10.25136/2409-8728.2023.10.44164 dunocodckas mbicrb, 2023 - 10

®dunocodrkast MBICITb
Hpasuﬂbnaﬂ CCbLIKA Ha cmameio.

Berpor B.A. — CorpiorymanutapHbie IpoOIeMbl IIPOrpamMM MPEKOHIEIIIHOHHOIO ITeHETUYeCKOTO CKPUHUHTA //
dunocodekas Mbicib. — 2023. — Ne 10. DOI: 10.25136/2409-8728.2023.10.44164 EDN: NISNCT URL:
httpsz/nbpublish.comvlibrary read_article.php?id=44164

CoumoryMmaHuTapHblie npo6nembl nporpamMmm
NPeKOHUEeNUMOHHOIr0O reHeTUYECKOro CKpUHMHra

BetpoB Bnagummp AHaopeeBuy

penakTop LieHTpa Hay4HO-MHOPMAaLMOHHbBIX UCCTIEAOBAHWI MO Hayke, 0OPa30BaHUIO 1 TEXHONOMSAM
WNHWOH PAH, r. Mockea

117218, Poccusi, MockoBckas obrnacTb, r. Mockea, np. Haxmmosckuii, 51/21

=1 vetrov21v10@gmail.com

CraTba u3 pybpukun "®dunnocodpums TexHUKM"

DOI:

10.25136/2409-8728.2023.10.44164

EDN:

NISNCT

AaTa HanpaBJieHNA CTaTbU B peAaKLUMIO:

28-09-2023

AHHOTauumA: [IpeKkoHUEeNnuUMOHHOE, TO €eCTb OCYLecTB/SeMOe A0 3ayaTusd, reHeTnyeckoe
TeCTUpOBaHWE Ha HOCUTENbCTBO peueccusBHbix MyTaumn (MTTH) daBnsdeTca BaXHbIM
reHeTU4ECKMM UCCNefOBaHWEM, KOTOpOe MO3BONSET Nyylle cnjaHupoBaTb cnocob 3avyaTus
pebeHka (ecTecTBeHHbIM uAMm ¢ nomowbid 3DKO), xopn 6GepemeHHOCTM, Heob6XO0AMMOCTb
pononHutenbHoro ob6cnepoBaHuMs pasBuBatwerocsa nnopga. HecmoTps Ha o4vYeBuUAHblE
npevmyuwecTtsa, Kkotopble T[ITH npuBHOCUT B 34paBOOXpPaHeHUe, HeonpeaeseHHOCTb
oTHOoCMTEeNbHO npobneMm UM MNOHATUI, TakuMX KakK onpegeneHuve TaxecTn 3aboneBaHus,
coumanbHble MOCAEACTBUS PYTUHM3AUMM CKPWUHWHra, uefnenofsaraHue, CO3[alT 3TUUeckue
npotMsopeyms B  onpefeslieHNn COCTOAHMN, uUenecoobpa3HblX ANA  BKJIKYEHUA B
CKPWUHUHIOBYKO naHenb. Pa3paboTka xe wuMpokoMacwTabHON CKPUHUHIOBOW MporpamMmMmbl
obocTpseT dakTopbl HeonpepeneHHocT™m u TpebyeT MeToponormyeckom npopaboTkm. ABTOp
Bblagensetr wn ob6o3pesaeT npobnemHble 067acTM  NPEeKOHUENMUUOHHONO reHeTUYEeCKoro
TECTMPOBaHUSA Ha HOCUTENLCTBO HE CO CTOPOHblI 3TUYECKUX MOCNEeACTBUN, KOHKpeTHbIX (Mau
npeanonaraeMbix) KeWCOB, HO MWET MX WMCTOYHUK B HedocTaToOuyHOU pa3paboTke 6a30BbIX
MNOHATUMN M WMHTYWUMA B OLEHKE TAXECTU reHetmyeckoro 3aboneBaHunsa. AHanutMuyeckue wu
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3MNUPpUYECKUE UHCTPYMEHTAapMM B J[aHHOW CUTyauuMM >e OKa3biBAlTCS HEAOCTaTOUYHbLIMU.
ABTOp AenaeT BbiBOA, YTO YAOBNETBOPUTENbHbIN KOHCEHCYC OTHOCUTENIbHO paccMaTpuBaeMbIX
npo6rieM [AOCTMXMM TOJIbKO MPU y4dyacTMm B ero paspaboTke y4yeHbIX-COLUMOrymMaHuUTapues,
BK/OYEHUS B aHaNu3 3NUCTEMOJIONMYECKOro, 3K3UCTEHLMANbHOro, COLMOMOMMYECcKoro w
APYTMX F'yMaHUTapHbIX U3MepeHuin. CoumorymMmaHuTapHasl akcrnepimMsa siBAsieTcss Heo6XoAMMbIM
31eMEeHTOM AN HaXOXAEHUS CUCTEMAaTUUYECKOrO pelleHus ANs NporpamMM NpeKoHUEeMnUMOHHOTo

reEHETNYECKOro CKpnMHUHra.

KnroueBble cnoBa:

6unoaTuka, penpoaykKuua, reHetTm4eckoe TeCcTMpoBaHUe, npekoHUuenuunda, sapaBooxpaHeHue,
OLleHKa TeXHON0orum, npekoHUuenunoHHoe reHeTm4yeckoe TeCtmpoBaHune, reHeTuKa, CbVI)'IOCOCbVIF!

TEXHWUKMU, 3TUKA TEXHOJI0T UM

Cratbsi No4roToB/AeHa Npu uUHaHCOBOW nogaepxke Poccurvickoro Hay4yHoro ¢oHaa (npoekrt N°
19-18-00422)

BBepeHune

[MpekoHUEeNUMOHHOE reHeTunyeckoe TecTupoBaHme Ha HocutenbctBo (MITH) wnn, kak ero
yacto 0603HaYalT B @aHr105A3bIYHON NUTepaType, paclWMpPeHHbIN CKPUHUHI HocuTenbcTBa (ECS
- Expanded Carreer Screening) — 3T0O TreHeTM4Yeckoe wccrefoBaHue, npeanaraemoe
HacefeHWIo B LUEeNIOM MAW napaMm, Y KOTOPbIX HET M3BECTHOro puUCKa peLecCUBHbIX U X-
Cuen/ieHHbIX reHeTMyecknx 3aboneBaHMn M KOTOpble FOTOBATCA CTaTb poAuTeEnssMU (MO3TOMY
TEeCT WAM CKPUHWHI 4acTO Ha3blBaeTCs <«penpoAYKTUBHbIM»). TecT eAMHOBPEMEHHO MOXeT
BbIIBNSATb HOCUTENbCTBO HECKO/IbKMX ayTOCOMHO-peueccuBHbIX 3abonesaHuit. Y nap ¢
MONIOXMNTENbHBIM TECTOM HAa HOCUTENbCTBO WMEITCS pa3/inyHble BapuMaHTbl peasn3aunm CBoOewn
penpoAyKTMBHOW aBTOHOMWUW. TakK, OHW MOryT peWuUTb CMUPUTLCA C 25-NpOLEHTHbIM PUCKOM
poxaeHns pebeHka c 3aboneBaHMEM W HWYeEro He npeanpuHuMmaTe NM6O Xe nonbITaTbCH
MUHUMU3NPOBATb WAaHC pa3Butna 6onesHn. BapuaHTel nsberaHumsas pucka BapbupyloTCsS OT
HEMEAUUMHCKUX BapUaHTOB, TakKMX KakK OTKa3 OT POXAEHWS AeTel, ONeKyHCTBa WM [aXe
CMeHbl NapTHepa, A0 MCMNOJIb30BAaHWA BCMOMOraTeflbHbIX PenpoOAYKTUBHbIX TEXHONOTMUIN, TakKUx
KakKk 3KCTpakopnopanbHoe onnogoTtsopeHue (3KO) u npemMmnnaHTaumoHHas AMaArHocTuKa,
npeHaTanbHasa gmarHoctuka (B cny4vyae, ecnm NpeKoHUEeNuUMOHHOe TeCTMpOBaHMWe NpPOBOANIOCH
yXe BO BpeMa 6epeMeHHOCTU) Uan AOHOPCTBO CNepMbl/anLeKkIeTokK.

CornacHo uccnefoBaHWsIM, Ha CEroAHsIWHWA AeHb oAHO M3 1300 M3BECTHbIX peLEeCCUBHbIX
reHeTmyeckmx 3aboseBaHWil MopaxaeT Kak MWHMMYM Tpex JeTelli Ha KaXAyl Tbicsauy.
3aboneBaHusi C peueccuBHbIM 3aboneBaHUWeM MOryT ObiTb OTHOCUTENbLHO peAKUMU, €Cnn

paccMaTpuBaTb UX NO OTAENbHOCTU, HO, €CAM Y4UYUTbIBAaTb UX KaK rpynny, OHW CTaHOBATCA

2NMMAeMnNosIorn4yeckn 3Ha4ymMbiMu m

PenpoAyKTMBHbIA pUCK peueccuBHbIX 3aboneBaHMin 0CO6EHHO BbLICOK B KPOBOCMECUTENIbHbIX
napax um reorpadumyeckn U30AMpOBaHHbLIX Nonynsumax. Tak, Nnua awKeHa3CKoro eBpeircKkoro
NPOUCXOXAEeHMSA O06bIMHO MPOXOAAT TeCT Ha HOCUMTENbCTBO B MNOAPOCTKOBOM BO3pacTe MM
nepea Haya/ZloM JIMYHbIX OTHOWEHWN. W3BeCTHO, 4YTO eBpelckas MnonyasuMs alkKeHasmn
noaBEpXeHa BbICOKOMY pUCKY pa3BUTUS OMpeAesieHHbIX reHetTnyeckmx 3aboneBaHuii n3-3a
BbICOKOM 4acTOTbl HOCUTENbCTB@ HEKOTOPbIX peueccuBHbIX 3aboneBaHuin, KoTopble O6bIYHO
pexe HabnwopatwTca B obwen nonynsaumn, Takux kak 6onesHbp Nowe 1 Tmna m 6onesHb Tes-
Cakca. LUeneBble cTpaTtermm TeCcTUpPOBAaHMUA NO 3THUYECKOMY MPOUCXOXAEHU 6binn
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3pdeKTMBHO nMpUMEeHeHbl B HECKOJIbKMX reorpadunyecknx permoHax, CcTpajalowmx oT
KOHKpeTHbIX reHetudyeckux 3abonesaHwnii (Hanpumep, Mykosucumpos B CLUA, AscTpanuun wu
WTanun, 6eta-tanaccemnsa Ha Kunpe, B CapauHuu, B W3paune m Typuumn), pe3ko CHuxas

