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4YTO HEOBXOAUMO 3HATb
AETCKOMY NCUXUATPY O TEHETUKE

Robert R. Althoff

Ha npotsoxennn mocaepHux 20 AeT ATCKasl U IOAPOCTKOBAS IICHXHATPHUS AO-

CTaTOYHO aKTHBHO ITOAb3YETCA AOCTHIKEHHAMU 6HX€BHOP3AI)HOI>1 u MOAeKYASIpHOfI

T€HETHKH. HECMOTPH Ha TO, 9TO paHee CINTAAOCH, YTO B OCHOBE€ HEKOTOPBIX IICH-

— 3
DOxeiimc YotcoH n ®paHcuc Kpuk
BMecTe ¢ Mopucom YnkuHcom B
1962 rogy nonyunnau Hobenesckyio
npemuto no Guanonorun 1 MeauLmMHe
3a uccneposanne cTpyktypsl JHK. Ha
http://www.ted.com/talks/james_
watson_on_how_he_discovered_dna
MOXHO MPOCMOTPETb BKAEO03ANUCH U
npoCnyLaTh OTKPOBEHHbIA U BECENbIi
paccka3 [xenmca YOTcOHa 0 TOM, Kak
OHN BMecTe ¢ ®PpaHcucom Kpukom
paboTanu Hajg wuccrefoBaHWEM
ctpykTypbl AHK (20:54).
|

XHYECKUX PACCTPONCTB, HPOSIBASIIOIIUXCS B AETCKOM BO3DACTe,
AEXaT TaKMe MEXaHU3MbI, KaK «QHKCAIIUsI>»> Ha OIIPEACAEHHON
CTAAMH PasBUTHS UAM <XOAOAHbBIE MaTepPH>, UCCACAOBAHHS
CeMeNCTBEHHOCTH U HACAEAYEMOCTH 9THX 3a00A€BaHUI [IPU-
BEAU K TOMY, YTO CeIT9ac y>Ke He TaK MOAHO IIPHBOAUTD AOBOADI
IPOTUB GHOAOTHYECKHUX OCHOB IICHXOIATOAOTHH, CBSI3AHHOM C
pasBurueM. C APyroil CTOPOHBI, GOABIIMHCTBO KAMHHIINCTOB
00y4aAHCh OCHOBAM I€HETUKH, HCXOAS U3 IPHHIUIIOB MOHO-
FEeHHOTO, MEHAEAEBCKOTO HacAeAOBaHUs. IT0CKOABKY Takoi THII
HACAAOBAHHS — OAMH-T€H-OAHO-PACCTPOICTBO OTHOCHTEABHO
PEAKO BCTPeYaeTCsi B ACTCKOM IICHXOMATOAOTHH, CO3AABAAOCH
BIIeYaTAEHUE, YTO ICHXUATPUIECKAS T€HETHKA IIPOABHUTAETCS
HEAOCTATOYHO OBICTPO, AASL TOTO YTOOBI HAXOAUTD IIPUYHHDI
ICHXUYECKUX PACCTPONICTB AETCKOTO BO3pacTa. AefCTBUTEAD-
HO, ecan 63l Takue paccrpoiicTBa, kak CABI, ayTusm man 6u-
IIOASIPHOE PACCTPOMCTBO y AETEH, BHI3BIBAAUCH OAHUM T'€HOM,
TO AO HACTOSIIIIETO BpeMEeHH OH y3ke ObIA 61 HalipeH. Haobopor,
IICUXHYEeCKUEe PACCTPONCTBA AETCKOTO BO3PACTA SBASIOTCS SIPKH-
MU IIpUMePaMU CAOXKHBIX IPH3HAKOB. CAOXKHBIN IIPU3HAK — TO

IIpHU3HAK, KOTOPI:II:I He SIBASIETCSI PE3YADTATOM IIPOCTOIO MEHAEAEBCKOT'O HaCAE€AOBa-

HH, 4, CKOpe€e BCEro, CBA3aH C MHOXXECTBEHHDIMHU I'€HAMH (I/I, o BCceH BEPOATHOCTH,

CO MHOTHMH QaKTOPaMH OKPy>Kalomjeil CpeAbl), AeHCTBYIOI MK COBMECTHO.

AAst TOro 4TOOBI IIOMOYb PA30OPATHCS C ACTCKOF IICHXHATPUYECKOH IeHeTHKO,

Mbl CHa4aAa [IPEACTABUM OCHOBHBIE KOHIIEIIIUHU OOMLjell TeHETUKU. DTO IOCAYKUT

KpPaTKO 03HAKOMHTEABHO HHPOPMAIIHel O TOM, KaK IICHXHATPHIeCKIe IPOOAeMbI

[IEPEAAIOTCSI OT POAUTEAEH UX AeTSIM. Aasee MBI 0OCYAHM BaXKHOCTb OOCAEAOBAHMUS

ceMmeint Tak, 4TO6BI MOXKHO OBIAO IIOAYYHMTD I/IH(l)OpMaLII/IIO KaK O Tr€HEeTHKE, TaK K O BAWI-

HHH OKPY>KaloIjei CpeAbl. 3aTeM MbI OITHIIeM pa3Hble THUIIbI HAYYHBIX HCCACAOBAHHI

B reHeTHKe M paccKa)keM, KaK HHTepPIPeTHPOBATh UX Pe3YABTAThL. JTO, eCTECTBEHHO,
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Kaxmas knetka 4enoBeyeckoro Tena (3a UCKIoYEHNEM KPaCcHbIX
KPOBSIHbIX TENEL) COAepPXMT 23 napbl XpOMOCOM. XpOMOCOMbI
HacnenyloTCs: Kaxablii M3 poanTenei nepesaet OfHy XpOMOCOMY
13 napbl CBOMM JeTaM. (a) Kaxmas xpomocoma CoCTOUT U3 MIOTHO
cxatoit cnupanu IHK. Mpyu pasamatbiBaHnum oHa 06HapyxuBaeT (b)
3HAKOMYIO [IBOVHYIO CiMpasbHyI0 CTPYKTYPY. Ecin Mbl n306pasum
monekyny IHK, kak Ckpy4eHHyt0 NECTHULLY, TO €e CTOPOHbI (OCTOB)
OynyT COCTOSITb U3 MOJEKYN caxapa U dpocdarta, CBI3aHHbIX MeXay
co60ii (C) nepeknagmHamu, NPeACcTaBAEHHLIMI XMMUYECKUMM
BELLECTBAMM, Ha3bIBAEMbIMM a30TUCTbIMI OCHOBAHUSIMW — [EHWH
(A), TaMUH (T), ryanuH (G), u umTo3uH (C), dopmupyioLwmmm
CBSI3aHHbIE APYr C APYroM napbl. PacrnonoxeHue B onpeseseHHom
Caxaposocpareeii  OPSYAKE 3TUX OCHOBAHWI BMECTE C AUTMHON NECTHULIb! HAa3bIBAIOTCS
Earsally nocneaoBarenbHocTbio AHK.
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IIPUBEAET K AUCKYCCHH O Pa3HHUIe MEXAY MOHOTeHHbIMH (MeH- T e
ACAEBCKMMH) U TIOAUT€HHBIMH (KOMITAEKCHBIMH) 60A€3HAMU. * Genetic
U HaKoHel], MBI IOTOBOPHM O TOM, KaKie TeHeTUIeCKIe TeCTbl
AASL 9THX PACCTPOMCTB MOI'YT NPUMEHSATHCS B KAMHUYECKO#
TIPAKTHKE, U O TOM, B KAKHX CAYYasIX CAEAYeT POBOAUTD TeHe-

THY€CKO€ KOHCYABTHUPOBAHHE.

Bbl He 3HaeTe,
4YTO 03HAYaET KaKOIA-TO TEPMUH?

OCHOBHBbIE NOHATUA B TEHETUKE Ha https://www.genome.

gov/glossary/ Bbl MOXeTe

L[eHTpaAbHLIM AASL IICUXMATPUYECKON F€HETUKH SBASIET- HaTX MOAPOBHbIE OMMCaHMA
PacnpoCTPAHEHHBIX FEHETUYECKNX

TEPMUHOB U MINIOCTPALMU K HUM.

cs1 pyHAAMEHTaAbHOE IIOHATHE, 3aKAIOYAIOIeecs: B TOM, YTO B
SAPe KACTKH Ha MaTpHIe Ae30KCUPUOOHYKACHHOBOM KMCAOTBL
(AHK) B X0A€ TPaHCKPUITIIMM CUHTE3HPYeTCSl MATPUIHAS PU6O-

HykaenHOBas kucaota (MPHK), saTem B iponjecce TpaHCcASIME B PUOOCOME C y4acTH-

em tpancnoptroit PHK (TPHK) ocymecrtsasiercs cuntes 6eaka. Beaxu BoimoansioT

B KAETKe OIIPEACACHHYIO PabOTy — TPAHCIIOPTHUPYSICh Yepe3 KACTOUHYI0 MeMOpaHy

BHYTPb U U3 KACTKH, HT'PAIOT POAD PELIEIITOPOB AASL HEHPOTPAHCMUTTEPOB, BAHSS Ha

TO, KK KAETKA BO30Y)KAQ€TCS, IBASIOTCSI IIEPEHOCIYHKAMI HHGOPMAIIUH AASL APYTUX
OHOAOTHYECKHX CUCTEM U T.IL.. DTA YeHMPAaAbHas 00ema OHOAOTHH O ITYTH IePeAAUH
uapopmarmu — AHK > PHK > 6eA0K, SIBASIETCSI OCHOBOI APYTHX CBsI3€i, 0 KOTOPBIX

MBI OyAeM TOBOPHUTD AaAblie. I[ToCKOABKY CTPYyKTypa 0eAKOB B HeHPOHAX H3HAYAABHO

3aBHCHUT OT ocHOBHOTO KopAa AHK, pyHKIIMOHMpOBaHMEe HEHPOHOB MOXET 3aBHCETh

oT Bapuanuit 3Toro koaa. Boaee roro, nockoavky AHK B kasxa0it kaeTke (1o MeHb1meit

Mepe, [0 CBOeil CTPYKType) IO CYLjeCTBY SIBASIETCSI OAMHAKOBBIM ITaTTEPHOM IaPHOTO
COEAMHEHMUS OCHOBAHMUI HYKA€HHOBBIX KHCAOT, AASI TOTO YTOOBI YCTAHOBHTD 9THU CBSI-

3H, He HY’KHO HEIIOCPEeACTBeHHO usy4aTs Hefiponsl. AHK, BasiTas us A060it kaeTKH

Teaa (HampuMep, n3 AMUM$OLUTOB KPOBH HAU SIIMAEPMHUCA BHYTPEeHHel! TOBEpXHOCTH
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BBEAEHUE B AETCKYIO MU NOAPOCTKOBYIO NCUXUATPUIO

H.IQKI/I) TIO3BOASIET IIOAYIHMTD IIPEACTABACHHE O ITOCAEAOBATEADHOCTH AHK OCTaAbBHBIX

gacreit Teaa. Ecan 6p1 nusmenenns kopa AHK xaxnm-an60 06pasom BAMSAY Ha IICH-

XHU4YECKOe paCCTpOfICTBO, MbI OBIAM ObI Ha IIar OAMOKE K IOHMMAHMIO OMOAOTHYECKUX

CUCTEM, ACKAIIUX B OCHOBE 9THUX COCTOSIHH.

AAst TOro 4T008I IOHSATH, oYeMy Mol nccaeayeM AHK B AeTckoit ncuxuarpum, He-

006X0AMMO OOBSACHUTD ellje OAHO KArodeBoe nousarue. AHK IepeAaeTCs OT POAUTEAEH

MNENb

Annenb npepcrasnseT coboii anbTep-
HaTMBHYIO HOPMY OOHOrO M TOr0 Xe
reHa (0avH 13 napbl), PacnosoXeHHOro
B Cneundnyeckom yyacTtke cneundu-
4eckoit Xxpomocombl. Takue kopbl HK
ONpeaensioT pasHble CBONCTBA, KOTOpble
MOTYT NnepeaaBaThCsl OT POAUTENeit UX
notomcTBy. MHAMBMAbI HacnemyloT ABa
annens Kaxnoro M3 reHoB, N0 OAHOMY OT
kaxzoro 13 poguteneii. Ecnm 06a anne-
191 WAEHTWYHbI, UHAVBWL IBNSIETCS FOMO-
3UroTHLIM MO 3TOMY reHy. Ecnm annenm
JIaHHOTO reHa OT/IMYAlTCS — OpraHnu3M
reTepo3nroTHbINA. B TpaaMUMOHHON MeH-
[IeNEeBCKOM FeHETUKe annenu MoryT ObiTb
JOMWUHAHTHLIMW AN PELLECCUBHBIMM.
B cooTBETCTBMM C 3TOI MOAENbIO, €CNN
Mpu3HaK onpeaensieTcs Tofbko OAHUM
FEHOM, OpraHu3m, reTepo3uroTHbI B
onpeaeneHHoOM NOKyce, W, Takum 06-
pa3oM, UMEIOLLWA OAUH AOMUHAHTHBIA
¥ OVH PELECCUBHBINA annenu, NposisuT
JOMVHaHTHbIV dpeHoTun. Annenu onpe-
[ensioT GEeHoTMN OpraHu3ma, KOTopblii
npeacTaBnseT coboit ero BHELWHWIA B,
Annenu nopasaensioTcs Ha «Gonblume»
1 «Masible» Ha OCHOBAHMM TOTO, KaKOiA
annenb reHa Haubonee YacTo BCTpeya-
€TCs B NONyNsumn. Anneny cunutaiotes
«PacnpoCTpaHeHHbIMM», €CIN OHW BCTPE-
yaloTea vawe, yem y 1% nonynauum.
B npoTMBHOM Cry4ae OHU OTHOCSTCS K
«PEAKUM>.

|

aersm. AHK mpepcraBasieT co601t ABYCIIHPAABHYIO MOAEKYAY,
B KOTOPOH OAHA CIIMPAAb IIOAyYeHa OT OTIIA, APYTasl OT MaTe-
pu. Ha xasxp0#t 13 9THX cripaAeil MAM XPOMATHUAAX HAXOASTCS
IIOCAEAOBATEABHOCTH HYKACOTHUAOB, HEKOTOPBIE H3 KOTOPBIX
TPYHIUPYIOTCS B QYHKIIMOHAABHBIE EAVHHIIBI HAU [€HbI, KOAU-
pyIolire NEPBHYHYIO CTPYKTYPY 6eAKa. Apyrue 4acTH XpOMaTHA
IIPEACTaBASIOT CO60it MexkreHHble (MAM MeXAYTEHHbIE) YIACTKH.
OTH y4acTKHU caMu I10 cebe TakKe MOT'YT UI'PATh BAXKHYIO POAb
B QpyHKIIMOHUPOBAHUHU OEAKOB, BepOSTHEe BCErO OIIOCPEAOBaH-
HyI0. [eHHbIe 1 Me)XTeHHbIe YIaCTKH IIePeAAIOTCS OT POAUTEAeH
K AeTsiM. [eHbI MetoT ABe GOPMBI, KOTOPbIe HA3bIBAIOTCS dAAEAS-
mu. CAeAOBaTEABHO, peOEeHOK IIOAYYAET OAUH AAACAD OT €r0 HAU
ee OTIIa, a APYTOi1 — OT Marepu. TakuM 06pa3oM, ecAr 6bI MOXKHO
OBIAO OIIPEAEAUTD, YTO CIIeLUPUIECKIE AAACAH T€HA CBSI3aHbI C
BO3HHKHOBEHIEM B CEMbe OIPEAEAEHHOTO PacCTPONCTBA, TO
MO>KHO OBIAO OBI BBIIBUTH CBSI3b MEXAY KOHKPETHBIMU T'€HAMHU
Y KOHKPETHBIMHU PACCTPONCTBAMH.

