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Pesiome

MpepcTaBneH aHanus 4acToTbl CMHAPOMA [layHa Y HOBOPOXAEHHbIX 1 Cpean BCex 3ape-
rMCTPUPOBAHHbIX B 6ENIOPYCCKOM PErMCTPE CyyaeB BPOXAEHHbIX MOPOKOB Pa3BUTKA 3a
nepuog ¢ 1990 no 2020 r. B uenom grHamuKka 4acToTbl cMHAPOMa [layHa cpem XnBOPOK-
AeHHbIX 3a nepuopg 2006-2020 rr. octaetca ycronumson 0,45-0,6%o, UTO CBA3AHO C BHe-
ApeHrieM NpeHaTasibHOro CKPVHMHIA Ha BbiABNeHWe cnHgpoma JayHa. Npu 3Tom yactoTa
BCEX 3aperncTPMpPOBaHHbIX CllyYaeB HEeYK/IOHHO pocsa 1 3a nocsegHue 15 net ysennun-
nacb NOYTU B 2 pasa, uTo CBA3aHO C yBeNMYeHreM Bo3pacTta MaTtepelt. B 2020 r. KoMOUHY-
POBAHHBIN CKPUHVHT BbINOMIHEH B 71% criyyaeB cpefm Bcex bepemeHHbIx B Pecnybnuke
benapycb. YyBCTBUTENBHOCTD CKPUHMHIA cocTaBuna 86%, B rpynne BbICOKOrO pucka —
3,3%. bepemeHHble ctapwe 35 net coctaBunn 17%. Bcero B pamkax npeHaTtasbHOro
obcnenoBaHus 3a rog BbisiBneHOo 330 cjlyyaeB XPOMOCOMHbIX OONE3HEN, N3 HUX CUHAPOM
DayHa — 158. 3ddeKTMBHOCTb UHBA3MBHBIX MPEHATaNbHbIX NpoLeayp coctasuna 1:12 no
XPOMOCOMHbIM 605e3HAM U 1:24 no cuHapomy [ayHa. [Mpu aHann3e NpyuunH poxaeHus
LeTel ¢ cMHgpoMoM [layHa YCTaHOBJIEHO, UTO 24 (46%) *KEeHLUMHbI OTKa3anucb ot obcne-
LOBaHUA (OT NpoBeAeHNA CKPUHMHIA U/ OT NPOBeAEeHNA NHBa3UBHOW NpeHaTabHOM
LOVNArHoCTUKK), 6 — He COCTOANN Ha yueTe, 4 — 0TKa3anncb OT NpepbiBaHUs 6epeMeHHOCTH
Nno MeanKo-reHeTUYeCKUM NOKa3aHMAM Npu YCTaHOBIEHHOM AmarHose cuHgpoma [ay-
Ha, a 18 (35%) — He Monanu B rpynmny BbICOKOTO prcKa. Takum 06pa3om, B NofgaBnsAoLeM
GONbLUMHCTBE CJlyYaeB GepeMeHHbIe >KEHLMHblI OTKa3anucb OT obcnefoBaHUs UM ot
npepbiBaHNA 6epeMEHHOCTU C YXKe YCTaHOBJIEHHbIM MAarHO30M.

KnioueBble cnoBa: cvHapom [layHa, XpOMOCOMHas 601e3Hb, NPeHaTanbHbI CKPUHUHT,
MHBAa3VBHaA NpeHaTaNbHaA ANarHOCTMKa, YacToTa
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Abstract

We present analysis of the frequencies of Down syndrome in newborns and among all
cases of congenital malformations registered in the Belarusian register for the period
from 1990 to 2020. In general, the dynamics of DS frequencies among live births for the
period 2006-2020. remains stable 0.45-0.6%o, which is associated with the introduction
of prenatal screening to detect Down syndrome. At the same time, the frequency of all
registered cases has been steadily increasing and has almost doubled over the past 15
years, which is associated with an increase in the age of mothers. In 2020, combined
screening was performed for 71% of all pregnant women in the Republic of Belarus. The
screening sensitivity was 86%, with the high-risk group being 3.3%. Pregnant women over
35yearsold accounted for 17%. In total, 330 cases of chromosomal diseases were identified
within the framework of prenatal examination per year, of which Down’s syndrome - 158.
The effectiveness of invasive prenatal procedures was 1:12 for chromosomal diseases and
1:24 for Down's syndrome. When analyzing the reasons for the birth of children with Down
syndrome, it was found that 24 (46%) women refused to be examined (from screening
and/or from conducting invasive prenatal diagnostics), 6 — were not registered, 4 — refused
to terminate their pregnancy due to medical genetic indications with established Down
syndrome and 18 (35%) did not fall into the high-risk group. Thus, in the overwhelming
majority of cases, a pregnant woman refused to be examined or to terminate a pregnancy
with an already established diagnosis.

