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NMPUMEHEHUE OHK CKPUHWUHTA KAK O1H U3 HEOBXOAUMbIX
®AKTOPOB NOAAEPXAHUSA KOJNINEKTUBHOIO 310P0BbA HALIUU
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APPLICATION OF DNA SCREENING
AS ONE OF THE NECESSARY FACTORS
FOR SUPPORTING THE COLLECTIVE
HEALTH OF THE NATION

A. Tsekhomsky
L. Nefedova

Summary. The purpose of this study is to analyze data on DNA screening
as a defining direction in medical genetic counseling and one of the
key factors in the formation of a healthy gene pool of the nation. In
recent years, DNA screening has taken a leading position among the
methods of prenatal diagnosis of congenital diseases and in the future
may become a mass phenomenon. Originating in the 70s of the last
century, this method has become the safest and fastest way to diagnose
trisomy on chromosome 21 and some other aneuploidies. Justification
of the reasonableness of using this method is one of the objectives of
this study. In the course of the work, articles, monographs, final and
qualifying works on the topic under consideration were analyzed.
The depth of the search was more than 25 years, which eliminates
the possibility of losing sight of the opportunities that this method
provides, and the disadvantages that its use entails.

Keywords: medical genetic counseling, DNA, enzyme, genome,
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etoq HeuHBasusHoro JHK cKpuHuWHra nosaswun-
M ca B 70-x rogax npoLwsioro Beka 1 ¢ Tex nop He-

npepbiBHO pa3BuBancA. B nocnegHue rogbl ctan
0cob60o nonynApeH BBUAY Pa3BUTKA TEXHONOMMIA MO CEKBe-
HMPOBAaHWIO reHoMa. Ha AaHHbIN MOMEHT CTOMMOCTb TaKoN
npoueaypbl coctaBnAetr okono 100 gonnapos, a CPOKU
nposefeHns — Ao 5 aHen. [lo n3obpeTteHna metoaa BCEM
XeHWmnHam nocne 35 net 6bUIN peKoMeHAOBaHbl WHBa-
3UBHblEe CMOCOObI AMArHOCTUKN BPOXAEHHbIX MaTONOrni
nnopa. OgHako, nocne BeegeHnA HK ckpuHmHra B KnuHm-
yeckylo NPaKkTUKy Takaa HagobHOCTb oTnana. B 2008 rogy
HeHnc Jlo nokasan BO3MOXHOCTb BHeApPEHUA MEeTOAUKN
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AnHomayus. Llenbio JaHHOT0 UccnejoBaHNA ABRAETCA aHanu3 AaHHbIx no JJHK
CKPUHMHTY KaK OnpefensiolieMy HanpaBfeHUo B MeAUKO-TeHeTUyeckom
KOHCYNLTUPOBAHNM W OHOMY 113 KNtoueBbIX GaKTOpOB B GOPMMPOBAHMU 370~
poBoro reHopoHAa Hauuu. B nocnegrue rogbl [IHK ckpuHUHr 3aHUMaeT anau-
pyloLLmMe No3uLum Cpesn MeToA0B NPeHaTanbHON AUArHOCTUKY BPOXKAEHHDBIX
3a60neBaHNi 1 B NePCNEKTUBE MOXET CTaTb ABNIEHNEM MACCOBOIO XapaKTepa.
Bo3HuKiwmit B 70-e rofbl NpoLLNOro Beka, 3TOT MeToA ycnen CTaTb Haubonee
6e30nacHbIM 1 BbICTpbIM CMOCO6OM AUArHOCTUKN TpUCOMMM MO 21 XPOMOCO-
Me W HeKOTOpbIX Apyrux aHeynnouguii. 060CHOBaHMe pazyMHOCTA UCNONb-
30BaHMA [JAHHOTO MeToAa ABNAETCA OAHOM W3 3afay 3TOr0 UCCIe0BaHUA.
B xoge paboTbl 66111 NpoOaHanU3NpoBaHbl CTaTbi, MOHOTPaduK, BbIMYCKHbIE
1 KBaNUQUKaLMOHHbIE paboTbl N0 paccmaTpuBaemoii Teme. IybuHa nomcka
cocTauna Gonee 25 neT, uTo MCKMKOYAET BO3MOXHOCTb YNyCTUTb W3 BUAY
BO3MOXHOCTH, KOTOPble NPEeAOCTABNAET 3TOT METOA, U Hel0CTaTKM, KOTopble
HeceT 3a C000ii ero NCnonb3oBaHue.