ITockoabky opana moaosuna AHK mepepaercs ot Marepw,
a Apyras OT OTIIa, 3TO II03BOAMAO KAMHHMIJUCTAM U HCCAEAO-
BaTeASsIM ONPEAEAUTb MEXaHU3Mbl HACAEAOBAHMSI OTAEABHBIX
MOHOTeHHBIX 3a0oAeBanuil. Hanmpumep, xopes IenTunrrona
HACAEAYETCsI B CBSI3H C yBEAMYEHHEM [IOBTOPOB IIOCAEAOBATEAD-
HOCTHU TPEX a30TUCTHIX OCHOBAHUI B OIIPEACACHHOM y4acTKe
resoma (4p16.3). DTOT y4acTOK XPOMOCOMBI [IEPEAAETCS 110
HACAEACTBY OT POAUTEAEH pebeHKY, IPU 9TOM, 32 CYET HAKO-
IACHHS TaKUX IIOBTOPOB, CHMITOMATHKA YXYAIIAeTCsl B KaX-
AOM ITOCAEAYIOIIEM IIOKOAEHUH. YIUTHIBAS TAKOM MEXaHMU3MA
HACAE€AOBAHHUS, HACAEAYEMOCTb CHauaAa ObIAQ YCTAHOBAEHA

MyTeM U3ydeHHs aHaMHe3a ceMeit ¢ 60aesnbto [enrunrrona (Pucynok A.12.1). 3a

9THUM ITOCACAOBAAO NCCACAOBAHUE COOTBETCTBYIOH.Ieﬁ XpOMOCOMBDBI, IIOCAE YE€TO 6bIA

HMACHTHUPUIIMPOBAH KOHKPETHBIN reH. B cooTBeTCTBUU C MpeACTaBACHHOM BbIlIe

YeHmpaivHoii 002moti STOT TeH XaHTHHITHHA KOAUPYeT 6eAOK XaHTHHITHH, KOTOPBIH
UTpaeT POAb B IaTOreHe3e Xopeu [eHTUHITOHA.
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xpomocoma # 7

fpumep rexa:

CFTR
JNokanu3sauma B xpomocome:

7q31.2

LNMHHOE NNeNo §

Ganp # 1
cy6-6ann # 2

obnacts # 3

OMNUCAHME JIOKAJINSALIUX TEHA

lpn onucaHumn nokanusauum B XpOMOCOME WUCMONb3YETC HOMEHKATYpa,
COCTOSILLAS 13 HOMEpPA XPOMOCOMbI, 33 KOTOPLIM crieayeT OykBa, 0603Haualo-
L1as nieyo. XpoMOCOMbI COCTOSIT MX AABYX XPOMATUEL U UMEIOT J/IMHHOE U1 KO-
POTKOE M/eY0 Mo 06e CTOPOHbI OT LIEHTPOMEPSI, KOTOPasi YAEPXVBAET BMECTE
06e aTn xpomatuabl. BykBoii p 0603HaYaETCH KOPOTKOE Neyo (ot ¢p. petit
— ManeHbkuii). [ing 0603Ha4eHMs AAMHHOIO nieya ucnonb3yetcs bykea g,
koTopas B andasute cnepyet nocne p. B HomeHknatype nocne 0603HaueHNs
nneya cneaytoT Ludpbl, KOTOPbIE YKa3biBaIOT Ha 06N1acTb 63HA 1 Cy6-63HA,.
B cnyyae HomeHknaTypbl — 4p16.3 — reH pacnonoXeH Ha KOPOTKOM njieye
4-11 XpoMOCOMbI, 06nacTb 1, 63HA — 6 1 cy6-63HA 3. Ha pucyHke reH CFTR
(aHrn., — cystic fibrosis transmembrane conductance regulator — mykosuc-
LWA03HBII PerynsTop TpaHCMeMOpPaHHO! NPOBOAUMOCTY) PaCMONOXEH HA
JJIMHHOM njieye 7-1 XpOMOCOMbI B no3vumm 7q31.2
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KAPUOTUN

KapuoTtun — 310 KOAMYECTBO M BHELLIHWIA
BML, XDOMOCOM B ipe KNeTku. J1oT Tep-
MVH Takxe 1Cnonb3yetcs aisi 0603Have-
HUS MOAHOrO HAboPa XPOMOCOM B OTAENb-
HOM OpraHu3mMe. Kapnotunbl OnmchBaioT
KO/MYECTBO XPOMOCOM OMPELENEHHOr0
OpraHuama u To, Kak 3TM XPOMOCOMbI
BbIMNIAAT MOJ CBETOBLIM MUKPOCKOMOM:
[UIMHA, NONOXEHMe, Kakyio Mo3uumio 3a-
HUMAET LEHTPOMEpPA, OTINYMS MEXAy
NO/OBLIMM XPOMOCOMaMM 1 apyrue ou-
3U4ECKVE XapaKTEPUCTUKN.

HASBAHUS TEHOB
leHam NpuCBavBalOT UMeHa Te, KTO WX
UCCNEyeT, 1 4acTo OHU UMEIOT ApKue
Ha3BaHWs, KaK B CUTyauuu, KOrAa reH
acCoLMMPOBaH C Xopeeii [eHTUHITOHa,
HO Ha3BaHWE reHa 3BYYUT FEHTUHITUH
(aHrn., — huntingtin). HassaHue reHos
00bIYHO MULLIETCS CTPOYHbIMK GyKBaMM
KYPCHBOM.

Pucynok A.12.1
PoaocaoBHas,
A€MOHCTPHPYIOIIAs
HACA€AyeMblIi IPU3HAK

B pomocnoBHbIX Kpyxoukamu 060-
3HAYaIOT NPEACTABUTENbHULL XEHCKO-
ro nona, KBaapaTtukamu — MyXcCKoro.
KpyX0uku 1 KBapaTvkv 3anosHaIoTcs,
€C/M MHAMBME 001afaeT NpusHakom,
NPe/CTaBNAEMLIM B BUfIE [MArpaMMbl.
[OPM3OHTAbHBIMY IMHISIMIA COBAMHSIOT
VHAVMBUIOB COCTABNSIOUMX CEMEMHbIE
napebl, BEPTUKA/IbHBIMUA JIMHUAMI 060-
3HAYaIOT NMOTOMCTBO 3TUX rap.
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FEHETUKA NMCUXUYECKMX PACCTPOMCTB [IETCKOrO BO3PACTA

OaHaKO AASL GOABIIMHCTBA ICUXHIECKUX PACCTPONCTB MEHAEAEBCKASI MOAEAD He TIOA-

BBEAEHUE B AETCKYIO MU NOAPOCTKOBYIO NCUXUATPUIO

XOAUT. ATCKHE 1 IIOAPOCTKOBbIE IICUXUYeCKUE PACCTPOICTBA CBA3AHBI C TEHETHKOM I10
OAHOMY M3 TPeX CLieHapUeB, KOTOPbIE He SIBASIIOTCSI B3AUMOUCKAIOYAIOIMMU:

« Tunoresa — pacnpocmpanentoe 3aboresanue — pacnpocmparenHuvil 6apuanm

o Tumoresa — pedkuil sapuanm — pacnpocmparentoe 3a60Ae6anue; 1

« Tumotesa s3aumodeticmeus en-okpysxarouas cpeoa.

ITockoAbKy KaXkAasl M3 9TUX THIIOTe3 OCHOBAaHA HA HEMHOTO OTAHYAIOIIUXCS TTOA-
XOAaX M II0-Pa3HOMY OIMCaHA B HAY4YHBIX nyGMKaumx, MBI IIPOBEAEM KPaTKUM o630p
KOKAOM U3 HUX.

I'mnore3a pacnpocTpaHeHHOe 3a60AeBaHHue —

pacnpocTpaHeHHbIN BApHAHT

B cooTBeTcTBUM C 3TOM rMIIOTE30H, ICUXUYECKHE PACCTPONCTBA ACTCKOTO BO3-
pacTa CBsI3aHBI C HAKOIIAEHHEM MHOXeCTBAa PACIPOCTPAHEHHbIX T'eHOB, KAXKABIN U3
KOTOPBIX 00A2AQeT HE3HAYUTEABHBIM AOTIOAHSIOIIMM BAMSHHEM B OTHOLICHUH IIPO-
stBAeHUT 60Ae3Hu. IT0 9TOJ runoTese reH, KOTOPDIA B APYTOM CAYYae MOT OBITh HCKAO-
YeH IlyTeM eCTeCTBEHHOI'O OTOOPa, COXPAHSETCS B IIOITYASILIMH, IOCKOABKY B APYTHX
YCAOBHAX oxpy)Kanmeﬁ CpeAI)I 1 B COYETAHHUU C HEKOTOPBIMI/I APYFI/IMI/I T€éHaMHt OH
o6aapaer 6AaronpusSTHHIMU CBOMCTBaMU. OAHAKO KOTAQ HAKAITAMBAETCSI AOCTATOYHOE
KOAMYECTBO aAA€AeH PHCKA, OHU 3HAYUTEABHO IIOBBIIIAIOT BEPOATHOCTD PAa3BUTHUA Y
pebeHKa OIpeAeACHHOTO PacCTPOMCTBA. JTa IMIIOTEe3a [IOAAEPSKUBAETCS PE3yAbTATAMH
HAYYHbIX MCCAEAOBAHMIL, TAKMMH, Kak npeacrasuan Constantino et al (2010), moxasas-
mue, I/ICHOAb3yH KOANYECTBEHHDBIC KPI/ITepI/II/I, 4qTo CY6CI/IHAPOMaAbeIe aYTI/ICTI/I‘{eCKI/Ie
4epThl 0GHAPY>KUBAIOTCS Y CHOAMHIOB NAIJEHTOB, CTPAAAIOIIHX ay TH3MoM. [Toxoxue
AoKazareAbcTBa ObiAM TOAydeHbI Aat CABIL OTo ykasbiBaeT Ha TO, YTO CyIeCTByeT
ceMeMHOe HaKOIIAeHHe reHOB, BAUSIONINX Ha HHAUBUAOB, HO Y OAHOTO M3 HUX MOXeT
HAKalAMBAaTbCsI 60Aee BBICOKAS AO3a ITHUX IeHOB. AAABHEHIIYIO IOAAEPXKKY 9Ta TU-
II0TEe3a HOAY‘II/IAa B Hay'-IHbIX HYGAHKaHH}IX IO COYeTaHHOM aAAI/ITHBHOf;I TeHeTHKe
paccTpoiicTs (Kak Mbl yBUAMM AQABIIE, IO PE3YAbTaTaM «OAM3HEI]OBbIX HCCAEAOBA-
HUN>»> U «ITIOAHOT€EHOMHOI'O aHAAN3a CAOKHBIX HPI/IBHaKOB»). 3TOMY COOTBETCTBYIOT
OTHOCHUTEABHO HeOOABIINE AQHHbIE, TOAYYEHHbIE O FeHaX 3HAYUTEABHO BAUSIOIMX Ha
IICUXUYeCKUe PACCTPOMCTBA AGTCKOTO BO3pPacTa, IPHU IPUMEHEHUU METOAA NOAHO2e-
HOMHO20 noucka accoyuayuii (ameA. — genome-wide association studies (GWAS).

T'unore3a peAKHil BApHAHT — pacHpocTpaHéHHOe 3a6oAeBaHme

CTopOoHHUKH 3TO! IMIIOTE3BI IOAATAOT, YTO BOZHUKHOBEHHE PACIPOCTPaHEHHBIX
ICUXUYECKUX PACCTPONCTB CBSI3AHO C HAKONAEHUEM 8 NONYASYUU pedkux mymayuii.
B cooTBeTCcTBUM € 3TOit TUMOTE3011 OAHA UAM HECKOABKO TAKHMX PEAKHX (dacToTa aa-
AeAs MeHee 1%) MyTaruil, MOMAARIOIIMX HA CXOAHBIN KPUTHYECKUIl ITyTh Pa3BUTHS,
MOT'YT BbI3BaTh ICUXMYECKOE paccTpoiicTBo B opranusme pebenka (Hoffman & State,
2010). C moMombio 3T0it MOAGAR O6BACHSIOT PAacCTPOCTBA, KOTOPHIM CBOMCTBEHHO
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NOSIBAEHHE HOBOTO COCTOSIHUS B 3A0POBOI AO 3TOTO ceMbe. JTO, BpeMs OT BpeMeHH,

MO>KET MPOUCXOAUTD TOTAQ, KoTaa mpornecc permankanun AHK u mocaeayromee Ha-

CA€AOBaHUe TIPOMCXOAUT He HACAABHO, TPHBOAS K H3MEHEHUIO TOCAEAOBATEABHOCTH

reHOB, KOTOpas MepeaaeTcs pebeHKy OT MaTepu AU OTLA. Takoi MpoIjecc MO3BOASeT

nepepaBaTh pebeHKy HOBble MyTanui. COTAACHO THIIOTe3e PeAKHIl BAPHAHT — Pac-

npocTpaHeHHOe 3a60AeBaHMe, 3TH HOBble MYTaLlUK CTAHOBATCS PO6AeMOil, ecAn

OHH HaKamAMBaOTCS. HampuMep, aTu peaKre BapHAHTbI PEACTABACHBI B 6OABIINX

KOAMYECTBaX B ay TACTUYECKUX CEMbSIX, TA€ OAMH U3 MHAUBHAOB CTPAAAET ayTH3MOM

(Tax Ha3bIBaeMble «cUMIAeKCHBIE» cembu) (Sebat et al, 2007). [TockoAbKy 3TO HOBbIE

MYTALMH, KOTOPble MOT'YT TIEPeAABAThCs, OHH MOT'YT OKa3bIBaTh TAY6OKOE BAHSHHE

Ha KaXKAO€ MOCAeAYION[ee TOKOAEHHE, YTO COCOOCTBYET MOBbIEHHIO HX KOHIIeH-

Tpauuu B reHodoHAe. B cBOeil HauBbICIIEH KOHIIEHTPAIIMH, PEAKHE MyTAL[H MOTYT

A€HICTBOBATD C 60oAee BBICOKOII CTETIEHbI0 BEPOSTHOCTH, KAK MEHAEACBCKUe IPHU3HAKH,

KOTOpbIEe MOTYT GBITh YHACAEAOBAHBI, KOTAQ POKAAETCS pebeHoK.

T'unmoTe3a B3aHMOAECTBHS 2eH-0KPYIKaOwas cpeda

B cooTBeTcTBUM C 3TOM THIIOTE30H IPEATIOAATACTCS], YTO KaK PACIIPOCTPaHEeHHbIe, TaK
U peAKHe BapUAHThI OKA3bIBAIOT BAUSHYE HA IIPOsIBAGHUE IICUXMYECKOTO pacCTpOMCTBa Yy
pebeHKa, eCAM 9TOTO pebeHKa [IOMEIIAIOT B CPEAY, B KOTOPOIL 9TH OIIPeAeACHHbIE TeHbI
HPOSIBUAM Ce0s1 U, CA€AOBATEABHO, MOT'YT OKA3bIBATh BpeAHOe BosaericTBre. Kax yike yrmo-
MUHAAOCH paHee, KAKOe-TO BpeMsI 9Ta HII0Te3a OBIAA TAABHOM B FeHeTUKe PACTeHMUH, a B
Hay4HOI AMTepaType, MOCBSIIeHHOM OUXeBIOPAAbHOI TeHeTHKe YeAOBEKA, 3aHIAA CBOE
MECTO IIOCA€e ITyOAMKALUil pe3yABTATOB CEPUH HCCACAOBAHMUI, IPOBEACHHBIX B HaYaAe
2000-x ropos Caspi u Moflitt, koTopbie BBICKA3aAM IIPEATIOAOKEHHE, YTO HEKOTOPbIE 0CO-
OEHHOCTH OKPY>KAIOIIIel CPEABI, B KOTOPOH POC pebeHOK, IIOABEPTAOT €0 H0Aee BBICOKO-
My PHCKy BO3HUKHOBEHIS 3a00A€BAHMI, B 3aBUCHMOCTH OT HX reHoruma. HecmoTpst Ha
TO, YTO YCIEIHOCTb BOCIPOM3BEACHHS THUX HCCACAOBAHHI OBIAQ PA3HOMN, OHH 3aA0XKHAK
$yHAAMEHT Pa3BUBAIONIErOCs HANIPABACHMS MTUT€HeTUKHU 1 9KCIIPECCHI TeHOB B ACTCKOM
U TIOAPOCTKOBOI TICHXHATPUH.

B caeayromeM paspeAe MbI ONUIIEM TUIII FeHETUIECKHUX HCCACAOBAHHM, KOTOpPbIe
MOT'YT BCTPEYaThCsI B HAYYHbIX ITYOAUKALIHSIX [I0 ACTCKOM K IIOAPOCTKOBOI IICHXHATPHUH,
U CHOBA BCIIOMHUM 00 9THX TpeX IMIIOTe3ax.

PA3HBIE BBl FTEHETUYECKWX UCCNELOBAHUNA,
N KAK X MHTEPIPETUPOBATb

3AeCh MBI OIUIIEM THITBI TeHEeTUYEeCKIX HCCACAOBAHHIA, KOTOPbIE, CKOpee BCero, Iosl-
BSITCSL B HAYYHBIX ITy OAVIKAIVSIX, M IPEAOCTABUM OOA€e TIOAPOOHBIE AQHHBIE, KACAIOIIHeCs]
BOIIPOCOB, HA KOTOpPbIe OHU MOTYT AQTh OTBeT. B pasaese «B KaKuX CAyJasx IIOKa3aHO
reHeTHYeCKOe TeCTUPOBAHUE > MBI IPEAOCTABUM HHPOPMAIIHIO O CIIelUuPUIeCcKHX Tre-
HETHUYECKHX TEeCTaX.
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CeMeiiHbIE HCCACAOBAHHSA

Hauboaee pyHAAMEHTAABHBIMY B FeHETHKE SIBASIIOTCS HCCAeAOBaHus ceMelt. Kak
yxe ormedasoch panee, AHK mepepaercs ot poaureseir pebenky. Takum o6pa-

BO3AEWCTBUE OKPY)XAIOLLIEA
CPE[bI

Bo3aencTane KOHKPETHbIX YCOBUIA OKPY-
XaIOLLEeN cpefpl Ha MHavBKAA (cumBon E)
B OMXEBMOPAbHOI FEHETUKE PacnpocT-
paHsieTcs Takxe Ha BCe OWMOKM Mopae-
NMPOBaHMS, @ He TOJIbKO Ha BapuaHTy,
M3MEPSIOLLYI0 BANSIHUE BHELLHUX YCI0-
Buit. [Ina Gonee KayeCTBEHHOI OLIEHKM
BAMSIHUS YHUKANIBHOTO aKTOpa BHELLHEN
cpeasl, Heobxoanumo npuberHyTsb K 60-
nee CNOXHOMY Au3aiiHy MCCNeNoBaHMS,
TakOMy Kak u3yyeHue aeTeit 6nmM3HeLoB,
koTopbii1 onucaH Boomsma et al (2002).
https://www.ncbi.nlm.nih.gov/
pubmed/12415317

30M, 3a60A€BaHMUs, IIPH KOTOPHIX BOBA€UEHBI T€HbI, AOAXKHBI
PacIpOCTpaHATHCS B CEMbSIX HAU HacAepoBaTbcs. CeMeiiHble
HCCAEAOBAHUSI OKA3aAUCDH 9 PEKTHBHBIMU B YCTAHOBACHUH Ha-
CAEAYEMOCTH ITOYTH BCeX IICHXMIECKHX PACCTPOMCTB ACTCKOTO
Bo3pacra. Takoro popa HCCAEAOBaHMS TPEOYIOT IOAYYEHUS HH-
$opmanu, IO MeHbIIIeH Mepe, OT ABYX, HO Yallje BCero OT Tpex
1 60Aee YAEHOB CeMbH, U IPOBEASHHUS AHAAN3Q, [I03BOASIIOIIe-
rO OIIPEAEAUTD, B KAKOI U3 CeMell, [10 CPABHEHUIO C APYTHMH,
HanboAee BepOSITHO MpOsiBAeHHe NpusHaka. KoHeuHo, mo Ha-
CAEACTBY, T.e. OT POAUTEAEH K AETSIM, IIePEAAeTCsl He TOABKO
AHK. BoraTcTBo, Hanpumep, Takoke MOXeT HaCAGAOBATbCsl, HO
He reHeTHYeCKUM IIyTeM. OTBEeTCTBEHHOCTD 32 CeMEHCTBEH-
HOCTb BO3AAraeTcs Kak Ha popuTeseit (Kak Ha GpakTop OKpy-

)KaIOH.Iefl CPeAbI)) TaK U Ha UX I'€HBbI. B AeﬁCTBI/ITeABHOCTH) B
6UXEBHOPAABHOM TeHETHKe IPHHSATO CYHTATh, 4TO HA TIPH3HAK BAHSIOT, IO MEHbIIeE
Mepe, Tpu pakTopa:
« Tensr (0603HauAIOTCS CHMBOAOM A)
« Koukpernsie ycaosus, Baustomue Ha uapusupa (E)
« O6mas cpepa (0603Hagaemas cumsorom C) — YKa3bIBAIOMIAs HA TO, HACKOABKO
OAMHAKOBbI YCAOBHS B CEMbe AAS OGOHX AeTeil, HE3aBUCHMO OT UX FeHeTHIeCKOTO
CXOACTBA.

