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MonHbIN TEKCT MaTepuana

CTpyKTypUpOBaHHas BEPCUS AN YTEHUS, MeYyaTn U COXpaHeHus

KpaTko O rnaBHOM

[(naBHOe No TeMe NPoCTbIMU CJIOBaAMMU.

Ecnm Bbl MHTepecyeTech, MOYeMY Y HEKOTOPLIX 0O anKoron3am nposienseTca 6oicTpee, YeM y Apyrux,

MaTepuan noneseH OJsia Tex, KTo XO4eT NOoHATb reHeTn4eckmne (paKTOpr PUCKa “ cnocobbl X BbIBIEHUS.

KopoTkuu oTBeT

MpsiMO OTBET Ha rJ1aBHbI BONpPoC 6e3 nnHen Teopun.

FeHeTnYeckne Mapkepbl pUCKa asikorosimaMa — 3TO onpefesiéHHble BapaHTbl FEHOB, KOTOPbIE MOBbILWAIOT
BEPOATHOCTb pa3BUTUSA 3aBUCUMOCTU. Hanbonee n3BecTHble BKKOYAOT BapuaHThl B reHax ADH1B, ALDH2,
GABRA2 v DRD4. Nx Hann4ne MO>XHO NPOBEPUTb C MOMOLLbIO FEHETUYECKOro TecTa, KOTOpbIN gacT

NHGOPMaLMIO 0 NPeapPaCroNOXEHHOCTN U MOMOXXET NPUHUMATL MPoUIaKTUYECKE MepbI.

YTO 5TO 3HAUMT

KopoTkoe 06bsACHEHE TePMIMHA NPOCTLIMU C/I0OBaMU.

FeHeTn4yeckui MapKep pncCKa aJZIkorosimama — 310 KOHerTHbII7I reHeTNYeCcKnn BapunaHT, CBSI3aHHbIN C 6bonee
BbICOKO BEPOATHOCTbLIO Pa3BUTUA aJIKOroJIbHOM 3aBUCUMOCTN. OH OTpakaeT Brnoxmmmyeckme ocobeHHoOCTH

MeTabonm3aMa askoross n B3auMOAENCTBUS HepBHOIZ CNCTEMBbI.

Y10 nenatb

KopoTKkum nopsigok gencrteun 6e3 nnwHen Teopuun.

1. OnpepennTte CEMENHY NCTOPUIO alkoroam3ima
2. ObpaTuTeChb K Bpavy-reHeTuky

3. 3aKaXunTe reHeTn4YeCcKnin TeCT Ha MapKepsbl

4. Mony4uTte pesynbTaTbl N 06CyanTE NX

5. Pa3zpaboTanTe niaH NpounakTuKmn



Ha 4TO0 0OpaTUTL BHUMAHME

KOpOTKMIM CAMCOK MPU3HAKOB 1 CUTYaLWUin, KOTOopble NoMoraloT bbiICTpee COpNEHTUPOBATLCS.

YacTtoe ynoTtpebneHue ankoronalfloctosHHoe noTpebieHne Aaxe HeHONbLWNX KONMYECTB aslkoroJis.

HeBO3MOXXHOCTb NpeKpaTUTbYyBCTBO 3aBUCUMOCTUN N HEeyJa4yHble NOMbITKN OTKas3a.

CoumanbHble npobnemsbillpobiembl B paboTe, CEMbe 13-3a aJIKOT OIS,

dusnyeckue CUMNTOMbITOLLIHOTA, rosloBHas 6oab nocne yr|0Tpe6neH|/m.

Mcuxonornyeckue usMmeHeHumaHapyleHns HaCTPOEHUS, TPEBOXKHOCTb.

MowaroBo: Kak AeucTBOBaThb

Be3onacHbIi NOPsSA0K AEACTBUIA, KOTOPLIA MOMOraeT He TepPsiTb BpeMs U He ycyrybnsTb cuTyauuio.

CobepunTe nHopMaLMo 0 POACTBEHHMKAX, KOTOPbIe yNoTpebasanm ankorosb TSXeNo

npOKOHcyﬂbTMpylhTer C reHETNKOM O BO3MOXXHbIX Te€CTaXx

BbibepuTe nabopaTtoputo, nposepstoLyto ADH1B, ALDH2, GABRA2 n gp.

MpoBeauTe TECT, cefys MHCTPYKUUSAM (HanpruMep, Ma3oK 13 WEKU UIN KPOBb)

MonyyunTe pe3ysibTaTbl 1 06CyaMTE NX C BPAYOM, BKJIOHAs BO3MOXKHbIE PUCKU 1 MPOUITAKTUKY

CocTaBbTe I/IHD,IABI/ID,yaJ'IbeIIZ nJiaH CHN>XXeHNA pUCKa, BKJIl04ada KOHTPOJ1b yFIOTpE6J'I€HI/I$'-| n

NMCNXOJIOrNHEeCKYO noanepxxKy



Korpa cpo4Ho oﬁpamaTbca 3a noMoLlblo

Ecnu Bbl UCMbITbIBAETE CUJIbHYIO TAMY K aJIKOTr0J1t0, MOTEP0 KOHTPOJISA Hafd yrnoTpebaeHnem, CusbHble
prsnyeckne peakumm (rosl0BOKPYXKEHME, PBOTA) AN yXyhLeHe paboTbl B ceMbe 1 paboTe, obpaTuTtech K

Bpayy WM BbI30BUTE CKOPY!O.

Knio4yeBblie BbIBOAbI

CamMoe Ba)kHOe Mo TeMe — KOPOTKO 1 Mo aesy.

FeHeTu4YecKkmne MapKepbl MOTYT CYLLECTBEHHO BJIMATbL Ha PUCK aJIkorosim3ma.

TeCTVIpOBaHVIe BbIABUT HOAUBUAYaJibHblEe MPeapacrnoJIocKeHHOCTU.

Pe3ynbTaTbl MOMOratoT CTPOUTb NEPCOHANIM3NPOBaHHbIE NPOPUIaKTUYEeCKMe Mepbl.

MexaHU3M reHeTU4ECKUX MapKepoB

B opraHm3sme ankoroJsib npoxXoguT HECKOJIbKO 3TanoB npespaLleHuns, Ka)kablin N3 KOTOPbIX pPeryjnmpyeTcs
cneynpunyecKUMm reHamMmm. 3To 3Ha4YUT, YTO HaceLCTBEeHHas NpeapacnosiOXXKEeHHOCTb HAanpsAaMyto BAMSET Ha

CKOPOCTb U 3(PPEKTUBHOCTb MeTabonr3Ma 3TaHoMa, a 3HAYUT N Ha peakKunto opraHn3Ma Ha aJZIkoroJib.

MepBbIN KNOYEBOW War - NpeBpalleHne 3TaHoNa B aueTasnbaerni. 34ecCb r1aBHYIO pPojb urpaeT hepMeHT
ankoronbpernaporeHasa (ADH). BapuaHT reHa ADH1B*2, KoTOpbI pacnpoCTpPaHEéH B a3MaTCKMX MONyasaumnsx,
yCKOpsieT peakuuto, npesBpalias 1 ma staHona B 0,6 Ma aueTanbaernaa 3a CeKyHabl. Y NaunMeHTOB C 3TUM
annenemM KOHUEeHTpaunsa TOKCUYHOr0 MPOMEXXYyTOYHOr0 NMPOAYKTa Pe3KO PacTET, YTO NPUBOAMUT K CUJIbHOMY
OTEKY, TOLWHOTE N yYalWEHHOMY cepauebrneHmnto - «ankorosibHoOMy bapbepy», KOTOPbIA MOXET OTNYrHyTb OT

JanbHenwero ynotpebnenus.

Cnepyownin atTan - pacnag auetanbiernga 40 yYKCyCHom KncnoTbl. PepMeHT anbaernpgnermngporeHasa (ALDH2)
oTBeYaeT 3a 3T0. Hannyme mytaumm ALDH2*2, yacTon cpeamn BOCTOYHOA3UATCKMX FPymnm, NPUBOONT K CHUXXEHULO
aKTMBHOCTU hepMeHTa No4Tu BABOe. B pe3ynbTaTe aueTanbhern oCTaéTcs B KPOBU AONblLUe, yCUIMBas

HEMPUATHBbIE OWYLLEHNA N MOBbILLaA PUCK Pa3BUNTUA XPOHNYECKNX 3aboneBaHnn nevyeHn n PaKa nuuiesoaa.

Henpomooynauusa Takxe nrpaeT Ba’kHY poJib B CKJIOHHOCTU K 3n10ynoTpebnerHuto. F'eH GABRA2 kogupyeT
nogeanHuuy peuentopa GABA-A, rnaBHOro TOPMO3HOro HenmpomeamnaTopa. OnpenenéHHblie BapuaHThl

YBEJINYMBAOT YYBCTBUTEJIbHOCTb K aJIKOrOJ1t0, CHMXXAA TPEBOXKHOCTb U YCUIMBAsA NMPUATHbIE owyLleHns. B To xe



BpeMs, DRD4, kogvpyroLwmnin godamMmmHoBbI peuenTtop D4, cBsA3aH C MOMCKOM HOBbIX OLLyLLeHUI. JTioan ¢

onpepenéHHeiMn annensamm DRD4 vawe AeMOHCTPUPYIOT PUCKOBAaHHOE NOBeAEeHME B OTHOLLEHNW afKkorons.

Ba>xHO:

OaXkKe NPu HaJINYMU «OMNacCHbIX» FeHOB, (PAaKTOPbl OKPYXKaloLLel cpefbl, TakMe Kak CTPecc, colmalibHble
HOPMbI U [OCTYMHOCTb aJIKOros, MOTYT YCUANBATbL UK CMArYaTh NPOsBJEHUSA. HanpuMep, NogpoCcToK C
BbICOKMM PUCKOM MOXKET He MPOSABJIAThL CKJIOHHOCTU, €CJ/I HaX0OAUTCA B CTPOron cemenHom cpefe
orpaHuYeHneMm 4oCTyra K ankoroso. HaobopoT, paboTHUK, CTANKUBAIOLLINIACA C BLICOKUM YPOBHEM
NPOMEeCcCnoHaIbLHOro CTpecca, MOXXeT HavyaTb MUTb U3-3a FreHeTUYECKON NpPeapacrosioKEeHHOCTU K

obneryeHuo TPEBOXXHOCTN.

KnnHn4yeckn 3To NposiBASETCS TaK: Bpay, oueHMBas nauneHTa, MoXeT NOMpoCUTb ero NPONTU FeHeTn4Yeckoe
TecTnpoBaHue. Ecnn BoisiBaTCca ADH1B*2 n ALDH2*2, cneumnannicT MO>XXeT NocoBeToBaTb 6osiee 0CTOPOIXKHbIN
MOAXOA K KOHTPOJII0 ynoTpebneHuns, a Takxxe 0bpaTnTb BHUMaHNE Ha BO3SMOXKHbIE OCJIOXKHEHUNS, Takmne Kak
nevyéHo4Hasa anchyHkums. Mpn Hannymm GABRA2 n DRD4, Bpa4 MOXXeT peKoMeHA0BaTb NCUxoTepaneBTuyeckme

MeToAbl CHUXKEeHUA I'IOTpe6HOCTI/I B aJZIKorone.

Huxe Tabnuua, NINIOCTPUPYOLLaa Knko4eBble TEHETUYECKUE MapKepbl U UX BJINAHWE Ha MeTabonmsm:

len Anbnens MexaHU3M BJIUAHUA
ADH1B 1B*2 YckopeHHoe npeBpalleHne 3TaHosa B aueTanbierng
ALDH2 2 CHM>XXeHHas aKTMBHOCTb pacnaja aueTanbpermvaa
GABRA2 OnpepenéHHble MoBbllWeHHaa YyBCTBUTENBbHOCTb K GABA-A, ycuneHue ycnokavsatowero sdgdeKTa
BapuaHTbl ankorons
DRD4 OnpepenéHHble MoBbILWEHHAsA CKJIOHHOCTb K MOUCKY HOBbIX OLLYLLEHUN, yCUieHne 1oaMnHOBOM
BapuaHThl cTumMynaumn

npaKTI/I‘-IeCKI/IVI COBET: Mpu NJaHNPoOBaHUN NPOPUIAKTUKN U paHHEro BMellaTesIbCTBa Ba)XHO YYUTbIBATb Kak
reHeTn4YecKnn npounb, Tak U NoBeJeHYecKne NnpmBbIYKU. Bpad MoXXeT NpenoXnTb KJIINEHTY COCTaBUTb
I/IH,IJ,I/IBI/I,IJ,yaJ'IbHI:IIZ nJaH, BKAOYaoLWwmn pery)’lﬂprIIZ MOHWUTOPWUHI BMOXNMNYECKNX NOKa3aTeNen NnevyeHn, o6yqu|/|e

pacno3HaBaHWIO NepPBbIX CUMMMNTOMOB aJIKOIroJindMa N NCNXOJIOrM4eCKyro noanep>KKy.

KniouyeBOi MOMEHT: reHeTn4YecKe MapKepbl He ABATCS cyabboi. OHU N1 YKa3biBAOT Ha MOBbLILLEHHYO
BEPOSTHOCTb OMNpeaenéHHbIX peakLnin opraHnsmMa. CBoeBpeMeHHOoe BMeLlaTeIbCTBO, FPaMOTHOE COMPOBOXKAEHME

n nognep>xXkKa ceMbn MOryT CylleCTBeHHO U3MEHUTb UCXon.

KniouyeBble reHeTU4YecKue BApPUaAHTDbI



FeHeTUYeCcKne MapKepbl UrPatoT KJIOYEBYHO POJib B HOPMUPOBAHUN NpeapacnosioXXeHHOCTN K 31oyrnoTpebneHunto
ankorosiem. OHM BAUAIOT Ha CKOPOCTb MeTabosin3Ma, peakLnio HEPBHOM CUCTEMbI U MCUXOJIOFNYECcKMe acneKThl,

KOTOpble B COBOKYMHOCTU (POPMUPYIOT PUCK 3aBUCUMOCTH.

Ba)kHenwmnnm hbepMeHT, yCKOpALWMNIM npeBpalleHne aTaHoNa B aueTanbaerng, - ADH1B. Hanbonee nsy4yeHHbin
annenb rs1229984 (His48Arg) NpuBOAUT K YCKOPEHHOMY KaTasIn3y, YTO MOBbILIAET KOHLEHTPaL N0 TOKCUYHOIO
aueTanbpernpa. Y niogen C 3TMM ansiesieM CUMNTOMbI OTPaBJ/ieHUs NPOABAAOTCA ObICTpee, 4TO YacTo

npensTCTBYeT AaJibHelleMy yrnoTpebseHuto.

BTopas knwo4yeBasa Tovka - hepmeHT ALDH2, yoansiowmnin auetanbgerna. Annenb rs671 (Glu504Lys) cHuxaeT
aKTUBHOCTb 00 10% OT HOpMaJibHOW, Bbi3biBas pe3koe HakomnJeHne aueTanbaernaga. KnmHN4YeCckn ato

MPOSB/IAETCH KaK «asIkorosbHbIn flushing» 1 cMnbHbIN AUCKOMMOPT, 4TO 3HAYNTENIbHO CHUXKAET XKeNaHne NMnThb.