Keywords: Down syndrome, chromosomal disease, prenatal screening, invasive prenatal
diagnosis, prevalence

B BBEJAEHWE

CvHgpom [ayHa (C[l) — Hambonee yactas ¢popmMa TPUCOMUM XPOMOCOM YEeNoBeEKa,
BbljefleHHas B CaMOCTOATENIbHYI HO30/0MMUYECKY0 eAUHNLY aHIMNCKM Bpayom John
Langdon Down B 1866 . nof Ha3BaHEM «MOHFOIOVHasA NGNOTUAY.

YacTtota C[1 konebnetca ot 1 fo 2 cnyyaeB Ha 1000 HOBOPOXEHHbIX, B OCHOBHOM B
3aBMCUMOCTY OT AeMorpaduueckmnx XxapakTepucTrk nccnegyemon nonynauuu. B Pecny-
6nuke benapycb exerofHo peructpupyetcsa okono 200 cnyyaes C[l y geTein v nnogos, u
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YyacToTa cpeam BCex 3aperucTpmpoBaHHbIX coctasnaeT 1:400-500 n 1:1730-2050 cpepun
HOBOPOXAeHHbIX [1].

Cl - KoMNNeKC MHOXECTBEHHbIX BPOXKAEHHbIX NOPOKoB pa3sutua (MBIIP), xapakTe-
pU3ylLWNACA YepenHo-NmLeBbIMA AUCMOPGUAMY, aHOMANUAMUN CepPAEYHO-COCYANCTON
cuctembl 1 gp. C[1 oTHOCUTCA K rpynne HeneTanbHbIX COCTOAHUN, YTO AenaeT akTyanb-
HbIM NpodunakTUyeckme MeponpuATAA NO NPefOTBPALLEHNIO POXAEHNA feTell C 3ToN
natonorunen. MNpeHaTanbHbI ANArHo3 yCTaHaBNAMBAETCA MyTeM KOMMeKCa nccnefoBa-
HWUIA, OCHOBHbIE U3 KOTOPbIX MPeHaTasbHbli KOMOUHNPOBAHHDBIN CKPUHWHT, TOTaslbHble
ynbTpasByKkoBble (Y3U) 1 cenektuBHble LUTOreHeTMYeCcKne nccnefoBaHmna. buoxummnye-
CKMe 1 yNnbTpa3BYyKOBble NCCNeAoBaHNA NO3BONAIOT TOMbKO 3aNof03pUTb XPOMOCOMHYIO
6onesHb (XB), To ecTb BblAeNUTb GepeMeHHbIX rPyMnbl BbICOKOrO pucka. MNocTtaHoBKa
[MarHo3a BO3MO»KHa Npwv NpoBefeHNN MHBAa3VBHOWN NpeHaTanbHOW ANarHOCTUKN.

C[1 moKeT 6bITb AMArHOCTMPOBAH NPU LUTOreHeTMYeCKOM aHanm3e KeTok bruonTtata
BOPCUH XOpnoHa (BBX) 1 KNneTok aMHMOTUYECKOWN XNAKOCTN B FPYMnax BbICOKOrO prcKa.
CywecTByeT ABa UuTOreHeTnyeckmnx BapumaHta CI: TPUCOMHBIA 1N TPAHCNOKALMOHHbIN,
COOTHOLLEHME MeXAYy HMMIK cocTaBnaeT npumepHo 93:6. B 0,9% cnyuyaeB BCTpeyatoTca
Mo3anyHble Gopmbl. DeHOTUNUYECKME NPOABIEHNA BCeX GOPM CMHAPOMA OfMHAKOBDI.

B MATEPWAJIbI U METO/bI

0O630p NuTepaTypbl BbIMONHANCA B MOUCKOBbIX cncTemax PubMed ¢ ncnonb3oaHnem
KNioueBbIX COB «CMHAPOM [layHay, «tpucomma 21».

Y3 npoeoaunocb B cpoke 10-13 Heaenb Ha ckaHepax Voluson 730(GE) ¢ ncnonb3o-
BaHVeM TpPaHCabAoOMMHaNBbHOIO KOHBEKCHOTO (5 MIY) 1 TpaHcBarumHanbHoro (7 MIy) pat-
YMKOB.

