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Bapuaiuu B reHoMe yesoBeKa, CBSI3aHHbIE C U3BMEHEHU-
€M YMclia KOMUM OTAeNbHBIX (hparMeHTOB, BCETAa SIBJSUIMCH
00BEKTOM MPUCTAIBHOTO BHUMAaHUS MEIUIIMHCKUX T'€HETH-
KoB. Bo BTopoii mosoBrHe XX BeKa WX BBISIBJSIN C TOMOIIBIO
LIUTOTEHETUYECKUX METOAO0B. M3BECTHO, YTO aHEYIIOUAUS
XpPOMOCOM, T.e. (haKTUYECKU M3MEHEHME YMClia KOMU Bcex
TeHOB, PACIOJIOXKEHHBIX Ha BbIMABIIEH WU JUILIHEH XpOMO-
CcoMe, UMeeT KpUTUYEeCKUE MOCIeACTBUS IIsl (heHOoTHMa (K1ac-
CUYECKHUi mpuMep — cuHapoM JlayHa, W1 TPUCOMMSI IO XPO-
mocoMme 21). B koHue XX Beka Gjarogapsi OCyIIECTBICHUIO
OOJIBIION MEXAYHAPOIHOM HAay4yHOI MporpaMmmbl «leHom ue-
1106eKa» OBbLT OTKPBIT €111€ OMWH TUI TeHETUYECKMX BapUalluid.
Llens mporpamMMBbl 3aKiiro4aaach B IMOJHON paciinudpoBKe HY-
KJICOTUIHOM MoceA0BaTeIbHOCTY reHoMa. OTHUM U3 OCHOB-
HBIX JOCTHMXKEHMI TMpoeKkTa ObUIo OOHapy:KeHHE MOJMMOpP-
¢r3Ma reHoB, T.e. MEXXMHAMBUIYATbHBIX Pa3Inyuii B Mocse-
noBatesnbHocTy JIHK, KOTOpBIE MMEIM MECTO Ha YPOBHE OT-
JeTbHBIX HYKJIEOTUIOB!, a TaKKe ObUIM 00YCJIOBIEHBI He00 b~
IIMMU 110 pa3MepaM BCTaBKaMM (MHCEPLMSIMM) WJIU BbIaje-
HUSAMU (IeJeursIMU) HECKOJIbKUX HYKJICOTUIOB, OPraHU30-
BaHHBIMM B BUJE MPUMBIKAIOLIMX APYT K APYTY (TaHIEMHbBIX)
MOBTOPOB. 10J1s1 MEXXVMHAMBUAYATbHBIX Bapualludii, 00yCcI0B-
JICHHBIX TAKUMU 3aMeHaMu’, Obla 3HaYuTeNbHOM (10 10%).
JanHble 0 monuMopdu3Max B OTACJIbHBIX FeHaX OKa3allCh
OYeHb LIEHHBIMU I MEAWLIMHCKON reHeTuku. CTajao BO3-
MOXHBIM BBISIBJISITH MOJIEKYJISIPHO-TEHETUYECKUE MapKephbl
pa3IMYHbBIX 3a00J1€BaHUI, B OCHOBHOM IIMPOKO pacIpocTpa-
HEHHBbIX, B Pa3BUTUM KOTOPHIX MPMHUMAET Yy4acTHE HECKOJb-
Ko reHoB. B mepron 2002—2006 rr. 6611 peaanu30BaH ellie Oq1uH
MeXIyHapoaHblii mpoekT — «HapMap». B ero pamkax Oblia
co3iaHa 6a3za JaHHBIX MOJIMMOP(PU3MOB B TeHOME YeJIoBeKa,
