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Ha MomeHT BbIXoa B CBET aHHOTUpYyeMoii myonukanuu B 2013 r ee aBTOp — Maru-
CTPaHT HerocylapcTBeHHOTo Koyemka Sarah Lawrence College (Hpto-Mopk, CIIIA)
IO CTICIMAIBHOCTH «[EHEeTrKa JeloBeKa». B IMyOnMmMKalmm ocBellleHa SMITMpPHIecKast
4acTh IUCCEPTALIMOHHOM PabOTHl — KCIIEPUMEHT, BHITIOJIHEHHBIN B paMKax ITporpaM-
mbl Human Genetics Program nipu nonaepskke rpaHTa Special Interest Group Grant
(SIG) — Prenatal SIG + Psychiatric SIG — ot HauuoHanbHoro npodeccuoHaibHOTO
coobiectsa B cpepe reHetnueckoit ncuxuarpun NCGC (National Society of Genetic
Counselors). Obpaiasich K mpogeccroHalaM 3TOro COO0IeCTBa, aBTOP MOSICHSIET: «..51
M3y4aro BO3MOXHOCTH KIIMHUTIECKOTO TeHETUIECKOTO TECTUPOBAHUS TTAlIMEHTOB C 111 -
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AKTyaJbHOCTDb MyOIMKAIIMN

CJIOXXHOCTDh KIMHWYECKUX TTPOSIBJICHUI
mr30(ppeHNHN, ee OTSATOIIAIIee BO3ACHCT-
BHE Ha COIMYM, pPacIpOCTPaHEHHOCTb,
TICUXOCOIIMAIbHBIC ACIIeKTHI, C OMHOM CTO-
POHBI, M1 OTPOMHBIE TEXHOJIOTUUYECKHUE TIPO-
PBIBBI B TMarHOCTUPOBAHUU TOBPEKICHUIA
TeHOMA, C APYroii CTOPOHBI, MOOYIMIN aB-
TOpa pa3paboTaTh M BbIHECTU Ha OOCYXKie-
HHUE TEHETUYECKOE TeCTHMPOBaHMUE: BO-TIEP-
BBIX, KaK TEXHOJIOTHIO, PACIIMPSIONIYIO M
JOTIOTHSTIONIYIO TUAarHOCTUICCKYIO ITaHeIb
m30(peHN U, BO-BTOPBIX, KaK Ipodu-
JIAKTUYECKOEe (IIPOTHO3HOE) MEPOIIPUSTHE,
OPMEHTUPOBAHHOE B KOHCYHOM WTOTe Ha
OXpaHy peIPONYKTUBHOTO 30POBbS HAITNU.

s unTareneil HalIero XypHaaa MOTYT
OBITH TIOJIE3HBI (PPArMEHTHI, TIOCBSIIICHHBIC
TIICUXOCOIIMAIbHOMY AacCHeKTy IIPOOJIeMBbI
TeCTUPOBAHMUS, 3alIUTHBIM pecypcam H
CTpaTeTUsIM CeMbU B CUTYAlLIMSIX BBISIBIICH-
HOTO BBICOKOTO pHCKa HapyIIeHUI TeHOMa
y 4JCHA CeMbH, a TaKKe aHaJOTUH ITOIX0-
OB K MOHUTOPUHTY JIUII C pUCKaMU ayTHC-
TUYECKUX PACCTPOMCTB M IIM30(MPECHNUN.

CrpykTypa padoTsi

[Myonukarus (52 cTp.) BKJIOYaeT 5 pas-
nenoB, 92 6ubamorpaduIecKUX MCTOIHU-
Ka, 8 MPUJIOKEHMIA, B TOM YKCJIE aBTOPCKUIA
OIIPOCHMUK, IIPEACTABICHHBIA B Ta0I. 1.

Taoauna 1

IonycTpykTypupoBanHbiii onpocHuK JIu3sl Kaprep ais cnenuaniucTon

Paspnen

Bomnpocsl

TeKyHIaH IIpaKTUuKa

1. Kto Baiy naiueHTs ¢ icuxuaTpuyeckumu 3abosiesanusmu? Ad-
dexTrBHBIe MHANBUABI? YsteHbI ceMbl (KPOBHBIE POJCTBEHHUKH )?
Cymnpyru? [Ipuemusie ponnremn? Ipyrne?

2. CripammBariot sim Bac adeKTUBHbIE NHNBU/IBI O TECTHPOBAHUN
nn TpeGyioT ero? A uiieHbl ceMbu? [[pyrie THIIBI TTAIIEHTOB?

3. UTo BBI rOBOpHTE NAIIMEHTaM O 3HAHWH TeHeTUKHU N30 peHn,/re-
HoB? Mernosbayere i Mojiesib cocya ¢ puckamu the jar model v
crienuuyeckue reverndeckue anurepanun (CNVs, del 22q)?

4. YTO BBI TOBOPHTE UM O TEHETHUECKOM TECTUPOBAHNN?

5. YyacrtByere Jii Bbl CAaMU B T€HETHMUYECKOM TECTUPOBAHUU KaK UCCJIe-
nosaresib? Eciu 1a, 10 Kak BbI cTpoute pabory? MHbopmupyere i
BBI X O pe3yJibTaTax?

JlpaitBepbl TeCTUPOBAHUS
Ha ICUXUaTPUIECKIE
paccTpoiicTBa

Hus (B IpakTuKe?

6. Cunraere Jii Bbl, YTO TEHETUUECKOE TECTUPOBAHUE MOTJIO ObI HC-
10JIb30BATHCSI [IJIsl OTIEHKH PUCKA B OTHOIIEHNUN Pa3BUTHs IH30¢pe-
HAM (KaK MpeInKaTUBHOE)?

A. Moruio 6bl FeHETHYECKOE TECTUPOBAHKE TPUMEHITHCS JIJIS 9TOH 11e-
s yxe cetivac? [louemy na/ net?

B. Ectb st TOUKa, B KOTOPOI FeHETUYECKOE TECTUPOBAHKE MOTJIO Obl
TPUMEHSTHCS K TTAIlMeHTaM ¢ mu3odpenneit mo atoit mpuunne? Yro
6b110 ObI HEOOXOMMO JIJIs1 ITOTO?

C. Kakosbl ObLiu Gbl 110J1b3a, PUCKH, OTPAHIYEHHSI TAKOTO TECTHPOBA-
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Paznen Bomnpocsl

D. C‘H/ITaeTe JIN BbI, 4TO IIpU yC]IOBI/ISIX TOABJIEHUA TAKOTO TECTUPOBaA-
HUS OHO Obl JIEHCTBUTENBHO TT0sIBUIOCH? Kak 0HO 1010 HNII0 Gbl
ELSI (ethical, legal and social implications)?

7. C‘{I/ITaeTe JI BbI, YTO '’€HETUYECKOE TECTUPOBaHNE MOTJIO 61)1 uc-
TOJIb30BATHCST JIJIST TTOJTBEPIKICHUST INATHO30B MN30(hPeHIN?
IMopnyukter a., b, ¢, d, — Te ske Bonpocsl, 4to B IL. 6.

8. CumraeTte JiM BbI, YTO TEHETUYECKOE TECTUPOBAHUE Ha TU30(pe-
HUIO MOIJIO Obl KCIIOJIb30BATHCSI IPEHATAIBHO (C 1[eJIbI0 PEIPOLYKTUB-
HOTO TIJIAHUPOBAHIS )?

IMopnyukrer a., b, ¢, d, — Te ske Bonpocsl, 4to B 1L. 6.

9. Eciut TecT AefiCTBUTEIBHO BBIAB/ILET FeHeTUYEeCKUI CUMIITOM U~
30(hpeHNH y TIOTEHIINATHHOTO HOCUTEISI, KAKOe BO3/EHCTBIE 9TOT
(bakT MOKeT OKa3aTh, [0 BalleMy MHEHUIO, Ha: a) poauTeseii? b) pou-
HbIX OparbeB u cectep (CUOJUHIOB)? €) APYTUX POJACTBEHHUKOB?

10. Eciut TecT 1eiiCTBUTEIBHO BbIABIIAET TeHETUYECKUIT CUMIITOM 11~
30(hpeHNH y TIOTEHIINATIBHOTO HOCUTEISI, KAKOe BO3/IEHCTBIE 9TOT
(axT MOKeT OKa3aTh, 110 BallleMy MHEHUIO, HAa: HEro/Hee?

(a., b moBbicHT /CHUBUT CTUTMATU3AIIUIO?

¢, d MOBBICUT/CHUBNUT UCKPUMUHAIIUIO?).

11. Cuuraere Jii Bbl, 4TO BO3MOKHO IKCIIPECC-TECTUPOBAHNE HA TICU-
xuarpuueckue paccrpoiictsa (one-day test for psychiatric disorders)?
Ecan na, To 4to muist atoro tpebyercs? Ecau Her, To moyemy?

