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AOCTVOKEHUA, CEHCALUUU N TPYAHOCTUN 5
NMPEHATANIbHON MOJIEKYNAPHO-TEHETUYECKOU ANATHOCTUKU
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m B 0630pe paccMOTpeHBI JOCTVDKEHMA M CEHCAI[UM, CBA3AaHHbIe ¢ HOBBIMU IIOAXOAaMN ¥ MeTOgaMM B o0macTu
BCIIOMOTATENbHbBIX PENPOXYKTUBHBIX TEXHONOTHII VI IPEHATAaTbHOI AMarHOCTUKN. OCHOBHOEe BHIMaHUE yAeNeHO
CeKBeHIPOBaHNI0 HOBOro nokonenns (NGS), cpaBHuTenbHOI reHOMHOI TuOpugnsanun Ha matpuie (aCGH), pe-
makTupoBaHuio renoma (Meros CRISPR/Cas9), K1eTOYHOI ¥ TeHHOJI Tepanuy SMOPMOHOB, HEMHBA3MBHOII IIpeHa-
Ta/IbHOJ IMAarHOCTHKe, NPEKOHI[eNIIIOHHOMY TeCTUpoBaHui0. O6CyKaarTca nNpo6neMbl BHeJPEHIA HHOBALINIL,
CHOCOOBI MX pellleHNsA ¥ BO3MOXKHbIe MCTOYHUKY OINOOK.
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CKO€ TECTUPOBAaHUE.
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= Some novel molecular and cell methods implicated into assistant reproductive technology and prenatal diagnostics
are reviewed. Special attention is paid to new generation sequencing (NGS) technique, arrayCGH, genome editing
(CRISPR/Cas9 method), cell and gene therapy of embryos as well as to non-Invasive prenatal diagnostics and pre-
conception testing. Benefits, drawbacks and problems accompanying massive invasion of these technologies into
PD and ART are discussed.
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BBepeHue

[IpenckasanHas yueHbIMU B KOHIle XX Beka re-
HeTH4YecKas peBomonus cepumiace. Pacumdpo-
BaH 'eHOM 4e/I0BeKa Y MHOTMX JIPYTUX OPTaHM3MOB.
OTO 5IO0XaNbHOE IOCTYDKEHNE HAyKM CTUMYIIU-
poBajo IIepexof BCeil OMONOTUM M MeSVILIVHbI
Ha TeHeTUYeCKue PelbChl, TO eCThb Ha pelleHMe
¢dyHaMeHTa/IbHBIX IIpo6eM OMONIOrMM U Ipak-
TUYECKUX 3aa4 MEUIVHBI C HO3UIN CTPYKTYP-
HO-(YHKIMOHA/IbHOI OpraHM3anuy reHoma [1].
Ocob6eHHO BIEYATIAIT MOCTESHME TOCTVKEHVA
B NIOHMMAHUM TEHeTMYEeCKVX MEXaHM3MOB HOP-
Ma/IbHOTO ¥ TIaTO/IOTMYECKOTO Pa3BUTNA YeIOBEKa,
B pelleHny pobieM perpogyKIMUI 1 JUAaTHOCTH-

KU1 HaCJIeICTBEHHBIX 00/Ie3Hell, B TOM YNCIIe U TIpe-
HaTanbHOM [2, 3].

Hapspy ¢ HecCOMHEHHBIMM YCIleXaMy B Ha-
OmoneHNy 6epeMeHHbIX CYIIeCTBYeT MHEHIE, YTO
6piTh OepemenHoit B XXI Beke «TpyfHO, KaK HIU-
Korja» [4]. B ueM >ke MpUYMHBI TAKOTO Mapajokca?
ITouemy ceropss, B BeK 3¢ (HeKTVBHBIX MOTIEKYIAP-
HO-TeHeTNYeCKIX TeXHOJIOTHIT, OCTAeTCA CIPaBes-
JIMBBIM U3BECTHOE OMOIeIICKOe yTBEpXK/IeHNe, YTO
«MHOTYE 3HaHMA MHOXAaT CKOpOb». OTyacTy 310
O0BACHACTCA CIeUMUKON MOJIEKY/ISIPHO-TeHe-
TUYECKMX VICCIIENOBAHNI, CIOKHOCTAMM afialTa-
IVl HOBBIX TEXHOJIOTMII K PELIeHNI0 KOHKPETHBIX
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Tabnuua 1

Hosble MONEKYNAPHO-TreHeTUu4eCkne metoabl U TEXHONOIMU B I'IPEHaTalleOﬁ ANarHoCTuke

1 BCNOMOraTe/ibHbIX PeENPOAYKTUBHbIX TEXHO/TIOTNAX

MeTtop,

Hassanmue (anrn.)

IIpenpMMIIIaHTaLMOHHAs T€HETUYECKas JMarHOCTIKA

iy

Preimplantation genetic diagnosis (PGD)

[TpenuMitaHTaOHHBII reHeTHdecKuit ckpuumHr (III'C)

Preimplantation genetic screening (PGS)

CpaBHI/ITeTIbHaH T€HOMHaA FI/[6pI/II[I/ISaLU/IH Ha MaTpumne

Comparative genome hybridization (arrayCGH, aCGH)

Knerounas u reHHas TepanuAa 3apo;u;1me171

Cell and Gene Embryonic Therapy

CCKBCHI/IPOBaHI/Ie HOBOTI'O ITOKOJICHU A

New Generation Sequencing (NGS)

HennBasusHas npeHaranbHas guarnoctuka (HUII)

Noninvasive prenatal diagnosis (NIPD)

HennsasusHoe npeHatanbHoe TecTupoanye (HUIIT)

Noninvasive prenatal testing (NIPT)

ITporHocTHUeckoe reHetTnyeckoe rectuponanue (ITI'T)

Prognostic Genetic Testing (PGT)

NPAaKTUYeCKNX 3aJad, OTCYTCTBMEM OOLIenpu-
HATBIX Q/JITOPUTMOB U CTAHAAPTOB, TPYLHOCTAMMI
aJIeKBaTHOV MHTEPIIPETALVIV IIO/TyYeHHBIX Pe3y/ib-
TaToB. [109TOMy BMecTe ¢ Ba)XHBIMM JJOCTVDKEHU-
SIMI U JJaXKe CEHCALMIMM, CBSI3AHHBIMM C HOBBIMM
HOZIXOJaMU U METOJAMU, TIPUMEHSIOLIVIMKCS B 00-
JIACTY BCIIOMOTATe/TbHBIX PEIPORYKTUBHBIX TEXHO-
noruit (BPT) u npenaranproit guarnoctuku (I1]1),
B 0030pe pacCMOTpPEHBI I HEKOTOPbIe IIPOOJIEeMBI,
BO3HUKAIOIIJE Ha Ty TV IIMPOKOTO BHEJ[PEHNUA VH-
HOBAIVIL, CIIOCOOBI VX PeIeHNsI ¥ BO3MOXKHBIE VIC-
TOYHUKMN OIINOOK.

CoBpemenHnble Metonbl II]l (umroreneTmye-
CK1te, OMOXMMIYeCKIe I MOJIEKY/IAPHO-TeHeTIe-
CKJIe) PacCCMOTPEHBI B COOTBETCTBYIOLIX METORMN-
YeCKMX PeKOMEeHJAIVIAX ¥ PyKOBOACTBAX [3, 5, 6].
C TmoMOIIbI0 3TUX METOZIOB BO3MOXKHa 3¢ dek-
TUBHAs IMAaTHOCTVIKA HAC/Ie[CTBEHHBIX OO/Ie3Heil
Y BPOXXJEHHOJ NATONOTUM Ha JIIOOBIX CTafusaX
aHTEHATa/IbHOTO Pa3BUTMHSL.

HoBble MO/IeKy/IApHO-TeHeTUYeCKIe MeTOfbI,
CYI[eCTBEHHO YBenum4uBawIye 3(pQeKTNBHOCTD
I1]T XxpOMOCOMHBIX U TeHHBIX O0/Ie3Helt 1 BO3MOXK-
Hoctu BPT, npuBenenst B Tabn. 1.

