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B cTaThe NPUBOAUTCS KpaTKOe OINHCAHUE MHCCIAeJOBAaHUN TreHeTHYeCKMX MeXaHHU3MOB
HapyIlleHUs ICUXUKY, a TaKXKe pa3paboToK B 00/1aCTH JUarHOCTUKH F€EHOMHBIX M XPOMOCOMHBIX
60Jie3Hel. ABTOpPBI OTMEYAIOT, YTO F€HETUYEeCKHEe aHOMaJIMM BHOCST 3HAYUTEJbHbIA BKJaJ, B
NaToreHe3 pas/JMYHbIX HAPYIIEHUH NCUXUKH, BK/IKOYasg Takyhe 3a00JieBaHMs, KaK YMCTBEHHas
OTCTaJIOCTh, ayTU3M, LIM30dpeHUs U 6oJsie3Hb AsblreiiMepa. B yactHocTty, o 50 % ciayvaeB
JIAHHBIX 3a60JIeBaHUM CBsI3aHBl C pa3/IMYHBIMU HM3MeHeHUs MU nociepoBaTesbHocTedl [JHK,
KOTOpbIe NPOSIBJSIOTCS B BU/JI€ TEHHBIX, XxPOMOCOMHBIX U TEHOMHBIX MyTalui. /leslaeTcsl BBIBOJ,
YTO OKa3aHHWe MEeJUIMHCKOW M IICHXOJIOTUYECKOW IOMOINM Ha COBPEMEHHOM YpOBHE
WHAWBU/yYMaM C HapyLIeHUsIMH [CUXUKU SIBJISIETCSl HENOJIHOLEHHBIM 0€3 HCII0JIb30BaHHUS
HOBEHIINX METO/I0B HCC/IeJ0BaHHWS TeHOMa M XPOMOCOM /sl JUAarHOCTUKH U BbISICHEHMS
MeXaHHU3MOB NaToreHe3a HEPBHO-NICUXHUYECKUX 3a60J1eBaHUH.
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BBegenrne

Ha coBpeMeHHOM »3Tame pa3BUTHUSA OHOMeJULMHBI [JOCTOBEPHO U3BECTHO, UTO
reHeTudeckre GaKTOpbl B 3HAUYUTEJbHON CTENEeHU BJUSAIOT HAa pa3BUTHeE LieHTPaJbHONW HEepBHOM
cuctembl (JHC), ¢yHKUHMOHHMpOBaHMe TIOJIOBHOIO MO3ra, IOBeJleHHWe U HHTeJJIeKTya/lbHble
cnoco6Hoctu [1; 3; 9]. Bosiee Toro, aHanu3 W3MeHeHUH nociegoBaTesbHocTH JIHK (Bapuanuwm
reHoMa) U peaju3aly reHeTUYeCKOro KoJa PU HEPBHO-IICUXUYECKHX 3a60J1eBaHUAX I03BOJIHUIIU
CO3/laTb TEOPETHYECKYI0 U NpaKTUYeCcKyl 6a3y [JJis TaKoro HalpaBJeHHUs] B COBpeMeHHOM
0MO0JIOTUYECKOW W MeAULMHCKOW HayKe, KaK [CHXHATPpHYecKas rIeHeTHKAa. Pe3y/bTaThl
HCC/Ie[JOBaHUM B [JAaHHOW 00/1acTHM IOKasaJM, 4YTO BKJAaJ, TeHeTH4YeCcKOro KOMIIOHeHTa
NpaKTHYeCKU MpU BCex NCUXUYeCKUX 3aboJsieBaHUsX npeBbiiaeT 50 %, a 1Jis oTAeNbHbIX GopM
YMCTBEHHOM OTCTaJIOCTH, ayTU3Ma U IIU30QpEeHUM HU3BECTHbl clenupuyecKre TeHHble U
XpoMocoMHble MyTauuu [3; 9]. Haubosblinii MHTEpeC B KOHTEKCTe ONpeJesieHUs] MeXaHHW3MOB
HapylleHUs MCUXUKU NpesCcTaB/seT U3ydeHHe reHeTHUuecKMX GpeHOMEHOB HeNoCpe/CTBEHHO B
KJeTKaXx TO0JIOBHOIO MO3ra, TIIOCKOJbKY B [JAaHHOM CJydyae CTAHOBUTCA BO3MOXHbIM
UeHTUOULMPOBATh Kacka/, GMOJIOrHYecKHUX MPOLECCOB, CBS3aHHBIX KaK C HOPMaJbHbIM, TaK U
aHOMaJIbHbIM ero QyHKILHMOHHpOBaHUeM [7]. B naHHOM cTaTbe Mpe/CcTaBJeHO KpaTKoe ONHCaHUe
pe3y/bTaTOB, MOJIyYeHHbIX B XOJ€ HCCAeJOBAaHUM TeHEeTHYeCKHMX MEeXaHU3MOB HapylleHHs
IICUXVKU NIPU TEHOMHBIX U XPOMOCOMHBIX 00JIe3HAX, a TaKXXe UX 3HaueHHe JJis1 AUATHOCTUKHU U
MeJIUKO-TeHEeTHUYeCKOT0 KOHCY/IbTUPOBAHUS HEPBHO-TIICUXUYECKUX 3a00/1€BaHUM.

