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YHikanbHM BUNa[0K NpeHaTasibHOI AiarHOCTUKNU cuHapomy IM'epa
PoGeHa 3 knoHiYyHMMu cygomamum B nnoga. KniHivyHi acnektn

[V «lHctutyT nepgiaTpii, akywepcTtsa i rinekonorii HAMH Ykpainu», m. Kuis, YkpaiHa
PERINATOLOGIYA | PEDIATRIYA.2016.1(65):68-72;doi 10.15574/PP.2016.65.68

Y po60Ti HaBeleHO OCHOBHI BiAOMOCTI Npo cuHApoMm M'epa Pob6eHa sk pigkicHy reHeTUYHY NaTosorito 3 BUCBITAEHHAM CEUNdiYHNX QiarHOCTUYHUX i KNIHIYHUX
acnekTiB. 06rpyHTOBAHO HEOOXIAHICTb CBOEYACHOI NPeHaTabHOI 1 MOCTHATANbHOI AiarHOCTUKN ANS BUSHAYEHHS TAXKKOCTI CTaHy Nn104a, HOBOHAPOMKEHOr0 Ta
ANTUHU 3 MOXNUBICTIO MOAANbLIOrO afjekBaTHOro fikyBaHHs. OnucaHo fABa KNiHiYHI BMNaaku: nnofa i3 cuHapomom [l'epa PobeHa i npeHaTanbHUMM
KJTOHIYHUMW CyAoMamMK, a TaKOX naLlieHTa 2 pokis i3 cuHapomom 'epa Po6eHa i MHOXUHHUMM CTPYKTYPHUMMW aHOMasTisIMN LieHTPasibHOi HEPBOBOT CUCTEMMU.
BuaHa4eHo 0co6n1BO He6e3neyHi NposiBM NaToNOrii, WO NPU3BOAATL A0 NeTaNbHUX HACMIAKIB.

Kntoyosi cnosa: cuiapom M'epa Po6eHa, npeHatanbHa AiarHoCTuKa, KniHivyHa AiarHOCTUKA, PUCYHKK, NiKYBaHHA, LiTH.

Bctyn
CI/IHI[I)OM [T'epa Pobena siBiisie cOGOI0 CUMIITOMOKOM-
IJIEKC, SIKUI CKJIQ/IAETBCS 3 MiKPOPETPOrHaTii, HeloB-
HOI POBIIIMHE M'SIKOTO MiAHEOIHHS i T10conTo3y (3MillleHHs
SI3MKA J10 3a/IHbOI CTIHKM II0TKH 1 Bropy). [Tpu iibomy postiim-
Ha 1migHebiHHs 3ycTpivaeTbest y 90% naifieHTiB i3 aHO 11aTo-
siorieio [17]. 3a pesysbrataMu PeTPOCHEKTUBHUX JOCJIi/IKEHD,
noumpenicts cunapomy IT'epa PobGena cranosuth 1 BUIIanoK
na 2—30 Tuc. JKUBOHAPOKEHUX JIiTeid, & CMEPTHICTh — TOHA]
30% Bumazkis. Y Jlawuii, 3a 1aHrMu JiTepaTypH, PiBEHD MOIIHPe-
Hocti cunzppomy IT'epa Pobena ckianae 1 sunamok Ha 14 tuc.
CHiBBIiIHOTIEHHST YOTOBIKIB /10 JKiHOK fAopismioe 1:1 [3, 6, 15, 24].
B VYkpaini Ha chOTOAHIMIHIN JIeHb HEMAa€ TOYHUX JAHUX TIPO
nowumpenicts curapomy I1'epa Pobena.

Jlana marosorist HazBana Ha iM'st PpaHIy3bKOTO CTOMATO-
sora IT'epa Pobewna, sikmit y 1923 p. Ha migcTaBi BIacHUX CIIO-
CTepeKeHb BU3HAYNB B3aEMO3B 'sI30K Mi’K MiKpOTHATI€T0, PO3-
HIMHOW THiAHEOIHHS Ta 0OCTPYKIIEI AUXAIbHUX IIISAXIB.
3a3HayeHa HO30JI0TiS TAaKOK MA€ Ha3BY <IIOCJIiOBHICTb
IT'epa Pobenas. Ile moB's13aH0 3 THM, 10 HEMTOBHA POSIIIIIHA
M'SIKOTO TiiHeOIHHS € BTOPUHHUM e()EKTOM YHACIIIOK aHO-
MaJIbHOTO PO3BUTKY (Tillonsiasii) HUKHBOI IIesenu Imij yac
BaritHocTi. lle NMpuU3BOAUTH 70 YKOPOYEHHHA JHA POTOBOI
MOPOXKHUHH, SI3UK PO3MIILYETHCSA BUCOKO B TIOPOSKHIHI poTa i
3arobirae MOBHOIIHHOMY 3pOIeHHI0 nigHebinHs. [ToexHaH-
HsI MIKPOTHATII 1 TJIOCOITO3Y MO’Ke CIIPUYMHUTH YTPYIHEHHS
JIMXaHHS 1 TPYAHOILI 11/ Yac XapuyyBaHHS B HOBOHAPO/IKEHO-
o, YHACJI/JIOK 4Oro B 6araThOX BUITaZKaX Ma€ Miclie iHcIipa-
TopHa 0OCTPYKITis AnxanbHux nuiaxis [1, 9, 12, 17, 19].

