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AHHOTAILIHA: Cunopom [layna npedcmasnsiem cobou  Haubonee
PACNPOCMPAHEHHYI0  XPOMOCOMHYIO  AHEYNIOUOUIO  4elo8eKd, 00YCI0BIEeHHYIO
Hanuyuem OONOIHUMENbHO20 2eHemuyecko2o mamepuana 2 1-i xpomocomul (nonas
mpucomusi,  MO3AUYHASL UAU  MPAHCLOKayuoHuas  ¢opmol).  [lamonozus
Xapaxkmepuszyemcsl KOMNJEKCOM MOPGDOPYHKYUOHAILHBIX HapyuieHu,
sKIOYAOWUX — cneyuguueckue — QeHomunudeckue — NPUSHAKU,  3A0EPHCKY
NCUXOMOMOPHO20 U UHMENNEKMYANbHO20 pA36UmMUsl, d MAaAKH#Ce BblCOKUU PUCK
BPOIHCOEHHBIX NOPOKOG CepOoYyd, SIHOOKPUHHBIX U UMMYHHBIX HAPYULEHULL.

OO0HOIL U3 BANCHBIX (PAKMOPOB U3VYEHUS ABTIAeMCs 0000ueHUe COBPEMEHHbLX
OaHHbIX 00 smuonamozexese, KIUHUYECKUX NPOSAGNEeHUSAX, OUdAcHOCmUKe U
NPUHYUNAxX eedenusi nayuenHmos c¢ cunopomom Jlayuwa. 3adauu ucciredosanus
BKIIOYAIOM AHAIU3 NPUYUH BO3HUKHOBeHUs mpucomuu 21, uzyuenue paxmopos
PUCKA (8 YHACMHOCMU, BIUSHUSL 803PACMA MAmMePU), XapaKmepucmuxy KIuHUYecKou
KapmuHsl HA PA3IUYHBIX IMANAX OHMO2eHe3d, a MaKdice oyeHKy agghekmusnocmu
COBPEMEHHBIX MEMOO08 NPEHAMANbHOU U NOCMHAMANbHOU OUACHOCMUKU.

Ilposoosimces ananuzvl omeuecmeeHHbIX U 3apYOeHCHbIX HAYUHBIX NYOTUKAYUL,
KAUHUYECKUX DPEeKOMEHOAuull U CUCMeMAmuyeckux o0030po8, NOCEAUEHHBIX
npobaeme cunopoma Jayuna. Hcnonvb3o6anvt Memoovl CPABHUMENLHO20 AHANU3A,
0000WenUs u cucmemamu3ayuu OAHHbIX.

Knrwoueswie cnosa: Cunopom [ayna, Tpucomus, Tpancioxayus, Moszauyusm,
Xpomocoma, I[lamonocusa, Heonmonoz, AymocomMHO-XpOMOCOMHbIL NPUSHAK,

AmHuoyenmes
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ABSTRACT: Down syndrome is the most common chromosomal aneuploidy

in humans, caused by the presence of additional genetic material of chromosome 21
(complete trisomy, mosaic, or translocation forms). This condition is characterized
by a complex of morphofunctional disorders, including specific phenotypic features,
delayed psychomotor and intellectual development, as well as a high risk of
congenital heart defects and endocrine and immune disorders.

The aim of the study is to summarize current data on the etiopathogenesis,
clinical manifestations, diagnosis, and management principles of patients with
Down syndrome.

The objectives of the study include analyzing the causes of trisomy 21, studying
risk factors (in particular, the influence of maternal age), describing the clinical
picture at different stages of ontogenesis, and evaluating the effectiveness of modern
prenatal and postnatal diagnostic methods.

Materials and Methods. An analysis of domestic and foreign scientific
publications, clinical guidelines, and systematic reviews on Down syndrome was
conducted. Methods of comparative analysis, generalization, and data
systematization were used.

KEY WORDS: Down syndrome, Trisomy, Translocation, Mosaicism,
Chromosome, Pathology, Neonatologist, Autosomal chromosomal trait,
Amniocentesis.

