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MOP®OJOTMYECKHUE MPU3HAKHU U TEHETUYECKHUE
OCOBEHHOCTH CUHJIPOMA D/IBAPJCA

MupoanmoB Acagdexa OQUIKOH yriau
Hamaneanckuti 2ocyoapcmeennwiii ynugepcumem

Aunnorauusa. Cunopom 3O0eapoca, unu mpucomus 18, npedocmasnsem cobou
eeHemuueckoe paccmpoucmeo, bl36aHHOe HATUYUEM OONOTHUMENbHOU Xpomocombl 18. On
XApPAKmMepusyemesi  MHONCECMEEHHLIMU — MOP@ONOSUNECKUMU — NPUSHAKAMY, — BKAIOUAS
MUKpoyepanuo, aHOMAaiuu pazeumus cepoyd, nodex u KoHewnocmeu. [lemu ¢ smum
CUHOPOMOM YACMO UMeMm cneyu@uyecKue yepmul Iuyd, maKue KaxK y3Kue 2iasHvle wenu u
HU3KO nocadcennvle yu. I'enemuueckue 0COOEHHOCMU CUHOPOMA GKIIOUAIOM He MOTbKO
mpucomuto 18, HO u paziuunvle cCmMpPYKMypHvle AHOMAIUU, BOZHUKAIOWUE 8 Pe3yTbmame
Hapywenuil 8 OeleHuu Kiemok. B cmamve paccmampugeaiomcs: KIUHUYeCKUe NnposiGileHus.
CUHOPOMA, €20 NAMO2eHe3 U COBPEMEHHbIe NOOX00bl K OUASHOCMUKE U JIeYEHUIO, d MAKICe
3HAYeHUe PAHHe20 GbIAGNEHUSL OISl VIV UUEHUS KAYeCMEA HCUSHU NAYUEHIMO.

KaroueBsbie cioBa. Cunopom D0sapoca, mpucomus 18, mopghonoeuueckue npusnaxu,
2eHemuueckue 0COOEHHOCMU, AHOMANUU PA36UMUs, OUASHOCMUKA, NAMOSEHE3, Kauecmeo
HCU3HU.

Annotation. Edwards syndrome, or trisomy 18, is a genetic disorder caused by the presence of an
additional chromosome 18. It is characterized by multiple morphological features, including microcephaly,
abnormal development of the heart, kidneys and limbs. Children with this syndrome often have specific facial
features such as narrow eye slits and low-set ears. The genetic features of the syndrome include not only
trisomy 18, but also various structural abnormalities resulting from abnormalities in cell division. The
article discusses the clinical manifestations of the syndrome, its pathogenesis and modern approaches to
diagnosis and treatment, as well as the importance of early detection to improve the quality of life of patients.

Keywords. Edwards syndrome, trisomy 18, morphological features, genetic features, developmental
abnormalities, diagnosis, pathogenesis, quality of life.

Ilo craTucTHKe, KOIMYECTBO JIIOJEH C OrPAaHMYECHHBIMH BO3MOXXKHOCTSIMH B MHUpPE
cocTaBisieT Oosee | mMmwmuapaa, 4To coctaBisieT 15% OT 00IIei YMCICHHOCTH HaceIeHUs
Mupa. Ynciao WHBAMIOB B Y30€KHUCTaHE COCTABISIET OKOJIO 760 ThICSY, U3 HUX OKojo 120
TBICSY — JIETH-WHBAIUABI B Bo3pacte 10 18 net [2]. B HacTosimee Bpemsi H3BECTHO OKOJIO
2000 HaciencTBeHHbIX 3a00seBaHUil, 00YCIOBICHHBIX U3MEHEHUSIMU YHCIA U CTPYKTYpPHI
XpOMOCOM. XpOMOCOMHbIE O0sie3HM — OoJiblllas TPyMMa BPOXKIACHHBIX HACIEICTBEHHBIX
3a00JIeBaHMM, KOTOpBIE KIMHUYECKH XapaKTePU3YIOTCS HAIM4YUeM psijaa aAe(peKToB U B
KAa4eCTBE JTUOJIOTUYECKOW OCHOBBI MMEIOT YUCIIOBBIE WIM CTPYKTYPHBIE AaHOMAJIUHM CBOUX
xpoMocoM. K XpoMOCOMHBIM HapylIeHusiM OTHOcsTCs: cuHapoMm Kmaitndensrepa (XXY),
curapom Illepemesckoro-Tépuepa (XO), cunapom ayna (21+1), curapom Ilatay (13+1),
cunapom Dnsapaca (18+1) u apyrue xpomocomHbie Hapyienus. CUHIpoM DaBapiaca —
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reHeTHYecKoe 3a00JIeBaHNE, BBI3BAHHOE 00pa30BaHUEM TPEThEN KOIUU BCEl WK yacTH 18-
ayTOCOMHOW XpOMOCOMBEI| 3 ].
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3a0oJieBaHNE BIIEPBbIE BBIABWI reHeTUK J[koH XUiITOoH DBap/IC B KAPUOTHIIE OOJIBHOM
JIEBOYKH, TIPU ITOM TEHETHK wu3ydaer Ooznee 130 CHMITOMOB, XapakKTEPU3YIOIIUX STO
3aboneBanne. CuHIpoM OpBapica SBISETCS BTOPhIM Haunboyiee pacrnpocTpaHEHHBIM
ayTOCOMHBIM 3a00JIeBaHHEM TOcie CHHApoMa JlayHa U BBI3BIBACTCS CIIOHTAHHOW MYyTaIueH,
a HE HACJICJICTBEHHOCTBIO, C BEPOATHOCTHIO BO3HUKHOBEHUs 1%. [letm mykckoro moia,
POKJICHHBIE C 3THM 3a00JI€BaHHEM, YMUPAIOT B TIEPBBIC MECSAILIBI KU3HU, HE JOKUBAS JIOJITO,
Wi 0EPEeMEHHOCTh 3aKaHUYMBAETCs a0OPTOM. A JIEBOYKH KUBYT JI0 2-3 JIET WX TOJIBKO IO
YUCY POXKIACHHBIX neTei. 1% moryt xuth 10 10 net. Jletu ¢ cuHapomMom DaBapjca NMpu
POXKJIEHUH B BO3pacTe 9 MecsieB oueHb MajieHbkre. CUMIITOMBI 3a00J1€BaHUsI CIIEAYIOIINE:
BBITIMpALOIas Iesl, YJIMHEHHAS TOJI0Ba, MaJIEHbKUE YEIIFOCTH U MOJIOCTh PTa, BEICOKOE HEDO,
OUYeHb HM3KO MOCAXKEHHBIE YIIIM, HApyIlleHa CHCTeMa KPOBOOOpAIeHHs, 3PEHHUsI, CTPOCHUE
I0Y€EK, OYEHb KOPOTKHUE NMaJblbl. Ha 1a10HM HMEIOTCS TONepeYHbIe CKIAJKH, @ HA KOHUMKAX
MIOYTH BCEX MaJIbLIEB HAOIIONAIOTCS 1yrooOpasHble muHuu|1,4]|

