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FUCKH I'¢eHEeTHYECKOI'0 TCCTUPOBAHHUA

Puck a1 00cj1eyeMoro u YieHoB ero
ceMbH (YACTHOM 5KM3HM)

TpyaHocTu B
HHTEPIPeTANUA
pe3yJbTaToB TecTa / B
MOHUMAHUU IIPUMEHUMOCTH
TECTA B IPAKTHUKE

IIcnxonornue CKHUC, COIIMAJIBHBIC,
O9KOHOMHUYCCKHUC PUCKH, HAIIPHUMCED.

9yYBCTBO JINYHOU BHUHBI,

OCCITOKOMCTBO,

VIIEMJICHUE 4YyBCTBAa  COOCTBEHHOTIO Ha ocHOBe reHeTHYECKOM
JOCTOMHCTBA, uHpopMauM He BCeraa
HaBCIIMBAaHUE COLIMAJIBHOTO KJICHMa, MOKHO 1aTh OAHO3HAYHbIC

'
IYMCKpUMMHAIUA B chepax CTpaxoBaHUS, IIPOTHO3.

3aHSITOCTH, 00pa30BaHUs U JIp.)

B03MOKHOCTH JMATHOCTHKM YACTO NMPEBLIMIAIT BO3MOKHOCTH
3P PeKTUBHBIX TeHCTBUU

(J1IeYUTh WM NPUHUMATH NPOPUIAKTHUYECKHE MEPbI)



3akoHoaaTenbHble OCHOBbI FEHETUYECKOro
TeCTUPOBaAHUSA



C ydetom onbiTa CoBeTa EBpomnbl 1 pa3pabOTaHHBIA UM KOHIIETIIINN
FOHECKO B 1997 . npunsita

«BCCO6H_[a}I ACKJIapanuAa O FrCHOMC YCJIIOBCKA N O IIPAaBaAX YCIIOBCKA)).

... TEHOM 4Y€JIOBEKA SIBJIICTCS N3HAYaJIbHOM OCHOBOU O6IL[HOCTI/I BCCX
HpG,HCTaBI/ITGJIef/i 9CJIIOBCUCCKOI'O poJda, IIPU3HAHNA UX JOCTOMHCTBA,
p33H006p33HH N B CI'0 CCTCCTBCHHOM COCTOSHHNHU HC JOJIDKCH CIIYIKHUTD
HNCTOYHHUKOM HU3BJICUHCHUA JOXOLOB.

HuKTO HEe MOXKET MOABEPrarbCcs AMCKPUMUHAIMM HA OCHOBAHMM
reHETUYECKUX XAPAKTEePHUCTHUK, LEJH WU Pe3yJbTaTbl KOTOPOH
NMPeaACTABJISIOT CO00M MOCArareJibCTBO HAa OCHOBHbIE CBO0OOABLI M
YyeJi0BeYeCKoe JOCTOMHCTBO.



JTHUYECKHE IIPUHIUIIbI MeZ[I/IIII/IHCK()ﬁ I'CHCTUKU

copmynupoBansl B 1997 . B mporpamme BecemupHoO# opraHuzanuu
3npaBooxpaneHus (BO3):

1. CipaBeyinBoe pacnpeaeaieHue 00IeCTBEHHBIX PECYPCOB,
BBIJICJICHHBIX 1151 TCHETUYECKOM CIIY>KOBI, B I10JIb3y HanboJee
HYXJIAIOIIUXCS B HUX.

2. JIoOpOBOJIBHOCTD YUaCTHUs JOJIE BO BCEX MEIMKO-TEHETHUECKUX
poLeaypax, BKIKYasg TCCTUPOBAHUE U JieueHue. Mckimouenme
KaKOTO-JIN0O MPUHYKICHHUS CO CTOPOHBI TOCYAapCTBa, OOIIECTBA,
BpauEH.

3. YBa)X€HUE JIMYHOCTHU YEJTIOBEKA HE3aBUCUMO OT YPOBHS €r0 3HAHUM.
Bo3MoxHOCTH 00pa3oBaHus B 001aCTH FT€HETUKH JJIs1 BCEX YJICHOB
oOI1IeCTBA: BpaueHl, yUUTEIEH, CBIIIICHHUKOB U AP.