1. fJocTnxKeHna Bcnomorarte/ibHbIX
pPenpoaAyKTUBHbIX TEXHO/IOTUM
M HOBble MeToAbl NpPeaAuMNIAHTALUOHHOMN
reHeTUYeCKoi AUArHOCTUKMU

Jlo HemaBHero BpeMeHM I [IMAarHOCTUKU
XPOMOCOMHBIX aHOMA/INII ¥ CKPMHMHTA YacThIX
aHeyrmronuii B umkmax BPT mmpoxo mcmons-
3oBanmu Metonsl rmbpupusanuu in situ (FISH),
pexxe — nonuMepasHoit nenHoit peakuyy (ITIIP)
Ha eMHNYHBIX KJIeTKaX (IIOJ/IApHBIE TeNlblia, U30-
NMPOBaHHBIE 6TACTOMEPBI OT APOOSAIINXCS IMOPI-

oHoB). OMHAaKO aHA/IN3 OHOI KIETKU HE IM03BO-
JIsIeT BBIABUTH XPOMOCOMHBIN MO3aUIIVI3M, CTONb
XapaKTepHBII i1 SMOPUOHOB B Iepuop gpobie-
Hus. bonee TouHas nHGOpPMAIVIA O XPOMOCOMHOM
Habope MOXKeT OBITh IIO/lydeHa Ha HECKOJIbKUX
KJIeTKax TpodaKTomepMbl Ha cTajuyu O1acTOLM-
cTel. [lo MHeHMIO psfia BeLyLIMX CIIELMANNCTOB
no BPT, meron FISH BBUAY ero HeTO4HOCTM A/IA
HNpeNVIMIUIATAllIOHHOTO T€HETUYeCKOTO CKPUHMH-
ra (III'C) «ymep n moxopoHeH» [7]. 3HaYNTENIBHO
6onee nHPOpMAaTUBHBIMU U 3P PEKTUBHBIMMI 1A
IPeAMMIIIATALIOHHOI TeHeTUYeCKOIT JUarHOCTI-
ku (IITT) n [II'C XxpOMOCOMHBIX aHOMaJINIL SIBJISI-
I0TCSl CpaBHMTe/IbHAsi TeHOMHas TMOpuam3arus
Ha Marpuiie (aCGH) u cexkBeHMpoOBaHME HOBOTO
nokoneHuss (NGS) ¢ mpegBapuTenbHON IOMTHOTe-
HoMHoI ammndukanueit (IITA) ITHK, Bbigenen-
HOJI U3 KeToK Tpodobmacra [8, 9].

Ia TITT MOHOTreHHBIX 60/Ie3HEN OOBIYHO VIC-
IIO/Ib3YeTCs] MMHU-CEKBEHMPOBaHNe B COYETAHNM
¢ mynbruniekcHoit 1P ma ananmsa cuenienns
10 MHOXKECTBY BHYTPUTEHHBIX VIV BHETEHHDIX I10-
MMMOPGHBIX MUKPOCATE/IUTHBIX OBTOPOB [10].
B xauectBe anbrepHatusbl 1P g rannorunu-
POBaHMS MTPeJIOXKEH HOBBI IOIXO]] — KapHOKap-
tuposanne (karyomapping), sxmovaromuii IITA
VI TIOCTIEAYIOIMII @HAIN3 THICSY OJHOHYK/ICOTUJ-
HBIX 3aM€H C M3BECTHOI JIOKA/IM3aIell B TeHOME
[8, 10].

Ha rounoctp III']l reHHBIX ¥ XPOMOCOMHBIX
6onesHelt, ocHoBaHHON Ha [ITA, BIUAOT MHOXe-
cTBO akTOpoB [11], MO3TOMY B 3aBUCUMOCTY OT
VICCTIeyeMOoro MaTepuaia (IoJIsIpHOe Teblie, O71a-
CTOMep MU KJIeTK! TPO(PIKTOREPMBI), HOKA3AHNIT
(MOHOTeHHOe 3abosIeBaHMe, XPOMOCOMHAs Iiepe-
CTpOJiKa WV TPeJVIMITIaHTAIVIOHHBII CKPYHMHT),
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anutenbHOCTU TI[A M TexHOMOTMU HaNMbHENIIETO
anammsa (ITLP, aCGH, NGS) Bei6buparoTcs coot-
BETCTBYIOIIYie KOMMepUuecKyue Habopbl, BKIIOYAI0-
II}i€ TIOIOKNUTE/IbHBIE Y OTPUIIaTe/IbHbIE 00PasIibl
koutponbroit JTHK [10, 11].

Taxum ob6pasom, B HacTosillee BpeMs HOBBIE
MOJIEKY/IAPHO-TeHeTUYeCK/e TEXHONOTUY II03BO-
JISIIOT HAfIeKHO IMATHOCTMPOBATh TeHHBbIE 1 XPO-
MOCOMHbIe 0O0JIe3HM y)Ke Ha CaMbIX PaHHUX CTa-
IVISIX Pa3BUTHS U IPOBOAUTD OTOOP TeHETUYECKN
IIO/THOLIEHHBIX 3apOJbIIIel, YTO CYIIeCTBEHHO
yBemmuuBaet apdextuBHOCTh BPT. B 2013 1. yue-
Hble BermkoOpyTanmy cooOLm o poxieHnu pe-
6eHKa, Yy KOTOPOTO ya/I0Ch BIIEPBbIE, 10 MHEHUIO
aBTOPOB, VICK/IIOYNTb XPOMOCOMHBIE, MUTOXOH-
IpuanbHble U Ja)ke MHOTUeE TeHHbIe O0/Ie3HN ellje
Ha JJOMMIUIAHTALMIOHHOWM CTAJUU PasBUTUs IIPU
CeKBEHMPOBAaHUY F€HOMA eMHIYHOI KIeTku [12].
JJOCTOBEPHOCTD TAKOTO TECTUPOBAHUS [IsI ICKITIO-
YeHIS BCeX MOHOTeHHBIX 00JIe3Hel! y 9TOro peben-
Ka elle TpebyeT NOATBEPK/ICHNSI BPEMEHEM.

3acmy’>kKMBalOT BHVMMAaHUA M IOAXOHABI, B KO-
TOPBIX MOJIEKY/LIPHO-TEHeTNYeCKIe MEeTObl CO-
BMEIAIOTCA ¢ MUKpyprueil Ha smMOpumoHax. Tak,
C LeNIbI0 IIPEOJIONIeHNsI HEKOTOphIX ¢opMm bOec-
IVIOAMS, CBSA3AaHHBIX C (YHKLMOHA/TBHOM He-
ITO/THOLIEHHOCTBIO SNIIEK/IETOK, U [JI JIEYEeHIS
MUTOXOHZIpUaNbHBIX O0rne3Hell B geBpane 2015 1.
B Benukobpuranum 6pu1a oduianbHO ofobpe-
Ha TEXHOJIOTVS HMONYYEeHUS «TPeXPOAUTENbCKIX»
aMbproHoB. C 3TON LeNbl0 AAPO U3 SII[EK/IeT-
KM C HedeKTHBIMU MUTOXOHAPUAMM HEPEHOCAT
B IIpeIBAPUTEIbHO SHYK/IEVPOBAHHYIO JOHOPCKYIO
ANLEK/IETKY, ITOIy4eHHYI0 OT 3J0POBOI YKEHIIM-
HbI. [lociie onIOfOTBOPEHNA TAKOW «IMOPUITHO»
ANIEK/IeTKM BO3HMKAET 3aPOBIII ¢ HOPMa/IbHBIM
MUTOXOHZIPMAZIbHBIM T€HOMOM, IIOTy4eHHBIM U3
AMIEK/IETKN — JOHOpa oortasMsl [13].

VccnepoBanusa mo paspaboTKe ¥ BHEIPEHUIO
HOBBIX T€XHOJIOTWII B IIPAKTUKY LEHTPOB 9KCTpa-

CeHcauuu B npeHaTaanoH ANarHoCTuKke

KopnopanbHoro omtopoTsopenns (OKO) akTuBHO
IPOJIO/DKAIOTCSA. [IoSABUINCH MepCIeKTUBHbIE Ha-
y4HBle Pa3paboTKy, KOTOpBIE elle He IMOTyUMIN
K/ITHIYeCKOTo mprMeHeHus. K HuM npesxze Bcero
CJIefiyeT OTHECTM 9KCIIepUMEHTaIbHbIe PaboThI 110
pemakTUpPOBaHMIO (KOPpPEKI[MU) OMMOOK reHoMa
Ha cTaguy 3surotsl (Tabm. 2).