D10 3a00yieBaHME BBI3BIBAET psJ TEHETHMUECKUX 3a00JeBaHUM, MPOSBISIOMIUXCS
YMCTBEHHOW OTCTaJIOCTBIO, BPOXKJCHHBIMU JAePEKTaMU CepJlla, IMEeYeHHU, LEeHTPATbHON
HEPBHOM CUCTEMBI, CKEJIETHBIX MBIIIL, CEPhE3HBIMU MATOJOTUAMHU Opranu3dMa. OCHOBHBIM
(bakTOpOM pHCKa pa3BUTUS CHUHApPOMA ODABapjca SBISETCS BO3PAcCT MaTepH, MOCKOJIbKY
XPOMOCOMBI, SIBJISFOLIMECS IPUIMHON MATOJIOTHUH TI0/a, B OonbiiMHCTBE ciy4daeB (90%) He
pazzmensoTcss B mosioBod kietke wmatepu. OcranpHblie 10% cuHapomoB JaBapjica
00yCJIOBJICHBI TPAHCIOKALUSIMU U HEPACXOXKJICHUEM XPOMOCOM 3UTOTHI MPHU pa3eICHUU.
Jletu ¢ cuHApPOMOM DBap/ca UMEIOT PsJ BPOXKJICHHBIX MATOJOTHM, OOJBIIMHCTBO U3 HUX
norubaeT B MEPBYIO HEJEIIO KU3HU M3-3a TIPOOJIEM C Cep/IIieM, HEBO3MOKHOCTH HOPMAITBHO
JBIIIATh U TIepeBapuBath nuily. Cpasy nociie poxAeHUs UX KOPMAT 4epe3 30H/, TOCKOJIbKY
cocaTeNbHBIN peduieKe y IeTei pa3BUT c1ab0 U OHM HE MOTYT MOJHOCTHIO KOHTPOJIMPOBATH
TJIOTaTeIbHBIN pedekc, MOATOMY HE MOTYT cocaTh M TJIOTaTh. JleTsaM crapiiero Bo3pacta
TpeOyeTcs ITOMOIIb IPU XOAb0E, U Y HUX OrpaHHYCHBI KOMMYHHKATUBHBIC HABBIKH|3,5].

B 3akmrodeHne peKOMEHAYETCS CETOMHS HAaceJIeHUI0 OOpaTWTh BHHMAaHHE Ha
XpPOMOCOMHBIE 3a00JieBaHUs, a >KCHIIMHAM oOpamaTbCsi B JAUCIAHCEPHO-CKPUHUHTOBBIE
HEHTPHI I 00CIIeIOBAaHUSI BO BpeMsi OEpEeMEHHOCTH U 710 Hee. iM HeoOX0IMMOo 0TKa3aTbes
OT BpPEIHBIX IUIA 3J0pPOBbS INPUBBIYEK. [[eTH, KOTOpBIE MOIYT POAUTHCS C CHUHIPOMOM
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DnBapjca, OJDKHBl HAXOJUTHCS TMOJI MOCTOSIHHBIM MEAMIIMHCKUM HaOMIOJCHUEM IS
PaHHETO BBISBICHUS U TPO(DHIAKTHKH.
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