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Annotation. This article provides a classification of genetic disorders, which
plays an important role in the development of technologies for the diagnosis and
treatment of hereditary forms of mental illness.
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Ha Texymiem stamne pa3BuTusi OMOMEIUIIMHBI yCTAHOBJICHO, YTO TeHETUYECKUE
(akTOpbI 0Ka3bIBAIOT CYLIECTBEHHOE BO3/IeHCTBIE Ha (POPMUPOBAHUE IICHTPAIBHOMN
HEpPBHOM cHCTeMbl, pabOTy MoO3ra, IOBEJIEHHWE U YMCTBEHHBIE CIIOCOOHOCTH.
N3yuenne wusmenenun B JHK w© 1posiBIeHMM TIe€HETHYECKOTO KoJa B
HEBPOJIOTMYECKUX U MCUXUYECKUX 3a00JI€BaHUAX MPUBENIO K MOSBICHUIO HOBOTO

HarpaBJICHUA B COBpeMeHHOfI ouoJIoTMn U MCOUIIUHE — HCI/IXHanPI‘leCKOﬁ
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reHeTuku. VccienoBanuss B 9TOM 00JlacTU TOKa3zald, 4YTO TeHETHYecKas
COCTAaBJISIIOIIAs UTPAET KIIOUEBYIO poJib B Oosiee ueMm 50% cinydaeB MCUXUYECKUX
3a00JIeBaHUM, U UTO JIJIsl OMPENICICHHBIX (HOPM YMCTBEHHON OTCTAJIIOCTH, ayTH3Ma U
mU30pEHUU  U3BECTHBI  ClielU(HUUECKME T'E€HETHYECKUE U XPOMOCOMHBIE
u3MeHeHus. OcoOblii WHTEpeC BBI3BIBACT AaHAINW3 TE€HETUYECKHX IPOILIECCOB
HEIMOCPEJICTBEHHO B KJIETKaX MO3ra, TaKk KaK 3TO I03BOJISIET BBISIBUTH LETIOYKY
OMOJIOTUYECKUX TPOIECCOB, CBA3AHHBIX KaK C HOPMaJIbHOW, TaK U C HAPYLUICHHOU
dbyHKIMEH MO3Ta.

Krnaccudukanus HaciaelICTBEHHBIX 3a00J€BaHUM HUIpaeT BaXHYIO poJib B
JUArHOCTHKE, BBIOOPE CTPATErHH JeueHus: 1 pa3paboTke JiedeOHbIX MeTo0B. Bee
HACJIEICTBEHHBIE MMATOJIOTUU MOTYT OBITh pa3/IeJI€Hbl HA KATETOPUU MO PA3THMYHBIM
IPUHLIAIIAM: 110 CLIOCOOY HACJIEIOBaHMUsl, 110 NATOT€HEe3y HAPYIIEHUH B OpraHUu3Me,
10 TUITy MyTalluil B KJIETKE, IO MPEUMYILIECTBEHHOMY MMOPaXEHHUIO ONPENAEICHHON
CUCTEMBI, [0 METOJaM JIA0OPATOPHOM JTUATHOCTHKH JJI1 YCTAHOBJICHUS IMAarHO3a.
Hosble kiaccuukanny nosBIsSOTCA PEryISIPHO, KaXaast U3 HUX UMEET CBOE MECTO,
OTBeYass MOTPEOHOCTSIM TEOPUUM U KIWHUKH B U3YYEHUM HACIEICTBEHHOMN
narosioruu [1].

Knaccudukanus HaciieICTBEHHONW MAaTOJOTMUM B 3aBHCHUMOCTH OT MeECTa
JOKaNU3alMyd MyTalluid B TE€HETUYECKOM HH(OpMaluU OTOOpa)kaeT pazinyHbIe
BU/Ibl HACJIEICTBEHHBIX 3a00JI€BaHU, TaKle KaKk TeHOMHbBIE, XPOMOCOMHbBIE, FEHHbIE
(MOHOT€HHBIE), MHOTO()aKTOpHBIE, SIUTECHETUYECKUE 151 0omne3Hu
MHUKPOCATEJUIUTHBIX TaHIAEMHBIX MOBTOPOB. Ty KJIacCU(PHUKAUIO HHOIIA
HA3bIBAIOT TEHETHUYECKON Kiaccudukanuen. Ee 1eHHOCTh 3akioyaercs B
NOHMMAHUU HTAlOB ATUOJIOTMM M TMATOreHe3a, a TaKXe HMX PacloJIOKEHUH B
uepapxuu reerndeckoi nupopmammu. C ee moMoIIb0 MOKHO TOHATh HE TOJBKO
CYThb HapyLIEHUsI TEHETUYECKOT0 KO/, HO U MTPEAJIOKHUTH METO/IbI JIs1 IUATHOCTUKU
COOTBETCTBYIOIIEH MyTauuu. bornee Toro, Ttakas KiaccupuKamusi MOMOTaeT
ONPENETUTh BO3MOXKHBIE MAaTOTEHETHUYECKHE METOIbl JIedeHHss U (DaKTopsl,