4acTOTy BCTpeYaeMocT 3aboneBaHus y HosopoxaeHHbixZl, B pesynbtate renetuueckoro
TECTUPOBAHMA A0 3a4aTusa U NMocieaywero MHGOPMMPOBAHHOIO MJAHMPOBAHUA CeMbU 6bINO

3aperncTpupoBaHo 3Ha4YUTeNbHOE CHMXeHue 3abonesaemocTn (0T 47% Ao 90%) cepbe3HbIMU

MOHOIF€HHbIMU 3a6OJ'IEBaHVIF|MV|, TaKMMUN KaK MYKOBUCUMNAOO03 U B-TaﬂaCCGMMﬂ m

PaHblle reHeTMYeCcKOoe TeCcTMpoOBaHWe Mepej 3a4vyaTMeM Mpeanarasocb B OCHOBHOM MapaM C
NMONIOXUTENbHLIM CEMENHBIM aHaMHE30M reHeTMYeckoro 3a6ofieBaHUA MWW  KOHKPETHbIM
coobluectBaM W pervMoHaM C BbICOKOW pacrnpoCTpaHEHHOCTbO 3TuX 3aboneBaHuii, Kak B
BbILIEONWCAHHbIX NpuMepax. OaHaKo B MocjeaHee BpeMs TEXHOMOrMs cTana 6osiee HaAeXHOM
M  [OOCTYMHOW, 4YTO MO3BOJISeT paccMaTpMBaTb BO3MOXHOCTb MAaCCOBOr0 CKPUHWHra Ha
HOCUTENbLCTBO Cpean HaceneHus. Mo oTAenbHOCTU 3TK 3abo/eBaHNs BCTPEYAOTCS peaKo, HO B
COBOKYMHOCTW OHUW MPUBOAAT K 3HAUYNTENBHON A0N1e MIaAeHYeCcKol cMepTHOCTM (0ko10 20%) 1

rocnutanusauuni (okono 18%)M1. KpoMme TOro, mcnonb3oBaHMe MaH3THUUYECKUX CTpaTerui B
TeCTUpOBaHMM MO3BONASET NpeoaosieBaTb U3BECTHbIE OFrPaHMYEHNS U HETOYHOCTU, CBSI3aHHbIE C

camMooT4yeToM 06 3THMUYECKOWN NPUHAAIEXHOCTHU.

HecMoTps Ha 06WWMA KOHCEHCYC B OTHOLWIEHUWN TEOPETUYECKOMW M MPaKTUYECKOW MOSIeE3HOCTU U
ueHHocTM NMI'TH B 3apaBooxpaHeHnn, KpynHoMmacwrabHoe KNINMHMYEeCcKoe BHeApEeHNE Ha YPOBHeE
nporpaMMbl MOXeT cOo34aBaTb Cepbe3Hble nNpobnemMbl A4Na cneuymanmcToB 34paBOOXPAHEHUS WU
BCeX 3aWHTEpeCcOBaHHbIX CTOPOH. BHeapeHMe pacWUpPEeHHbIX CKPUHUHIOB Ha HOCUTENIbCTBO
TpebyeT 3KCNEPTHOW OUEHKW KOHKpPEeTHbIX, HO B3aMMOCBSI3@aHHbIX W OAWMHAKOBO BaXHbIX
acCnekToB: TEXHUYECKUX, STUYECKUX, NPpaBOBbIX, COUNAbHbIX.

Mpn »>3ToM npobnembl MITH (ocobeHHO 3TMYecKMe) TakK WM MHaAdye CBSA3aHbl C
HeonpeaeneHHOCTbO, KOTOopass B CBOK ovyepeab WMMeeT 2 UCTOYHMKA: TEXHOMNOFMYECKUN,
orpaHuvumMBalWM  TOYHOCTb oOnpepesieHns HEHOTUNMUYECKOro MNpPOsiBJIEHUS  HEKOTOpPbIX
reHeTM4YeCKMX BapMaHTOB, KOTOPbIA Tak MAW MHadye b6yaeT npeononeH (CMOTpS ONTUMUCTUYHO
Ha pa3sutme reHeTUKN) 7] dyHOAMEHTANIbHO-MOHATUIAHbIN. ABTOp cyuTaer, yTO
yAOB/IETBOPUTESbHbIA KOHCEHCYC OTHOCUTENbBHO MNpo6G/AEM «BTOPOW KaTeropum» B paMKax
paclWwMpeHHbIX MpOrpaMM MPEeKOHUEMUMOHHOINO CKPWUHUHIa MoXeT 6biTb AOCTUIHYT TONIbKO C
yyacTMeM y4deHbIX-FT'YMaHUTapueB, TaK Kak Aa)Xe pa3BUTbIi aHaNUTUUYECKUIA UHCTPYMEHTapuin n
LWNPOKNE 3SMMNMPUYECKNE UCCNefOoBaHUA MOTyT OKa3aTbCAa HeAOCTAaTOYHbIMM B MNPUHSATUM
pelweHnin oTHOCUTEeNbHO (yHAAMeHTasIbHbIX BOMNPOCOB, COLMONyMaHUTapHble Xe AUCUUMNANHDI
obnapatoT 34€Cb CYWECTBEHHbLIM NMPENMYLLECTBOM.

B paHHOW paboTe BblgensieTcss TPWM B3aMMOCBSI3aHHbIX NPo6aeMHbIX 061acTv, KOTOpble, Kak
cumTaeT aBTOp, CBSI3aHbl C hyHAAMeHTaibHOW HeOoMnpeaesneHHOCTb0 U He MOTyT ObiTb peLlleHbl
6e3 rnybokoi coumorymaHntapHon pednekcnumn, a UMeHHOo:

1. OnpepeneHue TaxecTtn 3aboneBaHus
2. PyTMHM3auUMsa U eBreHn4YecKme pucku
3. UenenonaraHue

Kaxaon wn3 npobnematnk oTBeAeH OTAENbHbIA nNaparpad, rae TakKXe paccMaTpuBaeTcs
BNnsSSHME Ha BHeapeHue nporpamm [MITTH. WccnepoBaHune o0603HayvyeHHbIXx npobnem (M ux
BNSAHUSA) MOXeT cnocobcTBoBaTb MPeOAONIEHUID TEKYLWMX NPEnATCTBUIA WAM AUCKYCCUOHHBIX
BOMNPOCOB peanu3auum cTpaTernii NpeKoHUEeNnuUMOHHOro reHeTU4Yyeckoro ckpuHuHra, 6onee
TOro, 4acTb BbIBOAOB WX TaKOro pacCMOTPEHUS MOXeT 6biTb MONe3HOW U ANs APYrMx BUAOB
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reHeTn4ecKoro TeCtmpoBaHua U 34paBoOXpaHeHUd Boobuwe.
OnpepeneHne TXKeECTHU 3a6boneBaHun

MpyY MNOSABNEHUM TEXHUUYECKMX BO3MOXHOCTEN [ANA CKPWUHWHra BCe 60/blIEro KoMM4yecTBa
reHeTMYeCKMX BAapUaHTOB OAHUM M3 BaXHENWWX MOMEHTOB CTAHOBWUTCA Bbi6OP FEHETUYECKMUX
BapMaHTOB, BK/OUYAEMbIX B CKPUHMHIOBYIO MaHeNb, TakK KakK AaXXe Mpu Hanuuyuum XenaHus
«npoBepuTb BCe» (0 CMOPHOCTN TaKOro CTpeM/ieHns 6yaeT HannMcaHo HUXe), rocyaapCcTBEHHas
nporpamMMma Heus6exXHO BCTPETUTCH C SKOHOMUYECKMMU OrpaHnyeHnssMu. KnouyeBoi TeMol npu
pa3paboTke KpynHOMAacCLTabHbIX MPOrpaMM CKPUHUHIA HOCUTENLCTBA FEHOB SABMAETCA MOHATUE
TAXKECTU UNU Cepbe3HOCTM (severity) Bo3MOXHOro 3abosieBaHns (pedyb MAET Npexae BCEro o
HEU3MNEeYUMbIX U XPOHUUYECKMX 3a60/1eBaHUAX NNOO0 UMEIOLWMNX OrPAaHUUYEHHbIN CPOK AOCTYMHOMO
BMellaTenbCcTBa). Hanpumep, cpeauM KpuTepueB, MpUMEHSIEMbIX Npu o0T6Ope TreHOB B
aBCTpanMMCcKoM npoekrte «Muccmsas MakkeH3u», 6bl/10 yKasaHUe Ha TO, YTO COCTOAHME [AOJIKHO
6blTb BK/IOYEHO B pacClIMPEHHbIt CKPUHWHI TO/IbKO B TOM cC/iydyae, €c/iu TunuMyHas napa

«ApeanpuMeT Wwaru, 4TO6bI N36EXaTHL poxaeHunsd pe6eHKa C Takum 3abonesaHnem» Iﬂ

Heckonbko npodgeccmoHanbHbix obwecTs nybamkoBann pekomeHaauum no Bbi6Opy COCTOSAHUM

B pacCWUpPEeHHbIX MaHensAX CKPUHWHra HOCUTENbCTBA I8l cornacHo aTtum peKOMeHAAUMUAM,
cnepyeT YyCTaHOBUTb 4YeTKMe KpuTepuu Ans GopMUpPOBaHUS MaHENW, BMECTO BK/HOUYEHUS Kak
MOXHO 60nbluero kKonuyectsa 3ab6oneBaHuit. lpoBepsieMble TFeHbl AOMXHbI MMETb CTPOro
onpefesieHHy CBA3b C heHOoTUNoM. bosee Toro, COCTosiHME AOJIXXHO Bbl3biBaTb KOFHUTUBHbIE
Unn dusnyeckne HapylweHUs, okasbiBaTb NarybHoe BAMSIHWME Ha KayecCTBO XMW3HU, TpeboBaTb

