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AnHoTanus. B maHHOU CTaThe OCBEIIEHA TeMa PENKUX TeHETHYECKHX 3a00JICBaHHUN B MPAKTHKE Bpada-
neaaTpa Ha TpHMeEpe cHHApoMa JnBapzca. Taxke mpeacTaBieH pa300p KIMHUYECKOTO CIydasl BBISIBICHHUS
JAaHHOTO CHHApPOMA y peOeHKa, HaXOAMBIIETOCS Ha CTAIIMOHAPHOM JIEYEHUH B OTICIICHUH BBIXQ)KUBAHHS HEIO-
HOIIICHHBIX AeTeil. Bpady-meanaTpy HE0OXOOMMO M OYE€Hb Ba)KHO IIOMHHTH O HAJTMYHH TaKOTO TPO3HOTO 3a00J1e-
BaHUA OJIs CBOGBpeMeHHOﬁ JUArHoOCTUKHU U Bbl60pa TaKTHUKU uanbﬂeﬁmero BCICHUA TaKUX INAIlUCHTOB. B craTtbe
MMpeACTaBJICHBI JaHHBIC 06 OTHUOJIOTUU, SITUACMHUOJIOTHH, KIIMHUYCCKUX MMPU3HAKaX, TUAarHOCTUKE U z[anbﬂef/imeﬂ
TaKTHKU JICHCHUA IlaHHOﬁ Tpynribl TAAEHTOB.

Cungpom DaBapzaca (Apyroe Ha3BaHUE-CHHIPOM TPHCOMHHU XPOMOCOMEI 18) — reHeTryeckoe 3a00ieBa-
HUE, 00YCIIOBICHHOEC HAJTMYUEM Y YeJI0BEKa JOMOTHUTEIEHOW KOTUH BOCEMHAIIATON XPOMOCOMBIL, TO €CTh BME-
cTO BYX 18-X XpoMocoM B HOpMeE Y O0JIBHOTO HPHUCYTCTBYIOT TpH 18-X xpomocoMmsl. CuHApOM DnBapica sBiis-
€TCsI BTOPBIM TI0 YacTOTE€ XPOMOCOMHEIM 3a00JIeBaHHEM TOcie CHHApoMa JlayHa M XapaKTepu3yeTcss MHOKECT-
BOM ITIOPOKOB BHYTPHYTPOOHOTO pa3BUTHUS peOeHKa.

Omnmcanne OCHOBHBIX CHMIITOMOB JaHHOW 0oJie3HH OBLIO cenaHo emme B Hadaie XX Beka. Jlo cepeanHBbI
1900-x rogoB cobpaTh AOCTaTOYHYIO MH(POPMAIMIO 00 3TOH MAaTOJOTH HE MPEACTABISUIOCH BO3MOXKHBIM. Bo-
MEPBBIX, IS ATOT0 HEOOXOAMM OBIIT COOTBETCTBYIOUIHHA YPOBEHD PAa3BUTHS TEXHOJIOTHH, KOTOPBIA ITO3BOIMII OB
00HapPYKUTH JINIIHIOIO XPOMOCOMY. BO-BTOPBIX, OONBIIMHCTBO IETEH YMHPAJIO B TIEPBBIC JHU WM HEICTH JKU3-
HU U3-3a HU3KOTO YPOBHS OKa3aHUs MEAMIMHCKON moMoinu. [leproe mosHoe onucaHue 00Je3HH U €€ OCHOBHOU
NpUYHHBI (nosieienue nuwHell 18- xpomocomul) ObUIO clieNiaHO TOJbKO B 1960 roxy Bpauom JlxoHom DmBap-
JIOM, B Y€CTh KOTOPOT'O TOTJa U Ha3BaJId HOBYIO MATOJIOTHUIO.

