BaxkeH n TOT dhakT, 4To 3TV 3aboneBaHus
nopaxatroT yawe nuvy, Tpygocrnoco6HOro
BO3pacTa U ObICTPO NPMBOASAT K MHBANMU-
An3aumm 6onbHbIX, HEPeaKo U K CMePTU B
Morogom Bo3pacTe [2]. HacneactseHHble
©0ne3Hn HepBHOW CUCTEMBbI, TakuMe Kak
cnvHouepebennsipHas atakeusa 1 Tuna u
MUWOTOHUYECKast AUCTPOUS, XapaKkTepu-
3yHOTCA OCOBOW THXKECTBbH KIUHUYECKNX
NPOSABNIEHUIA N HEYKITOHHO Nporpeccupy-
IOLLMM TEYEHNEM U HA CETOAHSALLHUIA AeHb
OTCYTCTBYIOT pajuKanbHble METOAbl WX
neveHus. B cBA3W € 9TUM 3HAYMMbIM SIB-
NSETCA MEeAUKO-TeHETUYECKOE KOHCYIb-
TUPOBaHUE OTAMOLLEHHbIX CEMEN, BKITHO-
yaroiee MnCcuUxornormyeckyo noaaepXKKy
M coumanbHylo aganTauunio Kak addek-
TUBHble MeToAbl nomowwn. [nsa ynydwe-
HMSA KadecTBa paboTbl C MaHUMECTHLIMU
OO0nNbHLIMU, OOKMUHUYECKMMU HOCUTENS-
MU 1 YfeHaMu UX CEMEeN Bpay — reHeTuK
OOIMKEH METb npeacTaBrneHre O Ncuxo-
NOrM4yecknx oCobeHHOCTAX NauneHToB. B
JaHHoN paboTe npeacTaBrneH pesyrnsrart
aHanu3a TPeBOXHOCTWN HacneacTBEHHbIX
MOHOTreHHbIX 3aboneBaHnin — cnMHoLepe-
SennapHon atakcum 1 TMna M MUOTOHU-
Yyeckon guctpodum B PC(A).
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- Y 6onbHbIX OTMeYeHa BbicOKasi nMn4-
HOCTHas (46,7 6annoB) n ymepeHHas pe-
akTnBHasa (42,5 6annoB) TPEBOXHOCTb.
W Bompekn Halwmm nNporHo3am y 340po-
BblX POACTBEHHWKOB BbISIBIEHa BbICOKas
TNIMYHOCTHAs TPEBOXHOCTb, MO KONMNYeCT-
BEHHbIM Gannam gaxe 4yTb Bbille, YEM
y 6onbHbIX — 48,5 6anna (p<0,001), 4yto
yKa3blBaeT Ha JOCTOBEPHYIO pasHuLLy.

- BbIsiBNeHbl pasnuuus Mexgy Myx-
YMHAMWM W KEHLUMHaMW MO MnokasaTento
TNINYHOCTHON TPEBOXHOCTU. Y MYX4YMH
OTMeYeHa yMepeHHasi NMMYHOCTHas Tpe-
BOXXHOCTb Kak B rpynne 6onbHbix (p>0,1),
TaK 1 B KOHTPOMbHOW rpynne. Toraa Kak y
XKEHLLUMH JIMYHOCTHAs TPEBOXHOCTb Bbl-
cokasi B 1-1 n 2-11 rpynnax (p<0,001).

- Takum ob6pa3oM, nonyveHHble AaH-
Hble HaayT CBOE MPUMEHEHME NpU Npo-
BEEHUN MEAMNKO-TeHETUYECKOro  KOH-
CynbTUPOBaHUSA MaUUEHTOB U CeMeln C
HacneacTBeHHbIMM  3aboneBaHnsamMun, B
TOM YmMcrie Npu NpoBeAeHnn NPecnmMnTo-
Matu4eckon u npeHatansHon OHK-gna-
THOCTUKM.
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B.J1. NxeBckas

MEOUWKO-rEHETUYECKOE KOHCYJIbTUPOBAHUE
N rEHETUYECKOE TECTUPOBAHUE: 3HAYEHUE
N HEKOTOPbIE 3TUYECKUE NPOBJIEMbI

O6cyxaaeTcst 3Ha4yeHne MeaMKO-TeHETUYECKOTO KOHCYNETUPOBaHKS NPY NPOBEAEHUM TEHETUHECKOTO TECTUPOBaHUS B MPaKTUKE 34paBooxpa-
HeHust. MpeacTasreH 0630p HOBbIX MEXAYHAPOAHBIX JOKYMEHTOB, MOCBSILLEHHbIX 3TUYECKUM acrnekTaM MeAMKO-reHeTUYECKOro KOHCYNETUPOoBa-

HUA U TeHeTN4YeCKOoro TeCTMpoBaHuA.

KnroueBble cnoBsa: Meanko-reHeTuyeckoe KOHCYnbTUpoOBaHUe, reHeTn4eckoe TeCTupoBaHue, 6uoaTuka

The value of genetic counseling at carrying out of genetic testing in public health services is discussed. The review of new international
documents devoted ethical aspects of genetic testing for health purposes is presented.
Keywords: genetic counseling, genetic testing, bioethics.