KOTOpasl B HACTOSIIIIEE BPEMsI SIBJISIETCSI MCTOYHUKOM BasKHBIX
CBEeIEHUI B Mpoliecce MOoucKa FeHOB, acCOLIMMPOBAHHBIX C
LIMPOKO PacCIpOoCTPaHEHHBIMU 3200JI€BAaHUSIMU.
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B 2006 r. B xypHase Nature ObIIM OMyOJMKOBaHBI pe-
3yabTaThl padoThl R. Redon u coasr. [10], B KOTOpOi1 OBLIO
MPOBENEHO KapTUpoBaHUe TeHOMOB 270 moaeii, OTHOCS X~
¢ K pa3JIMYHbIM pacaM, ¢ UCII0Jb30BaHUEM CIICIIMAIbHO pa3-
paboTaHHOTrO MeToaa (IO CPaBHEHUIO C METOAOM M3Y4YEeHUs
XPOMOCOM C ITOMOILBIO MUKPOCKOIIA €r0 MOXKHO pacCMaTpH-
BaTh KaK CYyOMUKPOCKONUYECKUIT). ABTOPBI OOHAPYXKWIN HO-
BBIN TUIT Bapualuii B reHoMme yesoBeka — CNVs?, Bolio BbI-
sBJIeHO 0KoJio 1500 y4yacTKOB, B KOTOPBIX MPUCYTCTBOBAIU
3HAYUTENIbHbBIE MO JIMHE (OT HECKOJIBKUX THICSAY 10 HECKOJIb-
KHX MUJUIMOHOB Tap HYKJIEOTUIOB) AYTIJIMKALMU (YABOCHNUE)
u peneunu ¢pparmeHToB JJHK. DTH hparmMeHTH MOTYT BKJTIO-
4aTh B ce0s1 OTIAC/IbHBIC T€HbI, B 9TOM CJIy4yae IMpH IyTUTMKALIMKI
TOSIBJISIETCSI JIMIITHSISI KOS 9TOTO TeHa, a Ipy AeJIeIuu, Hao-
00pOT, OHOM KOIUEl reHa CTaHOBUTCS MeHble. OHU TakKe
MOTIYT BCTPaMBaThCs B HYKJICOTUIHYIO IOCJIEI0BATEIbHOCTh
reHa WM BbIMagaTh M3 Hee, BbI3bIBas pa3pbiB. [IpoTsKeH-
HOCTb 3THX YYACTKOB JOBOJIbHO BEJIMKA — B LIEJIOM, 11O OLIEH-
Ke aBTOPOB paboThI, OHa cocTaBisieT 10 12% Bcero reHoma,
T.e. BKJIag CNVs B BapMaTMBHOCTb T'€HOMa COITOCTaBUM C
BKJIAZIOM OTHOHYKJICOTUIHBIX IMOJMMOP(MU3MOB WIM Aaxke
npesbimaeT ero. OMUchIBast BaXKHOCTb CBOETO OTKPBITHS [UIsI
oynyiero reHoMuku, R. Radon u coasr. [10] o6pa3HO cpaB-
HWJIA T€HOM C TEKCTOM KHUIM, COAEPXKAIIUM YHUKAIbHYIO
JUIS KaxJI0ro MHAMBMUAA MHOOpPMALIMIO O €ro COOCTBEHHOM
SKU3HU: €CJIM OMHOHYKJICOTUIHBIC MOIUMOPOU3MBI U KOPOT-
kue nocienoBareabHocT JJHK — 3T0 OYKBBI M Npeaioxe-
HUSI, TO BapyallMy KOMUli TeHOB — Mmaparpadbl WIKM Jaxe 11e-