MEAMLUMHCKOrO WAM XUPYPruyeckoro BMewaTenbCTBAa WM MMeTb paHHee Hauvano 7,
EBponeiickoe o6WECTBO reHEeTUKM YesioBeKa TaKXe YTBEPXJAAeT, «4TO eCTeCTBEHHOEe TeyeHue
CKpUHUpyeMoro 3aboneBaHns A0MXHO 6biTb aAeKBaTHO MOHSATO, M YTO AOJIXEH 6blTb AOCTYNEH
npueMneMbli M HAAEXHbIW TeCT C W3BECTHOW UYYBCTBUTENIbHOCTbIO, CNEUUPUYHOCTLID W

I'IpOFHOCTVIHGCKOVI LEHHOCTbIO>» [&'

OavH w3 anropuTMoB Knaccudukauum TaxecTn O6bin nNpeanoXxeH W OUEHEH B Xoae
nccnenoBaHusa, nposBedeHHOro cpeau 192 meamuuHckux paboTHukoB. B 3TOM anroputme

XapaKTeEPUCTUKN 3aboneBaHnsa 6bin pacnpeaeneHbl MO TAXECTUN Ha 4 YPOBHA Igl:

1)CokpauweHHas MPOAO/IKUTENBHOCTb  XXWU3HMU (cmepT® B MnageH4yecTse, [AeTCTBE,

noaApoCTKOBOM BOSpaCTe), MHTENNEKTYa/lbHAA HeaneecnocobHOCTb

2)CokpaleHHas npoAO/IXUTENbHOCTb XWU3HW  (IOHOWECTBO), HapyweHusas MO6MNBHOCTH,
ANCPYHKLUMSA BHYTPEHHUX OpraHoB

3)AvcdhdyHKUMM OpraHoB UyBCTB (3peHus, chayxa, ocs3aHma wu Ap., Bkaw4yasa 6onb),
UMYHHOA4EedUUNT, pakK, Nncuxmyeckmne 3abonesaHunsa, aucmopdumn

4)becnnoagune wnu orpaHM4yeHHas GepTUabHOCTb

Mcnonb3ya xapakTepucTukn 3ab6osieBaHMsA, COCTOSIHMS MO  3TOMY aJIrOPUTMYy  MOXHO

KJ'IaCCI/Id)VILLVIpOBaTb KaK JIerkne, yMepeHHble, TAXeENble N OYEHb TAXE/bIE!

OueHb Taxenble (profound) cocToaHUa umeroT 6onee 1 xapakTepuCcTUKu ypoBHS 1. Tsaxenble
UNN cepbe3Hble (severe) COCTOSAHUS WMMEKT KakK MUHUMYM 1 XapaKTePUCTUKY YPOBHS 1 unwm
HECKONIbKO XapaKTepuUCTUK YypoBHA 2 unu 3. YMepeHHble (moderate) coctosaHua - 3TO
3aboneBaHusd, nMerwwme Kak MMHMMYM 1 XxapaKTepUCTUKY YPOBHS 3, HO He uMewwne Apyrux
XapakTepuctmk ypoBHen 1 nnum 2. Jlerkme (mild) 3aboneBaHusa - 370 3aboneBaHna 6e3 Kakux-
nnbo xapaKTepucTuUK ypoBHs 1, 2 nnu 3.
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JKcnepTbl Npeanoxunu, 4yTO6bI npn pacwnpeHHoOM CKpUHUHre HOCUTENbLCTBA MNPUOPUTET
oTAaBancyd CKPUHWUHTY LTAXKENbIX>» n «0OYeHb TAXeENbIX>» COCTOSAHUNA. «YMepeHHble»
3aboneBaHnsa Takxe MOTYyT 6bITb BKJ/IIOYEHbI B CKPUHWHI, €ecnn pe3ynbTaTbl MOryT AaTb

BO3MOXHOCTb paHHEro BMelWaTeNNbCTBa Iﬂ

OAaHaKo NpU 3TOM TAXKECTb KakK KpUTEPUI SABNAETCA CNOPHbIM MPU NMPAKTUYECKOM NMPUMEHEHUMU,
3TMYECKM HEeOAHO3HAUHbIM, W, 4UYTO BEPOSATHO, CYLLECTBYIT Ppas3finyHble U HenpuMUpuUMble

MHEHMS O TOM, KOr4a M B KaKOW CTeNeHun COCTOsSIHMe SBnseTcCs CepbeBHbIM/Tﬂ)Ke.l'lblM.

KonnuectBeHHasa oueHka xapaktepucTuk 3abonesaHuit (Nnogob6HO NMpuBEeAEHHONM BbilWe) NUlb
YacTUYHO OTBeYaeT Ha BOMPOC O TOM, SABASETCH NN COCTOAHME AOCTAaTOYHO TAXENbIM ANS
BKJIIOUEHUS B CKPUHWUHIOBYIO NaHenb. [JeNcTBUTENbHO, TakolW MNoAX0A4 MO3BOSAET YTOUYHUTb
Kputepun, 4Yto obecneumBaeT OHonblwyl nNocnepoBaTeNbHOCTb W O6BEKTUBHOCTb B
MHTepnpeTaumn TpeboBaHuMn K TaxecTn 3aboneBaHmsa B oTbope reHoB AN TECTUPOBaHUA.
X0Ta TakMe WHCTPYMEHTbl, HECOMHEHHO, LUEeHHbl, NpuMep C MyTaumen reHa CFTR, oTBeuvatowwen
3a MykoBucuUMAO3 (Npu KOTOpOM HabnwpawTcas HapyweHus AGYHKUUMKM >Xene3 BHELWHEN
cekpeuun, nNposABASKOWEECS TAXENbIMM pacCTpONCTBaMM (PYHKUMIN OPraHoB AblIXaHUS,
Xenyao4yHO-KMIWEYHOro TpakTta W MNpo4YuMii OpraHoB M CUCTEM), AEMOHCTPUPYET CJIOXKHOCTb
Knaccndukaumm CoCcToaHMsA, NMpM KOTOPOM MOXeET HabnwapaTtbCss pa3Hash 3KCNPecCUMBHOCTb (TO
eCTb TAXeCTb M CaMO HalMynme CUMNTOMOB Aaxe MNpu HaaMyum OAMHAKOBOro reHotuna y
pa3HbIX NAEN MOryT 3HauyuTenbHO oOTAM4yaTbhCcd). CywecTByeT LWWUMPOKUM KOHCEHCYC, 4TO
Kknaccuyeckaa dopMma MykoBucumposa, TpebyeT BknwoyeHus reHa CFTR B penpoAyKTUBHbIN
CKPWUHUHI HocuTenbctBa. OAHAKO MeHee ${CHO, KakK creayeT OTHOCUTbCA K 6onee nerkum

BapunaHTtam CFTR [0l BosHukaer BOMPOC O TOM, KakKne MMEeHHO BapuaHTbl CneayeT BbiABNATb B
KOHTEKCTE CKPUHWHIa HOCUTEsIbCTBA.

Cnepylowmn BOMPOC: MOXET /I THAXECTb COCTOSHMA MNpu  OueHke uenecoobpasHoOCTH
BHEAPEHUS B MaHeNb CKPUHWHIa 3aBUCETb OT NHAUBMAYANIbHOTO BOCNPUSATUS, UM Xe TAXeCTb
— 3TO TO, YTO OTHOCUTCH K MeAMLMHCKOMY COCTOSSHWIO HEe3aBWCMMO OT OTHOLWEHUS nauuneHTta?
TshxecTb becnnoamsa Ans OTAENbHOro B3STOr0 4YesioBeKa 3aBUCUT OT HaMUUA UM OTCYTCTBUS
XenaHua uMeTb AeTel; eCNn y 4esioBekKa HeT XefnaHua uMmeTb buonormyeckux geten unm
NnoTOMCTBO BoObLLE, TO ManoBEepPOATHO, YTO OH 6yaeT BOCNPMHUMATL COCTOAHME Becnnoamns Kak
Taxenoe, u HaobopoT. TsaAxecTb MOXeET OueHMBaTbCHd MNO-pa3HOMY B 3aBUCUMMOCTU OT
CTpafjaHui naumeHTa (KOTOpble TakXe SABASAITCA CTPOro MHAMBUAYANbHbLIMW), MEAULMHCKOrO
nporHosa, MHBANMAHOCTM M npo4yero. OnpeaeneHHO, BOCNpuUsATME OKa3biBaeTCs 3HAa4YUMbIM B
onpepeneHun Taxectn 3aboneBaHnsa, No KpamHen mepe, yactmyHo. O4HaKO, KOrga U B Kakom
cTeneHn? Kak 3TMyecKme u 3K3UCTeHUWasibHble YCTaHOBKM BKymne C COLUWMYMOM BAMSAIOT Ha
BblpaXeHHOCTb MHAMBUAYASIbHOMO OTHOLWEHWS K CBOEMY COCTOAHWIO (unu cesoero pebeHka)?
Kak Torga posixXHa oOueHMBaTbCs TAXECTb, KakKuve A[OMNOJIHUTENbHble KpUTEPUW AOJDKHbI
yuuTbiBaTbCsA? [JaHHbie BONpPOChl TpebyoT, BO-NEpPBbIX, pa3MbllIeHUs O B3aMMOCBSA3N MEXAY
cybbeKkTMBHbIM 6s1arononyvymeM, BO33PEHUAMU COLMYMA U OBBEKTMBHBLIMW XapaKTepPUCTUKaMMU
3aboneBaHns, BO-BTOPbIX, METOA0/10TMYECKON pa3paboTku.

