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[masa 4

BO3MOXXHOCTU NPEHATANBHOW AWATHOCTUKK
HA PAHHNX CPOKAX BEPEMEHHOCTWU,
HACTYNUBLLEEW B NPOTOKOJIAX BPT

IIpenatanbHas auarHoctuka (I1[1) BKitouyaet clienytolime 3aaaduu:

1) mpemocTaBieHue OYLyIIMUM POAUTESIM UCUYEpIIbIBaoIIeld MH(popMa-
LIMU O CTETEHU PUCKA POXAEHUSI OOJBHOTO peOeHKa;

2) B ciIydae BBICOKOI'O pHCKa — IMpemocTaBlIeHUuEe MH(MOPMAIIUM O BO3-
MOXHOCTH IIpepbIBaHKS OEPEMEHHOCTU U IOCIECACTBUAX IIPUHITOTO
POIMTENIIMU PELIEHUSI — POIUTH OOJIBHOTO pebeHKa WIM IIpepBaTh
OepeMeHHOCTb;

3) obecmieyeHre ONTUMAJIBHOTO BeIEHUST OEPeMEHHOCTH M paHHEW T1a-
THOCTUKM BHYTPUYTPOOHOI MATOJIOTUH;

4) omnpeaenacHUe MPOrHO3a 310POBbs OYAYIIETO MTOTOMCTBA.

Mertonanl T1/I MOryT OBITH MPSIMBIMM, KOTHAA WCCIEAYeTCsl caM IO,
0O HENpSIMBIMHU, KOTZa OOBEKTOM HCCIIeNOBaHUS SIBIISIETCS OepeMeH-
Hasi. B cBoto ouepenn, mpsiMble METOIBI TTOAPA3ACIISIIOTCS Ha HEMHBA3UBHbBIE
Y UHBa3UBHbIE.

Henpsimbie MeTonbl (00caenoBaHue OepeMEHHOM ):

* KJIMHUYECKUE (aKyIIepCKO-TUHEKOJIOTUIECKUE);

* MEIUKO-TeHETUIEeCKHE:

— TeHeaJIOTUYeCKue;

— LMTOreHEeTUYECKUE;

— MOJIEKYJISIPHO-0MOJIOrMYeCKHE.
TIpsimbie MmeToabl (0OCIEAOBaHME TIIOAA):
* HEWHBa3WBHBIE:

— YJIbTPa3ByKOBOE UCCIIEAOBAHUE;

* MHBa3UBHbIE:

— TIOJIy4eHHUe IUIOAHOTO MaTepuala.

B I pumecTpe MHBa3MBHBINM METO IMATHOCTUKKM — OMOIICUSI XOPUOHA.

K nabopaTopHbIM MeTOIaM OTHOCSITCSI:

* LIMTOTEHETUYCCKUE;

* MOJIEKYJISIPHO-T€HETUYECKIE;
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* OMOXMMMYECKUE;

* UMMYHOLIMTOXVMUYECKUIA.

CoBpeMeHHas cTpaTerus MpoBeAeHUs MPeHaTaTbHOTO CKPUHUHTOBO-
ro MCCJeNOBaHMS, IeKJIapupoBaHHAasl BO MHOTUX €BPOIECKUX CTpaHax,
OCHOBBIBAeTCS Ha pacuyeTe KOMOMHUPOBAHHOTO pUcKa [BO3pacT MallUeHT-
KM, TOJIIIMHA BOPOTHUKOBOro npoctpaHcTBa (TBII) u olieHKa HOCOBBIX
KOCTel y Iuioaa, OMOXMMUYECKUI CKPUHMHI C ONpeaesieHueM YpOBHEM
B-XT'Y u PAPP-A]. Bce 3Tu 6e1KM ABASIOTCS SMOpUOHCTIEUDUYHBIMU,
TO €CTh TPOAYIMPYIOTCS KJIETKaMW CaMOTo TIIoAa WM TUJIAlleHTHl U
IMOCTYTIAIOT B KPOBOTOK Marepu. VX KOHILIEHTpaLUsl B CBIBOPOTKE KPOBU
MEHSIETCS B 3aBUCHUMOCTH OT CPOKa OEPEeMEHHOCTH U OT COCTOSIHUS TIJ10a.

ITpu TakoMm moaxozae BbISIBASIEMOCTh CUHApoMa JlayHa, HanboJjee CIoxX-
HOTO ISl TIpeHATaJIbHOM AMArHOCTMKM M3 BCEX XPOMOCOMHBIX aHOMAJIuid,
B 11—14 Hen 6epeMeHHOCTH cocTaBisieT 6osee 90% mnpu 5% yacToTe JOXKHO-
rmoJjioxkuTeabHoro pesyabrara (Nicolaides K.H., 2011).

OnHako 6osee 3(ppeKTUBHBIM METOJOM CKPUHMHTA SIBJSIETCS KOMOU-
HauwMsl Bo3pacta mauueHTk, TBII u olleHKM HOCOBBIX KOCTEH y Tuiona,
omnpenencHue ypoBHeit 13-XI'Y m PAPP-A, a Takxxe m3yueHne JUIEBOTO
yria, KpuBbix ckopocteit kpoBoToka (KCK) B BeHozHoM mpoTtoke (BIT) n
yepe3 TPUKYCIUIOAAbHBIN KJIalaH y Iioaa. JTa cxeMa CKpUHUHTA 3HAYM-
TEJIbHO CHUKAET YMCJIO KEeHIIMH, KOTOPBIM TpeOyeTcs MpoBeaeHNe NHBA-
3MBHOI MUArHOCTUKHU, U YBEJIUUYMBAET YaCTOTY OOHAPYXEHUs CUHApPOMA
JayHa U Ipyrux XpoMOCOMHBIX 3a00jeBaHui 10 95%, a JI0KHOIIOIOXM -
TeJbHBINA pe3ynbTaT cHuxkaercsa npu 3toM 10 2—3% (Nicolaides K.H.,
2011).

B Hauaiie 90-X ronoB MpoIIOro CTOJETUS ObLIM ONYyOJMKOBaHbI TIEPBbIE
KJIMHUYECKHUE HaOJIOMEeHUSI, B KOTOPBHIX COOOIAIOCh O BBISIBICHUU XPO-
MOCOMHBIX aHOMaJIU y TIJIONOB C PacIIMPEHUEM BOPOTHUKOBOTO ITPO-
cTpaHcTBa B paHHMe cpoku 6epemeHHocTr. K 2000 . M.B. MenBeneBbiM
OBLIT 0000IIIEH OTIBIT Pa3HbIX 3aPYOEXKHBIX KIMHUK U OTE€YECTBEHHOTO MYJIb-
TULIEHTPOBOTO Uccaea0oBaHus 0 1983 ciayyasix paciiMpeHHOro BOPOTHUKO-
BOTO ITpOCTpaHCTBa. LluToreHeTMUEeCKME UCCIIeTOBAHUS TOKA3aIM HATMIUE
TECHOU CBSI3U TOTO 3XOTpaduueckoro Mpu3Haka ¢ aHoMaJausIMU KapuoTH-
Ta: y KaXIoro TpeTbero miona (29,6%) 6bl1a AMarHoCTUPOBaHA MATOIOTUSI
XpPOMOCOM.

B cTpykType LHUTOreHeTUYeCKMX HAaXOA0K caMOil 4yacToil ObLI CUHAPOM
Hayna (50,7%). Ha cunapom DaBsapaca npuxoauiaoch 23,7% Bcex XpoMoco-
MHBIX aHOMaJInii, Ha cunapoM TepHepa — 9,9% u cunnpowm Iatay — 4,9%.
[pyrue BUAbI IATOJOIMK KapMOTHUIIA ObLIM AUarHoctupoBaHbl y 10,8%
IUIOJIOB.



88 [naBa 4. Bo3M0oXHOCTY npeHaTanbHoi NarHoCTUKN HA PAHHUX CPOKAX...

Eue B cepenune 1990-X rogoB aHIIMIICKKE UCCAEA0BATEIN OTMETUIIN UH-
TEePECHYIO 3aKOHOMEPHOCTb: YaCTOTa XPOMOCOMHBIX aHOMAJIMIT HAXOIUTCS B
NpsIMO MPOIOPLIMOHATBHOU 3aBucuMOcTU OT BeawyuHbel TBII. TTpu TBII
3 MM XpOMOCOMHBIE aHOMAJIMKM OOHAPYXeHbI Yy 7% TuiofoB, Ipu 4 MM —
y 27%, ipu S MM — y 53%, ipu 6 MM — y49%, tipu 7 MM — y 83%, 1ipu 8 MM —
y 70%, ipu 9 MM — y 78%. AHajoru4Hble JaHHbIC MOJYYMJIA MCIIAHCKUE
cneuuvanuctel: pu TBIT ot 3 10 4 MM 4YacToTa XpOMOCOMHBIX abeppauuit
cocrapisiia 18%, or 4 1o 5 Mm — 19%, ot 5 10 6 MM — 29%, OoT 6 10 7 MM —
82%, or 7 1o 8 MM — 100%, ot 8 10 9 MM — 67%, 9 MM u Gostee — 100%.

