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Pestome. B cmammi npedcmasneno 02110 nimepamypu ma Kii-
HIYHUU BUNAOOK HOBOHAPOOJNCEH020 3 cuHOpomom Ppanyec-

Kemmi.

Hakonu4yeHHs Ta CHUCTeMaTH3alis JaHUX
00 MOMIKPEHOCTI CHNaJKOBUX 3aXBOPIOBaHb,
30KpeMa, XpOMOCOMHOI marosorii, HabyBae Bce
0ipIIOr0 3HAYEHHS Yy 3B’A3KY i3 301MbLICHHAM
9aCTKH CIAJKOBOI IMAaTOJOTii B CTPYKTYypi 3aXBO-
PIOBAHOCTI Ta CMEPTHOCTI JUTSIYOr0 HACEJIEHHS.
Jlo HEUX MOXXHA BITHECTH TI'pYIy 3aXBOpPIOBaHb,
SIKi BAHUKAIOTh BHACIIOK YUCIOBUX a0 CTPYK-
TYpPHHX 3MiH XpOMOCOM Ta CYHpPOBOJKYIOTHCS
[HIeJeNHO-IMIbOBUMU aHOMAJisAMH, SKI Mifd-
TBEPAKYIOTHCS T€HETHYHUMH JOCIIiIKEHHSIMH,
30kpema, MaHAuOyrnodamiaabHUH JU30CTO3 -
cuagpomom ®dpanueckerri-Kneitna. Tun ycnan-
KyBaHHS — ayTOCOMHO-JOMIHAaHTHHH 3 BHCOKOIO
MEHETPAHTHICTIO i Pi3HOI0 eKcHpecHBHicTIO [1].
YacToTra CHHIPOMY OCTAaTOYHO HE BCTAHOBIICHA.

Jlnst XBOpUX XapaKTepHe o0nuuus, siKe Jae
MOXJHUBICTh BXE€ IpPH OMIAAI pO3Mi3HATH Lei
cuuapoM. [TaTOrHOMOHIYHMMH O3HaKaMHU € Ti-
noIIasis HUXKHBOI HIeJeNd, BHIMYHHX KICTOK
Ta OpOIT, MAKPOCTOMIis 3 BIJKPUTUM NPHKYCOM,
BHpaXkeHa HEJIOPO3BHHEHICTh 3y0iB, aHTUMOH-
rOJOITHUN po3pi3 oyed (ABOOIYHE omyleH-
Hs 30BHINIHBOTO KyTa OYHOI LIIJIMHH), BUBOPIT
HUXKHBOTO Kparo MOBIK y 30BHIIIHIN TpeTUHI 3
YTBOPEHHSAM KOJOOOM BEpXHiX i HMXKHIX MOBIK.
3arajioM o0yHYYs JIFOQUHH HAOyBae CBOEPITHO-
ro «nTamuHoro» BUrIAAy [2]. JIuuesi anomanii
npu cunapomi dpaHYecKeTTi BUHHKAIOTh BHA-
CIiIOK 3aTPUMKH MOTOKY KpOBi 3 aprepii, ska
3abe3meuye KpOBOMOCTA4aHHs OpraHiB, M0 PO3-
BHBaKOThCA 3 nepioi xabepuoi ayru [1, 3].

3 00Ky odYei BigMI4alOTHCS TAaKOXK emiOyib-
OapHi JIepMOiaW, BIACYTHICTh Biif Ha HHXHIX
NOBiKax, mape3 OKOPYXOBHUX M’f3iB, piAme Mi-
KkpodTanbMis, BpPOJKEHI KaTapakTH, Koio0o-
MH 30pOBOro HepBy. XapakTepHa aedopmaris
BYIIHUX PaKOBUH, HaBiTh amijasis ByX, Ae(PeKTH
30BHIIIHBOTO CIYXOBOTO INPOXOAy, iHOAI — ce-
PeOHBOr0 1 BHYTPIMIHBOTO ByXa 3 YacTKOBOIO
ab0 MOBHOIO TYyXOTO. BiporigHicTh NposiBy B

JUTHHH KOHIYKTHBHOI TIyXOTH MPSAMO KOPEII0€
3 BHPaXCHICTIO BaJ PO3BHTKY 30BHINIHBOTO Ta
CepeIHbOro ByXa.