4. YBaxeHHE€ MHCHUS MCHBIIINHCTBA.



JTHUYECKHE IIPUHIUIIbI MeZ[I/IIII/IHCK()ﬁ I'CHCTUKU

5. TecHOe B3aMMOJIEHCTBHUE C OpraHu3alusIMU, OObEIUHIIONIUMU OOJIbHBIX
U UX POJCTBEHHUKOB.

6. [IpenynpexaeHrne 0OCHOBAaHHON Ha FT€HETUYECKOM MH(OpMALIUU
TVMCKPUMHHALIMA TIPU TPYAOYCTPOHUCTBE, CTPAXOBAHUU WJIM OOYUYECHHUH.
7. CoBMecTHas padoTa C IMPEACTABUTEIAMHA APYTUX TPOPECCHii IO

OKa3aHHIO BCCX BUIOB MG,Z[HL[PIHCKOﬁ 141 COHH&HBHOP'I ITOMOIIIHN 6OJ'IBHBIM,
CTpagaromuM HACJICACTBCHHbBIMH 336OH6B3HI/IHMI/I, N NX CCMbJIIM.

8. lcnonp3oBaHne MOHITHOIO, TOCTYITHOTO S3bIKa IIPH OOIICHUH C
OOJIBHBIM.

9. PerynspHoe obecrnieueHre 00JIbHBIX HEOOXOAUMOM MOMOIIbIO MIIH
NOAACPKUBAIOIIUM JICUCHUCM.

10. OTKa3 OT TECTOB WX NPOLEAYP, HE HY>KHBIX 10 MEAUIIMHCKUM
MTOKa3aHUSIM.

11. ITocTosHHOE MPOBENECHUE KOHTPOJISI KAUECTBA TEHETUYECKUX YCIIYT U
IpOLIEAYD.



KiasrBa Bpaua

cratbs 71 ¢penepanbHoro 3akoHa Ne 323 «O0 ocHOBax OXpaHbI
300pOBbs rpaxkaad B Poccurickon denepanmn» ot 21.11.2011.

«... bBITH BCEI/1a rOTOBbBIM ...

[l oxa3zaTh MEIUIIMHCKYIO TTOMOIIIb,

[ xpanuth BpaueOHYIO TaiiHy,

[IBHUMAaTEIbHO M 3a00TJIIMBO OTHOCUTHLCS K MAIIUEHTY,

[neiicTBOBaTh HCKIIOUUTEIIFHO B €r0 HHTEpPECaX HE3aBUCHUMO OT
110J1a, pachl, HAIMOHAJILHOCTH, SI3bIKA, IIPOUCXOXKICHUSI,
UMYIIIECTBEHHOTO M JOKHOCTHOTO MOJIOKEHUS, MECTa
KUTEIbCTBA, OTHOIIICHUS K PEeIIMTUU, YOS KICHUH,
IPUHAMJICIKHOCTU K OOIECTBEHHBIM O0BbEIUHEHUSM, a TaKXKE
IPYTUX OOCTOSATEIBCTB;

[nposBiasATh BhICOUAiiIIee YBaXKCHUE K )KM3HU YeJIOBEKa, HUKOT/Ia
HE npulerarb K OCyICCTBICHUIO YBTaHA3UHM. . . »



HekoTopbie MeKIYHAPOAHBIE TOKYMEHTHI

KoHBeHIHS 0 3aIIMTE MPAaB U JOCTOMHCTBA YeJI0BEKA B
CBSA3HU ¢ NPUJIOKEHUSIMUA OMOJIOTHMH U MEIUIIMHDI.
KoHBeH1IMI0 0 mMpaBax yejioBeka 1 Ouomeauuune (1997)

Pexomenmanuu Komurera o0miecTBeHHOU U
npogecCUOHAJIBHON MOJUTUKH EBponenckoro
0o0IIeCTBA TeHeTUKHU YeJI0BEKA

PexoMeHyeMoe MexTyHAPOAHOE PYKOBOACTBO 110
ITHYECKHM MPOo0dJeMaM MeTUIMHCKON FreHETUKH H
reHeTU4YeCKOu Cay:kobl (1997)

MexxayHapoaHasi eKJapanusa 0 TeHeTHYeCKUX
naHHubIX YejaoBeka, (UNESCO International Bioethics
unednations - Committee, 2003)

Educational, Scientific and -
Cultural Organization _

Pesosronus 2004/9 3k0HOMHUYECKOT0 U COLMAJIBLHOIO
- coera OOH T'eHernyeckast KOHPUIACHIUAJIBHOCTL U HE
TUCKPUMUHALIMSA.




