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B cTpyKType BpOsKAEHHOI U HAC/I€ACTBEHHOI aTOJIOTUH OCO-

060€e MecTo 3aHMMAIOT XPOMOCOMHbIe aneymionauu (XA), yac-

TOTa KOTOPBIX cocraBiasger 6-8 na 1000 KMBOpPO KIEHHBIX.

Cpeau pacnpocrpaneHHbIX XA yaiie BCEro JHArHOCTHPYIOT

Tpucomuio 21-it xpomocomsi (T21), oOuienonysnuoOHHas Ya-

croTa koTopoii cocrasisier 1: 700—-800 :kMBOPOKIEHHBIX.

Ilenv uccnedosanus: usyuenne 3¢pHEKTHBHOCTH NPEHATATILHO-

ro ckpunuHra XA (cunzapoma /layna — C/I) B pernoHe gesrelib-

HoctH HeHTpa 3a 2010-2015 rr.; ycraHoBjIeHHe peasbHOIl pac-

npocrpanenHoctd CJI ¢ yyeToM poauMBHIMXCS M NPEHATATIbHO

JIUarHOCTHPOBAHHBIX, 3JIMMHHUPOBAHHBIX I10710B ¢ T21; Ha oc-

HOBE PETPOCIEKTHBHOTO aHAJIN3a MOKAa3aHUii K PEHATATbHOMY

KapHOTHUIHPOBAHNUIO BO BCeX BhIABJICHHBIX cayyasax C/Iy mro-

J1a onpe/ieieHHe UX CTPYKTYPBI U PeiiTHHra BCTPEYaeMOCTH; 1O

JIaHHBIM JIUTEPATYPBHI NPOBE/ICHHE CPABHUTEJIBHOTO aHAINU3A C

M0/100HBIMH UCCIIEI0BAHUSIME B IPYTUX CTPAHAX MUPA.

Mamepuanvt u memooot. 3a 6 ner (2010-2015 rr.) GbLIO BbI-

nosiHeHo 3137 UHBAa3UBHBIX NPEHATAJIbHBIX BMENIATEIbCTB, U3

Hux 720 — Guoncuii BOPCHH XOpHOHA, 929 — IUIaleHToLeHTe-

30B, 1488 — aMHHOIEHTE30B GEPEMEHHBIM C BBICOKHM PHCKOM

BO3HUKHOBeHHUs1 XA y 11012, 0GPaTUBIINXCS U3 IECTH 06aac-

Teil perHoHa JIesATeJIbHOCTH IEHTPA.

Pesyavmamot. VI3 uncna 3137 npeHaTaapHO KapHOTHIINPOBaH-

HBIX MCCJIEOBaHNii BbIsIBJIEHO Beero 338 ciyuyaes XA mwioza, B

TOM uncie 288 mionos ¢ T21.

PerpocneKkTuBHBII aHAIN3 CTPYKTYPHI IOKa3aHMil K HHBa3HB-

HOIi IIpeHaTaIbHOli AnarHocTuke y 288 GepeMeHHbIX ¢ IpeHa-

TaJIbHO BbIsIBJIeHHBIMU Iuogamu ¢ CJI mpexcraBieH cieayio-

muM 06pasom:

— OT/JeJbHbIE: TOJBKO Bo3pacT Martepu 40 ner u Goiaee —
4 (1,38%); ymprpasBykoBsie (Y3) Haxoaku (aHOMATIUH H
Mapkepbl XA) — 192 (69,5%); BbICOKHMI GUOXHUMHYECKUIA
puck XA -2 (0,7%);

— coueTaHHble: Bo3pacT MaTepu 40 jiet u 6osee + Y 3-Haxoaku
— 36 (13%); Bospact matepu 40 et u Gonee +Y 3- u GHOXH-
muveckue (BX) mapkeps! — 8 (2,8%); Y 3-naxoaku + nosu-
tuBHbIii BX-tecr — 32 (11,5%). Poxxaenne npeapiayniero
pebenka ¢ C/I y 6epemennoii Boapactom 10 40 jer npu o1-
cyrcrBun ¥ 3- u BX-mapkepos — 1 (0,34%)

B coBokynHocTH Y 3-Haxoaku (aHOMaJIMH U MapKepsl XA) BbI-

sesia B 97,5% ciy4yaeB mpeHaTaJbHO IHATHOCTHPOBAHHBIX

wioz08B ¢ C/I. IlokasaTesb npeHaTaJbHOI BBISIBJISIEMOCTH ILJIO-
noB ¢ C/I u3 uncia BceX 3aperiCTPHPOBAHHBIX KapHOTHIINPO-

BaHHBIX ciay4yaeB T21 (mpe- u nmocrHatanbHO) B /lHempomer-

POBCKO# 06JaCTH COOTBETCTBYET CPEHEEBPOINEIiCKOMY yPOB-

HIO — 65% (B pernone fesitenbHOCTH HeHrpa — 37,7%). C yue-

ToM 242 ciyyaes C/I y 10108, aGOPTHPOBAaHHBIX /10 22 HeJl re-

cTaluu, peajbHas pacnpocrpaHeHHOCTh T21 B ciryvae ux posk-

nenus cocrasuia 6b1 1:766 (13 na 10 000 HOBOPOKAEHHDIX ).

3axatouenue. Pacnpocrpanennoctb cunapoma [layna (CI)
cpeaid HOBOPOKAeHHbIX J[HenponerpoBckoii oGiaactu B pe-
3yJbTaTe NMPEHATAJbHOIN JUAarHOCTHKH XPOMOCOMHBIX aHOMa-
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Jmii cocraBuna 1:1257, uro B 1,8 pasa Huke cpequenomyisnu-
oHHOIi YyacToThI (1:700); B APYruxX 00IACTIX PETHOHA KOHCY.Ib-
TATHBHO-/IMarHOCTUYECKOM /IeITEJIbHOCTH I[EHTPa 3TOT MOKa3a-
teas B 1,1-1,55 pasa nmke nonyssinnonnoii. Ilpu orcyrerBuu
CyUIeCTBYIOIEl cucTeMbl npeHaTaibHoi auarHoctuku C/1 ero
PaCIPOCTPAHEHHOCTH B O0JIACTSIX PErMOHA B CPE/IHEM COOTBET-
CTBOBaJIa ObI OOIIENONYJISNMOHHOI — 1:766 HOBOPO3K/IEHHBIX.
Katouesvie cnosa: xpomocommvie anomanuu, cunopom Jlayua,
cmpamezuu NPEeHamanivioz0 CKPUHUH2A, YIbMPassyKosas oua-
ZHOCTIUKA, UHBA3UBHAS NPEHAMANLHAS OUAZHOCTUKA, YAbMPa-
368YKO0BbIE MAPKEPDL.

CTPYKTYPE BPOKICHHOW M HACTEICTBEHHOI TTATOJIOTUN 0CO-

60e MecTo 3aHUMAIOT XPOMOCOMHbBIe aHeyronanu (XA),
yacrora KoTopbix cocrasisieT 6—8 na 1000 sKMBOPOKIAEHHBIX U B
10 pas BbIle cpet MepTBOPOXKAEHHBIX — 6%. Cpemur pacipo-
cTpaHeHHBIX XA darre Bcero BeTpedaeTcs Tpucomus 21-if xpo-
mocombi (T21), obuienony isiiiuoHHast 4acToTa KOTOPOii cocTaB-
ager 1:700-800 sxuBopoxaennbpix. OHa He UMeEeT KaKuX-a1u6o
BpEMEHHbIX, STHIYECKUX N reorpaduuecKnx OTINInil y po/ii-
TeJsieil 0JIMHAKOBOro Bo3pacta. Yactora poskiaeHus jaeTeit ¢ CUH/I-
pomom /layna (C/]) 3aBucHT OT Bo3pacTa MaTepl M B MEHBIIEH
Mepe ot Bozpacta otia [1]. LlenTp 1o konTpostio u npoduiakTi-
ke GosesHeii oneHus ee Kak oauH Ha 701 KMBOPOKIEHHOTO B
CIIIA (6000 HOBBIX caryyaes 3a ron) [2]. [To marHbIM TOTTY JISTIH-
OHHOT'O PErncTpa HACJIEACTBEHHDBIX M BPOXK/IEHHbIX arnoMasnii 11
Esponeiickux crpan (3a 20002006 rr.) cymmapnas yactora XA
CpPe/iu BCeX HOBOPOJKIEHHBIX, CJyYaeB aHTEHATAIbLHON THbesm
rozia HaurHast ¢ 20 HeJ[ recTaliy U MPpepBaHHbIX GepeMeHHOC-
Teil 1Mo pe3ysbTaTaM IIPEHATAIBHON [UATHOCTUKU COCTABUJIA
43,8:10 000, Gosbiast yacTb 13 KOTOPbIX (53%) mpeacTaBieHa
CII — 23,0:10 000 [3]. Okos10 95% u3 HUX 00YCJIOBJIEHDBI PEry-
JapHoil Tpucomueil (Tpems konusamu) 21-it xpomocomsl. Ilo
muenmio T.J. Hassold [4], T21 Bcrpewaetcs B 0,45% oT Beex pac-
MO3HAHHBIX OepeMEeHHOCTEN, HO TOMNBKO 23,8% 13 BCex KOHIIEI-
uwii ¢ T21 gosxxuBaior 10 poskaenus. [locaenyomue nccaenona-
HUSI IOKA3aJIM, YTO BBICOKast pacrpoctpaneHHocth CJ[ 00ycios-
JIeHa JIOBOJIBHO HU3KMM YPOBHEM BHYTPUYTPOOHON rubestu 11o-
108 (0k0s10 30% mnozxos ¢ CJI cionTanno abopTUPYIOTCs B TIep-
BOH TMOJIOBKHE GHEPEMEHHOCTH, IPEUMYIIIECTBEHHO B PAHHIE CPO-
KIU) M OTHOCHUTEJILHO BBICOKON KU3HECTTOCOOHOCTBIO HOJIBHBIX
[0 CPAaBHEHUIO C JPYTMMU XPOMOCOMHBIMU CHHIPOMAMM, YTO
00bsICHsIETCST aHOMAJIHEH caMOil MaJIeHbKON ayTOCOMBI B KapHO-
tune genoBeka [5—7]. Hacrora CJ/I cpemr HOBOPOKIEHHDBIX CO-
crasisier 0,15%, cpenu meprBoposkaennii — 1,3%, cpeau abopry-
coB — 2,3%, cpe/in yMepIInX B epuHATATbHBIN Tiepuof — 1%. [4]
JleTu B OCHOBHOM MOTHOAIOT OT TIOPOKOB CEP/IIA U BPOXKIEHHOTO
ummyHozieunuta (okoso 31% nereit ¢ T21 ymupaior 0 KoHIa
1-ro roza sxusHm, 40% — B KOHIIE 3-TO TO/Ia JKU3HM ), B3POCJIBIE —
U3-32 HEBPOJOIMYECKUX ¥ 3JI0KAYECTBEHHBIX 3a00JIeBaHNUIA,
MPEeXK/IeBPEMEHHOTO CTapeHus: opranuama. B 1o jke Bpems 3a Mu-
nysime 50 JIeT TPOU30NILIN IPAMATHIECKIe U3MEHEHUST B COITH-
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3BonOUNA CKPUHUHTA CUHAPOMA [layHa

Tabnnua 1

BpemeHHbie YyBCTBUTENIbHOCTb,  JIOXKHOMOJIOXUTEJIbHbIN
MeTop KomMmnoHeHTbI
pamMKu % pesynbraT, %
Bo3spacTt matepu JleHb poxaeHus 1960-¢e 35 15
CbIBOPOTOYHbIN N
AN+ Bospact ADIN 1980-e 50 5
[BoiHon TecT ADM/XMY 1990-e 55 ~5
TpoiiHoii TecT AP /XY /actpron 1990-e 60 ~5
Keaapo-Tect ADTI/XI/scTpron | 4994 2000-¢ 65 ~5
VHIMOUH
BopoTHukoBOe npocTpaHcTBo | Y3U (M3mepeHune) 1990-e no 60 ~5
HacTosiLLee BpeMs
o CB.3-Xr4/ 2000-e no N
KOMBWHMPOBaHHbIA CKPUHUHI PAPP-A/NT HACTOSILIEE BpEMS 85-90 5
Ceo6oanas deTanbhas JHK Mpuueneroe Cc2011r 98 0,2-1
CEKBEHVPOBAHNE

aTbHON afanTaIy, yIydlleHnH KadecTBa M CpefHeil MpojoI-
sKUTebHOCTH Ku3Hu Jiozieit ¢ C/l, ammTeapHoCTh KOTOPOit BO3-
pocaia ¢ 12 et B 1949 r. 1o 60 JieT, a Bo3pacT HEKOTOPBIX U3 HUX
yoke mpesbicnn 70 eT.

B GoJbIIMHCTBE IUBUIM30BAHHBIX CTPAH MHpPa OJHOBpe-
MEHHO Pa3BUBAIOTCS /IBA HAIIPABJICHUS: C O/[HOI CTOPOHBI — I10-
BBIIIEHNE MEIKO-COIMAIBHON a/[anTaliil 1 aKTUBHOH HHTeT-
paiuu Jiozieii ¢ C/I B pasubie cdepbl npodeccuoHanbHoil u 06-
IIECTBEHHOII JIeSITeJIBHOCTH, C IPYTOil — HMHTEHCHBHO COBEPIIEH-
CTBYIOTCSI METOJBI M TPOTPAMMBI TIPEHATAIBHOTO BBISBJICHUS
107108 ¢ C/l ¢ 11es1b10 TIpeioTBpalieHust X POKICHUSI.

C nauvarna 70-X rozoB IIPOLLIOrO BeKa CTalu IPUMEHATHCS
Pa3JIMYHbIEe TOXOBI 1 MOJIEIN TPEHATATBHOTO CKPHHUHTA XA,
B nepByIo ouepenp CJI, ¢ 1esblo CHIDKEHMS POXKIeHUS JeTeil ¢
9TOll Matoiorueil. Kak u3BecTno, HCTOPUYECKU [1€PBOI MOJIEIIBIO
ckpununra XA (6oabuieii yactbio C/I) ObLI CKPUHUHT, OCHOBbI-
BaloOIUIics Ha BO3PACTe MaTepH, KOTOPLIH HaYaJl IPUMEHATHCS C
koHna 1960-x rozoB u Ha npotrskennu oyt 20 JieT octaBascs
€IMHCTBEHHBIM WHCTPYMEHTOM O0TOOpa Ha WHBA3MBHYIO TIPEHA-
tasmpHyto anarHoctuky (MII/1) [9]. UyBcTBUTEIBHOCTD TaKOTO
[0/IX0/1a OlleHMBaslach B mpesesax 30% € JIOKHOIOIOKNUTEb-
HbIM peayabratom (JITIP) okoso 15% [10].