O6bekTMBHY (CMMNTOMAaTUYECKY) TaAxXecTb 3aboneBaHms TakXe He Bcerga nerko
onpeaenuTb: 60ne3HM, KakKk MNpaBwuio, MNO-pa3HOMy nposBAstTcs y nwgen (U, Kak 6buio
yKasaHo, NioAn NO-pa3HOMY Xe Ha HUX pearupyrT, 4To ewe 6onblue yCNOXHAET OUEHKY, Tak
Kak 34paBooxpaHeHue 6a30BO ABNSETCA couMalibHbIMW ABNEeHMEM). BMmecTe C 3TuM, TAXeECTb
3abosieBaHMA MOXET MEHSATbCA C TEYEHWEM BpPEMEHW JaxXe Yy MNauUMeHTOB C XPOHUYECKUMU
3aboneBaHusaMn. Bbicokuit  ypoBeHb deEHOTMNMYECKOMW M3MEHYMBOCTM W passinyHas
DKCNPECCMBHOCTb MPMUBOAAT K TOMY, 4TO pe3ynbTaTbl TECTOB Ha TrEeHeTUYeCKyHl
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BOCNPUMMUYNBOCTb OCTaBASIOT NAaLMEHTOB C CYLWECTBEHHOW HeoMNpeaeneHHOCTb B OTHOLIEHWUU
TAXECTU, a TakXKe Havasa 3aboneBaHuUs, UTO ABNSETCSA HeXeNlaTeNlbHbIM B KPpYNMHOMacLWTabHoO’

nporpamme.

MexAyHapoaHble pyKOBOACTBA MO MPOBEAEHUI FEHETUYECKOrO TECTMPOBaHUA TpebytoT, YTo6bl
npu nNpoBeAEeHUW FreHeTUUYEeCKOro TecTUpoBaHuUs 6bln obecneyeH MeAUUMHCKUIA KOHTPONb W
reHeTMYecKoe KOHCynbTMpoBaHMe. OHM yka3biBaloT, 4To ¢dopMa M 06bEM TFeHEeTUYECKOro

KOHCYNbTUPOBaAHUA <«OO0JIXHbI onpenendatTbCca B 3aBUCUMMOCTU OT nocneacTeum pe3ynbTaToB

'recmposa|-|V|;|>>IL1 N «AO0JIXKHbI 6bITb MPOMOpPUMOHANbHbI MU COOTBETCTBOBATb XapaKTepuCTUKaM
TecTa, ero orpaHvyeHusaM, noTeHuMany Bpeja M 3HAYUMOCTM pe3ynbTaTOB TeCTUPOBaHMUSA ANnS
OTAENbHbIX UL, U UX poacTBeHHWUKos» H1l,

PenpoayktuBHOoe TecTMpoBaHMe MOXeT HEeCTM NnoTeHuManbHbI BpeA, TakoW KakK pUCK ANnS
340poBbs (HanpuMmep, HeHyXHoe HabnwageHue), NCUXONOrnYeckumih puck (6ecnokoncTBo) u
coumanbHbli puck (bMHaHCOBbIE pacxodbl, AUCKPUMMUHALMSA). TTO3TOMY NpU 3TUYECKON OUEeHKe
YCNyr reHeTM4eCcKoro TeCTMPOBaHUA U CKPUHWUHIa TPAaAWMLUMOHHO r1aBHbIM KpUTEpUEM SBNSETCSH
6naronpuaTHBIN 6anaHC MeXAy pUCKaMu U BbIroAaMn, T.e. MeXAy NpuUHUMNAMK 6naroaesHusa m

HEBpEeXAaeHUs 2]

LOCTynHOCTb Xe TepaneBTUMYECKMX BMelaTesbCTB SBAAETCHd OCHOBHbIM MNPEUMYLLECTBOM WU
oboCHOBaHMEM [ANS FeHeTUYecKoro TECTUPOBAHNA WUNN CKPWUHWUHIA. OpgHako B nocnegHue
HECKO/1bKO ,CI,ECFITVIJ'IeTVIVI, Korga wMeaunmunHa 4YacTMYHO CMECTU/Ia aKUEHT C JieYeHua Ha

npoduNakTNKy, MOHATME NeYeHUss CTano BKAYaTb Apyrue "3HauyuMble BapuaHTbl AEWCTBUI

sy KoTopble 6blM gobaBneHbl B NepByk o4vepeab AN TOro, 4To6bl BKAKYUTL MPUHSATUE
peweHnin No penpoayKTMBHbIM BonpocaMm. Tak, cuctema ACCE (aHanuTMyeckuin npouecc,
MOMYYMBLUMA Ha3BaHMe OT 4 KpuUTepueB: aHaNIUTUYECKOW [OCTOBEPHOCTU, KIMHUYECKOMN
[NOCTOBEPHOCTU, KIMHMYeCKONn none3Hoctn u ELSI acnektoB, coctosawmin wms 44 uenesBbix

BOI'IpOCOBm) npeactaensetT npoduiakTtMyeckme BapuaHTbl U AEWCTBUA KaK BO3MOXHble
npevMyllecTBa CKpUHWUHra: oHa TpebyeT, uTob6bl cyuwecTBoBano "addekTuBHOE CpPeacTso,
npueMnemoe AencTBMe UMW APYrOe U3MepuMoe MnpeuMmylecTBo». B KOHTekcTe TeCcTMpOBaHUA
reHomMa C WWPOKMM pa3Hoobpasmem 3aboneBaHWMi, Ha HaAW4YMe KOTOPbIX MPOBOAUTCS
TecTMpoBaHWe, BO3MOXHOCTb JAeNcTBus cTana 6onee noaAxoAdAWMM MNOHATUEM, 4YeM
BO3MOXHOCTb JleYeHMs, XOTA W TyT BO3HWKAIT HEKOTOPble KOMIM3UWU, KOrpa BO3HWKaeT
BOMPOCHI — CTOUT /IM MaunMeHTaM 3HaTb O BO3MOXHOCTSAX 3TOro AencTBus (Kak onsATb-Taku U O
caMoM noTeHunasabHOM 3aboneBaHuun) " Kak OLEHUTb obbvem reHeTM4yeckoro
KOHCYNbTUPOBaHWA OTHOCWUTENbHO pe3ynbTaToB HOCMTeNbCTBa NoAob6HOW MyTauuu. PeweHus,
Kak Bbl6Op cNoXHOro u goporocrosawero nym KO ¢ npenMMniaHTauMOHHbIM FeHEeTUYECKUM
TecTMpoBaHWeM wunun, ecnun 6epeMeHHOCTb YXe HacTynuna, npeHaTalbHOM AWMarHoCTUKU C
BO3MOXHOCTbIO npepbiBaHns 6epeMeHHOCTU, MOryT 6biTb 0CO6EHHO CNOXHbIMM, ecnn Bblibop
OCHOBAaH Ha pe3ynbTaTaxX reHeTUYECKOro TecTa C HeonpeAeneHHbIMU NOCNeACTBUSAMMU.

BaxHbIM MOMeHTOM npu cooblweHun pe3ynbTaToB CKPUHUHIa saBnseTca To, 6byaet nu
npeaoctaBfieHHass WHGOpMauMsa MNONEe3HOW AN YYaCTHUKOB M KakuM ob6pa3oMm. OauH u3
rnaBHbIX 3TUYECKMUX KOMMPOMUCCOB MPU MPUHSATUM peleHnn 06 nHdopmmpoBaHumn - byaet num
XyXe ANnsg Y4YacTHUKOB MNpPOrpaMmbl, €CJIM CKPUHUHI He BbIABUT TeX, Yy KOro BbICOKaA
BEPOSTHOCTb poOXAeHusa pebeHka C onpeaesieHHbIM 3aboneBaHueM, WM Xxe nwasm byaet
BpeaHee nMnoay4yutb WHPOpPMAUMIO O BapuaHTe, KOTOpbIM SABNSETCS O4YE€Hb CJIOXHbIM U
HeonpepeneHHbIM. Takass MHPOpPMaAUMSA MOXET MPUBECTM K TOMY, UYTO /OAM C MOBbILLEHHOMN
BEPOATHOCTbIO poxaeHusa pebeHka C onpegesieHHbIM COYeTaHMEM BapuWaHTOB NpeanpumyT,
BO3MOXHO, HEHYXHble warn. Takas MHbopMauma MoXeT 6biTb ckopee 06peMeHNTENBHON, YEM
nosie3HOM ANS CEMbM.
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Bce onucaHHble paKkTopbl HeEOMpeaeeHHOCTN MOryT co3aaTb Npob6nemMbl 4N NpeaocTaB/ieHUs
MHdpopMaunMm [0 M nocne NPeKOHUEMNMUMOHHOrOo TeCTUPOBaAHMS W ANS  MPOLECCOB
0O06pOBOILHOrO MH(POPMUPOBAHHOIO cornacus. Bo3MoXHO, noTpebylTca aNbTepHATUBHbIE
CTpaTerMm OTYETHOCTM O BapuaHTax, KOTOpble MOryT OrpaHuWuYUTb €e KOMBUHauMsMun
BapMaHTOB, KOTOPbIE QACCOUMUPYHTCA C TAXENbIMU KJIUHUYECKUMU MpoABAeHUaMu (4To,

0[HaKO, He yCcTpaHsaeT Heob6X0ANMOCTb OCHOBATENIbHOMN NPOPaboTKM KOHUEMNTA «TAXECTU»).
PyTMHM3auuss n eBreHUM4eckme onaceHus

MoCKONbKY MOBbIWIEHHAA @aBTOHOMMUA OAHWUX MOXET BJIMATbL Ha BbI6Op APYrux, LUesecoobpasHo
06paTUTb BHMMaHWE Ha TO, KaK ABWXEHWEe B CTOPOHY HOpManusauuu npuMmeHeHua MITH u, B
YaCTHOCTU, BHEAPEHWE PaCWMNPEHHbIX MNPOrpaMM MPEKOHUENUMOHHOIO CKPUHWHIA MOXeT

MPUBECTM K TOMY, YTO mapam 6yAeT ClIOXHee 0TKasaTbCs OT 3Tux ycayr B 6yaywem H4l,

Mpeanaras BO3MOXHOCTb AN AOMNOJHUTENBHOrO peENpoOAYKTMBHOINO KOHTpPONsA, pacTyuee
obpalleHne K MPeKOHUENUMOHHOMY FeHeTUYECKOMY TeCTUPOBaHWIO UM 0COBEeHHO BHeapeHue
CKPUHWHIOBbLIX  MNporpaMM  MOTeHUMaNbHO  MOXeT co3jaTb CcouManbHoOe  OXuAaaHue
BOCMO/Ib30BATbCA 3TUM KOHTPOJSIEM, KOTOPbIi B HEKOTOPbIX ciay4dYasx (psaA KOTOpbIX 6bin

pPacCMOTpPEH Bbille) MOXeT CTaTb AOMOJIHUTENbHbLIM MCTOYHUKOM 6ecnoKoncTea.