ITocme otkperTua IIIIP B 1986 1. HM OfuH Me-
TOJ, He CTa/I TAKOJl CeHcalMeyl B HayYHOM MIUpe,
KaK TeXHOJIOIVsI PeaKTUPOBAHNUA TeHOMa C IIOMO-
IbI0 TeHHO-MHXeHepHol cuctembl CRISPR/Cas9
(ot anrn. Clustered Regulatory Interspaced Short
Palindromic Repeats 1 Ha3BaHMsA 6aKTEpUATBHOTO
depmenTa Cas9). Paspaborannas B 2012 r. ame-
PUKaHCKOIl uccnenoBarenbHuiein  J>xeHHudep
Oynpa (Jennifer Dounda) u HemenkuMm y4eHbIM
9mmanyasnem lapnantee (Emmanuel Charpentier)
[14] Texnomnorust CRISPR/Cas9 BriepBble 1103BOMM-
J1la HaIlpaB/IeHHO VCIPAB/IATb MM BHOCUTD B Te-
HOM HOBBIE MYTallMy, TO €CTb MaHUIIYIMPOBATb
OT/Ie/IbHBIMY TeHaMI, He 3aTparuBasi gpyrue ooma-
CTHU reHOMa. DTOT MOAXOJ, y>Ke ObII MCIIONb30BaH
B 9KCIIePMMEHTAX [0 KOPPEKIINU MY TaLVil, BBI3bI-
BAIOLIVIX TsDKeJIble Hac/leiCTBeHHbIe 60me3HN (My-
koBucHyzo3 [15], Muopnucrpodus [Jromenna [16],
JleTeHepalusl ceTyaTKy rmasa [17]), mis nedeHus
nHOeKIMoHHbIX 3abonmeBannit (BIY) [18] u B uc-
CTIe[JOBAHVISIX TOHKOJ CTPYKTYPHO-(PYHKI[MOHAIIb-
HOJl OpraHmsanmy TreHoMa dejoBeka. HemaBHO
C TIOMOIIBIO 3TOI TEXHOMOIMM ObUIN IPOBEJEHBI
9KCIIEPUMMEHTBI Ha MbIIIAX, a 3aTeM Ha 3Ur0Tax Je-
JIOBeKa JUIsl KOPPeKIUy My Taluii reHa B-rjo6mHa,
BBI3BIBAIOLINX TsDKEIO€ U 9aCTOe HACTIeICTBEHHOE
3aboneBaHye — P-tamaccemuio [19]. Pesymbrarn
9TUX 9KCIEPUMEHTOB BBI3BaIM OOJIBIION Hayd-
HBII pe3oHaHC. OfHAKO KOPPEKLMSA MYyTalun
B-T106MHOBOTO reHa OKa3anach YCIENIHON TOMBKO
B HEKOTOPBIX 3urorax. IIpu aTom 661710 OTMEYEHO
HEeCOBEPIIEHCTBO TEXHOJIOTMN U MOSIBJICH)E He3a-
IUTAaHVPOBAHHBIX M3MeHeHU (MyTaluii) B Apyrux

Tabnuua 2

HasBanme

Henn

PepakTupoBanue renoma

Koppekuusa myTanmii

lennas tepanmsA nnaopa

JleyeHye MOHOT€HHDBIX OOJIe3HEN

HUIIJ

AjbTepHaTVBa MHBA3UBHOI IIPeHATATbHON AMAarHOCTUKE

(MI1A)

HUIIT

AjprepHaTUBa paHHeMY IIpeHaTanbHOMY cKprHuUHTY (PIIC)

JKenckne n MYJKCKM€E raMeThbI 113 CTBOTTOBBIX K/IETOK

JleyeHue 6ecrmogus

[IT]], mns HanpaBIeHHON CENIeKIVM T10 TIONTY U (GeHOTHITY

CoryanbHble TOKa3aHMsA
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yuyactkax JJHK. BoickasaHo MHeHMe 0 Heob6xomu-
MOCTH IIPUHATHS CPOYHOTO MEXAYHAPOJHOTO MO-
paropusi Ha IIpoBeJieHye IOJ0OHBIX MCCIeTOBaHNIT
Ha paHHUX 3apOJBILIAX I ITOJIOBBIX KIETKaX Yeslo-
Beka [20].

BecbMa HEOKUIAHHBIM B 9TON CBS3U SIBUJIOCH
coob1enme o ToM, 4to B ViHcTuTyTe M. O. Kpnka
B Jlongone B 2015 I. paspelieHo NpoBefeHNe 9KC-
NEepUMEHTOB Ha TeHeTMYeCKUM MOAVPUINPOBAH-
HBIX 3UTOTaX 4YeloBeKa C IIebl0 MAeHTUPUKALNN
Y BBIACHEHVS (QYHKIVII TEHOB, KOHTPOIVMPYIO-
VX paHHME CTaguy pasBUTHsA dYemoBeka [21].
[TpepmonaraeTcs, 4To UAEHTU(GUKALNS TaKUX re-
HOB, aHaJIM3 VX 9KCIPECCUY B HOPMe U IPU IaTo-
JIOTYIV TIO3BONIUT B OyAyIeM CYIeCTBEHHO ITOBbI-
cntb 3¢pdexrnBHOCTL BPT.

E1re ogHO ceHcanyelt pefCTaB/LATCA YCIeX
9KCIEPUMEHTOB TI0 MCKYCCTBEHHOMY IOTY4EHUIO
npuropHbIxX A1 OKO My>KCKUX U )KEHCKMX TaMeT
13 3MOPIMOHAIBHBIX ¥ COMATUYECKNUX CTBOTOBBIX
Kk1eTok [22]. JInsg 9TOro coMarudecKue KIEeTKN
BHayajie TPaHC(POPMUPYIOT B CTBOJIOBBIE KJIETKM
iPSCs (anrm. Induced Pluripotent Stem Cells), xo-
TOpBIE 3aTeM C IIOMOIIBIO CIIeNpIYecKNX NHYK-
TOPOB IIPEBPALIAIOT B MYXKCKME ¥ YKEHCKIEe TaMe-
TBI, CIOCOOHBIE K OIUIOAOTBOpeHMo [23]. OpHako
IOpUIIecKye aCIIeKThl ICKYCCTBEHHOTO IOTyde-
HUS raMeT U SMOPMOHOB M3 CTBOJIOBBIX KJIETOK,
B TOM YJMCJIe Y1 MHAYIMPOBAHHBIX COMATIYECKUX
KJIETOK, TIOKa He pelleHbl [24].

CepbesHble OnaceHus MMPOBOW M HAyIHOM
0011IeCTBEHHOCTY BBICKA3BIBAIOTCS B OTHOIIEHWUN
HAIIPaBJIEHHON CeNeKIMM 3apOAbIIIel! ellje Ha Jo-
VIMIUTQaHTAI[IOHHBIX CTaJVAX PasBUTUA B 3aBU-
CHMOCTH OT II071a, ocobeHHOCTelt peHOTHIA, HA-
MYV MyTaluil, IPUBOASALINX K 3a00TeBaHMAM,
KOTOpbIe yXKe Iofjarorcs snedeHuio. CospaHue
JeTell «Ha 3aKas3», TO €CTh He TOJIBKO 3[0POBBIX,
HO ) C 3aJaHHBIM (DEHOTUIIOM, CUMTACTCS HEJO-
IYCTUMBIM C 9TUYECKMX rmo3uumit [25].

2. HeMHBa3uBHaA nNpeHaTanbHasn
OWarHoCTUKa

BO3MOXXHOCTM ~ MOJIEKY/ISIPHO-TeHeTUIECKIX
MICC/IeNOBAHNUI JOMMIUIAHTAI[VIOHHBIX 3apOJbIIIei
B 3HAYMTE/IbHON CTENeHN TMMUTIPOBAHBI MUKPO-
CKOIIMYEeCKMMM pasMepaMu 00beKTa (equHUYHbIe
6racToMepbl VI HEMHOTOYVCIIEHHBIE T'PYIIIIBI
KJIeTOK Tpodobmacta) 1, COOTBETCTBEHHO, MIHM-
ManbHbIM KonmmdectBoM JTHK, koTopyio Heob6xo-
AMMO MpPERBApPUTENbHO aMIUIMUIMPOBATh, YTO
caMo 110 cebe YpeBaToO CHOHTAHHBIMM OLIMOKAMIL.
O6pasupl 61moMaTepmana OT 3apOfbIIIell IOCIe
VIMIUIAHTAI[U} CYLIECTBEHHO VIIPOLIAIOT TEXHO-

norun II]l u, cnegoBaTeNbHO, YMEHDBIIAIOT BEPO-
ATHOCTb METOIMYECKUX OMIMOOK, CTO/Ib YacThIX
npu BPT.