BBepneHue

MeOuuuHckas reHeTuka — ogHa U3
obnacter MeauuMHbI, KOTopas NEXUT B
OoKyce pacCMOTPEHUsT 3TUYECKON Npo-
onemaTtvku B nocnegHue rogbl. OTO BO
MHOIOM CBS13aHO C pearnu3auunen Mex-
AyHapogHoro npoekta «eHom 4enoBe-
Ka» U NMPaKTUYECKMM MPUMEHEHVEM €ro
aoctxkeHun. Cpean STUX OOCTUXKEHUN
B MNeEpBYI odepedb crieayeT YnoMsiHYTb
HOBblE TEXHOMOrMYeckme BO3MOXHOCTU
no AMarHOCTMKe 1 NPOMUIakTke MOHO-
reHHOM HacneacTBeHHoW natonorun. Pe-
3ynbTaTbl UCCNENOBaHNSA rEHOB, y4acTBY-
IOWMX B (hOPMUPOBAHUM FEHETUYECKON
NpeapacnorioXXeHHOCTU K YacTbiM Gones-
HSIM, TaKUM Kak anabeT, oHKonormyeckme
3aboneBaHus, 6onesHn cepaevHo-cocy-
ONCTON CUCTEMbI, LUIN30PEHUS, ayTU3M,

WXEBCKASA Bepa JleoHmpgoBHa — A.M.H.,
3aM. AMpekTopa no Hay4Houn pabote 'Y Me-
OWNKO-TEHETUYECKUI HayYHbIn LueHTp PAMH,, 1.
Mocksa, e-mail: izhevskaya@med-gen.ru.

0OCTEeOonopo3 N T.4. CEerofHs HeO4HO3Hau-
Hbl U HE CTOMb BNeYaTnsawLK, Kak ans
MOHOTEHHONM MaTonorum, XoTa WU 3aechb
MMEITCSl  OnpedeneHHble  OOCTUXKEHMS.
Bce valle B npakTuke 3gpaBooXpaHeHns
Ha4YMHaT NPUMEHSATLCS hapmakoreHe-
TU4eckre noaxoabl AN MHAMBKUAyanu3aa-
UMM NPUYMEHEHUs] NeKapCTBEHHbIX Mnpe-
napaToB C Y4€TOM reHoTMna naumeHTa.
Takvum o6pasom, MeanLMHa CTaHOBUT-
cs1 Bce bonee «reHoMHom» n Bce GornbLue
NtoJen CTankMBakTCA B CBOEW >XU3HU C
pesynsratamu reHeTUYecKoro TecTUpo-
BaHWUS U reHeTn4Yeckumm npobnemamu [6].

3HayeHue MeguKo-reHeTU4ecKkoro

KOHCYJILTUPOBaHUA Npu NpoBeAeHUn
reHeTUYeCKoro TeCTUpoBaHusA

BbisiBneHne HacnenctBeHHoro 3abo-
NeBaHNsI MPU HEOHATaNbHOM CKPUHUHTE,
MOSHTUUKALMS MyTaLmWI, NOBbILLAKOLLINX
pUCK pa3BUTKS OHKOMOrM4eckmx 3abone-
BaHW, MNO3UTUBHbIE pe3ynbTaThbl NpeHa-
TanbHOro Tecta Ha cuHgpom [JayHa — Bce

3TU (M MHOrMe Opyrue) cueHapuu cran-
KMBAIOT MaumeHTa CO CIOXHOW WMHAOop-
Mauuen, KOTOpyl HeOoOXOAMMO MOHSATb
N KOTOpasi BbI3blBAET CTPECC, MCUXOIO-
rMYeCcKUii AUCKOMAOPT, MPOTUBOPEYUBLIE
yyBscTBa [1]. MMpu aTOM OT naumeHTa 4ac-
TO TpebyeTca NpuHATME TPYOHbIX peLue-
HUM O HeoGXOQUMOCTM MPOWTU TEeHEeTU-
Yyeckoe TeCTUMpOBaHWE WM OTKa3aTbCs
OT HEro, y4ecTb reHETUYECKYH0 MHPopMa-
LUMIO NMpY MIaHMPOBaHUN OETOPOXAEHUS
n T.4. Ana aToro 4enoseky NpUXOAMTCS
YY4ECTb MHOIO MPaKTUYECKUX, STUYECKUX
1 rny6oKO NMUYHBIX acrnekToB nNpobnemsl,
K BOCTPUATUIO KOTOPbIX OH He Bcerga B
[0CTaToO4YHOW Mepe MOATrOTOBIEH.
Menuko-reHeTu4eckoe KOHCYNLTUPO-
BaHWe npu3BaHO obnerYMTb  Mpouecc
BOCTPUSATUSA reHETUYECKO MHOPMaLUK:
BpaYn-reHETUKN OOSMKHbI MOMOYb MaLu-
€HTY, ero ceMbe NOHATb MEANLMHCKNE 1
coumanbHble acnekTbl HacneacTBEHHO-
ro 3aboneBaHns, 0CO3HATb BO3MOXHbIE
nocneacTBUSt BO3HUKAOLLMX CUTyaunin n
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NPUHATE MHPOPMUPOBAHHOE pELLEHUE,
OCHOBaHHOE Ha X COOCTBEHHbIX LIEHHOC-
TAX U 06CTOATENLCTBAX XKU3HU [5].

[Mpu reHeTN4eCcKOM KOHCYBTMPOBaHUN
Bpay MCxoguT U3 TOro, YTo HacneacTBeH-
Hoe 3aboneBaHne NopaxaeT CemMblo, a He
Tonbko nHamemnaa. CemeniHoe Hakonne-
HVe onpefeneHHbIX 3aboneBaHnii MOXeT
NPMBECTU MaLMeHTa K yOexageHuto, 4To
€ero cembsi SIBMSETCA «3M10MOMY4YHOMY.
Takve ybexaeHus yxogaT KOpHAMU B ce-
MEVIHYI0 MCTOPUIO, YacTO MMEIOT B OCHO-
BE HeMnpaBuUITbHO MOHATYI FEHETUYECKYIO
UHMOPMaLMIO 1 NpUBOAAT K hopMmpo-
BaHWIO TaKMX YyBCTB KaK BMHa, No3op.
[MoaTomMy, C 0QHOWM CTOPOHBI, pe3ynsTaThl
reHeTMYeCcKoro TeCTMPOBaHWS NaumeHTa
MOryT MMEeTb O4YeHb Gornblloe 3HaYeHune
Ans ero pogcrteeHHukoB. C gpyron cro-
POHbI, Bpay-reHeTVK OOMKEH MbITaTbCs
YNyYlWnNTb MCUXOSTOTMYECKOE COCTOSHME
CeMbU U YMEHbLUUTb Y KOHCYMbLTUPYHO-
LUMX YyBCTBO BWHbl 3@ HaCNEACTBEHHYIO
naTonoruio.