B ceMeMHBIX HCCAEAOBAHYSIX HEAB3SI OTACAUTD AAAUTUBHYIO IeHeTHYECKYIO H3MEH-
auBocTh (A) oT obmeit cpeapt (C), MOCKOABKY OHH BMeCTe COCOGCTBYIOT Mepeaate
II0 HACAEACTBY 3a00A€BaHUI B ceMbsiX. TakuM 06pa3oM, orpaHudeHne CeMeNHBIX HC-
CAEAOBAHHI 3aKAIOYAETCSI B TOM, YTO OHH IIO3BOASIIOT YCTAaHOBUTb CEMENCTBEHHOCTD,
HO He AQIOT BO3MOXKHOCTH IIOATBEPAUTD HACAEAYEMOCTD, AO TeX IIOP, IIOKa He GyAyT
OLleHeHbI creljupruIecKrie TeHeTUIeCKre MapKephl HAU paKTOPBI OKPYKAIOLIe CPeAbl
ocratorcst crabuabubivu (Pucynok A.12.2). Aas TOro 4TO6bI OTAEAUTD O6IIYIO CpeAy
OT reHeTUIECKUX CBsI3el BHYTPH CeMeil, HeOOXOANMbI TAKHE METOADL HCCAEAOBAHISL, KaK
6AM3HEIIOBBIN U NCCACAOBAHUE NPUEMHBIX ACTEH.

BaAnsHenoBbIi METOA H HCCAEAOBaHHE IPHEMHBIX AeTel

bAusHe10BbI METOA U MCCAEAOBAHNE NIPUEMHBIX ACTEH AAIOT BOZMOXKHOCTb U3YUHTh
TIOCTOSIHHO AGHCTBYIONVE CPEAOBbIE HAU FeHeTHIeCKie PaKTOPDI, AOO Te M APYTHE OAHO-
BpeMeHHO (B CAyYae HCCACAOBAHHS GAM3HELJ0B-IPUEMHBIX AeTeit). MccaepaOBaHMS pu-
eMHBIX AeTel BCe ellle OCTAIOTCSI AOCTATOUHO PEAKIMH, OAHAKO ITO3BOAMAU TAYO3Ke IIOHSITh
BAMAHKE (aKTOPOB OKPY>KAIOIIel CPeAbl Ha M3MEHUYHMBOCTD Mpu3HakoB. MccaepoBanus
IPUEMHDIX AETell IIPOBOASITCS AASI TOTO, YTOOBI BBISICHITD, C KeM Y A€TeF OOABIITE CXOACTBA
— € UX OMOAOTHYECKUMH UAU C IIPHEMHBIMU poauTeasiMu. Ecan aeTr oxoxxu Ha prem-
HBIX POAUTEACH B OOADILIEN CTENEHH, YeM 0XKHAAETCSI IIPU CAYIANHOM COBIIAACHUH, TO 3TO
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CEMEWCTBEHHOCTb
OO0was cpega
AnnvuTuBHaNA reHeTU4YeckKas YHuKanbHbll ¢pakTop
N3MEHYMBOCTb OKpyXaloLei cpegbl
a c /
e

Pucynok A.12.2

yKasblBaeT Ha BAWSHUe 061mieit cpeabL VccaeAOBaHNS MPHEMHBIX AeTell, HeCMOTpSI Ha TO,
YTO OHH MPOBOAATCS He TaK YACTO, KAK CeMeitHbIe 1 GAMBHEIJ0BbIe, POAEMOHCTPUPOBAAY,
KpOMe IIPOYero, CBsi3b ¢ 06Ieil OKPY)KaIOIeit CPeAOil IPH aHTHCOLMAABHOM IIOBEACHUN
¥l PACCTPOMCTBAX AMIHOCTH. TeM He MeHee, HeAOCTATOIHOE KOAMYECTBO TAKHX HCCACAO-
BaHMI1, BEPOSTHEE BCETO, OTPAXKaeT TPYAHOCTH C y4eTOM IlepeMeHHBIX, CBSI3aHHBIX ¢ 6110-
AOTHMMECKHMHU POAMTEASIMH, KOTAQ HCCAEAOBATEASM He YAAETCS IIOAYIUTH HEOOXOANUMYIO
undopmanmio o vux (Alsobrook et al, 2002).

e K0JINYECTBEHHOE OMPEAEJIEHUE HACNEAYEMOCTU

HacneayemocTb MOXHO OnpeaenuTb, Kak 0o GpeHOTUNIECKON U3MEHYMBOCTI, 0BYCNIOBNEHHOMN reHETUYECKOMN 13-
MEHYMBOCTbIO. «HacnenyeMocTb — 3T0 CTAaTUCTUYECKMIA NOKa3aTeNlb, MPUMEHUMBIIA K MBMEHYMBOCTY B NOMYNSLMM, @ He
K VHOMBMOAM WK CBOICTBAM, Kak (MUKCMPOBAHHBIM NPU3HakaMm. BbiCOKMiA nokasatenb HacieayeMOCT 03HAYaeT, YTo
reHeTUYeckIe aKTopbl B 3HAYMTENBHOI CTEMEHW OTBEYAIOT 33 M3MEHYMBOCTb OMPEAENEHHOrO CBOIICTBA, HAbNAaeMyt0
B ONPEAENEHHON NONYNSILW 1 B ONPEAENEHHbIA MOMEHT BpEMEHU. JTO He 03HAYaET, YTO reHeTUyeckme hakTopbl UrpaioT
raBHYIO POJib B BO3HUKHOBEHWM 3TOMO CBOIICTBA Y Kakoro-n1bo, OTAeNbHO B3STOro uHaveuaa» (Rutter et al, 2006).

Hacnenyemoctb Hixe 0,30 cuutaetcst Hu3koit, B npeaenax ot 0,30 go 0,60 cpeatei, u eoiwe 0,60 — Bbicokoid. Ha-
npuMep, HacneayeMocTb YPOBHS MHTeNNeKTa HaxoanTes B npeaenax ot 0,45 ao 0,75 (B 3aBUCMMOCTM OT BO3pacTa,
YBENMYMBASsICH MO MEPE TOro, kak Mbl CTaHOBUMCS! cTaplue) v focturaet 0,85 npu GUnonsipHoM paccTponcTee.

HacnenyemocTb MOXHO OLIEHWTb MyTEM MCMOMb30BaHWUS YABOEHHOW YWACTEHHOI Pa3HNLbI KOPPENsiLMiA CPeay MOHO3M-
TOTHbIX M AN3UTOTHbIX GNIM3HELIOB. Tak, HanpuUMep, B MCCNeA0BaHMN 06CECCUBHO-KOMMYIbCUBHBIX CUMITOMOB Y IETEN,
koppensiumm cpeay M3 6nmaHeLioB Myxckoro nona coctasuna 0,51, Toraa kak cpeam 13 Toro xe nona — 0,34, 4to pano
B pe3y/ibTare rokasaresib HacnenyemocT, pasHbii 0,34 [2(rM3 — rfi3) = 2 (0,51 — 0,34) (Hudziak et al, 2004). Hepenko,
kak B JaHHOM NpumMepe, nokasaTeNb KOHKOPAAHTHOCTM cpeay M3 61113HEL0B HaxoauTes B Npeenax Mexay BeNMYMHON
nokasarenst KOHKOPAAHTHOCTU cpeay [13 61M3HeL0B 1 yABOEHHbLIM Nokasatenem [13 6nmaHeLoB. B Takom cnyyae roso-
PSAT O TOM, 4TO BOBNEYEHbI KaK afINTUBHASH TEHETUYECKASH M3MEHYMBOCTb, Tak U OKpYXatoLLas cpesa. [ns Toro, YTobbl
OLIEHTb BKITAZ, K0 13 rpynn aktopos, B 6/IM3HEL0BLIX MCCIEN0BAHMSX UCTIONB3YIOT MOAENMPOBAHME CTPYKTYPHBIMM
YPaBHEHWSIMU, KOTOPOE NPEAMNONAraeT, YTo aAUTVBHAS FEHETUYECKas U3MEHUMBOCTB M 0BLLAs CPena — He NOMAAoLLMECS
M3MEPEHIO, UK CKPbITBIE NEPEMEHHBIE, 1 OBBSICHSIIOT B3aUMOOTHOLLEHWS MEXIY HUMI HA OCHOBE aHa/IN3a SKCTEPUMEH-
TaNbHbIX AaHHbIX (A5 0630pa cM. Rijsdijk & Sham, 2002 http://bib.oxfordjournals.org/content/3/2/119.long )

Mokasatenn HacnenyeMoCT PAcrpOCTPAHEHHBIX NCUXMYECKUX 3a601eBaHMIA LETCKOT0 BO3pacTa 0OCYXAAIOTCS HUXE
1 npeacTasneHbl B Tabnmue A.12.1.

CeMeiiCTBEHHOCTD PU3HAKA,
BKAIOYAS KaK reHeTHYe KA
001INIT KOMIIOHEHT CPEABI
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B TIPOTHUBOIIOAOXXHOCTb MCCAEAOBAHUAM ITPUEMHBIX AeTeﬁ, B KOTOPBIX U3y4aeTCA
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H3MEHYUBOCTb OKPYIKAIOIIEH CPeABL, OAMBHEIJOBBIN METOA [I03BOASIET OCYILIECTBHTD CHC-
TeMaTHYeCKOe OTACACHHE OOIIel CPEAbI OT AAAMTHUBHOM reHeTHYeCKOM H3MEHIHBOCTH
Ha OCHOBe OMOAOTHYECKOI PAa3HOBUAHOCTH THIIOB OAM3HeL[0B. BAan3Hews! An60 nmeroT
OAMHAKOBBIi1 HA6OP BceX reHoB (MAGHTHYHbIE MAU MOHOSUIOTHbIE GAM3HeIbI), AU6O 1o-
AOBHHY COBITAAQIOIIUX FeHOB ( ABYSILIOBbIE HAU AUBHIOTHBIE GAM3HELIbI), 4TO TO3BOASIET
CPaBHUBATb yPOBeHb KOHKOPARHTHOCTH 3a60A€BaHMs MeXAY MOHO3HroTHbME (M3) 1
ausurotHsiME (A3) 6AM3HeI}aMH, B Ka4eCTBe OCHOBHOTO TeCTa TeHeTHIECKOTO BKAAAR.
Ecau 3a60AeBaHMe IIOYTH IIOAHOCTBIO CBSI3AHO C FeHAMH, YPOBEHb KOHKOPAAHTHOCTH

OHN

OnHoHyKneoTUaHbIN nonumopdmam (OH,
aHrn. Single nucleotide polymorphism,
SNP, nponsHoCMTCS Kak «CHUM») — OT-
nnung nocnepoatensHoctT JHK pas-
MEpOM B OAMH Hykneotua. Mockonbky
O[IHOHYKNIEOTUAHBIE MOAMMOPOU3MBI Y
Pa3HbIX NIIOAEI OTANYAIOTC MEXAY CO-
601, UX MOXHO MCMONb30BATb B KAYECTBE
VCTOYHMKA BapuaLmid reHoMa. Ha cerop-
H8 13BecTHO noyT 10 munnnoto OHI
reHoma. ViccnenoBateny UCTONb3yHT UX
B KaYeCTBE MONEKYNSIPHO-TEHETUYECKNX
meTok. Ecnu OHIT pacnonoxeH B koau-
PYIOLLEM Y4acTke, ero Bapuaumu Moryt
ObITb MapKepOM, acCOLMMPYIOLLUM TeH
¢ 3abonesanveM. Ecnv OHIT HaxopsiTes
3a MpeLeNnamu reHa, OHK, HepesKo, Bee-
Taky KOPPEnMpYIoT ¢ GYHKUMSMU reHa
yepes HecnyyaiiHoe pacnpeneneHue —
TEPMMH, 03HAYAIOLLMIA HACKOIBKO BEPO-
THO, 4TO A1Ba Mapkepa OyayT nepeaaHsi
Mo HacneacTBy BMECTe. VHoraa roopsr
0 ToM, 4yt0 OHI CBOCTBEHHA BbICOKAst
CTeneHb HECNYYanHoro pacnpenenexns,
YTO 03HAYAET, YTO OHW BONbLLEN YACTbIO
MOryT 3amMeHsITb JpYr Apyra, NOCKO/bKY
CTeneHb KOPPENSLMM O4EHb BbICOKA.
|

cpeart M3 6Am3He1I0B OYAET B ABa pa3a BbILIE 110 CpaBHeHHIO ¢ A3
OAM3HEIaMH, TIOCKOABKY y M3 6AN3HEIIOB [T0CAEAOBATEABHOCTD
AHK cosmapaer B 100% caydaes, Toraa Kak y A3, B cpeaHeM,
TOABKO B 50%. DTO IT03BOASIET IIPEAIIOAATATD, YTO T'eHeTUIeCKasI
H3MEHYHMBOCTb AAAUTHBHA 0e3 AOKA3aTeAbCTBA T€HETHIECKO AO-
MUHAHTHOCTH, OIIeHKU OTKAOHEHHS M APYTHX B3aUMOACHCTBHIL.
C Apyro¥ CTOPOHBDI, ECAU T'eHbI BOODIIE He YIaCTBYIOT, KOHKOP-
AQHTHOCTB cpeprt M3 u A3 6Au3HEIIOB 6YAeT OAMHAKOBOIL.
OrjeHKa aAAUTHBHOIO TeHETHYECKOTO BAMSHUS IIyTeM HC-
MIOAB3OBAHIST OAU3HEIIOBOTO METOAQ OOABIIE BCEIO COOTBETCTBY-
T IIPeACTABACHHOH BhIIIIe MOACAU PACHPOCHPAHEHHVIT 6apUAHIN
— pacnpocmparenHoe 3a00Ae8aHle, B COOTBETCTBIHU C KOTOPO BCe
reHeTHUYeCKUe BAVSHUS B IIOIMYASILIUN OAU3HEIIOB MOACAUPYIOTCS
BMecTe. AOIIOAHUTEABHBIM IIPEUMYIIeCTBOM OAM3HEIJOBBIX HICCAE-
AOBAHHUII SIBASIETCS TO, YTO OHHU [TO3BOASIIOT KOHTPOAUPOBATD I'eHe-
THYECKe OCACACTBISI, OAHOBPEMEHHO TeCTHPYSI CIIelpIIecKre
BOBAEHCTBHS OKPYKAIOIIell CpeAbl, cpaBHUBasi M3 0Au3HeI0B,
KOTOpbIe KOHKOPAAQHTHBI HAM AUCKOPAAHTHBI IIO OIIPEACACHHOMY
IPHU3HAKY. B Takoit CUTyaIuH OTPOMHYIO POAb MOTYT HTPAaTh HOBble
(de novo) myTaruy, TaK Kak BIIOAHe BO3MOXHO, 4TO OAMH 13 M3
OAM3HEI0B OyAeT HOCHTEAeM MYTALIUH, OTCYTCTBYIOLIel ¥ APYTHX
(Ehli et al, 2012); 4T0 MOAAEPIKHMBAET THIIOTE3Y — pedkuil 6apuanm
— pacnpocmpanenHoe 3abosesarue. OAHAKO 9TO PEAKO HAOAIOAQET-

Cs1 Ip¥ 3a00A€BaHSIX C BBICOKO HACAEAYEMOCTBIO. BAUSHEIIOBBIIT METOA UCCAEAOBAHMS
MOXET TAKOKe UCIIOAB30BATHCS AAS [IOKCKA OTBETa Ha 00Aee CAOXKHBIE BOIIPOCHI, TAKHUE,
KaK TeHAEpHbIe TIOCACACTBHS (ucmoap3oBaHIe GAM3HEIIOB IIPOTHBOIIOAOKHOTO HOAd) U
OIIMOKH, CBSI3AHHbIE C HEAOCTOBEPHOCTHIO HHPOpMALUH. AAst 60Aee TOAPOOGHOTO O3Ha-
KOMAEHHUS C IPeUMyIleCTBaMU 6AM3HELIOBOTO METOAQ (Boomsma etal, 2002).

