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JlacriBka I.B.
MEJIUKO-TEHETUYHE KOHCYJbTYBAHHS ITPU IT'OJIONPO3EHIIE®AJIIT
Kagheopa nediampii ma meouunoi cenemuxu
Buwuii 0oeporcasnuil HasuanvHuil 3ak1a0 Yrpainu
«BbykosuHcvkuil OepacasHull MeOudHUil yHisepcumem

[onstrs «ronomnposenuedanis»y (I'TIE) 3ampomonoBaneW. De Myeri W. Zeman pajisi BU3HAuUCHHS TPyIH
aHOMaJTiii TOJIOBHOTO MO3KY, 110 XapaKTepHU3YIOThCs MOPYIIEHHSM PO3/1ily TepeIHbOro MO3KOBOTO MiXypa Ha KiHLEeBHIi
Ta npomikHuit Mo3ok. [Tommpenicts I'TIE Bapitoe Bin 0,48:10000 mo 0,88:10000 HemosmnsT Ta 1,2:10000 aboprycis Ta
MEpTBOHAPOKEHHX.

Jo nepmoro kiacy I'TIE BinHocsTh anobGapHuii, cemMinodapHuiiTa J100apHUiA TUIH, TPU SKUX HAHOLIBII TSHKKO
ypaKeHUMH JUISTHKaMM TIiBKYJb € Oa3albHO-BEeHTpalbHUI mepenHiii Mo3ok, no apyroro - ['TIE «mixmiBKyJIbHO-
CEepenMHHOI JIiHil, MpH sKid KOPTHKO-IOpCalibHA YacTHHA IMiBKYJb HE PO3MiJICHA MPH HOPMalbHOMY 0a3ajbHOMY
nepeaHboMy MoO3Ky. OcHoBHumu naedexkramu npu ITIE e: mikpouedanis, eauHa cdepa MO3Ky i3 3arajibHUM
IIUTYHOYKOM, KiCTO3Ha aedopmallisi TOJOBHOrO MO3KY, BIiACYTHICTh MpPO30pOi MEPETHHKH, BIACYTHICTH abo
TiNOIUIACTHYHICTh TiMOKaMITy, 30POBUX 1 HIOXOBHMX TPAKTIB Ta LUOYJIMH, aHOMais «BimisieBa kosa», TinoTesopusm,
aHo-/MikpodTanabMisi ab0 LMKIIOMNIs, YIIearHa MiaHeOiHHs, rirnorasist Hoca, nmpodocuuc. Mo30oJaucTe TijIo 3a3BHUaii
Bi/ICYTHE 200 npecTaBiieHe 3aJHIMU CErMEHTaMH.

Knacuuna I'TIE Bunukae BHacninok mytauii reniB SHH, PTC, PTCH Tta GLI2 ta ycnagkoByeTbesi IepeBaxHO
3a AJ] tunom ycnankysanus. [ TIE moxxe 3ycrpiuarucs npu Oinbui, Hik 40 reHeTHYHNUX CHHAPOMaX, HaHOLIbII YacTUMU
3 akux € cuHapomu Cwirta-Jlemni-Onina, Mexkkens-I'pyOepa, Jlamborre, Alikapni Ta Llrtaiindensna. Haiibinbim
qacTuMu xpomocomHumu xBopobamu 3 [TIE, € cungpomllatay, Ensapmaca, del(13q), del(18p), dup(3p),
del(7q36).YnHHukamu, mo MoxyTh iHititoBati ['TIE (Ha 5-10-My Tk BariTHOCTI), 32 AaHUMH JIITEPATypH, € IyKPOBUI
niaber MaTepi, rinepeiTaMiHO3 A Ta 3JI0BKUBAHHS aJIKOTOJIEM.