T'enernyeckre MexaHH3MbI HAPYILEHHA [ICHXHKH

B ocHOBe u3yyeHUsA TeHETHUYeCKHMX (PEeHOMEHOB, CBSI3aHHbIX C H3MEHEeHUsIMHU
(YHKIMOHUPOBAHUS OCHOBHBIX cucTeM opraHu3Ma (Bkiwouas [LHC), sexur aHanus
nocnefoBaresbHocTd reHoMHon /JIHK, a Takke M3aMeHeHMH CTPYKTYpbl M 4YMCJIa XPOMOCOM B
kiaetke [1; 3; 10]. TloMuMo 3Toro, mpW NOAABJIAKINEM OOJBIIMHCTBE HACJEJACTBEHHbBIX
3ab0J1eBaHUM, IPUYUHON KOTOPBIX SIBJSIIOTCS BapUalMU reHOMa B BH/JIe F€HHBIX U XPOMOCOMHBIX
MyTalui, Ha6GJII0JAl0TCA pa3JinyHble HapylleHUs NMCUXUKU [1; 3]. To mo3BoJisieT paccMaTpUBaTh
M3yyeHHe MPOLECcCOB, HAOJIIAAEMbIX PU FeHETUYECKHUX 00JIe3HAX, KaK OJWUH U3 HE0OXOAUMBIX
3JIEMEHTOB OTpe/ie/IeHUs MeXaHU3MOB HapylieHUH ncuxuki [1; 3; 7; 9; 10].

Haubosiee 4yacToil TreHeTHYeCKOM MPUUYMHOM YMCTBEHHOW OTCTaJOCTH, KOTOpas
Habumogaerca y 1-3 % MHAMBUAYYMOB, SIBJSIOTCA XpPOMOCOMHble aHOMa/IMM. B cpesHeM oKoJlo