HccaepoBaHMs reHa-KaHAHUAATA

TTocae TOTO, KaK CeMeHblE HCCAEAOBAHHSI YCTAHOBSIT CEMEMCTBEHHOCTD, a OAN3He-
IJOBbIE U METOA UCCAEAOBAHUSI IIPHEMHBIX A€TEH OIPEACASIT HACAEAYEMOCTb, yIeHble
MOI‘YT 3aHATbCSA YCTaHOBAeHHeM, KaKOM MMEHHO I'eH OTBedaeT 3a 3TO. OHPeAeAeHI/Ie
3aA€ICTBOBAHHBIX T€HOB ITO3BOAUT HaM pa3paboTarh U IIPOTECTHPOBATD METOABI A€-
YCHUA, CHeIIHq)H‘lecKHe AASL KOHerTHbIX q)I/ISI/IOAOI'I/I‘-IeCKI/IX HYTefI, BOBACEYEHHDBIX y
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ONIPEAEAEHHDIX (l)eHOTI/II'IOB. I/ICCAEAOBaHI/Iﬂ 4aCTO HaIIpaBA€HbI Ha BPIABACHMS I'€Ha-

KAHAHAATA, T.e. FeHa, KOTOPBI IPEAIOAOKUTEABHO MOXKET OBITh CBSI3aH II0 KAKOM-AH00
NpUYKHe C MPOsBACHHEM opeaeAeHHoro genorumna. Kaaccuueckum npumepom MoXeT
6bITH TeH dogamunosozo peyenmopa D4 (DRD4), KOTOPBDIiL, KaK BUAHO U3 HA3BaHUS,
KoAUpYeT AodaMuHOBEIH pentenTop nopTuna D4. T'er DRD4 umeer MHOXeCTBO Ba-
PHUAHTOB aCCOLMUPOBAHHOTO C HUM OAHOHYKAeOTHAHOTO noanmopdusma (OHIT), a
TaKke AOKYC ¢ 8apbupyroujumcs wuciom mandemmoix nosmopos (BUTIT). dro BUTT],
MOBTOPSIOMUICS ceMb pa3 ¢pparMeHT reHa DRD4, yacTo nCIIoAb30BAACS KaK MapKep

CHHApOMa Aedurura BHUMaHus U runepakrusHoctu (CABT).
HccaepOBaTeAr CHa9aAQ U3Y9aAH IeHbI AOPAMUHA, OCHOBBIBASCH
Ha popamunoBoi runoTede CABI, koTopast mosIBUAACh, TAABHBIM
06pa3oM, IIOCAe TIOAYIEeHUST KANHUYECKIX AAHHBIX O TOM, 4TO
OAHHMM M3 MEXaHM3MOB AefICTBHS A€KaPCTBEHHbIX IIPENapaTos,

MOJIEKYIIPHAS FTEHETUKA
Paszien reHeTvku, KOTOPbIA 13y4aeT CTPyk-
TYPY ¥ @KTUBHOCTb FEHETMYECKOrO MaTe-
pviana Ha MONEKYNIIPHOM YPOBHE.

ucroab3yempix B aedennu CABI (Hanpumep, cHXOCTUMYASTOPSY), SIBASETCS HHTHOU-
poBaHue obparHOro 3axBara AopamuHa. TakiM 00pasoM, FeHsI perielITOpoB AOPaMIHA
OBIAM M3yYeHBI, KaK [€HbI-KAaHAUAATBI, X OKA3aA0Ch, 4TO OHH acconuupyorcs ¢ CABIL.

Eme OAHH crnoco6 YCTaHOBACHHS T'€HOB-KAaHAHMAATOB — HCIIOAb30BaHHE IIOTOMKOB C

HU3BECTHBIMU I'€HETUYCCKUMU U3MEHECHHAMU, AAS TOTO ‘ITOGI)I OHpeAeAI/ITb Y4aCTKH re-

HOB, KOTOPBIe MOT'YT OBIT 3aAeficTBOBaHbL. OKOHYATEABHBIN CIIOCOO YCTAHOBAECHHS

T€HOB-KaHAHUAAQTOB — aHAaAH3 FPYHH CHOEIIACHUA UAN IIOAHOTCHOMHOE€ UCCACAOBAHHE

acconmanmit (aHra., — genome-wide association studies — uau GWAS), onucannoe

HIDKe, ¥ BBIOOP BEPOSITHDIX «ITOIIAAAHHI >,

K coxaaenuro, mccaep0OBaHMS reHOB-KAaHAUAATOB CTAAHU SKePTBOH 1]@AOTO PsAa
npobaem. TIpexae Bcero, 9TO HEAOCTATOYHOE IIOBTOPEHHE PE3YABTATOB B PA3HBIX HC-
CAeAOBaHIsSIX. MHOIHe BBICOKO 3HAYMMBIE PE3YABTATHL B OAHOI IOIIYASILIUK He OBIAK

BOCIPOM3BEACHBI B APYTHX. B HEKOTOPBIX CAy4YasXx 9TO MOTAO
OBITH CBSI3aHO C OTHOCUTEABHBIM pacIpeAeAeHHeM aAACAeH PU-
CKa B ONIPEAEACHHBIX IMOMYASIIMAX — TO €CTh, YACTOTA AAACAel
BapbUPYETCS B 3aBUCUMOCTU OT PacOBOH NMPUHAAAEKHOCTH
u reorpaduueckoro mosoxenus. Takoe csorictso OHII mo-
XeT MPUBOAUTD K CTPAaTUPUKAIUH HOITYASITMH — ACCOLUAITH
OIIpeAeAEHHOTO TeHa C 3a00AeBaHUEM TOABKO H3-32 TOTO, YTO
M aAAeAD, U 3a00AeBaHIe BCTPEUAIOTCA Yallle B AAHHOH Cy0II0-

BAPbUPYIOLLEECH YNCI10
TAHAEMHbBIX MOBTOPOB (BYTM)

BYTI — 310 4acTn reHoMa, cofepxaluye
NOCNEA0BATENbHOCTY MOBTOPSIOLMX-
cs pparmenToB AHK. 3Tn pparmeHTl
MOFYT OT/MHATBLCS Y PasHbIX JIOAEN, YTO
[lenaeT 1x Mapkepamm reHeTU4EeCKOn 13-
MEHYMBOCTU.

|

ITyASIITHH. Boaee TOIO, B CBA3U C T€M, YTO B OHpeAeAeHHbIﬁ MOMEHT BpEMEHH, KaK

IIpaBHUAO, TECTUPYETCS TOADKO OAMH OHH, CyLIEeCTBYET BbICOKAs BEPOATHOCTD TOIO,

4YTO KME€HHO OH "N 6YA€T BBIABACH, YTO, BO3MOJKHO, HE IIPOU3OLIAO 651 IIpH U3yIE€HHUH

Bcero remoma. Muorue METOADBI HCCACAOBAHM T'€HOB-KAaHAHNAAQTOB HE BbIACPIXHUBAIOT

IIOIIPABKHM HAa CPaBHEHME C IIOAHBIM I'€HOMOM. CAeAOBaTeAI)HO, MHOTHUE NCCACAOBATECAU

IIPEAIIOYHUTAOT TECTHPOBATD TOABKO T€ OHH, KOTOpbIE 6bIAH ITOAYYE€HBI ITIPH UCITOAD-

30BaHHH METOAOB, OCHOBAHHbBIX Ha M3yI€HHNH BCETO r€HOMaA, TaKHX, KaK aHAAN3 I'PYIIIL

CIIeIIACHHUS MAM OAHOT@HOMHOE HccAepoBaHMe accormaruii (GWAS).



AHaAHW3 rPpyIN CIleNAeHH S

AHaAu3 Py CLenAeHNs ObIA IIEPBBIM METOAOM HCCAEAOBAHHIT B MOAEKYASIPHOM
reHeTHKe, KOTOPBIN AABaA BO3MOKHOCTD ITPOBECTH ITOUCK BAOAb BCET'O TeHOMA U OIIpeAe-
AUTB, B KAKOM MECTe XPOMOCOMBI MOXKET HAXOAUTBCS AOKYC 3ab0aeBanust. [Tpu aHaAu3e
rpyrm CLEIIACHUS, 110 MeHbIIIen Mepe, ABO€ 13 ITIOTOMKOB, a HPGAHO‘{TI/ITeAbHee TpHU U
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00ABIIIE, 0OCAEAYIOTCS C LIEABIO YCTAHOBAEHIIST, IIPOUCXOAHT A KOCETPerarjys 4acTedl re-
HOMa ¢ 3ab0AaeBaHreM. KAroueBoit AASI TPYIIII CIIETIACHUS SIBASIETCS ACS UOEHIMUHHOCHIU
10 NPOUCX0IOeHUI0 — TO eCTb COIOCTaBAeHue crenuduieckux yuactkoB AHK, koTopsie

KOCErPErALUS

TeHeHUs K TECHOI CBS3W MEXAY reHa-
MU 1 TEHETUYECKUMI MapKepamu 1 ux
COBMECTHOE HaCnefoBaHue.

HACAGAYIOTCSI BMeCTe ¢ 3a60aeBaHueM. V3ydast paccTOsIHIIE MeXAY
arumu yyacTkamu AHK, BeposiTHOCTD peKOMOUHALMY € yIeTOM
OIIPEAEACHHOTO PACCTOSHHUS MeXAY MapKepaMH, a TakKe IIpea-
HoAaraeMble FeHeTHYeCKHe CBA3U MeXAY YACHAMH CeMbH, TIOAHO-

reHOMHOE CKAaHHpPOBaHHE MOXXHO IIPOBOAHMTD B OTHOCHTEABHO
He6OABIION BHIOOPKE C OTHOCHTEABHO MEHBIIUM KOAMYECTBOM MapKepOB, KOTOpbIe
HY>KHbI IIPH ITPOBEASHNUHU IIOAHOT€HOMHOTI'O HCCAGAOBAHIS acconuanuii. HepocTarkom
aHAAM3a IPYI CIIETIACHHUSA SBASIETCS TO, YTO MPOCTPAHCTBEHHAS PasdpeNIaronas CIio-
COBGHOCTh XPOMOCOMBI He OYeHb BBICOKAsI, TAK YTO MUK CLIeIIAEHUS, KOTOPBII MOT 6bI
CBHAETEABCTBOBATH O BAXKHOM aCCOLIMALME C PEHOTUIIOM, MOXKET COAEP3KATh ITOA OO0
MHOTO TeHOB. [pynms! crienaeHus Bce ele ABASIOTCS BRKHEHIIUM HHCTPYMEHTOM BbI-
SIBA€HUSI TEHOB — KAHAUAATOB AASI UX AAABHENIIIETO HCCAEAOBAHMSL.

IToanorenomHoe uccaepoBanue acconuanumit (IITHA)

AHaAW3 I'PYIIII CIIeTIACHMS HEMHOTO BBIIIEA U3 MOABI C TIOSIBAGHHEM OTHOCHTEABHO
HEAOPOTHX, OCHOBAHHbIX Ha MCIIOAB30BAHUU MHUKPOYHIIOB, TeXHOAOTHI, KOTOpPbIE
IIO3BOASIIOT TPOU3BOAUTD OAHOBPEMEHHO aHAAM3 THICSY HAM AXKe MUAAHOHOB H3-
BECTHBIX OAHOHYKA€OTUAHBIX Toaumopusmos (OHIT). TITIA moskeT MapKUpOBaTh
atr m3BecTHhle OHIT BAOAD TeHOMA M1 OAHOBPEMEHHO TPOBOAUTD MHAANOHBI TECTOB
ACCOIMAIIMHU C UCCAeAYEeMBIM 3a00AeBaHIeM. [TOCKOABKY CTATHCTHYECKHI KOHTPOAD
IPHUHUMAET B pacyeT MHOXeCTBEHHbIe CPABHEHHS BCETO TeHOMa, HeOOXOAUMBI 0OAb-
mve BEIOOPKHU AASI TOTO, ITOOBI AOOUTBCS CTATHCTHIECKOM MOIHOCTH, AOCTATOYHOM
AASL BBISIBAEHHSI acCOLHAIiUiL. Aake TPy OOABIINX BBIOOPKAX M CTPOrOM CTaTHCTHYE-
cxoM KoHTpoAe, Haxopku ITI'MIA caoxHO BocipoussecTy. Tak, HanpuMmep, pe3yAbTaThl
OAM3HEIIOBBIX HCCAEAOBaHHI moKazaaH, uTo CABI peTckoro Bospacra nMmeeT apAUTHB-
Hble TeHeTHYeckre GpakTopsl, oTBevaromue 3a 70% Bapuanui, OAHAKO, IPOBEACHHBII
HEAABHO MeTaaHAAM3 C HCIoAb3oBaHueM Oosee 1,2 man. OHIT u ¢ yyacTreM oxoso
10 ThIC. y9aCTHUKOB He 06Hapy>KI/IA 3HAYMMBbIX I'eHeTUYeCKUX aCCOLTHAI[HM (Neale et
al, 2010 https://www.ncbi.nlm.nih.gov/pmc/articles/PMC2928252/). C apyroit
CTOPOHBDI, APyT'He IPU3HAKU C BBICOKOM CTeIIeHbI0 HACAEAYEMOCTH, TaKHe KaK pocT,
BeC M CAaXapHBI AHa0eT, HeCMOTPSI Ha TO, YTO MMEIOT OOAee AeIKO OIpeAeAseMbIil
peHOTHI, HOTPeOOBaAH elile GOABIINX BEIOOPOK, AASI TOTO YTOOBI OOHAPYKUTH aCCO-
IIMMpOBaHHbIe reHbl ¢ momombio ITTIA. HeBosmosxHOCTD 06Hapy>K€HI/I$I OCHOBHOTIO
reHa ¢ ucrioab3oanreM ITTHIA coraacyercs ¢ ruIoTe30i pacipocTpaHeHHOe 3a60Ae-
BaHHE — PACIPOCTPAHEHHBIH BAPHAHT, HO MOCKOABKY PeAKHEe BAPUAHTHI UCKAIOUEHBI
us3 IIT'VIA, Takie pe3yAbTaTHI HEOOS3aTEABHO OTPHIAIOT THIIOTE3y PEAKOTO BAPUAHTA.
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Ecan, HanipuMep, B IOAHOT@HOMHbIE HCCAGAOBAHUS BKAIOYAIOTCS BapHAIMU YHMCAQ
KOIIHi1 reHOB (KOTOpbIe IPEACTABASIOT 0601 HAGOP KATaAOTH3HPOBAHHBIX PEAKHX
BapHaIii, KOTOPble MOT'YT GBITh BKAIOYEHbI B MUKPOYMIT) 0GHAPY>KUBAIOTCS PEAKHE
reHeruyeckue Bapuanuu Aas CABI ayTnama u Apyrux paccTpomncTs.

IToAHOTeHOMHDIi aHAAN3 CAOKHbIX mpusHakos (IITACII)

AABTEpHATHUBHBIM CIIOCOOOM HCIIOAB30BAHUSI AAHHBIX O IIOAHOM I'€HOME SIBASIETCS
IpsMoOe M3y4eHHe AAAUTHBHOTO BAMAHUA reHa. [JoAHOreHOMHBIN aHAAM3 CAOXKHBIX
[PU3HAKOB, OTHOCHTEABHO HOBBIIl METOA, HUCIIOAB3YeT OOABILINE BBIOOPKU U CO3AQET
MAaTpPHIly TeHeTUYECKOTO CXOACTBA KOPPEASLIUI CPEAU AAACACH M3 BCeX U3MePsIeMbIX
OHII cpean Bcex HHAUBUAOB. FcIioAb3ys cTeneHb H3MepsieMOro FeHeTHYECKOTO CXOA-
CTBa MEXAY HHAMBHAAMH H CPABHUBAS ee C BePOATHOCTDBIO IIPOSBACHHS IIPU3HAKA,
HCCAEAOBATEAH MOTYT IPSIMO U3Y4aTh HACAGAYEMOCTb OIPEAEACHHOTO IICUXUYeCKOTo
paccrpoiicTsa peTckoro Bospacra. [Iposeserue ITTACII Tpebyer 3HaYUTEABHO 0OAD-
KX BBIOOPOK, YeM TPAAUIIOHHbBIE OA3HEIOBbIE METOABI HCCAEAOBAHIUS (~3000), u
HEAABHO IIPOBEAEHHOE CPaBHEHHe IT0Ka3aTeAell HACAGAYEMOCTH PACCTPONCTB AETCKO-
ro Bo3pacta, noAydeHHbIx ¢ nomomupio ITTACII u ¢ ucnoAp3oBaHHEM OAH3HELIOBbIX
METOAOB, IPOAEMOHCTPHUPOBAAO boAee HU3KYIO cTereHb Hacaepayemocts mpu [ITACI],
YeM MPU TPAAMLMOHHBIX 6AnsHen0Bbix Mopeasix (Trzaskowski et al, 2013 https://
www.ncbi.nlm.nih.gov/pmc/articles/PMC3914760/). Crioco6HOCTb H3y4aTh Ha-
caepyemocTb Hanpsamyto ¢ tomombio IITACIT (nAm APyTHX pasBUBAIOIINXCS METOAOB)
0e3 He0OOXOAUMOCTH BBIOOPOYHOIO UCCAEAOBAHIS OAU3HELIOB BCE ele OCTAETCS BOA-
HyIOmMUM cobObrTreM. lccAeAOBaHMSI C HCIIOAB30BAHIEM IIOAHOT€HOMHOTO aHAAM3A
CAOXKHBIX IIPM3HAKOB OCHOBAHbI Ha FUIIOTE3€e PaCpOCTpaHEeHHOe 3a60AeBaHNe — pac-
IIPOCTPAHEHHbIN BAPHAHT U TBEPAO TIOATBEPKAAIOT ee.

