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AHHOTAUMSA

B 0630pe npeacrtaBrieHbl OTe4eCTBEHHbIE U 3apy6e>|<Hb|e OaHHble, oTpaXatlne ocobeHHoCTU MeanKo-reHeTUu4eCKoro KoH-
CynbTnpoBaHUA U NPOrHOCTUYECKOro TeCTUPOBaHNA NaLMeHTOB C HacneaCTBEHHbIMU 3aboneBaHMaMHU cepnequ-cocynMCToM
CUCTEMDI. OCBeLU,eHbI 3Tn4yeckne I1p06]'IeMbI reHOMHOro TeCtupoBaHua, 0cobeHHOo BTOPUYHbIX (CJ'Iyl-Ial7IHbIX) HaXoaoK, KacKaa-
HOIo CKpUHUHra, 06CJ'Ie,EI,OBaHVIF| /J,eTeVI M NoapoCTKOB, NOCMEPTHOIo reHeTn4eCcKoro TeCTUMpoBaHUA. Ocoboe BHUMaHWe yoene-
HO ncmxocounanbHoOMy BO3,EI,el7ICTBVI}O reHeTU4eCKoro TeCTupoBaHuA.

KnroueBble cnoBa: HacneacTBEHHbIE CepaeYHO-COCYAUCTble 3aboneBaHusi, reHEeTU4ecKoe KOHCYNbTUPOBaHMWeE,
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Abstract

Data on the features of genetic counseling and predictive testing in patients with hereditary cardiovascular diseases are
presented in the review. The ethical problems of genomic testing especially in regard to secondary (incidental) findings,
cascade screening, examination of children and adolescents, and postmortem genetic testing are discussed. Particular
attention is paid to the psychosocial impact of genetic testing.
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BBepgeHue

PasBuTMe TEXHOMOIMMIN reHeTUYECKOro TeCTUPOBaHUS CMOo-
co6CTBOBAO YCTAHOBNEHWUIO FEHETUYECKOWN MPUYUHBI MHOTUX
3aboneBaHuin cepaeYHO-COCYaUCTON CUCTEMbBI, YTOYHEHUIO
naTtoreHeTUYeckMx MexaHusMoB U paspaboTke adpdekTuB-
How Tepanuu. B HacTosilee BpeMsi onncaHo 6onee 2,5 Thic.
MOHOFeHHbIX HacneaCTBEHHbIX CUMHAPOMOB C BOBIEYEHMEM
B NaTonornyeckuin npouecc cepgua w/vnu cocynos. Hapy-
LLIEHNS1 CO CTOPOHbI CEepAEYHO-COCYANCTOM CUCTEMbI YacTo
HabnogalTcss NPU XPOMOCOMHbBIX 00Ne3HsIX, MOHOFeHHbIX
CUHApPOMaXxX BPOXOEHHbLIX MOPOKOB pa3BuTUs. NMoMmMMo aTo-
ro, U3BECTHbI FEHETUYECKUE reTeporeHHble rpynnel 3abone-
BaHWIA C NPEUMYLLECTBEHHbLIM NMOpPaXXeHNEM cepaeyHO-COoCy-
ONCTON CUCTEMBI, CaMblMU PacrnpoCTPaHEHHbIMU U3 KOTOPbIX
ABNSAIOTCA runepTpodumyeckas kapguommonaTusi, ceMmenHas
rMNepxonecTepmHeMns U CUHAPOM YASIMHEHHOMO UHTEpPBana
QT. HacnegctBeHHble 3aboneBaHusi cepae4HO-COCyaANCTON
CUCTEMbI HEPEAKO NPUBOAAT K BHE3aMNHOW cepaevHon cMmep-
71 (BCC) nogpocTkoB nnu monofbix niogen [1].

Mo mepe TOro, kKak Mbl y3HaeM OonbLle O FreHETUHECKUX
npuyMHaXx 3TUX COCTOSIHWUM, CTAHOBUTCA OYEBUAHBIM, YTO UH-
dopmauus o pesynsratax reHeETUHECKOro TECTMPOBAHMS Na-
LUMeHTa BaXkHa He TONbKO AN HEro caMoro, HO U Ansi ero poa-
CTBEHHMKOB. TOT hakT, 4To ANs Bce 6onbluero Yicna GonesHemn
yCTaHOBMEHa reHeTn4yeckasi NpuMYMHa, BMUSIET Ha CTpaTeruo
OKaszaHMs MEOMWLMHCKON NOMOLUM U CEMEWHON MpodunakTu-
Kn aTuX 3aboneeaHUi, OCHOBHbIMU KOMMOHEHTaMN KOTOPOW
CTaAHOBSITCH FEHETUYecKoe TecTUpoBaHWE W TFeHETUYECKUN
CKPUHUWHT. HacnencTteeHHble 3aboneBaHnst cepaeyHo-cocyam-
CTOWM cucTeMmbl, TakuMm oBpasom, npeacTaBnsoT cobon npu-
Mep NMOoAO0TBOPHOIO COTPYAHWYECTBA CreumnanmncToB pasHbixX
obnacTei (reHeTMKOB, KapaMOonoroB, XMpypros, HEBPOSIOTOB U
ap.) [2]. OgHako npu reHeTUYeCKOM TECTUPOBAHNU N CKPUHWUH-
re Hepeako BO3HMKAIOT aTUYeckune npobnembl. ATU npobnemsbl
BO MHOIOM CXOXMW C 3TUHECKUMU npobrnemMammn reHeTUYecKoro
TECTMPOBaHUA U CKPUHMHIA B ApYrux obnacTax MeauumHbl,
OJHAKO OHW UMEIOT HEKOTOPYHO cneuunduky, CBA3aHHY C 0CO-
BEHHOCTSIMM KIMMHUYECKMX NPOSIBIIEHUI U OKa3aHUst MeANLUNH-
CKOM MOMOLLM NPU HaCMNeACTBEHHbIX CepAeYHO-COCYAUCTbIX
3abonesaHusix (CC3). Otuyeckne npobnembl reHeTUYECKOro
TECTUPOBaHNSA B OCHOBHOM KacatoTCsl BOMPOCOB UCMOSb30Ba-
HWUSI NIMYHOWN reHeTUYecKon MHopMaLMK U peLlatoTcs B pam-
Kax 3aliuTbl aBTOHOMUW NauUMeHTa, NPMHUMNOB GnarogesiHus,
HenpUYMHEeHNs Bpeaa v cnpaBeaMBOCTU.

FeHeTnyeckoe TecTunpoBaHue U MeauKo-reHeTn4yeckoe
KOHCYyNnbTUpoBaHue

Bnarogaps BbICOKONPOM3BOAMTENbHBIM METOAAM aHanu-
3a reHoMa, reHeTMyeckoe TeCTUpPOBaHME Ha HacnencTBEH-
Hble 3aboneBaHMs CepaevyHO-COCYAUCTOM CUCTEMbl AaeT
MHOpPMaLUIO, KOTOPYHD HEBO3MOXHO MOMyYUTb Mpu Mpo-
BEAEHUN OpYrux KrvMHuko-nabopaTtopHbix uccnegosaHun. K
npevMMyLLIeCTBaM FEHETUYECKOro TeCTMPOBaHUA OTHOCATCS
HEWHBA3MBHOCTb, MOTEHLUMANbHO BbICOKasi AMarHocTuyeckas
TOYHOCTb, BO3MOXHOCTb paHHero obHapyxeHus 3abonesa-
HUS 1 NPOOUNAKTUYECKOrO BMELLATENBCTBA NPU HEKOTOPbIX
KypabenbHbIX reHeTnyeckmx coctosHusax [3]. NaeHtudm-
Kauusi NaTOreHHOro BapuaHTa B reHe SABNAETCHA KIH4YeBbIM
acneKkToM OLIEHKM NPOrHo3a TeveHunst 3abonesaHus n seibopa
TaKTUKN MEANLMHCKOrO HabniodeHnsa 1 neyveHns nauuexTa,
a TaKke AN OUEHKU pucka 3aboneBaHusa y ero noToOMKOB U
POACTBEHHUKOB. [€eHeTM4eckoe TeCTMpoBaHUE CTano CTaH-
aaptom obcnenoBaHus, 0COGEHHO NAUMEHTOB C U3BECTHbIM
ceMenHbIM aHamHes3oMm [3, 4].

leHeTu4yecKkoe KOHCYNsTUPOBaHWE OOMKHO MPOBOAUTLCH
Kak [0, Tak 1 Nocne reHeTn4YeCckoro TeCTupoBaHus, 4Tobbl ra-
paHTUpPOBaTb, YTO NALMEHTbI MOHMMAIOT ero NpemmyLuecTsa
n orpaHuyenuns. flo Tecta Heobxoanmo MHdOpMMpoBaTh na-
LMEHTOB O MexaHM3Max paccMaTpuBaemMoro HacneacTBeH-
Horo 3abornesaHns 1 3Ha4YeHUM TeCTUpoBaHWA Ans 6onbLHOro
1 ero poACTBEHHWNKOB, a Takxe Nony4nTb HHPOPMMPOBAHHOE
cornacve Ha TeCTupoBaHue.