LintoreHeTnyeckne n 6GUOXMMUYECKE aHaNM3bl BbIMOHANNCD FEHETUYECKON abo-
paTtopueln PecnybnvkaHcKoro HayuyHo-npakTtuyeckoro ueHtpa (PHIML) «MaTtb n guta»
(MrHCK) 1 06nacTHbBIMU MeAUKO-TeHeTUYECKUMI LeHTpamMu. [na pacyeta KOMOMHUPO-
BaHHOIO priCKa NepBOro TpMMeTpa HamMmun UCMOSb30BaNachb OpUrMHanbHasa KOMMbOTepHas
nporpamma, HanvMcaHHas B KoHue 90-x rr. npu yyactum Cuckle H.S. [2]. C 2015 . pacuet
pucka B 06MaCTHbIX MeUKO-TEHETUYECKMX LieHTPax BbIMOMHANCA C MCNONb30BaHUEM
nporpamm «Life Cicle», 3a ucknioueHvem pogHeHcKon obnactui, Ncnosb3yioLlen npo-
rpammy Astraia. YunTbiBanucb cregyolive napameTpbl: BO3pacT 6epemMeHHON, TOMLMHa
BOPOTHMKOBOro npoctpaHctea (TBI1), anbda-detonpotenH (ADIM), B-uenb xoproHuye-
cKoro roHagoTponuHa (3-XI), accounmnpoBaHHbI ¢ 6epemeHHOCTbIO 6enok A (PAPP-A). 3a
rpaHuuy pucka no CJi (cut off) B benapycn npnHumaetca puck 1:360, UTo COOTBETCTBY-
eT PUCKY poxkaeHua pebeHka ¢ CL1 y »eHwuHbl 35 neT. OueHKa prcka nposoannach npu
KTP 38-80 mm (no Tabnuuam Hadllok). 3a6op KpoBu gnsa 6Moxnmmyeckmnx nccnegoBaHunin
BbInonHANCA B AeHb Y3U npu KTP 38-70,4 mM. PucK paccumntbiBanca B TedeHne nocneqyto-
WX 24 yacos, 1 Npv NonagaHUM NaLMEHTKX B FPynMny prcKa OHa Bbi3blBanacb ANA Meau-
KO-reHeTNYeCKoro KoHcynbTnpoBaHua (MIK), B xoge KOToporo npegnaranocb NpoBecT
WHBA3MBHYIO NpeHaTanbHy0 ANarHocTuky [2, 3.

KaprnotnnupoBaHue KNeTOK aMHUOTUYECKOW >XMAKOCTW MPOBOAWMNOCH METOAOM
CTaHAAPTHOTO KapuoTMMMUPOBaHUA C Momolyblo AnddepeHUnanbHOro okKpallnBaHuA
(GTG-banding). KapvoTun 3anucbiBanca B COOTBETCTBUN C MPaBUNaMn MeXayHapoaHOM
HOMeHKnatypbl [4].
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B PE3YJIbTATDI

MonynauunoHHble CKpUHKpPYoLWKe nporpammsl B Pecnybnuvke benapycb npoBogatca ¢
1990 r., 1 NoaXxoAbl K CKPUHWUHTY, B TOM YMCe CMeLleHre CKPYHMHIA B MePBbI TPUMECTP,
3HaYMTENbHO N3MEHUN NONYNALMOHHYI0 YacToTy C/] B Halwewn cTpaHe. laHHaA cTpaTerva
npeHaTasibHOro CKPUHWHIAa TUNMYHA ANA MHOruX cTpaH EBponbl n CeBepHon Amepunku [5].

Mo paHHbIM Benopycckoro HauuoHanbHoro peructpa BIP, nonynAaunoHHaa uacTo-
Ta C[1 cpegn HOBOPOXAEHHbIX B I. MuHcke B 1980-x rr. coctaBnana 1:830 (puc. 1).
B 1990-1996 rr. npu NpoBeaeHUN OGUOXMMUYECKOTO CKPUHMHIA BTOPOro TpuUMecTpa
(A®M+XT) nonynaymnoHHas yactoTa C[l 6bina 1:1030. MNpu npoBeieHNY CKPUHUHIA NepBO-
ro TPUMeCTpa C KOMMbIOTEPHbIM PacyeToOM pUCKa No pesynbratam nsmepeHua TBIM n Bos-
pacTa 6epemeHHol B neprog ¢ 2000 no 2006 r. nonynsaunoHHasa yactoTta CI1 cHM3mMnacb
[0 1:1190. Npu npoBegeHNN KOMOVHVPOBAHHOIO CKPVHUWHIA NEePBOro TpUMecTpa nomny-
nAumoHHaa yactota CIl cpegn HOBOPOXAEHHbIX cTana 1:2500 B 2009 r., B TO BpemMA Kak
yacToTa BbiaBneHuA CIl (poXkaeHHble + npepBaHHble) cocTaBuna 1:455 (puc. 1). 3a cuet
N3MeHeHVA NoaxoAoB K GOPMUPOBaHUIO FPYMM PUCKa MO XPOMOCOMHbIM 6one3HaM (XB)
YyacToTa npeHaTanbHOro BbiABneHNA Cll KO BCem 3aperncTpupoBaHHbIM CllyYasm yBenu-
ynnacb Ha 33% 3a yKasaHHbIV Nepuroa,.

B nocnepgHee pgecAtTunetve cutyauma No opraHmM3auuy NpeHaTanbHOW ANArHOCTUKU
CJl npetepnena 3HauuTenbHble N3MEHeEHUsA Ha Bcell Tepputopun Pecnybnukm benapychb.