Jetn ¢ cuHIpOMOM DIBaplca UMEIOT HECOBMECTHMEIC C KU3HBIO MIOPOKU Pa3BUTHS BHYTPCHHUX Opra-
HOB, IMI03TOMY OCHOBHAs Macca W3 HHUX HE JOXKHBAET W JI0 OJHOTO roja. boiee MoJOBUHEBI OONBHBIX JeTed YMHU-
paroT B Bo3pacte 2-3 Mmecses, a 10 12 mecsieB gokuBaeT auibs okono 10% mamuentoB. B Hacrosee BpeMs
pa3paboTaHa TOCyIapCTBEHHAs IIpOrpamMma, BKJIFoUaromas 24 cTaHgapTa OKa3aHUs IOMOIIN OONBHBIM C PEIKH-
MU 3200JI€BaHISIMA, YTPOKAIOIIUMH JKU3HU U MPUBOIAIINMA K MHBAJIUIHOCTH.

KiioueBble ciioBa: CHHIpOM DiBapica, AeTH, HAOII0eHHE, JIeUeHuE.

THE EDWARDS SYNDROME AS THE MANIFESTATION OF GENETIC DISEASE IN PEDIATRIC
PRACTICE (clinical case)
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Abstract. This article highlights the topic of rare genetic diseases in the practice of a pediatrician using
the example of the Edwards syndrome. The authors present an analysis of the clinical case of the detection of
this syndrome in a child who was hospitalized in the department for nursing preterm infants. The pediatrician
should be aware of the presence of such a formidable disease for timely diagnosis and for choosing tactics for
further management of such patients. The article presents data on etiology, epidemiology, clinical signs, diagno-
sis and further treatment tactics for this group of patients.

The Edwards syndrome (another name - the syndrome of trisomy chromosome 18) is a genetic disease
caused by the presence of an additional copy of the eighteenth chromosome, that is, instead of two 18-
chromosomes, the patient has three 18 chromosomes. The Edwards syndrome is the second most frequent chro-
mosomal disease after the Down syndrome and it is characterized by a number of defects in the intrauterine de-
velopment of the child.

The description of the main symptoms of this disease was made at the beginning of the XX century. Until
the mid-1900s, it was not possible to gather sufficient information about this pathology. First, this requires an
appropriate level of technology development, which would allow us to detect an extra chromosome. Secondly,
most children died in the first days or weeks of life because of the low level of medical care. The first complete
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description of this disease and its main cause (the appearance of an extra 18th chromosome) was made only in
1960 by a physician John Edward, in whose honor the new pathology was named.

Children with the Edwards syndrome have incompatible life-threatening malformations of internal or-
gans, so most of them do not live up to one year. More than half of the sick children die at the age of 2-3 months,
and up to 12 months only about 10% of patients survive. Currently, a state program has been developed, which
includes 24 standards for the care of patients with rare diseases that threaten life and lead to disability.

Key words: the Edwards syndrome, children, observation, treatment.

Cunzpom DnBapiica — XpOMOCOMHOE 3a0oieBaHne, 00yCcIIoBIEHHOE TprcoMuer no 18-oif xpomocome u
COIIPOBOJKIAIONIEECs] MHOXKECTBEHHBIMU ITOPOKaMM pa3BUTHA. YacToTa BCTpeuaeMOCTH CHHIpOMa JJBapica
BappupyeT oT 1 Ha 3000-8000 poxxnéHHBIX [2-4].

B marorenese pa3BuTHs CHHIpOMa DIBapjca BHICTYMAET HANWYHNE AOTOIHATEIFHONU 18- XpOMOCOMEI B
KapHOTHIIE 3UTOTHL. JIMIIHAS XpoMOcoMa y TaMeT MOSBIIETCS, KaK MPaBIIIO0, U3-3a HEPACXOXKIASHIS XPOMOCOM B
Ciydae MEHOTHYECKOTO JCJICHHS, B PE3yJIbTaTe YeTo B IOJIOBOU KIIETKe oKa3biBaeTcsi 24 xpomocomsl. Ecim npu
OIUIOIOTBOPEHUH TAKOH KJIETKON BCTpEUYaeTcsi rTaMeTa OT MIPOTHUBOIIOJIOXKHOTO IM0JIa, TO MIMH 00pa3yeTcs 3urora
C TPUCOMHUEMN.