30 % cay4aeB JeMOHCTPUPYIOT HAJIMUME YHUCJIEHHBIX WM CTPYKTYPHBIX aHOMaJHUU XpoMocoM, a
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NP YCJI0BUU HAJIMYUS OJHOTO HUJIM HECKOJIbKUX JJOIOJHUTENbHbIX IOPOKOB Pa3BUTUS UX 4acTOTa
MokeT gocturathb 50 % u 6osiee [1; 9]. B coBokynHocTH, 60siee yeM y 1 % BceX HOBOPOXKIEeHHBIX
JleTell HabJII0JAl0TCS XPOMOCOMHbIe aHOMasuM [1; 7]. PaccMaTpurBas oT/ie/ibHbIE HO30JI0TUYECKUe
dopMebl, cienyeT oTMeTUTh cUHApPOM JlayHa (ZomoJiHUTeslbHas XxpoMocoMa 21 WM TpUCOMUA
XpOMOCOMBI 21),  KOTOpbIH  sABJseTCA  HauboJiee  pacOpOCTPAaHEHHbIM  TeHeTHYeCKUM
3abosieBaHueM: yacToTa 1 Ha 600 HOBOPOXK/AEHHBIX JleTel. [Ipu pyrux XxpoOMOCOMHBIX CHH/POMAX,
CBSI3aHHBIX C YMCJEHHbIMUA aHOMAJIUSAMU XpoMocoM (CUHJIpoMbI JJiBap/ca, [laTay, KnaliHdenbepa,
TepHepa u Ap.), Takxke HAGII0[ATCA HapyLIeHHs ICUXUKU Pa3/JIMYHOM CTelleHU TsKecTH [1; 3; 7;
9]. UameHenusi nocaegoBaTtenbHocTed JIHK, mpoucxopgsimue 3a c4yeT CTPYKTYpPHBIX aHOMAaJIUH
XpOMOCOM M TeHHbIX MyTalui, TakKe BHOCAT 3HAYUTEJbHBIA BKJAJ B TeHETUYECKYIO
3MUAEMUOJIOTHI0O YMCTBEHHOW oTcTajsocTh. Kak mpaBusio, NoA0OGHble BapualUd TreHoMa
BOBJIEKAIOT T€HbI, KOTOPble KOJAUPYIOT OeJKOBble MOJIEKYJIbI, YYacTBYHOLIMe B KPUTHYECKHUX
OMOJIOTHUYECKUX Ipoleccax B XoZe BHyTpuyTpo6Horo pasBuTua LIHC u B QyHKUUOHAIbHOH
aKTUBHOCTH BHYTPHUKJIETOUHBIX KOMIIOHEHTOB HeHpoHOB. MHorue nocsepoBatesbHocTH [JHK,
MyTallud B  KOTOPBIX BBI3bIBAOT YMCTBEHHYK OTCTaJOCTb, HWMEIOT [OBBIIIEHHYIO
TPAaHCKPUINLIMOHHYK AaKTUBHOCTb B KJIeTKax TKaHeW 3MOPHUOHAJIBHOTO U MOCTHATaJbHOIO
roJIOBHOI'0 MO3ra, a TaKXe y4acTBYIOT B peryJ/siliud 3KCIPeccUM APYrux TreHOB, HapylleHue
KOTOPOU NPUBOAUT K KacKaJly NaTOJIOTMYeCKUX NIPOLeCcCOB, 3aTParuBamwinux QyHKIHOHUPOBaHUe
HC [1; 3; 7; 9; 10]. Takum o6pa3oM, Bapualluy reHOMa B BH/le TeHHbIX U XPOMOCOMHbBIX MyTaLUi
clefyeT paccMaTpUBaTb B KayeCTBe OJHOTO K3 OCHOBHBIX MOJIEKYJIIDHBIX MeXaHHW3MOB
HapylleHUH ICUXUKHU.

