HAYYHbBIE OB30OPbI U NEKLNA

BBepneHue

CTpeMuTenbHbIN MPOrpecc B M3y4e-
HUM reHoMa 4YenioBeka NocTaBuil nepen
BpayYaMu 1 uccrenoBaTensmMm MHOXec-
TBO Mpobnem 3TU4EeCKoro Mopsaka, Ka-
carLLmxcs Kak [onycTUMOCTU npume-
HEHNS B OTHOLUEHMW YeroBeKa Tex W
MHbIX BUOMNOrMYECKUX TEXHOMNOMNI, Tak U
rpaHuy, Ton AOoMyCTUMOW MHGOPMaLunK,
KoTOpasi 4OMKHa 1 MOXeET ObITb coobLue-
Ha naumeHTy. OTOT BOMpPOC TECHO nepe-
KITMKaEeTCsa C MeOULMHCKOM 3TUKOW, B TO
e BpeMsi COBepLUEeHHO HOBOW npobre-
MOW CTasn BO3HUKLUNIA BOMPOC O «NpaBe
COBCTBEHHOCTUY» KaXKOAOrNO KOHKPETHOro
WHAMBYAYYMaA Ha reHeTU4eckyto MHAop-
MaLmio, KacarLLycsa ocobeHHOCTeN ero
reHoma.

OOcyxaeHne aTnyecknx npobnem,
BO3HMKLUMX M BO3HMKAIOLLMX NpU U3yde-
HUN TEeHOMa 4YenoBeKa, OYeHb ObICTPO
nprobpeno LnpoKue MexXayHapoaHble
MacwTabbl. OnybnMkoBaHO OrpoMHoe
KONnMYecTBO paboT, MpoBeaEHO 1 NPOBO-
ONTCS MHOXECTBO COBELLaHMI pasHoro
YPOBHSI M TPeACcTaBUTENbHOCTU U MPUHSAT
PS4 MeXAyHapoaHbIX U HaUMOHamNbHbIX
OOKyMeHTOB [2]. [aHHbii 0630p cTaBuT
CBOEN LEenbi NO3HAKOMUTL YnTatens ¢
HEeKOTOpbIMW pasgenamu Haubonee us-
BECTHbIX MeXOyHapOOHbIX AOKYMEHTOB,
KOTOpble MOCBSILLEHblI FEHETUYECKOMY
TECTMPOBAHMNIO HACNEACTBEHHbLIX 3a60-
neBaHuUii, NOCKONbKY UMEHHO reHeTn4ec-
KOe TECTUPOBaHME YK€ HaLUSO LUMPOKOE
NpMMeHeHNe B MeOUKO-TEHETUYECKON
cnyx6e Pecnybnukn Caxa (AkyTtus).

OGOLwWwume 3TUYecKMe NpaBuiia Meau-
unHckon reHetuku (General Ethical
Guidelines in Medical Genetics) [3]

— CyuwecTBylolime B TOW UMM WHOW
CTpaHe reHeTU4Yeckne YCnyrm [OOmKHbI
OblTb B paBHOWM CTEMEHU OOCTYMNHbI Ans
KaXaoro w3 XuTenen LaHHOW CTpaHbl
BHE 3aBUCMMOCTWN OT BO3MOXXHOCTEW On-
nayveaTh 3T YCNyru; B NepByto ovepenb
OHW JOIMKHbI NPeaoCTaBNsATbLCA TeM, KTO
©ornee BCero B HNX HyXaaeTcsl.

— Bce reHeTuyeckue ycnyru, Bkrovas
CKPVHUHT, KOHCYNbTMPOBaHUE WU TecTu-
poBaHuWe, AOSMKHbI NPefoCTaBnATLCS Ha
00OpOBOMbLHOM OCHOBE 3a WCKMYEHU-
€M CKPVHUPOBAaHMS HOBOPOXAEHHbIX Ha
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T’EHETUYECKOI'O TECTUPOBAHUA:
OB30P MEXAOYHAPOAHbLIX AOKYMEHTOB

npeaMeT Hanuuus y HUX Takux 3abone-
BaHWi, paHee u JOCTYMHOE fnevyeHne Ko-
TOPbIX MPUHECET MNOSb3y HOBOPOXAEHHO-
My.

— Bcs uHdopmauums, nmetowas Knu-
HUYecKoe 3Ha4yeHne 1 cnocobHas NoBnu-
SITb Ha 300POBbE MHAMBMAA UK Nnoaa,
[OMmkHa ObITb OTKPbITA.

— [eHeTn4yeckast nHopmaunsa SOsmK-
Ha paccMaTpuBaTbCs Kak KOHMaeHUu-
anbHas BO BCEX Cryyasx 3a WUCKMove-
HMEM TeX, Korga CyLIecTBYET BbiCOKasi
CcTeneHb pUCKa HaHECEHUs1 Cepbe3Horo
yuwiepba Opyrum 4reHam cembu, U ee
MCNONb30BaHNEe MOXET NpeaoTBpaTUTb
3TOT YyLUepb.

— YacTHas Xu3Hb AOOMKHa ObITb 3a-
WwMuieHa OT BMeluaTenbCTBa TpeTben
CTOPOHBI, B KA4eCTBE KOTOPOW MOTYT Bbl-
cTynatb paboTtogaTtenb, CTpaxoBaTerb,
LUKOMna, KoMmepyeckast Ui npaBuUTesb-
CTBEHHas CTPYKTypa.

— MNpeHaTanbHast guarHocTuKa 4OIiK-
Ha OCYLLEeCTBMNATLCA TONMbKO Toraa, Koraa
OHa MMeEeT 3HayeHne Anst 340POBbA No-
4a U TOMbKO C TeM, YTOObl YCTAHOBUTb
€ro reHeTn4yeckoe COCTOSIHWE UM Hamnu-
4Yne BpOXOEHHOro AedekTa.

