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B ctatbe paccmatpuBarTcs ¢pniocopCcKue npobaeMbi, POXKAEHHbIE TEXHOIOMMEN HeoHaTaslbHOro CKpmHuHra. OCHOBHOE
BHMMaHWE COCPEAOTOHYEHO Ha 3TMHECKMX U METOAOI0MMYECKUX BOMPOCaX, BO3HMKAKLWMX MPU PACLUMPEHMM CIIEKTPA CKPU-
HUPYEMbIX HO30JI0MMI M BHEAPEHUN T€HETUHECKMX METOAOB MCCAeA0BaHMUS. B METOAOIOMMYECKOM /1aHe aHaIn3npyoTes
Mpo6ieMbl CyLECTBYIOLLErO ANCCOHAHCa MEXKAY TEXHUYECKUMM BO3MOKHOCTIMU ANArHOCTUKN W MPAKTUHECKMM YPOBHEM
OKa3aHuns 1e4e6HOM NOMOLLM, a TaKKe BEePOSITHOCTHOIO XxapaKTepa rnpoBOANMbIX MOJEKY/ISIPHO-FreHETUYECKUX UCCen0Ba-
Hun. Cpean 3aTMYECKMX BOMPOCOB Hanbosiee OCTPbIMU MPEACTaBATCA NpobieMbl JOCTyrna K MHopMaymm, rnosay4aemMon
npu TectupoBaHumn [JHK HOBOPOKAEHHBIX, N CBSI3M HEOHATa/IbHOIO CKPUHWHIA C MpeHaTalbHON AnarHoOCTMKoN. CTpemieHne
rpuBeYb BHUMAaHMUE LLIMPOKOIro Kpyra Yutatesnei, B 0COGEHHOCTH ByAyLLUMX U HACTOSLUMX POAMUTENEH, OBLIECTBEHHbIX NaLu-
EHTCKMX OpraHu3aumnit K JaHHbIM npobemMamM COBPEMEHHOCTH — OfHa M3 OCHOBHbIX Li€/1el CTaTbHy.

Knr4yeBble cnoBa: HeoHaTa/lbHbI CKPUHUHI, CKOMHUHI HOBOPOXIAEHHbIX, Hac/neACTBEHHbIE 60/1€3HU OBMEHa, peakue
(opaHHbIe) 601€3HM, NPEeHaTabHas AMarHoCTUKa, 3TUHECKUE NPo61eMbI, 0OLLECTBEHHbIE NALIMEHTCKNE OpraHn3aLnu.

(Ana umTnpoBaHms: [epsiouHa C.C. HeoHaTanbHbI CKPUHUHI: 3TUHECKKE BOMPOCHI PACLIMPEHUS CEKTPA CKPUHMPYEMbIX
3aboneBaHUi. Boripockl coBpemeHHo neanatpmm. 2015; 14 (6): 714-723. doi: 10.15690/vsp.v14i6.1482)

AKTYAJIBHOCTb CTbIX TECTOB Ha MeTaboNinTbl, HeoHaTallbHbIM CKPUHWUHI
MaccoBoe o6cnegoBaHne HOBOPOXKAEHHbIX (HEoHa- YBEPEHHO 3aHsN O4HY W3 NUAUPYIOWMX NO3ULIUA B MOJIKU-
TaNbHbIA CKPUHUHIY) — XapaKTepHasl YepTa Hallero Bpe- TUKE HaLWOHaNbHOro 3ApaBooxpaHeHus. B HacToswee
MeHW. HavyaBwwncb B 60-X IT. MPOLWIOr0o CTOAETUS C Mpo- BpeMS NporpaMmbl HeOHATaNlbHOrO CKPUHUHIA BHEAPEHbI
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The article considers philosophical questions of neonatal screening technology. The main focus is on ethical and methodological issues
that inevitably arise when expanding the number of scanned nosologies and applying genetic research methods. Questions concerning
the existing discrepancy between technical capacity and the practical level of healthcare delivery and the probabilistic nature of results
obtained by molecular testing are analyzed in terms of methodology. Access to information about the DNA-testing of newborns and the
linkage between neonatal screening and prenatal diagnostics are among the most topical ethical problems raised within this article.
One of the purposes of this article is to draw the attention of the public — especially it concerns current and prospective parents
and volunteer organizations — to these contemporary problems.
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1

CKpWHUHT (0T aHrn. to screen — npocenBaTb) — MEAULMHCKAsa AuarHocTMyecKas TEXHOOrmMs CnaoWHoro 6e3s8bI60poYHOro nabopaTopHo-
ro o6cnefoBaHns BCEX HOBOPOXKAEHHbIX HA HEKOTOPble 3abo/ieBaHUs o6MeHa BeLLeCTB, NpM3BaHHasa o6ecnevynTb CBOEBPEMEHHOE BbisiB-
JIEHWE U Havaso le4eHuns 60NbHbIX AETEN C Lie/blo NPefoTBpaLLeHNs X MHBaNnuan3aLumu.



6onee yem B 50 rocygapcresax MuMpa M HaCYMTbIBAOT OKO/O
45 CKpUHUpPYEMbIX HacneACTBEHHbIX 3a60neBaHUi (HO30/10-
rnyecknx ¢opm). MaBHaa uUenb HeoHaTanbHOMO CKPUHWH-
ra — npepoTBpalleHMe pas3BuTUS G0NE3HU U TEM CaMbIM
COXpPaHEeHMWe KM3HU poanBLLEMYCcS MnafeHuy. OTcloga NoHAT-
HO CTPEMIEHME CNELMNANIUCTOB OXBaTUTb TAKOM TEXHONOMMEN
KaK MOXXHO 60/ibllie HacneACcTBEHHbIX 3ab6oneBaHnin. OgHaKo
¥M3Hb NOKa3ana, YT0 HeEOOOCHOBAHHOE BKJIOYEHWE HOBbIX
HO30/10TMI B CMUCOK CKPUHUPYEMbIX BONE3HEN MOXKET NpK-
BECTU K «<HeoMNpaBAaHHOMY PUCKY M HAHECTU HENOMNPaBUMbIN
BpeA He TO/IbKO ceMbsM C 60/1bHbIM Pe6EHKOM, HO U BCEMY
obuiectBy B Leniom» [1]. B nocneaHune roabl akTMBHO 0OCYXK-
JaeTcs BONPOC O BHEAPEHUMU HOBbIX NOAXOA0B B TEXHONOMMK
CKPUHWUHIa — BO3MOMHOCTM MOAHOrE€HOMHOr0/MOAHO3K-
30MHOro TtectupoBanuns [AHK HoBopoxaeHHbIX [2]. B c¢BS3u
C 9TMM npobnema COOTHOLEHWUS Bpea/nofib3a B obnactu
HeoHaTalbHOMO CKPWUHWHIa CTaHOBMTCHA BCe 06onee aKTy-
anbHoW. Ha noBecTKy AHS BbIXOAAT BOMPOCHI, CBA3aHHbIE
C rocyaapCTBEHHOW MOAAEPKKON CKPUHWHIOBbIX MPOrpaMm
B pernoHax, ¢ (GUMHaHCOBbIMW TPyAHOCTAMW B obecneve-
HMW 006A3aTe/lbHOM HEenpepbIBHOCTM MpOLLecca CKPUHUPO-
BaHWS, C HEXBATKOM CMeuuanuctoB B 06/1aCTU FEHETUKM,
C HanM4YMeM peanbHOW BO3MOMXHOCTW afEeKBaTHOro neve-
HUS peaKkux 3aboneBaHWM M camMoOe [MaBHOE — C BbIOO-
pPOM TOro, Ha Kakue HO30/0TMN AEUCTBUTENIbHO HEOOXO0Au-
MO CKPWHMPOBATb HOBOPOXAEHHbIX B Hawen Nonynsaumu.
Hy»KHO N AnarHocTMpoBaTh 60M1€3Hb, KOTOpas NoKa Henog-
BfacTHa MOMHOMY W3nedyeHuo? Unu 6GonesHb, pasButue
KOTOPOM OTCPOYEHO W HOCUT BEPOSTHOCTHBLIN XapakTep?
OnpaBaaHo 1M CTPEMJIEHME PACLUMPSATL CMEKTP BblBASEMbIX
3a6oneBaHnit B yrogy MOAHOMY TPEHAY, KaKMM CTaHOBWTCS
MONEKYNAPHO-reHeTUYeCcKoe TeCTMpoBaHMe?

3TV BOMPOCbI HE MOrYT ObiTb PELeHbl B OAHOCTOPOH-
HEM MOpsAAKEe MOCTAaHOBIEHUEM PYKOBOASLIMX OPraHoB.
ToNbKO OTKPbITOE O6CYXAEHWE W TeCHOe COTPYAHMYECTBO
OpraHoOB UCMOJIHUTENbHOW M 3aKOHOAATENbHOW BNacTH, Bpa-
Yen-3KCNepToB M O0O6LWECTBEHHbIX OpraHM3aunin Mo3BOAUT
BblpaboTaTb BEPHbIA NYTb MX YCMELWHOro paspelleHns. 31o
Nno3BONUT U36exaTb, C OLHOM CTOPOHbI, U3NMULWHEro cTpaxa
nepea LOCTUXKEHWUAMU FTEHETUKMU, C APYrON — 3aBbllWEHHbIX
OXWAAaHWH, 4TO B LLeIOM JacT BO3MOXHOCTb OTBETCTBEHHOIO
noaxofa K pelleHuIo BO3HUKaloLWwmx npobnem [3].

CTENEHb PABPABOTAHHOCTHU NMPOBJIEMbI

HeoHaTanbHbIM CKPUHUHI — OTHOCUTENbHO MoJoAas
obnactb MeAUUMHCKUX TexHonormn B Poccumn (maccosoe
ob6cnenoBaHMe HOBOPOMKAEHHbIX HaYanoch B 1992 r. ¢ gnar-
HOCTMKKM AByx 3aboneBaHui; ¢ 2006 T 4MCNO HO30M0-
M BbIpocio Ao 5). BosHuKatwlwme npu 3ToM Npobrembl
LIEHHOCTHOr0, MOpPafbHOrO M HPaABCTBEHHOro XxapakTepa
Yalle ocBellalTea B uTepaTtype cyry6o cneuuanuctamm —
reHeTMKaMu, HeoHaTofioramu, neaumatpamu. B aton pabote
NniaHUpyeTcs ONupaTbCs Ha MCCefoBaHUs aMepUKaHCKUX
N eBPOMENCKUX YYeHbIX, 3aHATbIX B 3TOM 06nacTu, a Tak-
e POCCUMCKUX PUNocodoB, MHTEPECYIOLIMXCSH BOMpocamu
rEHETUKM M COBPEMEHHOW BUONOTMEN B LIENIOM.

Lenb 1 3agaum o630pa

Llenb gaHHOM paboTbl — BbIAENUTb HEKOTOPbIE BaXKHble
dunocodckme npobnaembl B 061aCTU pacClIMPEHUs CHeK-
Tpa CKPWMHMPYEMbIX HO30M0TMMA HEOHAaTalbHOrO CKPUHMHIa
W HaWTW NoTeHuManbHble BO3MOXHOCTWM ANS MX Npeopone-
HUS, @ TaKXe 419 MPUBIEYEHUS BHUMAHWMS K YKa3aHHbIM

npob6semMam LWKUPOKOro Kpyra uyutatenen, B T.Y. OyayLimnx

M HaCTOSALWMX poanTenen.

[ocTuxKeHWe Lenn HacTosAwero uccnegoBaHus Tpedyet
peleHus cnefyoLwnx 3aaay:

®  pacCMOTPEHUs UCTOPMKU MACCOBOro 06¢nefoBaHUsA HOBO-
POXAEHHbIX, XapaKTEPUCTUKN €ro COCTOSIHUS Ha coBpe-
MEHHOM 3Tarne B CBA3M C aKTMBHbIM BHEAPEHWEM AOCTU-
YEHWW FEHETUKM B MPAKTUYECKOE 3[1paBOOXpPaHEHKe;

e o6eyaeHnsa dmnocodCcKnx npobnem MeToaosIormyecKo-
ro xapakTepa, BO3HMKalLWMX B 061aCTU HEOHATabHOIoO
CKPUHMHIa (CyllecTBOBaHME paspbiBa MEXAy [AuarHo-
CTMYECKMM MNOTEHUMaNoM W MPaKTUYECKUMU BO3MOXK-
HOCTSIMM NIe4EHUS, BEPOATHOCTHbIV XapaKTep BblABAEHUS
reHeTUYEeCKUX HapyLeHUI);

® BblJENIEHUS 3TUYECKMX acrneKToB B MNpo6iemMe pacluu-
peHus HeoHaTaNlbHOrO CKPWHWHIa (Mpo6nema gocTtyna
K MHbOpMaLMK, HaLeNeHHOCTb Ha NpeHaTanbHylo Aunar-
HOCTWKY B CEMbSIX C OTATOLWEHHbIM aHaMHE30M);

® pefcTaBleHNs pe3ynbTaToB MCCNeAoBaHWUA WM OLLEHKKU
BO3MOXHbIX METOAOB PErYIMPOBAHMS CMUCKA CKPUHUPY-
eMblXx 3ab60neBaHnin, COOTHECEHME KENAaHUA U TEXHONO-
rMYEeCKOro NoTeHLMana AMarHocTMpoBaTb HOBbIE 3a60e-
BaHWUSA C peasibHOM KapTMHOM COCTOSIHWUS NMPaKTUYECKOro
3[lpaBOOXpaHeHMs B CTpaHe U 06LLECTBE B LLE/IOM.