Jo 40 % cay4yaeB ayTU3Ma CBSI3aHO C FeHETUUYECKUMU HapyuieHUsiMU [9]. [IpuMeuaTenbHoO,
YTO MHOTHMe BapuallUM TIeHOMa, BbiBJfAeMble IIPU YMCTBEHHOH OTCTaJOCTH, TaKXe
O0OHAPYKUBAIOTCA U Y JIETeH C ayTUCTUYECKUMU paccTporcTBaMu. OfHAKO HCCIe0BAaHUSA ayTU3Ma
CBU/ZETEJLCTBYIOT O TOM, YTO M3MeHeHUs nocjefoBaTesbHocTed JJHK npu aTom 3aboseBaHuu
HMEIT omnpejesieHHy0 cnelnduky. Tak, YUCIEeHHblE XPOMOCOMHbIE aHOMaJMU TPOSBISAITCA
NpeuMyLIeCTBEHHO B MO03aW4HOM ¢opMe (XpOMOCOMHblE aHOMAJMU HaOJIOAATCA TOJBKO B
onpe/ieJieHHON YacTU KJIETOK) U HabJoaaTcs y 16 % uccneoBaHHbIX JeTeld. Cie/lyeT OTMETUTD,
yTto 62,5% U3 aHOMa/Mi MOTYT ObITb TOJIBKO y MaJjb4MKOB, IO3BOJISIS, TAKUM 00pa3oM, B
olpe/ie/IeHHOM CTeNeHU 00'bSICHUTh NPe/pacloioKeHHOCTD JIML, MY»KCKOT0 IoJ1a K ayTUusMy [14].
CTpyKTypHble XpOMOCOMHbIE aHOMaJM{, KaK NpaBw/o, HabuwzawTca B 5-10 % ciyvaes, a
BapyallMM TeTepOXPOMATHHOBBIX Y4YaCTKOB TI€HOMA, He COoJepalluX YHUKaJbHBIX T€HOB,
BbIABJAsAOTCA y 48 % Jgeredt ¢ aytusmoM [12]. B pozsocioBHbIX ceMell JeTed € ayTHU3MOM
HapylIeHUs NCUXUKHU HaCleAyTCs co cieliudruiecKMMU BapualUsIMU FreHOMa, NPOsBJA0LIIUMUCS
B BU/Ie YUCJIEHHBIX U CTPYKTYPHBbIX aHOMaJUM XpoMocoM [2]. [eHHble MyTaluy NpU ayTU3Me
BBIABJIAIOTCA TOJIBKO B OTAEJBHBIX caydaax. Cpeau nociaeposartesnbHocTed JHK, ydyacTByromux B
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reHOMHbIX Bapualusax, cnenuduyecKux JJs ayTHU3Ma, B OCHOBHOM BBISIBJSIOT TeX, KOTOpPbIE
KOJUPYIOT OGeJIKU-PEryNsATOPbl JejieHHus W Tubesu KJIeTOK 3MOpUOHa/IbHOrO Mo3ra (3To
00'BACHSET BBICOKYIO YaCTOTY MO3aWYHbIX XPOMOCOMHbBIX aHOMaJINH), CHHAITUYECKOH MepefayHy,
TPAaHCKPUNIIMOHHOW aKTUBHOCTH reHoMa [1; 2; 7; 9; 12; 14]. TeM He MeHee, HeCMOTPS Ha 6oJIblIIHeE
JOCTKEHHUST B 00J1aCTU TeHETHMKH ayTH3Ma, IOUCK MaTOTeHETHYEeCKUX MEeXaHU3MOB 3TOro
3a60JIeBaHUsI OCTAETCS AKTyaJIbHbIM.

Ot 1 o 10% cny4yaeB wKM30dppeHUU CBsI3aHbl C XPOMOCOMHBIMH aHOMa/UsIMH, Cpeju
KOTOPBIX Mpeo6iaiaoT yncaeHHbie [3; 7; 9; 10]. [Ipu aTom 3a6oJieBaHMM TaKXKe HAGII0JAI0TCSA
n3MeHeHus nociegoBartenbHocTern JJHK reHoB, KoTopble NpUBOJAT K YMEHBIIEHHUI WU
YBEJUYEHHUI0 WX aKTHBHOCTH, HO He K IJI06a/JIbHOMYy HapylleHHI0 (YHKLIMOHUPOBAHUS, KAK B
cy4yae KJlacCUYeCKHUX TreHHbIXx MyTauuil [3; 10]. CumTaeTtcs, 4yTo moJoOHble BapualUu reHoMa
ABJAIOTCA (GaKTOPOM IMpeApacHooKEeHHOCTH K 3TOHW Oosiesnu. CiegyeT OTMETUTb, UTO
HM3MeHEeHHs YHC/Ia XPOMOCOM BbISIBJISIFOTCS B KJIETKAX FOJIOBHOTO MO3ra G0JIbHBIX IIU30ppeHUEN U
SIBJISIFOTCS OJHUM U3 NaTOreHeTHYeCKUX MEXaHW3MOB HapyuleHUs1 QYHKLHOHUPOBAaHUSI FOJIOBHOTO
Mmo3ra [13]. UcciieoBaHMs B 06/1aCTH FeHETHKH MU30pPEHUN MPOJ0IKAITCSA B TedeHue 50 jeT u
B HacTosilee BpeMsl 0OGHapPyKEHO HECKOJIbKO NaTOreHeTHYeCKUX MEXaHU3MOB 3TOT0 3ab60JieBaHus,
CpeAy KOTOPbIX — HapylleHHs aKTUBHOCTH 6eJsiKOB (T€HOB), yYaCTBYWOIUX B MeTab0JUYeCKUX
npoleccax KJeTOK IOJOBHOr0 Mo3ra (3mureHeTudyeckue GpeHOMeHbI), a TakKe crnenupuyieckue
Bapuanuy reHoMa B BH/ie XpOMOCOMHBIX aHOMaJsIMi B kiaeTkax LIHC [3; 7; 9; 10; 13].