YacTo y XBOpHX CIOCTEepira€Tbcs HaAMIip-
HUH PO3BUTOK JOOHUX Ma3zyX, BUCOKE apKoIo-
nione migHeOiHHA abo po3menuHa nmigHEOIHHS,
aTpesis X0aH, pO3IIEIUICHHS KiCTOK 00nuyYs Ta
nedopmaris ckenery. IHoai BiaMidaeThes 361b-
HIEHHs sA3WKa, BIJCYTHICTh MPUBYLIHUX 3aJ03,
rigpouedanis, BpomKeHi BaJu ceplsi, KpUITOp-
xi3Mm. [Mopsa 3 TunoBUMH (GOpPMAaMHU CHHIPOMY
3yCTpi4aloThCsA W aTUMOBI, I SKUX XapaKTep-
Ha JiMiie 4acTuHa cuMntoMiB. lllono po3BUTKY
Takux Jaitei, To 5% 3 HUX BUABIAIOTHCS PO3y-
MoBO BiacranuMu. Ciig BiAMITHTH, IO HHX-
HbOLIEJIENHO-TUI[EBHI TU30CTO3 MOXE MPOSABIIS-
THCS pi3HUMHU popMaMu: NoBHA Gpopma, HEMOBHA
dbopma (3mMiHH OOMEXYIOThCS opOiTamMHu Ta BH-
JUYHOIO KiCTKOIO).

PeHTreHosoriuyHe JOCHIJUKEHHS KiCTKOBOI
cucteMu npu cuHapomi @panueckerTi Bigodpa-
)Kae Tinomiasio menen, BUIMYHUX, CKPOHEBHX
Ta IHIIUX KIiCTOK 4Yepena, aHoMadii MajbIiB i
xpebuis (HamiBxpebui, spina bifida), cunocrosu
NpOMeHeBOi Ta NiKThOBOI KicTok [1].

HaBoauMo BHIAA0K JaHOTO CHHJIPOMY 3 KIIi-
HIYHOI IPaKTHKH.

Kniniyauii BMNAJOK 3 NPaKTHKH

3 aHaMHe3y BiJIOMO, L0 XJONYUK HAPOIUB-
cs Big | moHOMmEHOT BariTHOCTI, sfika nepebdirana
0e3 yckmagHenb Ilomoru I tepminoBi, disio-
noriuni, y 38 tmxuiB BaritHocTi B I[PJI. Maca
Tina npu HapomkeHi 2600 1, 3pict -49 cm,
OKPYXHICTh TOJOBH -34 CM, OKPYXXHICTh I'PYA-
HOl KiiTKH-32 cMm. OmiHka 3a mKajlow Amnrap
— 7/76aniB. CTaH AUTUHU Ticls HAPOJIKEHHS
CepeIHbOro CTYIMEeHs TSXKKOCTi, IO 3yMOBIIE-
HO TOMIpHHUMH JAMXaJIbHUMHU, TEMOJUHAMIYHU-
MH MOPYIIEHHSAMHU Ha (OHI MHOXKHUHHUX CTHIM
nuzeMOpioreHesy. 3BepTaB yBary He3BH4YalHUI
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30BHIIIHIN BUMIAA AUTUHHU (doTo 1).

Jns mopmanemoro JikyBaHHS Ta Bepudika-
il 1iarH03y HOBOHApPOKEHUU Bxke Ha | 100y
OyB mnepeBeAeHHN Yy BIAIJICHHS IHTEHCHBHOI
tepanii HoBoHapokenux OAKJL. Ilpu ormsani
3BepTanu Ha cebe yBary: JOBri Bii, rineprpu-
X03 BEPXHIX Ta HHUIKHIX KIHIIBOK, MOPYIICHHS
nepmaroriaidiku, HaJUIMIIOK LWIKipU, aCUMETpis
Ta rinoruiasis JiBOTO ByXa, BKOPOUYEHHs JIIBOT
MJIe40BO1 KICTKH, rinocmnajis, HaAMIpHUHA poO3-
BUTOK JJOOHHX Ma3yX, BUCOKE apKOMoai0He mij-
HeO1HHS, aHTUMOHTOJIOIIHUN pO3pi3 OuYeH, 10-
BTe, MIJAHATE TOBEPXY, MiA00PiAas, KOPIHUHUNA»
Hic (doto 2).