CyILIecTBYIOT CIEIYIOIIMEe BapHalMy: MO3auyHas TPUCOMHUS (HAIM4Me JIMIIHEH XpOMOCOMBI HE BO BCEX
KJIeTKaxX OpraHu3Ma), YaCTM4YHas TPUCOMHS (KOIJa MPUCYTCTBYET TOJBKO YacTh JIUIIHEH XPOMOCOMBI), TIOTHAs
Tprcomus (Korja peOeHOK HacieyeT MOJTHYO JOIOIHUTENBHYIO KOITUIO JIMIIHEH XpoMocoMEl) [4, 6, 7].

Just cuaapoma DaBapica XapakTepHBL: CBOoeoOpa3Hble (peHOTHITMYECKHe NPU3HAKH, aHOMAINU OIOpPHO-
JIBUTaTEIbHON CHUCTEMBI, aHOMAJIHMU CEpJeYHO-COCYIUCTOH CHUCTEMBI, aHOMAJIMH IHIIEBAPUTEIbHON CHCTEMBI,
AHOMAJIMK MOYETIONIOBOH cHCTeMEbl, mopoku passutus LIHC.

Denomunuueckue npusnaxy: nomuxonedanmdeckas ¢popma deperna, HU3KUAN 100, BRICTYHAIOIINI 3aThI-
JIOK, MUKPOTHATHUS, MAJICHBKUH POT, MUKPO(TANEMUS, PACIIEINHBI BEpXHEW ryOsl 1 HEOA, SITUKAHTYC, MTO3, K-
30(TaibM, KOCOTJIa3Ke, KOPOTKas 1iest ¢ U30BITOYHON KOXKHOW CKIIAJIKOM, Ie)opMallii YITHBIX PAKOBHH.

THopoku passumus onopHo-08ucamenbHol cucmemsl. CKpeleHHbIE MaJlbIlbl KUCTEH, YKOpOUYeHHAas TPy-
JIMHA, aHOMAaJIUH pedep, BpOKICHHBIN BRIBUX Oepa, KOCOJIAoCTh, «CTONAa-KadanKay, CHHAAKTWINAS CTOI.

Iopoxu pazeumus cepOeuno-cocyoucmoi cucmemvl. NEePEKTbl MEXKIKETYOUKOBOM M MEXIPEACEPAHON
MEeperopoioK, KOApKTalMsl aopThl, TPAHCIO3MLUS MardCTPAJIbHBIX COCYJOB, AMCIUIA3Ms KIIAlaHOB, TeTpaja
Daio, aHOMAIIBHBIA JPEHAX JIETOYHBIX BEH, JEKCTpaKapausl.

Iopoku pazeumus nuwesapumenvHoli cucmemyl. nradparMaibHble, YHOYHbIE M [TaXOBbIE TPHDKHU, -
BEPTHKYJI MEKKeJIs, TpaxeolHIeBOIHbIE CBHUIH, ITMIOPOCTEHO3, aTPE3HsI MO/IB3/IOLIHON KUIIIKHU U aHyca.

Hopoku pazeumus Mouenonosol cucmemsl. TTOIKOBOOOpa3Hasl MOYKa, THAPOHE(DPO3, TUBEPTHKYIBHI MO-
YEBOTO ITy3BIPS, THITOCTIAINS U KPUITOPXH3M (y MabUUKOB), IBYpOTasi MaTKa, BHYTPUMATOYHAS [IEPETOPOAKA
runeptpodus kauropa (y IeBOYEK).

Hopoku paszeumus [JHC: mukpouedannsi, MEHUHTOMUENOIEe, THaAporedanis, aHOMaIHd ApPHOJIbIa-
Kwuapu, KucThl apaxHOMIATBLHOTO CIIETeHUS, THITOILIA3 sl MO3KeUKa U Mo3oJucToro Tena [1, 2, 4, 51.