MNpeHaTanbHas gnarHocTnka Xb BbINONHAETCA MeIMKO-reHeTUYeCKol ciy601 pecny-
6N1VKN B cOCTaBe 06/1acTHbIX noapasgeneHnin. PHIML «MaTb 1 guts» npoBoanT nccnenosa-
HUA anst MUHCKa 1 MHCKOI 061acTy, a Tak»Ke FropoACcKo poaunbHbIi gom N2 2 r. MyHcKa
BbIMOSTHAET KOMOVHUPOBAHHBIN CKPVHUHT 151 3aKPEMnSIEHHOro permoHa o6csyXnBaHums.
BHenpeHne KOMOVMHUPOBAHHOIO CKPUHUHIA NEePBOro TPUMECTPA Ha TeppuTtopun BCen
pecny6nukmn Hayanocb B 2014 r., NPOXOAUIIO NO3TAMNHO, YTO ObINIO CBA3AHO C AAMUHUCTPA-
TUBHO-OPraHM3aLMOHHbIMA OCOBEHHOCTAMU B PErMoHax 1 NpuBeno K nocteneHHoMy
yBeNIMYeHUNo oxBaTa bepeMeHHbIX BCel cTpaHbl (puc. 2).

% 2,5
1714 1:670 1:455
2
1,5 h
:
. /fV*\
1:2500
0
O—ANMTITIN ONOVDAAOD— ANNNTULON OO —ANMSTLWL ONOD
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—F—mem e m e, mm e m - NN NNNN NN

—m— Yactota C[1 (Bce ncxoabl 6epeMeHHOCTH)
—m— YacTtota C[] (Bce ncxopbl 6epeMeHHOCT, HO C MOMNPAaBKOW 415 NPeHaTaNbHO BbISBIEHHbIX N0A0B)
Yactota C[1 (ToNbKO pOXKAEHHbIE AEeTY)

Puc. 1. BanAHne npeHaTaNbHOro CKpMHMHra Ha yacrory CJl B r. MuHcke ¢ 1980 no 2009 r.
Fig. 1. Influence of prenatal screening on the incidence of DS in Minsk from 1980 to 2009
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599% 61%
51%
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Puc. 2. lons 6epeMeHHbIX, 06cnefjoBaHHbIX NO NporpamMmmMe KOM6GVIHIPOBAHHOTO CKPUHWNHIa B
Pecny6nuke benapycb (n=60 610)

Fig. 2. The proportion of pregnant women examined under the combined screening program in Belarus
(n=60610)

Kak BuaHo 13 puc. 2, B 2020 1. KOMOMHUPOBAHHbIA CKPUHWHE BbiNoSIHEH 71% Bcex
H6epemeHHbIX B cTpaHe. [1na ocTaBlumxca 29% npoBefeH CKPUHUHT Ha BbIABIEHWE rpynn
pucka no Xb ¢ yueTom ynbTpa3ByKOBbIX MapKepOB 1 Bo3pacTa GepeMeHHON »KEHLLMHBI.
KOMOGUHMPOBaHHbBIA CKPUHUHT Ha afiMMHUCTPATMBHOM YPOBHE B HacTosllee Bpemsa He
opraHn3oBaH ana naymeHTok MuHckon obnactu (puc. 3).

Mbl npoBenv aHann3 pe3ynbTaToB KOMOVMHUPOBAHHOTO CKpUHUHIra 2020 r. bepemeH-
Hble B Bo3pacTe 35 net n craplue coctaBmnm 17%. [pynna BbICOKOrO prcKa okasanacb
3,3% (n=2015). Bcero B rpynne pucka sbiABneHo 216 cnyyaes Xb y nnoga, n3 Hux C -
86 HabntogeHwni. Becero B rpynne nccneposanma (n=60 610) 3apernctpuposaHo 99 cnyua-
e C[l. B uenom uyBCTBUTENBHOCTb CKPUHUHIA cocTaBuna 86% 1 pasHunacb B pernoHax
pecnybnukm (puc. 3).
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Puc. 3. YyBCTBUTE/IBHOCTb KOMOGMHNPOBAHHOIO CKPUHUHIA Ha BbiAABAIEHWE FPYNMbl BbICOKOrO p1cKa
no CJ1 B pernoHax Pecny6nuku benapycb

Fig. 3. Sensitivity of combined screening to identify a high-risk group for DS in the regions of the
Republic of Belarus
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Kak BugHO 13 puc. 3, camas BblCOKasa YyBCTBUTENIbHOCTb KOMOVHVMPOBAHHOIO CKpU-
HUHra 6bina B flomenbckol o6nactn 1 coctaBuna 93%, caman HU3Kaa — 71% B pofHeH-
ckom obnactu. Mexgay Tem cnegyeT OTMETUTb, YTO BO BCEX PErvoHax, BbIMOJHABLUMX
KOMOWHMPOBaHHbIN CKPUHUWHT, JOCTUMHYTbl CPaBHUMblE C OMMCaHHbIMK B NUTEpaType
pe3synbTaThbl [6].

Bcero 3a 2020 r. BbinonHeHo 3805 nHBa3MBHbIX Npoueayp (amHuoueHTes n bBX), uto
cocTtaBnsaeT 4,6% OT 3aBepLUMBLUNX HepeMeHHOCTb. V13 Hux 286 (7,5%) npoueayp Bbinon-
HEHO B MepBOM TpuUMecTpe 6epeMeHHOCTU. [ToKa3aHUA K NpOoBeAEeHMIO MHBA3UBHOW Npe-
HaTasIbHOW ANArHOCTUKW NpefCcTaBfieHbl Ha puc. 4.