OCHOBHOW UEenNb0 A0TECTOBOrO KOHCYNMLTUPOBAHUSA MO
CyLLEeCTBY SIBMSIETCA HEOOXoaMMOCTb OOOUTLCA MOHMMaHUSA
nauueHTamu npouecca u MocneacTBUi reHeTUYeckoro Te-
CTUpOBaHWA Ansa cebs M 4YneHoB CeMbu, BO3MOXHOCTEW U
OrpaHMYeHNIn pas3nuyHbIX BMOOB FEHETUYEeCKOro TecTUpoBa-
Hus [5-7]. MNauneHTy JOMmKHO ObITb PasbsCHEHO, YTO BbISAB-
NEHHbIV B pe3yrbTaTe reHeTUYEeCcKoro TeCTUpOBaHWSA BapnaHT
nocnegosatensHoctTn AHK B reHe, npusogdem k Hacnea-
CTBEHHOMY 3a00MneBaHmio, MOXET HaxXOAUTLCS B KOHTUHYYMe
OT JOOpPOKaYeCTBEHHOrO A0 NaTOreHHoro, a naeHTudnKauus
BapyaHTOB HEONpPeAeneHHOro 3Ha4YeHnss MoxXeT notpebosaTb
JanbHenwero cemenHoro obcrnenoBaHns Ans BbIICHEHUS €ro
natoreHHocTu [8]. Takke cnegyeT ob6cyanTb BEPOATHOCTb M3-
MEHEeHMs Knaccudukaumm BbiISBNEHHOTO BapuaHTa no mepe
HakonneHus AaHHbix [9]. JomkHa ObiTe obcyxaeHa u npo-
6nema HenonHow neHeTpaHTHOCTU, ocobeHHo npu obcneno-
BaHWM 4nNeHoB ceMbk naumeHTa. [Toka3aHo, YTO NeHeTpaHT-
HOCTb MHOTMX pPacrnpoCTPaHEHHbIX NaTOreHHbIX BapyaHTOB
nocnegosatensHocTn OHK Huxe, yem oueHuBanacb nepeo-
HayanbHO, BCNEACTBME YEro Y YacTu NnuL, C BbISBNEHHbLIMM Na-
TOreHHbIMW BapyvaHTaMu KNMHUYECKUX NPOSIBNEHUI He Byaet
Ha npoTsxeHun Bcen xusnu [10]. OgHako Takue pesynbsraThl
TECTMPOBaHUS MOTYT BbI3BaTb MOBBILLEHHYIO TPEBOXHOCTb
nauueHTa, m3bbITOYHOE MWCMNONb30BaHWe AOMNONHUTENbHbIX
obcnepoBaHui M NPOUNaKTUHECKMX BMeELLATenbCTB, YTO
npuBeaeT K yBENUMYEHMIO PacXofoB Ha 3apaBoOXpaHeHune, a
WHOTAA MOXET BbI3BaTb ATPOreHHble 3abonesaHuns [11].

C Opyroi CTOpOHbI, €Cnu He yaanoch BblABUTbL NATOreH-
HbI BapWaHT, 9TO He 03Ha4YaeT OTCYTCTBME B CeMbe Hacnea-
CTBEHHOro 3aboneBaHus. CyllecTByeT OrpoMHasi pasHuua
Mexay YTBEPXAEHUSMU «NauueHT He NOABEPXKEH PUCKY 3a-
6oneBaHusa» N «reHeTuyeckme akTopbl, NOBbLILIAIOLME PUCK
3aboneBaHus, He BbisiBMEeHbI». Ho aTa pasHuua YacTo Henpa-
BWIMbHO MOHUMAETCA NauuMeHTaMu, YTO MOXET MPUBECTU K
npobneme noxHoro ybexaenus [12]. B pesynsrarte 6auntens-
HOCTb B OTHOLLEHMW CBOETO 340POBbS MOXET CHU3UTLCH, U
BonbHble MOryT ocTaTbcs 6e3 JOMMKHOro MeguLMHCKOro Ha-
6ntoaeHus, nonaras, YTo OHW He NoABepPXKeHbl MOBbILLEHHO-
My PUCKY pa3BuTus 3aboneBaHns, Un YTO ITOT PUCK Yy HUX
NOSTHOCTLIO OTCYTCTBYET.

3agaya Bpaya-reHeTMka MNOMOYb NauMeHTam MNOHATb
Bronornyeckyto oCHOBY GOME3HU U NPUHATL NNYHbIE peLle-
HWS O TOM, KaK X Tb B AOMNTOCPOYHOW NepcnekTuee. PelueHne
ocTaeTcs 3a NaunmeHToM, HO Bpay MOXXeM NOMOYb EMY y4eCTb
pasnunyHble akTopbl, KOTOPbIE MOFYT UMETb 3Ha4YeHne Ans
oKasaHusa eMy MeauLMHCKON NOMOLLM, (DOPMUPOBaHNS XKN3-
HEHHbIX 1 PENPOAYKTUBHbIX NMaHOB, O KOTOPbLIX OH HE AyMan
[13]. Mpu aTOM AN peanusaumm NpMHUMNA 3aLMTbl aBTOHO-
MWW FIMYHOCTUN BaXXHO NPU3HaHWe npasa nauMeHToB He 3HaTb
CBOW reHeTMYeCKnin cTaTtyc n puck sabonesaHuns [14]. Pewwe-
HWEe O reHeTUYeCKOM TEeCTUPOBaHWM SABMNSETCH NUYHBIM, Ha
Hero BnusieT pag akTopos, KOTOPbIE Bpay He BCerga MoXeT
NONHOCTLIO OLEeHUTb. [NauneHT, BeposaTHO, ByaeT npuHnuMaTh
BO BHVMMaHve npeanonaraemylo n3ne4ynmocTb 1 npegoTspa-
TMMOCTb 3aboneBaHus, a Takke BOCNPUATME CBOEIO NINYHOIO
pucka [15].
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OcHoBHas aTnyeckas guremMmma cocTomT B NPOTUBOPEYMM
Mexay 3TUYEeCKMMM MpUHUMNaMu GnaroTBOPUTENBHOCTU U
Henpuy“HeHWsa Bpeaa, C OAHOW CTOPOHbI, U YBaXEHWUs aBTo-
HOMMWM MaumeHTa, ¢ APYro. OTU MPUHLMMBLI SABNSIOTCA LEeH-
TpanbHbIMU B MeANLIMHCKON aTMKe. Ecnn nauueHT, Bocnonb-
30BaBLUMCb MPABOM He 3HaTb CBON FEHETUYECKMI CTaTyC, He
nporigetr obcnenoBaHne, OH MOXET YNyCTUTb BO3MOXHOCTb
nevyeHns 1 JopoaoBON ANarHOCTUKN HacneacTBEHHOro 3abo-
nesaHus y pebetka [16].

YUT0ObI HaWTK BanaHc Mexay 3TUMU 3TUYECKMMU NPUHLN-
namu, BaxHO, 4TOObI Bpay 1 NaumeHT pacCMOTpenun KMuHU-
YeCKyH U NUYHYI0 MONe3HoCcTb TecTa. KnuHnyeckasa nones-
HOCTb — 9TO €ro Mone3HoCTb ANA yyYeTa B TaKTUKE NevYeHns
W BedeHUs naumeHTa, B TO BPEMS KaK NM4YHasi NonesHocTb
yunTbiBaeT ncuxocoumanbHble 3ddeKTbl, NnaHMpoBaHne
CeMbM, U3MeHeHne obpasa X13HU 1 LLeHHOCTb UHdopMaLnn
ANng nayneHTa un ero cembm [17].