! B aHIIOA3BIYHOM JIMTEpAType MX COKpalleHHO Ha3biBaloT SNPs
(ot aHm1. single nucleotide polymorphisms). B pycckom BapuaHTe
HauboJIee YacTo UCITOIb3yeTCs TEPMUH MOJIUMOpPhU3M(bI).

2 B nurteparype Mo MOJEKYASIPHOW TEeHETUKE Ui UX O0O0O3HAYCHWUSI
HCITONB3YIOT TEPMUH HOAUMOPPUIMbL.

3 Or anm1. copy number variations.

e-mail: golimbet@mail.ru

107



Ob30OPbI

Jible cTpaHulibl. [Tpuyem 3Tu (pparMeHThI TEKCTa MOTYT COZEP-
KaTh KpallHe BaXXHYIO MH(pOpMaIMIO B 00JaCTH 3BOJIOLIMU U
MEIULIVHBIL.

bbu1o BBICKa3aHO MPEIOIOXKEHUE, YTO OOHAPYXKEHHbIE
y4acTKH TeHOMa COJEepXKaT OOJIbIIOE YMCIO TeHOBY, a TaKxke
JIOKYChI, CBSI3aHHbIE C PA3JIMYHBIMU 3200JIEBAHUSMU, U (PYHK-
LIMOHAJIbHBIE 3JIeMEHThI. bbLUIO MOKa3aHo, YTO PsiA MyTalUiA,
o0ycioBiaeHHbIX CNVs, MOXeT He TOJIbKO HAaCJIel0BaThCsl, HO
1 BO3HUKATD de novo. DTOT HakT 0OHAPYKUIU ITPU CPABHEHU U
reHOMOB poauTeseil u pedbeHka. HecMoTpst Ha TO, UTO MBI Ha-
cjielyeM OJTHY KOTHMIO KaXIOro reHa OT OTLia U OTHY — OT Ma-
TepU, 0Ka3aJ0Ch, YTO YMCJIO KOIMMUIA Y Pa3HBIX JIOAEH MOXET
OTJINYATBCS OT TMOJIOKEHHBIX IBYX U MPOLIEHT TaKOW Bapua-
TUBHOCTH TOPa3io BhIllIe 0XXUAAeMOTro. [IprunHbI, BbI3bIBAIO-
1IM€e Bapuallluu Yucja KOMuii, MoKa He BbIICHEHbI. Bo3Mox-
HO, 4yT0o CN'Vs BO3HUMKAIOT B yuacTKaX TeHOMa, KOTOPbIE BKJTIO-
YaloT B ce0s1 MOBTOPSIIOIIMECS MMOCAENOBATEIbHOCTU WU XKe
3TU MOCJIEN0BATEIbHOCTA TPUMBIKAIOT K HUM B BUIIE TyOJIM-
POBaHHBIX WJIM MHOTOKPAaTHBIX Komuil. B Takux yyacTkax ya-
e MOTYT BO3HUKaTh COOU MpPU COTMKEHUUM POAMUTETbCKUX
XpPOMOCOM B Ipolecce 0OMeHa FeHETUYECKUM MaTepUaIoM.

Bapuanuuu yncia Konuii U3y4aroT ¢ TOYKU 3PEHUS 3BO-
JIIOIIMU YeJIOBeYeCTBa U MEIUIIMHCKON reHeTuku. K Hacrosi-
meMy BpeMeHu ooHapyxeHo, 4To CNVS MOryT ObITh TPUYN-
HOIl HECKOJIbKUX NIECSITKOB CIOpaauyecKux 3abosieBaHU,
BBI3BaHHBIX T'€HOMHBIMM Tiepectpoiikamu [7]. Kpome Toro,
OHU ObUTU HAlIEHbI B CEMbSIX C MOHOTEHHBIMU HACJIEICTBEH-
HbeIMU Oojie3HsiMu [6]. UTO KacaeTcsl IMPOKO pacIipocTpa-
HEHHBIX 3a00JIeBaHUii, TO 32 HEOOJILIION MEPUOI, MPOIIE-
muii co BpemeHu OTKpbITUS CNVs, MOSBUWIUCH COOOLIEHUS
00 nx cBsA3U ¢ 17 00JIe3HIMM YeJIOBEKa, B TOM YHCJIE CUCTEM-
HBIMU ayTOMMMYHHBIMU U Nicuxuyeckumu [8]. B Hacrosiuee
BpeMsl MPOBEeHbl MOJIHOTeHOMHbIE ucciaenoBaHus CNVs u
BeleTcs co3aaHue 0a3bl JTAHHBIX, KaK 9TO ObLIO C/IEJaHO paHee
17151 TonuMophu3MOB B paMkax npoekrta «HapMap».

