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BBepeHue

B Tedenue nocienHMx ABYX JECSATHICTUI OOJIBIION MHTEpEC
BBI3BIBACT MOUCK MOAXOJOB K MPOBEACHUIO HEMHBA3HMBHOM Iua-
FHOCTHKHM TC€HETHUECKUX 3a00JI€BaHU IJI0/A C MCIIOIb30BAHHEM
(eranpbHOrO Marepuaina, HUPKYJIUPYIOLIET0 B MaTePUHCKOM Kpo-
Botoke. HebounbIoe konmaecTBo deranbHbix kietok (1/10°-1/10°
OT MaTEePUHCKHX SJIEPHBIX KJIEeTOK) [3; 16] mpoXodsT CKBO3b TLIa-
LIEHTApHBIN O0aphep ¥ MOTYT OBITh OOHApYKeHbI B TNepudepuye-
cKkoil kpoBu mMatepu. B 1989 Obuna nmpoBeneHa nepsasi HEMHBA3UB-
Has JAMarHoCTHKa TOJa IUIofla ¢ HMcroib3oBaHueM Mmetona FISH
(pmyopecuenTHOM ruOpuau3anny in situ) Ha UHTEPPA3HBIX SApPax
KIETOK mnepudepuyeckoii kpoBu OepeMeHHOH. B Tedenue cie-
JOYIOLIMX JIECSTH JIeT ObUTH MPEANPUHATH 3HAYUTEIbHbIEC YCUIIHS
10 COBEPIICHCTBOBAHUIO U BHEAAPEHUIO B IPAKTUKY METOJI0B HEUH-
Ba3MBHOW JAMArHOCTUKHU C MCIOJIB30BaHUEM KIICTOK IUIOJA, OAHAKO
B OonpLIMHCTBE Jlaboparopuil 3QEeKTHBHOCTh TaKOTO HCCIEN0-
BaHMs He npesblimana 80 % npu BecbMa BBICOKOH ce0eCTOMMOCTH
ananu3a. Kpome Toro, Ob110 yCTaHOBIIEHO, YTO TOCIE KaXI01 Oe-
PEMEHHOCTH KJIETKH IUIOJa MOTYT TOaMU MPHUCYTCTBOBATh B Op-
raHu3Me Marepy, YTO TaKKe MOXKET OKa3bIBaTh HEOIArONpHATHOE
BIIMSIHUE HA TOYHOCTh aHau3a [7].

B 1997 rony Jlo ¢ coaBTopamu BIiepBble TOKa3alHl IPUCYTCTBUE
(heranpHOI BHekIeTOoUHOU (cBoOOAHOM) JIHK (ffDNA — fetal free
DNA) B rutazme kpoBu OepeMeHHbIX sxkeHIIuH [36]. [Ipeanonararor,
YTO BCJIECACTBHUE ANOINTO3a KIETOK IUIALICHTHI, a TAKKe erpajalun
KJIETOK IUTOJa, MPOHMKAIOUIMX Yepe3 QeTorIaleHTapHbli Oapbep,
JHK mnoxa nonagaer B kpoBb Marepu. KonmuectBo eranbHoi
JHK onenuBaercs B cpenaem ot 0,4 1o 11,4% ot oOmiero konu-
yectBa JJHK mnazmer kpoBu. Bueknerounas IHK mnoza moxer
OBITH BBISIBJICHA B MATEPUHCKOM KPOBOTOKE, HAYMHAS C 5-1 Heenu
OEepEeMEHHOCTH, MPU ITOM COJEpXKAHUE €€ BO3pacTaeT Ha MpPOTs-
KCHUH BCeH OEpPEMEHHOCTH, JOCTHTrasi MAKCUMyMa Tepel] poJaMu
[39]. JlaHHO€ OTKpBITHE MOCITYKUJIO CTUMYJIOM K NHTEHCHUBHOMY
nzyuyennto csodonHoi [IHK mmoma B xadecTBe MOTEHIMAIBHOTO
cyOcTpata Uil HEeMHBa3UBHOM TOPOJOBOM THArHOCTHKH.

OnHu W3 TEepBBIX TAKUX HCCICJOBAHMN OBUIM HamNpaBliCHBI
Ha oOHapyXeHHe B KPOBU OCPEMEHHBIX KEHIIUH MOCIIEJ0BATEIb-
HOCTEH Y-XpOMOCOMBI KaK MapKepOoB MY>KCKOI'O IT0J1a II0/ia ¢ Lie-
JIBIO IOPOJIOBOM IMAarHOCTUKY 3a00JIeBaHHUM, CIICTICHHBIX C TI0OJIOM
[43; 14; 10; 46]. [TomuMO 3TOTO, MOSIBUIIUCH TAKIKE PAOOTHI 110 BbI-
SIBICHUIO TIOCIIEIOBAaTEIbHOCTEH, KOIUPYIOIIMX pPE3yC-aHTUTEH
IUI071a, B KPOBH Pe3yC-OTpHUATENbHBIX keHIuH [33]. Pax pabor
MOCBALICH IPEHATAILHON TUarHOCTHKE ayTOCOMHO-JOMHUHAHTHBIX
3a00/IeBaHMii, HaclIeIyeMbIX II0 OTLOBCKOW JHMHUHU (Xopes
['eHTHHITOHA, MHOTOHUYECKAs AUCTPOQHS), a TAKKE ayTOCOMHO-
pelecCUBHBIX 3a00JIeBaHMid, AMArHOCTHKA KOTOPHIX BO3MOYKHA
B TOM Clly4yae, KOIria BbI3bIBaroIue 3a00JeBaHUe MyTAalUU OTIIH-
yaioTcs y otua u marepu [34; 5)]. IlosBneHue B mocneaHue rojbl
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0oJiee YyBCTBUTEIBHBIX METOIOB MOJICKYJIIPHOM JH-
arnoctuku (digital PCR, nmomHoreHomHOe CeKBeHH-
pOBaHKE) CTUMYJIMPOBAIO Pa3pabOTKy HOBBIX Ooiee
3¢ PEKTUBHBIX TOIXO0B, O3BOJISIOMINX TPOBOIUTD
HEMHBA3HMBHYIO NPEHATAIBHYIO IUArHOCTUKY IIUPO-
KOTO CIIEKTPa MOHOT€HHBIX U HanOoJIee YacThIX XPo-
MOCOMHBIX Oone3nert [27; 25; 32; 31].

BHekneto4yHas ¢petanbHaga HK nna3smbl
KpoBU 6epeMeHHbIX

Bueknerounas JJHK (BkIHK), unpkynupyromas
B KPOBHU 3JI0POBBIX JOHOPOB, HMEET HECKOJIBKO HC-
TOYHHMKOB TPOUCXOXAEHUS: aloONTO3HbIE TEJbIIA;
spa, JAErpagupyrolliie B IPOLECCE CO3PEBaHUSA
SPUTPOLUTOB U TPOMOOLMTOB; aKTHBHAsI CEKpeUus
KJIETKaMH HYKJIEMHOBBIX KHCJIOT BO BHEKJIETOYHOE
npoctpancTso [8]. Bk/IHK mia3Mbl kpoBH HU3KOMO-
nexynsipHas. 40 % MoneKkysn UMEIoT JUIMHY He Oojee
300 m.H., a pasamep 90% Monekyn He NpeBbIIIAET
1500 m. 1.

OCHOBHBIM HCTOYHHKOM BHEKJIETOUHOW (peTanb-
noii JIHK (BkdpIHK) siBisiercst, mo-BuaumMomy, amnomn-
TO3 KJIETOK IIaneHThl [6]. Yan ¢ coaBTopaMu moxa-
3amu, 4to Mosekynbl BKkp/IHK B nenom xopoue, uem
monekysbl Marepunckoi BKIHK [41]. ®paxuus JHK
paszmepom ot 100 1o 300 . H. cocTaBIseT IPUMEPHO
50% Bceit BkpIHK, nupkynupyromeii B MaTepus-
CKOM KpOBOTOKE, B TO BpeMs kak moiekynsl JJHK
qmHONn 500-700 cocraBnsror He Oonee 5% JHK
101, @ MOJIEKYJIbI OOJIBIIETO pasMepa MPaKTUIECKU
He onpenensitores [41]. Ilo nanHbIM IpyruX aBTOPOB,
HCIOJb30BABIINX TEXHOJOTMIO IOJHOI€HOMHOIO
cexBenupoBanus, pazmep BkpIHK, onpenenennpiit
[0 TIOCIIEN0BATENbHOCTAM Y-XPOMOCOMBI, PENIKO
npeBbimaer 250 0. H., a OCHOBHAs J0is (parMeH-
TOB uMeeT pazmep 1o 150 m. H. [4]. Pasmep Bxk/IHK
MaTEpUHCKOTO TPOUCXOXKAECHUS 3aMETHO OTJIMYa-
erca. O6mas Bk/IHK mmeer ocHOBHYIO ¢pakuuio
CO CpeHHM pa3mepoM ¢parmenta 162 1. H., a BTO-
pasi, MUHOpHasl (pakiusi, COCTOUT U3 (pparMeHToB
co cpemHed uMHON mnpuOmu3utenpHo 340 m. H..
B To xe Bpems no 5% Bk/IHK B nmna3zme npencras-
nenbl pparmentamu mHoi 500—700 1. H., a Takxke
B HEOOJIBIIOM KOJMYECTBE MOTYT OBITH BBISBICHBI
MOCJIEIOBATEILHOCTH JIMHON 1,5-2 Tmo. Paznumuuns
B pasMepax ¢parmeHToB BHekierounoi JJHK mare-
PH M IUTOZA aBTOPBI OOBSCHSIIOT TEM, YTO MEXaHH3-
MBI, OTBETCTBEHHBIC 32 BBICBOOOXKACHUE MaTepWH-
ckoit u ¢peranpuoit JJHK B kpoBOTOK Marepu, MOTYyT
otnuuathes [17; 9].

O6mas xonuentpanust Bk/IHK B mimazme kpoBu
MMeeT BeCbMa 3HAYUTEIbHbIE MEXHHIUBUAYaIbHbIE
pasnuuus u koneOnercs B mpexpenax 1-100 Hr/min
(150—15 000 renom/s>kBuBanenToB (I". 3.)). IHK mo-
Jla Ha/IEHO BBIABISIETCS B MAaTEPHUHCKOM KPOBOTOKE
HauyuHas ¢ 7-i Hegenu OepemenHocTu. B 1 mut mnas-

MBI KPOBH O€pEMEHHON MOYKHO BBISIBUTH B CpPEIHEM
25 I.D. ¢eranpuoit JIHK Ha panHux cpokax Oepe-
MeHHocTu (Mo 17 Hemens) u 292 1.D. B TpeTbeM
tpumecTpe [39]. Takum oOpaszom, Mpu MpoOBEICHUN
HEMHBA3WBHOW AMAarHOCTHKH, OCOOCHHO Ha paHHEM
CpOKe OepeMEHHOCTH, HCCIICAOBATENN CTAIKUBAIOT-
Ci C METOJUYECKHUMHM CJIOKHOCTSIMH, CBS3aHHBIMU
C HEOOXOAMMOCTBIO aHanu3a (PaKTHYCCKH EIMHUY-
HBIX MoJieKyn (eranbhoi JIHK, Haxonsmuxcs B cme-
CH C MHOTOKPATHO OOJIBIINM KOJIMYECTBOM MOJICKYIT
marepurckoi [IHK. B aToii cBsi3u KpUTHUECKH BaXk-
HBIMH JUISL ycTieXa MoJ00HOH TUarHOCTUKY SIBIISIETCS
MIPUMEHEHHUE a/IeKBAaTHBIX METOJUK KaK JUIsl BbIJelie-
unus JIHK, tak u 11 ee ananusa.