JononHuteneHble aTu4eckne npobnembl MOryT BO3HU-
kaTb, ecnn nameHeHus [HK, cnocobHble Bbi3BaTb Hacnea-
CTBEHHOE Kapguornornyeckoe 3abonesaHue, BbiBNEHbI B pe-
3ynerare Hay4Horo mccnegosaHusa. MHorne nccnepgosatenu
XOTSAT NOCTynaTb MPaBUNbHO B OTHOLLEHWM MCMONb30BaHWA
WHAMBUAYaNbHbIX PEe3ynbTaToB reHeTMYecKnX uccnenoBsa-
HWIA, HO HE MOHVMMAaIOT, YTO UMEHHO ABNSAETCA MPaBUNbHBLIM.
Pabouvas rpynna HaumoHanbHoOro nHCTUTYTa cepgua, nerkux
n kpoeu (NHLBI) nogrotosmna pekoMmeHaauum no aTM4eckum
acnekTamMm COOGLLEHNS pe3ynsTaTtoB reHeTUYECKOro TeCTUpo-
BaHWSA y4YaCTHWKaM WCCreaoBaHUW, KNioYeBbIMU acrnekTamm
KOTOPbIX SABNSATCS OLEHKa Cepbe3HOCTU Haxodkn onpege-
neHHoro BapuaHTa nocrnegosatensHoctn AHK ansa sagoposbs
y4acTHUKa, NMMEIOLLMXCA A0Ka3aTenbCTB, CBA3AHHbIX C 3TUM
PWCKOB, HaNMyne TepaneBTUYECKMX M NPoPUNakTUYECKNX
BMeLLaTeNnbCTB UMW APYrMx AOCTYMHbLIX OEWCTBUN, KOTOpbIe
MOTYT U3MEHUTb KNNHMYECKoe TedeHne 6onesHn, nHgpopmum-
pOBaHHOE corfacue yyYacTHWKa MCCregoBaHus Ha nonyye-
Hue pesynbraTos [18].

CemenHasa npocunakTMka HacneacTBeHHbIX
cepaeyYHO-COCyAUCTbIX 3aboneBaHumn

CemeliHbIN xapakTep HacneacTBeHHbix CC3 nossonser
npoBoauTb NPodUNakTUKy 3aboneBaHns y POACTBEHHUKOB
npobaHaa, Ncnonb3ys KackagHbli CKPUHWUHT UMW MPOrHOCTY-
Yyeckoe TecTUpoBaHWe 6eCCMMNTOMHBLIX POACTBEHHMKOB [19,
20]. MporHoCcTUYeCKOE reHETUYECKOE TECTMPOBAHNE BaXKHO C
TOYKW 3pEHUS 0BLLECTBEHHOIO 30PaBOOXPAHEHNS], MOCKOSbKY
OHO NO3BOMSAET UAEHTUMDULMPOBATE HOCUTENEN NaTOreHHbIX
BapuaHToB nocnegoBatenbHocT OHK, 3a KOTOPbIMU HYXHO
Habnogatb, NPoBOAMTbL Mepuoauyeckne obcrnenoBaHUs U
npu HeobXoAUMOCTU CBOEBPEMEHHO NEYUTb, U HEHOCUTE-
nen, KOTopble He HyxaawTca B HabniogeHun u obcnenosa-
HUM N KOTOPbIX MOXHO YCMOKOWUTb. [porHoctuyeckoe reHe-
TUYECKOE TECTUPOBAHME Kak YacTb CTpaTErMm KIMHUYECKOTO
CKPUHUWHra c4YMTaeTcsi peHTabenbHbIM.

ABCTpanuicko-HoBo3enaHackoe 0o6LecTBO  kapauoxu-
pyproB 1 TopakanbHbix xupypros (ANZSCTS) n Kapanonoru-
yeckoe obuectso Asctpanuu n Hoeow 3enangnm (CSANZ)
NPeANoXUNY ABYX3TanHOE reHETUYECKOE TECTUPOBAHME NpU
HacneacTBEHHbIX 3aboneBaHUsiX CepaeyYHO-COCYAUCTON Cu-
CTEMbI, HEOTBEMIIEMOI YACTbIO KOTOPOrO SIBMSETCS FeHETU-
yeckoe KOHcynbTupoBaHue [21]. MNMepBbiM 3Tanom NpoBoaWT-
ca obcnegoBaHWe MauueHTa, BKMoYaloLlee YCTaHOBIEHWE
KMWHWYECKOro AuarHo3a, BbIOOp reHeTMyeckoro Tecrta, me-
[AVKO-TEHETUYECKOE KOHCYNLTUPOBAaHWE [0 W MOCIE reHeTU-
YecKoro TecTa, WHTEPMpETauuto NOMyYeHHbIX pPe3yrbTaToB

OMbITHBIMK cneumanuctamu. BTopbiM 3Tanom npoBoaMTCs
KackagHoe reHeTudeckoe TecTMpoBaHue 6eCcCMMNTOMHBLIX
POACTBEHHMKOB M3 rPynnbl pucka, KOTOPOe Takxe BKMvaeT
MeAMKO-reHeTUYeCKoe KOHCYNbTMPOBaHNe 4O U Nocre TecTu-
poBaHus [21].

C 1994 no 2014 rr. geictBoBana obLeHaunoHanbHas
cybecmampyemas rocyaapcTBOM Nporpamma KackagHoro CKpu-
HWHra AN BbIABNEHUS NAUMEHTOB C CEMENHON rmnepxone-
cTtepvHemuen B Huagepnangax [22]. 3a ato Bpems 6binv naex-
TUMUMPOBaHBI N BHECEHbI B LIEHTPAnbHY HauMOHarnbHyo
6a3y gaHHbix 6onee 28 000 naumeHToB. HaunHas ¢ 2014 .,
CKPVHUHI Ha CEMENHYI0 rMnepxonecTepuHemMuio BKIIOYEH B
6a3oBoe meauumHckoe obcnyxvBaHue HaceneHus Hugep-
naHgoB. [eHeTMYeckoe TeCTMPOBaHUE Ha CEMENHYI0 runep-
XOnecTeprHeMMIO BKIMIOYEHO B ABCTPanunCKylo nporpammy
Medicare [23]. B 2018 r. B pamKkax LeHTpan1M3oBaHHON Mpo-
rpaMMbl CKpuHWHra B 3anagHon ABCTpanuu onpeaensnu
9 (PEKTUBHOCTb KacKafHOrO CKPWHUHrA Ha CEeMEWHYHo -
nepxonecTepuHeMmIo Mo KONMUYECTBY BMEPBbLIE BbIABEHHbIX
POACTBEHHMKOB C CEMEMNHON runepxonectepuHemMuen Ha
OOMH MHAEKCHBIN Criy4an 1 NponopLUMOHanbHOMY CHUXEHWIO
YPOBHSA XOnectepuvHa nunonpoTeMaoB HW3KOW MNMAOTHOCTH
nocne nedyenuns [24]. OTMe4YeHo, YTO reHeTUYECKMn Kackaa-
HbI CKPUHWHI, NMPOBOAMMbIV LIEHTPanuM30BaHHO, ABNSETCS
BeCbMa 3(PEKTUBHOW N NPUEMNEMON cTpaTerven Ans Bbl-
aBrneHvs n npodwunaktvkn 3abonesaHna B AscTpanuu. B
HugepnaHaax npym ceMemHoM CKPUHWHIE Ha runepTpodurye-
CKYI0 KapavoMuonaTuio NPOBOAAT MOBTOPHbIE KIMHUYECKNE
obcnepoeaHus nauneHToB ¢ 10—-12 net OO NOXWUNOro BO3-
pacTta c npMMeHeHneM axokapanorpadum 1 aneKTpokapAano-
rpacum [25]. FeHeTn4eckoe TecTupoBaHue o 2012 r. 3aknio-
Yyanochk B NpAMOM cekBeHupoBaHun reHoB MYBPC3, MYH?7,
MYL2, MYL3, TNNT2, TNNI3, CSRP3, TCAP, TPM1, ACTC1
n TNNC1, a c 2012 r. npoBOANTCS CEKBEHNPOBAHME Crieayto-
Lero nokonexms 48 reHoB, CBSA3aHHbIX C KapAMoMuonaTnen
[25]. OaHHbIn ckpyHuHT B HuaepnaHgax ouHaHcupyeTtcs 3a
cyeT nporpamMm 6a30BOr0 MEAMLIMHCKOrO OOCYXXMBaHWS.