— BbiGop TOM MK MHOW reHeTn4ecKom
yCnyru, BKMYas reHeTM4ecKoe KOHCYMb-
TUPOBaHWE, CKPUHMPOBaHWE, TECTUPO-
BaHMEe, KOHTpauenuui, MCKYCCTBEHHOE
onnoaoTBopeHne n abopT nocre npoee-
OEeHVsA npeHaTanbHOW ANarHoCcTUKK, 4or-
)KEH OCYLLECTBNSATLCS HA 106POBONLHOW
OCHOBE U1 [OMKEH YBaXaTbCS.

MonoxeHnsa o6 o6pasuyax [OHK:
koHTponb u poctyn (HUGO Ethics
Committee: Statement on DNA
Sampling: Control and Access) [4]

— lMpy nonyyeHun cornacus nuua, y
KOTOPOro npegnonaraercs B3ATb 0Opa-
3ey AHK, HeobxogMmo yunTbiBaTb BO3-
MOXHbI€ MPUMEHEHMS 3TOro obpasua u
coeprkaLlencsa B HeM MHopmauunn.

— MNony4eHHble B XO4e OKasaHusi Me-
ONLUMHCKON NMOMOLLUU U XpaHUMble PYTUH-
Hble o6pasubl MOryT WUCMONb30BaThCA
Ons uccnegoBaHui ecnn: 0ObSABIEHO,
YTO Takas npakTuka ssBnsieTcsa oéLienpu-
HATOW; Y NauneHTa HET BO3paXKeHui; nc-
nonb3yemblin uccriefoBaTenem obpasey,
3aKOAMPOBaH U 00e3nnyeH.

— CneumanbHOro paccMoTpeHus Tpe-
6yeT [OCTyn CcO CTOPOHbI Brnskux poac-
TBEHHUKOB. Ecnu cyuiectByeT BbicOKas
cTeneHb puUcka Hanuuus unu nepegadu

CEepbe3HOro  pacCTpoOnCTBa, KOTOpOe
nogaaeTcst NpeaoTBpaLLEHMIO UMK NeYe-
HUIO, TO BrM3kne POACTBEHHVIKM OOMKHbI
umeTb AocTyn K xpaHawewnca OHK ¢ tem,
YTOObI OHW MOIMU Y3HaTb O COBGCTBEHHOM
crartyce.

— Npw oTcyTcTBMKM NoTpebHOCTY B AO-
CTyMe CO CTOPOHbI BrM3KNX POACTBEHHU-
KOB cOXpaHsieMble 0b6pas3Libl MOryT ObITb
paspyLueHbl Mo crneunansHomy Tpebosa-
HUKO [aHHOro uHAMBUAA. HeBO3MOXHO
YHUYTOXEHNE 0bpasLoB, yXKe UCMOoNb3y-
eMbIX ApYyrMMu uccnegosarensMmu, nnbéo
yXKe BOLle[LMX B uUccrefoBaTenbCKuii
NPOTOKON WM UCMOMNb30BaHHbIX B Ana-
rHoctmyeckmx uenax. O6e3nuyeHHble
o6pasubl He MOryT ObiTb W3bATHI UMK
YHUYTOXEHBI.

— He ponyckaeTcsi packpbiTve TpeTb-
UM CTOPOHaM MHdopmaummn H1 o6 yyac-
TUM B UCCMEQOBaHUN, HU O pesynbratax
UCCnefoBaHWiA, MNO3BONSOWMX  MOEH-
TMUUMPOBATbL MHAMBUAOB UIN CEMbW.
PackpbITe reHeTndeckon nHgopmaumm,
Kak u nobor gpyrol MeguUMHCKOM WH-
dhopmauumm, HegonycTumo 6e3 cooTBeTC-
TBYIOLLIErO cornacusi.

— CyLLIeCTBEHHOW ABMSETCA MEXAyHa-
poaHas cTaHAapTM3aumns aTUYECKUx Tpe-
6oBaHWI B 06nacTn KOHTPoONs 1 JocTyna
k obpasuam OHK.

M3 Tekcta npuHaTon CoeTom EBponbl
«KoHBeHLUuM o 3awmTe npas U [4OCTO-
MHCTBa YyeroBeKka B CBA3M C UCMONb-
30BaHWEM [OOCTUXKEHUM OGuonorum u
MeauunHbl: KoHBeHUMM o npaBax 4e-
noBeka n 6uomeguumHe» (Convention
for the Protection of Human Rights
and Dignity of the Human Being with
regard to the application of biology
and medicine: Convention on Human
Rights and Biomedicine) [1]:

Cratba 11. 3anpellaetcsa nwobas
dopma AMCKPMMUHALMK MO NPU3HAKY
reHeTM4YecKoro cratyca TOro UnvM MHOro
nvua.

KommeHmapuu u3 mekcma rosiCHU-
mernbHoU 3anucku K KonseHuyuu: Cpeaun
npobnem, CBA3aHHbIX C MCMOMb30BaHM-
€M MEeTOOOB reHeTUYecKoro TecTupoBa-
HMs, Haubonbllee pacnpocTpaHeHue
nonyuyuna 03abo4YeHHOCTb TeM, YTO re-
HeTUYeckoe TECTMPOBAHUE, C NMOMOLLbIO
KOTOPOro MOXHO YCTaHOBWUTb Hanuuve
TOro MM MHOro 3aboneBaHusi, a Takke
npeapacnonoXeHHOCTb K HEMY, MOXeT
NocnyxumTb MeToaom oTbopa n Ouckpu-



. AKYTCKUM MEANLIMHCKAN KYPHAT

MUHaLUUW MO TOMY WU MHOMY MPU3HAKY.
B cootBetcTBMM co cT.14 «EBponenckon
KOHBEHLMM O MpaBax 4YernoBeka», Mosb-
30BaHWe npaesamu n cBobopgamu, nepe-
yncnsiemMmbiMy B HacTosiler KoHBeHuuu,
[OMKHO obecnedynBaTtbca 0e3  Kakou-
nmbo  AMCKPUMMHALMM NO  MpPU3HaKY
nona, pachbl, LBeTa KOXW, s3blka, BEPO-
ncnoeedaHusl, NONMTUYECKUX UITN UHbIX
ybexaeHun, HaLMoHanbHOro Unu couu-
anbHOro MPOUCXOXAEHUS, UMYLLIECTBEH-
HOrO MOSIOXEHUS UMW UHBIM NPU3HaKam.
Ct. 11 pobaBnsieT K 3TOMy NepeyHto re-
HETUYECKNE XapaKTEPUCTUKM 4YerioBeka.
3anpeTt gucKpMMMHaUMN pacnpocTpaHs-
eTcsl Ha BCe cdhepbl UCMONb30BaHNA O0-
CTVDKEHWU COBPEMEHHOW BroMeanLmHBI,
oxBaTbiBaeMble HacTosen KoHBeHLmEN.