Cnoco6bl BbigeneHus BkpAHK

B mepBbix paboTax, MOCBSIICHHBIX HCCIEAO0Ba-
nuto deransuoi JJHK B kpoBH Marepu, aBTOPHI UC-
[0JIb30BAJIM KaK CBIBOPOTKY, TaK M IUIa3My KpOBH
oepemennbix. Coneprxanue JJHK muoma okasanoch
MIPUMEPHO OJMHAKOBBIM B TOM M JPYTOM CIIy4dasXx,
ofHaKo cojepxanue marepuHckod JIHK Obuio ro-
pas3zio BEIIIE B CHIBOPOTKE KPOBH, BCIEACTBHE BBIXO-
na B Hee JIHK u3 xietok, pazpymaronuxcst B mpo-
necce koaryisiiuu [38; 39]. [lpucyTcTBue Oombiero
konmudecTBa marepuHckorn JIHK nemaer BbisiBIeHME
nocnenoBarensHoctedt JIHK moma cymiectBeHHO
MeHee d(PPEKTUBHBIM, TOITOMY B HACTOSIIEE BPEMs
BKJIHK 151 HeMHBa3WBHOW AMArHOCTUKH BBIACIISIFOT
TOJILKO W3 IJIa3Mbl KpOBU OepeMeHHbIX [ 12]. s mo-
Jy4EeHHMsI TUTa3MbI KPOBB, B3SATYIO C @aHTUKOATYJITHTOM
(BATA), uentpudpyrupytor 10 munyt npu 1000 g.
[Tocne 3TOr0 MPOBOASIT MOBTOPHOE LEHTPUPYTUPO-
BaHUe 00pasnoB ria3mel pu 13000 g B TeueHue
10 MUHYT aJ1s1 TOTO, YTOOBI U30aBUTHCS OT (PparMeH-
TOB KJIETOK, KOTOpPbIE TaK)K€ MOT'YT COAEp)KaTh 3Ha-
YUTENbHOE KoMndecTBO MarepuHckon JTHK [35].

Kputnuecku BaXHBIM JUII TOYHOCTH JIMArHo-
CTHKH SIBIISIETCS TAaK)Ke BpeMs, MpOLIeIiee OT MO-
MEHTa B3ATHSI KPOBH JI0 Hadana oOpabOTKH IOIy-
YeHHBIX 00pa3noB. Momnekynbl deransnon JJTHK
CTaOWIIBHBI in Vitro, IO KpailHeW Mmepe, B TEUCHHE
24 4HacoB nmake MpH KOMHATHOW TemrmepaTrype, Of-
HAKO Yepe3 HECKOJIbKO YacOB HauyMHaeTcs pas3pylie-
nue JIHK-comepxammx KJI€TOK KPOBH MaTepH, YTO
MIPUBOUT K PE3KOMY YBEIHUEHHUIO KOHIIEHTpAIHH
o6mrert Bk/IHK B mia3me, u, Kak Clie/ICTBUE, K CHH-
JKEHUIO YyBCTBUTEIHHOCTH aHanmu3a [35]. [loatomy
B OOJIBIIMHCTBE MPOTOKOJIOB PEKOMEH]TYETCSl Ha4YH-
HaTh 00paboTKy 00pa3loB B TeueHHWE 2 YacoB IO-
cine (nedoromun. OOpasibl IUIA3MbI, CBOOOJHBIC
OT (HOPMEHHBIX 3JIEMEHTOB KpPOBH W (HparMeHTOB
KJIETOK, MOTYT XpPaHUTHCS B TE€UEHUE MTPOJAOIIKUTEIb-
Horo Bpemenu ipu —70 °C [39]. HenaBHo ony0iamko-
BaHbI PE3yJbTaThl, CBUIETEILCTBYIOLINE O TOM, YTO
MaccoBoe paszpyienue JHK-cogepxamumx kietok
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KpOBH HaYMHAETCS B 00pasliax uepe3 8 4acoB mocie
BEHAIYHKIIMY, HE3aBHCUMO OT TEMIIEPaTyphl XpaHe-
Hus [20]. OxHaKo Moka3aHo, YTO JOOaBJICHHE K 00-
pasliaM HEeKOTOPBIX BEIIECTB, B YaCTHOCTH (hopMalib-
neruna [11], craOumu3upyeT KISTKH KPOBH U JIaeT
BO3MOYKHOCTh XPaHHUTh U TPAHCIIOPTUPOBATh 00pas3-
bl LIETPHON KPOBU B TEYCHHUE JIOCTATOYHO TPOJIOI-
JKUTEILHOTO BpeMeHU. [[poOupku Jutst B3SITUS KPOBH,
cojiepKalue CTaOMIN3aTophl KIETOK, KOMMEPUECKH
noctynsbel. B wactHocTH, 310 cell-free DNA BCTs,
Streck™.

JJis Hane)KHOTO BBIJCIECHUS HU3KOMOJIEKYIISIP-
vbIX JIHK, mpucyTCTBYROIINX B HCCIEAYEMBIX 00-
pasuax B HEOOJIBIIOM KOJMYECTBE, ONTHUMAJBLHBI-
MU SIBJISIFOTCSI METOJIbI, MCIIONIB3YIOIINE PA3INYHbBIC
JHK-copOenTsl. Brienenne 00bI9HO TPOU3BOIUTCS
u3 500—-1000 M1 r1a3Mel, Ha BbIXO/IE OTy4aroT 40—
200 mxx pactBopa JJHK [35]. ®opmar Habopos, uc-
ronb3yeMbIx Juis Boiaenenus JJHK u3 mnazmer kposw,
MOJKET OBITh pa3IMYHBIM. XOPOIIIO 3aPEKOMEHI0BAITN
ce0s KaKk aBTOMaTu4eckue cucteMsbl BoiaeneHus JJHK
(MagNA Pure LC DNA Isolation System, Roche
Appllied Science; Chemagen Magnetic Separatiom
Modulel, MDX robot Qiagen u 1p.), Tak 1 HaOOpHI
IU1sl pyuHoro Beiaenenus [35. 42]. B nocnennem ciy-
4yae ONTUMABHBIMHU ISl pAOOTHI SBIISIOTCS KOJIOHOY-
uele cucteMsbl Boiaenenus JIHK. bonbiioe BHuManue
paspaborke metonoB Beinenenus JIHK mist mpose-
JICHWsI HEWHBA3WBHOHM TpeHaTaJbHOW JMarHOCTH-
KM Ha MPOTSHKCHUU MHOTHX JIET YIENSIeT KOMITaHUS
Qiagen (I'epmanus). B nepBbix paboTax, MOCBSIIECH-
HBIX TUarHOCTHKE I0J1a U pesyc-pakTopa mioaa [39,
33], Obutn ucnonb3oBaHbl HaOOpsl QIlAamp Blood
Mini Kit ¢ HeOOMBIIUMU MOAUDUKALIUIMU METOJIHU-
ku. [lo3zxke OBLIO TIOKa3aHO, YTO OOINBIIYIO dPPeEK-
TUBHOCTbH BBIJICJICHHST W Oosiee ymoOHBIA Qopmar
JUTSL pEIICHUs JAaHHBIX 3a]1ad 00eCIeunBatoT HabOphI
QIAamp DSP Virus Kit u MinElute Virus Kit [45].
HenaBHO KOMITaHUS BBITYCTHIIA CIICIIHAILHBIA HA00P
Juis BeIAenenus nupkyaupyromux BkJIHK QIAamp
Circutating Nucleic Acid, kK HECOMHEHHBIM JIOCTOWH-
CTBaM KOTOPOT'O MOXXHO OTHECTH BO3MOXKHOCTH BbI-
nenenus JJHK n3 5 mMi nna3mel, nomydas nmpu 3ToM
Ha Bbixone 20—-150 Mk pactBopa JHK, uto mo3so-
JSET B HECKOJIBKO Pa3 YBEIMYUTH KOHIICHTPAIIHIO
Bk(p/IHK [20]. K cokanenuro, KpoMe BBICOKOTO Ka-
yectBa Boijenenus JIHK, wabopsl, mnpousBoauMeie
KoMITaHuel Qiagen, OTJIMYAIOTCS TaKXKE BBICOKOH
CTOMMOCTBIO (CaMblii JICHIEBBI HAOOp IS BhIJE-
nenust JJHK u3 50 o6pasuoB MinElute Virus spin
kit B nexabpe 2011 roga cromn okono 13000 py0.)
U JUTUTEIILHBIMUA CPOKAaMU MX MOCTaBku B Poccuro.

Crnenyer OTMETHUTD, YTO J1aJeKO HE BCE KOJIOHOY-
Hble HaOopbl ais BeigeneHus JJHK nmaror Bo3Moxk-
HocTh 3¢ dextrBHOTO BRIgeneHus BkAHK mmst mpo-
BEJICHHS IPECHATANILHOW TUarHOCTUKHU. B ureparype

MMEIOTCS TaHHBIE 110 YCIIEIIHOMY IPUMEHEHHIO Ha00-
poB High Pure PCR Template Preparation kit (Roche,
HIseituapus), GST genomic DNA purification kit
(Invitrogen) u apyrux [45, 35]. MbI, B cBOIO Oue-
pens, ycnemno Boiaensiin BKAHK, ncrnonssys Ha-
oopel QIlAamp Blood Mini Kit, Ho He cmorm
MOJYYUTh YIOBICTBOPUTEIBHBIX PE3YNIBTATOB C KH-
tamu AxyPrep Blood Genomic DNA Miniprep Kit
(Axygen, CIHA) u K-cop6 (Cunron, Poccus).