DTC — rectupoBanue
(reHeTUYeCcKUii TecT
Direct to Consumer)

12. Yro BbI 3HaeTe O MU30PpPeHU?

13. O6pamaiorcs i maruenTsl ¢ npocb6oit 0 DTC? Ecu ma, 4To Bb
oTBevaeTe?

14. Yro BBI rymMaeTe 0 BAJIMHOCTA COOTBETCTBYIOLINX METOAUK (MO-
nesnb ACCE)

15. UT0 BbI lyMaeTe 0 passibsiCHUTEIbHON paboTe ¢ MaleHTaMu 110
pe3yJibTaTaM TeCTHPOBAHIS, OPUEHTUPOBAHHON Ha TOHUMAHIE TIPO-
GJieMbI?

16. Banser nmu/u posxHa m Baugth BamuaHoctb DTC Tectuposa-
HMA Ha Ballle MHEHUE O TOM, 1OJI’)KHbBI JIN pe3yJIbTaTbI TECTUPOBaHUA
OBITH OCTYIIHBIMU JI7IsI HAIIMEHTOB?

CNV
(Copy Number Variants)
B IIe/INaTPUN U ayTU3M

17. B neanarpuyeckoil pakTuke, ecim y peGeHKa MUKPOUUITPOBA-
Hrre (microarray) MOXKeT yKkas3aTh Ha 3a00JieBaHUe ICUXIIECKON ce-
PbI, IIPpU KaKNUX O6CTO$ITCJII)CTB3X 1 Ha KaKNX OCHOBAaHMAIX Bbl CHUTAETE
03MOKHBIM 0OCYsK/IATh BBISIBJIEHHYIO CHMITOMATHKY € CEMbeii?

— Cpagdy 10 AMarHoCTUPOBAHNN WJIHN IIPU HAJIMYUN COITYTCTBYIONIINX
(axTopoB (IIpesBapuUTENbHBIN TECT, BO3PACT PUCKA, IIEPBbII 31IN301)?
— C IpyruMu neiaTpaMu nin CuenuajancTaMu-rcuxmaTpamMu 1o JaH-
HBIM CeMeIHOro aHaMHe3a?

— CO CHEIUAINCTAMU JIPYToTo podnisa?

18. Kakoit IMeHHO TeCT ¢ TTIOMOIIBI0 TexHosoruKr Microarray mMor Obl
GBITH MCTIOIL30BAH HA TECTUPOBaHue mu3obpeHnn B Oyyiem?
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Bo BBOogHOM pa3esie aBTOp IUILET: «...B
OOIIENPUHITOM MPEACTaBIEHUU IIIU30-
dbpeHust paccMaTpuBaeTCs KaK CJIOXHO-
CTPYKTYPUPOBAHHOE PAaCCTPOUMCTBO MEH-
TalbHOUM cdepbl, Kyda BXOIST IICUXO3bI,
JIe30praHM3aliisl MBIIUIEHUS U PeUn, Hera-
TUBHas CUMIITOMATHKa, COIIMAIbHbIC TUC-
dyukuyu. [IpuHSITO CUMTATh, YTO BHYTPU
3TOTO CTPYKTYPHOI'O PAacCTPOMCTBa, pabo-
TaIOILEro MO MPUHIIUITYY MHOTO()aKTOpHOI
Mojenu, HacaenyroTcest 65—80% ero mpu-
3HAKOB, YTO SMIIMPUYECKU TTOATBEPKICHO
Ha YpOBHE CeMbM U OJM3HELOBLIX Tap [1].

Pesynbrar paboThl aBTOpP BUIUT B CIIEIY-
foleM: «... B pe3ynbrare mpoBeIeHHOTO OIl-
poca CeuaJIrCcTOB CIOXWINCH IBE UX UC-
CJIeI0BATEIbCKUE TTO3UIIMHA OTHOCHUTEIHHO
TEHETMYECKOM COCTaBJISIONIe TaHHOIO
IICUXMYECKOTO paccTpoiicTBa. IlepBas
«...HOCHT OOIIMI XapaKTep U OPUEHTHPOBA-
Ha Ha HayYyHYIO CTOPOHY MpOOJeMbl — I10-
KCK BapMaHTOB ¢ MayibIM 3¢ eKToM; pa3pa-
OOTKY TEXHOJIOTHIA ITOMCKA JIOKYCOB B TEHO-
Max, CBOETO pPojia «TOYKaX pUCKa», XOTSI Ta-
KUe JaHHbIE TPYAHOBOCIIPOU3BOAUMBI U HA
JAHHBII MOMEHT BPEMEHHM HeIOCTaTOYHO
JIOCTOBEpHBI. BTopast moctynmpyer cymiect-
BOBaHME CIEHUMUIHBIX MUKPOMYTAIIMA,
TaKUX Kak BapuaTUBHOE (MHOXECTBEHHOE 1
eIMHUYIHOE) HYKJICOTUIHOE KOIMPOBAHUE,
CONPSDKEHHOE CO 3HAYUTEJIbHBIM PUCKOM
dopMHUpOBaHUS JTMYHOCTHBIX PACCTPONCTB,
Kak 3TO TMOKa3aHo, HaIlpuMep, IS MUKDPO-
JENSILMOHHOTO cuHApoMa 22qll2».

ABTOp TI0JIaTAEeT, YTO B JaJbHEHIIEM C
ITOMOIIIbI0 TEHETUYECKOTO TECTHUPOBAHMS
MOXHO OyaeT MOATBEpXKAaTb ITUArHO3bI,
MIPOTHO3UPOBATh MOBBIIIEHHBIN PUCK WU
TeCTUPOBATh MpeHAaTaJbHbIII PUCK PacCT-
POMCTB: «...Ha ()OHE IIMPOKOro IHarazo-
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Ha MHEHMI OTHOCUTEILHO MMPEUMYIIECTB,
PUCKOB, 3TUYECKMX M IICUXOCOILIMATbHBIX
COCTaBJISIIOIIMX T€HETUYECKOTO TEeCTUPO-
BaHMSI MEIMKO-TE€HETHUYECKOe COOOIIeCT-
BO 0o0Jiee OCTaJIbHBIX ITOATOTOBJICHO K TO-
MY, YTOOBI HayaTh aKTUBHO Pa3BUBATh 3TO
HamnpasjieHUE U MPOLOJIKUTH CO3JaHUE
MHGPaACTPYKTYPhl TECTUPOBAHUS TAIIUEH-
TOB.

B pasnene 1 «BBenenue B npodJeMy» 13-
JIOXKEeHa AMHAMMKa Pa3BUTHS TIpeICTaBIIe-
HU# 0 U30¢pPEHUMN.

Hanuonanbnueiit MHcTutyT Ilcuxuuec-
koro 3mopoBbst (National Institute of
Mental Health) cuuTaer mM3odpeHUIo
TICUXOTUKO-TICUXOJJOTUYECKIUM COCTOSTHU -
€M, KOTOPOMY IOABEepKeHO OKoJio 1% mo-
myJasiuy. TUMAYHBIA BO3pacT CTpalalommnx
9TUM 3a00JieBaHueM 18—25 1eT y IUL MyK-
cKoro moJja u 25—35 net — y XeHIUH —
T. €. 3a00JIeBAIOT MOJIOAbIE MYXYMHBI U
JKEHIIMHBI CPeJHEro BO3pacTa, XOTS
BCTpeYaloTCs clyyan 3a00JeBaeMOCTH Jie-
teit, muil ot 45 no 60 jet. Yarie 3a6071eBatoT
MYKYMHBI ¢ MHOXECTBEHHOM HeTaTUBHOM
CUMIITOMATUKOM, Y HUX Xy>Ke KPaTKOCpO4-
HbII MPOrHO3 B OTHOILIEHUU JJIUTEIBHOCTU
TOCIUTAIM3AY, TSDKECTU TEYeHUsI, IPO-
MEXYTKOB PEMUCCUM, PEaKIIMU Ha JeKap-
CTBEHHBIC TIperapaThbl, KOJMYECTBA I10-
BTOPHBIX KYPCOB FOCIUTAIN3AIUU, OOIIIET0o
COMAaTUYECKOIro COCTOSIHUSA. [eHmepHbIe
pacxoxXaeHus, o JaHHBIM AMEpPUKaHCKOMN
Accouuanuu Ilcuxomnoros (APA, 2000)
CIJIAXKMBAIOTCST OJIMKE K BO3PACTy MOCT-Me-
HOTMay3bl.