Knioyessle cosa: Mefinko-reHeTyeckoe koHcynotuposatiue, IHK, pepmenr,
TEHOM, CKPUHUHT.

reHOMHOro CeKBEHMPOBAHUA HOBOro nokoneHuma (next
generation sequencing). lNocne oduumanbHOro nprsHa-
HNA pe3ynbTaTUBHOCTM METOAMKA Moslyynna MNoAAepKKy
CO CTOPOHbI MHOTMX KOMMNaHui, B YacTHocTu 13 CLUA. B Ho-
A6pe 2011 roga MeToauKa nonyumnna nogaepxky Mexay-
HapofHoOW accouunaumm no npeHaTasbHOM AMarHOCTUKe.
CHayvana ee ncnonb3osann A4saa AUarHOCTUKN TONbKO CUH-
Apoma [layHa, Ho BCKOpe CTanun NpUMeHATb AnA onpegene-
HUA apyrux Tpucommin. NMocne gopaboTKy cTana BO3MOXKHa
AVarHoCTuKa geneumoHHbIX CMHAPOMOB (Hanpumep CUH-
ApomMa Bonbda-XumpLuxopHa 1 CMHAPOMa KoLllaybero Kpu-
Ka). B Poccmm cnocob 3apernctpmpoBaH CpaBHUTENbHO
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HeJaBHO, NMepBbli aHaNOr TEXHONOMMK NOABWUACA B YacT-
HoMm cekTope B 2014 roay, a rocyfapCTBEHHYIO MOAAEPXKKY
nonyunn nuwb B 2018. OfHaKO, OKONO MOJIOBMHbI TECTOB
(20 000 B rop) otTnpaBnATCA 3a pybex AnsA aHanusa B na-
6opaTopuAx ApYrux CcTpaH. ITO CUJIbHO YBENNYMBAET CTO-
MMOCTb NpoLeaypbl B POCCUNCKOM CErMeHTe pblHKa Meau-
LMHCKNX YCAYT 1 BPeMA MNOArOTOBKM 3aKioueHns (BMecTo
3 pgHen npoueaypa 3aHumaet 14) [1].