B cBoe Bpemst OBLIM MOIBENEHBI UTOTM IEPBOTO POCCUICKOTO MYJIBTH-
LICHTPOBOTO UCCIeA0BaHMsI, MOCBSIIIEHHOTO U3YYeHU IO (hDeHOMEHA BOPOTHU -
KoBoro npoctpaHcTBa (AnTeiHHUK H.A., 2002). B HEM OpuHsIIM ydacTue
YeThIpe AMArHOCTUYECKNUX LIeHTpa n3 Actpaxanu, Kasanu, Mockssl 1 Mor-
Kap-Ombl. YYacTHUKAMU POCCHUIICKOTO MYJIBTHUILIEHTPOBOTO MCCIICIOBAHMS
ObL10 BBIABIEHO 80 cllydaeB pacIIMpeHHOTO0 BOPOTHUKOBOTO MPOCTPAHCTBA
(o1 3 mo 10 mm). YacToTa XpOMOCOMHBIX aHOMAaJIMI BapbUpOBaJa B Ipeaenaax
23,8—42,9% u B cpeaHeM cocTasisiiaa 32,5%, 4To MOJTHOCTBIO COIIACYETCS C
CYMMapHbIMU pe3yJbTaTaMU HWCCIeIOBaHUI B Ipyrux crpaHax (29,6%).
CIeXTp XpOMOCOMHBIX aHOMAJIN HECKOJIBKO OTIMYAJICS OT JAHHBIX 3apy-
Oe>KHBIX aBTOPOB: Ha J10J110 cuHApoMa JlayHa npuiniocsh 34,6%, Ha CMHIPOM
DnBapaca — 7,7%, Ha cuaapom TepHepa — 11,5%. Cunapom IlaTtay (onuH
M3 CaMbIX PEIKUX XPOMOCOMHBIX CUHAPOMOB) BBISIBJIEH HE ObLT B CBSI3U C
HEOOJIBIIIUM KOJIMYeCTBOM HabmoaeHUi. B 46,2% GblM AMarHOCTUPOBAHbI
IPYTUe XpOMOCOMHBIC aHOMAJINH (IeJIeLINU, HecOaJaHCHPOBAaHHbBIC TPAHCIIO-
Kaluu, TPUIUIOUINS U Ap.).

Poccuiickoe MyJabTUILIEHTPOBOE MCCIEAOBAaHME B OYEPENHOI pa3 moKa3a-
JIO, YTO pacIIMPeHHOE BOPOTHUKOBOE MPOCTPAHCTBO SIBJISIETCS HaAEKHBIM
axorpauyecKuM MapKepoM XpOMOCOMHBIX aHOMaJIWi, B TOM YMCJIe U B Ha-
IIeil TOIMyJsSIUMU, W 3TOT IPU3HAK MOXHO 3(P(PEKTUBHO MCIIOIH30BATh
B (hOPMUPOBAHUU TPYIIIIBI pUCKA B paHHUE CPOKU OEPEMEHHOCTH.

B 2000—2003 rr. ucciemoBaHus, MpoBeJeHHbIE B APYTUX PErMoHax Hallei
CTpaHbI, TAKKE MPOIEMOHCTPUPOBATIN BBICOKYIO 3(D(EeKTUBHOCTh NCITOIH30Ba-
Hus ouieHKU TBII B paHHe# nuarHoCcTrKe XpOMOCOMHBIX aHOMasuii. Tak, B vic-
cnenoBaHusx crenranctoB u3 Openodypra (Monosa C.I'. u mp., 2004) cpenu
26 citydaeB paclMpeHMsl BOpOTHUKOBOIO IPOCTPAHCTBA IUIOJA B pAaHHUE CPOKU
0epeMEHHOCTH XPOMOCOMHBIE aHOMAJIUK ObUTA AUATHOCTUPOBAHbI B 7 HAOII0-
neHusix (26,9%): pucomust 21 — 4, Tpucomust 18 — 2, Tpucomust 13 — 1.

Oco0bIit MHTEpEC TIPENCTaBIISIOT PE3YJIbTaThl UCCIeTOBAHU, TIPOBEICH-
HbIX B KpacHogape, MuHcke u Cankr-IletepOypre, MOCKOJIBKY B HUX ObLIa
ocyllecTBieHa oleHKa 3 dexkTuBHOoCcTU M3ydyeHus TBII B panHeil nua-
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FHOCTHMKE XPOMOCOMHBIX aHOMaJInii. B uccieqoBaHusIx ClielMalnuCcTOB U3
Hay4yHo-uccienoBaTeIbcKOro MHCTUTYTa aKylllepcTBa, THHEKOJOTUM U pe-
npoaykTonoruu um. J1.0. Orra (Cankr-IleTepOypr) ycTaHOBJIEHO, UTO YBe-
nuuenue TBIT 6but0 3apeructpuposaro y 15 (78,9%) u3 19 mioa0B ¢ XpoMo-
comubiMu aHoMasimu (Hekpacoa E.C. u np., 2005).

I[Ipu 3TOM 4YacToTa JIOKHOMOJIOXUTEIbHBIX PE3YJIbTaTOB COCTaBMIIA
TosibKO 2,4%. Ipu cunapome JdayHa yseanueHue TBIT 66110 06GHApYKEHO
y 6 u3 7 rnonoB (85,7%). AHaJIOrMYHbIE JaHHBIE TPUBOASAT HAIIIW KOJLUIETU
n3 Mwuncka (HosukoBa M.B. un np., 2004). B ux uccienoBaHusIX yBeJIUIe-
nue TBII 6bu10 BhisiBiieHO Y 25 u3 34 miogoB ¢ tpucomueit 21 (73,5%).
Cxoxue pesyabTaThl ObIM mojydeHbl B KybaHCKOII MexXpermoHalabHOMI
MeauKo-reHeTnueckoit koncynprauuu (Knuna M.B. u np., 2004): y 8 u3
12 mogoB ¢ cuHapoMoM JlayHa, amarHocTMpoBaHHBIM B | Tpumectpe,
ObLIO OOHAPYXKEHO paclIMpeHre BOPOTHMKOBOrO npocTpaHcTBa (66,7%).

BrisiBiisiemocTh cHapoMa JlayHa B paHHUE CPOKM OEPEMEHHOCTH MOXKET
BO3pacTu TMpu (OPMUPOBAHUM TPYIIILI pucka He Toabko 1o TBII, Ho u mo
BO3pacTy IMalueHTKU. BoJblloii nHTepec MPeaCcTaBIIsaIoT JaHHbBIE UCCIIEN0-
Banmit Fetal Medicine Foundation First Trimester Screening Group, B KOTO-
pBIX IpUHSIIM yyacTtre 306 ONBITHBIX CITEMATUCTOB U3 22 LIEHTPOB TpeHa-
TaJIbHOM nuarHoctuku. B xome atux uccienosanuii TBII oueHuBanach
B pexxume ckpuHuHra y 100 311 monoB (Snijders R.J. et al., 1998). Bcem
OGepeMEeHHBIM ITPOBOIMIICS KOMOMHUPOBAHHBIN pacyeT prcKa Ha OCHOBAaHUU
Bospacrta u TBIT >95-ro npouentis. [TokazaHuem K mpeHaTaIbHOMY Kapu-
OTUIIMPOBaHUIO siBisuicd puck 1:300. B xome KOMIUIEKCHOTO y4eTa JaHHBIX
ouenku TBIT u Bo3pacTa mauneHTKN yaajioch OOHAPYKUTh 268 13 326 ciy-
yaeB cuHapoma ayHa (82,2%), npu atom y 234 (71,8%) mnonos TBIT mipe-
BBIIIIaJIa HOpPMAaTUBHBIE 3HAUYEHMSI.

bonee Brievatssionye pe3yabTaThl ObUTH TTOTYYEHbI HAIIMMU KOJUIeTaMu
n3 Muncka (HoBukosa M.B. u np., 2004). B ux nccieqoBaHUsIX OBLIO BBISIB-
neHo yBeianvenue TBITy 14 u3 15 mionos ¢ tpucomueii 13 (93,3%) uy 20 us
23 rtonoB ¢ Tpucomueii 18 (86,9%).

