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HanionaisHa MeIu4YHa aKageMis MiCIAIUIIIOMHOTL
ocsitu imeni IT.JI.IIynuka'

KuiBchKuil mepuHaTanbHUil EHTP?

HACJI OXMATAUT?

(M. KuiB, Ykpaina)

Pe3tome. B cmammi nasedeno pioxichuii 6unadok 6ajicko2o 014 0ia2HOCMUKU HelipodeHepamueHozo 3axXopioeants
y HO8OHApOoOceHoi oumunu. IIposedeno dughepenyiiiny diaeHocmuxy 3 xeopoborw Iannepsopdena-Illnamya ma cun-
0POMOM XOpei-aKkaHmoyumo3sda, npome oCmamoyrutl 0iazHo3 NOKU WO He GCMAHOBLEHO.

Knwuosi cnosa: nosonapodocenuil, nesporoziuni nopywienns, cyoomu, Helpooezenepamuene 3ax60pio6anis,
xeopoba l'annepsopoena-Ilinamya, cunopom xopei-akanmoyumosd.

Juruna T., niBuunka, Hapoguuacs 26.02.16. Ilo-
JOTH mepemdacHi, y Tepmini recramii 36-37 THXHIB
yepe3 MPHUPOJHI POMOBI MIIAXH, 0€3 MEAMKAMEHTO3-
Hoi cTuMynsanii. HaBkomonninauit mixyp nepdopona-
HHUH; BOAM TMPO30pi, 4MCTi; OMU3bKO 6 niTpiB. Bara
npu HapojpkeHHi - 2490 rpamis, 3pict 48 cM, rpy-
na kposi II (A)Rh+. Kpuk BincyTHi#, npoBoguiucs
3aX0/M MEpPBUHHOI peaHiMamiiHOi JOMOMOTH, Hicis
qoro Oynu cmpoOW KpUKY i 3 SBUIOCS CaMOCTIiiHE
nuxanHsg. Ominka 3a mkanoo Amnrap 6/7 6amis. du-
THUHA HapOIMJIacs B «CYIOMi», y BUMYIIeHiH (uek-
COpHIif 031, 3 BHCOKMM TOHYCOM B KiHI[IBKaX.

Bigomocti mpo 6atekiB. Mama 34 poku (1(0),Rh-).
Barituicts 2-a. Big mepmoro mirw0y € fuTHHA, Ii-
BYMHKA - 12 pokiB, 3m0poBa. ExcTparenitanbHi 3a-
XBOpPIOBAaHHA: ayTOIMyHHHUH THpeoinut, 3 14 pokis,
JI0 BaTiTHOCTI MpuiimMana eyTipokc, ImijJ 9ac BariTHOC-
Ti J03a ckopurosana. [IpoTsrom Bciei BaritHOCTI pi-
Beub ropmony TTI OyB B mexax HopMmu. Y Marepi Ji-
arHOCTOBAaHO HeCcTabUIBHICTE 3-5 XpeOIiB, Mo cTalIo
NPUYMHOIO 3HAYHUX TroidoBHUX Oomeil. [lepen Barit-
HICTIO MpOHIITAa MEIUKAMEHTO3HHUH KypcC JIIKyBaHHS
JUISL TIOJIIMIIEHHS CTaHy CYAWH TOJIOBH, B TOMY YHCII
rojko- peduexcorepanito. I1ig yac BaritHoCcTi B mep-
HIOMY TPUMECTpPi TOJIOBHI Ooii mouactimanu. J{is
3MEHIIEHHS HamaaiB 0ot mpuitmana Marae B6 (1o
6 TabmeTok Ha H00Y), AKIIO HE JOMTOMAarayio, poOuin-
¢ iH'ekmii aHATBTiHY BHYTPIIIHBOM'SI30BO (4acToTa,
npuOINU3HO, OJWH pa3 B THXKACHb), BCHOTO OJIM3BKO
10 pa3iB 3a TpumecTp. Y ApYyromy TPUMECTpi Kilb-
KICTh 1 TPUBAJICTh T'OJOBHMX OOJied 3MEHIIWIAcs,
3HUKAJM Nicls iH €Kil Marue3ii BHYTPIIIHbOM'I30BO
(6inst 3x emizoxiB 3a 2-it Tpumectp). BC/ 3 nutun-
CTBa, aJePTIYHUHA PUHIT: peakilis Ha IBITIHHA Tpas,
nikyBajiack Jlenyden. bareko 42 poxu (II (A), Rh+).
Bix nepworo nuitody mae niBunHKy 19 pokis, 3710-
poOBa, XpPOHIYHUX 3aXBOPIOBAHb HEMAE.