HenpomegunaTtopHbin NyTb GABA perynmpyeT TPEBOXXHOCTb U yaoBoAbCTBUE. NMonnmopcdunsm rs279871 B reHe
GABRA2 cBsizaH c 6onee HMU3KOWM YyBCTBUTEJIbHOCTbIO K asibda-1 cybycTponcTBaMm, 4TO NOBbLILLAET PUCK
XpoHMYyeckoro ynotpebnenuns. B KNnnHn4yeckom NnpakTuke naumMeHTbl C 3TUM asnsiefieM Yyalle coobuatoT o

MOBbILWIEHHOW TSAre K aJkoroJto.

Annenb DRD4 VNTR 7-repeat ycunmsaeT fonaMUHeEPru4eckyro rnepenadvy B CMCTeMe BO3HarpakaeHus. 3T1o
reHeTn4eckn obycnoBiaeHHoOe yCcuaeHne MMnysibCUBHOCTU U CHUXKEHUS KOHTPOSA HaL NMoBeAeHMEM CBA3aHO C
6osiee BbICOKUM YPOBHEM 3510yrnoTpebrieHns. B ceMbsax C UICTOpUEN ankoroamaMa HabntogaeTcsa NoBbiLLEeHHAs

HYaCTOTa 3TOro annens.

Fen Annens / Buonoruyeckun acpdexkr YacToTa B nonynauuum KnuHuyeckoe 3HauyeHue
Monumopdusm
ADH1B rs1229984 YckopeHHoe obpa3oBaHue Bbicokas B a3naTCKux CHW>XaeT pUCK 3aBUCUMOro
(His48Arg) aueTanbgervga rpynnax, HU3Kkas B noBefeHuns, HO MOBbILLAET PUCK
eBponencKnx TOKCMYHOCTM Npun ynotpebneHnmn
ALDH2 rs671 (Glu504Lys) CHUM>XeHne aKTUBHOCTMK A0 YacTbIn B a3naTCKux [MoBbIWAET PUCK aNKOroansma vyepes
10% nonynaunax, peoKuin B ONCKOMMOPT, HO CHUXKAET TAXKeCTb
3anagHbix oTpaBieHns
GABRA2  rs279871 Hun3kasa 4yyBcTBUTENBHOCTE  CpenHsas no BCeM CBsi3aHo ¢ 6osiee CUNbHON TAron 1
K GABA-al 3THUYECKUM rpynnam YacTbIMK 3ann3ogamu ynotpebneHus
DRD4 VNTR 7-repeat YcuneHne CpenHasa no rnobanbHOM MoBbIWaeT UMMYJIbCUBHOCTL U
[OMaMNHepruyeckon nonynaunm CKJIOHHOCTb K 310ynoTpebneHunio
nepepavu

«FeHeTU4YeCKU NPpocUib MOXKET CNY>XUTb MHAUKATOPOM, HO He onpepenseT cyabby. Camoe

Ba>XHoe - 3TO 06pa3 XKM3HM M noapepXka CeMeMHbIX ceTen.» - McuxoTtepanesT,



l cneuuasu3mpylowmnca Ha 3aBUCUMOCTSAX.

e [lpoBegnTe reHeTNYeCKOE TeCTUPOBaAHME Y NAaLNEHTOB C ceMenHom I/ICTOpI/IeI7I aJIkoroJimama.

lMpoBepunTe oueHKY MCMX0NI0r NYEeCKom yCTOIZ‘-II/IBOCTI/I N YPOBHA TPEBOXHOCTW.

Pa3paboTaiTe MHAMBUAYANbHbIA MAaH NPOMUIAKTUKN, YUNTbIBAs reHEeTUYECKINIA PUCK.
e ObecneybTe AOCTYM K Fpynmnam rnoanepXKnm n KOrHUTMBHO-MOBEAEHYECKON Tepanuu.

e [leproanyeckn nepecMaTpmBanTe CTpaTErnio Npmu U3MEHEHNUN CEMENHOIO W JINYHOI 0 3[0POBbS.

Ba>kHoO:

FeHeTn4yeckui PUCK - 3TO BCEro Wb 0ONH N3 hakTopoB.. lNcnxonornyeckue, coumnasbHble v
SKOHOMUNYECKUNE yCnoBna MOryT YCUnmBaTb NN CHNXXaTb BEPOATHOCTb Pa3BUTUA aJIKoroJsibHoOM
3aBncumocTu. NosTomy KOMMJIEKCHbIN NoAxod, 06beANHSALWNIA FreHETUYECKOEe TECTUPOBaHWNE,

ncmxoTepannto, 06pa3OBaH|/|e n noaoep>xXKy, AaeT Haunny4dwmne pesysibtaThbl B 6opb6e C aJIKOroJin3aMmom.

CpaBHEHVIe BJINAHMA FT’EHOB

B reHeTu4yeckoM nopTdesne YyesioBeKa CyLLeCcTBYeT HECKOJIbKO KJII0YEBbIX BApMaHTOB, KOTOPbIE CYLLEeCTBEHHO
B/INAIOT Ha BEPOATHOCTb Pa3BUTUSA aJIKOr0JSIbHOM 3aBUCMMOCTU. Cpean HUX camMble n3yyYeHHble - ADH1B*2,
ALDH2*2, GABRA2*1 1 DRD4*7. Ka>kablh U3 HUX MPOSBAAET CBOW XapaKTepHbIA BKJa4 B PUCK, a TakXXe B

KINMHNn4YeCcKoe rnoeegeHne npu yr|0Tpe6neHv||/| CMNPTHbIX HAaNMnNTKOB.

[Ons HarnagHoro cpaBHeHMsA cobpaHbl AaHHble B Tabauue. B Hel nMoka3aHo, HACKOIbKO CUJIbHO KaXXKAbl annesb
MOBLILLIAET WU CHMXKAET PUCK, @ TaKXXe Kakne NpakTU4Yeckne peKoMeHaaumm MoryT AaTb CAeLnanncTbl npu

pa60Te C NauneHTaMun, HOCNTENAMU 3TUX T'EHOB.

Fen/Annenn Ke#c pucka YpoBeHb pUcCKa KnuHunyeckune HioaHChbI
(cpaBHMTENbHO)
ADH1B*2 6bICTpbI MeTabon3M 3TaHoONa CurHaneHo T (8o HacTo conpoBOXOaeTCs APKO BblPa>XEHHbIMN
— MOBbILUEHHOE HaKomMJJeHne 2-3 pa3s Bblle) PDU3NYECKMMU CUMMTOMaMM (MOKPaCHEHNE KOXWU,
aueTanbiernga TowHoTa). Mpn paboTe C TaKMMK NaLMEHTaMM BaXHO

YYMTbIBaTb PUCK PELUAMBOB AarKe Mpu HU3KON

notpebnsaemon nose.

ALDH2*2 HepocTaToOYHas akKTUBHOCTb CurHanbHo T (0o 4 DU3NONOrNYecknin «hnenm-aphekT» NPUBOANT K
anbpoerngnernaporeHasbl pa3s Bbile) CUNbHON anckoMgopTy. Ha npakTuke 3To
NMPosIBNSIeTCA B OTKa3€e OT aJIKorosis fAake npu
OJINTeNbHOM ynoTpebaieHnn, Ho B HEKOTOPbIX CllyYasnx
- B CKJIOHHOCTU K «3arot0» NMpu CUJIbHOM »XeJlaHUK

KOMMEHCUPOBATb ANCKOMGOPT.




GABRA2*1 BapuaHT peuenTtopa GABA-A Cnerka T HacnepcTBeHHbIN NpeapacnonoXeHHOCTb kK 6onee
(npumepHo 1,4-1,6 CUNBHON CTUMYNAUUM JOPaMNHOBOW CMCTEMBbI. B
pa3s) KJIMHNYECKOM NPaKTNKe 3TO BbipakaeTcs B
CKJIOHHOCTU K «MUKaHTHOMY>» ynoTpebneHuto

ANIKOr0JIbHbIX KOKTENen 1 NoBbiLLEeHHON

MMMYJIbCUBHOCTN.
DRD4*7 OJINHHBIA annenb 7 NOBTOPOB B Cnerka 1 Moka3blBaeT NOBbILLEHHYO NOTPebHOCTb B

reHe DRD4 (npnbnmnsunTensHo BO3HarpaxaeHuun n 6osiee HU3KY YCTOMYMBOCTb K

1,3-1,5 pa3s) cTpeccy. B peanbHOM onbiTe 3To NpuBoAUT K Bonee

4acTbIM «MUKOBLIM» BbINMMBKaM, 0CO6EHHO B

CTpPeCCOBbIX XXN3HEHHbIX CUTYaUusX.

Ba>kHoO:

Hannyne OHOro U3 3TUX BapMaHTOB He 03HaYaeT Hen3beXKHy 3aBMCUMOCTb, @ JINLLb MOBbILLAET
BEPOATHOCTb Pa3BUTUA MaTTepHa 31oynoTpebneHns. Bpay MoXXeT UCMo/b30BaTb MHAOPMALIMIO O FeHOTUMNE

018 NepcoHaIM3MPOBAHHOIO MJIaHNUPOBaHNSA NPOMPUIAKTUKA U paHHEro BMeLlaTeIbCTBa.

«Y MeHa Bcerpa O6b1s10 owyLieHue, 4TO Nocse KaXkaoro 6okasa A 4yBCTBYIO cebs nsioxo, HO A BCé
PaBHO Nblo, 4TOObI «pa3paAUTbLCA». MOHUMaHUe TOro, 4To y MeHa annenb ALDH2*2, nomorno MmHe
nepecMoTpeThb NMPUBLIYKMA U HAYaTb UCKaTb aJibTEPHATUBbI» - TOBOPUT NAaLUEHT, MPOXOAUBLUUN

reHeTun4yeckoe TeCTupoBaHue.

Mpwn paboTe ¢ NnaumeHTamMmn, y KOTopbix BbisiBSieH ADH1B*2 nnn ALDH2*2, Ba>KHO y4nTbIBaTb, 4TO Aaxe
HebosIbLLMe KOIMYeCTBa aJIkOroJii MOTyT Bbi3blBaTb TA>XKesble peakuuun. No3ToMy B peKkoMeHOaumnax 4acto
noavyepkuBaeTcs HeobXo04MMOCTb CTPOroM AO03UPOBKM U MOHUTOPUHra. B cnyvyae GABRA2*1 n DRD4*7

crieunanmncTbl Yalle OKYCMPYTCA Ha yNpaBiaeHUN NMMYJIbCUBHOCTbLIO U CTPeCcC-MeHea)KMEHTE.
e Mpn ADH1B*2: noBbllwaeM MHOPMNPOBAHHOCTbL O «MOKPACHEHNN» KaK CUFHaNbHOM MHOUKaTope, oby4yaeMm
rnauMeHTOB pacno3HaBaTb PaHHUE NPU3HaKK Neperpysku.

o Mpu ALDH2*2: pekoMeHAyeM afibTepHATUBHbIE HAMUTKK 6e3 3TaHoNa (HAaNMUTKN Ha OCHOBE KUC/I0ThI), @ Takxxe

yCVIJ'IEHHbII?I KOHTPOJIb 3a KOJIN4YECTBOM.

e [Mpn GABRA2*1: BHegpseM MeToAbl KOFHUTUBHO-NOBEAEHYECKOW Tepannumn 58 CHUXEHUSA UMMNYJIbCUBHOIO

ynoTpebneHus.
e [Mlpy DRD4*7: aKUueHTUPYEM BHMMAHNE Ha CTPATErnax CTpecc-cHATUA (Mora, MmeauTaums) v NaaHupoBaHUN

«KOHTPOJIbHbIX>» OHeN 6e3 afKoross.

Knio4yeBoW MOMEHT: reHeTUYeCKin Npodub - 3TO OAUH N3 MHCTPYMEHTOB, HO HE eANHCTBEHHbIN. PaKTOophI

cpenbl, cemenHas NcTopum4d, ncnxonormnyeckoe CcoCctoaHme mn couMasnbHbIN KOHTEKCT NrpatloT He MeHee Ba>XHYIo



posb. Mo3TOMYy Npu OLLEHKE pUCKa 1 Bbibope cTpaTernm BMellaTenbCTBa MEAULMHCKWIA CreLnanmncT Bceraa

paccMmaTpuBaeT KOMMNJIEKCHbIN I'IpOCbVIJ'Ib naunmeHTa, a He TOJIbKO reHeTn4YeCKkmne gaHHble.

Kak nposoaAMTCA reHeTu4eCKuMm Tecrt

FeHeTn4yeckui npouib, yKaBbIBa}OLLI,I/IVI Ha NOBbIWLWEHHYHK CKJIOHHOCTb K aJIKOrosimamy, CtTaHOBUNTCA AOCTYMNMHbIM
6narouapﬂ pany na6opaToprlx MeTOL0B, Ka)Kabl N3 KOTOPbIX NMEET CBOU ocobeHHOCTU 1 obnacTu
npuMmeHeHus. NoHNMaHne pa3n|/|‘4|/||7| MeXxny HAMU NMOMOXKET MauneHTy 1N Bpady Bbl6paTb Hanbosnee NOAXOAALLMNNA

BapuaHT ANarHOCTUKW.

B HacToswee BpeMSs B KIIMHUKAX U YaCTHbIX flabopaTopmnax NPUMEHSAI0TCSA ABa OCHOBHbIX NOAX0A4a:
MOJIEKYJISIPHBINA TeCT, 06bIYHO OCHOBAHHBIN Ha NosiMMepa3Hou uenHon peakuun (MLUP), n nonHoe cekBeHupoBaHme
reHOMOB, MO3BOJIAKOLLEE MNOJIYHYUTb MaKCMMasibHO NOAPOOHYI0 KapTuHY. [epBbIi MeToh OPUEHTUPOBAH Ha
MPOBEPKY KOHKPETHbIX MOAMMOP(HU3IMOB, KOTOPLIE y>Xe A0oKa3ain CBOK CBA3b C MeTabom3aMoM ankorons, B TO
BPEMS KaK BTOPOWN OTKPbIBAET BO3MOXKHOCTb U3YYEHMSA HOBbIX FEHETUYECKNX BapnaHTOB, BAMSAIOWMNX Ha PUCK

Pa3BNTUNA 3aBUCNMOCTN.

Mpouenypa cbopa obpasua HaYMHAETCA C MPOCTOro BU3MTa K crneunanunucty. Ecnm BoibpaH MonekynsipHbIi TecT,
Bpay MOXXeT NOpeKoMeHA0BaTb B35Tb 0OpaseL, KPOBY - KamnJto Ha TECTOBYIO MAACTUHY - M0 060ATUCL MeHee
WHBA3UBHbIM CrOCOOOM, B351B Ma30K U3 BHYTPEHHEN MOBEPXHOCTU WEKN. [/15 CEKBEHMPOBAHWSA Yallle BCEro
TpebyeTcs 6onee 06BbEMHbIN 06pa3el, KPoBU, BeAb aHaIM3NPYeTCs Lesbli reHoM. Ba>kHo, 4Tobbl obpa3el, 6bin

cobpaH B CTEPUSIbHBIX YCJIOBUSX, 4TOObI N3beXxaTb 3arpsisHeHMs 1 notepu kavyectsa JHK.

