PIOKICHI CINALKOBI XBOPOBW. KIlIHIYHI CITOCTEPEXEHHS

YK 575.224.22:616.831.32-007.23:577.122.38

1O.b. I'peuanina, JI.B. Monooan, O.11. 30uécvka, O.B. Byzaitoea, O.b. Xmino
Xapxisckuil HayioHanbHULl MeOUYHUL YHigepcumem,
Xapxkiecokuii MiscobIaCHUL cCneyianiz08anull MeOUKO-2eHeMuyHULL YeHmp —
yenmp pioKicHux (opghannux) 3axeoprosans, M. Xapkie, Yxpaina

KJIHIYHUA BUITIAJTOK. XOPESI TEHTIHIT TOHA
B TIOE€ITHAHHI 3 IOPYIHEHHAM OBMIHY AMIHOKHUCJIOT

Xopes I'enriarrona (OMIM 143100) — ogne 3
HalBa)KUnX MpPOrpecyrounx HEHpoJereHepaTHBHUX
CIIaJIKOBHX 3aXBOPIOBaHb T'OJIOBHOTO MO3KY. Xopes
(chorea; Bix rperpKoro cimoBa «choreia» — TaHeIp) —
¢dopma rimepkiHesy, XapaKTepHU3y€eTbCS MHUMOBIIb-
HUMH, IIBUIKAMH, HEPETYJILOBAHHMH PyXaMH, IO
BHHHKAIOTH B PI3HUX M’SI30BUX Tpymnax. XBopobOa
XaHTIHITOHA SBJIsIE COOOI0 JOMIHAHTHY HEHpoiere-
HEpaTHBHY XBOPOOY, 110 BUKIUKAETHCS MMOJOBKEH-
HiM CAG TPUILUIETHOTO IMOBTOPY B IIJSHIN TeHa,
SIKAW pO3TamoBaHui B cerMenTi 4p16.3, mo xomye
N- kiHIEeBY 4acTUHY Oillka XaHTiHITiHA, (QYHKIIS
SIKOTO HeBizioMa. YOIIOBIKM XBOPIIOTH YacTillle, HiXK
KIHKH, TEPIIAMHA CHMIITOMaMH MOXYTh OyTH
HETMOCHIIOYiCTh, METYLUIMBICTH pyXiB, LIO HE
PO3BIIHIOETECS XBOPHM 1 HOro poaudamu siK
3aXBOPIOBAHHS. 3T0JIOM, OJTHAK, PYXOBi MOPYIICHHS
HApOCTAIOTh 1 MOXYTh NMPHUBECTH IO 1HBAJIIHOCTI.
XapakTepHi 4acTi, panToBi, HEPUTMIUHI CyIOPOXKHI
pyxu KiHIIBOK abo Tymyba. MoximBi cnasmu
JUIBOBOI MYCKYJIaTyPH, CXJIUITYBaHHS, TOPYIICHHS
apTukyysmii. CTpakgae KOOpAWHALIS PyXiB Mpu
X0[p0i: XOJa CTa€ «TaHIIOIOYOKWY» (XOpEeTuHUX).
[Tam’ATh 3aHIAETHCS 30E€PEKEHOI0 K JO0 Mi3HIX
CTajiil 3aXBOPIOBAaHHS, MPOTE yBary, MUCICHHS i
BHKOHABYi (PYHKIII MOPYIIYIOTHCS BXXE HA CaMOMY
MOYaTKy 3axBOpIOBaHHA. YacTo crocrepiraioThbes
JICTIpeCis, amaTisi, BiMYYXKEHICTh, JAPaTiBJIUBICTS,
nepiofuvHa PO3TralbMyBaHHS. Y HESKUX BUIAIKaxX
PO3BUBAIOTHCSI MapeHHS 1 HaB’S3IUBI CTaHU, B
3B’S3Ky 3 UMM CHOYATKy MOMIJIKOBO [iarHOCTY-
€Tbcsi mmM3o(peHis. TpuBamicTh 3aXBOPIOBaHHS
pi3Ha, ajne B cepelHbOMY CTAaHOBHUTH 15 pOKiB.

IIpuBoaMMoO Hamle cHOCTEPesKeHHs: Tarli-
entka: ., 1971 p.u.

