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ETUYHI ACIIEKTU MEIUKO-TEHETNYHOI JIATHOCTUKH
TA KOHCYJIbTYBAHHA

0.M. KoBauaboBa, 1-p Me[1. Hayk, npodecop
XapKiBCbKMI HaLliOHANBHUI MEAWYHHUHN YHIBEpCHUTET, XapKiB, YKpaiHa

B cmammi poszensioaromscs numarnts 3acmoCy8ants 2eHeMU4HUX Memoois 6 KAIHIUHIU
MeOuYuHi 015 8UABIEHHS CHAOKOB0I NAMOJORIT AK HA emani 00pPOO08oi JiacHOCUKU, MAK i 8
nOOAIbLUWIOMY PO3BUMKY J00unU. Haeedeno pesnamenmayiio 0OMpumMants MOpATbHUX Md Npa-
B0BUX NOJIOJICEHb NPU NPOBEOCHH IKAPEM MEeOUKO-2eHeMUUHO20 KOHCYTbMYBAHHSL.

Kntouosi cnosa: npenamanvha O0iacHOCMUKA, MeOUKO-2eHEMUYHe KOHCYIbMYBAHHS,
KOH@hiOeHyiliHicmb 2enemuuHoi inpopmayii, emuyHi npuHYUnu.

ETHICAL ASPECTS OF MEDICO-GENETIC DIAGNOSTICS AND
CONSULTING

O.M. Kovaleva, MD, professor
Kharkiv National Medical University, Kharkov, Ukraine

The article deals with the application of genetic methods in clinical medicine for the
detection of hereditary pathology both at the stage of prenatal diagnosis and in the further
development of the person. The regulation of observance of moral and legal provisions during
medical-genetic counseling by the doctor is given.

Keywords: prenatal diagnosis, medical genetic counseling, confidentiality of genetic
information, ethical principles.

I'eHerika sk po3aia Oioyiorii BUHUK/IA 3aBASKH BIAKpUTTIO MeEHIeNs 1 BCe INMpILE
ACUMLIIOETHCS 13 MPOOJIEeMaMU KOHKPETHOI JIOAWHU Ta IIUIKOM JIOTIYHO, 10 BHHHKIIA CaMO-
CTiliHa rairy3s - MeIMYHa TCHETHKA.

Po3BUTOK CydacHOT MEIUIIMHHM XapaKTepPH3YEThCS HEYXMIBLHO 3POCTAIOYMM 3acTOCY-
BaHHSAM I'CHETUYHHX MeTOoiB. Hacammepen e 00yMOBIEHO THM, IO MPOIECH POCTY, PO3BUTKY
OpraHizMy, SIK NpeHaTaJlbHUHU, TaK i MOCTHATAILHUH, SBIAIOTH COOOIO peami3alilo B MEBHHUX
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YMOBaXx CepeloBHIIa TeHEeTHYHOI MPOrpamu, yCIaaKoBaHOi Bif 0arbkiB. binbina yactuHa 3a-
XBOPIOBaHb JIIOJUHHM MalOTh I€HETUYHI JuKepena. XapakTepHa CydacHa TEHIEHIS - 3pOCTaHHA
BiTHOCHOT'O 3HaUYEHHS T€HETHIHO 00YMOBJICHUX 3aXBOPIOBAHb 1 TATOJIOTIT JIFOTHHH.

3aBIaHHA MEIUYHOI T€HETUKW BHIUIMBAIOTH i3 3arajlbHOI METH MEIULWHH - JIKYBaTH
XBOpHX, MOTEPEKATH XBOpOoOH, OOPOTHUCS 3a COIIATbHO aKTHBHE TPYJOBE MOBTOMiTTA. ETHd-
HUH 3MICT MEINYHOI TeHETUKH CKIIATA€ThCS 3 TYMaHHOCTI BUKOPUCTAHHS ii TOCATHEHD 3 METOIO
JKyBaHHS i IONEPEIKEHHS CTIaIKOBUX XBOPOO.

