTHOCTH yraaarh,

KTO €CTh KTO0 = AUC
B kauecTBe GOILHOIO BLIOUPAEM:

Q Q - 06010 AUC [IporHocTruyeckas HIEHHOCTh
AUC — 3T(€§£§?HOCT§ 0.5 Cny4aliHbINA KJIACCU(DUKATOP
< oro
AR L0 H0: ro 000 0.5-0.6 [Tmoxoi kinaccudukarop
300POBOTO, OPUEHTUPYICH
Ha \v‘< - C MapKepoM 0.6-0.7 Cpennuii KiraccupukaTop
0.7-0.8 XOPOIINK KIaCCU(UKATO
AUC>1/2, ecn OR>1 D duiarop
>0.8 OTanyHBINA KJIacCUDUKATOP




A 3a4eM Bce 31T0?

REVIEW ARTICLE
OtaocurenpHasg nojie3soctb OR 1 RR

OrpanndeHHas nojae3HocTh OR 1pH MCTIOB30BaHUY TMATHOCTUYECKUX U
MIPOTHOCTUYECKNUX MapPKEPOB

Mapkepsl ¢ BOCIPOU3BOAUMBIMEU 3HAYUMMbIMU OR MOTyT OBITH
MJIOXUMU KJIacCUu(UKaTOpaMHU

Y = F - b = IS
PUDF C m ass i‘ - E “clinical validity} namely the sensitivity,
g - - HO Ty CTOpOHy OR _ pI/ICK gpeciflctiy, and posttire and negative pre-
dictive values associated with a genetic
[ropnneg Tl 3200JICBACMOCTH Ha OCHOBE peofile”. Thess pacametecs, deflosd

more detall below, summarize the abil-
Ity of tests that are based on the genetlc
profile to discriminate between those
who will develop disease and those who

w L will mot, as well as thear abality to pradict
...Openb MeX1y CTaTUCTUYECKON 3HAYMMOCTBIO 1 [ individual risk®,

o o Wi focus on ¢l | validity and
JIMarHOCTUYECKOM TUCKPUMHHAIUEH b gyl
UlﬂgnUSUE discriminatio

—— T€HETHYECKUX MpoPuien

Inwited critical review

ADSITACT | | Ne Drisk dIScoveny of Novel iNhented disease markers by genome-wide  of marker-disease assoclation typically

association (5WA) studies has reized expectations for predicting diseaszs rizk by _"?F“:'m‘i ”' t!"? dls.c?}rer}!r‘pha;:;fcﬂi-l
L
Wi studles

ITpOrHO3 reHeTHYECKOTO PUCKA — YMEEM JIM MBI YKE OTO JIeIarh ? r iy

Ing to deslgn
Peter Kraft, Ph.D., and David |. Hunter, MB., B.5, 5c.0., M.P.H. rse (the
Aation that
1l have to

major goal of the Human tests of genetic predisposition to  est relative risks are almost cer-
Genome Project was to facili- Important diseases would have tainly ovemepresented in the first
tate the identification of inherit- major climical, social, and econom- wave of findings from genome-




George Poste, chief scientist at the Complex Adaptive Systems
Initiative, and Regents professor of health innovation

at Arizona State University
Hamecreue OuomMapkeposB

- Nature , v 469, 2011
( He 6osnee 100 \ /{ 150 000

Good association 1s usually a necessary,
but not a sufficient, condition for good classification
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IIpod. Anekceit Konapamios,
Life Sciences Institute, University of Michigan
Merarpant-2010 (MI'Y). Jlekus B [Toaut.PY (2010)

«IBOIIOIMOHHAS OUOJIOTHS YEJIOBEKA U OXpaHa 30POBbS:

Hanex bl 90-x He onpaBaanuck: sroxa GWAS Oykcyer

«Y mens 10-15 reHoB npeapacnoaoKeHHOCTH?
B sToi nHopManiyu o4eHb Majao MPOKy ! »
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[IpnunHa rmapagokca B HU3KOM YyBCTBUTEIBHOCTH TECTA:

0( 50/500=0.1, 1.e. Tonbko 10% OOIBHBIX A
SBIISIIOTCS. HOCHTCIISIMH MapKepa y

.

