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TepHONIIbLCHKUL HAUTO HALLHULL MedudHULL YHiBepcumem
iment L. 5. F'opbauescvrozo MO3 Ykpainu

PIIKICHUM BUMIAZIOK ITOETHAHHSA CUHIPOMY EJIBAPJICA
TA I'€PA POBEHA B HOBOHAPOI)KEHOT'O

Y cTarTi HaBefeHo npuknag piakicHoro noeAHaHHa cuHapomy Efsapaca ta cuHgpomy M'epa PobeHa. AKLLO nepLunii cuHApoM
He JaBaB HisiKMX LUAHCIB Ha MO3UTUBHWIA NPOrHO3 XWUTTA AUTUHK, TO APYTUiA, NICAS XipypriYHOT KOpekKLii Bas po3BUTKY, ByB CnpusaT-
JNIMBUM [/191 NOAAILLLOIO XUTTA MavltoKa. Y JOCTYMHIN niTepaTtypi He onncaHo Takux NoefHaHb Lmx cuHapomis. Cepefi onmcaHmx
MHOXWHHVX Baf, PO3BUTKY KICTAKA AUTUHM MPU faHOMy CUMHAPOMI MU BUABWAN paHille He onucaHi Taki gechopmadii — annasito
MasIoroMifIKOBMX KICTOK, TiNOMasito HaKONIHHWKIB, TSHKKI Aedhopmalii roMifiok — aHTUKypBaLito, rinonaasito 3a4Hboi rpynu M's3i
rominok. MoxnamBo, 6ifibLue KIiHIYHMX COCTEPEXEHb Takoro NOEAHAHHSA LUX 3aXBOPoBaHb byae niarpyHTsM A1 BUOKPEMIEHHS
HOBOI HO30/10TYHOT OAMHWLI CNaAKOBOT Hedyru.

KntouoBi cnosa: cnafkosicTb; cuHApoM EaBapgca; Mepa PobeHa; MHOXWHHI Baan PO3BUTKY.
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A RARE CASE OF COMBINATION OF EDWARDS AND PIERRE ROBAIN SYNDROME IN A NEWBORN

Here is an example of a rare combination of Jedvars syndrome and Pierre Robin syndrome. If the first syndrome did not give
any chance for a positive prognosis for the child's life, then the second, after surgical correction of developmental defects, was
favorable for the further life of the baby. Such combinations of these syndromes are not described in the available literature. Among
the described multiple malformations of the skeleton of a child with this syndrome, we found previously undescribed deformations —
aplasia of the tibia, hypoplasia of the kneecaps, severe deformations of the lower legs — anticurvature, hypoplasia of the posterior
group of lower leg muscles. Perhaps a greater number of clinical observations of such a combination of these diseases will be the

basis for distinguishing a new nosological unit of hereditary disease.
Key words: heredity; Edwards syndrome; P. Roben; multiple developmental defects.

CuHgpom EgBapaca (CE) — 3axBOptOBaHHS, ke 3yMOB-
NeHe Tpucomieto 18-i napy XpoOMOCOMU. X/T0MNYMKM XBOPItOTb
y 4OTMpKU pasu piglwe, HX giByatok. Yactora CTaHOBUTb
1:7000 HoBOHapOMKEHMX. OCTAaTOYHO MpUYMHa Liel Heagyru
He BifOMa, BBaXXalOTb, L0 OAHMM i3 TO/IOBHUX (DAKTOPIB €
CTapLumnii Bik MaTepi. Tak, pysvK TpUCOMIi B MPOMIKKY Big, 19
pokiB go 35 36inblwyeTbes B 53 pasu [1].