PA3BUTUE HEOHATAJIbHOIO CKPUHUHIA

U EF0 OCOBEHHOCTU HA COBPEMEHHOM 3TANME

HeoHaTanbHbI CKPUHUHI: OT lJaGopaTOPHOro Tecta

K rocyfapcTBeHHOM nporpamme

HacneactBeHHble U BpoOXAeHHble GOPMbl NaToNorMn B
HacTosillee BpeMs SBAAOTCA OAHWUMMU M3 MMaBHbIX MPUYUH
[€TCKON WMHBaNWAHOCTM M cMepTHOCTM [4] — noKa3zaTe-
Nen, XxapaKTepu3yoLnX He TOIbKO COBPEMEHHOE COCTOSIHUE
MEAMLMHBI, HO M ONpPeaensiowmnx YUCAEHHOCTb Gyayliero
nokoneHus. Mexzay Tem Ana rocyfapcrea ropasfo BaHee
He TO, CKOJIbKO BCEro POXKAaeTcs MAaAeHLEB, HO B NMEPBYIO
oyepelb HACKONbKO OHM TEHETUYECKM U DU3MYECKM 3[0-
POBbI, CKONbKO M3 HUX AOXMBYT A0 AETOPOAHOro Bo3pacTta
W CMOIYT AaTb XW3Hb chegylowemy MOKOoNeHuo. MMeHHO
noatomMy npobnema NpodunakTUKKN BPOXKAEHHbIX U Hacnea-
CTBEHHbIX 3a60/1eBaHUM UMEET He TONbKO MeAMULMHCKOE,
HO U COLManbHO-3KOHOMMYECKOE 3Ha4veHune [5].

HauunHas ¢ XX B. 06LLECTBY CTanun LOCTYMNHbl 3pbeKTnB-
Hble CNOCOObI Ie4YEHUS HEKOTOPbIX BUAOB HacneqCTBEHHOM
naTonorvm, No3Bonsgioune nsbexaTb netasbHOro ucxoda M
npPefoTBpaTUTb PasBUTHUE TAXKENON UHBANWAHOCTU Y pe6eH-
Ka, ecnun 3aboneBaHne 06HapyXeHo 40 MaHudecTaunn ero
KIMHUYECKMX NposiBNeHU. CaMbli MPOCTON U NEPCNEKTUB-
Hbl METO[ PaHHEero o6Hapy*KeHUsa Taknx 601e3Hen — mac-
coBoOe 06cnefoBaHNe HOBOPOXKAEHHbIX, UKW HEOHATaNbHbIN
CKPUHMHI. 3Ta HoBeWLWasa TEXHONOMUSA NO3BOASET HE TONbKO
naeHTudnumnpoBatb 60NbHbIX MAafeHUEB Ha AOKIWHUYe-
CKOW CcTaguu 3aboieBaHUs U CBOEBPEMEHHO Ha4YMHaTh neYye-
HWe, HO TaKe GopMMPOBaTL AeTel rpynn puUcka — TeX, KTo
HY)X[l@aeTCcsl B MeAWKO-reHETMYECKOM HabntoaeHun u obene-
[I0BaHMM Ha HOCUTENbCTBO MYT@HTHOrO reHa, ¢ 06a3artesib-
HbIM BbIXOAOM Ha MpeHaTalbHyl0 AMArHOCTUKY B CEMbSX
C OTAroWEeHHbIM aHaMHe30M [6].

MaccoBbIt CKPUHUHI HOBOPOXAEHHbIX Ha reHeTunye-
CKne 60ne3HU 0683aH cBOMM nosiBaeHMem P. MakKkpuaun
(R. MacCready), aupeKtopy [uarHocTnyeckon nabopatopum
B OTgene 3apaBooxpaHeHus wTata Maccadycetc (CLUA),
n P.TaTtpu (R. Guthrie), ameprKaHCKOMY JOKTOpY, CO3/aBLuie-

]
=
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MHeHue no npo6neme

My METOAMKY MMUKPOGMONOrMYECKOro aHannaa onpeaeneHus

KOHLEHTpaunn peHnnanaHmHa B KpoBu ([aTpu-TecT), KoTopble

B 1962 r. opraHn3oBanu c60p 61aHKOB U3 GUILTPOBAIbHOWM

6ymarn ¢ NATHaMW CYXOM KPOBW OT KaXAOro0 HOBOPOMAEH-

Horo B WTate Maccayycetc U TeCTUpPOBaNM WX Ha Hanuuune

deHunKeToHypuu [7]. 3a cBOIO NONYBEKOBYIO UCTOPUIO HEOHA-

TaNbHbIA CKPUHUHT M3 NPOCTOro GMOXMMMUYECKOrO TecTa npe-

BpaTu/Cs B NepefoBYy0 COBPEMEHHYIO TEXHOOTUIO, CTOSILLYIO

Ha CTparKe COXpaHeHMUsl 3A0POBbS HALIMK, CO CBOMMM HAY4HOM

M MPOM3BOACTBEHHOW 6Ga30M, YETKUMWU OAMArHOCTUYECKUMM

nporpaMmmamMu, BbICOKMMUK TpeboBaHWSAMMK K nabopaTopHoOm

[AMarHoCTUKe, COBMIOAEHUIO ATUYECKMX HOPM U Ap.

OaHaKo He06Xx0AMMO NPU3HATb, YTO BYPHOE, ECTN HE CKa-
3aTb B3PbIBHOE, Pa3BUTUE MONEKYNSAPHOM BUONOrUK B KOHLLE
NpoLIOro BeKa, NosiBNEHUE TEXHONOMMM TaHAEMHOM Macc-
cnektpomeTpun (TMC), meToaa ceKBEHMPOBaHUSA cneaytolle-
ro nokonexus (next generation sequencing, NGS) 1 nosbl-
leHne o6LEeA0CTYNHOCTU FEeHETUYECKUX TECTOB C HU3KOWM
CTOMMOCTbBIO OTKPbIIM BO3MOXHOCTb OECKOHTPONBHOIO pocTa
yucna CKpUHUpyeMbix 3aboneBaHuin. Ha noBecTKke AHA CTOUT
BOMpoc 06 opraHu3almm COOTBETCTBYIOLLEN NMPaBOBOM 6a3bl
Onsa onpeaeneHuss Heo6xoaAMMOCTU BBEAEHUS TOW UKW MHOWM
HO30/10MMK B NPOrPaMMy CKPUHWUHIa, A8 06ecneyeHns poau-
Tenen HGopMaLUMOHHOW NOAAEPKKON A0 HaYana CKPUHUHTa
M KayeCTBEHHbIM MEAMKO-TeHETUYECKUM KOHCYNbTUPOBAHM-
eM rnocne Hero. Mcxoaa M3 atoro, Komutet o6LeCcTBEHHON
M npodeccruoHanbHoOM MNoNUTUKKM EBponenckoro obuiecTtBa
reHeTuKn Yyenoseka (ESHG) B mae 2000 r. ony6nvMKkoBan pas-
paboTaHHyt0 aKkcrnepTaMu 15 eBpPOMenCcKUx CTpaH cucTemy
npaBu, CTaHAapTOB 1 Mep 6e30MacHOCTU AN OpraH13aLnm
M NPOBEAEHNS TEHETUYECKUX CKPMHMHIOBbIX Nporpamm [8].

OCHOBHbIMW KPUTEPUSAMKU, HEOOBXOAMMbIMU [N151 BKIKOYeE-
HMS 60M1€3HM B NPOrpamMmmMy CKPMHUHIA, Ha3BaHbl creaytouime:
e «60ONe3Hb JOMKHaA ObiTb YETKO OYepyeHa KIAMHUYECKM

N OUOXUMUYECKMU;

e 00ne3Hb [OO/MKHA NpeacTaBnsTb CO60M 3HAYMMyK Mpo-
6nemMy (BbICOKYIO CTEMEHb MHBaNMAM3aLMU U CMEPTHOCTH);

e 60/1e3Hb A0/IKHA BbITb PacnpoCTPaHEeHHOM (BCTpeYaTbes ¢
yacToTom He MeHee 1:10000-1:15000 HOBOPOXKAEHHbIX);

® npouenypa CKPUHUHIa AoMmKHa 6blTb NPUEMIEMON U KOp-

PEKTHOM A5 NauneHTa n 06LWEecTBa;
® poueaypa CKpUMHMHIa OOMKHA MMETb afeKBaTHYl0 CTO-

MMOCTb;

e (60/1e3Hb JO/KHA UMETb roToBOe, anpobupoBaHHoOE fe-
yeHue, apdEKTUBHOE Ha AOKIMHMYECKOM 3Tane» [8].
CornacHo COBPEMEHHbLIM MpeAcTaB/iEHUSIM, TECTUPOBaA-

HWe Ha PEHUNKETOHYPUIO U BPOXKAEHHbIM TMNOTUPEO3 ABAS-

€T1cs «30/10TbIM CTaHAAPTOM» CKPMHUHTA. YKa3aHHble HO30/10-

FMU BKIOYEHbI B CMIMCKU CKPUHMPYEMbIX 3a60/1€BaHNIN BCEX

CTpaH, UMEIOLMX FrOCyAapCTBEHHbIE NPOrPamMMbl MacCoBOro

o6cnefoBaHns HOBOPOXAEHHbIX, MOTOMY YTO MOSHOCTbIO

COOTBETCTBYIOT KPUTEPMAM, OMMUCaHHbIM Bbilwe. HecmoTtps

Ha TO, YTO aJpeHOreHuTaNbHbI# CUHAPOM, MYKOBMCLIMAO3

W ranakto3emus — 3aboneBaHus, BowelimMe B CMUCOK pac-

LUIMPEHHOIO CKPUHUHIa HOBOPOXAEHHbIX B Poccuun ¢ 2006 T,

TaKXXe yOOBNEeTBOPSIOT OCHOBHbIM KPUTEPUSM CKPUHWHIO-

BbIX MPOrpamMm, Lenecoobpa3HOCTb TECTUPOBAHMWA Ha 3TH

HO30/10rMMK [0 CUX NOP 06CYKAAETCH MUPOBOM Y POCCUNCKOWM

Hay4yHOW obLecTBeHHOCTbIO [9, 10].

OTKpbITbIM OCTaeTCs M BOMPOC 0 HEO6XOAMMOCTU aBTOMa-
TUYECKOrO BK/IOYEHNS B CMUMCOK AN CKPUHUHIA HacneacTBEeH-
HbIX HapyLeHU MeTabonnu3Ma aMUMHOKMUCAOT, OpraHMYecKmX
KMUCNOT U AedeKTOB MUTOXOHAPWUANBbHOIO B-OKUCIEHUS XKMpP-

HbIX KUCNOT, onpeaensiemblx metogom TMC [11, 12]. B HacTo-
sillee BpeMs He CyLLecTByeT JOCTaTOYHO 060CHOBAHHOMO NoA-
X0Aa K PaHXMPOBaHMIO AaHHbIX HAacneACcTBEHHbIX 6one3Hen
o6MeHa Ha OCHOBaHWKW MX PacrnpoOCTPaHEHHOCTU M OCTPOTbI
NPoOsIBNEHNN, HE BCEraa Y4YWUTbIBAOTCA 3TUYECKME NPoBGaembl,
BO3HWKalOWMEe B pe3ynbTaTe CKPUHUHIa ANS BbISIBAEHUS
COCTOSIHWM, KOTOPble MOTYT HMKOrAa He pa3BuTbCA B 3abone-
BaHWS, @ TaKXKe HapyLeHWI, AN KOTOPbIX NOKa He pa3pabo-
TaHo NleveHue.

0O6LWecTBO B 04EPELHOMN pa3 CTOJIKHY/IOCh C CEPbE3HbIMU
npo6nemamu B 3TOM 061aCTU UCCIeA0BaHUI, MOCKOMbKY:
® HapyweHuss o6MeHa BeLEeCTB pPeaKku, U onpeaeneHve

4acTOTbl Takux 3aboneBaHWM B nonynauum Tpebyet

[OCTaTO4YHO NPOAOSIKMTENbHOIO BPEMEHM;
® HEKOTOpble CYMUTaBLUMECA paHee MOHOreHHbIMKM 3abo-

neBaHUs MOryT ObiTb OOGYCNOBMIEHbI MNOBPEXAEHWEM

HECKOMIbKMX rEHOB, MHOIME U3 KOTOPbIX ellle HEU3BECTHBI;
e Hayano 3aboneBaHWs U MPOrHO3 pPa3BUTUS BGONE3HMU

MOIYT M3MEHATLCA: HEKOTOPbIE NII0AM CTPAAAlOT C poXKae-

HUS, B TO BPEMSA KaK Apyrue (C TaKMMU }Ke reHETUYECKU-

MW HapyleHWAMU) HUKOrAa He pas3BuBaloT MOAOOHbIE

CUMMNTOMBbI;
® 0O[HO M TO e 3a60oneBaHMe MOXKET Bbi3blBaTb OC/OMKHE-

HUSA pa3HoM cTeneHu TsecTn [13].

Heo6xoanmo 3aMeTuTb, 4To cerogHs aaxe B CLUA, nep-
BOW CTpaHe Mupa, BHepuBLLEH MaccoBoe obcneaoBaHue,
OTCYTCTBYET eanHas oblieHaunoHanbHasa nporpaMMa HeoHa-
TanbHOro CKpUHMHIa. MporpaMmmbl 06C1eA0BaHNS HOBOPOXK-
[IEHHbIX B pa3HbIX LITaTax pas3nnyaloTcsd nepeyHem naTono-
rM1, KOTOPbIY BKItoYaeT B cebs oT 10 go 45 Ho3onorun [4].

AMepUKaHCKas Konnernsa MeauvuUMHCKUX FeHETMKOB Mpo-
aHanuaupoBana 3QPEKTMBHOCTb BbISIBEHUS HaACNeACTBEH-
Hblx 60/1e3Hen o6MeHa MNpu MPOBEAEHUU HeoHaTasbHOro
CKpuHKUHra metogom TMC 1 pacnpegenuna Bce KIMHUYECKNE
Gopmbl Ha 3a60/1IeBaHUS C BbICOKOW, YMEPEHHON U HU3KOW
3OPEKTUBHOCTbIO OO6HapPYKeHWs. B nepByto rpynny BKIOYEHO
29 dopm, nognexawmux 0693ateibHOMY BbISB/IEHUIO NPU HEO-
HaTaslbHOM CKpWHUHTre. 3aboneBaHus, BOLWeEALLNE BO BTOPYIO
W TPETbIO TPYNMbl, HE PEKOMEHAYIOTCS K BKIIIOYEHWUIO B rocCy-
[lapCTBEHHbIE CKPUHUHIOBbIE Nporpammbl [12]. Bce 29 cocTo-
SIHUW, BHECEHHbIE B CMUCOK ANS1 CKPUHUHIA, NoaaatoTcs neye-
HUto. [Ina octanbHbIX 3a60oneBaHW CNELMaAnnUCTbl He HaLn
y6eanTenbHbIX AaHHbIX 3a TO, YTO NPOBEAEHME CKPUHUHTIA AN
UX OBHaPYKEHUST MOXKET YNYYLWNTb UCXOAbI.