ECNM CKPUHWHI HauyuMHaeT BOCMAPUHMMATbLCS KaK pyTUHA, NOAM MOTYT B MeHblUei CTeneHu
KPUTUYECKM PpasMbiWAAaTe O TOM, MOAXOAMUT JIM OH WM, MWAW paccMaTpuBaTb LUEHHOCTb
pe3ynbTaToB ANS WX PenpoAyKTMBHOro Bbi6opa. WM3BeCTHbIM NpUMeEpOM  ABASeETCH
ynbTpasBykoBoe o6cCnefoBaHMe M NpeHaTaflibHas AMArHOCTMKA, KOTOpble CTalu 06blAEHHbLIMU
BO MHOMMX cTpaHaX. BONbWWHCTBO >EHWWH NpoxXoAAaT 3TW MNpPOUEAYPbl, U WUCCef0oBaHUS
NMOKa3biBatoT, YTO 6O/MbLUMHCTBO X€ CUMUTAIOT Takne TecTbl «OTBETCTBEHHbLIM BbIGOPOM», KOTOPbIN

TakKxe «3awunwaeT 340poBbe>» nx pe6eHKa, X0TA a6opT ABNAETCA €ANHCTBEHHOM

anbTepHaTMBOM poxaeHuto pebeHka 05l 310 3acrasnsier uccnegosaTesieh 3aaaTbCs
BOMPOCOM O TOM, B KakoW cTeneHu nwoaum obnagatoT CaMOCTOATENIbHbIM BbI6OPOM B TaKux
cuTyaumsax. BHegpeHWe CKPUHWHIOBLIX MporpaMM MOXeT MNpPUBECTM K MoAOB6HOW KpuUTUKe.
CnenyeTt 0oTMETUTb, UYTO 3ApaBoOOXpaHEHNe He 06A3aTeNbHO ABASETCS ABUXYLEN CUIOK cABUra
B HOpPMAaTMBHbIX OXuaaHusaX. [lapbl M WX couMaNbHOE OKpYXEHWe BMOJSIHE MOryT 6biTb
CylwecTBeHHbIMKM (hakTOpaMu B 3TOM pa3BUTUKM, 4YTO Moapa3yMeBaeT, 4yTo Nwbbie ycunausa no
KOPPEKTUPOBKE JAOJIXHbl Y4YUTbiBaTb MEAULUMHCKMX pPabOTHMKOB M MAuUMEHTOB, a TaKXe UuXx
naptHepoB. OcobeHHocTM xe NI TH n pacwuMpeHHOW NaHenu CKpPWHWHra, Kak 6bi10 yKaszaHo
Bbllle, AeslaloT OLEeHKY PUCKOB W OnpejesieHne COOTHOLWEHWs nonb3a/sBpen npobnematnyHom

KakK Ang nap, Tak n anga MeagnumHCKunx pa6OTHMKOB, KOHCYNbTUPYHOWNX UX.

PelweHvemM B [AaHHOW cuTyaumum MoxeT O6biTb NOAAEPXKA B MPUHSTUM pelleHus Ao
TecTMpoBaHUs, Takas kak obpa3oBaTefibHble BuAeoMaTepuanbl U Nocobus MO MNPUHATUIO
peleHunli, KoTopble MOMOryT NapaM pacCcMOTpeTb MOCNEACTBUS Pe3ynbTaTOB MOJIOXUTENbHOMO
HOCUTENbCTBA M UX BapuaHTbl penpoayKuuu.

CBSI3aHHbLIMU C pyTMHM3aLUMUEN NpobneMaMu SBNAOTCS AUCKPUMUHALMS M CTUIMAaTM3auus, Kak B
OTHOLWEHUN TeX, KTOo 6yaeT UMeTb NOJIOXKUTESNbHbIA pe3ynbTaT HOCUTENbCTBA, Tak M B
OTHOWEHUN pAeTell C reHeTMyeckumu 3saboneBaHuamMu. NccnepgoBaTenn MNoAUYEpPKUBAKOT PUCK

nosiBIEHUS AOMNONHUTENbHOIO COUMANbHOroO AaB/IeHUS Ha HOCUTENen peueccnMBHOro npmn3aHaka

B CUTyauMUW MOJIHOLEHHOrO BHeAPEHUSA MPOrpamMM MPeKOHUENUMOHHOMO CKPUHUHIA 18] Bonee
lWMpoKas 3TMYeckas AMCKYCCUA KacaeTcs TakK Ha3blBaeMOro 3KCNPeCCUMBUCTCKOrO apryMeHTa.
CornacHo HeMy, NMPeKOHUEMNUMOHHbIN MHCTPYMEHTapuin, KOTOPbIA MOXHO WMCMNOJSIb30BaTb, YTO6bI
nsbexaTts PpoxXAeHWA A[eTelr C onpefdesieHHbIMWM MNpU3HaKaMWu, BblpaxaeT HeraTuBHoe
OTHOWEHWe K N4SM C 3TUMW MNPU3HAKaMWU. DKCNPECCUBUCTCKUIN aprymeHT WU onaceHus no
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noesoay AWCKPMMMHAUMKU, o4yeBUAHO, 6ofiee akTyasbHbl ANs TeCTOB C AM3allHOM MaHeneu,
BK/IIOYAOWMM NpU3HaKM 3ab6oneBaHnii, KOTOpble MO3BOJISIOT YENOBEKY MPOXUTb OTHOCUTESIbHO
«HOPMasibHY0» XU3Hb. Kak 6blJI0 yKa3aHOo Bbille, CYLECTBYIOT OUYeHb TAXesble 3aboneBaHusa c
paHHMM HayanoM, KOTOpble HECOBMECTMMbl C XW3Hb BOO6WE WIM CUABHO ee
OrpaHMUYMBAlOT/BbI3bIBAOT Ype3MeEpPHble CTpaAaHuA, U B NMOAOOHLIX C/ydassb 3TOT apryMeHT He
Bbi3blBaeT MOpasibHOro npoTnBopeuns. OLHaAKO, €C/in B CKPUHWHIOBblE MaHENW BKAOYalOTCS
npusHakM 3aboneBaHUin, CBSA3a@HHbLIX C HEMOJIHOM MEHEeTPaHTHOCTbI, MO3AHWM HayalaoM U
He3HaUUTENbHbIM YXyALWEHUEM KayecTBa XW3HM, TO Takue nMporpamMMmbl oOMNpeaeseHHO

CTONNKHYTCA C 3TUYECKUM BO3pPa>xeHUNeM.

Ewe 6onee cepbesHon npobnemon, «Bo3BeaeHHOW B abconoT», CBA3aHHOW C nporpamMMmaMu
MrTH, aBnaeTca BO3MOXHas WHTeprnpeTauuss e€ KaK eBreHW4YecKoW Mo HaMepeHUsM Wu
pe3ynbTataMm. B  LWKWPOKOM CMbiC/le eBreHmka OfucbiBaeT COBOKYMNHOCTb MeTOAOB
(nonnTMyecknx, coumanbHbIX U MeAULMHCKUX), HaMpaBJ/ieHHbIX Ha pa3BUTME onpenesieHHbIX
XapakTeEPUCTUK WM Xe WX WUCKAKYeHMe B paMKax Buaa MNyTeM MaHUNyIuMpoBaHUS
HacneaACTBEHHOCTbIO. [eHeTUYeCKNIA CKPUHUHI B PenpoOAYKTUBHBLIX LeNsx, 4acTto NpoBOAUMBIN
Ana  Toro, u4To6bbl M36exaTb poxaeHus pebeHka C onpeAenieHHbIMU TeHeTUYEeCKUMU
3aboneBaHnUsaIMN, uMMeeT HeKOoTopble obuwue 4YepTbl C €eBreHWKOMN, MNOCKOJIbKY OH MOXeT
NOBAUATb Ha TO, Kakue nan 6yayT poxaaTbCs, U TpebyeT OT MHCTUTYTOB 34paBooXpaHeHus (B
cllyyae C rocynapCTBEHHOMW NporpamMMoi CKPWUHWHIA) onpeaeneHHoro npeactaBneHus o6
YpOBHE 30POBbs, KOTOPbIN TpebyeT TeEX UM UHbIX PENPOAYKTUBHLIX peweHuin. N ecnm onsatb-
Taku LEeNCTBUS OTHOCUTENbHO TSXENblX W O4YeHb TaXenblx 3aboneBaHWii NPEUMYLLECTBEHHO
n3beraloT eBreHMYeckMx O6BWHEHMUN, AUCKYCCMOHHBLIA BOMPOC O CAMOLEHHOCTU XW3HU W
HeoeBreHuKe B COBpeMeHHOM obLuiecTBe oCTaeTCs aKTyalbHbIM.

XoTa cC Haquon TOYKU 3peEHUA nNporpamMmbl MNpPeKOHUENUMOHHOINo CKpWHWHra Bpdaa nu
CyWwecTBEHHO U3MEHUT reHeTM4eCKui cocTaB nonynaunn, CywecTtByeT oOonaceHue, 4TO Jaxe
npeanonaraemMasd BO3MOXHOCTb TaKOro U3SAMeEHEHUA MOXET NOBNUNATb Ha obuiecTBeHHblE HOPMbI

M OTHOWeEeHMe (KaK NOoNoXUTesnbHOe, Tak U oTpuuaTenbHoe) M XOTb reHeTUYEeCcKMe BapuaHThI
N NpoABIAKTCA CbeHOTVII'IVIl-IeCKVI, HO KaK 3TM WU3MEeHEHWNA NOBJINAKT Ha KaA4YeECTBO XWU3HWU,
3aBUCUT OT COUMANBbHO-3KOIOTNYECKOIr0 KOHTEKCTA WU OT KYJNbTYPHbIX W COUMANbHbIX

npeactaBieHUin 06 MHBAIMAHOCTU.