JnureHeTHKa

OIUreHeTHKA MPEAOCTABASIET AOIIOAHUTEAbHBIE BO3MOXKHOCTH AASI ICUXUATPHYEC-
KO reHeTHKU. ByKBaAbHO O3Hauast «3a IMpeAeAaMU>», «BHE>» TeHEeTHKH, JITUTeHeTHKA
HepBOHa‘{aAbHO HCIIOAB30BaAaCh AASL OIIMCAaHUS HaCAeAYeMI)IX HU3MEHEHUH T€HOMa, HE
CBsI3aHHBIX ¢ u3MeHeHnsaMU mocaepoBareabnoctd AHK. K takum nsmeHeHusM MOXHO

otHectu Meruanposanue AHK (mpucoesnHeHnn MeTHABHO!
IpyHIB! K HUTO3HHY B cocTaBe CpG-AMHYKACOTHAQ B TIO3UIIUH
CS$ 1IUTO3HMHOBOTO KOABIIA, YTO MIPUBOAUT K M3MEHEHHUIO PYHKIIUM
reHa) HAM AMAlleTUAMPOBAHUE TUCTOHOB (IpU KOTOPOM M3 T'-
cToHa ypaasietcs atetuabHas rpymma [COCH3]), mpusoasimue
k u3MeHeHmo akcripeccuu AHK. Opnaxo co BpemeHeM anureHe-
THKA CTAAA O3HAYATD AFOOBIE H3MEHeHNsI FeHOMA, He HAPYIIAIOIie
crpykrypy AHK, Ho BAMsIOmue Ha axcnpeccuio resa. Kak ysxe
OTMeYaA0Ch, udydyenue nocaeposareabnoctu AHK nossoaser
OTKPBITh BAPUAIUH AAAEAEH, BAUSIONUX HA KOAMPOBaHHE OeA-
KOB. BeAK#, BBITOAHSIOT B KA€TKe OIpeAeAeHHYI0 pabory. Takum
06pa3oM, H3MeHEeHHUsI IKCIIPECCHHU FeHOB C BBICOKOM CTEIIEHbIO
BEpPOATHOCTH MOT'YT aCCOLMUPOBATHCS C HAPYIIeHUEM QyHKIIUH

AMUrEHETUKA

970T TEpPMUH NpuMeHsieTcs s 06o-
3HaYeHNs HacnegyemblX W3MeHEeHMI
3KCMPECCUM FeHa, KOTOpbIE He CBS3aHbI
C W3MEHEeHUIMU NOCef0BaTeNbHOCTH
[OHK; nameHeHus deHotuna 6e3 nsme-
HeHWiA reHoTvna. [lpyrumm cnosamu, OH
03Ha4aeT KIETOYHYIO 1 GU3MONOrMYECKYI0
(DEHOTUNNYECKYIO U3MEHYNBOCTD, BbI3BAH-
HYIO BHELLHMI $HaKTOpamiu OKpyXaloLLen
Cpefibl, KOTOPbIE BKIIOYAIOT W BIKIOYAIOT
TeHbl 1 BAMSIOT Ha TO, KaK KNIETKa CYMTBI-
BAET reHETUYECKYI0 MHPOPMALMIO, a He
M3MEHYMBOCTb, BbI3BAHHYHO M3MEHEHNSIMM
nocnenosarensHocTn JAHK.

1
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HeﬁpOHOB, HECMOTP:I Ha AOKAAM3AHIO AAA€AS B XPOMOCOME. OAHaKO HpO6AeM0171 AAA

STIUTEHEeTHKH SIBASIETCS TO, YTO, HECMOTPsI Ha CTPYKTYPY TeHa, KOTOPasl OCTAeTCS OAU-

Ha https://www.youtube.com/
watch?v=9DAcJSAM_BA MOXHO

NnpoCnywaTb O4eHb YBJIEKATEbHYI0
nexkumio Ha Temy «4To npepcrasnser
co060ii anureHeTnka?», NOArOTOBEH-
Hyto Nessa Carey, aBTOpOM kKHUTM «Junk
DNA» (29:25).

HAKOBO, HE3aBUCUMO OT HCCACAYeMOI KACTKH, IKCIIPeCCHs reHa
MeHsIeTCsI B 3aBUCUMOCTH OT THIIA KAeTKH. TakuMm o6pasom, 1o
9KCIIPECCHHU ONIPEAEACHHOTO FeHa B CAMBHCTOMN 0OO0AOUKe IjeKH
UAU IeprdepruiecKux AMMQOIIMTAX HeAb3SI CYAUTb 00 aKCIIpec-
CHH 9TOTO Ke TeHa B YJaCTKe TOAOBHOT'O MO3Ta, PEACTABASIONIeM
UHTepecC AASl ICUXHATPHIECKOro GpeHOTHIIA AeTCKOIO BO3pacTa.
Tem He MeHee, IMEIOTCSI HEKOTOPBIE AAHHBIE O TOM, YTO CUTHAAQ
B IIeprepUIeCcKOi TKAHU MOXKET OBITh AOCTATOUHO, AASI TOTO YTO-
OBl SIIUTeHeTHKA 33 IIPEAEAAMH FOAOBHOTO MO3ra CTaA2 TOAE3HOM
B HCCAGAOBAHHHU IICUXMIECKUX PACCTPONCTB AETCKOTO BO3PacTa.
B aToit cPepe moka BeayTCA aKTUBHbIE HCCAGAOBAHHS U, He-
CMOTpS Ha 3TO OTpaHUYEHHe, JIIMIeHeTHKA SBASETCS Pa3BU-
BAIOI[eHCsT 00AACTBIO HAYKH, IOTOMY 4TO MAes 00 N3MeHeHHH
aKcIpeccru reHoB 6e3 usMeHenus cTpykrypst AHK Boirasipur

I —— BeCbMa IIPHUBAEKATEAbHDIM 06bACHEHHEM TOTO, KaK MOI'yT B3aH-

MOAEFCTBOBATD IeHBI M OKpYKaroias cpead. Ecan Bbl XoTuTe 60AbBIIE y3HATH 00 3TOM,
IPOCMOTPHUTE, TIOXKAAYHCTA, TPEBOCXOAHYIO U YBACKATEABHYIO AEKIIHIO Ha TeMy «ITo
HpeACTaBAseT cOOOM SMUreHeTUKA? >, ToAroToBAeHHYIO Nessa Carey.

B3anMopelicTBHe reH X — OKpY>Kalomiasi cpeaa

5] HCTIOAB3YIO TEPMUH B3aUMOAGHCTBHE 2eH X — oKpyxarouas cpeda (anza. gene x
environment interplay — GxE), moToMy 4TO reHeTHYecKOe BAMSHIE He TOABKO OToCpe-
AyeTcsi aKTOpaMH BHEIIHEH CPeAbl, HO TakKe MOXKeT MPSMO KOPPeAMpPOBaTh C HUMH.
Harnpumep, MoryT 65116 GXE KOppeAsiiiuy, Py KOTOPBIX POSIBACHHE OIIPEAEACHHOTO
FeHeTHYeCKOro IIPU3HAKA O0Aee BEPOSITHO, €CAU YEAOBEK ITONAAAET B CIIELHPHIECKYI0
CpeAy, KOTOpasi, B CBOIO OYepEeAb, elle OOAbIIE [TOBbIIIAET BEPOSTHOCTD IPOSBACHUS
¢enorumna. Takue GXE koppeAsiIiuu pacipoCTpaHeHbI B CEMbSX 3HAUMTEABHO Jallle, 4eM
MbI ceOe IIpeACTaBASIEM.

Y>ke AQBHO M3BECTHO, YTO T€HBI U OKPYXKAIOIIAsl CPeAd B3AaHMOAEHCTBYIOT APYT C
Apyrom. B HexoTopom cMsicae, GXE B3anMOAEHCTBIUS SIBASIFOTCSI OCHOBOIL €CTeCTBEH-
HOro 0T60pa. OpraHM3Mbl, Ybsi FEHOTUIIMYECKASE SKCIIPECCHUSI IIO3BOASIET UM BBDKUBATD B
OKPYKaIOIel CpeAe, B KOTOPYIO OHU GBIAU ITOMEIIeHBL, GYAYT CIIOCOOHBI K BOCIIPOH3Be-
AEHHIO, [IepeAaBasi CBOU IeHbI CAeAytoieMy nokoaeHuio. Elmer Heyne, Beankuit yuensi,
3aHMMABIIHFIICSI FEHETHKOM PACTeHH I, XOPOIIO IIOHUMAA 3TO, KOTAA 3aHHMAACS BhIBEAE-
HHeM HOBBIX COPTOB mureHuIsl. OH 0OHAPYKUA, UTO B ACHCTBUTEABHOCTH HACACAYETCSI
CII0CO6 pearnpoBaHMUS Ha OIIPEACACHHYIO CPEAY, IIPU 9TOM OINPEACACHHBIE COPTA IIlle-
HUIIBI CIIOCOOHBI AAQIITUPOBATHCS K BAKHOM CPeA€, TOTAA KaK APYTHe K 3aCYIIAMBOIL.
VMeHHO 3Ta KoHIermws (4TO ONpeAeAeHHbIE AAAEAH HEAb3s CIMTATh XOPOIIMMH AU
IIAOXVIMU, 6AaFOHpI/IﬂTHbIMH VAN AAACASIMHU BBICOKOTO PI/ICKa, OHU, CKOPee, MOTYT CTaTb
TAKUMU B 3aBUCHMOCTH OT OKPY>KaIoIeil cpeabl) AexHT B 0cHOBe GxXE nccaep0BaHMIL.
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—
IcuxuaTpudeckas reHETHKA YBAEKAACD HAeeH OOHApY>KeHUsI CrIelj i IIeCKIX IPU-
YUHHBIX asseAedl. Korpa okasaaock, 4To aTO He Tak AETKO CAEAATh, HEKOTOPBIe UCCAe-
AOBaTeAU O0OPATHAUCH K U3YYEHHIO OKPYKAIOILIEH CPeAbl, KaK MoAeparopa addpekra
OIPEAEACHHBIX aAAeAell prCKa. [IprMepOM MOXKeT GbITh HCCACAOBAHHE, IIPOBEACHHOE
Caspi, Mofhitt 1 ux KoAAseraMu, ITOKa3aBIIee, YTO AAAEAD IeHa GpepMeHTa MOHOAMHUHOK-
cupaza A (MAOA) nosbrmaer Y B3POCABIX PHCK aHTHUCOIJMAABHOTO IIOBEACHUS Cpe-
AU AULI, IEPEXHBIINX B ACTCTBE BAMSHIE HEOAQrONPHATHON 06CTAHOBKU (Caspi et al,
2002). Onu Tarke IIPOAEMOHCTPHPOBAAH, UTO AAAEAD FeHa TPAHCIIOPTEPA CEPOTOHUHA
(SHTI'LPR) noBblmaeT prcK BOSHUKHOBEHHS ACTIPECCUH Y B3POCADIX, C KOTOPBIMH B
AETCTBE JKeCTOKO OOpallaAiCh (Caspi etal, 2003). W x0Ts MeTa-aHaAK3BI [IOCTAaBHAH ITOA
COMHeHHMe BeAHYUHy 3 PekTa, KoHIemist B3auMoaeiicTsist GXE ocraeTcs Ha mepBoM
IIAQHE B IICHXUATPUYECKON IeHeTHKe Ha IIPOTSDKeHUH NmocaepAHHX 10 Aet. B peficTBu-
TEABHOCTH, TIOAYYEeH OTBET Ha BOIIPOC «IPUPOAR NPOru6 BOCIIUTAHUS > (amra., nature
versus nurture). ITouTn Bo Bcex CAy4YasiX IIPUPOAA U BOCIIUTaHHE PabOTAIOT BMECTe B
HAIIPaBACHHUHU IPOSIBACHHS ICHXHIECKUX PEeHOTUIIOB PeOeHKa.

MCUXUYECKME PACCTPOMCTBA [ETCKOrO ¥ MOAPOCTKOBOMO
BO3PACTA, U3BECTHbIE KAK HACJIEQYEMbIE

ITouTn y Bcex pacIpoOCTpaHEHHBIX AETCKUX U IIOAPOCTKOBBIX ICHUXUATPHIECKUX
PACCTPOMCTB HAU CBSI3AHHBIX C HUMU KOHCTPYKTOB OOHAPy)KeH reHeTUYeCKUI KOM-
noHeHT. HecMoTps Ha TO, 4TO Takoe pelIUTeAbHOE 3asBACHHE MOXXET IIOKA3aTbCs
CTpaHHBIM, B pazaeae DSM-S, mocBsieHHOM paccTpONCTBaM AETCKOTO BO3PACTa, HET
HH OAHOTO PAacCTpPOMCTBA, TA€ TECTHPOBAAACH HACACAYEMOCTD, KOTOPOe He IIPOAEMOH-
CTPHUPOBAAO Obl FeHETHIECKUI KOMIIOHEHT. PeAeBaHTHOCTD CBSI3aHHBIX KOHCTPYKTOB
HAAIOCTPUPYETCS HOBOH AMArHOCTHYeCKoi Kareropueiit DSM-5 — paspymmreabHOe
PacCTPONCTBO HAPYLICHUS PErYASLIUK HACTPOEHHUS, KOTOPO€ He ObIAO IPOTECTHPO-
BaHO C MCIIOAb30BaHHeM 0Au3Hen0BbIX uccaepoBanui, uau IITACII, HO AAS Takux
CTPYKTYPHBIX 9A€MEHTOB, KaK Pa3ApPaXUTEABHOCTb U HapyLIeHUe, OTHOCSIIUXCS K
KOHCTPYKTY PaspyIIHNTEABHOrO HAPYLUIEHHs PeTyAsILInI HACTPOEHHsI, HACAEAYeMOCTb
noarBep>xpeHa. B Tabaure A.12.1 mpeacTaBAeHbBI TOKA3aT€AN HACAEAYEMOCTH MHOTHX
U3 PACIPOCTPAHEHHBIX IICHXOIIATOAOTUIECKUX COCTOSHHI AETCKOTO BO3PACTA.

TTokasarean, npeacraBaeHHble B Tabanre A.12.1, 6bIAN IOAYYEHBI IIPH HCCAEAOBA-
Huu ceMeit u 6ansHeroB. OAHAKO B OAMDKafilIee BpeMsi MOXKeT BOSHUKHYTh HEOOXOAH-
MOCTb IIePeCMOTPEeTh HX, YYUTBIBAS MPEUMYIeCTBa, KOTOpble AAeT IIOAHOTEHOMHBIN
AHAAM3 CAOXKHBIX IIPU3HAKOB M APYTHE IIPSIMble METOABI H3MepeHHs HaCACAYeMOCTH.
B neaom, npu npuMeHeHHN IIOAHOTEHOMHOT'O AHAAM3A CAOXKHBIX IIPU3HAKOB B OTHOIIIe-
HUM BBIOOPOK OAM3HEIIOB, HACAEAYeMOCTD, KaK IpaBuAo, Hivke npu [TTACTI, yeM mpu
HCITOAb30BAHUY METOAOAOTHHU OAU3HEITOBBIX HCCACAOBAHHIL. AAS BBIICHEHNS], CBSI3AHO
AM 9TO C HEAOOIIEHKOM! HACAEAYEMOCTH IPH IIOAHOTEHOMHOM aHAAU3€ CAOKHBIX ITPH3-
HAKOB, UAH ee IIepeOrjeHKO IIPU MCIIOAb30BAHHH OAU3HEII0BOI MOAEAU, HEOOXOAUMDI
AaAbHeHIINe aKTUBHbIE HCCACAOBAHUS.
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Tabanma A.12.1 Hacaeayemoctn PacnpoCTpaHeHHbIX ICUXHYECKUX PACCTPOHCTB
AETCKOIO H IIOAPOCTKOBOI'O BO3PACTa 110 AAHHBIM OAH3HEIIOBBIX,
CeMeMHbIX HCCACAOBAHMIL, M HCCACAOBAHHI IPUEMHBIX AeTel

PaccrpoiicTso Hacaeayemocts Ccriaka
PaccTpoiicTBa ay THCTHYECKOTO 60 - 90% Posthuma & Polderman (2013)
cIriekTpa
CABT ~70% Posthuma & Polderman ( 2013)
Tpesora 20-40% Smoller et al (2009)
PaccTpoHCTBO TIOBEACHUS 39-63% Bornovalova et al (2010)
Aenpeccust AeTCKOTO BO3pacTa 16-43% Rice et al (2002)
PaspymureAbHOE PacCTPONCT- 63-75% Boomsma et al (2006)

BO HapyILIEHUs PEryASLIAN
HACTPOEHUsI / PasAPAKUTEAD-
HOCTb / AUCDETyASII¥SI

PaccrpoiicTBa 06ydeHus 58-65% Willcutt et al (2010)
Omo3uIIMOHHO-BBI3bIBAIOIEE 21-57% Hudziak et al (2005)
paccTpouncTBO

O6ceccHBHO-KOMITyAbCHBHBIE 39-41% Taylor et al (2011)
paccrpoiicTBa

Cunppom Typerra ~77% Mataix-Cols et al (2015)