XK Genetic Testing and Common Disorders

Y7 G ‘ in a public health framework
> \ﬂ #\_ Recommendations of the European Society of Human
A= Genetics (2011)

European Society of
Human Genetics

e HUccienoBarejaM B 00J1aCTH T€eHETUKH U T€eHOMUKHU TO0JKHBI
u30erarb reHepanyu 3aBbINIEHHBIX 0’KUJIAHUNA OT NIPUMEHEHHUS UX
pe3yJibTaToB;

* OuneHka KIMHAUYECKOU MOJIE3HOCTH TeHETHYECKOI0 TeCTUPOBAHUS
YacThIX 3200/1eBAHUHA J0JIKHA NIPOBOAUTHCS 10 €r0 IPUMEHEHUS

* Heo0xoaumMbl CPpOYHBbIE UCCICA0OBAHUA NOTEHIMAJIA IPUMEHEHUS
pPe3yJbTATOB HAYYHbIX PA00T B KIIMHHUKE. YCTAHOBJICHHUE
MPUOPUTETOB A0JKHO UATH BCJIe] 32 OOLIENPUHATHIMHA KPUTEPUSIMHU
XOpouIed NMPAKTUKH 3IPABOOXPAHEHUS;

B Ciydasx, KOoria KIHHHYCCKad NOJIE3HOCTDb TECTA BEPOATHA, HO
AOKa3aTCJIbCTB 3TOMY HEA0CTATOYHO, HEOﬁXOI[I/IMO IPOBCACHHUC
IINJIOTHDBIX I/ICCJIeI[OBaHI/Iﬁ



OO01IMe MoJaoKeHu:

HCAONNYINCHUC TUCKPUMHUHAIINNA HA OCHOBAHHUH
I'CHCTHYCCKUX XAPAKTCPUCTHUK,

COOJII0IeHM e PUHUUIIOB HH(POPMUPOBAHHOTO COIJIACHUS U
KOH(PUICHINAJIBHOCTH HH(POPMAIIUU NP BCEX BHAAX
FeHETUYCCKUX UCCJICIOBAHUM;

[IPaBO HA CAMOCTOATEJIbHOE pellieHue 0 TOM, IPOUTH JIU
o0cJieoBaHMe, ObITH UJIU He OBITH HH(POPMHUPOBAHHBIM 0
pe3yjabTarax TeCTUPOBAHMSA;

3jalmura JIn, HEeCIMOCOOHBIX A4aThb COIJIACHC 110 BO3PaCTy UWJIN
COCTOSAHMHIO 3I0POBbLH;

PaBHAasl JOCTYIIHOCTDH 0€CIJIATHBIX MEPONIPUSTHI 110 OXpaHe
3/I0POBbS JIJIA BCEX YJICHOB 001IeCTBA;

co0roneHue MpPodeCcCHOHANBHBIX CTAHAAPTOB U
OPraHU3AIUA KOHTPOJISA KAa4eCTBA NeHEeTHYEeCKHUX
HCCJICIOBAHUMN.



PeFJIaMeHTaIII/IH I'CHCTUICCKOIO TCCTUPOBAHUA

Additional Protocol to the Convention on Human Rights

and Biomedicine, concerning Genetic Testing for Health
Purposes (2008)

I'eneTnyeckasn cay:xkoa (CT. 5)
0 Tecr: HayuHast M KJIHHHYECKAsE 000CHOBAHHOCTD

0 Jladoparopuu: mporpaMMbl rapaHTHH KAa4eCTBA; PeryJasspHbIi
MOHUTOPUHT

[ Ilepconan: cooTBeTcTBYIONIAs KBaJIHHKAIUS
(mpodeccuoHaAIbHbIE CTAHAAPTHI)

KianHau4yeckasi moJie3HOCTb (CT. 6) — CyIIECTBCHHBIN KPUTEPUM IS
MMPUMEHEHUSA TECTA B MEAUILIMHCKOU ITPAKTHUKE.