CIIOCOOCTBYIOILIME PA3BUTHIO MATOJIOTUH.
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I'eHOMHBIE 00JIE3HU IIPENICTABIISAIOT COOOH TsXKeble POPMBbI HACIEACTBEHHON
[aTOJIOTUH, KOTOPBIE PEIKO BCTPEUAIOTCS y JIIOAEH U CBSI3aHBI C MOJIUILIIOUTUEH
opranu3ma. Pa3BuTue opranmsma ¢ TeéHOMHBIM 3a00JieBaHHEM B OOJBIIMHCTBE
CJIy4aeB MPUBOJUT K BBIKUBIILY, MEPTBOPOXKJICHUIO WM CIOHTAHHOMY a0opTy.
MexaHu3M TE€HOMHBIX OOJIE3HEW 3aKIIYaeTCsl B HEpa3JeleHUH TalIOuJHOTO
Habopa XpOMOCOM BO BPEMsI CO3PEBAHUS TaMeT MJIH B OTNIOIOTBOPEHUU SULIEKIICTKU
IBYMsl CIIEpMaTO30MJaMH. OTO HPUBOIUT K (OPMUPOBAHHUIO OpraHu3Ma C
TPUILTOUIHBIM WJIA TETPAIIONIHBIM HAaOOPOM XpOMOCOM. XOTsl TaKHE OPraHU3MbI
OOBIYHO MMEIOT HU3KYIO JKU3HECTIOCOOHOCTbh, HAOMIOIEHUS TIOKAa3bIBAIOT, YTO OHU
BCE K€ BO3MOJKHBI, XOTS HE BCETJa IPUBOIAT K KUBOPOKACHUID. DTH aHOMAaJIUU
YacTO CBSI3aHbl C JMUTCHETUYECKHMMHM MEXaHW3MaMu WA OJIHOHAIPaBICHHOU
aucomMuen xpomocoM. IIpumepoM Takod NaTOJIOTHH SABIISIETCS ITy3BIPHBIA 3aHOC,
BBI3BaHHBI ~ AHOMAJIbHBIM  pa3BUTHEM  Tpodobracta BMECTO  OOBIYHOMU
OEpEeMEHHOCTH.

XpOMOCOMHBIE 0O0JIE3HN MPEACTABIAIOT €000l (opMy HacieACTBEHHON
NATOJIOTHH, MPU KOTOPOM HApylIAeTCsl CTPYKTYpa, KOJUYECTBO WM LEIOCTHOCTh
XpoMOCcOM. B 3aBHCHMOCTM OT TuIla MyTauuid, XpOMOCOMHBIE AHOMAaJUU MOTYT
ObITh JENeUUsIMU, OYIUIMKAUSMU, TPAHCIOKAIUSIMU, WHBEPCUSIMH U JPYTHUMHU.
Yamie Bcero OHM COIMPOBOXKIAIOTCS TSHKEIBIMU KIMHUYECKUMH TMPOSIBICHUSMH,
XOTSI CYHIECTBYIOT U Oonee Msrkue (opmbl, Kak MUKPOACICIUH U
MUKpPOAYTUTMKALIMK. BHYTpU KaXaoW TIpyIIbl XpOMOCOMHBIX OOJE3HEW MOMXKHO
BBIJICJINTH PA3JIMYHbIE TUIIBI B 3aBUCUMOCTH OT IPUYMH, pa3Mepa MOBPEKIECHHOTO
y4acTKa XpOMOCOMBI M XapakTepa HapyuleHuss TreHeTuku. IIpumepamu
XPOMOCOMHBIX OO0JIE3HEH SIBISIIOTCA TpUILTOMAMS X, cuHapoM lllepemeBckoro-
Tepuepa, cunapom JIxeiikooOca u apyrue [1].