Mocne cbopa obpa3uya oH oTnpaBnseTcs B labopaToputo. MLP-TecTbl 06bIYHO AalOT pe3ysbTaT yxe Yyepes 7-10
OHeN, MOCKOJIbKY aHaJIM3NPYOTCA JINLLb HECKOJIbKO COTEH FreHoB, a Npoueaypbl aBTOMATU3MPOBAHbI.
CekBeHMpPOBaHNE, HANPOTMB, 3aHUMaEeT OT 3 10 6 Hedesb. Bpems 3aBUCUT OT BbIOpaHHOro MeToda - Lesblil FeHOM
(WGS) TpebyeT 6bonee rnybokoro aHanmsa, 4em uenbin reHom (WES) ¢ pokycomM Ha 3K30HbI. B cnyyae, ecnm
nabopaTopums ncnosiblyeT obnayHble NAaTPOPMbl, CPOKM MOTYT BbITb COKpaLLeHbl 3a CHET NapassiesibHown

06paboTKM OaHHbIX.

CTouMOCTb TeCTa BapbMpyeTCs B 3aBUCMMOCTM OT 06bEéMa aHanm3a. MonekynapHbii MLP-TecT 06bI4HO CTONT OT
3000 go 5000 pybnen, Torga Kak NosiHoe CeKBeHMpPOBaHMe MoXXeT oborTncek B 15 000-25 000 py6nen. B
HEKOTOpPbIX PernoHax AOCTYMNHbI CKUAKW NpU ornJjlaTe B paMKax rocyJapCTBEHHbIX NporpaMMm npopunakTukm
ankorosmisMa. JOoCTynNHOCTb TECTOB PaCTET: KPYMHble KJVHUKN NpefsiaratoT KOMMIEKCHbIN NnakeT ¢
KOHCyJ/ibTalMen reHeTuKa, a Hebonblwmne nabopatopun npodatoT Habopbl ANA AoMalwHero cbopa obpasLos,

KOTOpPblE MOXXHO OTMNPaBWUTb MO MO4YTE.



Ba>xHoO:

npun Bbl60pe TeCTa cJiegyeT y4ecCTb, 4TO reHeTN4YecKnn PUCK - NNLWb OONH N3 (PaKTOPOB, BJNSAIOLLNX Ha
pa3BnTne aflkorosibHom 3aBucmmMocTun. CeMenHas NCTopunA, Nncnxosnorn4eckoe coctodaHme n counasibHoe
OKPY>XEHMEe Tak>Xe UrpatT 3HAYNTEJIbHYIO pOJib. [103TOMY pe3ysibTaThbl TeCTa Heobxoanmo

WHTepnpeTnpoBaTb B KOHTEKCTE 0bLen KapTuHbl, @ He Kak abconoTHOe npefcKasaHue.

Huxe npueeneHa Tabnnua, cpaBHMBaOWAA KOYEBbIE MapaMeTpPbl MOJIEKYJISPHOIO TeCcTa U CEKBEHMPOBaAHUS:

MapameTp MonexkynsapHbin (MLUP) MonHoe cekBeHUpoBaHUue
O61bEM reHeTMYeCKoro aHaamsa N3y4yaeTcsa HeCKoNbKo coTeH SNP-oB Becb reHom (WGS) nnu 3k3oHbl (WES)
Cpok nony4yeHus pesyabTaTa 7-10 pHen 3-6 Hepenb
CTtomMocTb 3000-5000#£ 15000-25000#
Tpebyembii obpasey, KpoBb 1N Ma30oK LWEKN KpoBb (MosiHbI reHoM) unu 6onee KpynHbli Habop
MNpUMeHNMOCTb OueHKa N3BECTHbIX MapKepoB pucKa O6Hapy>XeHne HOBbIX FeHeTUYEeCKNX BapnaHTOB

B peasibHOI KANHMYECKON MPaKTKe Bpay MOXXET PeKOMeHA0BaTb MOMEKYISPHbIA TeCT Npy HE0H6X0ANMOCTM
BbICTPOro pesynbTaTa U NMpu orpaHUYeHHOM Blo)KeTe, a CEKBEHUPOBAHME - eC/IN NALMEHT UMEET CII0XKHYHO
CEMeHYI0 UCTOPUIO W eC/ HeOBXOAMMO MPOBECTUN UCC/Ief0BaHNE HOBbIX FeHeTUYeCcKX (pakTopoB. B ilobom
cJiyvae, rnocsie nojlyyeHus pesynbTaToB cefyeT 06CyaAnTb UX C FEHETUKOM WUJIM MCUXOTepaneBToM, YTobbl

Bblpa6OTaTb VIH,EI,I/IBI/I,D,yaJ'IbeIVI njaaH NPouUIaKTUKMN N CONPOBOXXOEHUA.

Takum obpa3om, Npouenypa reHeTU4eCKoro TeCTUPOBaAHUSA Ha PUCK alkoroamsmMa - 3To coYeTaHne NpocToro
cbopa obpasua, aBTOMaTU3NPOBAHHOIO aHaM3a N FrPaMOTHOM UHTepnpeTaLun pesysbTaToB. Beibop KOHKpeTHOro
MeTo4a 3aBUCUT OT uenen obcnenoBaHns, GUHAHCOBbLIX BO3SMOXXHOCTEN 1 YPOBHSA AeTann3auunm, KOTOPbIN

TpebyeTcs oNs faNbHENLWero MOHUTOPUHIa N MPUHATUA NPOoUIaKTUYECKUX Mep.

Pe3ynbTaThl TeCTa: 4TO OHM O3Ha4daloT

Mocne 3aBepLUeHNs reHeTUYECKOro TECTUPOBAHUS Bbl MoslyuYnTe cnncok SNP-annenei, cBA3aHHbIX C MOBbILLEHHON
CKJIOHHOCTbIO K 3510ynoTpebneHmnto ankorosem. Ka)kabli MyHKT B CINCKE COAEPXXUT YeTblipe KJII0YEeBbIX 3/1eMeHTa:
Hasin4yme puckK-aanens, oOueHKY YPOBHS pUCKa, NOTeHLUWaibHoe BAUSHUE Ha NoBeAeHYecKe NaTTepHbI 1
pekoMeHaaumn rno NnpoguiakTuke. BaHO NOHATL, YTO pe3y/ibTaT - 3TO He AnarHos, a MHopMauus, KotTopas

MOXKET MOMOYb B MPUHATUN NMPOPUIAKTUHECKUX PELLEHUNA.

Hann4une puck-annens o3HavyaeT, 4TO B BalleM reHoMme 06Hapy>KeHa Bapunauuna, CtTatuctn4ecknm Ced3aHHasa C
MOBbILIEHHON BEPOATHOCTbIO pa3BUTUA aJIKOroJibHOM 3aBUCMMOCTU. B 6onbwnMHCTBE cjly4aeB 3TO O4HO U3

HECKOJIbKNX reHoB, Hanpumep, ADH1B*2, ALDH2*2, GABRA2-rs279871. Ecnun TecCT BbISBU XO0TA Bbl 0ONH U3 3TUX



annenen, 3To NoBbILLIAET BEPOSATHOCTb TOIr0, YTO MPU YMEPEHHOM ynoTpebreHnn ankoronsa Ball opraHusm byaet

pearvpoBaTb HeObbIYHO, CO34aBas BHYTPEeHHUN fucbanaHc.

YpoBeHb pucKa onpepenseTcs KoMbuHaunen KonmyecTsa 1 TMna pMCK-anneneM. B Tabnnue HM>xe nokasaHbl

TUMNYHbIE NHTEPMNPETaUUN No LKane HU3KUI, CpED,HVII7I N BbICOKUI. YYTUTE, YTO OLLeHKa SBNSeTCA

OpI/IeHTI/IDOBO‘-IHOIZ M He NCKJIIDYaeT BHELWHMX (PakKTopPOoB, TaKMUX KakK couunasbHas cpena, ncuxosiornyeckoe

COCTOSIHME 1 UCTOPUA CeMelHbIX 3abonieBaHUN.

Hanunuune YpoBeHb BnusaHue Ha noBegeHue PekoMmeHpauum no npocdunakTtuke
puck-annens pucka
OTCyTCTBYIOT (H/H) Hunskunin Hebonblioe noBbileHne CobnofaTb yMepeHHoOCTb, usberaTb cuTyaumm c
(=10 %) TONEPaHTHOCTM K aJIKOroJito, BbICOKMM [aBJieHNeM Ha ynotpebneHue, peryispHo
HO OTCYTCTBUE APKUX NMpoBepsATb COCTOAHME NeYvYeHn
aHoManun
OAvH puck-annenb CpepHui YyBCTBUTENBHOCTb K PerynsipHble BCTpe4n C NCUXOSI0roM, KOHTPOJIb 3a
(ADH1B*2, ALDH2*2 1 (10-30 %) peunamnBy, CKIOHHOCTb K KOJIN4eCTBOM BbIMUTOr0, MOAFOTOBKA ajlbTePHATUBHbIX
T.M.) «MPOBasIEHHbIM» MOMbITKaM cnocoboB CHATUSA CTpecca (nora, NporyJsku)
COKpaTUTb NoTpebneHune
Heckonbko Bbicokuni YacTble «npoBanbl» B OTKase NHamBmAayanbHbIA NAaH NPOMUIAKTUKN, BKJIIOYAOLLNNA
puck-annenen (=2) (30-60 %) OT afIkorons, ycuneHHas KOFHUTUBHO-MOBEeAeHYeCKyo Tepanuio,
peakums Ha coumanbHbIn noafep>xvBatoLme rpynnbl, BO3MOXHOE Ha3HavYeHune
cTpecc MeANKaMEeHTO3HbIX NpernapaToB MO Ha3Ha4YeHuto
cneumanucTta
CoveTaHune Bbicokum CunbHble usnonornyeckme [Morpy>xeHve B NnporpaMmy paHHen npouiakTnku,
cneumpuruyecknx (>60 %) peakuun (NnoKpacHeHwue, WHTEHCUBHbBIA MOHUTOPWHI, BO3MOXKHOE y4acTue B
annenen (ALDH2*2 + TOLIHOTA) 1 NcMxosiormyeckas KJIMHUYECKUX NCCNefoBaHNAX
ADH1B*2) 3aBNCMMOCTb

«FeHeTUYecKana NpenpacnosioXXeHHOCTb - 3TO He HeM3MeHHan cyabba, a nuwb hakTop pUcKa,

KOTOPbIA MO>XHO y4ecTb B NpocdunakTuke u sie4yeHuun.» - BcemmpHas opraHusauus

34,paBOOXpPaHEeHus

BnnsaHne Ha nosefeHne NposB/AETCA B HECKOJIbKUX CLLeHapusx. Y YenoBeka C O4HUM pUCK-asisiesieM MoxXXeT

BO3HUKHYTb oLlyLleHne «He3aMeTHOW» 3aBUCUMOCTU: OH MOXXET NUTb peryndapHo, HoO B MOMEHT, KOorga emy

X0YETCHA «OTMYCTUTb» KOHTPOJIb, BLICTPO MepexoamnT K YacToMy ynoTpebneHuto. ECin ke B reHOM NpuCyTCTBYIOT
OBa nnn 6onee puck-annens, To peakuma MoxeT ObiTb 6oslee pe3Kkon: nepBblie NONbITKN COKPaTUTbL NnoTpebneHune
4aCTO 3aKaH4YMBAKTCA «NpOBajlaMn» N 3MOLMOHAIbHbIMW BCMJIECKaMU, YTO YCUIMBAET PUCK Nepexona K

rnaToJIorn4eckomy yroTpebreHuto.



PekoMeHpauMm Mo NpounnakTUKe BapbUPYOTCS B 3aBUCMMOCTY OT YPOBHS pUCKa. Huxe npreBeeHsbl

npakTn4eckume warum, KoTopblie MOXXHO NPUMEHUTL B MoBCEOHEBHOM XXU3HU, @ TakxXe Te, KOTOpPbIe Tpe6y|0T

y4acTuna cneymnasimcTos.

e CaMocTOATE IbHbIE MEpbl:

1.

I'InaHMpy|7|Te KOJINHECTBO aJIKOroJiad 3apaHee n I'IpI/I)J,ep){(I/IBaVITer NINMNTOB, PEKOMEHO0BAHHbIX BCGMVIpHOIﬁ

opraHusauuen 3apaBooxpaHeHns (He 6onee 1-2 cTaHAAPTHbLIX HAMWTKOB B AEHb).

. PerynsipHo BeOuTe OHEBHUK ynoTpebreHns: (UKCUpynTe BpeMs, KOJIMYECTBO, HACTPOEHNE 1

06CcTOATENbCTBA. DTO MOMOXXET BbISIBUTb TPpUrreps.bl.

3aMeHUTe asIkoroJibHble HAaNUTKK 6e3a1KoroibHbIMU aJlbTepHaTMBaMn: ra3npoBaHHasa Boaa C JIMMOHOM,

TpaBsHbIe Yau, Kedup c MEOQOM.

YBennybTe PU3NYEeCKyo akTUBHOCTb: BbiCTpas Nporyaka, niaBaHue, nerkas Kapano-TpPeHNpoBKa - BCe 3TO

CHN>XXaeT I'IOTpEGHOCTb B «KOMMNEHCaTOPHOM» NMNTbE.

CobnoganTte pexmMm cHa: MUHMMYM 7-8 4acoB HO4Ybio, n3berante nepeyTomMaeHums.

e MpodunakTuka Nnpu cpegHeM U BLICOKOM pUCKe:

1.

PerynapHo npoxoauTe NCMX0JIOrn4ecKyo OLeHKY y cneuvanunucTa, 0CcobeHHO ec/in 3amevaeTe ycuneHune

TPEBOXHOCTU, Pa3apaXmMTeJibHOCTU UJIN HaCTbl€ «MpoBaJibl» B KOHTPOJIE.

. BKio4nTe KOrHUTMBHO-NoBedeHYecKyto Tepanuto (KMNT) B Ball njaH: oHa nomMmoraeT pacro3HaBaTb U

MOANMDULNPOBATbL NAaTTEPHbI, Beaylimne K ynotpebnieHuto.

YyacTBynTe B rpynnax noanep>XXKu: aHoHUMHbIE Fpynnbl, OHAANH-(hOPYMbl, MECTHbIE BCTPEYN - BCE 3TO

co3pgaeT 4yBCTBO NMPMHaA1e>XXHOCTUN N OTBETCTBEHHOCTU.

Ecnn ypoBeHb pucka BbICOKUA, o6cy,n,|/|Te C Bpa4OM BO3MO>XXHOCTb MeaVnKaMeHTO3HOM noanep>xkKu.

npenapaTtbl, CHMXXaLWnme T4ry K aJlkorosito, MoryT ObITb Ha3Ha4YeHbl TO/ILKO MOCJie NoJSIHOro obcnenoBaHms.

MpoBeounTe ouLeHKY ceMenHom NCTOPUN N OKPYXKEHUA: €C/IN B CEMbE HaCTO BCTPEYHAOTCA CJiyHan

aJIkoroJimamMa, CToOUT YCUJINTb KOHTPOJIb 3a OKPYXXEHNEM.

e NMpodunakTuka npm MakCuMasbHOM pucke (>60 %)

1.