Jnarnoctuka BrimodaeT B ce0s: Y3U mona n gomeporpadus MaTOYHO-TUIAIEHTAPHOTO KPOBOTOKA (B
pPaHHUX CpOKax OEpPEeMEHHOCTH MOYKHO 3aIl0JI03PUTh MOPOKH Pa3BUTHUS TOJIOBHOI'O MO3ra U KOHEYHOCTEH, TaKkKe
HaJIMyle OOMJIBHOTO KOJIMYECTBA OKOJIOIUIOJHOM >KHAKOCTH), aHallM3 KPOBH Ha CHIBOPOTOYHBIE MapKepsl (-
cyowvedunuysl xopuonudeckoeo eonadomponuna (BXI)), a-gpemonpomeuna (ADII), scmpuonra (E3), 17-okcu
IporecTepoHa), HHBa3MBHAsL JOPOOBAasl JUAarHOCTHKa (OMOIICHS XOpPHOHA, aMHHOLIEHTE3, KOPAOIEHTe3) ¢ Ho-
CJICYIOIINM KapUOTHITMPOBAHUEM TIIOJA.

[TockonbKy B OOJBIIMHCTBE CIIy4aeB aHOMAJMM Pa3BUTUSI OKa3bIBAIOTCS HECOBMECTHMBIMH C JKHU3HBIO,
JIeUYeHNE IeTe ¢ CHHAPOMOM DIBapica CBOAUTCS K OKa3aHUIO CHMIITOMATHYECKOI TTOMOIIH, HAIIPAaBICHHON Ha
nojaepkaHue (U3UOJIOTHUSCKUX (DYHKIMIA, MPOJUICHUE KU3HU W YIYYIICHHE €€ KauecTBa. XHUPyprudeckas
KOPPEKIIHsI BPOXKICHHBIX IMOPOKOB, KaK MPABHUIIO, SBISIETCS pUCKOBAHHOW U HEOTIpaBAaHHOH [2, 5, 7].

[TockonbKy J€TH C CHHIPOMOM DBap/ica OcCiablieHbl U MOJBEPIKEHbI 4acToi 3a00ieBaeMOCTH HH(EK-
IIUSIMA MOYEBBIBOISIINX ITyTeH, CPEIHUM OTHUTOM, KOHBIOHKTHBUTOM, CHHYCHUTaMH, ITHEBMOHHEH, OHHU HYXXa-
FOTCA B TIATEIIFHO OPTaHU30BaHHOM YXOJI€, TOTHOIIEHHOM IIMTaHWH, PEryJIApHOM HaOmoxeHnu neauatpa [1, 2, 8].

IIpencrapnsieM KIMHUYESCKHIA CiTydaii cuHApoMa JjiBapica y pedeHka B Bo3pacte 1 mec. 25 CyTOK.

[Ton nabnroneHuem B TeucHue 14 nHel Haxoawscs peOeHOK B Bo3pacte 1 Mec. 25 cyTok. Pebenok nepe-
BesieH u3 OPUT B oTnenenue BEIXa)KMBaHUsI HEJIOHOIIEHHBIX JIETEl ¢ AUarHo3oM: MHooicecmaentble 6p0dIcOeH-
Hble NOPOKU pA3GUMUsL: a2eHe3us MO30aucmozo meid. Eouncmeennasn nouka cresa. Ilepunamanvhoe 2unoxcu-
yecku - uwemuyeckoe nopaxcenue L[HC, c-m yenemenus. Ilneemonamus, cm. paspewenus, /JH 0-1 cm. Heona-
manvhas scenmyxa. Omrpoimoe osanvroe okHo, HK 0 cm. [ucniasus mazobedpennvix cycmasos. 3BYP no
2unokcuveckomy muny. Buympuympobnoe unguyuposarue.