CywecTByeT fBa rnobanbHbIX MOAXO4Aa U HECKObKO
KOHKPETHbIX MEeTOAO0B MpoBefeHna HemspasmeHoro AHK
CKpVHWHra. [MepBbli rnobanbHbI Nogxon — MOJHOre-
HOMHbIM. B 3TOM cnyyae npousBogAT MNOMHOrFEHOMHOE
MaccoBoe napannenbHoe cekBeHnpoaHme IHK ¢ HU3Kkum
nokpbitnem — 0,3-0,5X. Nocne yero npoucxogut pacyet
COOTHOLWEHNA KOMui CoOTHoweHna ¢parmeHTo [AHK
pa3nnYHbIX XPOMOCOM MofAa K TaKOBbIM Y MaTepu. Takon
Cnoco6 No3BONAET BbIABUTb aHEYNOUANIO MO BCEM XPO-
Mocomam. Bropon nogxop — tapreTHbii. OT nepBoro ero
oTnunyaet 6onblioe nokpbitue (200-1000X). Takol noaxon
MOXET ObITb peanun3oBaH metogamu MLUP (nnu yndposon
MUP B peanbHOM BpemMeHU) Wav MeToAoM “KaTAlleroca
Konbua”. B pamkax Takoro nogxoga BO3MOXHO BblAB/IEHME
cnHapoma [layHa, cuHapoMa SaBapAaca, cuHgpoma [Maray,
cnHgpoma Lepwesckoro-TepHepa, cuHapoma KnamnH-
¢denbtepa [1]. O6a meToAa UMEOT CBOW JOCTOMHCTBA U He-
[OCTaTKK, KOTopble 6yayT paccMOTpeHbl No3xe. A cenvac
Jagum KpaTKue cBefleHMA O CaMoll TeXHONorMyM nposeae-
Hua HUMT. MNepBaa cTagna nposegeHnNa nccneqoBaHna —
3ab0p BEHO3HOW KPOBW B CTaHAAPTHOW go3e 10 mi. 3atem
13 KPOBW BbIAenAioT niasmy. M3 nnasmeol, B CBOIO ouepefb,
Bblgenaetca BHeknetouHaa [OHK, copepxawaa matepuH-
ckyto AHK n Tak Ha3biBaemyto deTanbHyo dpakuuio. Qe-
TanbHas ¢ppakums — 31o gona JHK nnopa Bpeau scenn AHK
B KpoBu maTepu. PeTanbHaa Gpakuma NOABMAETCA B KPO-
BV MaTepu Ha 4 Hepene 6epeMeHHOCTH, a Ha 9 Hepiene ee
CTaHOBUTCA AOCTAaTOYHO ANA NPOBefAeHUA nccnefoBaHuA.
CywecTByeT BaprabenbHOCTb B criocobax onpepeneHus
detanbHOM dppakumm [25]. Tak, OHa MOXKeT OnpeaenaTbCA
C ucnonb3oBaHuem [MLP B peanbHOM BpemeHu, OMOVH-
bopMaTUUECKNM aHaNU30M WK CPaBHEHUEM MATTEPHOB
MEeTUNMpPOBaHuA. Btopoe npumeHsaetca Hanbonee 4acTto
[1]. B BblbOpe meTofoB GMOMHOPMaATUYECKOro MeToda
npegnoyteHne MoOryT oTfaBaTb BblpaBHUBaHUO 6nono-
rmyeckmx nocsiefoBaTeNibHOCTEN UAN TOYEYHOW MaTpuue
CXOACTBA. DTV MeTOo[ MO3BONAT YCTaHOBUTb CTENEeHb ro-
MOnornyHocTn dpetanbHom ppakuumn AHK matepu, n, coot-
BETCBEHHO, pa3fennTb ux. buomHdopmaTtnka nossonaet
NpoBecTX TWaTenbHylo GUILTPaUMIO AaHHbIX U BbIABUTb
NorpewHocTb. [ina ceKBeHMPOBaHUA reHOMa MOryT npu-
MEHSITb pa3Hble NnaTtdopMbl, Takne Kak lllumina nnm BGL.

Tenepb paccMOTPUM MONOXMUTENIbHbIE U OTpULaTeNb-
Hble CTOPOHbI BYX MOAXOA0B, O KOTOPbIX Mbl FOBOPUN
paHee. [ofHOreHOMHbIVi NOAXOA MO3BONAET BbIABUTb aHe-

ynaouanun BO BCEX Mapax XPOMOCOM U HOCUT TOYHOCTb
L0 98%, Npu 3TOM C ero NOMOLLbIO TaKKe MOTYT ObiTb Bbl-
ABMEHbl MUKPOAENELMOHHbIE CUHAPOMBI. HepocTaTkoB
3TOT MeTof, 3a WCKIIUYEeHUeM TPYAOEMKOCTU, He UMeeT.
TapreTHbI e mMeTof MMeeT 6onee BbICOKY cneunduy-
HOCTb, YeM MOSTHOrEHOMHbIN, MOXeT NPOBOAMTLCA C LUK-
POKMM NOKPbITUEM, HO UMEET CBOM OTpULIaTeNbHble CTOPO-
Hbl. B yacTHOCTW, OH NO3BONAET BbIABUTL TONbKO 85% BCex
XPOMOCOMHbIX aHEYNAoUANIA.