AOCOTIOTHBIE pa3Mepbl BOPOTHUKOBOTO MPOCTPAHCTBA MPHU CHHIPOMAaX
OnBapaca u [atay oObIYHO BBIIIIE, YeM TIPU CUHIpoMe JlayHa, U B cpeaHeM
COCTaBJISAIOT 7 MM, B oTiimuue ot TpucoMun 21 (5,9 mm). Kak u ipu cuHapo-
me JlayHa, ipu TprcoMuu 18 1 13 oTMeuaeTcst 3aBUCMMOCTD YBEeJIMUEHUS Ya-
CTOTHI BBISIBJISIEMOCTH IIOPOKA IUIOAA OT Pa3MepOB BOPOTHUKOBOIO IIPO-
crpaHcTBa. [1o manueiM P. Pandya u coast. (1995), npu TBII 3 MM B 10—
14 Hen GepeMeHHOCTH U3 64 HabmoaeHUI cuHIpoMoB DaBapaca u Ilatay
ObLI0 AUarHocTupoBaHo 15,6% ciyyaes, ipu 4 mm — 12,5%, npu 5 MM —
15,6%, a npu BenuuuHe 6osiee S MM — 56,3%.
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K HacTosieMy BpeMeHU HaKOIUJIEHBI yOenuTelIbHbIe TaHHbIE 00 YBeIu-
yenuu TBII npu matoaorum mojoBbBIX XPOMOCOM, CaMOI YacTOM U3 KOTO-
pbix gBisietcst cuHapoM TepHepa. [To nanHbeiM Fetal Medicine Foundation
First Trimester Screening Group, pacmmpenue TBII mpu cuaapome Tep-
Hepa Bctpeuaetcs B 87% ciydaeB (Nicolaides K.H. et al., 2005). Ouenka
TBII B pexume cKpuHUHTa SBjIsgeTCcs d(OOEKTUBHBIM METOAOM paHHE
nuarHoctuku cuHiapoma TepHepa. B uccnepoBanusix N. Sebire u coaBbr.
(1998) yyBCTBUTENIBHOCTDL 2XOTrpaduK B BBISBJAEHUM 3TOTO CUHIPOMA CO-
craBwia 87,9%.

Takum obpaszoMm, oTkpsiTue heHomeHa TBII Boopyxkuiao Bpaueilt HO-
BBIM 3((DEKTUBHBIM IIPEHATAJIbHBIM YJIbTPa3BYKOBBIM MapKEPOM XPOMO-
COMHBIX aHOMaJIMii B paHHME CPOKU OepeMeHHOCTHU. [1aBHOE 3HaUeHME
3TOTO OTKPBITUS COCTOUT B TOM, UTO CHELMATUCTHI YIbTPa3BYKOBOM nHa-
THOCTUKM TMOJIYYUJIA BO3MOXHOCTh MEPEHECTU 00CIeJOBaHNE TTAIITMEHTOK
Ha paHHUE CPOKMU OepeMeHHOCTU. BhICOKUE UyBCTBUTEILHOCTD U CIIELM-
¢uunocTh ckpuHuHra mo TBII no3BonsioT 3 dekTuBHO chopMUpoBaTh
cpeny 6epeMeHHBIX HOBYIO I'PYIIIY pPUCKa U PacIIMPUTh paMKH KJIMHUYE-
ckoro obcienoBanus. CBoeBpeMeHHass W METONMYECKM TIpaBUJIbHasI
oueHka TBII mo3Bosisier 060cHOBAThH MPUMEHEHUE NHBA3UBHBIX METOLOB
KUCCIeq0BaHMs yXe B I TpuMecTpe U UCKIIIOYUTh IPYOYI0 MAaTOJIOTUIO IO~
na, TpeOyIOIIyIo IIpephiBaHUs 0EpEeMEHHOCTHU 10 MEAUIIMHCKUM IT0Ka3a-
HUSIM.

N3meHeHMe IMHBI KOCTE HOCA TUI0a OBIJIO OTMEUYEHO He TOJIBKO TIPU
cunapome JlayHa, HO ¥ IIpU APYTUX XPOMOCOMHBIX aHOMaIusX. Tak, utajb-
sHckue ucciaenoatean G. Monni u coant. (2002) 0OHApPYXUIU OTCYT-
CTBUE M300paxxeHUsl KOCcTeil Hoca 1uiona B 75% ciydaeB cMHApOMa DI-
Bapica, B 66% — cunapoma TepHepa, a Takxke y Iioga ¢ Tpucomueit 9.
Anrmmiickue crienuanuctel S. Cicero u coanT. (2003) 3apeructpupoBain
OTCYTCTBUE U300paxkeHusI KOCcTell Hoca 1iona B 57,1% ciiyuyaeB CUHApOMA
DnBapaca u B 31,8% nabmoaeHuii cunapoma [latay, a Takke pu APYrUx
XpOMOCOMHBIX aHOManusx. L. Otano u coaBT. (2002) cooO1uau o6 oTcyT-
CTBUU M300paXkeHUsT KOCTEM HOca B paHHKUE CPOKM OEpeMEeHHOCTH Y TToa
¢ cuHApoMoM 3OpaBapxaca. [lo maHHBIM MTAJbIHCKUX MCCIIeIOBaTeNIC
M.A. Zoppi u coanrt. (2003), oTcyTcTBHE N300paKeHMUs KOCTEil HOoca OBLIO
oTMeYeHO B 66% citydyaeB cunapomMa TepHepa u B 80% HaOII0IeHUI CUH-
Ipoma DaBapica.

CoracHO TaHHBIM MYJIBTULIEHTPOBOTO MCCIIEIOBAHMSI, OCYIIECTBIICHHOTO
B TpeX LIEHTpax MpeHaTabHOI quarHoctuku Mtanmum n Hunepinanmos, oTcyT-
CTBUE U300paxKeHUsI KOCTei Hoca 3aperucTpupoBaHo y 50% IU1010B ¢ CUHIPO-
moM Ilaray ny 66,7% — ¢ cunapomom DuBapzaca (Orlandi F. et al., 2003).
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[TonBonst uTor mpuBeneHHBIM (haKTaM, MOXHO CIIeJaTh BEIBOI O TOM, UTO
OlIeHKa KOCTel Hoca IJ10/1a MPpeACTaBIsieT COO0M MepCeKTUBHbINA METOM IS
yAYJIIeHWS paHHEH TTpeHaTaIbHO TMAarHOCTUKY XPOMOCOMHBIX aHOMAaJIUHA.
OnHako ocTaeTcs akKTyaJlbHOM pa3paboTKa HOPMaTUBOB 3TOTO MapKepa B 3a-
BUCHMOCTH OT KOIMYMKO-TEMEHHOT'O pa3Mepa IIoIa.

PeBepcHble 3HaueHus1 KpoBoToka B BIT B (pa3y cokpaiieHus npeacep-
Ui SBJISIIOTCSI MapKepoM cuHApoMa JlayHa y rmiojaa JuWllb B ONpeaeeH-
Hble CpokUu 6epeMeHHOCTU. Tak, mo naHHbIM E. Antolin u coaBt. (2001),
MaTOJIOTUYECKHU crieKTp KpoBoToka B BII mpu cunapome [layHa nmocrto-
BEPHO 4allle BCTpeyaeTcs B recraliioHHOM cpoke 10—13 wex (76,9%) o
cpaBHeHMIO ¢ 14—16 Hen GepeMeHHOCTH, Korga aHoMaibHble KCK Obutn
3aperuCTPUPOBAHBI JTUIIb B 42,2% BCeX XPOMOCOMHBIX Te(EKTOB.

Hapsiny ¢ ¢opMupoBaHreM TpyImbl BLICOKOTO pHUCKa MO XPOMOCOM-
HbIM anoManusaM, oneHka KCK B BII B panHue cpoku 6epeMeHHOCTH 00-
JIalaeT BBICOKOM UYBCTBUTEJIbHOCTHIO B OTHOIIIEHUHU BPOXIEHHBIX IOPO-
KOB ceplilla KakK B cliydyasX pacllMpeHrsI BOPOTHUKOBOIO MPOCTPaHCTBA U
XPOMOCOMHBIX aHOMaJIMA, TaK ¥ MPU HOPMaJbHOM KapUOTUIIE IIoda U
HopMasbHBIX 3HaueHMsIX TBII. CoriracHO OImy0IMKOBaHHBIM JAaHHBIM, IO
30—60% Bcex 3HAYMMBIX CIy4aeB BPOXKIEHHBIX TIOPOKOB CepAlla B IIpeHa-
TanbHOM mepuoae comnpoBoxkaanuch aHomanbHbiMu KCK B BIT B 11—
14 nen 6epemenHocTu (Clur S.A. et al., 2008; de Mooij Y.M. et al., 2009;
Martinez J.M. et al., 2010).