U3 anamnesa scusnu uzgecmrno: ponsl 2 cpodnble B 39 Hemenb, SKCTPEHHO-OTIEPATUBHBIM ITyTEM Keca-
peBa cedenus. [lonepednoe moyoxkeHne Iwrona. Xp. IJIaneHTapHas HEIOCTATOYHOCTh Iiofa. AHemus Oepe-
MeHHBIX. Xp. Al'. Oxxupenne | ct. Ilpu poxnennn oreHka mo mkane Anrap Ha 1 munyte 5 6., Ha 5 MuHyTE 6
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6ammoB, Bec — 1590 1, poct — 44 cm. OxpyxkHOCTH TONOBH 31 cM, rpymu — 30 cm. [lepBuunas momomp B
pox. 3ane — canarus B/II1, pIBJI wepe3 macky 3 MuHYTHI + yBi. KuciopogoM. COCTOSHUE TIPU POXKACHUH: TS-
xenoe, ooycnosinennoe JIH 1 crenenn, HEBPOJIOTHYECKUM CTATYCOM, CTEIIEHbIO BHYTPHYTPOOHOM rHIIOTpOdHuH,
BHYTPUYTPOOHBIM MH(UIIMpoBaHueM. [1o TsbkecTH cocTosiHus 310poBbs pedeHok nepeseneH B OPUT. Ilposo-
nmumast Tepanust B OPUT: neixatenbHas MOIepKKa, aHTHOMOTUKOTEpanus, WH(Y3uOHHAs Tepanus, GpoToTepa-
nus 2-7 CyTOK, peXuM KyBe3Hbl. Ha (hoHe mpoBoIMMOro JjieueHus: COCTOSIHUE CTaOMIM3UPOBaloch. PebeHok
MEPEBCICH B OTAC/ICHNE BbIXaKMBAHUA HCJOHOIICHHBIX )leTeﬁ C AUArHo30M:

Mnooicecmsennvie 8podcoentble NOPOKU PA3GUMUSL: A2eHe3Uss MO30AUCmo20 mead. Eouncmeennas nouka
cnesa. Ilepunamanvroe cunoxcuvecku — uwemuyecxkoe nopadicenue L[HC, c-m yenemenus. [Inesmonamus, cm.
paspewenus, [{H 0-1 cm. Heonamanvnas scenmyxa. Omxpuimoe osanvhoe okno, HK 0 cm. Jucnaasus mazo-
bedpennvix cycmagos. 3BYP no eunokcuueckomy muny. Buympuympobroe unguyuposatue.

[IpoBeneno obcnenoBanue:

OO6muuit anamae3 Moy B quHaMuke: ot 7.10: Hopma. Ot 15.10, 25.10: aposxkeBbie rprOBI

Kam na YII® 15.10: matorennast ¢gJiopa He BBISBIICHA.

Amnanu3 kpoBu Ha kapuotu ot 10.10: Curapom DaBapca, TpucomHas Gopma.

Rg rpyaHoit kineTkn B quHaMuke: oT 7.10: JerouHsle MOJs MPO3payvHble, JIETOUHBIH PUCYHOK YCHIIEH B
MPUKOPHEBBIX 30HaX. CpelocTeHne HE CMEIEHO.

Rg rpynHoii kietku ot 22.10: jerodHsie moJist Mpo3pavHble, JErOuHbIH PUCYHOK 0/0.

HCT B aunamuke: ot 7.10: 3HauuTeNbHBIE MPU3HAKU TUIIOKCUU, HE3PEIIOCTH. AHOMAIHS CTPOCHUS TO-
JIOBHOTO MO3ra: areHe3usi MO30JIMCTOro Teia. /lunaranust Tel W 3aHUX POroB OOKOBHIX kemynoukos I-1II cr.
Icesnokuctsr: IIBK I-II cT. cneBa u cocyauctoro cruetenus cnpasa. Junaranus nuctepHsl Mo3ra. HCI' ot
21.10: Oe3 mMHAMHKH.