Komnonounslit hopmar HabOpOB AJIsl PyYHOTO BbI-
nenenns JJHK nanGonee npeanouTuTeneH, mocKoib-
Ky ycnosus Beigenenus JJHK mpu ero ncrnons3oBa-
HUH OKa3bIBAIOTCS MPAKTUYECKH OJUHAKOBBIMH IS
BCeX 00pasloB M PUCK MEPEKPECTHOH KOHTaMHHa-
UM B TIpoliecce BbLAEICHUS] MUHUMaJeH. OJHaKo,
B MPUHIIUIIE, BO3MOXHO J0CTAaTOYHO 3((EKTUBHOE
Boiienenne Bk/IHK u3 mia3Mel kpoBH ¢ ucnonb30Ba-
HueMm HabopoB s BeyieneHus JHK, coneprxamx
cycrieH3uto copbOenTa. JIBa Habopa OTEUECTBEHHBIX
npousBoauTeneit, a umeHno Diatom DNAPrep 400
(buoxom) u JIHK-cop6-B (LLHUW Dnunemuonorun)
MOTYT OBIThb, ¢ HEOOJLIINMU MOAU(DUKAIMAMH, UC-
noiib30Banbl Jiis BeiesieHus: BkGJIHK wu3 800—
1000 mxn mia3Mbel kpoBu. JlanmbHeiimiee wuccie-
moBanue JIHK, BbImeneHHOH TakuM CIIOCOOOM,
MO3BOJISIET MPOBECTH HEWHBA3HBHYIO JHATHOCTHKY
noJja u pesyc-akropa mioja ¢ TO4HOCTHIO HE MEHEe
90% [2, coOCTBEeHHbIEC TaHHBIE].

MeTopabl aHanusa ¢petanbHon JHK

Krnaccuueckne moaxoabl K HEMHBAa3MBHOM Ipe-
HaTaJbHOW JMAarHOCTHKE HAalpaBIeHbl Ha BBISABIIE-
HHUE B UCCIIeyeMOM 00paslie Mocie0BaTeIbHOCTEeH
JHK, oTrcyTcTBytomux y marepu. 9To MOTYT OBITh
MOCJIEZIOBATEIbHOCTH  Y-XpPOMOCOMBI TIpH JIMarHo-
CTHKE IoJia IUIoJa, TeHa RAD Tpu JUArHOCTHKE
pe3yc-dakropa miona Wi OTIOBCKOTO MYTaHTHOTO
aJIJIeNs/CIeTUIGHHOTO ¢ MyTalMed monuMopgHOro
aynjensl MpH JAMArHOCTHKE MOHOTEHHBIX OOJe3HEH.
B paznoe Bpemst 1 peleHust 3Tux 3ajad ObUIN Hc-
MOJIB30BaHbl pa3Hble crmoco0bl — pyTuHHas [1LIP,
[P ¢ Buyrpennumu mnpaitmepamu (nested PCR)
[46], xonmuuectBennas (uroopectentras (QF) ITLIP
[24]. B nacrosmiee Bpemsi CTaHIAPTHBIM METOIOM
JUIs BIsIBIIeHUs TocienoBarenbHocTedt JJHK mmoma
sBisieTca nposeaeHue [P B peanbHOM BpeMeHU
(PB-IILIP) ¢ 3onpamu TagMan. Otot MeTo/] O3BOJS-
€T C BBICOKOH YyBCTBUTEIBHOCTBIO M CHEIU(DUIHO-
CTBIO BBIABIATH eAuHHU4HBIE Monekynasl JJHK, mpu-
CYTCTBYIOIIIE B 00Opa3Iie.

Kax 6but0 oT™MeueHo Beimie, (eranphas JJHK BbI-
SIBIISICTCSI B MaTepwHCKOM 1azme B 11-17 Hemenb
OGepemMeHHOCTH B KomuuecTBe 3—69 (B cpemHem 25)
I.D./m1n1, a nepen pomamMmu ee KOHIIGHTPALUS YBEJIH-
gnBaetcs 10 77-769 (B cpemnnem 292 I.03.) [39, 24].
Jns mpoBeieHrss HEMHBa3WBHOM JTMAarHOCTUKHU y Ta-
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LUECHTKH OOBIYHO OEpyT HE MEHEe 5 MJI KpOBH, OT-
JEISOT TuiasMy (He meHee 2 mut), U BeinessitorT JJHK
n3 500-1000 mxn mazmbl. Cymmaphsiii oobem JJHK,
BBIJIEJIEHHON M3 TAKOro KOJIMYECTBA IUIA3Mbl, COCTaB-
nstet 00braHO 50—100 mxi [35]. B oOpasuax, momyveH-
HBIX OT YEHILHUH [IEPBOr0 TPUMECTpa OepeMEHHOCTH,
B 3TOM oOBeMe coxepxkurcs B cpeanem 10-20 /9.
¢eransuoit IHK. [lns mposenenus TP B peakuu-
OHHYIO cMech no0aBisitor 5—20 Mk pactBopa IHK,
BBIJIEJIEHHOM W3 IJIa3Mbl KPOBH, TO €CThb B CPEIHEM
1-4 /3. na 1 npobupky. Takum oOpazom, Ipu mpo-
BefieHun HewHBasuBHOW [1/I, ocoOeHHO B mepBOM
TpuMmecTpe OEpeMEHHOCTH, AOJDKHA OBITH pelleHa
3aJa4a HaJeKHOTO BBISBIEHUS] HU3KOTO YMCIIA KOMUI
JHK. JIns 3Toro a) aHanu3 MpoBOAMTCS B OOJBIIOM
YHUCJIC MOBTOPHOCTEH — 3, 6 wiu 8 peakuui 1st Kax-
noro o6pasua; 6) MoryT ObITH OTHOBPEMEHHO ITpoaHa-
JIM3UPOBAHBI HECKOJIBKO JIOKYCOB, HallpUMep, pa3Hble
9k30HHI TeHa RhD 3) Beyienenue JIHK u3 xaxmoro
oOpasna 1asMbl OyOnupyercs M IOJTyYeHHBIE 00-
pasupl JJHK tecTupyroTcst HezaBHCHMO APYT OT Apy-
ra. Bo BropoMm u 0COOEHHO B TPEThEM TPHUMECTpPE
OepemenHocTH KoHUeHTpaums ¢eransnoi JJHK yBe-
JMYMBAETCs, W 3aaada BeisaBieHHs QeransHoi JTHK
HECKOJIBKO yrpornaercs [45, 35, 40].
Jlo)xHOOTpHLIATENBHBIE  pPE3YNBTAaThl  aHAJIN3a
MOTYT OBITH MOJYYEHBI B pe3ynbrare Hea(deKTHB-
Horo Bbiienenus BkJIHK, kak oOmiedd, Tak u de-
TajabHOM. [loTOMY IpH NMpPOBEAECHUM TUArHOCTHKH
no BkpIHK u3 miasmel KpoBH MaTepu HEOOXOAUM
kouTpoinb Bbinenenust JHK u orcyrcrBus uHruou-
topoB [II[P. C 310ii nenpto, napaaiesbHO ¢ OCHOB-
HBIM JKCIEPUMEHTOM, cienyer nposoaurs IIIP
B peajbHOM BPEMEHH, MO3BOJISIOIIYIO ONPEACIUTDH
komnyectBo cymmapnoit JIHK B oOpasue. s sto-
o0 MOXXHO MCIIOJIb30BaTh pPas3Hble JIOKYChI, HalpH-
mep, GAPDH, CCR5, ACTB (Gera-aktun), HBB
(6era-mobuH) u apyrue. OMHAKO ITO HE SBISIETCS
KOHTpoJieM 3(QQEKTUBHOTO BbIAENCHUsS (eTanbHON
JHK. M3BecTHO, 4TO Y HEOOIBIIOTO YHCIA KEHIIMH
rxomuuectBo JIHK mmona B nepudepuueckoii KpoBu
O4YeHb He3HauuTenabHO [24]. IIpuHUMNUaNbHO NpH-
cyrcreue JIHK moma B oOpasie MoKeT OBITh 10Ka-
3aHo. Tak, mpuMepHo B 50 % ciryuyaeB (IIpu My>KCKOM
1oJie TI0/1a) IPY AMAarHOCTHKE pe3yc-(akTopa mioaa
B obpasuax JJHK moryT ObITh BBISBICHBI MMOCIIEI0-
BaTeJIbHOCTH Y-XpOMOCOMBI. B HekoTopsix nmabopa-
Topusax [44] mis moATBEepKACHUS PUCYTCTBUS (e-
tanpHoi JIHK mpoBoauTtest aHanmm3 monuMopgHbBIX
JIOKYCOB OTLIOBCKOTO MPOUCXOXKJIEHUS, OJHAKO 3TO
TpeOyeT AOTOIHUTEIHLHOTO 00CIe10BaH s Ha HHPOP-
MaTHBHOCTB 110 HECKOJIBKUM JIOKYCaM KaX/101 cCEMbH.
OnpeneneHHbIe HAIEXK/ bl CBA3aHBI C BO3MOYKHOCTBIO
WCIOJIB30BAHUSA U1 BHYTPEHHETr0 KOHTPOJIS Mocie-
nosarenbHocTedt JIHK, nuddepennuansno Metunu-
POBAaHHBIX B OpraHMW3Me MaTepu U IJI0ja, HAIIpUMeEp

nokyca RASSFIA [18, 37]. Iloka, omHako, MPOCTHIE
Y YHUBEpCAJIbHbIE MOAXOABI K KOHTPOJIIO BBIIEICHUS
¢deranpuoit JIHK He pazpaboTansl.

B03MOXHO TOSIBJIEHHE TaKXe JIOKHOIIOIOKH-
TEJIBHBIX pe3yabraroB. OHH MOTYT OBITH pe3yJbTa-
TOM KOHTaMHUHAIuMu B mporecce Boiaenenus JHK
u nocraHoBku [1LP, a Taxxe apredaxros ITLP. /s
YMEHBIIIEHHUSI BEPOSITHOCTU 3arpsi3HEHUs] 00pas3loB
W HEeNpaBWIbHOM OLIEHKU PEe3yJIbTaTOB PEKOMEHY-
ercsi: 1) BBLICTUTH OT/ICNIbHOE pabouee Mecto (Jia-
MUHapHbIM mKad) Tonmpko ans Beyaenenus JHK
U3 TUIa3Mbl KPOBH; 2) MUHUMHU3HUPOBATh KOJIMUYECTBO
onepauuii ipu Beigenennu [IHK; 3) ncnonn3oBathb
st moctanoBku [1LP ormensubii TT1IP-00kc, 000-
pynosanubiii HEPA-punsrpom; 4) B Kaskaoit mocra-
HoBke [II[P ucnonp30BaTh HECKONBKO (HE MeHee 3)
«HYJIEBBIX» KOHTPOJIEH JJIS KaKJI0T0 aHAJIM3UPyeMO-
TO JIOKyca.