[To 27Ol IpUUMHE B cydasix oOHapyXeHusl peBepcHbIX 3HaueHnit KCK
B BIl HeoOxommmo TpoBeAcHHWE PACIIMPEHHON 3XOoKapauorpaduu Iioma
yKe B KoHIle | TpuMecTpa 6epeMEeHHOCTH B PeTMOHAJIBbHOM IIEHTPE IMpeHa-
TaJbHON AWArHOoCTUKU. [IpyM MCKIIOYEHUM XPOMOCOMHBIX aHOMAJIMK U
BPOXIEHHBIX MOPOKOB CEPIIIA Y TUIOAA B PAaHHUE CPOKU CIIEAYET MTPOBECTH
TMOBTOPHO paclIMpeHHYIo axoKapauorpaduio B 20—22 Hen 6epeMeHHOCTH.

Takum o6pazoM, ouieHKa KpoBoToKa B BII siBsieTcst BaXKHBIM ITpeHaTa b-
HBIM MapKepoM, KOTOPBI HEOOXOAMMO UCIOIb30BaTh B KOMOMHALIVU C IPY-
TUMM 2XOTrpapruecKMMU MapKepaMu 151 yBeJIM4eHUsT 3(pHEKTUBHOCTHU Ylb-
TPa3BYKOBOTO CKPWHUWHTA 10 CUHApoMy JlayHa M BpPOXIEHHBIM TTOpOKaM
cepauay mioga B 11—13/6 Hen GepeMeHHOCTH.

B Hacrosiiee BpeMsI OMTHUM U3 CaMBIX M3y9aeMbIX OMOXMMUYECKUX
MmapkepoB saBisercss PAPP-A, koropomy npunmaercss OOJblIoe 3HaYEHUE
MpY OpraHu3aluy MpeHaTaJbHOr0 CKPpMHUHIA B paHHME CPOKM Oepe-
MEHHOCTH.

XI'Y — 3TO MMKOMPOTENH, KOTOPBIN MTPOMYIIMPYETCS] CUHIUTUOTPOGhO-
0J1acTOM M TTONaMaeT B MAaTEPUHCKUI KPOBOTOK BCKOPE TTOCTIC MMILIAHTALIMHI
IUIOAHOTO siflia. B cChIBOpOTKE KpOBM MaTepHy U 1102 MOXHO OOHAPYXKUTh
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HecKoJbKo ¢ppakuuit XI'Y: 6uosornuyecku aktuBHyio ¢popmy XI'H, HeakTuB-
HY10 (popMy, CBOOOIHBIE U CBSI3aHHbIE (DpaKLIMU.

Dpaxius (-XI'Y gaBisgeTcsT OMHUM W3 HauboJiee YyBCTBUTEITbHBIX OMOXT-
MMWYECKMX MapKepoB ITPU CKPUHUHTE Ha XPOMOCOMHbBIE aHOMAJIH, TIO3TOMY
€€ OLICHKA BXOIUT B OOJIBITMHCTBO CKPUHUHTOBBIX IIPOTPaMM, TIPUMEHSIEMBIX
B HacTosiiee BpeMsi. MexaHu3M noBbllieHus: ypoBHs B-XI'Y npu TprcoMun
no 21-i mape XxpOMOCOM 10 CUX ITOP 10 KOHIIA He siceH. CylIecTBYeT Teopusl,
nbITaloIIasICcsl O0OBbSICHUTD MoBbIlIeHUe YpoBHS B-XIY nipu cunapome JlayHa
HapyieHrueM nuddepeHIIMPOBKY TUTOTPpOodOoOIacTa BCUHIUTAOTPO(oOIacT
TIPY 3TOM TPUCOMMU, OMHAKO a0COIIOTHBIE TOKA3aTeIbCTBA STOTO IIPEATIOINO-
JKEHUS HE HAUICHBI.

Pacuer pucka poxneHust pebeHKa ¢ XpOMOCOMHOI aHOMasIuel MpOBOAUT-
Cs1 C TIOMOIIIBIO CITEMATbHON KOMITBIOTEPHOI TTPOrpaMMBbl, KOTOpasi yIUThI-
BAeT BO3PACT MALMEHTKHU, PE3YJIbTaThl OMOXUMUYECKOTO cCKpruHUHTA [ PAPP-A,
cBobomHas dppakuust (-XI'Y)] u yIpTpa3ByKOBBIX MAPKEPOB XPOMOCOMHBIX
nedexToB. [Tporpamma Takke yUuTHIBAEeT MOIPABKY € yYeTOM Beca OepeMeH-
HOI, COMaTUYECKOU NaToJIoruu, KypeHus u T.4. [1pu onpeneseHun BHICOKO-
ro pucka OepeMeHHBIM IIpe/iaraeTcsi MpeHaTaTbHOE KapUOTUITMPOBaHME,
a B CJIydastx HU3KOTO pHCcKa MalMeHTKaM PeKOMEHIYeTCS JajbHeIIee 0ObId-
HOe 00ce10BaHNeE U HAOIIONEHHE.

CkpuHuHTOBOE oOcnenoBaHue B 11—13 Hen 6epeMEHHOCTU IJIsT KOMOU-
HUPOBAHHOIO pacyeTa WHAMBUAYAJbHOIO PUCKAa XPOMOCOMHBIX aHOMaTUi
Hanboee 1eraecoodpa3Ho ocymecTBiIdaTh Mo cucteMe OSCAR (One Stop
Clinic for Assessment of Risk), 4To o3HauaeT KOMIUIEKCHOE 00CIIeIOBAaHNE C
pacyeToM pUcKa P OTHOKPATHOM IOCEIIEHUH CIIeIIMaIn3POBaHHOM K-
HukU. M1 moaToMy permoHajibHble LHEHTPbI IPeHaTaIbHOU TUarHOCTUKHU, OCY-
LIECTBJISIONINE CKPUHUHIOBOE OO0CeNOBaHKE, JOJDKHBI ObITh OCHAIIIEHBI HE
TOJIBKO 9KCTIEPTHBIMU WJIM KaK MUHUMYM BBICOKOTO KJIACCa YJIbTPa3ByKOBbI-
MM anmapaTaMHy I HageKHOU OLEHKM 3X0TrpahMIeCKNX MapKepOB XpOMO-
COMHBIX aHOMaJuit B 11—14 Hen 6epeMeHHOCTU, HO U BKCIIpecCc-aHaIu3aTo-
POM OMOXMMUYECKUX MApKEPOB, KOTOPBIN MO3BOJISIET MOJIYYUTh PE3yJIbTaT B
teyeHure 30 muH. ClieryeT MMETh B BUJLY, YTO CAMOW PacpOCTpaHEHHOM TTPH-
YUHOM TTOJOKUTENBHBIX PE3YIbTaTOB CKPUHWHTA SIBJISIETCST HEBEPHOE OTpe-
JeJeHNE CpoKa 0epeMEeHHOCTH, IIO3TOMY ITPU HECOOTBETCTBUU YPOBHSI OeIKa
HOpMeE HEOOXOIMO B MIEPBYIO OUepelb YTOUHUTH CPOK OEPEMEHHOCTH C T10-
Moo Y3U.

B I TpumecTpe 6epeMeHHOCTH HauOOJIbIIIE OTKJIOHEHUS TP XPOMOCOM-
HBIX aHOMAJTHSIX Y TIJIOa HAOJTIOAI0TCS B COIEpKaHUM TUIa3MEHHOTO acCOLIM-
npoBaHHOTO ¢ O6epeMmeHHOCThIO Oenka A (ITABB-A) u cBobomHoro B-XI'Y
B KpoBu marepu. [TABB-A saBnsercss npoTea3oil, paclierisiionieii 0eaxku,



[naBa 4. Bo3MOXHOCTY NpeHatanbHou NarHOCTUKN Ha PAHHUX CPOKAX... 93

CBA3BIBAIONINE MHCYJIMHOIIONOOHBIN (akTop pocTta 1. Huskuit ypoBeHb
ITABB-A — culIbHBII MapKep, KOTOPBIN YBEJIMUYMBAET PUCK POXKICHUS pe-
OeHKa ¢ caxapHbIM AuabeToM. YPOBEeHb MapKepoB OmNpenessiioT B 9—13 Hen
6epemeHHOCTH. KOHIIEHTpalMsi MapKepoB CHJIbHEE 3aBUCUT OT Cpoka bepe-
MeHHOCTU, YyeM Bo Il TpuMecTpe, MO3TOMY OKOHYATE/IbHBINA pacyeT pucka
MOXHO IIPOBOIUTH TOJBKO ITOCJIE TOYHOIO YCTAHOBJICHMSI pa3MepoB IUIoaa
npu Y3U.