OHIOreHHbIe CuXnYecKue 3adosneBaHus (1u3odpeHus,
paccTpoiicTBa ayTUCTUUECKOTO CIIeKTpa, ounosspHoe abdek-
TUBHOE PACCTPOMCTBO) OMHUMU U3 MEPBBIX MONaIU B (PoKyc
HCC/Ie[IOBAaHUI, HaMpaBJIEHHbIX Ha MOKWCK Bapualuil yuciia
KOTIWIA, TaK KaK paHee MoJlyYeHHbIE JaHHbIE YKa3bIBAJIU Ha TO,
YTO KAPUOTUIMTUYECKNE AaHOMATIUU MOTYT OBbITb KDUTUYECKUMU
IUJIS1 UX Pa3BUTHUSL.

Tak, ObUIO YyCTAHOBJIEHO, YTO Y OOJBHBIX C CUHAPOMOM
JuJI>Xopmxu, mpeacTapisiioliuM coooii X-clernjaeHHoe 3a00-
JIeBaHue, NPY KOTOPOM Ha OJTHOI U3 FeMU3UTOT HabJoaaeTcs
neneuus yyactka 22q11.2, ncuxotuyeckue paccTpoiicTBa Mo-
IyT UMeTh MecTo B 25% ciyuaeB [1]. KaptupoBaHue 3TOro
y4yacTKa /Uil BbISIBJIEHUS] BOBMOXKHBIX T€HOB-KaHAUIATOB 1111~
30(bpeHUU BBIIBUJIO 2 MEPCHEKTUBHBIX T'eHa — KaTexoj-O-
Mmetui-tpaHcdepassl (COMT) u  mpoauHaeruaporeHasbl
(PRODH). Acconuaiius ajieJibHbIX BADUAHTOB 3TUX T€HOB C
mu3odpeHuei Oblia B JajbHellleM oOHapyXeHa B psijie uc-
cienoBanuii. C u3ydyeHMEM XPOMOCOMHBIX abeppaluii ObU10
CBsI3aHO M BbIsIBNIeHUe npyroro reHa — DISCI® — dyHkums
KOTOPOTO HapyllleHa npu mu3odperuun. Ero BnepBbie uneH-
tuduimpoBaiu D. Blackwood u coaBT. [2] B ogHOI U3 11IOT-
JIAHACKUX CEMEM, Y YIIEHOB KOTOPOM MCUXUYECKUE PACCTPOM -
CTBa COYETAJIUCh C XPOMOCOMHOI TpaHCJIOKallMel ¢ TOUYKOM
pa3pbiBa B yyactke 1gq42.2. B pesynbrate pa3pbiBa MOBpPEX-
JNIEHHBIMU OKa3aJIUCh JIBa reHa, kotopble HazBaau DISCI1 u
DISC2. I1pu aytuszme oOHapyKeHHUE LIUTOreHETUYECKUX aHO-
MaJIuii, CBSI3aHHBIX C XPOMOCOMHBIM y4yacTkoM 15ql1-ql3,
MO3BOJIWJIO BbISIBUTH F'€HbI-KAHIUAATHI, KOTOPbIE MOTYT ObITh
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BOBJICYEHBI B MATOT€HE3 3TOr0 3a00I€BaHUS. DTO T€HbI, KO-
pylolMe peLenTopsl y-aMuHoMacisiHoit KuciaoTel (TAMK),
BaXKHOTO HEWPOTPAHCMUTTEPA, CBSI3AHHOTO C TIpOIleccCaMy
TOPMOXEHUs B Mo3re, a Takxke reH UBE3A (yOukBuTHH ura-
3a E3A), akTMBHOCTb KOTOPOTO MPOSIBISIETCS MpeuMylle-
CTBEHHO B rojioBHOM Mo3re. HenaBHo J. Glessner u coaBT. 3]
ObLIO OOHAPYKEHO, YTO 3TOT TeH U IpYyrue, CBSI3aHHbIE C Me-
TaboJU3MOM yOUKBUTHUHA, comepxar CNVs, KoTtopble Mpu-
CYTCTBYIOT TOJIbKO y GOJIbHBIX, HO HE B KOHTPOJILHOM TpyTIIie
TICUXUYECKU 3OPOBBIX JIIOAEH.