Mporpamma HeoOHaTa/IbHOro CKpMHUHra B Poccum

McTtopusa maccoBoro o6cneoBaHMs HOBOPOXAEHHbIX B
Poccuiickon depepaumm Havyanacb ¢ cepeauHbl 1991 r.,
KOrAa oTAeNbHble PErnoHbl NPOBENN HEeOHaTaNbHble CKPUHU-
pyloLme nccnefoBaHns Ha GEHUNKETOHYPUIO U BPOXKAEHHbIN
runotepuo3d [7, 14]. Tlo Mepe coBepLIEHCTBOBAHUA METO-
0B nabopaToOpHOro TECTUPOBAHWUS, CO3[aHUS W BHeape-
HUSA CUCTEMbI OPraHM3aLMOHHbIX MEPOMNPUATUI Ha MecTax
Ha (OHe Ka4yeCTBEHHOro YNyylleHUs MoKas3aTenewn CKpu-
HWHra MWHUCTEPCTBO 3APaBOOXPaHEHUS U COLMaNbHOro
pa3Butusa PO B 2006 . NPUHAN0 pelleHne O pacmnpeHnm
rocyJapCTBEHHOW MPOrpaMMbl CKPUHWMHIA 0 5 HO3010M M.
C 3T0ro BpeMeHu Bce HOBOPOXaeHHble PP noanexar gonon-
HUTENbHOMY TECTUPOBAHMIO HA ranaKTO3eMMIO, MYKOBUCLIW-
003 W agpeHoreHuTanbHbiM cuHapom [15]. B CBepanoBcKom
061. No pacnopsxeHuto MUHUCTEPCTBa 34paBOOXpaHEHUs
B CBfI3W C BBOAOM B 3KCMJyaTaluio HOBOro 060pyaoBaHus
ana TMC ¢ 2012 r. peanu3yeTcs NMUIOTHbIR NPOEKT Macco-



BOr0 HEOHaTaNbHOr0 CKPUHWHIA, BKJKOYaOWMKU NOMUMO 5
OCHOBHbIX JOMONHUTENbHOE o6cnefoBaHue Ha 11 Hacnea-
CTBEHHbIX 3a6oneBaHuni [16].

be3 comHeHus, npubaBneHne HoBbIX HO3010rM — HEO0b-
XOAUMbBIN M HYXKHbIW 3Tan B PasBUTUM JAHHOM TEXHONOMMMU,
OAHaKO HeO6X0AMMO NOHMMATb, YTO paclUMPEHME CKPUHMHIa
He OO/MKHO 3aTparMBaTb TO/IbKO KOMMYECTBEHHbIE XapaKTe-
PUCTUKM — ropasfo BaxHee B AaHHOM ciydyae ybeanTbes
B MPaBWIbHOCTM Bbl6Opa €ro KayecTBEHHbIX 0GHOB/IEHMMN.
3710 KacaeTtcs pa3paboTKU LENon CUCTEMbI MEPOMPUATUN,
KoTopasi npeaycMmaTtpuBaeT o6a3aTeNlbHOe KOHCYNbTMPOBa-
HWE CeMbMW, AOMONHUTENbHbIE KIMHUYECKWUE MW FEeHEeTUYe-
CKMe uccnefoBaHusl 4ns YCTaHOBMAEHUS AMarHosa, a B Chy-
Yae NoATBEPXAeHNS nocneaHero — oéecneyeHne 601bHOro
pebeHKa nevyeHneM, NOCTOAHHOE HabAloAEHME 3a HUM U T. 4.
[17]. O4eBMAHO, YTO NoONMHaAs M AocTOBepHas WHdbopMaLms
0 MNPOBOAMMbIX MCCNeAOoBaHUAX, O HOBbIX COBPEMEHHbIX
BO3MOXHOCTSX AMArHOCTMPOBAHUSA, O «MNOABOAHbLIX KaMHSAX»
Ha 3TOM NyTM M CNocobax WX YCTPAHEHWS [AO/MKHa ObiTb
[0CTyNHa NtobomMy poauTento He3aBMCMMO OT €ro Bo3pacTa,
06pa30BaHUs, BEPOMCNOBEJAHUS U YAANEHHOCTU ero npo-
MBaHWUS OT 06/1aCTHOIO LEHTPA.

XapaKTepHON OCOBGEHHOCTbIO MpPaKTUYECKOM AesTefb-
HOCTU POCCHUWCKMX MEAMKO-TEHETUYECKMX LIEHTPOB B MO-
cnefHue JecATUNeTus SBAsSeTcs akTUBHOE BHEAPEHWE A0CTU-
KEHUM COBPEMEHHOM MEeHETUKM, YTO NO3BONSET CYyLLECTBEH-
HO pacWWpUTb BO3MOXKHOCTM MCMOSIb30BAHMUA Pa3nyHbIX
BWAOB Mpe- U MNOCTHaTaNbHOr0 reHeTM4ecKoro TecTupoBa-
HUA. MoneKynapHo-reHeTu4ecKkMe MeTolbl MccneaoBaHuUs
cTanu PYyTMHHBLIMKW aHanM3amu B 1abopaTopusix HeoHaTab-
HOrO CKpWHWHra. lNpaKTUYecKM 3TO O3Ha4YyaeT, 4YTO [ETH,
nonasliMe B rpynny pUcKa Mo Kakomy-nMbo u3 3abonesa-
HUW, BXOAALEMY B CMUCOK CKPUHUPYEMbIX, aBTOMATUYECKM
HanpaBASOTCS Ha TFEeHETUYecKoe TecTMpoBaHWe Ans nog-
TBEPKAEHWUS UKW UCKIIOYEHUS MOA03PEBAEMOro AMarHosa.
MHorvme BuasAT B 3TOM Havano HOBOW 3pbl B 06/1acCTU MNpo-
GUNAKTUKK, pPaHHEN AMArHOCTUKU U BbISIBIEHUSA GONE3HEN.
[encteutenbHo, 3T0 NpUBNeKaTenbHas KOHLUENLUUS, OAHaKO
BHEpPEHWEe reHEeTMYEeCKOro CKpUHWHIa 6e3 JoKa3aTenbCTB
TOro, rapaHTUMpyeT NiM MNOCTaHOBKa [AuarHosa ynydyleHue
pesynbrata U BO3MOXHOCTb M3MEHWUTb aHamHe3 3abone-
BaHWs, NO KpanHen mepe, npexaeBpeMeHHo. Kak 6bl Ham
3TOr0 HM XOTENO0Cb, HO K HAcTOALWEMY MOMEHTY BbiiBNEHWE
naTonorMu1, K coxaneHuto, He 03Ha4vaeT nobefbl Hag 3a60-
nesaHueM [3]. be3 COMHeHHUs, NPOrpecc TEXHONOMMA U HaKo-
MAEHHbIM NOTEHUMan TecTMpoBaHUsa (0CO6eHHO B 061acTu
reHETUKM) OrPOMHbI, OIHAKO, KaK MOKa3blBaeT OMbIT MHOMO-
YUCNEHHbIX SKCNEPUMEHTOB B MeAMLIMHE M Apyrnx obnacTtsx
HayKW, TEXHUYECKME BO3MOXKHOCTU NPOBEAEHMS NpoLLeaypbl
CKPUHWHIa He rapaHTUPYIOT ee 3TMYECKON NPUEMIEMOCTH.

B npownom mexay BHegpeHUEM TEXHONOMMYECKUX MHHO-
BaLMM U NOHUMAHUEM MX ITUHECKUX U COLMaNbHbIX Nocnea-
CTBMW NpPOXOAMN HEKOTOopbIn nar-nepuod. CerogHs obuye-
CTBO MPUXOAUT K MOHUMAHMUIO TOrO, YTO TEXHONIOrNS — 3TO
He MPOCTO CMHOHMM MalUUH WAW HaYYHbIX WMHCTPYMEHTOB,
HO 3TO TaKXe TepMWH, BKIOYaKOWWN B CBOE 3Ha4vyeHue
NocneacTBUSA UX MPUMEHEHMS. U «NOCKOMIbKY Mbl He obna-
[laem aBGCOMOTHOM MyAPOCTbIO B BOMPOCax O NOCNeACTBUSX,
TO AOJIKHbI HAXOAWTLCS B MOCTOSSHHOM FOTOBHOCTH BCTPETUTL
3TW NOCNEACTBMSA B TOT MOMEHT, KOrAa OHW Ha4yHyT NOSIBASATb-
cs» [18]. 3apoxkaatolmecs Ha Hallux rnasax reHeTMyeckue
TEXHONOMMK, X aKTUBHOE NMPOHUKHOBEHWE B NMOBCEAHEBHYIO
MEAMLMHCKYIO NPaKTUKy TPeOyoT BCeobLLEero pacCMoTpeHUS

M Ny6NYHOro 06CYKAEHWUS NOAHMMAEMbIX UMW MPOBEM, YTO
MOBbLICMT HalIW LWaHCbl AENCTBOBATb MyAPO U OCMOTPUTENb-
Ho. CerofHsa Kak HUKOrAa BaKeH OTKPbITbIA Ananor Mexay
NOAIMTUKaMM, YH4EHBIMU U IKOHOMUCTAMK, K KOTOPOMY 06513a-
TeNbHO Hajo NpuBNEKaTb Tex, 4S9 KOro 3aBTpa, BO3MOXHO,
pe3ynbraT CKPUHUHIa ero pebeHka 6yaeT «TOYKOM HeBO3Bpa-
Ta» K NPEXHEN XKU3HU, T.e. OYAYLINX poaUTENEN.

9THyecKana NnpuemneMocTb NPpUMEeHeHUs

MOJIEKYNIAPHO-TeHEeTUYECKUX METOA0B UCC/Ie0BaHuUsA

B 06/1aCTU HEOHATA/IbHOIO CKPUHUHIa

MoneKynspHo-reHeTMYecKre MeTodbl, Mpuwelune B npak-
TUKY COBPEMEHHOIO HEeOHaTaNbHOro CKPUHWHIa, HecyT B cebe
onpeaeneHHyto cneunduky, CBA3aHHy0 ¢ 0CO6EHHOCTAMM 06b-
€KTa reHeTUYECKMUX UccnefoBaHni U MaHunynauui. M. TueHKo
n B. KOaunH [19], paccykaas o MopanbHbIx Npobnemax coBpe-
MEHHOW reHeTUKM, BblAenstoT 4 cneupnduyecKkme 4epTol:
® BOBJIEYEHHOCTb B MPOLECC FEHETUYECKOro TecTUpoBa-

HWS POACTBEHHWMKOB MaLMEHTa, YTO, HECOMHEHHO, HeceT

B cebe npobaemy KOHOUAEHLNANTbHOCTU MHPOPMaLINK;
® CywecTBOBaHWE paspbliBa MeXay TEOPETUHECKOW BO3-

MOXHOCTbIO AMArHOCTUKM Nt060ro M3BECTHOIO Ha ceroa-

HS1 HacneACTBEHHOro 3a601eBaHNS 1 BO3MOXHOCTbLIO ero

3ODEKTUBHOMO NEYEHNS;
® [PUMEHEHNE MNOSy4eHHOW MHbOpMaUMKM C LEeNblo Mpo-

BeAEeHUs B JaNbHeWweM npeHaTanbHOW AMArHOCTUKMK

B JaHHOW ceMbe, YTOObl MCKNIOYUTb PUCK POXKAEHMUS BTO-

poro 60/1bHOr0 pebeHkKa;
® BEPOSATHOCTHbIN XapaKTep MNPOSBAEHUS TeX WAU MHbIX

reHeTUYEeCKUX HapylleHnn y cybbeKTa.

370 Aaneko He NOMHbIN nepeyeHb NpobnemM, BO3HUKalo-
LWMX MpU CTPEMUTENBHO BO3pacTalolleM o6beMe reHeTude-
CKMX 3HaHWW W yBENW4YMBaOWEMCS acCOPTUMEHTE uccne-
[lOBaHW B COBPEMEHHbIX MEAMUKO-TEHETUYECKMX LIEHTPAX.
OOHaKO MMEHHO 3T YepTbl 6narogaps cBoen GuaocodcKomn
Harpy»eHHOCTW ONpeaensioT HEeKOTOPYK CAEePXaHHOCTb
CO CTOPOHbI MOK/IOHHUKOB HEe3aMeANUTeNbHOro npeTBope-
HUS B KM3Hb AOCTUKEHWUIM HayYHO-TEXHMYECKOro nporpecca
B obnactu paclwmpeHuss MaccoBoro obcnegoBaHUs HOBO-
poXaeHHbIX. TONbKO 0CO3HaB CyTb NPO6GNEM U caenaBLUCh
BOCMPUUMYMUBBIMU K HYXKOMY MHEHUIO, Mbl CMOXEM BCTYMUTb
B AManor oTHOCUTENbHO ByayLLEro 3ToM TexHonoruu [19].