Taki ATV HapPOKYHOTbCSI HEAOHOLUEHUMU, OCMIab/IEHMM,
Ha TNi heTonayeHTapHOi HeAOCTATHOCTI Ta HEA0PO3BUTKY
NynKOBUX apTepiit. PeHOTUN Taknx AiTein xapakTepunsyeTbes
MHOXWHHVMMUW BaJamMu pO3BUTKY Tyny6a, ronosu, rpyaHoi
KNiTKW, KIHLIBOK, FO/TOBHOTO MO3KY, BHYTPILLHIX opraHiB. Taki
AiTV NicNst HAPOAKEHHSA NOTPEOYIOTb peaHimMaLifiHKX 3axoaiB
i KOXXHa [pyra HOBOHapOLKeHa AUTMHA TMHE Ha MepLuoMy
TVDKHI XUTTA. 3rigHO 3i CMOCTEPEXEHHSIMU HEOHATO/IOrIB,
negiaTpis, cepefHs TPMBaICTb XNUTTS Takux AiTeli cTaHo-
BUTb 14—15 AHiB. 3 orfisagy Ha HaA3BUYANHO TSHKKI MHOXMHHI
BaAM PO3BMTKY Ta CTaH Cy4acHOI MeAWLMHW, OOLIbHICTb
peaHiMauiiH1X 3aX04iB CNif peTesibHO 3BaXXWUTU, NiKyBa/lbHa
TaKTUKa 3BOAMTHLCA A0 CMMMNTOMATUYHOI gonomorn [2, 3].

OCHOBHOI MPYYMHOK PO3BUTKY MHOXWHHWX Baz, PO3BUT-
Ky € NaTo/10ris XPOMOCOM — Lie 3aBXM KOMMIEKC MHOXUHHUX
NpUpPOMAKEHNX Bag,. 3rigHO 3i CTATUCTUYHUMMN SAHUMW Taki
MastoKn y 95 % BMNaaKiB MatoTb TSHKKI Baau PO3BUTKY Cepus
(oedhekTn Nneperopofok cepusi, He3apOoLLEeHHsT aopTaslbHOT
NPOTOKMN).

Y KOXHOI opyroi ANTUHU — BaAyW PO3BUTKY KULLEYHMKA
(amBepTuKyn Mekkensi, 3By)XeHHS1 CTPpaBOXo4y, NPSIMOi K1LL-

KW, NOABOEHHS HUPOK, CEYOBOAIB), HEAOPO3BUTOK Pi3HUX
YacCTVH ro/I0BHOrO Ta CMNMHHOIO MO3Ky [4, 5].

KiHuiBKM B Takmx giteli gedpopmMoBaHi. MNasbunkm Ha
pyKax Ta Horax CKpMB/EHI, 4aCcTO 3POLLEHI MiX CO60t0, Ha-
LLIAPOBYHOTHLCS OAVH HAa OAHOr0, MycKynaTypa A0/I0Hb Hefo-
pO3BUHEHA, OCOB/MBO BE/IMKOMO NasIbLS.

Mi3nHLi Ta BKa3iBHi Nanb4ymky 060X KUCTEl CKpMBAEHI
i HaWapoBYyHTbCA Ha iHWI B NMPOMEHEBY CTOPOHY. Taka
nedopmadis, sik okpema XBopoba, Ha3MBaETbCA KIMHOAAK-
TUMIED, Ma€ aBTOCOMHO-AOMIHAHTHUIA TUN yCNaAKyBaHHS i
NoeAHYETLCA 3 BaraTbMa CMHAPOMAaMK Ta XPOMOCOMHMMM
aHomanismm (Tpucomiero) [5].

CTonu BiABeAEHI, CKPUB/EHI HA BaNbryc, CK/IeNiHHS CToN
BiACYTHi i AedhopMOBaHi sk «Kadyasikm abo rongasnkm». Mae
Micue annasis (NoBHa BiACYTHICTb) NiKTbOBMX KICTOK, LLO €
NPUYNHOKO KPUBOPYKOCTI | SIK OKpeMa XBopoba TpannsieTbest
nocutb pigko (1:100 000 HOBOHAPOMKEHMX), O4HOGIYHA B
4yoTUpM pasu yacTiwe [1-5].

Tyny6 gedopmoBaHWiA, rpyaHa KniTka BKOpodeHa Ta
posnsacTtaHa. Yepen abo cuibHO 36ibLUeHnA, abo Cusb-
HO 3MEHLUEHWI y po3Mipax, Xxodya TPanasTbCsA BUMNAAKM
HOpMasibHOT hopMKM ronoBu. MNepeHiccs BTUCHEHE, CnMHKa
HOCa TOHKA, HaAOYHi Ba/IMKN MPaKTUYHO BifACYTHI, OYHi
LLiSTMHY 3BY>XEHI. BYLLHI pakoBUHM pO3TaLLOBOHI HaA3BMUYai-
HO HM3bKO, CTPYKTYpa XPSILLiB BYX CU/IbHO HEL0PO3BUHEHA,
crnoTBopeHa (BiACYTHI MOYKK, 3aBUTKN)[1-5].