BariTHicTh: Ha 5-6 THIXKHI 3arposa mHepepUBaH-
HA (KPOB'SHUCTI BUIINICHHS), TOMIpHUH TOKCHKO3 Yy
mepuioMy TpuMecTpi, 6e3 6moBoTH. B mepmomy tpu-
MECTpi CHIbHI 1 9acTi roloBHI 0071, 3MEHIITUIUCS Y
IpyroMy i Maike He Oyno B TperboMmy. Ha 13 TuxHi
BariTHOCTI 3arposa nepepuBaHHsS (KPOB'SHHUCTI BH-

102

ninenss). [lepme Bopyminag Ha 18 THxHI. Y XKOB-
THI 2015 - ;merke xapuyoBe OTPYEHHS (JKepeno He
3’scoBane). Ha 28-29 twxnui - 'PBI. o 29 TwxHs
npamfoBana (odic). Ha 31 TwxHI BariTHOCTI mocTy-
MUJa y JiKapHIO 31 CKapraMu Ha moMipHe 6araToBoa-
1, Ha KTT - 6 6anis 3a ®@imepom. 3 31 TxHS JiKy-
Basiacst TiBOpTiHOM (BHYTpPIIIHBOBEHHO 1 B cupori) 4
TrkHI. 3 32 THXHS - akToBeTiH (3 TWxHi), 3 35 - ou-
nupunamorn (1 Twxaens). Ha 34 TwxHi 3’ IBUITNCS He-
CIpaBXHI mepemMu (rocmiTarizanis), AiarH0CTOBAHO
6aratoBonnas. [IpoTsarom BariTHOCTI aHTHpE3yCHI aH-
THTLNA He Oynu BHsBIEHi, HAa 31 THXHI NPOBEJEHO
JOCIIJDKEHHSI KPOBI Ha reMOJIi3UHM (pe3ylbrar Hera-
THBHUH), Ha 34 TWxXHI Oyno 3a)ikcoBaHO HE3HauHE
3poctaHHs TUTPY. OOCTEKEHHS MIIALCHTH (TTaTaHaTo-
MidHE JOCIHIPKEHHS): MaToJoTii He BHUSABICHO, JIHC-
HUPKYJISITOPHUN posnan. Jutuna 6axaHa.

JlikyBaHHs mijg 4ac BariTHOCTI: eyTipokc, Emesirt
npeHaTalb, (oiieBa KHCI0Ta (B IEPIIOMY TPUMECTPI),
Marue B6, ananbrin, Marae3is BHyTpilIHbOM sI30BO,
nuTpamMoH, TiBOpPTiH, aKTOBETiH, JUMHPHIAMOI.

CraH IWTWHU IPHU HAPOKECHHI: BAXKHH, 3'AIBUBCS
CclIa0KUH CTOTIH Ha TJi TAaKTUIBHOI CTUMYIAIII, AU-
XaHHsl KUCHeM (BinbHUH moTik). [lo3a auTuHU: 3TH-
HaJIbHUH TiIepTOHYC BEPXHIX KiHI[IBOK 1 pO3TrHHAIIb-
HUH TimepTOHyC HWXKHIX KiHIiBOK. [lepeBenena y
BiJIiNeHHs iHTeHCHBHOI Tepamii. JuTuHy 3aiHTy00-
BAHO, HAJATOJUKEHO AMXAJIbHY MIATPUMKY 3a JOTO-
MOTOI0 afnapary HITYYHOTO JUXaHHs, CYAOMHU (TpeM-
TiHHS) KOKHY XBUIUHY. CBijoMicTh IpoOiieMaTHyiHa.
3naxoaunacs Ha anapati IBJI, aktuBHUX pyXiB He-
Mae, peaknis 3iHUIB BigcyTHsA. Ctan komu. Piziorno-
TidHI BiMpaBICHHS B HOPMI.

CraH B auHAaMIIl: Bia3Ha4daJinCcs IMOCTIWHI TOHI-
KO-KJIOHIYHI CyIOMH, MCEeBA0-0yIb0apHUIl CHHAPOM,
cuHJpoM M's30Boi auctoHii. IlkipHi mokpuBu OJi-
J0-poKeBi. 3 OOKYy NHMXaJlIbHOI Ta CEPUEBO-CYyIUHHOT
cucteM 0COOIMBHMX MOPYNIEHb HE BingMiueHO. JKHUBIT
M'SIKUH, XapuyyBaHHS 3aCBOIOE, CTINCNb PETYISAPHUMH,
niype3 AOCTaTHIH.

OOGcTexeHHs: 3arallbHUNA aHali3 KPOBi B HOpPMI 3
MOCTYNOBOIO aHeMi3allier, 010XiMIYHI aHaNi3u KPOBi
(B T. 4. MIIOKO3a, CJICKTPOJITH) 6e3 0COOIUBOCTEH,