Cpa3sy obpaTuTech K CrneumnaamncTy rno 3aBUMCUMOCTM: PaHHEe BMeLLATe /IbCTBO MOBbILLAET LWAHChI Ha

YCMNEeLWHY NPpoPUIakTUKy.

. Pa3pa60Ta|7|Te I/IH,D,I/IBVI,D,yaJ'IbeIVI niaaH Cc aneMeHTaMn MOTUBALMOHHOIO MHTEPBbLIONPOBaHUA, MPAKTUK

CHV>KEHUSA CTPecca 1 peryfisipHoii OLeHKK nporpecca.

Y4ynTbiBaTE BO3MOXKHbIE FEHETUYECKME B3aMMOAENCTBUSA: MHOrAa C MOMOLLbIO FEHETUYECKOrro

KOHCYJIbTUPOBaHUSA MOXXHO MNMOHATb, KaK KOHKPETHbIe asiiesin BANSIOT Ha (PU3NO0JIOTUIO.

ObecneybTe NoAAepKUBatOLLYO cpeny: nsberante cMTyaunin, rae ankorosb - LLEHTPasbHbIA 3/1IEMEHT, U

co3panTe aJibTeEPHATUBHbIE MPUBbLIYKN.



MpakTnyeckme HaHCbl 4YacTo onpenensatoT 3PPEeKTUBHOCTb NPOPUIaKTUKU. Hanpumep, MHOrne toan CHNTaoT,
YTO «MUTb B YMEPEHHbIX KOJIMYECTBaX» aBTOMaTUYeCKN NCKIOYaeT puck. OgHaKo faxke ymepeHHoe notpebneHune
MO>XEeT CTaTb KaTa/In3aTOPOM OJISl TeX, Y KOro €CTb reHeTn4yeckne npeapacrnosioXeHHOCTU, 0COBeHHO ecsin B UX
OKPY>XXeHUW NpUCyTCTBYET coumnaibHoe AaBsieHne. [T03ToOMy BaXKHO CoYeTaTb JINYHbIE YCUNSA C BHELLHUMN
MepaMu - KOHTPOJIb 3a noTpebrieHneM B 06LeCTBEHHbBIX MeCcTaX, MHPOPMUPOBaHNE APYy3en N CEMbU O CBOUX

peLleHnsaX, a TakXKe perysisipHble MPOBEpKM COCTOSIHUS 3[0P0BbS NMevYeHn Yepes BNoXuMmyecke aHanmnssl.

Ba>xHO:

pe3ynbTaT FrEHEeTUYECKOro TecTa - 3TO JINLb OOUNH U3 KOMMNOHEHTOB KapTuHbl. OH He onpeaenseTt cyabby, HO
MOXKET C/IYXKUTb MHOMKATOPOM, KOTOPbLIA MOMOraeT BaM 1 BallMM BpavaM CTpouTb bonee
MHMOPMUNPOBaHHYO NPodUIaKTUYECKyo cTpaTernto. He cTonT rHOpMpoBaTb CUMMATOMbI, Aa>XXe eCin PUCK
HU3KWUN, N HE AYMaTb, YTO «S HE 3aBUCUM» - 3TO aBTOMATUYECKMN 3HAYUT, YTO HUYEro HE HY)XHO denaTb. B
c/lyqae COMHeHun Bcerga nyywe obcyanTb pe3ysibTaTbl C Bpa4oM U, Npy HeobXoaAmMMoCTun, NPONTHN

ANOMOJIHNTENIbHYIO OANAarHOCTUKY.

MowaroBbif NJIaH CHUXKEHUA pUCKa

Onsa nionen, obnagatowmx reHeTuYeCKUMM MapkepaMm pucka askorosnm3Ma, BaXKHO He TOJIbKO 3HaTb O CBOEN
NpefpacnoNoXeHHOCTU, HO 1 MPUMEHUTb KOHKPETHbIV, MPOBEPEHHbIV MOAXOM K KOHTPOJIIO 1 NPOoUIaKTUKE.
Cnepyowmin naaH OPUEHTUPOBAH Ha eXXeHEBHYIO peaslbHOCTb, YYUTbIBAET NCUXOJIOrMYECKME N MeAULMHCKNE

aCrneKTbl 1 NO3BOJIAET NOoCTeNneHHO yMeHbllaTb BEPOATHOCTb Pa3BUTUA 3aBUCMOIo noesegeHmA.

Lar 1. OueHka Tekywero ynotpebneHns. HayHnTe C 4eCTHOro caMoaHaIM3a: CKOJIbKO pa3 B HeAEsIo Bbl MbeTe,
CKOJIbKO CTaHAapPTHbIX MOPLMA U B KaKUX CUTyaunsax. 3anncbiBanTe 3To B AHEBHUK UM B NMPUI0XKEHNE, YTOObI
YBUAETb 3aKOHOMepHOCTU. MpuMep: My>XK4MHa 32 roga, paboTHUMK ocuca, NbeT 2-3 CTakaHa BMHa nocse paboTsl,

HO MHOrAa AOXOAUT A0 5-6 B oAMH Bevep. Takme ungpbl gatoT 6a3y 409 Aa/ibHENLLINX KOPPEKTUPOBOK.

Llar 2. KoHTposb ynoTpebneHuns. Nocne NnepBMYHOro aHaln3a BblAe/INTe KOHKPETHbIE OrpaHNYeHNs: KOJIMYeCcTBO
HanMTKOB B A€Hb, NCKJIIOYEHNE afkoroasa B paboyne byaHn, 3aMeHa CMaKoBOW COCTaBISAOWEN Ha
6e3ankorosibHble asibTepHaTMBbl. Hanpumep, XeHLWwnHa 28 neT, KoTopas NPUBbIKJa MNTb KPENKUA Ya C POMOM
yTPOM, MOXKET 3aMEeHUTb ero Ha TpaBAHOM 4an 6e3 caxapa 1 [o6aBUTb B paLUnOH QPYKTbl, 4HTOObLI HE YyBCTBOBaTb
NyCcTOTY. YCTAHOBUTE «MOPOr» — Mpu MPEBbILLIEHNN KOTOPOro Bbl aBTOMAaTUYECKM NepexoanTe K cliefyouiemMmy

wary.

LWar 3. Ncuxonornyeckasa nogaep>xka. CBs3b C MCUXOJOMOM U prI'II'IOI7I noagep>XxKm rnoMoraeT oCo3HaThb
BHYTPEHHWNE TPUIrrepbl N HAYHYNTbCA CNPaBJIATbCA C SMOLUUNAMN 6e3 ankorons. BaxxHo, 4Tobbl cneunanucT
MOHMMan Ball FreHeTUYeCKui npogpunb n Mmor ﬂOJJ,Of)paTb I/|HJJ,I/IBVI,D,yaJ'IbeII7| noaxon: KOrHNTUBHO-NMoBeaeH4YeCKan
Tepannda, MeToonKa CHUXeHNA CTpecCa Uin pa60Ta C CeMeNHbIMX AVHAMUKaMMU. Mpumep: nogpocTok 17 ner,
KOTOprI7I olwlyLwiaeT OaBJieHne CBEPCTHMKOB, MOJIyHaeT nHansmayasjibHble ceCCuin Mo yrnpasaeHNo CTpecCcoM n

y4acTByeT B rpyrnnoBoi Tepanumn cpean CBEPCTHUKOB.



LLar 4. MegnumnHckoe HabnogeHne. PerynsapHbelie BU3UTbl K BPady MO3BOJIAIOT OTC/EXMBaTb Buoxmmmyeckmne
MapKepbl, OLEeHNBaTb COCTOSAAHME NEeYeHU, CepAeYHO-COCYANCTON CUCTEMbI N pearnpoBaTb Ha Nt0ObIE N3MEHEHMS.
MpenBapuTeNbHbIA FTEHETUYECKUN TECT, BbISBUBLUMIA MOBbLILWEHHbIN PUCK, CY>XUT OTNPaBHOM TOYKOW AN1A
MOHUTOPWUHra. Bpay MoXXeT Ha3Ha4YNTb KOHTPOJIbHbIE aHaNn3bl KaXKable 3-6 MecsueB, a Npu Han4dumn

COMyTCTBYOWMX 3aboneBaHnin — 6osiee YaCTbI KOHTPOJIb.

Hwxe npepncrasneHa Tabnnua c BapuvaHTaMWM Nni1iaHOB CHNXEHUA PUCKa, OCHOBaAHHbLIMW Ha CTENEHN TAXKECTN

ynoTpebaeHns 1 HaAn4mMm ConyTCTBYOLWMNX (hakTopoB. Tabnauua nomoraeT 6bICTPO BbIGPATb MNOAXOAALLNIA

cueHapun.

CueHapum KniouyeBblie pencreus YacTtoTa KOHTpoOnsa
Nerkoe ynotpebneHue (=<2 dukcaumsa KonmM4ecTBa, orpaHUyYeHne BbIXoaa B MeanunHcKkun 4yek-an
nopunun/Hegento) Bapbl, Nnogaep>xkKa B rpynre Kaxkable 6 MecsLeB
YMepeHHoe ynoTpebnerHue (3-6 YcTaHoB/IeHNE Nopora, BegeHne HEeBHUKA, KOHTpob Kaxable 3-4
nopuunin/Henento) Tepanus no ynpasJieHUI0 CTPECCOM mMecsua
Tsxénoe ynotpebneHmne (bonee 6 MnaH peabnnntaumm, MeanKamMmeHTO3Has PerynsipHblie BU3UThI
nopumnin/Hegento) nogaep>XKa npu nokasaHum, cemernHasa Tepanusa Kaxkable 1-2 mecsiua
C conyTcTBylOW MMM 3ab01eBaHNSAMN NHanBuAayanbHbIA NMaaH C OrpaHNYeHUEM anKorons, MeanuNHCKUIA KOHTPOJb
(ne4yéHo4vHas, cepaeyHas naTonorus) KOHTPOJIb BUOXMMMYECKUX NOKa3aTenen Kaxxable 1-2 mecsua

Ba>kHO: Aa)ke Npu HaJIMMUU reHeTUYECKOro pucka, nocsiegoBatesibHoe cobslogeHue nJaHa
NPUMBOAMUT K 3aMETHOMY CHM)KEHUIO YNOoTpebsieHns u yiny4ylueHuIo obLero caMmouyBCTBUA.
NMoHuMaHue cBoero 6uosiornueckoro choHa nossosseT nopobpatb 6onee acpceKTUBHBLIE MEPDLI U

mnsbexxaTtb <<06paTHbIX>> BCNJIECKOB MNPUBbLIYKHA.

B KOHEYHOM CHETe, KJItOY K yCrexy NeXUT B MOCTOAHHOM CaMOperyJiMpoBaHnmn, OTKPbITON KOMMYHUKaLUN C
MeOVNLMHCKUM U NMCUXOJOrMYECKUM NEePCOHaIOM 1 FOTOBHOCTY KOPPEKTUPOBaTb MJiaH Mo Mepe N3MeHeHns
YKN3HEHHbIX 06CTOATENBLCTB. MOCTENEHHbIe, U3MEpUMbIe LWaru, NoAKPenIeHHbIe MoAAEPKKON U HabnogeHneMm,
CO3[al0T YCTONYMBLIA (hyHAaMeHT AN5 340p0oBOro obpasa XKM3HU, fla)ke B YCIIOBUAX FreHEeTUYeCKom

npenpacrnosiocKEHHOCTU.

YacTble oLUMOKM Npu caMoaMarHoCcTuke

CaMoCTOoATEeNIbHO OLEeHMBaTb PUCK Pa3BUTUA aJIkOrosinaMa Ha oCHoBe OHJIANH-TEeCTOB, FeHeTUYECKUX NaHenemn
NN ceMenHbIX I/ICTOpI/II7I - NMpuBblI4Ka, HO OHa MOJIHa JIOBYLLUEK. Owmnbkn HavynHatoTCsa C HEBEPHbIX BbIBOAOB,
nepexondaT K NrHOpPMUpoBaHUIO I'IpOCbeCCI/IOHaJ'IbHOVI MOMOLLN N 3aKaHYMBaOTCA NMOMNblITKaMN CaMOCTOATEJNIbHO

perynmpoBaTb NoTpebieHne ankoros.



MNMepBble HEBEPHbIE BbIBOAbI YaCTO BO3HWKAOT M3-3a HEMOJIHOTLI UIN HEMNPaBUJIbHON MHTepNpeTauUnm aHHbIX.
Hanpumep, TecT, KOTOPbI MOKa3biBAaeT HaJINYNE «PUCKOBbLIX» FEHOB, MOXXET MPUBECTU K yOerKAeHUIo, Y4TO «s
0653aTesIbHO CTaHy aJIkOrOJIMKOM», UFTHOPUPYS MPU 3TOM BAUSHME OKPYXKatoLwen cpenbl, CTpecca u NYHOoM
NMCUXO0NOrMn. B peanbHOM NpakTUKe KANHUYECKME NCCNe0BaHWs NOKa3blBalOT, YTO HaJIMYMe FreHeTUYeCcKon

npeapacrnoJyioXXeHHOCTU NInb NoBblLLaeT BEPOATHOCTb, HO HE rapaHTUPYET pa3BuUTUe 3aBUCUMMOCTN.

Cnepytowmii 3Tan - UrHOPUPOBAHME MOMOLLIN CNeLranncToB. MHore toan CHMTaoT, YTO CaMU MOTYT CNPaBUTbLCS
C MOBbILIEHHbIM PUCKOM, CaMOCTOATESIbHO Habloaas 3a KOJIMYEeCTBOM BbINUTOro. Of4HaKo OTCYTCTBUE KOHTPOSIS
CO CTOPOHbI Bpada MOXeT NMPUBECTM K He[0OLleHKe CUMMNTOMOB, KOTOopble TpebyoT paHHEero BMellaTebCTBa.
Bpay, npoBeas noJsiHyto aHaMHe3y, MOXXET BbIABUTb CKPbITbie (haKTOpPbl: CEMEHY0 NCTOPUIO, CONYTCTBYOLLME

ncnmxmyeckne paCCTpOI7ICTBa, XpoHn4yeckune 3aboneBaHuns, BamsaWwmMe Ha meTabonnsm ankorons.

CamocTosiTeNbHOE U3MEHeHNe A03MPOBKM aJIKOrons - TpeTbs owmnbka. YacTo noaun, nogo3pesas, YTo «5 He Mory
MUTb», NbITAIOTCA COKPATUTb KOJINYECTBO 4O MUHUMAJIbHOrO YPOBHS, HE YYMUTbIBasA, 4TO Aake Hebonblune
N3MEHEHUS MOryT BbI3BaTb KonebaHna B xumMmnyeckom banaHce Mo3ra. Mpu 3ToM, MONbITKN «CamonevyeHus» 6es
KOHTPOJIS MOT'YT MPUBECTU K PE3KOMY YXYALUEHWNIO CAMOYyBCTBUS, YCUIIEHUIO TPEBOXKHOCTU UM Aaxke K

KOHTPOJINPYEMOMY CyMLMAANbHOMY MOBEAEHMIO.

