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IMpoBenen aHanu3 accouauuii raroTunoB 894 oopasuos JAHK noxuibix gtoneii u3 pycckoro HaceJaeHust
r. Tomcka o 49 SNP. B kauecTBe aHau3upyeMbIX MapKepoB ObIIM oToOpaHbl SNP, mokazaBiue paHee
acconuanum ¢ 60Je3HbI0 AJbIIreiiMepa Win BapruadeIbHOCThIO KOTHUTUBHBIX CIIOCOOHOCTEI B IIIMPOKO-
TEHOMHBIX acCCOLMAaTUBHBIX MCCIeN0BaHUsAX. B pesynbTaTe NMpOBENEHHOIrO aHajiu3a BbISIBJICHBI OJIOKU
cleIuIeHUst Ha XxpoMocoMax 1, 2, 6, 8, 11, 19, 20. [Toka3aHbl 3HAUMMBbIE aCCOLUALIMU, TTOJIyUeHHBIE C YYETOM
50000 nepMyTaLuii, IJisl TalUIOTUIIOB, TOKAIU30BaHHBIX Ha 1-1 1 19-it xpomocoMax B reHax CRI u APOE,
APOCI coorBeTcTBeHHO. [lomydyeHHBIE HAMU Pe3yJIbTATHI IIOATBEPXKIaloT pojib reHoB APOE u CR1 B nato-

reHese 00JIe3HU AJIbLIreiiMepa B PyCCKOM MOMYJISIIIUU.

Knroueswie crosa: ananus accoumanuii, CTpyKTypa HepaBHOBECHS TT10 CLETIJICHHIO, 60J1e3Hb AJbILIreiimMepa,

raryIoTUIIbI, PYCCKast MOMYJISILIUSI.
DOI: 10.31857/50016675820100136

bonesnr Anpureiimepa (BA) — HelipomereHepa-
THUBHOE 3a00JieBaHUe, HauboJiee pacrpocTpaHeHHas!
dopma gemeHLr. MU3MeHeHUsI, Jiexallue B OCHOBE
KJIMHUYECKUX TIPOSIBJICHUI 3a00ieBaHUsI, BOZHUKA-
IOT 3aII0JITO IO IIPOSIBJIEHUSI II€PBBIX CHUMIITOMOB,
pPa3BUBAIOTCSI MEIJICHHO B XOA€ MTOCHUMIITOMATHYE-
ckoii (pa3pl. JlanHas da3a COIPOBOXIAETCS KOTHU-
TUBHBLIMY HapylIeHUSIMU, KOTOPbIE Yallle BCETO OIU-
CBIBAIOTCSI KaK YMEpPeHHbIe KOTHUTUBHbBIC Hapyllle-
Huss (YKH). B xome yxynimeHMsT KOTHUTUBHBIX
criocobHocTeit 4denoBeka dasza YKH mepexomnr B
KIIMHUYECKYIO IEMEHIINIO aIbIIreiMEPOBCKOTO TUIIA
[1]. MHOTrOYMCIEHHbIE IIIMPOKOIT€HOMHBIE acCOLIMa-
tuBHBIe uccaenoBaHust (GWAS) 0oJie3Hr AnbIreii-
Mepa U BapuabeJbHOCTU KOTHUTUBHBIX CITOCOOHO-
CTeli BBISIBUJIM HECKOJIBKO ThICSY TEHETUYECKUX Map-
KepoB, MpU 3TOM BKJIAI MX B HACJICACTBEHHYIO
KOMITOHeHTY HeBenuK [2, 3]. Ilomasisioniee 0OTb-
IIMHCTBO MapKepoB, HaiimeHHBIX B GWAS, 3a uc-
KJIIOUEHUEM CTPYKTYPHBIX BApUAHTOB aIlOJIMIIONPO-
terHa E (APOE), BHOCAT nUIlIb MUHOPHBINA BKJIAA B
noaBep>keHHOCTh K BA ¢ mo3mHuM mnposiBiaeHueM. K
TOMY K€ TOJIbKO HEKOTOPHIE 13 IT0OKAa3aHHBIX aCCOIIM -

aIuif BOCITIPOU3BOIATCST B PEIUIMKATUBHBIX MCCIIEIO-
BaHusX [4, 5].