BUMAOKN 3 MPAKTWKWM / CASES FROM PRACTICE

MpoBeaeHa JIIoMOanbHa IMYHKIIS: JIKBOP - B HOPMI,
obctexxenHs Ha rpymy nepuHatanpbHuXx TORCH iH(ek-
i — maronorii He BHUABIEHO, KapiOTHI B HOPMI, BH-
KJIFOUEHI CHAJKOBI MOPYIIEHHS OOMiIHY aMiHOKHCIIOT
Ta alWJIKapHUTUHIB. [HCTpyMeHTanbHI OOCTEXKEHHS:
pentreHorpadist opraniB rpyiHOT KJIITHHH Ta 4epeBHOT
MOPOXXHUHHM, IIMHHOTO BiJAlTy XpeOra — 0e3 maroso-
rii, HCT' — He3pinicTh, HCOMHOPIAHICTh €XOCTPYKTY-
pU TOJTOBHOTO MO3KY 3 TilE€PEeXOTCHHUMH [iISHKa-
mu. He Buknrouennii ennedanit. MPT — nmopyuieHHs
nudepenuianii 0inoi ta cipoi peuoBuHH, TUdY3HUI
MOCTrINOKCUMIYHUN HaOpsiK 0107 PEeYOBHHM BEJIH-
KUX MiBKyIb. B mpoexmii Omigux Kynb BigKIageHHS
METaJOBMICHHUX (PEpMCHTIB.

JluTnHa HEOAHOPA30BO OIJISIAANACs HEBPOJIOTOM,
IeHETHKOM, O TalIbMOJIOTOM, KOHCYJIbTOBAaHA ClIelia-
nictamu kadenpu Haonaronorii HMATIO.

Kuniniunuii niaraos: 1. Baxke ypaxenns [IHC He-
YTOYHEHOTr0 TeHe3y. BpojkeHe nereHepaTuBHe 3a-
XBOPIOBAHHS T'OJOBHOTO MO3Ky? XBopoba Iammep-
BopaeHa-lInmarma? II. CymoMHUN CHUHAPOM HESCHOI
eriosiorii. Bynebapuuii cuaapom. I11. PAC, IH II-111
B anamue31. Henonomenicts 35-36 TuxHiB. Bucoknii
centuuHuil pu3uk. Pusuk I'XH (remonitnyna xBopo-
6a noBonapoyukeHnx) mo Rh dakropy. MuoxuHHI
CTHTMU qu3eMOpioTeHesy.

OTpumyBana JiKyBaHHSA: JUXalbHA IiATPUMKA
(IOBJI, motim CPAP 4yepe3 HOCOBI KaHIOJ1), TPOTHUCY-
JIOMHY Teparnito (cuba3oH, TioneHnran, penobdapbira,
Kernpa, JenakiH, oeraprin, nuroduasin). Cumnroma-
THYHE JIKyBaHHs, iHQY3iliHa Tepamis 3 METOI0 YacT-
KOBOTO IapeHTEpaTbHOTO XapuyBaHHS Ta MIATPUMKH
BOJHO-ENEKTPONiTHOTO Oanancy. ['eMonnHamika miz-
TpuMyBanacs 10paMiHOM.

Ha 29 nens xutta nepeseneHa 1o BITH OXMATIUT.

VY cranionapi OXMATIUT, cran yepe3 2 micsili
MicJIst HAPOJKEHHS.

CraH IUTHHHE HEeCTaOiTBbHO BAXKHUU: CYIOMH, IIO
BHUSIBIISIIOTHCA K Ha eHmedanorpami Tak i KIIHITHO
y BUIIISAI BUTATYBaHb 1 cXJaunyBaHb. CyaoMu KOXHI
5 XBUNUH, NpoTe OyBalTh nepepBu a0 roauHu. Komu
JUTHHA y CBIJIOMOCTi, «0OPEThCSA» 3 HAMaJgoM CyloM
(HampyxyeThes 1 yepBoHie). Ha goruk wacTo pearye
BUTATYBaHHAMHU. CynoMu (BUTATYBaHHS 1 CXIJIHIY-
BaHHA) CIIOCTEPIralThCs SK YBi CHi, Tak i KONH HE
CIUTh. Y CHI «BUTATYBaHH» 1i OyJsTh, MOXYTb BiJI-
KpuBaTHCsl 04i 0e3 (QOKyCyBaHHS, MOXE 3aIUIaKaTH.
[Tepen moyaTkoM JAESKMX «BUTATYBAaHbY» MOXE Bij-
KPUTH 04Yi, BHAUISIOTHCS CIBO3M, IMOTIM HANpyXy-
€THCSI BCE T1JIO 1 TOYNHAETHCS Hamaa. MoKe CTeKHUTH
3a mpeameTtamu. binpmry wactury 106 cnuth. [HOMI
nJjaye TPUBAIO, KOJH IJa4ye - CY[OM Mailke HeMae.
HecnanHs TpuBae ONM3bKO TONMHH-IBOX Ha J00Y.
OpnuH-aBa emizonu. Hixkku 1 pyuku 3arucHyTi. By-
BAIOTh IEPIOJN KOJIU X MOXHA CIOKIHHO PO3ITHYTH,
ame B OCHOBHOMY 3aTucHyTi. [Ipu cmpo6i 3MiHHTH
iX mosoxeHHS a00 3IrHYTH/PO3ITHYTH MOYWHAETHCS
cynoma. Ha cBiTio pearye, MpyXHTbCsI BiJl sICKpa-
BOro CBiTiia. Moe JOBrO JUBHUTHCS HE MOPTarOuu.
XaoTHYHUX PYyXiB, SIK y HEMOBIAT Hemae. bes cynom
pyxiB Hemae. He koBTae. [Ipu canyBaHHI BUCIOBIIOE
HeBnoBoseHHs. Kanurio Hemae. [{oku gyTnusi. ['you
pa3oM He 3aMUKalThCA. S3UK PYyXJIMBUH, IPU CaHY-
BaHHI HAMaraeThCs 3aBa)KaTH SI3MYKOM. BHyTpimiHi
opranu B HOpMi. Jlesiki ocobauBocTi € Ha MPT, no3u-
THBHA JIMHAMIiKa 100 MMOCUJICHHS MieniHi3alii. Xap-