CKPUHUHT — 3TO COBOKYIIHOCTb MEAMIIMHCKUX MEPOIIPH-
ATUH, NCCIIEZI0BAHMI, TECTOB U IIPOIIE/LYP, HAIIPABICHHBIX Ha BbI-
SIBJIEHE JIUII, Y KOTOPBIX BEPOSTHOCTD HAJIMUHS OTIPE/IeIEHHOTO
3a00JIeBaHsI BBIIIE, YeM B I[€JIOM B TIOIMYJISIIUM. DTO HAYIb-
HbIH, IPEABAPUTEbHbIN 9TAIl 0OCAEI0BAHMS TAIMEHTOB B TIOITY-
sy, B pambHelimeM JIMTa ¢ TTOJI0KUTeTbHBIMU Pe3y IbTaTaMy
CKPUHMHTA HYKAAIOTCS B IMATHOCTUKE IS YCTAHOBJICHHS NI
uckioyenus hakra Haanuus natogoruu. LoBoputb 06 addex-
THBHOM CKPHHUHTE MOKHO, €CJI OH SIBISIETCSI MacCOBBIM, TO
ectb oxBaTbiBaeT GoJbine 80% o6ciienyeMOil YacTi HACETeHHsI.
B npoTuBHOM ciydae OH SABJSAETCA BHIGOPOUHBIM (CEIEKTHB-
HBIM) W HE BBITIOJHSIET BCEX BO3JIOXKEHHBIX HA HETO 3ajad, He
CHIDKAeT CYIIeCTBEHHO YaCTOTY BCTPEYaeMOCTH ITaTOJIOT NN U CO-
OTBETCTBEHHO 3200/I€EBAEMOCTH U CMEPTHOCTH.

B 1980-90-x rogax CKpMHUHT OCHOBBIBAJICS Ha GHOXUMUYE-
ckux mapkepax Il tpumectpa — anbda-deronporenn (ADIL),
xopuonndeckuit ronajorponut (XI'Y) — u geraabHOM yJibTpa-
3BYKOBOM HCCJIEJIOBAHUM, PN 3TOM €r0 UyBCTBUTEIBHOCTH CO-
crasJsiia 55—60% tpu JIIIP okoso 5% (taba. 1) [11, 12].

ITpumenenne yerbipex Guoxumuuecknx mapkepos (ADII,
XTY, HEKOHBIOTMPOBAHHDII 9CTPHOJ U MHTUOUH A) MOBBICKIIN
4yBCTBUTEIBHOCTH CKpUHUHTA Beero /10 65 % [13]. B 1990-x ro-
JIaxX aKLEeHT CMeCTHJICS Ha | TpuMecTp — IOMUMO TOJIIMHBL BO-
porrukosoro npocrparctsa (TBIT) (nuchal translucensy — NT)
CTaJIN OIIPE/IENATH HOBble OMOXUMUYECKHE MapKePb: aCCOINI-
POBaHHBIH ¢ GEPEMEHHOCTBIO IJIa3MeHHBIH mporenH — A
(PAPP-A) u cBoGoaHas Gera-cyobenntuia XIA (cB.f-XIT)
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[14, 15]. TIpogomkuTenbHOE BpeMst 0TOOP GepeMEHHBIX /IS TTpe-
HATaJIbHOTO KapHOTUIIMPOBAaHUS Kak B I, Tak 1 Bo 11 TpumecTpax
OCHOBBIBAJICS HA TIOKA3aTeJie OTKJIOHEHUSI OJYIEHHOTO Pe3yJib-
tata B MoM(ax). OiHaKo TOJIBKO C TIOSIBJIEHUEM KOMIThIOTEP-
HBIX IIPOTPaMM pacyeTa HHUBI/YaTbHOTO PICKA XPOMOCOMHBIX
anomaynii (XA) y miozna peasbHo Bo3pocsa 3(h(PeKTUBHOCTD
nperartaabioro Guoxumudeckoro ckpununra (ITBC). 3a 1o-
cefiHue 15 JieT 4yBCTBUTENBHOCT KOMOMHUPOBAHHOTO CKPH-
uunra (B 11-14 nen) B nerexknun T21 nocturna 85-90% c JIIIP
5%. 3a 10T TEepuo/ pazpaboTaHbl U MPEJIOKEHbI Pa3InUHbIe
mozesu crparernii [IBC [16].

TIpakTuyueckn 10 MOCJAEAHUX JIeT KpuTepueM othopa Jist
nposesiernst VITI/T 66110 OPOroBoe 3HaYeHne PUCKA BO3HUKHO-
Bernst XA, IPUPABHUBAIONIEECS] K MATEPUHCKOMY Bo3pacty 35
set (1:250). IIpu TakoM HOPOrOBOM 3HAUEHUU BBISBJISIEMOCTD
T21 cocrasisina 0,4% u ¢ yaerom puicka passutust C/1 0,5-1%
MPUXOAIIOCH 1—2 mpepbIBaHiist GePEMEHHOCTH € Y TIOH/IHBIMU
miozgamu nocue UILJT [17, 18].

OTHOCUTEIBHO HEJABHO ObLIO TPEIJIOKEHO MPUMEHEHUE
JIBYXATAITHOTO PAHKMPOBAHHOTO CKPUHUHTA (PUCYHOK), KOTIa
Ha MEePBOW €ro CTaJuU OI€HKA PHCKA OCYIIECTBJSIETCS TI0 pe-
3yJIbTaTaM CTaHAAPTHOIO KOMOMHUPOBAHHOIO CKPUHKMHTA (BO3-
pact marepu, TBII mmoza u ceiBopotounsie mapkepst PAPP-A,
cB.p-XTY). ¥V nanuentok ¢ puckom BozuukHosenust XA 1:50 u
GoJiee aHAIM3 CUUTAJICS TIOJIOKUTEBHBIM, 4 Y TeX, Y KOTO PUCK
menee 1:1000, — orpunaresnbubiM. [lanmenTkn ¢ npomMexyTod-
ueiM prckoM XA ot 1:51 1o 1: 999 mpoxozsat BTOpyIo crajguio
CKpPUHUHTA (C MPUIIEJIbHON OIIEHKOI HOCOBOI KOCTU, KDOBOTOKA
B BEHO3HOM IIPOTOKE U Yepe3 TPUKYCHIIATBLHBIN KJIATaH NTH T1e-
YEHOUHYI0 apTepuio), KOTopass MOAMMUIUPYET PUCK, TTOACUH-
TaHHBII Ha 1epBOM aTare. Eciin cKoppeKTUpOBaHHbBIN PUCK XA
cocrassister 1:100 u Gosee, pe3yibTaT CKPUHKIHTA CYUTACTCS T10-
JIOKUTEJIBHBIM, TO €CTh TIPEIIoaraeT Mocaeayiolee IpoBe/e-
Hue nHBazuBHOIT nporeaypsr [19-20]. Ha X BcemupHOM KOH-
rpecce Meaunuibl mwioga (Masbra, 2011r.) 6bLIO HPEAIOKEHO
noporosoe 3uavernne 1:150. UyBCTBUTETBHOCTD OOHAPYKEHMUS
XA B aroii Moztesin ckpunuHra coctasisier 96% mnpu JITIP 3%.

Tem He menee, B HacTosIIee BpeMs B YKpanHe CJIOKUIACDH
HEOJIHO3HAYHASI CUTYAIIUsI C Peai3alueil mpeHaTaaIbHOTO CKpU-
HuHTa XA. C 0/1HOI CTOPOHBI, 9TO HEIOHUMAHUE CYTU U [TPEUMY -
mtectB Toi uim nnoit mogesu [IBC (koMOMHUPOBAHHbII, HHTET-
PUPOBAHHBIN, CEKBEHIMOHHBII, KOHTHUHTEHTHBIH, KOMILJIEKC-
HBIT) MHOTMIMU BPa4aMU aKylIepaMu-THHEKOJIOTaMU, CEMEIHbBI-
MU BpayaMi W B MEHBINEH cTemeHn creruanncramu no Y 3/1, a
TaKKe HeyMeHUe TPABUIbHON UHTEPIIPETAIINN PE3YIbTATOB Te-
CTa; C APYTOil CTOPOHBI, OTCYTCTBUE YHUMPHUIIMPOBAHHOTO METO-
JIOJIOTYECKOTO TO/IX0/[a M ay/IUTA, YTO BBI3BIBACT CKPBITHIC IS
GOJILIIMHCTBA BPauel cepbhe3Hbie POOIEMbI, CYIECTBEHHO BIIU-
gromre Ha 9 hEeKTUBHOCTD IPEeHATATBHOTO CKpUHIHTA [21].
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JlormaHbIM OBLIO GBI MIPE/NOTIOKNUTH, UTO JajbHelilee pas-
BUTHE B 3TON 06JIACTH JIOJKHO OTBEYATH CJIEAYIONIUM 3ajlauam:
MaKCUMAJIbHOE TIOBBIIIEHIE YYBCTBUTEIBHOCTU 1 CHIKEHUE 10~
s JITTP u cooTBeTCTBEHHO COKpAIlEHUST KOJMYECTBA NHBA3NB-
HBIX Tporeyp. Taxas BO3MOKHOCTD MOSIBIJIACH C BHEJIPEHUEM
HEMHBA3UBHBIX [IPEHATAIBHBIX METOIOB uccyaenoBanust — NIP-
TecToB [22—-24]. ['1aBHOI 11e/IbI0 PA3BUTHS 3TOTO HAIIPABJICHUS
GblJTa TIOMBITKA 3aMeIeH sI IPEHATATBHOTO KOMOUHUPOBAHHOTO
cxkpununra u UIT/.

XOTs HEeMHBAa3WBHOE TPCHATATIBHOE TECTHPOBAHUE C MCIOJb-
3oBanmeM BHekserounoil (deranbroii JJHK (cell-free fetal DNA,
cffDNA) B kpoBu MaTepu yiKke 3apeKomMenzoBasa cebst Kak Hanbo-
siee apdexTrBHbII MeTos ckpunuira T21 B I TpuMectpe 1 HecMo-
TPSI HA CTPEMUTENIBHOE PA3BUTHE 3TO 00JIACTH MEUIIMHCKON Te-
HETUYECKON JIMarHOCTUKH, Pa3pabOTKa HOBBIX CTPATErHil U TeCT-
CHCTEM C YYETOM BBICOKOI KOHKYPEHIMH Ha (hoHE GOJIBIIOTO KO-
mmuectBa Takux kommannii B CIIIA, Kurae, a B mocienue me-
CKOJIBKO JieT — B EBporeiickux crpaHax, BbICOKAsl CTOUMOCTH
NIPT roka He T03BOJISIIOT 3aMEHUTh OOIIEIPUHSITYIO MOJIEJIb Tpe-
HATAJIbHOTO CKpUHUHTA, a TeM Gostee VT (ysKe 1mOaHOCTBIO ObLI
3axpbIT Boupoc o 3ametennu VIIJ/] na NIPT, nockosbky ypoBeHb
JTAHHOTO TECTHPOBAHUS HE COOTBETCTBYET TTOKA KPUTEPHUSM /1A~
rHOCTHYecKol mporenypsl). K tomy ke B Yxpamne NIPT moka ne
HallIa [IUPOKOTO TpuMeHenus. B mepByio odepens 1o mpudmHe
OTCYTCTBUSI TIOJIHOTEHOMHBIX cekBeHatopoB («High-sec» wnim
«Next-sec») B CHJIy HEOIPaBAAHHON HU3KOI PeHTa0eIbHOCTH X
[IPUMEHEHVISI TIPU CYTIECTBYIOIINX BHICOKHX [EHAX U HEJOCTATOU-
HOM TIOTOKeE MarneHToB. IIpeziaraembie OTITbBHBIMI KOMMepUec-
kumu Jraboparopusimin («CuHaBoy», «/[INJTIA», <UHBUTPO») n
wimnukamu («Hagisy», VITP) yeayru B aToM HarpaBieHUH HOCST
cyry6o nocpeaandeckuii xapakrep (NIPT BbINONHSIOTCS B 3apy-
GesKHBIX JTAOOPATOPHSIX), U, KPOME TOTO, TH MCCIIEJ0BAHUS B Y K-
pautie 1moka o(pUIUAIBHO HE PErJIAMEHTUPOBAHDIL, & MOJ00HbIE yC-
JIYTU HE CTaHIAPTH30BAaHbI M HE YTBEP:KICHBI B M3 YKpamHbL.

Hecmotpst Ha npuMensieMble BO MHOTUX CTPAHAX CTPATETHH
[IPEHATATBHOTO CKPUHUHTA XA U TOCTUTHYTBIE 32 ATU TOJIBI OII-
pelesieHHbIe YCIIeXH, €KEeTO/THO BO BCEM MIUPE POKIAETCS CBBITIE
150 toic. mereii ¢ C/I: 8 CIIIA — cBbite 5,5 ThiC., B YKpanHe —
okoso 500, 8 Poccuu — Gosiee 2500. VccieroBanust MOHUTOPHH-
ra poxpaemoctu jgeteit ¢ C/I B CIIA ¢ 1979 o 2003 ros moka-
3aJIM MOBBIIIEHNE YacTOThl 9TOH marosoruu Ha 31,1% [2]. Dto
CBUJIETEJICTBYET O TOM, 4TO 1pobisieMa ahpeKTUBHOCTH peHa-
TaIbHOI AnarHocTrkN C/] mo-TpeskHeMY OCTaeTcsl aKTyaIbHOM.

Iexnb v 3aaun UCCIeAOBAHUS:

1) nsydenme ahpekTHBHOCTH HpPEHATATBHOTO CKPHHWHTA
XA (B gactaoctn C/l) B pernone geareaproctn OKY «MIIMI
u I [T1» (r. Kpusoii Por) (2010-2015 rr.): onpenesnenne dhakri-
YecKoit 4acToThI poskpaeMoctn feteii ¢ C/L cpeayt HOBOPOXKIEH-
HBIX PETUOHA 110 3aPETUCTPUPOBAHHBIM 9KCTPEHHBIM U3BEIICHN-
am (D-149.0), BocsieicTBuY BeprUIIMPOBAHHBIM IIPH IIUTOTE-
HEeTHYEeCKOM HCCJIeJIOBAHUM; OTIpe/iesleHre U3 Yicia BCeX 3ape-
TUCTPUPOBAHHBIX (MTOCTHATAIBHO,/TIpeHaTaibio) ciaydaeB C/[
JIOJIN TIPEHATAJIBHO JANArHOCTUPOBAHHBIX I1JIO/I0B;

2) ycraHoByieHne peasnbHOit pactipoctpanenHoctn C/I ¢ yue-
TOM POJINBIINXCS ¥ MIPEHATAIBHO ANATHOCTHPOBAHHBIX, dJTIMU-
HUPOBAHHBIX IIJIOZIOB 110 JKEJIAHUIO CEMbH;

3) Ha OCHOBE PETPOCIIEKTHBHOTO aHAJIN3a TOKAa3aHMII K TIpeHa-
TAJIbHOMY KapHOTUIIMPOBAHUIO BO BCEX BBIABICHHBIX cydasx C/L
y IJIOJIA OIIpe/ieJIeHNe UX CTPYKTYPBI U PEHTHHTA BCTPEYAaeMOCTH;

4) BbIsICHEHME Ha OCHOBE aHAJIN3a IOCTYITHON MeANIIMHCKON
noKymeHTain (0OOMeHHBbIE KapThl OepPEeMEHHBIX, TeHETHYECKIEe
KapTbl, poTokounl Y3/l) mpuunnsl poskaenus gereit ¢ C/I B
JlHemporeTpoBCcKoii 06acTi 32 yKasanHbie 6 JieT;

5) TpoBejleHIEe TO JAHHBIM JIUTEPATYPBI CPABHUTETHHOTO
anas3a a(h(HeKTUBHOCTH PA3JIMYHBIX CTPATEr il ITPEHATAIBHOTO
ckpuHuHTa C/I B pa3HBIX PETHOHAX MUPA.
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Moaenb cKpuHuHra, paspa6oraHias Ha X BcemupHom
Kourpecce FMF, ManbTa (2011)

MATEPWUAJIbI U METOAbI

OKY «Mexo6macTHOl 1IeHTP MEAUIMHCKON TeHEeTUKHU K
IpeHaTaabHoOl aquarnoctukus» (r. Kpusoit Por) oxaspiBaeT koH-
CYJIBTATHBHO-/IHATHOCTIYECKYIO TIOMOIIb HaceJaeHio 6 obuac-
reit lentpasbnoro u FOro-BocToyHoro perioHoB Y KpanHb
([Auemponerposckad, 3anopoxkckas, Kuposorpaackas, Huxomna-
eBckas, Yepkacckas u XepcoHckast 00J1acTi) CO CPeHEro10BON
poskaeMocTbio okono 100 ThIc. meTell, 4TO cocTaBiseT IMOYTH
YEeTBEPTYIO YacTh OT YHCJIA BCeX POXKIACHUN B YKpaHe.