JanbHeiillee U3ydyeHWe YJYaCTKOB C BapHUalMsIMU YUCTa
KoM y OGOJIbHBIX TMCUXUYECKUMU 3a00TeBaHUSIMU MOXET
CITOCOOCTBOBATH OTKPBHITHUIO HOBBIX TeHOB KaHAMIATOB. [lep-
BBIe MCCJIENOBAaHUS B 3TOM HAIpaBJIeHUU ObUTA BBITIOJTHEHBI
G. Wilson [14] u coaBT., KOTOpbIE€ YCTAHOBUJIU, UTO Bapyalvst
yuciaa KOmuil y 0oJIbHBIX IM30¢peHuei Habaoaasach B re-
HaxX, CBSI3aHHBIX ¢ Miyramarepruyeckoil cucremoit (GRIK3,
EFNAS, AKAP5 u CACNG2). OnHako 3Tu pe3yJbTaThl He
ObUTM TIOATBEPXKIeHBI B padore S. Sutrala m coasr. [13].
H. Moon u coaBr. [9] cooOuiuiam, yto y 60JbHBIX IU30(pe-
HUE uMeeT MecTo BcTaBka wiu noteps dparmentos JHK B
HECKOJIbKMX XPOMOCOMHBIX yJacTKaX: BCTaBKU Hambosee Ja-
CTO OTMeYeHBl Ha XpoMocoMe Xq23 (52%), morepu — Ha
3q13.12 (32%). H. Lachman u coaBr. 5] nmpenioxuim npyroi
TTO/IXOJT K M3YYeHUIO Bapralluii Yrciia KOTUIA, PEIITOIOXNB,
yro nonumopgHbeie CNVs MOryT pa3pbiBaTh MOCIeA0BaTEb-
Hocth JJHK Koaupyromux 371eMeHTOB IeHOB-KaHIWIATOB U
TakKuM 00pa3oM HETIOCPEICTBEHHO yJacTBOBATh B ITATOTEHE3e
3a0oseBaHusl. B aTom ciaydae onpeneneHHbiil BapuaHT CNVs
MOXeT SIBJISITbCS MapkKepoM 3abosieBaHusl. B wactHocTHh, y
OGOJILHBIX C OUITOISIPHBIM TICMXO30M OBLT M3YyYeH I'eH KIMHa3hI
rkoreHcuHTasbl 3 3 (GSK3[3), pacronokeHHbIil Ha XpOMO-
COMHOM yyacTke 3q13.3, KOTOpbIii CITYXKUT MUIIEHBIO JI51 CO-
Jieii mutus. B 3'-Komupyommx 3JeMeHTax reHa MOXKeT UMETh
MecTo nyrmKanus. OKazajaoch, YTO YacTOTa T€HETUYECKUX
BapUaHTOB, HECYIINX MYTUIMKAIIMIO, ObUIa 3HAYMMO BBIIIE B
rpyrine 60JIbHBIX 0 CPAaBHEHUIO C KOHTpoJieM [5]. [IBe Xxpomo-
COMHBIX a0eppaliuu OblIM HallIeHbl y OOJIbHBIX HIU30(DPEHU-
eit B padote G. Kirov u coaBr. [4], oqHa U3 HUX TIpeACTaBIsLIa
€000i1 1eJ1enIo B yyacTKe 2p16.3, pa3phIBaIoLIyIo I0C/Ie10Ba-
TeJbHOCTh reHa HelipekcuHa 1 (NRXN1), apyras — BHOBb
00pa30BaHHYIO NYIUIMKAIIMIO B TreHe Oejika, CBA3bIBAIOILIETO
npeauectBeHHUK amuionna A2 (APBA2). Oba reHa urpaiot
BaXXHYIO POJIb B 00pa3oBaHNU 1 (GYHKIIMOHUPOBAHUM CUHATI-
COB.