YyBaHHS 4epe3 30HM, cymint. O0’e€M po3MUpPIOETHCS
noctymnoBo. Ilin 9ac rogyBaHHS CyqOMHU (BHTATYBaH-
HA) 9acTimaioTh. Bary Habupae.

3 MeTor mnajiatuBHOI jgomomMoru autufi 23.06
npoBeaeHo TpaxeocTtoMito. [lepeBenHa y mexiaTpuu-
He BiJiJICHHs 3 MeTOr peabimitanii. JlomoMy BUmu-
cana 5.08. Cran Ha yac Bunucku: Bara 4600 rpamis,
xapuyBaHHS cyMmim Heokeitt (HyTtpumis) B 006’ emi
3TiIHO BiKOBOi moTpebu yepe3 30H1 (He KoBTae). u-
XaHHs yepe3 TpaxeocTomy. IlepioquuHO eKBIBaJCHTH
cynom. OTpuMye [emakiH, Mama HaBYCHA METOIaM

A0TJIAAYy 3a JUTUHOIO.

HopnaTkoBi gocniaXxeHHA:

JliarHOoCTHKA CHIaJIKOBUX MOPYIICHb OOMIHY pedo-
BuH (HBO). Opraniuni KUCJIOTH.

BucHoBok: YV ceui mamieHTa migBUINEHA KOHIIEH-
Tpamis 4-rigpokcidenimmakrara, 4-rigpokcidpeHimmi-
pyBaTta, aguIiHOBOI KHCIIOTH, CyOepiHOBOW KHCIIOTH,
cebanMHOBOM TiIpoKcideHinnipyBaTa Moxe OyTH 3y-
MOBJICHO 3aXBOPIOBAHHSIMHU MEYiHKH. TakoX BHSBICHO
JTiKapChbKUH Tpenapar - mapaneTamMmoi, KOHIIEHTPAIi€ro
128,23 MmM/M xkpeatuHiHy (B HOpMi BiACyTHIif). Pexo-
MEHJY€EThCS MPOBEAEHHS NOCTiKeHHS MeTogoM TMC.

KapioTunyBaHHA:

Amnani3: ananiz xpomocomM ®PI'A-cTumynboBaHOi
KynbTypHu JiMdouuTi. KiiapkicTh OIiHEHHX MeTa-
¢da3: 20. KinpkicTp ckiageHux kapiorpam: 5 (Biamo-
BigHO mo ISCN 2013). Po3minenns cmyxok: 400-550
CMYXXOK y ramnoigaomy Habopi. MeTtox audepenii-
Horo ¢apOysanus xpomocoMm (GTG). Pesynbrar: 46,
XX. IMosicHeHHsT 10 pe3ynbTaTiB aHali3iB: Y pe3ylb-
Tari HUTOTEHETHYHOTO JOCII/PKEHHs OYyJIO BHUSIBICHO
HOPMaJIBHUH XIHOYMH KapioTun 0e3 ocoOmuBocTel
(y 20-T; MeTada3HUX MIacTUHKAX). Pe3ynapTar mano-
IO JOCIIIKEHHS HE BUKIIOYA€ MOXKIHNBOCTI HU3BKOTO
piBHSI MO3aillM3My Ta CKPUTOI XpPOMOCOMHOT 1epedy-
JIOBHU, sIKi HE MOXHa BHUSBHUTH 32 JIOIOMOIOI0 CTaH-
JapTHOTO LUTOI€HETUYHOTO METOMY.