Ba)XxHO OTMeTUTb, YTO MpPHU TaKUX KJIMHUYECKM U TeHETHUYeCKU TreTeporeHHbIX
3a00J/ieBaHUAX, KaK YMCTBEHHasl OTCTaJOCTb, ayTUCTUYECKHE PACCTPOUCTBA, IIMU30QpeHUs],
6os1e3Hb AJsbliTeliMepa MOMHMO OOHApPYKeHHs ClelUPUUYECKHUX MyTalUd IOWCK MEXaHW3MOB
HapylleHUs1 T[ICUXUKU HalpaBJeH Ha HWJAEHTUPUKALUI Kackajla BHYTPUKJETOYHBIX,
MEXKJIETOUHBIX U MeTaboJnyecKux npoueccoB [1; 2; 4-6; 7; 9; 12; 13]. [logo6Hble Uccief0BaHUsA
OBLIM C yCIeXoM IMpoBeJieHbl AJs1 60Jie3HH AjblireiiMepa U MO3)KEYKOBOW aTaKCUM (QTaKCHUU-
TeJleaHIM3KTa3uu). bbLio mokasaHo, 4To HapylleHHe CTabUJIbHOCTUA FeHOMa B KJeTKax 06JsacTei
MO3ra, I0/IBEP>KEHHBIX HellpojereHepaluy, IPUBOAUT K UUCJEHHBIM XPOMOCOMHbBIM aHOMAJIUSIM U
CTPYKTYPHBIM IepecTporikaM. [IoMrUMO 3TOro 66110 06HAPYKEHO, YTO IPH 3THUX 3a00JI€eBaHUAX B
3MOpPHOHAJBHOM B3pPOCJOM MO3re HPOUCXOJAUT HapylUleHUe PeryJslyuu KJIeTOYHOro LUKJIA U
afnomnTo3a, KOTOpoe BBbI3bIBAET KacKaJ, [eJleHHWH KJeTOK C XPOMOCOMHBIMHU MYTaLUsIMU,
CeJIEKTUBHO NMOPaXKAKILUX JereHepupyoire o6aacty Mo3ra [5; 6]. [Ipeanosiaraercs, 4To JaHHbBIA
MO/IX0JT K OIpe/ie/IeHHI0 TeHeTHYeCKUX MeXaHUM3MOB NaToreHe3a 060Jie3HEW MO3ra MOMXET ObITh
HCIO0JIb30BaH U JIJIs APYTUX HEPBHO-NICUXUYECKUX 3a60JieBaHui [1; 4-6; 9].

/HarHoCTHKa XpOMOCOMHBIX H TeHOMHBIX 00/1e3HEH

JluarHocTrKa reHeTUYEeCKUX HapyUIeHUU POBOJUTCS C IOMOIIbIO CIeAYIOIIUX METO/[0B:

¢ 1[uToreHeTH4yecKuX (MUKpPOCKONMUYECKOE UCCIe,0BaHE XPOMOCOM);
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¢ MOJIEKYJIAPHO-UTOTeHeTUYeCKUX (@aHaJU3 XpOMOCOM C TOMOILbI METO/0B
MOJIEKYJISIPHOM GHUOJIOTUHN);

¢ MoOJIeKyJIIpHO-TeHeTH4eckux  (aHanmus  nociefoBaTesbHocTed  JHK  Ha
MoJieKyJIipHOM ypoBHe) [1; 3; 7; 9; 10].