Kpome koHTamuHammu o0pas3loB B Ipolecce
Boigenenus JIHK u mocranoBku I[P, cymectByer
elle OfHA TMPHUYMHA, MO KOTOPOH crenu(puHOCTh
HEMHBA3UBHOW JIMarHOCTUKU B MPUHIIUIIE HE MOXKET
nocturate 100%. DTo cymiecTBOBaHHE «HCUE3ar0-
mux Onmu3HenoB» (vanishing twins). Ilpu Hanuyun
MO pe3yJbTaraM YIbTPa3ByKOBOTO HCCIIEIOBaHUS
Ha paHHEM Cpoke OepeMeHHOCTH (4—5 Hezenb) AByX
3apOJIBIIIEBBIX MEIIKOB, HMCXOIOM OepeMEHHOCTH
npumepHo B 40,5 % citydaeB OyeT posKICHUE TOJIBKO
onHoro pebenka. [Ipu perucrpanum 1ByX SMOPHOHOB
Ha Oosiee mo3iHeM cpoke (6—7 Hemenb), B 7,3 % ciy-
yaeB OEPEMEHHOCTh TAaKKE Pa3BHBACTCS KaK OJIHO-
mwiogaHas [22].

[TockonbKy 4acToTa pOKIACHUS ONM3HEOB y Ye-
JIOBEKa COCTaBJsET mpuMepHo 1:63, a wactora BO3-
HUKHOBEHHSI MHOTOIUIOJHOH OEpeMEHHOCTH OKa-
3BIBACTCS MOYTH B IOJTOpa pasa BbINIC, MPOOIeMa
«HMCYE3aIoUINX OMM3HEN0B» MOXKET BHOCHUTDH CyIIle-
CTBEHHBIM BKJIaJi B TOYHOCTb HEMHBA3WBHOW JIHa-
THOCTHKH. TaK, eClii UCYE3aroIuM OJIM3HEIIOM OKa-
JKeTcsi IMOPUOH MYIKCKOTO I0jia, & BTOPBIM Oyaer
JIleBo4Ka, TeH SRY MOXXEeT MpHUCyTCTBOBAaTh B IJIa3Me
KpPOBU MarepH, XOTsl UCXOJIOM OEpeMEeHHOCTH OyaeT
poxneHue peGeHka jkeHCKoro mnona. B psne ciyua-
€B OT Hepa3BUBAKOIIETOCS Onu3Hena (HopMHpyeTCs
Y COXpPaHSETCS Ha MPOTSHKEHUH BCeil OepeMEeHHOCTH
JIONIST TUTALEHTHI, KJIETKH KOTOPOW MOTYT BHOCHTH
cBoit Brjan B myn deransHoi JIHK B masme kpoBu
O6epemenHoit [29].

AnarHoctuka nona niaoga

Pemmenuto manHo# 3a1a49u ObUTHA TIOCBSIIICHBI TIEP-
BBIC pa0OTHI, MOCBSIICHHBIC HEMHBA3UBHOU TpEeHA-
TanbHON nuarHoctuke o BkGJHK mmasmbr kpoBu
O6epemennsnix [15,43, 14, 10, 46]. OnpenencHue mosa
TJI071a MOXKET MPOBOIUTECS TSI PEIICHUS ABYX 3a71a4:
BO-TICPBBIX, IJIAHUPOBAHWE CEMBbH, WM, BO-BTOPHIX,
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aHaJIU3 MoJIa IJI0JA MO MEIULUUHCKUM IOKAa3aHUsM.
Bormpoc 00 3THYHOCTH TIpephIBaHUS OEPEMEHHOCTH
PEOCHKOM HEKEJaTeNIbHOTO TI0J1a 00CYXK/IaeTCsl J1aB-
Ho. BO3 He pexoMmeHIyeT NmpoBeleHHE TakoW aua-
THOCTHUKU; B Psiic CTPaH OHa 3alpelieHa 3aKOHOM.
Tem He MeHee, onpeniesieHHas MOTPeOHOCTh Hacese-
HUS B TakOW YCJIYyre CyLIECTBYET, U, MO-BUIUMOMY,
OHa OyJIyT OKa3bIBaThCsl, 8 BOBMOXXHOCTB ITPOBECHHUS
HEUHBA3UBHOUN JUArHOCTUKHU MOKET IMIPUBECTH K yBe-
au4yeHuto crpoca. OueBUAHO, YTO Takas AUarHOCTH-
Ka JIOJKHA OBITHh BBITIOJHEHA B CPOK 110 12 Hemenb
OEepEeMEHHOCTH.

MeauiuHCKUMU TOKa3aHUSMU K JAHATHOCTUKE
IoJ1a IIoa SIBJISIeT s, MPEKAe BCEro, 0EpeMEeHHOCTD
y JKCHIIHMHBI, UMEIOLICH BBICOKUUA PUCK POXKICHUSA
pebenka ¢ muomuctpodueit JlromeHHa, reMopun-
ell Wi npyruMu X-CIETJICHHBIME 3a00JICBaHUSMHU.
Hpyrumu mokasaHUsIMU K AUArHOCTUKE T'€HEeTHYe-
CKOTO I10J1a IJI0/1A SIBIISTIOTCS PUCK POXKICHUS peOeHKa
C BPOXKJICHHOM rumnepruiazuei Kopbl HaAMOUYECYHUKOB
(BI'KH; mposiBnenus 3a0oneBanusi MEHEE BHIPAKEHBI
y MaJlbiUKOB), aHOMAJIMU Pa3BUTHS MOYEIOJIOBOM
CHUCTEMBbI, BBISIBICHHBIC MPH YIBTPA3BYKOBOM HC-
CJIeIOBAaHUH, a TAKKE KaK BCTIOMOTaTEIbHBINA aHATN3
MIpU [IPEHATAIbHON TUAarHOCTUKE HEKOTOPBHIX T€HETH-
YECKUX CHHIPOMOB.

B BenukoOpuTaHuu HeWHBa3WBHAs JHATHOCTH-
ka nona miuoga ¢ 2006 roga pyTHHHO MPOBOAUTCS
B KOMIUIEKCE MEPONPUITHI MO MPOBEJIEHUIO Ipe-
HATaJIbHOW JUArHOCTUKU TICPCUMCICHHBIX BBIIIEC
3a0oneBanuii, 6onee 250 ciydyaeB HEMHBAa3UBHOU
NUATHOCTHUKH I10JIa II0Ja exeromHo. 82 % cocras-
JSAIOT CIIydyad CeMEeH, OTSATOLICHHBIX TSIKEIbIMU
X-CclUeryIeHHbIMU 3a00JIeBaHUSIMU (MUOIUCTPOPUS
Miomienna, remodunust u T.4.). Ilpu ompenene-
HUH >KEHCKOTO I0JIa MJI0/a, UHBA3UBHBIC MPOLETY-
pbl, Kak mpaBuiio, He npoBonsatcs (B 45 % cimyda-
eB). 11 % auarHoCTUK OCYIIECTBISIOTCA B CEMbSIX
¢ BI'KH, B 3% ciyuaeB mpoBegeHue AMArHOCTH-
KU CBSI3aHO C aHOMalusaMH paszButug [29]. Pacuer
CTOMMOCTH TPOBEAECHMSI HCCIEIOBaHUSI B cllydae
cemeil ¢ BIKH u Tsxenpimu X-CUEMIEHHBIMU Ha-
CJICJICTBEHHBIMU 3a00JI€BaHUSIMU TT0Ka3aJ1, YTO IPO-
BEICHNE HEMHBA3UBHOW AMArHOCTUKH IOJa IIOAA
HECKOJIBKO yJEIIEBIsIeT MPOBEICHNE TPeHaTalIbHON
JUArHOCTHKH W CHMYKAeT PHCK IOTEepH OepemeH-
HOCTH 3a cueT oTkaza B 32—459% ciy4yaeB OT mpo-
BEJICHUS] AUArHOCTUYCCKUX MPOLEIYP, CBI3AHHBIX
C MOJIyYEHUEM IUIOAHOTO MaTtepuana [29].

JuarHocTuka monia IUIona MO MEAULIMHCKUM
MOKa3aHUSIM TaKXKE JOJKHA OBITh BBIMOJTHEHA KaK
MOKHO paHblie, 4TOObI B cllydae HEOOXOAMMOCTH
MHBA3UBHOM MpeHATaIbHONU AUATHOCTUKH OHA MOT-
na ObITh 3aKOHYEHA B | TpumecTpe.

Ha peiHKE OCTATOYHO JABHO CYIIECTBYIOT KOM-
NaHWM, Tpou3BomsIMe TecT-cucTtembl (direct-to-

consumer, HEMOCPEJCTBEHHO MOTPEOUTENI0) JuIst
HEMHBA3MBHOTO OIpEAETICHUS MONa IUIofa. YCIyru
HEKOTOPBIX U3 HUX AocTynHbl B Poccun (http://www.
testgenom.ru/index.php?option=com_content&view=
article&id=22&lItemid=41). Cnemyer OTMETHTB, UTO,
KaK MpaBHJIO, 3TH KOMIIAHUW HE 3aHUMAIOTCS MEIH-
LIMHCKOM JMarHOCTUKOM, U HE HECYT HOPUIUYECKOU
OTBETCTBEHHOCTH B CIIy4ae BbIIAYM HEKOPPEKTHBIX
pe3ynbraroB. [Ipy HecoBMaeHNU 0’KUIaeMOTO 10 pe-
3ynbTaTaM JUAarHOCTUKH Tojia peOeHKa C peasbHBIM,
KOMIIaHUSI TapaHTUpPYeT BO3BpaT CTOMMOCTH aHaJH-
3a. Takoe mpennpusiTHE MOXET OBITH KOMMEPUYECKH
ycIeHpIM IpH XoTst 061 90 % TouHOCTH aHanu3a (ze-
KJIapUPYETCsl TOUHOCTH IMarHoCTUKH Ooee 95 %).