Onuc npeacrasaennx HaTuBHUX MPT rosnosHoOro
Mo3Ky Bix 15.03.20016

Tomorpamu Heskici, mocnimoBHicTs JIBI Bin-
cytHs. Ha cepii MPT romoBHOro MO3Ky YTBOPEHHS
cepennpoi siHil He 3Mimeni. IllnyHoukum MO3Ky B
po3Mipax He 3MiHeHi. bisia peyoBHHA MO3KY Mae IIij-
BumeHuii Ha T2 i 3umkenuit Ha T1 B1 MP curuan,
10 3yMOBJIEHO HE3PINIO0 MieNiHi3almi€l0 i MOXe Bij-
moBigaTu BiKOBiM HopMmi. Judepenmiamis kopa/6ima
pevyoBUHA MO3KY He TopylneHa. Mo3onucTe Tijo no-
TOHIIEHE, 0a3albHi sapa AU(EpCHIIHOBaHI HEIO0-
ctaTHbo, MP curHan BiJ HUX MOMIPHO IiJBUIICHHUI
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Ha T1 Bl cumerpuuHo mo ob6uaBa OOKH, IO TaKOX
3YMOBJICHO BiKOBOIO HOPMOIO. 30pOBi HEPBH, M'S3H
oueil, peTpobynrbapHa KIITKOBUHA, Xia3Ma, rimodis,
cTOBOYPOBI Biaainu Mo3Ky 0e3 ocobmuBocteit. [Ipu-
JIaTKOBI Ma3yxu Hoca He po3BuHeHi. [locrrimokcuy-
Hi 3MiHH B MO3KY (3 ypaxyBaHHSM JaHUX KJIHIKH i
aHaMHe3y) Ha TIi He3pinoi mieninizamii 3a pe3ynpra-
TaMU JaHOTO 0OCTEKEHHS HE MOKINBO AU EpeHITIT0-
Batu. [oninsHo moBToput MPT romoBHOr0 MO3KY B
TUHAMIII.

3aKknioyeHHsA

OcTaToyHuil miarHo3 AUTHHI HE BCTAHOBIIEHO.
[MigTBepmKeHHS poboduoMy miarHo3y: XBopoba [an-
nepBopaena-lllnarna we 3Haiigeno. Jlymkm sikapis,
AKi JIIKyBaJM JUTUHY Ta CIOCTEpPIraloTh B JaHUM
4ac CXHISIOTBCA B Oik He3po3ymuioro (pimkicHo-
ro) HelpoJeHEPaTUBHOTO 3aXBOPIOBaHHS YU MeETa-
0O0JIYHOTO CHHAPOMY, T'€HE3 SKOTO BCTAaHOBHUTH HE
MOXIJIHBO JTOCTYMHUMH MeTomamu. Yepes 4 wmicsami
MicJisi HAPOJKEHHS TUTHHA BUIMCAHA J0JOMY y CTa-
O6inpHOMY cTaHi. OCHOBHI BiTaJbHI (QYHKLIT KOM-
[IEHCOBaHI: 3arajbHOKIIHIYHI aHaai3u BiAIOBIIAIOTH
BIKOBIfi HOpMI, AWTHHA AMXa€ CaMOCTIHHO, Yepes
TpaxeoctoMy. baTbku HaBueHI MeTOnaM IOTISAAY 3a
nutuHOI0. Habupae Bary, ame HEBPOJOTIYHUHN CTATyC
3aJTUIIaeThCad 0e3 MO3UTHBHOI OWHAMIKH: OTPUMYE
HiATPUMYIOYy TPOTHUCYIOMHY Tepamito. Y Bili OIHH
PIK IUTHHA MOTaHO MEPEBEPTAETHCS, HE CUIUTD, ITiJ-
TPUMY€E Bi3yallbHUI KOHTAKT, CJIIJAKY€E 3a irpalIkaMH.
[McuxoMoTOpHUN PO3BHUTOK 3HAYHO BifgcTae Bim ¢isi-
omnorigHoi HopMu. DI3WYHUN PO3BUTOK BIAMOBITAE
HOPMI I8 HMMEHH BiKy. 31 CJIiB MaTepi MepioAMdIHO
CIIOCTEPITaloThCs CyJOMH, 0COOIMBO 1€ MOB’SI3aHO 3
3axBoproBaHHsM Ha I'PBI. [lponoBxkye orpumyBaru
MPOTHCYAOMHY Tepalliio, IUXa€ 4yepe3 TPaxeoCTOMY.
logyeTbes yepes 30HI: OTPUMYE CyMill, MPUTOOBY-
BaHHA 3TiTHO BIKYy.

JlitepaTtypHa posBiaka

HeliponerenepaTtuBHi 3aXBOPIOBaHHS 3 Ae0I0TOM
B IUTSIYOMY BiIli BKIIOYAOTH B ceOC BEIUKY TeTEpO-
TeHHY TPyNy 3aXBOpIOBaHb, B OCHOBI SIKHX JICKAaTh
crenudiyni reHeTndHi abo OioXiMiUHI MOpPYyIICHHS,
XpOHIYHI BipycHI iHQEeKIii, a TakoX 3HAYHy Tpymy
craHiB HeBimomol etiosnorii. CnagkoBi Helpomere-
HEpaTUBHI 3aXBOPIOBaHHS BKJIIOYAIOTh COUHTONIMNI-
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03U, HeWpoHaNbHUN 1epoimninopycuuro3, AJI/ Ta
ciamimo3. CdiHromimigo3n XapaKTepHU3YIOThCS BHY-
TPIKJIITHHHUM HAKOMUYCHHAM HOPMAJIbHUX JTUITI THAX
KOMIIOHEHTIB KJIITHHHOT MeMOpaHH B pe3yibTaTi Mmopy-
meHHs ix karabonizmy. CdiHromainino3u nominsoThes
Ha WIiCTh Kareropiii: xsopoba Himanna-Ilika, xBopoba
lome, GM1-ranrmnio3ino3, GM2-ranriio3inos, XxBopoda
Kpa66e i mMeHu HOIO MiITH WMeHH HOKO MigH. CrinHO-
MO304YKOBi nereHepamnii (atakcis ®dpigpeitxa, aTakcis-
TeJeaHTieKkTa3is, OJMBOMOHTOLEpedenaipHa aTpodis,
aberarinonporeinemisi) i JereHepaTuBHI 3aXBOPIOBaH-
HS 3 ypakeHHsM OaszalbHUX TaHriiiB (xsopoba [en-
TIHITOHA, M’sA3eBa JedopMmyroya JIUCTOHISA, XBOpoOa
Binbcona i xBopo6a ["annepBopaena-Illnarma).