Ba>xHO:

Ka)XAbll FEHEeTNYECKUIA MapKep - JInlb 4aCTb Ma3Ja. MD,EHTM(*)VIKaLI,I/HO PUCKa cneayeT paCcCMaTpuBaTb Kak
CUrHan K noBblLLEHHOMY BHUMaHWIO, a HE KaK ONarHo3. I'IpV| nosiBieHnn ntobbix TPEBOXHbIX CUMIMNTOMOB - OT
nerkomn TPEBOXHOCTWN OO0 CUJIbHOIO 3MOLMOHAJZIbHOI 0O HarnpsaxXeHusa - CTounT 06paTI/ITbCH K cneunasancry. Bpa‘-l
MOXXET Ha3HauuTb 6onee rny60K|/|e TeCTbl, OLUEHNTb BANAHNE 0pr>Karou.|,e|7| cpeabl N NpenyiocxKnTb

UHOVBUAYAJIbHBIN MAaH NPOMUIaKTUKN.

e HeBepHble BbIBOAbLI U3 Pe3y/ibTaToB - «5 0653aTeNlbHO Pa3BOIO 3aBMCUMOCTb>.
e /iIrHoprpoBaHue NpotheCcCcnoHasibHON NMOMOLLM - 0TKA3 OT KOHCYJIbTaLUM y creunanncTa.

e CamMOCTOATE/IbHOE N3MEHEHME O03UPOBKMU - MOMbITKN peryamposaTb r|0Tpe6neHv|e be3 KOHTPONA.

Owumbka MocnepctBua PekomeHpauusa
HenpaBunbHasa nHTeprpeTaums [MepeoueHka pucka, oTkas oT O6paTnTbCA K FTEHETUYECKOMY
reHeTn4ecKkoro TecTta npoUIaKTUKN KOHCYJIbTaHTY
OTKa3 0T KOHCY/bTauum cneymanncTa 3aMensieHHaa AMarHoCTUKa, yxyaleHume 3anucaTbCs Ha NMepBUYHbIA OCMOTP
COCTOSAAHNA
CamocToATeNbHOE OrpaHuyeHne CyuiecTBeHHble KoniebaHns HaCcTPoeHMs, MnaHnpoBaTb CHMXXEHME Moj,
ankorosis pUCK peunansa HabnogeHnem Bpaya




«CaMoaMarHocTuKa MoOXXeT CcTaTb J'IOByLLIKOﬁ, €CJIn He conpoBoXpaeTcs npod:)eccuouanbuoﬁ
oueHKoun. Yem pPaHbLUe BOBJIEYEH CMeumnasiucT, TeM Bbille LUAHCbl Ha yCneLuwlHylo I'IpOCbMJ'IaKTMKy n

cBoeBpeMeHHOe BMelLluaTesibCTBO>» — roBOpPUT KJIMHUYECKUMN NCUXOor.

MpodunakTuyeckue Mepbl U oO6pas >KusHu

FeHeTU4Yeckme MapKepbl pUCKa askorosv3Ma AatoT NMOHUMAHUE TOro, KakK OpraHu3M pearupyeT Ha CrMpTHbIe
HaMUTKK, HO OHWN He onpeaenstoT cyabby. MpodunakTuka - 3TO KOMMIEKC AeNCTBUIA, CMOCOBHbLIX CHU3UTb
BEPOSTHOCTb NMepexofa 0T YMEePEHHOro yrnoTpebieHns K XpoHU4YeckoMy ynoTpebaeHunio n nogaepxxaTb
YCTOMYUBOCTb K CTpeccy. Hmxe paccMoTpuM, Kak cbanaHCcMpoBaHHas aneTa, usndeckast akTUBHOCTb,
ncmxoTepaneBTnyeckas paboTa 1 coumanbHas Noanep»xKa MOryT CTaTb LWNTAMUW MPOTUB FreHeTUYECKN

obycnoBneHHbIX cnabocTei.

CbanaHcmpoBaHHasg gmMeTa - NepBbif War K 3allnuTe HEPBHOW CUCTEMBbI. BKo4yeHne B paunoH NpoayKTOB,
6oraTbiX aHTUOKCUOAHTaAMU (Aroabl, Opexun, 3eNéHble NNCTOBbIE OBOLLM), MOMOraeT HENTPanM3oBaTb cBOBOAHLIE
pagukanbl, KOTopble 0bpa3ytoTca npu meTabonmsme ankoronsa. K Tomy xe, ynotpebneHne oCcTaTO4HOro
Konm4yecTBa 6enka n CNOXKHbIX Yr1eBOA0B CTabnnamsnpyeT ypoBEHb IM10KO03bl, MPeAoTBpaLlas pe3kmne CKadky,
KOTOpbIE MOTrYT CTUMYJIMPOBATb XeJlaHue NMUTb. Hanpumep, B KIMHUYECKON NMpakTuke Habno[anock, 4To
nauneHTbl C BapnaHToOM reHa ADH1B, noBbilaloWwmMmM CKOPOCTb NpeBpaLLeHns 3TaHoa, HO Npu ynoTpebneHun
MUK C BbICOKMM COAEP)KAHMEM KIeTHYaTKN, OTMEYAlOT MEHbLUEEe YyBCTBO TSXKECTU U MEHbLUYI CKJIOHHOCTb K

MOBTOPHOMY ynoTpebneHuto.

PerynsipHble (hn3n4eckme Harpyskm - elé oanH MOLLHbINA hakTop NPOodUIaKTUKN. A3pobHble ynparkHeHus (ber,
niaaBaHue, BEJIOCMNEe) YBEJIMYMBAIOT NMPUTOK KPOBU K MO3rY, YCKOPSS BbiBeAeHNe TOKCMHOB, B TOM Yucse
MeTabosIMToB ankoroJsis. CUioBble TPEHMPOBKY MOBbLILWAIOT YPOBEHb 3HAO0PMMHOB, KOTOPbIE CHUXAIOT CTPECC U
yMeHbLUaoT NOTPEBHOCTL B aJIKOr0Jie Kak «KOMMeHCaLuMoHHOM» CTUMYJiISsTope. B 0HOM nccneqoBaHUM NOKa3aHo,
4YTO YYAaCTHUKM C FEHETUYECKOWN NpeapacronoXeHHoCTblo K ALDH2-HefoCcTaToOYHOCTU, KOTOpble 3aHUManCh
Moroi n AbiXxaTeNbHbIMK TEXHWKAMWN, LEMOHCTPUPOBaNN 6osiee HU3KNIA YPOBEHb TPEBOXKHOCTYW 1 MEHbLLIYIO

4aCTOTY CAMOKOHTPOJIMPYEMOro ynoTpebneHus.

MNMcuxoTepanus, Kak HeoTbeMsiIeEMas YaCTb KOMMJIEKCHOM NPOGUIaKTUKK, No3BoIsSeT paboTaTb C
3MOLNOHAIbHBIMUW TPUrTrepaMn, KOTopble YCUNBAKOT PUCK. KOorHNTUBHO-NoBeaeHYeckunin nogxon (CBT) nomoraeT
pacrno3HaBaTb U MEHATb UppaLMoHabHble yoeXxaeHns 0 «<HeobxoanumMocTu» ankorons. Fpynrnoeas Tepanus, rae
YYaCTHUKN OeNaTCcs onbiTOM Y B3aMMHO NOALEPXKUBAOT, CHMXKAET U30JIALMIO U yay4dllaeT HaBblKM CNPaBAATbLCS C
cTpeccoM. B npakTuke HabnogaeTcs, YTo NayMeHThl, Npoweawmne Kypc MOTUBALLMOHHONO MHTEPBLIOUPOBaHNUS,

Halle COXPaHAKT OTKa3 OT aJIKkorosda B Te4eHune nepBoro roda nocysie ognarHoCTuKu.

CoumanbHasa noanep>xka - HEOTbeMJIEMbIN 3JIEMEHT YCTONYMBOCTU. Hanmyimne cemMbu, OpYy3€eW, Koer u
NPOgeCCUOHabHbIX FPYMM MOBbILWAET YYBCTBO NMPUHAANEXXHOCTU U CHUXKAET OLLYLLEeHNEe OANUHOYECTBA, KOTOpPoe
4aCTo COMPOBOXAAET PUCK. B peanbHbIx clydasx HabJlo4aNoCh, YTO y4aCTHUKIM CEMENHON Tepanuu, rae

06cy)K,lJ,aJ'IVICb CTpaTermm CoBMeCTHOro oTkasa OT aJIKkorosaa, neEMOHCTPUPYIOT bonee BbICOKYO CTEMNEHDb



cobNt04eHNS IOFOBOPEHHOCTEN MO OrpaHMyeHnio noTpebneHus.

Ba>xHO:

KOMMIEKCHbIV MOAX04, BK/OYAOWNA NUTaHNS, ABUKEHNE, MCUXO0JIOrN4eCKYyHo pa60Ty n counasbHy CeTb,
3HA4YNTEJNIbHO YMEHbLUAET BEPOATHOCTb Nnepexoa oT yMepeHHOro yr|0Tpe6neH|/|ﬂ K 3aBUCMMOCTU. DTO
ocobeHHOo aKTyaJlbHO OnA noaen ¢ reHeTUYeCckKom npeapacrnoJiIocKeEHHOCTbLIO, rae Ka>Xgasd 3 CoCTaBNALLWNX

MUrpaeT poJsib B CO34aHUN YCTONYNBON BapbepHON CUCTEMBI.

Huxe npueeneHa Tabanua, UANCTPUPYOLWAA B3aMMOCBA3b MeXAY NPOMUIAKTUHECKUMU MEPAMU U NX

noTeHLUMaibHbIM 3PHEKTOM:

MeponpusaTtue MoTeHuuanbHbIK 3cbPeKT MpakTuyeckas peanusauus

CbanaHcupoBaHHas omeTa CHumxeHune oxidative stress, ctabunnsauuns E>xenHeBHbIN NPUEM 0BOLLEN, (PPYKTOB,

rtOKO3bI LieSIbHbIX 3épeH; orpaHMYeHne NpocTbIX
caxapos

A3pobHble yrnpa)xHeHUs YcKopeHue BbiBeAeHNSA TOKCUHOB, 30-45 MnHYT yMepeHHON Harpy3ku 3-5 pa3 B
noBbILLIEHNE SHA0PHUHOB Hepeno

KorHnTuBHo-noBefeH4Yeckas N3MeHeHne NaTTEPHOB MbILLIEHUS, 4-8 ceccuii c ncuxoTepanesBToMm, paboTa Hag

Tepanus YMEHbLLUEHMNE 3MOLIMOHAJIbHOWN Tpurrepamu
3aBUCUMOCTU

pynnosas Tepanus MoBbieHNe counanbHON NOAAEPXKKN, BcTpeumn 2-3 pasa B mecsau no 90 MUHYT
obMeH onbIToM

CemMeiiHast Tepanus YKkpenneHne KOMMyHMKaLm, COBMeCTHble 2-4 ceccumn € CeEMEeHbIM KOHCYJIbTaHTOM
LLlesiM Mo OTKa3y OT aJIkorons

KnioyeBOW MOMEHT: MHAHBHAyaﬂbeIﬁ nJjaH ﬂpOdJMJ'IaKTHKH A0JIDKEeH Y4YUTbiBaTb KOHKpPEeTHbIe
reHeTn4ecKkue Mmapkepsbl, 06pa3 >KM3HU U NCUXOJIOrMYecKkne oCobeHHOCTU Ka)Kaoro YesioBeKka.

MPOKOHCYNbTUPYUTECH CO CMELMAJIMCTOM, YTOObI NoaobpaTh oNnTUMaNbHbLIM Habop Mep.

Korpa obpawaTbcs K Bpauyy-reHeTUKy

MosiBNeHne COMHEHU B OTHOLLIEHNN COBCTBEHHbIX TEHETUYECKUX npenpacnonomeHHOCTeﬂ K aJIKOroJinamy —
I'IepBbIVI CrHan K I'IpOdJECCVIOHaJ'IbHOVI KOHCYJibTauumn. FeHeTn4YecKuin cneunasancT He TOJIbKO OonpenennT Hann4yme
reHeETN4eCKnX MapKepoB, HO N NMOMOXET OLUEHUTb peaﬂbeIl?l PUNCK 3abosieBaHus, a Takxe I'IO}J,O6paTb cTpaTermnm

NMpPoMunNakKTUKM N paHHero BMeLlaTeNbCTBa.



Knto4eBon hakTop, KOTOPbLIA AOJXKEH MOATOJIKHYTb K BU3UTY: CUbHAsA ceMellHas UCTopus ankoronmsma. Ecnm B
6avKanWnMxX poACTBEHHUKAX, 0COOEHHO B MOKONEHUSAX A0 U nocsie, Habnoaanncb XpoHNU4Yeckne nnm
NoBTOPSAIOLLMNECS SNN304bI 3/10ynoTpebaeHns ankoroaem, reHeTUYeCKNn NPotnib MOXKET NMoKa3aTb MOBbLILLIEHHYO
BOCMPUMMYMBOCTb. Ba)KHO MOMHUTB, YTO reHeTuKa paboTaeT BKYMNe C OKPY>XEeHNEM; CEMENHbIA KOHTEKCT

yCUnBaeT PUCK.

CMNTOMbBI 3aBUCUMOCTW, MPOABAAIOLLMECA HA PAaHHUX CTafusaX, TakXe CJly>KaT NoBOLOM K obcnepoBaHuto.
M3MeHeHNs B NOBeOeHUN, YaCTble «MOTEePAHHbIE» OHU, CHUKEHNE KOHTPOIA Hak yr|0Tpe6neH|/|eM, nosassieHne
9MOUMOHaNbHbIX KonebaHnn — BCE 3TO MOXKET YKa3blBaTb Ha AKTUBHbIN npouecc, B KOTOPOM reHeTn4eckmne
haKTopbl UFPalOT PoJib. [la)ke ecaim CUMIMTOMbI HE JOCTUraloT YPOBHSA 3aBUCUMOCTU, UX HaJIn4me B COMeTaHunm C

ceMenHom I/ICTOpI/IeI7I NMoBbILLIAeT BEPOATHOCTb TOro, 4TO reHeTUYECKNIN TECT BbIABUT PUCK-annenb.

Hann4yne puck-annens B reHeTn4yeckom npodune, Hanpumep B reHax ADH1B, ALDH2 nnn GABRA2, moxxeT ObITb
NOATBEPXXAEHO TOJIbKO Yepes cneunanm3npoBaHHblie 1abopaTopHble aHann3bl. Bpay-reHeTrK OueHNT, HaCKOJIbKO
BbISIBJIEHHbIE BapUaHTbl MOBbILLAIOT PUCK aJIKOroan3Ma, N 006 bSACHUT, YTO HaInYne pUCK-aaniens He rapaHTupyeT

pa3BnTne 3aBNCUMOCTHN, HO NOBbLILLAET BEPOATHOCTb €é BO3HUKHOBEHMS npun Ol'lpe,ﬂ,eﬂéHHbIX ycnoBusax.