[omynstunonnoe obcnenosanue: | 1000 yenosek | 3adomeBaeMocTb — 50%

500 3pOBI>IX

500 0OJIbHBIX — £

5 ¢ MapKepoMm 495 6e3 mapkepa

TOr'0, YTO CIY[MAUHO
NICHTUDUIIUPOBAH PABHA: g
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- 1oyt MmoHera!!!
Kak 1 Ob1110



Pa30epeMcsi B MCXOAHbIX IOHATHAX:

BCE HQUMHAECTCS C TAOJMIIBI CONPSIAKEHHOCTH 2%2:

boiabHbBIE
Case
Hocuremm
- \Y a
pKeEpa
CBOOOIIHEI OT
Mapkepa N [lomynanonHas

L q9aCTOTa MapKepa




Nurepnperanus B TepmuHax omuoOok I u I1 poaa

bosbHbIE 3;[0p035( TecT He |

Case Contro] cpabotaur:
OIInOKa

[ Tect cpaboran! } D

Hocurenn True - aISt
\Y% o Positive

S

CB0OOIHEI OT False :
MapKepa Negative Neatlv

TecTt HE
cpaboTax
noKa

Jy4llIe 4acToTa Mapkepa pona

cpeau OOJIbHBIX S

{ II;moxoBaro 3amOMHUHAETCA -




bHMHApPHBIA TECT: BBIYMCICHHUE II0KA3aTe/1eH

aCCOII]/I/Ile)Ba_HﬂiLM_DﬂCKQ

] Ilokazarenm accommup

] Ilokasarenau pHCKOB:

Jlonis nyp cpeau

OJIOHIMHOK, 3TO HE TO JKe

caMoe, YTO JI0JIsI

S OJIOHAMHOK Cpe Ayp! )
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qYBCTBI/ITeJIBHOCTB n CHCI_U/I(l)I/I‘IHOCTBI

|

«AOCOIOTHBIE» PUCKH:

T10JIsT OOJIBHBIX
cpeau M u

l

OTHOCHUTENBHBIN PUCK:

He Bce »TH nmoka3arenu nmoagarTcs HGHOCpGZ{CTBCHHOﬁ OIICHKC —
BCC 3aBUCHUT OT z:maﬁﬂa OKCIICPUMCHTA




JIn3aH acCOMATUBHBIX UCCJIET0BAHUN

Brioopka 1 |Beioopka 2
D
Bri6opka 1 M Ha6 IlipaeM BI)I60pK)j; N
CoFeH HKFO-HOCHTEH
Bribopka 2 | MapKepa >

Case-control study: nggg&*ggﬁiﬁﬁ?
oA00p TPyl «OOIbHBIE-3/I0POBBIC) I ——
p

Cohort study: —— ) o 0061;;1}1; .

KCIIOHUPOBAHHBIC -
oA0O0p IPYII «C MAPKEPOM — O€3 MapKepay | B
Population study: —
ciydJaiiHas BbIOOpKa 0e3 moadopa rpymi | (moporo!)




P, — BCTPEYaeMOCTh (PacrpoCTPaHEHHOCTh) 3a00ICBAHMST
P\, — TOMYJSIIIMOHHAST BCTPEYaEMOCTh (4aCTOTa) MapKepa

Study OR RR AY N Y = Py Py
Case-control | ? \ V ? ?
COhO/T'f N N
ITpu case-control Mel He MO)KGW
Popula 3200JI€BA€MOCTb M YaCTOTY MapKepa
HETMOCPEICTBEHHO B CBOEM IKCIIEPUMEHTE J_

OnHako B OOJBIIMHCTBE CITy9acB B OTHOIICHUH p_ U P,
UMeeTCs anpuopHas nHdopmaiys (3MUIeMHUOIOTHUECKUE
CIIpaBOYHHMKH, 0a3bl JanHbIX PubMed, HapMap u T.1.)