['enHble WM MOHOTeHHbIE 3a00J€BaHUS BO3HHMKAIOT IPU MYTAlMU B
ONpEJEICHHOM T€HE M TEPeNaroTCsl MO HACIEACTBY B COOTBETCTBHUH C THUIIOM

HaCciacaoBaHUA.
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HacneactBennsie 007€3HM MO TUMY MepeJayd T€HOB MOXKHO pa3/iefuTh Ha
HECKOJIbKO KaTEropHii: ayTOCOMHO-JIOMHHAHTHBIE, ayTOCOMHO-PEIECCUBHBIE, X-
CLEIUICHHbIE JOMUHAHTHBIE U PELECCUBHBIE, Y-CLEIICHHbIE (TOMaHAPUYECKUE), U
MHUTOXOH/IpHAJIbHBIC 3a001eBanus [2].

AyTOCOMHO-JOMUHAHTHBIC U ayTOCOMHO-PELECCUBHBIE 00se3Hu
MOJIYMHAIOTCS 3aKOHAM HAacCJIeI0BaHUs, YCTAHOBIEHHBIM MennaeneM. B To Bpems
KaK HacJeIOBaHHE€ MUTOXOHJPHAIIbHBIX 3a00JI€BaHUN HE COOTBETCTBYET ATHUM
3aKOHaM M3-32 MATEPUHCKOTO MPOUCXOXKACHUS MHUTOXOHAPHM. X-CUEIICHHbIE
JIOMUHAHTHBIE U PEIIECCUBHBIC, a TAKKE TOJIAHJIPUYECKUE 3a00JIeBaHMS, YACTUIHO
HE MOTYUHSIOTCA 3aKoHaM MEHJIeJIEeBCKOro HAacCJEeJO0BaHMS H3-3a BKJIaJa 00OMX
POAUTEIEH.

Krnaccudukanus Hacie1cTBEHHBIX 00JIe3HEH Ha OCHOBE TUIIOB HACJICI0BAHMUS
HIUPOKO MCIOJIB3YETCS B KIMHUYECKOW MPAKTUKE JJIsi JUArHOCTUKU M pacyera
BEPOSITHOCTHOI'O PUCKA JUIsl IOTOMCTBA.

Tem He MeHee, eciiM pacCMOTPETh MHUHYCHI JIaHHOW Kiaccu(ukaiuu, TO
BAXHO TMOAYEPKHYTh, UYTO OHA HE OXBAaTHIBAET BCE THUIIBI HACJEACTBEHHOU
MaTOJOTHUH, TAKUE KaK TEHOMHBIE MyTalldd U XPOMOCOMHbIE aHOManH. [loaTomy
JlaHHAsI KJIaccuPuKaiusi IPUMEHSIETCS TOJIBKO JIsl TEHHBIX MYyTallUid.

[IpoBeneHue AUAarHOCTUKU F€HETUYECKUX HAPYIIEHUN OCYIIECTBISETCS MpU
MOMOIIH Pa3JIUYHBIX METOIOB:

- ILMUTOTCHETHUYECKUE UCCIEeNOBaHUA (MUKPOCKONMYECKOE H3YUEHHUE
XPOMOCOM);

- MOJIEKYJISIPHO-IIUTOT€HETUYECKUE METO/IbI (aHAJIM3 XPOMOCOM MPH MOMOLIU
MOJIEKYJIIPHON OMOJIOTHN);

- MOJIEKYJISIPHO-T€HETUYECKHE TEXHUKH (aHanu3 nocienoBarenbHoctend JJHK
Ha MOJICKYJIIPHOM ypoBHe) [3,4].

Knuauko-reHeTnueckuii  aHajau3  MO3BOJSET  OTIMYUTH  MOHOTEHHBIC
3a0osneBanus (T€HHBIC MYTAlMKM) OT 3a00JICBaHMMA, JJIS JUATHOCTUKH KOTOPBIX

Tpe6yeTc;1 aHaJIu3 BCEro I€HOMa C HCIOJIB30BAHHCM HUTOI'CHCTHUYCCKHUX HWIIN
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MOJIEKYJISIPHO-IIUTOTEHETUYECKNX MeToAoB [3]. B  KOHTEkcTe yMCTBEHHOU
OTCTAJOCTH M ayTu3Ma TaKOl TOIXOJ K JUAarHOCTUKE MOXET JOCTUTaTh
apdextuBHOCTH 10 50% U 40% cooTBeTrcTBeHHO. MCccnenoBaHus TeHETHYECKHUX
HapyUIEHUN MpU MCUXUYECKUX 3a00JEBaHUSAX YKA3bIBAIOT Ha HEOOXOAMMOCTh HUX
ydeTa TpU BBHIOOpPE METONOB KOPPEKIMH, BKIIOYAs TICUXOJIOTHYECKUE U
MEIVMKaMEHTO3Hble BMemarenscTBa. [Iposenenue ananusa JHK takke momoraer
BBISICHUTH TPEAPACIIONOKEHHOCTh (MJIM OTCYTCTBHE MPEIPACIOIOKEHHOCTH) K
JNEUCTBUIO JIeKapcTB. Takum 00pa3oM, pe3yinbTaTbl FTEHETUYECKOW JUArHOCTUKHU HE
TOJIbKO TIOMOTAlOT ONPENEIUTh NPUYMHY 3a00JIeBaHUS, HO U CIIOCOOCTBYIOT
3G (HEKTUBHOMY MPEJOCTABICHUIO TMOMOIIM TIPU PA3IUYHBIX TCUXUYECKUX
paccrpoiicTBax [3]