Cxapru: Ha rojoBHi O0JIi JaBIIIOYOTO Xapak-
TEepy B JIOOHIN MUIAHIN, 3aaMOPOYCHHS, ITyM Y
TOJIOBI, XUTKICTh MPU X0ABO1 (374€01IBIIOTO B JIiBY
CTOPOHY), MHMOBUIBHI XOpeoaTeToigHi pyxu B
KIiHI[IBKaX, PyXd TOJOBOIO 3a TUIIOM IOTOH/yBaHb,
nepionnuHi migidomu AT mo 140/80 mm prt. cr.,
HYJIOTa, MTO3UBU Ha OJIIOBOTY, 3arajbHa CJIa0KiCTh,
HiIBUANIEHA CTOMIIFOBAHICTb.

AHaMHe3 3aXBOpIOBaHHA: BBaxae cebe xBo-
pOrO Ha TPOTs3i 4-X OCTAHHIX POKIB, KOJM IiCIs

ATII i crpecoBoi cuTyalii Brepile BHHUKIH
MHUMOBIIBHI pyXH, mopymmiacs MoBa. [Ipoxoanna
KypCH CTalllOHAPHOTO JIIKyBaHHS 3 JiarHO30M:
OcTeoxoHAPO3 MUWHOTO BiAMITy XpeOTa, TMoJicer-
MEHTapHU# THM, HecTaOinbHa ¢opma. I[IpaBoGiu-
HUHl TUIeYe-IonaTKoBui mepiaprepiit. CyTTeBOTrO
edekTy Bix JikyBaHHA He Oyio. [Iporsrom octan-
HBOTO POKY TAallieHTKa BiJ3HAYa€ ITOCHJICHHS
TOJIOBHHUX OOJIiB, XUTKOCTi, MUMOBLIBHUX PYXiB B
pykax i ronoBoto. IIpoBemeno SIMPT romoBHOTO
MO3KY, BHCHOBOK: MP-o3Haku eHnedanonarii
PEYOBHHU TOJIOBHOTO MO3KY. MP-03Haku NiKBOpHOI
rinepTeH3ii TOJIOBHOTO MO3KY.

AHaMHe3 KMTTs: poOaHA Apyra IUTHHA B
ciM’i. ETanmu mCHXOMOTOPHOTO PpO3BHTKY BiATO-
BiJTHO JI0 BiKy. 3 mepeHeceHux 3axBoproBanb: [ PBI,
ITHEBMOHIS, BITpSHA BicIa, XPOHIYHHWHA aHICKCHT,
XPOHIYHHHU IIUCTHUT, ONIEPOBaHA HA KUIICYHUKY.

Y ¢enoruni 3Beprae yBary: mooAWHOKI BEIHKI
HEBYCH, MApPMYpPOBICTh IIKIpH JOJIOHB, aKPOIiaHO3
JIOJIOHB, JaMKi HIITi, BOJOCCS, TIlIOTOHIS M’s3iB,
By3bKe 00JIMYYs, IPUPOCIIA MOYKA ByXa, YBIrHyTa
CIHMHKa HOCA, KOPOTKUH (iIbTp, KOPOTKA LIHSL.

Kuainiko-reneajioriuHuii aHamMHe3: pOJIOBif
O0TsDKEHA TI0 CepICBO-CYIMHHUM 3aXBOPIOBAHHSIM,
MyIbTH(AKTOPIaNBHOI maToorii. 3i CIiB HaIieHT-
KW, ¥ 11 MaMU y Birli 25 poKiB BUHHUKIA MHUMOBIIBHI
pyXd TOJIOBOIO 1 KIHIIIBOK, SIKi IPOTPECYBaIH.
[Tonibue 3axBoproBaHHS OYNO Y PiAHOTO JsIbKa MO
TiHi1 MaMH 1 € y pigHOTO OpaTa i cecTpu npobdaHma.

HepoJgoriuauii cratyc: pizko ocmabiaeHuit
aKT KOHBEPIEHIlii, SI3UK BIAXWISAEThCSA BIiBO. [lif
Yac OTJIsiIy Ma€ MicIle MUMOBUIBHI PYXH T'OJOBOIO.
M’s130BHil TOHYC mUCTOHIUHMA. Pediekcu BHCOKI,
0e3 pI3HMII CTOpiH, KJIOHYCH 3 KOJiH, KIIOHYCH
cron. Y mo3i PomOepra BupakeHa XUTKIiCTb, aTak-
cisg mepeBakae HaJ rinepkine3amu. KoopauHaTopHi
npoOu BHKOHYE 3 MPOMAaxaMH, BUPAKCHUM I1HTCH-
LiifHIM TpeMop 3 000X CTOPIH.