HACUT

3uast OR, p, ¥ p,, MOXHO OIICHUTH BCE OCTAJbHBIC OKA3ATEIH

(HarmpuMep, OTHOCUTEIBHBIN pUCK RR 11 case-control)



Ha 410 MOXHO PacCYUTHIBATH, HCIIOJIb3YS
OMHapHBIN Mapkepa?

s OMHap

D
M| a 0
0 d

OR=RR=x

Kakumu MOTyT OBI [Tpu OR > 1: U(PUYHOCTh U PUCKHU
H SE>p, n SP>1-p,

N neanbHbi Mapkep

KPalHOCTH:

AUC=1

Mapxkep He {

D

YUyBCTBUTENBHOCTD U

B xaxn
NPOU3BEACHUS  cIeNU(UIHOCTD OOJIBIIIE HYJI TaXKE
«BCTPCTHTD — B OTCYTCTBHHU aCCOLHALMMA

M

Pym Pp

pM(l_pD)

(l_pM)pD (l_pM) (l_pD)

OR=RR=1

AUC=1/2



3aBHCHMOCTD YYBCTBUTEJIbHOCTH OT p, U P,
npu pukcupoBannoM OR (=5)
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] UyBCTBUTEIBHOCTH CJIE€TKA YOBIBACT

qYBCTBI/ITeJIBHOCTB MHHYC
IpY YBEJIMYECHUH 3a00J1€BA€MOCTH

«4yYBCTBUTEIILHOCTD B
OITAITIY

4aCTOTHI BCTPEYAEMOCTH MapKepa U MPOU3BOIHLHO
MaJia JiJIsd peIKUX MapKepoB Jaxe npu 0onpmmx OR

Ol ™=




3aBHCHMOCTDb CIENH(PUIHOCTH OT p U P,
npu GpukcupoBaHHoM OR(=5)

CneunuyHOCTh MUHYC
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BeanynHa MakcuMaJIbHO

BO3MOKHOTO AUC He 3aBHUCUT OT

””"'."




IIpu kakux OR mapkep ABJISAETCHA XOPOIIUM
KJacCuPUKATOPOM?

Korga OR>5, a yactora mapkepa He meHee 30%:
— 0]

[Ipn Hu3kuX OR (< 2.5) Mapkep SABISIETCA 3aBEIOMO MIIOXUM
KJIAaCCU(PUKATOPOM ITIPH JIFOOBIX YacToTax 3a00JIeBaHUS U MapKepa:

——> OR<24 <

Ilpu p,,-OR << 1
y

9YBCTBHUTCIBHOCTDb TCCTA 3aBCIOMO MaJia .




Ilouemy BbIcOKkOe OR He Bcerga rapaHTHpyeT
3((PEeKTUBHOCTH NIPOTrHO30B,
M KOI1A MoA00H0€e MPOMCXOAUT?

2\

PAN

|

[Ipy HU3KOM YACTOTE BCTPEYAEMOCTH MapKepa
TECT MPOTHOCTHYECKU HEeIPPekTuBeH. TouHee ...

L

X

-

JaxKe Ipu 04eHb 00JbIX OR MapKep SBISIETCA IIJIOXHAM
KJIACCH(UKATOPOM, €CItH p, / p;<0.2 (torna AUC<0.6)

/

ba

| DJ
M| s | [s]
: 450 | 495 |
D
M| Py 0
PPy | 1Pp
Pp I-p,

M&J’IO )
‘ Bo3bMeM KpanlHUA )
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x0TI OR=o0




[TonynsuruoHHOE 00CIEAOBAHHUE:

N emie 01HO 00CTOATEILCTBO

OR=11, HO 3TO HE COBCEM OTHOCHUTEIbHBIN PUCK
(KOTOPBIM MTOKa3bIBAET BO CKOJILKO Pa3 3a00JI€BAEMOCTD BBIILIE Y HOCUTEIECH MapKepa)