Cratbs 12. NpoBegeHne TecToB Ha
Hanu4ne reHeTnyeckoro 3aboreBaHus
UMM Ha Hanuyne reHeTU4eckow npea-
PacronOXeHHOCTU K TOMY WM UHOMY
3aboneBaHNo MOXET OCYLLEeCTBNATLCS
TONbKO B LIEMSIX OXpaHbl 300POBbst UM
CBSI3aHHbLIX C HAMW LIensxX MeauuMHCKON
HayKu 1 NpW yCIIOBUM HaAEeXaLLen KOH-
cynbsTauum cneunanucTa-reHeTmka.

KommeHmapuu u3 mekcma rosic-
HumernbHoU 3arnucku Kk KoHeeHuuu:
BosmoxHoOCTe  ugeHTMdUUMpoBatb y
YyernoBeka Hanuune onpeaerneHHoro na-
TONOMMYECKOro reHa He 00s3aTeNbHO 03-
Ha4aeT, YTo y ero HocuTensi pa3oBLETCSH
JaHHoe 3aboneBaHuve, a Takke He O3Ha-
YaeT, YTO MOXHO ByadeT nporHo3npoBaTb
¢OopMy 1 OCTPOTY MPOSIBNIEHNS STOrO 3a-
bGoneBaHus. ... «[1paBo 3HaTb» 1 «NpaBo
He 3HaTb», KOTOpbIMY ObragaeT Kaxabli
naumreHT, a Takke npoueaypa nonyyeHus
MHPOPMUPOBAHHOIO Cormnacusi nauneHTa
urpatoT 3gecb 0COBEHHO BaXkKHYH POrb,
MOCKOMbKY OYEBWAHO, YTO MPOBEAEHME
TECTOB Ha Hanuuue y AaHHOro nuua Toro
WY MHOrO HacneacTBeHHoro 3abonesa-
HUSI, KOTOPOE B HACTOSALMIA MOMEHT He
nogadaeTcsl JeYeHuo, MOXET Bbl3BaTb
maccy npobriem. Cneaywowmm dakTo-
poM, OMpenensLwuM CITOXHOCTb BO3-
HUKaLWMX Npobnem, sBNsSeTca To, YTO
pesynsTaTbl TECTUPOBaAHWUS Ha Hanu4ine
HacneacTBeHHoro 3aboneBaHus (tests
predictive of genetically determined
diseases), MoOryT MMeTb MNOCNEACTBUSA,
Ba)XHble KaK Arnsl YIeHOB CeMbM, TaK U
AN NOTOMKOB NvLa, nogBepraemoro no-
[o6HOMy TecTupoBaHuio. B cBA3n ¢ aTm
NepBOCTENEHHOE 3HAYeHe MMEKT pas-
paboTka 1 NpUHATUE COOTBETCTBYHOLLNX
npogeccrmoHarnbHbIX CTaH4APTOB NpPoBe-
[eHnst NoAoGHbIX TECTOB.

U3 Tekcta «25 pekomeHaauum no
3TUYECKUM, OPUANYECKUM U coLuarb-
HbIM TMOCIeACTBUSIM FeHeTU4YecKkoro
TeCTUpPOBaAHUA», pa3paboTaHHbIX He-

3aBUCUMOW  3IKCNEpTHOW  Fpymnnom
Esponeickon Komuccumn (25 recom-
mendation on the ethical, legal and
social implications of genetic testing
of the European Communities) [6]

PekomeHpgauma 1. Heobxogumo po-
CTUXXEHME KOHCEHCyca B onpegerneHvmn
rEHETUYECKOTO  TECTMPOBaHUSA  MyTEM
rmobanbHOro y4yactmss B AWCKYCCUU W
COrnacoBaHUsi C COOTBETCTBYHLLMMM
06LLEeCTBEHHBIMM 1 YaCTHBIMU OpraHM3a-
UUsiMU.

[nsionpeneneHns reHeTUYeCcKoro Tec-
TMPOBaHUS MCMOMb30BaNoCh LUMPOKOE
NnoHsATHE, TO ecTb «nobol TecT, Bbiaa-
IOLLMIA reHeTUuYeckme AaHHble». [eHeTu-
YecKMe AaHHble UMW FreHeTudeckasr WH-
dopmaums — 3TO HaCNELACTBEHHbIE UMK
nprnobpeTeHHbIe KayecTBa, nepeaaHHble
npuv AeneHnn KNeTkn u BnusLLme Ha ne-
pefavy Hacrnegyembix NPU3HAKoB nocne-
OYIOLUM MOKONEHUSIM («TEPMUHANbHbIE
reHeTUYecKMe AaHHbIE») UMM Ha CTPYK-
TYpY KNEeTOK U TKaHeln opraHuama («co-
MaTU4eCcKMe reHeTUYECKNE JaHHbIEY).

PekomeHpgauusa 4. Ha yposHe EC,
HaLMOHaNbHOM 1 MECTHOM YPOBHE HeO0-
xogumo paspaboTtaTb COOTBETCTBYOLLMNE
martepuansl U1 UMETb COOTBETCTBYHOLLME
pecypchbl A TOro, YToObl Yepes pasnuy-
Hble cpeacTBa MaccoBoW MHopmauun
UMETb BO3MOXXHOCTb NpeaoCcTaBuTb CBe-
OEHUA O FeHeTMYeCcKoM TeCTMpOBaHUWU,
FEHETUYECKOM CKPUHMHIE U dhapMako-
reHeTuke; y4yebHble M HayyHble NnaHbl
1 NporpamMMbl Ha BCEX YPOBHSIX OOMKHbI
BKIOYATb YNMOMMUHAHUS O Nporpecce u
noTeHumnane MeanLMHCKON reHETUKN.