K/JMHMKO-reHeTHYeCKUH aHa/M3 MO03BOJIAET pa3/iMyaTb MOHOreHHble 3ab0JieBaHUsA
(reHHble MyTalUM) U 3a60JieBaHUA, A1 JUATHOCTUKU KOTOPhIX HEOOX0JUM aHaJIU3 BCEro reHOMa
IIUTOTEHETUYECKUMH WJIU MOJIEKYJISIPHO-IIUTOTeHETHYEeCKUMU MeTonamu [1; 7; 9]. B yacTtHocTy,
IIpM YMCTBEHHOM OTCTAJIOCTH M ayTu3Me 3¢PeKTHUBHOCTb NMOJOGHOr0 MOAX0JA K JAUArHOCTUKe
MoxkeT gocturatb 50 % wu 40 %, coorBeTcTBeHHO [1; 2; 9; 12]. Bosiee Toro, uccienoBaHUsA
reHeTUYeCKHMX aHOMaJ/IMM MpH NCUXUYEeCKHX 3a60/ieBaHUAX CBUJAETENbCTBYIOT O TOM, YTO OHH
JLOJIKHBI SIBJISITBCSI HEOT'beMJIEMOM 4acThI0 BbI6Opa TAKTUKU KOPPEKLUM Pa3/JUYHbIMHA METOLAMH,
BKJIIOYAsl [ICUX0JIOTUYECKHE, a TAKXKe MeJJUKaMeHTo3Hoe JiedeHUe. [locsiejHee 06bsICHSIETCS TeEM,
4YTO aHa/iu3 nocjegoBatesbHocTedl [JHK mo3BosisieT Takke onpesennTh NpeApaclnoso)KeHHOCTb
(HenpeZpacnoJioXKeHHOCTb) K JeHCTBUI0 JieKapCcTBeHHbIX cpeAcTB [11]. Takum o6pasowm,
pe3yJbTaTbl TeHETUYeCKOW [JUarHOCTUKM I03BOJIIIOT He TOJIbKO OIpeJieJIUTh IMPUYHHY
3aboJieBaHUs, HO U COZeHCTBOBAThb 6oJiee 3¢pPEeKTHBHOMY OKa3aHHUIO MOMOIIM NPU Pas3JUYHbIX
dopMax HapyuieHus ncuxuku [1; 3; 7; 9-11].

Meznko-reHeTHIecKOe KOHCY/IbTHPOBaHHE HEPBHO-IICHXHYECKHX 3a00/IEBAHHH

[Ipy MeauKO-reHeTUYeCKOM KOHCYJbTHPOBAaHMM TNaLMEeHTbl WJIM HUX POJCTBEHHUKU
HHGOPMHUPYIOTCS O CJEAYIOIIEM:

1) xapakTepe U noc/1eiCTBUSAX 3a60J1eBaHHUS;

2) BEpOSITHOCTH PUCKA pa3BUTHS 3a60J1€BaHUA U POXKAEHUS JeTel C JaHHOU 60JIe3HbIO Y
POACTBEHHUKOB Pa3JINYHOMN CTENEeHU POACTBA;

3) BO3MOXKHOCTAX YJIy4LlIEHUS] COCTOSIHUSA Y KayeCTBa KU3HU YIEHOB CeMbH, CTPaIaloLHX
3aboJsieBaHMeM [3].