[TopyierHs: eMOPIOHANIBHOTO PO3BUTKY HUKHBOI IIEJIEITH
MOsKe BiOyBaTUCh K YHACII0K HAABHOCTI MEXaHIYHOT KOM-
mpecii Becepeauni Matku (pyoOerrb, hibpos, mMyxanHa, Kicrta,
GararorulifiHa BariTHiCTH), Tak i B pasi BIMBY iH(eKIii Ha
paHHIX eTamax BariTHOCTI 4 HeWpPOTeHeTUYHUX YPasKeHb.
Cuijl 3a3HaYMTH, 110 BKa3aHa IATOJIOTISE MOXKE OyTH sIK
i30JIbOBAHUM CHH/IDOMOM, TaK i BUABJICHHAM TE€HETHYHOI
MmaTosorii. 30KpeMa, K YacTUHA TeHEeTUIHOI TaTOoJIOTii CUH-
apom IT'epa PobGena onucanuii maiixe npu 300 cunapomax.
VenaskyBanHst BiftOyBa€eTbhCs 32 ayTOCOMHO-IOMiHAHTHIM
i ayTOCOMHO-pelecuBHUM THIaMU. SKI0 B 6GaThKiB Bike
€ quTHHa 3 i30apoBannM cuagpomoM I1'epa PobGena, To Bipo-
TiHICTD HAPOKEHHS TAKOI IPYTOT IUTUHI CTAHOBUTH 1-5%.
Y Bunagky 3B's3Kky cunupomy Il'epa PobeHa 3 reHeTHYHOIO
MATOJIOTIEI0 PU3NK HAPO/UKEHHS JPYTOI TaKOl JUTHHU B THX
camux GaTbKiB miaBuiyerses |14, 16, 22].

Citiji BiI3BHAYNTHU TOEMIHAHHS TATOJIOTII POTOBOI MOPOK-
HuHK ipu cuHapoMmi IT'epa Pobena 3 maToiorieio iHmmx opra-
HiB i cucrem. Haiibiibin yacTuMu € aHoMaJIii CJIyX0BOro afa-
pary (75% Bunajxkis) i3 BTpaToio ciIyxy B 60% xBopux [5, 24].
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Takox ommcaHi Bpo/pKeHa KaTapakKTa, MIOTis, BajW CepIid,
Ce4oCTaTeBOl CUCTeMH, aHOMaJii PpO3BUTKY TIPYyJAHUHU
Ta xpeOTa, MOMIJAKTHIIIA 1 BPOMKEHA BIACYTHICTD KiHIIIBOK
[17, 24]. Anomarii 1eHTpasbHOI HEPBOBOI CHCTEMU MAIOTh
micie B 50% BUaAKiB y naiienTis i3 curapomom I1'epa PoGe-
Ha, 30KpeMa, 3aTpPUMKa PO3BUTKY NCUXIKHU I MOBJICHHSI, PyXOBI
nopy1ieHus, Mikporiedaris, rigpoiedasnis. YactumMu Takox
€ emiylenTUYHI Harrau. Po3yMoBa BifcTamicTs Ma€ Mictie mpu-
6imsHO y 20% xBopux [16, 18].

3 orsily Ha BUILEHABE/EHE, OJIHIE 3 HAOLIbI akTy-
albHUX [POOJIEM € CBOEYACHA IIPeHATalbHa JiarHOCTHKA.
Cuti 3a3Ha9MTH, MO Bisyasrisallist CTPYKTYp OOJMYYsT 3 BUs-
BJIEHHSIM aHOMAJIH PO3BUTKY CTa€ MOKINBOIO 3 11-13 Tik-
HIB BariTHOCTi. ¥ IIbOMY 3B'SI3Ky CJi/l aKkIleHTyBaTHU yBary
Ha TOMY, IO MIiKPOTHATid € Ba’KJMBUM MapKepOM Pi3HHUX
TeHeTUIHIX CHH/IPOMIB i3 HASBHICTIO UM Bi/ICyTHICTIO XPOMO-
coMHuUX aHomasiil. [liarHos cunapomy Il'epa PoGena moske
OyTH BCTAaHOBJIEHUI TIPEHATAIBHO, a METOJ| YJIBTPa3ByKOBOI
JNiarHOCTUKKM € iHGOPMATUBHUM IOJI0 BUSBJICHHS IaHOI
narosorii. Cuif BifI3BHAYWTHU MAJIsT TIPEHATATBHOI OIIHKN
HWKHDBOI IMeJIeTn TIeBHI iHIEeKCU BUMIPIOBAaHHS HIUKHBOI
I1eJIeny Ta KyTa HUKHBOI 1iesteny. Takoxk BiJI3HaYeHO 1 T0E/-
HaHHS TIiMOmIasii HUKHBOI 1ieenu 3 6araToBOAIAM (MoXKe
6yt 00yMOBJIEHE TTOPYIIIEHHSIM KOBTAHHSI Y [J10/1a BHACJI/IOK
rioconTosy |2, 10, 11, 13, 21]. Ilicasa HaposkeHHS 1151 aHOMa-
JIisl IIaTHOCTYETBCS B TIEPIINH /IeHb JKUTTS Ha ITi/ICTaBl JaHUX
[PeHATAJIbHOI YJIbTPa3BYKOBOI IIarHOCTUKHU Ta KJIIHIYHOI Kap-
TUHU. 3aJIe3KHO BiJl CTYIEHS TSPKKOCTI CHHIPOMY MOJKe Pi3KO
MOPYIIYBATUCS IMXAHHS, 110 TIOB'SI3aHO 13 3ala/[AHHSIM SI3UKA,
MOJKJIMBI YaCTi BUIAJKN arHOe. Y TaKWX BUIIQJKaX AMTHHA
HECIOKiiHa, TPUCYTHII BUPAKEHUI 111aHO3 MIKIPHUX TTOKPU-
BiB. Uepe3 I1OpyIeHHs aKTy KOBTAHHS IIijl 4ac TOJyBaHHS
JIUTUHU MOKe HACTYIIUTH 3a/yxa. PecripatopHi mopyiieHHs
YCKJIQJIHIOIOTh TOAYyBaHHS AuUTHMHU. [lpnm ropyBanHHI MOXe
BUHUKHYTH 0OCTPYKILiSA ANXaJIbHUX NUIAXiB. JluTHHa HaMara-
€TBCSI KOMIIEHCYBATH OOCTPYKIIO TIAYeM 1 IiBUIIEHHIM
(isnyHOI aKTUBHOCTI, IO MPU3BOIUTH /10 TOPYIIEHHS aKTy
CMOKTaHHA 1 30i/bIeHHs enepreTnanux sutpar. lle, cBoeo
yeproio, 6e3 JIKyBaJbHOI KOPEKII CIPUYMHSAE BUCHAKEHH
Oprani3my, oJrioprainiy NaToJoriio i HaBiTh cMepTh [ 2, 19, 20].