OnHoli M3 TPOAYKTUBHBIX CTPATETUIA BbISIBIECHUS
reHeTUUYECKHUX MapKePOB, JiexKalllX B OCHOBE MHOTO-
(aKTOpHBIX TPUZHAKOB, SIBJISIETCS aHAJIU3 CTPYKTY-
pbl HEpABHOBECHS TIO CIETIJIEHUIO B 00JTaCTU T€HOB-
KaHAWJATOB U TTOUCK aCCOLIMMPOBAHHBIX € 3a00J1eBa-
HUEM rarioTunoB. Takoil Moaxod MOXET cylle-
CTBEHHO MOBBICUTh CTATUCTUYECKYIO MOIIIHOCTb ac-
coIMaTUBHOTO uccienoBanus [6]. [Ipu 3ToM BaxkHO
YUYUTBIBATh TOT (haKT, YTO CTPYKTypa HepaBHOBECUS
MO CLETUIEHUIO SIBJISIETCSI PE3YJIbTaTOM T€HETUKO-/IE-
MorpaduiyecKoil ucTopuu nomyssiuu [7, 8].

B manHoI1 myGamMKanuy mpencTaBIeHbl pe3yiibTa-
Thl aHaJIW3a accolMaluii raruoTunos SNP-mapke-
POB, JIOKQJIM30BaHHBIX B TeHAX, BOBJICUEHHBIX B (DOP-
MUpOBaHNE U pa3BUTHUE O0Je3HU AJblIreiiMepa 1 Ba-
pradeTbHOCTh KOTHUTUBHBIX CITOCOOHOCTEA.

B pabote ObITM MCMIOB30BaHBI ABE BHIOOPKU U3
MOMYJISIIU pycckux T. TomcKka. Beito obcienoBaHo
704 yenoBeka, cpeIHNI BO3pACT KOTOPBIX COCTABUII
71.8 £ 5.6 roma, coOpaHHbBIX B XOI€ KOTOPTHOI'O UC-
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clIeqoBaHUS IO TTIepBUYHOM TpodmimakTuke BA 06e3
nuarHosa BA [9]. IToagpoGHast xapaKTepUCTHUKA BbI-
o6opxku mipeactaBieHa paHee [10]. B Beioopke ObLIO
MMPOBEIEHO HEHPOIICUXOJIOTMYECKOEe TeCTUPOBaHUE
C MCIIOJIb30BaHNEeM MOHpEaIbCKOM IIKAJIbI OLICHKH
korHUTUBHBIX GyHKIMN (MoCA). Ha ocHoBe pe-
3yJIbTAaTOB TECTUPOBAHUSI BHIOOPKA Obljia pasnesieHa
Ha IBe TTOABBIOOPKU. B BHIOOPKY C yMEpEeHHBIMU KO-
THUTUBHBIMU HapYLICHUSIMU WJIM HEAUMArHOCTUPO-
BaHHOW JeMeHLMEN BOLUIN 86 MOXUIBIX JIIOAEH, Ha-
Opasiux MeHee 18 6anoB Tecta MoCA. KoHTpoJib-
HYIO BBIOOPKY cocTtaBuiau 618 obcmenyembix. I'pyrma
o6onbHBIX BA (190 obcnemyembix) Oblla HaOpaHa U3
nanueHToB ¢ nuarHo3oM BA (kox G30 mo MKB-10),
o0ceToBaHHBIX Ha Kadeape HEBPOJIOTUM U HEeHpo-
xupyprun CHOUPCKOro TocyIapCTBEHHOTO MEIM-
muHcKoro yauBepcureta (r. ToMck). JlmarHos ycra-
HaBJIWBAIU B COOTBETCTBUU ¢ KpuTepusimu MKb-10,
DSM-1V u NINCDS/ADRDAL

B xauecTtBe aHanM3MpyeMbIX MapKepoB ObUIM OTO-
GpaHbl OMHOHYKJICOTHIHbBIC TIOJTUMOP(MHBIEC BAPUAHTEIL,
TOKa3aBIIIMEe acCOLMALI0 ¢ OOJIE3HBbIO AJTbLIreiiMepa
I BapuabeIbHOCTBI0O KOTHUTUBHBIX CITOCOOHOCTE! B
IIMPOKOTEHOMHBIX aCCOLMATUBHBIX MCCIIETOBAHUSIX,
MPOBEJEHHBIX Ha BBIOOPKAX €BpONEHLEB WU TPU
IMOJTHOOK30MHOM acCOLMATUBHOM aHAaJIN3€e, BBITIOJ-
HEHHOM 1151 pyccKoii monmynsiuuu (taén. 1) (https://
www.ebi.ac.uk/gwas/, B.A CremmaHoB u 1p., HEOITyO-
JuKoBaHHOe). PacnpeneseHue 4YacTOT Te€HOTHUIIOB
M3ydaeMbIX ITOJUMOPGHBIX BapUAHTOB B BBIOOpKAX
COOTBETCTBOBAJIO paBHOBecUIO Xapmu—BaiiHOepra,
3a uckimoueHueM rs6051449 (p = 0.0016), rs4629318
(p = 0.0239), 15599255 (p = 0.025) B KOHTPOJbHOI
BeIOOpKE 1 1512989701 (p = 0.0193), rs6051449 (p =
= 0.0109) B BbIOOPKE BA.