HeobxoanmocTb VHTEpPBEHLMV NMPOABAETCHA, KOrga codeTaHne reHeTUYeCcKuX N KIMHU4YeCKnx akTopos
YKa3bIBa€T Ha BbICOKUWA puck. Bpay MoXXeT NpefioXXuUTb MOHUTOPUHT, PerysispHble KOHTPOJIbHbIE BU3UTHI,
MCUXOJIOFNHECKYIO NMogaep>XXkKy v, npu HeobxogumocTw, MeOUKAMEHTO3HY NPOPUIaKTUKY, €C/IN 3TO COYTEHO
Ll,eJ'IeCOO6pa3HbIM. Ba>kHbIM acnekToM fABsseTCs I/IHJJ,I/IBI/IJJ,yaJ'IbeIVI noaxon: Ka)kAbl NauneHT YHWUKaJeH, U niaH

OencTeumn CTPOUTCA Ha OCHOBE COBOKYIMHOCTHN B1oN0rnYecKmnX, NCUXONOrNYECKNX N CoumanbHbIX (haKTOpOB.
KnuHnyeckue cntyauuu, roe reHeTUYeCKNM Noaxon oKa3asiCcsa NoJie3HbIM, BKJOYAlOT:

e MonoOon 4enoBek, pOD,I/IBLIJVII?ICﬂ B CeéMbe C HECKOJIbKUMIN CJlyHadaMU aJIKOrojimamMa, otTMedaeT HYacCTble
«MOTEPAHHbIE» OHWN N MOBbILLEHHYO TPEBOXHOCTb. FeHeTn4YeCcKuin TecT BbISBUA Haan4ymne PUCK-annensa B
ADHI1B. lNocne KoHCybTaLnnM C FeHEeTUKOM eMy NopeKoMeH0BaIn perysigapHble NCUXoJIorn4eckmne ceccnum n

NpPorpaMMy CHIKEHUs cTpecca.

e XXeHLMHa cpefHero Bo3pacTa, Y KOTOpOM B aHaMHe3e 0TMeYaeTCs HECKOJIbKO 3M1U3040B Ype3MepHOoro
ynoTpebneHuns, npoLusia reHeTu4eckoe nccaenoBaHve. B pesynbTate o6Hapy>XeHo Haandne puck-annens B
ALDH2. Bpay-reHeTuk npensoxusa rnjaaH npopuiakTUKN C YropoM Ha OrpaHnyeHne Kosim4yecTBa aJIkorossa v

MOHWUTOPUHI BMOXMMUNYECKMX NMOKa3aTeslell NevyeHn.

e [MapTHepbl C 06LLEeNn CEMENHON NCTOPUE aflkorosin3Ma, KOTOpble BMeCTe peLlaloT MPONTHN reHeTn4eckoe
TecTupoBaHMe. Pe3ynbTaTbl MOKa3aam Haan4yme coBMeCcTHoro pucka B GABRA2. MNMcuxonormnyeckun

KOHCYJIbTAHT pa3paboTan COBMECTHbIV MaH Mo yrnpaBJieHWo CTPECCOM U MOALEP XKAHWIO 340POBbIX MPUBbIYEK.

«FeHeTuKa — 3TO He npencKkasaHume, a UHCTPYMEHT, NO3BOJIAIOLL NN NOHATb, KakKue CbaKTOpbl MOryT
YCUJINTb PUCK. 9TO WaHCc npeBpaTuTb NOTEHUMNAJIbHYIO YIrpoO3y B BOSMOXXHOCTb ONA

npohuNaKkTuKun», — roBopuT pgoktop EneHa NMeTpoBa, BeAyLiUiA reHETUK.



Ba>xHoO:

npun Haan4mm co4eTaHunA ceMenHom NCTOpUKN, PaHHNX CAMINTOMOB N BbIABJIEHUA PUCK-alJ1eNIA, KOHCYJIbTaluuA
C Bpa4OM-reHeTuKy CtTaHOBUTCA HE NMPOCTO DEKOMeH}J,aLI,I/IeVI, a HeobX04NMOCTbIO. Bpay nomoxxeT
chopMupoBaTh LLeNIOCTHbIN NAaH OEeNCTBUNA, y‘-II/ITI:IBaPOLLI,I/II7I Kak brnosornyeckme acnekThbl, Tak ”

ncmxosiorn4yeckume I'IOTpE6HOCTI/I nayneHTa.

Coser:

He oTKNagblBanTe BU3UT. YeM PaHbLlEe Ha4yHETCS MOHUTOPUHI N NPpOoUIaKTUKa, TEM Bbllle LLAHChI
n3bexxaTb Pa3BnNTUA AJIKOr0JIbHOW 3aBUCUMOCTU. Ba)>KHO MOMHUTb, YTO FEHEeTMKa — 3TO OAUNH U3 MHOMUX

(haKTOpOB, @ CBOEBPEMEHHASA UHTEPBEHLMA MOXKET N3MEHUTb UCXOA,.

Kputepun ana obpalleHns K Bpayy-reHeTuky

Kputepun OnucaHue
CunbHas cemenHas ncTopums HecCKo/IbKO NOKONIEHNI C XPOHMNYECKMM aJIkOr0In3MOM
PaHHVMe cMMNTOMBbI 3aBUCMMOCTH YacTble «NOTepsAHHbIE» AHWN, CHUXEHNE KOHTPOA
Hanu4yune puck-annens ADH1B, ALDH2, GABRA2 u ap.
MOBbILEHHbIA PUCK MO OLLEHKE Bpaya Co4yeTaHune reHeTUYEeCKNX N KIIMHUYECKX haKTopoB
XKenaHue NpoPUNaKTUKK MnaHupoBaHue 340poBOro o6pasa KNU3HU U KOHTPONA

MPOrHo3 u J,0NrocpoYHbIe NocnencTreusa

FeHeTuKa hopMupyeT PyHAAMEHT, HA KOTOPOM CTPOUTCSH TAXKECTb aJIKOr0JIbHOW 3aBUCUMOCTU. B oTanyme ot
cyrybo ncmxocoumanbHbiX haKTOPOB, reHeTUYeCKne BapmaLnm BAMSOT Ha MeTabon3M aTaHoa, peakumio
HEPBHOMN CUCTEMbI Ha CTUMYIALMNIO N YCTONYMBOCTb K TOJIEPaHTHOCTW. [ocneacTBUSA, KOTOPble NPOSABAAIOTCS B
TeyeHue NeT, TeCHO CBA3aHbl C 3TUMN BOMapKeTaMu, ONpenesisis Kak CKOpoCTb MPOrpeccCnpoBaHns, Tak n

BEPOATHOCTb peunagnea.

B pafe nccnenoBaHuin BblAesieHbl KOHKPETHbIE anienn, KoTopble YCUINBAKOT UK 0CNabnsaoT TaXKeCTb
3aboneBaHusa. Annenb ADH1B*2, npuBoasaLmni K 6bICTPOMY OKUCNEHUIO 3TaHo1a, 00bl4HO accoummpoBaH ¢ bonee
nerkomv popmMon 3aBUCUMOCTU, HO MPU 3TOM MOBbLILLAET PUCK OCTPbIX OTPABJIEHUA NPU YacTOM ynoTpebneHunn. B
MPOTUBONONOXHOCTL, ALDH2*2, orpaHunymBatowmnm pacnaj auetanbaernia, Bbi3biBaeT HEMPUATHbIE OLLYLLEHNUS,
HO MOXXeT criocobcTBoBaTh Hosiee cepbe3HON XPOHNYECKON 3aBUCUMOCTU M3-3a KOMMEHCAaTOPHbIX PUCYHKOB
notpebnerHunsa. OTknoHeHnsa B reHe DRD2, perynunpytowem goaMNHOBbIE peLLenTopbl, 0TMeYalnTCa B MaLNEHTOB C

BbICOKOW TOJIEPAHTHOCTbLIO U BbICTPLIM Pa3BUTUEM 3aBUCUMOCTU, YTO MPUBOAUT K Bosiee TAXKENOMY TEYEHUIO U



OCJIOXKHEHUNAM.

PeunaonB — oAMH M3 caMbIX ONACHbIX aCMEKTOB aJIkOroJ/1IbHOM 3aBUCUMOCTU. eHeTnyYecknin npoduab cnocobeH
npenckasbiBaTb BEPOSATHOCTb MOBTOPHOMO «3amnos». B npumepe KAMHNYECKON NpakTUKW nauneHT ¢ ADH1B*1/1 n
ALDH2*1/1, HecMOTpS Ha ycneLllHyto peabunnTtaumio, BepHyJICA K ynoTpebneHuto yepes wecTb Mecsues, Toraa
Kak nauneHT ¢ ADH1B*2/2 n ALDH2*1/1 ocTaBancs Tpe3BbiM 6bosee roga. Hannume annens DRD4 7-pecdpekoB
TakK>Xe CBSA3aHO C MNOBbILWEHHOW CKJIOHHOCTbIO K UMMYJ/IbCUBHOMY MOBELEHUI0, YTO YCUMBAET PUCK peunanBea B

MOJ1I0OOOM BO3pacTe.

[oNroCcpoYHble OCI0XKHEHUSA — pe3y/ibTaT B3aMMOLENCTBUSA FTEHOB U AJUTENbHOMO BO3AENCTBMSA aJIKOrOs.
AKTMBaLMA FeHOB, CBA3aHHbIX C MeTaboIM3MOM IMMUAOB U FIOKO3bl, MOBbLILLIAET PUCK FTMANEPTOHMN, a
reHeTnyeckme BapuaHTbl, BAUSAOLWME Ha CUHTE3 KoJIJlareHa, YCUAINBaT BEPOATHOCTb LMPPO30B neyeHun. OueHka
OPRM1 A118G noka3biBaeT, 4TO HocuTenn annensa G 6onee CKNOHHbI K XPOHUYECKOMY 601€BOMY CUHOPOMY, a

TaK>XXe K pa3BUTUO KOFTHUTUBHbIX Hapymean?l, BKJ/IlOHaA yxyalweHune naMatnn 1 UCNOJIHUTENIbHbIX prHKLI,I/IIZ.

McMXonorn4ecknin NPOrHO3 3aBUCUT OT COYETAHUA FreHeTUYeCKnxX PakToOPOB U JINYHOCTHLIX YepT. Annenb COMT
Vall58Met cBs3aH C MOBbILEHHOW YYBCTBUTENLHOCTLIO K CTPECCY U TPEBOXKHOCTU, YHTO MOXKET YCUINBATb PUCK
nenpeccuu nocne nepunona peabunmtaymm. Hannyme BapmaHTa DRD2 TaqlAl noBbilaeT CKJOHHOCTb K
arpeccruBHOMY MOBEOEHUIO U CHUXXKAET CMOCOOHOCTb K CaMOpPEryasLmnn, Y4TO OCJIOXKHAET Noaaep)xaHne Tpe3BoCTH.

MosTomy MCUXO0IOr NYeCKUin MOHWUTOPUHI CTaHOBUTCA KPUTUHECKNM 3JIEMEHTOM A0JZITOCPOYHOIro yxona.

FeHeTunYeCcKne MapKepbl N UX BIIUSIHWE Ha MPOrHO3

Fen/annennb TsaxecTb Puck Ocno>xxHeHus Mcuxonornyeckum npocdunb
3aBMCUMOCTH peuunpmsa

ADH1B*2 YMEpPEHHbIN HU3KNI oTpaBJfieHns, IErkasa neYyeHo4Has MeHblLe arpeccuun, NosBbllLeHHasn
nopa>kéHHOCTb TPEBOXHOCTb

ALDH2*2 CUNbHBbIN cpenHun LMppOo3, KapamomMmonaTms MoBbILLEHHAsA MMMNYJIbCUMBHOCTb

DRD2 TaqlAl CUNbHBIN BbICOKUN MCUxo3bl, AeMeHLMnS arpeccus, HU3Kas camoperynaumns

OPRM1 A118G YMEPEHHbIN cpegHun nepucepuyeckas HenponaTus, nernpeccus, XxpoHmn4yeckas
XpoHM4Yeckas 6osb yCTanocTb

COMT YMEpPEHHbIN BbICOKMI cocyaucTble 3abonesaHus, TPEBOXHOCTb,

Vall58Met nnabet CcTpecc-conpoTueieHne

Ba>kHO: reHeTU4YecKui npodusb He onpepenseT cyabby, HO BAET K4 K

WHAUBUAYAJIM3MPOBAHHOMY NMJIaHy NPOMUIAKTUKU U MOHUTOPUHTA.

npaKTI/I‘-{eCKI/IVI nooxon K NMPoOrHO3y Ha4ynHaeTCAa C reHeTUn4eCKoro TeCtupoBaHUA, KOTOpoOe NO3BOJIAET BbIABUTb

noTeHuMasnbHO onacHble asnenu. NMocne nonyvyeHnsa pesysibTaToB cnelymnasimCt MOXXeT Ha3Ha4UTb



NepCcoHaIN3MpPOBaHHYI0 NporpamMmmy HabnwoaeHns: 6onee 4yacTble nabopaTopHbIE MPOBEPKM, PaHHee
BMELLaTeNbLCTBO NPU MepBbIX MPU3HaKax peuninsa, a TakxXe rncuxosiormyeckme MHTepBeHLUNn, HarnpasieHHble Ha
yKpenjeHne HaBblKOB cCaMmoperynsaumn. B peanbHom cay4vae naumeHT ¢ kombuHaumnen ADH1B*2/2 n DRD2 TaqlAl
noJsiy4aeT KOMOMHUPOBAHHbLIN MJaH, BKAOYaoWMA MeAMKaMeHTO3HY0 NOAAEPXKKY, KOFTHUTMBHO-MOBEAEHYECKYIO
Tepanuio N peryssipHble KOHTPOJIbHbIE BU3UTbI, YTO CYLLLEeCTBEHHO CHUXXaeT PUCK TAXKEJIbIX OCJIOXKHEHUN U

MOBbILLWaEeT WaHCbl Ha AJINTEJIbHYO TPEe3BOCTh.

OTnnuma reHeTUMYECKUX MapKepoB OT NCUXoCoLuMaJZibHbIX CbaKTOpOB

eHeTU4Yeckne MapKepbl 1 NCUXOCoLMaIbHble (haKTopPbl (hOPMUPYIOT ABa B3aMMOCBSA3aHHbIX, HO pa3fesibHbIX C/10os
pucKa asikorosinaMa. FeHeTrKa UKCUpyeT cTabunbHble Bapuaumy B JHK, KoTopble BAUSIOT Ha
(PYHKLMOHNPOBAHNE HENPOXNMUYECKMX CUCTEM, B TO BPEMS KaK OKPY>XeHne (hopMnpyeT AUHaAMMUYecKne CTUMYbI,
KOTOpble MOFYT YCMIMBATb UK NMOAABASATb 3TN BPOXKAEHHbIE TEHAEHUUN. B KNMHMYECKOM NPaKTUKE MoHMMaHne
PasHULbl MeXAY 3TUMU YPOBHSAMU KPUTUYHO OJ18 TOYHOro onpeaeneHuns npuiynHHOro MexaHnsma u

nocnenyroLwlero Bbl60pa BMellaTeNIbCTBa.