AHHOTAIIHUA: Jlayn cunOpomu UHCOHIAPOA 3HE KeHe MapKaicau
xXpomocomanu —aveyniouous o6yaub, 2I-xpomocomanune KYUUMHA ~2eHemUuK
mMamepuanu Magxcyonueu (Mmyaux mpucomus, MO3aux €Ku mpaHCIOKaAYUoH
wakiap) ounanw 6oznuk. Ywby namonoeus mop@o@yHKyuonan OyuruuLiap
maxemyacu Ounan maecu@ranaou, HCymiaaoaH, Xxoc @GeHomunux oOeneunap,
ncuxomonmop ea uHmel1eKmydanl pusoNCIadhHUUWMHURS KeYUKUUU, wauneéek myema
IOpaxK HYKCOHIApU, SHOOKPUH 684 UMMYH MUSUM OVUIUWLAPU XABHUHUHE

IOKOpUIUSU OULAH HAMOEH OYIA0U.
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Taokukom maxcaou — JlayH CUHOPOMUHUHZ DMUONAMO2EHE3U, KIUHUK

beneunapu, ouasHocmuxkacu 6a OemopiapHu OowKapuul mamouuLiapu oytuuya
3AMOHABULL MABIYMOMAAPHU YMYMAAUIMUDUUL.

Taoxuxom eazughanapu 2 1 -mpucomusinune keaub yukuul cababiapuru maxiu
KUIuW, Xaegh) omuniapuuu (QuHuKkca OHa EWUHUHE MAaAbCUpu) Ypeauuul,
OHMO2eHe3HUHe MYPaU OOCKUUIAPUOA KIUHUK MAH3APAHU MABCUDIaUL, ULYHUHSOEK
npewaman 6a NOCMHAMAN OUACHOCMUKA — YCYIIAPUHUHZ — CaMapadopiucutu
baxonawHu y3 uuuea oiaou.

Mamepuannap ea ycyanap. /layn cunopomu myammocuea Oa@UWIAH2AH
MAxaniuil 6a XOPUMNCUL UIMULL HAWPILAP, KIUHUK MABCUSALAD 84 MUIUMIU UAPXLap
maxaun  Kuaunou. Kuécutl maxaun, ymymaaumupuul 8a MAavIyMOMIAPHU
MUSUMAQUIMUPULL YCYINAPU KYITAHUTOU.

KAJIUT CY3JIAP: Jlayn cunopomu, Tpucomus, Tpancroxkayus, Mozauyusm,
Xpomocoma, Ilamonocusn, Heonamonoe, Aymocoman xpomocoman 6eneu,
AmHuoyenmes.

Beenenne

Cunapom JlayHa — OJTHO U3 CaMbIX U3BECTHBIX T€HETUYECKUX 3a00JICBaHUN B
COBpeMEHHOM Mwupe. JlaHHas maTojiorus CBsi3aHAa C W3MEHEHUEM KOJUYEeCTBa
XPOMOCOM, & UMEHHO C HAJIMYMEM JONOJHUTENBHOM 21 -1 XpoMocoMel. M3-3a 3TOr0
y 4eJIOBEKa MOSBIISIOTCS ONpeeEHHbIE 0OCOOCHHOCTH BHEITHOCTH, a TAK)KE MOTYT
HaOII0AaThCS U3MEHEHUS B GPU3HUUECKOM M yMCTBEHHOM pa3putun. Cunapom JlayHa
BCTpPEYACTCS KaK Y MY>KUHH, TaK M Y )KCHIIUH, TaK KAK OTHOCHTCSI K XpPOMOCOMHBIM
3a00JIeBaHUSIM U HE 3aBHCHUT OT 1oja. HecMoTps Ha 0COOCHHOCTU pa3BUTHS, JTHOIU
C JaHHBIM CHUHIPOMOM MOTYT YYHUTBHCS, pPa3BUBATbCA, OOIMIATHCS U BECTH
MTOJTHOIIEHHYO JKU3Hb MPHU MPABHIIBHON MOJACPIKKE CO CTOPOHBI CEMBH, OOIIECTBA
U MeIUIMHBI. V3ydeHne MaHHOTO CHHApPOMAa Ba)KHO JJISI TIOHUMAaHMS TIPUYMH €TO0
BO3HMKHOBEHUS, OCOOCHHOCTEH IMPOSBICHUS M COBPEMEHHBIX METOJOB TOMOIIH
JIFOJASIM C 3TOW MATOJIOTHUEM.

AKTYaJIbHOCTH
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B coBpeMeHHOM MHpE CYIIECTBYET MHOKECTBO T'€HETHUECKUX 3a00JIEBaHUI,
BBI3BAHHBIX Pa3HbIMHU IMpuYMHaMH. OJHO W3 HEMaJIO M3BECTHBIX - 3TO CHUHAPOM
JHayna. C OMO70THYECKOM TOUKHU 3pEHHSI ’TO XPOMOCOMHas 00JI€3Hb, MPOSBUILICHCS,
yBeJIMUEeHUEM 4ducia 21-oi mapsl XpoMocoM. SABISsCh ayTOCOMHO-XPOMOCOMHBIM
MIPU3HAKOM ,0H IPOSIBISETCA KaK Y My»KUYUH, TaK U Y KEHIIUH.

