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NaHToTeHar KiHa3a-acoLjiMoBaHa HeUpoAereHepaLin

Review

(xBopo6a laanepBopaeHa-LUnaTua): KaiHiuHi acneKkTu, AiarHoCTHKa,

AiKyBaHHA (OrAiA AiTepaTypy Ta BAACHI AaHi)
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F - ocTatouHe 3aTBEPAXEHHS CTaTTi

MeTa pobotu — npoaHaniayBaTti BifOMOCTi Cy4acHoi (haxoBoi nitepaTypu LWOAO eTioNOrii, natoreHesy, nigxoaiB 40 AiarHOCTUKN
Ta nikyBaHHs piakiCHOro opghaHHOro 3aXBOPIOBaHHSA — NAHTOTEHAT KiHa3a-acoLiioBaHOI HelpoAereHepaLlii Ta onucaTyt KNiHIYHUA
BMNAZOK LibOr0 3aXBOPOBAHHSI.

lMaHTOTeHaT kiHa3a-acouiiioBaHa HempogereHepauis (PKAN) — pigkicHWiA cnagkoBuii ayTOCOMHO-PELLECUBHUIA pO3nag, Lo
BUKNMKaHWA myTauismm B reHi PANK2, poaTalloBaHOMY B XpOMOCOMHOMY fokyci 20p13-p12.3.

HaBepneHo ornsg HaykoBoi NiTepaTypy Ta BNacHW BUNaAOK BCTAHOBIEHHS AjarHo3y Ta NikyBaHHS 8-piYHOT AIBYMHKY i3 NaHTOTEHaT
KiHa3a-acoLlifiloBaHOI0 HelipoaereHepaLlieto, KoTpa Mana ypaXeHHs pyxoBux dyHKLIR, Lo Nporpecysaro.

Cepep LOMIHAHTHUX KNiHIYHUX NPOSIBIB BU3HAYaOTb EKCTPaNipamigHMIA pyxoBuiA po3nag, Lo HapocTae, abo Tak 3BaHa «AMCTOHIYHA
Oyps», sika MOXe BapitoBaTu Bifl TSHKKOrO CEHCOMOTOPHOIO PyXOBOro AediluTy B HEMOBMAT i [iTei paHHbOTO Biky 4O NErKoro
napkiHcoHiaMy B fopocnux. Ocobnueoi yearu 3acnyrosytoTb MPT-03Haku, a came cneumdiyHi 3aviHn B T2-3BaXEHOMY pexumi,
L0 BUSIBMSIE TUMOBI INSIHKA FiNEPIHTEHCMBHOTO CUrHasy B 6rigux Kynsix, WO OTOYEHi KaiiMOK MNOIHTEHCUBHOMO CUrHamny («OKO
Turpay). Came AaHi HeiposidyanisaLii 3 BUCOKO IMOBIPHICTIO 4at0Tb MiACTaBY NPUNYCTUTY MPaBUIbHWUIA iarHo3, CKOPOTMBLUM
yac i BUTpaTh Ha 4o[aTKOBi ODCTEXEHHS.

[NatoreHeTuYHe NikyBaHHS LibOro 3aXBOPIOBaHHS BiaCyTHE. OnncaHi OCHOBHI HaNpsiMu AOCTYNHOI CUMMTOMATUYHOI MEAWKAMEHTO3HOI
Tepanii. HuHi 3giicHiooTb KniHivHi BUNpobYyBaHHS Npenaparis i3 rpynu AeTOKCKKaLinHuX 3acobiB, L0 3HUXKYHOTb piBeHb 3anisa B
OpraHi3mi (xenatyBaHHs), Ta XipypriYHUX METOLIB iKyBaHHS.

BucHoBKu. HaBeaeHe kniHiuHe CnocTepexxeHHs NiaTBEPMKYE CKNaAHICTb AiarHOCTUYHOIO NOLLYKY NPy OpdhaHHMX 3aXBOPIOBAHHSX
HEpBOBOI cMCTEMU. Y AiarHOCTULi MaHTOTEHAT KiHa3a-acoLioBaHOi HempodereHepaLlii Knio4YoBe MiCLE HaneXuTb AaHUM
HelpoBiayaniaaLii Ta MONeKynspHO-TeHETUMHOTO 0OCTEXEHHS.

Pantothenate kinase-associated neurodegeneration (Hallerworden-Spatze disease):
clinical aspects, diagnosis, treatment (literature review and own data)

Yu. H. Antypkin, L. H. Kyrylova, 0. 0. Miroshnykov, 0. O. Yuzva,
L.Yu. Silaieva, O. V. Berehela, L. A. Myroniak

Aim. To analyze current data of scientific literature on the etiology, pathogenesis, approaches to the diagnosis and treat-
ment of rare orphan disease — pantothenate kinase-associated neurodegeneration and to describe the clinical case of this
disease.

Pantothenate kinase-associated neurodegeneration (PKAN) is a rare inherited autosomal recessive disorder caused by mutations
in the PANK2 gene, which is located at the chromosomal locus: 20p13-p12.3.

The article presents a literature review and a case report of the diagnosis and treatment of 8-year-old girl with pantothenate
kinase-associated neurodegeneration who suffered from progressive motor impairment.

Among the dominant clinical manifestations is a growing extrapyramidal motor disorder, the so-called “dystonic storm”, which can
range from severe sensorimotor motor deficits in infants and young children to mild parkinsonism in adults. MRI signs in the form
of specific changes in the T2-weighted mode, which detects typical areas of hyperintensive signal in globus pallidus, surrounded
by a border of hypointensive signal (“tiger’s eye”) are particular important. Neuroimaging data most likely make possible to suspect
a correct diagnosis, reducing the time and cost of additional examinations.

There is no pathogenetic treatment of this disease now. The main directions of currently available symptomatic drug therapy are
described. Clinical trials of detoxifying drugs that reduce iron levels in the body (chelation) and surgical treatments are currently
underway.