JeiiCTBYOIIIME TUAaTHOCTUYECKKIE KPUTE-
puu wu3oPpeHuun, Mo Kiaccudukaluu
APA aBTOp paszaesisieT Ha YyCA0BHO-TTIO3UTHB-
HbIE U YCJIOBHO-HETaTMBHBIC, TTPUHUMAST BO
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BHUMaHNWE MHOXECTBEHHOCTb IaTO(PU3UO0-
JIOTUMECKOM TIPUPOIALI Y ITPOBOLIUPYIOIIMX
dakropoB. IlomuepKuBaIOTCS AECTPYKTUB-
HblE JIMYHOCTHBIE OCOOCHHOCTH TTOBEICHUS
TaKuX OOJIbHBIX: «..J1€30pTaHU30BaHHOE MO-
BEJIEHUE MOXET MPUHUMATh JU0O0 (HOPMBbI
rpy0oii fe30praHu3alyy B 1Mana3oHe OT He-
CKPOMHBIX IJIYIIOCTE BIUIOTH IO TPYIHOC-
Teil C caMOOOCTy>KMBAaHUEM M HETIPEICKa3y-
eMOll axkuTalueit, 1100 (HOpMbI KaTaTOHUU
CO CHIXKEHHEM PEaKTHMBHOCTU Ha BHEIIHME
pa3apaxkuTean, 3aTOPMOXEHHOCThIO, CO-
MPOTUBJICHUEM TIEPEMEIICHUIO, PUTUIHOC-
TBIO, JINOO HECBOMCTBEHHbIE JAHHOMY KOH-
KpeTHOMY OO0JIbHOMY (OpPMBbI TIepeIBIIKE-
HUS WK 1103. HeratuBHbBIE CUMITTOMBI — yT-
paTa HaBBIKOB HOPMaJIbHOM XU3HEIesTeIb-
HOCTH, 3a CYET CHVIKCHUSI BBIPaKCHHOCTU
amouuit (apekTUBHOIO yIUIOLEHus ), Oer-
JIOCTU peyuH (ayiorust), 1eJieHarpaBIeHHOCTH
noBeaeHust (0e3BOJIHE)».

PaccmarpuBas npobiemy AuchYyHKIUI
MpY MU30(ppeHn, aBTOp MUIIET: «.... C Ha-
YyaJioM Pa3BUTHS IIM30(PPEHUN IMaLIMEHTBI
MOT'YT OTIAJISATHCS OT CBOUX IPY3€il M CEMbU
WIH XyXe 00ydaThCsl. DTOT acIeKT 3a00Jie-
BaHUS HE MOXET OBITh HEITOCPEICTBEHHBIM
pe3yJIBTaTOM KaKOro-TO OIHOIO pa3pylia-
OILIETO BO3JIEHCTBUS U YaCTO HaOJII01aeTCsI
BO MHOXECTBEHHOM IIposiBJieHUuU. B 37O
KaTeropuu HauboJiee TSDKEIBIM U IIMPOKO
pacIpoCTpaHEHHBIM TIOCJIEACTBUEM SIBJISI-
eTcsl CHIDKeHUE MpodecCuoHaIbHOMN aesi-
TeJbHOCTU. OHO COCTaBJIsSIET 3HAYMMBbII
KOMITOHEHT (hDMHAHCOBOI HArpy3Ku Ha 00-
LIECTBO, CBSI3aHHOI ¢ IM30(ppeHKeit, pac-
CUYMTAHHBIN 10 TTOTEePE MOTECHIMATbHBIX JIET
3n0poBoii xku3Hu (DALYS)».

DTH TO3UITUY aBTOP UCITOJIB3YET JUISI ap-
TYMEHTAllMM aKTyaJbHOCTU HaydyHOU pa3-
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PabOTKM HOBBIX JUATHOCTUYECKUX KPHUTE-
pueB 3a00yieBaHUs.

Ilepeuuncnsiss uMerolrecss B apceHale
CIIeIIMATMCTOB JTMArHOCTUYECKUE KPUTE-
puM, aBTOp TNPUXOAUT K OOOOIIEHUIO:
«...Y MalMeHTOB ¢ AMAarHo3oM Iuu3odpe-
HUU YaCcTO IPUCYTCTBYIOT B KayeCTBE CO-
MYTCTBYIOILIMX MHOTHUE APYTUE NTOBEAEHYEC-
KHe W HEBPOJOTMYECKME IT0Ka3aTesu, IO
CBOEi CYTM HE OTHOCSIIMECS K IUarHo3y
mu3obpeHur. Hampumep, marueHTbl MO-
IYT TepeXuBaTh JENPECCUI0, COMHOJIOTH-
YeCcKUe WM TPEBOXHBIC paccTpoiicTBa. M3
HEBPOJIOTUYECKUX SIBJICHUM MOTYT OTMe-
YyaThCsl TMOBBIIIEHWE O0bEeMa JIaTepalbHOM
BEHTPUKYJISIDHON CHUCTEMBI, CHIXKEHUE
obbeMa 6eJIoro M ceporo BeIecTBa, OTHO-
CUTEJIbHOE CHIKEHHME KPOBOTOKA BO (PpOH-
TaJIbHO# 30HE MO3ra, CHIDKeHUE KOTHUTHB-
HbIX QYHKIIMI, CHUXKEHUE CEHCOPHOI Tep-
LICTIIIUH.

ITo nannbiM APA (2000), mauueHTam ¢
mu30hpeHneil MOryT ObITh CBOMCTBEHHBI
TaKXKe TUCMOpdUIECcKe SIBJICHUS] — BBICO-
Kasl CTeleHb apOYHOCTH HEOA, TUIIep- WU
TUIIOTEJIOPU3M, aHOMAJIMM OPraHOB CIIyXa.
ITockoJibKy ITMAarHOCTUYECKHUE KpHUTEPUU
U300 PEHUM SIBJISIIOTCSI KAUECTBEHHBIMU U
B CUJIy 3TOTO CYOBEKTUBHBIMM, M TaK KakK
MOBEJICHYECKME CUMITOMBI MPEACTABIISIOT
c0o00il OIIEHOYHBIE KPUTEPUU BBICOKOM
CJIOKHOCTH, HEKOTOPbIE KOJMYECTBEHHBIE,
win 6ojiee OOBEKTUBHBIC, CBSI3aHHBIE C
3TUM 3a0o0JieBaHMEM IT0Ka3aTeIv, U3BECT-
Hble KaK 3HIO0(GEHOTUIIHbIE, MOTYT OBITh
0oJjiee AUCKPETHBIMU, YeM IICHXOJIOTUYeC-
KHe, KOTOpPbIe OOBIYHO MCTIOJb3YIOTCS B T'e-
HETMYECKUX UCCICI0BAHUSIX. .. ».

Konuenuus sHA10(QEHOTUIIOB MOAPOO-
HO paccMartpuBaetcst aBTopoM. IToguepku-
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BacTCs, UTO <«...9HOO(MEHOTHUIIBI IH30(hpe-
HUN JOJDKHBI YIOBICTBOPSTD IISITH CITCIIU-
(bukamsaM: OBITH ACCOIIMMPOBAHBI C CUTYa-
e, OBITb HacleLyeMBbl, HE IOJIKHBI
MMETh OTHOIIICHUST K aKTMBHOM MJIN OCTa-
TOUHOM (hase 3a00JIeBaHUSI, JOKHBI ObITh
CBSI3aHBI C CEMEMHOI UCTOpUEi OOIE3HU U
TIOJDKHBI SIPKO TIPOSIBIIATBCSI B CEMEMHBIX
TecTax Ha ()OHE KOHTPOIbHBIX 3HAUCHM».

PackppiBaloTCs TIOHATUS OCTaTOYHOM
CUMIITOMATUKU U TIPOAPOMAJIBHBIX CUMII-
TOMOB, MUHUMAJIBHOTO TIepHOAa TPOSIBIIC-
HUSI CUMIITOMOB, YCJIOBUI TMAaTrHOCTHUPOBA-
HUA 1U30(PEHONOT0OHOrO CUHAPOMA.

PaccmarpuBaeTcst  «...MPUMEHUMOCTH
IarHo3a M130(GPEeHUN K MHINBUIAM C pa-
Hee BBICTAaBIICHHBIM auarHo3om ASD (pac-
CTPOMCTB ayTUCTUUYECKOTO CIIEKTpa), C Ia-
paMeTpaMu, Haxe IMPEeBOCXOMSIIUMM IIH-
3o peHnueckne. HekoTopele mMaimeHTHI
MOTYT HaXOIUTHCS TIPY 3TOM OTHOBpPEMEH-
HO B aKTUBHOI1 (ha3e MmM30(pPEeHUH C PacCT-
poiicTBaMM HACTPOCHMS (Iempeccuu, Ou-
TOJIIPHBIC paccTpoiicTBa). TakmM manneH-
TaM IHArHOCTHpPYyeTcs Mmm3oad@eKTUBHOE
PacCTPOICTBO, CO CBOMMH CIICIIU(UIHBIMU
KPUTEPUSIMHU».