FeHeTnKa - 3To HAabOp y>Ke OT/IOXKEHHbIX B KJI€TKax MHCTPYKLUUA. Mpy Hanu4mm onpenenéHHbixX annenen,
Hanpumep, B reHe ADH1B nnu ALDH2, meTabosm3m aTaHOIa NPOUCXOAUT BbICTPEE, HTO MOXXET CHUXXATb
yO0BOJIbCTBUE OT ynoTpebneHns n 04HOBPEMEHHO MOBbIWATL PUCK TOKCUYHOCTU. ITU U3MEHEHNA (DUKCUPYIOTCS B
KpPOBU 1 MOTyT ObiTb BbisiB/IEHbI TabopaTOpHbIMK TecTaMu. [cnxocoumanbHble akTopbl, HAMPOTUB, BKOYAlOT
YPOBEHb CTPECCca, CEMENHYI0 NCTOPUID, AOCTYN K aJIKOroJio, KyJibTYPHbIE€ HOPMbl 1 SKOHOMUYECKMEe yCs1oBus. OHM
MEHSAIOTCSA CO BpEMEHEM U MOTYT ObITb U3MEHEHbI Yepe3 Tepanuto, CoLMasnbHY0 NOALEPXKKY N n3MeHeHMe obpa3a

XXU3HN.

leHbl He paboTaloT n3onmMpoBaHHO. CyLLLeCTBYET C/I0XKHaA CeTb B3aMMOBINAHUIA: XPOHUYECKUN CTPeCcC NoBbIWaeT
YPOBEHb KOPTU30J1a, KOTOPbLIN YyCUIIMBaAET 3KCNPEeCcCUto onpeaenéHHbIX FreHOB, CBSA3aHHbIX C MeTaboIM3MoM
ankorons. B pesynbTaTe, YesloBEK C «OMACHbIM» FEHOTUMOM MOXKET MPOABUTb CKJIOHHOCTb K ynoTpebneHunto
TOJIbKO MPU CUbHOM 3MOLMOHAIbHOM Hamnps>XeHnn. Kenc: naumeHT, y KOTOPOro B KpoBu obHapy>XeH annesb
ALDH2%*2, He npoaBnsieT npu3Hakos 310yrnoTpebneHnsa oo 35-ro roga, Ho Nocae pa3soja 1 notepu paboThl
Ha4YMHaeT NUTb PeryasapHoO, YTO NPUBOAUT K peunanBy. 3TO NOOYEPKUBAET, HTO FeHEeTUYECKNI PUCK

pPacKpbiBaeTCA J1NLb MNMpn OI'Ipe)J,eJ'IéHHbIX BHELWHNX yCJIOBUAX.

MpobsieMbl C HTepNpeTaLnen reHeTUYEeCKNX TECTOB B KOHTEKCTE aJIKOrosin3Ma MHOrorpaHHbl. lNepBoe - HU3kKas
npeackasaTesibHas TOYHOCTb. [axke npu Hanuymm puck-annensa 30-40 % nopen xuByT 6e3 3aBUCMMOCTEN.
BTopoe - oTCyTCTBME OAHOCTOPOHHErO BANAHUA. [€HeTUKa MOXKET TOJIbKO «yCTaHOBUTb MOTEHLUMan», HO He
«rnepeonpepensaeT» nopegeHne. TpeTbe - PUCK 3TUYECKOro HefgopasyMeHus. NauneHTbl MOryT ownboyHO

CHNTaTb, 4TO HaJIn4yne pmuck-annensa — Hen3beXXKHbI NCXOM, N 0TKa3blBaTbCS OT npouiakTU4ecKnx mep.



Ba>xHoO:

OLUeHKa pUCKa A0JIXXHa CTPOUTbCA Ha COBMECTHOM aHa/ln3e reHeTn4eCKnX n ncnxocounasibHbiX gaHHbIX.
TakKon KOMMAEKCHbIN MoAX0 4 NO3BONASET Bpa4y onpenennTb, O0ENCTBUTENBHO 1N TEHETUYECKNN oOoH
YCUnnBaeT BEPOATHOCTb 3noyr|0Tpe6neva, M KaKne MMEeHHO BHelUuHVe haKTopbl Heobxogumo
KoppekTupoBaTb. lNpakTnKa noka3sbiBaeT, Y4TO NpU HaAN4YUK 060X KOMMOHEHTOB pUCK BOo3pacTaeT B 2-3

pa3a, 4eM npun Haan4dmm ToJibKO O4HOI 0.

Huxe Tabanua, nnnlcTprpyowas OCHOBHbIE Pa3INYNA Mexay reHeTUYeCKUMN MapKepamm n

rncruxocoumnasibHbIMN haKTopaMu, a Takxe cnocobbl NX B3aMMOAencTBMSA B peaJibHbIX KJINMHN4YeCKnX cueHapuax.

CBOMCTBO FeHeTuYeckue Mapkepbl McuxocoumnanbHble haKToOpbI KnuHunyeckun npumep
CTaTU4HOCTb Henoasu>xHble, GUKCUPOBaHbI MeHs0TCA € BO3pacTOM, CTpeccoMm, MauneHT c ALDH2*2 nocne
npu poXxaeHnn YKU3HEHHbIMK COBLITUAMMN pa3BOAHOIO KpMU3mnca
HavynHaeT ynoTpebnatb
aNIkorosib
MeTonabl OLEeHKN FeHeTnyeckun TecT (PCR, KnuHnyeckoe MHTepPBbIO, NabopaTopHbIn aHanu3 +
MUKPOYMM) CTaHAAPTU3UPOBAHHbLIE LLKasbl oLEeHKa YPOBHSA cTpecca
(AUDIT, PHQ-9)
BnnaHne Ha Mo3BonseT npenckasaTb YKa3biBaeT Ha Heob6XoANMOCTb MauneHTy Ha3HavatT CBT un
neyeHne peakumio Ha npenapaThbl rncuxoTepanun, rpynn NoAnEP>KKN, aucynbgupam nocne
(Hanpumep, disulfiram) n3MeHeHne obpasa KNU3HK NnoATBEPXXOEHUA PUCK-annens
OrpaHunyeHns Hn3kasa 4yBCTBUTENBHOCTb, Cyb6bekTUBHOCTb, 3aBUCMMOCTb OT HeBepHble gaHHbIE O
NHTepnpeTaummn BO3MOXXHbl JIOXKHbIE TPEBOI camooTyeTa cemMenHom NcTopum MoryT
NPUBECTN K HEBEPHOMY PUCKY

CoserT:

npun pa60Te C NauneHToM, Y KOTOPOIro BbisdBJ/1I€H PUCK-aJlJlieslb, Ba>XHO He OrpaHN4YmnBaTbCA TOJIbKO
reHeTn4eCcKmnm TecCTtoM. Cpa3y Xe MHNUMNPOBATb OLLEHKY NCUXOCOLUMaNIbHONro KOHTEKCTa, BbIABUTb
MCTOYHUKWN CTpecCCa, Hann4dme nognep>xkKn B ceMmbe U 4OCTYN K aJIKOroJito. 3T0 NO3BOUT CCbOpMVIpOBaTb

I'IepCOHaJ'II/I3VIpOBaHHbII7I NnJiaH NpeBeHTMBHbIX Mep.

Knio4yeBOi MOMEHT: fa)ke Npu HaJ MYy reHeTUYECKON NpeapacnosioXeHHOCTH, 3 eKTMBHAsA NPodrIaKTKa
BO3MOXXHa, €CJI CBOEBPEMEHHO YCTPaHSATb NCUXOCOLMaIbHbIE TPUTTepbl. Bpay MoXXeT MCMoJiIb30BaTb
KOMOMHMPOBAHHbLIV MOAXO[ - MEANKAaMEHTO3HYI0 KOPPEKLMIO, MCUXOTEPanuio U colunalibHyto peabunutauuio -

4YTOObI CHU3NTb BEPOATHOCTb pPa3BnUTNA 3aBNCMMOCTU OO0 MNHNMaJIbHOIO YPOBHA.



CueHapui NPUHATUA peLleHus nocJsie TecTa

lMocne Toro Kak reHeTU4YeCcKuin TecT 3aBEepPLUEH, Ba)KHO HE MPOCTO Aep>KaTb B rosioBe Habop Mapkepos, a
MPEeBPaTUTb UX B KOHKPETHbIN NiaH OENCTBUN. DTO NPOLLECC, CXOXUI C pa3bopoM KapThl MapLlpyTa nepen
OONTMM NyTelwecTBUEM: CHavala YETKO NMOHMMAIOT, rae Bbl Cenyac, 3aTeM onpenensioT, Kyda XoTuTe rnonacTb,

pa3pabaTbiBaloT MapLUPYT M CeAAT 3a ero BbINMoJIHEHNEM, KOPPEKTUPYS Npu HeobXoaAMMOCTH.

MepBbIN War - aHa/Au3 pe3yabTaToB. Bpay-ncnxoaor nin reHeTnk obbIYHO MPefoCTaBUT CKaThbIA OTHET:
HaJin4me PUCKOBbIX ansienen, X BEPOATHOCTb BAVAHUSA, @ TakXe BO3MOXHbIE B3aUMOLENCTBUS C OKPY>KatoLLen
cpenon. BaXKHO oTAENUTb «MOTEHUWaNbHbIA PUCK» OT «TEeKyLen yrpo3bl». Hanpumep, Hanm4ne annena ADH1B*2
MoBbILLI@eT CKOPOCTb MeTabosiM3Ma 3TaHoIa, HO 3TO MPEeNUMYLLECTBO NPOABAAETCA JINLWb NPU 4YacTOM
ynoTpebneHnun. Ecnm xxe y naumeHTa ecTb 0O4HOBPEMEHHOE NPUCYTCTBUE asiena ALDH2*2, puck ankoronmsma y
Hero Bbille, YeM y APYTruX, AaXKe Npu yMepeHHbIX NpuBbliYkax. No3ToMy aHanms3 TpebyeT He TONbKO 4TeHus undp,

HO L CconocCTaB/1IeHNA NX C I/ICTOpI/IeI7I ceMemnHbIX NMpuBbIHEK, 06pa3a XKU3HN N NCNXOJIOTMHEeCKOro COCTOoAHNA.

BTopoi aTan - onpeaeneHue uenen. Llenm MmoryT ObiTb pa3HbIMU: OT «NOAABUTb BHYTPEHHWUIA UMMYbC K
MUTbIO» OO0 «MOJYHYUTb MOJIHbLIA OTKa3 OT aJIKOroaa» UN «CHU3UTb YacToTy noTpebsieHns O KOHTPOJMpyeMom
HOPMbI». YTOObI OHU BbINW [OCTVXKUMBIMU, UX HY>XXHO Pa3buTb Ha KOHKPETHbIE, U3MEPUMbIE 3a4a4N: «COKPATUTb
KoJin4yecTBo 6OKasIoB B HEAEesNo A0 TPEX», «HE MUTb B TeYEHME 0HOro Mecsua», «06paTUTLCS K CeumnasncTy 3a
COBETOM» U T.M. Ba)KHO MOMHUTb, YTO LEen OOJIKHbI YYNUTbIBaTb reHEeTUYECKUIA PUCK, HO HE CTAHOBUTLCS
HenpeoaoMMbIM BapbepoM: MHOFAa «yMepPeHHbIN KOHTPOJIb» - 6osiee peasIMCTUYHBIA NYTb, YEM NOJIHAsA OTJYYKa,

0COBEHHO MPY CEMENHOM MPeapPacroNoXeHHOM K afIkoron3my.

TpeTVIVI war - pa3pa60TKa cTpaTteruu. CTpaterma CTpoOUTCA B Juasiore C naymeHToM, rae y4nTbiBaloTCA Kak
6unonornyeckne haKTopbl, TaK N NCUXoJsiorn4yeckme. PacCMOTPUM HECKOJIbKO MOOX0L0B, KOTOPble MOryT ObITb

MCMoJib30BaHbl B 3aBNCMMOCTU OT TAXKECTU PUCKa U CeMelnHOro KoHTekcTa:

1. MpodunakTuueckasa nognep>xkKa - peryssipHbie BCTPEYN C NMCUXOJIOroM, y4acTue B rpynnax

B3anMOMomMoLiun, 06y~1eH|/|e HaBblKaM CHMXXeHWA CTpecca.

2. KOHTpOﬂb yﬂOTpEﬁﬂEHH’l - NCnoJib30BaHNe OHEBHUKOB, NMPUJIOXKEeHUA OJ1a OTCJIEXXUNBaAaHUA KOJIn4eCTBa

aJikoroJsia, ycCraHoBJieHne J1MMNTOB.

3. dapMakosioruyeckas npodmnaKTuKa - Npu Bblpa>X€HHOM reHeTN4eCKOM pUCKe Bpad MOXXET pPaCCMOTPETb
npenapaThbl, CHMXXatLllne yaoBoJibCTBUE OT aJIKOrosd, HO 3TO pelleHne 3aBNCUT OT KJIIMHNYECKOIro

o60CHOBaHMA 1 cornacusa nauneHTa.
4, O6pasoBaTeanble nporpamMmbl - 06yqu|/|e O BJINAHUW aJIKOIroJs1d Ha OpraHun3M, pa3bAaACHEHNE reHETNYECKNX

ocobeHHOCTEN 1 X NnocneacTBU.

Kakabl N3 aTnx MYHKTOB MOXeET NMPUMeHATbCA OTAEeJIbHO NN B COYEeTaHUN, B 3aBUCUMOCTWN OT TOIro, HaCKOJIbKO

BbICOK PUCK U HAaCKOJIbKO NalUMNeHT roTtoB K U3MeHeHUAM.



YeTBEpPTbIA 3Tan - KOHTPOJIb U KOPPEKTUpPOoBKa. [1oc/ie BHeapeHWs cTpaTernm Heobxoanmo perynsipHo

oLleHUBaTb eé 3(hpPeKTUBHOCTb: BEAETCS )KYPHas, MPOBOASATCA KOHTPOJIbHbIE BCTPEYM, aHaIn3nMpyroTCs

NMnokKa3saTeJin CaMO4yBCTBUA N YPOBEHb aJIKOroJ1iM3Ma. Ecnm naumeHT oTMeYaeT, 4TO MMMUTLI Bblin HapylwleHbl, HO

Mpy 3TOM 3MOLIMOHAJIbHOE COCTOsIHME CTabubHO, BO3MOXKHO, CTOUT NEpPecMoTpeTh Lesb ¢ 6onee peanncTuiHonm,

mbo ycmnuTtb nopaepxxky. Ecnm xxe HabnonaeTcsa peskoe yxyalieHue, cnegyeT 6bicTpo obpaTnThCs K

cnednanncry.

Huxe I'IpI/IBED,éH Tabnnua c npmnMmepamMmm KIMHN4YeCKnx CI/ITyaLI,I/II7|, roe reHeTn4yecknn TecT nomoraeTt NMPUHATD

peLleHne o CTpaTerum n eé KOppPeKTUPOBKE.