Conclusions. The presented clinical observation once again confirms the complexity of the diagnostic search for orphan diseases
of the nervous system. A key place in the diagnosis of pantothenate kinase-associated neurodegeneration belongs to the neuro-
imaging methods and molecular genetic testing data.
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MaHToTeHaT KWHa3a-acCoLUUUpPOBaHHAA HelipoAereHepaLus
(6one3Hb MannepBopaeHa-LUINaTua): KAMHUUECKHE acneKTbl, AMArHOCTUKA, AeYeHHe
(0630p AMTepaTypbl U COBCTBEHHbIE AaHHbIE)

10. I. AHTUnKuH, A. T. KupuanoBa, A. A. MupoLHKKOB, A. A. H03Ba, A. 10. CuaaeBa, O. B. beperena, A. A. MUpoHsK

Llenkb paboTbl — npoaHanuavpoBaTh [aHHbIE COBPEMEHHOI Hay4HON NUTEPATYpbI MO 3TUOMOMMK, NATOreHey, MoAXoAax K ana-
THOCTVIKE W NIEYEHMI0 PEAKOro OpdhaHHOro 3ab0mneBaHns — MaHTOTeHaT KMHa3a-accoLMNpOBaHHOI HepOAEereHepaLy 1 onucaTtb
KIMHYECKWIA Criyyait 3Toro 3abonesaHms.

MaHTOTEHAaT KMHa3a-accoummpoBaHHas HenpoaereHepauys (PKAN) — pegkoe HacneacTBEHHOE ayTOCOMHO-PELIECCUMBHOE pac-
CTPOWCTBO, Bbl3BaHHOE MyTaLmamu B reHe PANK2, koTopbIii pacrnonoxeH B XpoMocomHoM nokyce 20p13-p12.3. MpeacrasneH
0630p Hay4HOW NUTepaTypbl 1 COBCTBEHHBIN CRyYali NOCTaHOBKM AnarHo3a v neveHus 8-neTHen AeBOYKM C NaHTOTEHAT KWHa-
33-accoLMMPOBAHHO HelipoAereHepaLien, CTpaaaBLUer NporpeccupyoLLMM NopaxeHneM ABnratenbHbIX hyHKLWA.

Cpean AOMUHAHTHBIX KMMHUYECKMX MPOSIBNEHWIA 3a00reBaHNsl — HapacTatoLLee aKCTpanMpamuaHoe ABMraTenbHoe paceTpoii-
CTBO, UINK TaK HasblBaeMast «ANCTOHUYeCKas Bypsi», KOTOpasi MOXET BapbMpOBaTh OT TSKENOr0 CEHCOMOTOPHOTO BUraTenbHOro
nedumumTa y HOBOPOKOEHHBIX U AETEN PaHHErO BO3pacTa [0 NErkoro napkuHCOHM3Ma y B3pocrbix. Ocoboro BHUMaHKs 3acny-
xmBatoT MPT-npuaHaky, a UMEHHO cneunduyeckne n3MeHeHust B T2-B3BELLEHHOM PEXUME, KOTOPbIA NOKA3bIBAET TUMWNYHbIE
Y4acTK/ MMNEPUHTEHCVBHOMO CUrHamna B BnedHbIX LuapaXx, OKPYKEHHbIe KaiMOW TMMOWHTEHCMBHOTO CUTHama («rrnas Turpay).
VIMEHHO paHHble HelpoBuM3yanu3aumm ¢ 60MbLLION BEPOSTHOCTLIO MO3BONSHOT MPEANONOXKNTL NPABUIbHBIA AMArHo3, COKPaTUB
BPEeMsi 1 3aTpaThl Ha NPOBEAEHIE LOMONHNUTENBHBIX 06Cnea0BaHmiA. MaToreHeTUYecKoro NieYeHuns atoro 3abonesanus Het. Onu-
CaHbl OCHOBHbIE HanpaBneHust AOCTYMHOW CUMNTOMATUYECKO MEeLKaMEeHTO3HOM Tepanuu. CeroaHsi NPOBOASAT KMWMHUYeCKue
VCNbITaHWS NPenapaToB 13 rpynnbl LETOKCULMPYIOLLMX CPEACTB, CHUKAOLLMX YPOBEHD XKeresa B OpraHame (xenatupoBaHue),
1 XMPYPrUYeCcKUX METOLOB NEYEHUsI.

BhiBogbl. [peacraBneHHoe KnuHnYeckoe HabniogeHe NOATBEPKAAET COXHOCTb AMArHOCTUYECKOrO Noucka npy opdaHHbIX
3aborneBaHusIX HEPBHOM CUCTEMBI. B AMarHoCTMke NaHTOTEHaT KMHa3a-accoLMMPOBaHHOMN HeliposereHepaLm Kiio4eBoe MecTo

NPpUHaANEeXuT LaHHbIM Heﬂposwsyanmaaumm W MONEKYNAPHO-reHeTn4eCckoro obcnenoBaHus.