B 2011 rony B Poccun mosBUIMCh OTEUECTBEH-
HBIE TECT-CUCTEMBl JUIi HEWHBA3MBHOM JHMATHO-
CTHKM TIONa IUIofa, U3rotaBiuBaeMble B I Camape
koMranueit «[eH-TexHonorus». DT HaOOPHI UMe-
10T HEOOXOUMEBIE ISl TPUMEHEHUsI B KITMHUKE Cep-
TUPUKATBL W PErHCTPALOHHBIC YIOCTOBEPEHHUS.
CebecronMocTh OJHOTO HccienoBanus (Oe3 ydera
pacxXoHbIX MaTepuanoB u Tpyno3arpar) B 2011 roxy
coctaBisia 685-822 pyOmst. B conmpoBoaUTeIbHBIX
nokymeHTax 3asBisiercst o 100 % Bocmpou3BonumMo-
ctu pesyabratoB u 100% cneuuduyuHocTr mpu pa-
6ote ¢ mysxkckoit u xerckorr JJHK. Ilo pesynsraram
MIPEJCTaBIEHHBIX IPOU3BOAUTENEM KIMHUYECKUX
UCTIBITAHUH, TECT-CUCTEMbI JJISl JTUArHOCTHKH TI0J1a
iona (cpok 6epemeHHocTH ot 7 1o 30 Henenb) nme-
FOT TOYHOCTH OKOJI0 96 %. MBI IpOBEIN aHAU3 0JIa
wiona B 16 odpasnax kpoBu OepeMEeHHBIX (CpoK 12—
21 nenenst 6EpEMEHHOCTH) C HCIIOIB30BAHHEM TECT-
cuctembl «/IHK-nion peGenka rirocy. 3a00p KpoBu
MPOU3BOAMIICS TIepe]l IPOBEACHUEM OMOICHU TUIOA-
HOT'0 Marepualia. ['eHeTn4eckuii o1 I101a yCTaHaB-
JIMBAJICSI TUTOTCHETUYECKUMH WIIM MOJICKYJISIPHBIMH
METOIaM{ IO MaTepHally XOpPHOHA, IJIAlEHTHl WU
amauonuTaM. s Beigenenus JIHK mcmonbs3oBanm
Habops! «JIHK-cop6-B» npoussoactea [IHUU »>mu-
nemuosnornn (MockBa), Kak pEeKOMEH/JIO0BaHO IpO-
M3BOJIUTENIEM TECT-CUCTeMbl. B ofHOM citydae Ham
HE yAaJOCh BBIJICIUTH JOCTATOYHOIO IS aHalIu3a
konmuectBa JIHK. Buin mpaBuibHO BBISBIIEHBI BCE
107161 Myskckoro nona (10 u3 16), u Tpu riona sxeH-
ckoro nona. Enie B qByX ciydasix y »KeHIIHH, Oepe-
MEHHBIX TI0/IaMU JKEHCKOTO I10J1a, PETUCTPUPOBATICS
CHTHAJI, COOTBETCTBYIOIIHNMA Y-XpOMOCOMe (JIOKHO-
TIOJIOKUTENBHBIN pe3ynsTar). Takum oOpa3oM, TOY-
HOCTb JMarHOCTHKH 110714 IJI0/1a, TI0 HAITUM JIAHHBIM,
coctaBmia 87 %. Bo3mMoxHO, UTO mpUMEHEHUE ApY-
rux HabopoB ans Beienenus JJHK moxer croco6-
CTBOBaTh YBEIMYCHHUIO CIICHU(PUIHOCTH aHATN3A.

MBI nipoBeM HEMHBA3UBHYIO TUATHOCTHKY IOJIa
wiona y 43 6epemeHHbIX o Mmertoauke Jlo ¢ coas-
Topamu [39], UCIIONB3ysl KPUTEPUH OIICHKU PE3yilhb-
TaToB, YKa3aHHble B pabore Jlermepa c coaBropa-
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mu [45]. Hanuume nmocnepoBarenbHOCTH reHa SRY

M3y4eHO B o0Opa3lax IUIa3Mbl KPOBH, IMOyYECHHBIX

rnepea WHBAa3UBHOM IMpEHATAJIbHON JMATHOCTUKOU

Ha cpoke ot 10 o 23 Hexens O6epemennoctu. JJHK

n3 800 MKII TUIa3MbI BBLACIISUTA C TIOMOIIBIO Habopa

Diatom DNAPrep (buokom, Poccust). B pesynsrare

BbIAeNeHHs nonydeHo mo 50 mxn p-pa JAHK. Jlns

nposeaeHus [II[P B peasbHOM BpeMeHU B KaXKIyIO

peakuuto BHOcwin 5 Mk pactsopa JIHK. TIIP npo-

Boawiau B oobeme 50 mxim. Jlis ananusa rena SRY

CTaBUJIU 6 MMOBTOPHOCTEH, JIJIs1 KOHTPOJISL BBIACICHUS

JHK ananusupoBaiu conep:kaHue MOCIeN0BATEIb-

HocTell reHa HBB (Gera-miioOuHa) B TpeX MOBTOP-

HOCTsIX. B matu cirydasx (y 4 OepeMeHHBIX III00M

MY’KCKOTO T0JIa U JBYX OSpPEMEHHBIX TUIOJIOM JKCH-

CKOTO 110J1a) OBLT MOIYYeH HEOTPE/IeIICHHBIA Pe3yiib-

tar. Bee 13 momoB My»kcKoro mnosa OblTH UACHTU]-

LMPOBaHbl MPABUIBHO; B 2 CiIydasx U3 24 jKEHIIUH,

OEepEeMEHHBIX IUIOZOM KEHCKOTO I0JI1a, OBbLI TOIYYCH

JIOXKHO-TIOJIOKUTEINIBHBIA  pe3ynbTar. Takum oOpa-

30M, MBI CMOIVIM MPOBECTU aHanu3 B 86 % cirydaes.

UyBCTBUTENBHOCTh AUArHOCTUKH cocTaBuiia 100 %,

a cietuuanocTs — 92 %.

[To nmanHBIM MeTa-aHaW3a MyOTUKAIMA BeEmy-
UX IIEHTPOB, YYBCTBUTEIBHOCTh METOAA HEHHBA-
3UBHOM JMAarHOCTUKU Moyia 1iofa (ompexaesnsemMas
KAaK OTHOILIECHHUE UCTUHHO-MOJIOKUTEIBHBIX K CYMME
HUCTUHHO-TIONOKHUTEIbHBIX U JIOKHO-OTPULATEIbHBIX
PE3YyIBTATOB, T. €. CIIOCOOHOCTD TECTA BBISIBIISATH I1JI0-
IbI MY’KCKOTO Tona) coctaisiet 95,3 %. [Ipumepno
y 4% OepeMCHHBIX HaOIIONaeTCsl KpailHe HU3Kas
koHneHTpauus JJHK B miasme kpoBu, U y HHUX IIO-
JnoOHas JMarHOCTUKA TPU CYIIECTBYIONIUX IOJI-
X0llaX B MPUHIMIIE HEBO3MOXHA. CHenupUIHOCTb
aHanu3a (ompeaenseMas Kak OTHOILICHHUE HMCTUHHO-
OTPULIATENIBHBIX PE3YJABTATOB K CYMME€ HCTHUHHO-
OTPULIATENIBHBIX U JIOKHO-TIONIOKHUTENBHBIX ), TO €CTh
€ro CroCOOHOCTh HE WJICHTU(UIIMPOBATH JIEBOUCK
KaK MaJBYMKOB, B CepTU(UIIMPOBAHHBIX JabopaTo-
pusix cocrasiser 98,5 % [29].

OgHuu W3 HAWIYYIIMX T[OKa3aTreleid YyBCTBU-
TENBHOCTH W CHENM(PUYHOCTH HEWHBA3WBHOW Ipe-
HaTaJbHOM JUATHOCTUKH IIOJIa IUIOAA JOCTHUTHY-
Tol B BenmukoOpurtanuu. B Jlonmone, B North-East
Regional Molecular Genetics Laboratories, B Ha-
CTOfIlIEE BpeMs TOYHOCTh e€e cocTaBisieT 99,5%
(401/403 mpaBunbHBIX 0TBEeTOB) [29]. /lnarnocruka
MoJia TJI0/Ia MPOBOJUTCS MO MEAUIIMHCKUM IMOKa3a-
HUSM TI0 CJIEIYIOIIeH METOIUKE.

1. AHanu3 BO3MOXXEH HaYHMHAs ¢ 7 He/lelb OepeMeH-
HOCTH; Y KaXI0H NaIllMeHTKHA OepeTcs 1o JiBa 00-
pasiia KpOBHM U3 BEHBI B poOupku no 10 mut uimu
5 mpoOupoK 1o 4 MII; PHU ITOM, €CIH CPOK Oe-
PEMEHHOCTH Ha MOMEHT OOpAIlCHUs COCTABIISIET
MeHee 9 HeJlellb, 00pa3iibl KPOBH MOJTyYatoT C UH-
TepBaJioM B 1 Hezeinto; pu oOpalleHul Ha Cpo-

ke 9 Henmenb u Oojee, 0oba obOpas3ma MoTydyaroT

OJTHOBPEMEHHO.

2. Bwigensitor aBa oopasua JJHK pyunbim metomom,
ucnone3ys Habop Qiagen MinElute Virus spin kit;
JTy4iiue pe3ynsTarsl aaet Boienenue JHK c Ha-
oopom QIAamp Circutating Nucleic Acid [20],
HO OH IIOKAa HE HCHOJb3YeTCS B PyTHHHOM Iua-
rHoctuke. M3 800 MKJI m1a3Mbl OTy4aroT 75 MK
pactBopa JIHK.

3. TloxroroBneHHble JBa 00pa3la aHATU3UPYIOT OJi-
HOBpeMeHHO, TpoBos [ILIP B peasibHOM BpeMeHU
IS BBIABIICHUS TeHOB SRY (aHanu3 moina 1iona)
u CCRS5 (xontpons Beiaenenus J{HK). Beero cra-
BAT 58 peakuuit:

8 moBTopHOcTelt ren SRY obpasery 1 (5 Mk p-pa
JIHK nHa peakuuio);

8 moBTopHocTelt ren SRY obpaserr 2 (5 Mk p-pa
JIHK nHa peaxkuutio);

3 moBTOpHOCTH TeH SRY OTpHULATENbHBIM KOH-
TpoJib (BOIA);

3 moBTOpHOCTH TeH SRY OTpHLATENbHBIM KOH-
Tpoib (>kenckas JJHK 0,1 ur);

3 moBTOpHOCTU TeH SRY TOMOKUTEIHHBIA KOH-
Tpoib (myxkckas JIHK 0,1 ur);

3 moBropHocTu rer CCRS obpaszernr 1 (5 Mk p-pa
JIHK na peaxuuio);

3 moBropHocTu red CCRS obpa3zerr 2 (5 MK p-pa
JIHK na peaxkuuio);

3 moBropHocTH red CCR5S oTpunaTeNnbHbIA KOH-
TpoJib (BoIA).