H3BecTHDBIE HACACACTBEHHbIE 3200A€BaHH,

HMeIoIHe Ba)KHOE 3HAaUeHHEe AASI AeTCKHX IICHXHATPOB

ITpuHMMast BO BHIMaHHUe TO, YTO MHOTHE U3 U3BECTHBIX IICHXUYECKHX PACCTPONCTB
AETCKOTO H IIOAPOCTKOBOTO BO3PACTA BKAIOYAIOT B Ce0sI CAOKHBIE IIPH3HAKM C IIOAHTe-
HeTHUYeCKOi HACAEAyeMOCTDIO, MBI He 3a0BIBa€M O TOM, YTO HEKOTOpPbIe HACACACTBEH-
Hble 3a00A€BaHUS B CBO€# KAUHIYECKOI KAPTHHE UMEIOT IICUXUATPUIECKIe CHMIITOMbI
(Siegel & Smith, 2011). AeTH c TakumK 3260A€BaHIAMK MOTYT IOTIAAATD B TI0A€ 3PeHNUS
AETCKHX M IOAPOCTKOBBIX IICUXUATPOB B CBS3H C HEOOXOAMMOCTDIO KOPPEKIIMH KX 110~
BEAGHHS IAM AASI TIPOBEAEHHS OIIeHKH CBA3aHHOM C HUMU 3aACPXKKH pasBUTHA. B Takux
CAy4asix, 60ABIIOE 3HAUEHHE MMeeT TakKe IIOHUMAHKe O0Ijell KAMHHIeCKOM KapTHU-
HBI 9TUX 3a00AeBaHMIiL BoAblire MOAPOOHOCTEN MOXKHO HAMTH Ha HHTEPHET-CTPAHHUILIe
caiita HanmonaapHOro uncTuTyTa 300p0oBbs CIIIA, mOCBAMEHHON HACACACTBEHHBIM
saboaesanmsm (Genetics Home Reference page of the US National Institute of Health
https://ghr.nlm.nih.gov/ )
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CuappoM AayHa

DTOT CUHAPOM OTIHChIBAeT HA6OP CUMIITOMOB, CBA3aHHbIX C TPeMsi KOMHsAMH (TpHCO-
must) 21-i xpomocombr. Tprucomust o 21-if XpoMOCOMe YacTo BbISBASIETCS IPH IIPeHa-
TAABHOM IIAQHOBOM 00CA€AOBAHUH H ACCOLIUUPYETCS C IIO3AHUM BO3PACTOM KaK MaTepH,
Tak ¥ oTHa. Tpucomus mo 21-# XxpoMocoMe CAydaeTcs ¢ YacToToi npuMepHo 1:1000
AeTell, POAUBIINXCS KUBBIMU. POAUTEAN Yallle Bcero MMeI0oT HOPMaAbHbIe KApHUOTHIIBI,

¥l TPUCOMHS CYUTaeTCs BHOBb BosHUKINM (de novo) oTkaoHe-
uueM. TpHCOMUS MOXeT 6bITh YACTUYHOI, KOTAQ TOABKO 4acTbh
21- XPOMOCOMbI IPHCOEANHSAETCS. K XPOMOCOME APYTOil IIapbl
— qame Bcero 3a caeT Po6epTcoHOBCKOI TpaHcAoKanmn. 36b1-
TOYHBI{t MaTepPHAA U3 AOTIOAHUTEABHO XPOMOCOMBI IIPHBOAHT K
CBEPXOKCIIPECCHH LIeAOTO PSAA T€HOB, KOTOPAS MOXET IPHBECTH
x xoraurusHOMy penorurry (Taasa C.1).

Hencuxuampuueckue xaunuueckue xapaxmepucmuxu: Ilpu
CHHApOMe AayHa OTMeYaroTCs XapaKkTepHble 4epThl AuLa (pac-
KOCBI@ TAA3HbIE I[eAH, SITUKAHTAABHbIE CKAAAKH, TTAOCKas TIepe-
HOCHI}A, MAACHBKUI POT, OTHOCHTEABHO GOABIION S3bIK), AedOp-
MUpPOBaHHbIe yIIHbIe PAKOBUHbI, MAACHbKMI POCT H MOIepedHas

POBEPTCOHOBCKAS
TPAHCJIOKALUS

Mpn PobepTCOHOBCKOM TpaHCnoKaumm
4aCTb aKPOLEHTPUYECKOI XPOMOCOMbI
(XpPOMOCOMBI C O{HMM 0Y€Hb KOPOTKUM
1 OBHWM [/IMHHBIM MIE40M) CAIMBAETCS C
[LIPYroii akpOLIEHTPUYECKOI XPOMOCOMOVA
C NOMHOM WAW YaCTUYHOIA YTPATO MaTe-
puviana KopoTkmx nney. Mockonbky 21 xpo-
MOCOMA SIBNSIETCS aKPOLIEHTPUYECKON, ee
JIJIMHHOE NNEY0 PESKO, HO MHOTAA CNvBa-
erca ¢ 14 v 15 xpomocomoit, co3nasast
HecOanaHCUpoBaHHOe KOMMYECTBO reHe-
TUYecKoro Marepuana 21-i XxpoMocoMbl y
nnoga, NpuBoas K cuHapomy [layHa

AAAOHHASI CKAAAKA. MOTyT HAOAIOAATBCS TAIOKE COITYTCTBYIOLIME

KapAroAoruaeckre (Harp., AeQeKT MEXOKEAYAOUKOBOI IeperOPOAKH), TaCTPOIHTEPOAO-
rudeckue (Takue, kKak 60Ae3Hb [ MpIICIPyHTra, aTpe3ust ABeHAALIATHIIEPCTHOMN KUIIKU HAK
TAIOTEHOBAs SHTEPOIIATHS) M APYTHeE HENICHXUATPHYECKHe MeAMIIUHCKHE TIPOGAEMDL.

IMcuxuampuneckue kaunuHeckue xapakmepucmuxu: Y OOABIIMHCTBA AUL] C TPUCOMUELT
1o 21-i XpoMOCoMe OTMeYaeTCs Ta UAU APyTast ¢OpMa HHTEAAEKTYaAbHOM HEAOCTATOY-
HocTH. JacTo MMeeT MeCTO 3apepyKKa pedeBOro pasBUTEL IIp TOM, 4TO He 0653aTeABHO
CTPaAAeT COIfMaAbHAsl BOCIIPUUMYHBOCTD, A0 10% Amiy ¢ Tprcomuedt mmo 21-it xpomMocome
YAOBAETBOPSIOT KPUTEPHAM PaCcCTPOMCTBA Ay TUCTHIECKOTO crieKTpa. ITaruenTs! moa-
Bep>KeHbI PHCKY BOSHUKHOBEHHUS MHOTHX IICUXUYECKHIX PACCTPOHCTB AETCKOTO BO3pac-
Ta 1 HeBpoAorndeckux mpobaem, Bkarodas CABI, Tpesory, aempeccuio, CyAOpOXKHbIe
IPUIIAAKH U B 60A€e II03AHEM BO3PACTEe — AEMEHIIUIO.

Auazno3: KapuoTum.

CuHpApOM AOMKOH X-XpOMOCOMBI

B oTamume or Tpucomuu mo 21-it xpoMocoMme, KOTOpasl, KaK IIPaBHAO, SIBASIETCS
de novo MyTanuei B KAETKAX 3aPOABILIEBOM AUHUM POAUTEAEH, CHHAPOM XPYIIKOM
X-XpOMOCOMBI TIepeAACTCS II0 HACAGACTBY. B 9TOM CBA3M, AQHHBIN CHHAPOM SBASETCS
HarboAee PacIpoOCTpaHeHHBIM HACAEAYEMbIM COCTOSTHUEM, IPUBOASIIUM K HHTEAACK-
TyaAbHOM HEAOCTATOYHOCTH, BCTPEYAIOIIUMCS € YacToTok nmpumepHo 1:4000 poaus-
IIUXCS XKUBBIMU MaABIHKOB U 1:8000 aeBouek. Kax yske oTMe4ar0Cch paHee, HaTOreHe3
CHHAPOMa XPyIKOH X-XpOMOCOMBI 00YCAOBAEH YBeAYEHHEM YHCAA TPHHYKACOTHUA-
HBIX [IOBTOPOB — B YaCTHOCTH UTO3MH-ryaHuH-ryanuH (uau LJI'T) moBTOpOB B rene
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—
FMRI1 X-xpomocombl. YucAO TOBTOPOB HAKANIAUBAETCS U3 TOKOAEHHMS B IOKOACHHE.
Ecan xoAndecTBO HAaKOIAEHHBIX IIOBTOPOB yBeAandnBaeTcs cbime 200, To aTO mpu-
BOAMT K BO3HUKHOBEHHIO KAMHUYECKHX IIPOsIBACHHI 3a00AeBanus. [TockoAbKy OpHA
X-XpoMocoMa B XKEHCKUX KAeTKaX He aKTHBHA, OHU pexXe MYXYHH CTPAAAIOT 9TUM
®NYOPECLIEHTHAS paccrporictsom. Takoit MexaHU3M X-UHAKTHUBAITUU IIPOUCXOAUT

FMBPUAU3ALINS IN SITU

(aHrn., — Fluorescence In Situ
Hybridization (FISH))

Meton rubpuamsaunn, npu KOTOpoOM
OrnpefeneHHbIe y4acTKn reHoMa METSTCS
bnyopecLeHTHLIM MapkepoM, 6naroaps
4eMy MOXHO MAEHTUPMLMPOBATL U3Me-
HeHms cTpykTypbl AHK.

AAS TOTO, 9TOOBI C ABYX KOMHUM X-XPOMOCOM Y >K€HINUH HE BO3-
HHKAAO BABO€E 0OABIIE IPOAYKTOB COOTBETCTBYIOLIUX FEHOB, YeM
Y My>KYMH. OTIMTeHeTUYeCKHe IPOIeCChl IPUBOAST K TOMY, 4TO B
KAETKAX XEHCKOTO OPraHU3Ma dKCIIPeCCHUs TEHOB OyAeT Ipouc-
XOAUTD TOABKO B OAHOI U3 AByX X-XxpoMocoM. B caydae 3aboae-
BaHUH, CBSA3aHHBIX C X-XpPOMOCOMOH, IIOpa’keHHasl XPOMOCOMa
06b19HO HeakTHBHA. OAHAKO OHA BCE €llje MOXKET [IePeAABaThCS

I [TOTOMCTBY 10 MaTepPHHCKOM AMHUH. Takum 06pa30M, MY>KYH-

HbI, TOAYYAIOITHE MMOPAsKeHHYI0 X-XpOMOCOMY, TOAYYAIOT TAK)XXe U MOPasKeHHbIH TeH

FMRI (TaaBa C.1).

Hencuxuampuueckue kaununeckue xapaxmepucmuiu: Kaaccrdaeckue Ipu3HaKu MO-
YT IPOSIBASITHCSI TOABKO IIePeA IIOAOBBIM CO3PEBaHIEM, TeM He MeHee, BKAIOYAIOT B CefsI
MaKpoIiepaAHIo, OOABIIIKE OTTOIBIPEHHBIE YIIIH, AAMHHOE Y3KOe AULI0 M MAKPOOPXHAN3M
(y MaaburKoB). YacTo BCTpeyaeTcst MOBbIEHHAS IOABMXKHOCTD CYCTaBOB, B YaCTHOCTH
TIAABIIEB PYK.

Heuxuampuueckue kcaunuueckue xapakmepucmuiu: MaABIFKH dalIie BCETO AGMOHCTPHU-
PYIOT HEKOTOPYIO 3aAePIKKY Pa3BHUTHS — HEPEAKO C HHTEAAEKTYAAbHOM HEAOCTATOYHO-
CTbIO, KOTOpasi rpy0o0 Koppeanpyer ¢ koandectBoM umetoruxcst LITT mosropos. Yacro
HapyLAeTCst CIOCOOHOCTD K KOHIIEHTPALIME BHUMAHISI, KOMMYHHKALUH 1 COLIHAABHOM
IparMaTUKe — AQXKe Y AeBOYeK C He3HAUYHTEABHOM CTelleHblo nmopaxkeHust. Hepeako Ha-
OAIOAQIOTCS Ay TUCTHYECKHUE [IPU3HAKY, IIPY 9TOM 1/3 MaljeHTOB OTBEYAIOT KPUTEPUSIM
PaccTporicTBa Ay TUCTHYECKOTO CIeKTpa. FIMeIoT MecTo Taioke Apyrue SMOIIMOHAAbHBIE
1 ITOBeAEHYeCKHe IPOOAEMBL

Auaznocmuka: QayopecreHTHas rHOpUAM3aLuS in situ (FISH) AASL OTIpeACACHHMSA
HOCHTEABCTBA CHHAPOMA AOMKOF X-XPOMOCOMBL

CuappoMm YHABbsIMCa

CunApOM YHABSMCA, KOTOPBIi BCTpedaeTcs ¢ YacToToi npumepHo 1:10 000 poaus-
IIKXCS )KUBBIMH A€TeH, CBA3aH C A€AeIIMell y9acTKa /-1 XpPOMOCOMbBI, OXBaThIBAIOM] el
npuMepHO 30 reHOB, YYaCTBYIOIUX B 00IeM pa3sBUTUH, BOSHUKHOBEHUH Ae(EKTOB
CepAEYHO-COCYAUCTOM CUCTEMbI M Pa3BUTHH COEAUMHUTEABHOM TKAHH.

Hencuxuampuueckue kaunuseckue xapakmepucmuxu: AeTu C CHHAPOMOM YHAbSIMCA
HMEIOT XapaKTepHble YePThI AUIIA: IMUPOKUIL A0, pasaeT 6POBeNt [0 CPeAHEN AUHIH, 60Ab-
LIIOY POT C TOAHBIMU I'y0aMH, IIOAHBIE I[eKH. Y HUX MOT'YT ObITh IIPOOAEMBI C CyCTaBaMH, a
TAKKe TIOBbIIIeHHAs] SAACTUYHOCTD KOXKHU M CYCTaBOB. B 3aBUCHMOCTH OT IIPOTSHXKeHHOCTH
AeA€IINH, MOYXeT HAOAIOAATbCSI HAAKAQIIAHHBIN A0PTAABHBII CTEHO3 CEPALA.
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Hcuxuampuueckue xaunuueckue xapakmepucmuxu: Kax mpasuao, ormedaercs
HHTEAAEKTYaAbHASI HEAOCTATOYHOCTD OT AETKOM AO YMEPEHHOH CTelleHH, 0COOeHHO
XapaKTepHBI IPOOAEMbI C HATASAHO-00pa3HbIM MbliAeHHeM. CAyXOBOe 3aTIOMUHAHIe
U pedb MOT'YT He CTPaAaTh. Takue AeTH MOTYT IIPOM3BOAMTD BIIEYATACHHE T'HIIEp-
COILIMAABHOM AMYHOCTH, OAHAaKO OHU MOTYT He BOCIIPUHMMATh TOHKHE COIIMaAbHbIE
curHaabl. Yacro HabaroparoTcs cumnromsl CABI a Takke TPeBOXXHBIX PACCTPONCTBO
Y HapyIIeHu! CHa.

Auaznocmuxa: FISH vay MUKpOMaTpIYHbIN aHAAH3.

Cunppom IIpasepa — Buaan

Cunppom Ilpapepa — Brasu — 0AHO 13 ABYX COCTOSIHMIA, aCCOITMMPOBAHHBIX C Ae-
Aermeit yuactka q11-q13 15-it xpomocomsl. Curapom Ilpasepa — Buaan game Bcero
BO3HHKAET B TOM CAyYae, KOTAQ y pebeHKa OTIIOBCKast KOIIMSI 9TOTO IeHa ACACTHPOBaHa, a
MaTepHHCKasl KOIIHs HHAKTHBHPOBAHA. B IpoTHBHOM cAydae, pebeHOK MOT 6bI IIOAYIHTD
ABe Koruu 15-it XxpoMocombl MaTep (Tak HazbiBaeMmast napmenozeHemuHeckas ducomus),
AM60 MOTAQ IMETb MECTO APyTasi BIlepBble BO3HHKIIIASI My TAIS], HHAKTUBHPYIOIIasi [€Hbl.
B nieaom, cuappom Ipapepa — Buaau Berpevaercs ¢ yacroroit mpumepso 1:15 000 po-
AMBIIXCS YKUBBIMU AETEH.

Hencuxuampuueckue xkaunuseckue xapakmepucmuruy: PaHHUe MpOsSBAeHUS BO3HU-
KalOT ellle B MAAA@HIeCKOM BO3PacTe, ITPU 3TOM OTMedaeTCsl HeAOCTaTOYHOCTD ITUTa-
HISI, MEAAEHHBIH POCT, 3aAepKKa Pa3BUTHUSA U TUTIOTOHMSA. B aAeTckoM Bo3pacTe 9acThM
CHMITTOMOM CTaHOBHUTCSI OYAMMLSI, IPHBOASIIIIASL K OXKUPEHMUIO 1, B AAABHEMIIeM, K Ca-
xapHOMY Anabery. OTMe4aroTCst XapaKTepHble YepPTHI AUIA, TAKHE KaK IIHPOKHUIL A0D,
TPeyTOABHBII POT X MUHAAQAEBUAHBIE raasa. Hepeako HabAropaeTCs 3aaepiKKa pocTa ¢
KOPOTKHMH, ITUPOKUMHU PyKaMH 1 Horamu. JacTo 3amepAseTcs IIOAOBOE Pa3BUTHE, U Y
TaKUX HHAMBHAOB HEAOPA3BUTHI TeHUTAAMH.