HoBble 3HaHWs cnegyet pacnpo-
CTpaHATb ObICTPO. MOCKONbKY Hay4YHble
3HaHWUS CrOXHbl U He BCerga nerko no-
HSITHbI, HacToATenbHO TpebyeTcsa M3bic-
KMBaTb BO3MOXHOCTM AONSA MOBbILIEHMS
obpasoBaTenbHOro YpoBHs, Kak obLe-
CTBa, Tak N cpeacTB MaccoBOW WHAOP-
Maumun. Hay4Hble JaHHbIe N0 reHeTuke un
X MEeOULUMHCKOE NMpPUMEHeEHne criegyet
npeacraenatb GecnpuctpactHo, Aasas
peanucTuyHble npeacTaBneHnss o6 wux
BO3MOXHOCTSIX U JOCTUXKEHUSAX.

PekomeHpauma 6. OOGocHoBaHHOE
MEeAMLMHCKUMM MOKa3aHNAMY reHeTu4ec-
Koe TecTupoBaHMEe [OIPKHO cyMTaTbhbes
HEeOTbEMIIEMON 4YacTbl MpedocTaBne-
HWUS MeOMLMHCKNX yCnyr; 060CHOBaHHOE
MEAMLMHCKUMW  NOKa3aHUSMU  FeHeTu-
Yyeckoe TECTMPOBAaHUE HW B KOEM Cryyae
He [OIMKHO HaBsA3bIBATbCS, OHO OMHKHO
Bceraa ObITb BOMPOCOM CBOGOAHOTO NNy~
Horo BbiGopa.

lMporHocTnyeckoe reHeTu4eckoe Tec-
TMPOBaHUE MMEET pearnbHbI NoTeHuuan
ans nuyHoro Bblbopa. HactostensHo
TpebyeTcsa Npu3HaTb BaXKHbIMW MpaBaMu
NIMYHOCTW KaK MpaBo 3HaTb, Tak W npa-

BO He 3HaTb. [lormkeH ObiTb obecneveH
paBHOMNPaBHbIV OCTYN K MHopmaumu
N Ka4yeCTBEHHbIM ycrnyram B cdpepe me-
ONLUMHCKOTO OOCMYXXMBAHWS, COMPSKEH-
HOrO C MCMONb30BaHMEM EHETUYECKMX
cBegeHuin. Kpome Toro, AOMmkHbl ObiTb
NPUHATLI MEPbI 4115 HEAOMYLLEHUS HeXe-
nartenbHbIX counarnbHbIX NOCNEACTBUNA B
pesynbTate reHeTU4eckoro TecTUpoBa-
HUS.

PekomeHpauma 7. EBponenckui
Coo3 pomkeH cos3gaTb nocnegoBsa-
TENbHYD U COrNacoBaHHyl0 MNpPaBOBYH
CTPYKTYpY, 4TOGbI 06ecneymBaTb cneum-
anbHble CTaHOapTbl kayecTBa Ans Bcex
CNy>X0 reHeTU4YecKkoro TeCTMPOBaHUSA,
BKMOYasi cucteMy akkpegutaumm nabo-
paTopuii reHETUYECKOro TECTUPOBAHMUSI.

Mommmo obuwen dparmeHTapHOCTH
ycnyr B ccpepe reHeTm4eckoro Tectmpo-
BaHUSA MMEIT MECTO pPas3HOPOAHbIe, OT-
NYHBbIE OpYr OT Apyra KpUTepumM Kavec-
TBa, OTCYTCTBME CWUCTEMbl CMPaBOYHOW
MHOpMaLUN 1 pasnuyHbie MpaBOBbIe
HOPMbI B CTpaHax-y4yacTHULaXx.

PekomeHpaumsa 8. Heobxogumo npu-
HATb Mepbl Ans obecnevyeHnss 3Ha4MmMoc-
TV TecToB: 3aboneBaHne, B OTHOLLUEHUU
KOTOPOro MPUMEHSIETCSH CKPUHWHT, JOMK-
HO ObITb CEPbE3HbIM, TECTbI AOMKHbI 00-
nagaTtb BbICOKOM MPOrHOCTUYECKOW 3Ha-
YMMOCTbIO, a nocregyllme AencTBust
OOMMKHbI UMETb MPaKTUYeCcKoe 3HaYeHune
C TOYKWU 3peHUs MeauLMHCKOro BMeLlla-
TenbCcTBa.

leHeTnYecKkMn CKPUHWHI Ha npegpac-
NMOSIOXKEHHOCTb K 3aboneBaHusIM nocTe-
NEHHO CTaHEeT BO3MOXHbIM MpU Uccrneno-
BaHUK NobbIX GonesHel. MpeanoxexHne
O NPOBEAEHUN FTEHETUYECKOTO CKPUHMHTA
Ha onpefeneHHble 3aboneBaHWsi KOH-
KPETHbIM MoArpynnam HaceneHus Mo-
XKET NMPUHECTU NMOSb3y, HO MOXET TaKke
okasaTbCsl pyckoBaHHbIM. Mexay meau-
LIMHCKMMU paboTHUKaMK, naumeHTamm m
06LLEecTBOM [OMKHO ObITb AOCTUrHYTO
cornaileHue o ToM, 4YTO NpenmyLlecTsa
reHEeTUYECKOro CKPUHMHIa OOMKHbI npe-
BanMpoBaTb Hag PWCKOM, CBSI3aHHbLIM C
€ro NpoBeaeHneM.