Cunzpom ObUT BHEpPBbIE OMKMCAH AHMIUMUCKUM Y4€HBIM J[XxoHOM JI3rnoHomM
JlayHoM. B nanpHeiileM B 4eCTh HETO M Ha30BYT 3TO 3a0ojeBaHue Kak "CUHApOM
Mayna".

Kak yxe ynoMuHaloCh paHee, caMO 3a00JIEBAHHE BBI3BAHO CIyYalHBIM
pacmpenesieHneM OJHOM JIMIIHEHM XpoMocoMmbl K 21-0i mape. OTOT mporecc
IIPUBOJINT K YBEJIIMYEHUIO KOJIMYECTBA Ay TOCOMHBIX XPOMOCOM:

- 310pOBBIN YEIIOBEK COJMEPKUT B opranusme 46, XX u 46,XY xpomocowm;

- JItonu ¢ cunapomom ayna 47, XX+21 unu 47, XY+21;

VY4éHble OTMEYAIOT YTO MPUYUHBI TAKOTO HEMPaBUIBHOTO pPACHpPEEICHUS
XpPOMOCOM MOTYT OBITh Pa3HBIMU:

- Tpucomust (95% cayuaeB), JUIIHAS XpOMOcCOMa IMPUCYTCTBYET BO BCEX
KJIETKaX.

- Tpancnokanus (3-4% ciydaeB), 4acTh 2 1-0if XpOMOCOMBI PUCOEAUHSIETCS K
JIPYyTOl XpOMOCOME.

- Mozaumsm  (1-2% cnydaeB), ommuOka AeNEHUS TPOUCXOAMT TOCHE
OIJIOJIOTBOPEHMSI, BO BPEMs YMOPHOHAIILHOTO Pa3BUTHUS, M3-3a YETO YaCTh KJIETOK
uMeroT 46 xpomocoMm, a apyras 47.

CMOTps Ha TH JaHHBIC MOXKHO TaKXe J00aBUTH (PAKTOPHI PUCKA MPOSIBICHUS
curapoma. Bospact marepu, eciu keHUIMHE Oosblie 35 JeT, TO U3-3a CTapeHus
SUIIEKIETOK, €CTh PUCK TOTO YTO PEOEHOK POJUTCS C 3TUM CUHJPOMOM. Takke Mbl
HE JOJKHBI MCKJIIOYaTh BO3pPACT OTIA, €CIU MY)KUMHA crapuie 42 JieT, TO Takke
MAaTOJIOTUSL MOKET NposABUTCA. WM caMblii penKuil Ciay4yad HACJIEIOBAHUS OTO

TpaHciokanus, MmeHee 1% citryyaeB nepenaércst OT OAHOTO U3 POAUTENEH.
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Cam cuazmpom JlayHa - 3TO ciaydailHOe COOBITHE, KOTOPOE€ HEBO3MOXKHO

MPEeIOTBPATUTh, U OHO HE 3aBUCUT OT 00pa3a >KM3HU WIH ACHUCTBUS pOAUTENEH BO
BpeMsi OEpEeMEHHOCTH.

Cumnrombl cunapoma JlayHa MNpOSIBIAIOTCA B TNEpUOJ OEPEMEHHOCTH Y
matepu. Camo 3abosieBaHME MOXHO OOHapykuTh 3a cuér Y3U k 12-13-am
oepemenHocTu. Ecnum HyXHa TOYHBIE [aHHBIE TO Yepe3 aMHUOLEHTE3(I0
OKOJIOTUTOAHOM kuaKocTH) B 30% ciydaeB OepeMEHHOCTH MOXKET MPOSIBUTHCS PUCK
BBIKHJIBIIIA, IIJIOJI KOTOPHIM HWMEET HENMpaBWJIBHBIM HA0Op XPOMOCOM MOKET
CaMOITPOU3BOJILHO TpephIBaThcs 6-8 Henenb. HoBOpoxa€HHBIM peOEHOK BECUT
MEHbIIIE HOPMBI, OOJIBIIMHCTBO JETEH UMEIOT BUAMMBIC MPU3HAKU IAaTOJOTHUH,
Onmaroymapsi yeMmy 3a00Ji€eBaHHWE MOKET BBISIBUTH HEOHATOJIOT MPU MEPBUYHOM
OCMOTpPE MJIAJICHIIA.