WHuTtepec npencrapisieT MoUck peakux BapruaHToB CNVs,
T10 CYTH SIBJISTIOIIIMXCSI MYTAIIUSIMUA, KOTOPBIE MOTYT OBITh TIPH-
YMHOU pa3BUTHSI ICUXUIECKUX 3a0oeBaHmii. J1Jist morcka ta-
KUX BapMaHTOB HEOOXOIMMBI 3HAUUTEJIbHBIE TIO pa3Mepy BbI-
OGOpKM, KOTOPBIE HE O] CHITy C(DOPMUPOBATH OTIEILHBIM Ha-
YYHBIM KOJUleKTUBaM. [loaToMy ydeHble OOBEIUHIIA CBOU
ycunus, co3naB «KoHcopuuym no mmzodpeHun». [lepBbie
pe3yabTaThl UCClIeN0BaHW ObLIN OIy0JIMKoBaHbI B J. Stone u
coaBrT. [12]. B aToit nmyb6aukaiuu cood1aeTcs 0 MoJIHOTeHOM-
HOM HcclienoBaHuu peakux BapuaHToB CNVs'y 3391 601bHO-
ro mu3odpeHueit u 3181 yenoBeka U3 KOHTPOJIbHOI TPYIIIHL.
V 1% Bcex obcienoBaHHbIX 0OHapykeHbl yaacTku CNVs min-
Hoii 6o7ee 100 Teicsy map ocHoBaHUU. [Tpu 3TOM y GOJIBHBIX
OHM BCTpeYaucCh yalle, YeM B KOHTpoJie. Paznnuus 6b11u1 60-

4 CpezHee 4MCJI0 HYKJIEOTUIOB B OHOM reHe cocrasisieT 3000.
3 Ot anm. disrupted in schizophrenia.
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Jiee BBIPaXKEHHBIMU I peakuX, enMHMIHBIX CNVs uim tex
CNVs, KoTopble BKJIIOYAIU B ce0s OTAeIbHbIC TeHbl. Jlenenuu
y OOJIbHBIX HIU30(DpeHueit OblI 0OHAPYKEHBI HA XPOMOCOME
22ql11.2. deneuuu OoJiblliero pa3Mepa ObLIM HailJeHbl Ha
yuactkax 15q13.3 u 1q21.1. B uccnenoBanuu H. Stefansson u
coaBT. [11] 6bL1 mpoBeneH ckpuHUHT 1433 GosbHBIX U 33 250
MCUXUYECKU 3[I0POBBIX JIIOACH, KOTOPbIN MO3BOJUI BBISIBUTh
66 BHOBb 00pa30BaHHBIX MyTallil. VI3 HUX 3 MyTauuu, mpes-
CTaBJieHHbIe NejeuusaMu Ha ydactkax 1q21.1, 15ql1.2 u
15q13.3, O6b11K cBsA3aHbI ¢ KU30MPEHUEN U PACCTPOCTBAMU
KU30(PEHNYECKOTO CIIEKTPA.