OcHoBHas nojs nHBa3uBHOM [1]1 ¢ 1eabI0 MCKITIOUEHUST XPOMOCOM-
HBIX 0OJIe3HE! MMPOBOAUTCS B IPYyMIIaX prcKa, chOPMUPOBAHHBIX II0 pe-
3yJbTaTaM yJIbTPa3ByKOBOIO U OMOXMMUYECKOro ckpuHuura. Ilog nHBa-
3uBHbIMU MeTomamu I/ cieayer moHMMaThb BHYTPUMATOYHBIC BMeIla-
TEJIbCTBA IIPM YJBTPA3BYKOBOM KOHTPOJIE B YCIOBMSIX OI€PAllMOHHOM C
LIeJIbIO TOJIYYeHUST TIJIOAHOTO MaTepuaja ISl IMOCJIEeAyIOero TMCTOJO-
TUYECKOT0, OMOXMMUYECKOTO, MUTOTEHETUYECKOTO WJIM MOJIEKYJISIPHO-
FeHEeTUYECKOro aHaIn3a.

3apoblll YeJI0BeKa TOCTYIICH IIJIsSi UCCIICNOBAHMIA, a 3HAYUT, U IS AUa-
THOCTUKH TPAaKTUYECKU Ha J1000i cTtanuu pa3BuTus. OUeBUIHO, apceHas
METOIOB M WX TUaTHOCTUUYECKNE BO3MOXKXHOCTA MOTYT OBITH Pa3IMIHBIMU.
Br160p MHBa3WMBHOTO METOMA OIIPEACISIETCSI CPOKOM OCPEMEHHOCTH, TTOKa-
3aHMSIMU K €ro IMPOBEIECHUI0, MHCTPYMEHTAJIbHOM U METOAMYECKON OCHA-
1eHHOoCThIo 1eHTpa [T/, a Takxke KBaauduKanueil MenuIMHCKOro mep-
coHaja.

TpaHcuepBUKaIbHYIO OMOTICHIO (MJIM acTIMpPalIMi0) XOPHWOHA MPOBOIST C
8-10 o 12-10 Henmeo 6epeMeHHOCTU. brorncuiiHbIe IIUIILBI WUIK KaTeTep TIPo-
BOISAT Yepe3 LiePBUKAIbHBII KaHaJl B IPOCBET MEXIY CTEHKOIl MaTKU U 000-
JIOUKaMU ILI0MA, IIPOBOAST OMOIICUIO VI aCTIMPALIMI0 BOPCUH XOPHOHA B 00b-
eme 20—100 mr. DddeKTUBHOCTD MonydeHus: Marepuana: 90% c nepBoii mo-
neITKA U 96,4—99,5% ¢ nByX MOMBITOK. TpaHCaOaOMUHAIBHYIO acCIUpPaLUIO
XOPMOHA (MJIY TUTALIEHTHI) TIPOBOMISIT B BUIIE ITYHKTUPOBAHMS OPIOIITHOM CTEHKH
UTJION ¢ MAaHAPEHOM U acIpallMi BOPCUH XOpHMOHA B 00beMe 2—50 MT HIIpu-
1IeM WIM BaKyyMHOI CUCTeMOIt Ha cpokax ¢ 9,5-it mo 19-10 Henento Oepe-
MEHHOCTH.

CoracHo KJIaCCUYEeCKUM TIPEACTABICHUSIM, TPYIIIBI PUCKA KEHIIWH T10
HACJIEACTBEHHOM 1 BPOXKIEHHOM IATOJIOTUU Y IUIOAA CJIEAYIOIIME: KEeHII-
HBI B BO3pacTe cTapiie 35 JieT; XEeHIIMHbBI, UMEIOIIe HE MeHee IBYX caMo-
IPOM3BOJIbHBIX a00PTOB Ha paHHUX CPOKax 0EPeMEHHOCTH; MMEIOIINE B Ce-
Mbe pebeHKa WM TIJIOM OT MpeAbIayleil 6epeMeHHOCTH ¢ OoJie3HbIo JlayHa,
C IPYTUMM XPOMOCOMHBIMU OOJIE3HIMHU, C MHOXECTBEHHBIMM BPOKICHHBI-
MM IIOPOKAMM, C CEMEIHBIM HOCUTEIBCTBOM XPOMOCOMHBIX IEPECTPOEK;
C MOHOT€HHBIMU 3a00JIeBaHUSIMM, PaHee NUAarHOCTUPOBAHHBIMU B CEMbE
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WIN 'y ONMKaUIINX pOACTBEHHUKOB; MIPUMEHSIBIINE TIepea U Ha paHHUX CPO-
Kax 0epeMEeHHOCTH pPsil hapMaKoJIOTMYECKUX IMpenapaToB (IUTOCTAaTUKU U
Ipyrue IpenapaThl); ¢ TTepeHeCeHHBIMU BUPYCHBIMU MH(GEKIIUSIMU; U3 Ce-
MBbU, TJe ObLJIO 00JyYeHUEe KOro-HUOYAb U3 CYTIPYroB A0 3a4aTusl.

B Hacrosimee BpemsT TpymIibl pucKa IJjisT IpOBeacHMsT WHBa3uBHOM 1)1
(hopMUpPYIOTCS TTIABHBIM 00pa30M I10 pe3yabTaTaM IIPOrpaMM YIbTPa3ByKOBO-
ro U OMOXMMUYECKOro CKPMHMHTA, a TAKXKe Ha OCHOBAaHUM METUKO-TeHEeTUYe-
CKOTO KOHCYJIbTUpOBaHUs. OTHAKO CYIIECTBYIOT TaK Ha3bIBaeMble aOCOJIOT-
Hble mokazanus K I1/1, korma Bpau 10JIKeH HaMpaBiIsiTh OepeMEeHHYIO Ha KOH-
CyJIbTallMIO K TEHETHKY Cpa3y MOocJe MOCTAHOBKM Ha yyeT. DTU MOKa3aHUsI
BKJTIOUAIOT:

* HaJlM4ue y CyIpyxKecKoil mapbl pedeHKa uiu riona ¢ 6oJie3Hbio JJayHa

WA IPYTUMH XPOMOCOMHBIMU OOJIE3HSIMMU;

* HaJIMYHMeE y CyIpPYKEeCKOI mapsl pedbeHKa MU IUIoAa C MHOXKECTBECHHBI-
MM BPOXIEHHBIMU IMTOPOKAMU Pa3BUTUS;

* ceMelHOe HOCUTEbCTBO XPOMOCOMHBIX TTEPECTPOEK;

* HaJIM4ue B CEMbe MOHOTCHHBIX 3a00JIeBaHUI: MyKOBUCIIMI03a, (DeHUI-
KeToHypuu, remopuiuu A u B, Mmuonaruu JlomeHHa, MUOTOHUYECKOM
IUCTPOGUHU, aTpeHOTCHUTAILHOTO CMHAPOMA, CIIMHAIBHON aMUOTPO-
¢uu Bepnuura—I'odpdmana, xopeu ['eHTUHTITOHA U JIp.;

* YIbTPa3BYKOBbIE MapKephl XPOMOCOMHBIX O0JIE3HE y I1J10/1a;

* BBICOKMII pHucK Oosie3Hr [layHa 1o pe3yiabTaTaM KOMOMHHPOBAHHOTO
CKpuHUHTa B | TpuMmecTpe, OMOXMMUYECKOTO CKPUMHMHIA MapKepHBIX
CBHIBOPOTOYHBIX OEJIKOB WM Hammuust Y3-mapkepoB Bo Il pumectpe
OepeMeHHOCTH. BaxkHO TMTOMHUTBH, UYTO CIEKTP MOKa3aHUN U 00BbEeM
uHBa3uBHOM I/ mis kaxxaoro ueHtpa I1[1 onpenensieTcst ero AuarHo-
CTUYECKUMU BO3MOXHOCTSIMU.

KieTku BOpCMHYATOro XOproHa 1 IUIalleHThl, TOCTYIIHbIC 111 TPaauLv-
OHHOTI'0 IIUTOreHeTHYecKoro aHanu3a ¢ 10-if go 20-if Hegenm GepeMeHHO-
CTHU, UMEIOT Pa3IMYHOE 3KCTPadMOpPHOHAIBHOE IMPOMCXOXKACHHUE: KICTKU
HUTOTPO(POOAACTUYECKOTO AMUTENUs (IPOU3BOAHBIE Tpodobiacta, AUd-
(bepeHLIMPYIOTCS HA CTaAUU MOPYJIbI) U KJIETKU ME3EHXMMaJIbHOUN CTPOMBI
BOPCUH (ITpOM3BOAHBIE 3THbIacTa, AU GepeHIMPYIOTCS HAa CTaauu 01aCTO-
LIUCTHI).