[eHeTnyeckoe
BKITHOYaET:

* UIHTEPNPETaLU0 CEMENHOIO U Meau-
LUMHCKOrO aHamHe3a Ansi OLEHKM pucka
BO3HWKHOBEHUSI UNU MOBTOpeHUs 3abo-
neBaHus;

° [MpOCBeELleHVMe nauveHTa wu/vnm
€ero poACTBEHHUKOB OTHOCWUTENbHO Ha-
CrneacTBeHHOW npupoabl 3abonesaHus,
BO3MOXHOCTEN FeHETUYECKOro TeCTUpO-
BaHWs, MeOMULMHCKOM nomoLlin, npodu-
NaKTUKK, coumanbHOM MOOAEPXKU U Ha-
YYHbIX UCCNEefoBaHWIA B 3To obnacTuy;

* KOHCYMNbTMPOBaHWE C Lenbio obner-
YNTb CO3HaTeNbHLIN BbIGop cnocoba no-
BEeEHUS C Y4ETOM MOMyYeHHOW NHAOP-
Mauun, NOMOLLb MAUMEHTY U ero ceMbe
apganTupoBaTbCca K 3aboneBaHuMio unu
PUCKY €ro BO3HNKHOBEHWS;

* NICUXONOrMYECKYH0 NOAAEPXKKY NaLy-
€HTa n ero cembu [5].

PeweHve nauneHTa 0 reHeTU4YecKoMm
obcnefoBaHnM YacTo NPUMBOOUT K Cepb-
€3HbIM McUxonormyeckum npobnemam,
npuyem nobon 13 BO3MOXHBLIX Pe3yrb-
TaTOB TECTUPOBaHWSA (BbISIBIIEHWE UMK
HeBbISIBNIEHWE HOCUTENbCTBa  annens,
npuBogsiero k 3abonesaHuio, 3akro-
YeHne O HeOoOHO3Ha4YHOCTM TecTa uUnu o
HEBO3MOXXHOCTM €ro NpoBeAEHUS MO TEM
WU UHBIM NPUYUHAM) MOXET MPUBECTU
KaK K MONOXMUTENbHbIM, TaK U K OTpuLa-
TeNbHbIM MOCNEeACTBUSIM.

Hanpumep, ecnu npu reHeTu4eckom
TECTUPOBAHMUN KEHLLMHbI YCTAaHOBIEHO,
YTO OHa MMEET BbICOKUMA PUCK pasBUTUSI
paka MOJIOYHOW enesbl 13-3a HOCUTENb-
ctBa mytauum B reHe BRCA-1 unm -2, y
Hee MOryT BO3HWKHYTb pasHble MpoTu-
BOpEYMBbIE YyBCTBA. OTO MOXET ObITb
CTpax 3a CBOe 3[4,0pOBbE 1 YOOBMNETBOpEe-

KOHCYIbTUpOBaHNEe

HMe OT M3BECTHOCTU CBOEro reHeTu4ec-
KOro craTyca, MO3BOMSHOLLErO CBOEBpe-
MEHHO NpeanpuHSTL NpodunakTnyeckne
Mepbl, HEOOXOAMMOCTb NPUHATL TPYAHOE
pelleHne o npodunakTUyecknux BMmella-
TenbCTBax (MacTIKTOMWM UMW Tepanuu
TaMOKCM(EHOM) 1 X MEANLMHCKUX U CO-
umanbHbIX NocneacTenax, 6ecnokoncTeo
0 [eTsax, KOTopble MOIMW yHacrnenosarb
MYTaHTHbIA annenb 1 T.4. [loatomy ans
COXpaHeH1s Ncuxornornyeckoro énarono-
fy4nst NaUMEHTOB OYEeHb BaXXHO NpoBe-
[EeHne afeKBaTHOro MeAuKO-reHeTUYec-
KOrO KOHCYMbTMPOBaHUSA [0, BO BPeEMS U
nocne reHeTNYeCKoro TECTUPOBaHNS.

PelweHne, koTopoe NpuHUMaET nauu-
€HT (M1 cembsl) NpU MegUKO-TeHETUYEC-
KOM KOHCYNbTMPOBAHWUWN, CUIIbHO 3aBK-
CUT OT HAacTpPOS M MUYHOTO KU3HEHHOIO
onbiTa  KOHCynbTMpYytowerocs. JlnyHas
oLeHKa BO3MOXHOMO Bpeaa Wi nornb3bl
OT MPVHATOrO PEeLUEeHUS U JNINYHOCTHbIE
XapakTEPUCTUKN  KOHCYNBLTUPYHIOLLIErocs,
TakMe Kak OnTMMM3M MMU NECCUMU3M,
BMUSAIOT Ha MHTEPNpeTauuio reHeTnyec-
KOro pucka.

OyeHb YacTo B npouecce NPUHATUSA
peLUeHUsi y4acTBYHOT HECKOSIBKO YIIEHOB
ceMbM (Hanpvmep, B peLLeHun o npepbi-
BaHWM WU COXpaHeHun GepemMeHHOCTU
npu BbISBMEHWMN TSHXKENOro 3abonesaHuns
y nnoda v Ap.), U Bpay-reHeTuK JOSMKeH
YyUnTbIBaTb BO3MOXHOCTb HEAOMOHUMa-
HWS, KOH(NMKTOB NN TPYAHOCTEN B 06-
LLIEHNN MEeXAyY YreHaMu cembM.