Kpome toro, B Kak/10if MOCTaHOBKE CTPOAT Ka-
JTUOPOBOYHYIO KPUBYIO JJISI IPOBEPKH IMapaMeTpOB
PB-IIIIP nius renoB SRY u CCRS. Jlnst xanuOpoBoy-
HOM KpuBOH ncnonb3yoT Myxckyio JIHK B xomu-
gectBe 100 ur; 10 mr; 1 Hr 1 0,1 Hr, MO TPU MOBTOP-
HOCTH JUIS Kax 0¥ Touku. KanuOpoBouHas KpuBasi,
MOJIyYeHHas B Pe3yJIbTaTe HKCIEPUMEHTA, TOJKHA
YIOBJIETBOPSATH CIEAYIONIMM TpeOOBaHHUSIM: Ha-
kioH (slope) ot 3,1 mo 3,9; xoppensiuus mexay Ct
u konnenrpanuerd JJHK (R-value) me menee 0,98.
[Tpu oTCyTCTBUY CUTHAIA aMITTUQHUKAIH TeHa SRY
B OTPULIATEIILHOM KOHTPOJIE U B ONBITHBIX 00pa3nax
JieiaeTcs BHIBOJL O JKEHCKOM TOJIe TUI0Aa; TPHU Hallu-
gyuu curaana (Ct <38) B 4 u Oosiee MOBTOPHOCTSIX MO
IJI0/1a TUAaTHOCTUPYETCA Kak MYy>Kckoil. Ecnu cur-
HaJl perucTpupyercs MeHee, 4eM B 4 MOBTOPHOCTSIX,
HaOJro1aeTcs 00JIbINON pa3dpoc 3HaueHui Ct B mo-
BTOpHOCTsIX (0osee 1,5) v 3Hauenue Ct 6omnpie 38,
JieaeTcs BhIBOZA O HeompeneiaeHHoM (inconclusive)
pesynbTaTe aHaliu3a, U HUCCIIEAOBaHHE TIOBTOPS-
10T, HaunHas ¢ Beraenenus JHK. [IpubnusurensHo
1 3 12 aHann30B HYK/1aeTCs B IOBTOPEHUH; B HEKO-
TOPBIX CIydYasX OMpEJeNIEHHBI OTBET HE YyJIaeTcs
noJy4uTh. O4EBUIHO, UTO TAKOH aHAJU3 HE MOXKET
ObITh JemeBbIiM. CeOECTOMMOCTh HCCIICIOBAHUS,
MIPOBEJICHHOT'O 110 OMMMCAHHON METOIMKE, COCTaBJIs-
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eT B BenukoOpuranuu npudnuszurensao 250 ¢yH-
TOB [21].

Takum o00pa3oMm, HEMHBA3WMBHAs JHATHOCTH-
Ka IoJja Imjoja no nepudepuieckoidl KpoBU Marepu
B MNEPBOM TpUMECTpe OEpEeMEHHOCTH MOXKET Mpo-
BOIOUTHCS ABYMs NPHHLUUIHMAIBHBIMUA CHOCOOAMH.
[lepBblif — cpaBHUTENBHO HEJOPOTOE HCCIEIOBAHHE
¢ HEOONBUIMM KOJIMYECTBOM KOHTPOJEH W MOBTOP-
HOCTeH (B TeCT-CUCTEME IMPOM3BOACTBA KOMIIAHUU
«IHK-Texnonorus» npeaycMorpena | moBTOPHOCTb
JUIs1 OTPULIATEIBHOTO KOHTPOJIS U | 151 OTIBITHOTO 00-
pasna), Jaromee 0TBET ¢ TOUHOCThIO 0T 90 10 96 %,
WIK BEChbMa JOPOTOCTOSIINN aHAIM3 ¢ TIIATEIbHON
CHUCTEMOI KOHTPOJS U TOYHOCTBIO cBbIIIE 99 %, Ko-
TOpBIH, OHAKO, B 2-3 % ciy4yaeB HE JaeT ompene-
JICHHOTO OTBETA.

[AnarHocTtuka pesyc-cgakTopa nnoga

Oxono 15% mnromelt Genmolt pachl UMEIOT OTPH-
natenpHbId pesyc-akrop. IlpakTndecku Bce OHU
TOMO3UTOTHBI MO jAeneuuu reHa RHD. JIuna c mo-
JIOXKHUTEIBHBIM Pe3yC-(PakTOpOM HMEKOT OIHY WU
JIBE KOIUU 3TOTO T'eHa (y TpPEICTaBHTEICH HErpo-
HUJHOM pachl pacnpoCTpaHEHbI IPYTUE aIeu T'eHa
RHD, 9T0 HEOOXOIUMO YUUTHIBATH TIPU MOJICKYIISP-
HOH JuarHoctuke pesyc-gakrtopa). B Tom ciyuae,
KOIZla pe3yc-OTpHIIAaTeNIbHAS KEHIMHA OepeMeHHa
PEe3yC-MOJOKUTENBHBIM TLIOIOM, BO3MOXKHO pa3BU-
THE MMMYHHOTO OTBETa MAaTEPUHCKOTO OpraHu3Ma
Ha SPUTPOLUTHI IJI02a. AJNIOUMMYHHU3AIUs IPOTUB
spuTpouuTapHoro D-aHTureHa siBiseTcs HauOolee
4acToi mpuuuHOW remonutudeckor Ooneznu (I'B)
IUI0/Ia U HOBOPOXKIICHHBIX Y JIFOZICH Oesloi packl U pas-
BHUBaeTcs y ofHOH u3 20-25 pe3yc-oTpHULATENbHBIX
OCpEeMEHHBIX, HMEIOIIUX PE3yC-TIOI0KUTEIBHOTO
myxka. Jlo 60 roqoB XX Beka 3Ta maroyiorus Obuia
MpUYUHON rubdeu ogHOTo U3 2 200 HOBOPOXKICHHBIX.
[IpoBenerre TPOPUITAKTUYSCKUX  MEPOIPHUSITUH,
CBSI3aHHBIX C BBEJICHUEM aHTU-D-MMMYyHOITIO0yIHMHA
BO BpeMsi OEpEMEHHOCTH U TOCJIE POJOB, TTO3BOJIHIIO
JECATUKPATHO CHU3UTH 3TO 3HaueHue [35].

B Hacrosiiee BpeMsi Bce OepeMEHHBIC, UMECIOIIUE
OTPUIIATENBHBIN pe3yc-(haKkTop MPU MOJIOKUTEIIEHOM
pesyc-hakrope cympyra, B TeueHHE OCpEeMEHHOCTH
00CIIeyI0TCS HA HAJIMYKE U TUTP aHTU-D-aHTHTEN.
[Tpu HaMMYKMK CEHCUOMITN3AIINY, )KSHIIIMHA [TOTIa1aeT
B rpymniy pucka pa3sutus ['b minona, u Ha npoTske-
HUU BCell OEPEeMEHHOCTH MPOXOIUT HAONIOJCHUE U,
pu HEOOXOMMOCTH, JiedeHre. B ToM ciydae, Kor-
Jla aHTUTENA HE BBIIBISIIOTCS, CTAHAAPTHO IPOBOJST
MEPONPHUATUS O NPEAOTBPAIICHUI0 UMMYHHU3AIUH.
C oroii nenbto Ha 28-i Hexmene OEPEMEHHOCTH BCEM
pe3yc-oTpUaTEeIbHBIM JKEHITUHAM BBOJIAT IIpemapaT
aHTH-D-uMMyHOITOOy/IMHA BHYTPHUMBIIICYHO. B Te-
YEHUE CYTOK MOCJIE POJOB MpenapaT MOBTOPHO BBOAUT-
Csl MAIMEHTKaM, POAUBIINM PE3yC-TIOJIOKUTEIbHBIX

nereld. IMMyHOIIOOY/IMH TaKke BBOAUTCS HECCHCH-
OMIM3UPOBAHHBIM PE3yC-OTPULIATEIBHBIM SKCHIIH-
HaM B cllyyae Yrpo3bl IpepbIBaHUs OEPEeMEHHOCTH,
COTPOBOXKJAIONIEHCA HATUYUEM KPOBSHBIX BBIJElIe-
HUU U3 [IOJIOBBIX IIyTEH, HE3aBUCUMO OT CPOKa recra-
UM, TP IPEPHIBAHUN BHEMATOYHOH OEpEMEHHOCTH
npu cpoke Ooee 13 Heaemnb; nocie JTI00bIX HHBA3HB-
HBIX Tpolueayp (OMOICHU XOpHUOHA, aMHUOLIEHTE3a,
KOpJIOLIEHTEe3a); TPU TOJyYeHUH TPaBMbl OPIOIIHON
MOJIOCTH BO BpeMs OepeMEHHOCTH. AHTUTENA BBIBO-
JIAT U3 KPOBOTOKA HEMHOTOYUCIIEHHBIE KJIETKH ILIO-
Jla, TpeNoTBpaIias, TakuM o0pa3oM, o0Opa3oBaHUE
aHTuTen. AHTH-D-UMMYHOTIIOOYTUH MPOU3BOJUTCS
U3 TUIa3MBbl KPOBH KIMMYHHU3UPOBAHHBIX JOHOPOB; OH
JIOPOT U €ro BBEJIEHUE CBA3aHO C HEKOTOPBIM PUCKOM
nepenadu HHPEKIHH; KpoMe TOTO, TIPH €0 BBEIICHUN
OTMEYAeTCsl He3HAYMTEIHHOE YUCIIO MOOOUYHBIX (-
(hekros [35].

PaboTel 1O ycmemHoMy BBISIBJICHHIO IOCTEIO-
BaresibHOCTEW TeHa RHD 1uioma B KpOBH pe3yc-
OTPHLIATENBHBIX JKEHUIUMH TMOSBWINCH Cpa3zy Mocie
JIOKa3aTeabcTBa BO3MOYKHOCTH TIPOBEACHUS HEWH-
Ba3MBHOW JIMATHOCTUKH MO TepuepruuecKoil KpoBU
O6epemenHoit [39]. B HacTosiiiiee Bpemst B pyTHHHYIO
MIPAKTUKY HEKOTOPHIX €BPOIEHCKUX CTpaH BBEICHO
UCCIICIOBaHNE KPOBU CPaBHHUTEIBHO HEOOIBIIOTO
YHCIIa CCHCHOMIM3UPOBAHHBIX OEPEMEHHBIX JKESHIIH
C ETIBIO BBISIBIICHUS CPEJTM HUX TPYIIIBI BBICOKOTO PH-
CKa 10 Pa3BUTHIO TEMOIIUTUYECKOH Ooie3Hu (T.e. Oe-
PEMEHHBIX PEe3yC-TIOJIOKUTEILHBIM TUIOAO0M). AKTHBHO
00CYK/IaeTcsl TAKIKE BOTIPOC O BO3MOKHOCTH M HEO0-
XOZIMMOCTH BHEJIPEHUSI B PYTHHHYIO IPAKTHKY MPOBEP-
K1 BCEX Pe3yC-0TPHULIATEIbHBIX )KEHIIMH /ISl peIlIeHHs
BOIIPOCA O HEOOXOAMMOCTH BBEICHUS UM aHTH-D-
ummyHoriooynuHa [42]. I1o ctatuctuke, cpeu Ioaei
6emoii pacel B 38 % cirydaeB pe3yc-oTpHIiaTeNIbHas Oe-
pEeMeHHas BBIHAIIIMBACT PE3yC-OTPULIATENbHBIN IO,
U B OTOM ciydae HEOOXOJMMOCTh B UMMYHONPOQH-
naktuke I'b orcyrcTByer [35].