IpeHaTajabHO [iarHO3 BCTAHOBJIIOETHCS 3a IOMOMOIOK YJIbTPa3BykoBoi miarHoctuku (Y3]I) y mepiiomy Ta
IPYroMy TPUMECTpax BariTHOCTI. 3 METOK YTOYHEHHs miarHo3y 3 20-ro TIK BariTHOCTI MOYKHA BHUKOPHCTATH
MarHitHo-pe3oHancy tomorpadiro (MPT). Lle € BaKJIMBMM LIOA0 MOAANIBIIOT TAKTHKM BEACHHS BariTHOCTI y JKIHOK
rPyNud BUCOKOTO PH3HMKY, YTOUHEHHsS TEPMIiHIB POJOPO3PILIEHHS Ta MiarHOCTHYHO-TIKYBaJbHUX 3aXOiB MiCIis
nosiori.ITpeHaranbHe MeauKo-reHeTHYHe KOHCYJbTyBaHHsS (MI'K) mnepen0ayae BCTAHOBJCHHS HECTIPUSATIMBUX
YMHHUKIB, BU3HAYEHHS KapioTHITy TUI0ay (MpW HEOOXiTHOCTI, KapioTHTIiB OaThKiB), MPOrHO3Y Ta PU3MK JUI HACTYTHOTO
cubca. 3aBlaHHsIM MPEHATAILHOTO KOHCHIIIyMY € BHpiLI€HHS MUTaHHS 30epiraHHs abo mepepuBaHHs BariTHOCTI 10 22
Tikrectanii (y BUMaaKy ypOMKEHOT Baiu PO3BUTKY, HECYMICHOI i3 JKHTTSM, NMPH BiACYTHOCTI MOXIMBOCTI abo
BaKKOCTI XipypriuHoi kopekuii). ¥ Bumamkax misHeoro miarHosy [TIE a®o BimMoBHM Bin TiepepuBaHHS BariTHOCTI,
MPOBOIHTHCS MOBHE KITIHIKO-TadOpaTopHe OOCTEKEHHS 1 TOCHiTalli3allis iHKU B 1MoJioroBuii cramionap Il piBHs s
ponopo3spiueHns.I TIE B moctHaTanbHOMY mnepiofii AiarHoctyeTbesi npu (dizukanbHoMy oruisiai.HeBposoriunuii ormsy
IWTHHU BKJTIOYAa€ OOOB’S3KOBE TECTYBaHHsS HIOXOBOTO aHaji3aropa. I[locTHaTajbHEe pamioJoriuHe IOCHIHKEHHS,
BKJIFOYAKOYM  HelipocoHorpadito, peHTreHiBCcbKy KoM 'lotepHy — Tomorpadito, MPT  rosoBHoro  Mo3sky,
nossossieBepudikysaru ['TIE.