Hetam ¢ cunapomoMm [layHa XapaKTEepHBI: IUIOCKOE JIMIIO0, MaJ€HbKUN HOC,
IIUpOKass W MaJIeHbKas Ilies, MaJICHbKHUE MaJIbIbI(0COOCHHO MH3MHEI), Y3KHUE,
HIMPOKO PACCTABJIEHHBIE IJ1a3a, MPUOTKPBITHIA POT U ONPEAETEHHOE KOJIUYECTBO
JIPYTUX MIPU3HAKOB.

Takue netu 00y1aatOT cJ1aObIM UMMYHHUTETOM, OHU OUY€Hb 4acTO OOJICIOT U
MEPEHOCST 3TU OOJIE3HU TSHKEJIO TIO CPABHEHHIO CO 3JI0POBBIMH J€ThbMHU. PeOEHOK
TaKke OTCTaET B Pa3BUTUU, HAIIPUMED: TT03KE HAYMHAET CUJIETh, TT0JI3aTh, XOJIUTh U
TOBOPUTh. Y HUX HUMEIOTCSI CJIOXHOCTH B OOYYECHHH, CHM)XEHUE KOHIEHTPALUU
BHUMAaHUs, MAJICHbKHI CIIOBApHBIN 3a11aCc M HEBHSTHAS PEYb.

[[TaHChI HA TeYEHUE ITOTO CUHAPOMA B COBPEMEHHOUN MEIUITMHE OTPAHUYCHBI.
CrienuamucThl MOTYT MOCTApPaThCsl CTAOMIN3UPOBATH (PU3UUECKOE U TICUXUYECKOE
cocTosiHue mnarueHta. OHUM MOTYT Ha3HAYUTh TPUHSITHE ONpeIeIEHHBIX
JICKAQpPCTBEHHBIX TMPEMapaToB il TMOAJEpPXKaHUS HWMMYHUTETa TMPOTHB psiaa
Oose3Hel. J[onmomHUTENBHO IS JISUSHUS JTFOJIeH C TaKOM MaTOJOTHEH IpeararoT
dbuznoTepaneBTUUECKUE METOABL. JJI1 pa3BUTHS PEUEBBIX U KOMMYHUKATHUBHBIX

CITOCOOHOCTEN MMEIOTCS 3aHATHS C JIOTrorncaoM M IICHMXOJIOI'OM. V OGOJBHBIX MOJKET
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HaOJFOIaThCS AHOMAJIMY BO BHYTPEHHUX OpPTaHax JId yCTPAHCHUS dTUX MMaTOJIOTHI

MPEIaraloT XUPypruueckoe BMEIIATeIbCTBO.

OtnenbHOM POPUIAKTUKY OT PUCKa HACJIeICTBa cuHApoMa JlayHa HeT, Tak
KaK OHO MOXET HpPOSABUTCS y BCEX JIOJAeH. Bpaun COBETYIOT pOIUTENM,
TUTAaHUPYIOIIUX JIETEeH, BECTHU 3JI0POBBIA 00pa3 JKU3HU U HE 3aTATUBATH POXKICHUE
pebenka no 40 rner.

Metoapbl JiedeHHS U pe3yJabTaThl

CaMO TOHATHE JIEYEHHsS TAKOIO THUIA MAaTOJOTUW HET, HO CHELUAJINCTHI
npeaiaraloT MPeXACBPEMEHHYIO [UAarHOCTHKY W OOHapy»eHue CHHIpoMa C
NOMOIIBIO COBPEMEHHBIX oOopynoBaHuili. Kpome Toro B janbpHeillieM B
NOCTAMOPHUOHAIBHOM TEPHUOAE POIAUTENSIM COBETYETCSI NMPEIOCTaBISATH METOMbI
KOppekuuu Juist pa3Butusa pedénka. K npumepy, padorta ¢ J0roneaoM U JI€TCKUM
IICUXOJIOTOM JacT peOEHKY OMopy, U MOJAEPAKKY IJIsl TOro 4YTOOBI, OH WJIM OHA
CMOTJM BIHTBbCI B oOmecTtBo. Takxke Maccax,  JedeOHass (U3KyIbTypa,
dbusnoTepanusi MOMOTAIOT YIYUYIIUTh (U3UUECKOE 3I0pOBhe pPeOEHKA, TaK Kak y
nereit ¢ cuHapomoM JlayHa HaOmromaeTcss CHMDKEHHE MBIIIEYHOro ToHyca. He
3a0bIBasi MpPO BAXKHOCTh CBOEBPEMEHHOM  MEIMLMHCKOW IMOMOIIM  MpHU
COMYTCTBYIOIIMX 3a00JIEBaHUSIX, TAKUX KaK BPOXKAEHHbIE TIOPOKH Cepaua,
HapyIICHUS CIyXa, 3peHUsI U padOThI IUTOBUIHOM skene3bl. COBpeMEHHBIN MOIX 01
HaIllpaBJICH HE Ha IIOJIHOE M3JICYEHHE, a Ha YJy4YIIEHUE KadyeCcTBA >KU3HH U
MaKCUMAaJIbHYIO COLIMAJIBHYIO aIalTallI0 YeJIOBEKa. B KOHEYHOM HTOre 3TH BCE
NEPEUNCIICHHbIE TMOAXO/Abl JICYEHUS! JIeTeH IMOMOTaloT MM BO B3pPOCIOW >KU3HU
NoJIyyaTh IIKOJBHOE U Ja)ke BbIcliee oOpazoBaHue. [|OMONHUTENBHO OHU MOTYT
yCTpauBaThes Ha pabOTy U OBITH YaCThIO OOIIECTBA.