Omnpenenenue pe3yc-NMPUHAIIEKHOCTH  TIJIOAA
IIPEJICTABIISIETCA MEHEE CIIOKHOM 3a1adeid, ueM aua-
THOCTHKA TIONa IUIONA, MOCKOJNIBKY B 3TOM CIydyae
HET HEeOOXOIUMOCTH MPOBOJWTH aHamu3 B | Tpume-
ctpe 6epemenHoctH. [1o pe3ynbratam Mera-aHanmsa,
TOYHOCTh HEWHBAa3MBHOM JUArHOCTUKH pe3yc-
(bakropa omenuBaercs B 94,8%, omHako pa3dpoc
3HaYeHUN MexXay JadopaTopusMH BECbMa BEJIHK
(ot 90 mo 100%) [35]. Hexotoprle ucciaemoBaTenn
PEKOMEHYIOT C OCTOPOKHOCTBIO OTHOCHUTBCS K OT-
pHULATEIbHBIM pe3ylbTaraM TeCTOB, MPOBEACHHBIX
mo 12-i1 memenm OGepemenHocTH [26]. Kak u mpu
JUArHOCTHKE TI0JIa TUI0a, B OOJIBIION CTENeHH TOY-
HOCTh aHaJIM3a 3aBHCHUT OT BBIOPAHHOW CTpaTeruu.
Tak, npUMeHeHNe pa3BEPHYTON CUCTEMbI KOHTPOJIS,
00JIBIIOrO YKCia MOBTOPHOCTEN M aHAINM3 OJTHOBpE-
MCHHO HECKOJIBKUX AK30HOB reHa RHD, 103BOJIHI
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HEKOTOPBIM aBTOpPaM JIOCTHYh TOYHOCTH JIMArHO-
ctuku 99,8% [40]. Taxkoit moaxon ompaBgaH NOpu
MIPOBEJICHUN JMATHOCTUKH B TPyIIe CEHCHUOWIH-
3UpPOBAaHHBIX OepeMeHHbIX. [l penieHus Bompoca
0 HEOOXOJMMOCTH BBEJICHHSI UMMYHOIJIOOYJIMHA J10-
ITyCTUMO TIpUMEHEHHEe 0oJiee JICIIeBBIX M HECKOJIBKO
MEHEE TOYHBIX IOAXOJOB K IIPOBEACHUIO AHANIN3A.
Hns crpan EBpocoro3a moka3zaHo, 4TO MPU CTOUMO-
CTU HEMHBA3UBHON AMATHOCTUKU 26,5 €BpO U MEHEe,
MIPOBEJICHHUE €€ Y BCEX pe3yC-OTpHUIaTeIbHBIX Oepe-
MEHHBIX JIJISl PElIeHHUs BOIPOCa O HEOOXOAMMOCTH
BBEJEHUS aHTU-D-MMMYyHOTIIO0yIMHA SKOHOMHYE-
CKM ompasnaHo [35].

B 2007 rony Ha peIHKE MOSIBUJICS IIEPBBII KOMMeEp-
YECKUH KUT IJIs1 ONPENENCHUsI Pe3yC-PUHAICKHOCTH
mwiona [26] — Free DNA Fetal Kit RhD, npowus-
BonctBo Institute de Biotechnologies Jaques-Boy,
Peiimc, @panuus. Onucanne Habopa, TPUHIMIT €T0
paboThI, pe3yiabTaThl MCIBITAHUNA U METOJHMKA IPO-
BEJICHHS aHaju3a JOCTYIIHBI Ha caite http://www.
biotechjboy.com/biologie _moleculaire/biologie
moleculaire eng.htm. Onpenenenue pesyc-hakropa
IJI0J1a PEKOMEHAYETCSl IPOBOAUTH Tocie 12 Henenb
OEpEeMEHHOCTH; OTPHUIATEIbHBIN pe3yNbTar, Io-
Jy4YEHHBIN Ha cpoke 10 18 Hemenb pexoMeHOyeTcs
paccMaTpuBaTh KaK BEpOSITHBIM, U B 3TOM Clydae
HEOOXOAMMO TOBTOPUTH HCCIEIOBAaHHE Ha Oolee
no3aHeM cpoke. [Ipu ncnonb3oBaHUM JAHHOTO KUTA
MIPOBOAMTCSl aHAIM3 TPeX S5K30HOB reHa RHD (5,
7 u 10). Jlns xoHTponst kauectBa BbiienaeHus JJHK
B 00pa3ibl I1a3Mbl JTOOABISIFOT HEOOJBIIOE KOJU-
yecTtBo sk3orenHoit JAHK (kykypyssl), 1 mpoBoasr
[ILIP nns xoHTpOJsl ee HAaMM4YKMA B 0Opa3uax Bblje-
nernolt JIHK. CebecTtoumMocTh aHam3a ¢ UCIOJIb30-
BaHUEM 3TOrO KUTa B BelMKOOpUTaHMU COCTaBISET
46,5 (yHTOB IpH OJJHOKPATHOM JUAarHOCTHKE, U 0O-
nee 65 QyHTOB IpU MPOBEJICHUM YTOUYHSOIICH IHa-
THOCTUKHU TP BBISIBICHUH OTPUIIATEIHLHOTO PE3yc-
¢axTopa moxna [42].

Poccuiickas komnanus «I' €H-TEXHOJIOTHUSA» TaKXKe
MIPOU3BOJIUT TECT-CUCTEMBI JIJISl OTIPEACIICHUS PE3yC-
(bakropa mona. C HAOOPOM M UHCTPYKIUEH 10 TPH-
MEHEHHIO MOKHO 03HAKOMUTHCS Ha CaliTe KOMITAHUU
http://testgen.ru. IIpoBonuTcs aHamu3 ABYyX 3K30HOB
reHa RAD B ofgHOW NOBTOPHOCTH C MUHUMAaJIbHBIM
KOJIMYECTBOM TOJIOKUTEIBHBIX U OTPHUIATEIbHBIX
KOHTPOJBHBIX 00pa3noB. CebecTOMMOCTh OIHOTO
aHaim3a cocrapisier 1370-1570 py6., 3asBineHHAs
TOYHOCTH JUArHOCTHUKU — 98 %.

nepCﬂeKTI/IBbI HenHBa3nBHOM
npeHaTaanoﬁ ANarHOCTUKum

Haubonee wacThiM MOKa3aHUEM JUIsl POBEACHUS
WHBA3MBHBIX BMENIATENLCTB SBISETCS HEOOXOMU-
MOCTb BBISIBIICHHSI HAMOOJIEE PacIpOCTPAHEHHBIX XPO-
MOCOMHBIX 00JIe3HEl, 00YCIIOBICHHBIX UCOAIaHCOM

xpomocoMm 13, 18, 21 u X. CymecTByromye CKpUHUH-
TOBbIE HEWHBA3MBHBIE METOABI (aHAJIM3 MapKEpHBIX
0CJKOB B CBIBOPOTKE KPOBU MaTepH, YIBTPa3BYKOBOE
HCCIIeI0BaHNE), SIBISTIOTCSI KOCBEHHBIMH, U, HECMOTPS
Ha 3HAYUTENILHBIM MpOrpecc B 3TOW 00JacTH, B Jyd-
[IEM CJIydae MO3BOJISIIOT C(OPMHUPOBATH TPYIITY JKEH-
IIMH BBICOKOTO PUCKA MO HAJIMYUIO MJIO0B C TPUCO-
Mmueit 21 u apyroil XxpoMocoMHoM natosnoruei [1].

Ha mnepBblii B3MIsiA, JMAarHOCTHKA (DEeTabHBIX
aneyrutonanid o BKAHK mmasmbl kpoBu Oepemen-
HOM NPAaKTUYECKU HEOCyllecTBUMA. [[elicTBUTENBHO,
o4eHb HeOobInoe kouuecTBo BkGAHK miona B ma-
TEPUHCKOM IIa3Me HaXOAMUTCS B CMECH C MHOTOKpar-
HO npeBocxoasumM kommuectBoM BKJIHK marepu (1);
YUUTBIBAsL, YTO TPUCOMUH Yy TJIOAA UMEIOT peruMyIiie-
CTBEHHO MAaTepHUHCKOE MPOUCXOKICHHUE, MOCIe10Ba-
tenpHocTH JJHK HenmapHbIX XpomMocom OyayT B OOJTb-
IIMHCTBE CITy4aeB OMHAKOBBI y MaTepH U 1uiona (2).

OpHako B HacTodlee BpeMs MPEIOKEHO
HECKOJIBKO T10/IX0JIOB, MO3BOJISIONIMX B MEPCIEKTH-
BE€ MPOBOJUTH HEMHBA3HMBHYIO NpEHATAIbHYIO JHa-
THOCTUKY paclpOCTPaHEHHbIX XPOMOCOMHBIX 00-
ne3Hedl. OnMH U3 HUX — KOJMYECTBEHHBIN aHaIu3
BhIZIeNieHHON n3 mnasmbel PHK mist onenku ypoBHA
IKCIPECCHU TUIAIICHTOCTICHU(PUIHBIX TE€HOB, JOKa-
nu30BaHHBIX Ha 13-i1, 18-it u 21-it xpomocomax [19].
Jpyroii ocHOBaH Ha TOM (aKTe, YTO MOCIIEeI0BATEIb-
Hoctu BKG/IHK mmiona, nupkynupyromye B mia3me
KpOBU OEpEeMEHHOI, IMEIOT ITPEUMYIIECTBEHHO ITJ1a-
HeHtapHoe npoucxoxaeHue, a BKAHK marepu 06-
pasyroTcst B OCHOBHOM U3 FeMOIMO3THYECKUX KIIETOK.
OnureHeTu4eckre MeXTKaHeBbIe Pa3lnuMs, HapH-
Mep 0COOEHHOCTH METHJIMPOBAHUS HEKOTOPBIX JIO-
KyCOB, MpeAJaraeTcsi UCIoIb30BaTh JUIs BbIIEICHUS
u aHanu3a nocnenosarenbHocTer JJHK deransnoro
npoucxokaenus [28, 13]. AHanu3 MEeTUITUPOBAHHBIX
MOCJIEI0BATEILHOCTEN MPOBOIAT Pa3HbIMU METOjla-
mu. OJIUH U3 HUX — 3TO OHCynb(UAHAsS KOHBEPCHUS
JHK u 3arem komumuecTBeHHas (Kak BapuaHT —
mudposas, digital) TP co cnenuduuHbIME K Me-
TUJIMPOBAHBIM TOCIIEI0BATEIBLHOCTAM IpaiiMepamMu
[28]. Apyroii — obpaborka BkIHK MeTuimuyBcTBH-
TeBHBIMH WM METHJI3aBUCHMBIMU PECTPUKTA3aMHU,
c nocnenyrouieit konnuecrseHHoi [P renos mioaa.
BrisiBieHHOe yBenMueHHe 4yHciia KOMUil TeHOB, pac-
MOJIOKEHHBIX Ha XpoMmocomax 13, 18 u 21 mo cpas-
HEHHIO C KOHTpOJeM, OyJeT yKa3blBaTh Ha XpPOMO-
COMHYIO MaTOJOTHIO MJI0JA.