Pe3ysbTaThl TeHETHUYECKOM JIMarHOCTUKM MO3BOJIAIOT OTBETUTb Ha  BOIPOCH,
NOCTaBJIEHHbIE YKa3aHHBIMHU BhIIIE 33/Ja4aMy MeJJUKOreHETUUECKOT'0 KOHCYJIbTHPOBAHMUS:

1) oxapaxtepe u mocjiescTBHAX 3a60/1eBaHHA. [lolydeHHble AUAarHOCTUYECKUE JaHHbIe
IIO3BOJIAIOT TaKXe NpPeJloCTaBUTh JaHHble O XOJe TedeHHs 60JiIe3HH Ha OCHOBE KOppessLUi
Mex/y GeHOTUIINYEeCKMMHU NPOSIBJIEHUSIMH U CTENeHbI0 U3MeHeHus nocyaenoBatesabHocTy JJHK [1;
3]. Becaydasx Mo3anyHbIX GOpM ciefyeT IMPOBOAUTbL MOJIEKYJ/SIPHO-LIUTOreHEeTUYeCKUN
MOHUTOPHHT, MOCKOJBKY NMPONOPLHUS KJIETOK C TEHETHYEeCKOH aHOMasiuel BapbUpPYyeET B TEUYEHUE
KU3HHU [8];

2) 0 BepOSITHOCTH PHCKA PA3BHTHSA 3a601€BAHHS H DOXXJEHHA JJETEH C JJAHHOH 60JI€3HBIO Y
DOJACTBEHHHKOB pPAa3JIHYHOH CTEMeHH pPOJCTBA, YTO TpebyeT HaIU4Husl JAaHHBIX OTHOCUTEJIBHO

reHeTu4eCckKoro ,aec])eKTa, d B pdaae cijay4daeB OOIOJIHUTEJ/JbHBIX I/ICCJIe,ELOBaHI/II‘/JI POACTBEHHHWKOB
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(popguTteneit). Puck paccyuTbiBaeTcss 1O 3aKoHaM (OpMajJbHOM TeHEeTUKU WJIU C Y4EeTOM
npenblAymux uccaenoBanui [3; 10; 11]. B ciaydyasgx CHOHTAHHBIX MYTalldd PUCK Pa3BUTUA
3a60J1eBaHUA U POXK/JEeHUA AeTel ¢ JaHHOW 60J1e3HbIO Y POJCTBEHHUKOB 60JIbHBIX MUHUMaJIbHbIH;

3) 0 BO3MOXHOCTAX YJIVYLIEHHS COCTOSHHSA H KAa4eCcTBA XXH3HH YJIEHOB CEMbH,
cTpajganijux 3abojeBaHHeM. JTa 3ajada TpebyeT KOMILJIEKCHOIO IOJX0/a, HeoO0XOAUMBIMHU
3JleMEHTAaMU KOTOPOTro SBJISIOTCS TeHeTUYecKas [JUAarHoCTHKa, OCMOTP Bpaya-reHeTuka (MpH
Heo6X0MMOCTH U JPYTUX CIELUaTUCTOB), @ TAKKe MCHUX0JIora B CAy4yassX HEepBHO-ICUXUYECKUX
3a6osieBaHui. CyMMHUpOBaHue pe3yJIbTAaTOB, I0JY4YeHHbIX BCEMU ClIeLIMaJIUCTaMH, B 60JIbLIMHCTBE
cay4yaeB MOXeT MpefOoCTaBUTb HCYEpIbIBAOLIYID HWHPOpPMALUI U  CKOOPAMHUPOBATH
KOPPEeKIIMOHHbIE NPoLeAypbl UHAUBUAYAJbHO [JIS KOXKJ0r0 NallMeHTa.