PekomeHpauma 9. B KoHTeKCTe 3gpa-
BOOXPAHEHMWS1 reHEeTUYECKOe TeCTUPOBaA-
HMEe [OOMMKHO COMPOBOXAATLCS Mpeno-
CTaBreHMeM KIH4YeBOn MHdopmauum u,
ecnn Heobxoaummo, npefocTaBneHneM
VHAMBUAYanNbHbIX CNeLManM3npoBaHHbIX
MEOULMHCKMX KOHCYNbTauui (B cny4vasx,
Korga pedb MOET O BbICOKOWM MPOrHOCTU-
YeCKOW 3HAYMMOCTN TECTOB B OTHOLLEHUN
CepbesHbIX reHeTUu4ecknx 3aboneBaHni,
NpeanoXxeHne  cneumanmanmpoBaHHbIX
KOHCYNbTaUWUA JOMKHO ObITb 06A3aTeNb-
HbIM, @ NauMeHTaM Heobxoaumo HacTos-
TENbHO PEKOMEH0BAThL BOCMOb30BaTh-
cs umn).



Ha obLieeBponeickom ypoBHe crie-
OYyeT OpraHu3oBbIBaTb  creuunanbHble
nporpaMMbl MOATOTOBKM MO KOHCYMbTU-
pPOBaHMO 1 OOMEHY OMbITOM B 3TOW 06-
nactu.

Heobxognmo y4ypeaunTb W cgenarb
06s13aTenbHbIMK - cneumarbHble  KBanu-
(PUKaUMOHHBbIE 3K3aMeHbl U CTaHAapThl
KayecTBa Ans cneuvanuctoB B obnac-
TV CNeunanm3npoBaHHbIX FEHETUYECKMX
KOHCynbTauui (KNMHULMCTOB UMW HEKNK-

HULMCTOB).
MNpenocTtaenexne cneumnanunsnpo-
BaHHbIX TEHETUYECKMX KOHCYynbTauuin

OOMMKHO cuMTaTbCsl BaXHbIM TpeboBa-
HMEM MpU NPOBEAEHUN ONpPeAeNneHHbIX
reHeTMYecKknx TecToB, OCOBEHHO B TeX
cnyyasix, Korga pedvb MOET O BbICOKOM
NMPOrHOCTUYECKON 3HAYMMOCTM TEeCTOB
B OTHOLUEHMMN CEPbE3HbIX FeHETUYECKNX
3aboneBaHui. [na Takux KOHCynbTauuii
HYXXHbl NpodeccrMoHarnbl, MonyyMBLLME
crneuyanbHyl0 MoAarotoBky. B gpyrux
cnyvyasax npegocTaBuTb MAUMEHTY CO-
OTBETCTBYIOLLYIO MHOPMALMIO  MOryT
Bpaun 0e3 cneuvanbHOM MNOArOTOBKM
UNn Apyrue MeouumHCKME paboTHUKK.
Bbicokasi 3HaUMMOCTb NpeaocTaBeHus
naumeHTy [OCTYyMHOW WHopMauun B
neyaTtHo copme Ansi TOro, 4YToObl OH
MMen BO3MOXHOCTb MOSyYnUTb AOMOSHU-
TenbHblE CBEAEHMUS MOCHEe KOHCYNbTauum
C BpayoM, yxxe MOATBEPXKAEHA Ha npak-
TVKE, M NO3TOMY Takue nevaTHble mare-
pvarnbl JOMKHbI ObITb BCeraa AOCTYMHbI.
HenpenoxHbIM NpaBMIioM JOSMKHA CTaTb
pekoMmeHaaTenbHas dopma nposege-
HUS  KoHcynbTaumn. OcHoBHas  Uenb
rEHETUYECKON KOHCYNbTaLuum — NMoMoub
OoTAEenbHbIM NULAM U CEMbSIM TMOHSATb
npupoay reHetnyeckoro 3abonesaHus u
CNpaBuUTbLCS C HUM, @ He COoKpaLLaTb Cry-
Yaun reHeTu4ecknx saboneeaHum.
PekomeHpauma 12. [eHeTnyeckue
TECTbl OOIMKHbI KITMHWUYECKN OLEHNBaTb-
Ccsl C y4vyeToMm cneumdukn HaceneHus,
cpeon  KOTOPOro OHWM  UCMOSb3YHTCA.
Jlvua, ydacTBylOWME B TEHETUYECKMX
ncenenoBaHUsix, reHeTUYecKoOM TecTu-
poBaHUM 1 BbIpabOTke MOMUTUKM 3Opa-
BOOXpaHeHWs1 B AaHHOW cdpepe, OOMKHbI
YUMTbIBATb PUCK BIIMSHUS CTEPEOTUIMOB
N SIPrbIKOB, OCHOBAHHbIX HA 3THUYECKOM
NPOUCXOXAEHNUM, U YYTKO OTHOCUTBCS K
npobrnemam, CBA3aHHLIMU C STHUYECKU-
MU U KyNETYPHBIMW PasnnynsMu.
Obcnegyemas rpynna nauuMeHTOB
reHeTU4Yeckoro TeCTUPOBaHUS MOXET
OTNMYaTbCsA MO 3THMYECKOMY MPU3HAKY.
HekoTopble reHeTu4Yeckme TUnbl SBMSOT-
cs bonee pacnpocTpaHeHHbIMU cpeaun
bonee nnu meHee OBLUMPHBIX TPYMN Ha-
ceneHus kak B EC, Tak n Bo Bcem mupe.
B KOHTekcTe pasBUTUS FEHETUYECKUX
TECTOB U B YCNOBUSAX UX UCMONb30BaHUA

TakuM rpynnam cnegyert yaensite ocoboe
BHMMaHWe Kak C Lenblo obecnevmTb um
crnpasefnvBbIn JOCTYN, Tak U ANs TOro,
4YTOObI N36EeXaTb CTEPEOTUMHBIX MOAXO-
0oB. B ocobeHHOCTW reHeTuyeckoe Tec-
TUpPOBaHWE $BMSETCH HEenoAXoAsALMM
MEeToAOM NS onpefeneHns 3THUYECKo-
ro NpoucxoxaeHus. Noatomy OHO Hu B
KOeM cryyae He JOIMKHO MCMOoNnb30BaTh-
CS B 9TUX LIensx.