COUMOKYNbTYPHbIA KOHTEKCT, GOPMUPYHOLWMNIA MPUHATME PENPOAYKTUBHBLIX peELIeHWn, oTpaxaeT

3NNCTeMmnyecKme HopMbl B OTHOWEHWUN NMOHUMaAHNA UHBATNAHOCTU [1—81 HekoTopble N3 BaXHbIX
BO3pa)KEHVIl7I NPpOTUB CKPWUHWHIa Ha reHeTndyeckKkue 3aboneBaHus nepea 3advyatmeMm 4acCTU4yHO

ONWpalTCs Ha couManbHylo, a He 6uoMeauumHckylo, mogens unsanuaroctn 22l Ecam
6uoMeanUMHCKAs MoZesnb onpeaenseT WMHBAJIMAHOCTb KaK OTK/JIOHEHME OT OonpeneeHHoMn
HOpMbI, TO couMasibHaa MoAeNnb WHBaAMAHOCTM MNpU3HaeT, 4YTO HapylweHue BKJIKOYaeT
dU3nMYECcKyo U/UNM  UHTENNEKTyallbHYl0 aHoMajiMi, a 3TO O03HayaeT, u4To CTeneHb
WHBaNWAHOCTM 3aBUCKT (B ONpeaesIeHHOW CTENEHN) OT COUMANIbHOM M 3KONOTMYECKOol peakunm
Ha 3TO HapyweHune. CouManbHO-3KoNOrnyeckme dakTopbl MOryT BKJOYATb KakK OTHOLIEHWUE,
HanpuMep, AWCKPUMMHAUMUIO WAM MNPUHSATUE, TakK W MNpakTUYeCcKUe 31eMEHTbl, Takume Kak
naHAycbl AN WMHBANMAHbLIX KOJIACOK M Mepbl MOMOLWM ANS cnabocnbllalumMx M FAyxux nogei B
06LWEeCTBEHHbIX y4ypexAaeHusx. [ocydapCTBEHHble WHWUMATUBbLI MO  CKPUHWUHTY  MOTYT
daKTMYeCKM CHU3UTb YPOBEHb MPUHATUA O06WECTBOM JOAEN C WHBAAUAHOCTBIO U UX
noaAepXKn, oCobeHHO ecsiM OHW NpuMBeAyT K TOMY, UYTO NIOAEN, XUBYLWMX C OoNpeaeneHHbIMU
BMWAAMU MWHBaAWAHOCTUM, CTaHeT MeHbwe (M, cnepoBaTeNbHO, YMEHbWMUTCA MNOTPEOHOCTL B

KOHKPETHbIX COLUMaJIbHO-3KOJIOTrMYECKNUX BMeELLIaTeEN bCTBaX).

Ecnu kakoe-nmbo 3aboneBaHue BKNHYEHO B naHenb, OHO MHTYUTUBHO Ha4yYyunHaeT
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BOCNPUHMMaTbCS OyaywmnMm poauTensiMm TpebylowmMM Kakoro-nnbéo BMewaTenbcTBa. Touka
3peHus Nnaei, XUBYLWUX C MHBAIMAHOCTbIO, Pe€AKO AOCTYMNMHA NOTEHUMANIbHBIM poaAUTENAM. DTO
oTpaXkaeT AOMUHMPOBaAHME MEAULMHCKON TOYKM 3pPEeHUs, KOTOPOE MOXHO paccMaTpuBaTb Kak
dopMy 3MUCTEMONOrMYECKON HecrnpaBeAsIMBOCTU, TMOCKOJIbKY >XW3HEHHbIX ONbIT faen C

pa3fiMyHbIMKM 3aboneBaHUAMU, KaK NpaBuIO, MapruHain3mMpoBaH U MeHee 3aMeTeH B paMKax

OCHOBHOIO COUMaNbHOINO MNOHNUMaHUA Takux 3aboneBaHnin 120]

XOT NOHATME AOCTOMHOIO YPOBHS XM3HU B 3HAUUTENbHON CcTeNeHN popMUPyeTCs CouMaibHbIM
KOHTEKCTOM, Au3aliH CKPWUHWHIOBOMW MpPOrpaMMbl TaKXe MOXET B ONpeaeneHHON CTeneHu
oka3zaTb BAusAHMe. Bbibop 3aboneBaHuii ansa ckpuHuHra B pamkax MNITH, a Takxe cnocobbl
npeanoXeHns U OUEeHKM BapuMaHTOB JafibHEWWero BMewaTesnbCTBA HOPMAAM3ylT UM
YKpennsT onpeaeneHHble B3rnaabl U LeHHOCTU. Bce 3To sABnseTcsa 4YacTblo HOPMATUBHOMO
06 eCcTBEHHOro KOHTEKCTa, KOTOpPbIA BAMAET Ha TO, KaK OTAeNbHble mapbl 6yayT oueHmBaTb
CBOW penpoAYKTUBHbIE BO3MOXHOCTN U NMPUHUMATb peLleHuns.

Fnob6anbHbIM nocneancTtemeMm LNPOKO npe,u,naraemoﬁ nporpaMmmbl NMpeKOHUEeNUMNOHHOTO
CKPUHWHTa MOXeT CcTaTb YMEHbLIEHNA CO BpeMeHeM u4ucna nwaen, PpOoOXAEHHbIX C
3aboneBaHMaAMHN, Ha KOTOpble NPOBOAUTCH CKPUHUHI. BeposTHOCTb Takoro mcxoga OCHOBaHa

Ha onbiITeé npeHaTalbHOIro CKpWHWHIra Ha TreHEeTU4YeCKune 3aboneBHus 12—11, a TaKXe Ha

CYWECTBYIOWNX WHUUMATMBAX No ckpuHuHry Hocuteneit 1221 Ecnum nwopeit, xuBywmux c
WHBANMAHOCTbIO M OTIUYMAMU, CTAHET MeHbllue, To 06LEeCcTBO MOXET CTaTb MeHee TeprnuMbiM,
COUYBCTBYIOLWMUM U 6NArOCKNOHHbIM K IOASM, XUBYLWWUM C reHeTUYecKUMn 3abosieBaHUAMM.
Opyrumn cnoBamn, o6LIENPUHATOE MOHMMAHWE TOro, YTO AenaeT YenoBeKa «ydlWuUM», MOXET
CO BpPEMEHEM CY3UTbCA. DTOT HOPMaTUBHbIN Apeiid, BEPOSATHO, MOBAMUSAET HA PENpPOAYKTUBHbIE
peleHnsa, KoTopble NPpUHMMaOT Nnoanm. OAHAKO OH TaKXe MOXEeT 0Ka3aTb HEraTUBHOE BJ/IUAHME
Ha 6narononyuyune nAeN C OrpaHUYEHHbIMU BO3MOXHOCTAMU B obLlecTBe.

LienenosnaraHue nporpaMMm CKpUHMUHra

OAHMM M3 BaXXHEWWMX BOMNPOCOB ANS KPYNMHOMaCWTabHbIX MHULMATMB NO MPEKOHUEMNUMOHHOMY
CKPWHWHTY SIBNSieTCA TO, KaK OMUCbIBAlOTCA WX ULenu. [Ba OCHOBHbIX HamnpaB/ieHUs Ans
dopMynMpoBaHUs LeNnen Takux NporpamMMm — 3To, BO-NEPBbIX, pe3ynbTaT ANA OTAENbHbIX Jlo4en
M UX CEMEN, TO eCcTb, NMpexae BCEro, BNAHWE Ha PENPOAYKTUBHYI aBTOHOMMUIO, BO-BTOpPbIX,
pe3ynbTaT ANns NOoNynsiuMiAi, TakKoW Kak CHWXeHuMe 3aboneBaeMoOCTM onpeaeseHHbIMU
reHeTMyecknmm 3aboneBaHUAMMU.

LUens, HanpaBJieHHad Ha CHWXeHWne I'IOI'IYJ'IHLI,VIOHHOﬁ 3aboneBaemMocTn petem C TAXeNbiMU

reHeTM4eCknMun 3aboseBaHNAMN, MOXET HE NMOAXOAUTb ANS PENPOAYKTUBHOIO CKPUHWHIaA 23],
Takasa nNo3uuMsa OCHOBaHa Ha onaceHusaX, CBSA3aHHbIX C pyTMHM3aumen npaktnkm. Kpome Toro,
Takas uenb MoxeT O6bITb MCTONKOBAHa KakK noApa3yMmeBatwas, 4YTO Mapbl, MoAy4YuBLIME
pe3ynbTaT C MNOBbIWEHHONW BEPOATHOCTbIO 3aboneBaHus, o06a3aHbl NMPUHATbL Mepbl, 4YTObbI
n3bexaTtb poxpeHua pebeHka, noaBepXeHHOro 3aboneBaHuto. Takxe LUeNb CHUXEHUS
YacToTbl BCTPEYAEMOCTU OMpeaesieHHbIX reHeTuYecknx 3aboneBaHuin cpeaun HacesieHUs MoOXeT
BblpaXxaTb HebnaronpmsaTHoOe CyXAeHMe O LEHHOCTU XWU3HW Jlogen, KoTopble B HacTosuwee
BpPeEMS XMBYT C TakmM 3aboneBaHuMeM mnam MoryTt poautecs B 6yayuwem. [Mo3ToMy B cnyyae C
MPEKOHLUEMNUNOHHbIM CKPUHWHIOM 60/lee 3TUYECKM MPUEMNIEMON SABNSETCS UeNb NMOBbIWEHUS U
noaAEpPXKUM PpenpoaYKTMBHOW aBTOHOMUWM nap nyTeM npepoctasneHnsa 6onee ob6wmpHomn
MHPOPpMaUMN O noTeHuManbHbIX 3abosieBaHNAX M pPUCKaX, HUMW CBS3aHHbIMX, MO3BOMSAOLWEN

caoenaTtb Bbl60p B COOTBETCTBUN C UX LEHHOCTAMU I§l

B cBA3M Cc >3TMM uUenecoobpa3HOW ABAAeTCA nMoAAepXKa pasMblWIeHMn y4yacTHUKOB
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noTeHUManbHOM nporpaMMbl 0 CBOMUX UEHHOCTAX M Uendax TeCTupoBaHud, 4yTO6bl MOMOYL UM

pewnTb, 6yaeT NN 3TOT CKPUHUHI MNONIE3EH M BaXEH AN HUX [24] momumo aToro, pesynbTaThbl
ntboro reHeTMYecKkoro TecTa MOryT O6blITb C/AOXHBIMM W HeOMNMpeaeneHHbIMKU, MN03TOMY
pe3ynbTaTbl TECTOB [AOJXHbl 6biTb MNpeacTaB/ieHbl TakMM o6pa3oM, 4YTobbl OHU 6bIIKM W

MWHCTPYMEHTANNbHO, M aKCNONOrnM4yeCcKn nose3HbiMU.