HecmoTps Ha ycneluHble nporpammbl KackagHoro CKpu-
HWHra, NpMMepbl KOTOPbIX NpuBeAeHbI Bbilwe, 6bino noka-
3aHO, YTO TEHETMYECKYl KOHCYMbTauuilo NoceTuno nuilb
OrpaHNYeHHOE YNCNO POACTBEHHMKOB NaLMEHTOB C Hacnea-
ctBeHHbIMN CC3: 60% poaCTBEHHWKOB MOCETUNN reHeTuYe-
CKYH0 KOHCynbTaumto, 60nbWnHCTBO 13 HUX (68,6%) — B nep-
BbIl1 rof, nocne nonyveHns nHopmaumm o pucke [26]. Yawe
obpaLlanncb B KOHCYNbTaLMIO POACTBEHHWUKN NEPBOW CTene-
HW POACTBA, XEHCKOro nona, MMeoLLMe puck cMHapoma nep-
BMYHOW apuUTMuK, KMMHWYECKUe nposiBreHus 3aboneBaHus
cepaua, He MMeBLUME OeTEN, a Takke POACTBEHHUKM NEPBOW
creneHn poactea mnagwe 40 net, ymepwue ot BCC. o
MHEHUIO aBTOPOB, HEKOTOPbIE POACTBEHHWKN HE MHOPMU-
pOBaHbI MM HEAOCTATOYHO UHEOPMMPOBAHbLI O PUCKE U BO3-
MOXHOCTSIX FEHETUYECKOro TECTUPOBAHNS, UM CyLLECTBYIOT
NpensTCTBUS ANS FeHETUYECKOro KOHCYnbTMpoBaHus. Bos-
MOXHO, YTO POACTBEHHMKW, HE NOCETUBLUNE BpaYa-reHeTunKa,
MPUHANN co3HaTenbHOe U MHMOPMUPOBAHHOE peLleHne He
NPOXOAMTb MPOrHOCTUYECKOE TecTupoBaHune. Hekotopbie 13
HUX MOryT BO3[EepXuBaTbCs OT reHeTnyeckoro obcnenosa-
HUA n3-3a PUMHAHCOBBLIX MPENnSTCTBUW, TakMX Kak pacxogbl
Ha reHeTM4ecKoe KOHCYNMbTMPOBAHWE W MNPOrHOCTUYECKOoe
TECTUPOBAHME UMW BO3MOXHbIE NPOGNeMbl CO CTpaxoBaHU-
em. Bo MHOrmMx cuctemax 3gpaBoOXpaHeHNs POACTBEHHMKM
naumMeHTa, He wumelwme nposBrneHnn 6onesHu, OOIMKHbI
camu onnavveatb (MOMHOCTBIO MINN YaCTUYHO) reHeTu4e-
CKOE KOHCYNTUPOBaHME M NPOrHOCTUYECKOE TECTUPOBaHME.
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Mockonbky 6bINO gOKa3aHO, YTO MPOrHOCTMYECKOE TECTUPO-
BaHWe Ha HacneacTBeHHble 3aboneBaHnsa cepgedHo-cocyan-
CTOW CUCTEMbI ABMSETCA peHTabenbHbIM, BKIIOYEHWe 3aTpar
Ha reHeTMYeCcKoe KOHCYMbLTMPOBAHME W MNPOrHOCTUYECKOoe
TeCTUpOBaHVE B CYLLECTBYIOLLME CUCTEMbI 3[paBoOOXpaHe-
HWS MOXET NMOMOYb NPeofoneTb (PUHaHCOBbLIE NPENATCTBUSA
ANsi KACKafHOro CKPUHWHIa poACTBEHHUKOB MauUeHToB [27].
Cpeav NpuYmnH, NO KOTOPbIM POACTBEHHWKN NALMEHTOB OT-
KnaablBalT NPOrHOCTUYECKOE TECTUPOBAaHME, YKa3biBalTCA
©6ecnokoncTBo, CTpax nepesd npobnemamm CO CTPaxOBKOW,
HE[OCTYMNHOCTbIO 0BpasoBaHWA UM onpedeneHHbIX BUOOoB
npodeccroHansHon aestensHocTn [28-30]. OgHako paxe
npu yCTpaHEeHNn 3TUX MPUYMH YacTb POACTBEHHMKOB HE Mo-
CETUIMN reHeTUYECKYH0 KOHCYNbTaUMIO B TeYEHne gecatune-
TVS nocne nonyyYyeHns uHdopMaumu.

Bonbluas YacTb 3TUYECKMX N IOPUANYECKUX OUCKYCCUIA O
reHeTUYeCKOM TECTMPOBaHWUM AN CEMENHON NPOdUNaKkTUKM
HacneaCTBEHHbIX bone3Hen cocpegoTodeHa Ha TOM, Kak Hau-
nyyqwum obpasom cbanaHcupoBaTb KOHMUAEHUMAaNsHOCTb
YyenoBseka, KOTOPbIA MPOXOAWUT TECTMpOBaHWE, C MHTepeca-
MU ero/ee poacTBEHHMKOB. [1OCTOSHHLIM BOMPOC B NpaKTuke
reHeTUYEeCKoro KOHCYNbTMPOBAHWUS: OOMKEH NW Bpay-reHe-
TUK NOOLLPATL U Aaxe ybexaaTb nauneHToB OenuTbCs CBO-
e NNYHOW MEeOMLMHCKOW U FeHeTUYecKon uHdopmaumen ¢
POACTBEHHUKaMK 1 6nmM3kMMn? Ecnv oguH YenoBek B ceMbe
NOABEPXKEH PUCKY Pa3BUTUSA CEPbe3HOW HacrnegCcTBEHHOMW
CepAeYHO-COCYANCTON NaTonormu, To reHeTnYeckoe TeCcTnpo-
BaHVe U MeauuUMHcKoe HabntogeHne MoryT ObiTb MONEe3HbIMM
ANs CHWXeHns 3aboneBaemMocTn W/MNM CMEPTHOCTM APYrnX
yneHoB cembu. Korga ato 06bACHSAETCA NauneHTy, 06bIYHO OH
nepegaeT Heobxoaumyto MHOpPMaLMIo poacTBeHHMKaMm [13].

3TnYeckne oCHOBaHWA NS packpbiTUS KOHuAeHUnanb-
HbIX NINYHBIX AaHHbIX NauueHTa TpebytoT yyeTa Bpega u npe-
UMYLLIECTB PacKpbITUS, CEPbLE3HOCTU N NPeaoTBPaTUMOCTK
3abonesaHus. OcobeHHO BaXxXHO, YTOObI 300pOBbIE, HO Me-
IOlLMe PUCK POACTBEHHWKN MOIMU NPUHATL Mepbl ANS npe-
aynpexaeHns xots 6bl HEKOTOPbIX M3 BEPOSATHBIX Mpobnem
€0 3a0poBbeM. C aTUYECKOW TOYKM 3pEHNS, OTBETCTBEHHOCTb
3a npegynpexaeHne poacTBEHHUKOB O pucke 3abonesa-
HWS BO3pacTaeT No Mepe YBErNUYeHUst ero Cepbes3HoCTU U
BEPOSATHOCTW Yrpo3bl Afs XU3HU POACTBEHHWKOB, a Takke
npu yCrnoBWUW, YTO KOHKPETHbIE MeAuLMHCKME U npodunak-
TUYeCKne BMeLLaTenbCTBa MOryT 3HAYMTENbHO CHU3UTL NN
yCTpPaHUTb OMacHOCTb. Y4WUTbIBas CNOXHOCTb W Heonpee-
NEHHOCTb TakuX OLEHOK, HET ABHOro mmnepartmea Ans obs-
3aHHOCTW npegynpexaaTe POACTBEHHMKOB. BOMbLUMHCTBO
CeMeNHbIX KOHIMKTOB BOKPYr 3TUX npobrem paspeluaroT-
Csl NyTeM MHOFOKpaTHOrO B3aUMOAEWNCTBUS U KOHCYNbLTUPO-
BaHWs naumeHToB [31]. MeHeTukn 0BbIYHO CnpaBnsKTCA CO
CMOXHBIMW CEMENHBIMW CUTYaUMAMW Ha NpakTuke, Nogaep-
XMBas CBSA3N C MaUMEHTOM 1 NbiTadgcb ybeanTb ero packpbiTb
COOTBETCTBYIOLLYIO WMH(OPMAaLMIO CBOMM POACTBEHHMKAM.
B uncknoumTenbHbIX criydasx MOXeT BO3HUKHYTb Heobxo-
AVMOCTb PacKpbiTb MHPOPMAaLMIO O YeroBeKe BOMNPEKN ero
XenaHuto. B 3aBucumocTn OT opucamkumm ata npobnema
peluaetca no-pasHomy. B BenukoGputaHum [eHepanbHbIv
MEAVLMHCKUIA COBET BbINyCTWUI PYKOBOACTBO MO 3TOMY MoO-
Bogy. B 3akoHopaTenbcTBe PpaHLMn NOAYEPKHYT CEMENHbIN
Aonr naumeHTa nepegatb MHdopmauuo o cebe poacTBeH-
HMKaM, MMEIOLLMM NOBLILEHHBIN puck 3abonesanus [13]. K
COXarneHuto, B POCCUNCKOM 3aKOHOAATeNbCTBE MEXaHW3M
npeogoneHns KoHuaeHUManbHOCTN nauueHTa ans nonb-
3bl €r0 POACTBEHHUKOB NPY HacnegCcTBEHHOW NaTonornm He
npegycMoTpPEH.