Pekomenpauna 17. Esponenckun
Coto3 1 gpyrme mexagyHapodHble opra-
HU3auMM [OOMKHbl U [anee pasBuBaTb
NpaBoOBYKD  CTPYKTYPYy TEeHETUYEeCKoro
TecTMpoBaHusa Takum obpasom, 4Tobbl
B HEN y4MTbIBanuChb kak HeOBXOAMMOCTb
npoBedeHns1 HOBbIX TECTOB, TaK U Bax-
HOCTb UX 6e30MacHOCTU, KIMHUYECKON
060CHOBaHHOCTU 1 HagexHocTu. Bce
BHOBb pa3paboTaHHble TeCTbl AOIKHbI
COOTBETCTBOBaTb CTaHAapTam, YycTa-
HOBIEHHbIM A0 BHEAPEHUS UX B KIUHK-
YecKylo MpakTWKy; MpoBepka Ha Takoe
COOTBETCTBME [OIMKHA OCYLLECTBNSATLCA
opraHu3aumsiMu 1 yupexageHusamm, Hesa-
BMCMMbIMW OT pa3paboTynKoB ITUX Tec-
TOB, YTOOBI 06ecneunTb X Nomnb3y Ans
nauneHToB.

O reHeTMYECKOM TECTMPOBaHUU U3
ctatbu bB.M. KHonnepc u P. YeaBuk
«lMpoeKT “reHom YyenoBeka” noa Mex-
AYHapoAHbIM “3TUYECKUM MUKPOCKO-
nom”» [5]

AemoHomusi. [eHeTn4Yeckoe TecTUpo-
BaHWe 1 nonyyaemas B €ro pesynsrate
MHOPMaLUs HOCAT Cyrybo nnYHbIN Xa-
pakTep. Bornbluiaa yacTb reHeTuyeckom
MHOpPMaLMN HOCUT NULlb MPOrHOCTU-
YeCKUI, BEPOSTHOCTHbIN XapakTep — on-
pefeneHHbln reH nyb ¢ TON UM UHOM
CTENeHbI0 BEPOSITHOCTU MOXET Cnocobc-
TBOBaTb pPa3BUTMIO TOTO UK UHOTO 3a60-
neBaHusi. IMEHHO 3TUM HETOYHbIM Xa-
paKkTepoMm reHeTuyeckon nHopmaumm n
06bsicHAETCA HEOOX0AMMOCTb 3aLUTUTL
YyeroBeka OT BO3MOXHOMO COLManbHOro
[OaBneHnst n cTporo cobntopatb npole-
Oypbl MonyyYyeHUs ero MHAPOPMUPOBAH-
Horo cornacus. [MosTomy B KayecTBe
HeobXoaMMOoro ycrnoBust Anst MPUHATUSA
peLLeHNst O MPOXOXAEHUN FreHETUYECKOTro
TeCTMpoBaHMs B 6ONbLUMHCTBE JOKYMEH-
TOB paccmaTtpuBaeTcst npoueaypa npeg-
BapuTENbHOIO KOHCYNLTUPOBAHWSA 3auH-
TepecoBaHHOro nuua. cknioveHnem m3
3TOro MpUHUMNa ABMSAKTCA Criyyau, Kor-
Aa pedb NaeT O CKPUHMHIE HOBOPOXAEH-
HbIX HAa NpegMeT Hannuusa 3abonesaHnin,
KOTOpbI€ MOTYT ObITb U3EYEeHbI.

CyuiecTByeT KOHCEHCYC M MO MNOBO-
Oy HeobxoaMMOCTU OrpaHuynTb NpoBe-
OeHve npoueayp reHeTuyeckoro Tec-
TMPOBaHWS (BKMYasi MpeHaTtanbHoe)
crnyyasiMu, Korga 3To Heobxogumo no
MeaMUMHCKUM rokasaHusaMm. PelleHve o
TOM, Kakue TecCTbl ABMSIOTCA Heobxoau-
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MbIMW MO MEAMLMHCKUM MOKasaHusaMm, a
Kakue — HEeT, OCTaeTcsa 3a OTAEeNbHbIMU
CTpaHaMu, KOTOpble OnpeaensitoT 3To
B COOTBETCTBMM C MMEKLUMUCS Y HUX
KYNbTYPHbIMU, COUManbHbIMU U NOMUTK-
YECKMMU HOpMaMU.

B GonbluMHCTBE LOKYMEHTOB coaep-
XWUTCH HOpMa, COrnacHoO KOTOPOW Mpo-
BeAEeHNe reHeTUYecKoro TeCTUpOBaHMUS
[OOIMKHO OrpaHuMyMBaThbCca nvuamu, Be-
POATHOCTb Cepbe3HbIX 3aboneBaHuii y
KOTOpbIX O4eHb Bbicoka. bornee Toro, cy-
LLIeCTBYET KOHCEHCYC NO BOMPOCY O TOM,
4YTO TeCTbl Ha MPeapacroNOXeHHOCTb K
TOMY WAM MHOMY 3aboneBaHuo LOMK-
Hbl MPOBOAMTLCS TONbKO B TEX Cry4asix,
Korga pedb Maet o 3aboneBaHusix, KOTO-
pble MOXHO Nubo NpenoTBpPaTUTL, NMGO
N3MeYnTb.

HenpukocHo8eHHOCMb yacmHou
JKU3HU. YTO KacaeTcs noaxodoB K Mpo-
6nemam, CBSI3aHHbIM CO CTpaxoBaHW-
€M 1 YCTpPOWCTBOM Ha paboTy, TO OHK
pasnuyalTcst B 3aBMCMMOCTM OT TOrO,
CYLLEeCTBYET MMM HET B TOW WU WHOWM
CTpaHe yHMBepcanbHasi cuctemMa meam-
LMHCKOrO M coumarnbHOro CTpaxoBaHWs.
CerogHsa mano M3BECTHO O TOM, KaKou
noTeHumanbHbIi addekT (oTpuuaTens-
HbI UNN JaXke MONOXUTENbHbIA) MOXET
UMETb AOCTYMHOCTb TEHETUYECKON WH-
dopmaumm 0 TOM WM MHOM YeroBeke
ONS CTpaxoBblX KOMMAaHWM unu paboto-
partenen. OgHako gaxe B CTpaHax, rae
CyLLeCTBYeT YHMBEpcarnbHasi cucrema
30paBOOXPaHEHWUS], MPUHATBI PEKOMEH-
Jauuu, 3anpellarolime TakouW [OocTyn
Uny NpoBeAeHNE TECTUPOBAHUS CaMUMM
CTPaxoBbIMU KOMMAHUAMU Unn paboTo-
parensmu.