CoobweHne o BapuaHTax, KOTOpble HEe SABNSAITCA KIMHUYECKM 3HAYUMbIMW WMNWM Cco3aatoT
HeonpeAeneHHOCTb ANSA A4el, NpoweaWwnx CKPUHUHE, MOXeT oka3aTbcs npobneMaTtMyHbIM B
KOHTEKCTE MONYASAUMOHHOINO MNPEKOHUENUMOHHOIO reHeTnyeckoro TtectuposaHusa. [lo Mepe
TOro, Kak CKPWHWHI CTaHOBUTCA BCe 6onee AOCTYMHbLIM, KOHCY/JbTaLMOHHOE COMPOBOXAEHUE
pe3ynbTatoB BCe yvawe 6ypeTr, xoTa 6bl YaCTUYHO, OCYLECTBAATLCA MEAULUHCKUMU
paboTHMKaMM, He MMELWNUMN CrneunanbHOW NOAFOTOBKNM B 061acCTM reHeTUKU, U HECMOTPSA Ha
TO, 4TO O60ALWWHCTBO MeAUUMHCKUX paboTHMKoOB ob6napalT onpeaesieHHOW CTeneHblo
reHOMHOM KOMMEeTEeHTHOCTM, CywecTByeT MOCTOAHHas o06ecnoKoeHHOCTb MO nNoBOAYy WX

cnocobHocTHn nepegaBaTb C/I0XHYHO Nr€eHOMHYHO MH(DOpMaLI,M}O 12—51

Y1066l ONTUMMU3UPOBATL MOJIE3HOCTb pPe3ynbTaToB, Yy4yacTHUKAM noTpebyeTca 6Hasosoe
NMOHMMaHMeE KJ/IOYEBLIX MOHATUI, @ TakKXe MNOCAeACTBMIA O6HApyXeHUs HOoCUTeNbCTBa. Takxe
BaXHO o6ecneynTb, UTo6bl yyacTue B CKPUHUHIE HE UCTOJIKOBbLIBANIOCh KakK rapaHTUsa TOro, 4To

y napbl 6yaneTt 340poBbii pebeHoKk.

PaszpaboTka CKpUHMHIroBbIXx NaHenen MITH TpebyeT OUEHKM MNOTEHUMANIbHOrO BO34EWNCTBUSA
BO34ENCTBUM  AAHHOrO0  COCTOSSHMS  Ha  60/NbHOro  4yefsioBeka W ero  CeMbilo

O6wenonynsaumMoHHble MporpaMMmbl CKPUHUHra HOCUTENbCTBa OMNpeAesieHHO He 6yayT
OpPWEHTMPOBaAHbI Ha npefocTaBiAeHMe WHDOPMALUUM O JNErkux reHeTUYECKUX COCTOSHUSAX
(kakuMun 6bl KPUTEPUSAMUM OHU He onpepensnucb). Cam KpuTepuih TaxecTtu 3aboneBaHuns 6yaeTt
NOCTOSSHHO MNpo6seMaTM3MpoOBaTbCS B KaXAOM OTAENIbHOM cflydae BHeApPEeHUS CKPUHWUHIOBOM
nporpamMMmbl U TpeboBaTb OT MHMLMATOPOB MpPOrpaMMbl MPOSICHEHUS C Yy4eTOM COLMabHOTo

KOHTEKCTa

Mpn >TOM Hay4yHOoe MNOHWMMaHue TreHeTUYeCKUX BapuaHTOB M UX BAUSHUS Ha 340pOBbe
MOCTOSSHHO pa3BMBaeTCs, MNO3TOMY MNEepPecMOTpP CMUCKOB TEHOB TaKXe S$BMSeTCS BaXHbIM
KOMMOHEHTOM pacCLMPEHHbIX NPOrpaMM reHeTMYEeCKOro CKpuHuHra. CoctossHMe, KOTopoe paHee
He 6bl10 BK/IKOYEHO B CMUCOK, MOXET noTpeboBaTb BKAOYEHUS B CKPUHUHIOBYI MaHesNb, €Cnu
OHO cTaHeT 6onee NOHATHbIM. AHaNOrMYHbIM 06pa3oM, BO3MOXHO, UYTO paclIMPEHMUE 3HAHUK O
reHe WUam COCTOSAHWM MOXeT onpaBAaTb €ro UCKAKYEHNE M3 NporpaMMbl NMPEKOHLEMNULUOHHHOTO
CKPUHUHra. MNMOCKOMbKY reHbl MHTEPNPETUPYIOTCS U peknaccnduunpyoTcs NO-HOBOMY, BOMPOC
0 TOM, HYXHO 1M N KakK AOHeCTM 3Ty MHdbOpMauMio A0 Npeabiaywmnx yd4aCTHUKOB MPOrpaMMmbl,

SIBNSIETCS C/IOXHbIM N TpebyeT BCECTOPOHHEr0 pacCMOTPEHUS U NAaHUPOBAHUSA [26]
3aknrwuyeHue

Tak WM wnHade, onpefefnieHMe COCTOSSHWUW, KOTopble cneayeT BK/AYaTb B CKPUHUHIOBYHO
naHenb MacwTtabHOMW NporpamMMmbl SBASETCS OAHOMW M3 Hambonee ANCKYCCUOHHBLIX npobnem.
PaccMoTpeHHble B AaHHOW paboTe acnekTbl BHEAPEHUS CKPUHWHIA, No-pa3HOMY CBsi3aHHble C
dopMupoBaHmnem naHenu MrtH, (onpepnenenwne TAXECTH, uenenonaraHue,
pyTMHM3auUuio/eBreHn3aumo) BaXXHO y4duTbiBaTb Ha 3Tane oTbopa reHoB AN pacCWMPEHHOro
CKPWHUHIa Ha HOCUTENbCTBO. DTU dakTopbl TpebylT OCTOPOXHOro noaxoga kK paspaboTke
CKPUHUHIOBbIX NaHenen, yuyntolBalowero BeposSaTHOCTHYO LEHHOCTb (M, COOTBETCTBEHHO, Bpea)
MHboOpMaLumm, NoNyyeHHON B pe3ynbTaTe CKPUHMHIa, U BO3MOXHOCTb peasm3aunm B 60nblInX
M pa3HoOo6pa3HbIX MONynsaumsaX.
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HekoTopble pelleHUss 0 TOM, Kakue reHbl BKAOYaTb B MaHenu, nMMelT 60/blyo CNOXHOCTb,
NOCKONbKY KAMHMYECcKas KapTuHa 3aboneBaHusa MoxeT O6bITb KpaliHe HecTabunbHOW.
MHTepnpeTaumMsa BapuaHTOB MOXeT b6bITb Takxe npobnematuyHon, ocobeHHO ecnm MyTauum
peakue, a Takxe MOryT nNpucyTcTBOBaTb Apyrue AOMOSHUTENbHble daKTopbl, Takue Kak
anureHeTnyeckne >sddekTol, BO3AENCTBME OKpyxXawweln cpeabl U TFeHbl-MOANDUKATOPHDI.
MepeMeHHas 3KCNPeCCMBHOCTb M HEMosIHaA NMeHeTPAHTHOCTb MOPOXAAET HeonpeaeneHHOCTb U
ABNSETCA OAHUM U3 3JIEMEHTOB, KOTOPbIA MOXEeT 3aTpPyAHUTb onpejesieHMe MnocneacTBUM

pPe3ynbTaToB CKPUHWUHIA HOCUTENBLCTBA.

MOCKONBbKY CKPUHUHI MOXET 6biTb CTUrMaTU3UPYIOLWUM ANA NOAEN, XUBYLUX C FEHETUYECKUMHN
3aboneBaHuaMM UM  paxe HABAAOWUMUCA €ro HOCUTENSAMW, Ha KOTOopble MNpoBOAUTCSH
CKPWHWHI, cyuTaeTcsd Haubonee >3TMYECKM OMpaBAaHHbIM MPOBOAUTb CKPUHWHI TONbKO Ha
reHbl, CBSA3aHHbIE C TaXenbiMn 3aboneBaHNAMM AETCKOro BO3pacTa (4TO HAaXOAUT OTpaxXeHue B
CylWwecTBYOWMX npaktukax). OAHAKO MNOCKONbKY BOCMPUATUE CEPbE3HOCTU WU TAXECTU
3aboneBaHns He dABAAeTCA 4UYUCTO O06beKkTMBHbLIM, sbas nporpamMMa CKpPUHMHIa Ha
HOCUTENbCTBO AOJIXHA TWaTeNbHO B3BECUTb pa3findHble cnocobbl nposABneHna 3abonesaHus,

a TaKXe nocneanctBmgd 3TOro COCTtodHUA ANa 4enoBeEKa U ero cemMbM.

YuutbiBass KpalHe C/OXHbIH W HeonpeAesleHHbI XapaKTep HEeKOTOPbIX FeHeTUu4YecKnx
BapmaHToB, HeobxoaumMo TwaTenbHO npoayMaTb 6GanaHc Mexay NpenocTaB/ieHNEM
noteHunanbHO obpeMeHUTENbBHOW WM BpeAHON WHPOpMaUUM W NpeaocCTaB/IEHUEM LEHHOW
MHpopMaunn ans o6ocHoBaHUS penpoAYKTUBHbBIX peLleHUi.