JlonoMora XBOpUM MOJKJIMBA 32 YMOBH PaHHbOT aKTHBHOI A1arHOCTUKHU CIaJKOBHX XBO-
po0, e 10 GpopMyBaHHS KITIHIYHOI KAPTUHH 3aXBOPIOBaHH. 3 OISy Ha crienudiky i€l maro-
JIoTii, B AOCHIKEHHS MMOBHHHI OyTH 3aiydeHi BCi JOCTYIHI WieHH pOIWHU. MOXIHBa TpeHa-
TaJbHA JiarHOCTHKA 1€ JI0 HApOJDKEHHS AWTHHHU, a TaKOXK BHSBJICHHS CIaAKOBOI MAaToJOTii B
JUTHHM 1 AOPOCIIO] JIFOJUHU.

Jlo MeToiB MEAUYHOT TEHETUKY BiTHOCATh: T€HEAIOT1UHMM, 010X1MIYH1, IIUTOIOTTYHHH,
MOJICKYJISPHHUH, IMyHOJIOTTYHHUH.

MeTta reHealloTiYHOTO METOAY — BHSBJICHHS MATOJIOTIYHOI O3HAKW B POAMHI U THIY
CraIKyBaHHs. ['eHeanoriune AOCHTIHKEHHS 3/TICHIOETHCS IIUITXOM OIIHKH ()eHOTUITY ITpobaH/a
W wieHiB HWOro poAuHU. SIKIIO YiICHW POJAWHHU HE JOCTYIHI, BUBYaIOTh ixHI (oTorpadii. Heoo-
X1JTHOIO YMOBOIO IIbOTO METOAY € 3'ICYBaHHSI CIMEHHOTO aHAMHE3y W CKJIaJiaHHs POJOBOIY.

BioximidHI MeTOH, IO 3aCTOCOBYIOTH B T€HETHINi, PI3HOMAaHITHI, TOYMHAIOYN BiJ| TIO-
MyJSIIAHIX CKPUHUHTOBUX IIPOTpaM JUII HEMOBIISIT 3 METOI0 BHUSBICHHS (DEHIIKETOHYpIi, Ta-
nakTo3emii. KpiM 1[bOro 3aCTOCOBYETHCS BEIMKHUI CIIEKTP O10XIMIYHUX JOCIIIKEHD ISl BHSIB-
JIEHHSI «BPOKEHUX TTOMUIIOK MeTaboIi3My» BIAMOBIAHO A0 TepMiHA, 10 OyB 3alpOMIOHOBAHO
Tapponom.

LuTonoriyauii METO IPU3HAYCHUIA JJIs OIIHKHA KapioTHILy KUBOrO opraHizmy. Ha cy-
YacHOMY PiBHi 1€l MeTOJl JONOBHEHHI HOBHMH PO3pOOKaMM Ha MOJIEKYJISIPHOMY piBHI i MU
MaeMO TOBHE MPaBO PO3MIIAAATH AHATOMIIO JIFOJCHKOIO T€HOMA 3a JOIIOMOTOI0 METOJIIB KIIiHI4-
HOI [TUTOT€HETHKH.

Metos BUBUYEHHSI KapioTHITy HaJaB MOXIHBICTH Bke B 1959 pomi Jerome Lejeune
3HAWTH MaJIeHbKY JOJATKOBY XpOMOCOMY, BilMOBifanpHy 3a cuHapom JlayHa. Ili3Himme Oymm
BUSIBIICHI 1HINI aHOMAJIii KiJIbKICHOTO CKIIAAy CTaTeBHX XPOMOCOM IpH cuHApoMmax TepHepa i
Knaiingensrepa. Bynu onucani anoManii KUTBKOCTI Ta CTPYKTYPU XPOMOCOM IIPH iHIIHX BPOJ-
JKEHUX TaTOJIOTIYHUX CHHIPOMAaX, TaKUX K Tpucomis 13 1 18, pi3sHOMaHITHI TpaHCIIOKaIlii, Je-
JeTlii, MO3ai49HICTh, 1 TpuIuTonii (Y TKAaHWHAX CIIOHTAaHHHUX a0OpPTiB).