Tomy B JsikyBanui aiteil i3 cungpomom II'epa PobGena
HeoOXiZIHO YCYHYTH OOCTPYKIHIO BEPXHIX IMXATbHUX TIJIsI-
XiB 1 PO3IMIIIMHY M'AKOTO TAHEOIHHS, BIAKOPUTYBATH TO/LY-
Banns. [Ipordarom ycboro mnepiojgy paHHbBOrO AMTHHCTBA
MAI[IEHTU MAIOTh PETYJISIPHO CHOCTEPIraTHCs OTOJAPUHTOJIO-
roM, o(TaJbMOJIOTOM, HEBPOJIOTOM, JIOTOINEJOM i OPTOJ/IOH-
toM. Iligxonu mo JikyBaHHS BKJIOYAIOTh KOHCEPBATUBHI Ta
xipypriuni Mmeroau. HeoOxignum € 060B'I3K0BE yKIaJaHHs
miTelt Ha JKMBIT. Takok 3acTOCOBYETHCS IHTpaHA3aJTbHUN
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Pue. 1. HnxHa wWenena rinonnasosaHa (a — MikporHaris). [noco-
nT03: 6 — KOPiHHA f31Ka, C — KiHYMK A31Ka

30H/I Yy BEpXHI AWXaJbHI MUIAXW. Xipypriu"e JTiKyBaHHS
CKJIQJIAEThCSA B TUMYACOBIM TJIOCOTEKCIT — IMiATATYBaHHSI
sg3uKa BIepea i3 ¢ikcallieio 10 HUXKHBOI Iy6u, a y BKpail
TSOKKUX BUTIQAKaX — i Tpaxeoctomii. Crig 3a3HaunTw, 1o
YCYHEHHsI PO3UIIMHKA M'SIKOTO THAHEGIHHS CJIijl TIPOBOAUTH
JI0 CTAHOBJICHHSI MOBH, TOMY HEOOXi/THO BUKOHYBATH Ollepa-
1ii giTsam y Biti 6—19 micsIiB 3aexno Bij CTyIeHs AMXalb-
Hol o6erpykuii [4, 7, 8, 17, 23].

Kniniunuii sunadox 1

Baritna B., 25 pokiB, 01HOpa30Bo 00CTeReHA Y BiineH-
ni mepununu moga Y «luctutyT neniaTpii, akymepcersa i
rinexosorii HAMH Ykpainws» B Tepmini 35—-36 THKHIB.