500 0OJIbHBIX —

1000 gestoBEK

3aboneBaemocTh — 50%

500 310poBBIX

[ OR=11, p=7-10"! }

50 ¢ mapkepom

450 6e3 mapkepa

Jloist OONIBHBIX CPEAr HOCUTEIICH MapKepa =

5 ¢ MapKepoMm 495 6e3 mapkepa

JloJ1s1 O0JIBHBIX Cpe CBOOOJIHBIX OT MapKepa =

OTHOCHUTENBHBIN PUCK =




OR 3aBbllIaeT OLEHKY OTHOCHUTEJIBLHOI0 PUCKA

ITpu OR>1: (Bcernal)
RR
. OR
8 | RR
C RR=OR o=
npu OR<5 un 1
Pp <0.05 - XOpOoIlIas anmpoKcumanus s RR

__(«mpaBuio pamHy)
4




RR moxeT ObITHh CYIIeCTBEHHO MeHbIIe OR

B ClTy4ae NIMPOKO pacnpoCTpaHeHHOro 3abonesanus (p>0.1)
u penroro mapkepa (p, < 0.05)

P,-320071eBacMOCTh

RR (ipu p,,=0.01)
@ M 0.001
T 0.01

-

Ecimu penxuii ren (MAF=1%) cunbpHO acconuupoBaH (OR=6) ¢ h

IIUPOKO PACIPOCTPAHEHHBIM 3a00JIEBAHUEM, TO 3TO HE 3HAYWT,

4YTO HOCHUTEJIM 3TOTO IeHa 3a00JIeBalOT B 6 pa3 vaiie y

.

|

.

~

Ha camom nene Tonbko B 2.4 pasa yaiie

J

0.2
2,4

- 03

| | | | OR
2 4 6 8 10




buHapHBbIE M KOJIHUYEeCTBCHHbIE MapKepPhbl (TECThI)

]  buHapHbBIU TECT:

MapKEP «ECTb-HET»

1 KomnnuyecTBEeHHBIN TECT:

MapKep SABIAETCS
KOJINYECTBEHHBIM
[OKa3arejieM

0.25 7

YacrToTa
o

0.05 1

D
a

2>~
I

tabuiie 2K2

— KoHTposb
boJpHbIE

0

ITocne BeIOOpa
ITOPOTOBOTO
3HAUCHHUS MapKepa

5

10

15

[IpusHak - Mmapxep

20



KoJim4ecTBEeHHBIN TECT: BLIOOP MOpPOra

Yacrora
0.25
[— KOHTpOJII)]
0.2- |~ BosbHbIe |
0.15-
HHU3Kas BbICOKas
CIenH(pUIHOCTD YYBCTBUTEIHLHOCT
0.054
P . IIpu3Hak -
' ' ﬁ Mapkep
Huzkui

IOpoT



KojmnyecTBEeHHBIN TECT: w“‘w

Yacrora
0.25
BBICOKAsI " i ;@ Eq , <
CHenUpUIHOCTD
0.15-
HU3Kas
qyBCTBHUTEILHOCTh
0.1-
0005—
0 . ¥ - ITpusnak -
MapKep
Huzkuit Bricokuii

opor opor

Kak BbIOpaTh MOpOT, 4TOOBI COOTHOIIICHUE
4yBCTBUTEILHOCTh/CHEHU(PUIHOCTH OBLJIO ONTUMAJIbHBIM?



ROC - anaiau3s
Receiver Operator Characteristics

TepMuH BpeMEH 2-0M MUPOBOU
BOMHBI, KOTOPbIN NPUIYMAIIU
OIIEPATOPHI MEPBBIX PAAAPHBIX
yCTaHOBOK

MACHINE LEA RNING Y[/

ROC ANALYSIS

DUMMIED

JO/N IN THE HOPING IT'LL GO
FUN! BAFFLE Mt%’rﬂ"

REl;/(fg’{ERS M
@?0) 8 CoBpemenHble npuMmeHeHns ROC-aHanum3za: Comtiomous batn

CHARTS! f'é

Kak oTIi4uTh IIyM ¥ HOMEXH OT
BPaKECKOI0 caMoJieTa?