B 2008 r. Obl1a co3naHa elie ojHa MexXayHapoaHasi Tpym-
na, B KOTOPYIO BOIIJIM KOJUIEKTUBBI MCCleAoBaTeNeil U3
7 crpan (Benukoopurtanus, WMcnanaus, Poccusi, YkpauHa,
I'pysusi, Makenonusi u Cepoust). Llesb npeaioxkeHHOro 3Toi
rpyrmnoi npoekTta (cokpaiieHHoe HazBaHue «PsychCNVs») —
TOVCK Bapualuii Yucjia KONuid y OOJIbHBIX ayTU3MOM U TICH-
X03aMU C paHHUM HavasioM. MccienoBaHue npennosaraercs
MPOBECTU Ha OOJBLION BBIOOPKE, YUCIEHHOCTh KOTOPOIA CO-
craBut He MeHee 4000 6osbHBIX 1 30 000 YeToBEeK KOHTPOJIb-
Hoil rpynmbl. B 2009 r. npoekT nojyuni pUHAHCOBYIO MOMI-
IepkKy B pamMkax CelnbMoOil paMOYHOU TTPOrpaMMBbl HayqHO-
texHosornueckoro passutusi EBponeiickoro Coroza (FP7).
Bo3MoxxHOCTB 2(h(heKTUBHOTO TTOMCKa PeaKUX BapradeIbHbIX
MOCJeN0BATEIbHOCTEM MOSIBUMIACH TOC]e pa3paboTKu (up-
moit «deCODE genetics», siBisitoliieiicsi KOOpIMHATOPOM ITPO-
ekrta, Mukpouura HumanCNV370, KoTopblil MO3BOJISIET BbI-
SIBJISITh JIECATKU ThICAY TTociienmoBatenbHocTeln JHK. Bto
YHUKaJIbHas pa3paboTKa, BKJII0Yalolas B ce0si BICOKOTEXHO-
JIOTUYHOE TIporpaMMHOe obecrieueHue (BIUIOTh 10 POOOTOB)
SIBJISIETCSI OIHOM U3 HanboJsee 3(PHEeKTUBHBIX B MUPE /15T aHa-
JIn3a BapuabenbHbIX rociaenoBateabHocteit JIHK. Ha nepsom
3Tane UccleoBaHus mpeamnonaraeTcs GOpMUPOBAHUE TPYII-
bl OOJIBHBIX IIU30(PpeHue, OUNOIAPHBIMU aPHEeKTUBHBIMU
TICUX03aMH ¥ PACCTPONCTBAMM ayTUCTUYECKOTO crieKTpa. [1pu
3TOM YYaCTHUKU UCCIIETOBAHUST TOJDKHBI OYIYT NCITOJIb30BaTh
YHUGDUIIMPOBAHHbBI HAOOP AMATHOCTUYECKUX UHCTPYMEHTOB:

AUTEPATYPA

1. Bassett A.S., Chow E.W.C., Husted J. et al. Clinical features of 78 adults with
22ql1 Deletion Syndrome. Am J Med Genet A 2005; 138: 307—313.

2. Blackwood D.H., Fordyce A., Walker M.T. et al. Schizophrenia and affective
disorders-cosegregation with a translocation at chromosome 1g42 that di-
rectly disrupts brain-expressed genes: clinical and P300 findings in a family.
Am J Hum Genet 2001; 69: 2: 428—433.

3. Glessner J.T., Wang K., Cai G. et al. Autism genome-wide copy number
variation reveals ubiquitin and neuronal genes. Nature 2009; 459: 7246:
569—573.

4. Kirov G., Gumus D., Chen W. et al. Comparative genome hybridization sug-
gests a role for NRXN1 and APBA2 in schizophrenia. Hum Mol Genet
2008; 17: 3: 458—465.

5. Lachman H.M., Pedrosa E., Petruolo O.A. et al. Increase in GSK3beta gene
copy number variation in bipolar disorder. Am J Med Genet B Neuropsy-
chiatr Genet 2007; 144B: 3: 259—265.

6. Lee J.A., Lupski J.R. Genomic rearrangements and gene copy-number al-
terations as a cause of nervous system disorders. Neuron 2006; 52:103—
121.