ExcrieprHe ynbrpasBykose gociaimxkenHs. OOMexeHa
yiTKa Bi3yaJisalliss BHYTPINIHIX OpraHiB IIOZa Y 3B'SI3KY
31 3HauHuM GaraToBOASIM. BiomeTpist mioga CBiIUUTDL PO
BiJICTaBaHHS PO3MipiB Bif TepMiny BariTHOCTI. losiBKa TToza
3HAXO/INTHCS BHU3Y, ajie il Yac OTJISIAY 3MIHIOE JJOKAJIi3alliio.
Bokosi nuryHoukr MO3KyY posimpeni 10 17 MM (BeHTPHUKYJIO-
Mmeranis). [Ipenatanbpio BusBIeHi crierudivyii 03HaKM, HaBe-
neri Ha pucynkax 1-8: Hwxms menena (puc. 1) rinomniasosa-
Ha (MikporHaTist). Huspko poaramoBaHi Byxa, KOPOTKa IS
(puc. 2). Bucoke mignebinns 3 mizospoio Ha gedekr (puc. 3).
Por BizkpuTuit, g3k 3minieHnil 10 33HLOI CTIHKU TJIOTKU
i Bropy 1o migirHe6iHHs (TIOCOTITO3), YepTryBaHHs 3allalaHHsT Ta
MTPOCYBAHHST SI3UKA /10 MEXKi BEPXHDOI TIestenu,/Tyou (puc. 4).
[InyHOK, He3Bakatouu Ha GAraTOBOJS, CIOYATKY 3HAYHO
3MeHIeHnit (puc. 5), Mailxke He Bizyasizyerbcst (Mikpora-
cTpist), ae moTiM 36impimenuii (puc. 6) mo 29x11 Mum, 110 3a-
JIEKUTH He BiJl TTATOJIOTII CTPABOXO/Y, a Bijl MOPYIIIEHHS KOB-
TaHHSI Ta HOTro 3aTPUMKH, TIOB'SI3aHOI 3 JIOKAJII3aIl€I0 S3UKa
wona. Busisiieni cepii kioniunux cyzom (puc. 7, 8) 3a yyacrio
KUCTel pyK (TaJblli 3aTUCHYTI B KyJaKH, i/l 9ac OrJsIny He
posTtuckammch). [IpoBenennit Bizeosanmc KiapbKOX cepiif KJIo-
HIYHUX cy/oM Y moza. KisbKicTh aMHIOTHYHOI PiZIMHN KpH-
TUYHO 301JIbIIEHa, Y BOJAX — BEJIMKA KiJIbKICTh €XOMO3UTUB-
Hoi cywmimri, amuioTrmanuit iHgekc (Al) — 386 mm. [lmamnenta
po3TarroBana 1o repeaHii crinmi matku, [I-111 cT. 3pimocTi.

Ha ocHOBI faHuX yJIBTPa3ByKOBUX JOCTI/KeHb BCTAHO-
BJIEHO KOHCUJIIyMOM TaKWil TpeHaTanbHuii giaruos: [lepima
BaritHicTh 35—36 TwkHIB. CHHIPOM 3aTPUMKH PO3BUTKY
mioza I cr. Cunnpom IT'epa PoGena B mona. Bentpukysiome-
raisi. Mikpornaris. Bucoke migaebinus. IlopyuieHnst KoB-
TaHHS Yy TJIOJIA BHACJIJIOK 3anajlaHHs sA3uKa (TJI0COITO3).
ITpenaranbHi KIOHIUHI cyoMu. 3HauHe GaraTOBOIIS.

[Tonorn mpoBseseHi BIIIOBITHO /10 aKyIIEPCHKOI CHUTYAIIi.
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Puc. 4. KopoTKuii A3uK (a) 3MilleHnin Hasag Ta [0 MifHe6iHHA
(rnoconTo3); 6 — 340K (uvula)

—

Pue. 3. Bucoke nifgHe6iHHS

Maumok HapozmBest 3 Macoto 2940 t, Ha 3picT 49 M, 3 TIOpYIIIeHHAM
JIMXaHHS | KOBTAHH. YBech yac repeOyBaB Ha IITY4Hii BEHTUIISA-
1l JIereHiB, He MPUIIMaB CaMOCTIIHO 1Ky, Tomep yepes 15 mib.

Kniniunuii sunadox 2

[Manient M., 2 poku, i3 cunapomom I1'epa Pobena B noes-
HaHHI 3 MHO)KWHHUMU BPOJIKEHNMHU Ba/laMU 1IEHTPAJIBHOI Hep-
BOBOI CHCTEMH, TOCIITATI30BaHUHN Y KITIHIKY AUTSYOI TICUXOHe-
BpoJorii 1Y «lactuTyT mexiaTpii, akymepcTBa i TiHEKOIOTIl
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Pue. 5. LLInyHOK HA NO4aTKy 0OCTEXEHHS 3HAYHO 3MEHLUEeHUI (a),
ane noTim 36inbwennii 0o 29x11 Mm (6), WO 3anexuTb Bif Nopy-
LUIEHHS KOBTAHHA YHACNILOK rMOCconTo3y

HAMH ¥Yxpaian» 3 mpuBoy BPO/KEHNX Ba/l PO3BUTKY TOJIOB-
HOTO MO3Ky — remimerasientiedatii, gicentedantii, MO30YKOBOI
JIIBOOIYHOT IMCIIIa3ii, TinorIasii MO30JISCTOrO Tijla, CUMIITOMA-
TUYHOI eTTiJIencii, CIacTUYHOTO TeTpamnapesy, BUPaskeHOi 3a-
TPUMKH TICHXOMOTOPHOTO PO3BUTKY. EminienTuuni Hamamm —
5—6 pasiB Ha TUIK/EHb, [IEPEBAKHO B Pasi 3acuianHs abo 1mpo-
KUJIAaHHs. XapaKTep HaMa/liB — aCUMEeTPUYHi TOHIYHI 3 HATpy-
SKEHHSM HYKHIX KiHI[IBOK, BUTSATHYTOIO TIPABOIO PYKOIO i 3iTHY-
TOIO JIiBOIO 3 TOAAJBIIMMHU KJIOHIYHUMU TOCMUKYBaHHSIMU
MPaBUX KiHIIBOK (TPUBATICTIO /10 XBUIMHH, 10 12—15 pasis Ha
nenb). Ouni ss61yKa BigBeAeHi y JiBUi GiK.