Monsgraphs on Statistics and Agplied Probabiity 111

MenunuHCKas JMarHoCTUKa, Paguoaorus U /
(bU3HO0I0T U - :

Wojtek J. Krzanowski
David J. Hand

| Pacno3nasanue o6pasos,
MAIlIMHHOE O0y4YCHHE

[IpUMeTam



ROC — kpuBasi: 3apucumocrtb SE ot (1-SP)
[IPU IJIABHOM M3MEHEHHUH IOPOra

Yacrora SE
0.25 |
— KOHTpO/Ib
0.2 BoabHbIe
0.15- \
0.5+
0.1
0.05-
0 —4 [ S— 1-SP

qm:’.ﬂalc - Mapkep

[Toporos
3HAYEHHUE

ONOTHMalbHbINA BEIOOP mopora: Beioupaercsa Touka Ha ROC-kpuBoi,
KOTOpas OJIMke BceX K JieBoMy BepxHemy yriy (0,1), T.e.




dopma ROC-kpuBbIx

|

1 Mapxkep HE paboTacT o |

J  WpacanpHbIN Mapkep .

d  1-w1 TECT NMyule, yem 2-ou  SE |

1-SP



AUC — MHTErpaJbHbIN MOKA3aTe/Ib
IMIPOrHOCTHYECKOU 3(PPEKTUBHOCTH MapKepa

|

AUC - 310 momaaes nog ROC-kpuBou
(Area Under Curve)

SE |

AUC

AUC = BeposSITHOCTB TOTO, YTO 3HAYCHUE
IpHU3HaKa-MapKepa y Cly4aiHO BEIOPAHHOTO 1
O0JILHOTO OOJIBIIIE, YEM Y CIIYyYarHO 0 1-sp 1
BBIOPAHHOTO 37J0POBOIO

AUC
0.5 Cily4ailHbIi KJIaCCU(UKATOP
0.5-0.6 ITmoxoi ki1accudukarop
0.6-0.7 Cpennuii kinaccupukaTop
0.7-0.8 Xopolni KIiacCu(PpruKaTop
>(0.8 OTauyHBINA KJ1accuukarop

U=N,"N,”AUC - HenapameTpu4eckuit Kputepud MaHHa- YUTHH



Borunciaenus npu ROC-anaiau3e

\©)

[E

3Ha4YECHUS MPU3HAKA-MapKepa

!

KoHTpob bonbHbIE




Boruuciaenus npu ROC-anaiaun3e

B Konrpomn

B Bo.iLbHBIE

[y
n

[y
=

e
=
]
3
=
o
o
=)

0- 0.25- 0.5- 0.75- 1- 1.25- 1.5- 1.75- 2- 2.25-
0.5 0.75 1 125 15 175 2 225 2.

3HaveHHd Npu3HaKa (Mapkepa)




Bce neimaercsa B Excel:

KoHTpOosb bonbHbIE
HNuTepBan " | Tlons & | Toms SE Y
0-025 | 22 022 | 0| o0
025-0.5 | 22 | 022 —5316:03
05075 14— 0.1 90 [ 0.09 [083 0.3
075-1 | 19| 019 [15] 0.5
1-125 | 11 | o011 |11 ] 0.1
125151 7 ] 007 [ 151 0.5
15-175 | 5 | 005 [16 ] 0.6
1.7522 | 0 0 10 | 0..0
2225 | 0 0 11 | 0.11
22525 0 0 5 10.05
25275 | 0 0 3 | 0.03
2753 | 0 0 2 1002
3325 | 0 0 0] ¢




Bce neiaercsa B Excel:

KoHTpOosb bonbHbIE
HNuTepBan " Tlons & | Toms SE Y
0-0.25 22 0.22 0 0 | 0,22
0.25-0.5 | 22 0.22 3 1003|097 | 0,44
0.5-0.75 | 14 0.14 9 | 0.09 [ 0,88 | 0,58
0,73 | 0,77
0,62 | 0,88
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5 031 | 1
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0 |
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Bce neiaercsa B Excel:

KoHTpOosb bonbHbIE
HNuTepBan " Tlons & | Toms SE SP O.1)
0-0.25 22 0.22 0 0 | 0,22
0.25-0.5 | 22 022 13 1002 1007 [ Nn44
0.5-0.75 | 14 0.14 —TOEg
S
0,62 | 0,88
) 0,47 | 0,95
: 0,31 | 1
2 06 0,21 1
é 0,1 |
;" 0,05 | 1
= 0,02 | 1
0 1
0 |
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0.4 0.6
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Bce neiaercsa B Excel:

bonbHbIE
HNuTepBan #KOHTI;)(J;; & | Toms SE SP | L O.1)
0-025 [ 22| 022 [ o | o 1 | 0,22 {0,780
02505 | 22 | 022 | 3 [003]0,97 0440561
0.5-0.75 | 14 | 014 | 9 [0.09 | 0,88 | 0,58 | 0,437
0,73 | 0,77 [ 0,355
0,62 | 0,88 | 0,398
;. 0,47 | 0,95 | 0,532
: 031 | 1 0,690
é ) 021 | 1 [0,790
& 0,1 | 0,900
;" 0,05 | 1 0950
= 0,02 | 1 [0,980
| 0 1 | 1,000
0 1 [ 1,000
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Bce neiaercsa B Excel:

KonTpoian boabHble
HNuTepBan " I}[onﬂ & | Toms SE SP | L O.1)
0-0.25 ( Onrumansuoe | 0 0 | 0,22 | 0,780
0.25-0.5 ﬁ;@;ﬁ%ﬁ 3 10.03]097 | 0,44 | 0,561
0.5-0.75 4 0.14 9 | 0.09 | 0,88 | 0,58 | 0,437
0.75-1 o o1 Y5045 9,73195,771 0,355
1-1.25 11 0.11 11 | 0.11 | 0,62 | 0,88 | 0,398
1.7 ~9,95 | 0,532
11 [Ilpu BEIOOpE 3TOrO 3TOTO HOPGFEH T 1 | 0.690
1| MBI IPaBUIIBHO UJICHTU(PUALAPYEM " 0’790
73% 060nbHBIX B 77% 310pOBBIX ’

28 )1 0,900
2.25-2.5 0 0 5 0.05 | 0,05 | 0,950
2.5-2.75 0 0 3 0.03 | 0,02 | 0,980
2.75-3 0 0 2 | 0.02 0 1 1,000
3-3.25 0 0 0 0] 0 1 1,000

|
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Bce neiaercsa B Excel:

boasHEBIE
HNuTepBain #KOHTI;)(J;; #O Tlons SE SP L .0 A AUC
0-025 | 22 ] 022 [ o | o 1 02210780 | 0,220
02505 | 22 | 022 | 3 [0.03[097 | 044 [0561] 0217
05075 | 14 | 0.14 [ 9 [0.09 0,88 | 0,58 [0427| 0,130
0,73 | 0,77.10355| 0,153
0,62 | 9,88 [ 0,398 | 0,072
. 047 | 0,95 [ 0,532 0,038
5 0,31 | 1 10,69 | 0,020
0 021 | 1 [0,790 0
0,1 1 ]0,900 0
30 005 1 |0950| 0
= 002 1 [0980| 0
0 1| 1,000 0
0 1| 1,000 0
0.2 0.6 A UC _ 085
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Ilpumep U3 paauanuOHHON IeHETUKMH:

Jlabopamopus sxonoeuueckou eenemuxu MOl en PAH



YacToThl XpOMOCOMHBIX a0€pparuii B 3aBUCUMOCTH OT T€HOTHUIIOB I10
KaHIUJAaTaTHBIM I'€HaM y JUKBUAATOPOB aBapuu Ha YADC u B KOHTpOJIE

KoHTpOb :

‘ ’L ' e I'eroTunmpoBanue no 20 renam

:{> penapanym, OKCUJIaTUBHOIO CTpeEcca
JIETOKCUKAIIUN KCEHOOMOTHUKOB

JIMKBUIATOPHI :
84 yenoBeka

PyTrHHBIN
[MUTOTCHETUYECKUU
aHaJIn3



YacToThl XpOMOCOMHBIX a0eppaliii B 3aBUCUMOCTH OT T€HOTHUIIOB MO
KaHJuJaTaTHBIM I'eHaM y JukBugaropon aBapuu Ha HADC u B KOHTpoOJIe