XBOpPOOM HaKOMUYEHHS BXE [ABHO 3aiHANM CBOIO Hillly Y
CTPYKTYpi CMaAKoBOI MaTonorii HepBOBOI CUCTEMY B AITEN.
3aBaskn po3BUTKY Ta 36iMbLUEHHI0 LOCTYNHOCTI MeToaiB
HenpoBisyanisauii Ta reHeTU4HoOI AiarHOCTMKKU Yac Ao
BCTAHOBIEHHS! NPaBUILHOIO AjarHody B GaraTbox Bunaj-
Kax icTOTHO CkopoTMBCA. Ane Jesiki cneuianicTi HagMipHO
MOKNafaKTbCs Ha AOAATKOBI MeToaM 06CTEXeHHs, 3aly-
Batouy, L0 HEBPOMOTYHMIA OrNAA NaLlieHTa Ta AeTanbHUi
36ip aHamHe3y 37ebinbLIoro AaKTb 3MOry NpUNyCcTUTH
npaBWnbHUI NonepeaHin AiarHos. Y BUnaaky cnagkoBo-ae-
reHepaTVBHYIX 3aXBOPIOBaHb TOYHA Ta LUBWKA AiarHoCTHKa
0Cco061BO BaXIMBa, OCKINbKY Aia€ 3MOTy NpU3Ha4NTV Tepa-
nito Ta YNOBINbLHUTY NPOrPecyBaHHst XBopoou. [ns aeskux
xBOpOoO Li€i rpynn AOCTyMHa 3amiCHa YM naToreHeTu4Ha
Tepanis, ane 3aebinbLUIOro nikapi MatoTb 3MOry 3aCTOCyBaTy
TinbkW cumnTomaTuyHy abo naniatmeHy gonomory [1].

Yumana rpyna cnagkoBo-AereHepaTuBHUX 3axBOpHo-
BaHb — HeWpoaereHepaLlil 3 HAKONUYEHHAM 3anida B MO3KY
(neurodegeneration with brain iron accumulation —NBIA).
Lle reTeporeHHa rpyna cnagkoBux po3nagis, Lo Xapak-
TEepU3ylTbCs eKcTpanipamMigHAMK posnagamu pyxis Ta
aHOMarbHM HaKONMMYEeHHsAM 3aniaa y rnbokux 6asansHux
Aapax Mo3Ky (4acTiwe y 6nigii Kyni Ta YopHin cybeTaHuii).
KniHivHi nposiBv poanagis Liei rpyni BKMKYaoTb Nporpecy-
BaHHS AVCTOHII Ta AM3apTpii, CNacTUYHICTb, MAPKIHCOHI3M,
HEeMpPONCUXIYHI po3nagu, 3HWKEHHS KOTHITUBHUX OYHKLIIN,
aTpodito 30poBMX HepBIB ab0 AereHepaLlito CiTkiBku. Yac-
TUM NPOSIBOM € TaKOX 3aranbHa atpodist MO3Ky Ta MO304Ka.
YiTkmx JaHux Npo NOLIMpeHHs Uiei pigkicHoi natonorii
Hemae. MpubnusHi undpy BapitoloTb y pisHUX mkepenax i
CTaHOBMATL MeHLUe Hix 1/1000000 [2,3].

HwHi Bigomi noHag 12 nigtunis NBIA, ane Hainowwmpe-
HILLIOO Ta HANBAXITMBILLIOKO Y NPAKTU4HOMY aCrekTi € NaHTo-
TeHaT kiHasa-acoLjiioBaHa HerporereHepallist (PKAN) [3,5].
KoxHa HosonoriyHa chopma NBIA nos’sazaHa 3 okpemoto

MyTaLjieto, Mae BnacHi 0COBMMBOCTI KIMiHIYHOI KAPTUHK, ane
eKcTpanipamigHi pyxosi po3naay 3anuLuatoTbCs NpoBigHOK
03HaKOI0 3aXBOPIOBAHb LIET rpymnut.

PaHilue us rpyna 3axsoptoBaHb Marna HasBy «XBopoba
lannepsopaeHa—LUnaTua» Ha YecTb ABOX HiMELbKUX na-
TOrOriB, fKi BNepLLe onucanu exkcTpanipamigHuii posnag,
LLIO MPOrpecye Ta NOB’A3aHNi i3 NaTONOrMYHNM HaKOMMYeH-
HIM 3ani3a y 6nigin kyni Ta YopHin cybeTanuii. Y 2003 p.
3anponoHoBaHui TepmiH NBIA, w06 Bigokpemutucs Big
nam’siTi PO 3MOYMHM, BYNHEHI HALMCTCHKMMU BYEHMMM Nif
yac [pyroi caiToBoi BiitHu [4,5]. Binomo, Lo KOoniyc Mannep-
BopaeH OpaB y4acTb Y HALUMCTChKIN Nporpami «eBTaHasii»
T-4, sika 3pinicHioBanacs B HaykoBo-4oCRigHOMY iHCTUTYTI
ncuxiatpii B MioHxeHi. [porpama ymepTBiHHS «T-4» («Ak-
uis TiprapTeHwTpacce 4») — odiliiHa Ha3Ba EBIEHIYHOT
nporpamu HiMeLbKUX HALMCTIB 3i CTepuniaallii, a Hagani n
(i3nYHOTO 3HMLLEHHS OCID i3 NCVXIYHMMIM po3naaamu, iHTe-
nekTyarnbHUM AedilmUToM i CNaaKoBUMU 3aXBOPIOBAHHSIMU.
B iHcTuTyTi B MioHxeHi FOniyc MannepeopaeH, B1kopucTo-
BYIOYM NpenapaTy ronoBHOrO MO3KY XepTB nporpamu T-4,
BWBYaB MPUYMHK aTpodii MO304Ka, PO3CISHOTO CKIEpoa3y,
xopei aHTiHrToHa. Takox MannepsopaeH ocobucto Gy
MPUCYTHI NPU 3HULLEHHI AESKNX KEPTB | CAMOCTINHO BU-
y4aB rofIOBHWIA MO30K NiCNs «EBTaHasii».

HelpogereHepauito 3 BigknafeHHsM 3anisa B MO3Ky
HOniyc MannepsopaeH i Yro Wnaty ynepwe onucanu y
1922 p. Ha BigKpuTTS HOBOrO HEWpPOAEreHepaTUBHOMO
3aXBOPIOBAHHS iX HALUTOBXHYB BMNaAOK POAWHM, B Skl
Bigpasy B MATLOX CECTEP BUABMMMCS O3HAKU AeMeHLii Ta
AnsapTpii. Micna cmepTi cectep nig Yyac posTWHIB naTo-
oMV BUSIBUIM KOPWYHEBI MsiMy B OMigii Kyni Ta YopHii
cybcTaHuii. Liumn 3aragkoByMu nnsiMamm BUSIBUNCS
BiAKnageHHs 3anisa.