CTpyKTypy HepaBHOBEeCHs IO CLIETJICHUIO OTpe-
nensuiu ¢ momotnbio Haploview 4.2. YacToTsl ramio-
TUTIOB oIpeAessiiu ¢ nomolunbio EM anroputma. LD
Mexay rapamMu SNP onileHHBajioch C TIOMOIIBIO KO-
sdppunmenta D' u KospdULIMEHTAa KOPPEIALUN F°
IMupcona. bioyHast cTpyKTypa ompeneisijiach IIO-
cpeactBoM ajroputMma “Solidspine LD”. [l aHamm3a
accolMaluii TarylIoTUIIOB C YPOBHEM KOTHUTHMBHBIX
CIOCOOHOCTEN MCITOIb30BaI MEPMYTallMOHHBII TECT,
KosmmdecTBo nepMyTtanuii coctasmino 50000.

B pesynbraTe TpoBeAEHHOTO aHaau3a OJIOKU
cLeTIeHUsI ObLIH BBISIBIIEHBI Ha XpoMocoMax: 1, 2, 6,
8, 11, 19, 20 (puc. 1). bioku cuerieHus, JOKaJIn30-
BaHHEBIE Ha 6-11 XpOMOCOME, BLISIBJIEHHEIE HA BLIOOPKE
TMOXKVUTBIX JTIONIEl Oe3 nruarHo3a 00Jie3Hb AJIbLIreiiMepa
U C TTIOCTaBJIEHHBIM JUATHO30M, Pa3IMYAIOTCsI IO CBOCH
cTpyKType. B BBIOOpKe OOJILHBIX CLETIICHUE ITOKa3aHO
IUIT IBYX MapKepoB 13 Tpex (rs17693963, rs1635)
(puc. 1, Tabn. 2).
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Pesynprarhl aHanmM3a accolUallMM BBISIBJIIEHHBIX
raroturioB ¢ YKH u BA npencraBneHsl B Ta0. 2.
3HaunMBbIe acCOLMAlIM, TToJTydeHHEIe ¢ ydeToMm 50000
MepMYyTallnii, ITIOKa3aHbI 111 0JI0KOB CLEIUICHUS, JIO-
KaJIu30BaHHBIX Ha 1-it u 19-ii xpoMocomax. biok
CLETIJICHMsI, PacIIOJIOXKEHHEIM Ha 1-ii XpomocoMe,
nokamm3oBaH B reHe CRI. bemok CRI1 saBmasercs
TpaHCMEMOpaHHbIM TJIMKonpoTternHoM I Tuna, urpa-
€T CBOIO POJIb ITPM KJIMpEeHCce OeTa-aMuiIonaa, Heiipo-
BOCHAJICHMM M TayomaTtuu. BIiiepBhie accomuamus
JIaHHOTO reHa ¢ 00JIe3HbI0 ANTbIIreiiMepa Obljia TTOKa-
3aHa B 2009 r., Ha HACTOSIIMI MOMEHT 17 IMpoKore-
HOMHBIX aCCOLIMAaTUBHBIX MCCIIENOBAaHUII BBISIBIIN
accouuanuio ¢ BA nnsg mectu SNP, nokanuzoBaH-
HEBIX B TeHe CRI [3, 11].