Kak B1gHO 13 puc. 4, TOMMMO KOMOVMHUPOBAHHOTO CKPUHMHI, MO-NPEXHEeMyY 4acTo, B
38% cnyyaeBs, MHBa3MBHaA NpoLeaypa BbINMOMHAETCA NPU Bo3pacTe bepemMeHHO cTaplue
35 net. BpoxgeHHble nopoku pa3suTtunA (BINP) ctann nokasaHvem Ana nHBa3vBHOWM NpeHa-
TasIbHOW ANarHOCTUKM B 7% cnyyaeB. BoiasneHo 330 cnyyaes Xb, u3 Hux C[] - 158. dddek-
TUBHOCTb Npoueayp coctasuna 1:12 no Xb n 1:24 no CJ.

Bcero B 2020 r. B benopycckom peructpe BINP yuteHo 206 cnyyaes C[l, 3 HUx npepBsa-
HO 154, uTo cocTaBnaeT 74%. Pogununcb 52 pebeHka ¢ CA. MNpu aHannse NpuynH poxae-
HuA geten ¢ C[] yctaHOBNEHO, UTo 24 (46%) eHLWWHbI 0TKa3anncb oT obcnegosaHus (ot
npoBefeHNA CKPUHUHTA U/Unin OT NPOoBeAeHMA MHBa3MBHOW NpeHaTanbHOW AMarHOCTU-
KK), 6 — He COCTOANM Ha yyeTe, 4 — OTKa3anuncb OT NpepbiBaHMA GepeMeHHOCTM No Meau-
KO-reHeTUYeCKNM nokasaHnam npu yctaHosneHHom Cll, 18 (35%) — He nonanu B rpynny
BbICOKOTO pucka (puc. 5). Taknum obpa3om, B nogasnstoLemM 60/bWMHCTBE CnyyaeB bepe-
MEHHbIe XXeHLUNHbl OTKa3aNncb OT 06C/ieloBaHMA UK OT NpepbiBaHUA 6eEPEMEHHOCTU C
y»e YCTaHOBMEHHbIM AnarHo30M. MOXHO roBOpuTb, UTO BCE 3TW Clyyan Obinmn YCIIOBHO
npepoTBpaTtuMbl. BO3MOXXHO, NpY MNOBbILEHUN KayecTBa, KPAaTHOCTU U MPOAOIIKUTENb-
HOCTW MeANKO-TEHETUUYECKOro KOHCYNbTMPOBAHUA, @ TakXe KOHCYNbTUPOBAHNA U OCMO-
TPOB BPaYoOM — aKyLIEPOM-TUHEKOSIOrOM MO MECTY XUTEeNbCTBA CEMbM MPUHANN Obl HOE
penpofyKTMBHOE peLleHue.

Bo3pacT (38%)

Mpouee (1%)

2 Y3-mapkepa v 6onee (4%)
MoHoreHHble 6onesHu (0%)
XpomocomHble nepecTtporiku (1%)
Xb B aHamMHe3e (2%)

BbisaBneHHble BIP (7%)
Puck no TBIM (0%)

Prck KoMOUHMPOBaHHbI (47%)

Puc. 4. CrpyKTypa nokasaHui1 Ans npoBefieHNA NHBa3sNBHOW NpeHaTanbHOW ANarHocTuKn B 2020 T.
B Pecny6nuke Benapycb
Fig. 4. Structure of indications for invasive prenatal diagnostics in 2020 in the Republic of Belarus
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OTKa3 oT npepbiBaHuA (8%)
OTKa3 oT 06cnepoBaHuA (46%)

He nonanw B rpynny pucka (35%)
He ctoanu Ha yyete (11%)

Puc. 5. CTpyKTypa npuuuH poxaeHus getein ¢ C1 B Pecny6nuke benapycb B 2020 1.
Fig. 5. The structure of the reasons for the birth of children with DS in the Republic of Belarus in 2020

C yueToM yCnoBHO npepoTBpaTuMbix 26 cnyyaeB CI 3pdeKTMBHOCTb CKPUHMHIA
B pamKax BCel CTpaHbl MOrna coctaBuTb 84%, fa)e npu OTCYTCTBMM MOJIHOrO OxBaTa
6epeMeHHbIX KOMOVHMPOBAHHBIM CKPUHMHIOM. Mbl cunTaem, 4to B paboTe ¢ 31Ol rpyn-
no MauueHToB NepBuMYHasa bGecefa, MPOBedeHHas BPauyoM — aKyLUEePOM-TVIHEKOSIOrOM
npu NOCTaHOBKE Ha y4yeT, UMeeT NpuHLUMNManbHoe 3HayeHre. [oCcKonbKy N3BEeCTHO, YTO
Cynpy»KecKkme napbl, KOTOpble XOTAT y3HaTb O BO3MOXHOM 3abosieBaHMM MNOAA, Yalle
NCMOSb3YIOT NONTyYeHHYo nHbOPMaLMo ANA NPUHATUA PENPOAYKTUBHOIO peLlleHns, Yem
napbl, KOTOpble HanpasJieHbl, HO He BCerga TOYHO OCBeAOMIIEHbI O LiefIV FeHeTUYeCKOro
06cnenoBaHNA U KOHCYNbTUPOBaHWA. BoNbWMHCTBO 06PaTUBLLMXCA 3a KOHCYNbTaumen 1
UMEIOLLMX HU3KNIA PUCK POXKAEHUA 6ONbHOrO MOTOMCTBA MCTbITbIBAOT 0bneryeHune, ycbl-
LIaB, YTO peanbHbIi PUCK HAMHOIO MEHbLLIE, YeM OXKNZASN.