BakiauBuit po3mia MeIUUHOI T'€HETUKHM NPEJCTABJISE MpEHaTalbHA JIarHOCTHKA, IO
BKJIFOYA€E Pi3HI MaHIMyJIAIil, 110 JO3BOJAIOTh TECTYBaTH IEHETHMYHY aHOMAJIIIO IIE JI0 HApOJ-
eHHs auThHU. Cepell IMX NPUHOMIB HaWOUIBII BaKIIMBUMH MPEICTABIISIIOTHCS: aMHIOLIEHTE3,
JIOCHIDKEHHS] BOPCHHOK XopioHa, (eTockomist i Oiomciss, yapTpa3ByKoBe AOCHIPKEHHS IJI0AA,
aHaJi3 KpoBi Matepi Ha a-¢eTonporeid. [TokazaHHSIMH ISl IPEHATATIBHOTO J[IarHO3y CITYKaTh:
BiK Matepi cTapie 35 pokiB, HOCIi MaTOJIOriyHOro reHa, XpPOMOCOMHI abeparlii, HasBHICTb X-
3UETNICHUX 3aXBOPIOBaHb, BPOKEHI aHOMAaii MeTaboi3My, reMorio0iHonarii Ta iHmi crnaj-
KOBI 3aXBOPIOBAaHHS B POJIMHI.

[[Iupoke BUKOPUCTAHHS HEIHBA3UBHOI METOJVKH VIbIMPA368YKOB020 OOCHIONCEHHS NIAE
MOJJIMBICTb BUSIBUTH Pi3HI aHOMaJIii 1uioa. B ocTaHHI poKHM 3HAYHO MOKpAIIMIAcs 3aTHICTh 1
TOYHICTB I[OTO METO/Y, 110 CTA€ OOOB'I3KOBUM 1 PYTHHHHM IPU 0OCTEKCHHI BariTHUX. 3aB/s-
KH YJIBTPa3BYKOBOMY JIOCTI/IKEHHIO BJIAETHCSI BUSBISITU JIe(EKTH PO3BUTKY IUIO/IA, K1 paHile
Oynu HeJOCTYIHI IarHOCTHLI i YCTaHOBIIOBAIMCS TNBKH MICIIS HAPOIKEHHS.

JocsrHeHHS MeIUYHOI TeHEeTHKH 3MIHWIM MEeIMIHMHY B OaraTbox BigHocuHax. Hacam-
nepea 3'IBHjIacs MOXJIMBICTh HMPOBOJUTH CrHeHU(iUHYy TIarHOCTHKY CIIaJKOBOI IMATOJIOTrii Ha
CaMMX PaHHIX CTaJisX PO3BUTKY JIOAWHM (eMOpPiOH, IUIiT) 3aBASKH METOJUKAM MPEHATAIEHOTO
JOCHTiKeHHs. ['eHeTHUHe TecTyBaHHsS HaJa€ MOIIMBICTH B MOJANBIIOMY BH3HAYaTH Pi3HO-
MaHITHI CIIQJIKOBI XBOpOOW, HAIPUKIIA]] ITATOJIOTIIO CEPIls y XBOPUX Ta WICHIB X POIWH, a caMe
— oWIIATaIiiHa, Tineprpodidna kapaiomiomnarii, aputmii. [Ipu BU3HAYEHHS MOJIEKYISIPHOTO Je-
(bexTy, 0 NPU3BOAUTH IO 3aXBOPIOBAHHS, FEHETUYHE TECTYBAHHS YIOCKOHAIIOE AiarHOCTHUKY
Ta BHOCUTh KOPEKTHUBH B JIIKYBaHHS XBOPHX.
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PanHst akTHBHA IiarHOCTHKA CIIaJKOBHX XBOPOO, 11e 10 GOpMyBaHHS KIiHIYHOI KapTH-
HH, TIPABOMIpHA 3 €THYHOI TOYKH 30pY B TOMY BHIIQJKY, SIKIIO MOXIIMBI: JHCIAHCEPH3ALlisl XBO-
pux, mpodimakTHyHE JIKyBaHHSA, COLialdbHA JOMOMOTa, MEIWKO-TEHETHYHE KOHCYIIbTYyBaHHS
OatpkiB. IlokazaHHs MeAMKO-TeHETHUHE KOHCYJIbTYBaHHS: OaTbkiB (a0 omHOrO 3 0aThbKiB) 3
PU3UKOM HOCIIB MAaTOJIOTIYHOTO T€HA, HASBHICTH Y POAWHI XBOPOTO 31 CIIaJKOBOIO MATOJOTIETO,
MIePBUHHI BUKH]IHI, MEPTBOHAPOKEHHS, BIK MaTepi crapiie 35 pokiB, OE3MIIiAHICTE 1MOB’sA3aHa
3 XpOMOCOMHUMH aHOMaJlisiMH, XBOopoOa JlayHa, 6aThbKH - MPEICTABHUKU €THIYHOI TPYIH 3 BH-
COKHMM PU3HKOM NEBHUX CMAJKOBUX 3aXBOPIOBAHb.