bnoku cuenienusi, JOKaIM30BaHHbIE Ha XPOMO-
come 19, mis pyccKoil Tonyssiiuy OIMMCaHbl paHee U
BxmodaroT B ce0ss SNP Heckombpkix reHoB: NECTIN2,
TOMM40, APOE, APOC]. 3naunMas accolaius ¢
0o0JIe3HBIO AJIbLITeliMepa IOKa3aHa OJisl TarjioTuIla
BTOpPOro 0JI0Ka, BKJIIOYAIOLIETO B cebst moaumopd-
Hble BapuaHThl reHoB APOE n APOCI. Tlpu stom
Mapkepbl reHa A POE TakKe ToKa3alu acCOLUALIMIO C
BA vamuBunyansHo (15769449, p = 0.0000; rs429358,
p =0.0005). APOE Ha HacTOsIIIIMiI MOMEHT OCTaeTCs
BedylIuM (akTopoM pucka sl Hauboliee pacrpo-
cTpaHeHHOI (hopMbl O6oJie3HU AJblireiiMepa C Mo3a-
HUM MposiBiieHreM. [Ipeamnonaraorcs 1Ba MeXxaHU3Ma
piusiHust APOE Ha pasButue BA. C o1HOI CTOPOHBI,
OH CIOCOOCTBYET HaKOIJIEeHWIO OeTa-aMWiouaa, C
JIpYTOi, — MOBPEXIAET LIMTOCKEJIET U MUTOXOHIPUU
HEepOoHOB IIpu cTpecce [12].

AccollMani aHAJIU3UPYEeMBbIX TaIUIOTUIIOB C
VYKH 1nipu BbIOpaHHBIX yciaoBusix aHaiu3za (50000
TIepMyTallnii) BEISIBJIEHB He ObLTH. BeposTHO, cBOIO
POJIb B 3TOM TaKKE ChITpaJl 00beM BBIOOPKHU TTOXKM-
JIBIX JIofeii, HaOpaBIIuX MeHee 18 OasioB Tecta
MoCA.

TakuMm oO6pa3oM, MoJiydeHHbIe HAaMU Pe3yabTaThl
MMOATBEPKAaroT poiab reHoB APOE u CRI B maToreHe-
3e 00J1e3HM AJIbliTeiiMepa B PyCCKOI MOITYJISILIAN.

Bce nponenypsl, BHIITOJHEHHbIE B MICCIIEIOBAHUU
C YYaCTHEM JIIOJIeii, COOTBETCTBYIOT 3TUYECKUM CTaH-
JIapTaM MHCTUTYLMOHAJIBHOTO 1/MIN HALIMOHAIbHO-
ro KOMMUTETA I10 UCCISA0BATEILCKOM 3TUKE U XeJIb-
CUHKCKOM nexnapanuu 1964 r. u ee Mocaeayonum
M3MEHEHUSIM MJIM COITOCTAaBUMBIM HOpMaM 3TUKU.

OT Kaxmoro 13 BKIIIOYEHHBLIX B MCCICAOBaHUE
YYaCTHUKOB OBLIO ITOJYYEHO WHOOPMUPOBAHHOE
JTOOPOBOJIBHOE COTJIacHe.

ABTOpBI 3asIBJISIOT, YTO Y HUX HET KOH(MJIMKTA WH-
TEpPECOB.
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Tab6auna 1. XapakTepucTuka aHanTu3upyeMmbix Mapkepos (1o ganHbIM National Center for Biotechnology Information)

BATAMLIEBA u np.