[IpoBeneHi mapakjiHidyHI MeToaM o0OcCTe-
JKEHHs: BU3HAYEHHs pIBHSI TOPMOHIB: THPEO-
TPOIMHOTr0, BiJIBHOIO THUPOKCHHY, KOPTHU3OIY,
17-okcinporecTepony, JIOTEiHI3yO40ro, Imo-
Ka3HUKH SKUX Oylu B Mexax HOPMH, alie pi-
BeHb (oisikynoctumyntowyoro ckiuas 0,7 On/n
(nopma - menme 0,1 On/n), piBeHb 3arajbHOTO
tectoctepony 4,63 umons/n (Hopma - 0,7-2.2
HMounb/n). Ha HeilipocoHnorpadii Oyno Bussie-
HO TiNomJja3ilo MO304YKy, cyOemiHAMMalbHHUN
KPOBOBWJIMB 3 JujaTaii€eio mpasoro pory. [Ipu
HPOBEJEHHI YJIBTPA3BYKOBOTO JOCIIJKEHHS
BHYTPIIIHIX OpraHiB - Au(dy3HEe ypaxeHHs Ma-
pPEHXIMH HHPOK, Timepruia3is HaJHUPHHUKIB.
3rigHO JaHUX YJIBTPA3BYKOBOTO IOCIIJKEHHS
cepusi BHSBIEHI BIIKPUTHH OBaJbHUH OTBIp
Oinst 2 MM Ta Binkputa OoranoBa mpoToka. Ha

146

OYHOMY JHI - BPOJUKEHA MirMeHTHa JUcTpodis
CITKIBKM. AHaji3 cedyi Ha ypPHHOJI3HC - HaTO-
norii He BHsBJIEHO. PiBeHb IIIIOKO3M KpOBi Ta
€JICKTPOJIiTiB BiIMOBi/1aB BiKOBii HOpMi. JluTH-
Ha OMJISHYTa BY3bKHMH CII€LiaiCTaMH.

VYV npoueci jgikyBaHHS Ta O0OCTEXEHHs CTaH
JUTUHH CTabini3yBaBCs, JJIS MOMAJBIIOTO JIi-
KyBaHHs BOHa OyJia mepeBeleHa y BiJiJICHHS
naroJjorii HoBoHapomkeHux. [IpoBogunacs au-
(depeHniiiHa [iarHOCTHKA MIX CHAaJKOBUMH 3a-
xBoproBaHHsiMu Kapuenii ne Jlanre, TorajibHOl
ninoauctpodii Ta cuHapomom DpaHUYECKETTI.
[Tpu reHeTHYHOMY OOCTEKEHHI B MEJJUKO-TE€HE-
THYHOMY HEHTpPi M. JIbBOBa BUCTABICHUN KIIi-
HIYHHUK qiarHO3: cUHApOM DpaHUYeCcKeTTI.