Ilo pesysbraTam npenartajbHoro ckpunumura B 11-14 u
18—21 Hez GepeMEHHOCTH B I[EHTP PEryJsiPHO HAIPABJISIIOTCS
GepeMeHHBIE ¢ TIOBBIIIEHHBIM PHCKOM POXKeHHUS peberka ¢ XA
(B wacrnoctu CJI) ¢ nesbio nposenennss UITJI. Kasxnas Gepe-
MeHHasI IIPOXO/IIJIa KOHCYIbTaTHBHO-aKcIiepTHOe Y 3V 1 KOH-
CYJIbTAIINIO TeHEeTHKA /IS OI[eHKH PHCKA BO3HUKHOBEHNS XA.

Bosbiast yactb GepeMeHHbIX 13 00JacTeii perrona o6paTu-
JIach B TIEHTP C YK€ PACCUUTAHHBIM PUCKOM XA, TpenMyIecT-
Benno o nporpamme PRISCA na ocnoe bX-tecTos, BbIoJims-
eMbix B JjlaGoparopusix «Cunaso», <MHBUTPO», «[INJIA»,
«JTmacepsucy, «MEIJTAN®» u mp.

SHayWTeIbHAS 4acThb JKUTeJIbHUI[ ropoga Kpusoro Pora
npoxoauia I u Il aranet Y 3- u BX-ckpununra B uenrpe, bX-re-
CTbl TIPOBOJMJIMCH HA aBTOMaTHyeckoM aHasmsarope «KRIP-
TOR/BRAHMS» (I'epmanust) ¢ pacdyeToM prcKa 110 IIporpamMme
«ASTRAYA» (Tepmanust). IIpu obpaiennu 6epeMeHHOi ¢ OT-
CYTCTBHEM De3yIbTaTOB MM HEBO3MOKHOCTH TpoBeeHmst bX-
TECTOB 13-3a YIYNIEHHBIX CPOKOB CKPUHUHTA pacyeT prucka T21
B [ TpuMmectpe nposoamics 1pu nomoiu Tabaun Hermann, B
TOM YHCJIe PETPOCTIEKTHBHO TI0 Pe3yJIbTaTaM MepBoro Y 3-CKpH-
HuHra. KOppeKTHpoBKa PHCKa, MOJYYEHHOTO 10 pPe3yJbTaTaM
BX-rectoB I TpumecTpa, IPOBOJIUIACH C YUETOM OOHAPYKEH-
HBIX Y 3-MapKepoB ¢ OMOTIIBIO IOCTYITHBIX ON-line-KaabKyisaTo-
pos (http: //www. perinatology. com/ calculators/ Down%
20Syndromee % 20 Revised %20Risk.htm).

3a 6 ser (2010-2015 rr.) 66110 BhInoAHEHO 3137 MHBA3UB-
HBIX [IPEHATAIBHBIX BMEIIATEICTB, 13 HUX 720 — GHoticuii Bop-
cun xopuona (bBX), 929 — mnanenrouenteson (II11),1488 —
amrnorenTe30s (All) GepeMeHHBIM ¢ BBICOKMM PUCKOM BO3HHUK-
HoBeHust XA y 110/1a, 06paTUBLIINXCA U3 MIeCTH 00J1acTell peru-
OHa JIeSITeJIbHOCTU HAIIETO 1EeHTPA.

WII/] BBIMOTHSIACH TIO OOIIENPUHSTHIM MOKA3AHISIM B OTTe-
paioHHOM 0(JIOKe 10 TPSAMbBIM Y 3-KOHTpoJieM  (CKaHep
«Medison R3», Kopest), kousekcubiii Y 3-gatyuk 3,5 MT, ¢ mo-
MOIIBIO TEXHUKH «CBOGOHON PYKU» Yepes TepeiHIor0 GPIONTHY 0
CTEHKY B BBIOPAHHOIT TOUKe, CBOGOHOI OT COCY/I0B (JIOTILIEPOB-
ckuit kKouTposb B pexkume LI/IK), npuiiesnbno BBoguIach oHopa-
30Bas MyHKIMOHHas uria Kanuopom 19 Gx9 em nim 20 GX9 e B
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Tabnnya 2
PacnpoctpanenHocTb cunapoma [Jayna (G/1) cpean HoBopoXxaeHHbIX B 6 o6nactax LientpanbHoro n HOro-BoctoyHoro pernotos
VKkpauHbl ¢ y4yeTom npoBefieHNs NpeHaTanbHoN AuarHocTuku 3a 2010-2015 rr.

PacnpocTpaHeHHOCTb
Cnyyan CA PacnpocTpa- C/A, c yueTom
Konuuecteo HEHHOCTb poAuBLUMXCS,
O6nacTtb y— HOBOPOX- CA cpean npeHaTanbHO
MpeHaTanbHO AEHHbIX HOBOPOX- BbISIBJIEHHbIX
poBaHHble PopuBLumnecs
BbISIBJIEHHbIE AEHHbIX 1 aGOPTUPOBAHHbLIX
Ao 22 Hep,
nJioaoB
[IHenponeTposcKkas 169 142 170 /117 213798 1:1257 1: 686
ponerp (*1:1827) :
3anopoxckas 53 49 89 109 426 1:1229 1:793
Knposorpaackas 21 8 35 74212 1:1091 1: 952
Hukonaesckas 18 16 68 40 926 1:1169 1: 884
XepcoHckas 17 17 74 72793 1: 983 1: 800
Yepkacckas 10 10 84 72 457 1: 862 1: 771
Bcero no pervioHy 288 242 520 583612 1: 1122 1: 766

TMpumearme. * — U3 170 HoBopoxaeHHbix ¢ perotunoM CJL kapuotumipoBao 117 (no octasnbHbIM 0651acTsiM BCE U3 MPEACTABNEHHBIX B TAOMMLE Cy4aeB — KapUOTUNMPOBAH).

3aBUCUMOCTH OT BbIostHsIeMoro Metozia (bBX — B 11-14 nep,
III1 — ¢ 16 uex, ALl — ¢ 18 nen recraium). [lokazanus k UIL/L y
GepeMeHHBIX PACTIPENETUINCH CIeayomuM obpasom: | rpymma —
ToJIbKO Bo3pact 40 set u crapime — 231 (7,4%); 11 rpymma — Bo3-
pact 40 siet u crapie + ¥ 3-naxoaku y mioga — 167 (5,3%); 111
rpymia — Bospact 40 srer u crapine + BX-mapkepor — 41 (1,3%);
IV rpynma — Bospact 40 et + Y3-naxoaxu + BX-mapkepn! —
14 (0,5%); V rpymmna — tosbko Y 3-Haxoaxu y GepeMeHHbIx 10 40
get — 1943 (61,9%); VI rpymma — Y 3-naxozxu + BX-mapkepsl y
skentmd 10 40 et — 369 (11,8%); VII rpymma — tompro BX-map-
Kepsl y skenint 110 40 sger — 271 (8,6%); VIII rpynma — Tosbko
OTSITOIIEHHbII aHAMHE3 Y JKeHIIMH B Bo3pacte 110 40 Jiet (6e3 Y 3-
n bX-mapkepos) — 101 (3,2%) ciryqait.

IIpu BbisiBieHnn XA GepeMEHHOCTb 110 JKeJaHUI0 CeMbH
IpepbIBasiach O MECTY JKUTETbCTBA C MTPOBEIEHNEM MOCJIe/yI0-
1ieii ayToTCuu.

Hosopoxaennbie ¢ XA (B Tom yncie C/1) yuuTbiBaauch co-
[JIACHO M3BENEHUI0 Ha XPOMOCOMHYIO MaTOJIOTHIO, YTBEP K/IeH-
Hyto npukasoM M3 VYxkpannuor ot 31.12.2003 r. — dopma 149,
JanHble oTpakeHsl B crardopme 49 (oTdyer 06 OKazaHUU Meu-
KO-T€HETHYEeCKOI1 TOMOIIIN ).

[TpoBesen aHamM3 KOJIMYeCTBA OOHAPY/KEHHBIX cilydaeB XA
3a 6 siet (2010-2015 rr.), KOJMYECTBA IPEPBAHHBIX OEPEMEHHO-
creii 1 HOBOPOkKAEHHBIX ¢ XA B Kax 1011 u3 obmacreit. Obiee Ko-
JITYIECTBO HOBOPOKJEHHBIX AeTell 1Mo obmacTsM (Heobxoammoe
npu pacuere 1okasareseil pacupocrpanennoct CJ/I) 6110 mo-
JIY9€HO B CTATHCTHYECKOM OTJIETIE.

PE3VYJIbTATbl UCCNIEQOBAHUSA
U X OBCY>XAEHUE

B pesyabrare U/, mposenennoit 3137 GepeMeHHBIM € 110~
BBILICHHBIM PUCKOM BO3HUKHOBEeHHs1 XA M107a, 66110 00HAPY-
skeno 558 carydaeB XA mioza, 3 nux: 288 ciyvaeB — Tpucomust
21, 68 — tpucomus 18, 29 — rpucomus 13, 48 — monocomus X, 18
— tpumtonn, 12 — rerpartonauu (8 U3 HUX MO3aUYHbIE — [IPHI
9TOM KYJIBTYPATbHBIN MO3AUII3M ObLT NCKITIOUEH), 77 — Ipyrue
XA. IlokasaTenb BBIABIEHHS XA OT YNCJIA BCEX MPOBECHHBIX
MHBA3UBHBIX MMPEHATAJIBHBIX UCCIe0BaHMiT cocTaBut 17,78%, a
CH-9,1%.

B I tpumecrpe Gepemennoct BbisiBiieHo 212 ciyuyaes XA,
Bo IT Tpumectpe GepemernocTH BoisiBiero 334 ciydas XA.

CorylacHO aHAIN3y HAIINX JAHHBIX, & TAKKe JAHHBIX, TPe/-
OCTABJIEHHBIX II0 3aIPOCY MEANKO-TEHETHYECKNMHU IIEHTPaMK
KasKIIOH U3 NePeYnucaeHHBIX 00IaCTel:

— mo JIHenponeTpoBCKOil 00JacTH BCero BbisBaeHO 364
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caydas XA, n3 aux 169 caygaes C/l, mpepBano 13 KOTOPBIX —
142, popusocs 170 nereit ¢ C/I, umeronux denorun C/I, na xo-
TOPBIX OBLIN MOJYYEHbI HKCTPEHHbIE HM3BEIEHUS 1Mo (hopme
® 49.1 (mmrorenernyeckn T21 moxrBepxkaena B 117 caygasx,
OCTaJIbHbIE CEMbH B LIEHTP He 00paIiaiuch);

— 10 3anoposKCKON 0061acTH Beero BhisiByieH 71 ciyuail XA,
u3 "Hux 53 caydas ¢ C/I, mpepBaHO 13 KOTOPBHIX — 49; poanioch
89 neteii ¢ C/l;

— no HuxonaeBckoii 061acTu Beero BhIsiBIeHO 36 corydyaes
XA, nu3 nux 18 cayuaes C/l, npepsano u3 kotopeix — 16; poju-
socb 68 nereii ¢ C/L;

— no Kuposorpackoit o6aactu Beero BoisiBiiero 37 ciyda-
eB XA, uz nux 21 cayuait C/I, npepBano us KoTopbix — 8; poju-
sock 35 zereii ¢ CJI;

— 110 XepCOHCKOii 001aCcTH BCero BhisIBIEHO 23 ciyuast XA,
u3 nux 17 cayuaen C/I, npepBano us kotopsix — 17; poauiocs 74
pebenka ¢ CJI;

— no Yepkacckoii o6nactu Beero BoisiieH 21 cayuail XA,
u3 nux 10 cayuaes C/I, npepano us kotropsix — 10; poaunocs 84
pebenka ¢ CJI.

Bcero 1o mepeuyuncJaeHHBIM Bbilie obsactsM 3a 6 et
(2010-2015 rr.) cymmapso poanaoch 520 mereit ¢ C/I, mpepsa-
HO U3 YKCIa TPeHaTaIbHO AMArHOCTUPOBAHHBIX — 242 GepemMeH-
Hoctu ¢ C/I mumoza. Takum 06pasoM, TIoKasaTesb MpeHaTalbHON
ngetekiu 11008 ¢ T21 (0T yucia BcexX 3aperucTpupOBAHHBIX
cayqaeB C/1) B pernone cocrasui 37,7% (288/762), a B xasoit
u3 obsacreit: [[HenporerpoBckoit — 54,1% (169/312), a ¢ yue-
TOM TOJIBKO IIUTOTEHETHYECKN BePHUMUIINPOBAHHBIX CITyYaeB —
65,2% (169/259); 3anopoxckoii — 38,4% (53/138); Kuposo-
rpagckoil — 48,8% (21/43); Huxomaesckoii — 21,4% (18/84);
Xepconckoit — 18,7% (17/91); Uepkacckoit — 10,6% (10/94).

B pesyabrare pacnipocrpanennocts C/I cpeayt HOBOPOK/€H-
HBIX yKazaHHBIX 6 o6uacreil [lenrpanbroro u I0ro-Bocroutoro
pernoHoB Ykpaunbl coctaBuia 1:1122 peGenka (uau 8,9 na
10 000 mereit), uro B 1,5—1,6 pasa Huxke 0OMIEIONYIAUOHHON.
C yuerom 242 cayuaes CJ y nionos, aGOPTHPOBAHHBIX [0
22 nen recraiuu, peasibHas yactora T21 B cayvae ux posxaeHus
cocrasuia 6b1 1:766 (13 na 10 000 gereit), a o ka0l U3 nepe-
YKCJIEHHBIX 06J1acTell OHa TpejcTaBaeHa B TabJr. 2.

Takum 00pa3zoM, MCXO/ST U3 TPEACTABIEHHbBIX JAHHBIX Ha-
6uoyraetcst cHmskenne pacrpocrpanennoctu CJI cpean HOBO-
posxkaentbix B 1,8 pasa B [lHenponierposckoii u B 1,55 pasza B 3a-
oposKcKoii obmactsix u seero B 1,1-1,23 pasa — B Uepkacckoii,
Xepcomuckoii, Kuposorpasckoii u Hukosaesckoit obmactsix.

BbLiu mpoaHaIM3NPOBAHbBI KAK OCHOBHbIE TPUYUHBI CJIyYaeB
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poxaenus gereii ¢ CII B J{HEIPOIETPOBCKOI 06/1acTH, Tak u, ¢
JIPYTOii CTOPOHDI, (HhAaKTOPbI, CHOCOOCTBYIONIME YCIIENTHON mpe-
HaTaJIbHOU uartoctuke 110108 ¢ C/I.