D3 «O0 ocHOBaX OXPAaHbI 310POBbS I'PAXKIAH

Crarbs 22. UHdopManust 0 COCTOSSHUM 310POBbS

1. Kaxxaplii UMEET MpaBo MOJYYUTh B JTOCTYIHOM JJIsI HEro (hopMe
MMEIOIIYIOCSI B MEIUIIMHCKON OpraHu3aiii HHPOPMAIINIO O COCTOSIHUHN
CBOETO 370POBbBA. ...

3. Mudopmanusi 0 COCTOSTHUM 3/I0POBBS HE MOXKET ObITh ITPEI0CTABIICHA
MAIUEHTY POTUB €TO BOJIHU.

Crarbs 20. UHpopMuUpoBaHHOE 100POBOJILHOE COIJIACHE HA MEAUIMHCKOE
BMEIIATEIbCTBO U HA 0TKAa3 0T MEIULUUHCKOI0 BMEIATE/IbCTBA

1. HeoOxoauMbIM IIpeIBAPUTEIILHBIM YCIOBUEM MEIUIIMHCKOTO
BMEIIATEIbCTBA SABIISIETCS Jaya MH)OPMHUPOBAHHOTO JTOOPOBOJBHOTO COIIACHs
IrpakJaHuHA. ..

Crarbs 13. Co0uroneHue BpauyeOHOM TallHbI

Crarbs 56. UcKycCTBEHHOE NPepbIBaHUE OePEeMEHHOCTH

4. ICKyCCTBEHHOE MPEPhIBAHUE OEPEMEHHOCTH MO COIMAIbHBIM ITOKa3aHUSIM
IPOBOJUTCS MPU CPOKE OEPEMEHHOCTH JI0 ABAAIATH JIBYX HEAC/b, a IPU
HaJIMYMU MEAULMHCKUX MMOKa3aHUN — HE3aBUCUMO OT CPOKa OEpEMEHHOCTH.
6. IlepeueHb METUITUHCKHUX TTOKA3aHUN JJ11 UCKYCCTBEHHOTO ITPEPHIBAHUS
OEpEMEHHOCTH OIPEIEIISIETCS YIIOJTHOMOYEHHBIM (PeiepaibHbIM OPTraHOM
NCIIOJIHUTEIILHON BJIACTH.



B3aumMooTHO1LIEHU A
"Bpay — manMeHT' B MEQUMIIMHCKOM €HEeTHKE

Nudopmanusi, mnoaydaeMas  BpadyoM HOpPH  T'€HETHYECCKUX
HCCJICOBAHUAX, UMEET OTHOIICHHUE HE TOJBKO K KOHKPETHOMY
YEJIOBEKY, HO M KO BCEU €TI0 CEMbBE;

B pesynbrare reHeTUYECKUX MUCCIEAOBAHUNA MOXKHO IPEACKA3aTh
Oyayliee COCTOSHHUE 3I0POBbS UEIOBEKAa, 3JJ0POBOTO HA MOMEHT
o0OcenoBaHMs, 3Ta HHPopMaIMs MOKET OBITh MCIOJIb30BaHA IS
VIIEMJICHUS €ro ImpaB MW B KadyeCTBE OCHOBAaHMU i
TVMCKPUMMHAIIAM TIPU UCHOJIB30BAHUM TPETHBUMH CTOPOHAMM;

[ eHeTnyeckas MHOpPMAIUS M CACIAHHBIM HAa €€ OCHOBE BBLIOOD
MOT'YT ITOBJIMSTh Ha OyAyIIHE MOKOJICHUSI.

C mnoMonipl0 TEHETHUYECKHX TECTOB MOXKET OBITh IOJy4YeHa
uHpOpMAIM, O 3HAYCHUU KOTOPOHM JJIsl YEJIOBEKA U €r0 CEMbHU
MOXKET OBITh HEHU3BECTHO BO BpeMs cOopa OMOJIOTrHYECKUX
00pas1oB

YenoBek, 0O0IbHON HACJIEACTBCHHBIM 3a00J€BaHUEM, HEPEJAKO I10
BO3pacTy MM COCTOSHHMIO 3JI0pPOBbSI HE MOXKET HpPUHUMATh
CaAMOCTOSTENbHBIX PELICHUM.