Awnamues. /[utrHa Biff iepIroi BariTHOCTI, IEPITNX TOJIOTIB.
ITiz yac BariTHOCTI: TOKCMKO3 nepuroi monosuan. O6CTeKeHHs
Ha indexnii TORCH-komiuiekcy: pesysrati HeratusHi. [pn
MIPOBE/IEHH] YIBTPAa3BYKOBOTO JIOCJI/PKEHHS B TepMiHi 22—23
i 26—27 TuKHIB BigzHaueHO (GaraTOBOAMS, <«aCUMETpis y
PO3BUTKY MIBKYJIb MO3KY I1JI0/Ia 32 PAXYHOK 301/IbLICHHS B PO3-
Mipax JIiBOI MiBKyJI, PO3UIMPEHHS HOKOBOrO IIYHOUKA 31iBa
1o 16,8 MM, J1iBa MiBKyJIst MO304Ka GiJIbIla 32 PO3MipaMu Ipa-
BOI TiBKYyJi, hopMa TOJIBKY TIOY HENPABUJIBHOI (hOpMIT».
Y 34 TmxHi BariTHOCTI TPOBEEHO MaTHITHO-PE30HAHCHY
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Pue. 6. T1nig nig Yac KNOHiYHMX cyaoM. 3Ha4He 6aratoBoaas

tomorpacdio (MPT) mamoro Tagy matepi 3 BucHoBkoM: MPT-
o3HakK remiMerasieHiiedadii miaoza 3iisa. PopopospiieHHs
npoBezieHe B TepMini 40 THIKHIB BariTHOCTI TIJISIXOM OTIepaitii
KecapeBoro po3tuHy. Maca ipu Hapozskenni — 4100 1, goBxu-
Ha Tima — 56 cM, 00Bix rooBu — 33 cM. 3akpuyaB Ha 3—4-i
XBUWJINHI, TTPOBOAWINCS PeaHIMAIliiiHI 3aX0/U 3 TOAAJIBITUM
nepebyBaHHAM y peaHiMallilHOMY BiJiJEHHI MPOTITOM
THKHS, TIOTIM Y BiJZIIJIEHHI TATOJIOTii HOBOHAPO/KEHUX Y
JIIKapHi 32 MiclleM TpOKWBaHHsA. EmisenTudni Hamaan i 3at-
PUMKa B PO3BUTKY 3 HapoukeHHs. Cepejl erniienTuYHnX Harla-
B — TpaBo6ivYHi TeMiKOHBYJIbCHBHI HAIaIM, 3 YOTHPHOX MiCs-
1[iB — aCUMETPUYHI TOHIYHi CTTa3MH, ITiCJIsI POKY — TeHepasi3o-
BaHiI TOHIKO-KJIOHIYHI HAaau i PUTMIiYHI BifIBEIEHHS OUYHUX
st6ayK y siBuii 6ik. [lepioguuno — crarycHuii nepedir, 36ib-
IIeHHsT YacTOTU HamaliB Ha Qoui iHdekiii Ta rineprepmii.
[lepen rocmiTasizami€eio 10 Bi/liIeHHs XapakTep HaNaaiB — y
BUTJIS/II aCUMETPUIHUX TOHIUYHUX 13 TOATBIIUMA KJIOHIYHU-
MU [TOCMUKYBaHHSIMU ITPaBUX KiHIIIBOK 1 Y BUIVIS/I Bi/[Be/leHHS
OYHUX sI6/IyK y JIiBUii GiK. I3 TIPOTHCYOMHUX IMperapariB Ha
MOMeHT rocrriTasisanii — ¢penobap6itar (0,01 r Tpuyi Ha 1006y)
i memakim (35 MT/KT MacH Tisa Ha 100y ).
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Hesposoriunuii cratyc. O6Big rosoBu — 57 cM, acuMe-
Tpist 06simuust, o3Haku cunapomy I1'epa Pobena (rinomiasis
HIDKHBOI IeJIeNN TJIOCOIITO3, PO3MIIJIMHA BEPXHBOTO IHijiHe-
6iHHsA, BUCOKA rOTUYHE MifHebiHHsA). 3a MPeaIMETOM He cTe-
skuth. Ouni mismmm, S D. Tlapes n. oculomotorius siBoro oka.
Tonyc y KiHIIBKaxX i/ IBUIIEHUH, OisbITIe 3J1iBa. CyXO0KUIKOBI
pedieken, D<S, cractuuni. Yepesni pediexcu skusi. /[Bo-
6iunnit curapom Babuncbkoro. Onopu nemae. He cuants, re
neperopraethest. [peavern B pyku He 6Gepe. THeTpykii we
Bukonye. CiiB i 3ByKkoHacIizyBanHsa HeMae. Emortii Bupaxae
KPUKOM, ILJIauyeM, YCMIMIKOK. BupajkeHa 3aTpuUMKa ICUXO-
€MOIIIIiTHOTO i CTaTO-KiHETUYHOTO PO3BUTKY.