B pa3snene 2 «<HacnenoBanue u mmu3ogpe-
HHUS» aBTOP ACTAIbHO aHATU3UPYET UMEIO-
muecss TMArHOCTUYECKHUE TEeHETUUEeCKUe
TEXHOJIOTMM, PA3HOCS WX IO INSCTU TMOI-
pazmenaM. B 3ToM pasmene IpuWBIEKaOT
BHUMaHHNE WCCICAOBAaHUS Ha ypPOBHE ce-
MbU. ABTOP PUBOAUT AOKA3ATEIbCTBA PA3-
HOPOTHOCTH MMEIOIINXCS HaHHBIX IO Ha-
CJICIIyeMOCTH B CeMbe, IPH 3TOM pa3dopoc
JaHHbIX coctaBisgeT g0 20%. IloxpoGHO
paccmarpuBaercd 'the jar model' aBTOpOB
Austin and Honer (2008) — Momenp MyJib-
TU(aKTOPHOTO HacenoBaHus Mu3odpe-
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HuM (puc. 1). Momenas mpenmnojaracT, 4To
«...KaXXIBIH 9eJIOBEK POXIACTCS M KUBET C
oIpeeJIcHHBIM HaOOpOM TaKUX (haKTOPOB,
KOTOPBIE MOTYT OBITb TeHETHMYCCKUIIPEI-
PacCITOJIOXKEHHBIMU WX TIPeHATaIbHO-CPEe-
IOBBIMHM. Takume PUCKM 3aIlOJHSIOT COCYI
IIO OTIpEeNe/ICHHOTO Beca. B TeueHMe Xu3HU
onvH (WJIM OOJIbIIIe) CPeaOoBOI (haKTOp MO-
JKeT TIoIacTh B cocyn. Korma pucku Haun-
HAIOT BBITUIECKMBATHCS 3a Kpaii, HaYMHACT
(bopmupoBatbest HeHOTHUIT. Y KOTO-TO TIpU
9TOM €CTh HEKHue 3alluTHbIE (haKTOPhl —
MoaIepXKa CO CTOPOHBI COIMAIbHBIX
CITyk0, KOTOpBIE pabOoTarOT KaK 3aIllUTHOE
KOJIBIIO Ha TOPJIBIIIKE cOCyaa. DT 3alIlNT-
HBbIC BO3IEICTBUS TOBBIIIAIOT BEC COCYIa,
3aTPYIHSS TPODMIAKTUIECKIE TCHCTBIUS».

KpaiiHe neTampHO NpoaHAIM3MPOBaHA
JIUTEepaTypa 1o MUKPOIESIIIMOHHBIM Hapy-
IIEHUSIM TeHOMa, KOTOPBhIE MOXHO OBLIO
OBl UAEHTU(ULMPOBATH C LIN30(PPEHULH.

Tak, onmcaHbl TOMBITKNA WACHTUDUIIN -
poBaTh CIMHWYHBIC HYKJICOTUIHBIC TTOJIM-
mopdusmbl Single nucleotide polymor-
phisms (SNPs), acconmupoBaHHBIC C IIIH-
3odpenueit. B 2008 1. mnenTHdUIIMPOBAH
SNP 1344706 B COBOKYITHOCTA C TE€HOM
ZNF804A xak cTaTUCTUYECKU JOCTOBEPHOE
00pa3oBaHMeE, aCCOMUPYeMOe C MM30dpe-
aueii. B 2009 r., Ob111 BBIsSIBJICHBI SNP-BI B
TpeX JIOKycaX TeHoMa, CTaTUCTUYECKU CO-
OTHOCHUMBIC ¢ IMM30¢ppeHMeit: 1) ToKyC THrC-
TOJIOTUYECKO COBMECTHUMOCTH Major
Histocompatibility Complex (MHC) B co-
BOKymHOCTH ¢ 21.3-22.1; 2) 5okyc TeHa
HetiporpannHa (NRGN), c 1lq 24.2 u 3) 1o-
Kyc uHTpoHHOTO SNP ¢ hakTOpOM TpaHC-
kpununn 4 (TCF4) ¢ 18q21.2. Kaxnprii u3
JIOKYCOB COOTBETCTBOBAJI IIPEACIbHOMY I10-
BBIIIICHUIO pHCKa ITM30(MPEHUN.
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SNP cranu 0ocHOBO# TeHEeTMYECKOTO Te-
CTUPOBAHUS B TaK Ha3bIBa€MbIX KOMITAHM-
SIX «IIPSIMOTO KOHTaKTa C TOTpeOMTEIeM»
direct-to-consumer (DTC).

Hanpumep, 6uoTexHosornyeckast KOM-
naHus <«23andme» wucnonbzyer SNP mns
OLIEHKM TIOBBIIIEHUSI U CHUIKEHUSI PUCKOB
mu3odpeHun mo mapkepy pucka 833497 B
reHe TMMEKJIMHA, CBI3aHHOM C (DYHKIINO-
HUPOBAaHUEM TOJJOBHOTO MO3ra M CKEJIeT-
HBIX TKaHeil: cYMTaeTcs, YTO OH CBSI3aH C
1,16 ToBBIILIEHUEM PHCKA B ITOITYJISILIMU Ha-
ceieHus SlmoHuM U o Mapkepy rs2269726
BreHe GNBIL (retepo3uroTHOCTb KOTOPO-
ro accormupoBana ¢ 0,69 KpaTHbIM PUCKOM
PacCTPOMCTB Y MYKUMH).

ITokazaHO, YTO CHUJIBHOE MOBBIIICHUE
pucKa U30(MPEeHUN MOXET OBITh CJICICTBHY-
eM peIKUX MyTaluii Jubo B hopMe CTpyK-
TypHbIX Bapuanuii Copy Number Variants
(CNYV), 1160 B (hopMe eIMHUYHBIX HYKJIEO-
TUIHBIX Bapuauuii Single Nucleotide Varia-
tions (SN'Vs), uaeHTUPULUMPYEeMBbIX MO TOJ-
HOMY CEKBEHMPOBAHUIO T'eHOMa.

Kak ycTaHOBJIEHO TEXHOJIOTUEN MUKPO-
aHaJIM3a Ha TBEPIOM HocHTesle (micro array
analysis), CNV Bce ualle BcTpeyaeTcsl B
ciaydae mmzodpeHun. [IpuHuMast Bo BHU-
MaHUe CHUXXEHUE PENpOIyKTUBHOM (DYHK-
LMY Y TaKUX MHIUBUIOB, PACIIPOCTPAHEH-
HbIE de novo MyTallui MOTYT OBbITh OTBETCT-
BEHHBIMU 3a pe3KOe IOBBIIIEHUE DPHUCKOB
paccTpoiicTBa.

Tak, B 2013 . ObUIO MOKA3aHO, YTO de
novo-CNVs IIpuCyTCTBYIOT ITpuMepHO B 10%
cJIyyaeB Criopaaindyeckoil (eAIMHUIHOM, TIpo-
SIBJISIIONIEICS. OT ciIydasl K CIydalo) IH30-
¢peHun, U B TMOMYJSILIMU BCTPEYAETCS B
8 pa3 vame. Mexay TeM, HacieayeMmble
CNVs BeTpevavch B 3TOM IPYIIIe TOJIbKO B

© 2015 I’'bOY BITO
«MoOCKOBCKMIT TOPOICKOI
MCUXOJIOrO-NeNarOrMyeCKUil yHUBEPCUTET»

1,5 paza yame. M3 HeCKONbKUX Ciyyaes,
Koraa ObLTA OOHapy:KeHbI OUCMOPMU3MBI
cpeaHeit BolpaxkeHHOCTU, de novo CN'Vs Obl-
J1 BBISIBIIEHBI B 67%. Kak de novo, Tak n Ha-
cienpyemble CNVs OblIM OOHapyXeHbl B
cpenHeM B 2,26 pa3a yaille y BCeX MalueHTOB
¢ mM30GhpeHKeit, 1o CpaBHEHUIO C MOMYJIsi-
e B nenoMm. Haubonee nsyyeHniiit CNV,
MMEIOIIMI OTHOLIIEHUE K IIU30(hpeHUU, —
adeletion B 22 q 11.2. Adeletion B 3T0oi#1 30He
reHoma ObUT MACHTUMULMPOBAH KaK CyJail
pPACIIO3HAHHOTO TEHETUYECKOIro paccTpoii-
CTBa, B HACTOSIIEe BpeMsl U3BECTHOIO KakK
cuHapom neieuuu 22 q 1.2 (22 q 1ID S),
(hopManIbHO OIMKUCAHHOTO KakK CUHIPOM Jlu-
JIxopmku, WM BeJoKapauodalaibHbII
CUHIPOM. DTOT CUHIPOM CITELIMAIUCTHI BCE
OoJibllie ¥ OOJIbIIE CBI3BIBAIOT C IIM30(ppe-
HUII M OTMevaloT MapajuiejbHble Hapylle-
HUSI YMCTBEHHOI'O Pa3BUTUS U (PYHKIIMOHU -
POBaHUSI CEPACYHO-COCYIUCTON CUCTEMBI.
YacTtora aTOro 3abo0sieBaHUSI IMOCTOSIHHO
YBEJIMUUBACTCS. DTU COCTOSIHUSI MOTYT CO-
YeTaTbesl C NUCMOP(MU3MOM, BPOXKICHHBIMU
aHOMaJUSIMU cepala (BKJIOYass TeTpamy
®anno), Bomubeil MAcThIO, arla3ueil TUMY-
ca, SHAOKPUHHBIMU HApYIIEHUSIMU, yTpa-
TOI ciyxa, TPyOHOCTSIMU oOydyeHus. Pac-
MPOCTPAHEHHOCTh 3TON Aeaenuu — 1 ciy-
yaii Ha 4000, yTo cKOpee MPeACTaBISIETCS 3a-
HUDKEHHBIM, YYUTbIBasl (PEHOTUIIMYECKYIO
BapuaTUBHOCTb. [1p1 OTHOCUTENBHO PEIKOIA
BCTPEYaeMOCTH B MOMYJISLIUM, Aeaeluu 22 q
11.2 deletions BcTpeuarotcst mpuMmepHo B 1%
ciydaeB y O0JIbHBIX IIU30(MPEHUEN U cunTa-
IOTCSI CerofHS €AMHCTBEHHON KIMHUYECKU
JIOKA3aHHOW MyTallMEN, CBSI3aHHOM C 1IM30-
(bpeHueii.