CyLleCTBEHHO BRUSAHUE 3STHUYECKUX,
KYNbTYPHbIX, COUMAnbHbIX, 3TUYECKUX,
pPenurMo3HbIX YCTaHOBOK nauueHTa. OHu
MOTYT BNMATb Ha CTENEHb FOTOBHOCTM 06-
cyXaaTb CEMEWHY UCTOPUID, MEeaULIH-
ckune npobnembl, 0cobeHHO KacatoLumecst
npobnem MHBanNUAHOCTW UMK MCUXMYEec-
Knx 3aboneBaHnii y poacTBEHHNKOB [6].

dTunyeckue npob6nemMbl MeguKo-re-
HEeTUYECKOro KOHCYINbLTUPOBaHUA B
CBSi3U C reHETUYECKUM TECTUPOBaHUEM

Bo mHorom atuveckue npobnembl me-
[OMKO-TEHETUYECKOTO  KOHCYNBTUPOBaHWS
onpegensTcst 0cO6eHHOCTAMU UHAOP-
Mauuu1, KOTOpPYK Bpay norfyyaeT O na-
LUMeHTe B pesyrnbrate pasnnyHbiX BUAOB
reHETNYECKOro TECTUPOBaHWS.

Bo-nepBbiX, reHeTnyeckas uHGOP-
Mauus BO3OEWCTBYET Ha BCHO CEMblo, a
He TOnbKO Ha OONbHOro 4YernoBeka; BO-
BTOPbIX, B pe3ynsrate reHeTU4ecKoro
obcnenoBaHns MOXHO npefckasaTb He-
GnaronpusTHble cobbiTUA B Byayliem y
300POBOrO Ha AaHHbIN MOMEHT NHAMBMAA
UMW Y YNEHOB €ro CeMbW; B-TPETbUX, re-
HeTuyeckas MHopMaums U caenaHHbI
Ha ee OCHOBe BbIOOP MOryT BO34ENCTBO-
BaTb Ha byayLime nokoneHus.

CuTyaums OCroxHseTca TeM, 4TO Yac-
TO MauUMEHTbl Bpada-reHeTka He MoryT

NPUHSATL CaMOCTOSITENbHbIE  pPeLleHUst
n3-3a OEeTCKOro Bo3pacta WM orpaHu-
YeHHOW AeecrnocobHOCTW, NO3ITOMY Mpu
NpoBeAEHUN TEHETUYECKOTO TECTUpOBa-
HUS HeobxoaMMO npeanpuHMMaTb OCo-
Oble Mepbl NO 3alMTe npaB AeTen U He-
AeecnocobHbIx [1].

Haunbonee yacto obcyxpatotca crie-
aylowme aTndeckue npobrnembl Meau-
LIMHCKOW rEeHETUKM:

* PaznuyHble BUAbLI ANCKPYMUHALMN 1
NPUHY>XOEHUS MO FreHETUYECKUM NpU3Ha-
Kam

» KoH®nvKT NnpaB nauueHTa, ero poac-
TBEHHWKOB

* [pobnembl packpbITUS reHETUYECKOW
MHdOpMaLuun O NauneHTe ero poacTBeH-
HMKaMm, cynpyram, TPeTb1M CTOPOHaM

* [eHeTnyeckmn getepmunmam [1, 5, 6]

CemeliHasi npupoda TreHeTu4eckom
MHpopMauumn BneyeT 3a cobon ocoObIin
[0nnT, KOTOPbI BCTaeT nepes nauneHToMm,
MHGOPMMPOBaTh CBOWX POACTBEHHUKOB,
MMEILLMM FeHETUYECKUA PUCK, O Heob-
XOOUMOCTM 00paTUTbCA B MEAMKO-TeHe-
TUYECKYI0 KOHCynbTauuio. MexayHa-
POAHBIMU OPraHM3aLMsMN U POCCUACKUM
3aKOHOAATENLCTBOM MPU3HAKOTCHA MPaBo
Ha KOHMUAEHUMANbHOCTb FreHETUYECKON
WHdOpMauuM, nNpaBo MauuMeHTa 3HaTb
MEeOULMHCKY0 (B TOM 4YuCrie U TeHeTu-
Yeckyr) nHdopmaumo o cebe, 1 npaeo
ee He 3HaTb (cT. 31 n cT. 61 OCHOB 3aKo-
HogaTenbcTBa Poccuiickon depepaummn
00 oxpaHe 300poBbs rpaxaaH) [2,3].

XoTs  4ernoBek MOXeT noxenatb
ocTarbCes HEeNpPOVHMOPMMPOBAHHbIM,
NN OoTKasaTbCsA NpenoCcTaBUTb poAc-
TBEHHMKAM BaXXHYl ONs1 HUX MHopma-
uuo, Takasi CcTeneHb cBOOOAbI MOXET
co34aTb CIOXHOCTU B CYMPYXXECKUX U
CEMENHbIX OTHOLLEHMSAX MPU MPUHATUN
penpoayKkTMBHOrO peluenus. [MpuHumn
B3aWMHOCTM B CEMbsIX npegnonaraet
psiA MoparbHbIX 06583aTenbCTB CynpyroB
N YneHoB cemen Apyr nepeq apyrom. B
COBpPEMEHHOM 3aKOHOTBOPYECKOM Mpo-
Lecce B psifie 3apybeskHbIX cTpaH 06Cyx-
JalTCs U OCO3HAKTCS MNPOTMBOPEYMS
npy OCYLLECTBIEHUM MpaBa Ha OTKas
3HaTb CBOW FEHETUYECKUIA CTaTyC UMK Ha
oTKa3 npegynpexaaTb POACTBEHHUKOB O
reHeTnyeckom pucke [3].

Ocobble npobrnemMbl BO3HMKAOT B
CBSI3U C TeM, YTO ANnst GonblUMHCTBA Ha-
CcnencTBeHHbIX 3aboneBaHuin  auarHoc-
TUYecKne BO3MOXHOCTM  OMepexaroT
TepaneBTu4yeckue. NoaTomy B KavecTBe
Mepbl NpodMNakTKK NpeanaraeTcs npe-
HaTarnbHasi guarHocTuka 3aboneBaHusi ¢
nocnenywLwmum CenekTUBHbIM abopToM
nopakeHHoro nropa, ecnm cembsi Npu-
MET Takoe peLleHune.