CoracHo TI0JIydYeHHBIM 9KCTPEHHBIM M3BEIIEHIM, B IEPHUOJL
¢ 2010 o 2015 r. B /lHenponerpoBckoii obactu poausioch 170
nereit ¢ C/l. I3 nux y 117 nereit T21 noarBep:kaeHa KapuoTuim-
POBaHMEM B HallleM IIeHTPe U Ha HIX 3aBe/leHbI TeHEeTIYeCKIe Kap-
61 ().149.0). Ocrasbibie 53 110 Pa3HBIM IPUUNHAM He HOCEIIAIN
Bpaya-TeHEeTHKA, U Ha CErOJIHSI PA30CJIaHbl 3aIPOCHI JUIs TT0JIyue-
Hus WHGOPMAITMH 0 9TUM JIETSM B ceMeiitble aMOyIaTopin u
HIIMCII o mecty skutenncrsa. [Ipu ananmse undopmanun 117
FeHeTHYECKUX KapT ykazaHHbIX geteil ¢ CJI GbuIo BbIIENEHO 2
rpynmbl. B ogxy s Hux nonaymi aetn (31 uesoBek), MaTepH KOTO-
PBIX MOCEMIAIN HAII TEeHTP BO BpeMsi GePeMEHHOCTH, BO BTOPOH
OKa3aIICh B OCHOBHOM MHOrOpojHUEe HanueHTsl (86 uesioBek),
MaTepi KOTOPHIX He ObIIIN CBOEBPEMEHHO HATIPABJIEHBI 1 TOITOMY
HU pasy He IOCEeTUBIINE Halll HeHTp 0 poskaenus pebenka ¢ C/I.

W3 yncna noceTuBmux Hai 1eHTp oTkazaauchk ot UII/ nmpu
HATNIUN OOHAPYKEHHBIX YIBTPa3BYKOBBIX MM OHOXMMUYEC-
KuX MapkepoB 16 GepeMeHHBIX, [TPH HAJTUYMY PEHATAIBHO YC-
TaHOBJEHHOTO Kapuotuiia T21 oTkazanuch oT npepbiBanust Ge-
PEMEHHOCTH 5 JKEHIIIH, TO3/HsIst siBKa (mocate 22 Helt 6epeMen-
HOCTH) 3apeructpuposana B 10 cirydasx.

B pamxax aToro ucciieJloBaHus He CTaBUJIOCH 1IEJIBIO JIOCKO-
HAJTHHO M3YYHUTh TPUYMHBI OTKaza GEPEMEHHBIX OT MPOXOKIE-
HUS TIpeHaTajbHoro ckpununra, VITJT u npepoiBanus GepeMen-
HOCTU B CJlydyae IIPEHATaJbHO KapUOTUIMPOBAHHOIO ILIOJA C
C/1. BosbITIHCTBO M3 HUX OOBSICHSIOCH PETUTHO3HBIMU YHexK-
JICHUSIMU POZIUTeJIeH, B MEHbBIIEH CTEeleHN — MOSBJICHIEM B I10-
CJIE/IHUE TO/BI B YKPAUHCKOM OOIIECTBE JABHO yiKe NPUHSITON B
IIMBIJIN30BaHHBIX CTPaHAX MHUpa TEHJEHIMH K COIMATbHOMN
amanTanun gozxeit ¢ C/L 1 B OTAETBHBIX CiIydasx — HEBepueM B
Pe3yJIbTaThl IPEHATAIBHOTO JANArHO3a.

TakuM 06pa3oM, TP CBOEBPEMEHHOM OOPAIEHUH 1 TPO-
XOsKAeHUN B cpoK Y 3- u BX-ckpununra u abopruposanue mpe-
HaTaJbHO OOHAPYKEHHBIX 17107108 ¢ T21 Moryo Gbl pegoTBpa-
THTS ete 88 caydaes poxenus zaereit ¢ C/ B /lHenpomnerpos-
CKOIT 06acT.

W3 unc/ia oy pasy He MOCETUBIIHX HAI IIEHTP: He 00cIe/10-
BaHHBIX (TO €CTh He TPOIIEIINX TPEeHATATBHBIN CKPUHIHT) OKa-
3a710ch 15 KeHInH, 00CIe/[0BaHHBIX B HeMH(MOPMATHBHbBIE CPO-
ku — 9 GepeMeHHBIX; OTCYTCTBHE MpoBeeHrss bX-TectoB 1npu
HOPMAJIbHBIX pesysbTatax Y 31 ormedensl B 35 ciaydasx 'y 27
MAIMeHTOK oTcyTcTBoBam bX- n Y 3-mapkepnr XA.

BbL1 npoBe/ien cpaBHUTEIBHBIN aHAJIN3 BO3PACTa KEHIIHH,
poxusmux feteii ¢ C/I, n GepeMeHHBIX, Y KOTOPHIX MPEHATATBHO
6bL1 o6napysxken oz ¢ C/I. Bospact jkeHIuH, poAMBLIIMX AeTel
¢ CJ1, BapbupoBai ot 20 110 46 jiet u B cpeiHeM coctaBus 32,5
TO/1a, IPU 3TOM JKEHIIHBI B Bo3pacTe 40 JIeT 1 cTapiie cocTaBy-
s 18,05%. Bospact GepeMeHHBIX ¢ TIPEHATAILHO ANATHOCTHPO-
BanubIM 110710M ¢ C/ BapbupoBas ot 18 10 46 jiet u B cpesHem
coctaBut 32,4 rojia, JKeHIMHBI B Bozpacte 40 sieT u Gosree cocra-
Buutn 15,3% (pasauuns HemoctoBepHbl — p> 0,05).

UYro kacaercst anasnza Bcex 588 ciryuaeB IIpeHaTalbHOI aAn-
arnoctuku XA 3a 2010-2015 rr. B HameMm IeHTpe, TO B PE3YJib-
tare BBX B cpoke 11—14 Heyt 6epeMEHHOCTH B K/K/IOM TPETHEM
ciydae Obuta BoisiBieHa XA (212/720), npu 9TOM B KaKIOM
cepxpmoM — T21 (99/720).

TITpu nposenennn UTI/T Bo 11 tprmectpe GepemertocTn XA
Gblia OGHapyIKeHa B KaKIOM ceibMoM ciydae (334,/2417), a T21
— [OYTH B KAKIOM IsATHAAIIAaTOM caydae (167,/2417). [Ipu aTom
B 19,7 % ciyuaes obnHapyxenus mnonos ¢ C/I npenaranbHoe Ka-
puorunuponanue Bo I TpumecTpe IpoBoAMIOCH HA OCHOBE MOKA-
3aHUIl [0 pe3ysbTaTaM CKPUHUHTA B | TprMecTpe GepeMeHHOCT.

PerpocnexktuBnblit ananns ctpykTypbl nokasanuii k ULy
288 GepeMeHHBIX ¢ MPEHATAIbHO BbIsIBJIEHHBIME T10aMu ¢ CJ]
[IPE/ICTABIIEH CJIEYIONIM 06pa3oM:
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Tabnuya 3
VnbTpa3sykosbie HaxoaKu (anomanuu u mapkepbl XA),
npeHatanbHo 06HapyXeHHble y 288 nnonos ¢ cuiapomom [layna
8 | n Il rpumectpax 6epemennocTy (2010-2015 rr.)

Moka3aTtenb n (%)
MvMnonnasus/anna3ust HOCOBOW KOCTWN 145 (50,3)
PacwupeHne BOPOTHNUKOBOIO NPOCTPaHCTBa 116 (40,2)
YBenuyeHune LWenHom cknaakm 66 (23)
'MnepaxoreHHblii GOKyC B XXenyakax cepaua 59 (20)
ATPUOBEHTPUKYISIPHBIV KaHan 57 (19,8)
PeBepcCHbI KPOBOTOK B BEHO3HOM MPOTOKE 53(18)
JedekT mexokenyao4koBon Nneperopoakm 32 (11,1)
MuenoakTasus 32 (11)
KopoTkoe 6enpo/nneyo 29 (10,1)
Bpaxvuedanunsa 28 (10)
Mnockui npod)mnl:/yTonLueHme 25 (8,7)
npeHasanbHOW CKagku
3agepxka pocTa nioga 24 (8,3)
BeHTpukynognnataums 18 (6,2)
Knctbl cocyaucTbIX CnneTeHni 12 (4,2)
LenHasa unctornrpoma 12 (4,2)
BpaHxmMoreHHble KUCTbI 11(3,8)
OXOreHHbI KNLLEYHNK 10 (3,5)
Hpyrune BINC 10 (3,5)
Junataumsa HaaWnWKOBMUAHOrO KapMaHa 8(2,7)
Il xxenynoyka mosra
O6CTpYKUMS ABEHAALATUNEPCTHOM KALLKK 7(2,9)

Mpumeyarme. OcTanbHble aHOMaINM U 3XOMAPKEPHL! BbISIBASN B 3TOI BbIGOPKE
nnopos ¢ T21 ot 1 o 6 pas.

— OTJeNbHBIE: TOJIbKO BodpacT Marepu 40 set u Gosee —
4 (1,38%); Y3-naxomku (amomasnum u Mapkepsl XA) —
192 (69,5%); Bbicokmii Grnoxummueckuii puck XA — 2 (0,7%);

— coveranubie: Bo3pact marepu 40 set u Gomee + Y 3-Haxon-
k1 — 36 (13%); Bospact marepu 40 jiet u 6osee +Y 3- u 6uoxu-
muueckne (BX) mapkepst — 8 (2,8%); Y 3-naxonkn + no3uTus-
Hbiit BX-rect — 32 (11,5%). Poskenue npe/piayiero pebeHka ¢
CIl y Gepemennoit BozpactoM 0 40 jiet npu orcyTeTBumn Y 3- 1
BX-maprepos — 1 (0,34%).

B coBokynHocT Y 3-Haxoaku (aHOMainuu u Mapkeper XA)
BBIABISIN B 97,5% cirydaeB mpeHaTasbHO ANATHOCTHPOBAHHBIX
nozos ¢ C/I. Boinu usydenst XapakTep 1 yacToTa BCTpeyaeMoc-
TH BCETO CIeKTpa Y 3-HaXo[IoK, 06HaPYKeHHBIX y 10108 ¢ T21
B I u IT rpumectpax Gepemernocti. Cpenu 99 mrozos ¢ CJI, BbI-
siBJieHHBIX B | TpuMecTpe, 6b10 06HapyskeHO 30 pasidHbIX
aQHOMAJIMI 1 MapKepOB, 3 HUX 4acTo BcTpeyaeMbIx (> 10 pa3) —
8 (27%). Y 167 mmonos ¢ C/I, mnarnoctuposanubix Bo 11 Tprme-
cTpe, GBLTIO BBISIBJIEHO 75 PA3INYHbIX AHOMAIHN U MapKepoB XA,
M3 HUX YacTo BcTpeyaeMbix (>10 pas) — 18 (24%).

CyMMapHBIi pefITHHT Y 3-MapKepoB U XapaKTEePHBIX aHOMA-
smit, obnapyskennbix y 288 miozxos ¢ C/I B I u IT tpumectpax Ge-
PEMEHHOCTH, TIPeICTABJICH B TabII. 3.

B Taxske mpoaHaym3npOBAHbBI KITIOUEBbIe COCTABIISTIONIIE
acddexTuBHoCTH NpenaTanbuoil auarnoctuku C/ u apyrux XA,
aumeHHo — oxsar Y 3- u BX-ckpununrom u M1/ B yerbipex 06-
JIACTSIX PETHOHA.

OxBar  GepeMeHHBIX  JIBYKPaTHbIM Y 3-CKPHHUHTOM
(11-14 nex; 18-22 nen) Bapbrposar ot 95,9% 10 99,5% u B cpej-
HeM coctaBui 97,4%.

OxBar GepeMeHHBbIX OMOXUMUYECKUM CKpuHTroMm Bo 1T Tpu-
MecTpe GepeMeHHOCTH (110 TaHHBIM, TPEACTABICHHBIM 06J1acT-
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upivu MT'TL) B cpeiem B 3—4 pasza MeHblIIIe 10 CPAaBHEHUIO C OX-
BaTOM Y 3-CKPUHUHTOM U, KPOME TOTO, 3HAYUTEIHHO BAPbUPO-
BaJI B YMCJIe UCCIEI0BAHUIT 110 KaxoMy u3 bX-mapkepos, uto
CBUJIETEJIBCTBYET O €T0 HEKOPPEKTHOM IIPOBEJCHUHN B 3HAUU-
TeJbHOIT yacTu ciyvaeB. Uto Kacaercst oxBarta OMOXUMUYECKUM
CKpuHUHTOM B I TpriMecTpe GEPeMEeHHOCTH, TO B YTBEPIKACHHBIX
M3 Vkpaussl craructideckux dopmax M.21 n D.49 Takas or-
4eTHOCTb He npeaycmorpena (1).

Kpome Toro, ussectno, uto na pesybrarsl bX-ckpununra
CYTIECTBEHHO BJIUSIOT pasjinyHble (HaKTOPBL STPOTCHHBIE
(OMMOKY M TIOTPENTHOCTH Ha PA3JINYHBIX HTAMAX BBIMOJTHEHHS
aHaJIM3a, HAYMHas OT 3a00pa MaTepuaIa, ero TPAHCIIOPTUPOBKH,
MTpeaHATUTIYCCKOH, aHATNTHYECKOH, TOCTAaHATUTHIECKOH cTa-
JIAW WCCJIEZIOBANUS 10 BBIAYM PE3yJIbTATa U €r0 TPAKTOBKH),
TEXHOJIOTUYECKUE ¥ MEIUKO-TexHuueckue (CTabuibHOCTh pea-
TEHTOB M Me/IFIaH, TOYHOCTD BBIITOJHEHUS aHAIN3a, BOCIIPON3BO-
JIMOCTB MeTozia). Y GOJIbIIMHCTBA TIPOM3BOANTEIEN PeareHToB
u 060pyI0BaHus /IS IPeHATalbHOr0 BX-CKpUHUHTA MepBOHA-
YaJIbHO YCTAHOBJICHHbBIC MEIMAHBI UBMEHSIOTCS U MX TIPUXOJTHAT-
Cs1 €KETO/IHO A/[ANTUPOBATh. JTO MPUBOIUT K KOJIEOAHMSIM TOY-
HOCTH pacyeTa PUCKa U 3aBUCUT OT TOTO, IIPOU3BOJUTCS PACUET
JI0 CKETOHO ajanTanuu uian rmocie. 1lo maHHBIM Bemymiero
skcrepra 1m0 BX-ckpuHUHTY GPUTAHCKOTO (hOHAA MEIUITHHBI
wiona (Fetal Medicine Foundation — FMF) Kesuna Crnencepa,
10 TIOCJTETHETO BPEMEHH TOJIbKO Ha aBTOMATHYECKOM aHAJIN3aTO-
pe «<BRAHMS KPYPTOR» (I'epmanmus), B KOTOPOM IIPUMEHSI-
erca ynukanbhasg texuosorus TRACE (usmepenue aBoiinoit
METKH), YAAIOCh MOJTYYUTh MEIMaHbl, a0COMOTHO CTaOUIIbHbIE B
teyenue Gosee 12 ser [25]. Io muenuto K. Cnencepa, mis pac-
4eTa PHCKa C I[eJbI0 cOXpaHeHus rnopora orceuku 1: 250 ¢ koad-
urmenTom Bapuarn pacyera pucka 10% ananutideckast Tou-
HOCTH OTIPe/IeJIEHUsT KKIO0T0 OMOXUMUYECKOTO MapKepa JI0JK-
Ha ObITh TakOBA, YTOOBI KO GuienT Bapuaimn 611 3,0% wim
MeHee [26]. ITo Te MUHUMaIbHBIE TPEGOBAHSL, KOTOPBIM JIOJIK-
HBI COOTBETCTBOBATH M3TOTOBUTEN HAOOPOB peareHToB u 000-
PYIOBaHKs, a TakKe JabopaTopusi, BBIMOJTHAIONAS U3MEPEHNS,
4yTo6bl MOTYyYnTh ceprudukamo FMF-kayectBa Grnoxummuec-
KOH aHasmTHKA. YeM MeHbIe 3HaYeHNS K0a(DOUIIEeHTOB Bapu-
aluu JUisl BCEX U3MEPSIHbIX OMOXMMUYECKUX TOKa3aresieil, TeM
BBITIIE BOCIIPOU3BOIUMOCTD PE3YJIbTATOB, TIOTyYaeMbIX B IAHHOM
Tecre, TeM GoJiee TIPEIM3UOHHO OyieT paccunTan KoadduimeHT
MoM 1 coOTBETCTBEHHO MH/IMBU/IYaJbHbIII PUCK BO3HUKHOBE-
Hust XA. [laske pu yMepeHHOM MOBBITIIEHNN Koad duiinenTa Ba-
puarn bX-usmepenus na 4% xoadduirenT Bapuaiin pacie-
Ta UHIUBUYAJILHOTO PUCKA MAUEHTKH TTOBBICUTCS HA 15%, TO
€CTb CTAHOBUTCS HEOMYCTUMbIM [27].