DKCNEPUMEHTbI Ha MbIIIaX ITO3BOJMIN
BBISIBUTb MEXaHU3MbI, Oarogapsi KOTOPbIM
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neneunu 22 q 11.2 mpoBOLMPYIOT PUCKA Ha-
BEICHHBIX TICUX030B, W BBIIBUTH HEMPOJIO-
TUIECKME CBOMCTBA 3TOTO COCTOSTHUS, OJIMN3-
KUe K TeM, 4TO HaOJIIoMaloTCs MpU IIU30-
dpenun. Innoresa «IBOMHOIO MOPaXKEHUST»
('two -hit' hypothesis), oxBaTbeIBaroIIIasI 1eIe-
o 22 q 11.2 deletion 1 B KayecTBe BTOPOTO
komnoHeHTa CNV rie-1mb0 B reHoOMe, 1103~
BOJIMJIA BBISIBUTH BTOPUYHYIO TEH-IIEHTPH-
yeckylo CNV B 27% ciiy4aeB cpenu JIMIL C
cuHapomom 22 q 1.2 peneunu. Heckombko
pexxe CNV's 00Hapy>KMBaJIUCh B COUETAHUN
cnmenemuamu lq21.1,39q29,15qll.2,15
ql3.3and2p16 .3, n nymumkauusMu B 1 6
p 11.2 . DTk MyTalIMM BCTpEeYaUCh CPEaV T1a-
IIMEHTOB TOPA3l0 peXe M COOTBETCTBOBAIM
MEHBIIIEMY PUCKY M3y9aeMOTro HaMM TICUXH -
YECKOTO pacCTPOMCTBA MO CPAaBHEHUIO C Jie-
nerueii 22 q 1.2 D S . Hanpumep, nenenmst
Ig 21 .1 GbuTa OOHApYKEHA B CPETHEM Y OJ-
Horo n3 500 mauneHToB ¢ mM3oppeHneii, a
nmeneunst 15ql3.3 cumraercs ceromHs pac-
MPOCTPaHEHHOI Ha ypoBHE 6—9%.
HemaBHue wmcciemoBaHUs TO3BOJIUIN
WICHTU(PUIIMPOBATh CIMHUYHBIC HYKJICO-
tuaHble Bapuaunu SNVs, accounmpoBaH-
HBIC ¢ IMM30(GpeHNEi. DTO B IIEPBYIO OUe-
penp MCCIeNOBaHUS I10 CEKBEHUPOBAHUIO
9K30Ma (JacTH TeHOMa 00BEMOM TTPUMEPHO
B 1% Bcero reHoma, MyTallid B KOTOPOM
COCTaBIISIOT 10 85% BceX MyTalldii, CBSI3aH-
HBIX ¢ 3a00sieBaHUsIMU. — [lpum. nep.).
[TocpencTBoM CEKBEHMPOBAaHUS 3K30Ma
Yy IMarHOCTUPOBAHHOIO MPoOaHIa U y €Tro
HEeIMarHOCTUPOBAHHBIX POAMTENIEl ObLIO
BBISIBJICHO IIpeoOJIafaHue pa3pyIIuTeIhb-
HBIX MyTalldii, COOTHECEHHOE C COCTOSTHU-
€M CITOpaTMIeCKO MM30(DpeHNN.
Hedopmalimy TeHHOTO arrapara B TIpe-
HaTaJIbHOM TIEPHOIEC aCCOLIMUPOBAHEI C T10-
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BEICHUYCCKMMHU MPOOIeMaMH paHHETO BO3-
pacTta 1 ¢ TIPOTHO30M 3a00JIeBaHUS IITHA30-
(peHuMeit B nanbHeHIIIEM.

B mocTHaTanbHOM TIeproae MOXHO OT-
METUTh TATOJIOTMYECKYI0 OpPHEHTHUPOBAH-
HOCTh TE€HOB, CBSI3aHHBIX C pETYyJSIHUEeH
B3amMoeiicTBUsT HeiipoHOB. [loBbImIcHME
YPOBHSI BPEIOHOCHBIX MyTallUiA B TIOITYJISI-
IUSX TaKXKe CBSI3BIBAIOT C BO3PACTOM OTIIA;
3TO TIOATBEPXKIACTCS IPYTUMH MCCIIeIOBa-
TeJISIMU, M3YJIaBIINMU CBS3b BO3pacTa po-
IUTEICH ¢ MyTallMOHHBIMU IIpolieccaMu de
novo n mm3odpeHueit. B 1memoMm, MOXHO
CUMTATh YCTAHOBJICHHBIM, UTO de novo-Bpe-
noHocHble SNVs mpucyrctBylor B 17,6%
CIyJ4acB CIOPAIMYeCKOU INMMU30DpeHUN U
CYIIECTBEHHO ITOBBIIIAIOT PHUCK TAHHOTO
pacctpoiictBa. MccrnenoBanue SNVs mo-
3TOMY UPE3BBIUATHO aKTyaIbHO.

ToBopst 0 ponu cpenoBbIX (haKTOPOB B
Pa3BUTUU TeHOMHBIX HapyIIeHUI, aBTOP
oTMedaeT: «...Takux (HakKTOpoB MOXKET
OBITb MHOXXECTBO, ITPX 3TOM OHU 3aTparu-
BalOT U TIpeHaTaJbHBIM, M TOCTHATAJIb-
HBIN TIEPUOIBI XKM3HHU, B TCUCHUE IETCTBA
W MOAPOCTKOBOTO Bo3pacta. [IpeHarans-
HOE BO3JCCTBME MOXKET BKJIIOUATh WH-
¢dumpoBaHue MaTepu WIM HEIPaBUJIb-
HOE ee MMTaHue, a PaKTOPHI MOCTHATAID-
HOT'0 prcKa 00O0OIIAIOTCS CETOMHS TTOHS -
TUSIMH  «aKyIIepCKUe  OCIOXKHCHUS»
'obstetrical complications' MM «clencT-
BUe TUNOKcum» 'hypoxia-inducing'. Can-
non et al, NCITOIB3ysT MeTa-aHaIN3, BBIIC-
JIVJIA TPU KaTeTOPHUHU aKyIIepCKUX OCITOXK-
HEHUM, acCOLIMMPOBAHHBIX C TOBBIIICH-
HBIM PUCKOM IMU30(PPEHNUN: OCIOXKHEHUS
OepeMEeHHOCTH, HEHOpPMAaJIbHbIE POCT U
pa3BUTHE ITUIOAA, OCIOXHEHUS POIOB.
OTH OCIOXHEHMS TTOBBIIIAIOT PUCK IITH-
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30¢peHun B cpenHeM BaBoe. He ciyyvaii- BpeMms roga, B KoTopoe poxnaercs pe-
HO OHM BXOJSIT B CTPYKTYPY MOJIEJIU COCY- OEHOK, TaKXKe MOXKET pacCMaTpUBaThCs Kak
Ja ¢ puckamu (puc. 1). (daxrop pucka. [TokazaHo, 4TO poxaeHEe B

Obstetric Start street drugs

complications Relationship
Unaffected Head injury Unaffected g?:::;ﬁl move MBI:EI_;I:nItlass
Jaris not full Jar is not full ris i

Reduce stress Continue meds

Stop street drugs Good nutrition
Starl antipsychotic Enough sleep
- i Unaffected
Mentalillness  medication Unaffected Exercise J :r is not full
Jar is full Jar is not full

. Genetic vulnerability factor
Environmental vulnerability factor

@ Protective factor

From: Austin, JC and WG Honer (2008) Psychiatric Genetic Counselling for
Parents of Individuals Affected with Psychotic Disorders: a Pilot Study. Early
Intervention in Psychiatry 2:80-89

Puc. 1. punoxenne C k ny6iukamu JI. Kaprep. Mogenb «cocyaa» Ajsl Onucanust
MHOTO(aKTOPHOI HACJIeAyeMOCTH

IMepssiii psa. Hocuresb hakTopoB pucka HacJaemyeMoCTH, 6e3 CPEeOBbIX M 3aAIUTHBIX (haKTOPOB —
COCy/l HEeTloJIOH. B coyeTaHny ¢ akyniepcKUMK OCJIOKHEHUSIMU U TPABMOII TOJIOBBI B JlaJIbHEHITIEM
[ICUXUYECKOE 3a00JIeBaHIE PA3BUBAETCS [IPU OTSTOIIEHUN YIIOTPEOIEHUS] YIUYHBIX HAPKOTUKOB,
pa3pbiBa OTHOIIEHUI, yeyrybJenust crpeccoB. IIpu aToM HOCHTEb He 3alUIeH, a COCY /] HAIIOJIHEH
U JIaKe TieperosHeH (pakropamu pucka.