3HaunTenbHble pas3nNuuMa B Cyxae-
HUSIX MeJMKOB, NauueHToB, obLlecTBa B



pasHbiX KynbTypax HabntopatTcsa B Bon-
poce O npepbiBaHUN GepeMeHHOCTU, B
TOM 4ucrie 6epeMeHHOCTU HeU3Ne4Ymmo
6onbHbIM Nnogom. B mepuko-reHeTu-
YeCKOM MpaKTuKe 3TO 0TYACTU CBA3AHO C
TeM, YTO NPOSIBNEHME HACNEACTBEHHbIX,
B TOM YMCMEe NaToNOrM4yecknx npu3HakoB
NoABEPXKEHO LUMPOKON Bapuauuu, KOTo-
pyto OGHapyXuBaloT Kak camo nposiBne-
HWE UMK HeMNposIBNIEHNE reHoTuna, Tak u
Bpems 1 cTeneHb maHudectauymu. Moa-
TOMY, Aaxe OBHapyxuB onpefeneHHoe
N3MEHEHME B rEHOME YacTo Hemb3si AaTb
OOHO3HAYHbIV MPOrHO3 O €ro BMUAHUM Ha
300pOBbE YENOoBEKa, a, CNeaoBaTernbHO,
Hemnb3s W NpPeanoXuTb OOHO3HAYHYHO
3TMYECKM MPUEMNEMY peKoMeHAaLMIo,
CKaXXeM O COXPaHEHWU 1 fneveHnmn nopa-
XeHHoro nnoga [7].

B aTux cnyvasix 3Ha4MTENbHO BO3-
pactaer pofnb  MeOuKo-reHeTU4eckon
KOHCynbTauumM Ans npegocTaBneHns
nornHomn mHepopmaumm o6 ocobeHHOCTAX
KIMHMYECKOro nposiBneHns 3abonesa-
Hus. TMpuHuMn ceoboabl Bbibopa cemb-
el penpoayKTUBHOIO PELUEHUs] OOMKEH
ObITb COXpaHeH, HO BbIGOP AOMKEH ObITb
MHGOPMMPOBaHHbIM. Ha wnHAamBMAayanb-
HbI BEIGOP MOXET BNUSITH NMMYHOE OTHO-
LLIEHME K CBSTOCTM YErNOBEYECKOM XKN3HN,
XKernaHue npegoTBpaTUTb — CTpagaHus
YyernoBeka, couuanbHble U 3KOHOMMUYec-
KMe YCMOBUSA >KWU3HW MNpU OTCYTCTBUM
afeKBaTHOIO IeYeHuss unu  coumarnbs-
HOV NOAAEPXKKU WHBAanMOoOB W XPOHU-
yeckn GonbHbIX.  TpaguumoHHO abopT
cyMTancsa 3TUYECKU MNpUeMIeMbIM Mpu
puCKe TSHKENOro HacneacTBeHHOro 3abo-
neBaHus y Nnofa, HO 3Ta ToYKa 3peHus
cdopMmpoBanach, Korga MOXHO Obino
AMarHocTnmpoBatb npeHaTanbHO He6Oorb-
LIOE YMCINO TSPKEMbIX HACneaCTBEHHbIX
3aboneBaHuii. MNosiBNeHne BO3MOXHOCTMU
npeHaTanbHO [MarHocTMpoBaTb MeHee
Tsbkenble 3aboneBaHusi, BbISBMASATb FEHbl
npeapacnonoXeHHOCTU K MynbTUdakTo-
puanbHbIM 3aboneBaHuaM, nccrnenoBarhb
reHbl HOpMarnbHbIX MNPU3HAKOB BHOBb
o6ocTpuno atu auckyccum [7].

OTnyeckne NpUHUMNBI  MeOuKo-re-
HETUYECKOTO KOHCYNLTUPOBaHUS  Obinu
chopmynupoBaHbl paHee [6]. B kpaTtkom
BUAE OHU (POPMYNUPYIOTCA CrieayroLmnm
obpasom:

* YBaXXeHMe naumeHTa 1 ero ceMbu

* 3awWwuTa LenocTHoCTM CeEMbM

* [lonHoe OTKpbITWME BCen MHGOopMa-
Lun O 340pOBbE

+ 3awuTta npMBaTHOCTN NauueHTa oT
TPETbUX CTOPOH

* NHdopMupoBaHne KOHCYNbTUPYHO-
Lerocs O ero gomnre nepeq KpOBHbIMU
POACTBEHHMKAMMW, WMEIOLMMUN TEHETU-
YEeCKUA PUCK, COOOLLUNTL UM HYXXHYH WH-
dopmaumo

* VIHbopMmmnpoBaHMe naumeHta o He-
06x0auMOCTM COOBLLMTL MHGOPMaLMIO O
pesynsratax reHeTM4ecKoro TecTupoBa-
HWUSI CYMpYry 1 O BO3MOXHOM Bpefe oT
Takoro coobLleHns

* VIHbopMmmnpoBaHue naumeHta o ero
MOparnbHOM J05re pacKkpbiTb CBOM reHe-
TUYECKMI CTaTyC Npu yrpo3e obLecTBeH-
How 6e3onacHocTu

* HenpenBssitoe npefcraBneHve WH-
copmaumm

* HeoupekTuBHbIN noaxon

HoBble 4OKyMeHTbI, perynupytowme
MeAuKo-reHeTU4eckoe KOHCYnLTUMpO-
BaHMe U reHeTU4YecKoe TeCTMpoBaHue

B nocnegHue rogbl nosiBUNCS psig
HOBbIX [OKYMEHTOB MEXOyHapOaHbIX
opraHusauuii, KoTopble MOCBSILLEHbI re-
HETUYECKOMY TECTUPOBaHUIO U Meau-
KO-FeHETUYECKOMY  KOHCYbTMPOBAHUIO.
Cpean HUX B NepByl ovepenb creqyet
YyNOMSAHYTb [JONOMHUTENbHBIV MPOTOKOI K
KoHBeHUMM 0 npaBax Yenoseka v Grnome-
OVLMHE O FeHeTMYecKOM TeCTUpPOBaHUU
ONs uenen 3apaBooOXpaHeHs, MPUHSTHIN
KomuteTom MuHUCTPOB CTpaH-4neHoB
Coseta EBponbl 14 mas 2008 . [3].