[Ipu momanbmIOMy JAHMHAMIYHOMY CIOCTeE-
pPEXEHHI 3a JUTHHOKI BCTAHOBJIEHO, IO BOHA
HEOJTHOPA30BO 3HAXOJUJIACS HA CTallilOHAPHOMY
nikyBaHHi: 3 12.12 mo 19.12.12 Ta 3 22.01.13
no 28.01.2013 npoBoausiocsi cTanioHapHE Jii-
KyBaHHs y XipypriyHOMY BiJAiJICHHI 3 TPUBOAY
nBoOiYHOT maxoBoi kunu. [IpoBeneHo nBivi Bu-
JlaJieHHs TPUXKi 3 TuiacTukolo 3a KpacnobaeBum
Ta 3 miaactukow 3a roamenem. 3 22.12.12 no
31.12.12. npoBogunocs nikyBauHs B OJIKJI 3
NPHUBOJY TOCTPOTO TpaxeoOpoHXITy, Mmoijae-
¢iuuTHOI aHeMii JIErKOro CTYNeHs, eNiCHH-
npomy Ha (pOHI MHOKHMHHUX BPOJKEHUX Baj
po3Butky. 3 7.05. mo 20.05.2013 p. nuruHa
nepedyBasia B peabiriTaniiHOMY IEHTpi 3 Jia-
FHO30M 3aTPUMKa CTAaTO-KIHETHYHOTO Ta ICH-
XOMEPEIMOBICHEBOTO PO3BUTKY. Y JIUTHUHH
JIarHOCTOBAHO CUMITOMATHYHY €HIJICINCIIO0 Te-
HepaJli3oBaHy 3 PIAKICHUMHU TOHIKO-KJIOHIYHH-
MU HamaJaMH, a TaKoX, BHSBIECHO JHMCIIA3ii0
Kyl1bOBUX cyrio6iB . IIpu momarkoBoMy 00-
CTEeXEHHI Bij3HaueHi HacTynHi 3minu: EHMI
- 3HAYHE 3HWKEHHS aMIUIITYyIH JAUCTaJIbHOI
M-gignosiai; HITI3mM-nHopma. Cuiia cKOpoYeHb
nucTalbHUX M’a3iB 3HWxkeHa; EED - momipHo
Jle30praHizoBaHa aKTUBHICTh TOJOBHOTO MO3KY
3 CYIOMHUMH €JIeMEHTaMu y JIOOHIH Ta CKpoHe-
Bill AinsiHKax cupasa. Y JHHaMilli IPU TOBTOP-
Homy npoBenenHi EEI nmiarHoctoBaHi 3Ha4Hi
3araJibHOMO3KOBi 3MiHU O0i0€IEeKTPUYHOI aK-
TUBHOCTI, SIKIi TpEACTaBJCHI CepeIHbOAMILIi-
TYJHOK AKTHUBHICTIO 1 MEPIOJUYHUMH SIBUIA-
MU nojapa3HeHHs. [lepiognyHO peecTpyBasiucs
MapOKCU3MHU BUCOKOAMIUTITYAHUX KOMIIJIEKCIB,
NPEACTABICHUX «TOCTPa XBUJIA — IMOBiUJIbHA
XxBuJs», ammitynow 400 mxB, wacrororo 3-4
I'u. Mani HCT - mixkniBkynbHa minuHa 1,0, mo-
POKHHHA TPO30POi MEPETHHKU Ta MOPOXKHUHA
Bepre He Bizyani3yerncs. IlpaBuii noOuuil pir
— 8,0, niBuit — 8,1 mm. III-Tiii myHouox 3,8;
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4-tuit mynoyok — 3,0. CyauHHI CIUIETiIHHSA
HeoAHOPiAHI. JlucTaHiis mapeHXiMH TOJOBHO-
ro Mo3ky — 106 mm. Benuka uucrepna 3,0. Ha
KOMIT'I0TepHil Tomorpadii kapTHHaA 3MilaHOT
rizpouedanii 6e3 ypaxeHHs rOJOBHOTO MO3KY.

Ha nanuii yac auTuHa OTpUMYE€ MOCTIHHO

NMitepartypa

npoTucyaomMHi 3acobu. llikaBuM mnpexacrasis-
€TbCS JUHAMIYHE CIIOCTEPEXKEHHsS 3a JaHOI
JUTUHOIO 3 METOIO OL[IHKHK OcoOauBocTei i1 ¢i-
3UYHOTO Ta IMCUXOHEBPOJOTIYHOTO PO3BHUTKY.
BiAKpUTHM 3aHIIAETHCS NUTAHHS LIOJ0 Mpe-
HaTaJbHOI 11arHOCTUKHU 1IbOTO 3aXBOPIOBAHHS.
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