ITpu Mesk1abopaTopHOM KOHTPOJIE KA4ecTBa, 10 JAHHBIM
HamumonanbHoll cucTeMbl BHEIIHEH OIEHKU KauyecTBa UCCJIEL0-
panuii Bemmkobpurannn (UK NEQAS), B TeueHne MHOTUX JieT
HanboJiee BBICOKOI TOUHOCTBHIO U BOCITPOM3BOIMMOCTBIO OTIPe/ie-
JieHust OMOXMMUYECKUX MApPKEPOB MPEHATAIBHOTO CKPUHUHTA
OTMeYaroTcsl U3MepeHusi ¢ KodDMUIIMEHTOM Bapualuu MeHee
3%, TpoBO/IMMbIe Ha aBToMaTiueckoM aHannzatope KRYPTOR
¢ HabopaMu PeareHToB JJist JAHHON CUCTEMbI, KOTOPbIE TPOU3BO-
T Hemenkad kommnanusga BRAHMS AG.

VicereioBanuis, BBIMOJHSIEMblE ¢ HAOOpaMK PEareHTOB Ha
aBromarndecknx anaansaropax Roshe Cobas (Illseiinapust) u
Perkin Elmer, Auto Delfia (Dunnsnaus), nokasaiu koaddu-
MUEeHTHI Bapuanuu ot 3,3% 110 4,2%, B TO BpeMst KaK TP UCTIOJb-
30BaHUU ABTOMATHYECKUX AHAJIU3ATOPOB ¥ TECT-CUCTEM
Siemens Immulite (Tepmanus) koabdUUMEHT Bapualuu st
PAPP-A cocrasun 8,0%, a st ¢B.f-XTY — 10,5%, uTo 110 Kpu-
tepusm FMF nenpuemiuemo s nposenenus IIBC.

Kax yske oTMeueHo Bbiliie, GoJIbIIast YacTh GepeMEeHHBIX, Ha-
[IPABJIEHHBIX B HAII IIEHTP HA KOHCYJIBTAINIO C [EJBIO PEIeHust
Bomnpoca o HeobxoaumocTu Tposeaenus UII/I, npoxoania uc-
crenoBanne bX-mapkepoB XA B puimanax KpymHbIX KOMMep-
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yeckux Jaboparopuil «Cunsso», «IMJIA» 1 pernoHabHbIX Ja-
6oparopusix «MTHBUTPO», «/luacepBuc» u Jp., UCIOIB3YIO-
UX B CBOEH TIPaKTHKe JabopaTopHoe 000PYA0BAHNIE U IUAaTHO-
cTuyeckue Haboppl npoussoauteseii Immulite/Siemens u npo-
rpammuoe obecnieyerie PRISCA I-1I, He pekoMeHZ0BaHHBIX
FMF st npumenenust ¢ AMarHoCTUYECKOM 11€IbI0 TIPU BBITTOJI-
wernu [1BC.

K Tomy ke yacTb GepeMeHHBIX 00pATUIIACH TOJIBKO C OIPe/Ie-
JICHHBIMU KOJINYECTBEHHBIME TOKa3aTeasiMu b X-MapkepoB B
CBIBOPOTKE KpoBH Oe3 nepecyera B MoM(bl) u 6e3 pacuera UH-
JIMBUIYAJTbHOTO PUCKa BO3HUKHOBeHUs T21 u Apyrux Tpucomuii
— 13-i1 u 18-i1. Bce nepeuriciienHoe Bbiliie U 00bSICHSIET TOT (DaKT,
YTO Cpell TIOKA3aHUIl K MPEHATAIbHOMY KapHOTHIINPOBAHUIO Y
BBIsIBIeHHBIX Hamu 110710B ¢ C/l nons BX-ckpununra okasa-
Jlach Kpaiile HU3KOIL.

Kosmuectso 6epemennsix, nporeamux VIT/T 3a 6 et B yka-
3aHubIX 00sacTax, Bapbuposaso ot 0,06% 1o 0,97% u B cpentem
1o peruony cocrasuio 0,3%, uto B 10 pa3 Hiske MUHIMAJILHOTO
3HAYEHUsT, TIPUHSATOTO B psifie crpaH EBpocorosa. Uucio Gepe-
MEHHBIX, KOTOpPBIM 11poBojnTest UI/I, cymecTBeHHo Bapbupyer
B pasHbIxX crpanax. B rocymapcrsax EBpocoiosa moust Gepemen-
Heix, npomreamx WII/I, mo mocsienHero BpeMeHn cocTaBuiia oT
3% mo 7%, B CIIIA u Kaname — 8—10%, Vapanre — 20%, B pas-
BUBAIOIIUXCS cTpanax — 1—2%. IToT mokasaTesb BO MHOTOM 3a-
BHCHUT OT YJIEJIBHOTO Beca MaTepell CTapliero BO3pacTa Cpelu
Bcex GepeMeHHbIX, MOZIEJIN TPEHATAIbHOIO CKPUHUHTA 1 IIPUHSI-
TOTO MOPOTOBOTO 3HAYEHUSI BBICOKOTO PUCKA BO3HUKHOBEHUS
XA u atHHUecKUX ocobeHHOoCTel nomysiin (B VI3pauiie cToib
Boicokmil TiporteHT WUIT/ 00ycoBieH He TOJBKO KapUOTHITHPO-
BaHUeM, & U CYIIECTBEHHON 0JIell MPeHATATbHBIX MOJIEKYJISIp-
HO-T€HETUYECKUX HCCIIEN0BaHNUIT, UTO 0OBACHSETCS BHICOKOH Ya-
CTOTOH TETEPO3UTOTHOTO HOCHUTEJBCTBA IIEJIOTO PsZIA MOHOTEH-
HBIX HACJIEICTBEHHBIX GOJIe3HEH, XapaKTePHbIX [ HAIIHOHAIIb-
HOTO COCTaBa HACEJIEHWS 9TOU CTPAHBI).

[To npuMepHBIM TOICYETaM €KETO/IHO B MEIUKO-TEHETHYeC-
KHX IIEHTPAX U KOMMEPYECKIX METUIINHCKUX KITMHUKAX Y KPanHbl
BbInosHsgeTcst 0kos0 3000 MHBA3UBHBIX IPEHATATBHBIX HUCCIIEI0-
BaHUii, 4To cocTaBsier Meree 1% or ynca Beex Gepemennbix [21].

Mb! cpaBHuM 3G (HEKTUBHOCTD PA3HBIX CTPATErUil IpoBe/e-
HUSI PEHATAIBHON IMATHOCTUKK B PA3JUYHBIX CTPAaHAX MUPA.
Ornpenesienublil pe3epB B MOBbINIEHNN 3((MEKTUBHOCTH TIPeHa-
tanbHoll auarHoctuku CJl ysexxut B uHOI 1mmockoct. C ogHOM
CTOPOHBI, 9TO CAHUTAPHO-NIPOCBETUTEIbHbIE U OPraHU3aIMOH-
HbIe MEPONPUATHS, HAIIPaBJICHHbIC HA CBOEBPEMEHHOE TTPOXO3K-
nerue GepeMeHHbIMU ABYXATAHOrO BX- n ¥ 3-ckpuHura B yc-
TaHOBJICHHbIE CPOKH rectaiuu. I[loHMMaHWe aTOro B TEPBYIO
o4epesib JOJKHO ObITh y CaMUX MEIUKOB — CeMEHHbBIX Bpavel,
aKyIIepoB-rMHEKOJIOrOB, akyliepok u meacecrep. C apyroit cro-
POHBI — TIOBBIIIEHUE YYBCTBUTEIBHOCTU ITPEHATATIBHOU JETEK-
nnn C/l B cepoii 30He O CpeTHIMI 3HAUEHISIMI PICKA, MAKCH-
MaJIbHO UCIIOJIb3Y$l TEXHOJIOIYECKUE U METO/I0JIOTMYECKIE BO3-
MoskHocTH Y 3- u bX-ckpununra. U ecau ysibTpasBykoBas jie-
Tekius 110108 ¢ C/] HemMaso 3aBUCUT OT pas3penraiolux BO3-
MOKHOCTEIT CKaHepa U B O0JIbIIEil cTeneHr — 0T KBaJinhuKaIm
(3HaHuil u ombita) crernuancra mo Y3, uyto mnpu kesaHun
MOJKHO COBEPIIEHCTBOBATD (XOTS OTpe/iesieHHas IO TI0JI0B €
C/I ocraercs ne pacriosnannoii npu Y 31), to curyanus ¢ IIBC
HE CTOJIb OJTHO3HAYHA.

Nccneposaresn M.F. Urban u coasropsr (2011) [28], usyyas
adexTuBHOCTb IIpeHaTajsbHOro ckpuHunra B Keiltnrayne
(IOAP), ormerniu cyniectBerHoe cHikenue All, BbIIOTHEHHBIX
mo dakropy Bospacta — ¢ 786 B 1981-1985 rr. mo 360 B
2001-2005 rr. 1 123 — 32 2008—2009 rr., ipy 9TOM 3HAUYEHIE BO3-
pactHOro ropora Bo3pocJio ¢ 37 1o 39 jiet. OiHOBpEMEHHO € ATHM
crasa pacti 710Jst ALl BBITIOJHEHHBIX B CBSI3H ¢ OOHApPY/KeHeM
¥Y3-naxonok y mmona, ¢ 66 3a 1992-1994 rr. no 399 3za
2008-2009 rr. 3a 15 sreT mpousorio cHikenne nosm All, Bbimos-
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HEeHHBIX 110 GakTopy Bo3pacTta, ¢ 74% 1o 31,1% u yBenmuenue 10-
s All, BBITOJIHEHHBIX Ha OCHOBe Y 3-HaxX0/0K, ¢ 14,1% 1o 34,1%.
Bospacrroii nopor 37 jier u 6ojiee Kak M30JMPOBAHHOE MOKA3a-
nue st UTTJT mo3Bosisier oGHapyRuth 43,3% rtogos ¢ CJI, a ipu
noporosom 3Hadenuu 39 siet u Gosee yacrora aerekiuu CJI y
mwiozxa cocrasuiia 52%. Yacrora gerexiuu C/I na ocnose Y 3-na-
XOJIOK B 9TOM HccieoBanuu cocraBuia 25,3%. Kak ormeyaior aB-
topsl, B IOAP ¢ Hacenenuem 55,4 MITH YeJIOBEK € €KETOHBIM KO-
saectBoM pozioB 830 Thic. (2008) Tosibko 27% oT Beex Gepemet-
HBIX MTOJIYYaioT aHTEHATATBHYIO OMOTIH /10 20 Hesl TeCTaIHH, TP
aTOM crparerusi BX-CKpUHUHTa OTCYTCTBYeT; GepeMeHHbIe CTap-
e 35 siet cocrasystior 17,2% ot Beell moryisiimu.

B uccnenosanun, nposesennom S.O. Larsen u coaBropamu
[29] B xoHIIEe TpoOMIIOTrO BeKa B JlaHNH, yCTAaHOBJIEHO, YTO B CBS-
31 C yBeJIMYeHHEM BO3pacTa Martepeil cpeyu POKAIONNX JKeH-
HIH KoJTmdecTBO HoBopoxkaeHHBIX ¢ C/] 3a 18 J1et Bospociio ¢ 60
B 1980 r. 10 110 B 1998 1. HecmoTpst Ha 3HaunTebHOE yBEIUYe-
HUE YNCJIa BHITIOJTHEHHBIX NHBA3UBHBIX MTPEHATATBHBIX UCCJIE/0-
Banuii (okoso 11% or Beeil momyssiin GepeMeHHbIX [[aHnm),
€KeTOTHOE KOJMYECTBO CaydaeB pokaenus mereit ¢ C/I 3a ator
epro/l yBendnioch ¢ 45 1o 65. U xors 6iaropapst UTT/T 3a ato
BpeMs ObLIO NpegoTBpaiieHo poxkaenue okoso 300 gereii ¢ C/I,
yicsio poausmmxcst aereit ¢ C/I okazanoch B 3 pasa Gosiblie.