(HN3KUIN PUCK)

ynotpebneHne be3

N3MeHeHunn

0o3ax

Cutyauus PesynbTaT N3HavyanbHasn CtpaTerus PesynbTaT nocne 3
Tecta uenb Mecsues
Monogon cneunanncT, ADH1B*2 + CokpaTuTb 8o 2 KOHTpONb AHEBHUKaA + YcnewHo cobnogan
yMepeHHoe ynoTtpebneHune ALDH2*1 60Kanos B Hepeno exxeHefenbHbIN JIMMUT, yNy4LlInNN0Ch
(HM3KWIA PUCK) NMCUXONIOrNYECKNIN YeK-1H camMo4yBCTBUE
CpegHeBO3pacTHON ADH1B*1 + MonHocTbIO [pynnoBas Tepanus + lMoka3zaTenn
YesioBeK, 4acTo nbeT ALDH2*2 npekpaTuTb NNTb hapMakonoruyeckas YAYHLWNANCH, HO
(cpenHun npodunakTuka (npun Mpoun30LuJso
pucK) cornacum) HebonbLwoe
OTKJIOHEHMne B
KOHTpoOJie
Yenosek c cemenHom ADH1B*2 + Cobniopatb MOCTOAHHBIN MOHUTOPWUHT, CTabunbHbIN 0TKa3, HO
NcTopuern aaKoroansma, ALDH2*2 CTPOrn 0TKas oT TepanesTu4eckoe BO3HUWK CTpecc n3-3a
HeperynspHoe (BbICOKMI ankorons conpoBoXaeHue, obyveHne paboThl
ynotpebnenuve pucK) HaBblKaM OTKa3a
MNeHcnoHep, ymepeHHoe ADH1B*1 + CoxpaHuTb Mepnoanyecknint KOHTPOsb, MokasaTenn
ynotpebneHve ALDH2*1 Tekyluee oby4yeHune o 6esonacHbIx CTabunbHbIl, NaLUneHT

4YyBCTBYET

YBEPEHHOCTb

Ba>kHO NOMHMUTb, YTO reHEeTU4YeCKumn PUCK - He cynbﬁa. OH nuwb NnoackKkasbiBaeT BE€POATHOCTDb, a

MMEeHHO 00pa3 >XXU3HU, Noaaep>KKa U CBoOeBpeMeHHOe BMeLlaTesIbCTBO onpenensioT peasbHbii

ucxogn,.

Bonpochbl u oTBEThI

KopoTKune oTBETbI Ha peasibHble BOMPOCHI MO TEME.



Kakue reHeTu4yeckme MapkKepbl pUcka aJsikorosimsMa Haubosnee U3BeCTHbI?

Knio4eBbIMU FreHEeTUYECKMMU MapKepaMn prUcKa asikorosn3Ma CYMTaloTCA BapMaHTbl FEHOB,
yyacTByWMX B MeTabonn3me sTaHONa U perynaumm HenpoMmenmnaTopoB. Hanbonee nsyyeHbl annenu
ADH1B*2 n ADH1B*3 (6bICTpbIin MeTabosim3m sTaHona), ALDH2*2 (HegocTaTo4Has akTUBHOCTb
anbaernp-gerngporeHasbl), a Takxe sapmaHTbl GABRA2, DRD2 n SLC6A4, KoTopble BAUAIT Ha GABA- 1
LOMaMUHOBbLIE CUCTeMbI. Hannyre onpefenéHHbIX ansesiei NoBbilaeT BOCMPUMMYNBOCTb K 3aBUCMMOMY

NnoBeAEHNIO, HO HE MTAPaHTUPYET €ro passnTue.

Kak npoBoguTcs reHeTU4eCKMMn TecCT Ha AJIKOroJibHyIo 3aBMCUMOCTb?

FeHeTUYecknin TecT 0b6bIYHO HavyMHaeTca ¢ cbopa obpa3La - Yalle BCero C/toHbI, HO MHOT Aa KPOBW.
Mocne akcTpakuum OHK nabopaTopmsa ncnonb3lyeT noamMepasHyto LenHyto peakyuto (MUP) n
CeKBeHMpOBaHVe A4 BblAB/IEHUSA KOHKPETHbIX ajisiefier, CBA3aHHbIX C PUCKOM. Pe3ynbTaThbl BbIAAKOTCA B
BMUAe OoT4éTa, rae ykasaHbl HaZleHHble BapuaHTbl N UX KJIMHUYeCKas 3Ha4YMMOoCTb. Becb npouecc

3aHMMaeT oT 2 00 4 Hepenb.

CKOJIbKO CTOMT reHeTU4YeCKUM TeCT U rae ero npouTu?

CTOMMOCTb reHeTU4YeCKoro TecTa Ha puUcK ankoronusma konebnetcs ot 5000 go 15000 py6. B
3aBUCUMOCTM OT nabopaTopum 1 NepeyHs aHan3MpyeMbIX FeHOB. TeCTbl MOXXHO MPONTHY B
Cneunann3npoBaHHbIX FEHETUYECKUX LEeHTPaX, KINMHUKaX «MeanLMHCKOro reHeTUYeCKOro cepeuca» nnm
3aKasaTb OHJIaMH-NAaTOopMy, rae Bbl oTnpaBaseTe obpa3sel no noyte. BaxHo BbiIbupaTh

cepTudurLmMpoBaHHyto abopaToputo C xopoLllen penyTaunen.

Kak mHTepnpetupoBaTh pe3ysibTaThl Tecta?

OTYET coaep>XUT NHMOPMaLIMIO O HAJIMYUN UKW OTCYTCTBUN PUCK-asienien n nx npeanosiaraemom
CTeneHu BANAHNSA. Pe3ynbTaTbl 00bIYHO AENATCA Ha «HU3KNN», «CPeAHUN» N «BbICOKUA» pUCK. Mpu
VHTEepnpeTaunm Ba)KHO y4MTbiBaTb CEMENHYI0 UCTOPUIO N 06pa3 »XN3HW. ECAn Bbl HE yBepeHHb!,
obpaTuTech K Bpady-reHeTuKy niam cneunasancTy no 3aBUCMMOCTSAM - OHW MOMOTYT MOHATb, Kak

pe3ynbTaTbl BINAKT Ha Bally pealJibHYO BEPOATHOCTb Pa3BUTUA aJikOrosimsma.



Mo>XeT M reHeTU4YeCKMHA TeCT U3SMEeHUTb PUCK pa3BUTUA anKorosimsMma?

CaM TeCT He MeHsIeT reHeTUYeCKNI KoL, HO OH MOXXeT U3MEeHUTb NnoBedeHne. 3Has CBOW punck, 4yenosek
MOXXeT NMPUHATb NPoPUIaKTUYEeCKe Mepbl - OTPaHNYNTb I'IOTpE6J'I€HI/Ie, O6paTVITbCFI 3a
MCNX0JI0OrNYEeCKON I'IO,EI,,EI,ep)KKOVI, y4acCTBOBaATb B rpyrnnax noanep>xkKu. FeHeTn4eckui PUCK - OANH U3
haKToOpoB, a He €4NHCTBEHHbIN, NMO3TOMY U3MEHEHNA o6pa3a XKU3HN MOTYyT CyleCTBEHHO CHNU3UTb

BEPOATHOCTb Pa3BNTUA 3aBNCUMOCTN.

Kakue Mepbl NpoduUNaKTUKM MOXXHO NpeanpuHATb NocJie BbisiBJIEHUSA
pucka?

Mocsie BbISIBAIEHNS MOBbLILIEHHOIO PYCKA PeKOMeHAyeTCs: 1) orpaHnYnTb KOJIMYECTBO M HacTOTy
ynoTpebneHnst afikorons; 2) BECTU AHEBHUK NoTpebieHns n oTMeyvaTb TpUrrepsbl; 3) y4acTBOBaTb B
rpynnax B3avMornoMoLn (AHOHMMHbIE ANTKOFOJIMKK); 4) BECTY 3[40PO0BbI 06pa3 XU3HU - perynspHble
yMNpaXHEeHWS, MOJIHOLLEHHbIN COH, cbanaHCMpPOBaHHOE NUTaHMeE; 5) NPy HEOBXOANUMOCTM 06PaTUTLCS K

ncuxotepanesTy. DTN Mepbl MOMOralT CHU3NTb BEPOATHOCTb Nepexoja K 3aBUCUMOCTN.

Hy>XHO M NnpoxoAauTb TeCT, eCJIM Y MEHAA HeT CeMeMHOM uctopun?

OTCcyTCTBME CEMENHON NCTOPUM HE UCKIIIOHAEeT PUCKOB. FeHeTrKa - N1Llb 0AUH 13 (PAaKTOPOB;
OKpY>XeHune, CTpecc, AOCTYIM K aJIKOrosito ToXe BaXKHbl. EC/in Bbl YyBCTBYeTe TpeBOry rno nosoay
BO3MO>XHOW 3aBUCUMOCTU, TECT MOXKET AaTb MNOSE3HYO UH(OPMaLMIO N MOMOYb B MPUHATUN

npoguIakTUYecknx Mep. PelleHne o TeCcTUpoBaHUM nyyule o6cyanTb C BpayoM.

Kak 4yacTo cnepnyet NnOBTOPATb reHETUYECKUMN TecT?

FeHeTMYeCKniA Npodusib He MEHSETCS C BO3PACcTOM, MO3TOMY MOBTOPATh TeCT He TpebyeTcs. Ecnum Bbl
XO0TUTE 06HOBUTL MHOPMALINIO O APYTMX FeHax U NPoOBEPUTb KavyecTBo NabopaTopum, MOXHO
chenaTb pa3 B HECKOJIbKO J1eT, HO AJI1S1 OLLEHKW PUCKaA aJIkorosim3Ma NoBTOPHOIro TECTMPOBaHMUS 06bIYHO

HEe HY>XHO.



MO>XHO /1M UCNOJNIb30BaThb pe3ysbTaThl TECTA AJIA CTPAXOBaHUA?

B 6osbLUMHCTBE CTPpaH UCnoJib3oBaHNe reHeTU4YeCKNX AdaHHbIX OJ14 CTpaxXxoBaHMA 3anpeleHo 3aKOHOM O
3alnTe nepCoHasbHbIX OaHHbIX U reHeTn4YecKomn ANCKPMUHaUUW. CTanOBbIe KOMIMaHMM HE MOTYT
Tpe6OBaTb pe3ynbTaTbl FTEHETUNYECKNX TECTOB OJ1A paC‘-IéTa HpeMVII?I. OfoHako B HEKOTOPbLIX KPUCANKLUNAX

MOTyT ObITb MCKOYEHUS, nos3Tomy yTO‘-IHFIVITe npaswsa B KOHerTHOVI CTpaHe.

Y10 menartb, €CNN TeCT NoKa3aJ2 BbICOKUHN puUckK?

Ecnu pe3ynbTaT yKasblBaeT Ha BbICOKUIA PUCK, NMepBbIM AesioM 06paTUTech K Bpayvy-cneunaancTy no
3aBNCUMOCTAM. [TOroBOpmUTE 0 BO3MOXKHbIX CTPATErMAX CHUXEHMS PUCKA: OrpaHuyeHmne ynotpebneHus,
ncvuxoTepanusi, ydacTue B rpynmnax noaaep>Xku. BaxkHO Takxe BECTU AHEBHUK NMoTpebneHus u
OTCJIEXXNBATb 3MOLIMOHASIbHbIE TPUITepbl. PerynspHbii KOHTPOJIb CO CNEeLNaaIncToM NOMOXKeT

CBOEBPEMEHHO pearnmpoBaTb Ha N3MEHEHNA.

Kako# BKJ1ag, B pPUCK UIpaloT reHbl U OKpy>XeHue?

eHbl MOTryT YBEJIMYNTb BOCMPUNUMYNBOCTb K ajIKOroJito, Ho 6e3 COOTBEeTCTBYHOLLMX 0O6CTOATENLCTB
(HanpuMep, OOCTYN K afKOroJito, CTPEeCC) PUCK OCTAETCS HU3KUM. OKpY>XeHMe, BOCNUTaHMe, KyJibTypa U
JINYHBIA OMbIT OKA3bIBAOT 3HAUYNTESIbHOE BAUSIHME Ha NoBedeHue. Mo3ToMy OLLeHKa puUcKa O0JIXKHa

YYNTbIBAaTb KakK reHeTUYeCKNNM, TakK N counasibHbIl KOHTEKCT.

MO>KHO /11 U3MEHUTb NreHEeTUYEeCKUNA PUCK C MOMOLLbIO OOpasa >XU3Hu?

FeHeTNYeCKNm puCcK Heslb3a U3MEHUTb, HO 06pa3 XKN3HU CNOCOBEH CyLEeCTBEHHO CHU3UTbL BEPOSATHOCTb
pPasBUTUSA 3aBUCMMOCTU. PerynspHbie hnusnyeckmne Harpyskum, 340poBoe NuTaHue, NoJIHOLEHHbIA COH,
n3beraHve CTPecCcoBbIX CUTyauunm n nogaep>xka 61mM3kux co3gatoT 6naronpusaTHYO cpeny,

yMeHbLIaLWYy BEPOATHOCTb Nnepexoda OT yMepeHHOro yn0Tpe6neH|/|ﬂ K 3aBUCUMOCTMWN.



Ba>xHoO

MpenynpexxaeHne, KOTOPOe Henb3s NPOoNycKaThb.

Mpun NtoBbbIX COMHEHUSIX OTHOCUTE/NbHO BAlLMX FrEHETUYECKUX PUCKOB U MOBEAEHUS C afIKOroJieM,
pekoMeHayeTcs 0bpaTnTbhCs K cneumanncty. CaMmosiedieHe U UrHOPMPOBAHME CUMMTOMOB MOFYT YCyrybuTb

CUTyaLuto.

NCTOYHUKM U None3sHble MaTepuanbl

MaTepuralsibl, KOTOpPblE MOXHO OTKPbITb OTAEbHO A8 YraybneHns Tembl.

National Institute on Alcohol Abuse and Alcoholism (NIAAA)

OTKprTb UCTOYHMUK =

Genetics Home Reference: Alcohol Metabolism

OTKprTb UCTOYHMUK -

Journal of Addiction Medicine, 2022

OTKpPbITb UCTOYHUK —

Mayo Clinic: Genetics of Alcoholism

OTKpPbITb UCTOYHUK —

Ba>xHoe npeaynpexapeHue

NHhopMaLns HOCUT CrpaBOYHbIA XapakTep. MNpu xanobax, yxyOLWeHN COCTOSHUSA, CUIbHOM 601, KPOBOTEYEHUM,

notTepe Co3HaHMA N OPyrmx TpeBO>XXHbIX CUMIMNTOMaXxX 06paTVITer 3a MeONLMHCKON NMOMOLLbIO.

OpurmHan craTtbu:

https://vrachiq.ru/articles/genetic-markers-risk-alcoholism

Vrachig — MeaVUNHCKNIA cnpaBoYHMK. [OKYMEHT chpopMMpOBaH aBTOMATUYECKN Ha OCHOBE OMyb/IMKOBaHHOM CTaTbu.


https://www.niaaa.nih.gov/
https://ghr.nlm.nih.gov/condition/alcohol-metabolism
https://www.journalofaddictionmedicine.com/
https://www.mayoclinic.org/diseases-conditions/alcohol-use-disorder/in-depth/genetics-of-alcoholism/art-20048334
https://vrachiq.ru/articles/genetic-markers-risk-alcoholism