SarIroyeHne

Pa3zpaboTKu U OTKpbITUS B 06JIaCTH NCUXUATPUYECKOW TeHETHUKU T[O03BOJWJIM B
3HAUUTEJBHOW CTelleHW pacCUIMpUTb NOHUMaHHe MOJIEKYJIAPHBIX MEXaHU3MOB U 00HApY>KUTb
HOBble TeHEeTUYeCKHe M DJIUreHeTHYeCKHe IMPOLecChl, KOTOpble CBA3aHbl C pPa3JMYHBIMHU
HapyleHUsIMU TCUXUKHU. [JJIf MHOTMX HO30JIOTUYeCKHX ¢(OpM yMCTBEHHOH OTCTaJOCTH
CYLeCTBYIOT CIlelMaJibHble TeHeTHUYeCKUe TeCThbl, a NPU TaKUX KJIWHUYECKU TeTepOreHHBIX
3ab0J/1eBaHUSX, KaK ayTHU3M, aHaJIU3 reHoMa Ha XpOMOCOMHOM U CY6XpPOMOCOMHOM YPOBHSIX UMeeT
BbICOKYI0 3QPEeKTHBHOCTb, CPAaBHUMYIO JaxKe C MOHOTeHHBIMM HacJe[[CTBEHHbIMU 60JIE3HMU
[1-7; 9; 10; 12-14]. TeM He MeHee, MOUCK OHOJOTUYECKUX MAPKEPOB U BHYTPHUKJIETOYHBIX
reHeTUYeCKUX TIPOLECCOB, CBA3AaHHBIX C HApPYLIEHUSMU I[ICUXUKH, OCTAEeTCHA aKTYyaJbHBIM,
IIOCKOJIBKY pe3y/IbTaThbl NOJ00HBIX UCCAe0BAaHUN MOTLYT He TOJIbKO NMOBBICUTH 3PPEKTUBHOCTD
MOJIEKYJIAPHOM AUarHOCTUKHU U MeIUKO-TEHETUYECKOTO KOHCYJIbTUPOBAaHNUA HEPBHO-NICUXUYECKHUX
3aboJieBaHUl, HO TakKXe U COJeHCTBOBaTb pa3paboTKe TAKTUKM KOPPEKLHH, OCHOBAaHHOW Ha
JaHHBIX OTHOCHUTEJIbHO TNaTOTeHeTUYeCKUX MeXaHM3MOB aHOMaJbHOro (QYHKLHOHUPOBAHUSA
rosioBHoro mo3sra [1; 3; 4; 7-10]. [Ipu Ha/MUYKUKU TaKUX pa3pabOTOK B 06JIACTH MOJIEKYJISIPHOU
reHeTUYeCcKOM JMarHOCTUKH, KaK «MOJIEKYJSIpHOe KapUOTHUIHpPOBaHUe» (CKaHHpPOBAHHUE BCETO
reHoMa C BbICOKMM ypPOBHEM paspellleHHs1), a TaKKe MOJIEKYJIIPHO-IIUTOreHeTUYeCKUX METO/I0B,
KOTOpBbIE JAI0T BO3MOXXHOCTh UCCe0BaTh nocjaenoBaTenbHocTy JHK B oTAe/IbHO B3ATOM KJeTKe
[2; 4-6; 12-14], nofo6HbIe 33a4M MOTYT ObITh C ycrnexoM pelieHbl. CiefyeT Nog4YepKHYTb, YTO
TOJIbKO CKOOPJAMHUPOBaHHble [eWCTBUSA CIELUaJUCTOB, NPOBOJAIINX KJIMHUYECKYI0 U
MOJIEKYJIIDHYI0 [JMAarHOCTHUKY, a TaKKe OKasblBAWIIUX MEAUIUHCKYI0 W ICHUX0JIOTHYECKYIO
IIOMOLLb, MOTYT CHOCOOGCTBOBATbH YJYyYLIEHUIO COCTOSIHUA M KadyecTBa KU3HW HHAUBHUAYYMOB,

CTpagalolIuX HEPBHO-IICUXWUIE€CKHUMHU 3a60J/IeBaHUSIMH.
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Currently, it is well known that genetic anomalies significantly contribute to pathogenesis of
different mental disturbances, including such diseases as mental retardation, autism,
schizophrenia and Alzheimer’s disease. More precisely, up to 50% of cases of these diseases can
be associated with gene, chromosomal and genomic mutations. In this context, providing for
medical and psychological help at modern level for individuals affected by these diseases would
be incomplete without application of newly introduced methods for genome analysis to diagnose
and to identify mechanisms of neuropsychiatric disorders. Here, a brief overview of current
advances in analyses of genetic mechanisms of mental disturbances and developments in
diagnosis of chromosomal and genomic disorders are given.

Keywords: autism, Alzheimer’s disease, genome, DNA, mental retardation, chromosomal
abnormalities, schizophrenia.
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