MpPOrHoOCTUYECKNIA FrEHETUYECKNI TECT MOXET ObITb none-
3€H B KIMTMHWYECKOM U MEOMLIMHCKOM CMbICIEe, NMOCKOMbKY OH
No3BONSET ONTUMAarnbHO BECTM MauMeHTa C PUCKOM Hacrnea-
CTBEHHOro 3abonesaHus. OgHaKko Mpu OTCYTCTBMW AOCTYM-
HOro BMeLLaTenbCTBa, KOTOpoe MOXHO Obino 6bl pekoMeH-
AoBaTb ANA neyYeHnsa unv npodunakTuku, npevMyLecTsa
TECTUPOBAHWUSA MOryT CTaTb MEHee O4YeBUAHbIMW, Tak 4TO
paccMOTpeHne BEPOSTHOIO NMYHOTO BO3AENCTBUS pesynbTa-
TOB TECTMPOBAHWSA Ha YenoBeKka U ero POACTBEHHUMKOB MO-
XeT ObITb KMYeBbIM (PAKTOPOM MpU MPUHATUN peLLeHns O
NPOXOXAeHWM TecTa. Y naumeHTa MOXET BO3HUKHYTb CUMb-
HOEe NPOTMBOPEYME MEXAY XenaHneM y3HaTb, YTO pesynsrar
fGnaronpusiTeH, n CTpaxoM y3HaTb HeGnaronpuaTHbIV pe3ynb-
Tat. Hanpumep, npu runeprpoduyeckont kapaunomuonatum
pPOAMTENN MOryT OpraHn3oBaTb MPOrHOCTUYECKOE reHeTnYe-
Ckoe TeCTUpoBaHMe CBOMX AeTel, a 3aTem coxarneTb O CBO-
em peweHun [13].

BTOpVI‘IHbIe 2017 cnyqaﬁHble HaxoakKu
npu reHeTu4eCKom TeCTupoBaHuun
n OnnOpTyHVICTVILIECKVIFI CKPUHWHT

OnNnNopTYHNUCTUYECKUIA CKPUHWHT NoapasymeBaeT npoBe-
OeHUe pasnuyHbIX TECTOB (MCCregoBaHMin) NS BbISIBNEHWS
3aboneBaHus unu pakTopoB pucka npu obpalleHn Yenose-
Ka 3a noboi MeanLIMHCKON MOMOLLLIO UM COBETOM Creuu-
anucta. B Benukobputanun 1 ABcTpanum Gonbluas YacTb
HaceneHus NPoOXoAMT OCMOTP BpavyoM OOLLEN NpakTUKM He
pexe ofHOro pasa B Tpu rofa ¢ BO3MOXHOCTbIO NMPONTK 06-
crnegoBaHME Ha CEMENHYK TMMEePXONECTEPUHEMUID B paMm-
Kax 0O6bIYHbIX KMUHMYECKUX koHcynbTauui [32]. MopobHble
OMNMOPTYHUCTMYECKNE NOAXOAbl MO3BOMAIOT MAEHTUULMPO-
BaTb MNAUMEHTOB C BbICOKMM PUCKOM 3aboneBaHus.

TexHONorMn cEKBEHNPOBAHMSA reHoMa BCe Yalle UCMonb-
3yHOTCA B KMUHMKE B OMArHOCTUYECKUX LENsX, OQHAKO npu
npoBeAeHUN Takoro obcrnegoBaHusi BO3MOXHO MONyveHue
MHdOpMaUuM 0 naumeHTe, KoTopasi He UMEET OTHOLLEHMS K
nepBoHa4anbLHOMY NOBOAY Arsi TECTUPOBAHUS, HO NO3BOMSET
MaeHTMduumpoBaTb BapuaHTbl nocnegosatensHoctn [OHK,
KOTOpbIE MOTYT NMPUBECTM K HacneaCcTBEHHOMY 3aboneBaHuo
(B TOM Yncne kapguonornyeckomy) B dyayLiem u, Takum ob-
pa3oMm, UMETb KMMHUYECKOE 3Ha4YeHne. TO Tak Ha3biBaeMble
BTOPUYHbIE UMK CryYaliHble Haxodku. B GonbluMHCTBE chny-
YaeB Npu BTOPUYHOW HaXOAKe NPU KIMMHUYECKOW OLEHKE Y
nauumeHTa He ByaeT BbisiBNeHo oxupgaemoro geHotmna CC3,
CBSI3aHHOIO C BapnaHTOM, MAEHTU(PUUNPOBAHHBLIM rEeHETUYE-
CKUM TEeCTOM, a Hepeako He OyaeT U cemMerHoro aHamHesa
CCa3. B Takom cny4yae nepen BpayoM BO3HMKAET BONPOC: YTO
Jenartb C 4YernoBeKOM, Y KOTOporo 6bin uaeHTudumumposaH
npeanonoX1TenbHO NaToreHHbIN BapuaHT 6e3 deHoTuna u
ceMenHoro aHamHe3a 3aboneBaHusa?

BTopuyHble (CnyyariHble) HaxoOKM CTaHOBATCS 0COBEHHO
aKkTyarnbHbIMK, MOTOMY YTO NaUMeHTam Bce Yalle NpoBoasAT
CEKBEHMPOBaHUE 3K30Ma UNN reHoMa. 3a UCKIYeHEM Crly-
YaeB, KOrga reHeTU4eckoe TeCTUPOBaHWE OrpaHUyYMBaeTCs
TONbKO M3BECTHLIMW FEHaMW, CBSI3aHHbIMW C MPELCTaBNsto-
LWMM MHTepec 3aboneBaHMEM, NaTOrEHHbIE UM BEPOSTHO
naToreHHble BapunaHThbl B reHax, He CBA3aHHbIX C 3TUM 3a60-
neBaHneM (Hanpumep, BapuaHT, Bbi3bIBaKOLLMI rMnepTpodm-
YecKyl KapavomuonaTtuio y naumeHTa, TECTUPYEMOro Ha Ha-
CneacTBEHHOE 3roKavecTBEHHOE HOBOOOpa3oBaHWe), MoryT
ObITb 0OHapYXeHbI JOBOSBHO YaCTO, YTO NO3BOSSET BbIBUTL
NaLMeHTOB Ha JOKMUHMYECKOW CTaanM 1 OCYLLECTBUTL Tepa-
neeTnyeckoe n npodumnaktmyeckoe Bmellatenscteo [20]. B
2013 r. AMepuKkaHcKkasi Konnerms MeauMuMHCKON FeHOMUKM
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(ACMG) npegnoxuna pekomeHaaumm no nNpegocTaBneHuto
UHGOPMaLMK O CryYyaHbIX HaxOAKax — KMMHUYECKN 3Ha4u-
MbIX U3MeHeHusAx nocnegoBartensHocTn HK, He cBA3aHHbIX
C nepBoOHavanbHOW Lenbto TectupoBanus. ACMG pekomer-
AoBara npu CekBeHVpOoBaHMN reHOMa/aK3omMa NoMMMO aHa-
nn3a reHoB, OTHOCSLLMXCS K Lienn TeCTMPOBaHUS, NPOBOAUTL
MOMNCK KITMHWYECKN 3HAa4YMMbIX BAPMAHTOB NOCreaoBaTenbHo-
ctn AHK ¢ BbICOKOM NEHETPaHTHOCTbIO B reHax M3 YTBEPX-
AEHHOro cnucka n cooblarb 0 HaxoAkax nevailemy Bpady,
T. €. OCYLLEeCTBNATb ONMOPTYHUCTUYECKNIA CKPUHUHT. B cnincok
BOLUMN FEHbI, MyTaLuUn B KOTOPbIX NPUBOAST K HACNeaCTBEH-
HbIM 3aboneBaHnaM, AN KOTOPbIX U3BECTHbI U AOCTYMHbI Te-
paneBTMYeckne u/vnu npodunakTnyeckne BMeLlaTenscTea.
OH BKNtOYaET M HacneacTBeHHbIe Kapauonormyeckue 3abo-
nesaHus (B TOM 4yucne runepTpoduryeckyio n gunataumnoH-
HYI0 KapavomMuonaTum, HacrneacTBEeHHble HapyLUeHUs putMma
cepaua), a Takke HacrneaCTBeHHble CUHAPOMbI C NOPaXKeH!-
eM cepaevyHO-COCyaUCTON CUCTeMbl (Hanpumep, CUHAPOMbI
MapdaHa, dnepca — laHno, ceMeHble aHEBPU3MbI FPYLAHON
aopTbl) [33, 34]. BoigiBneHne BTOPUYHON HAXOOKN 1 YBEAOM-
fieHne 0 HeM nauueHTa AOMMKHO NoByaWTh nevallero Bpaya
K TLLATEeNbHOW OLleHKe CEMENHOro aHaMHes3a paccMaTpuBae-
MOro 3aboneBaHus Kak MMHUMYM B Tpex nokoneHusx. Ecnn
CEMEWHbIN aHaMHe3 MONOXUTENbHbIA, NaUUeHT [OOrKeH
nponTn KoMnnekcHoe obcnegosaHme.