Js MO/eKynIsApHO-TreHeTUYeCKO AUarHOCTH-
KJ1 pa3/IMYHBIX T€HHBIX I XPOMOCOMHBIX O0/Ie3Heit
y 3apopblileil MOCTUMIUIAHTALMOHHBIX CTaINiA
yxe 6oree 20 et Ha3an pa3pabOTaHbl ¥ LIMPOKO
VICIIONIb3YIOTCA pa3/IM4YHble IIPELVI3VIOHHbIE METO-
IIbl, PACCMOTPEHHbIE B COOTBETCTBYIOIINX PYKOBOJ-
CTBaX VI METOVYECKIX peKOMEHAIVIAX |3, 26, 27].
HoBble ycoBeplieHCTBOBaHHbIE MOJIEKY/IAPHO-Te-
HeTUYeCKMEe METOMbI AMaTHOCTUKY, TaK/e KaK Me-
TOABI MAaTPUYHOTO XpoMocoMHoro aHam3a (aCGH)
n cexBeHnposanusa JTHK (sx3oMHOe, TapreTHOe,
IIOJTHOTEHOMHOE), yo>ke 6oree 10 1leT akTMBHO BHe-
APSIOTCA B NMPAKTUKY AVATHOCTUKM U BepuQuKa-
L[V TEHHBIX i XPOMOCOMHBIX 00JIe3Heil.

Pemrarommii nepenom B I1]] mpomsomen mocie
2006 r., Koryja BriepBble OblIa OKa3aHa IPYHIMIIN-
a/IbHasA BO3MOXXHOCTD JUATHOCTVKY XPOMOCOMHBIX,
a BIIOCTIEZICTBIY V1 TeHHbIX OOJIe3Hell [Ty TeM aHa/Iv3a
cso6opHoi JHK miofa, mpucyTcTBytoleil B KpOBU
JKEHIIVH HauMHas ¢ 4-5-11 Heemu 6epeMeHHOCTH.
Texnonmorna nonyunna HasBanue HUII] — nenn-
Ba3VBHOII ITpeHaTanbHOM AuarHoctuky i HUIIT
(HEeMHBA3MBHOTO MpPEHATaIbBHOTO TeCTUPOBAHNA)
u ¢ 2015 r. 6pUTa OpUIMATBHO pPeKOMEH/JOBaHa
Mexpynapognoit accounanyeir I1J] (ISPD) mna
CKPMHMHT2 YaCTHIX XPOMOCOMHBIX OO/Ie3HeIL.

Bmecte ¢ TeM Kak 3a py0exoM, Tak ¥ B HaILei
CTpaHe Ha IPOTKEHUY NTOCTIeNHNX JIeT UIeT OXKIB-
JIeHHasl MOJeMMUKAa B OTHOIUEHMM IIPEUMYIIECTB
u orpannyennit HMITT. Byphble fe6aTbl BbI3bIBaeT
BOIIPOC O TOM, B Kakoit Mepe HUII]I Mo>xeT 3aMeHUTD
TpaAnuuyoHHble anroputmbl 1171, Hibke Mbl BepHeM-
Cs1 K PaCCMOTPEHUIO 9TON BaXKHOII IIPOOTIEMBIL.

Texnonorusa HUIIJ mo3BonAeT OCyIIeCTBIATH
HEMHBA3VBHYI0 [UArHOCTUMKY XPOMOCOMHBIX W
TeHHBIX OOJIe3HEN C MCIIOAb30BaHMEM IIIaBalOIIel
B KpoBU >xeHIIMHBI I1opHoi THK yxe ¢ 9-11 Hemenmm
6epemeHHOCTH. C IOMOIIBIO CEKBEHVPOBAHVISI HOBO-
ro nokoreHnsA (NGS) u crielaabHbIX KOMIIBIOTEP-
HBIX IIPOTPAaMM Jla)Ke B MMHJMA/IbHOM KO/MMYecTBe
ITHK mnopa, cocrasmstoriem 5-10 % 1o OTHOIIIEHNTO
K obmemy komrdectBy JJHK B kpoBu GepemeHHOI
JKEHIIVHDI, YAAeTCA C BbBICOKOM BEPOATHOCTBIO
(97-99 %) ompenemTh Ha/YVe Y IUIOAA YacCTBIX
XPOMOCOMHBIX 00JIe3Helt, BKIIoYasi cuHapoM [layHa,
ApyTVie TPYICOMUM, HAPYILEHNA YMCTIA ITONOBbIX XPO-
MOCOM, MHOTV€ MUKPOJeJIeL[IOHHbIEe CUH/IPOMBI
U JaKe Psifi TeHHBIX 3abonmeBanmii [28-30].

MeTopbl HeMHBA3MBHOI IIpeHATa/IbHONM [ya-
THOCTMKY Havas pa3pabareiBath B 1997 I. KuTaii-
ckmit yyensiit I[Turep Jlo, a y>xe B 2011 1. yeTbipe
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Tabnuya 3

TeKyLLMe napameTpbl MPOrPaMm HEMHBA3WBHOTO TECTUPOBAHMUA CaMbIX KPYMHbIX GUpmM-npounssogutesnein Ha 2014 r.
(Evans et al., 2015)

Hassanue Ony6nuKoBaHHBIE
Orpannmyenns
upmsr/ Mertop anam3a Vccnemyemble JFaHHbIE 00 OTCYT-
Texnomorusa 10 0T6OpY
Ha3BaHIe M MHTepIIpeTalnil | XPOMOCOMBI CTBIU Pe3yIbTAaTOB
00pasnoB KpoBu
IIPOrpaMMbl Ha 1-m sTame
Pacuer Z-nokasarens
Ha ocHOBe ontumu- |21, 18, 13, X, Y, | OgHonnonHble,
JTabopatopunu | IlonHOoreHOMHOE % ek »
3MpOBAHHBIX METOJOB | 22%, 16 IIBOVIHI, 0
CexBeHoM / (MaccuBHOE . . 0,9 %
6ronHpOpMaTHKI 22q%, 15q%, MHOTOITOfIHBIE,
Marepun 21 | mapajuienbHOe) . % @t Bk . | ~1/100 6epeMeHHBIX
I [Tono>xuTenbHbIN 11q%, 8q%, 5p*, |9KO c noHopcKoii
JI0C CEKBEHMPOBaHUe . I, . L
VM OTPULIATENIbHBIN | 4p¥, 1p ANIEKIETKOM
pesynbrar
OnmHOIIOJHBIE
DANSR**- and ; ' 9
Apnosa / [TpunenpHOE FORTE**-anroputy |21, 18,13, X, Y IBOIHU, SKUO 4,6 %
lapmonus CEKBEHMPOBaHIE C IOHOPCKOIL ~1/22 6epemeHHBIX
OneHnka pucka " .
ANIEK/IeTKO
IIpunenbHoe Boibop rumnoresnt
CEKBEHMPOBAHIE | «<MAKCUMAIBHOTO
Hatepa €TVIOHOB COOTBETCTBUSA 8,19
pa/ p / 21,18,13, X, Y |OpHomtogHbie %
ITanopama U aHa/IN3 [IPaBOIIOROOsI» IO ~1/12 6epemeHHbBIX
C IIOMOIIIBIO maHHbIM SNP
SNP*e+* Orenka pucka
AJITOpPUTM OLIEHKU
IlomHOoreHOMHOE | 41C/Ia IOBTOPOB OpHomnogHbIE,
Bepunara / (MaccuBHOE Aneynnonaus 21.18 13. X. Y nBoiiau, DKO 5,8 %
Bepudait napajuleNibHoe) | o6Hapy»xeHa / > TR T ¢ MOHOPCKOI ~1/17 6epemeHHbBIX
CEeKBEHIPOBaHUE |II0J03peBaeTcs / He SANIEKTeTKON
obHapy>keHa
* MO>XHO JIO63.B]IHTI) VI YAATIATD MICCTIENyeMbIe XpOMOCOMBI.
** DANSR — Digital Analysis of Selected Regions — ITozcueT u aHa/mu3 BBIGOPOYHBIX PerMOHOB (fmHa cekBeHnpyemoit JTHK
IIpYIMEPHO B 10 pa3 Me€Hb1IEe, YEM ITPU ITOTHOTEHOMHOM I/ICCTIeJIOBaHI/II/I).
*** FORTE — Fetal-fraction Optimized Risk of Trisomy Evaluation — OnTuMusupoBaHHast OLleHKa PICKA TPUCOMUIL IIO
deranbHOI Gpakiyn.
0 SNP — omHOHYK/IEOTHIHBIE 3aMEHbI.

KpyIIHbl€ aMepPUKAHCKIe KOPIOPALVN IIPEIIOKMN-
JIL CBOM TeCT-CUCTeMBbI i nposenenua HVIII.
OcHoOBHBIE TIOKa3aTenmu paboTsl 3TUX GUPM, IO
OaHHBIM Ha 2014 1., npuBefieHbI B Tabm. 3.