CuHgpom [Mepa PobeHa (MP) mae reHeTU4He noxopn-
YXEHHS, PO3BMBAETLCS BHAC/IAOK HEKOPEKTHOT OYHKLT
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reHa (SOXg Ha xpomocomi 17), wo BiANoOBigae 3a HUX-
HbOLLENenHuin pict. PeHoTMN HaA3BUYANHO XapaKTepHWi
i CKNafaEeTbCsl 3 TPbOX OCHOBHMX O3HaK: 1. Po3lienneHHs
TBEPAOro nigHe6iHHA. 2. BTUCHEHA, MaUleHbKa, He0pP03BU-
HeHa HWKHA Wenena. 3. 3anafjaHHAa A3uka Hasagd. IHKom
TaKuUiA CMHAPOM Ha3VBalOTb PETPOMAHAIOYNAPHUM AedEKTOM,
«NTaWNHUM 06/1MYYaM». 3axBOPHOBAHHA AOCUTb PidkicHe
i Tpan/siETbCA B OAHOr0 HOBOHapomkeHoro Ha 30 000 He-
MOBAAT. CuHApoM MNP NoeaHYETLCA 3 aHOMATIAMU PO3BUTKY
KIHLLIBOK Ta AesIKUX BHYTPILIHIX OpraHiB. Taki 4iTu OTpMMYHTb
Xap4yBaHHS Yepes 30HA4, | B 4—6 POKIB Nig/isratoTb XipypriyHiii
naacTuui NigHe6iHHSA. MPOrHo3 418 XXUTTA CIPUSTAMBIIA [1-5].

HaBogymo npukiag noegHaHHs LMX PigKiCHUX CUHOPOMIB.
Xnonuuk K., 2023 p.H., npoxus 5 AHiB. AnTrHa Hapoauna-
CS1 Bifl HEQOHOLEHOI APYroi BariTHOCTI, APYrMX NOJOTIB.
Martepi 22 poku, BariTHICTb nepebirana Ha Tii [PBI, 6ara-
TOBOAAS, 3arpo3n nepepuBaHHS BariTHOCTI — fikyBasiacs
cTauioHapHo. Y martepi cuHgpom ApHonbga — Kiapi. Llei
CVHAPOM XapaKTepr3y€eTbCA CTUCHEHHSAM JOBracTtoro Mo3Ky
Ta MO304Ka 3BY>XEHUM MOTUINYHMM OTBOPOM, L0 KAIHIYHO
NposiIBASETLCA iHQaAHTUNI3MOM, Tigpouedasieto, pisHUMK
HEBPOOTYHMYN CMMATOMaMW, 3yMOBMIEHUMW CTUCHEHHSAM
cTtoBbypa Ta CMMHHOro MO3KY [6]. Y marepi rinepTeH3vBHUIA
CVYHAPOM 3yMOBWB HacTKOBY aTpoqisi 060X 30pOBUX HEPBIB,
3 npuBogy Yoroy 2016 p. BUKOHa/IM onepaLiiie BTpyYaHHS.
KocookicTb Ta ambnionisi /1iBOro oka; XpOHi4yHa ABOGIYHA
NpUrnyxoBaTicTb Il CT.; AUCKIHE3ist )KOBYOBUAINBbHUX LLISXIB.

Mpy HapOKEHHI CTaH AUTUHWN TSXKKWW: AnxasbHa
HeoCTaTHICTb, NPUPOAKEHA MHEBMOHIS. Maca Tina 1900 r
(Hopma 2324 1), 3picT 37 cm (HopMma 44,4 cm). CumeTpuyHa
dhopmMa CUHAPOMY 3aTPUMKM BHYTPILLHLOYTPOGHOI0 PO3BUTKY
nnoga Il cT. Tsxka rinokcisi roloBHOro Mo3Ky. Habpsik ronos-
HOro Mo3Ky (Ornsig HeBponarosiora).