lMpuHyun cnpaeednueocmu. Mex-
OyHapooHoe coobLecTBo nposiBnser
eavHcTBO B 3aboTe 0O MHTepecax Tak
Ha3bIBaeMbIX «ysi3BMMbIX FPynn Hacene-
HMSA», K KOTOPbIM OTHOCATCS Heaeecrno-
cobHble B3pocnble 1 AeTn, a Takke by-
Oylwime nokoneHus nogen. lMockonbky
ype3mMepHas 3aliMTa npencraBuTenen
3TUX FPYNMN HacereHusi MOXeT caenaTb
HEBO3MOXXHbIM NPOBEeAEHME Hay4HbIX UC-
crnegoBaHuii ¢ ux y4actuem, cam no cebe
aKT HEBO3MOXHOCTU MPUHATUA UMUK
CaMOCTOATENbHbIX pPELUEeHU  FOBOPUT
0 HeobXoaAMMOCTU MUX OCOoOON 3aluThbl
npv nNpoBeAeHUM TakuX UCCNeaoBaHUN,
HO He 03Ha4aeT UX MONIHOE UCKIYeHne
13 Yncna ucnelTyembix. [lanee, He peko-
MEHAyeTCs npoBedeHne TecTUpPOBaHMUS
[eTell Ha NpPeaMeT Hanuyns y HUX TOro
unu nHoro 3aboneBaHusi, KOTOpoe Ha ce-
FOOHSILLUHUIA AeHb HE NOoA4AaeTCst HU Npo-
dmnakTuke, He neveHuto. PekomeHayeT-
ca Takke, 4YTobbl B crny4yasx, Korga aTo
BO3MOXHO, W OETU, U HeAeecrnoCobHble
B3pOCHble NMPUHMManu NocurbHoOe y4ac-
THe B npoLecce NpUHATUS peLUeHni.



. AKYTCKUM MEANLIMHCKAN XKYPHATN

PagHasi OocmynHocmb. XOTA pas-
Hasi JOCTYMHOCTb M He Bcerga B SIBHOW
dopme ynomuHaeTcs B 4ucne pykoBO-
AALWMX MPUHLUMMNOB, BCE e CaMON 3ToMn
npobneme 0OTBOAWTCS  3HAYUTENbHOE
MeCTO B MPOUCXOAALUMX AMCKyccusx. B
nx xoge obcyxaalTcs Takme BONPOCHI,
Kak rapaHTUy paBHOWM JOCTYMNHOCTU reHe-
TUYECKUX UCCNENOBAHUIA, TECTUPOBAHNS
N nHdOpMauumn: cnpaBeanmuBbIX LeH u
CNpaBeanMBOCTN MpW  pacnpedeneHnm
orpaHuyeHHblx pecypcoB. CyuiectByeT
noTeHumManbHas yrposa TOro, 4To WC-
nonb3oBaHMe MEeTOAOB TEeHEeTUYECKOro
TECTUPOBAHUSI MOXET CrnocobcTBOBaTh
POCTy COLManbHOrO HepaBeHCTBa, YTO
[OOCTYMHOCTb 3TUX METOAO0B MPUBEAET K
MX MCMOMb30BaHUIO C LieNbio NpepbiBa-
HMs BGepemeHHOCTM unm no coobpaxe-
HMAM (PUHAHCOBOW BbIrOAbl, YTO OTKa3
OTAENbHbIX MWL, OT MPOBEAEHUSI TaKOro
TECTUPOBAHUSI MOXET MOBfeYb 3a Co-
6on ux guckpumuHauuo. Obeyxaaercs
TakkKe BEPOSITHOCTb TOr0, YTO MCMOMb-
30BaHNe METOA0B reHeTNYEeCKOro TecTu-

lemopparnyeckun nHcynst (M) oc-
TaeTcsa ogHOM M3 Hambonee akTyarnbHbIX
npobnem KrnMHWYECKOW HEBPOMNOrUM U3-
3a LUMPOKOW pacnpoCTpaHEeHHOCTU, Bbl-
COKOW NeTanbHOCTU U UHBaNuAu3auuu.
OH gBNgeTCcsa 0OHOM N3 CaMbIX TSXKENbIX
dopM NPOSABIIEHMI COCYAUCTON NaTosno-
1 rofOBHOIO Mo3ra.

B nocnepgHee Bpemsi, bnarogapsi pas-
BUTUIO BbICOKOTEXHOMOMMYHBLIX METOAOB
HenpoBusyanusaumv, WU3MEHUIUCb He-
KOTOpble NMpeAcTaBneHns O naTtoreHese,
KnNuHu4eckon kaptuHe . B nepcnek-
TMBe - pa3paboTka MOMNeKynspHO-reHe-
TUYECKMX METOA0B NPOUNaKTUKI M anar-
HOCTUKM paHHMX (OOpM COCYANCTON NaTo-
noruu, npusoasLien k N'A. Pactet uncno
nccnegoBaHni Mo NOMCKy 3P EKTUBHBIX
METOLOB HEMPOXUPYPrMYECKOTO U KOH-
CepBaTMBHOIO NEYEHUsI BHYTPUMO3rOBbIX
rematoM. Mbl NpUBOAMM KpaTKW nuTe-
paTypHbIi 0630p OCHOBHbIX Hanpaene-
HUI nccnegoBanHvn no npobneme M.