YunrbiBas, 4T0 NOTeHIMANbHbI ppiHOK HIII]L
B MUpe€ COCTaB/ISAET OKO/IO 1 MMIMapfa aHaIn-
30B B I'0J], a CTOMMOCTD OJIHOTO TeCTa Ha CETOfHA
B cpegHeM npuMepHO $500, BOKPYT 3TOI TEXHOTIO-
TUM BO3HMK OKMOTAX U APOCTHASI KOHKYPEHL M.
Y>xe k 2014 1. coTHAM ThIcAY 6epeMenHbIx B CIIIA
u B Kurae 6b11a mpoBeieHa AMarHOCTMKA C IOMO-
IIbI0 3TOTO MeTofja. B Hacrosllee BpeMsA YMCIO
HUIIJ B Mupe y>ke cOCTaBAeT HECKOIBKO MUJI-
JIMOHOB [31-33].

YunteiBas BBICOKYI0 9P GeKTMBHOCTh METOf,
79 % aMepUKAHCKMX Bpadell CYUTAIOT, YTO HENH-
Ba3MBHOE IIPeHATA/IbHOE TeCTUPOBAHNE 10 KPOBI
marepu (HUIIT) y>xe MO>keT OBITH MCIIONTB30BAHO
I CKpMHMHTA cuHjpoma JlayHa, a 46 % amepu-
KAaHCKMX Bpadyell IpefjaraloT 3aMeHuTb Bcio [1]1
Ha HUIIJ [28].

HecmoTpa Ha o4YeBUHbBIE INIPEMMYIIECTBA,
IIMPOKOE ¥ 3a4acTyi0 HeoOJyMaHHOE VICIIOTb30-
BaHye HUIIJl 4peBaToO cepbe3HBIMU OCTOKHEHN-
amu. Tak, mo MHeHmio mpodeccopa Vsanc [30],
BCJIE[ICTBYIE OIEPEXKAIIIET0 KOMMEPUYECKOTO BHE-
npenusa HUIIM B npaktuky B CHIA cymecTBeH-
HO YXYALIMIOCh MEAVIIMHCKOe HabmofeHe Nnpu
6epemenHoctu. Ilocrme monydeHus pesyabTaToB
HEVHBA3MBHOIO TeCTUPOBAHNUA B PaHHUE CPOKU
6e3 TpaMOTHOTO MeJJVIKO-T€HETUIeCKOTO KOHCY/Ib-
TUPOBaHUsA MALVIEHTKM HEPEeJKO OTKa3bIBAIOTCA
paxe oT Y3V. Omymaerca HeXBaTKa IPaMOTHBIX
CIIEIVaIVICTOB, KOHCYIBTUPYIOIMX OepeMeHHBIX
no u nocne HUIIT, MHOTHMe omacaloTcs pocTa He-
000CHOBAaHHBIX IpepbIBaHUI OepeMeHHOCTM IO
HEMEIVVHCKMM TOKa3aHUAM WIN B CBA3K C Ha-
m4ayeM 3a007eBaHMil, He IPUBOJAIINX K TsDKe-
JION MHBaIUAN3ALNU NOCTe pOXAeHNA. BrepsBbie
KOMMEpYEeCKOe IIPMMEHEHINE HOBOI TEXHOIOIMM
omnepeuao BCeCTOPOHHEE HAyYHOE MCC/IEfOBaHe
IIOC/IECTBUIL ee IPYMEHEeHNA Ha IIPaKTUKe.
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CrnenoBare/lbHO, HECMOTPSI Ha OIpefe/leHHbIe
HegocTaTku u orpanmuenusa, HUII n HUIIT
CTa/mM HacToAmWMM npopbiBoM B IIJI Bo MHOrmx
PasBUTBIX SKOHOMMYECKMX CTpaHaX AMepUKH,
3anazgnon Espomnbr u Knras.

3HAYNTEBHO C/I0XKHEe U HEOJHO3HAYHO 00CTO-
ut peno ¢ BHegpenriem HUIII B Poccun. Yro6br
HOHATD CJIOXKHOCTD IIPOO/IEMBI, ee IPYHINIINAID-
HOe 3HayeHMe /IA BBIOOpA IIPAaBMIBHOTO CTpa-
Termdeckoro Kypca passutusa HUIIJ B P®, ne-
obxommMmMo paccMoTpeTb coctosiHue I1]] gacThix
XPOMOCOMHBIX HapylleHMil y IUIOfAa B Hallei
CTpaHe.

B 3TOil CBA3SM BaXHO OTMETUTb, 4YTO elje
B 2010 1. mo mannuatuse M3 P® B Poccun 6ni1a
BHeflpeHa TeppurTopuanbHasd ImporpaMMa paHHe-
ro mpeHarajabHoro ckpuHmHra (ITocraHoBneHue
Ne 1141 or 27.12.2010 m Ne 1066 or 21.12.2011
IIpaBurenbcrBa Poccuiickon @epepaunmy, [Ipnkas
Ne 572 ot 1 HOs16pst 2012 . M3 P®). Panumit npe-
HatanbHbll cKpuHuHT (PIIC) (mo cyTtm — xoM-
OVHMPOBaHHBII OMOXMMUYECKNIT M SKCIEPTHBIN
YIBTPa3sBYKOBOJ CKPMHMHI B 1-M TpumecTpe),
BBINIOJIHAEMBIN cornacHo HaumonanbHOMY 1pu-
OPUTETHOMY IIPOEKTY «3/JOPOBbE», COOTBETCTBYET
MEX/IYHApOIHBIM CTaHAApTaM, pas3paboTaHHBIM
donpioM deTanbHO MEAVILIMHBIL, 1 TIO3BOJISIET BbI-
ABUTD >KEHIIVH I'PYIII BBICOKOTO PUCKa 110 pOXK/ie-
HUIO JIeTell C 9YacThIMM XPOMOCOMHBIMM Hapylle-
HusMH (TprcoMnu xpomocoM 13, 18 n 21), a Taxxe
aHaToMm4eckme jedekrsl y miogos. [Ipumenenne
3TOrO MeTofjla BO MHOIMX pernonHax P® mpuseno
K pe3KoMy noBblennto s¢pdexrusroctu I1]] xpo-
MocoMHbIX 6ore3Heit u BITP. [Tpu aTom adpexrus-
HOCTD BbIABJIEHNA IITIOOB C CAaMOJ1 4aCTOM XpOMO-
coMHOII marosnorueit (6onesHs [layHa — Tpucomus
XpOMOCOMBI 21) mOCTMINIa BO MHOTMX IJeHTpax
PD 70-80 %, 49TO COOTBETCTBYET JIyYlIMM MIM-
poBbIM mokaszarenAM addextuBHocTr  PIIC
(34, 35].

Ha ¢one atux oueBmpnbix goctiokenuit I1]1,
¢ yueToM Bbicokoit croumocty HUIIT, orcyrcTBusa
CIIeLMa/IbHOTO TOPOTOCTOAIIEr0 000py/OBaHMS,
OTE€YEeCTBEHHBIX PEaKTUBOB M COOTBETCTBYIOLIUX
KOMITBIOTEPHBIX IIPOTPaMM, HEOOXOAVMMO OTMe-
TUTb, YTO OTHOIIEHME CIIELMANNCTOB K METOMY
HUII B Poccum HEOLHO3HAYHO U IPOTUBOPEYN-
BO. C OfIHOJI CTOPOHBI, KaK METOJ] IPEHaTa/IbHOTO
ckpununra (HUIIT) on nmouru B 10 pas addek-
TUBHee, YeM craHfaprtHbii PIIC, n moromy ero
BHezipeHue B cayxo6y IIJI ciemyeT mpuBeTcTBO-
BaTb. OJHAKO, C APYTro¥l CTOPOHBI, OH Oojiee YyeM
B 100 pa3 gopoxe PIIC u ero BHenpeHne B Mac-
mrabax CTpaHbl MOMUMO 6OMBIINX (PUHAHCOBBIX

BJIO>KEHMIT OT TOCY/japcTBa MOTpedyeT cepbe3Hoil
peopraHmusanuy y>xe OT/IAXEHHON U HOCTaTOY-
HO 9(QQeKTUBHO QYHKIMOHUPYIOLIEN CITy>KObI
I1]]. Baxkao otMeTuth Takxke, uto HUIIT eme He
uMeeT OPUIMATbHON CepTUUKALNI U YTBEPXK-
IOEeHHBbIX cTaHAapToB. B Poccuy oH moka peanbHO
OCYIIECTB/IAETCA TONBKO B JIBYX YYPEXIEHMAX
(OI'BY «HayuHblif LeHTp aKyIIepCTBa, TMHEKO-
norun u nepunaronornu um. B.H. Kymakosa» M3
PO u 3AO «Ienoananutukar, r. Mocksa) [36, 37].
Eme 5-7 ¢upM-IOCpeIHMKOB OTHPABIAIT Ma-
Tepuan (KpoBb OepemeHHOIT) 3a pybexx (B CIIA
wm KHP), rre nomymaprocts HUIIT n HUIL]
ObicTpo yBenmuyBaercs. IIpym 3TOM, HACKOIBKO
HaM U3BECTHO, He pellleHa IIPaBOBasl CTOPOHA OT-
CBUIKM 00pasIioB KPOBM 32 PyOeX 1 OTCYTCTBYIOT
BHATHBIE IOpUJUYecKye, 3TUYecKle U IpaBOBbIe
HO/TOXKEH VST TaKoil «TpancepHoi» [T]1.