B cBa3K ¢ npuBeaeHHbIMKU GaKTaMu B pamMKax AajibHen-
lero xoga uccnegoBaHus 6yAeT caenaHa nonbiTKka 6onee
[JeTanbHO pPaccMOTPeTb OCHOBHble dunocodcKkme npobne-
Mbl, MOPOXKAEHHbIE TEXHONOIMEN HEOHATANIbHOIO CKPUHUHTA,
YCNOBHO BbIJ€IMB B HUX METOAOSOIMYECKYIO U 3TUYECKYIO
cocTaBsitollyo. B nepByto BoWayT 06GCyKAEHWE CYLIECTBY-
IOLLEro AMCCOHAHCa MeXKAY TEXHUYECKMMU BO3MOMKHOCTAMM
AMAarHOCTUKKM 3aboneBaHnsa U NPaKTUYECKUM YPOBHEM OKa-
3aHusa nevyebHOM NOMOLLM NPU JAHHOM COCTOSIHUK, a TaKKe
BEPOATHOCTHOrO XapakTepa MPOBOAMMBIX MONEKYNAPHO-
reHeTUYecKux uccnefosaHuin. Bo BTopon nogpo6HO OoCcTaHo-
BMMCSl Ha npobneme AocTyna K MHGopmMauun, nosyyaemon
npu TectpoBaHun [JHK HOBOPOMAEHHBLIX, M HaALENEHHO-
CTU MPUMEHEHUS Pe3yNbTaTOB FEHETUYECKUX UCCefoBaHUN
CeMbM NS NpeHaTasbHOM AMarHoCTUKM B ByayLleM.

METOAOJIOrMYECKME NPOBJ/IEMbI PACLLULUPEHUA
CNEKTPA IMATHOCTUPYEMbIX 3ABOJIEBAHUIA
3ayem gMarHoctupoBaTtb, €CJ/IM HeJlb31 JIeYUTL?
[eHeTU4YecKMe TexXHONOrMm KoHua XX—Havana XX| B.
npeBpaTuIUCb B MOLWHbIA WHCTPYMEHT COBPEMEHHOMN
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MHeHue no npo6neme

MeanunHbl. MccnegoBanusa, HadaBlunecs B 1990 r. B CLUA
B pamMKax MeXAyHapoaHOro npoekta «[eHOM YenoBeKa»,
03HaMeHOBanNM HOBbLIM 3Tan B 061aCTU FEHETUYECKMX
nccnefoBaHUin M pa3paboTKKU reHHbIX TexHonornim. PaboTa
no peanu3aunn 3TOro nNpoekTa ob6beauHWNa Hay4dHbIn
noTeHUMan MHOIMX CTpaH mMupa — ANOHUKU, AMEpPUKMH,
Poccuun, Kanagabl, rocygapcte EBponeickoro Cotoza [20].
Llenbto NnpoeKTa ABNSN0Ch TOYHOE ONMUCaHNe HYKTEOTUAHbIX
nocnegosatenbHocten AHK Bcex xpomocom 4yenoBeka,
n B 2002 r. NpOEKT 3aBEpPLUMJICA COCTaBJIEHWEM MOJIHOM
KapTbl reHomMa 4yenoBeKa. OgHaKo JanbHelllee pa3BuUTUE
HayKM B 3TOM HanpaBfieHWM MOoKasano, 4To pacwundpos-
Ka HyK/1eoTUAHOM MnocnefoBaTelbHOCTU ABASETCS TOMbKO
nepBbIM WAroM K MOHMMaHWI0O 3aKOHOMEpHOCTEN QYHK-
LMOHMPOBaAHUA reHoma B LenoM. C KaxKabiM rogom pac-
TeT YMUCNO OTKPbITUIA FEeHOB, aCCOLMMPOBAHHbIX C KOHKpET-
HbIMW 3aboneBaHUAMU, FeHOB-MOANMGDUKATOPOB, TEHOB,
yNpaBASAoWMX NPeapacnooXeHHOCTbI0O K pasBUTUIO TOM
WA WMHOM naTonoruu. na MHOruMx 3aboneBaHui, paHee
CYMTaBLUMXCS HE CBA3aHHbIMW C HacnefoBaHMEM (ayTU3M,
apdeKTUBHbIE PaCCTPONCTBA, WWM30DPEHNS U AP.), YCTAHOB-
JIeHa MX reHeTMyecKasa npmymHa [20]. Tem He meHee OKa3a-
N0Cb, YTO pa3paboTaTb MEeToAbl KOPPEKLMU TEHETUYECKOM
naTtonorMn ropasgo TpyaHee, Yem COoBeplnTb MHPopMma-
LIMOHHOE OTKpbITME B 3TOW o6nactu. PaspaboTKa AnarHo-
CTMYECKMX MPOTOKO/IOB OMepexKaeT UcciefoBaHmsa no co3-
faHunio abdEKTUBHbBIX METOA0B NPODOUNAKTUKKN U NEeYeHUs.
«4enoBe4yectBO NONYYUNO TONbKO KaTanor COAEPHKUMOro
KNETKWU, HO HEe WHCTPYKLMIO, KaK MM BOCMONb30BaTbCAd —
61bnuoTeKa Noka 3akpbita» [21].

Ha npaKTuMKe 3TO O3HayaeT, YTO B HacTosliee BpeMms
CylLLeCTBYET OFPOMHbIM Pa3pbiB MEXAY YMCIOM HacneaCTBEH-
HblX 3a60/1eBaHN, KOTOPbIE MOXHO IMArHOCTUPOBATb, U YUC-
loM 3a60n1eBaHUM, KOTOPblIE MOXHO 3OPEKTUBHO NIE€YUTD.
Ho Torga HacKofbKO MOME3HO POAWTENSIM 3HATb O HaIUYUK
y pebeHKa reHa, KOTopbi MOXET paHO MM NO3AHO Bbi3BaTb
y Hero 6051e3Hb, OT KOTOPOW MOKa HET crnaceHna? HackonbKo
uenecoobpa3Ho Ans rocygapctea TpaTUTb pecypcbl Ans
pa3paboTKM W LUMPOKOrO0 NPOM3BOACTBA AMArHOCTUHECKMX
TecToB B 3TOM cnyyae? Kak 6bl KOLWYHCTBEHHO 3TO HM 3BYYa-
710, HO Mbl JO/KHbI YACHUTb AN cebs, 4To Nlydlle — pacTuUTb
pebeHKa, 6bITb BCEraa psiaom 1M NoTepsiTb ero BHE3anHo uam
¥WTb B NOCTOSIHHOM CTpaxe 3a Hero, NtobuTb ero, OTKpbIBaTb
€My MWpP, U NPKU 3TOM 3HaTb, YTO KaX/abli HaCcTynatooLlmm AeHb
MOXET CTaTb MOCNEAHUM B €ro Xn3Hu? Bpsg v MOXKHO npu-
AymaTb 4S9 poAUTENEN MyKy CTpallHee.

OpgHaKo, KaK OblTb, €CIM CMHAPOM BHE3amnHou cMepTu
pebeHKa NOBTOPSETCA B OAHOW M TOW YK€ CEMbE C KarKaow
HOBOW 6epeMeHHOCTb0? Toraa NnocTaHoBKa AnarHosa, nycTb
M CMEepTEeNlbHOro, — BaHbIK War. 310 py6ex, K KOTopoMy
HEeobX04MMO MPUNTU: OT aBCONOTHON 6E3bICXOAHOCTU U MOJ-
HOro OT4asHUS, OT GECKOHEYHOro XOXAEHWS MO Bpayam
M HapoAHbIM LenuTensm, OT nyrarouien HeonpeaeneHHo-
CTU — B }KECTKME paMKMW AeNCTBUTENbHOCTU, K KOHEYHOMY
UTOry «aMarHocTMyecKom ogmccenr» [17]. Xota 6bl Ana Toro,
4yTO6bl CKa3aTb caMoMy cebe: «A caenan Bce, YTO MOr, BCe,
4YTO B MOMX CUax».

MeaunumHa NOCTOSHHO pa3BMBAETCSH, M, 3Has, B KaKoMm
«TOHKOM MecTe» npousollen cé6on B Lenoyke AHK, ropasago
fnerye HaMeTuUTb NpaBWibHbIE MYTU TepaneBTUYECKOro BOS3-
nencteus. NMpumMepom MOXKET MOCNYXUTb UCTOPUSA MYKOMO-
nncaxapmaosa (IM30COMHON 60SIe3HU HaKOMIEHUS): TUMbI
3TOro 3aboneBaHna MeaUKM Havanu pasnunyatb ¢ 1980-x rT.,

a BO3MOXKHOCTb fie4eHust BO/bHblE MYKOMNOAUcaxapnao3om
netun nonydmnm B 2000-x [17].

CyLecTBYIOT Apyrve BapuaHTbl NpobaemMsbl: 3a6oneBaHne
O6GHapyXKeHO, AMarHo3 nocTtaB/ieH, HO KaK Ne4ynTb pebeHKa,
€C/iM HeobBXoaMMbIM AN HEro JeKapCTBEHHbIM Npenapar
UK cneynann3MpoBaHHOE NMUTaHWE He 3aperucTPUpoBaHbI
B Poccumn, U Ux MOXHO NpUOBPECTU TOSIbKO 3a pybeom?
Ecnn B cTpaHe HeT cneunanucTtoB, KOTOpble MMEKT OMbIT
BEAEHUS Takux 60nbHbIX? Ecnm nporHo3 He mmeeT 100%
noaTBepPXAeHus...?

Heo6x0anMMO OTMETUTb, YTO B HaCTOsILLIEE BPEMS Habo-
[aloTCs MONOXKUTENbHbIE TEHAEHUMU B MPUHATUKM rocyaap-
CTBEHHbIX pelleHnn NpobeMbl o6ecnevyeHns 4ocTyna K Tepa-
NUK BONbHbIX C PeAKMMKU 3aboneBaHuamu. Npu MuH3gpase
Poccun opraHmsoBaH CoBeT No 3auiuTe npaB NalWeHTOB;
aHanorMyHble COBETbI CO34atoT U NPU PermoHasa bHbIX MUHK-
crepcTBax. PaclwmpsieTca ux coTpyaHUYeCcTBO C OBOLLECTBEH-
HbIMW NMALUMEHTCKMMU OpraHn3aunsmun, ¢ 6naroTBopuTeb-
HbIMKM GOHAAMMW, CMOHCOPaMK, LIENSMU KOTOPbIX SABASIOTCSA
npuBieYeHne BHUMaHUA K Npobaemam «peKux» NaluneHToB,
MOpasnbHO-NCHUX0N0ornyecKas noaaepxKa cemen ¢ 60abHbIMM
NeTbMUW, MpaBoOBas U topuanMyeckas nomMollb. bnarogaps Tec-
HOMY B3aMMOJENCTBUIO U NI@aHOMEPHOW COBMECTHOM pabo-
Te Bpa4vyen, OpraHoB MCMOMHUTENbHOM M 3aKOHOAATENbHOM
BNacTU, poautenemn, obWecTBEHHUKOB CMOXHbIN U ANUHHbIN
nyTb NO OpraHM3auuun obecrnevyeHns Heo6XxoaAMMbIMKU NeKap-
CTBaMW NaLMEHTOB C peakMmu 3abofieBaHUSIMU BO MHOMUX
pervoHax okasasncs npeogoneH [22]. OaHako Heo6XxoaMMOo
aBuraTtbCs Janblie WM crnocobCcTBOBaTb COBEPLIEHCTBOBA-
HUWIO MOAXOMOB K JIeKapCTBEHHOMY o6ecneyeHnto 60MbHbIX,
KOTOPbIX B CTPaHe MHOrAa BCErO HECKOMbKO AECATKOB, M OHM
He nosyyaloT nevyeHus, NoToMy 4To 3aboneBaHus M npena-
paTbl HE BK/IIOYEHbI HY B OAMH M3 FOCYAapCTBEHHbIX Nepey-
Hen. Ocob6eHHOCTb opdaHHbIX 3a60NeBaHUN COCTOUT B TOM,
YTO OHM [OEWCTBUTENbHO O4YEHb PEAKME, N Bpayu 3a4vacTyto
He MMeloT HAaCTOPOXKEHHOCTM MO UX UCKTIOYEHUIO, MOCKONbKY
B crnucke anddepeHumanbHOW AMarHOCTUKM 3T 601e3HU
HaxoAasATcst B caMmoM KoHLue. C 04HOW CTOPOHbI, 3TO NpaBuib-
HO, NOTOMY YTO MaTosIOrMM peaKkue, HO C APYrom — MMEHHO
B 9TOM C/ly4ae O4eHb BaXKHO NMOCTaBUTb AMarH03 Kak MOXHO
paHblle, TOraa ecTb LWaHC cnacTv pebeHKY XU3Hb, MOCKONbKY
MHOrne 601€e3HH, elle BYepa CHUTaBLLMECT HEN3NEYUMbIMU,
CerofHs ycnewHo nogaatorca Tepanuu [17].

Ba)XHO MOHATb, YTO PEAKOCTb TaKWx 3aboneBaHuit He
[O/MKHa anpuopu o6ycnoBAMBaTb UX Masylo 3Ha4YMMOCTb
B psaay «60onblwnx» 06WwerocyaapcrBeHHbIX Npo6aem. ObuiecT-
BY HeobxoaMMa Hagewpaa, Yto Bce 3ahdEKTUBHbIE U MHHO-
BaLMOHHbIE METOAbl fiedeHns opdaHHbIX 60ne3Hen, npu-
MEHSEMblE B COBPEMEHHOM MWpPE, MOryT 6biTb AOCTYMHbI
POCCUUCKUM 60J/IbHbIM HE3aBMCUMO OT PEernoHa MnpoXKuBa-
HWSA U auarHosa. [lnarHo3 B JaHHOM cnyvyae AeMCTBUTENIbHO
He MpUroBop, 3TO BO3MOXHOCTb [ABMUratbCs fanblue, 3TO
laHC cnacTU XWU3Hb YXKE POAMBLLEMYCA C TaKUM Hapylle-
HUEeM pebeHKy M 3a4acTylo — eAMHCTBEHHas BO3MOMXHOCTb
npenoTBpaTUTb Yepeay MnageH4ecKon CMEPTHOCTU B CEMbE,
[1aB POAUTENSM LUAHC POAMTb 300POBOro pebeHKa.