ITo muenuio aBToOpa, ey BMECTO BO3PACTa MaTepH Kak OC-
HoBHOTO TIoka3anus K WII/l ncmoms3oBats pesysbrater 115C,
qncsio HoBoposkaeHHbIxX ¢ C/1 B /lanun MokeT cHU3UTHCS ¢ 65 10
15 B roa. B mauase tperbero thicstueserus Hanuonanbubiiit Co-
Betr Jlanuu 1o oxpame 3/10pOBbsT IPOAHAIN3UPOBAT A(HHEKTHB-
HOCTh HOBO# HAIMOHAIBHOM MOJUTUKHI MPEHATATHHOTO CKPHU-
unnra CJ] Ha MaTepuasie NOMyJISIIUOHHBIX KOTOPTHBIX UCCJIE/0-
Banuii [30]. Jo ee peammsanun B nieproz ¢ 2000 o 2004 r. B
CTpaHe YNCJIEHHOCTHIO 5,4 MJTH HACEJIEHUSI U YICJIOM POIOB OKO-
J10 65 THIC B TOJI OTCYTCTBOBAJI MACCOBBIN CKPUHUHT KaK CHCTEM-
HbIi noaxo — I/ nposoauiack y MeHee 50% GepeMeHHBIX
crapie 35 jet; ¥ 3-omenka TBII B I Tpumectpe mpoBoamiach
tosibko 20% GepementbiM, Y 3U Bo IT tpumectpe — 28% xen-
muH, a TpoitHoit BX-rect oxBarpiBas jumib 10% nomymsiun. C
2004 1o 2006 r. B GosbimHcTBe KauToHOB laruu (B 13 u3 15 —
0K0J10 87% GepeMeHHbIX) ObLT BHEAPEH KOMOMHUPOBAHHLIH TeCT
(Bospact, Y3-onenka TBII; BX-tect: PAPP-A, 3-XTY). Y3U
MTPOBOIMJIOCH TTOJITOTOBJIEHHBIMU BPAaYaMU, aKyIlIepaMu 1 MeJl-
cecTpaMy, TOJYYUBIIUMU CEPTUDUKAT COOTBETCTBUS (JUIIEH-
suo) B Monme Memutmabl [Tnoga (Jlonmon); mist BX-recros
NPUMEHSJINCh  peareHTbl 1 JabopaTopHoe 0060pypoBaHKe
«Brahms/Kryptor»> u «Delfia Xpress»; «Perkin Elmer», pacuer
pucka XA IIPOBOAWIICS € HOMOLIBIO IIPOrPaMMHOIO obecrede-
Hust «Astraias. B 2005 1. KOMOHHUDPOBAHHbIN CKPUHUHT OXBAThI-
Ban 70% Gepemennbix, a B 2006 1. — 85% (15% GepeMeHHbBIM OH
He ObLI TIPe/IJIoKEH MK e OHM OTKa3auch oT Hero). Ha done
cumxkenus koandecta poioB ¢ 2000 o 2006 r. ormeuanoch yBe-
Jm4enue cpegHero Bospacra matepu ¢ 29,7 rozna o 30,3 roga u
MIPEJIIOJIATATIOCh YBETMYEHNEe KOJMYECTBA HOBOPOXKIEHHBIX C
C/1, uncyio KOTopsIX (MIPH YCJIOBUH TTOJHOTO OTCYTCTBUS IIPEHA-
TAJILHOI IMAarHOCTUKH ) Bo3pocsio 6wt co 121 8 2000 r. 10 135 B
2006 r. Biarogapsa BHEAPEHUIO MOJEIM KOMOMHUPOBAHHOIO
CKpUHMHTA | TprMecTpa MpaKTUYeCKN BIBOE CHU3HMIOCH KOJINYe-
crBo poskzenuii gereii ¢ CII — ¢ 55-65 B rox 8 2000-2004 rr. 10
31-32 — B 2005—2006 rr. OnHOBpeMeHHO ¢ aThM B 2,14 pasa co-
KPaTHJIOCh KOJTMYECTBO BHITTOJHEHHBIX MHBA3UBHBIX TIPEHATAID-
HbIX uccneposanuii — ¢ 7524 (bBX u All) B 2000 r. 1o 3510 B
2006 . CymMMapHOe KOJIIYECTBO TIPEHATAIBHO U TIOCTHATAIIBHO
JarHocTupoBanHbix ciaydaes C/I B 2000-2003 rr. Gbiio cra-
6unbubiM U coctasisiio 135-140 caydyaeB B TOH, a B
2005-2006 rr. Bozpociio so 161 u 149 ciayuaes B rox coorBet-
CTBEHHO, TIPH 9TOM 3HAYUTENHLHO BO3POCJA I0JIST TTPEHATATHHO
BoisBiieHHbIX ciaydaeB CJI — ¢ 53% B 2000 r. 1o 81% B 2005 .
Bumecre ¢ Tem 10-20% GepeMeHHbIX ¢ MO3UTUBHBIM CKPHHUHT-
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TECTOM 110 Pa3inyHbIM IpuurHam He npoiwi UII/I. Takum 06-
pasoM, OJsarofapsi peajn30BaHHOI HAIMOHAJIBHOI CTpaTervu
yucJio cirydaes poxaenus gereit ¢ C/ B lannu causniocs, a Ko-
JINYECTBO MTPEHATAIBHO [UArHOCTUPOBAHHBIX ciaydaeB C/l Bo3-
pociio Ha 30%.

A.M. Jaques u coasropnl [31] npoananusupoBanu adex-
TUBHOCTH ITPEHATAJIbHON AuarHocThku XA B mrate Bukropus
(5,35 mua sxuteneit). B 2003-2004 tr. IIBC mpomum 44,9%
skenmus u3 126 305 6epementbix; 3,9% KEHIIMH 13 BCEI 110y -
nsauuy 6epemennbix npouwin WIT (6e3 BX-ckpununra) 1o
IPYTUM ToKasaHusM (Bospact crapiie 37 ger — 63,8%, aHo-
Masbhbie Y 3-naxonku —16,8%, XA B cembe — 9,4%, mpouee —
10%). B coBokymroctu U/ 6bla niposezena y 7,1% Gepemen-
HbIX (8938/126 305). 3a aror nepuos B mrate Bukropus 66110
sapeructpuposano 353 6epemennoctu ¢ C/I, 244 (69,1%) — 6bI-
JIM TIPEHATAJIBHO IMarHOCTUPOBAHbI, 95% U3 HUX ObLIN IpepBa-
Hbl, 12 xeHumn coxpanniu 6epementocts, 143 mroga ¢ CJI 6bi-
JIM IMAaTHOCTHPOBAHBI Yy GePEMEHHbIX, TIPOIIEAIINX TIPeHATalb-
Hblil ckpununr B I rpumectpe Gepementoctu (110/38 584) u Bo
IT rpumectpe (33/19 051), a 125 mnogos ¢ CJ{ Gburn auartoc-
TUPOBAHBI B rpyIiiie GepeMEHHBIX ¢ JAPYTUME YKa3aHHBIMU Bbi-
me nokazanusmu (B I Tpumectpe 101/1833, Bo II TpumecTpe
24/1516). V3 uncia Bcex IpeHaTaIbHO KAPHOTUITHPOBAHHBIX
mwionoB CJI 6o BoisiBiieH B 2,7% caydaes. O6Gpaiaer BHUMA-
HUe BBIPAKEHHAS TUCIPONOpIus 1o yucay ciaydaeB C/l, nua-
raoctupoBanHbiX B [ 1 11 tpumectpax GepementnocTu. B pesysib-
tare BBX B 23,7% (211/888) 6oLt BoisiBiien CJI, To ecth oyt
y Kaxoii uerBeproii GepemenHoii, a mocie AIl — B 1,8%
(57/3091) — mouTH y Kaxk10i MATUIAECATON. ITO CBUMAETENHCT-
ByeT 0 HHM3KOH adekTuBHOCTH KpuTepuer otbopa Gepemen-
HBIX JIJISI TIPEHATATbHOTO KapuotunupoBanus Bo 11 tpumectpe
BoIsIBIIsIeMOCTH T1010B ¢ CJI, 4TO CyIecTBEeHHO yCTyIaeT Ha-
[IFM PE3YJIbTAaTaM.

F. Rebhi npoanamusuposan coOCTBEHHBIA HeCATHICTHIN
ompIT (2003-2013 rr.) mpenatanbaoro ckpunuara C/l 8 Tynnce,
oxsarusiero 46,5% Gepementbix [32]. T21 npeHaTanbHO BbISB-
JeHa B 84,9% ciyuaes (cpeHuUii cpok GEPEeMEHHOCTH COCTABUII
17 nen, a cpepnnii Bo3pact marepu — 36,1 Toga). YabTpazByKo-
BOU CKPUHUHT B | TpuMecTpe mo3BoJmI 00HapyRUTb 54,5% CJry-
vaes T21, Bo II tpumecrpe — 33% ciyuaeB T21, BX-ckpurunr
Bo II Tpumectpe recraiuu oxsarui 24,3% ciydaeB u crnocod-
crBosa Bbisasaenuio C/1 B 9,1%.

Kak ormeuaror N.J. Wald u coasropst [ 13], okomo 80% 6epe-
Mmennbix oxsadeno I[IBC, mo pesymbratam xotoporo 5—6% us
HUX TIOTIAJIAI0T B TPYIIILY MOBBIIIEHHOTO PUCKA BO3HUKHOBEHIUS
XA y moza. B cBoto ouepesib, 80% GepeMeHHBIX ¢ O3UTHBHBI-
mu bX-tectamu mpoxomar ML/, n B komedHOM mTOTE OKOJIO
30% OepeMeHHbBIX U3 TeX, y KOO IPeHATaIbHO 0OHAPYsKeH 0/
¢ CJI, npUHUMAIOT PellieHne TpepBaTh GePeMEHHOCTb.

Y. Chen u coasropsr [33] nposenn ananus apdekTuBHOCTH
NILJ (BBX u ALT) mnogos ¢ C/l ¢ yuyeToM MaTepHaJbHBIX 3a-
TpaT B 3aBUCKMOCTHU OT cTpareruu oT6opa GepeMeHHBIX Ha Mpe-
HaTATbHOE KapuoTHIMpoBanue. [IpoBest KOropTHoe nccieno-
Barue 10 Tbic. GepeMeHHbBIX, ObIIIO YCTAHOBJIEHO, YTO BBIIOJIHE-
nue UTI/] Ha ocHOBE MaTepUHCKOTrO BO3pacta 35 JieT u cTapiie
MO3BOJISIET BBIABUTD 1 TipenoTBpatuth 0,67 poskmernit C/1 mpn
croumoctu 3arpar 13,091 gosnn. CIIA, B To BpeMst Kak cTpare-
rus, ocHoBanHas Ha [IBC cbIBOpoTKYM KpOBU MaTepH, TTO3BOJIMIIA
npegotBpatuth 1,41 poxknennii CJ| mpm cronmMocTH 3aTpaT
56,048 nos. CIIA. Hecmotpst Ha gokasanHyo aphekTnBHOCTh
BTOPOI CTPATEryii, OHA He HaIlJIa IMUPOKOTro npuMeHenus B Ku-
Tae B CBSI3U C BBICOKOI CTOMMOCTBIO (TToKas3aresnb aetekinn CJ1
6o B 2,1 pasa Bbllle Mpu UCHOJIB30BaH BX-TeCTOB, OHAKO
CTOMMOCTb 3aTpar okasajiach B 4,3 pasza GoJbliie).

A. Sipek mpoananusuposaHa 3G heKTHBHOCT KOMOUHUPO-
BaHHOro npenartanpioro ckpununra C/I B I tpumectpe B nomy-
ssn Yerniekoil PecriyGiky ¢ €KerofiHbIM KOJMYECTBOM PO-
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noB 100 terc. [34]. C 1994 1o 2013 r. yncyio MpeHaTantbHO IHa-
THOCTHPOBAHHBIX I HOBOPOXKAEHHBIX ¢ T21 Bospociio ¢ 13,14 1o
27,64/10 000, mpu1 9TOM KOJIMYECTBO MaTepeil BO3PAcTOM CTap-
1ire 35 JieT B 9TOM HOIYJISIIUH YBeAMIHIoch ¢ 4,3% 1o 22,8%. Ko-
JmaecTBO HOBOpoxaenubix ¢ C/l 3a 9TOT mepuoz CHU3UIOCH Ha
49% — ¢ 7,79 no 4,09 caydaes na 10 000 HOBOPOKIEHHBIX
(p<0,005), pr 9TOM KOJMIECTBO BBITTOJHEHHBIX WHBA3UBHBIX
mpottenyp cuusmiochk Ha 14,4% — ¢ 11 258 mo 9674.

OCHOBBIBasICh Ha CBOEM OIIbITE, MccienoBaresu us [losbiim
M. Wiechec u coasropsr [35] cunrator gocratrouto addexTus-
HBIM B BbisiBJeHun 117107108 ¢ C/l mpumenenue tonpko Y3U B
npeHaraabHOM ckpuHuHTe | TpuMecTpa GepemerHocTr 6e3 npu-
menennsi bX-tecros. [Ipu ornenke Tompko TBII mokasaresns fe-
TexIun w008 ¢ T21 cocraBun 73,8%, Tpu BKIIOUEHUN B TTPO-
Tokosl Y3 elte u OleHKU JIOMOJHUTETBHBIX 9XOMapKepoB XA
nokasaresb gerexkuuu T21 cocrasun 91,7%.

Kak 1okasas MHOTOJIETHHIT OIIBIT PAa3HBIX CTPaH, IPeHATAIb-
nptii ckpununr CJI (¢ nposezsennem WIIJT), ocnoBanublii ToJb-
KO Ha BO3PACTe MaTePH, OKA3aJICs HEZIOCTATOUHO 3D (PEKTHBHBIM,
MOCKOJIBKY OOJIBIIMHCTBO JeTeil ¢ T21 pokpatorest y marepeit
mostoxke 35 Jsiet. Kpome Toro, UII/] BbinonHsiercst MeHee 4eM y
50% GepeMeHHBIX, NMEIONNX BHICOKHI pruck XA y mroza [16].

Yro kacaercs addexruBnocTu npenataibHoro ¥Y3- u bX-
ckpunmnnra XA B I u IT tpumectpax 6epeMeHHOCTH, TO, KaK BU/I-
HO W3 MPEICTaBJIEHHOTO HEOOIBIIOro 0630pa, B PA3HBIX CTPAHaX
mupa B [ pumectpe GepeMeHHOCTH HabJ01aeTCs GOJTee BBICOKAs
pesyabratuBHocTb getexuuu CJl o cpasuenuio co II rpumect-
POM, TIpH 3TOM OOJIBIIAS YaCTh U3 HUX ObLIa BBISIBJIEHA C TIOMO-
1mpio Y 33U, 94T0 CXOMHO ¢ Pe3y IbTaTaMi HAIIETO NCCIIe0BAHNSI.

Oxosio 30% mnogos ¢ T21 umeior rpybbie MopdoJiorniec-
K¥e aHOMaJINH, BPOJK/ICHHbBIC TOPOKH CEPIIa AMArHOCTUPYIOT Y
40% oo ¢ C/l (1penMyIecTBEHHO aTPUOBEHTPUKYJISPHBIN
KaHaJl 1 iehekThbl MeKKeTyI09KOBOIi TIePEeropo/IKU ), CBbIIIIE Jie-
CATU XapaKTepHBIX GeHoTnnuuecknx npusnakoB C/l merextu-
pyeTcs ¢ TOMOIIIBIO 9X0rpadun, YT MO3BOJISIET TIPH TPOBEAECHUN
pyrunnoro ¥ 3-ckpuuunra B I u I tpumecTpax 6epemMeHHOCTH
OTOMPATH TIIO/BI LIS IPEHATAIBHOTO KapuoTuiiposanust [16].

B T0 ke BpemsI, Kak MOKa3bIBAET OIBIT HAIMOHAIBHON CTpa-
TErny NpeHaTaJbHOTO CKpUHUHTA B Jlanuu, HanbGosbinas ad-
dexrusHOCTh B slerekimnu CJ/I OGbla peain3oBaHa ¢ MOMOIIBIO
KOMOMHUPOBAHHOTO CKpUHUHTA B | TpumecTpe GepeMeHHOCTH.
Yro kacaercs apdextusnoctu NI/ u ee Bansguus na pacupo-
crpanenHocts CJI mpu posKIeHWH, MPENCTaBISIOT WHTEpec
omybmkoBanHble JanHble EBporneiickux crpan u CIITA.

ITo nannbim EUROCAT, 32 2008—2012 rr. B 22 pernonax 11
EBporeiickux cTpan mpeHatagbio guarnoctuposano 65,1% T21
U3 4KC/ia BCEX 3aPervCTPUPOBAHHBIX B 0asze JAHHBIX CJIyYaeB
C/I; 3a 2010-2014 rr. aroT mokazaTesib Bo3poc 10 68,7%
(3956,/5758) [36].

Coruracuo nogcueram M. Bradford (2015) [37], B nociennee
Bpemst B CHIA exxeromno poxmpaercst okosno 3300 mereit ¢ C/I,
yt0 cocrapJsier 12,6 na 10 000 poxuBmmxcs ;kuBbiMu. B pesyiib-
Tare MPEeHATATbHOI IMATHOCTHKU €KETOTHO aDOPTUPYETCST OKO-
710 3100 nogoB ¢ C/I. YuunTeiBas ecrecTBEeHHbIE TIOTEPU BCJIE/]-
crBre CA, mpu OTCyTCTBUY IPpeHaTanbHOi auarnocTiku B CIHITA
€KeroHo pokaaioch Ob1 7600 HoBopoxaenubix ¢ CJI.