BecbMa yOequTeNbHBIMU SIBISIOTCSL PE3YJIBTAThI
ABTOPOB, UCHONB3YIOIIKX JUIs aHanu3a BkJIHK me-
TOJ| TIApaUIEIbHOTO TEHOMHOTO CEKBEHHPOBAHUS
(massively parallel shotgun sequencing (MPSS))
[27, 25]. Ehrich ¢ coaBTrOpamu HCIOJB30BaIH Clie-
nytoruii monxoxa. Bergensmu JIHK u3 4 mut mora3zmsr
KpoBHU OepeMeHHBIX, ucnonb3yst QIAamp Circutating
Nucleic Acid kit (Qiagen). ITockonbky BkJIHK siB-
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JSIeTCS.  HU3KOMOJICKYJISIPHOM, €€ HEeNOoCpeICTBEH-
HO HCIIOJIB30BAJIM Ul HPUTOTOBJICHUSI OMONIMOTEK
(dparmenroB [IHK. Ha omHOV maHenu aHamu3upo-
BaJIM OIHOBPEMEHHO 4 OMOIMOTEKH, IIPU 3TOM Kaxk-
nast OmOimoTeKa cojep)kajia CBOIO CHHTETHUECKYIO
OJIMTOHYKJICOTHIHYIO ITOCJIEI0BATEILHOCTh, KOTOPast
paborana Kak IUTPUX-KOA, MO3BOJSIOUIMNA HICHTH-
(uruposare npoucxoxkaenue pparmenta JJHK. [Tpu
KaxzaoM 3amycke cekBeHaropa (Illumina) moxxHO
aHaJM3UPOBATh MapaJUIeIbHO 8 MaHenel, conepxa-
X CMECh YEThIpEeX OMOIMOTEK, TO eCcTh 32 oOpa3ia
BKk/JIHK. IIponiecc cexBeHMpoBaHMs MPOAOIKAETCS
2 OHS, ¥ €ro pe3yabTaToM Jjisl KakIol OnbanoTreku
SIBIISIETCSL TIOCJIEAOBATEILHOCTh 5 MUJUTMOHOB (hpar-
meHToB JIHK. JInnHa kaxm1oro mpouTeHus COCTaBIIsA-
eT 36 HyKJIEOTH/IOB, YTO CYMMapHO COCTaBJISET NpH-
MepHO 6 % reHoma yenoBeka.

3aTeM MOJyyeHHBbIE JTaHHbIE 00pabaThIBAIOT, CO-
OTHOCS C pedepeHCHON NOCIeq0BaTeIbHOCTHIO,
B pe3yabTaTe 4Yero OMpelessseTcss XPOMOCOMHaAs
JIOKanu3alusl Kaxkaoro ¢gparmenra. B Hopme mois
CEKBEHMPOBAHHBIX (PAarMEHTOB IPONOPLUOHATbHA
JUIMHE COOTBETCTBYIOLIEH XpOMOCOMBI. Tak, 0ObIy-
HO 8,5% BceX MPOYUTAHHBIX MOCIEAOBATEIBHOCTEH
MIPUHAUIEKAT XpOMOCOME 1, B TO BpeMs Kak K Xpo-
MocoMe 22 oTHocsTcs Tonbko 1,2 % Bcex ¢parmen-
TOB, a K 21-i xpomocome — 1,35%. B ciyqae tpu-
comuu y mona B oomem myne Bk JHK conepxurcs
HECKOJIBKO OO0JTbIIIee KOTMYECTBO TEHETHYECKOTO Ma-
Tepuaa, COOTBETCTBYIOIEIrO JIMIIHEH XpOMOCOME.
Jna nuarHocTHkM cuHAapoma JlayHa mons mpodre-
HUH, NpuHaaiIexamux 21 xpomocome, cpaBHUBAET-
cs ¢ pesynbTaramu (cpeanee u SD), momydyeHHBIMU
paHee aisi 0Opas3loB C JYIJIOWAHBIMUA OEpPEeMEHHO-
cTaMu. Eciu pasnuuus B MpeicTaBIeHHOCTH ¢par-
MEHTOB 3TOH XPOMOCOMBI MEKAY TECTHPYEMBIM 00-
pa3lioM U CpPEeIHUM 3HAYEHHEM, IOJIyYEHHBIM MJIs
JYIUIOUJIHBIX OepeMeHHOcTel, npesbimaetr 2,5 SD,
oOpazen; UISHTU(UIMPYETCS KaK COACpKAIUN H3-
ObITOUHBIN MaTepuan 21-ii XpoMOCOMBI. DTUM Me-
TOZOM aBTOpaMM ObLTH NpoaHanu3upoBansl 480 06-
pasnoB mia3Mbl KpoBH OepeMeHHBIX. KoppekTHble
pe3ysbTaThl yaanoch NOmyduTh st 449 o0pasuos.
Bcee 39 cimyuaeB cunnmpoma JlayHa ObLTu BbIsBIIC-
HBI, YYBCTBUTENBHOCTh MeTona coctaBuua 100 %;
B 1 cinyuae u3 410 HOpMaNbHBIX OepeMEeHHOCTEH ObLT
IOJTy4Y€H JIOKHO-TIOJIOKUTEIbHBIN pe3ysbTar.

B apyroii pabote [27], npu ananu3e 314 Gepemen-
HocTell TpucoMus 1o 21-i xpomocome Obla BbIsIBIIC-
Ha co 100 % crenmupuuHOCThHIO U 9yBCTBUTEIHLHOCTHIO
97,9 % (1ipu UCTIONBL30BaHUK OJJTHOTO U3 IPOTOKOJIOB).

Takum 00pa3om, co3paeTcst BIeYaTICHUE, YTO Me-
TOJ] TapajlIeIbHOI0 TEHOMHOTO CEKBEHHUPOBAHUS MO-
xeT 3 dekTuBHO pemars MpodneMy HEHMHBA3UBHOU
NpeHaTAJIbHON JUAarHOCTUKHU Tpucomuil. B Hacros-
iee BpeMsl IPUMEHEHHE 3TOr0 METO/la B PyTHHHOM

KIIMHUYECKOW MpaKTHKe MaJOBEPOSTHO U3-32 BBHICO-
KOH CTOMMOCTH OOOpYIOBaHMS M PACXOIHBIX MaTe-
puasioB. TeM He MeHee, KOMMEpUECKUI BapuaHT JaH-
Horo Tecta (Materni T 21), BbINyIICHHBIH HA PHIHOK
¢upmoit Sequenom (Can-uero, Kanudopuust) yxe
nonyuwi ounuaibHoe ogoopenue B CLIA B okrs-
ope 2011 . MexayHapoiHOE OOIIECTBO MpeHATAlb-
Hoit nuarHoctuku [ISPD, 2011] pexomenmoBaiuo
HCIOJIb30BAHNE JAHHOT'O METO/Ia B KaUeCTBE MPO/IBU-
HyToro (advanced) CKpMHHHTOBOTO TeCTa JJIsl JKCH-
IIMH TPYMIIBI BEICOKOTO PHUCKA MO POXKICHHIO JIeTel
¢ Ooze3npio JlayHa co ClenyOIMH YTOYHEHHSIMHU:
TECT MPUTOJIEH TOJIBKO Ui AMATHOCTUKU CHHApPOMA
Hayna (1); on He rapantupyet 100 %-10 To4HOCTB (2)
MIPY HAJIMYUU TTO3UTUBHOTO PE3yJibTaTa TecTa peKo-
MEH/1yeTCsI TIOATBEP K IatoIIast JMarHoCTHKa THBa3UB-
HBIMU MeToaMU (3): TecT MOXeT ObITh HemH(popMa-
TUBHBIM; (4); OH HE TIPUTOJIEH ISl )KEHIIUH C HU3KUM
puckom cuHapoma Jlayna y mona (5). Jlanuslii tect
yKe ucronsdyerca B Kurtae u, mo-BuauMomy, CKOpo
Oyznet nmpuMeHsThcs B EBporieiickux cTpaHax.

B nocnennee Bpemsi MeToA IITyOOKOTO TTapasiieib-
HOTO CEKBEHHPOBaHMs, pPa3pabOTaHHBIM IMepBOHA-
YaJIbHO TOJIbKO JiIs 6osie3nu JayHa (Tpucomus 21-i
XPOMOCOMBI) TIOJIY4HJI JajibHEelIIee pa3BUTHE U JIS
HEUHBA3UBHOM JUAarHOCTUKU TPUCOMHUU IO APYTUM
xpomocomaMm [30]. XoTenoch Obl HAJCATHCS, YTO
B HENAICKOM OymyleM OH OKa)KETCS JTOCTYIHBIM
Y B Hallel cTpaHe. YMECTHO, OJTHAKO, 3aMETUTh, YTO
YUUTBIBAsI CIIOKHOCTH METO/1, JOCTATOUHO BBICOKYIO
croumocth (0kos0 2000%) u cepbe3Hbie OrpaHHUYe-
HUS B OKOHYATENIbHOM TOYHOCTH (JIOKHOTIOJIOKU-
TEJIbHBIC PE3YJBTaThl, CIIydal HEMHPOPMATHBHOCTH )
OH €IIle HEOTPEe/IeJIeHHO J0Jr0 OCTaHETCS B YHCIe
«IIPOJBUHYTHIX» CKPUHUPYIOIIUX TECTOB. ITO O3Ha-
YaeT, YTO B CIy4yae IMOJOXKHUTEIHHOIO pe3yibraTra
HEMHBA3WBHBIM METOJIOM Bcera OyaeT MpOBOIUTHCS
YTOUHSIONAs MHBa3UBHAS NIPEeHaTalbHas AMarHOCTHU-
Ka C [1eJIbI0 KapUOTUITMPOBAHUS IJIOJA.
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NONINVASIVE PRENATAL DIAGNOSTIC. PROBLEMS,
APPROACHES AND PERSPECTIVES.

Malysheva O. V., Baranov V. S.

m Summary: In the review possibilities of noninvasive prenatal
diagnostics on DNA of a fetus circulating in peripheral blood
of pregnant woman are discussed. Characteristics cell-free (cf)
DNA of plasma and fetus cfDNA (cffNA), circulating in a parent
blood-groove are resulted. Methodical approaches to extraction
and analysis cffDNA are considered. Possibilities and restrictions
of application of a method for fetal sexing and fetal Rhesus factor
detection, and also prospect of noninvasive diagnostics of the
most frequent aneuploidies are discussed.

m Key words: noninvasive prenatal diagnostic; cell free
fetal DNA; fetal sexing; fetal rhesus; prenatal diagnostic of
aneuploidies.
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