Bropoii psia. [leuxideckoe 3a6oJieBatie HATUIIO, B COBOKYITHOCTH TEHETUYECKIX U CPEIOBBIX (hak-
TOPOB — COCY/I yKe T0JI0H. PaboTa ¢ HocuTeIeM, OpHEeHTHPOBAHHAST Ha CHUYKEHHUE CTPecca, MpeKpa-
MleHWe HAPKOTH3AIIUU, HAuaJlo0 MCHXOTEePAeBTUYECKOrO COMPOBOXKAEHH. CMATYaeT CUTYAILUIo 1
COCY/I OCTAETCS HEIOJIHBIM, XOTS CUTYaIHs pucka coxpaunsercs. [Ipoposkenre MOHUTOPUHTA B CO-
YeTAHWU C TIOJHOLEHHBIM [TUTAHUEM, KOPPEKIIMOHHOM MeinKaIueii, CoGJII0leHneM PEeKUMA CHA, OT-
IbIxa v OU3MIecKoil HArpy3KHU IPUBOAUT K 3ANUIEHHOCTH COCY/IA, OCTAIOIETOCS] HEMOJIHbIM (Ha-
JIATIO M30eraHue paspyIaionero BosAeicTBrst (GakTOPOB PHCKA MPU COXpaHEeHNH (haKTa, YTO HHIIU-
BUJT SIBJISIETCST HOCUTEJIEM TeHHO HETOTAIKI ).
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(beBpaze UM MapTe CONMPSKEHO C MOBBIIIIC-
HUEM pucKa 1cuxo30B. PakropaMm prckKa
pPa3BUTHS TICUXO30B, MPUXOISIIUMUCS Ha
TIEPUOJ IETCTBA U MOAPOCTKOBOTO BO3pac-
Ta, SIBJISTFOTCSI Takke (hopMa BCKapMIIMBa-
HUsI, TPaBMBI JETCKOTO BO3pacTa, yIoTpeo-
JICHE MapuxyaHbl, MUTpaIysi, ypoaHU3M-
poBaHHas cpena, HemaBHue mccienoBaHUs
MoKa3ajin, YTO UMMUTPAIIUs, TIepeskKnuTasi B
Bo3pacte 0—4 JeT, accoumpoBaHa ¢ Hau-
BBICIIIUM YPOBHEM pHCKa IICHMXHUATPUUEC-
KX PacCTPOMCTB, IIpUYEM YPOBEHb pHCKa
TIOUYTH BTPOE TIPEBBIIIAJ PUCK JIJISI MUTPaH-
TOB CTapIIIero BO3pacTa. YIoTpeoIeHe Ma-
pUXyaHBI TAaKXKe MIPU3HAHO CPEIOBHIM (hak-
TOPOM PHCKa IICUX030B, IIABHBIM 00pa3oM
B MoJIofexXHo# cpeme. YTo Kacaercs met-
CKOIf TpaBMBI, TO €CTh TaHHBIC, YTO B BO3-
pacte 12 JIeT CWIBHO IIOBBIIIACTCS PUCK
TICUXOTUYECKOM CHUMITOMATUKUA Yy HETCH,
MepeHeCcIInX OyJJIMHT B BoO3pacte 88—
10 net, m y geTeil ¢ HeOJArONMPUATHOM MC-
TOpHEH BCKapMIMBaHUS.

ABTOp BBOIUT B apceHa TEPMUHOB I10-
HSITHE STIUTCHETUKY. [10 HegaBHETO BpeMe-
HU 3TOT TEPMUH TIPUMEHSIICS UIST 0003HAa-
YeHUs CBSA3M MEXIY <«BXOIALIMMU» CPENO-
BBIMU TAHHBIMH W OMOJOTUYECKUM «pe-
3yJBTaTOM Ha BbIXoAe». Ilpeamosaramocs,
YTO PEryJsSiMs TeHSTUICCKOTO arlapara,
KaK B MOKOJICHUSIX, TaK 1 IO BO3ICHCTBH -
€M CpeloBBIX (DAKTOPOB, MOXKET OTpaXkaTh
«OTCYTCTBYIOIIYIO HACJIEIyeMOCTh» («Mmiss-
ing heritability») mm3odpeHun: K0ag pac-
CTPOMCTB, COIJIACHO 3TOMY IIpeACTaBIIC-
HUIO, 3aBUCUT OT TCHETHUUECKMNX (DAaKTOPOB,
HO OCTaeTCs CKPBITOM, T. €. HEOOCTYITHOM
CETOMHSIIITHIUM TEXHOJIOTHSIM.

Ectb maHHBIE 00 3KCITOHEHIIMAJIbHOM
pocTe umciia MyoJIMKalnii Ha TeMy SIIUTE-
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HETUKU B CBSI3U ¢ mu3odpenueii. EcTh uet-
KIe TOKa3aTeJIbCTBA, YTO MEXaHU3MBI 31U -
TEHETUYECKON TIPUPOABI UMEIOT 3HAYECHUE
IUIST HAyYHOM IWCIUIUIMHBI HEWpOOMOI0-
ruu roBeneHus. Hampumep, mokaszaHo, 4To
reH Methyl-CpG Binding Protein2
(MeCP2) cBsi3aH UCKIIOUUTEIBHO C METH-
JmpoBaHHOU dopmoii (methylated CpG),
HE3aBHUCHMO OT MPIJIETAIONINX IOCIeI0Ba-
TEJIbHOCTEH, M TIPEACTaBISIET COOOM CTy-
TeHb TTOAABJICHUST SKCIIPECCUBHOCTU TaH-
Horo reHa. Myrauun reHa MeCP2 gaBisior-
CsI IIYCKOBBIMU JIJI1 (POPMUPOBAHUS CUMII-
TOMAaTUKM cuHApoMa Perra — dopMbl ay-
TU3Ma JeBOYCK/KCHIINH, C TIPOSIBICHUSIMHA
YMCTBEHHOM OTCTAJIOCTH M XapaKTePHBIM
TMOBEICHUEM — MMMTAIIAeil HeIIpeCTaHHO-
TO MBITBSI PYK.

st Toro 4ToOBlI IIyOXKEe MCCIeaoBaTh
pOJIb SIMTeHE3a B MM30(PEHNN, UCCIIEI0-
BaTeIn OOpPATUINCh K Pa3IUuUsIM B IIPO-
ecce METUJIMPOBAHUS MEXKIy HeOIaroro-
JIYYHBIMU ¥ HOPMaJIbHBIMUA MOHO3UTOTHBI-
MU OJIM3HEIIOBBIMU TTapaMy (TUTIOMETUIIH -
poBaHME TIPEACTABISIET COOOI OomacHoOe Ha-
pymenne crpykrypsl JIHK). Panee Obuto
MOKa3aHo, YTO Y MAIlMeHTOB ¢ IMM30(peHN -
el MMeeT MeCTO THUIIOMETIJIMPOBAHUE MO-
nexynbl IHK (mpucoeanHeHre MeTHIIBHOM
TPYIIIBI K IUTO3MHY KaK IPOIIECC, PeTyIu-
PYIOIINIT SKCIIPECCUBHOCTh Te€HOMA. —
Ilpum. nep.), nameHsIoNee MeMOpaHHbBIE
CTPYKTYPBI I COOTBETCTBEHHO SKCITPECCUB-
HocTh reHa catechol-O -m ethyltransferase
(COMT) B 30HEe (DpOHTAIBPHOTO KOpTEKCa
(Y9acTBYIOIIETO B PETYJIMPOBAHUM MOBEIC-
aus. — Ilpum. nep.).