ITUYECKHUE IPO00JIeMbl TeHeTUKH

* BHeapenue MIPUHIIUITUATIBHO HOBBIX MEIUITMHCKUX U
Fr€HETUYECKUX TEXHOJOTMU CTaJI0 MAaCCOBBIM B MEIUIIMHCKOU
IIPAKTHUKE;

’BcnioMorarenbHbIe peNpPOAYKTUBHBIE TEXHOIOTHH

’[IpeHaTabHAsA AUATHOCTHUKA

’OrnipeaeiieHue OTIIOBCTBA, B TOM YHCJIE IIPEHATAIBHOE

» Meauko-reHeTH4eCcKasi IOMOIIb U TEHETUUYCCKUE TEXHOJIOTUU
IIPOTPECCUBHO KOMMEPIIMAITU3UPYIOTCS;

’Pak MOJIOUHOM kene3bl U SUYHUKOB

* DJTHUYECKOE u IIPABOBOE PETYIUPOBAHUE HAyYHbIX
HNCCIICIOBAHUU;

’Yrpo3a 3710ynoTpeOIeHUI TOCTUKEHUSIMHU HAYKH
’[Ipo0neMbl OMOOE30ITACHOCTH



I'eHeTHYeCKOE KOHCYJILTHPOBAHME

— MOPOLECC OKA3aHMUS TOMOIIH JIFOISIM B IIOHHMMAHWUM W aJIalTAlluA K
MEIUIIMHCKUM, IICUXOJOTHYECKUM U CEMEHHBIM IOCJICACTBUSIM
BJIMSIHUSI TEHETUYECKHUX (DAKTOPOB HA pa3BUTHE 3a00JICBaHUSI.

Hayuonanvnoe obuwecmeo cenemurxos-koncyiomanmos CoeouHeHHbIX
LlImamoe Amepuxu (CLLIA), 2006 200.

ITHYECKHE U IICUX0JOTrHYeCKHe HpOﬁ.]IeMI)I IF'CHETHUYECCKOI'0
KOHCYJIbTHPOBAHUSA

HaACJICACTBCHHOC 3a0o0JIeBaHue IMOpaKacT CEMbIO, 4 HC TOJIbKO MHANBH/IA.

pEIICHUE O FTEHETUYECKOM TE€CTUPOBAHUHN YaCTO MTyOOKO SMOLIMOHAIBHO
OKpAIICHO

pPEIICHUE CHUJIbHO 3aBUCHUT OT HACTPOS U JIMYHOI'O OIBbITA
KOHCYJIbTUPYIOIIETOCS

CYICCTBCHHO BJIMAHUC KYJIbTYPHBIX, COHHUAJIbHbIX, O THYCCKHX,
PCIINTHO3HBIX YCTAHOBOK



ITHYECKHE IHNPUHIOHUIIBI MCAUKO-TCHETHYCCKOI'O KOHCYJIbTHPOBAHUA

YBasKeHHE NMAINUEHTA U €r0 CeEMbH, YBAXKCHUE X PEILICHUM
(aBTOHOMMSI);

3alUTA HEeJOCTHOCTH CeMbM (aBTOHOMUS, HE IIPUYMHEHUE BPEa);

MOJIHOE OTKPBITHE MAUEHTY WJIH ceMbe Bcel nHGopManuu (He
MPUYNHEHUE BpE/1a, ABTOHOMMA );

3aI0UTA YACTHOM KU3HM NMANUEHTA U CEMbH OT BMEIIATEIbCTBA
TPETbUX CTOPOH(HE MPUYNHEHUE BPEAA);

nH(GOPMHUPOBAHUE MALIMEHTA U CEMbU O BO3MOXKHBIX MOCIEICTBUIX
MCII0JIb30BaHUs T€HETUYECKOM NH(MOPMAIIUU TPeTHUMH CTOPOHAMH (HE
NPUYMHEHUE BpEIa);

nH(GOPMHUPOBAHHE NALIMEHTA 0 €r0 ATHYECKOM J10JIre COOOIIUTH CBOUM
KPOBHBIM POJICTBEHHHKAM O HAJWYUM Y HUX T€HETHYECKOIO pHrcKa (He
NpUYMHEHHE Bpea);