Y 2001 p. BigkpuTo nepLunii reH NBIA. Liei reH Buknmn-
kae Hanowmpeniwy cdopmy NBIA — naHToTEHaT KiHa3a-
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acouiiosaHy Hempogererepadito (PKAN). Y 2006 p. onvca-
HO MyTauii reHa pocchoninasn A2 (PLA2G6), Lo Buknmka-
totb PLA2G6-acouiiioBaHy HelpogereHepalito, a6o PLAN.
o PLA2G6-acouiiioBaHMX po3nagiB HanexuTb Takox
anTsva HepoakcoHanbHa auctpodist (INAD) 14 atunosa
HelipoakcoHanbHa guctpodis (NAD). Y 2011 p. Bigkputo
reH C190rf12, myTaLii B skomy BignoBiganbHi 3a Herpoae-
reHepaLwito, NoB’sa3aHy 3 6inkom membpaH MITOXoHAPIN
(MPAN). Y 2012 p. onncaHo HerpogereHepaliito, NoB'a3aHy
3 Binkom-nponenepom (BPAN), Lo crnpnynHseTbCs MyTa-
uismmn reHa WDR45, po3TaluoBaHoro y X-xpoMocoMi [3].

Y i nybnikaLii yara cpokycoBaHa Ha OfHil i3 Halno-
LumpeHiLumx doopm NBIA — naHToTEHaT KiHasa-acoLinoBaHii
HeipogereHepadii (PKAN).

Merta poboTu

MpoaHanisyBatv BifOMOCTI Cy4acHoi haxoBoi nitepatypu
oo eTionorii, natoreHesy, MiaxoAiB A0 AiarHoCTUKK Ta
NiKyBaHHS piaKiCHOro opthaHHOro 3aXBOPIOBaHHS — NaHTO-
TeHaT KiHa3a-acoLifioBaHoI HevipogereHepauii Ta onucatu
KNiHIYHWI BUNAZOK LIbOrO 3aXBOPHOBAHHSI.

Etionorisi Ta naToreHes. [aHToTeHar kiHasa-acoLjnosa-
Ha HelpoaereHepaLis — CaaKoBWiA ayTOCOMHO-PELIECVBHIAN
po3nag, Lo BUKNuKkaHWA MyTauismu B reHi PANK2. 'eH pos-
TaLOBaHWA y XpOMOCOMHOMY nokyci 20p13-p12.3. MyTauji
MOXYTb BUSIBNATUACS B YCIX 7 €k30Hax reHa. HuHi onucanm
make 130 BUAIB MyTaLliit, NepeBaxatoTb MICCEHC- Ta HOH-
CeHc-MyTalii. BusiBunm Takox MarneHbki Ta Benmki aenewi,
Jynnikawii, MyTaLji canTie cnnaicuHry. 3assuyaii BoHW ycna-
KOBYHOTBCS ayTOCOMHO-PELIECUBHUM LLMISIXOM, are Y (haxosii
niTepaTypi HaBeAEHi TaKOX BUMaaKM HabyTux myTauin [4,6].

MyTauii reHa PANK2 npusBogsaTts 0o gediunty dep-
MEHTY MaHTOTEHaT-KiHa3w, LLO BUKIMKAE NOPYLLIEHHS ¢hoc-
thopunioBaHHs BiTamiHy B5 (naHToTeHaty), HeobxigHoro
Ans BUpobHMLITBA KochepMeHTy Ay kniTuHax. MpoaykT choc-
¢hopunioBaHHs NaHTOTEHaTy 3'€AHYETHCA 3 LMCTEIHOM. K
Hacnifok AediLnTy NaHTOTeHaT-KiHa3u BinOyBaeTLCS HakKo-
MNYEHHS LWCTEIHY Ta LICTETH-yMICHUX CnonyK y 6asansHux
raHrmisix. Lle cnpuumnHsie xenatysaHHs 3anisa y 6rigvx Kynsx
Ta iHWKX 6asanbHUX raHrmisix, y 30opoBKX 0cib ioro BMiCT
Y LUMX CTPYKTypax y HOpMi nigsuiieHnii. BinbysaeTtbcs
LUBMAKE CAMOOKWUCHEHHS LIMCTEIHY 3a HasiBHOCTI 3anisa 3
HaCTYMHUM NPOJYKYBaHHAM BirlbHUX PaAVKaniB i PO3BUTKOM
ANCAYHKLLT MITOXOHAPIN, NOTiPLLEHHAM BUPOBNEHHs eHep-
rii, nopyLUeHHsM BiocKHTe3y Ta 3amiLLeHHsM chocdoniniais
Yy KNiITUHHUX MeMBpaHax, BUSBMSAIOTb MiABULLEHUIA OKUC-
ntoBanbHWUIA CTpeC. YHacMiooK Lyx NpoLecis BigbyBaeTbCs
3MEHLLEHHS PO3MIPIB LnX SAep i reHepanisoBaHa arpodis
mapeHxiMM MO3Ky Ha Mi3Hix CTapisx 3axBoproBaHHs [4,5].

Mig yac MiKpoCKOMiYHOrO AOCMHIAXEHHS MO3KY na-
uienTiB, ki nomepnu Big PKAN, BUSBNSAIOTb BUPaXeHy
HelpoakcoHarnbHy Ta MieniHoBy AereHepauito. YOiksiTh-
HOBaHi cchepoian (Habpsikni akCOHM 3 BaKyOmni30BaHO
LMTONNA3MOM0, iHAKTUBOBAHOIO MPUKPINMEHHAM YOUKBITUHY)
HalyacTille BU3Ha4aloTb Y NannigoHirpanbHin cuctemi Ta
KOpi rorioBHOro Mo3ky. [icTonoriyHe oCNimKEHHs Nokasye
HaKOMUYEHHS 3ani30BMICHMX MIrMEHTIB, Nepeaycim Hew-
poMenaHiHy Ta LiepoigHoro ninodycumnHy B 6iniit kyni Ta
YOpHil cy6eTaHLii [7].