Oxupaemas pacipocrpatennocts C/L cpeau sKUBOPOXKACH-
HbIx Ha 2010 1. cocraBuiia 661 1:792, 4To 4y Th HUZKE TTIOKA3ATES
pacripoctpanennoctu CJ[ — 1: 691 (1447:10 000) HoBOpOKIEH-
HOTO, OIYGJIMKOBAHHOTO IIEHTPOM 110 KOHTPOJIIO 3a GOJIE3HIMU
3a 2004—2006 rr. [38]. VIHTEpeCHO OTMETHTH, YTO OOIIAst pac-
npoctpanenHocTs caydaeB C/l B CIIA ¢ yueToM ecTecTBEHHBIX
OTepb U HIUMUHUPOBAHHBIX 11710/10B ¢ T21 nocae UII/L onenn-
Baercst kak 1:365. DTOT mokasaresib KOPPEJUPYET ¢ PACIIPOCTPA-
HeHHocThI0 CJI cpefit HOBOPOKIEHHBIX B apabCKOM MUpE, T/ie
abopr B cayyae C/I ne pomyckaercsi. Cpenn apabeKoro Hacedie-
Hust B [{y6ae pacnpocrpanedrocts CJ/I 1pu POKAEHUM COCTaB-
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aster 1:449 (2,2 na 1000), a B Omuparax — 1:319 (31,3 na 10 000),
[IPU 9TOM CPe/IM HacesIeHus He apaOCKON HAIIMOHATLHOCTH 3TOT
nokasatesb coctasisger 1:602 (16,6 na 10 000) [39]. Pacuernasa
pacripoctpanerrocTb CJl cpey HOBODOJKIEHHBIX C y4ETOM
abopTHpOBaHHBIX 110/10B ¢ T21 1o pesyabraram UII/I, mosy-
YeHHas! B HAIIEM KCCJIEI0OBAHUY, TPAKTUIECKN COBIAIAET C BbI-
HIeyTIOMSTHY ThIMU IaHHbIMHE |37, 38].

ITo muenuio M. Bradford (2015) [37], aGopt mocae WIIJT
cokpaTui uncaeHHoctsb feteit ¢ C/, poxxpatonuxcs B CIIA,
npumepro Ha 30%. ABrop [37] oTMeTH pervoHajIbHBIE U
pacoBble/STHUYECKIE PA3JIHUKsI B PACIPOCTPAHEHHOCTH abop-
TOB TIOCJIE TPEHATATBHON TUATHOCTUKH, TIPOAHATU3UPOBAB JaH-
Hble U3 12 mTaToB: yaille BCero mpephiBajiu 6epPeMEHHOCTD MJI0-
nom ¢ C/I pesicTaBUTeNIN a3UATCKOM Pachl (BBIXO/IIBI C OCTPO-
BoB Tuxoro okeana) — 61%, 3arem Gesbie (He TaTHHOAMEPUKAH-
1) — 39%, appoamepuraniipl — 27% U MEHbIIIE BCETO JIATHHO-
amepukaHiel — 18% n amepukanckue nHzaeisr — 16%. Ha pe-
MOHAJIBHO-TEPPUTOPUAIBHOM ypoBHE GoJIbllie BCero abopToB
ormevyeHo Ha laBaitsix (62%) u B CeBepo-BOCTOYHBIX IITATAX
(46%) 1 menbiie Bcero — B IOxmbix mrarax (23%).

ODKOHOMMYECKNE acIeKThl NpeHaraabHoi quarnoctuku C/I,
KaK U BO MHOTHX JIPYTUX OTPACJISAX YEJIOBEUECKO 1€ TeTbHOCTH,
B MEJIUIIITHE MTPE/ICTABISIET YeThIPE OCHOBHBIX THITA 9KOHOMHUYE-
CKUX OLICHOK: aHa/IN3 MUHUMU3AIUY 3aTpaT; aHaau3 agpeKTus-
HOCTH 3aTPAT; aHAJII3 MT0JIE3HOCTH 3aTPAT U AHAJINU3 BBITOJHOCTH
3atpat [39]. [IpumenuTesbHO K OlleHKe TPEHATAIbHOTO CKPH-
nunra CJ[ o6bruno npumensieTcst anaius a(hdeKTUBHOCTH 3a-
Tpar (cost-effectiveness analysis).

A.O. Odibo u coasropsi [40] npoBesn oLEHKY 9KOHOMUYEC-
Kol apexTuBHOCTU 1EBATH pasiau4yHbIX crpateruii mo C/:

1) oTCcyTCTBUE CKPUHUHTA;

2) TosbKO Y 3-0lleHKa BOPOTHUKOBOTO TpOCTpaHcTBa B |
TpuMecTpe 6epeMEeHHOCTH;

3) xom6unuposannpiii (Y3+B5X) ckpununr B I Tpumecrpe
6epeMEHHOCTH;

4) Tonmbko BX-ckpununr B I TpuMecTpe 6epeMenHOCTH;

5) BX-ckpuHUHT YeThIpex Mapkepos Bo I Tpumectpe Gepe-
MEHHOCTH;

6) UHTErpUPOBAHHDIN CKPUHUHT;

7) CeKBEHITMOHHBIN (TI0CJI€/I0BATE/IbHBIN ) CKDUHUHT;

8) nHTerpnpoBaHHLIil (HO TOIBKO) BX-CcKpHHMHT;

9) ckpuHUHT 110 (DaKTOPY BO3pacTa MaTepH.

Kak oT™eTuyim aBTODBI, TI0 KOJUYECTBY CIYYaeB JCTEKIIUN
mroztoB ¢ CJ1 HanGosee ahHeKTUBHBIM OKa3aJICst CEKBEHITNOH-
HBII CKPUHUHT, OJIHAKO OH OTJIMYAJICs 00Jiee BLICOKUM TIPOIIEH-
TOM 110Tepb 11o/a nocJe npoteaypst MII/. MurerpupoBaHHblii
bX-ckpununr 6pi1 Hanbosee dKOHOMUYECKH 2(DPEKTUBHOI
crparerueil. OnHako pobasieHe K KOMOMHIPOBAHHOMY CKPH-
Hunry | Tprmectpa «renernueckoro» Y 31 Bo 11 TpumecTpe oka-
3aJ10ch Hanboree aKoOHOMIYeCKH 3 hekTHBHOI crpaTerueii. [To
[10/ICYETAM ABTOPOB, €CJIM CTOUMOCTD ¥ 3-0IeHKH BOPOTHUKOBO-
ro npocrpatctBa MeHee 57 ot CHIA win Koria «reHerudec-
koe» ¥ 3U noza BKIoveHo B Moziesib ckpunnnra I1 Tpumectpa,
TO KOMOMHUPOBAHHBIN CKPUHUHT MPEJCTABJIsIET Hanboiee 9KO-
HOMIYeCKH 3(DPEKTUBHYIO CTPATETHUIO.

MBI He TIPOBOWIIN CPAaBHUTEIBHOTO 3KOHOMHUYECKOTO aHa-
JIn3a 3arpat Ha cojepskanue naiuenTos ¢ Cll n ctoumMocTi Beex
3aTpar, HalPaBJIEHHBIX Ha MpeHaTadbHylo aunarnoctuky C/. B
TO K€ BPEMSI CJIE/[yeT OTMETHTD, YTO COJIEPKaHIE OTHOTO PebeH-
ka ¢ CII no 3 ser B Jlome pebenka cocTaBisieT IOPsiKa
102 200 rpu/Tox (37eCch U [ajiee yKa3aHa CTOMMOCTD 3aTpaTr Ha
neprioz 1o 2015 1.), B [lome nnBasnaos (B Bospacre ot 3 10 18
ser) — 66 795 rpu/roj, a B lieHTpe peabuinuTaiuu aeTei-uHBa-
manoB (nipu yeaosuu, uto pebeHok ¢ CJ/I KUBET B ceMbe) —
52 697 rpH/TO/I, TP HTOM He CUNTAs 3aTPaT Ha CONMNATbHDIE BbI-
MJIATHI HA IeTeN-UHBAIUIO0B: 10 6 meT — 825 rpH/Mec, ¢ 6 10 18
aer — 1028 rpu/mec (¢ 2016 r. — 3302 rpu/mec u 4115 rpu/mec
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cooTBeTCcTBEeHHO) Vcxo/st 3 aToro, GMHAHCOBBIE 3aTPATHI TOCY-
JlapeTBa Ha cojiepskanue oarHoro peberka ¢ C/I o 18 siet B 1iesiom
COCTABJISIIOT OKOJIO 1 MJIH TDH, & IPU CPeiHel TPOI0IKUTENbHO-
CTU JKU3HU OKOJIO 55 JIeT U cojiepskanmu oHoro narmenta ¢ CJT
B JIOMe-WHTepHATe IS MHBAJINIOB COCTABJISIET ellle OKOJIO
2,5 MJIH TPH — UTOTO 10 3,5 MJIH IPH.

OIHAKO TIOACYUTATH IKOHOMUYECKUI ahekT oT 242 nipe-
OTBpAIIEHHBIX PoskAeHNH 11107108 ¢ CJI MOKXHO BechMa miprOJIu-
3uresbio. C 0fHON CTOPOHDI, HEOOXOAUMO YYECTh YBEJIMIMBAIO-
IIIHECs ¢ BO3PACTOM 3aTPaThl HA MEJMITMHCKYO PEabUIUTAIIUIO U
conuanpiyio azantaruio Jyojeit ¢ Cl (3aeiicTBOBAaHHBIX CIie-
[UAJUCTOB: KUHe3noTepamnenBTa, (hU3MoTepanesTa, y3KOIpPO-
(UABHBIX CHENUaTICTOB, TIEAaroroB, MCUXOJIOTOB, YYHUTENCH,
MacTepOB-HACTABHUKOB 110 MTPUOOPETEHIIO TTPO(ECCHOHATBHBIX
HaBBIKOB 1 /p.). C Apyroii CTOPOHDI, HEOOXOANMO YUECThb 3aTpa-
TBI Ha BCIO CHUCTEMY IpEHATaTbHOI feTekiuu minonos ¢ C/l —
MOJITOTOBKY U OTLJIATY TPY/la 3a/I€fiCTBOBAHHBIX MeJPAGOTHUKOB
Pa3JIMYHbBIX CHEUAIbHOCTE, 000PY/I0BAHNE, PEAKTUBbI, ME/[H-
KaMEHTBI, DPACXOIHBII MaTepHaJl.

ITo mojicueram 3apyOesKHBIX HKCIIEPTOB, IKOHOMHUYECKUE 3a-
TPaThl HA BBISIBJIEHNE KAXK/I0TO HOBOTO ciayydast — moza ¢ C/l co-
CTaBJSIOT 257 €BPO MPH MPOBEIEHIN KOMOWHUPOBAHHOTO MTPeHa-
TaspHOrO cKpruHuHTa U 660,9 eBpo — npu ucnosbzosanuu NIPT.
IIpu aTOM TIpsIMble MEIKO-CAHUTAPHBIE U HEMEIUIINHCKIE PAC-
xozbl Ha ojnoro marwenta ¢ CJ cocrasistior 250 Toic. eBpo, a
YUHUTHIBAsI KOCBEHHbIE U3/IEPIKKH, CBSI3AaHHBIE € 3a00JIEBAEMOCTHIO
U CMEPTHOCTbHIO, COBOKYIIHAsI CTOUMOCTb JKU3HE0OeCTIeYeH sl a-
menToB ¢ CJI cocrasiisier mpubausuresbHo 715 Thic. espo [41].
B Ykpaute nogoOHbIN aHAIM3 HE TPOBOKIICS.

JAanbHenlne nepcrneKkTuBbl NpeHaTaNbHOro
CKPUHWHIra XpOMOCOMHbIX aHOManui nnoaa
n cuHgpoma [layHa B YKpauHe

ITo pannpiv M3 Ykpaunst (2014 1.), B cTpaHe 3aperucTpu-
posano 4068 nereit-unBasmnos ¢ C/l no 17 net, uto cBUgeTEH-
cTByeT 00 aKTyaJbHOCTH MpOOJIeMbl U BO3MOKHOCTHU JaibHEl-
IETO CHIKEHUS YaCTOTHI POXKICHUS JIeTell ¢ 3TOI MaTOJIOTHEH.

B 2015 r. M3 VYkpaunst uzpamo Ilpukaz Ne 685 ot
20.10.2015 r. «IIpo 3aTBepKEHHs Ta BIPOBAIKEHHS MEIAUKO-
TEXHOJIOTIYHUX JJOKYMEHTIB 3i cTaHzapTusallii MeIM4HOI J0I0-
Moru npu cunapowmi [laynas [42] , cormacHo KoTOpoMy yTBep-
sKleH YHU(pUIMPOBAHHbIH KIMHUYECKUI IPOTOKOJI TIEPBUYHOII,
BTOPUYHOM (CTENMATM3UPOBAHHON ) U TPETUYHON (BBICOKOKBA-
JnUINPOBAHHOI) MeUIIMHCKOH nomommn «Cunapom [laynas
U QIANTUPOBAHHOE KIMHUYECKOE PYKOBOICTBO. B HuX 1pe/cras-
JIEHBI OCHOBHBIC TIPUHIIUIIBI W aJITOPUTMBI ICHCTBWIT TIPH MEIN-
KO-T€HETHIECKOM KOHCYJIbTHPOBAHIH, TIPEHATATBHOM CKPUHIH-
re B I u IT rpumectpax 6epemennoctu, nposeaetust UTI/T, a Tak-
JKe OpraHM3aluu MeIUIMHCKON momoru marentam ¢ C/L (B
pasHble BO3PACTHDIE TIEPUOJIBI JKU3HU ) 1 X CEMBSIM.

B nocaegnue rogpt FMF npepsaraer HoByio Mojesib KOH-
TUHTeHTHOTO cKprHUHTa XA [43]. Ha mepBom artare ocymiect-
BJISIETCSI CTAH/AAPTHBI KOMOWHUPOBAHHBIN CKpUHUHT XA B
11-14 Hen GepeMEHHOCTH, B PE3YJIbTaTe Yero MPU BBICOKOM PH-
cke C/I ¢ moporosbiM 3HaueHneM 1:10 1 BbIllie peKOMEHYeTCst
somosnHenne MIIJ[; mpu cpexnem sHauenmn pucka (1:11 —
2500) B kauecTBe BTOPOrO 3Talia CKPUHUHIA IIPEJIAraeTcst
NIPT, no pesyJabraTaM KOTOPOrO MOXKHO ONpPEAeNUTh He0OXO0-
numocTb nposenenus WIJL; mpu Hu3koM sHaueHNN pucka (Me-
nee 1:2500) pexomenzyercst Tosbko Y 3U Bo II Tpumecrpe Ge-
PEMEHHOCTH.

B psizie crpan npejaraercst moo6GHast MOJIeib KOHTUHTEeHT-
HOTO CKPUHUHTA, HO ¢ GoJiee HU3KUM [OPOTOBBIM YPOBHEM «OT-
ceukn» BBICOKOTO pricka XA — 1:50 kak mokasanus xk I/ u mo-
porosoro 3navenus Huskoro pucka — 1:1000. Oxgnaxo pesysibra-
TUBHOCTD HTOI MOJIEJIU BO MHOTOM OYy/IET 3aBUCETh OT KayecTBa
npoBeennst KoMOGuHnpoBaHHoro ckpununra XA. B 11-14 nex
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TeCTAIMU YCIIEITHOCTh PeaTN3alii MPEHATATbHOTO CKPUHIHTA
XA B Ykpanne B laJibHelIIIeM CB3aHa C YCTPAHEHUEM Psijia ce-
PbE3HBIX HEJIOCTATKOB 1 HEPEIICHHBIX MPOOJIEM, TAKUX, KaK:

— OTCYTCTBME €/INHOI HAI[MOHAJIbHON,/PErnOHAIbHON CTpa-
TeTUH U IIPOTOKOJIA IIpeHaTanbHoro ckpuHunra C/I;

— Pa3obUIEHHOCTh U HEOJHOPOAHOCTD JabopaTopHOii Hasbl,
3a/1elicTBOBaHHOI B nipeHatasbioM bX-ckpununre XA (pasno-
obpaszue nabopaTopHOro 06OPYAOBAHNUS, TIPOIPAMMHOIO 0bec-
revyeHus );

— OTCYTCTBHE JIOCTOBEPHOI HH(boOpMaImu 06 oxsate GepeMeH-
HBIX KOMOHHHPOBAHHBIM TIPEHATATBHBIM CKpHHUHTOM B 11-14 Hext
rectanu (He orpakaercs B crat. popmax .21 u @.49);

— OTCYTCTBHE HAI[MOHAJIBHOI CHCTEMBbI KauecTBa W ayauTa
[IBX-ckpunnnra.