BepoATHOCTHbIN XapaKTep pe3yibTaToB

MOJIEKYJIAPHO-GMOIOrM4ECKOro TeCTUPOBAHUSA

Henb3s He ynomsHyTb ewe 06 OAHOW YHWKaNIbHOM OCO-
GEHHOCTN TFEHETMYECKUX WCCNefOBaHWUM: Mbl HE MOXEM
OaTb OAHO3Ha4HbIM MNPOrHO3 3aboneBaHuss B 3TOM obna-
CTW, NPaKTUYECKM BCeErga MMEEM AeNo NUb C BEPOSTHOCT-



HOM MHbOpMaumnen. B oencTBUTENBHOCTH, 3TO OBLLMI CTUb
COBPEMEHHOW HayKW, HO B MeHETUKe OH BbipaKeH Haubo-
nee 04eBUAHbIM 06pa3oM. [axke camu ydeHble NPU3HaIoT,
4YTO npeackasaTb CyabOy M MyTW Pa3BUTUS CTPEMUTENBHO
poXAatoWMXC TEXHOMNOMMYECKMUX HOBLUECTB /I060MN HayKu
HEBO3MOXHO. Ha cumnosnyme B KanudopHUINCKOM YHWUBEP-
cuteTe Jloc-AHmKeneca M. KaneKkku, BblAaloWMACS YYEHbIN,
npodpeccop 6GMONOrMK M FEHETUKM YENoBEKA YHMBEpPCUTETA
wrata KOTa, ckasan: «Mbl BCe CTpaAaem CKIOHHOCTbIO NpeyBe-
NIM4MBaTb TO, 4TO Mbl MOXEM cAenaTb 4yepes3 5 feT, U Heao-
OLleHMBATb TO, YTO Mbl MOXXEM HaTBOPUTL Yepel 25 nem [18].

B HacToslee BpeMs MEAMKO-TEHETUYECKOE KOHCYNLTUPO-
BaHWe CTano AOCTYMHO NMPaKTUYECKU BCEM XKENAIOLWMNM U HYXK-
Jalowmmcs B HeM. [eHeTUYecKne TecTbl MMEIT noTeHuman
AN BbISIBIEHUS PUCKa pa3BUTHUA 3a60neBaHUs 3@ HECKOJb-
KO neT A0 MaHudecTauuu KIMHUYECKUX CUMMTOMOB. ITO
MOXeET 6blTb AENCTBUTENBHO Ba)XHO, MOCKOMbKY TECTUPOBA-
HWE MO3BONSET YENOBEKY, UMEIOLWEMY MNOBbIWEHHbIN PUCK
3a60neTb, elle A0 MOoSIBJAEHUS CMMMTOMOB MNpPeaycCMOTPeTb
paHHIo NPOPUNAKTUKY M HavaTb nedveHne. OgHaKO reHeTu-
YyecKoe TECTUPOBAHME HE MOXKET paccMaTpMBaTbCs Tak OAHO-
3HaAYHO MO HECKONbKMM NPUYMHaM. Ha cerogHs, nmes ToNbKO
pe3ynbTaTbl CKPUMHWHIA, HUKTO HE cnoco6eH TOYHO MpeacKa-
3aTb, Korga MMeEHHO 60fe3Hb HAYHETCs, MW HaCKOMbKO
TSXKENbIMKU ByayT ee OocnoxHeHus. [MpeanonoxKuTenbHbIn
AMarHo3 B [JaHHOM cllydae MOXeT Bbl3BaTb GECMOKOWCTBO
W aenpeccuio y Tectupyemblx [3]. Pe3ynbtaTtbl nccnegoBaHun
MOTFYT UMETb Henpeackasyemble NOCNeAcTBUSA ANa GAn3KKX
POACTBEHHUKOB, NOPOX/Aasa HEHYXHblE AUCKYCCUM O NUYHBIX
N CEMENHbIX OTHOWeHMUAX [3, 19].

NHTepnpeTauns pesynsratoB JHK-TectupoBaHusa u obec-
nevyeHve Haaerallen U KOPPEKTHOM KOHCYNbTaLMKU TaKxe
MOTYT OKasaTbCsi NPO6AeMaTUYHbIMU, MOCKObKY MOSOXM-
TeNbHblE FEHETUYECKUE pe3yibTaTbl aHanM3a He Bceraa Kop-
pPenUpyoT ¢ 60/1€3HbI0, KaK WM oTpUuaTeNbHble pesynbraTbl
He 0653aTelbHO UCKMoYatoT 3aboneBaHne. HeT COMHEeHUN,
4TO YeM 60osblue MHHOPMALMK O FTEHETUHECKNUX HapYyLIEHUSX
HaKannuMBaeTcs B Halwwux 6a3ax JaHHbIX, TEM CNOXHee CTaHo-
BUTCS KOHCY/bTUPOBaHME. K HacTosAWweMy MOMEHTY BPEMEHMU
HaKOMMIEHHbIX Hay4YHbIX 3HAHWUIK SIBHO HELOCTaTOYHO, YTOObI
[I0OCTOBEPHO U NpaBUIbHO onucaTb GEHOTUNUYECKME NPOSB-
NIeHNa HYKNIeoTUAHOM nocnegoBaTenbHOCTU. HUKTO He gacT
OAHO3HA4YHOro OTBETa Ha TO, KaK MOryT MOBAUATb T€ WK
WUHble TEHHble U3MEHEHUS Ha KayecTBO W MPOAO/IKUTENb-
HOCTb }XM3HW YeNI0BEKa, NPUBEYT I UMEIOLLMECH MYyTaLIMK K
pas3BUTUIO 6ONE3HM Y JaHHOIO KOHKPETHOIO pebeHKa.

Tak, Hanpumep, Korga B 1988 r. 6Gbina ycTaHOBMEHaA
Hanbonee pacnpocTpaHeHHas MyTauuMs MYKOBWCLMAO3a,
y4yeHble Aymasnu, 4YTO OHWU HEBEPOSATHO OSIM3KM K MOSHOMY
NOHWMaHWIO FEHETUKM GONe3HM, nonaras, 4To cyliecTsyeT
TONbKO 7 unu 8 MyTaumi B reHe. C Tex nop TO/IbKO B OAHOM
3TOM reHe BbiSBAeHO 6onee 1800 HOBbIX MyTauun [23].
MHorvMe M3 HUX BbI3bIBAOT MArkMe ¢Gopmbl 3a6oneBaHus,
a 3HayeHWe HEKOTOPbIX TaK W HeBbicHeHo. Kpome Toro,
CYLLEeCTBYIOT MONUreHHble (MynbtudaKkTopuanbHble) 3abone-
BaHMWA, 3a pa3BUTUE KOTOPbIX OTBEYAET MHOXECTBO MEeHOB.
[loKa3aHo TaKXe aKTUBHOE B/IMAHWUE BHELWHEN cpefbl [18].

Ona TOro 4tobbl M3ne4YnTb OT KaKoro-nMbo Hacneg-
CTBEHHOr0 3a60/1EBaAHUS, HYKHO MOHOCTbIO YCTPaHUTb €ro
npuynMHy — myTtaumto. CerogHs MHOro roBOpPSIT O FEHHOWM
TepanuMmM — TEXHONOMMK, KoTopas CrnocobHa pellunTb TaKylo
3afjadvy. [lencTBUTENbHO, WMCMNOAb30BaHWe 3TOro MeToja
OTKPbIBAET HOBbIE FOPU30HTbI MaHUNYAMPOBAHKS reHeTUYe-

CKOW MHbOpMaLMen y YenoBeKa: AOCTaBKa «HOpPMasibHOro»
reHa B K/IETKY, BblKMlOYeHUe «JedEeKTHOro» reHa, reHHas
TpaHcnnaHTauus. B HacTosilee BpeMs HECKONIbKO KPYMHbIX
nabopartopui Mupa paboTaloT no oduuManibHO 0406pPEH-
HbIM MPOTOKOMI@aM C WCMOJSIb30OBAHWEM [AHHOW TEXHOMOMUM.
OpHaKo, paaysicb NepBbIM KPYMHbIM ycnexam B 3Tow obna-
CTW, Henb3a 3abblBaTb, YTO Pe3ynbTaTOM Heob6ayMaHHOro
BO34ENCTBUS HA FEHOM MOMET OKa3aTbCs yTpaTa Heus-
BECTHbIX MO3UTUBHbIX CBOMCTB NrEHOB, KOTOPbIE Mbl CHUTAEM
60/1€3HEHHO UBMEHEHHbBIMU UM HECOBEPLUEHHbIMK [18].

He cyLLecTBYET «XOPOLIMX» U «MJIOXMX» FTEHOB, «BPEAHbIX»
W «NOSIE3HbIX» MyTauun. MOHATUS «Bped» U «Mofib3a» HEMpu-
MEHWMbI K OMUCaHUIO FreHETUYECKNX abeppaumi [17]. Jllobas
Hacnegyemasi MyTauus yBenumyMBaeT U3MEHYMBOCTb B MOMy-
NFUMKM U TEM CaMbiM MOXET CMoCO6CTBOBAThH BbIXKMBAHMUIO
Buga. [1octatoyHO BCMOMHUTb TaKoe TAXKEeNoe HacneLCcTBeH-
Hoe 3aboneBaHWe, KaK CeprnoBUAHO-KNETOYHasA aHemus. 310
reHetTMyeckas 60/1e3Hb, NPU KOTOPOW B OFPOMHOM MONEKy/e
remornobvHa MNpoUCXoauT 3ameHa OAHOM aMWHOKMUCAOTHI,
W aHOMaslbHbI FeMOrIo6MH He MOMET BbIMNONHATb CBOM
dyHKuMio. B pesynbrate y ntogen, roMO3UroTHbIX N0 AaHHOM
annenu, pasBMBaETCS reMMYecKas rmnoKcusl, cTpagatoT cepa-
e, NoYKku, nerkve. Mosxe, oAHaKO, BbISCHUIOCH, YTO Takue
MyTauuKM B reHe remMornobuHa npucytcTBytoT noydtn y 40%
HaceneHus aKkBaTopuanbHONM APPUKKW, MU 3TO He ClydYanHo:
M3MEHEHHbIE IPUTPOLIUTBI CNacaloT OPraHn3m OT 3aparKeHus
MansapunHbIM Nnas3moarem. Takum o6pa3om, Npupoaa NocTo-
AHHO «GanaHcupyeT», Npeanaras pasanyHble reHHble KOMOK-
Hauuu. N Korga 4enoBeK HaYyMHAET MCKYCCTBEHHO HapyluaTb
3TOT NPUPOAHBLIN GanaHc ¢ ero reHeTM4ecKNm pasHoobpasu-
€M, OH CTaHOBMTCS 3a/IOKHUKOM CBOMX COOCTBEHHbIX 3HAHWMN,
CYLLLECTBEHHO OrpaHW4MBas Npu 3TOM BO3MOMXHOCTU pas-
BWUTUS YenoBeKa Kak Buaa. OT nogo6HOro poaa ownboK npu
nonbITKaxX CO3AaHUs «MaeanbHOro Masnbila» npeaocTeperaert
Hac P. J1aHa, npe3uaeHT n pykoBoauTenb HOxHoro obuiectsa
6anTUCTCKON 3TUKKU: «ECIKM Mbl OENCTBUTENbHO AOCTUTHEM
ycnexa u CMoXeM n36aBUTbCs OT CUHAPOMA rMNEPaKTUBHOMO
aeduunTa BHUMaHWA y aeTen, 3abonesaHusl, KOTopoe aena-
eT Jetew Nnoxo ynpaBnsieMblMU, TO CKOMbKUX My3blKaHTOB,
XYOOXKHUKOB WM acTPOHaBTOB M3bIMEM Mbl U3 HaLlero reHe-
TMyeckoro nyna? CKONbKO uccnegoBaTenen U nepBOOTKPbI-
BaTenen? Mbl MOXEM NPeBPATUTb BECb FEHETUYECKUM Myn
yenoBeyecTBa B Ny GyxranTepos U KepKos» [18].

Mbl He UMeeM NOSTHOTbI 3HAHWS B BOMPOCE O TOM, HaCKOJTb-
KO XOPOLLO reHbl, Bbi3biBAlOLWME NATONOIMIO, MOTYT CNYXWUTb
yenoseyecTBy. B nonbiTke 6e34yMHO OrpaauTb 00LLECTBO
OT «TSKENbIX HEAYrOB», HE MOYYUTCS SIN Y Hac «BMECTE C rpsi3-
HOWM BOAOW BbINJIECHYTb Ha MOMOKKY M camoro pebeHka»? Kto
3HaeT, Ha KaKOM BUTKE Hallew cnupanu, Kakum 6yKBEHHbIM
KOAOM 3anucbiBalOTCA MOHATUS «MUIOcepamne», «cocTpaja-
HUe», «yenoseKonobune»? OKpbINEHHbIE TEM, Y4TO CMOMK
OTKPbITb «MaBHbIA YWU3HEHHbIN KOA», Mbl XOTUM [AOCTWUYb
COBepLIEeHCTBa BO BCEM, B T.4. U B CO3[j@aHWN HOBOrO, CBO-
60aHOro ot 60ne3Hen YenoBeKa, He 3aJyMblBasiCb O TOM, YTO
yxon oT 60ne3Heln He BeAeT K aBToMaTM4YeCKoMy 06peTEHUIO
3[0pOBbs, @ MaHUMYNMPOBAHME NOHATUAMM «<HOPMa» U «MaTo-
NIOTUsi» HEAOMYCTUMO B COBPEMEHHOM O6LLECTBE.