OpHako BO MHOMMX Cryyasix y yenoseka C BTOPUYHOW/
Cny4anHoOW HaxXo4KOW HET CEMENHOro aHamHe3a 1 NPU3HAKOB
paccmaTpvBaemoro 3aboneBaHusi. B aTom cnydae cneuuna-
NINCT OOMKEH OLEHUTb, MOABEPXKEH MW NauneHT PUCKY pas-
BUTUS 3abonesaHnsa B ByayLiem, 4To MoXeT BbiTb 0COB6eHHO
CNOXHO Ansa geTen. B HekoTopbIX criydasx BepOATHOCTb MO-
XeT ObiTb O4eHb HU3KoW. B gpyrux cnydasx moxert notpe-
6oBaTbcs nepuogmyeckoe obcrnegoBaHne, 0COOEHHO aeTemn
Unu monoppix Nofen npu 3aboneBaHWaX, HAYMHALLMXCS B
nosgHem Bo3pacTte. OgHako Ha CerogHsi OCTaeTCs HEACHbIM,
cnegyeT N peKkoMeHAoBaTb KackadHbIi CKPUHWHE YNEHOB
CeMbM, eCrny Y NepBOHaYanbHOro nauneHTa ¢ BTOPUYHON Ha-
XOAKOWM NaToreHHoro BapnaHTa HeT Npu3HakoB 3abonesaHus.

B nobom cnyyae, COOTBETCTBYHLLEE peLUeHME O TOM,
KaK 1 npy pyrux BUaax reHeTM4eCckon ANarHoCTUKN NauueHT
BrpaBe 0TKa3aTbCsl OT MHPOPMaLMM O CryYarHbIX HaxoaKax,
MOXeT ObITb 0hopMneHo B npoLecce obcyxaeHns npobne-
Mbl C BPa4OM Mpun Nony4eHnM nHMOPMMPOBAHHOIO cornacus
Ha TeCTMpoBaHue.

Bonee ocTOpoXXHOE OTHOLLEHME K OMNOPTYHUCTUYECKOMY
CKPVHUHIY BbICKa3aHo B pekomeHaaumsx Esponerickoro 06-
LLleCTBa reHETMKM YenoBeka, B KOTOPbIX NogYepkHyTa Heob-
XOAUMOCTb MUIOTHBIX UCCNEA0BaHNIN COPa3MEPHOCTU MOfb-
3bl Y PUCKOB TaKOro TECTUPOBaHNS He TONbKO ANS OTAENbHbIX
nogew, HO U AnNA CUCTeMbl 34PaBOOXPAHEHUS C YYETOM
0CODeHHOCTEN ee (PMHAHCUPOBAHMS B KaXKOOW KOHKPETHOW
ctpaHe [35]. Takke ykasblBaeTcs Ha HeobOXoOMMOCTb pac-
CMOTPEHMS ansTepHaT1B OMMOPTYHUCTUYECKOMY CKPUHUHTY,
HanpvmMep, KackagHoro CKpUHWMHIa n cobnogeHns OCHOBHbIX
3TUYECKMX HOPM: 3aLUWTbl aBTOHOMUK, JOCTYMHOCTN rEeHEeTU-
YeCKOro KOHCYNbTUPOBaHWS, MHPOPMMPOBAHHOTO cornacus
W rapaHTMI BO3MOXHOCTW €ro 0TO3BaTb.

O6cnegoBaHue geten

Ectb OBe kpanHue CcuTyauun: nepsasd, kKorga pe6eHOK
CTpagaeTr reHetn4yecknm 3aboneBaHneM, U reHeTUu4eckoe
TecTnpoBaHue Heobxooumo ANns NOCTaHOBKM AuarHosa (DM-
arHoctmn4yeckoe TeCTMpOBaHMG), n BTOpad, Koraa pe6eHOK
BbIMMAANT 340POBbIM, HO NMPpUHAANEXUT K CEMbe C reHeTun4e-

Cknum 3abonesaHnem, KOTOpoe NPOSIBNSAETCH, B OCHOBHOM, HO
He Bcerga, B 3penom Bo3spacTte (MPOorHOCTUYecKoe TeCTUPO-
BaHuWe). B nocneaHem crnyyae BO3HMKAKOT 3TMYECKME ANNEM-
Mbl, M Bpay OOIKEH B3BelLUMBaTb NpaBa poauTenen Ha no-
nyyeHne nHgopmaummn, Kotopas NOMOXeT ONTMMU3MPOBATL
Tekyllee MeanumMHcKoe HabroageHne nx geTten, v npae geten
C YY4eTOM 3aLmThbl UX Hannyywmnx nHtepecos [1].

Bonpoc o0 nporHocTMyeckom TECTUpPOBaHWM HecoBep-
LEHHONETHMX He pa3 NOAHMMArcs BO MHOrMX nybnukaumax
[36, 37]. OTU4eckum OCHOBaHMEM TakKOro TECTUPOBAHWS, MO
MHEHUI0 nofdasnsawLwero 6onblIMHCTBA MccnegoBaTenen u
3KCNepToB, SABNSAETCA HEMNOCPEeACTBEHHasd nonb3a Ans o6-
cnegyemoro pebeHka. [oknuHuyeckoe obcnepoBaHve pe-
6eHka OOMmMKHO ObITb PEKOMEHOOBaHO, TOMbKO €Cnu ecTb
a3 eKTMBHLIN cnocob neyeHuns unm npodunakTukm (npodu-
nakTuyeckas onepaums unu ctpaterns paHHero TepanesTu-
YeCcKoro BMeLlaTenbCTBa), KOTOPbIN MOXET NPeaoTBpaTuTb,
OTCTPOYUTbL MNKN obnerynTb Havyano 3abonesaHns unu ero
nocneacTBuUS, U ero MOXHO NPUMEHWUTbL 4O COBEpPLLUEHHONE-
Tna [38].