Jlokyc Xpomocoma| 3ameHa I'en Jlokanuzaiusi/Tun Mytanuu
rs6656401 1 A/G/T CRI HWHutpoH
rs3818361 1 A/G CRI »
rs12989701 2 C/A LOC105373605 PerynsTopHas o61acThb
rs7561528 2 G/A LOC105373605 MexxreHHast 06J1acThb
rs4629318 3 G/A LOC105376926, CNTN4 HHutpon
rs2120609 3 T/C LRRN1, LOC107986007 CUHOHUMUYHAs 3aMeHa
rs17518584 3 C/T CADM?2 HHutpon
rs17194490 3 G/T CNTN4 »
rs339285 3 T/C CNTN4-AS1, CNTN4 CuHOHMMMWYHAsI 3aMeHa
rs12494658 3 T/C CADM2-AS2, CADM2 HWHtpoH
rs3214684 4 T/— TMEMI31L »
rs1466662 4 A/T DCHS?2 »
rs16897515 6 C/A LOC105375107, POM121L2 MucceHc-MyTalus
rs17693963 6 A/C/G — PerynsitopHast 061acTh
rs1635 6 C/A/T ZKSCAN4, NKAPL MucceHc-MyTanust
rs1553960 7 A/C/G RADIL, PAPOLB »
rs12674330 7 G/A RBAK-RBAKDN, RBAK CHUHOHUMUYHAS 3aMeHa
rs3750009 7 A/C RADIL, PAPOLB MucceHc-MyTanms
rs10503253 8 C/A CSMD1 HNHutpoH
rs2616984 8 A/G CSMD1 »
rs2279590 8 T/C CLU Hexonupytoas oo61actb
rs1532278 8 T/C CLU »
rs12361953 11 C/G/T LUZP2 HWHtpoH
rs1021261 11 G/T LUZP2 »
rs530965 11 C/IT TENM4 »
rs12290811 11 T/A TENM4 »
rsin472926 11 C/IT CDON »
rs3802824 11 C/G/T KIRREL3 5'UTR
rs599255 13 C/T FARPI HNHutpon
rs3783006 13 G/C STK24 »
rs58079876 16 G/A/T CDHI5 Hekonupyoiast 061acTh
rs2279349 16 G/A/C ANKRDI1 CUHOHUMUYHAS 3aMeHa
rs17594526 18 C/T TCF4 HNHutpoH
rs17512836 18 T/C TCF4 »
rs6859 19 A/G NECTIN2 3'UTR
rs769449 19 G/A APOFE Hexonupyroias o6iactb
rs429358 19 T/C APOE MucceHc-MyTanust
rs4420638 19 A/G APOCI MexreHHast 061acTb
rs157580 19 G/A TOMMA40 NHTpOoH
rs2075650 19 A/G TOMM40 »
rs730819 20 G/A PTPRA, VPS16 »
rs1178017 20 G/T PTPRA »
rs1178016 20 C/T PTPRA CrutaiicuHr
rs2274669 20 C/G/T PCEDIA CHUHOHUMUYHAS 3aMeHa
rs6051449 20 A/C VPS16 HWHutpon
rs1010304 20 A/G CHD6 »
rs6129846 20 C/A/G/T |CHD6 »
rs138880 22 A/C BRD1 »
rs61746062 22 C/T KLHDC7B CUHOHUMUYHAS 3aMeHa

ITpumeuanue. B cTonbue “3amMeHa” momUYepKHYT ITPEAKOBBII ajUIe)Tb.

T'EHETHUKA
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Block 1 (10 kb)
1 2 1 2 6
10 19 18
9 2 0
1 1 3 19
Xp. 8 Xp. 11 17 8

Puc. 1. biioku clieruieHust Ha xpomocomax 1, 2, 6, 8, 11, 19, 20: Xp. 1 — 6710k cuernieHust Ha 1-i xpomocome, Xp. 2 — GJI0K cLier -
JIeHUs1 Ha 2-i1 xpomocome, Xp. 6a — GJIOK CLIETUIEHUsI Ha 6-i1 XpOMOCOME B BBIOOPKE 3I0POBBIX MOXMIIBIX, XP. 66 — OJIOK CLieT-
JIEHUs1 Ha 6-if XpoMocoMe B BEIOOpKe 60IbHBIX BA, Xp. 8 — 610K clrierieHus Ha 8- xpomocoMe, Xp. 11 — GJIOK CUEIIEHHS Ha
11-i1 xpomocome, Xp. 19 — 6ok cueruieHust Ha 19-it xpomocome, Xp. 20 — 6110k cueruieHust Ha 20-it xpomocome. LIBeToBast
raMmMa otodpaxaer cuity cuerieHust mexiy SNP: sipko-kpacHblif — cuiibHOe cueruieHue (D' = 1, LOD > 2), kpacHblii 1 po30-
BBIif —3HaumuTeabHOe clierieHue (D' < 1, LOD > 2), 6enbrit — cna6oe cuerienue (D' < 1, LOD < 2). Slueiika cupeHeBoro 1BeTa
0003HaYaeT HEBO3MOXHOCTh pacyeTa HepaBHOBECHSI 110 CLICTICHUIO BCJIEICTBUE HU3KOM YacTOTbl MUHOPHOTO aJLIeJIst MO -
mopdusma (D' =1, LOD < 2).