[onoBa 36inbweHa B po3mipax. bBpaxiouyedaniuHa
pedopmauis, KiCTKM CKAEMiHHSA YepenHoi Kopobku
HeA0pO03BUHEHI, Bennke TiMsauyko 5,5x5,0 cm. HagouHi
(Hapg6piBHI) BaNUKN NPaAKTUYHO BiACYTHI. OYHI WiNVHNK
3BY)XX€EHi 3 aHTMMOHIONOTAHUM TUMOM PO3PI3iB O4el.
lMepeHiccsa BTUCHEHe, CMMHKA HOCa 3BYXeHa. Bylka
po3TalloBaHi Ay)Xe HM3bKO. MOYKM ByX BifCYTHIi, XPSLLMKN
3aBUTKIB BYLUOK aTtpodhoBaHi. HMXHA wenena BTUCHEHA.
YacTKoBe po3LuenieHa BepxXHbOIX rybu. Fnnboka no3goBxHa
po3LieneHa M'sIKoro | TBEpA0ro NigHebiHHS. HA3MK po3Tallo-
BaHWi1 3BepXy, No3aay.

IpyaHa kniTka cnnotleHa. KcTi B NON0OXeHHi NiKTbOBOTO
BigBeAeHHs (KpUBOPYKICTbL). MponanbnyBaTy NiKTbOBI KICTKM
He BJasocs.

HirTboBi thaniaHr Benmkux nanblii 060X KACTi — BiACYTHI.
MyckynaTtypa BenuMkux nanbliB atpodoBaHa. MisnHLi
Ta BKa3iBHi Masibu4MKym 060X KMUCTEl CKPWB/IEHI i Hallapo-
BYHOTbCS Ha iHLWI B MPOMEHEeBY CTOPOHY. Benuvki nanbui
po3TalloBaHi Nonepek A0/0Hi. ToTaslbHe LLKIPHE 3POLLEHHS
3—4 nasbumKiB KUCTEN (NOBHA LLKIpHA CUHAAKTUAINA). Aeuka
B Ka/MTLi He manbnytTbes (puc. 1). FToMiNKM CKpuBAeEHi
y (PpOHTasNbHIN NAOWMHI Ha 3rMHaHHA (aHTUKypBaLiiHa
pedopmadist). ManorominkoBi KiCTKM He nasbnylTbCcs
(annasis). HakoniHHNKM He4OPO3BMHEHI (rinonnasis). Mycky-
narypa 3a4Hboi rpynu 060X roMifIok BKOpOUeHa, HanpyXeHa
i HegopO3BUHEHa. MyckynaTypa CTeroH HeOpO3BUHEHA.

Taki gechopmauii npyu cuHapomi EgBapaca B AOCTYMHUX
Ham [mxepenax He onucaHi. CTonyu cuUnbHO Aed)OpPMOBaHi
i HaragylTb «roifasnku, kadasiku». BupaxeHa Basibryc-

Ha gedopmauis cton. Ha Hixkax Mo 4oTMpK NasibymKu
(onirogakTnnis), siki CKpUB/IEHI, | HAAMIPHO MOTOBLEHI
(rinepnnasis). YacTkoBe, LWKIpHE 3POLLEHHA N'ATOro Ta
YeTBEPTOro nanbymkiB cton (cuHaakTunis) (puc. 2, 3). Pyxun
cTonamu pi3ko 06MexXeHi. PeHTreHos1oriyHe 06CTEXEHHS
cKesieTa He MPOBOAWN Yepe3 THKKUIA, KPUTUYHWI 3arasibHNIA
CTaH AUTVHK (peaHimMaujiliHe BiaAiNeHHs).

OueBNAHO, iICHYE, HEBIAOMUIA (PYHKLiOHANbHWNA
B3aEMO3B’A30K 17 Ta 18 XpoMOocoMm, WO BidirpaBaB Bax-
NNBY posib y MopdhoreHesi Hawoi ANTMHK. Tak, NikTboBa
KPMPOPYKICTb TpanaseTbes 3 yactotoo 1:100 000 HoBOHa-
pomkeHunx, cuHapom Mepa PobeHa — 1:30 000, cnHAapom
EpBapaca — 1:7 000 pgiteil. ABHO crnocTepiraeTbCsa npsima
MaTeMaTnyHa 3a/1eXHICTb LUMX MOKasHMKIB. Ynum Ginblue

Puc. 1. Xnonuuk K. CuHgpom EpgBapgaca, Mepa Pobe-
Ha. LLkipHa, noBHa cvHAakTuNia 3-4 nanbymkis. XapakTepHi
KyTOBI Aedhopmadii nanbyunkie. Hirtosi hanaHrn senvkux
nasibLiB BiACYTHi. [BO6GIUHMI KpMNTOpXi3m. [B06iYHA NiKTbOBa
KPMBOPYKICTb. XapakTepHi fgedopmadlii yepena (onuc B TEKCTI).