BriBoj

Cungpom [layna mpencraBisieT coOOM CIOXKHOE T€HETHYECKOE COCTOSIHHE,
00yCJIOBJIEHHOE HAJTMYUEM JOTMOIHUTEIbHOIO FTEHETUYECKOT0 MaTeprasa TPUCOMMUS
21, yTo MPUBOAUT K (OPMUPOBAHUIO XapaKTEPHOro (PEHOTUIIA U MHOKECTBEHHBIX

HapyIIEHUN CO CTOPOHBI PA3JIMYHBIX OPTaHOB U CHCTEM.
I ————
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[TpoBenEéHHBIN aHATN3 TTOKA3aJI, YTO KIIOYEBBIMU (haKTOpaMHU PUCKA Pa3BUTHS

JAHHOW TIATOJIOTMM  SIBISIFOTCA  XPOMOCOMHBIE HapylIeHHs B  IpoLecce
raMeToreHe3a, a Takke Bo3pacT marepu. KinmHuyeckue mnposBICHUS CHHApPOMA
JlayHa OTJIMYAIOTCS 3HAYMTENBHON BapuaOEIbHOCTHIO U TPEOYIOT KOMIIJIEKCHOTO
MEXIUCITUTUIMHAPHOTO MOIX0/1a K HAOMIOICHUIO U JICYSCHHUIO MAIMEHTOB.

CoBpeMeHHbIE METO/bl TMPEHATATIbHOW W TMOCTHATAIbHOW JUArHOCTUKH
MO3BOJISIIOT CBOCBPEMEHHO BBHISBIISITH 3a00JIEBAHHME, YTO CIIOCOOCTBYET paHHEMY
Hayary MEAUIIMHCKON U COLUANIbHOM peaOuInTaIim.

Takum o0Opazom, ITOBBILIECHNE YPOBHSA MH()OPMHUPOBAHHOCTH,
COBEPIIIEHCTBOBAHUE JTMATHOCTUYECKUX TEXHOJIOTUH U pazpadboTka 3(h(PeKTUBHBIX
MPOTPaMM COIPOBOKACHUS MALMEHTOB UMEIOT BaXKHOE 3HAYCHUE JIJISl YIIyUIICHUS
KaueCcTBa U MPOJAOIKUTEILHOCTH KU3HU JIIOJEH C JaHHBIM CUHIPOMOM.

JIONOJIHUTENBHO ~CIEAYET OTMETUTh, YTO 3HAYUTEIBHYIO POJIb HIPAET
colMajibHas MOJJEPKKAa M MHTErpalus Jojied ¢ cunapomomM JlayHa B 00IIeCTBO.
Coznanve JOCTYMHOW 00pa3oBaTENbHOW CpPEIbl, pPa3BUTHE HHKIIO3UBHOTO
00y4eHHs 1 TTOBBIIICHUE TOJEPAHTHOCTH B OOIIECTBE CIIOCOOCTBYIOT 00JIee TOJIHOM
peanuzaiuy MoTeHIIhala TaKuX NalueHTOB.

[lepcniekTuBBl  JATBHEHIIMX WCCICIOBAHUN CBSI3aHBI C  YIIIyOJIEHHBIM
M3YUYCHHEM FeHETUUECKUX MEXaHU3MOB 3a00JI€BaHuUs, pa3pa00TKON HOBBIX METOJIOB
paHHEW JUArHOCTUKM U COBEPIICHCTBOBAHUEM TMOAXOJ0B K KOMIIJIEKCHOM
peabwimuTanmu, 4YTto B OyJylleM MOXET CYIIECTBEHHO TIOBBICUTh YPOBEHb
MEIULIMHCKOW MTOMOIIM ¥ COLMAJIbHOM alanTaliyd JTaHHOW KaTErOpUU NMalUEHTOB.
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