Sk mpu OOCTe)KEHHI TAaIlieHTa, TaK 1 BHOOpPI MOMAIBINOI TAKTHKWA BEICHHS, JIKap-
TeHeTHK MMOBHMHEH BUPINIyBaTH Oarato mpaBOBHX 1 eTHYHUX NMuTaHb. ONHIET 3 OCHOBHHUX PHC
E€TUYHUX TPOOJIEeM MEIUYHOI TeHETUKU € TOH (haKT, M0 CIaJKOBI XBOPOOU MepenaloThCs Ha-
IIakaM BHACIIZAOK pEenpoAyKTUBHUX mporeciB. OTxe, mpoOiIeMu MEIUIHOT TeHETUKHA MaloTh
HE 1HAWBiTyaTbHUM, a CIMEWHUH XapakTep.

CriagkoBa XBOpo0a 1o CBOIl CyTi, € XBOPOOOI POJIUHH, 110 NIEPEAAETHCSA B TOKOIIHHSX,
XO4a 3aKOHH TaKoi mepejadi Ui pi3HUX HO30JOTHMYHUX (opM pi3Hi. Jlikap-TeHEeTHK, SK 5KOJeH
IHIIWH JTIiKap, 3B'A3aHAN y CBOIH MisUTHHOCTI 3 POAMHOIO i POJUYaMU XBOPOTO, IIPH YOMY IIepe.
HUMH MOT'O BIAMOBINAIBHICTh HE TIIBKU MEUYHA, ajic i MOPAIbHO-TICUXOJIOTIYHA.

CriazikoBi XBOpOOH y CBOIH OLIBIIOCTI OKH BaXKKO BUJIIKOBHI, YaCTO MAlOTh BaXKHUH i
MIPOTpeCcyroUnii mepedir, MPU3BOAATH O IHBaJiMHOCTI XBOporo. MeawdHa T€HETHKA, y Pl
BUTIAJKIB, OOMEXY€EThCSA MPOPITAKTUKOI Ta MeToAamu JiarHOCTUKH. lle cTaBuTh Jikaps-
TCHETHKA Tiepel HeOoOXiHICTIO MOBHOK MIpPOI BHUKOHATH CBiM mpodecilinuii, 0co0IuBO, MO-
panbHUit 60pr. Ha HbOMY N€XXHUTH BiOBIANBHICTE 33 TIOCTAHOBKY OCTATOYHOTO /IiarHO3Y.