JononHutenbHble onaceHus OTHOCMTENbHO TeCTUpPOBa-
HUS OeTen Ha reHeTM4ecKkne HapylleHus C NO3AHUM Haya-
FIOM BO3HMWKIW B KOHTEKCTE NOMHOrEHOMHOro TECTMPOBAaHMWSA
W CryYariHbIX HaxodoK NaToreHHbIX BapwaHTOB nocneno-
BatenoHoctn [HK, koTopble B Gyayliem MoryT npuBecTu K
HacneacTBeHHbIM  3aborneBaHusM  cepaeyHO-COCYAUCTON
CMCTEMbI UMW 3roKa4eCcTBEHHOMY HOBOOOpasoBaHuio. Ecnu
OTCYTCTBOBan CeMelHbIi aHamHe3 Takoro 3aboneBaHus, u
cembsl 4o obcnenoBaHMsa He 3Hana ob 3Tom pucke, To Takas
UHGOPMaLMs NPU HEKOTOPbIX 06CTOATENLCTBAX MOXET ObITh
nonesHomn, NOCKONbKY OOAWH U3 poauTenen, BEpPOATHO, ABNSA-
eTCA HOocuTenem TOro e NaToreHHoro BapuaHTta. B Ttakom
cnyyae nonb3y OT TECTUPOBAHMSA MOXET U3BMNeYb, B NEPBYIO
ouepenb, 3TOT poauTens (M, BEPOATHO, €ro pOACTBEHHUKM),
XOTS 9KCMepThbl MO 3TUKE NOAYEPKMBAIOT, YTO 340POBLE POAU-
Tenemn okasblBaeT BMWSHME Ha Ka4yeCTBO XWU3HWN BCEN CeEMbM,
Bkntoyas pebeHka [39]. Kpome Toro, ocobeHHOCTW Hacnea-
ctBeHHbIXx CC3 no3BonsT 060CHOBATb KITMHWYECKYH MO-
NEe3HOCTb FeHETUYECKOro TECTUPOBaHNA AeTen Ha myTauuu,
npvBoasiLne K 3TuM 3abonesaHnsaM. 3TO CBA3AHO C TEM, YTO
BCC moxeT HacTynuTb y pebeHka unm monogoro Yenoseka,
W eCTb AOCTYMHbIE Mepbl, No3BonsALWme cH13nTbL puck BCC.
[eHeTnyeckoe TecTUpoBaHWE Ha NPeApPacrnonioXEeHHOCTb K
BCC nogHuMmaet Takue BOMNPOCHI, Kak CTUrMatm3aumsi, KOH-
duaeHUManbHOCTb, AUCKPYMUHALMA MPW CTpaxoBaHun W
npueme Ha paboty. B To BpeMsa Kak reHeTnyeckoe TecTu-
poBaHWe Ha NPeapacnofioXeHHOCTb K 6bornee No3gHO MaHu-
hecTupyowmm 3aboneBaHuam (HanpuMep, paky MOMOYHON
Xenesbl) 06bIYHO OTKMagbIBaeTCa 40 Tex nop, noka naumneH-
Tbl HE MPUOBPETYT CMOCOBHOCTL MPUHMMAaTL COBCTBEHHbIE
pelleHnsi, AOCTYNHOCTb 3MEKTUBHOIO NPOMUNAKTUYECKO-
ro fneyYyeHns CMHAPOMOB HAacreACTBEHHbIX apUTMUA MOXeET
notpeboBaTtb TECTMPOBaHUS AeTen u3 rpynnel pucka. Korga
POACTBEHHUK Takoro pebeHka MepBON CTeneHW poacTea,
TOXE UMEIOLLMI NaTOreHHbIV BapyuaHT, MOXET NOCTaBUTb NOA,
yrpo3y obuiecTBeHHy0 6e3onacHoCTb (Hanpumep, ecnm OH
nUnoT aBnakoMnaHmu), y Bpada MoryT BO3HMKaTb 3TU4eCKme
npobnemsl, cBA3aHHbIE C NpUHUUNamu bnarogeaHus/Henpu-
YMHeHus Bpeda n 06a3aHHOCTBIO NpefynpeanTb 3anHTepe-
COBaHHblE CTOPOHbI. OTW BO3HMKaLmMe npobnemMbl cenvac
M3y4aloTCs, N UX STUYECKMI, NPaBOBON N COLManbHbIN KOH-
TEKCTbl CNoXHbI [40].

SmMnupuyeckoe nccnegoBaHme 3TUYeckux npobnem re-
HeTU4Yeckoro TecTupoBaHusa Ana npegynpexgeHns BCC,
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npoBegeHHoe B KaHage, yyacTHMKamu KoToporo 6binn me-
AVLMHCKne 1 nabopatopHble paboTHUKM (reHeTUYeckne KOoH-
CynbTaHTbl, MEeOWUMHCKME TFEeHETWKW, B3POCrble U AeTckue
Kapauornoru, MOMeKynspHble reHeTukun, nabopartopHble re-
HeTukun), BMOoaTMKN, NpeacTaBUMTENM NALMEHTCKOro CO06-
LecTBa, nokasanu, 4to npu obCyXAeHUM HeobXoaMmMocTu
TECTUPOBAHWSA HECOBEPLLUEHHONETHMUX YacTO BO3HUKAET 3TK-
YECKMA KOHMNUKT Mexay O0sf3aHHOCTbI0 npegynpexaartb
POACTBEHHMKOB (UNW TPETbU CTOPOHbI Mpu yrpose obLe-
CTBEHHOWN 6e30MacHOCTU) O pUCKE N HEOBXOAMMOCTLIO 3aLLm-
Tbl geten. MNpu 3TOM MeguUUHCKMe paboTHUKK, NO-BUAMMO-
My, 6onblue o3aboyeHbl 0653aHHOCTLIO NpeaynpexaaTtb, a
naumeHTbl U ceMbU — Npobnemamu 3awuTtbl geten. Kommer-
Tapvm y4aCTHUKOB Onpoca nokasanu OTCYyTCTBME KOHCEHCyca
no atum npobnemam [41].

Opyrvue amnupuyeckne uccnegoBaHvs OOKasbiBaloT He-
06X0AUMOCTb CO34aHUs CMCTEMbI MCMXOMOrMYecKon noa-
OepXkn cemen ¢ getbMu, umewowmmm puck BCC. [MoTeH-
LManbHO CMepTenbHble apuTMum ycyrybnsioT npobrnemsl ¢
NCUXMYECKUM 300POBbEM B MOOPOCTKOBOM BO3pacTte. Tak,
B 0630pe 16 uccnegoBaHun ¢ ydactvem geten (<18 net) ¢
HacnegcTBEHHbIMU apUTMUAMU MOKa3aHo, YTO MaumeHTbl 1
poauTenu coobwmnu o 6onee HN3KOM KayeCcTBe XU3HU, OCO-
6€EHHO B OTHOLLUEHNW PU3NYECKNX (DYHKLIMIA, COLManbHbIX OT-
HOLLEHWIA, OFpaHNYEeHUs B3aMMOLENCTBUIN CO CBEPCTHUKAMM,
NCUXNYECKOro N 3MOLMOHanNbHOro 30opoBbs. Y 15-33% na-
LMEHTOB BO3HMKAIOT NPOGnemMbl ¢ NCUXMYECKUM 300POBLEM,
npuyem 6onee BbICOKUIA PUCK TaKUX HapyLLeHWn Obin y nauu-
€HTOB, NMetoLmx 6onbHbIX GpaTta unu cecTpy, NauMeHToB C
KapguomuonaTven 1y COOBLLMBLLUMX O CHUXEHWUM KadecTBa
XW3HU [42]. AHanorvyHble AaHHble NPUBOAAT W Apyrue as-
Topbl [43]. Cuctema nogaepXkn Taknux cement morna 6ol no-
MOYb B YNpaBneHnn ncmxocoumanbHbiM GpeMeHeM, ogHako
Ha CerogHsi OTCYTCTBYIOT KMMHMYECKMe pekomeHaauumm no
3aTON hopMe MOMOLLM, KOTOopasi JOIMKHA HOCUTb MEXAMUCLM-
nnuHapHbIv Xapaktep [44]. HemanosaxHoe 3HaveHve nmeet
1 agekBaTHoe NHAOPMUPOBaHNE POAMTENEN O 3HAYEHUN Te-
cTa Ans 3gopoBbs pebeHka. Tak, B NMNOTHOM MPOEKTe BOC-
npuATMSA poanTenamy MHopMaLmmn O BbIIBNIEHHOW NPU HEO-
HaTanbHOM CKPUHUWHIE Ha CEMENHYIO MMnepxonecTepmHeMmto
naTonornv, pesynsrartbl pasnMyanucb B 3aBUCUMOCTU OT OT-
HOLLUEHWUS K OCHOBHOW NPUYMHE MOMNOXUTENbHOro pesynbsrata
CckpvHuHrosoro Tecta. Korga pogutenu cuutanu Tect obHa-
py>X€HWEM MOBBILLEHHOTO YPOBHSA XOrecTepuHa, COCTOsiHMe
BOCNPVHNMAnoCh Kak 3HakoMoe, KOHTPOnMpyemoe 1 MeHee
yrpoxatowlee. Korga Tect paccmatpuBancs Kak BblBleHne
reHeTu4eckon nNpobnembl, COCTOSTHNE BOCMPUHUMANOCh Kak
HEKOHTpOnMpyemMoe U, criegoBaTensHo, 6onee yrpoxatoLlee.
3TV gaHHbIe NOOHMMAIOT BOMPOCHI O TOM, B KaKOW CTeneHu
OLeHKa puckoB 3aboneBanHuii ¢ nomoLbto aHanunsa AHK mo-
XeT NPMBECTM K YyBCTBY patanvama, OTpuuaTenbsHO BrUSLo-
LLeMy Ha MOTUBALMIO K U3MEHEHMIO MOBEAEHUS N CHUXEHUIO
puckos [45].