PUCKOBBIN I'€HOTHII:
MHUHOPHBIE ajijiesik B cantax XPD u (pyHKIIMOHAIbHBIE aJuieau reHOB G ST

len Cantbl len CanTel

SOD2 | C47T

KonTposns : I'en CaiiTsl
C589T

98 xypcaHTOB XRCCI
‘ { ' GSTM1 | Ins/Del cC G1906A

% GSTTI | Ins/Del XPD |[T2251G| | CAT | T21A
ERCC2

. | Tag01C | JERCCD| G862A pp—

MKBUJIATOPHI : cyPidl | T ERCC G262T

T354C | |MTHFR| C677T

84 gyejoBEKa I/ 1339G
= _| | APIKT | T444G | | 753 1 on)5C

" e ] y 7 “
HYJICBOH" IO 0O0UM JIOKyCaMm YHCI0 MHHODHBIX
amiencu B cautax XPD

O
2 | O "momoKUTETBHBIN " TTI0 OJTHOMY K3 JTOKYCOB
| " , /cam - [EEIEPEEKEFr

MMOJOKUTEIBHBIN" IO 000HUM JIOKyCaM

KonTpo.Jns JINKBUIATOPBI

KonrpoJns JInkBwIaTOpHI




BKoHTpoIs (96) 0,0021+0,0003
B TuxkBHIaTOPHI (83) :> 0,0071+0,0006

p=37 TS

1o Tecty MaHHa- YUTHH
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o-oooz:ﬁmgoos- 0.0075- 001- 00125- 0015- 00175- 0.02-

D.0075 0.01 0.0125 0.015 0.0173 0.02 0.0225

[TpuMeM 3T TPRENYHOE 3HAYECHUE
«TOBBIIIEHHOTO YPOBHS adepparuii»




KoHTpomnb

JInkBUIATOPHI
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YacrTora
PUCKOBOIO SE, % SP, % AUC OR
reHorumna, %

90.0 43.4 0.67 6.9
76.6 63.2 0.70 5.6

<~ W \
L2 OCONTIN HOpMa?

boJiee oJIOBUHBI U3 HAC
MIPEAPACIIOI0XKEHBI K TIOBBIIEHHOU
JacToTe abeppaluii XxpoMocom!

JINKBHIATOPBI KoHTpo.1b




U ellle pa3 HANOMHIO - He ORoM eInHbIM!

Heo0xonuMo OI€eHMBAaTh, YyBCTBUTEIBLHOCTh, OTHOCUTEIILHBIN PHUCK U
IMPOTrHOCTUYECKYIO A3(PHEeKTUBHOCTE Mapkepa (Berauciisitb AUC )

Xoportnii ki1accuukarop — 3To korga OR>5, a yacToTa MapKepa He
menee 30%

[Ipu OR<2.5 Mapkep SBISETCS 3aBEAOMO IIJIOXUM KJacCu(PuKaTopoM
(AUC<0.6 npu 1r00bIX YacTOTax 3a00jIeBaHUs U MapKepa)

Penkue myTamuu - Mmanos(pheKTUBHbIC KilaccuukaTopsl. Eciau yactora
Mapkepa Maja (P,,<0.2p,, ), TO porHocTHYeCcKast 3GPEKTUBHOCTH TECTa
KpalHe HU3Ka Jaxe npu OR>>1

He Hamo nymars nmpo OR, 94TO OTHOCUTENBbHBIN pUCK. OnieHuTe RR Kak
OR/(1-p,tp,  OR)

Eciu BBl HCTIONTB3yeTE MapKep, 4aCTOTa BCTPEYaeMOCTH KOTOPOTO paBHA
Pyp» TO 1yBCTBUTEILHOCTh TECTA HE TPEBBINIACT p, - OR, a crienupuuHoCTh
TeCTa CKOpew Bcero Oyzer pasna 1-p,,