B uenom gmnHammka yactotbl Cl cpegun XMBOPOXKAEHHbIX 3a nepuog 2006-2020 rr.
ocTaeTca yctonumsomn - 0,45-0,6%o, uTo cornacyetca c npoefeHHbiMN B EBpone n Ame-
puKe nccnegoBaHmAMU. [pr 3TOM YacToTa BCexX 3aperncTpupoBaHHbIX CJlyvyaeB HeYKNOH-
HO pocnia 1 3a 15 neTt yBennuunacb noyTn B 2 pasa (puc. 6). Ha Haw B3rnag, 3To cBA3aHO
KaK C yBenmyeHnem Bo3pacta MaTepu, Tak 1 C ynyylieHnemM npeHaTanbHOW ANarHoCTUKN B
Hallen CTpaHe 3a yKa3aHHbI nepuogd. [10 3Tm nokasaTenAam Mbl He OTANYaemca OT CTPaH
3anagHow EBponbl. [lpoBecTn oueHKy pacnpoctpaHeHHocTn CL1 cpeaun HaceneHua Pecny-
6nvkn benapycb He npefCcTaBNAETCA BO3MOXKHbIM B CBA3M C OTCYTCTBMEM Y Hac nHbop-
Mauuym o6 obuielrt YMCIIeHHOCTW, MOJIOBOM M BO3PAcTHOM COCTaBe, 3abosieBaeMocCTy,
CMEepPTHOCTM Y AiaHHOW rpynnbl niogen. [oaTomy 3TOT BONPOC Hy»KAaeTca B AaNbHelLeMm
nccneaoBaHWM M aHanuse.

B OBCYXJAEHUE

Mo paHHbIM pernctpa EUROCAT, oxBaTbiBatowero 6,1 MUINNOHa POXAEHN B Meprnos
€ 1990 no 2009 r., o6was yactota C[1 Ha 10 000 poxxkaeHuin coctaBuna 22,0 (95% AN 21,7-
22,4)  Mena TEHAEHUMIO K YBENIMUYEHMIO, YTO OOBACHAETCA POCTOM CpefHero Bo3pacTta
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Puc. 6. ilunamunka yactoTbl C/l cpean HOBOPOXKAEHHDbIX 1 BCEX 3aperucTpupoBaHHbIX 3a Nepuos
2005-2020 rr. B Pecny6nuke benapycb

Fig. 6. Dynamics of DS frequencies among newborns and all registered for the period 2005-2020
in the Republic of Belarus

MaTepu 1 NPOJOIIKUTENBHOCTbIO XU3HU ntogen ¢ CL1. YactoTa xusopoxaeHui ¢ CI1 cocta-
Buna 11,2 (95% AW 10,9-11,5) n okaszanacb CTabWNbHONM B AMHAMMKE BPEMEHU, OfHAKO
B 3aBUCMMOCTM OT CTPaHbl pasfinyanacb B Tpu pasa. Bce 6onee wmpokoe pacnpocTpa-
HeHure ¢ 1990 r. NnpakTnKM NpeHaTanbHOro CKPUHUHIa Ha BbiasneHne Xb n npepbiBaHne
6epeMeHHOCTN MO MeAMKO-TeHeTUYECKUM MOKa3aHWAM KOMMEHCUPOBAso yBennyeHne
BO3pacTa MaTepwu, YTO U MPUBENIO K OTHOCUTENbHO CTabUIbHOM PAaCcNpPOCTPAHEHHOCTU
Tpucomnn 21 B eBpONenckon nonynaumm. YcnewHaa npeHaTtanbHasa gunarHoctnka Xb B
nepBOM U BTOPOM TpUMeCTpax 6epeMeHHOCTV NpUBOAUT K permctpaumm cnydaes Cl,
KoTopble npexpe 6b111 6bl yTepsHbl B CBA3U C HEBbIHALLMBaHEM 6epeMeHHOCTH, TaK Kak
3aBepwnancCb 6bl CamonpPoun3BosbHbIM abopToM. BbiNo BbicKka3aHO NpeArnonoXeHune, 4To
370, a TaKkKe YBeNlYeHne cpefjHero Bo3pacTa Matepu MOryT 4aCcTUYHO 06 bACHUTL yBeNu-
yeHve obLlero uncna AMarHoCTMPOBaHHbIX CilyyaeB Tpucomun 21. MogobHasa TeHaeHUUA
noaTeBeprkaaeTca aHannsom yactotbl CJ] B Hawen cTpaHe 3a nocnegHue 15 net (puc. 6).
OTO TaK»Ke cornacyeTca C pesyfibTaTaMu NPoBeAeHHbIX B AMepuike 1 A3um nccnegoBaHui,
COOOLaoLWMX O TOM, YTO YacToTa TPUCOMUN 21 Cpeam KUBOPOXKAEHHbIX HE MeHAEeTCA B
LVHaMUKe BpeMeHU, B TO Bpems Kak o6Luan yactoTa yBenMunBaeTca B He3aBUCUMOCTM OT
pervoHa nccnepgosanua. Hanpumep, B CLUA B 1950 r. 3apeructpupoBaHo ~50 000 yeno-
Bek ¢ C[], uto coctaBnseT 3,3:10 000 uenosek, a B 2013 1.~212 000 (6,7:10 000 yenoBek), n
TaKkoe yBeJInyeHre CBA3aHO Kak C POCTOM HaceneHuns, Tak U C NOBbILEHNEM BbIXK1BaeMO-
ctn geten ¢ CJ (puc. 7) [7].