KniniyHa kapTuHa. [ins Bciei rpynu HeipoaereHepaLin
i3 HAKOMMYEHHsIM 3ari3a B MO3KY XapakTepHa JOMiHaHTHa
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KniHiYHa 03HaKa — ekcTpanipamigHuin pyxXoBUIA po3nag,
Lo HapocTae, abo Tak 3BaHa «AMCTOHIYHA Oypsi», ska
MOXe BapitoBaTh Bif TSHKKOTO CEHCOMOTOPHOIO PYXOBOIO
AediunTy B HEMOBRAT i AiTEl PaHHBOTO Biky 4O NErkoro
MapKiHCOHI3MY B AOPOCIUX.

Po3pisHsaloTb paHHI0 NaHTOTeHaT KiHa3a-acoLliioBaHy
HevpodereHepaLito, «KIacu4Hy», sika LIBMAKO MPOrpecye,
Ta «aTunoBy», LU0 NPOrpecye MOBIMbHILLE Ta Mae MisHii
noyartok [9].

[MoyaTtok y nepLui ABa AECATUNITTS XUTTA XapaKTePHUiA
Ans knacuyHoi hopmm PKAN. 3a3Bnyali nepLui nposisv B
LiTeln cnocTepiratoTb 4O 6 POKiB K 3MiHWU XO4M 3 YacTMK
naaiHHAMM, LLO iHOA CYNPOBOMKYHOTLCS NETKO0 3aTPUMKOH)
PO3BMTKY IO NOYATKY 3aXBOPtOBaHHS. Haaani BinbyBaeTbes
LUBMAKe NPOrpeCYBaHHS CUMMTOMIB: NapKiHCOHI3M, AUCTO-
Hisl, KOTHITUBHUI AediunT abo AemeHLis, an3apTpis, cnac-
TWUYHICTb, aTPOQis 30pOBUX HEPBIB | NiFMEHTHA PETUHONATIS.

Y pasi atnnoBoi hopMM NoYaToK 3aXBOPHOBAHHS
MI3HILLWIA, HX NPU KNacW4Hii, AOr0 MOXyTb BYACHO He
poa3nisHaBaTty B 4OPOCnKX. [porpecyBaHHs 3aXBOPIOBaHHS
nosinbHiLe. MpoBigHi cumnTomMn B AeBI0Ti — NOpYLUEHHS
MOBMEHHS (3aikaHHs, AnCoHis) abo HerponcuxiaTpuyHi
nopyLUeHHsi (06CeCUBHO-KOMMYNbCUBHWIA 260 TUKO3HUIA
posnag, Aenpecis Ta LWM3ogpeHonoaioHi ncuxosm).

[porpecyBaHHs KNiHIYHWX 03HAK NPY KNacU4HIN PopMi
MPW3BOANTb O BTPATW CaMOCTINHOTO NepecyBaHHs NpoTs-
rom 5-10 pokiB Big 4€00TY; Npu aTnnoBii hopMi — Yepes
20-40 pokiB Big noyaTky 3axsoptoBaHHs. KniniyHa kapTuHa
MaHTOTeHaT KiHa3a-acouiioBaHoi HermpoaereHepalii Mae
HK3Ky ocobnusocTeit [4,5,8]:

1. MNposiBu ekcTpanipamigHoi AMCHYHKLT, Lo BKIOYa-
t0Tb 0fHe abo Kifbka HEBPOIOTIYHWX MOPYLLEHb: AUCTOHIS,
PUrigHICTb, XOpeoaTeTo3, NapKiHCOHI3M. [JMCTOHIYHOIO
ypaxeHHs 30eBinbLIOro 3a3HatoTb HWXKHI KiHLIBKM, YacTo
YPaXeHHs1 HECUMETPUYHE, HE3BaXaluM Ha OHOYacHe
ABOBIYHE YpaXEHHS MO3KOBUX CTPYKTYP;

2. Mpu cnpobi nigHATV NawieHTa 3'ABNSETLCA BUpaXxe-
HWIA OMICTOTOHYC, LU0 € BAXIMWBOIO AiarHOCTUYHOK O3HAKOHD;

3. YpaKeHHs1 KOPTUKOCMiHANbHUX TPaKTiB, Lo npo-
ABNAETLCS CNACTUYHICTIO, rineppednekcieto, HasBHICTHO
MaTonoriYHMX PedPreKciB i KMOHYCIB KiHLBOK;

4. MNirmeHTHa peTuHonartis Ta/abo aTpodis 30poBOro
Hepsa. [irMeHTHy aereHepauto CiTKiBKM BU3HaYatoTh y 2/3
nauieHTiB i3 knacu4yHum PKAN. PetuHonaris BUHUKAE Ha
noYaTKy 3aXBOPOBaHHS!, XOHa ii YaCTo He po3ni3HatoTb A0
enektpopetuHorpamu (EPT) i TecTyBaHHs nonis 3opy. [le-
reHepaLisi CiTkiBkv Mae nepebir i3 NosiBoto Hiktanonii (HiYHoi
CMinoTH), L0 CyNPOBOMKYETHCA MPOrPECHBHOI0 BTPATO
nepuepuYHIX Nonis 30py, a iHOA 1 KIHLEBOK CRMNOTON.
B 0ci6 i3 HopmanbH1MK pesynstatamm o TanbMomnoriYHoro
obCTeXeHHs Ha Yac BCTAHOBIEHHS [iarHo3y peTuHonaris
3a3Buyalt Hagani He poasuBaeTbes. OdTanbMonoriyHi npo-
SIBM MOXYTb BKITIO4aTV MOPYLUEHHS KOHBEPreHLi, CakaamyHi
pyXv 04eit, 30KpeMa BepTUKasbHi rinepMeTpUYHi cakau Ta
kBagpaTHi ocumunawii (square wave jerks);