Komncynpramis odrampmosora. Ouni niimnan, S D, ontud-
Hi CepeloBUIa TIPO30Pi, AUCKKM 30POBUX HEPBIB OJIifti, MeXKi
4iTKi, pi3ko 3By KeHi cyaunu. [liarnos: cybarpodist 30poBrx
HepBiB 060X oueil, mapes n. oculomotorius JiBOro oka.

HuToreneriame nocstipkents (MaTepia st TOCTiKeHHST —
niepuhepryHa KPOB): HOPMAJIbHUE 4oJI0Biumii Kapioturr (46, XY).

Enexrpoentiedanorpadis (EET). Ha donosiit EET nominye
BHCOKOBOJIBTHA TETa-aKTUBHICTD, aTb(ha-ak TUBHICTD 31 3ru1ajiKe-
HUMH 30HAJIBHUMU BiZIMIHHOCTSIMU. binarepasbHo-cHHXPOHHI
CHajJaXxyd BUCOKOBOJIBTHOI TIOBITBHOXBUJIBOBOI aKTHUBHOCTI
3 aKIIEHTOM Y JIiBill CKpPOHeBO-TiM sIHil /rissHI. BupaskeHna anc-
dyHKItist Me3eHIebaIbHO-CTOBOYPOBUX CTPYKTYD.

MarmnitHo-pesonancua Tomorpadist. Ha cepii MP-tomorpam
FOJIOBHOTO MO3KY — HEPIBHOMIpHE 30LIbIIEHHS PO3MIDIB IiB-
KyJb BEJIMKOTO MO3KY 1 MO30YKa JiBOpyd4. Y JIOGHIi
1 TIM'gHii TiITHKAX J1iBOI TIBKYJII BEJIMKOTO MO3KY — 3IJIaJIKe-
HiCTh pesibedy GOpo3eH; Kopa HePIBHOMIPHO MoToBIIeHa. Mo3o-
JICTe TIJIO B TIEPEIHIX Bi/UIJIaX TIOTOBIIEHE, B 3aHIX — Pi3KO
ButoHueHe. [ineprpodoBata YoTUPUTOPOUKOBA IIACTUHKA. Y
6i1iii pedoBHHI TBKYJ/Ib BEJIMKOTO MO3KY — ITABUIIECHHS iHTEH-
cutocti MP curnany na T2 33, o6ymMoBieHe HEZIOCKOHAIOK
MiesiHizamieo. bazanpHi sdapa sgiBopyd He andepeHIiiioBaHi.
KauiGp MO3KOBUX aprepiii 3/1iBa 301/IbIIIEHNIT TIOPIBHSIHO 3 TIpa-
BuMU. HepiBHOMIpHO MOTOBIIIEHA KOPA JIiBOI MiBKYJIi MO30YKa.
MP-curnat iz 617101 peqoBHHM JiBOI MiBKYJI Mo3ouka Ha T2 33
HepiBHOMIpHO Timepintencusanii. [ndepentiartis — 6im0-cipa
peyoBHHA B JIIBUX MIBKYJISX BEJIKOTO MO3KY 1 MO30UKa ITOpYIIIe-
Ha. IIpasuit 6okoswii, 111 i IV murynoukn aedopmosani. ITotu-
JIMYHA JIOJIST TBKYJi BEJIMKOTO MO3KY 1 3a/Hi BiUIIM TiBKYJTi
MO304Ka JIIBOPYY MOLIUPEH] B PaBUil OiK 3a CEPe/IHIO JIHIIO 10
1,8 cm. 3oposi HepBu, xiasma, rinodis, cToBOYPOBI Bijimu
MO3KY — 6€e3 ocobmBocTeil. Posiimpeni mianaBy THHHI TIPOCTO-
PH HaJI HMiBKYJISIMU BEJIMKOTO MO3KY. BrusnadeHa acuMmeTpist pos-
MipiB JIMIIBOBOTO Yepelly 3a PaXyHOK 30LIbIIEHHSI PO3MIpiB
BEPXHbOI IIEJIENH JIBOPYY, 3HAYHOTO 30LIbIIEeHHsT 00'eMy TTiji-
HIKIPHOI SKUPOBOI KJIITKOBUHU B JIiBil AlIsAHII 11IOKK. Po3tiiu-
Ha BEPXHBOIO MiAHEOIHHSA | 3MEHINEeHHSI PO3MIPIB HMKHBOI
I1IeJIeTH, 3MIIEHHS KOPeHsl I3UKY B 3ajiHil Gik (TJ10CONTOo3).

Bucnosok: MPT-o3naku noenHaHOI KOHTeHiTaJbHOI
Masbhopmaiiii: remimerasentedaitii, gicentiedastii, MO304KO-
BOI /IMCIIIa3ii JiBOPYyY, areHe3ii MO30JIMCTOTO Tijia, aHOMAaJIii
PO3BUTKY JIMIIBOBOTO Y€peria i M'IKUX TKaHUH 004U JiBO-
pyy, curapomy I1'epa PoGena.

Hwuskue na puc. 9 naBeneno kisibka MP-tomorpam ganoro
naiieHTa, SKi BizoOpasKaioTh MaTOJIOTIYHI 3MiHK (KOPOHAIb-
Ha, aKciaJbHa, cariTaabHa MPOEKIIil).