Mpwn aHanuse pacnpoctpaHeHHocTn CJl cpepn HaceneHusa cTpaH EBponbl no cocto-
AHMIO Ha 2015 r. BbIABNEHO, UTO OHa cocTtasnAeT 4,9:10 000 uenosek. [pu 3TOM B CTpa-
Hax BoctouHom EBponbl — 3,3:10 000 uenoBek, 3anagHon EBponbl — 6,0:10 000. OgHako
BCE CMeumnanmcTbl CXO4ATCA BO MHEHNWN, YTO TOUHasA rnobanbHas oLeHKa He MoXeT ObiTb
BbIMOSIHEHA [JO TeX Mop, MOKa B pa3HblX CTpaHax He OyayT co3faHbl YHUOULMPOBaHHbIe
perucTpbl poxxaeHun nogen ¢ C[l v He 6yzeT HakoneHo 1 AOCTYNHO ANiA aHanm3a 6osb-
Le laHHbIX O BbIXKMBAEMOCTM 1 3a60NeBaeMoCTIN NaLNeHTOB C Tpucommeni 21.
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Gert de Graafetal,, 2021, B nepuog c 2011 no 2015 r. B EBpone nposenu oLeHKy X1Bo-
poxaeHHbix geten ¢ Cll. Okasanocb, uto B cpefHem 310 8031 yenosek B rof, a C yyeTom
npepbiBaHNA 6epeMeHHOCTM MO reHeTUYECKUM NMOoKa3aHUAM KONMYeCTBO HOBOPOXKAEH-
HbIX 66110 6b1 0KOMo 17 331 exerofHo. o oueHKaM, CHUXKEHME PacnpPOCTPaHEHHOCTN
KUBOPOXAEHUIN COCTaBMNO B cpeaHeM 54% n konebanocb ot 0% Ha Manbte go 83% B
WcnaHun. Mo gaHHbIM aBTOPOB, Mo cocTtoAHuio Ha 2015 . B EBpone npoxwusaet 417 000
yenoBek ¢ C[l; 6e3 daKynbTaTMBHOIO NpepbiBaHNA 6epemeHHOCTY Nnogos ¢ C 6bino 6bl
okono 572 000 yenoBekK, YTO COOTBETCTBYET TeMMam COKpalleHuA HaceneHna Ha 27% [8].
Takaa cTaTUCTVKa MOXeT ObITb BaXKHbIM HapOMeTPOM TEHAEHLUMI MPeHaTaIbHOro TeCTu-
poBaHua C[] B pernoHax, 4to NO3BOANT paLMOHaNbHO pacnpefenaTb pecypcbl BHyTpY
CTpaH.

C[l BcTpeyaeTca BO BCeX NONYAALUAX, HO Pasnnuma B BO3pacTe maTtepu Npu 3a4atmm
MeXAy CTpaHamMy M 3THUYECKUMWU Fpyrnnamm BAKAIOT Ha KOMMYECTBO >KMBOPOXKAEHWI.
HonAa poxgeHnin oT maTepein cTapluero Bo3pacta (ctapwe 35 net) B peectpax EUROCAT
HeYKJIOHHO yBenuymBanacb ¢ 13% B 1990 r. go 19% B 2009 r. [9].