5. KOrHiTMBHI NOpyLWeHHs — YacTMHa CUMMTOMO-
komnnekcy PKAN, ane TeCTyBaHHIO KOTHITUBHWX (DYHKLIN
3aBaXaroTb TSHKKI PYXOBi T MOBIEHHEBI NOPYLUEHHS. ToMy
[Nt BUBHAYEHHS! KOTHITUBHOTO fediluuTy B 0cib i3 uieto
MyTaLieto HeobXigHe BUKOPUCTaHHS CreLiarnbHuX LuKan,
a TaKoX KOHCyIbTaLis Ta TECTyBaHHS Y cnewjanicta — an-
TAYOrO NCKXONOra;
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6. EninenTuyHi Hanagu He € TUNOBUM SBULLEM NpU
PKAN i Tpannsitotbes piako.

[iarHoctuka. JiarHo3 PKAN moxHa npunyctutu B
AiTeN 3 ypaxeHHsM ekcTpanipamigHoi cucTemu, Lo npo-
rpecye, B MOEAHAHHI 3 KOTHITUBHUMU MOPYLUEHHAMM Ta
poanagamu 30py.

[MigTBEPMKEHHS AiarHo3y MOXMMBE 3a JOMOMOIOH Mar-
HITHO-pe3oHacHoi ToMorpadii B T2-3BaxeHOMY pexuMi, ska
BWSIBIISE TUMOBI iNSHKM riNepiHTEHCBHOTO curHany B Gnigunx
KyII$iX, LLIO OTOYEHi KaMOtO MiMOIHTEHCUBHOTO CUrHany («OKo
Turpar). Pexum T2W nokasye rinoiHTEHCUBHICTb curHany
B AiNsHKaX BigknageHHs 3anisa — nepeayciM y 6nigin kyni,
parsreticulata 4opHoi cybcTaHLii Ta YepBoHMx siapax [10].

3pincHeHHs MP-cnekTpockonii Moxe ByTv KOpUCHUM y
KOMMIEeKCHOMY OOCTEXEHHI, BUSIBISIE 3HVKEHHS nika NAA
BHACMIgOK YTPaT/ HEMPOHIB i3 MOXIMBIM MiABULLEHHAM
nika mioiHoauTony [4].

OcrtatoyHe niaTBEPIKEHHS AiarHo3y BifbyBaeTbes
3 [I0MOMOTOK) MOJIEKYNSIPHO-TEHETUYHOIO AOCTIIKEHHS.
[ioxoom Ao MonekynspHO-TeHETUYHONO TECTYBaHHS MOXYThb
BKITtO4aTh 06CTEXEHHS opHOro reHa PANK2, BukoprcTaHHs
MYMBTUIEHHOI MaHeni Ta BinbLL KOMMIEKCHI ek3oMHe abo
reHOMHe TeCTyBaHHS. Take TECTyBaHHS MOXe BCTaHOBUTM
ZiarHos, kv paHile He po3rnsaani (Hanpuknag, MyTauis
iHLWoro reHa abo reis, LLO NPU3BOANTL A0 NOAIGHOI KITiHIY-
HOi KapTWHK). |geHTudiKkaLis naToreHHoro BapiaHTa reHa
PANK2 y roMo31roTHOMy CTaHi OCTaTO4HO MiATBEPIKYE
giarHo3 PKAN [4,5,8].

[NepcnekTYBHUM € METOA AOCHIMKEHHS LLKIPHNX ¢hibpo-
Gnacris, Lo oTpuMaHi Big nauieHTis i3 PKAN. MeToa Moxe
BWSIBMSITV OCHOBHI NATOMOTi4Hi 3MiHW, SK-OT BHYTPILLHBOKIi-
TUHHE HaKONWYEHHS 3anisa, LLO CYNPOBOMKYETLCS NOSBOIO
BENUKOI KiNbKOCTi rpaHyn ninodyCcLmHy, AnceyHKLieo
MITOXOHAPIN | BUPaXKEHUM 30iNbLUEHHSM MapPKepPIB OKUCH-
[aHTHoro cTpecy [4].

AHTEHaTanbHy [iarHOCTUKY 3AiicHI00TL Ha 10-13
TWXHI LWINsSIXOM Npo6 BOpPCUH XopioHa M Ha 15-20 TinkHi
LUNSAXOM amHioueHTe3y. Ha martepiani, Wwo ogepxanm,
BUKOHYt0Tb [IHK-TecTyBaHHS [4].

[OunchepeHUinHy AiarHOCTUKY 34IMCHIONTb 3 iHLIMMK
3aXBOPIOBAHHAMM 3 rpynu HepogereHepauin i3 Hakonu-
YEHHAM 3anisa. BigMiHHICTb Bif iHLMX 3aXBOPIOBaHb L€l
rpynv nonsirae y Aannx MPT ronoBHOro Mosky. Mpu iHLwmx
[iereHepauisix i3 HaKkomMyeHHsM 3aniza oniai kyni matoTb
PIBHOMIPHO TINOIHTEHCUBHWIA CUrHan Ha T2-3BaXeHWX
300paxeHHsIX, L0 CBIJYMTbL MPO BUCOKUIA YMICT 3aniaa. Lis
03Haka BifPi3HSETLCA Bif «OKa TUrpa» Ta He xapakTepHa
ana PKAN. HakonnyeHHs 3aniza B YepBOHOMY spi Ta
3ybyaTomy sapi cnocTepiralTb Npy HelipodepuTuHonarii
Ta auepynonnasmiHemii. ATpodis Mo3ouka xapakTepHa
3pebinbworo ans HempogereHepadii PLAN. [1Bo6iuHa
kanbumdikauis 6nigux kynb, BuseneHa Ha KT, Bnactvea
PKAN i BPAN [1-3].