Ha saddexrusnocts npenaransuoro ckpununra C/I u apy-
rux XA B Onpe/IeIeHHOIT Mepe TakyKe CIIOCOOHBI BJIUSATH 1 TaKHe
daxTopsl, Kak: HeCBOEBPEMEHHAS ITOCTAHOBKA JKEHIINH Ha y4eT
1o 6epeMeHHOCTH, 0COOEHHO B | TpUMeCTpe; HelocTaTouHasT OC-
BEJIOMJIEHHOCTh GEPEMEHHBIX Ha YPOBHE JKEHCKUX KOHCYJIbTa-
Uit 1 ceMeitHbIX aMOyIaTopuii 0 HeOOXOAMMOCTH MTPEHATANBHO-
ro BX-cKkpuHUHTa U CBOEBPEMEHHOCTHU €r0 IPOXOXKAEHUS; 110-
pOil HeZIOCTAaTOYHOE OCO3HAHWE/TIOHMMaHWe W OTCYTCTBHE Ha-
TIPaBJICHHON CHCTEMATH3NPOBAHHON eITETBHOCTH CO CTOPOHBI
Bpaueii/Me/cecTep MEPBUUHOTO YPOBHS (cemeiitblie aMOy/1aTo-
puu, HIIMC/, x/K) 1o $hopMUPOBAaHMIO II0TOKAa GepeMeHHbIX
Ha NPeHaTaJIbHBII CKPHHUHT B KOPPEKTHBIE CPOKH.

BbiBObl

1. [Tokazaresb MpeHaTaIbHON BBISBIISIEMOCTH TIJIOIOB C CHH-
apomoM [layna (C/l) u3 unciia Bcex 3aperucTpUPOBAHHDIX Kapu-
OTUITMPOBAHHBIX ciy4yaeB Tpucomun 21 — T21 (mpe- u nocTHa-
TaJIbHO) B [[HEMTPOIETPOBCKON 06IaCTH COOTBETCTBYET CPE/IHE-
€BPOIENCKOMY YPOBHIO — 65% (B PernoHe esiTeJIbHOCTU EHTPA
- 37,7%).

2. AHaM3 TIOKa3aHWH K ITPOBE/ICHNIO HeMHBA3MBHOII ITpeHa-
TaMbHOI AnarHocTuku y Gepemennbix miogamu ¢ CJ mokasau,
910 yaie Bcero 121 BbIsIBICHA HA OCHOBE JIETCKITNH XapaKTep-
HBIX YJIbTPA3BYKOBBIX aHOMATINN U MapkeposB — 97,5% (B ToMm
4uC/Ie TOJNBKO 1pU 0OHApYysKeHUN Y 3-IPOSBICHUI Y JKEHIMH
Mosioxke 40 JieT U OTCYTCTBUU OUOXUMHYECKMX MapKepoB —
69,5%), snaunrenbo peske CJI Gbl BBISIBJIEH TOJIBKO 10 (paKkTo-
Py MarepuHCKOro Bospacta — 1,4% nim Ha OCHOBE BBICOKOIO
Guoxumuyeckoro pucka — 0,7%.

3. Pacuipoctpanennocts C/l cpenn noBoposkaeHHbIX /lHer-
PONETPOBCKO#T 06JIaCTH B Pe3yIbTaTe IPEHATATbHON ANArHOCTH-
KH XPOMOCOMHBIX aHOMaJmii cocraBmiaa 1:1257, uro B 1,8 pasa
HUJKe cpeAHenony stiinontoii vacrorsl (1:700); B apyrux obaa-
CTSIX PErHOHA JIeSITe/IbHOCTH IIEHTPa ITOT TToKazaresb B 1,1-1,55
pasa HIKe TOIYJISIIHOHHOI.

4. Ilpu OTCyTCTBUU CYTIECTBYIONIEN CHUCTEMBI TPEHATATHHOM
mauarnoctuku CJI ero pacipocTpaneHHOCTb COOTBETCTBOBAIA Obl
ob1IenonyIsIMOHHOIA: B [lHenponeTpoBekoii obaactn — 1:686, B
Yepracckoii — 1:771, 3anoposxkckoii obmactu — 1:793 u Xepcon-
ckoil obactu — 1:803.

5. CoBepIIeHCTBOBAHNE KAYECTBA BBITIOJHEHUS TTPEHATAD-
HOTO YJIbTPa3BYKOBOTO U OHOXMMHYECKOTO CKPUHUHTA, & TAKKe
pocT MHPOPMUPOBAHHOCTH U MOTHBAIIUU OEPEMEHHBIX K €ro
CBOEBPEMEHHOMY MTPOXOKIECHUIO CIIOCOOHBI TOBBICUTH A(hek-
TUBHOCTD BBISIBJIsIeMOCTH 117107108 ¢ C/I.

Asmopul soipasicarom 61azo0apHocms pyKoGoOUmensim Meou-
KO-2eHeMUuecKoil CyncovL u3 001acmetl pezuona 0esimeabHOCmu
OKY «MIIMT u I1/T> (2. Kpusoii Poz) 3a ceedenus 0 poxcoenuu
demeti ¢ XPOMOCOMHBIMU AHOMAIUAMU U 00 ucxooax 6epemennoc-
MU Y HCEHUGUH, NPOULEOUUX UHBAZUBHYIO NPEHANALLHYH OUAZHO-
CIuUKY.
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EdexTnBHicTb NpeHaTasbHOI AiarHOCTUKN CUHAPOMY
JayHa y wecTtu o6nactax LleHTpanbHoro

i MiBpeHHO-CxigHOro perioHiB YKpaiHu

M.I1. BeponorBesnsiH

Y cTpyKTYpi BPOIZKEHOT 1 CIIazikoBoi matoJiorii ocobmse Micie nociza-
10Th XpoMocoMHi aneymuioizii (XA), 9acToTa SIKUX CTaHOBUTH 6—8 Ha
1000 sxuBonapomkennx. Cepen momupennx XA Haituacrinie giarmoc-
TyI0Tb TpricoMmito 21-i xpomocomu (T21), 3aranpHononyJariiina Jac-
Tora sikoi craHoBUTh 1: 700—-800 skuBOHAPO/KEHUX.

Mema odocnidancennsn: BuBYeHHS e(DEKTUBHOCTI MPEHATAIBLHOTO
ckpuHinry XA (cungpomy [layna — C/1) y perioni gisiibHOCTI 1IeHTPY
3a 2010—2015 pp.; Bcranossents peansroi nommpenocti C/1 3 ypaxy-
BaHHSIM HAPO/’)KEHUX i IPEHATaJIbHO JiarHOCTOBAHUX, €JIiMiHOBaHUX
mroxaiB 3 T21; Ha mijcTaBi PeTPOCIEKTHBHOTO aHai3y MOKa3aHb /10
IIPEHATAILHOTO KapioTHIyBaHHA y BciX BusiBiaeHux Bumaakax CJ/l y
710712 BUSHAUCHHS IXHBOI CTPYKTYPH Ta PEHTHHTY 3yCTPidaabHOCTI; 32
JAHUMU JIITEPaTypy MPOBEACHHS MOPiBHAILHOTO aHai3Y 3 TTOAIGHUMI
JIOCTIIKEHHAMM B IHIINX KpaiHax CBiTy.

Mamepianu ma ou. 3a 6 pokis (2010-2015 pp.) GyJ0 BuKOHA-
HO 3137 iHBa3MBHUX NPEHATAIBHUX BTPy4YaHb, 3 HUX 720 — Giomnciit
BopcHH Xopiona, 929 — manentorientesiB, 1488 — ammionenTesis
BariTHUM 3 BHCOKHM PH3UKOM BUHHKHEHHS XA y IUT0/a, SIKi 3BEpHY-
Jiest 3 mectu 06JacTeil periony AisJIbHOCTI EHTPY.

Pesynomamu. 3 umciaa 3137 mnpeHaTaqbHO KapiOTHIIOBAHHUX
JIOCJTi/IPKEHDb BUSBJICHO ycboro 558 Bunaaki XA 1ioja, y TOMy 9HCIT
288 mnoxis 3 T21. PerpocniektuBHMiT anani3 cTpyKTypHU MOKa3aHb 10
iHBA3MBHOI IPEHATATIBHOI IarHOCTUKN y 288 BariTHUX 3 TIPEHATATBHO
BusBIeHNME 1101amMu 3 C/l pe/icTaBIeHuil TAKIM YHHOM:

— okpeMi: Tizibky Bik Marepi 40 pokiB i Gibine — 4 (1,38%); yiibTpassy-
koBi (Y 3) suaxizkn (anomauii i mapkepn XA) — 192 (69,5%); Bucoknit
Gioximiunuii pusuk XA — 2 (0,7%);

— 1oeiHaHi: Bik Matepi 40 pokis i 6ibire + Y 3-zuaxigku — 36 (13%);
Bik Marepi 40 pokis i Giabme + Y3- i Gioximiuni (BX) mapkepu —
8 (2,8%); ¥ 3 suaxigku + nosurusanii bX-rect — 32 (11,5%). Hapo-
okents nonepenuboi qutunu 3 C/I y BaritHOi Bikom 110 40 pokiB 3a
Bizcyrnocti ¥ 3- i BX-maprepis — 1 (0,34%).

Y cykynnocti Y 3-gnaxigku (anomastii i mapkepu XA) BUSABISAIH Y
97,5% BumnajKiB mpenaTaabuo miarnocroBanux moxis 3 C/I. ITokas-
HUK [IPeHaTaIbHOro BusiBJaeHHs 1104iB 3 C/I 3 unca Beix 3apeectpo-
BaHUX KapiotunoBanux Bumajkis T21 (mpe- i mocTHataapHO) Yy
JlHinporeTpoBebKiil 06sacTi BiAIIOBiZAE cepeHbOEBPOIIEHCHKOMY
piBHio — 65% (y perioni gisibHocTi eHTPY — 37,7%). 3 ypaxyBaHHSIM
242 unajkis CJ/1 y mwioais, aboproBaHux j1o 22 THK recraitii, peajibHa
nommpenicts T21 y pasi ixuboro Hapozzkenust cranosusia 6 1: 766 (13
na 10 000 HoBOHAPOIKEHUX ).

3axnouenns. Ilonmmpenicts cungpomy /layna (C/L) cepen HoBoHapo-
JoKeHnX J[HIpoTeTpoBehKOT 06J1acTi y pe3yJibTari mpeHaTaIbHO iar-
HOCTHKHM XPOMOCOMHUX anomasiii cranosmia 1:1257, mo B 1,8 pasy
HiKYe cpeAnbornonyaanionnoi yacrorn (1:700); B inmmx obacTsax
periony KOHCYJbTaTHBHO-/IarHOCTHYHOI [isI7TBHOCT] IEHTPY el Io-
kasHuk B 1,1-1,55 pasy Huskumii 3a momyJsiiiiny. 3a BiacyTHoCTi
icHyItodoi cucremu mpenartaibHoi giarnoctukn C/l fioro mommpenicTs
B 00JIaCTAX PEriomy B cepeAHboMy BiAIOBizana O 3arajibHONONY-
Jniitaii — 1:766 HoBOHAPOKEHNX.

Kantouogi cnosa: xpomocomni anomanii, cundpom Jayna, cmpamezii
NPeHamanrHozo CKPUHinzy, Yaibmpassykosa OiazHocmuka, iHea3usHa
npenamanvua 0iaznocmuKa, YIvmpassyKosi Mapkepu.

Efficiency of Prenatal Down Syndrome Diagnosis
in the six oblasts of the south-east

and central regions of Ukraine

N.P. Veropotvelyan

Chromosomal aneuploidy (CA), having an incidence rate of 6-8 per
1000 live births, holds a special place in the structure of congenital and
hereditary pathology. Among the common CA, trisomy 21 chromo-
somes (T21) is the most frequently found (its incidence rate in the
general population amounts to 1:700-800 live births).

The objective: to study the efficiency of prenatal screening of CA
(Down’s syndrome, DS) in the areas under the Center’s operational
activity in the period of 2010-2015; To estimate the actual prevalence
of DS in terms of born and prenatally diagnosed, eliminated fetuses
with T21; On the basis of retrospective analysis of indications for pre-
natal karyotyping, in all detected cases of DS, to specify their structure
and incidence rate; Based on data from medical literature, to make a
comparative analysis with similar studies in different countries around
the world.

Patients and methods. Over the six years (2010-2015) we have per-
formed 3,137 invasive prenatal interventions, among which are 720
chorionic villus biopsies, 929 placententesises, and 1,488 amniocente-
sis of pregnant women having a high risk of CA, who were seeking
medical help from our center whose operational activity covers 6
provinces (oblasts).

Results. From 3,137 prenatally karyotyped studies, there have been
found only 558 cases of fetal CA, including 288 fetuses with T21.

A retrospective analysis of the structure of indications for invasive pre-
natal diagnosis in 288 pregnant women, having fetuses with prenatal-
ly detected DS, is presented as follows:

— separate: only 40-aged and above mothers — 4 (1,38%); Ultrasound
(US)-findings (anomalies and markers of CA) — 192 (69,5%); High
biochemical risk of CA — 2 (0,7%).

— combined: the mother’s age is 40 and above + US findings — 36 (13%);
The mother’s age is 40 and above + US and biochemical (BC) markers
- 8 (2,8%); Ultrasound findings + positive BC test — 32 (11,5%).
Delivery of the previous child with DS by a pregnant woman under 40
years with no ultrasound and BC markers — 1 (0,34%).

In total, ultrasound findings (anomalies and markers of CA) were
found in 97.5% of cases of prenatally detected fetuses with DS. The
index of prenatal detection of fetuses with Down syndrome of all reg-
istered karyotyped cases of T21 (pre- and postnatal) in the
Dnepropetrovskaya oblast corresponds to the average European level
- 65%, (in the areas of the center’s operational activity — 37,7%).
Taking into account 242 cases of DS in fetuses aborted prior 22 weeks
of gestation, the actual prevalence of T21 in case of their birth would
be 1:766 (13 per 10,000 infants).

Conclusions. Prevalence of Down syndrome among newborns in the
Dnepropetrovskaya oblast as a result of prenatal diagnosis of chromosomal
abnormalities makes 1: 1257, which is 1.8 times lower than the incidence in
the average population (1:700); In other areas covered by the center’s con-
sulting and diagnostic activity this rate is 1,1—1,55 times lower than that of
the population one. In the absence of the existing system of prenatal diag-
nosis of Down syndrome, its average prevalence in these provinces would
correspond to that of the general population 1:766 newborns.

Key words: chromosomal abnormalities, Down syndrome, prenatal
screening strategies, ultrasound diagnosis, invasive prenatal diagnosis,
ultrasound markers.
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