Taxum ob6pasom, npobrema BHenpennst HUIIT
B Poccunm oveHp crnokHa M TpeOyeT cCrenyab-
HOJ IpOopaboTKM Ha NpOodecCHOHaTbHOM, TOCY-
NApCTBEHHOM U MYHUIMIIAJIbHOM YpoBHAX. Ilo
BCell BUAMMOCTH, /A €e peaqusalyuy Leneco-
00pasHO BO3BPATUTh B COCTAB MEAUKO-TeHeTIYe-
ckoit cmyx6b1 cTpanbl DefepaibHble MeJUKO-Te-
HeTUYECKME L|eHTpPBI, CyllecTBOBaBIIMe ¢ 1993 1.
u de facto ynpaspHenHsie B 2014 1. VIMeHHO 3TN
LEHTPBl OTBEYaIM 3a pa3pabOTKy ¥ BHeIpeHIe
B IIPAKTUKY MOJIEKY/LIPHO-T€HETUYECKOI AMarHO-
CTVMKM HAcC/leCTBEHHBIX OOJIe3HeNl, MIMEIT HaMu-
OONPIINIT ONMBIT B IPAKTUYECKOM IIPUMEHEHNN
Hay4YHBIX JOCTIDKeHuil. Hanmudme coBpeMeHHOTro
HeoOXOof[MMOro 060pyHOBaHUA ¥ BBICOKOKBAJIM-
GUIVPOBaHHBIX CHELMATNCTOB II03BONIAET CO-
cpegoTounthb B HUX Bcro HUIII. ITo stuyeckum,
(MHAHCOBBIM M OPraHM3AIVIOHHBIM COOOpaxe-
HIAM 3Ty TEXHOJIOIMIO He C/IefyeT pacHblIATh IO
pernonam. IIpu stom HUIII nomkHa rapMOHMY-
HO COYeTaThCsA C yXKe CYLIeCTBYIOIIMM M XOPOIIO
3apeKOMEH/IOBABIINM Ce0s1 airOPUTMOM IIpeHa-
TaJIbHOV JAaTHOCTUKY B Poccum, HO He TIOIMEHATD
ero nonHoctbio. Corpypuuku PI'BY «Hayunbrit
LEHTP aKyILIePCTBA, TMHEKOJIOTMM ¥ IIePUHATO-
normm um. B.H. Kymakoa» yxxe mnogroroBumm
U nepefany B MUHUCTEPCTBO 34PaBOOXPAaHEHNA
MeTOAMYECKIEe PEKOMEeH/IALNM T10 VICIIO/Ib30BAHMIO
texHonoruu HUIIJI, ogHako npy Haau4um TOIbKO
OJJHOTO TFOCY[ApCTBEHHOrO LIeHTPa Ha BCIO CTPaHy
Ha ¢OHe Cepbe3HBIX MEAULIMHCKIX 1 PUHAHCOBO-
9KOHOMIYECKUX Ipo0ieM LIMPOKOe BHEJpeHue
HUII] B Poccnu npexxpeBpeMeHHO.

CrnenyeT Tak)Ke y4UTBIBATD, UTO IIPU BCEIl CBO-
e/l O4YeBUIHOJ IPUBJIEKATETbHOCTM TEXHOIOTUA
HUIIl He nuineHa U HemocCTaTKoB. K TaKOBBIM
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oTHocATCs: HeygayHble nonsiTkyu HUIII (oTcyT-
cTBMe pesynbraTta B 8-11 % ciaydaeB, BO3MOX-
HOCTb IIOBTOPHOII Cauyu KpOBU B Oojiee MO3IHUE
CPOKM) B CBsI3U ¢ HU3KUM (MeHee 4 %) copepka-
HueM JTHK mmoma B KpoBM Marepu; CIOKHOCTU
mnddepenunanproro ananusa JHK B ycnoBuax
MHOTOIITOfHOV 6epeMeHHOCTY, MO3auI3Ma Xpo-
MOCOM B IITALleHTe WIN Y TJIOfA, IEPeCTPOEK Xpo-
MOCOM y POJIUTETIEN, @ TAKXKE B C/Tydae KpPOBHOPOJI-
CTBeHHOTrO Opakxa. [Ipyrume orpanmuennsa HUII]I,
0 KOTOPBIX C/IeflyeT IOMHNUTDb IIPU MICIIO/Ib30BAHUNU
3TOI TEXHOJIOTUY, KAcalTCA KaK J0>KHOIIONIOXM-
TE/IbHBIX, TaK ¥ JIOXKHOOTPULIATEIbHBIX pe3y/bTa-
TOB; OOYCTIOBJIEHBI OTCYTCTBMEM OQUIMATbHBIX
CTaH/IApTOB NPOBEIEHNs aHAIN3a, OTHOCUTETbHO
BBICOKOJI CTOMMOCTBIO 11 CYIIeCTBEHHBIM JeDUIIN-
TOM CIIEIVQ/INCTOB, CIOCOOHBIX TPAMOTHO MHTEP-
npetnpoBaTb pesynbrarel HUIII. B 3apy6exwoit
NUTEpaType OTMedYaeTCA YBelIM4YeHMe 4ucaa He-
OIIpaB/IaHHBIX IIPEePbIBAHMII OEPEeMEHHOCT IOCTIe
HWII, HapymieHme yCTOABLIEIOCA aArOpPUTMa
I1]I, maTepmanbHble, TEXHUYECKNE, COLIMAIbHbIE
Y OpTaHM3aLMIOHHbIE CTIOKHOCTY Ha ITyTU BHEJpe-
aua HUIIT [30, 33].

AxTusHas pexknama HUIIJ B Poccun, mposopu-
Mas yacTHeIMM upMamu B neHTpax I1]] n cpean
Bpaueli-aKyIlepoB, HAaOIIOfAomuX OepeMeHHbIX,
y>Ke IpuBeNa K CXOJHBIM CUTYalusAM M OCIOX-
HeHuAM. Heo6xoyMo NOMHNUTD, 4YTO Ha3HaYeHNe
HUII mOmKHO CONPOBOXKIATbCA IMpe- M IOCT-

TECTOBBIM KOHCY/IBTMPOBaHNEM Bpaya-reHeTHKa,
a monoxuTtenpHbli pesynprar HUIIT Heo6xopumo
MOATBEPKJATh C IOMOIBIO CTAaHAPTHBIX METOJIOB
MHBA3VBHOI IpeHaTa/bHOV AVArHOCTUKU U JC-
CIIefloBaHNsA 00pasIOB IVIOSHOTO IIPOVICXOXKAEHIS,
4TO, YBBI, COOMIOfIaeTCs janeKko He Bcerna [38].

3.Nn POrHoCTnyecKkoe reHeTu4yeckoe
TecTmpoBaHue

B cBsasu ¢ nosiBnenneM 3¢ QeKTUBHBIX BBICO-
KOIIPOV3BOANTEIbHBIX METONOB aHa/INM3a reHOMa,
npexje Bcero MetonoB NGS, okpernio u npuob-
perio BTOpoOe JbIXaHMe MPOTHOCTUYECKOe TeHeTH-
yeckoe TectupoBanue (III'T) ¢ nenpio o6cnenosa-
HYIS CYIIPYTOB, IVTAHVPYIOLIVX POXKIeHMe pebeHKa,
Ha HOCUTETbCTBO MYTALMil B TeHaX, IPUBOJAIINX
K HaC/Ie[ICTBEHHBIM 3a00JIeBaHNAM Y feTeit [39].
Ewe B 2008 r. B HUM ATIuP um. 1.0. Orra 65112
paspaboTaHa ¥ aKTMBHO MCIONb3yeTcsi leHeTu-
JyecKas KapTa pelnpoRyKTuBHOro 310posbs (I'KP3)
(puc. 1), mpemycMaTpuBaroias reHeT4ecKoe Te-
cTMpoBaHye Oynymux pogureneit [40].