B paznene 3 «/IpaitBepbl TeHETHIECKOTO
TECTUPOBAHUSI» aBTOP JIETaIbHO pa3doupacT
OTBETHI CIICIIMAJINCTOB Ha BOIPOCHI CBOCH
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aHKETHI (B pexXXrMe aHOHMMHOCTU). MoTu-
BallUM K pa3pabOTKe 3TOro OMPOCHUKA Clie-
JyIOIIIMeE.

«...Ha tepputopun CeBepHoit AMepuUKu
€CTb HECKOJIbKO MECT, Kyla MOTYyT obpa-
TUTHCSI TALIMEHTbl WM YJIEHBI UX CEMEH,
YTOOBI MOJYYUTh MHGMOPMALIUMIO O TeHETH-
YECKUX pUCKaX WIM MYJIbTU(MAKTOPHON Ha-
ciaeayeMocTu 1m3odpeHuu. OnmHako cre-
LIMAJTUCThI CJIY>KObl KJIMHUYECKON T'eHEeTH-
Kku Ha BeOcaiite American College of
Medical Genetics He BbIIEISIOT MCUXUAT-
PUYECKYIO TEHETUKY B 0COOYIO KATETOpUIO.

YHnoMuHaloTcs Takke WHHOBAlIMOHHAs
KJIMHUKa, 00pa3oBaHHasi KaK COIPYXKECTBO
LleHTpa AETCKOro M XKEHCKOIO 3J10POBbs B
Bpuranckoit Konymo6uu (Children's and
Women's Health Centre of British Colum-
bia), hakyabTeTa ICUXUATPUN YHUBEPCUTE-
Ta B bputanckoit Konymoun (University of
British Columbia Department of Psychiatry)
n llentpa the BC Mental Health and
Addiction Services (Bankysep, Kananga).
DTa KJIMHUKA MPeJoCTaBsieT KOHCYJIbTa-
TUBHYIO MTOMOII[b B 00J1aCTU CeMEHHOI Me-
JUIMHCKON T€HETHMKM, OLEHUBAET PUCKU
HacJeIyeMOCTU Pa3JWYHbIX TCUXUATpUye-
CKMX 3a00JeBaHuli, BRICTpauBasi padoTy 1Mo
npuHLIMITY «'jar model».

CornpsikeHHOCTh PadOThl TaKUX KOH-
CyJbTalliii ¢ KIIMHAUYECKOM MpaKTUKOM oc-
TaeTcsl aKTyaJbHOU Mpo0IeMoii, TeM He Me-
Hee B MOCJeIHUE ToIbl OTMEUYalOTCs MO3M-
TUBHbIE CIBUTU: CHMKEHUE OECIOKONCT-
Ba M0 MOBOMY PUCKOB IIM30(MPEHUU s
POACTBEHHUKOB BTOPOW CTENEHU POICTBA,
MOHMMAaHUE TPOOJIEMbl POAUTENISIMU Je-
Teil, y KOTOpbIX OOHapyKeHbl T€HeTUYec-
KHe HapylIeHMsI, a TAaKXKe CMSITYeHre Tepe-
JKMBaeMbIX BUHBI, CThIIA U CTUTMAaTU3aLI1H,
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YKpeIJIeHUe CTPeMJICHUST K JICUEHUIO, MO-
TUBALIMU K 3aILIMTHOMY IMOBEIECHUIO.

ABTOp aKIIEHTUPYET BHUMAHUE Ha TOM,
YTO «..B HACTOSIIEe BpeMs BCE eIle HEeT
CTaHIAPTU3MPOBAHHOTO PYKOBOJCTBA I10
KJIMHUKO-TEHETUYECKOMY TECTUPOBAHMIO,
CIELIMAIU3UPYIOIIEMYCSl Ha TICUXMATpUie-
CKUX pacCTPOMCTBAxX, XOTSI OINpeaeeHHbIE
yCUIMsI K 9TOMY IpUKJIaabiBaeT American
College of Medical Genetics; Takke HeT
MH(POPMALIMU O TOM, TJe MOXHO ObLIO Obl
MOJIYYMTh YCIIYTY 10 MEIUKO-TEHETUIECKO-
My KOHCYJIBTUPOBAaHUIO WJIM T€HETUYECKO-
My TecTupoBaHuio B APA.

ITpuBieyeHHbIE K SKCIIEPUMEHTY 3KC-
MepThl PEe3KO Pa3oILIMCh BO MHEHMSIX OT-
HOCHTEJIbHO YCJIOBUI, HEOOXOMMMBIX IS
MPOBEICHUST TECTUPOBAHUS, a TAKXKE OTHO-
CUTEJIbHO BO3MOXHBIX PE3YJIBTATOB TAKOI'O
TECTUPOBAHUS U peajbHON 3HAYMMOCTHU U
MOJIE3HOCTY TAKOTO KIIMHUYECKOTO TeHETH -
YECKOro TeCTUPOBAHUS NMPUMEHUTEIBHO K
OCHOBHBIM 3a00JIEBAaHUSIM TICUXUYECKOM
cepsl.

B paznene 4 «IlcuxocoumnanabHbie IO-
CJIEICTBUSI TEHETUYECKOIO TECTUPOBAHMS»
aBTOP YKa3bIBAET: «...BIIUSTHUE COLIMAIbHBIX
MHEHUI ¥ MPAKTUKU, a TAaKXKe YJIEHOB Ce-
Mel TmpeAcTaBiisieT coboil cdepy 00Jbloi
03a00YEHHOCTH B 00JIaCTU IICUXMATPUYEC-
KOl Te€HeTUKU... CTUTMATH3alMsl MpUCYyIa
B 0OJIbIIICI Mepe MMEHHO TICUXUYECKUM 3a-
GosieBaHUAM, HEXEJIU IPYTUM, TaK KaK JII0-
I OTOXIECTBIISIIOTCSI B IJ1a3aX OKpyKalo-
IMUX CO CBOMM ITOBEACHMEM U OOpa3oM
MBICJICi, a HE C COMAaTUYECKOI COCTABIISIIO-
meii. OcCoOeHHO BBICOKA CTETIEHb CTUTMa-
TU3ALWUK IIU30(DPEHUN IO CPaBHEHUIO C
JIPYTUMU TICUXMYECKUMU 3a00JIeBaHUSI-
MM — TaKMMU, KaK JIEIpecCuu; U CTUrMa
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CBsI3aHa C ITpo0JIeMaMI YeJI0BEYECKOM JTNY-
HOI €1a0OCTH, BOCIIPUSITHSI OITACHOCTH,
VI C TeHJIEHLMEN K HACUJINIO, C IIpoodJie-
MaMU 3aTpyJHEHHOW WM HeIpeacKasye-
MO# COLIMAIbHON KOMMYHUKATUBHOCTH, C
HU3KOI BEPOSITHOCTHIO BBI3IOPOBJIEHNS.

[ToBBIlIEHNE CTUTMATU3AlMK, CBI3aH-
HOE C TeHETMYECKOW STHMOJIOTHUEN paccT-
pOiCTBa, MOXET MIPUBECTH K 00JIee JOJITo-
BpPEMEHHOMY (PACTSIHYTOMY) BOCIIPUSITUIO
3a00JIeBaHUs, TIOBBIILIEHNIO OLIYIIIEHUS yT-
poXKarolieil OMacHOCTH, K CTUTMAaTU3aluy
yeHoB ceMbl. CTUTMa MOXET TakxXKe I10-
BBICUTB BEPOSITHOCTH TOTO, YTO «HOCUTEITb»
Oyzmer OoJjiee YCTYITYMB M MOTHMBUPOBaH B
OTHOIIECHUY JIEYEHUST U OOpalleHNsT 3a 110~
MOIIIBIO.

B oT0ii cBsI3M aBTOp yKasbIBaeT, YTO B
CIHIA opranm3anus the Genetic Informa-
tion Nondiscrimination Act (GINA) 3armmu-
IIAeT rpaxiaaH OT IMCKPUMHWHALIMA CO CTO-
POHBI MEAULIMHCKUX CTPAXOBBIX KOMITAHUIA
1 paboromareseil o pe3yabraraM T'eHeTH -
YECKOI'0 TECTUPOBAHMSI.

BriBoapl

[lepexoms K 3aKJTIOUCHHIO, aBTOP TOBO-
PUT: «...CCTOIHS HMMEET MECTO OTCYTCTBHE
KOHCEHCyCa Cpeayd MEIWKOB M, OCOOCHHO
Cpeny 3KCIEePTOB, IT0 BOIIPOCY 1ierecoodpas-
HOCTHU TeHETHMYECKOTO TSCTUPOBAHMSI Ha I -
30(peHNI0. B OONMBIMMHCTBE KIIMHHUK TEHE-
TUIECKOE TECTUPOBAHME HE TIpeaIaracTcs.