B npencrasieHomMy BHUIIaAKy, Y 3B SI3Ky 3 THM, IO
Ha MPT ronoBHOTO MO3KYy OyJi0 BHSBIEHO BiIKJIaACH-
Hsl METAJIOBMICHUX ()EPMEHTIB B TPOEKIiT OJiINX KyJIb
Ta JUTHHA MaJla XapakTepHl KIIHIYHI NpOsBH, Hail-
6inpIn fiMoBipHOIO Oyna mimo3pa Ha xBopoba ["amnep-
Bopaena-llInatna. [Ipore Ha HAaCTYMHHMX AOCIIIKCH-
HaX MPT ronoBHOro Mo3Ky JaH€ 3aXBOPIOBaHHs HeE
Oymo miATBEpAKEHE 1 I[e 3aXBOPIOBAHHS PO3BUBAETHCS
y OlnbII cTapiomMy Billi (XBOpoOa HAKOTTMYCHHS).

OudepeHUinHMA giarHos

1.Heiipongerenepariss 3 BigkiIageHHSAM 3aliza B
Mo03Ky abo XBopob6a NanmepBopaena-Illnatna — qyxe
piAKicHe HelpojeTreHEepaTHBHE 3aXBOPIOBAHHA, IO
CYNPOBOKYETHCS BIAKIAJACHHIM 3aTi3a B 0a3albHUX
raHraisx (B Oxigomy mapi i B 4OpHiH cyOcTaHmii).
Ile ayTocOMHO-penecHBHE YyCHAaJKOBAaHE 3aXBOpPIO-
BaHHA Oynmo Bmepiue omucano B 1922 pomi KOmiycom
lannepBopaenom i Xyro Ilmarmem. YactoTa 3axBo-
pIOBaHHS B cepeaHboMy 1-3 mromuuu Ha | MinbpHOH.
Hiudpp B MKX10- G23.0. ¥V cyuacuiii 3apy0OixHiii
aireparypi moHATTS «xBopoba ['amneBopuena-Illnar-
na» 3aMmineHo Ha «HeliponerenepaniiMo3Kky 3 Hako-
nuueHHAM 3aniza (NBIA)», mo wiTko BimoOpakae
maToreHe3 Ta MaToMOopPQOIOTiI0 JaHOI TPYNH JereHe-
pamiif MO3Ky Ta BiTHOCHUTBCS JIO MPOTPECYI0UNX EKC-
TpamipaMigHiX XBOpoO. Yiepiie 3aXBOPIOBAHHS OIHU-
cano J.Hallevorden i H.Spatz y 1922 p. na npuknanui
BEJIMKOI pOJIMHM, B sKiif 3 12 miTeit Oynu xBopumHu 5
cecTep. 3aXBOPIOBAaHHS Ne0IOTye y MiTeH BIKOM Big 6
MicsamiB 10 12 pokiB. OCHOBHHI KOHTHHTEHT XBOPHUX
(88%) — me mitu no 6 pokis. [lo mebroTy XBOpoOHU
JITH MOXYTbh OyTH He3rpaOHUMHU, TU3NPAKCHUUYHHUMH.
3MiHM ncuXi4HUX QYHKIIH HEpiJIKO BUHUKAIOTh BXKE
B paHHI# cTaxii XBopoOH Ta B psAi BUMAAKIB € Tep-
UM CHUMITOMOM 3axBopioBaHHs. [lepen mowdaTkom
PYXOBUX MOPYIICHBb Yy ACAKUX NiTel OyB HiarHOCTO-
BaHUN CHHAPOM Ne]iIUTy yBaru i TrimepakTHUBHICTD
Ta 1HIII PI3HOMAHITHI KOTHITHBHI Ta MOBEIIHKOBI
nopyureHHs. HaliBaxJIMBIiNIOIO 11arHOCTUYHOIO O3HA-
KOI0 XBOpOOM € mporpecyioda JeMeHIis. Tumnosi
arpecUBHICTh, JAPATIBIUBICTH, acolialbHa TOBEIiH-
Ka, TMOTIPIIEHHS YCIIIIHOCTI B INKOJi, amaris, 3HH-
KEHHs Koya iHTepeciB. Jlani XxBopoOa MposABIASAETHCS
MOTIpIIEHHIM XO/H, UMEHH HOIO M HECTIHKOCTI, naii
3 SIBISIETHCSL MMEHU HOKO MiJIHI CHMIITOMATHKAa: TH-
MOBOIO O03HAKOI0 3aXBOPIOBAHHS € PO3BUTOK BaXXKOT
opomanauOymsipuoi auctouii y 80% xBopoou.