3agaBasicb NOAOGHLIMW BOMPOCAMMU, HEMELKKMK PuUno-
cod KOpreH Xabepmac OTMeYaeT: «...KaK TOJIbKO B3pOC-
Nble Ha4YHyT paccMaTpuBaTb KenaTefibHbl FeHEeTUYECKUI
apceHan NOTOMKOB KaK MPOoAyKT, GOpMYy KOTOPOr0 MOXHO
M3MEHSATb, NPUAYMbIBasi N0 COGCTBEHHOMY YCMOTPEHUIO NOA-
XOAALWMN AN3aMH, OHM HAYHYT UCMNONb30BaTh B OTHOLIEHWUK
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MHeHue no npo6neme

COBCTBEHHbIX TBOPEHWMN, MOJIYYEHHbLIX B pe3ynbrate reHe-
TUYECKOM MaHWNynsauuu, Takonm TUN yrnpaBieHUs, KOTOpbIn
BTOPrHETCS B COMaTUYECKME OCHOBbI CMOHTAHHOrO OTHO-
LWeHns K cebe U aTUY4ECKOW CBOBOAbI APYron IMYHOCTH; ITOT
TUN yNpaBfieHus... AONYCTUM IULLb MO OTHOLIEHMIO K BeLlaM,
HO He MO OTHOLUEHUIO K APYrMM ntofam» [24].

3TUYECKME NMPOBJIEMbI PACLUMPEHUSA CNEKTPA

CKPUHUPYEMbIX HO30/10r MM

Mpo6nema goctyna K MHpopmaLumn

KaK y)ke 6bl10 OTMEYeHO, Npu MOAO3PEHNUM Ha FEHETU-
4YecKn o6ycnoBsieHHOe 3abosieBaHME y HOBOPOXKAEHHOrO,
B «MpoLecC TECTUPOBAHUS» OKa3blBalOTCH BOB/EYEHbI BCE
YneHbl CEMbM, KOTOPOW MNPUHAANEXMUT PebeHOK, MOCKOSb-
Ky C 6ONblUON BEPOSITHOCTbIO MOXHO AOMYCTUTb Hanuyue
TaKOW e NaTonoruun u 'y 6n3Knx POACTBEHHMKOB — pPOAU-
Tenen, 6paTbeB, cecTtep. [eHeTUYecKoe obcnejoBaHNE BCEN
CeMbM, npepnaraemoe B [aHHOM Ciyyae, cO3faeT npeg-
MOCbITIKWM A9 NPOTUBOPEYUS MEXIYy MHTepecamu pebeHKa
W MHTepecamu apyrux ee yneHos. OTKa3 poauTenen ot npo-
BeAEeHWS AAHHOro aHann3a MOXET ObiTb CBA3aH MMEHHO
CO CTpaxoM pas3rnalleHns KoHGuaeHunanbHon MHbopmaLmm
0 60ne3Hn. HeobxoaMmo NpuMHMUMaTb BO BHUMaHWE MeHTa-
JINTET 3THUYECKMX rpynn, 0COGEHHOCTW BEpPOMUCMNOBEAAHMS,
OT/IMYUTENbHBIE YEPThI }KU3HEYCTPOMCTBA rpaykaaH.

Moy4nTenbHO BbIMSAUT B 3TOM CBSA3M CHOXKET OLHOMo U3
KaHaNoB MOCKOBCKOIO TeNeBUAEHUSA O CUTyauuu, KoTopas
BO3HMK/I@ B pe3ynbTaTe HEKOPPEKTHOW nojayn maTepu-
ana, HarpyxeHHoro MefuKOo-reHeTuyeckon WHbopmauunen
[19]. KoppecnoHAeHT panloHHOM rasdetbl B CTaTbe, MOCBSHA-
LLIeHHOM 3KONIOrM4yeckMM npobnemMam [JaHHOW MECTHOCTH,
Co0O6WM, YTO OAHA M3 XKWUTENbHUL, OTAANEHHOro Mnocesika
poauna pebeHKa-«myTaHTar. Ml XoTs Msi MaTepu He coobLua-
nocb, GaKTUYECKU MPOU3OLLIO pasrnalleHne MHbopmaLmu,
MOCKONIbKY B [@aHHOM MOCefKe 3a MocAefHUi rog poauncs
NWWb OOMH pebeHOoK. CnoBo «MyTaHT» CTajlo KIenMoMm Ans
Manb4MKa, MPaKTUYECKM chenano ero M3roem B POAHOM
nocenke.

[pyron cny4an BO3HWKalOWMX MPOTUBOPEYUN MEXKAY
YyneHaMu cembW MNPU FEHETUYECKOM TECTMPOBAHUU MOXKET
ObITb CBA3aH C HaNM4YMEM NPePacCcyiKoB O POAOBbIX OTHO-
LUEHUSX, TaK Ha3blIBAEMOIro rofioca KPpoBU, U HEBEXECTBEH-
HbIMMW NPeACTaBNEHUSIMU O 3aKOHaxX HacNeaCTBEHHOCTH.

Korga 6o0nbHOM pebeHOK HacnefyeT AedeKTHble reHbl
no OAHOMY OT 060MX poauTenen, MHorve BWAAT B 3TOM
paBHOMEpPHOE «pacnpeneneHne OTBETCTBEHHOCTWM 3a Ciy-
ymBLlmMecs». OOHAKO MOXKET CAy4MTbCS TaK, 4TO Y peGeHKa
NPUCYTCTBYIOT 2 MyTaLWW, a y poauTenen HaxoaaT TonbKo 1.
M xopolwo, ecnn ee HanayTt y oTua,— Torga ropasgo npo-
e 06BbACHUTb BO3HWMKHOBEHME BTOPOM YMUCTOW Cly4amHO-
CTbl0 — MyTauuu de Novo B Halu AHW He TaKas PeaKoCTb.
Ho nonpo6ynte NpeanoXuTb 3Ty e MPUYUHY Cay4anHoro
NosiIBNEHUS HapyweHus, Korga WM3BECTHO, YTO nepefadya
OAHOr0 M3 «AePEeKTHbIX» FEHOB NPOU30LLIa N0 MaTePUHCKON
JIMHUK. OT KOro nony4Yunn pebeHoK BTOPON «aedEeKTHbIN» reH?
He Ha BbiicHeHMe N 3TOro Bompoca 6yaeT Hanpas/eHa
3HEeprua poACTBEHHMKOB? He nepekntoyatcs v poauTenm
OT rMaBHOMO — CEPbE3HOCTU AMarHo3a Wx pebGeHKa, Tpe-
GyloLEr0 MPUCTANIbHOMO M HEYCbIMHOr0 BHWMaHWS K ero
Hy)KAaM, Ha B3auWMHble OCKOPGIEHUS U MOUCKU «BMHOBHO-
ro»? bygeT 1M cnoco6cTBOBaTb COMMMKEHWUIO CEMbWU B 3TO
HenpocToe 415 Hee BpPeMsi B3aMMHOe HeaoBepue Cynpyros
M NOAO3PEHNE B HEBEPHOCTU, HACTYNUBLUKNE OT «MPOIPEHMS»,

a B AEWCTBUTENIbHOCTU OT HEHYXHOIO Y3HaBaHUs NOAPOGHO-
CTEN UX FeHETUYECKOro TECTUPOBAHNA?

B psige cTpaH 3anagHow EBponbl Mpy reHETUYECKOM KOH-
CyNbTUPOBaAHUK CeMbM NO NoBody 601e3HM pebeHKa 3anpe-
WeHo AaBaTb MHPOPMALMIO, KOHKPETUIMPYIOLLYIO «BKIag»
KaXkaoro U3 poauTtenen B pa3BuTue AaHHOro 3aboneBaHus.
B Poccuun, HacKoNbKO M3BECTHO, 3TOT NMYHKT HUKaK He oroBa-
puBaeTcs HOPMATUBHbIMU aKTaMW, U KOPPEKTHOCTb Nofayu
cemMbe nogo6bHOro matepuana — JMYHOE AEN0 KOHCYIbTU-
pylOLLEr0 FEHETUKA, ONUPAtOLLErOCs Ha COGCTBEHHbIN OMbIT
N UHTYMLMIO.

Mpo6nema MHPOPMUPOBAHHOCTMU O FTEHETUYECKOM 3a60-
fleBaHMM, HO yXKe B HECKOMIbKO MHOM acrneKTe BCTaeT W npwu
06CYyKAeHUM BOMpoca O MNepcrneKTMBE BHEOPEHUS HOBOM
nnaTdOpPMbl B TEXHONOTMIO CKPUHMHIA, O KOTOPOW 4aCTo roBO-
psaT B nocneaHee Bpems. Peyb naet o BO3MOXKHOCTU MOMHO-
3K30MHOro TectupoBaHusa JHK HOBOPOXKAEHHOMO (3K30M —
COBOKYMHOCTb KOAMpYyoLLen YacTu reHomHon HK cy6bekTa)
[2]. Takas TexHonorMsa B uaeane NO3BOAUT OGHapYXMBaTb
COTHMW 3a601eBaHMi, KOTOPbIE MOTYT MPOSABUTLCA B TeYeHUe
MU3HWM 3TUX AETEN, YaCTb M3 KOTOPbIX MOXET noTpe6oBaTb
paHHEero Ne4YeHns Npu ycnoBuKU ero AOCTYNMHOCTU. Y4uTbIiBas
NMOCTOSIHHOE YNyYlleHWe TEXHUYECKON OCHalEeHHOCTU nabo-
paTopui, CEKBEHMPOBAHWE HOBOIO MOKOJIEHUS CTAHOBMUTCS
C Ka)ablM roAoM 3KOHOMMWYECKM BbIrOAHEE, YEM TEeHEeTU-
yecKoe uccnefoBaHue TapreTHblx (LenesBblix) reHos [2, 25].
OpHaKo 34ecb Mbl ONSATb BTOopraemcst B 061acTb MeaULMH-
CKOM 3TUKM U CBA3AHHbIX C HEW PELUEHUN.

Kak otmeuvaet [. TanHu, npodeccop neanatpum B YHu-
BepcuTeTe wWrata MuuyuraH, oauMH M3 OCHOBATenem u nuo-
HEpoB B 061acTM MCCNeOoBaHWUM BPOXMAEHHbIX OLWMOOK
MeTabonmM3ma, «Korga Mbl paccMaTpuMBaeM MOMHOrEHOMHOEe
WX NONHO3K30MHOE CEKBEHMPOBAHWE, Mbl YacTo OGHapy-
MBAEM TO, YTO He OXuaanu HaWTh. ITO BbI3bIBAET PUCK
M CBA3AHHYIO C HUM 03a604EHHOCTb Y NaLneHToB. 3TO HoBas
3TMYyecKasa aunemma. KTo CKaeT, YTO MMEHHO Oblsio 06Ha-
PYX€EHO, KOraa Bbl UCKaNWN TOSIbKO KOHKPETHY0 60M1e3Hb. Bbl
MOXETe COrNacuTbCs He PacKpbIBaTb TO, YTO Bbl OGHAPYKK-
1, NOMMMO Tex 6onesHen, Ha KoTopble nposoaunca AHK-
CKPUHMHI. Ho 37O, TEM HEe MeHee, OCcTaBnseT BO3MOXHOCTb
CKaszaTb KOMY-11M60: «Ecnn Bbl 3HaNU, 4TO y MeHsa ByaeT pak
B 50 neT, noyemy MHe 06 3TOM He cKa3anu?» oatomy TyT
Hapsagy ¢ 60NblIMMKW MNOTEHLMANbHbIMKU BO3MOXHOCTAMM
CYLLEeCTBYIOT NPOBGNEMbI U OrpaHUyeHuUs» [2].

OCO6EHHOCTbI0 MEAMKO-FEHETUHECKOr0 KOHCYNbTUPOBa-
HMS B 06/1aCTW HEOHATAIbHOIO CKPUMHUHIA SBASETCS TO, YTO
MHbOpMaLMA O reHeTUYeCKOM cTaTyce nauueHta (pebeH-
Ka) M3HadanbHO cooblwaeTcs ApyrMm nuvuam (poautensim).
M Ha nepBbit B3rnag B 3TOM HeT 6onblion 6edbl: MoKa
pebeHOK ManeHbKKI, BCE PELLEHNS 3a HErO MPUHUMAIOT ero
poautenu. Ho 4yto, ecnun feno kacaetcs 60/1€3HU C OTCPOYEH-
HbIM Ha4Yanom 3aboneBaHuns, Korga pa3BuTve 601€3HU HEUS-
6€e)XXHO, HO MPOM30MAET 3TO He paHee YeM Yepesd 20-30 net?
MmMeloT 1 NpaBo Ha AaHHylo MHGopMauuio poautenn? Unm
KOHCYNbTUPYIOLLMIA FEHETUK JOMKEH «OCTaBUTb» 3aK/04YEHNE
[N OTCPOYEHHOro COOOGLWEHUSA AaHHbIX O AMarHo3e Heno-
CPefCTBEHHO MauMeHTy, Korga OH JOCTUIHET COBEPLUEHHO-
NeTus, NP YCNOBMU, YTO MOCNEAHWUIA 3ax04yeT y3HaTb CBOM
reHeTmyeckne ocobeHHoCTU? 3HaHWe He Bcerga ABaseTcs
6narom, BEpHee, He KaXK[10e 3HaHWe CTaHOBUTCS 61arom ans
axKayLwero ero nonyyuTb. M TpyaHO B JaHHOM ciyyYae corna-
CUTBCA € TeM, 4YTo «itobas onpeaeneHHoCTb fy4yle HeBe-
LeHus». Bce nogn pasHble, U 4ns KOro-to LenCTBUTENbHO



«pefynpexaeH — 3HauuT, BOOPYKEH», HO HEMANO U TaKMX,
KOro rpy3 O)KMaaeMon W «HEMWHyeMOMW» y4acTu HaBcerga
NMWaeT BO3MOXHOCTM pPafoBaTbCA KMU3HM KaK TaKoOBOM
ceroHs, 3aBTpa, 6e3 ornsgku Ha byayuee. [eHeTUKa — eLle
04YeHb MosioAas HayKa, U CeroHs Mbl He 3HaeM, YeM MOXKET
06€epHYTbCS TO MU MHOE BTOPXKEHME B TOHKYIO chepy noaob-
HOrO 3HaHMS.