HHGpOpMHUPOBAHHUE NMAIMEHTA 0 HEOOXOAMMOCTH COOOIIEHUA
reHeTu4eckoi nHGopManum Cynpyry (He IpUIMHEHUE BPEaa);



ITHYECKHE IHNPUHIOHUIIBI MCAUKO-TCHETHYCCKOI'O KOHCYJIbTHPOBAHUA

HenpeaB3faToe NnpeacTraBjieHue HHPOPMAIMM, HACKOIBKO 3TO
BO3MOKHO (aBTOHOMHUS);

HeIUPEKTUBHBIM MOAX0/, 32 UCKIIOUECHUEM CJIY4aeB C JTOCTYITHBIM
3()(HEKTUBHBIM JICUCHHEM (AaBTOHOMMS, MOJIb3a);

AeTH 1 MOAPOCTKH A0JKHBI ObITH BOBJIEYEHBI B IPOLECC MPUHATUSA
pemeHrsA OTHOCUTEIIBHO UX TECTUPOBAHMS U JICUCHHUS, HACKOJIBKO 3TO
BO3MOKHO (ABTOHOMUSI);

MOBTOPHbIE KOHTAKTBI C CeMbei, €CJIM 3TO HEOOXOAUMO JIJISI €€ MOJIb3bl
(HE MPUYMHEHHUE BPEA, M0JIb3a, ABTOHOMHUS ).



Ii1aBHast I THYECKas NMPoldJIeMa NPEHATAJIBHOM JHATHOCTUKH CBA3aHA
C ee MPAMBIM IOCJIEACTBHEM,

a HIMEHHO:

¢ a00pTOM IVIOA0B C MOPOKAMM PA3BUTHUS U HACJIEACTBEHHOH
IMaToJIOrueH



JTHYECKHE NPUHIMUIIBI IPpeHaTaJdbHON quarnocTuku (IL0)

* OolecneyeHue paBHOM JOCTYIIHOCTH (CIIPABEIIMBOCTD)
* JloOpoBoabHOCTS I1/] (aBTOHOMMS)

* Ilpu HaMuUKM MEOUIIMHCKUX NTOKa3aHui, I1/] mosskHa ObITh JOCTYIIHA
MAalMEeHTAaM He3aBUCHMMO OT MX B3IVISIOB HA a00pT (aBTOHOMMUS ).

* Hcnons3oBanue 11]1 1j1 cesekuu mo mojry BHE CUTyallud PUCKa
CUECIUIEHHBIX C MOJIOM 3a00JIEBaHUM HE MPUEMIJIEMO (HE TPUUYUHEHHUE BpEa).

e II/] u3-3a 601€3HEHHOIO OECIOKOMCTBA MAaTEPU O COCTOSIHUU 10/, B
OTCYTCTBUE MEIUIMHCKUX MMOKA3aHUHN, NOKHA UMETh MEHbIIIM I
npuopuret, yeM [1/] mo MeIuIIMHCKHUM TTOKa3aHUAM (CIpPaBEeIIMBOCTD)

* Meauko-reHeTH4eCKOe KOHCYJIbTHPOBAHHUE JOJIKHO NPeaIeCTBOBATH
A

* Bpau gomkeH COOONIUTD KEHITUHE WIIK CYIIPyraM 000 BCeX KJIHMHUYECKH
Ba’KHBIX HAX0AKaX (ABTOHOMUS)

* BbI00Op KEeHIIUHBI U/WIH CYIIPYTOB OTHOCUTEIHbHO 0ePeMEHHOCTH
MOPAKEHHBIM ILJIOAOM J0JI3KEeH ObITH 3al[MIIEH B PAMKAaX CEMbH,
3aKOHOJIATENIbCTBA, KYJIBTYPhI U COLIMAIIBHOW CTPYKTYPbI CTPAHBI
(aBTOHOMUS)



T0 YYBCTBO, I{(ll'm\ 3AKOTEN HAYATh
- VYHTbCA
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A YXE CECCUA