7. Lupski J.R. Genomic rearrangements and sporadic disease. Nat Genet
2007; 39: 43—47.

KYPHAA HEBPOAOT MM U TICUXUATPUM, 1, 2010

TEHETUKA TICMXUATPKHN

WHTEPBbIO IS OUAarHOCTUKU ayTuama (Autism Diagnostic
Interview — ADI-R), mikany amanTUBHOTO TMOBEAEHUS
(Vineland Adaptive Behavior Scale), UHTepBbIO /151 AMATHO-
CTUKU U30dDpeHuNn U apdDEeKTUBHBIX PACCTPOUCTB Y NeTel 1
B3pocibix (Schizophrenia and Affective Disorders Scale —
K-SADS-L, SADS-L u np.). Bce nuarHoctuyeckue UHCTpy-
MEHTBI OyIyT MepeBeleHbl Ha SI3bIKU CTPAH-YYACTHMUII, a UC-
CJIEOBATENM W3 3TUX CTPaH MPONAYT CHELMaTbHBIA Kypc,
00yyarolil TPUMEHEHUIO TMAaTHOCTUYECKUX UHCTPYMEHTOB.
Janee mnpeamnosiaraetcsi MpoOBEAEHUE LIMPOKOMACIITAOHOTO
reHoTunupoBaHusi oopasuoB JHK 6oibHbIX U ntoneli KOH-
TPOJIBHOM IPyMIIbI C UCMOIb30BAHUEM TEXHOJIOTMU MUKPOUU -
MOB. DTO MO3BOJUT BbIIBUTH 40 ThICSU peAKMX BAPUAHTOB
CNVs, NOTEHLIMAIbHO MPEACTABISIONIUX BBICOKUIN PUCK IS
Ppa3BUTHUS UCCIIeyeMbIX TIcuxorarojoruii, a Takxke 5000 pac-
npoctpaHeHHbIX CNVs 1 320 ThICS4 OMHOHYKJIEOTUAHBIX 10~
JIMMOPGhU3MOB, CBSI3aHHBIX C YMEPEHHBIM prcKoM. [lanee Oy-
net otoopaH 1% OT Bcex M3y4eHHbIX BaprabeIbHbIX MOCIEI0-
BaTeJbHOCTEN 151 60see MOAPOOHOrO UCCIEN0BAHUS C MPU-
MEHEHHUEM CaMbIX COBPEMEHHBIX MOJIEKYJISIPHO- U LIUTOT€HEe-
TUYECKUX MeTonoB. M, HakoHell, OyneT cieflaHa MOIbITKA
YCTaHOBUTb MPUUYUHHO-CJIEICTBEHHYIO CBSI3b MEXIly BapUaH-
TaMU TMOBBIIIEHHOTO PUCKA U (PEHOTUMTUYECKUMU TPOSIBIIE-
HusiMU. [lanee npenrosnaraercss u3ydyeHue 3KCIpeccuu BbIsIB-
JIECHHBIX T€HOB, a TakXXe MPOBEIEHUE UCCIENOBAHUN HA XU-
BOTHBIX C BBIKJIIOUEHHOM (DYHKIIMEI 3TUX T€HOB.

C TOYKM 3peHus pa3Mepa HCCIAeAyeMOil TpYIIbl U
MOJIEKYJIIPHO-T€HETUYECKUX METOIOB MOC/IEIHEE UCCIIEN0Ba-
HUE HEe MUMEEeT MUPOBBIX aHajaoroB. OHO MO3BOJUT OOHApY-
JKUTb HOBbIE T€HETUYECKME BapUAHTHI, CBSI3aHHbBIE C PUCKOM
BO3HUKHOBEHUS ayTU3Ma U SHJOTEHHBIX MICUX030B C pAHHUM
HayajaoM, YTO MMEET OTPOMHOE 3HauYeHue IS paHHeil nua-
THOCTMKM 3TUX 3200JiIeBaHUII M pa3paOOTKW HOBBIX JIeKap-
CTBEHHBIX CPEICTB [IJIS1 UX JICUEHUSI, a TaKKe [IJIs1 TOHUMaHMS
OMOJIOTMYECKUX OCHOB MPOUCXOXAECHUS TMCUXUYECKUX pac-
CTPOMCTB, CBSI3aHHBIX C HApYIIEHWSIMU Ha PAaHHUX CTaIUsIX
pa3BUTHUS FOJIOBHOTO MO3ra.
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