MHTepecHbIM B 3TOW CBSI3W BbLIMSAUT pasnnyve mexay
POCCUIACKMM W €BPOMEWCKUM MOHUMAHWEM «4TO MOXKHO,
a Yero Henb3s» B CUTyaLMsSX C FEHETMYECKMM TecTMpoBa-
HWeM. o onblTy paboTbl B MEAUKO-TEHETUYECKOM LIEHTPE
M3BECTHO, YTO BbISIBJIEHWE B CEMbE pebeHKa C HacNeACTBEH-
HOW naTofiorMer aBTOMaTUYECKM BieYeT 3a COOOM FeHeTu-
yeckoe 06cnefoBaHMe BCEX YIEHOB CEMbM Ha 3TO 3abone-
BaHue. TeM yanButenbHee 6bl10 y3HaATb, YTO B HEKOTOPbIX
cTpaHax EBponbl Npu gMarHoctupoBaHuu y MiageHua 3a6o-
NleBaHus, KOTOpoe B HacTosllee BPeMs CHMTAeTCs Hens-
NleYNMbIM, FeHeTUYeCcKMe o6cnefoBaHns BTOPOMY Masbllly
B 3TOM CemMbe fenaTb 3anpeleHo, NMoKa TOT MasleHbKUR
[17]. KaK HK cTpaHHO, AaHHOe «6e3aencTBre» 06bscHAETCS
HanpaB/IEHHOCTbIO Ha 3alMTy NpaB 060MX AETEN, MOCKObKY
HUKTO He 3HaeT, KaK NoBeayT cebs poauTeNU B JaHHON CUTY-
aumun. KakoBa BEpPOSTHOCTb, YTO OHW HE CKOHLIEHTPUPYIOTCS
Ha 60/1bHOM pebeHKe nan, HaobopoT, He ByayT oTaaBaTb BCce
CBOM CUJbl 340POBOMY, B TO BPEMS KaK npasa BTOporo 6yayT
ylweMseHbl?

banaHcupoBaHue Ha rpaHuM MeXKay npuUHUMNamu
«He HaBpeau» U «genan 6naro» — TO WUCKYCCTBO, KOTOPbIM
[IO/KEH BNajeTb COBPEMEHHbIN Bpay-reHeTuK. K HacToswe-
MY MOMEHTY AaNleKO He BCE FreHeTUYeCcKMe TEXHONOMUK pery-
NUPYIOTCA 3aKOHaMW, MpaBWIaMU WMAWM PEKOMEHAALMAMM,
KOTOpble MOrn Gbl 3alWUTUTb MHAMBUAA B CMOPHbIX CUTYaLM-
ax. PaccMoTpeHne HOBEWLWIUX AOCTUMKEHWM OMONOTMYECKMX
HayK C TOYKM 3peHUs BpayebHON AEOHTONOMMN U YenoBeYe-
CKOW MOpanu J0MXKHO CTaTb MEPBbLIM LIArom K 06ecnevyeHmnto
3aluTbl NPaB M MHTEPECOB JIMYHOCTH. [pUMeYaTenbHo, 4To
B CTpaHax EBponencKoro cotsa CyllecTByeT psg AOKYMEH-
TOB, PEryaupyloLLMX FeHEeTUYECKNe TeCTUPOBaHMUSA, B KOTO-
pbIX YETKO MPOMMCcaH anroput™M AENCTBUM Bpadva v nauueH-
Ta. B P® o cux nop OTCYTCTBYIOT YETKWE pernameHtauuu
B 06/1aCTM NPaBOBOM U 3TUHECKOWN AesATe/IbHOCTU reHeTu4e-
CKOM cnyx6bl. OgHaKO AaHHbIM psag nNpobiem Heo6xoanmo
pellaTb M B Hallen CTpaHe KaK NyTeM 06CYKAEHNS ITUHECKUX
BOMPOCOB B cpefe CneuuanncToB, Tak U NocpeacTBOM Npu-
HATUSA peleHni Ha YypoBHE roCyAapCTBEHHOIO perynMpoBa-
HUS MOAOGHbIX CMOPHbLIX MOMEHTOB. Heob6xoauMmoe MoBbI-
LEeHWE NPaBOCO3HAHUS Ha pPa3HblX YPOBHSAX cpean Hay4yHOM
06LLECTBEHHOCTH, MEMKOB, YYEHbIX, PAGOTHMKOB CoLMab-
HOW cdepbl, NOAUTUKOB W T.A. CO34acT HOBble rapaHTuu
6e30MacHOCTM MPaKTUYECKOro UCMONb30BaHUSA JOCTUKEHUN
COBPEMEHHOM HayKM.

HeoHaTanbHOe CKpMHUpPOBaHUE U NpeHaTasibHasA

AWarHoCcTUKa — ABe CTOPOHbl O4HOI0 npouecca

HecomMHeHHO, 0aHa 13 BaXHeWLWWX 3ajay, paspellaemblx
C NOMOLLbIO HEOHATAIbHOIrO CKPUHWUHTA, 3TO AEHTUDUKaLMA
reTePO3NrOTHbIX HOCUTENEN TFeHEeTUYEeCKMX 3aboneBaHuM.
«4eioBeYEeCTBO C HAAEXA0N CMOTPUT Ha FeHETUKY, KoTopas,
MCNOJMIb3Yysi CBOM OTKPLITUS, MOXKET U3MEHWTL CyAbOy COBpeE-
MEHHWKOB W MOTOMKOB, [1aB UM ny4yllee npeaonpeaeneHume.
...B wnctopnyeckom paKkypce reHetMka — 3TO EepMEHT,
ycKopsitoLmin drn3nyeckoe u HpaBCTBEHHOE COBEPLLEHCTBO-
BaHMe 4eNoBeYeCcTBa, M NO3TOMY OHa OCTAHETCS «CTaHOBbLIM

xpebTom» umBunnsaumm XXI B.» [1]. HoBoe 6uonornyeckoe
3HaHWe OTKpblBAeT HOBble BO3MOMHOCTU FEHETUYECKOro
KOHTPONS He TONbKO HajA MHAMBWMAOM, HO U Haj ero penpo-
OYKTUBHbIMU  QYHKUMAMKU. KOHCYnbTMpOBaHWE CeEMEWNHOWM
napbl, MMetoLen pebeHKa ¢ reHeTUYeCKUM 3aboneBaHNEM,
06a3aTeflbHO COAEPKMUT BONPOC O NpeHaTabHOM ANarHoCTh-
Ke nocneayowmnx 6epeMeHHOCTEN.

MNpeHaTanbHasa AnarHoCTMKa — 3TO NPOBEAEHUE Uccneno-
BaHWIM Ha 3Tane BHYTPUYTPOOHOro pa3BmUTUSA NI0AA C Lebto
BbISIBIEHUS Y HETO FEHETUYECKOW NaTonoruun. B cnyyae Bbico-
KOro puUCKa OOGHapyXeHus nocnegHen nepen Oyaywumu
poAMTENSIMM HEM3OEKHO BCTAeT BOMPOC O LienecoobpasHo-
CTU MpOJoKeHUs 6epeMeHHOCTU. Mcnonb3oBaHuKe npeHa-
TaNbHOW AMArHOCTUKMU B CEMbSIX C OTATOLEHHbIM aHaMHE30M
LEeNCTBUTENbHO NMOMOraeT NPefoTBPaTUTb POXKAEHWE BTOPO-
ro (TpeTbero, 4YeTBepToro) pebeHka ¢ AaHHOW naTonoruen.
370 KacaeTcsl, B NepByl0 oyepelb, 3ab6oieBaHW, KOTOpble
CErofHs CYMTAlOTCH HEUINEYUMbIMU. ITUHECKOW Mpobaemon
B [A@HHOM Cny4yae CTaHOBMTCS OTKA3 B «MPaBe€ Ha W3Hb»
NOTEHLMANbHOMY YENOBEKY, «yPOBEHb 3[0POBbS» KOTOPOro
He COOTBETCTBYET MPUHATOM B obuectBe Hopme. A6opT
3[leCb paccMaTpMBaETCs KaK CpeacTBO M36aBNEHUS Poau-
Tenew ot 3a60T O U3HU U 340POBbe pebeHKa C HeLyrom,
KOTOpbIV M3Ha4YanbHO 06peYeH Ha CTpadaHus.

OOHaKo yXKe cerogHa B ob6uiecTtBe nosiBaseTcs rny6o-
Kas 03ab04YeHHOCTb, 4TO MO Mepe TOro, KaK npeHaTtanb-
Hasi reHHasi TexHonorns OyaeT YCINOMXKHATbCA WM COBEPLUEH-
CTBOBATbCH, POAUTENSM BCe TpyaHee OyAeT He noaaatbes
WCKYLLIEHUIO «CKOHCTPYMpOBaTb» WAeanbHOro Mmasnbllla 6e3
HaMeKa Ha Kakoe-nMbo ero «oTcTaBaHue». B yacTHOCTH,
BCTaeT BOMPOC O CEIEKTUBHOM MNpoBeAeHnn abopTta B Cny-
Yyae BbIiBieHMA y nnofa 3aboneBaHusl, KOTopoe nogaaetcs
NIEKApPCTBEHHOM Tepanuu; Uan BbISBIEHUS XPOMOCOMHbIX
aHOManui, KOoTopble MOryT He cKasaTbCs OoTpuLaTenbHO
Ha 300poBbe pebeHKa.

He ctouT 3abbiBaTb, 4TO Mporpamma HeoHaTalbHOro
CKPUHWHra nogpasyMeBaeT 04HOBPEMEHHOE y4acTUe B HEM
Tpex paBHOMpPaBHbIX CTOPOH: pebeHKa, poauTenen, obuie-
ctBa. M pebeHOK 3aecb — CaMbli MacCUBHbIM YYaCTHUK
npouecca. OH — eAWHCTBEHHbIN, Nepes Kem He CTOUT npo-
6nema Bbi6opa, OH 1 ero 3abosieBaHne — 3TO Halle «qaHOo»
W Halle e «TpebyeTcsr»: TpebyeTca CoXpaHUTb 3Ty XPYMNKyto
[@HHOCTb ManeHbKOW XMW3HWU. A BOT «pelleHu» y nocTas-
NIEHHOW 3ajayv BEMKOE MHOXECTBO, M KaK OHa 6yaer
pewaTbCsd B KaXXAOM KOHKPETHOM Ciy4yae, 3aBUCUT YKe
OT @KTUBHbIX YHACTHMKOB MpPoLEcca CKPUHUHIA — poauTe-
newn v obliecTBa.

PasroBapu1Basi HeJaBHO C MHBANMAOM MO 3PEHMIO, KOTO-
pbI 3aHUMaeTcs NpobnemMamMun agantaunmn HeE3PSUYUX AeTeEN,
nopasunacb ero HectaHZapTHOMY BMAEHUIO cuTyauuu. OH
ceToBas, 4YTO B HaleMm ob6LlecTBe OTCYTCTBYeT MOHWMa-
HWe TOro, YTo PoauTENU AeTen-UHBaNMAOB 6oblle Yem KX
6ONbHblE ATV HYXKAATCA B NOAAEPKKE M peabunutauuu.
«PebeHOK C poXaeHUsa NpuHUMaeT cebsl TaknMM, Kakow ecTb,
poauTENsIM e 4acTo MPMUXOAUTCA «NepeKkpanBaTb» cebs
N CBOIO XWU3Hb «[OCNEe», OTKa3blBaTbCA OT MPEKHErO XN3He-
YCTPOMCTBA, 1 3Ta IOMKa MaeasnoB U LEeHHOCTEN M3 NMPoLLo-
ro BOCMPMHMMAETCA KpaWHe HEeOAHO3HA4YHO», — OTMevyaeT
crneumanuncr.

Bce Mbl cBsizaHbl. Pe6eHOK, Maywuin B Haw MUp, ULIET
3allMTbl B3POCAbIX: FOTOBbI /M POAMTENM CTaTb ANS HEro
ornopon? foToBO M 06LLECTBO NPUHATL 3Ty CEMbIO MOJ CBOIO
3awmTy? NMoKa Mbl NpsYeM rnasa 1 OTBOAUM B3INSA4bl OT TeX,
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KTO He TaKOW, KaK Mbl, HallK AeTU 6e3)KaNoCTHO N1LaoT Hac
BHYKoB. CoBpeMeHHOe 06LLECTBO NOTpebUTENEN He KenaeT
UCNbITbIBaTb TPYAHOCTU C POXKAEHNEM U BOCNIUTaHUEM pebeH-
Ka. Bmecto pebeHKa-uHBannga, KOTOpbIM BCIO CBOK KWU3Hb
6yneT 06a3aH cobnofaTb CTPOryld AMETY WAU NPUHUMATb
rOPMOHbI, MHOTME NPEeANnoYTYT «Cleaylouero» — 340p0BOro
OT poxfAeHus. MoToMy 4TO [axe Takue «TPyaAHOCTU», KaK
BbIMOMHEHWE ONpeaeneHHbIX ne4yebHbix npoueayp ang 60nb-
HOro peGeHKa, KayKeTcs HEKOTOPbIM POAMTENAM HEBbLIHOCH-
MbIM 6peMeHeM. WX cTpawaTt He cTpagaHus pebeHKa, OHM
60aTCs COOCTBEHHbIX MEPEKMBaAHUI, AMCKOMOPTa A4N1a cebs.

He meHee nHTepeceH GaKT OTHOLIEHUS crneLnanncTtos —
NPaKTUKYIOLWNX POCCUNCKUX FEHETMKOB — K Mpobaemam
pPenpoAyKTMBHOIO BblGopa cemMbu Mpu NPOBEAEHMU NpeHa-
TanbHOM AMArHOCTMKM [26]. B mexayHapoaHbIX Mccneao-
BaHMAX NoKasaHo, 4To 6onee 50% POCCUMCKUX FEHETUKOB
He CKJIOHHbI yBaaTb PenpoayKTUBHbIE PeLleHNs NaLUEHTOB.
Takasi No3uuUMs OTAMYAET Hally BbIGOPKY OT GOMbLIMHCTBA
CTpaH, NPUHABLUMX yH4acTUe B onpoce. XoTa 3a gecatunetve
NMPOM30LWWIO CTAaTUCTMYECKM 3HA4YMMOE COKpalleHue Aonu
Bpayew, KoTopble xoTeNn 6bl TEM UKW UHBIM CMOCOBOM OKa-
3aTb HEraTMBHOE AaBfieHNE Ha BbIGOP XKEHLWMHBI (Nepeaatb
oulyuleHve HenpaBWIbHOCTU AEWUCTBUKW, Y6eauTb He UMETb
[eTen, peKoMeHaoBaTb CTEPUIM3ALIMIO), OHA MO-MPEXHEMY
OCTaeTCs BbICOKOW.