¥ nporeci sikyBaHHS (HEHPONIPOTEKTOPHA, aHTUCYZIOMHA,
MeTaboJiuHa Teparis) TpoBeeHa KOPEKIis aHTHCYIOMHOI
Teparii 3 BiMiHOO (heHobapbiTary, SMEHIIIEHHIM T03H JIeTa-
kiny no 300 mr va m00y i TpHW3HAYEHHSIM TOIipaMary 3a
CXEMOIO TIJISTXOM MOCTYTIOBOT TUTPAITi 10 5 MT/KT Macu Tiia
Ha 7100y. BijizHaueHe 3HIKEHHSI YACTOTH EIENTHYHUX Halla-
B 110 2—3 pasiB Ha MiCAIb, TUTHHA CTaja GiTbIIT CIOKITHOIO,
TTOJTITIIITUBCS COH.
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niBo6ivyHa remimeraneHuedania (1-kopoHanbHa Npoekuis, CTpinka,
2-akcianbHa npoekuisa, cTpinka), nicceHuedania (2-akcianbHa
NnpoekLUid, CTpinkKa), MO304KOBa AWCNNasia niBopy4 (3-akcianbHa
NpOeKLid, CTpifika), rinoreHesis Mo30/MCTOro Tina (4-caritanbHa
NpoeKLis, CTpifika)

Takum YMHOM, Y IAHOMY BUIAJIKY B IUTUHI BUSABJIECHO CHH-
npom IT'epa Pobena B oenHanHi 3 MHOKHHHUMHI CTPYKTYPHU-
MU QHOMAJISIMU TIEHTPATbHOI HEPBOBOI CHUCTEMW Y BHTJISI
reMmimerasientiedarii, micentedarrii, MO30YKOBOI auCILIa3ii
JIIBOPYY, areHesii MO30JIUCTOTO Tija, aHOMAJill PO3BUTKY
JIMIIBOBOTO Yepera i M'SIKUX TKaHWH OOJIMydst 371iBa. Y JTOCTYII-
HUX JITepaTypHUX [pKepesax HeMmae omucy cuaapomy Il'epa
Pobena B 110€[HAHHI 3 TAKMMEM MHOKUHHUMU CTPYKTYPHUMU
AHOMAJIISIMU 1[EeHTPAJIbHOI HEPBOBOI cucTeMU. XapaKTePHUMU
0COGIMBOCTSIME JIAHOTO BUTIAJIKY € PaHHIii MOYATOK eriienTny-
HUX Hama/liB, X 4acTWil TIOJiMOPMHMI XapakTep, Teminapes i
BHUpa’keHa 3aTPUMKA MCUXOEMOIIITHOTO Ta MOBHOTO PO3BUTKY.
IIpoBesena Tteparisi B flaHOMY BUIIQJIKY Jajla [O3UTUBHUN
edeKT y BUIJISII 3HUKEHHST YaCTOTU EMMIENTHYHIX HaTa/liB.
V pasi BusiBIeHHS MiKporHarii (1ipeHatasbHO a00 B HOBOHAPO-
JUKEHOT INTHHK) ¢ mam'stati mpo curapom I1'epa Pobena 3
HO/AJIBIITUM PETENBHIM OOCTEKEHHSIM JIJIsI BUKJIIOUEHHSI IHIITNX
MOETHAHNX AHOMAJTI i PO3BUTKY i HA/IAHHSIM CBOEYACHOT ME/INY-
HOI JIOTIOMOTH.

BucHoBKM

Cunzpom IT'epa PobGena mMoke OyTH SIK i30JIbOBAHUM, TaK
i BUSBJIEHHSIM TEHETUYHUX aHOMAJiH, 30KpeMa, OMUCAHWI
maiike mpu 300 cuHApOMax. YCIaJKyBaHHs BiflGyBa€ThCs 3a
AYTOCOMHO-JIOMiHAHTHUM 1 ayTOCOMHO-PEIECUBHUM THUIIAMHU.
IIpeHaraibHa JiarHoCTUKA i€l maToJorii morpedye BUCOKOI
kBastidikallii Ta yBaru, yacriiie BU3HAYa€ThCS B TPETHOMY TPH-
Mmectpi BariTHOCTI. CrienudiyanMu K TpPEHATAIBHUMH, Tak
i HOCTHATAJIBHIMI O3HAKAMM €: MiKPOTHATISI, BUCOKE M1i/[He0iH-
Hs1 / nedexT manebiHHs, 3MIEeHHs S31Ka 10 33001 CTIHKN
[JIOTKU 1 Bropy 10 migaebiHHst (I710ConTo3), BPOMKEHI Baau
IEHTPAJbHOI ~HEPBOBOI  CHUCTEMHU, KJOHIUHI  CYJOMH.
VY npeHaranbHOMY T€piofii HEOOXi[HO 3BepTaTH yBary Ha
MaJleHbKi PO3MIpU IITyHKa MPU 3HAYHOMY OaraTtoBO Ta
MhepeHIliioBaTH TOPYIIEHHST KOBTAHHS, TTOB'SI3aHe 3 JIOKaJIi-
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3artiero g3uKka mioja (TJ10conTo3), Bix aTpesii crpaBoxozy. Oco-
6JMBO HEOE3IEUHUMU TIPOSIBAME B IUIOJA BBAKAIOTHCSI BPO-
JKCHI Ba/IA 1IEHTPAIbHOI HEPBOBOI CUCTEMH, SIKi 4aCTO ITPOBO-
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YHUKanbHbI cnyvyail npeHaTanbHOW AMarHocTukm cuiapoma MNeepa PoGeHa