Tcuxuampuueckue kaunuveckue xapakmepucmuxu: VaTeAsex-
TyaAbHasl HEAOCTATOUYHOCTD OT ACTKOM A0 YMEPEHHOH CTeIleHH
BCTPEYAETCS AOCTATOYHO YaCTO, HO He ABASIeTCS YHHBEPCAAbHDIM
Ipu3HakoM. boapmmHCcTBO MposiBAeHUI cuHApOMa ITpasepa —
BraAu CBSI3aHO C KOMITyAbCUBHBIM IoBepeHHeM. Hanboaee sspxum
SIBASIETCSI THITep parsi AN KOMITYAbCHBHOE ITepeeAaHHte, OAHAKO
HEPEAKO MOXKET HabAIOAATBCS AEPMATHAAOMAHMSI, KOBBIPSIHIE
HaAbIIeM B HOCY H BhIAepruBaHue Boaoc. Kommyabcun He Beeraa

nup
MUP wnn nonumepasHas LenHas peak-
LMt — OJVMH U3 METOL0B MONEKYNSIPHON
TEHETUKM, MO3BONAOWMIA [OOUTLCS
3HAYUTENBHOIO YBENMYEHUS MATTbIX KOH-
LIeHTpaumin onpenenéHHbIX pparMeHToB
[OHK, koTopble NOTOM MOryT BbITb UC-
M0/1b30BaHbI B TECTUPOBAHNM.
|

COIIPOBOXAAIOTCSI 0bceccusiMu. JacTo MMeeT MeCTO HAKOIIMTEABCTBO U 0OXXOPCTBO,
OAHOBPEMEHHO C HH3KOM IIePeHOCUMOCTDI0 GPYCTPALHH, 0COOEHHO MPH IOMBITKAX
OrpaHMIuTh IpreM . [Ipo6AeMsI ¢ peryAnpOBaHIeM IMOLIMI MOTI'YT COXPAHSThCS
B IIOAPOCTKOBOM U B3POCAOM BO3pacTe.

Auazrnocmuka: meruanposanne AHK, TTLP.
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CuapApOM AHreAbMaHa

3epKaAbHBIM OTpakeHHeM cuHApoMa IIpasepa-Buaau sBaseTcs curppoM AHreAb-
MaHa, KOTOPbIH mopaxaeT Takke mpumepHo 1:15 000 poAUBIIMXCS XKUBBIMH AETEH.
B paHHOM cAydae, mMeeT MeCTO moTepsi MaTepuHCKo# konuu rena UBE3A B 15-it
XpOMOCOMe, B CBS3H C AeAeIlMell MAaTePHHCKOH KOTINY TeHa UAM APYTHMH €To HacAe-
AYEMBIMH My TallUsAMH.

Hencuxuampuueckue kAuHuMeckue Xapaxmepucmuku: HEPEAKO CYAOPOXKHbIE MPHIIAA-
K¥, BOSHUKAIOIIHE B [TePBbIe ABA FOAA KH3HU. MOXKeT HAOAIOAATbCS THIIOTIUTMEHTALIHS
KOXKH U BOAOC, a TAK)Ke IPyOble 4epPTHI AULIA IT0 Mepe B3POCACHUSL.

Heuxuampuueckue kaunuseckue xapaxmepucmuku: Hanboaee paHHIe IPOSBACHHS
— 33A€PXKKA PA3BUTHUS M HHTEAACKTYAAbHASI HEAOCTATOYHOCTD. AASI ATeH C CHHAPOMOM
AHreAbMaHa XapaKTepHO CIeupuieckoe CYACTAMBOE BhIpa’KeHHE AHIIA, CAMIIKOM Ya-
CThI1 cMeX 6e3 II0BOAQ, HHOTAA COIIPOBOXKAQIOIIUICS XAOTHYHBIMA ABIKEHHSAMH PYK.
Vmeer MecTO coljasbHas PaCTOPMOXKEHHOCTD, YACTO HApPyIIeH COH.

Auaznocmuxa: meruauposanue, ITITP u/uau aHaAu3 crenudpuaecKux MyTaLjuil

UBE3A.

Cunappom Perra

SBAstack peayabraroM MyTanuu B reie MECP2, cuppom PeTTa BcTpevaercs ¢ 9acTo-
To#1 1:8500 pOAUBIIIXCS KUBBIMH ACTeM, IIOYTH HCKAIOUHTEABHO Y AeBouek. ['en MECP2
pacroaoxeH B Aokyce Xq28 | 1 siBasteTcst crenaeHHOM ¢ X-XpOMOCOMOI AOMIHAHTOI.
BOABIIMHCTBO MAABIUKOB C 3TON MyTallell yMUPAIOT €llle B IEPHOA OepEMEHHOCTH HAK
B MAQAE€HYECKOM BO3pacTe.

Hencuxuampuueckue kaunuyeckue xapaxmepucmuxu: OBOBIMHO AQHHBIA CHHAPOM
XapaKTepHU3yeTCsl ACTKOM 3aAePXKKOH MAM HOPMaABHBIM pa3sBUTHEM AO 6 — 18 Mecsines,
IIOCAE Yero IPOTAAAIOT PaHee IPHOOPeTeHHbIe ABUTATEAbHBIE, peueBble i APYTHe HaBbI-
KI, ¥ Pa3BUBAETCSI TAYOOKAs 3aAP)KKA PA3BHUTHS, Ay THCTHIECKIE YePThI  XapaKTepHAast
HOTepsI LjeAeHAIIPABACHHbIX ABIDKEHHI PYK. DTH ABIDKEHIS 3aMeINaloTCsl OAHOOOpas-
HBIMH, CT€PeOTHITHbIMU TOTUPAHHIAMH, 3aAAMbIBAHHEM, XAOTIAIOITMMU HAM MOOIMMHU
ABIDKeHHSIMU pyK. K cosxaseHmIo, BO3MOYXKHA OTePsi HOABIIMHCTBA ABUTATEABHBIX QYHK-
ruit. O4eHb YacTO HAOAIOAQIOTCSI CYAOPOYKHBIE IPHITAAKHL

Heuxuampuueckue kaunuseckue xapakmepucmuxu: Ha 6 — 18 mecsne xu3Hu 1mo-
SABASIIOTCSI CaMble PaHHHE ITPOSBACHHUS 3aAePXKKH Pa3BUTHUS, B Pe3yAbTaTe KOTOPHIX 3a-
TPYAHSETCS UAM COBCEM IIPOIIaAaeT, pedb. BMecTe cO CTepeOTUNHBIMU ABHUKEHUSIMU
PYK, MOTYT IIPUCYTCTBOBATb HAPYIIEHMS CHA, A TAKXKe Pa3APKUTEABHOCTD 1 IOBEACHHE,
HANlOMUHAIOIee Ay TU3M.

Auaznos: TeneTnueckoe cexBeHnpoBanue rera MECP2.
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CHHApPOM AeAellHH XpOMOCOMBI 22q11.2

Aeaerna xpomocomsr 22q11.2 IpouCXOAUT OTHOCHTEABHO
9acTo, IMOKa3aTeAb orjeHHBaeTcs B 1:4000 aerefl, poAUBIINXCS
JKMBBIMH, XOTSI MOXKET HEAOOI|@HUBAThCs U3-3a IMHPOKOTO Pas-
HOObOpaswus nposiBAeHuit cuappoma. [Toreps rena TBX1 moxer
OBITh OTBETCTBEHHA 32 OOABIIMHCTBO HEIICHXHATPHIECKHUX Xa-
PaKTepHCTHK, TOTAQ Kak yTpara reHa COMT, xoTopbIit KoAH-
pyeT 6eAOK, yIaCTBYIOLIMI B 0OMeHe KaTeXOAAMIHOB, MOXET
IPUBOAUTD K BOSHUKHOBEHHIO ICUXUATPUIECKUX CHMIITOMOB.

Hencuxuampuueckue KAuHueckue xapakmepucmuxu: ITu
XapaKTePHCTUKU IPE3BbIYANHO BaPHAOEAbHbI, BKAIOUAS TAKHe
CHMIITOMBI, KAK BPO’KACHHAS PACITleAHHA Ty6bI 1 Heba («3asdaps
ry6a» M «BOAYBS ITACTb> ), AePEKT MEXIKEAYAOUKOBOI Iepero-
POAKH, aIAQ3HsI TUMYCA, BEAOKAPAUO ALIMAABHBIN CHHAPOM, B
COCTaB KOTOPOTO BXOAST TaKHe IIPU3HAKH, KAK THIIEPTEAOPU3M,

Mpocnywarsb paccka3 Pobepta Mnomun
(Robert Plomin) u3 MxctutyTa ncuxuar-
pum (Koponesckuin konnenx, JIOHAOH)
0 HEeKOTOPbIX CoLManbHbIX Mpobnemax,
CBSI3aHHbIX C OWUXEBMOPANbHON reHe-
TUKOI MOXHO Ha https://www.youtube.
com/watch?v=TUCkyILAXKO (45:15)

y3KHe, KOCO PACIIOAOXKEHHbBIE TAA3HbIE I[eAH, BUCSIINE BeKH, CeA-
AOBHAHAS AepOpMAIUsI HOCA M MAACHBKHH POT.

Icuxuampuueckue kaunudeckue xapaxmepucmuku: Takxke KpaiiHe BapHabeAb-
HbL. MOXXeT MMeTh MeCTO IIOTPAaHMYHAs HAU ACTKas YMCTBEHHAs HEAOCTATOYHOCTb.
B PaHHEM BO3pacTe MOTYT IIPUCYTCTBOBATh HPO6AeMbI C BHUMaHHEM, TPEBOra MAH CO-
[JMAAbHAS OTTOPOXKEHHOCTh. MHOIHe AeTH YAOBAETBOPSIOT KPUTEPUSIM AUATHOCTHKH
PACCTPOCTB Ay TUCTHIECKOrO cIeKTpa. OUeHb YaCTO y TAKHX AeTel HaOAIOAAIOTCS
ICHXOTHUYECKHEe PacCTPOMCTBA.

Auazrnocmuxa: FISH aast poeaenmum 22q11.

Apyrue

CymiecTBYIOT 1 APYTHE CHHAPOMBI, O KOTOPBIX TAKKe HEOOXOAMMO 3HaTh. B gact-
HOCTH, Takue, Kak cundpom TepHepa — IIOAHOE OTCYTCTBHE OAHOM XpPOMOCOMBI, AU6O
HaanuMe AepeKTa B OAHOM u3 X— XpOMOCOM, OTBETCTBEHHOE 3a MAAEHbKUHN POCT H,
BO3MOJXKHO, HHTEAAEKTYaAbHYIO HEAOCTAaTOYHOCTD; CMHApOoM Cmum-Mazenuc — ac-
conuupoBanHbi ¢ motepeit rera RAIL B 17-i xpoMocoMe U XapaKTepU3YIOIUICs
HapyIllleHHeM CHa, MAAEHbKUM POCTOM, BCIIBIIIKAMK I'HEBA, CAMOPA3PYIIMTEAbHBIM
IOBeAeHHEM — pebeHOK KyCaeT PYKH, BHIPBI3AeT HOI'TH; OeAeyust UAU OYnAUKALyUs
16p11 - npeppacnoaararomas K BOSHUKHOBEHHIO Ay TU3MA, SIIHAETICHH, IH30peHHN
1 HHTEAAEKTYaAbHON HEAOCTaTOYHOCTH.



KOrJIA HEOBXOANMO MEHETUHECKOE TECTUPOBAHUE?

YacTo 3ByYHT BOIIPOC: «YUHTHIBAS TO, YTO HAM Ha CETOAHS U3BECTHO O IICHXH-
aTPUYECKON TeHeTHKE, UTPAET AH KaKyI0-AO0 POAb TeHeTHIeCKOe TeCTHPOBaHUe
[PU PacCIpOCTPaHEHHBIX PACCTPOMCTBaX?>». B 1jeAOM, B GOABLIMHCTBE ICHXUYECKHUX

BBEAEHUE B AETCKYIO MU NOAPOCTKOBYIO NCUXUATPUIO

PACCTPOICTB AETCKOTO BO3PACTa, FEHETHIECKOE TECTUPOBAHKE He HIPAET FAABHYIO
poab. HecMoTpst Ha 6bICTpOE yBeAUIeHHUE YHCAQ KOMMePUeCKUX KOMIIAHUI, KOTOPbIe
IIPOBOASIT TECTUPOBAHME GYKKAABHBIX MAa3KOB HAU 0OPA3LIOB CAIOHBI, [I03BOASIOLEE
YCTaHOBUTb T'€HOTHIIL, IPOrHOCTHYECKUE AAHHbIE AASI PACIIPOCTPAHEHHBIX FeHeTHYeC-
KIX MAPKePOB II0KA He IIPUHOCST OOABIION MOAB3BI IcuxuaTpaM. Ha camoMm peae, aTo
Ka)XeTCsl abCyPAHBIM — IAATHTD GOABIIME CyMMBI 32 HHPOPMALIUIO O Hecrerudude-
CKHUX FeHeTHYeCKUX MapKepax, KOTOpble MOTYT MOBBINIATh MAYM CHIDKATh PUCK Ha 1%.
OcobeHHO Hepa3yMHO IIAATHTb TaKHe OOAbIINE AeHBI'M, KOTAA bOAee IMOAe3HAs HH-
$opmarus MOKeT OBITh COOPAHa C IOMOIIBIO HAYYHO 060CHOBAHHOTO KAUHHYECKOTO
06CcAEAOBaHMS IALIUEHTOB U AOKYMEHTOB, KACAIOLINXCS MX CEMEIHOro aHaMHe3a. TeM
He MeHee, TeHeTHYeCKOe TeCTUPOBAHUE ITOKA3aHO IIPU HAAUYUK ABYX HAU GoAee, U3
I[IepeYVCACHHBIX HIDKE, YCAOBHIL:

«  Haauune BpoXxA€HHO# TATOAOTUN OAHOBPEMEHHO HECKOABKUX CUCTeM (Harpy-

Mep, CepAEIHO-COCYAUCTOR, KeAYAOUHO-KHIIEYHO, B ACTKUX)

+ Haanune nnTeAAeKTYaABHON HEAOCTATOYHOCTH

« Haanune HeOOBIMHBIX HAM AHOMAABHBIX YEPT AHIIA

+ Haaundue maToAOrHHN y HECKOABKHIX YACHOB CEMBL.

Ha paHHBIN MOMEHT TeHeTHYeCKOe TeCTUPOBAHUE He UI'PAeT BeAyIieil POAU IIpU
OOABIIHHCTBE PACIPOCTPAHEHHBIX IICUXUIECKHIX PACCTPOICTBAX ACTCKOTO BO3PACTA.

OT0 paHblIe PEKOMEHAOBAAOCH, YTOOBI B TAKMX CUTYALUAX OIPEAEASTH KapUO-
THII IAIJMeHTa U, BO3MOXXHO, TpoBoAuTh FISH-TecTupoBanue (Tsuang et al, 2000).
OAHAKO IIOCAe 3TUX PeKOMEHAAIIMH BBIIIAKU B CBET APYI'He PYKOBOACTBA, KpoMe

TOTO 3HAYHUTEABHO IIPOABUHYAUCH BIlepeA eHeTHYeCKUe Tex-

COCTABJIEHUE KAPTbl 9K30MA

OTOT NPOLIECC NMO3BOANT COCTABUTH KapTy
yyacTkoB [IHK, koTopble TpaHcKprbmpy-
loTcs Ha MaTpuyHyto PHK nocne Toro,
kaK MHTPOHbI YAANAOTCS B MpoOLEcce
cnnaicunra PHK. Cuutaetcs, 4to ak3o-
Mbl, BEPOSITHEE BCEr0, CBA3aHbI C Y4acT-
kamu, Koampytowmmmn 6enox.

HoAOorMM. Ha AQHHBIN MOMEHT, IPU MHTEAAEKTYAaAbBHOMN He-
AOCTaTOYHOCTH, PACCTPOMCTBAX ayTUCTHYECKOrO CIEeKTpa U
MHOJK€CTBEHHBIX BPOXXAECHHBIX AHOMAAMAX PEKOMEHAYETCS
HaYMHATh C XPOMOCOMHOTO MUKPOMAaTPUYHOTO aHAAM3a, A He
CTAaHAAPTHOT'O UAU PACIIMPEHHOr0 KapUOTUIIMPOBAHMUS (Miller
etal, 2010). EcAu BHLABASIETCS TeHETHYECKAS AHOMAAMS, TO IIO-
CA€ 3TOTO AASL €€ IOATBEPKAEHUST HEOOX0AUMO 06CAEAOBATD
poauTteseii. EcAM MUKpOMATpPHUYHbIN AaHAAU3 He BBISABASIET XPO-

MOCOMHOM aHOMAaAUH, HO KAMHUYeCKIe IPU3HAKY YKa3bIBAIOT HA HAAMYMe [eHeTHde-
CKOTO 3260A€BaHHs, MOTYT OBITH IPOBEAEHDI 60Aee CrieludruecKe TecThl (HAIpH-
Mep, TeCTUpOBaHUe OTAeAbHBIX reHOB, FISH— AnarnocTuxa AoMkoit X-XpoMOCOMBI
nau Meruauposanne AHK). OpHaKo pAaXe MHKPOMATpPUYHBIE METOABL MOTYT CO
BpeMeHeM OBITb 3aMeHEeHBI TEXHOAOTHSIMH UCCAAOBaHMs IocaepoBatespHocT AHK
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CAEAYIOLIETO ITOKOAE€HHU S, KOTOPbBIE IIO3BOASIOT COCTAaBUTD KapTy 6yKBaAbHO KaXXAOTo
CIIapHuBaHUA OCHOBAaHHU B reHOMeE (I/IAI/I C—)KSOMe) HUHAHBHAQ.