Puc. 2. Xnonuuk K. CuHgpom EgBapgca, M'epa PobeHa.
Burnag cnpasa. BupaxeHa aHTUKypBaLis 060X roMifiok Ha
piBHI cepefHbOT TpeTUHW. ATpodisl 3a4HbOT rPYNy MyCKynaTypu
TOMI/IOK, CTETOH. BrpaxxeHa naockosasibrycHa gedopmaldlisi CTon
(cTonu «kavankm»). Yotmpunanictb. [Jedopmalis nasbymkis.
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Puc. 3. Xnonuuk K. CnHgpom EgBapaca, Mepa PobeHa.
Burnsg, 3nisa. BupaxeHa aHTUKypBaLisi 060X roMifiok Ha piBHi
cepeaHbOoi TpeTuHU. ATpoddis 3a4HbOI rpynu Myckynatypu
roMmifioK, 060X CTEroH. BrpaxxeHa nnockoBasibrycHa gedpopmadis
cTon (cTonn «Kadasku»). Yotupunanicte. YacTkoBa LUKipHa
CUHAAKTUNIA 5—4 nasnbuiB NiBoi ctonu. ledhopmayis nasibyukis.

YPOMKEHUX Baf, TUM YacTille BOHU CNOCTepirarTbes, ane
 HapocTae CMepTHICTb.

BcTaHoBneHo (kiHiYHWiA giarHo3) cuHapom Easappca.
YpomkeHa Tska MHEeBMOHiS. Baxke rinokCu4yHo-ilemiyHe
YPaXeHHs rofIoBHOT0 MO3kKy. Habpsik ro/loBHOro Mo3ky. MHo-
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YKVIHHI, TSDKKI YPOPKEHI Baan PO3BUTKY KICTKOBO-M'S130BOI CUC-
TeMu, HegoHOLWeEHICTb 35 TWKHIB. [BOGIYHMIA KPUNTOPXi3M.
[B06iuHa NiKTbOBa KpUBOPYKICTb. CuHApoMm M'epa PobeHa.
CumeTpuyHa hopma CMHAPOMY 3aTprMKa BHYTPILLHbOYTPOO-
HOro po3suTKy nnoga ll ct.

He3Baxatoun Ha peaHimauiiHi 3axoan, Ha 5 geHb gnTu-
Ha nomepria Bif /lereHeBoi HeAOCTaTHOCTI Ha COOHI TSHKKOT
YPOMKEHOT MHEBMOHIT T2 MHOXMHHUX TSDKKUX Bag, PO3BUTKY.

lMamonozoaHamomidHe ob6cmexeHHs. Ypopxe-
Ha NMHEBMOHiA. CMHAPOM 3aTpUMKM PO3BUTKY MaoAa.
rinonnasis nereHb, HaAHMPKOBKX 3a/103, BU/IOYKOBOI 3a/103U.
HepoHowweHicTb. Heqopo3BUTOK NpaBOi HUPKN. MHOXUHHI
BaJn PO3BUTKY KiHLiBOK. [JBOGIYHUNIA KPUNTOPXi3M HEeLOHO-
weHux. MNMnaueHTa HegopPO3BNHEHA — XOPIOHAMHIOHIT.

MoeaHaHHS UUX PiAKICHNX | BXKKMX CUHAPOMIB He 3a/n-
a0 LWAHCIB Ha XMUTTS Masltoka. [JoMiHyH40w, CMepTesib-
HOK XBOpOO6OK 6yB cuHapoM EaBapaca, WO He nignsiraB
TepaneBTUYHIN Ta XipypridHiin KopekLil.

CuHgpom Mepa PobeHa cam no cobi He 6yB cMepTenb-
HOK0 XBOPOOOIO i NiggaBaBcs Tepanii, asie B NOEAHAHHS 3
cnHapom EfBapaca BigirpaB posib 06TSHXKYHUOro haktopa.

AKTYyasTbHUM 3a/IMWAETHLCS NIaHyBaHHSA BariTHOCTI, pe-
TeNbHUI AVHAaMIYHWIA KOHTPO/1b BariTHOT B yMOBaX XIiHOYOT
KOHCyNbTau,i.
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