ComlacHO pekoMeHaaluussM EBporeiickoro o6I1ecTBa LIUTOreHETUKOB!
FISH Ha MeTada3HbIX XxpoMocoMax U MHTEpda3HBIX siApaX ¢ UCIOJb30BaHUEM

! O3HaKOMUTHCS € JAHHBIMM PEKOMEHIALMAMU MOXHO Ha caiite http://www.
eurogentest.org/fileadmin/templates/eugt/pdf/E.C.A._General _Guidelines.
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JAHK-30H10B siBiIsIeTCs1 BeCbMa MH(POPMATUBHBIM METOJOM B CAMBIX Pa3HBIX
KJIMHUYECKUX CUTYaLIUsIX:
* TIPY TOTO3PEHUSIX Ha MUKPOIEICIIMOHHBIN CHHIPOM WJIV TTOBBIIIICHHBII
PUCK MUKPOJIEJEIIMOHHOTO CUHAPOMA 10 aHAMHECTUYECKUM JIaHHBIM;
* IPY HAJIWYUM KIMHUYECKUX TIPU3HAKOB, ITO3BOJISIOLINX IIPEINOJIO-
KUTh MO3aMYHYIO (hOpMY OIpeneIeHHOTO XpOMOCOMHOTO CUHAPOMA;
* MpU TIOJO3PEHMM Ha XPOMOCOMHYIO aHOMAaJIMIO, BO3HHUKIIEM MpU
CTaHIAPTHOM ITUTOTEHETUYECKOM UCCIIeIOBAaHWN.

B 3aBuCHMMOCTH OT 3amayd ucciaenoBaHUS MOTYT ucnosb3oBaTbes JHK-
30HIbI HA XPOMOCOMHBIC YUACTKM (LIEHTPOMEPHI, TEIOMEPHI, JTOKYCHI, Cer-
MEHTBI), IJICYU U LIeJIbIe XPOMOCOMBI.

FISH Ha meTtada3HbIx XpoMOcoMax Moka3aHa JJisl UaeHTU(UKaIuU Map-
KEPHBIX XPOMOCOM U JOTOJHUTEIBHOTO MaTepualla HEM3BECTHOTO MPOKC-
XOXIIeHUsT Ha a0eppaHTHON XPOMOCOME WM TIPU TTOI03PEHUN Ha JeJIeINI0
XPOMOCOMHOTO CerMeHTa, YTOUHEHMU XPOMOCOMHBIX IIepecTpPOeK M TOYEeK
pa3phiBa, a TaKXKe MPpY aHAIM3e MO3auLIM3Ma.

FISH na uHTepdas3HbiX sapax BO3MOXKHa MPU aHaJIUM3e YMCIEHHBIX U
CTPYKTYPHBIX aHOMaJIMii KapruOTHUIIa, OTIpeAeSIEeHU XPOMOCOMHOTO Tojia 1
YTOYHEHNHU XPOMOCOMHOT'O MO3anII3Ma.

METO/] CPABHWUTE/NbHOM FrEHOMHOW MMBEPUAN3ALIMK

bonbmue nepcriektusbl A [T oTKpbIBaeT METOA CPaBHUTEIbHON Te-
HoMmHol rubpunuzauun — CGH (comparative genomic hybridization),
KOTOPHI TO3BOJIIET CKAaHMPOBAaTh BeCh TeHOM YeIOoBeKa C ITOMOIIBIO
MHUKPOMATPHII, YeTKO YJIABJINBATh HE TOJILKO XpOMOCOMHEIC abeppaliiuu, HO
U TOHKKME CYOMMKPOCKOITMYECKKE HapYILIEeHUs], HEBUAMMbIE IO MUKPOCKO-
oM. HemocTaTtkamMu 3TOro MeTojia Ha CErOAHSIIIHUI IeHb SIBISIIOTCS CpaB-
HUTEJIBHO BBICOKAs CTOMMOCTh HA0OPOB MUKPOMATPUIL M CJIIOKHOCTU MH-
TepIpeTalny MTOJYIYeHHBIX Pe3yIbTAaTOB B CJIyJac BBISIBICHUS Y TIJIoa MU-
KpOHAapYIIeHU, OTCYTCTBYIOIINX y poauTteneit. Hamuune B cetn MHTEpHET
COOTBETCTBYIOIIEr0 MH(pOPMALMOHHOIO OaHKa JAHHBIX B 3HAYMTEJbHOI
Mepe MOMOTaET B pellleHNH 3TUX ITpobjieM. CTpeMUTEIbHOE Pa3BUTUE METO-
Jla MUKPOMAaTpUIl, BOBMOXHOCTHU €ro aBTOMaTU3allMi U IUPOKOE BHEApE-
HUE B AMarHOCTUUCCKMX IeHTpax 3amagHoii EBporel u CIIIA BcensioT yBe-
PEHHOCTb, UTO YK€ B CKOPOM OYIyIleM 3TOT METO/ CTaHET OOIIEeIOCTYITHBIM
u B Poccun.

Merton 0CHOBaH Ha KOHKYPEHTHOM ITOJIHOTEHOMHOM TMOPUAM3AaIIK IBYX
ob6pasuoB JIHK: nepBoro — BbIIeJIEHHOr0 U3 TKAHU C 3aBEIOMO HOpPMaJlb-
HBIM KapMOTHUIIOM, a BTOPOr0 — M3 o0Opasma mcciaemyeMoil TkaHu. Ilocie
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aMIUIMPUKALIMU U peCTPUKINU IToaydyeHHbIe pparMeHTh JIHK KoHTpOb-
HOI'0 M MCCJIENYEMOTO 00pa31oB METST pa3HbIMU (QIIOOPOXpPOMaMU U MPO-
BOJST KOHKYPEHTHYIO TMOPUIM3AIMI0 HEIMOCPEACTBEHHO Ha IIUTOTeHEe-
TUYECKUX TipernapaTax MeTada3HbIX XpOMOCOM (BapuaHT CTaHAApPTHOMU
CGH). B 6onee ycosepmencTBoBaHHOM BapuaHTte (array-CGH) mpoBo-
nuTcst tubpuansanus ucciaenyemoit JIHK Ha MukpomaTtpuiiax ¢ rnmojaHore-
HOMHBIM HabopoM ¢parmMeHToB HopMmanbHo# JIHK (6akTepuanbHbie Ki1o-
HbI pazMepoM okoJio 5000 11.0., Tak Ha3biBaeMble BAC-KJIOHBI) WJIM C UMMO-
OMIM30BAaHHBIMA Ha MHWKPOMATPHUIIaX KOPOTKMMU CHUHTE3MPOBAHHBIMU
OHK-30HmamMu (20—25 11.0.), COOTBETCTBYIOIIMMU MapKepHbIM SNP-dpar-
meHTam JJHK.

I1pu o61IEre HOMHOM MCCIeTOBAaHMM MOXKHO BBISIBUTH YHMCJIOBbIE U HecOa-
JJAHCUPOBAHHBIE CTPYKTYPHBbIE aHOMAaJWUM JIIOOOH XPOMOCOMBI, a TaKXe
oIpenenTh n3MeHeHus urcia kormit yayactka JJHK (CNV), Hepenko acco-
LUUPOBAHHBIX C MATOJIOTUEH 11012, BEIOOpOYHBINM aHAIN3 HalleJIeH Ha BhI-
SIBJIEHUE aHEYIUIOMAUM 10 MOJOBBIM XpoMocoMaM M ayTocomaM 21, 13, 18,
a TakXke MMKpoJeelnid, MPUBOISIINX K Hauboyiee 4YacTbiM CHHIpPOMaM
(IMpanepa—Bwinu, Anrensmana, Bonbtha—XupiixopHa, «KOIMIAubero Kpu-
ka», Jlanrepa—I'mauona u ap.). Meron CGH He mo3Bossier oOHApyXUTh
cbajaHCUPOBAaHHBIC MEPECTPONKU XPOMOCOM, MOJUILIOUIUIO.

Pemaronmit mepeiaom B ITJ1 mpousoien mocie 2006 1., Korma BIIEpBbIe
ObLIa MoKa3aHa MPUHLIMITMAIbHAS BO3MOXHOCTh TMAarHOCTUKU XPOMOCOM-
HBIX, @ BHOCJEACTBUY U TEHHBIX 00JIe3Hel IyTeM aHaiu3a ceodboaHoi JTHK
TUIOJA, TIPUCYTCTBYIOIIEH B KPOBM SKEHIIIMH HaYMHAasl ¢ 4—5-11 Hememu 6epe-
MEHHOCTHU. TexXHOJI0THs MOoJyYnia Ha3BaHNe HEMHBAa3UBHOM MTpeHATAIbHOMU
JUArHOCTUKW WJIM HEMHBA3MBHOIO IIPEHATaJbHOIO TECTUPOBAHUSI U C
2015 r. 6b1a opuLMaTbHO pEKOMEHA0BaHa MexXIyHapOaHbIM OOLIECTBOM
1o nipeHaraabHoU quarHoctuke (ISPD) s ckprHMHTA YacTHIX XPOMOCOM-
HBIX OOJIE3HE.