EHETMYECKOE KOHCYJIbTUPOBAHWUE B NMCUXUATPUN

ITonnManze TOro, Kak reHeTHKA BAUST Ha IICUXUATPHYECKYI0 CUMIITOMATHKY, MOKET
MIMeTD BasKHbIe IOCACACTBHS AASL AMATHOCTHKH U OKa3aHus oMoy naruenTa (Finn &
Smoller, 2006). Ecan BosHUKaeT HeOGXOAMMOCTD B FeHETHYECKOM KOHCYABTHPOBAHNUH,
CAEAYeT IIPUHATh BO BHUMAHUE CAAYIOIYE MOMEHTHI: BO-TIEPBbIX, KOHCYABTUPOBAHUE
HAYMHAETCS C TOYHOTO AMArHo3a. TiraTeAbHO COOPAHHBIM AHAMHE3 M COMATHYeCKOe
06caepOBaHHE KAMHIYECKUX XaPaKTePHUCTHK U3BECTHBIX COCTOSTHII MOXKeT yKa3bIBaTh
Ha OIIpEeACACHHBIIT AUATHO3, KOTOPBII 3aTeM MOXKET OBITh HCIIOAB30BAH AASI HHPOPMH-
POBaHISI POAUTEAET AO IPOBEACHNMS KOHCYABTHpOBaHus. OOyueHre IAIIeHTOB 1 HX
pOAUTeAel, KACAETCS AM 9TO OOINMX reHeTHIeCKHX OHATHIT HAU KOHKPETHO IPEATIO-
AAraeMoro reHeTHYeCKOTO CHHAPOMA, HAYMHAETCS IICUXMATPOM HAW BPAYOM IIEPBUYHOMN
nomoIy. Bpasa mepBrdHO# MOMOIIH HEOOXOAMMO IPOHHPOPMUPOBATD, C TEM YTOODI
CKOOPAMHUPOBATh TeCTUPOBAHME U KOHCYAbTUPOBaHMe. Bo-BTOphIX, reHeTH4eckoe
KOHCYABTHPOBaHIE MOXKET OBITh IIPEAAOSKEHO AO HasHaYeHHUs TecTHpoBaHus. Hampas-
ASIIOIIUM Bpad AOAXKeH MPOMHPOPMUPOBATh POAUTEAEH, UTO Pe3yAbTATUBHOCTD TaKOM
OIIeHKH, 0COOEHHO B CAyYde ayTHU3Ma U 3aAePXKKH PA3BUTHSL, BEPOSITHO, MOXeET ObITh
HeBbICOKOH. ITocae aTo caeayeT paccMOTpeTb BOSMOXKHOCTD OLIeHKH, ITPU 3TOM BHaYaAe
CAeAyeT MCIIOAB30BATh TECTHI C HAOOAEe BBICOKOM PEe3YABTATUBHOCTHIO.

TeHeTHYECKOE KOHCYABTUPOBAHHE AOASKHO IIPOBOAUTHCS B
PaMKax KAMHIYECKON IeHeTUYeCKOM KOHCYABTALIMHI 1 BKAIOYATD B
Ccebs1 MOATBEPIKACHIE AUATHO32, COOP CeMeNHOro aHAMHE3a, OLieH-
Ky MHTEAAEKTYaAbHBIX X 9MOLIOHAABHBIX CIIOCOOHOCTE! YACHOB
CeMbH, OL|eHKY OpeMeHHU U BbITOABL OT TeCTHPOBAHIS U COCTAB-
AGHHS TI03TAITHOTO TAaHa aeficTeuit (Schaefer & Mendelsohn,
2013; Finn & Smoller, 2006). Heob6xopumo Takske 06cyauTh
PHUCKH TOBTOPHOTO MPOSBAEHHS aHOMAAUHU (BEpOSATHOCTH TOTO,
9TO Y APYIOrO OTOMKA MOXKET BO3HHUKHYTD TaKoe 5Ke 3a00AeBa-
HHe). AOAXKHO OBITh IPEAOCTABACHO KOHCYABTUPOBAHHUE HEAW-
PEKTHBHOTO XapaKTepa, AASL TOFO YTOObI COAEMCTBOBATD B IIPH-
HSTHY pelleHui, KACAIOLIXCSI BAPUAHTOB YCTPAHEHHSI IIPHYHH
[OBTOPHOTO BO3HUKHOBEHMs 3a60oAeBanHusL. [eHeTHIECKOe KOH-
CYABTHPOBaHHE MOXeET OBITh IOA€3HO AASL TEX, KTO obpalaercs
COOTBETCTBYIOIEN npocr>60171, OAHAKO OY€Hb MAAO OMIIUPUIECKUX

YuuTbiBasi pacTyLLee 3HaYEHUe reHeTUKM,
[ETCKUM 1 NMOAPOCTKOBbIM MCKXMaTpam
HeobxofyMo Bce 00Jiblie OPUEHTUPO-
BaTbCsl B EHETMYECKUX mpobremax,
IN1S TOrO 4T0ObI MOHUMATb 3HAYUMOCTb
Pe3yNbTaToB HAy4HbIX UCCNENOBAHWIA,
4TOObI YMETb 0OBLSCHUTH 3TN MOHATUS
nauueHTam 1 UX POACTBEHHWKAM, W,
npu cnyyae, HaNPaBnsTb UX Ha reHeTU-
4eCcKoe KOHCYNbTUPOBaHMe. V3aMeHeHus
FEHETUNYECKMX TEXHOMOTUIA, Hay4HbIX KOH-
Lenuuid U pekoMeHAaLMii NpoUCXoasaT
04eHb ObICTPO, M ByAyT NPOUCXOAUTHL
elle ObiCTpee Mo Mepe Toro, Kak HoBble
TEXHONOrMM ByayT CTAHOBUTLCS JELLIEBNE
1 [OCTYMHee.

AQHHDBIX OTHOCHTEABHO TOTO, KTO AOAYKEH IIOAYYATh TAKOE KOHCYABTHPOBAHHE, KOTAQ OH
AOAKeH TIOAYYaTb €To, M KTO AOAXEH ero POBOAUTH. CyljecTByeT BHas IOTpe6GHOCTb B
TIPOBEACHHH CHCTEMATHIECKUX HCCAGAOBAHHI B 9T 06AACTH, KOTOPBIE, IPEATIOAOKH-
TEABHO, MOTYT yKa3aTh Ha HeO6XOAMMOCTb PacIIMpeHHs 6a3bl 3HAHHIT O FeHEeTHIeCKOM
tecruposanun (Finn & Smoller, 2006).
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Mbl onrcaAu OCHOBHbIE ITOAOXKEHHS HCHXH&TPHHGCKOﬁ T€HETHUKHU AASL ACTCKHUX

U IIOAPOCTKOBBIX IICUXHATPOB. ]_IeHTpaAI)HaSI KOHIENnuuA 3aKAKYACTCA B TOM, YTO

HacAeAyeMble [IPH3HAKY, IEPEAQHHbBIE OT POAUTEACH K peOeHKy, B3aHMOACHCTBYIOT C

ero OKpy>Kalollei CpeAoH, TOCPEACTBOM 4ero ¢OpMHUpPYeTCs CBA3aHHAs C Pa3BUTHEM

XAH BATUCT NNAMAPK
(1774-1829) —

paHuy3ckuit 6uonor, paspabotan Teo-
U0 3BONIOLIMM, KOTOPASt BKITOHANA MEO,
YTO NPU3HAKI MOMYT NPKUOBPETaTLCS U 3a-
TeM NepefaBaTbecs NoToMcTy. Mpu ero
XU3HW Teopus Jlamapka He Gbina ymo-
CTOEHa GONbLLIOr0 HAYYHOTO BHUMAHWS
W MOALEPXKM, OOHAKO MHTEPEC K Heii
BO3pOC B nocnepHee Bpems. Gopmbl
«MSIFKOr0» UM 3MUTeHETUYECKOro Hacne-
[0BaHWsi CPEAM OPraH13MOB CYUTAIOTCS
HEONamMapKMCTCKIMM M0 CBOEIA Npupoge.
«Mpew Nlamapka He yTpatnam CBOEN ak-
TyanbHoCTY... Hacnepnosanuwe npuobpe-
TEHHBIX MPU3HAKOB — OJHA U3 TeX UaEN,
KOTOPbIMM BYAYT BOCXULLATHCS BEYHO.
970 BHIMNSAMT TakKUM NPaBuIbHBIM. ECin
Obl HacnenoBaHWe Morno ObiTb TONLKO
NamMapkuUCTCKUM, 3BoNtoLMS Obina Obl
yropsigo4eHHon u addektneHon». (Hull
DL (1984). Lamarck among the Anglos.
Introduction to Lamark’s Zoological
Philosophy. University of Chicago Press).

ncuxomnarosorust. HecMoTpst Ha TO, 4TO 6OABIINHCTBO IICHXU-
9eCKHMX PacCTPONCTB ACTCKOTO M IMOAPOCTKOBOTO BO3PacTa,
BepOsTHee BCEro, MOAUTeHHbI M BbI3BIBAIOTCSA AAAUKTUBHBIM
BAUSHHEM MHOTHX, IOBBIMIAIOMIUX PUCK, T€HOB, OIIPEACACHHBIE
PaccTpoiCTBa ACCOIMUPOBAHDI C PEAKUMHU BAPHAHTAMH U BAMS-
HHEM OAHOTO reHa. MHOTHe U3 3THX MOHOTEHHBIX (MAM CBSA3aH-
HBIX C OAHMM Y4aCTKOM XPOMOCOMBI) pacCTPOCTB IIPEACTaB-
ACHBI BhIIIE U COIIPOBOXAEHBI ONMCAHUEM IICUXUATPHUIECKIX
U HeTNICUXHATPUIECKUX KAMHHYECKUX XapakTepucTuk. Paxro-
PBI OKpY>KaloIe cpeabl MOT'YyT OKa3bIBaTh BAMSHHUE Ha TeHBI,
BKAIOYAsl M BBIKAIOYAS MX Yepe3 dMUTeHeTHYeCKUe IPOIeCcChl.
AeTCKUM U TIOAPOCTKOBBIM IICHXHATPaM, BO3MOXHO, IPUALTCS
OOBSICHATD 3TU KOHIJEIIIIUH TTALHeHTaM U HX POACTBEHHHKAM H,
BpeMs OT BpeMeHH, HallpaBAATD UX Ha TeHeTHIECKOe KOHCYAD-
TUpoBaHMe. M3aMeHeHNUs reHeTHIeCKUX TEXHOAOT UM, HAYYHBIX
AOCTIDKEHHUI U PEeKOMEHAALIMI IIPOUCXOAST OUeHb OBICTPO, U,
BO3MOXXHO, OYAYT IIPOUCXOAUTD elife OBICTpee II0 Mepe TOTO,
KaK MeXHOAO2UL CeKBEHUPOBAHU HOB020 NOKOAEHUS OYAYT CTa-
HOBHTBCS AGIIIEBAC M AOCTyTIHEE.
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Mpunoxenne A.12.1

YNPAXHEHNA )19 CAMOCTOSATENIbHOIO N3YHEHNA
MATEPUAJIA U CAMOKOHTPONA

BOl'lPOCbI (& BI)IGOPOM BapHaHTa OTBeTa U3 NMPEAAOKCHHBIX

A.12.1 BOAPIIMHCTBO NMCUXUYECKUX Pac-
CTPOMCTB AGTCKOTO H IIOAPOCTKO-
BOTO BO3pacrTa:

He nacaeayrorcs
Hacaeayrorcs o
MeHpAEAEBCKOM MOAEAR

C. Hacaepyemble MOHOT€HHBIE
3ab0AeBaHUsA

=

D. Hacaeayiorcs, Ho ¢ ydacTueM
MHOTHX I'€HOB

E. BrisBasbl BuepBbie
BosHukmumu (de novo)
MYyTalllAMHI

A.12.2 Hure AHK B xpoMocoMe Ha3bl-
BaeTCs:

Xpomatup
Anneap
IlenTpomepa
Hyxaeorup
OcHoBaHue

HoQw»

A.12.3 Aasi reHa, AOKAAM30BAHHOTO B KO-
POTKOM IAede 7-F1 XPOMOCOMBI,
obaacts 3, 69HA 1, cy6-63HA 2,
OyAeT HCIIOAB30BaHA CACAYIOINASI
HOMEHKAATypa:

7q31.2
3p71.2
2p31.7
7p31.2
192.3.7

HoOw»

A.12.4 KoAnuecTBO ¥ BHEIIHUI BUA XPO-

SRS

MOCOM Ha3bIBA€TCA:

Qenorumn
Aanean
Tenom
DK30M
Kapuorun

A.12.5 HacaepyeMoCTb yCTaHABAMBAETCS

= oo

C ITIOMOIBIO:

CeMenHbIX HCCAEAOBAHUI
BAnsHeoBbIx HCCAEAOBAHHUI U
HCCAEAOBAHMM IIPUEMHbBIX
AeTen

MccaepoBanuii reHa-KaHAUAATA
AHaAmM3a IPYIII CIIeTIACHUS
IToaHOTreHOMHOTO
HCCAEAOBAHUS ACCOITHAIINIT

A.12.6 Kocerperanus, aTo:

A.

ApAUTHUBHBIN 9 deKT
HOBP@XACHHbIX FeHOB
ITosTOp yuacTkoB AHK
PesyabTar BAMSHMS BHEIIHEH
CpeABI Ha 9KCIIPECCHIO I'eHa
TeHAEGHIMSA K COBMECTHOMY
HACAEAOBAHHIO TECHO
CBSI3aHHBIX MEXXAY COOOI1 rFeHOB
Tenpennus opHo-
HYKAEOTHAHOTO
noaumopdusma (OHII)

HaXOAUTDH COBITIAACHHUE.
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BBI3bIBACTCA:

Tpucomueit mo X-xpomocome
Aeaenmeit 15-# XxpoMocoMbl
Aeaenueit yuactka 7-i
XPOMOCOMBI

Opnoit X-xpoMocomoii, 6e3
napHo# X- uAu Y- XpOMOCOMBI
YBeAndeHHeM YHCAQ
TPHUHYKACOTHAHBIX IIOBTOPOB
B X-XxpoMocome

A.12.8 eHeTHnyeckoe TeCTUpOBaHHe:

>

Pexomenposano aetsm ¢ CABT
ITomoraer moao6pars
IPaBHABHOE A€UEHHE KaKAOMY
OTAEABHOMY pebeHKy

He pexomenp0OBaHO

IPU GOABIIMHCTBE
PpacnpocTpaHeHHbIX
MICUXUYECKUX PACCTPOMCTB
AETCKOTO BO3pacTa

B 60ABIIHHCTBE CAyYaeB
ocAabasieT TpeBory

y poauTeAen

B Hame BpeMsI A€TKO AOCTYIIHO
B OOADBIIMHCTBE CTPaH

A.12.9 Obuee aast cuappoma Ipapepa-

Buaau u cusppoMa AHreabMaHa

TO, YTO OHH:

Vimu mpeumyIecTBeHHO
CTPAAAIOT AEBOUKH
BrIsbiBaroTCs AeAeriyeit
y4acTkoB 15-i XxpoMOCOMBI
Bxatouaror B ce6st
HAKOIIUTEABCTBO €ABI
BrisbiBaroTcs n3MeHEHHAMH B
X-xpomocome

AerKko BBISBASIIOTCS C TIOMOIIIBIO
aHaAM3a KapHOTHIIA

A.12.10 Tunoresa peakuii BApHAHT — pac-

A.

B.

C.

D.

E.

IpOCTpaHeHHOe 3a00AeBaHUe
IPEATIOAATALT, 4TO0

PacripocTpasesHble ICHXHATPU-
YeCKre PaCCTPOMCTBA CBS3AHbI C
HaKOITAGHHEM PEAKHUX MyTallui
PacnpocTpanennsie mcu-
XHATPUYECKHe PACCTPONCTBA
006ycAoBAEHBI AOOaBAEHHEM
MHO>eCTBeHHbIX PaCIIpOCTpa-
HEHHbIX AAAEAeH PHCKa
PacnipocrpasenHsie 3a60AeBa-
HHs1, PEAKO UMEIOT IreHeTHYe-
CKYI0 9THOAOTHIO
T'enpl 1 GpaxTOpPHI OKpYsKaromeit
CPEADbI B3aUMOAENCTBYIOT Yepe3
SMUTeHeTHYEeCKUe MeXaHH3MBbI
AAsl ycTaHOBA€HMS TeHeTH-
9YECKOM 9TUOAOTUH HY>KHBI
MIOAHOTEHOMHBIE HCCACAOBAHHS
ACCOLMALINIT

A.12.11 IlenrpasbHasi AoorMa OHOAOTHH

YTBEPXKAQALT, 4TO:

Bce sxuBBIe cymecTBa COCTOSAT
U3 KACTOK

AHK coaepxurcs Toabko

B SIApE KAETOK

PHK -> AHK -> 6eaox

AHK -> PHK -> 6eaox

AHK - aT0 ABOMHAs cripaAb

OtBet: D

A.12.2 Omser: A
A.12.3 Otset: D
A.12.4 Orser: E
A.125 Otset: B
A.12.6 Omser:D
A12.7 Otset: E
A.12.8 Otset:C
A.12.9 Otet: B
A.12.10 Ortset: A
A.12.11 Ortser: D

OTBETbHI
A12.1