[ToMMMO MeRVKO-TeHeTMYECKOTO KOHCY/IBTH-
pOBaHus CYNPYroB U aHanusa Kapuoruma, B 'KP3
IPeJyCMOTPEH aHaIN3 HOCUTEIbCTBA MYTAIVil
B reHax Hambosee YacThIX HACTIECTBEHHBIX 3200-
JIeBaHMIA, IPEACTAB/IAIONVIX PeabHYI0 YIPO3Y IS
XusHu Oynymero pebenka. K HuM oTHOCATCA MYy-
KOBUCI[M/I03, MMOAVCTpOdust [JrolieHHa, CIMHATIb-
HasA MbleyHas arpodus (Bepguura - opdmana),

1. MEONKO-TEHETUHECKOE
KOHCYJIbTUPOBAHWE CYTIPYTOB

‘l 2. KAPNOTUM H

3. TETEPO3NTOTHOE HOCUTEIBCTBO
MYTALNW, MPUBOAALLMX K YACTbIM

HACJTEOCTBEHHbBIM BEOJIE3HAM:

4. TECTUPOBAHWE r'EHOB MPEAPACMOJIOKEHHOCTU

K 3ABOJIEBAHWAM, 3ATPY JHAIOLLWM HACTYTITEHWE
BEPEMEHHOCTU NN OCITOXHAOLLMM EE TEHEHWE:

IL4F; CYPIAT,

DQA,; DRB; MTHFR, PROGINS;
OEDEKTblI HEPBHOW TPYBEKWN: MTHFR,; MTTR;

GSTV-1; mEPHX;

PLAT;
OCTEOMOPO3: VDR, COLIAT; GALCR; ES;

SHAOMETPUO3: GSTT1; GSTM1; CYP19; NATZ; mEPHX; TNFa,
MPMBbINHOE HEBbIHALUMBAHWE: GSTMI,; GSTTI; GSTPi; DQB;
FECTO3: GSTPI; PAI; PLAT; TNFd, NOS3, ACE; GPIlla; PON, HLA-G,
CAXAPHbIV INABET: HLA DR v DQ (DR3 & DR4); Mic-A; VDR-3;

TPOMEBODUNUNS: FV,; GRIIIA; PAIT; AGT; FI(FGB), FIl; MTHFR,

EPOHXVAITIbHAA ACTMA: GSTTI; GSTMT; TNFa; IL4; IL4ARA; NOST

MYKOBUCLUMAO3, MNOANCTPODUA
HAIOUIEHHA, ®EHUJIKETOHYPUVIA,
TEMO®OWIINA A, AOPEHO-
TEHUTAJIbHBIVI CUHAPOM,
CIMMNHATIBHAA MbILLIEHHASA
ANCTPO®VIS BEPAHUTA-TODOMAHA

5. KOHCYNIbTAUMW TEHETUKA

N AKYLLIEPA, NHOOPMALMA ANA
BPAYA M BEPEMEHHOW, BbIPABOTKA
TAKTUKW BEOEHWA BEPEMEHHOCTH,
MPAKTUHECKWME PEKOMEHAOALINN

‘l 6. MPEKOHUEMUMNOHHAS MPODOUNAKTUKA, MNAHNPOBAHWE BEPEMEHHOCTU H

Puc. 1. Bupbt 06cnefoBanms 6yayinx poanTesnet Ast TeHeTUIeCKOil KapThl PEIPOYKTUBHOTO 3[J0POBbS CEMbI

W KYPHAI'h ARYIIEPCTRA v )KEHCKUXD BOTB3HEI 2016

TOM LXV

BbIMYCK 2 ISSN 1684-0461



Ob30OPbI

77

Tabnuya 4

AMNancek-naHenu Ana ANarHOCTUKM MOHOTEHHbIX U MynbTUdaKTOPHbIX 6onesHel metogom NGS,
paspaboTaHHble B 1abopatopuu npeHatanbHon anarHoctkn HUW ATuP um. .0. OTtTa

(ogHOBpEMeHHOEe TecTpoBaHue oT 300 ao 2000 reHos)

TeneTmyeckme MapKkepb1
ITanenn TeHbI YaCTBIX HACTEACTBEHHBIX 3a00/1eBaHMIT CepAeYHO-COCYAUCTBIX
3a00meBaHMit
AJIeHOMATO3HBII ITO/IMIIO03 TOJICTONM KUILIKM, OOTIE3Hb
Bunbcona - KoHoBanoBa, peHnnkeTonypus, remobwmm A u B, Hac/teCTBeH b
raJlakTo3eMus TUII I, Bpo>KJieHHas TyTOyX0CTb, FeMOXPOMATO3, a I/IgMI/IOHaTI/II/I
bonesun Pak TOJCTO KUIIKY, cuHApoM PetTa, cunppom Onuna — Kasemxua, " CPIfH OM BHE3AIIHOIL
Heitpodubpomatos I u Il OB, HOMMKMCTO3 TIOYEK, XPOHIYECKasT . TI]I/IP
006CTpYKTUBHAS 60/Ie3HD JIETKMX 1 IOBEHM/IbHBII FaMapTOMAaTO3HBbII p
IIO/IMII03 >KeTyAKA M KUIIeYHNKA
Sx30HH APC, ATP7B, PAH, F8, F9, GALT, GJB2, HFE, KRAS, MECP2, MEDI2, |4GTCh MYBPCS, MYH7,
Tre€HOB NF1, NF2, NKX2-5, PKD1, PKHDI, SERPINA 1, SMAD4 TNNT2, TPMI, CASQ2

remowms A u B, cuHIpoM 10MKOTI X-XpOMOCOMBI
u ap. [IpocnekTBHOE reHeTHMYeCcKoe TeCTUpPOBa-
HII€ 9TUX TSDKENBbIX 00JIe3Hell yKe IPOBOJUTCS BO
MHOTUX CTpaHax Mypa. MyTanum reHa MyKOBUCLIN-
1032 CKPMHUPYIOT B 60/IBIIMHCTBE cTpaH EBpomnsl,
CIIMHAJIBHO MbIIIeYHOIT aTpoduu — B Knrae, Ho-
CUTETbCTBO MyTaluil, OTBETCTBEHHBIX 3a Pa3BIU-
THe CUH/[POMa HeCTel(uieckoil yMCTBEHHOM OT-
CTa/IOCTH, CBA3aHHOTO C JIOMKOI X-XpOMOCOMOIA,
poBepAIOT B Vspane. Y4uTbiBas BO3pacTarOIMIi
cripoc Ha I1II'T, yxe paspaboTaHbI U UCTIONB3YIOTCS
cIieluanbHble TeHeTUYeCKIe MaHe/N, C IIOMOIIbIO
KOTOPBIX MOYXHO OfIHOBPEMEHHO YCTAaHOBUTbH HO-
CUTETbCTBO MyTal[Mil HECKOJIbKMX COTEH pas3jny-
HBIX 3a00meBanmii [39, 41]. CrieninanbHble MaHesn,
paspaboTaHHbIe B HAllleM MHCTUTYTE, TO3BOIAIOT
IPOBOJUTb CKPUHVHI OO7lee IBYX TBICAY MYyTa-
LV, ACCOLMMPOBAHHBIX C JleCATKaMM Pa3INyHbIX
3a00seBaHMi1 (YaCTHIX HAC/IENCTBEHHBIX OOIe3Hell,
KapAVMOMMOIIaTUI I CUHPOMa BHE3aITHOM CMEPTH,
a Tak>Xe reubl, BKaodeHuble B TKP3) (cm. Tabmn. 4,
puc. 1). TectupoBaHyue reHOB IPOBOJUTCS METO-
oM nonHoreHoMHoro NGS [42].