YYIT'YHOBA CaprbinaHa AdpaHacbeBHa
— Bpay-HeBpOMNOr BbICLUEW KBanud. katero-
pun PBNe2-LIBMI, m.H.c. AHLL CO PAMH;
HUKOJTAEBA TaTtbsiHa SlkoBneBHa — .M.H.,
npod., 3aB. kadegpon MU ArYy; ®APADO-
HOBA EneHa HukonaeBHa — Bpay-peHTre-
HOror BbICLLEV KBanud. kateropuu, 3aB. oTae-
nom PBNe2-LI3MI.

pOBaHUS MOXET MOCTaBUTb B YA3BMMOE
MOSNIOXXEHUE YNEHOB TOMO WM UHOrO IT-
HUYECKOrO MEHbLUMHCTBA.

Kauecmeo. 410 Kacaetcsa npobne-
Mbl KayecTBa, TO OHa TakXe He Bcerga
B SIBHOW (hopMme paccMmaTpuBaeTcs Kak
o6LWM NpMHUMM; BMECTe C TEM CyLlec-
TBYET SICHOE MOHMMaHWe TOoro, 4To pe-
walmLiee 3HayeHue npu npoBeaeHUn
reHeTM4ecKoro TECTUPOBAHUS  MMEIT
Takve BOMpOChI, KaK Hanm4ve keanudu-
LIMPOBaAHHOTO NepcoHana, MOHUTOPUHT U
aTudeckast aKcrneptm3a. PekomeHayeT-
ca Takke, 4ToObl ObINKM paspaboTaHbl 1
NPUHSITHI KPUTEPUM, KOTOPLIMKU crieayeT
pPYyKOBOACTBOBATLCS MNpU  NPOBEAEHUN
TEX MUIN UHbIX TECTOB. B KOHEYHOM cyeTe
WMEHHO C 3TOrO U HAYMHAETCS YBaXeHWe
K 4erioBe4yeckomn fIMYHOCTH.
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FTEMOPPAITMYECKUA UHCYNbT:
COBPEMEHHOE COCTOAHUE MNPOBJIEMbI
U NEPCMNEKTUBbI N3YYEHUA

Ona T xapaktepHO BO3HWKHOBEHWE
B Oornee mMonogom Bo3pacTe Mo cpaBHe-
HUIO C uwemnyeckum uHcynstom (AN).
3aboneBaemocTb ' B Mupe cpeau nuy,
MOMOAOro Bo3pacTa BbIle Yy MYXUKH [6,
12]. YacTtoTa BHYTPMMO3IOBbIX KPOBOU3-
nusiHuin B mupe coctaenset ot 10 go 20
cny4yaeB Ha 100 000 HaceneHwus B rog [6].
CyuiecTBytoT pasnuuuss B 3abonesae-
mMocTu M B pasHbIX 9THUYECKMX rpynnax,
Tak, OTMe4yaeTcsl MnoBbilleHHas 3abone-
BaemocTb ' cpean adppoamepukaHues
B CLIA, yacTtota BHYTPMMO3IOBbIX KpO-
BOM3NUSIHUA Y HUX B [Ba pa3a Bbllle,
yem B Genou nonynauuu, U cocTaenseT
npumepHo 50 Ha 100 000 HaceneHus [6].
B asmartckmx ctpaHax, Takmx kak Ano-
HUS, UMdpbl 3aboneBaemocTn NN Takke
ObINM CyLLECTBEHHO BbILLE, YEM B EBPO-
nevickmx ctpaHax (61 Ha 100 Tbic. Hace-
nenust) [19]. B 60-x rr. B ANOHCKOW nony-
NSUUN COOTHOLLIEHME reMOopparnyecKkoro
N ULLEMMUYECKOTO MHCYNbTa COCTaBMANo
6:1, TO ecTb 3HauuMTeENbLHO Mpeobnagan
['N. 3a nocnegHne pgecatuneTusa B Ano-
HUM MPOM3OLUMIO 3HAYUTENBHOE CHUXKE-
Hue 3aborneBaemMoCTV U CMEPTHOCTM OT
BHYTPVMMO3roBbIX KPOBOWU3MUSHWUIA, OCO-
BGEeHHO cpeaun MyXCKOro HaceneHus. 3To
CBS13bIBAKOT C YCMELLUHbIMW MEPONPUATUS-

MU MO NEYEHU apTepuanbHOW runep-
TeH3un (Al) 1 UBMEHEHNAMM B NUTAHUN,
o6pase Xu3HM sNoHUeB. B HacToswee
Bpems cooTHoweHune ' n NN cocras-
ngaet 1:3 cootBeTcTBEHHO [11]. B kutan-
CKOWM NonynsiuMn OoNs BHYTPUMO3IOBbIX
KPOBOU3MUSAHUI B O6LLEN CTPyKType oc-
TPbIX HAPYLLUEHWIA MO3roBOro KpoBoobpa-
LEeHNs1 TakkKe BbICOKA W COCTaBMsieT
27,5% [17].

B Poccun yactota remopparmy4eckoro
MHcynbTa coctaenset 57 Ha 100 000 »xwu-
Tenen B rog [10]. B nocnegHue rogpl oT-
MevaeTtcs yBenuyeHve gonv N B obuuen
CTPYKTYpE OCTPbIX HapyLLUEHWUIA MO3roBO-
ro kposoobpauweHusa (OHMK): paHee
COOTHOLLUEHME YaCTOTbl ULLEMUYECKOTO
1 remopparm4yeckoro MHCYnsTOB COCTaB-
nano 5:1, B 2001-2003rr., no gaHHbIM
Peructpa unHcynsta no P®, cooTHoLle-
Hue 6bino yxe 4:1. B Pecnybnuke Caxa
(AkyTuna) yaenbHbii Bec 'V B cTpykType
OHMK Bbllwe, 4em B Poccumn, COOTHO-
LIeHVe B HacTosiiee Bpems COCTaBns-
et 2,2:1[7]. B pecnybnvke 3Ha4nTENbHO
Bo3poc yaenbHbii Bec OHMK B 06Lwen
CTPYKTYpe netanbHblX MCXo4oB (cornac-
HO NaToNoroaHaToOMUYeCcKUM WUccrneno-
BaHuAM, 3a nocnegHue 20 net nodtn B
2 pasa) 1 NpenmyLLECTBEHHO 3a CYeT re-
Mopparmnyeckmx gopm nHeynesra [1].