C KJIOHM4eCKMMU cyaoporamm y nnopga. KnmHuyeckue acnekrbl

W.10. Fopaumetko, T.B. ABpameHko, A.A. LLlesyerko, E.H. Tapanyposa, A.A. [pe6uHnyeHko

Y «MHCTUTYT Nneamatpun, akywepcTtsea v ruHekonoruv HAMH YkpauvHbi», . Kues, YkpanHa

B pa6ote npuBedeHbl OCHOBHble CBefeHus 0 cuHApome [lbepa Po6GeHa Kak peakoi reHeTMYeCcKOW naTonoruu C OCBELUeHMeM Ccneunguyeckmx
[MArHOCTUYECKNX U KIUHNYeCKMX acnekToB. 060CHOBaHA HEOOXOAMMOCTb CBOEBPEMEHHOW MpeHaTanbHOW W MOCTHATANbHOM AMArHOCTUKW [NS OLEHKN
TSKECTU COCTOSAHUA NN0JA, HOBOPOXKAEHHOIO M pe6EHKA C BEPOSTHOCTLIO NOCNEAYHOLLEro afekBaTHOro neveHns. Onucadbl ABa KNWHUYECKUX Cry4as: Nnofa
C cuHapomom Mbepa Po6eHa 1 npeHaTanbHbIMW KIOHUYECKUMU CYAOPOramu, a TakXe nauueHTa B BO3pacTe [BYX JeT ¢ cuHApomoMm [lbepa PobeHa n
MHOXECTBEHHbIMI CTPYKTYPHBIMU aHOManuaMu LIEHTPanbHOM HepBHOI cucTembl. OnpeaeneHbl 0COOEHHO OMACHblE MPOSBAEHWS NATONOrMW, KOTOPble

NPUBOAAT K NeTanbHbIM UCXO0AAM.

KnroyeBbie cnosa: cuHapom Mbepa Po6eHa, npeHaTanbHas NarHoCTMKa, KNMHUYecKas AMarHoCTIKa, PUCYHKU, IeYeHIe, AeTH.

The unique case of prenatal diagnostics of Pierre Robin syndrome of the fetus with clonic cramps. Clinical aspects

1.Yu. Gordienko, T.V. Avramenko, A.A. Shevchenko, 0.M. Tarapurova, G.0. Grebinichenko

Sl «Institute of Pediatrics, Obstetrics and Gynecology NAMS of Ukraine», Kyiv, Ukraine

The paper presents basic information about Pierre Robin syndrome as rare genetic pathology with a focus on the specific diagnostic and clinical aspects. It
was grounded the necessity of the timely prenatal and postnatal diagnosis for the evaluation of wellbeing of fetus, newborn and child and possibility for sub-
sequent adequate treatment. There were described two clinical cases: prenatal diagnostics of Pierre Robin syndrome in the fetus with clonic cramps, and case
of Pierre Robin syndrome and multiple anomalies of central nervous system in two years old patient. Especially dangerous displays are certain pathologies

that result in fatal outcomes.

Key words: Pierre Robin syndrome, prenatal diagnostics, clinical diagnostics, pictures, treatment, children.

Csenenust 06 aBTopax:

lFopavexko Upuna lOpbeBHa — A.Mef.H., Npod., 3aB. oTaeneHnem meanumnmn nnoga Iy «MnAr HAMH Ykpauvsbl». Agpec: 1. Kues, yn. M. Maii6opogsl, 8.
AspameHko TaTtbsaHa BacunbeBHa — f.Mef.H, Npod., 3aB. oTAeNeHnemM MeTabomyeckmx HapyLeHuin n natonoruv nnoga My « UMAT HAMH YkpauHsbl».

Anpec: . Kues, yn. M. Main6opogbl, 8.

LlleByeHko AnekcaHap AHAaTONMEBUY — KaH.MeA,H., CT. H. COTP. OTAENEHNs NCUXOHEBPOJIOrMn 41 AETEN C NepuHaTanbHOM natonorvelt u opdaHHbIMy 3a6oneBaHsIMN

Y «<MMAT HAMH YkpaunHbi». Agpec: 1. Kues, yn. Maribopoggl, 8, Ten. (044) 483-62-24.

Tapanyposa EneHa HukonaeBHa — K.Mef.H., B[ H. C. OTAeNeHnst MeavumHbl nnoga Iy «MMAr HAMH YkpauHbl». Agpec: . Kues, yn. Mainbopogbl, 8.
Npe6uHnyeHko AHHa AnekcaHapoBHA — K.ME[.H., CT. H. C. oTaeneHns meguumHel nnoga Iy «MMAr HAMH Ykpautbl». Agpec: . Kues, yn. Maribopogsi, 8.

Cratbsi noctynuna B pepgakumio 4.03.2016 1.

72

ISSN 1992-5891 MEPUHATONOIMNA N NEAUATPNA 1(65) /2016