B cBfi3M ¢ 3TMM MOKasaTeneH ciayyal, npousolles-
WKK Ha 3aHaTuu LLKonbl no reHeTuke B . EKaTepuHbypre.
Cneunanucty M3 Uspauns, Ymtasllemy NEKUMIO NO Npenm-
NnnaHTaLMOHHOM TFeHETUYECKOW AMArHoCTMKe, Obln 3aaaH
Bonpoc: «CKaxuTe, noxanyncra, 4to Bbl roBopute nauu-
€eHTaMm, COCTOofWMM B OGM3KOPOACTBEHHOM 6paKe, 4TOObI
nepeybeanTb UX UMETb AeTen?» [lymalo, He HY)KHO MOSICHATb,
4TO B 3a/1€ CMAENU TONbKO CMELNAUCTbI, 3aHATbIE B JaHHON
o6nacTM — Bpayu aKylepbl-TMHEKONIOrNM, NeanaTpsbl, reHe-
TUKW, MONeKynsipHole 6uonorn. M Bonpoc 3agana rnaBHbln
Bpay nepuHaTanbHOro ueHtpa (!) ogHOro M3 POCCUUCKMUX
ropogoB. OTBET 6blN YAUBUTENbHO KOPPEKTHbIM: «Kak mory
S1 coBeToBaTb YTO-TO B AaHHOM cnyyae? f He bor. MNepeao
MHOW CeMbS$i, OHW NOGAT APYr Apyra U XOoTAT UMeTb AeTen. KTo
MOXET 3anpeTuTb UM 3TO?»

[loyeMy e POCCUMCKUIM OOKTOP AaneK OT Takou Mo3u-
umn? OTKyAa B HAc aTa nyratouias HETEPNUMOCTb K Apyromy
MHEHMI0? M 4TO He TaK B HalleMm 0OLLECTBE, €CNU U POAUTENN,
M Bpayu «CTaBAT» HE Ha XM3Hb? Xopollee 06bSCHEHME MPo-
ucxoasawemy gaet J1.A. MakcMmeHKo B ctaTbe «Kasyc 6uo-
3TUKM: OHTOJIOFMYECKME NPEANOChIIKW»: «3Hatowero (o6naaa-
lowlero, téxvn) Bceraa 6pocaet Mexay nagHbiM U HenaaHbIM,
MEKIY CKBEPHbIM 1 61aropoaHbIM. HpaBCTBEHHbIM MOCTYNOK
poxAaeT (KaK poxaaeT, ¢ivolg) ObiThe YesioBeKa KaK Cro-
COBGHOCTb «geprKaTb yaap» — W HaTUCK Hecyllero, Hecknag-
HOCTM M HEeNagHOCTW, U OCNENUTENbHO KOMOWNIA ras cBeT
aneTenmmn-ucTuHbl. 3To TpebyeT ycunus G6biTb: OGbiTb BPa4yoM,
a He nanayom, y4uTenem, a He PEeTPaHCAATOPOM, co3aato-
MM Wb KonebaHusa BO3ayxa, a He KonebaHue MbICau,
poauTeneM, a He CEMENHbIM MEHEIKEPOM, HaKOHELL, ycunue
nNpocTo 6biThb, @ HE GbITb «BOOOLE» KAK NPUPOAHas, MaTema-
TMYEecKas, Uan Oaxke MopanbHO-3TUYeCKas AaHHOCTb («HOp-
Ma»), GUKCUpyeMasi B CnoBe «gaHo». «bblTb» B YKa3aHHOM
CMbIC/IE — 3HAYUT «NPOSIBUTb XapaKtep» [27].

Tak KaK e CymeTb MpOosIBUTb XapaKTep, KaK OTCTOATb
CBOE MpaBo 6bITb YE/IOBEKOM M HE AaTb TEXHONOMMK COBNa3-
HUTb Hac, Kak MNpUHATb cBoero pebeHKka M NobUTb ero
TaKMM, KaknMM OH MpuLIeNn K Ham,— BOT BOMPOCHI, KOTOpble

CTaBUT nepen HamMu u3Hb. OcHoBOMOMaratowme cobbITUs
Yel0BEYECKOM XM3HWM — TaWMHCTBO 3a4vaTus, POXKAEHUS,
YXO[ U3 XU3HM — BCe 6osee NpeacrTaBnsoTcs o6LLECTBY
KaK TEXHUKO-OMONOrMYeckne colmasnbHble MPOUCLIECTBUS.
Mbl nepectanu BuAeTb B OMIOAOTBOPEHHOW 3UroTe 3apo-
[blll YENOBEYECKOM HWU3HU, CIYCTOK XMBOW SHEPIUMN, «UHb»
M «H» MUPOBOro Ha4vana. CerogHs Ansi MHOMMX M3 Hac 3To
BCEro /MWb KNEeTKa C AWMNIOMAHBbIM HabGoOpPOM XPOMOCOM,
«MPOAYKT 3a4aTus», KOTOPbIN JIEFKO MOXHO «3BaKyMpoBaTb»
npy HepaUMOHaNbHOM MNOAX0AE K MIAaHUPOBAHMIO CEMbU UK
MCnonb3oBaTb B Ka4eCTBe «3aTpaBKu» AN PENPOLYKTUBHbIX
6unotexHonorun [22].

Mbl XOTeNn HaWTU pasrafgky KWM3HW, HAacCTOMYMBO CTpe-
MSICb MOCTUYb MYyB6UHbI YET0BEYECKOr0 OpraHn3ama nogooHo
ManbyinuKy Mulue n3 ckasku OpoeBckoro «[0poaoK B Taba-
KepKke» [28], KoTopoMy 6blSI0 MHTEPECHO Y3HaTb, Kak U3 Npo-
CTbIX A€eTaNen LWKaTyIKW — KOJIOKO/IbYMKOB, MOJIOTOYKOB,
Ba/IMKa U MPYXUHKN — POXKAAETCA Takas YygecHas My3blka.
Ho «pa3obpaB Ha BUHTUKM» BCErO YeOBEKA, Mbl HE3AaMETHO
ansa cebs noTepsanmn TO €AUMHCTBEHHOE, Ha 4YeM [epaiucb
3TW COCTaBHble «4acTW». KaK M nonoxeHo aobpoin cKas-
Ke, «[OpOfOoK...» MMEET CcYaCTIMBbIM PpUHAN: NMPOCHYBLUUCDH,
Muwa yBuaen, 4to TabaKepKa Liena v no-npexxHemy pagyet
BCEX CBOEW BOJILIEOGHON MYy3bIKOW. M OH goragancs, 4to Kono-
KOJIbYMKKN 3BEHAT M3-3a TOrO, YTO MO HUM BbIOT MOSIOTOYKMH,
a MOJIOTOYKM CTy4aT M3-3a TOro, 4YTo NoBOpaYMBaeTCs BasmK,
a Ba/IMK He OCTaHaB/IMBAETCS MOTOMY, YTO €CTb MPYKMUHKa-
LapeBHa... CTONbKO MHOr0 pasHblX [AeTanen, MaNleHbKWX
N BONbLIKX, MPOCTbIX U CNOMXHbIX, APKUX U BNEKNbIX, WYMHbIX
N TUXMUX, U TONIbKO B UX OPraHWYHOM B3aMMOAENCTBUU, B MX
rapMOHUYHOM [BWMKEHWU, B UX CO3BYYUM POXKAAETCA Takas
npeKpacHas My3blkal..

A BOT NOMYYUTCH M Y HAC, 4O TOHKOCTU MPOCYUTaBLLMX
BCE TEOPETUYECKNE BO3MOKHOCTU U MACTEPCKM BbIMOJIHUB-
WKX BCE MPaKTUYECKUE MaHUNyN[auUMM C KMUBBIMU KIEeTKa-
MW, OOCTMYb 3a4yMaHHOro — ychbllaTb MY3bIKY }MBOro?
YenoBeKk ropasfo croxHee TabaKepku. M noatomy OTHO-
CUTbCS K HEMY cneflyeT Kyaa 6onee ocMoTpuTesibHee. To4Hoe
3HaHWe He MelaeT Noasuvn. Ho He NpUBEOET NU XKenaHue
«YNYHWKUTb MPOAYKT» K MOIOMKE TOW CaMOWM «rTaBHOM MPYXKUH-
Ku» Halwero 6biTua? Moyemy 6bl He NPU3HaTLCA cebe caMum,
4YTO MMEHHO Halla «Pa3HOCTb» — TO, KaK Mbl BbIMAANM,
KaK roBOpMM, 4YTO MpeanoyvyuMTaem, K 4yemy cTpemmmcs —
Nno3BO/SET HaM OCTpee 4YyBCTBOBATb BKYC XWM3HWU? Yepes
cocTpajaHue, Yepes munocepane, Yyepes ntoboBb K cnabomy
M MUNOCTb K 06e3aonieHHoOMy. N ecnn gaHHas TexHonorus
cnocobHa caenatb Hac 61MKe, 4TOObl B HYXHbI MOMEHT
NOACTaBMUTb MEY0 APYry UK KPEMNKO B35iTb B CBOO PYKY Cna-
Oyl0 NafoLWKy Manbilla — Mbl Ha BEPHOM MNyTH.

3AKJ/IIOMEHUE

MHoroe B Hallew XW3HW Mbl HA4YMHaAEM [enatb, cneays
COBPEMEHHOMY MOAHOMY TEYEHWIO, M MOTOM MOCTENEHHO
NPUHUMAEM 3TO KaK HEKyl [AaHHOCTb, MPWBbIYKY, HE OCO-
6EeHHO 3a[lyMbIBasiCb, HACKONbKO 3TO HaM HYXHo. 3a 9 net
pacClIMPEHHOrO HEeOHaTalbHOIrO CKPWHWMHra B Poccum He
BbIMO/IHEHO HU OHOW 0606LatoUEN PabOThl, MOCBALEHHOM
rny6oKOMY M BCECTOPOHHEMY aHann3y NpPoBeAEHHbIX Ucce-
noBaHuW. BcTpeyatoTcs oTaenbHble paboTbl, B OCHOBHOM
auccepTaumK, yKasbiBatllme Ha ocob6eHHOCTM obcnenoBa-
HUS HOBOPOX/IEHHbIX B OTAE/IbHbIX PEFMOHAX C NPUBEEHNEM
[laHHbIX O 4YacToTe pacrnpeaenieHns CKPUHUPYEMOM naro-
JIOTMKU, OAHAKO BOMPOC O BO3MOXHOM MepecMoTpe CrUcKa



JaHHbIX HO30/10T Ui, NOTEHLIMaNe BKIOYEHNUS B HEMO HOBBIX,
oTBevalolMX «Tpe6oBaHUI0 [IHS», HA NMOBECTKE TaK W He Mnosi-
Buncs. CerofHs ye HU y KOro He BO3HMKAeT COMHEeHMUs
B TOM, HY)EH /IM HaM HeoHaTaslbHblii CKPUHWHI. [ecsTKu
CMaceHHbIX XM3HEMN, COTHWU CYACTIMBbLIX POAUTENEN — 3TO N
He noKasaTenb YCMewHoCTM W MONEe3HOCTU MPUMEHEHUS
JaHHOW TexHonormn? OAHAKO U3Hb HE CTOMT Ha MecTe:
NosABASAIOTCA COBPEMEHHbIE METOAbl MCCNEA0BaHNUIA, OTKPbI-
BalOTCS HOBble BO3MOMHOCTU ANS AMarHOCTUKU. Hayke yxe
He CBEepHYTb C BbI6paHHOro MNyTW, cTpaterus onpegesneHa

UCTOYHUK ®UHAHCUPOBAHUA
He ykasaH.

KOH®JIUKT UHTEPECOB

M NpuHSaTa 6€30roBOPOYHO, OHAKO BblpaboTKa TaKTUYECKUX
NPUEMOB, PaBHO KaK W NpaBO Ha OCTaHOBKY «No TpeboBa-
HWIO» — 3TO Hawa peasibHas BO3MOXHOCTb «MPUPYYUTb»
YCKOPSIOLLYIOCA TEXHONOruto. Mporpecc Hayku He MOXKeT
OblTb HanpasfneH nNpoTuB obuiectBa. Cnucok 3abonesa-
HWW, OMArHOCTUPYEMBIX B XO4E HEOHAaTallbHOr0 CKPUHUHIA,
MOXET W [OMKEH PacWUpPATLCH, OAHAKO Onpeaensitb CKO-
POCTb U KAa4eCTBO 3TOr0 OOHOB/IEHUSA Mbl JOJIXKHbI HE B yroay
MOAHOMY TPEHAY, 8 B COOTBETCTBUU C COOCTBEHHbLIMU pUTMa-
MU W MpUOpUTETAMM.

ABTOP J@aHHOW CTaTbW NOATBEPAW OTCYTCTBUE KOHMIMKTA MHTEPECOB, O KOTOPOM HE0B6X0IMMO COOBLINUTb.

BbIPAYXEHUE MPU3HATE/IbHOCTU

ABTOP BbIpaxaeT UCKPEeHHIot0 6narogapHocTb npenoaasatento MHctutyta ¢punocodumn u npasa YpO PAH K.¢.H. E. B. Bupuyeson
3a MAenHoe BAOXHOBEHWE K HamnuCcaHWIo JaHHOM CcTaTbM WM 3aBegylolen nabopaTopuer HeoHaTallbHOro CKpuHWHra KL,
«O3MP» T. . BenaeBow 3a None3Hbii 06MEH MHEHUSIMU BO BpeMs paboTbl Hag HEW.
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