9XO-KT ot 7.10: OO0 3 mMm. AHOManus ctpoerust AoK

V3U opromHo# onoctu oT 10.10: eaguHCTBEHHAS TaneToo0pa3Has moyka ciieBa. Jledopmanus KerqIHoro
My3BIPA.

Y3U Ta3zobenpeHHbIx cycTaBoB OT 13.10: yMepeHHas cTeneHb AUCIUTa3HH.

OKT ot 8.10: put™ cuHYCOBBIH, TpaBIbHEINA. DOC — MOTyBEpTHKAIEHOE MOJI0KECHHUE.

Oxynuct ot 13.10: npepeTrHONaTHS (BBICOKUI PHCK MPOrPECCUPOBAHUS).

Hespouor ot 14.10: runokcuuecku-uimemuieckoe nopaxenue [[HC

Opromnen ot 25.10: aucriasus Ta300€IPEHHBIX CyCTABOB.

I'enetuk ot 10.10: Curnpom DnaBapca, TpuCOMHas popma.

Jleuenue, NpOBOIMMOE B OT/IEJICHUN BBIXa)KMBAHHS HEJJOHOIICHHBIX JIETEH.

— Anrtubaxrepuanbaas tepanus (Llepomake 80 Mr B/B 2 pasa B IcHB)

— IIpodwunaxruka u JleueHne KamUBIPHBIX KpoBoTedeHur (Dramsunar 2,5% 0,3 mi B/B 2 pasa B ICHb)

—  VYayumenue merabommsma (Dnbkap 30% 5 karm. per os 2 pasa B ICHb)

— Tpodunaxruka nucbakrepuosa (budunymbakrepus 2,5 10361 per os 2 paza B JeHb)

— Buramunsl 4 (1 kam. 1 pa3 B aenb per os) u E(1 kam. 1 pa3 B 1eHb per 0s)

— OwmokcunuH 1 % (1 xamn. 6 pa3/uac) 1 pa3 B CyTKH B Iia3a.

ITocne oTneneHUs BRIXQXKUBAHUS HEIOHOIICHHBIX IETSH MPH TOCTHKEHUH Macchl Tena 2500 rp. peOeHOK
ObLI IepeBejieH B 00JIaCTHOM JI0M peOeHKa.

BonpImHCTBO eTel, KOTOphIE POAMINCH C CHHAPOMOM D/IBap/ca, HE JOXKUBAIOT 10 IEPBOTO rojia CBOCH
*u3HU. CpenHsis MPOJOJDKUTENBHOCTD JKU3HH ISl TIOJIOBUHBI JETEeH, POJKACHHBIX C 3TUM CHHJIPOMOM, MEHEee
yeMm zaBa Mecsna. OT eBsSHOCTa 10 JEBSHOCTA ISTH IPOLEHTOB U3 THX JIETEH YMHUpPAET, HE JJOXKUB JI0 CBOETO
nepBoro AHA poxkaeHus. OT MATH 0 ECSATH MPOIEHTOB AeTeH, KOTOPBIE BBDKIUIH B TIEPBEIA T'OJl, HCIIBITHIBAIOT
Cepbe3HbIC OTKIIOHEHUSIMH B Pa3BUTHH.

Pa3zpaborana rocymapcTBeHHas mporpamma 1o npodmiaktuke ophaHHBIX 3a0omeBanmii (3akoH PO ot
21 nHost6pst 2011 1. Ne 323-03 «OO6 ocHOBaxX OXpaHbI 3A0POBbs IpakaaH B Poccuiickort denepanumy»), KOTopas
COZIEPKHT CIIEAYIOIINE IMyHKTHI: IUIAHUPOBaHUE OepPEMEHHOCTH, KOHTPOJIb 32 COCTOSTHUEM 3/I0OPOBbBS JKCHIIHUHBL,
BUTAMHHOTEPAIHUS B T€UCHNE OEPEMEHHOCTH, PEryisipHOe HabmroeHne 6epeMeHHON B YCIIOBHSX KEHCKOH KOH-
CyJIbTalIMH.
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