EninenTuyHi Hanaawm, Lo piako BusHadatoTb npu PKAN,
TpannsoTLCA NpY iHWMX opMax HenpoaereHepaLin is
HaKOMWYeHHsAM 3aniaa.

[OudpepeHuinHy fiarHoCTuKy 34INCHIONTL | 3 iHWIMMK
HENpoJereHepaTyBHIMM 3aXBOPHOBAHHAMM, LIO CYNpo-
BOKYIOTbCS YpaXeHHsM nipamigHo-ekcTpanipamigaHoro
KOMMIIEKCY.

XBopoba BinbcoHa NposiBNSETbCA TPEMOPOM, PHria-
HiCTI0 Ta ncepoGynbOapHUMU cuMnToMamu. 3axBopto-

BaHHA Mae ayTOCOMHO-PELIECUBHUIA TUN HacCMigyBaHHS.
Ornsg wWinso0BOK Namnow Aae 3Mory BUSBUTM KinbLis
Kansepa—®neiiwepa B porisui. MPT nokasye xapakTepHi
3MiHM — FiNepiHTEHCKBHI BOrHMLLA ypaxeHb y 6asanbHux
raHrnisix, Tanamycax i cepefHbOMY MO3Ky Ha T2-3BaXKEHUX
300paxeHHsX. HopmarnbHWI FiNOIHTEHCUBHUI CUrHan Bif,
YepBOHUX SAEP i YOPHOI CyBCTaHLLii OTOUEHNI aHOMATbHM
rinepiHTEHCUBHAM CUTHANOM Bif NOKPULLKYM CEPEHbOrO
MO3KY, LLIO (POPMYE TUMOBWIA CUMMTOM «OBANYYS FiFraHTCHKOT
naHan». Pesynsrat LOCRimKeHHs Lepynonnasminy Ta Migi
CYpOBAaTKV KPOBi AatoTb MiACTaBW MiATBEPAMTM AiarHo3.
HeBponoriyHi posnaan npu xBopobi BinbcoHa Ha paHHix
eTanax MoxHa nikyBaTi 3aBAsKU XenaTyBaHHIO Migj, ToMy
BaXITMBa paHHs diarHocTyka.

tOBeHinbHY chopmy XBOPO6U MAHTIHI'TOHA TaKoX MOXHa
cnnytatn 3 PKAN. MaujieHTn 3 uieto dhopmoto Hempogere-
HepaLlii MatoTb 30eBinbLIOoro akiHETUKO-PUTigHNA CUHOPOM
(BapiaHT Bectdpans). [Ins 3axBOpiOBaHHS XapaKTepHUM
AYTOCOMHO-A0MIHAHTHUI TN YCMaAKyBaHHS Ta HAsBHICTb
aTpodii xBocTatoro sigpa Ha MPT.

tOBEHINbHMI HENPOHambHWIA LiepoiaHuiA ninodycLm-
HO3 — CMaJKoBEe 3aXBOPIOBAHHS, LU0 XapaKTepu3yeTbCs
HaKOMWUYEHHSIM Liepoigy 1 NinogycLmHy B HEMPOHANbHUX
Ta iHWWMX TKaHWHax. CUMNTOMM NOYMHAKOTLCS B PaHHLOMY
BiLi 3 yTPATOHO 30pY, NITMEHTHOMO PETUHITY, AEMEHLLT, puria-
HOCTi Ta ANCTOHii. Ha BigMiHy Bif iHghaHTVUNBHOI Ta Ni3HBOT
iH(haHTUNBHOT (hOPMK 3aXBOPIOBAHHS, reHepani3oBaHi
TOHIKO-KMOHIYHI T8 MIOKMOHIYHI Hanaaw TpannaTsLCa pid-
k0. [liarHo3 Moxxe ByT1 BCTAHOBMNEHUIA HA OCHOBI KMiHIYHOT
KapTWHK, enekTpodisionoriyHux 3miH i pesyniraris Gioncii
LKipW. Ha enekTpopeTMHorpami BU3HaYaKoTb 3MEHLLIEHHS
amnniTyau, a 30poBi Ta COMaTOCEHCOPHI BUKIUKAHI MOTEH-
Lianu nocuntorTbest. TUMOBI TiNbLS-BKMIOYEHHS («BigbUTKM
nanbuiB») Nerko ineHTUikyoTb B EKPUHHUX MOTOBKX
3ano3ax i nimgoumtax neprdepryHoi KpoBi.

XBopoba Mavago-[xo3ea Mae ayTOCOMHO-AOMi-
HaHTHUIA TWN ycnagkyBaHHs Ta aebtotye nicnsa 20 pokis.
Y KNiHIYHIN KapTWHI NepeBaxae aTakcis Ta iHwWi Nposisu
cniHoLepBenspHoi AMCyHKUIT. Y Aesikux nauieHTiB MOXyTb
6yTn NposiBK eKCTpanipaMigHUX NOPYLLEHb, arne BUpaXeHa
aTakcis — OCHOBHUIA ANEPEHLIAHUIA CUMMTOM, LLIO Biapis-
Hsie xBopoby Mayazno—[xo3eda Big PKAN.