HoBeiii HemHBa3uBHBINA Toaxon B I1JI HaciencTBeHHBIX 3a0ojeBaHMIA
CBsI3aH ¢ MccienoBaHueM Kietok, JJHK min pruOOHYKI€eMHOBOI KUCIOThI
(PHK) noma, Haxoasmuyxcst BO BpeMsl 0epeMEeHHOCTU B IepudepuiecKoi
KPOBM MaTepy BCJIEACTBUE WX TPAHCIIIAllEHTApHOU TpaHC)y3nn.

IToxazano, uyro JIHK u3 xieTok 1mioma (IJIaleHThI, TIOMHBIX 000I0UYEK)
rnonagaeT B Iia3My MaTepPUHCKO KPOBU U MOXET ObITh OOHapy>KeHa TPy I10-
MOILIK MOJIEKYJIIPHO-TeHEeTUYECKUX METOI0B. B HacTosiiiee Bpemsi B psiae Tie-
PENOBBIX JTa0OpaTOPUilt U LIEHTPOB 1O MPEHATAILHON TUArHOCTUKE YCIEITHO
pa3pabaThIBalOTCSI BHICOKOYYBCTBUTEIbHBIE METOJbI HEWHBA3WBHOW TUATHO-
CTUKU T10JIa TUIONA U €r0 Pe3yC-TIPUHAIICXKHOCTU HaUMHas ¢ 7-1 Hemeau Oe-
PEMEHHOCTH.
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Meton cexkBenupoBanuss JITHK HoBoro mokojenumsi (new generation se-
quencing, NGS). CekBeHUpOBaHUE, TO €CTh «UT€HUE» FT€HETUYECKOTO KOJa
BCETO KJIETOUHOTO T€HOMa SIBJISIETCSl «30JI0TBIM CTAHIApTOM» BBHISIBICHUS
JIFOOBIX MYTAllMii HA YPOBHE BCETO TeHOMAa, MHIMBUIYAJIBHBIX XPOMOCOM M
OTHEJIbHBIX TEHOB. biaromapsi CTpeMHMTEIBbHOMY Pa3BUTHIO TEXHOJOTMU
cekBeHupoBaHus JTHK croumocTh omHOTO «Iliara», TO €CTb OIpeaesieHue
MO3ULIMU OAHOTO HYKJIEOTUA, 3a nociaeaHue 10 JeT yMeHbIIuIach MO4YTH
B MUJUIMOH pa3 OT MepBOHAYAIBHOW CTOMMOCTH, a BpeMsl CEKBEHMPOBa-
HUS BCETO TeHOMa YK€ COKpaTujIoCh moutu no 24 4. Kpome Toro, B 1o-
clienHue 5 et OblIa pa3paboTaHa TEXHOJIOTUS BhIASICHUS U3 TeHOMA Ye-
JIOBEKa TOJIbKO YacTH, HEOOXOAMMOM 11 CMHTe3a OeJIKOB, TaK Ha3bIBae-
MO0 2K30Ha, Ha IOJI0 KOTOPOro MHpuXoauTcss Bcero okoijio 2% JIHK
kieTku. CeKBeHMpOBaHWE 3K30HOB 3aHMMAET BCETO HECKOJIbKO 4acOB
YK€ MCITOJIb3yeTCs ISl ITUPOKOMACIITAOHOTO (TTOJTHOTEHOMHOTO) TTOMCKa
MYyTaIlluii, JexkalluX B OCHOBE peIKux 3abosieBaHuMil. bmaromapst cepbes-
HBbIM YCOBEPIIIEHCTBOBAHUSIM IMOSIBUJIACh TEXHOJIOTUSI I1IyOOKOro Iapas-
JIEJILHOTO CEKBEHUPOBAHMSI, UM CEKBEHUPOBAHUSI HOBOTO ITOKOJICHUS.
C 3701t TeXHOJIOTHEH cTaja BO3MOXHO HeMHBAa3MBHAs TMAarHOCTUKA Jac-
TBIX XPOMOCOMHBIX 00JIe3He TIoaa mo MmukpokoandectBaM JIHK mroma B
KpOBU OepeMEHHOIA.

CornacHO 00OOIIEHHBIM COBPEMEHHBIM NaHHBIM U MHEHUIO BEAYIIHUX
cnenuanuctoB B objactu I1]1 B Mupe, Takux kKak K. Hukonaunec, I'. Kakki,
E. bussHun u npyrux, HeCMOTpPSl Ha TO 4TO HeWHBas3uBHas I1J1 peasibHO B
10 pa3 9yBCTBUTEIbHEH CTAHAAPTHOIO OMOXMMHUUYECKOTO M JaXKe KOMOMHM-
POBaHHOTO CKPUHUHTIA, TECT HE TOTOB 3aMEHUTh MHBa3uBHYI0 [1]I 1 Tpagu-
LIMOHHOE KapruoTUMMpoBaHue. B HacTosiliee BpeMsi OH JOJKEH paccMaTpu-
BaThCsl KaK MEPBUYHBIA CKPUHUPYIOIIUN TECT HAa HaIW4yWe aHEYTUIOMIWU
y Iioga, HemHBasuBHas [1/] TOBKO IOMOHSIET KOMOMHUPOBAHHBIN CKPH-
HUHT, U TIPU €TO TO3UTUBHBIX Pe3yJIbTaTax CIeAyeT PeKOMEHIOBATh ITOMI-
TBEPKIAIOIIYIO JUAaTHOCTUKY MHBAa3UBHBIMU METOIAMMU.

BMmecTe ¢ TeM Kak 3a pyOexkoMm, Tak U B Hallleil cTpaHe Ha MPOTSLKEHUU
TTOCJIETHUX JIET UIET OXKWBJICHHAS TTOJIeMHUKa B OTHOIIICHUH TTPEUMYIIECTB 1
OTrpaHMYCHMII HEWHBA3WMBHOTO IPEHATAJIbHOTO TECTUpPOBaHUS. BypHBIe
Je0aThl BEI3BIBACT BOIIPOC O TOM, B KaKOI Mepe HEMHBAa3MBHOE IIPEHATAJIbHOE
TeCTUPOBAaHUE MOXKET 3aMEHUTD TPaaAUIIMOHHbIC aaropuTMbl TT0.

TexHosorusi HEMHBA3UBHOIO IIPEHATAIbLHOIO TECTUPOBAHUSI TO3BOJISIET
OCYIIECTBJISITh HEMHBA3UBHYIO TMaTHOCTHUKY XPOMOCOMHBIX U TeHHBIX 00JIe3-
HEeU ¢ UCTIOIb30BaHUEM TIIaBaIOIIe B KpoBU xeHIIUHBI rtonaHoi JIHK yxe ¢
9-11 Hemen 6epeMeHHOCTH. C ITOMOIIBIO CEKBEHMPOBAHNUS HOBOT'O ITOKOJICHMST
(NGS) u cneumanbHbIX KOMIBIOTEPHBIX MPOrpaMM AaXxe B MUHUMaJIbHOM
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komuectse JJHK muiona, cocrasnsiomeM 5—10% 1Mo OTHOLIEHUIO K OOILEMY
kommyectBy JJTHK B KpoBu OepeMeHHOI1, yaaeTcst ¢ BHICOKOI BEpOSITHOCTBIO
(97-99%) ornpenennuTh HaJIMYME Y IUIOAA YACTBIX XPOMOCOMHBIX OOJIE3HEN,
BKJTIOYasi cuHApoM JlayHa, Apyrve TpUCOMWHU, HAPYLIEHUS YMCIIa TTOJOBBIX
XpOMOCOM, MHOTHE€ MUKPOJEJICLIMOHHbIE CUHAPOMBI U JaXe PsLI FTeHHBIX 3a-
0oJIeBaHUIA.