McmxocoumansHoe BO3AENCTBUE TEHETUYECKOro TecTu-
poBaHUSA 3acnyxuBaeT BHUMaHWS, NOCKOMbKY pesynbraTtbl
TECTUPOBAaHWSA MOTYT NOBNNATL Ha XWU3Hb CEMbW, NMCUXOMNOr-
Yyeckoe bpems, CamMOOLEHKY, U3MEHEHNE OTHOLLEHNSI CEMbU K
pebeHky, BocnpuaTre ya3BnMocTu pebeHka, NnpuBa3aHHOCTb
poauTenen k pebeHky, a Takke YyBCTBO BMHbI Y POAUTENEN.

MocmepTHOE 0GCcnegoBaHue

OTaenbHyto npobnemy npeactaBnsieT cobol reHeTuye-
ckoe TecTupoBaHue ymeplumx oT BCC. OHO MoOXeT BKMIO-
YaTb CUCTEMATUYECKOE XpaHeHWe MNOCMepTHbIX 0bpasLoB

ntogen ¢ nogo3peHmem Ha BCC n BO3MOXHOCTb A0OCTyna K
pesynsrataMm TECTMPOBAHWSA YNEHOB CeMbW U3 rpynnbl pu-
cka [46]. NocmepTHOE reHeTnyeckoe TECTUPOBAHME MOXET
UMETb pellatoliee 3Ha4YeHne ANA AMarHOCTUKM U NeveHns
BbDKMBLUMX YNeHOB cembu [47]. [aHHaa npouenypa Brieyer
3a cobow HeKOTOpble TPYOHOCTU, CBA3a@HHbIE C MCUXOMNornye-
CKUMW acnekTammn obbACHEHMSA cKopOALWMM poaCTBEHHUKaM
HeobXo0AUMOCTM MPOBEAEHNS MOMNEKYNAPHO-TEHETUYECKNX
uccnegoBaHni. Ecnu npy nocMepTHOM MOneKynspHo-reHe-
TUYECKOM MccnegoBaHun ByaeT BbISBNEH NaToreHHbIN Bapu-
aHT, TO 3TV AaHHble ByayT O4eHb LEeHHbIMU ONS BbRKUBLLMX
4YneHoB cembW. [TOMVMMO BbISIBNEHWS HOCUTENEN NaToreHHbIX
BapuvaHTOB, Yy KOTOPbIX €elle He NposiBunochb 3abonesaHue,
pesynbsTaTtbl TECTMPOBaHMA ByayT None3Hbl 4NS npeaumnnaH-
TaLMOHHON reHEeTUYECKOW ANArHOCTMKM UK NpeHaTtanbHOro
TECTMPOBaHMWSA C Lienblo NpegoTepalleHus nepegadm bones-
H¥ notomcTBy [48]. B pekomeHaaunax EBponenckon kommnc-
CMM MO TrEeHEeTM4EeCKOMY TECTMPOBAHUIO NPU3HaETCs NpaBo
pocTtyna k obpasuam 1 AaHHbIM YMepLUero Yyenoseka, ecnm
OHW HeobXoAuMbI ANA TECTUPOBaHUS YneHoB cembu [49]. B
Poccnn HegaBHO npuHAaT degepanbHbivi 3akoH ot 02.07.2021
Ne 315-®3 «O BHeceHun uameHeHun B PefepanbHbIv 3a-
kKoH «O6 ocHoBax OxpaHbl 300POBbS rpaxaaH B Poccuinckon
degepauun»», KOTOPbLIN AONycKaeT Nocne CMepTu rpaxaa-
HUHA «pa3srnalleHne cBegeHUN, COCTaBMAILWNX BpavyebHyto
TarHy 6rnvM3knm poacTBEHHUKAM, NMOO MHbIM nMuaM No Ux
3anpocy, ecnu rpaxgaHuH UM ero 3akoHHbIM NpeacTaBu-
Tenb He 3anpeTun pasrnalleHne cBeAeHUN, COCTaBNSoLLMX
BpayebHyto TanmHy» [50]. OgHako coobLleHne pe3ynbTaToB
reHETUYECKOro TEeCTUPOBAHUSA YMEPLUMX MOOEN KUBbIM
POACTBEHHWKaM He SABNAETCH CTaHO4apTHOM NPakTUKOW BO
MHOIMX CTpaHax, 1 HeobxoaMMo fanbHelee obcyxaeHve
TOro, cregyeT Ny 3To AenaTb, U ecnu Aa, TO Kak 3T0 MOXHO
caenartb AenuKatHbIM U CNoCcoBCTBYIOWMM YKPENeHWto A0-
Bepusa obpasom.

3aknio4yeHue

MepcoHannanMpoBaHHas MeguUMHCKasi MOMOLLb MOXET
notpe6oBaTb HOBbLIX 3TUYECKUX U MPaABOBbLIX HOPM, YTOObI
o6ecneuntb 6onee BbICOKOE KA4YeCTBO MeAWLIMHCKON MOMO-
wmn. CoBpeMeHHas GUO3TUKa C ee OpueHTaumen Ha npasa
YyeroBeka He Bcerga ajekBaTHa ANs pelueHus npobrnem
KapOuoreHeTuKU. JTuka, KoTopasl YUUTbIBAET HE TOMNbKO WH-
OvBuayarnbHble NpaBa nauMeHTa, Ho U 06513aHHOCTU B OTHO-
LIEHNN POACTBEHHMKOB U obLlecTBa B Lienom, Heobxoanma
anst hopMUPOBaHNS NPaBOBbLIX HOPM U KMMHUYECKOW Mpak-
TUKW, €CNX Mbl XOTUM MOMHOCTBID peanu3oBaTb OFPOMHbIN
noTeHuman kapavoreHeTukn. B nocnegHue pecstuneTus
npaBoBble HOPMbI MHPOPMMPOBAHHOIO cornacus B 6onbLuen
CTENeHn cnegoBann WHAMBMAYANbHOW WMH(OPMAaLMOHHOM
MOZENU: 3TO 03Ha4aeT, YTo MHOopMaLUs NpeaoCcTaBnNsAeTcs
TOMNbKO NauUMEHTY NpW YCrNOBWUMK, YTO OH AeecnocobeH, B TO
BpeMSsl KaK YrneHbl CeEMbU MOryT ObiTb NMPOUH(OPMUPOBAHI
TONbKO B TOM Crydae, eCnu nauueHT NpsiMo Ha 3TO COrMaceH.
OpHako korga HacneacTBeHHoe 3aboneBaHue NosiBNsieTcs B
CeMbe, ee 4rneHbl JOMKHbl Gonee cepbe3HO OTHOCUTLCS K
CKPWHWHIOBbIM 00CneoBaHUsIM 1 NpodunakTuke, YTo Bbi3bl-
BaeT HeobXoAMMOCTb y4YeTa Hauny4LmMx MHTEPECOB BCEX €€
uneHos [51]. MNMpaBo He 3HaTb reHEeTUYECKMIN JuarHo3 OCHOBa-
HO Ha aBTOHOMHOM NpaBe YernoBeka NpUHMMaTb peLUeHne o
CBOEM CODOCTBEHHOM XM3HEHHOM NyTu. MNpouecc nonyyeHus
NMOMHOCTbI0 OCO3HAHHOIO COrnacusi, TOMHO OTpaXkaroLLlero
npeumyLLecTBa 1 Bpes pacKkpbITUs MHopMaLun, SBNSeTcs
LEHTPanbHbIM 31EMEHTOM 3TOr0 3TMYECKOro MpUHLMNa U
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OCTaeTcs BaXHOW 4acTbio NpodheccMoHanbHOW NpPakTUKK B
aTon obnactn. OgHako onopa Ha WMHAUBUOYaNMCTUYECKYIO
Mogenb CODCTBEHHOCTU FeHeTMYEeCKON WHopMauun O3Ha-
Yyaer, 4YTo, KOrAa NHTepechl OTAEMbHBIX NUL, PacxoasTcs, Me-
AVLMHCKNEe paboTHMKM BbIHYXAEHbI OTAaBaTh NpeanoyvTeHne
WHTEepecam OAHOro 4enoseka, npeHebperas uHTepecamu
Apyrux. Ytobbl yMeHbLWNTL 3TOT Bped, pag 9KCnepToB npea-
NOXUNN paccMmaTpuBaTb FeHeTUYECKYl0 MHAOpMaunio Kak
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