TEHETUKA Ttom 56 Ne 10 2020
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Taommma 2. PCBYJ'II)TaTI)I aHaJIM3a aCCOIMAIIM BBISIBJICHHBIX TAaIUIOTUIIOB C 00JIE3HBIO AﬂbHFCﬁMCpa 1 YMEPCHHBIMU KO-
THUTUBHBIMUW HAPYIICHUAMU

Xpomocoma Huskue 6amaer MoCA bonesnn Anbrreiitmepa
(MapKepHl,
COCTaBJIAIOIINE FaIuIOTHUII x2 p FaruIOTHUII x2 p
0JI0K)
Xp. 1 GG 0.881 0.78 GG 6.831 0.028
(rs6656401, AA 1.316 0.589 AA 6.871 0.027
rs3818361) GA 0515 0.864 GA 1322 0.6
AG 0.055 0.998 AG 1.023 0.687
Xp. 2 CG 0.252 0.887 CG 0.198 0.904
(rs12989701,  [CA 0.147 0.917 CA 4.256 0.079
1s7561528) AA 1134 0.517 AA 2.922 0.187
Xp. 6 CAG 0.128 0.994
(1s16897515%,  [AAG 0.124 0.995 AG 0.367 0.807
1s17693963, AT 0.017 I AT 0.398 0.794
rs1633) ACG 3.044 0.279 CG 0.037 0.977
CCG 2.244 0.465
Xp. 8 cC 0.239 0.828 CC 3.219 0.143
(rs2279590, TT 0.8 0.685 TT 3.52 0.115
151532278) TC 2.693 0.242 TC 0.074 0.964
Xp. 11 CT 0.231 0.885 CT 0.217 0.899
(rs530965, TT 0.088 0.957 TT 0.576 0.727
1s12290811) TA 1.353 0.5 TA 0.156 0.919
Xp. 19 GGA 3.423 0.377 GGA 0.052 1
(rs6859, GAA 0.015 1 GAA 3.153 0.424
rs157580, AAA 1.056 0.933 AAA 0.285 0.999
s2075650) AAG 0.858 0.963 AAG 2786 0.52
AGA 0.015 1 AGA 1.21 0.913
GAG 0.13 1 GAG 1.584 0.833
Xp. 19 GTA 2.911 0.47 GTA 14.562 0.001
(rs769449, ACG 6.008 0.101 ACG 4.391 0.22
rs429358, GTG 0.897 0.956 GTG 0.431 0.997
s4420638) GCG 0.087 1 GCG 0.388 0.998
Xp. 20 CAG 1.985 0.55 CAG 1.693 0.712
(rs2274669, TCA 1.122 0.839 TCA 2.008 0.643
rs6051449,
15730819) CCA 0.139 1 CCA 0.065 1
Xp. 20 CG 0.808 0.897 CG 1.462 0.8
rs1178016, TT
§s1178017) T 1.103 0.852 1.439 0.805
Xp. 20 AC 0.466 0.981 AC 0.017 1
gzllglggi(g)" GT 1303 0.696 GT 0.025 1

TIpumeuanue. [ToayKUPHBIM HIPUGTOM BBIIEICHBI ACCOLMALIMY C AaHATTU3UPYEMbIM IIPU3HAKOM, 3HauuMbIe ripu p = 0.05; * rs16897515
BXOOUT B OJIOK CIETJICHUS TOJBKO B BEIOOpPKE ¢ HU3KMMHU 6autamu MoCA.
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TEHETHUKA

Analysis of the Association of Haplotypes with Alzheimer’s Disease
and Moderate Cognitive Disorders in the Russian Population

K. V. Vagaitseva® *, A. V. Bocharova“, E. A. Kolesnikova®, V. V. Markova“, O. A. Makeeva“,
L. I. Minaycheva?, 1. A. Zhukova¢, N. G. Zhukova‘, and V. A. Stepanov®
4Research Institute of Medical Genetics, Tomsk National Medical Research Center, Tomsk, 634050 Russia
bTomsk State University, Tomsk, 634050 Russia
¢Siberian State Medical University, Tomsk, 634050 Russia
*e-mail: kseniya.simonova @medgenetics.ru

Haplotype associations of 894 DNA samples of elderly people from the Russian population of Tomsk were
analyzed using 49 SNPs (single nucleotide polymorphisms). As the analyzed markers, SNPs were selected
that showed an association with Alzheimer’s disease or variability of cognitive abilities in genome-wide asso-
ciation studies. As a result of the analysis, blocks on 1, 2, 6, 8, 11, 19, 20 chromosomes were identified. Sig-
nificant associations are shown, taking into account 50,000 permutations, for haplotypes localized on chro-
mosomes 1 and 19 in the genes CR1 and APOE, APOCI respectively. Our results confirm the role of the
APOE and CR1 genes in the pathogenesis of Alzheimer’s disease in the Russian population.

Keywords: analysis of associations, linkage disequilibrium, Alzheimer’s disease, haplotypes, Russian popula-
tion.
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