Oco0mHBO BaXkKKi MPOOIIEMH MOPATBHO-ETUIHOTO MOPSIKY JOBOIUTHCS BUPIIIYBATH Te-
HETHKOBI Ha 3aKJIFOYHOMY €Talli KOHCYJIbTYBaHHS, 1 BOHH NOBUHHI OyTH JTOBEJCHI A0 POJMHH,
IO KOHCYJBTY€EThCS. MOpalbHO-€THYHA TIpo0iieMa - MPaBUIIBHICTh PO3PaXyHKY BEITUUUHH PH-
3uKky. Lle HaKkmanae Ha Jikaps Oinpmry mpodeciiHy i MOpabHY BiAMOBINANBHICTh 32 BUKOHAHHS
[BOT'O eTany KOHCYJIbTYBaHHS.

CrnenudivHoro (HopMoI0 JisSUIbHOCTI MEIMKO-TeHETHYHOI KOHCYyNbTalii € ii ydacTp y
MIPOBEJICHHI NpeHamaibHoi diaeHocmuky 3 METOI0 eiMiHaii ypaxeHoro miozga. Jlikap-reHeTnk
pa3oM 3 HEOOXiTHUMH JIADOPATOPHO-AIarHOCTUYHUMHE CITy)KOaMH TIOBHHEH JaTH OIHO3HAYHY
BIJIMIOBI/Ib: YM Ma€ OOCTEeXeHWM ILIia JedekT? MopanbHa BiJNOBINANBHICTE JiKaps i Horo
MMOMIYHUKIB y IbOMY BUTIQJIKYy CKJIAIa€ThCsI B HEOOX1THOCTI TOYHO MTOCTABUTH JIiarHO3.

Metoau 0pOAOBOI JIarHOCTUKH, IO JTO3BOJIIIOTH BH3HAYUTH CIIAJKOBHH NedeKT Ha
PaHHIX CTaJisIX BHYTPIIIHHOYTPOOHOTO PO3BUTKY, MAlOTh MOJBiHHMIA Xapakrtep. Jleski i3 mux
METO/JIIB MOXKYTh SIBJIATH 3arpo3y JUIst )KUTTS i IUIICHOCTI eMOpioHa abo 1uiona. BusiBiieHHs He
BIJIIKOBHOTO 200 TSDKKO BHIJIIKOBHOTO T€HETHYHOTO 3aXBOPIOBAHHS HEPIJKO CTa€ MOKa3aHHIM
JI0 TIepepHBaHHs HOBOHAPOPKEHOTO XUTTS. SIK BUKOPUCTATH MPUHLHUI «HE HAILIKOb) y BHIA-
Ky 3aCTOCYBaHHsI Cy4acCHHX METOJIiB ITPEHATATbHOI JIarHOCTHKH, IO JIO3BOJISIFOTH ITPOTHO3YBa-
TH HapO/DKEHHs IUTHHU 13 XBopoOoto [layHa? ['eHeTHUHE KOHCYIBTYBaHHS HE MEPECIiIye «EB-
TeHIYHHUX» LiJIe, BOHO Ma€ CTPOro MEIUYHY CIPSMOBAHICTb. BUIBIIICTE OCTITHUKIB BBaXKae,
10 HE MOJXKHA JaBaTH MOAPYKHIM IapaM IMOpajy II0J0 HApOJKEHHs IiTeH, HaBiTh SKIIO pe-
3yJIETATOM MPUAHATOTO HUMH PIllICHHS MOXKE CTATH 30UIbIICHHS TeHETHYHOTO BAHTAXY TOITY-
asuii. Ixue pIllICHHS HE MTOBHHHE 3aJIeXKATH BiJl MOKIMBHUX IIKIJUIMBUX HACIIAKIB JUIs reHO(OH-
JTy TIOTTYJISIIII.