Pe3yabTaTi NpoBeieHNX J0CTiAKeHb:

- bioxiMiuHuii aHami3 KpPOBI — TIiABHIICHHUA
piBenb AJIT-32,29 Ox / n (Hopma 0-31), 3HMKEHUI
piBeHb 3aragbHOTrO XOJecTepuHy — 3,78 MMOJb / 1
(mopma 3,81-6,53), Tpurminepunis — 0,49 MMois / 1
(mopma 0,51-2,16), ceyoBoi kucnoru — 2,35 On / n
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(mopma 2,5-6,8). iHIII TTOKa3HWKHA B Mexkax pede-
PEHTHUX 3HAYCHb.

- HocnimkeHo moniMopdHiI BapiaHTH TEHIB
cuctemu (omatHoro 1ukiTy. Bussieno: rek MTRR
A66G B TeTepo3UrOTHOMY CTaHi.

- AHani3 BUTBHHX aMiHOKHCIOT KPOBi-3HIDKE-
HUW piBeHb a-amiHomacisiHa kucimotu — 0,006
MmOtk / 11 (HopMma 0,008-0,035 MMoub / 11), BaJTiHY —
0,119 mmoub / 1 (Hopma 0,141-0,317 mmosb / 1),
tdeninananiny — 0,034 mmons / n (Hopma 0,037-
0,088 mmomp / ), iHII TIOKa3HHWKHW (acmaprar,
rITyTamar, TIIIHH, TiICTHIIIH TiJpOKCHIIPOIIH, CepiH,
acmapariH, IHMCTiH, TJIFOTaMiH, TaypiH, TICTHIiH,
LITPYJiH, TPEOHIH, alaHiH, apriHiH, MPOIiH, THPO-
3WH, METIOHIH, 130JICHIIMH, JEWLUH, TpunToda,
OPHITHUH, Ji31H) B MeXaX pe(epeHTHHX 3HAYCHb.

- Excripec-TecT cedi — BCi MOKa3HUKH B MeKax
BIKOBOT HOPMH.

- CKpHHIHT-TECT ceyi -BCi MOKa3HUKH B MeKax
HOPMH.

- JloOoBuii aHalm3 cedi — MiABUIEHHHA 00’ €M
ceui — 2200 mn (Hopma 1,0-1,6), migBumeHHH
KpeatuHid -2,4 v / cyt (Hopma 0,46-1,8), KanbIii,
thocdop ceui, KHOIIEHTpaIlis MiJli B cedi — HOpMa.

- THIX aMiHOKHCIIOT i BYTJIEBOJIIB Cedi — BCE
MOKAa3HUKU B MEXax HOPMHU.

- T'omormcTein KpoBi 7,89 MKMomb / 7
(Hopma no 11)

-Y3]] BuyTpimHix opranis: [leperus xoBuy-
Horo wmixypa. Osmakm JIDKBII, mankpeaTomaris.
Hupku: mnoMipHHE JBOCTOPOHHIN TiApOKaiiKo3
(vameuku 8 MM). HamqaupHUKY He 30UTBIIICHI.

-Y3]J1 opraniB Manoro Tasza: BupaxeHwuii
CIIaKOBHMI TIpOIleC Majoro Ta3y (omepariis Ha
KueyHuky). I gasza nukiy.

- EEI": Ilnockmii tun. [udys3He minBUIeHAS
IHIEKCY MIBUAKOI aKTHBHOCTI.

- PEI": 3MiHM MO AWCTOHIYHOMY THUIY. Y TpYa-
HEHWI BEHO3HUI BIATIK.

-M-EXO: M-EXO 0e3 3wmimeHHs, MOMIipHi
03HAKU BHYTPIIIHbOUEPEITHOT eMiJIeTCil.

- SIMPT ronosHoro mo3ky-MP o3Hak ocepen-
KOBOI TATOJIOTii TOJIOBHOTO MO3KYy HE BHUSBJICHO.
3Minu B rinodizi HeoOXimHO mudepeHITifoBaTH MiX
KicToto rinogisa i MikpoajgeHoMoro. Jlerka 30BHiI-
HS 1 BHYTPIIIHS Tigporiedaitis.

PexoMenmarii:

- CrocTepeXeHHS TeHETHKA

- CroctepexeHHs 1 JIIKyBaHHS y HEBpoIa-
TOJIOTA.

Hapmiiirmo no pexakiii 30.03.2018 p.
[Migmucano go npyky 04.04.2018 p.

Kuiniuna reneruka i nepunaranbha giarnoctuka Nel (4) (2018) 115