IHbaHTUNBLHUN PLAN (knacuyHun)
XBopoOa MOYMHAETHCS B PAHHbBOMY JUTAYOMY
Billi — Big 6 MicswiB n0 2 pokiB. XBOpi AiTH 4acTo
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HapOKYIOTHCS BiJ MaTOJIOTIYHOI BATiTHOCTI Ta Ma-
I0Th OOTSDKCHUW WMEHU HOIO HHUW aHaMHE3. XBOopoba
nebrTye 3 akciaapHOI TimOTOHII Ta perpecy MCHXOo-
MOTOPHOTO PO3BUTKY. MOXIHUBUN MOYATOK XBOPOOH
Micjas HeCcHeUu(piuHOTO 1HTEPKYPCHTHOTO 3aXBOpPIO-
BaHHS. XBopoOa MBHJIKO mporpecye. 3’ sBISIOTHCA
HicTarM, KOCOOKICTh, ONTHYHA OJIJICTh SAK O3HaKa
dbopmyBanHa aTpodii 30poBux HepBiB. Jami po3Bi-
BAE€THCA CIMIACTHYHHUH TeTpamapes 3 MipaMiTHUMHA 3Ha-
KaMu (aje Ha MOYaTKy JAiarHOCTYEThCS Timeppediek-
cist, a moTiM apeduekcis). J[iarHOCTYIOThCS MO30YKOBI
cumntoMu. @opMylOThCsl KOHTPakTypu cyrio06is. [lo
5 poKiB BUHMKa€e HUMEHH HO qucdaris, o yCKJIagHIOE
JIOTIOMOTY XBOpoMy. JIMCTOHIsA Ta iHIII HWMEHH HOIO
MiJIHI CHMIITOMH, CyIOMH BUHHUKAIOTHh ONMKYe T0 KiH-
s mepuroro pecsatupivys. CMepTh BUHUKAE BiJl BTO-
PUHHUX YyCKJIaJHEeHb. TpuBanicTs UTTA 10 10 pokiB.

2.HelipoakaHTOUMTO3 (XOpes-aKaHTOLHUTO3, XO-
PEOaKaHTOIMTO3) SBIsIE COOOI PiAKICHE CHaIKOBE
HeHWpoJereHepaTuBHE 3aXBOPIOBAHHS, IO XapakTe-
pU3Y€ETBCS  MYIbTUCHCTEMHHUMHU  HEBPOJIOTIYHUMH
MpOsSIBAMHU 1 HAIBHICTIO B KPOBI 0COOJIMBHUX 3MIHEHHUX
EPUTPOIMTIB 3 «31pYaCTOI0», UMEHHU HOIO TOBEPXHEIO
— aka"ToUMTIB (rpen. Acanth — pir). ¥V Oinbmocti Bu-
MaJKiB THIN yCHAJKyBaHHS ayTOCOMHO-pPEIeCHBHUH;
reH gaHoi ¢popMu KapTOBaHUN Ha Xxpomocomi 9q21.
Onmucano TakoX ciM’i 3 ayTOCOMHO-TOMIHAHTHHM
CHUHJAPOMOM XOp€i-aKaHTOIIUTO3a.

Mopdonoriuni 3MiHM TNpU HEHPOAKaHTOUMTO31
moJIsiTaloTh B B 3arubeni HeipoHiB 1 arpodii cmy-
racToro Tina, OJigOTo mapy, peTHKYIIpHOT YaCTHHH
qopHOi cyOcTaHMii, piame MoXKe BHSIBIATUCS 3aTrH-
Oenp HEHPOHIB KOPHW BENHKHUX IiBKYIb, KIITHH IIe-
PEIHIX POriB CHMHHOTO MO3Ky. BuIneBkazaHi 3MiHH
CYIPOBOJKYIOTHCS PEaKTUBHUM TII1030M.