HaBoaumo BracHe crioctepesxerHs nutunu 3 [ TIE.HoBoHapopkeHa niBunHka Bif I-1110i 6aykaHOT BariTHOCTI Ha
¢oHi GaratoBoms, AM(Y3HOrO HETOKCUUHOTO 300y, recraiiiiHol rineprensii. Martepi 24 poku, ocBiTa cepeiHsi, LiBesi;
0aThkOBi 28 pOKiB, OCBiTa CepemHbO-CieliaNbHa, OyniBenbHUK. L1000 3apeectpoBanmit. LlKigmMBUX 3BHYOK He
BusiBlieHo. CriaJIKOBiCTh MO JIiHiT MaTepi Ta 6aThka He o0TsbkeHa. [Ipenatanpre V3] miomy Ha 20-My THX BariTHOCTI
BUSIBUJIO HeiMyHHUI HaOpsik, 3BYP Ta MHOkuHHI ypomkeHi Baau po3sutky (MYBP): YBP LIHC: rononposenuedainis,
mm3enuedanis; YBC: mepekr mimuutynoukosoineperutunku (JIMILIT), creno3 aoptu.Bin mepepuBaHHS BariTHOCTI
NOZIPY KK BiMoBUItocs. Maca mutuHUIpU HapokeHHi 1700, norkuna 41 cM; 00Bin To0BH — 26 cM, 00Bi OTpYyAAs
— 26 cm. Ouinka 3a Anrap — 5 6ani, Ha S-Tiii xBuHHI nepeBeneHa Ha LIIBJI.HeBposoriunuii cratyc: Mikpouedatis,
Benuke pkepenslie 0,5x0,5 oM, BinkpuTuil caritanbhuii wos. J{udysHa m’si3eBa rinortoHisi, rinopedaekcis. Pyxosa
AKTHBHICTh 3HIDKEHA. JIMTHHI MPOBEICHO MOBHE KJIiHIYHE 0OCTEXKEHHs Ta O cremiagicramu. JlikapeM-reHeTHKOM
nposeneHo MI'K ponunu, nani pekomeHnauii Ha BuUmagok HactynHoi BariTHocti.HesBakaioum Ha JIiKyBaHHS, IO
MPOBOIWIIOCS, CTaH ITUTWHM TOTipIIyBaBcs, Ha 4-Ty noOy auTtuHa momepra. [laTomoroanatomiynuii miarHo3: MYBP:
VYBP IHHC Tta opraniB uyrrs: [TIE, 30BHimHS Ta BHyTpimmHSA Tigponedais, mm3eHHeamis; MpoOOCIHC,
kpunrodramem; YBC: JIMILII, 3aranbHuii aprepiaiibHuil CTOBOYp; Timoruiasis HAaAHUPHWKIB. Y CKIaqHEHHS
OCHOBHOTo: BupakeHuii HaOpsik TOJIOBHOTO MO3KY Ta M’SIKUX OOOJOHOK. ATpodis KOpM Ta BOTHHIIEBA
JICMKOMAJTALISITOJIOBHOTO  MO3Ky. JIBoOiuHi mu(y3Hi aTeiekTasw, CHaJaHHsi albBEOJ Ta ajbBEOJSIPHUX XOIiB,
JMCIIeKTa3u JiereHb. BorHuiiesa emdizema JiereHiB. 3arajibHe BeHO3HE MOBHOKPIB' ATa AUCTPO(DiuHi 3MiHM BHYTPILIHIX
napeHxiMato3Hux oprais. HaOpsiku Tysy6a Ta kiHuiBok. CymyTHiii: Manuii 3a po3MipoM Ta Baroto 10 rectauiiiHoro
BIKY.

Takum unnoM, ['TIE, € Tsxkoro YBP 1ieHTpanbHOT HEpBOBOI CHCTEMU, €TIONOTIUHI YHHHUKA BUHUKHEHHS SIKOT
HEJI0CTaTHHO BUBYEHI, MOXE 3yCTpidaTHCs sIK B i30JIbOBAHOMY, TaK i B CKJIaJli T€HHUX CHHIPOMIB Ta XPOMOCOMHUX
xBopo6 3 MYBP. Jlitu 3 anobapHoro ¢opmoro ['TIE B GinbImocTi BUMaaKiB MOMUPAIOTh B TIEPIIi MicsIi KUTTS. Y pasi
ceMinodpanoro, jobdapHoro tumiB i ['TIE Mi>kniBKyJIbHO-cepeTUHHOT JTiHii, TPOTHO3 OiTBII CIPUATINBHMN, OTHAK JiTH €
iHBaJIiITaMy 3 JAUTHHCTBA 3 HEBPOJIOTIUHOIO MATOJIOTIEl0, MOPYIIEHHAMH (i3MYHOTO Ta pO3yMOBOTO PO3BHUTKY. Tomy,
ONTUMIi3allis 1 CBOEYACHA MpeHaTalbHa 1iarHOCTHKA AaHOT MaTosIorii € HeoOXiIHOMO 1St ii MoMepenyKeHHs Ta CTAHOBHTh
OJIHE 3 FOJIOBHUX 3aBJaHb CyYaCHOI NEPUHATAIbHOT MEAULIMHH.
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