TexHoOrMM HEMHBA3MBHOIO IIPEHATAJbHOIO TECTUPOBAHMSI pa3pa-
O0oTaHbl M ampoOMpoBaHbl B HayyHo-uMccCienoBaTeIbCKOM WHCTUTYTE
uM. J1.0. OtTa. [1epBble pe3yabTaThl TECTA HEMHBA3UBHOTO MMPEHATAIIHBHOTO
TECTUPOBaHUsI, IOJyYeHHbIE IIPU KccleaoBaHuu 149 o6pa3LoB KpoBu Oepe-
MEHHBIX, JOKAa3aJI1 KJIMHUYECKYIO IEHHOCTh JaHHOTO aHAJIM3a 17151 BhISIBJIC-
HUS TPMCOMUM ILToAa 1o xpomocomam 21, 18 u 13. M3 149 o6pa3uoB ObLIu
BBISIBJIEHBI 22 o0pa3siia ¢ aHeYIUIOUIUSIMU, YTO B JajJbHEHIIEM ObLIO TOJI-
TBEPKIEHO METOJOM IIMTOTEHETUYECKOTO aHajn3a KapuoTUIa TUIOfA.
B 21 o6pasue ¢ aneymmonausamu B 57% ciiydaeB BcTpedanach Tpucomus 21,
B 24% — tpucomus 18 u B 9% — tpucomusi 13. B omHoM 00pa3lie BhIsIBICHA
aHeyruionaus mo xpomMocoMaM 21 1 13 ofTHOBpEMEHHO U B OJHOM Cllyyae —
Tpucomus o xpomocome X. He ObL10 3aperucTpupoBaHO JIOKHOMOJIOXKUTEb-
HbIX pesynbTatoB, 100% TpucoMuii ObUIM TIOATBEPKICHBI KapUOTUITUPOBA-
HMEM IT0CJIe MHBa3UBHOM muarHocTuku. IlojaydeHHas crienu@puIHOCTh COOT-
BETCTBOBala OXumaeMoil u cocraBuia 6osee 99,9%. UyBCTBUTEIbLHOCTD
merona — 100%.

AMepHKaHCKasI accolManus akyliepoB-THHeKooroB (2013) pekomeH-
nosaja npuMeHsTh Meron CGH mig aHanu3a Bcex IIOA0B C YAbTPa3ByKOBbI-
MM MapKepaMU IIPU OTCYTCTBUY BUAMMbIX HapyLIEHUI KapUOTHIIA.

OCHOBHBIMU JIUMUTUPYIOIIUMU (paKTOpaMU B TTIOTOOHBIX MCCIIET0OBAHUSIX
SIBJISIIOTCS CJIOXKHOCTb UIeHTU(pUKauuu ppakiuu BHekaeTouHoit IHK u oT-
HeCceHMe TOrO WM MHOTO (hparMeHTa K IMOPUOHATLHON MJIM MaTepPUHCKOMN
BHekJieTouHou JJHK.

Hanpumep, dmciio Komnuii heTaabHO XpOMOCOMBI MOXET OBITh OIpe/eie-
HO ITyTeM CpaBHEHMSI KOJIMYECTBA IIPOYTEHUI ITOCIICI0BATEIbHOCTE XpOMOCO-
MBI, TIPENCTABISTIONIEN MHTEPEC, C KOJIMYECTBOM MTPOUYTEHMI STAIOHHBIX XPO-
MocoM. XpomocoMa 21 cocrassieT mpumepHo 1,3% obiueit ayrocomuoi JJHK
B TEHOMe, a ueJIoBeK ¢ Tpucommeit 21 umeeT 1,5-kpaTHoe yBeamueHue JHK u3
3TOi1 XpOMOCOMBI 110 1,85% ob1ero KonuuectBa. OqHAKO B 00pasiie KpOBU C
dpakuueit BHyrpukiieTroyHoit JJHK miona B 15% ciiyyaeB Koim4ecTBo (par-
meHToB JIHK, mpoucxoasiux n3 xpomMocoMbl 21, OyaeT yBeIWYMBATLCS
npumepHo ¢ 1,3 1o 1,4%. CnenoBatebHO, aHATU3 JTOJKEH ObITh OYeHb TOY-
HBIM, YTOOBI UMETh BO3MOXHOCTb OOHAPYKUTh HEOOJIBIIIYIO pa3HUILY B FeHe-
TUYECKOM MaTepHalie U3 COOTBETCTBYIOILIEH XPOMOCOMBI.
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OTy TEXHOJIOTMYECKHU CJOXHYIO 3a1a4y YIaJI0Ch PELUMTD IPyIIIEe UCCIEN0-
Baresieil u3 BenukoOpuTaHUM, UCITONIb3Ysl OCHOBHOE [JIs1 OOJIBLIIMHCTBA TEX-
Hojoruii NGS mMaccuBHOe TTapajuielibHOe ceKBeHnpoBaHue. JlocTOBEpHOCTh
JMTAHHOM TEXHOJIOTMY TOATBEepPKACHA IJIT CKPUMHUHTA (heTaTbHBIX aHEYIIJION -
nauii. JlaHHBIA MeToa o0ecrieynBaeT 0oJiee HU3KKME 3HAYEHUST JTIOXKHOIIOJIOXM -
TeJIbHBIX TOKa3aTrejieli, 4yeM CTaHZapTHbIA KOMOMHUPOBAHHBINA CKPUHWHT.
UyBCTBUTENBHOCTh MeTOIA cocTaBsieT 99,94% nnst tpucomuu 21 u 100% nnst
tpucomuit 18 u 13; cnenuduunocts — 99,46% nnsa tpucomuu 21, 99,24%
st tpucoMun 18 u 100% st tpucomun 13. U3BECTHO, YTO OCHOBHBIMH I10-
Ka3aHUSIMU JJIs KHBa3MBHOM IIpeHATAIbHOM IMarHOCTUKU SIBJISIIOTCS IIOBbBI-
IIEHHBI MaTEPUHCKUIT BO3PACT, a TaKXKe PUCK POXICHUST peOeHKa C aHey-
iouaueit mo pesyjabraraM KoMoOMHUpoBaHHOTO ckpuHuHTa. B CILIA 60J1b-
IIMHCTBO CTPAaXOBBIX KOMITAaHW I (PMTHAHCUPYIOT HEMHBA3WBHOE ITPEHATATLHOE
TeCTUPOBaHME 1T OepeMEHHBIX C BLICOKO CTEIIEHBIO PUCKA, XOTSI HEKOTO-
pble M3 HUX PacIIMpUIM OXBaT J0 Bcex OepeMeHHbIX. B HEKOTOPLIX 10puc-
IUKIUSIX, TakKux KakK ['oHKOHT u CuHramyp, HEMHBa3UBHOE IpeHaTaJbHOE
TECTUPOBAHME JOCTYITHO TOJIHKO Ha KOMMEPUYECKOI OCHOBE.

B EBporme (Janus, ®panuusa, Hugepmanger n [Beitiapust) mpemiararot
rocygapcTBeHHOE (hMHAHCUPOBaHME HEMHBA3MBHOTO MIPEHATAIbHOIO TECTH -
pPOBaHMS IIPU MOBBIIIEHHOM PUCKE POXICHMS peOEeHKA C aHEYIJIOMAUSIMMU.
Ha ceromnsiinaumii neHb benbrust sSiBIsieTCsl eIMHCTBEHHOM CTpaHOoii, KOTopas
HCTIOJIb3YeT HEeMHBAa3MBHOE IPEHATaJIbHOE TECTUPOBAHME B KAayecCTBE Iep-
BUYHOTO CKpUHIHTA.

Takum oOpa3oM, METOJ HEMHBAa3WBHOIO IIPEHATAJIBHOTO T€CTUPOBAHUS
JI0Ka3ajl CBOIO HAJEXHOCTb U, CKOpee BCEero, B OJIMIKAMIINE TOAbl 3aMEHUT
KJIACCUYECKUIT KOMOMHUPOBAHHBINA CKPUHMHT | TpuMecTpa ¢ Mmociaeayonm-
MU MHBa3UBHBIMU MpolienypaMu. OTHOCHUTENIEHO BBICOKAsI CTOMMOCTb HEWH-
Ba3WBHOTO IIPEHATAJIBHOTO TECTUPOBAHUS W OTCYTCTBME KOMIICHCAIIMM €TO
CTOMMOCTH CTPaXOBBIMKM KOMITAHUSIMU B Poccuu SIBJISIIOTCSI € IMHCTBEHHBIMU
HeI0CTaTKaMU JAaHHOTO METOAA. YUUThIBAs OKUAaeMOoe JalbHelIee CHIDKEe -
HME CTOMMOCTH JAaHHOIO THUIIA MCCJIEIOBAHUIA, TEXHOJIOIMSI HEMHBA3UBHOIO
MMPEeHATAIbHOTO TECTUPOBAHMST Ha OCHOBE CEKBEHUPOBAHMWS TeHOMa TIpUME-
HUMa B KIIMHUUYECKOM TTPaKTUKE W 3aCIy>KMBAET IIMPOKOTO UCIIOJIb30BAaHNS B
OymyIem.
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