Menuko-reHeTHUeCKoe KOHCYIBTUPOBAHUE BKIIOYAaeT HMH(POPMUPOBAHUE
NAlMEHTOB WA UX POJACTBEHHUKOB O CIEIYIOLIEM:

1) xapakTepe 1 MOCIEACTBUIX 3a00JICBaHUS;

2) BEpOSTHOCTH pUCKA Pa3BUTHS M Mepefadd 3a00JIeBaHHS TOTOMCTBY Y
POJCTBEHHUKOB PAa3HOI CTENEHH POJICTBA;

3) BO3MOXKHBIX CITOCO0AX YIIYyYIICHUS] COCTOSHHS M KaueCTBa KU3HU YJICHOB
CEeMbH, CTpaaronux 3adoeBanueM [3].

Pe3ynbraThl TEHETMYECKON JMArHOCTHKU TIO3BOJIAIOT OTBETUTh Ha JTHU
BOIIPOCHI U OOECIIEYUTH MOJTHOE KOHCYIBTUPOBAHUE MAIIUEHTOB:

- 0 XapakTepe M MociaeAcTBUsAX 3aboneBanus. l[lomydeHHble AaHHBIE
MO3BOJISIIOT JIaTh WH(MOPMAIIMIO O MPOTHO3€ 3a00JIeBaHUs, OCHOBBIBASCH Ha CBS3U
MeXIy (peHoTHnuYecKuMHU TposBicHUAMA W m3MeHeHusiMu B JIHK. B cioydasx
MO3au4HbIX (OPM HEOOXOAUM MOHUTOPHHT C MCIOJb30BAHUEM MOJEKYISIPHO-
UTOT€HETUYECKUX METOMOB, TaK KaK JIOJISI KJIETOK C FeHETHYECKON aHoMaluen
MOXET U3MEHSATHCS B TCUCHUE KU3HU [4];

- 0 BEPOSATHOCTHU PUCKa pa3BUTHS 3a00JI€BaHUs U TIEPEaur €ro M0 HACIIECTBY
y Ppa3IUYHBIX POACTBEHHUKOB, UTO TpeOyeT 3HAHWSA JAaHHBIX O TECHETUYECKOM

)Ie(i)CKTe M B HCKOTOPLIX CIy4dasaX JOIMOJHHUTCIIbHBIX I/ICCJ'IC,Z[OBaHI/Iﬁ POACTBCHHHUKOB
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(pomuteneit). Puck paccuuThiBaeTCs MO T'€HETUYECKUMM 3aKOHAM WM HAa OCHOBE
IpeaplIyuX ucciuenoBanuii [4]. Ilpyu cmoHTaHHBIX MyTalMsIX BEPOSITHOCTh PUCKA
MUHUMAJbHA;

- 0 BO3MOYKHOCTSIX YJIYYIIEHHS COCTOSHUS U KaueCTBA KU3HU YIEHOB CEMBbH,
cTpajaronux 3adboneBanueM. st 3Toi 3amaun HEOOXOIUM KOMIUIEKCHBIN MOIXO/,
BKJTIOYAIOIINI TEHETUYECKYIO TUarHOCTUKY, KOHCYIIBTAINIO Bpaya-TeHeTHkKa (1 mpu
HEOOXOAMMOCTHU JPYTUX CHELUAINCTOB), a TAKXKE B CIIydasX HEPBHO-IICUXUUECKHUX
3a0oneBaHnii - mcuxosiora. OOOOILIEHHbIE JaHHBIE, IOJTYYEHHBIE OT BCEX
CHELMAIUCTOB, B OOJIBIIMHCTBE CJIy4aeB IO3BOJISIOT IPEIOCTABUTH IOJIHYIO
MHGOPMAIMIO U CKOPPEKTUPOBATh MHIMBUIYaJIbHBIE MPOLEAYPHl MOAIEPKKH IS

KaXa0ro rnanucHTa.
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