B aTOM [oOKymeHTe 3akpennstoTcs
npaBa NauMeHTOB Ha yBaXXEHUE YaCTHOW
XW3HW, Ha nHdopmaumio o cebe, npaso
He 3HaTb MHOpMaLMIO, Kak U B paHee
NPUHATBLIX AokyMeHTax. OgHako ykasbl-
BaeTCs Ha BO3MOXHOCTb B UCKMHOYUTESb-
HbIX CryyasiX CHATb OrpaHWYEHusi, CBSi-
3aHHble C peanu3auuen 3Tux npas, Ans
nonb3bl APYroro YeroBeka.

B nokymeHTe ykasbiBaeTcsi, YTo 06Lm-
MU YCMNOBUSIMU BCEX BUOB reHETUYECKO-
ro TECTMPOBaHUS ABNSOTCS:

» ObecneyeHne 3aWwnTbl NpaB vYenose-
Ka, npeobnagaHve npaB YenoBeka Hap
MHTepecammn obLLecTBa MU Hayku, 3anpet
OVCKPUMUHALIMKM 1 CTUTMaTU3aumm no re-
HETUYECKUM MpU3HaKaM.

» ObGecrneyeHne kadecTBa reHeTm4yec-
KMX ycnyr B 3ApaBoOXpaHeHun. [eHe-
TMYECKOe TEeCTUMPOBAHME [OOIMKHO OCy-
LEeCTBNATLCS  crneuunanbHO 0byYeHHbIM
nepcoHanom. TpebyeTca opraHusauus
CUCTEMbI BHELLHETO U BHYTPEHHErO KOH-
TpOmns KayecTBa BCEX BMAOB reHetm4yec-
KOro TECTMPOBaHUS.

* CyLLEeCTBEHHbBIM KpUTEPHEM NpPUME-
HEHUs1 TeHETUYECKOro Tecta B MeauUMH-
CKOW MpaKTUKe AOImKHa ObITb ero KruHu-
Yyeckas NnonesHocTb.

» [omkHa cobnogatbcs rapaHtus
npenocTaBreHns NaunMeHTy 1 ero ceMbe
NOMHOM U HENPeAB3SATON UHopMaLun o
reHeTU4eCKOM TECTMPOBaHUM M ero noc-
neacTBusxX (Kak MeauUMHCKMX, Tak U Co-
LManbHbIX).

* O6sA3aTeNnbHOCTL  MeOUKO-TeHEeTU-
YEeCKOro KOHCYNLTUPOBaHWUS Mpu NpoBe-
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OEHUN TEHETUYECKOTO TEeCTUPOBaHUSA U
CKPVIHUHTrA.

Ocoboe BHMMaHVE B JOKYMEHTe yae-
NSEeTcA yCNoBUSIM FEHETUYECKOro TeCTU-
poBaHus nogeun, He CNOCOBHbIX Bbipa-
31MTb CBOE corracue Ha obcnegoBaHuve,
a Takke ycnosuam obcrnenoBaHus 3TUX
KaTeropui Ans nonb3bl OPYrMX YIEHOB
cembu. Llenbto Takoro obcnenoBaHus
[JOMKHO ObITb MOMyyYeHne YneHamu ce-
MbW He,eecrnocobHOro YenoBeka BaxXHOM
AN UX 340pOBbSA NPOMUNAKTUYECKON,
OMarHoCTUYECKON U TepaneBTUYECKON
nomMoLLM, Nornb3a OT KOTopon bbina Hesa-
BMCUMO OLIEHEHa, UMM OCYLLECTBIEHNE
UM MHOPMUPOBAHHOTO Bbibopa OTHO-
CUTENbHO CBOMX PEnpodyKTUBHbLIX Mnna-
HoB. Npn 3TOM [OMKHbI ObITL cobntoae-
Hbl criegyloLme yCrnoBus:

* MpegnonaraemMasl nonb3a He MOXeT
ObITb NOMyyYeHa, ecrnv He BbIMOJTHEH 3TOT
TEecT,

* pyCK 1 6pemMsi BMeLLaTenbCcTBa MUHK-
ManbHbl Ans obcnegyemoro Yenoseka,

* OXugaemas nornb3a CyLeCTBEHHO
npeBbIlaeT PUCK ANS YacTHOM XKW3HW,
KOTOPbIA MOXET SIBUTbCA pe3ynbTaToM
cbopa, 0b6paboTkM mnm cooblueHus pe-
3yneTaToB TecTa.

O6s3aTenbHbIM  YCNIOBUEM  TECTUPO-
BaHNS SBMSETCH paspelleHve Ha 06-
crnefoBaHWE 3aKOHHOTO MpeacTaBuTens
yerioBeka, He CrocoBHOro BbIpa3nTb Co-
rmacue, npenycCMOTPEeHHOe [enCTBYIo-
LMM 3aKoHOOATeNbLCTBOM. YenoBek, He
CMOCOGHBIV BbIpa3nTb Cornacue, AOMKeH
NPUHSITb y4acTre B NpoLeaype NpUHATUS
peLleHnsi 0 TeCTMPOBaHUN B TOW Mepe,
B KakoW OH CnocoGeH MOHATb UHGOpMa-
LUMI0 U C y4ETOM CTEMNEHU ero 3pernocTy.
TecT He [OMKeH BbIMOMHATLCH, €Crnn
3TOT YeNoBEK BO3Pa3UT MPOTUB HETO.