JlixyBanns. Kaysanbna (erionoriuna) Tepamis

NiTepaTtypa

xBopoOi TamnepBopaena-lllmarna wnesigoma. Bbymm
crpobu IiKyBaHHS eH3UMHOro aedekry. Xematu (
«macTKH») 3ali3a, Taki Ak Jedepokcamin, HE HAIOTH
edexry, umenu, 3 2007 poky NpOBOAATHCS CHPOOH
MPOBOJUTH JIIKyBaHHS XenaTopoM 3aiiza eppinpoke
(dedepinpor®). B ekcmepuMeHTax Ha TBapHHAX
rnOoKa CTUMYIAIS MO3KY IPUBOJMIIA /10 TTOCHIICH-
HS JUCTOHIHN i1 TimepkinesiB. ['imokiHe3is MOXe JTiKy-
BaTHCS JIEBOAOMOIO, TIMEpKiHEe3NW — aHTUXOIiHEepTiKa-
mu. [Ipote, edexT JeBOAONM Yy MALIEHTIB 3 MyTalli€l0
rena PANK2 nyxe cymuiBauii. [y m's130B0i penakcariii
1 3HATTS. OOJBOBOTO CHHIPOMY YacTO MPU3HAYA€THCS Oa-
kiIo¢eH abo 6eH3omiaszemniny. J[o HOBITHIX METOMIB Teparmil
xBopobu TamepBopaena-lllnarna BigHOCSTBCS BBEICH-
HS TIAHTOTEHOBOI KUCJIOTH | MarHiTHAa CTUMYIISIIST MO3KY.
XBopoba T'amrepBoprena — Illnarma xapakTepu3yeTbes
HEYXHWJIbHUM TPOrpecyBaHHAM cuMNTOMiB. Haitbinbu
arpecuBHUH nepeOir BiracTUBHN qUTI4ild Gopmi: yepes
6-15 pokiB micis MOSIBU MaTOJNOTI] HacTae MOBHA iHBa-
nigusamis. [1i3Hild BapiaHT XBopoOHW Mae OLNBII crpu-
ATIMBUH MPOTHO3, 0COOIMBO SKIIO CYHPOBOIKYETHCS
MaJIOBUPAKEHOIO IEMCHITI€I0. 3aBASIKN Tepamnii CTYIiHb
CUMITOMIB MOXXHA 3HU3UTH, 1 30eperTH 31aTHICTh Ma-
HieHTa 10 camooOciyroByBaHHs. CepejiHs TpUBalicTh
aTuroBoi popmu 3axBoproBaHHs — 20 1 OinbIIe POKiB.

BucHoBkuM

KniniyHa oiiHka, HeWpoBi3yamizamis 1 MOJEKy-
JSPHO-TEHETUYHE JIarHOCTYBaHHs BiJJirpaloTh OCHO-
BHY POJIb B JIaTHOCTHYHIN OLIHII Ii€l rpynu 3axBo-
piloBaHb. BU3HaYeHHS OCHOBHHMX INPUYMHHUX TCHIB
J0TIOMarae yTOYHUTH (PEHOTHIIH MOPYLICHb, SKi Ma-
I0Th 3aTajbHY Ha3By «HeWpoaereHeparii, moB’sA3aHi
3 HOPYIICHHSAM MeTa00i3My», 1 3a0€31CYUTH KIIHI-
nucTaM audepeHIinoBaHui MiAXia A0 MiarHOCTHKH
Ta JIIKyBaHHS LUX CKJIaTHUX 3aXBOPIOBAHb.
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HEWPOJAETEHEPATUBHOE 3ABOJIEBAHUE
Y HOBOPOXKJIEHHOI'O HESICHOI'O MMEHHU
(KJIMHUYECKHUH CJIYYAMN)

0.0. Kocmwk', B.M. Tuwxkesuy?, O.B. Bapanoscovka?,
JI.B. Hixonosa’, C.A. Cmapenvka’, A.0. Tpoxumenxo’

HanuonajipbHasgs MeJUMHCKAsA aKaJeMHus MOCJIe1H-
mjioMHoro oopasosanusi umenu ILJI.IMynuka',
HACB OXMATJIET?,

KueBckuii mepuHaTadbHbIi HeHTP®
(r. KueB, Ykpauna)

Pe3ome. B cratbe mpeacTaBieH peakuit ciaydai
TSAXKEIO0I0 Jids JUAarHOCTUKH HeﬁponereﬂepaTHBHoro
3a0osieBaHMsl y HOBOpOXJEHHOTO pebenka. [IpoBeneHo
muddepeHranbHy0 AMarHOCTUKY ¢ Oose3Hbto ['amnep-
BopaeHa-IlInmariia ¥ CHUHAPOMOM XOpEH-aKaHTOIMTO3a,
OJTHAKO OKOHYATEIbHBII THAarHo3 MOKa HE YCTAHOBJICH.

KnroueBbie cI0Ba: HOBOPOXKJACHHBIN;, HEBPOJIO-
IUYEeCKHE HApYIIEHHUs; CyJOPOrH; HelpoaereHepaTns-
Hoe 3aboneBaHue; 0ose3Hp [annepopaena-Illnaria;
CHHJIPOM XOpEH-aKaHTOLUTO3a.

UNKNOWN NEURODEGENERATIVE
DISEASE IN NEONATE
(CLINICAL CASE)

0. Kostiuk', V. Tyshkevych®, O. Baranovska’,
L. Nikonova’, S.Staren'ka’, A.Trokhymenko’®

P.L.Shupik National Medical Academy of
Postgraduate education’,
National Children's Hospital OKHMATDYT 2,
Kyiv Perinatal Centre 3
(Kiev, Ukraine)

Summary. The article presents a rare case of a
severe neurodegenerative disease in a newborn child.
Differential diagnostics with Gallervorden-Spatz
disease and chorea-acanthocytosis syndrome was
carried out, but the final diagnosis has not yet been
established.

Keywords: newborn, neurological disorders,
convulsions, neurodegenerative disease, Hallervorden
-Shpatz syndrome, chorea-akantotsytoz.
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