OaHUM n3 BapuaHToB ob6neryeHuss HEKOTOPbIX 3TUYecknx npobnem p[nNsg pacwMpeHHOro
CKPUHUHIa MoXeT 6biTb MPUHATUE MEHbLUIMX FeHHbIX NaHesen N UCKIYeHne BapnuaHToB, Koraa
BO3HWKAT (aKTopbl HeonpeaeneHHocTn, noaobHble TpeM pacCMOTPEHHbIM. DTO noTpebyeT
nepexoja OT TOYKM 3pEHUA, COrnacHO KOTOPOW CKPUHWUHI pas3pabaTbiBaeTcs uaum
MHTEpNpeTMpyeTcsa KakK BO3MOXHOCTb "HalTm Bce", K TO4YKe 3peHus, COrjacHo KOTOpow
CKPUHUHI pa3pabaTbiBaeTca AN BbISBJIEHWS XOPOLWO COCTAaBJIEHHOrO M HaAeXHOro crnucka
yCNnoBuiA, oTBeyawwmnux TpeboBaHMAM, BKIOYAsA 3SKOHOMUIO pPeCcypcoB Mpu npeacTaBieHUn
pe3ynbTaToB, MPOCTOTY MOJIyd4eHUs pe3ynbTaToB (B TOM 4YMCie Hecneunaanctamum) n LEHHOCTb
MHdbopmMmaumm ansa nap. KoHcepBaTMBHbIN NOAXO0A, KOTOPbIA MOXHO peannsoBaTb B MacwTabax
BCEN nMnonynauuMu, W KOTOpbIM coobwaeT TOAbKO O Tex BapuaHtax (Mam KOMOBMHauMAX
BapuaHToOB), KoTopble 6yAyT MMeTb LEHHOCTb ANS MPUHSATUS PEenpoAyKTUBHbIX PeLeHUn unm
BMelWaTenbCTBA B CaMOM Hayasie Xu3HU, A0XeH ObiTb BapnaHTOM MO yMOSYaHuio, a nwobbie

OTCTYNNEHUA OT HEFrO AOJIXKHbI 6bITb 4UeTKO 060CHOBaHHbI.

TeM He MeHee, Jaxe MNpU MPUHATMM CTpaTerMm MUHMMMU3ALMU BCEX PUCKOB, CBS3AaHHbLIX CO
CKPWUHWHIOM, M paAuKasbHOM YMEHbLIEHUM CKPUHUPYEMbIX COCTOSHMIN B KaXxaoMm wu3
pacCMOTPEHHbIX aCNeKToB BHeApeHUsA KpynHoMmacwTabHeix nporpamm MITH 6yayT octaBaTbhes
dyHAaMeHTanbHble NpobaeMbl, Tpebyowme coumorymaHMTapHonm n, B 4acTHocTn, dunocodckoi
pednekcmn. YTOUYHEHME KOHUenTa TaXecTu 3aboneBaHus, onpeaeneHne Hawubonee
noAXoAsWNX AN 34paBOOXpaHeHus Luesiei, oueHKa JAOJIFOCPOYHbLIX PUCKOB eBreHusauum
obuwectea U CTUrMatTM3aunMM HOCUTESNIEN FEeHeTUYECKMX MyTauuil — BCe 3TU 3ahayun He MoryT
6bITb pa3peleHbl TONbKO JINWb YNYYLWEHNEM AMATHOCTUUYECKOr0 MHCTPYMeHTapus, oHn Tpebyto
3MNNCTEMOJIOTMYECKOM, 3K3UCTEHLMANbHON, CouMOIOrn4YecKom " obuwerymaHuTapHom
npopabotkn. ToONbKO NOCPeACTBOM  BCTpamBaHusa  uccrepoBaTenel-rymaHuTapues B
3KCNepTu3y nporpamm NPeKOHUEMNUMOHHOr0  FeHEeTUYEeCKOro  CKPWUHWHIa  AOCTUXUMO

cucTeMaTMyeckoe M Hanbosiee WMPOKOE paspelleHne BbilleyKa3aHHbIX Npobnem.

1l cm. council of Europe: Additional Protocol to the Convention on Human Rights and
Biomedicine, concerning Genetic Testing for Health Purposes. 2008
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2] cm. noapobHee: https://www.cdc.gov/genomics/gtesting/acce/index.htm
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Pe3ynbTaTbl Npoueaypbl peLUeH3UpoBaHUA CTaTby

B cBS3uM C MOAUTUKOIN [BOHHOIrO CJ/IENOr0 peLeH3npOBaAHUSA JIMYHOCTb PpPELIEH3EHTA HE
packpbiBaeTcs.
Co CMUCKOM pELIEH3EHTOB M3aTe/IbCTBA MOXHO 03HAKOMUTHCSA 34€ECh.

Tema peueH3upyeMon cTaTbn obnagaeT HECOMHEHHOW aKTyallbHOCTbIO, AOCTUXEHUS FEHETUKMU
co3janu ycnosus An8 OpraHuM3auunm uCCnenfoBaHuWi WM npakTnyeckon paboTel C UeNnblo
npeaynpexaeHums 6yaywux poauvTenein O BEPOSATHOCTM MPOSABIEHUS  FeHeTUYeCKUx
3aboneBaHuii, opgHako, nopnobHas npakTnka CTaJiKMBaeTCs HEe TOJIbKO C TPYAHOCTAMMU
TeXHMYeckoro xapaktepa (BO3MOXHOCTU MOCTEMEHHOr0 NMPEOAOSIEHNS KOTOPbIX paclMpsioTCs
C TeyeHMeM BpPEMEeHW), HO u Cc npobnemamm NpaBoOBOr0 W 3TMYECKOro Xapaktepa. B 3Toi
CBA3M aBTOp OMNpaBAaHHO TrOBOPUT O Heo6XoAMMOCTU «rNyboKOW counmorymaHuUTapHOM
pednekcmm» B CBSI3M C pacrnpocTpaHEHWEM NporpaMM MPEeKOHLUENUMOHHOI0 reHeTU4YecKoro
CKPWHWHIra: «Y OBNETBOPUTESNIbHbIN KOHCEHCYC OTHOCUTENBLHO NMPo61emM «BTOpPOW KaTeropum» B
paMKax paclWMpeHHbIX MNpOrpaMM MNPEKOHUEMNUMOHHOIO CKPWUHUHIa MOXEeT OblTb AOCTUTHYT
TONbKO C Yy4YaCTMEM Y4UeHbIX-FTyMaHUTapueB, TaK KaK JaXe pa3BUTbIK aHalMTUYECKUN
WHCTPYMEHTApUN M WNMPOKME IMNUPUYECKNE UCCNEeA0BAHNUSA MOTYT OKa3aTbCs HeAOCTAaTOYHbIMMU
B MPUHATUM pELWIEHUN OTHOCUTENbHO dyHAAMeHTaNbHbIX BOMPOCOB, COLMOryMaHuTapHble Xe
ANCUMNNnHblL obnagatlT 34ecb CYWECTBEHHbIM npeuMmywecTtsBomM». PasymeeTcs, TpyaHo
nPeanosioXnUTb, YTO LWMPOKAA AUCKYCCUSA C y4yaCTUEM TEeHEeTUKOB W Y4YEHbIX-TYMaHUTapues

crnocobHa npmnBectTM K MNONHOMY cCornacuio B obuiectBe OTHOCUTENIbBHO CTOJIb CJIOXHOM
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npo6nembl, ogHaKo, peueH3upyeMas CTaTbs NOKa3blBaeT, HAaCKONbKO CyLeCTBEHHbIMU MOTyT
oKa3aTbCs YTOUYHEHWUS U pa3bsSCHEHWUA CNeunasnucToB, KOTOPble AO0NXHbI 6blTb AOBeAEHbl A0
cBefeHna 6yaywux poauTenen, HacKoONbKO OHW cyxatT (aenatT 6onee onpepenéHHon)
cepy ux Boibopa, xoTa (4TO cneayeT U M3 coAaepxkaHusa cTaTbu) BbibOp BCcerga octaércs BCé
X€e 3a caMUMKW napaMu, U NepeBecTM pelleHuMe 3TOro BOMpoca B PYC/0 «TEXHONOrMYEeCKUX
peLlWeHnit» B NOIHOMW Mepe HEBO3MOXHO. ABTOpP TOYHO onpeaenseT OCHOBHble cdhepbl pUcka u
UCKAKUYNTENBHO NpodeccuoHanbHO aHanu3upyeT MX, NOKa3biBas, KakKykw poJib B KaXAOM M3
C/ly4aeB 3aHMMaeT Mepa HeonpeaenéHHocTM HebnaronpuaTHOro pas3BuTUS CobbITMI, W,
COOTBETCTBEHHO, OLEHMBAeT CTeNeHb OTBETCTBEHHOCTM B 3TOM MNOTEHUMANIbHbIX poAauTenen,
MeAMUNHCKMX paboTHUKOB WM coumanbHOro okpyxeHus. OH AgenaeT BbiIBOA O Heob6Xxo0AMMOCTU
TWwaTenNbHO NpoAyMbIBaTb «6anaHCc Mexay npeaocTaB/leHUeM NnoTeHuManbHO o6peMeHUTeNbHOMN
mnn BpeaHOWn WHdMOpMauMm M nNpepocTaB/IEHUMEM LEHHOW WHMoOpMauunm aAnss ob6o0CHOBaHUS
penpoAyKTUBHbLIX peweHunin». CTaTbs CTPYKTypupoBaHa, @418 KaXAohW U3 KOHKPETHbIX
paccmaTpuBaeMbix NpobnemM BblaeneH OTAeNbHbIM Nnaparpad, BBeAeHME WM 3aK/lOYeHMe Takxe
odopmneHbl 6e3ynpeyvyHo. XOTa CTaTbs MOArOTOBJIEHA Ha OCHOBAHWMU OYeHb LUIMPOKOrO Kpyra
WCTOYHMKOB U nMpodecCMoHanbHOW nnuTepaTypbl, OHa HanucaHa AOCTYMHbIM A3bIKOM W B 3TOM
CBSI3W MOXeT npeAcTaB/isiTb WHTepec A CaMOro LWWPOKOro Kpyra u4uTaTenen, OHa
HenocpeacCTBEHHO BbINOJHAET WM npocBeTuTenbCkme dyHkunmM. Ckonb nMb0O CylecTBEHHbIX
3aMe4dyaHuii K TeKCTy HEeT, BO3MOXHO, nepen nybnmkaumein aBToOpy MOXHO 6b10 6bl ewé pas
npoeeputb Becb MaTepuan, 4YTobbl CKOppekTMpoBaTb HeboNblKMe  CTUAUCTUYECKUE
norpewHocTn (HanpuMmep, MNOBTOpPEHME: <«BapuaHTbl un3beraHuss pucka BapbupyrTCcsa OT
HeEMEeAUUMHCKNX BapuaHTOB...»). PeueH3npyeMass cTaTba B MOJIHOW Mepe cooTBeTCTBYeT
TpeboBaHUAM, NpeabsSBASEMbIM K Hay4YHbIM Nybnnkaumam, peKkoMeHAY NPpUHATbL e€ K neyaTu.
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