...JIUTepaTypHBIC JaHHBIC TTOKA3bIBAIOT,
YTO OIPOCHI O BIUSHUU TECTUPOBAHMSI, KO-
TOpPBIC OBLIN ITPOBEACHBI CPEA MALIMCHTOB,
YJICHOB UX CeMel, TICUXUATPOB M MCCIEIO-
BaTeJieil B 00JIACTM T€HETMKM TICUXUATPH-
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YeCcKMX W JIpyrux 3abojieBaHU, yacTto Oa-
3MPOBAJIMCh HA TUIIOTETUYECKUX M MHOTHA
JIaxke HepeaTuCTUUCCKNX CUTYAITUSX.

CrienaarcThl B 00J1aCT TCHETUKH BXO-
IST B Y3KUU KPYT JIIOACH, XOPOIIIO TIOHMMa-
FOIIIUX CMBICJT TECTOB M THUIIBI Pe3yIbTaToB,
KOTOpPBIE OHU MOTYT JdaTh, U TIO3TOMY OHM
ropasno 0oJjiee MPUCIIOCO0JIEHBI K paboTe ¢
OIICHKOI pHCKa, OHU UMEIOT COOTBETCTBY-
IO KJIMHAYECKUI OMNBIT, KOTOPBIA I103-
BOJISICT TIPOBOAUTD CPaBHEHUS U BBIIBUTATH
Waeu JUIST COBEPIICHCTBOBAHMS PYKO-
BOJICTB.

Hpyras rpyIina MalueHTOB U TeHeTHYe-
CKHX TECTOB ¢ MHOXECTBCHHBIMU ITapajijic-
JIIMA OTHOCHUTEJIBHO IN30(PpeHUr — 00-
JIaCTb ayTUCTUYECKUX paccTpolicTB the field
of Autism Spectrum Disorders (ASDs). Oba
TUTIA PACCTPONCTB OOBITYHO AMATHOCTUPY-
FOTCSI OTIIPOCOM U HabmoneHussMH (Johnson
and Myers, 2007). AyTu3M, KaK M3BECTHO,
BBICOKOCTUTMATU3UPOBAH U, TIOAO0OHO IIIH-
30(hpeHNN, OBLTT UCTOPUIECKH CBSI3BIBACM C
«IJTIOXM POIUTEIIHCTBOM».

KorroueBbie pa3mmuns B 00CTOSITEILCTBAX,
COIYTCTBYIOIIMX ayTUCTUICCKUM PacCTPOii-
CTBaM U IMM30(peHNHM, KacaroTcs: 1) Bo3pac-
Ta AcOroTa 3aboJieBaHUSI, MPUYEM DPEKyp-
PEHTHbIE (ITOBTOPSIOLLMECS) PUCKU TOPA3I0
BBILLE B CEMBSX, OTATOLLIEHHBIX AyTU3MOM;
2) OTCYTCTBUSI «BBICOKOPHICKOBAHHOTO» TIPE-
CHMIITOMATUIECKOTO COCTOSTHUSI B CIIydastx
ASD 110 CpaBHEHUIO C TIPOAPOMATBHBIM CO-
CTOSTHHEM B ciydae 3o peHun; 3) paspa-
OOTKM YCTOSIBIIUXCSI PYKOBOJCTB IO TTOBE-
JleHUecKoi Tepanuu aeteit ¢ ASD.

B mnaHe reHeTMKM CyILIECTBYET Iepe-
KpBIBaOIeeCs COBITaICHMWE: IJIsI 000OUX
pPacCTPOICTB XapaKTepHO 0Ooyiee BHICOKOE
YUCJIO TOPaXCHHBIX MYXKYWH, YeM XKEH-
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IIMH, 00a aCCOLIMUPOBAHBI C MOBBILLIEHUEM
BO3pacTa poauTesieil; 06a acCOLMUPOBAHBI
¢ CNVs, B HEKOTOPBIX ClIydasix Aaxe B OJ-
HUX M TeX e XPOMOCOMHBIX ITO3UIIMSIX
(TPOCTPAHCTBEHHBIX OpPraHU3alMsIX XPO-
MOCOM), a Takxke TeMU Xe myTamu. Oba
paccTpoiicTBa NMPUMEPHO OIMHAKOBO YC-
MEIIHO MOXHO JMAarHOCTUPOBATh ITOCPE-
CTBOM T€HETUYECKOIO TECTUPOBAHUS «I10-
paxeHHbIx» MHAUBUAOB: CNVs wiu enu-
HUYHBbIC TEHHbIC OTKJIOHEHUsI MOIYT OBbITh
cBsi3aHbl MpuMepHO B 20% ciryyaeB ¢ ASDs
MO CpaBHEHWIO ¢ olleHKoi oT 1/3 go
1/4 cnydyaeB de novo-111M30GhpeHUN.

Ilo ykazaHHBIM HpUYMHAM, HM3yYeHUE
PEe3yJIBTaTOB FeHETUYECKUX OLICHOYHBIX TEC-
ToB Ha ASDs MoxeT obecrieuuTb MOHUMA-
HUe JJIsl MOJOOHBIX YCUIWI B 00JaCTH Y-
30(peHun.

Boee Toro, ecTh uccaenoBaHus 3a001e-
BaHMIi, COITyTCTBYIOIIUX IICUXUATPUISCKUM
3a00J1€BaHUSIM, CPeIyd UHIAMBUIOB C IOPO-
KaMU Pa3BUTHUSI HEPBHOM CUCTEMBbI, 1 TIOKa-
3aHO, YTO OKOJIO 5% aereit, HaOIIOMAIOITX-
¢ B T€HETUMYECKUX KIIMHUKAaX IO IOBOIY
ASDs Uiy MHBIX MOBEACHYECKUX MPOOIEM,
B JIaJIbHEIIIeM 3a00J1eBaIOT 30D PEHUEH.

BosMmoxkHo, uto CNVs miu nHble TeHe-
TUYECKHE BapUaHThI, CBSI3aHHbIE C IIU30-
(peHueit, MOryT ObITh OTNIpeAeAeHbI Y HEKO-
TOPBIX U3 TAKUX WHIWBUIOB.

VYV y4acTHUKOB 3KCIEpUMEHTa CJIOXKU-
JIUCh caMmble pa3Hble MHeHUus. HekoTopble
MoJIaraloT, 4To IIMU30(pPEHUI0 HE CleayeT
HUKOTAA OO0CYXJIaThb C TaKUMM CEMbSIMM,
MOCKOJBbKY TIeHEeTpalusl B MmpobjieMy elle
HU3Ka U pe3yJIbTaThI ellle He BaIuAHbI. [Ipy-
TMe CUMTAIOT, YTO BaXXHO OOCYXIaTh PUCKU
TICUX030B C CEMbeli, MOCKOIbKY MH(OpMa-
1MS1 4acTO BMOJIHE NOCTYITHA OHJIAMH U Te-
HETUUYECKHUE TEMbI MOTYT ObITh JIETKO BBEIE-
HbI B KOHTEKCT OOILLIEHUSI U MOXHO TaKUM
00pa3oM MOMOYb CE€MbE TMOHSTh IMOJIOXKe-
HUE Belle.

MHeHue aBTopa: B HACTOSIIEE BpeMs
TeHETUYECKOE TECTUPOBAHUE He TpeCcTaB-
nsiercst 3 GEeKTUBHBIM JIS1 MCCIeI0BaHUs
MPUPOABI IN30(PPEHUN HA YPOBHE MHAU-
BUJA WM CEMbM, OJHAKO HACTOSITEJbHO
Heo0X0AMMO TMPOAOJKATh BHICTpauBaTh
UHOPaCTPyKTYpy MJIsl TICUXUMATPUUYECKOTO
reHEeTUYECKOr0 KOHCYJIBTUPOBAHUS, CO-
37aBaTh PyKOBOACTBA IJIs1 TAKOTO TeCTUPO-
BaHUS.
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At the time of the release of this publication in 2013 its author Lisa Karger was a
private undergraduate student of Sarah Lawrence College (New York, United States)
and specialized in "human genetics". The publication highlighted the empirical part
of the thesis, namely, an experiment carried out within the framework of the Human
Genetics Program, supported by the Grant Special Interest Group (SIG)-Prenatal
SIG + SIG-Psychiatric from the national professional society in the field of genetic
psychiatry NCGC (National Society of Genetic Counselors). Referring to the pro-
fessionals of this community, the author explains: ".. I study the possibility of clinical
genetic testing of patients with schizophrenia in finding the drivers for such testing ...
I've prepared a 20-minute questionnaire to discuss your current work and your point
of view on this issue, ... in order to assess the selected positions from the point of view
of clinical perspectives". Description of the experiment and its results is accompanied
by in-depth analysis of various aspects of the problem of genetic testing and the treat-
ment (psychotherapeutic support) of persons with diagnosed schizophrenia and per-
sons at risk of the disease.

Keywords: schizophrenia, heritability, predisposition, the diagnostic panel, pre-
ventive maintenance, psychosocial aspect, risks.
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