[eHeTnyecknin TecT B NOmMb3y APYrvx
UYNEHOB CEMbW MOXET ObiTb BbINOMHEH
Ha Buonormnyecknx obpasuax ymepLuero
yeroseka, Nnory4YeHHbIX Nocrne ero cmep-
TW, UNN Korga oH  Obln eLle X1B, TOmNbKO
ecnu 6bInn NonyYeHbl ero cornacme unm
paspeLleHne Ha TeCTUPOBaHNe, cornac-
HO [eNCTBYIOLLEMY 3aKOHOAATENbCTBY.

BonbLyo paboTy no pernameHtauum
MEAMKO-TeHETUYECKOTO  KOHCYNbTUPOBa-
HUS NpU FEHETUYECKOM TEeCTUPOBaHUU
nposenu EBponerickoe o6LiecTBo reHe-
Tukn venoseka u EuroGentest. Qkcnep-
THas rpynna EuroGentest nogrotoBuna
PYKOBOACTBO MO MeAWKO-TEHETUYECKOMY
KOHCYNbTUPOBaHUSI B CBSI3U C TECTUPO-
BaHveM [4]. B onpegeneHHOM cwmbicne
reHeTUYecKoe KOHCYMbLTMPOBaHME npu
MOMEKYNSIPHO-TEHETUYECKOM  TECTUPO-
BaHMM MOXHO paccmaTpvBaTb Kak ca-
MOCTOSITENbHOE HanpaereHne Co CBOEN
METO0MNOrMeNn.

B cooTBeTCTBUM C 3TUM JOKYMEHTOM



. AKYTCKUM MEANLMHCKNAN YKYPHAT

MeaMKO-reHeTn4Yeckas KOHCynbTaums
JOomkHa OblTb HEOTHbEMIIEMOW 4acTblo
npoLecca reHeTM4YeCcKoro TeCTMPOBaHUS.
OHa pormkHa npoBOAUTLCS MOArOTOB-
NEHHbIM B 06MacTu KOHCYNETUPOBAHUSA
CneumanncToMm Ha MOHATHOM  KOHCYIb-
Tupylowemycs sA3bike. [Jo npoBegeHus
TECTMPOBAHUS  AOMKHO ObITb NOMy4YeHo
cBobogHOE WHMOPMUPOBaHHOE corna-
cve naumeHTa.

B pykoBoactee nogpobHO aHanusu-
pyeTcsi, B KakMX cuTyauusix Heobxoau-
MO MEAMKO-FeHETUYECKOE KOHCYIBTUPO-
BaHVe OO0 W nocne NpoBedeHns TecTa, a
B KaKMX MOXHO OrpaHnUunTbCs MHpopma-
umewn o Tecte, NpUBOASTCSt 06LMe peko-
MEHAAUMN O TEHETUYECKOM KOHCYNbTU-
pOBaHUM ¥ OMWCLIBAETCA COAEpXKaHune
KOHCynbTaLmMm (BONpoChl, KOTOPbIE JOIK-
Hbl ObITb 0B6CYXAeHNs, 06beM Heobxoau-
MO MHGOPMaLMM 1 BO3MOXHas dhopma
ee MpefoCTaBMNeHNsi KOHCYNbTUpYHoLLe-
MyCs1) A0 NPOBeAeHMS TecTa, Nocne Hero,
a Takke ob6beM Heobxogmmown nHopma-
unn (UK KOHCYNbTaUUK) Npu reHeTuyec-
KoM ckpuHuHre. Ocobo nogvepkuBaeTcst
HeobXxoauMOCTb NPeaoCTaBUTb BO3MOX-
HOCTb KOHCYNbTauun C NMCUXOroromM noc-
ne coobLeHns pe3ynLTaToB TecTa (ecnu

YOK 616 — 082.5: 614.253 : 571.56

BBepeHue

Hapsiny ¢ ycnexamu reHeTuku B K3y-
YEeHUN reHoma YenoBeka 0COBEHHOCTbIO
HOBOro cTorneTus crtano Gonee TecHoe
B3aUMOAEWNCTBME TyMaHUTAPHbLIX U ec-
TECTBEHHbIX HayK, B YaCTHOCTU pa3BuUTUE
HOBOIO MEXAMCLMMIIMHAPHOIO Hanpas-
neHus B Hayke - 61noaTukn. bruoatuka, aB-
NSSCb HEOTBHEMIEMOWM YacTbio hmnoco-
doun, BbICTYMAET B KAYECTBE NPUKNagHON
3TUKK, Hapsidy C pelleHMeM MHOXEeCTBa
Opyrux 3agad, onpenensitoLlent moparnb-
HOe perynupoBaHWe WCMONb30BaHUA

KOHOHOBA CappaHa KoHoHOBHa — K.0.H.,
c.H.c. AHL KMIM CO PAMH, konsard @
rambler.ru; CWOOPOBA OkcaHa aBpunb-
eBHa — Bpay reHetuk MIK ML PBNe1-HLIM;
®ENOPOBA CappaHa ApkagbeBHa - 4.6.H.,
3aB. nab. AHL, KMIN CO PAMH; MNATOHOB
dépnop AnekceeBUY — 4.M.H., 3aM AMPEKTO-
pa no knuHuyeckon pabore ®IrHY UHctutyT
3goposbsi; TOJNIbO®APE JleB [epueBuy
- MD ( g-p meauuuHbl), npod., 3aBs. nab. Ha-
umoHanbHbIx WHcTuTyTOB 3p0poBbs, CLUA;
MWXEBCKAA Bepa JleoHmpgoBHa - A.M.H.,
npod., 3am. gupekTopa no HayyHown paboTte
MIHL, PAMH; XYCHYTOUHOBA 3nb3a Ka-
MmuneBHa — A.6.H., npod., 4n.-kopp. AH Pb,
3aB. 0TAENOM reHoMukn MiHcTutyta Gruoxnmmm
1 reHeTnkn YHL, PAH.

€CTb TakKas BOSMO)KHOCTb) 1 Heobxoau-
MOCTb OOSITOCPOYHON MCUXONOrnM4YeCcKomn
nogaoepXXkn  npu OOKIMHUYECKOM TecC-
TUpOBaHUN Ha 3aboneBaHnsi ¢ NO3AHUM
BO3paCcToOM Ha4dana 1 OTCyTCTBMEM a-
EKTUBHOIO NeYeHms.