[IpenatanbHa JiarHOCTHKA MOXE BBaXKATHCS MOPAIBGHO BHIPABJIAHOIO, SKIIO BOHA
HanpaBJieHa Ha JIIKYBaHHS BUSBICHUX HEIYI Ha MOXJIMBO PaHHIX CTalisX, a TaKOXK Ha MiAro-
TOBKY OaTbKiB /10 OCOOJHMBOTO MIKIyBaHHsS MpPO XBOPY AWTHHY. lIpaBoM Ha XWTTS, M000B i
TypOOTY BOJIOJIi€ KOXKHA JIFOJMHA, HE3aJIe)KHO BiJI HAIBHOCTI B HHOTO THUX a0 1HIIUX 3aXBO-
pIOBaHb.

OCHOBHOIO €THUYHOKO TPOOIEMOI0 Cy4acHOI MEAMYHOI T€HETHKH € KOH(IACHIINHICTH
reHeTH4YHOi iH(opMallii, JOBUIBHICTD MPOBEACHHS TIE€HETHYHOIO TECTyBaHHSA. Meauko-
FeHeTHYHA JO0IOMOIa MOBHHHA OYTH MPaBOM KOXKHOI JitoauHuU. JliKapeBi-reHeTUKOBI CJIia J10-
TPUMYBATHUCS IPUHIIMIIIB HEJOTOPKAHHOCTI OCOOMCTOTO JKUTTA i MpaBa JIOAWHU 3HATH a0 He
3HATH iH(OPMALIIO MPO CTaH CBOrO 370pOB's. PazoM 3 THM, IiC/IS NPOBEACHHS MEHETHYHOTO
00CTE)KCHHS, BUHUKAE MOPAJbHUI KOHMJIKT, IKUH MOB'I3aHUN 3 JOTPUMAHHIM KOH(DIICHINH-
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HOCTI 1 BUKOHaHHAM OOOB'SI3KiB, 110 3000B'A3y€ JIiIKAp-TeHETHUKA MOBIIOMUTH Mali€HTOBI PO
MOXKJIMBOCTI Ba)KKOT'O 3aXBOPIOBAaHHs. Y sKift ¢opMi 1me HeoOXximHo podwutu? [eski memwdHi
TE€HETHKH BBAXKAIOTh, IO MOTPIOHO OOOB'SI3KOBO CHOBICTUTH IIPO Iie MAIIEHTOBI, 32 YMOBH, IO
BiH OyB KOJHCH 1H()OPMOBAaHUI MPO MOXKIUBI HACHIAKH. [HIII TOTPUMYIOTBCSA OYMKH, IO HE
CJIiJ{ TOBOPHTH TIPO i, HABITH SKIIO MAIlieHT Hanossrae. He Beska JTroMuHa 31aTHA BIOPATUCS 3
TaKOK BKKOKO TICHXIYHOIO TPaBMOI. [CHYIOTh JBi ()OpMH FeHETUYHOT'O KOHCYILTYBAHHS - JH-
pEKTUBHA ¥ HeNMUPEKTHBHA. [IMpEKTUBHE KOHCYJIBTYBAaHHS MPUIYCKA€ HAJaHHS KaTErOPUYHUX
pan. Y mpakTHIi MEJUKO-TEeHETUYHUX KOHCYNbTalil 0araThboxX KpaiH NpUIHATO HE JaBaTh JU-
PEKTUBHUX paj, Malli€HTOBI HAAETHCSA CAaMOCTIHHICTh B YXBaJleHHI pimeHHs. HemqupekTuBHICTh
CIIpHs€ YXBaJCHHIO 3PiJI0TO PIIIEHHS, TUM OUIbIIE, IO KOXKHA POAWHA BiIPI3HAETHCA B PEAKIil
Ha pU3HK.

MenuvHa reHeTHKa Ma€ 3HAYHI MEPCIEKTHBHI HAMPSIMKH, [0 MAIOTh BEIHKE 3HAUYCHHSI
JUTSL KITIHIYHOT MpakTUKU. Bei mificHi i MaiOyTHI TOCSITHEHHS MEIUYHOI TeHeTHKU IMOBUHHI pe-
TJIAMEHTYBATHUCS MPABOBUMH 1 MOPAJIbHO-CTUYHUMH TIPUHITUIIAMH.
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