[Tpy mpeKoHIeNIVIOHHOM CKpPUHUHIE Ha Iep-
BOM 3Talle IpPOBOAMUTCA TeCTUMPOBaHUE MYTa-
IIMJ1 T€HOB HAC/IeICTBEHHOTO 3a00JIeBaHMsI TOJIb-
KO Y JKeHIVH; IIPY HOJOXXUTENTbHOM pe3y/bTaTe
TeCTMPOBAaHNA Ha BTOPOM 3Talle TeCTUPYIOTCA UX
CYIIpYTU, Ha TPeTbeM 3Talle CyIpyraM — HOCUTe-
NAIM BBIAABJIEHHBIX MYTALIMil TIPEJIaraeTcs cXeMa
BPT, sxmouatomas III']], or6op 3apogpbiiieit ¢ 0T-
CYTCTBUEM POJUTEIbCKUX MYyTalMil ¥ UX TpaHC-
IJIAaHTALMIO B MATKy [39].

Takum o6pasom, mepBuyYHas UpoOPUIAKTHU-
Ka HaC/lefCTBEHHBIX U BPOXKJEHHBIX IIOPOKOB
PasBUTHUA, OOHUM U3 3/IEMEHTOB KOTOPOIl ABJA-
ercs [eHeTnueckas KapTa penpogyKTUBHOTO 3[0-
POBb4, B HAaCTOsAIee BpeMs IPeBPaTU/IACh B HOBOE

ObICTPO pas3BUBalOlleecs HAyYHO-IPAKTIYECKOe
HaIlpaBJieHlle — IIPOCHEeKTVBHOE TeHeTUYeCKoe
TeCTUPOBAHIE.

4. HeKoTopble cnopHble BONPOCHI
npeHaTasbHOMU AUArHOCTUKMU

M BCMOMOTraTe/IbHbIX PENPOAYKTUBHDbIX
TexHonorunm

Jlanexo He Bcerga mporpecc MeTOfl0B ¥ HOBBIX
TEXHOJIOTMII COOTBETCTBYET CKOPOCTHU VX BHeJ[pe-
HUA B IMpakTuKy. Kak yXe oTMe4anoch, CTpeMMu-
TeJIbHOE pa3BUTHE Y BHEIpEHNE B MEJULHCKYIO
MPaKTUKY JOCTVDKEHUIT MOJIEKY/IAPHOI TeHeTHKI,
HepenKo IpeX[e 4eM UX IOJIe3HOCTb U Oe3ormac-
HOCTb OYAyT TBEp/iO JOKA3aHbI, IPUBOJUT K IIYM-
HOMY OOCYX/ICHUIO HAay4YHBIX CEHCAIVii, BMECTO
HEOOXOIMMBIX IPOBEPOK C COOMIOfeHneM BCex
IpaBWI, BLYMYMBOTIO U B3BEIIEHHOTO OTHOIIEHNA
K HOBBIM MeTofaM. K TakuM ceHcaumsaM nocnefgHmx
JIeT OTHOCATCS: MICC/IEIOBAHMA IO PeJAKTIPOBAHUIO
TeHOMa 3UTOTBI U TIOIOBBIX K/IETOK; FAPaHTHA POX-
JleHVsI 3aBElOMO 3J0pOBOro pebeHka 6e3 Hacien-
CTBEHHBIX 0O/Ie3Heil TI0C/Ie TIOTHOTEHOMHOTO CeK-
BEHIPOBAHNA WM MUKPOXPOMOCOMHOTO aHa/In3a
K/IeTOK JOMMIUIAaHTALMIOHHbIX 3apOfbllIeli; TeHHas
U KJIeTOYHasA Tepanms IUIOfA; CO3[aHMe MCKYC-
CTBEHHBIX raMeT 13 COMaTNYeCKUX KIeTOK. MHOro
HEOIIPeJIe/ICHHOTO ¥ HEpeIIeHHOTO OCTaeTcAd U B
npobneme BHexpenus meropos HUIIT n HUIIM,

B 3HaunTeNbHON Mepe 3TO OTHOCUTCS U K HO-
BbIM MeToziaM BPT u I1]I. [leficTBUTE/IBHO, COBpe-
MeHHble TexHomornu BPT Haxoggarcsa Ha Takom
YpOBHe, YTO IIOJy4eHME «IPOOMPOYHOro» pe-
6eHKa 13 IpO6IeMBl IPEBPATUIOCh B PYTHMHHYIO
MeJULMHCKYI0 Ipouenypy. Bmecre ¢ TeM ycmox-
HeHMe TabopaTOPHBIX METOOB AMAarHOCTUKM Ha-
CTOATEIBHO TpebyeT OT Bpaueil-ClelnanucToB
BPT u I1]] He To/mbKO IIy6OKMX 3HAHUII B PEIPO-
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IYKTONOruu, aKymepcrse n ¥Y3]l, HO n focTaTod-
HOVI OCBE[JOM/IEHHOCTY B 00JIaCTV MOJIEKY/ISIPHOI
OMoorny, MeIMIIMHCKON TeHeTUKMU, dMOPUOIo-
TUM U JIPYTUX CMEXHBIX OMCUMIUIMH. Tak, Bax-
HO IIOMHUTbD, YTO MCIIOAb30BaHMe Metoma VIKCU
(BBemeHMe CIIEPMATO30M/ja B ANIIEKIETKY C TIOMO-
I[bI0 MYKPOWIJIBI) MOXKET IIPUBECTI K POXKAEHNIO
3aBeflOMO OeCIIONHBIX CBIHOBEN IIPU HalIN4yiu
MyTallMii B reHaX Y-XPOMOCOMBI y OTHa. Tombko
TIIaTe/IbHOE MOJIEKY/ISIPHO-TeHeTUUeCKOe U LIUTO-
TeHeTNYeCcKoe MCC/IefloBaHle, TONOTHEHHOe KOH-
Cy/IbTallyell Bpaya-reHeTyKa, HOMOXKeT U30eXaTb
OMINOOK ¥ IIPYHATD ONITYMAJIbHOE PellleHNe B TAKNUX
CIyYasx.

BbIcoko oneHMBas HOCTVDKEHUA HAyKM B pas-
paboTKe HOBBIX 3P PEKTUBHBIX TEXHOJIOTUI, CrIe-
AyeT IOMHMTb O YacTbIX ONIMOKaX, CBS3aHHBIX
KaK C caMOJl TeXHOJIOI'Mell 9K30MHOTO M/IU IIOJTHO-
TeHOMHOTO CeKBEHUPOBAaHMA, TaK U C TPYJHOCTA-
MU OOBEKTUMBHON MHTEPIpeTALM HONTy4eHHbIX
pe3ynbTaToB. B paBHOIT Mepe cliefyeT OCTOPOXKHO
OLIEHMBATb pe3y/IbTaThl XPOMOCOMHOTO aHaIN3a
METOZIOM CPaBHUTETbHOI Te€HOMHON TMOpuan3a-
VY Ha MaTpulle, 0COOEHHO IpY HaXO[KaX Hapy-
HIEHNII TeHOMa Y IUIOfa M OTCYTCTBMM TAaKOBBIX
y ponuTteneit. VisaMeHeHMs B reHOMe, BblAB/I€HHbIE
3TUMU MeTOfilaMM, HeOOXOVIMO IIPOBEPATD APYTH-
MU He3aBUCUMBIMU METOfIAMMU.

Takum 06pa3oM, HMpaKTHUECKOe MUCIIONTb30Ba-
HUE JOCTVKeHMIT reHoMuKM yenoBeka B [1]] u BPT
TpebyeT OONMBIIOrO ONBITA M CTaXXKEHHOI paboTh
He TO/IbKO CIeLMAINCTOB 10 1a00paTOPHOIT reHe-
TUKe 1 6ronH(pOpMaTIKe, HO M aKyLIepPOB-TVHe-
KOJIOTOB, PEIIPOJYKTO/IOTOB, 9MOPIOJIOrOB, HEOHA-
TOJIOTOB, a TaK>XXe Bpadeit Y3/I, Bpadeil-reHeTUKOB
U APYIMX CIenuaanucToB. TolMbKO B YCIOBMAX
KOMIUIEKCHOTO TIOIXOfIa MOXKHO OXXMIath addek-
TUBHBIX DPe3yJIbTAaTOB B NPOQWIAKTVMKE HAC/IeN-
CTBEHHBIX ¥ BPOXKIEHHBIX 0OJIe3Hell, CHVDKeHNN
TeHeTNYEeCKOr0 TIpys3a MOMYJIALNY, IOBBIIIEHUN
ap¢extrBHOCTN DKO M pelreHNn HaCyIIHBIX fie-
Morpaduueckux npobeM.

Hesus II]] u ceropns, B 3110Xy FéeHOMUKM ¥ HO-
BBIX TEXHOJIOI' M1, OCTAETCA TeM XKe: « PebeHoK moi-
YKeH POIUTHCS He TOJIbKO KMBBIM, HO 1 3[JOPOBBIM!»
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