loBOpA 0 cneunduUUHOCTY, HeMb3A He YNOMAHYTb, YTO
HUMT no3nunoHnpyeTca B COBPEMEHHOW nuTepaTtype
MIMEHHO KaK CKPVMHWHIOBbIA MeToA, He AUArHOCTUYECKUIA.
MeTaaHann3oB, copepXalmx pOaHHble O MpoBedeHUn
HENHBA3MBHOMO CKPUHWHIA, OYEHb MHOTO, U BCE OHM 3a-
ABNAOT CNeyndUYHOCTb MeToAa Ha ypoBHe 98-99,9% ana
cvHpgpoma [layHa, 1 B HEKOTOPOW CTeneHn HuKe AnA CUH-
apomos [latay n SpBapAaca nNpy ogHOMNNOAHbIX bepemeH-
HoCTAX[30-31]. Y 6nm13HeL0B cneundrnUHOCTb TakKe HIXKeE,
HO He Ha MHoro. CToUTb OTMeTUTb, YTo Tak Kak HUIT asna-
€TCA CKPMHUHTOBbIM METOAOM, HafMume NONOXUTENbHOIO
pe3ynbTaTa He O3HayaeT Hannyme NaTonoruy, a NMWb Jaet
NOHATb KNVMHULKCTY, YTO CYLLEeCTBYET PUCK POXAeHUA pe-
6eHKa ¢ HebnaronpuATHbIM GeHoTUMNOM. TaKXKe Kak 1 oT-
puLaTenbHbIA pe3ynbTaT He roBOPUT O paKkTe OTCYTCTBUA
fedeKToB B reHOMe, a NMb O MMHMMASIbBHOM PUCKE UX
BO3HUKHOBEHUA.

Ha paHHbIN MOMeEHT KaxpAbln rog B Poccnn nposoguTt-
ca nopagka 30-40 ToicAau ckpuHuHrosbix AHK npoueayp.
OfHaKo, OKOJI0 MOOBYHbBI U3 HYX OTMNPABAETCA 3a pybex.
Poccunckue KomnaHmu, B TOM Yncsie n rocygapcTBeHHble,
He obnapaloT HoBenwnm obopyaoBaHMemM AnA nposepe-
HUA CEKBEHUPOBaHMA reHomMa. B 10 ke Bpemsa, HUMT nme-
eT pAg npenmyLlecTB nepes WMHBa3UBHbIMK Crocobamu.
HUMT He TpebyeT BMeluaTenbcTBa B 6epeMeHHOCTb, umeeT
BbICOKYIO CMeUnPpnUHOCTb 1 Manyto A0S0 JIOMHOMONOXKU-
TenbHbIX pe3ynbraToB (0,3%) B oTAnuYMe OT TPaaULUOHHO-
ro KOMOVHMPOBAHHOIO CKPWHWMHIA MEePBOro TpuMecTpa
(3,6%). C KOMMepUYeCKOoM TOUKWU 3peHne UCMosib3oBaHue
HUMT onpaegpaHo. T. K. KonnyectBO 6epeMeHHOCTEN No-
cne 40 net B Poccun o6b1uHO He npeBbiwaeT 60 000 B rog
(56,86 Tbicay 3a 2021 rog NO AaHHbIM MUHUCTEPCTBA TPY-
pa). MoctaHoBKa TexHonorum HAMT Ha NoTOK MoXKeT 6bITb
OCyLlecTB/IeHa 3a CYeT CPeAcCTB rocyfapcTBeHHOro 6wa-
KeTa W YacTHbIX MeAULUHCKUX CTPaxoBbIX KOMMaHWUM,
HO TONIbKO MpK YCI0BUM pa3BumTuA otpacnu B Poccum. [na
3TOro Heob6XxoAMMO YBENNYNTH MOCTABKU BbICOKOTOUYHOTO
obopynoBaHuMA 13-3a pybexa, a TakKe HanaauTb BbiMycK
COOTBETCTBYIOLUX Y3KONPOPUIIbHBIX Crelunanuctos. Mpu
YCNOBUW, UTO KaXKAasd >KEHLWMHA C GepemMeHHOCTbio Mo-
cne 40 net 6yfeT npoxoAnTb Yepes npoueaypy CKPUHWH-
ra, BO3MOXHO MOSIHOE WCKOPEHEHME WAKX 3HayuTeNnbHoe
yMeHbLUeHe Yncaa CnyyaeB poXxaeHUA AeTeln C TAXenbl-
MW KINHUYECKMU FeHOTUMaMU.
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