3akntoyeHue

BHegpeHue reHeTnyecknx TeCTOB BO
MHorne obracTn meouuuHbl TpebyeT oT
naumeHToB 1 obLlecTBa B Lernom 6onb-
LIero NoHMMaHUsA reHeTUYEeCKOn MHAOopP-
Mauum, HeoBXOAMMOW MpU  MNPUHATUU
CMNOXHbIX PELUeHWI, KacatloLMXCs LWNpo-
KOro CriekTpa penpoayKTUBHbIX Npobnem,
MEOULMHCKMX BMELLATENbCTB U U3MEHEe-
HUA CTWUNS XU3HW. [1py 3TOM KOrHUTUB-
HOE U 3MOLIMOHaNbLHOE BO3OENCTBME re-
HeTuku ByaeT Bce GonbLue Bo3pacTaTb No
Mepe YCUIEeHWUs1 ee ponn B MeAuLMHE U
3gpaBooxpaHeHun. Mepauko-reHeTudec-
KO€ KOHCYNbTMPOBaHWE NpY pasfuyHbIX
BMAAX FEHEeTUYEeCKoro TEeCTUPOBaHWUS B
3[4 paBOOXPAHEHUN, NCTMONb30BAHNE MEX-
OYHaPOAHOrO OMbITa peLUEHNs ITUHECKMX
npobnem B MeQULMHCKON reHeTUKe, y4et
HaLMOHanbHbIX OCOOEHHOCTEN U Tpaau-
uni Heobxogmmbl Ana paboTbl coBpe-
MEHHOW MeaNKO-TeHEeTUYECKON CyXObl.

Paboma ebinonHeHa npu UHaHCOo-
eoli noddepxke PO®OU, npoekm Ne 07-
06-00344-a.
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onbIT N3YYEHUA STUYECKUX, MPABOBbIX

N COUNATIBbHbLIX BOMPOCOB NPUMEHEHUA
MTEHETUYECKUX TEXHONOIMN B AKYTUU

HOBbIX TEXHOMNOMMIA B MeANLMHE: MOEKY-
NSAPHO-TEHETUYECKNX, PENPOAYKTUBHBIX,
TpaHcnnaHTonoruM u T.4. 3akoHbl, Npu-
HUMNbl 1 NpaBuna 6uoaTtuku, Gesycnos-
HO, chbopmanbHbl U B CpaBHEHUN C rrybo-
KMMK  (UNOCOCKMMU UCTONKOBAHNAMU
CMbICNa XW3HM — NOBEPXHOCTHbI. OgHa-
Ko Buoatuka cogepxut B cebe pecypcol
MUPHOTO paspeLleHnsi MopanbHbIX KOr-
NV3UIA, BO3HMKAKOLWMUX MEeXAy YreHamu
obLiecTBa, nNpuaepXMBaKOLWUXCS pas-
NMYHBIX B3rNs40B Ha XunsHb. OHa cTpouT-
CSl Ha UCMONb30BaHNW AEMOKPaTNYECKNX
npouenyp oTKpbIToro obuiectsa [12].
OpfHVMM 13 YeTbIPEX reHeparnbHbIX Ha-
npaeneHvn nporpammbel «eHom 4yeno-
BeKa» SIBMAETCA UCCnefoBaHWe aTudec-
KMX, NPaBOBbIX N COLMarbHbIX BONPOCOB
reHoMHbIX TexHonorun - ELSI. Kaxgomy
M3 acrnekToB (3TUYECKOMY, MNpPaBOBOMY
M couuansHoMy) 3ToM OOLIMpHONW Npo-
rpaMMbl MOCBsILLEHO Gonbluoe Konmyec-
TBO 3apyOexHbIx nybnvkaumii. Mo cpas-
HEeHWU0 C MUPOBON Haykoun B Poccuickon
depepaumm nccrnegoBaHnsi B AaHHON
obnacTu TONbKO HakannMBakT NepBoHa-
YanbHbIA OMbIT, CYLLECTBYHOT BCEMO NKLLb
eavHuYHble nybnukauum [4, 11]. MNMono6-
Hble WCCNefoBaHWs MNpeacTaBrsAlTCs

HaMm Ype3BblYaHO BaXXHbIMU BBUAY TOrO,
41O B Poccuu paclumpsitoTcs BO3MOXHOC-
TV MOEKYNAPHO-TEHETUYECKNX METOOOB
anarHocTtukn, OHK-tectupoBaHus, npe-
HaTanbHOM AMAarHOCTUKK, FeHeTUYecKon
nacnopTtusauuu u T.4. TeppuTopuanbHo-
9KOHOMUYECKME WU HauMoHarnbHble OCO-
©6eHHocTn cybbekToB Poccunckon dene-
pauun yCUNuBaroT akTyarnbHOCTb noucka
COOCTBEHHbIX NMyTEN pelieHns 3Tu4yec-
KMX, NPaBOBbIX M coLmarnbHbIX Npobnem
C YYETOM OMbITa TEX CTPaH, rae brnoaTuka
noryyuna cBoé passuTtume.

KpaTkui 00630p reHeTUYeCKUX Wuc-
cnegoBaHun B Pecny6nuke Caxa
(AxkyTusA)
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W Op. BNepBble onucanu ayToOCOMHO-
OOMUHAHTHYH MO3XEYKOBYIO aTakCuio B
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Tomopdponormn. B 1989 r. B ctatbe J1.I.
lonbadapba, M.I. Yymakoea, MN.A. lNeT-
poBa u ap. “OnvBonoHToLepebennapHas
atakcusi B OOMbLUOM SIKYTCKOW CeMbe
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ncenegoBaHni MO KNWMHWYECKOW  And-
depeHUMauuM 1 pacnpoCcTpaHeHHOCTU