BbickasaHHble paHee BbiBOoAbl O uactotax CJl mogTBepAaloTca M MOCNeAHUMMU
nybnukaumamm, oxsaTbiBalowmmu nepuog 25-35 net. Tak, nccnegoBaHus, MpOBOAUMbIE
¢ 1990-x rr. n npogomKalLmeca No HacTosALlee Bpema B pernoHax AHrnmnm n Yanbca,
CnoeHun, ABctpanun n ctpaHax — yyactHuuax EUROCAT, nokasanu, 4to yBenumyeHme
BO3pacTa MmaTepu ypaBHOBELUVBAETCA UCMNOIb30BaHUEM NPEeHaTanbHOro CKPUHKHIA, YTO
npuBeno K CTabunbHOMY UM HE3HAUMTENbHOMY CHIUXKEHWIO pacnpocTpaHeHHocTn CL1y
XunBopoxnaeHHbIx. Tak, B KO>kHon EBpone vactoTta C[l cpen X1UBOPOXKAEHHbIX 3a NEPUOA
1980-2015 rr. cokpatunacb noutn BABoe. HanpoTtus, B HugepnaHgax yactota »uBO-
POXAEHNA HEeCKonbKo yBenuuunacb B nepmog 1980-2000 rr., a 3aTemM HauyuHasA
€2005r.cHm3mnacb.BCLUApocTpacnpocTpaHeHHOCTU CLl cpean  KNBOPOXKAEHHbBIX HaYanca
B 1980-x rT. 1 ctabunusnposanca nocne 2005 r. (puc. 7) [7].

O6 OTKpbITUM CBA3WM MeXAy AOMNONHUTeNbHOW Xpomocomoln 21 n ¢eHotnnom CJ
Bnepsble OblNo coobleHo B 1959 I, UTO CTaflo BaXKHOWM BEXOW B Pa3BUTMM MpeHaTanb-
HOW ANarHOCTUKN U MEeAULIMHCKON reHeTUKIN. MbllwmnHble mogenu ansa nsydenuns CL 6binu
BnepBble pa3paboTaHbl B 1990 r., a NONHaA HYKNeoTUAHaA NoCeoBaTeIbHOCTb ASIMHHO-
ro nneya HSA21 onpepeneHa MHOroHaLUMOHabHbIM KOHCOPLIMYMOM MCCNefoBaTenem v
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Puc. 7. Yactota n BospactHoe pacnpegenenue C/ B CLUA [7]
Fig. 7. Frequency and age distribution of DS in the USA [7]
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ony6nukosaHa B 2000 r. 3a nocnieayowme rogpl 6b11 AOCTUMHYT CYLLECTBEHHBbIV NPOorpecc
B NMOHUMAHVIN MONEKYNAPHON NaTOGU3NONOTN PasfnYHbIX GEHOTUMUYECKUX NPOsAB/e-
Hui CLl, KOTopble B HACTOsLLEe BPeMsA CUMTAIOTCA HapyLWEeHUeM pPeryasumum sKCnpeccum
reHoB.

B 3AKJTIOMEHUE

B Pecny6nuke benapycb BHepeHbl 1 LIMPOKO NCMONb3YIOTCA METOAbl CKPUHMHIA Af1A
npeHaTanbHoOro BbiABneHusA Cll, 4To No3BoNuIO0 fOOUTHCA YUYBCTBUTENBHOCTM BbIAABIIEHNA
CIl 74% Ha TeppuTOpUN BCEW CTPaHbl. Kak 1 BO Bcex CTpaHax 3anagHon EBponbl yBenu-
YMBaETCA CpefHMIA BO3PaACT MaTepel, YTO MPUBOANT K YBEIMUYEHMIO YacTOTbl BCEX 3ape-
rMcTpmpoBaHHbIX cnyyaes Cll npu yCTOMUMBOW PacnpOCTPAaHEHHOCTU CPeAU XKNBOPOXK-
LeHHbIX Ha ypoBHe 0,45-0,6%o. YnyuluaeTca ANarHOCTMKa, NleYeHne U KauecTBO XKMU3HU
nmogen ¢ C[1. OgHaKo OCTaloTCA HepeLleHHbIMY MHOTMe Hay4YHble 1 MPaKkTUYecKmne Bonpo-
Cbl, BKIOYaA NOHMMaHVe TOUHOro OMONOrMYeckoro MexaHusma Kaxgoro gpeHotunmye-
ckoro komnoHeHTa CJl; BO3MOXHOCTb NPYMEHEHUA COBPEMEHHbIX MOAXOA0B K JIeUeHUIo
3aboneBaHVA B LENOM M OTAENbHbIX CMMNTOMOB, BK/IOYasA KOTHUTUBHYIO AUCOYHKLMIO,
nHTerpaumio nogen ¢ CI1 B obuiectso. HayuHblie Bonpockl B uccnegosaHumn CL agnatotca
Yype3BblYaHO CNIOXKHbIMU, MPOBOAATCA Ha »KMBOTHbBIX MOAENAX W HarpaBJieHbl Ha BbiABIe-
Hue 3pdeKToB TpexKpaTHOro NoBTopeHna >200 npoTenHKoAMpPYOLWMX reHoB Ha HSA21,
He roBopA y>e 0 TPeXKPaTHOM NOBTOPEHNIN HEKOANPYIOLLNX FEHOB 1 NocseayloLwmx KOc-
BEHHbIX b PeKTax 3TUX U3MEHEHU, UTO B ByayLem No3BONUT pa3paboTtaTb 3dpdeKkTnBHoe
nevexwne CJ.
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