HelpoakaHTOLMTO3 XapaKTepu3yeTbCs NOYaTKOM Ha
3—4 pecatnpiudi KUTTS, BUPaXKEHOK AWCKIHESIED POTOBOT
MOPOXHUHW, XOPEEto, ANCTOHIEID Ta KOTHITUBHUMU NOpY-
LUEHHAMU. [HLLi 0cOBMMBOCTI BKITOYAKOTH CAMOYLLKOIKEHHS
(MUMOBINbHI NPUKYLLYBaHHS f3uka, Ty6), nepudepuyHy
HEeBpOMaTito Ta eninenTuyHi Hanagu. BusBneHHs akaHTo-
LMTIB (EPUTPOLIUTIB i3 HEPIBHVM LLMMOM Ha NOBEPXHI KITITVH)
y Ma3ky nepudepuyHoi KpoBi gonomarae nigTBepauTit
JiarHos.

NikysaHHs. CneundivHoro nikysaHHs PKAN-3axsopto-
BaHHS HeMag, TOMy BCi MEAMYHI BTPYYaHHS, LLIO 3AiCHIONTH
naLlieHTam, MatoTb CUMITOMATUYHUIA XapaKTep i CNpsiMOBaHi
Ha 3anobiraHHs NPOrpecyBaHHIo ypaxeHb.

TpuBanuin yac Ha 6asax pisHMX nikyBanbHO-4OCHIA-
HWLIbKVX LiEHTPIB 30iNCHIOBaNM KNiHIYHi BUNpobyBaHHs npe-
napariB i3 rpynu AETOKCUKaLiHUX 3acobiB, L0 3HWXKYHOTb
piBeHb 3ani3a B opraHiami (xenatysaHHs). Y 2019 p. 3aki-
Ynnocs KniHivHe BUNpoByBaHHA npenapaty aedepunpoH. Y
pesynbrari 3p0byny BUCHOBOK NP0 MOMIpHE YNOBINbHEHHS!
MpOrpecyBaHHsl 3aXBOPIOBAHHS!, XO4a CTATUCTUYHWIA aHani3
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[aHuUX He 3Mir BOBECTH 10r0 sik 3HauyLue [11,12]. Ak nobiy-
HWUA edDeKT y AiTen YacTo BUSBMANM aHEMIIO.

MepmkameHTo3Ha Tepanis PKAN Mag kinbka OCHOBHMX
Hanpsmis [11-13]:

1. [Ins 3MEHLLEHHSI NPOSIBIB AWUCTOHIi, pUrigHOCTI M'A3iB
i rinepkiHe3iB Npu3HavatoTe BpomkpunTH abo neeogony i
kapbigony, npenapatu 6eH304ia3eniHOBOro psAay, iHTpaTe-
KanbHuI abo nepopanbHuii 6aknodeH y NoMipHuX [o3ax;

2. [ins NonerLLeHHs NiNepToHYCy — BHYTPILLHBOM S130B€
BBEEHHS BOTYMIHIYHOMO TOKCHHY;

3. [ns nikyBaHHs CUMMTOMIB AeMeHLji — MEMaHTUH,
pUBaKCUrMiH, POHENE3NT;

4. MpenapaTtu, WO MOXyTb Nominwysat poboTty
MITOXOHAPIN | MalTb aHTMOKCUAAHTHI BNACTMBOCTI Ans
3HKEHHS OKVCHOTO CTPecy — BiTamiHHi gobaskm (A, E,
rpynu B), koeHsum Q10, L-kapHiTuH, xoniH, PQQ;

5. MpoTucynomHy Tepanito 0buparoTb, 3Baxarum Ha
TUN i TPUBANICTb HanagiB, BOHa HecneuudivHa; HaltvacTille
MpW3HaYaloTh Banbnpoaty i 6eH3opniaseninm;

6. [Ins ycyHeHHs rinepcanisalii — mMeTckononamiHy
Opomig,.

[oci TpuBatoTh JOCTILKEHHS Ta BUNPOOYBaHHS LLIOA0
BBEAEHHS KOPEpPMEHTY A Ta BMCOKUX [03 MaHTOTEHaTy
(B5). Ane nepekoHnuBMX AaHuX, ki gasanu 6 3mory
3aCTOCOBYBATY NPEMapaty y KNiHivHiin npakTuLi, Hemae.

EbekTVBHICTb LIX METOZIB MOXeE NPSMO 3anexaru Big
PiBHSA aKTUBHOCTi MAHTOTEHAT-KiHa3W ¥ NOBHOI ii BifCYTHO-
CTi. HasBHiCTb HU3bKOI, ane 3HauyLLoi ekcnpecii PANK2, sky
MOXHa 36inbLUNTK, e 3MOry OTPUMATK iCTOTHY NMO3UTUBHY
AVHaMIKy nig Yac 3aCTocyBaHHs 3aMicHOI Tepanii. Ane us
rinotesa mae GyTu MiATBEPMKEHA NOPIBHAHHAM eeKTy
MaHTOTEHaTY B KyNbTypaXx KNiTUH | LOCRIMKEHHAM NaLieHTiB
Yy KOHTPOIbOBAHWX KMiHIYHWX BUNPOOYBaHHSIX.

Takox 6ynm cnpobu Kopekwii ANCTOHIYHUX po3nagis
XipYpriYHUM LUASXOM, @ CaMme BUKOHaHHAM nanigoTomii Ta
TanamoTOMii LUIIIXOM pyIHyBaHHS (abnsuii) 6nigux niekynb
i TanamyciB. Y 4aCTUHU NaLJeHTIB BUSBUNW MO3UTUBHY AM-
HaMiKy Ta 3MeHLLUEHHst cumnToMiB. OfHaK NPOTAroM poKy
GinbLUiCTb NaLieHTiB NoBepTanmch 40 NepeaonepauiiHoro
PiBHS AUCTOHIT [14].

MixxHapogHe TOBapuCTBO 3 BYBYEHHS XBOPOOM [NapkiH-
COHa Ta pyxoBux po3nagis y 2019 p. 3giiicHUNo MeTaaHanis,
KoTpuin 3abe3nevye aokasn 4 piBHs, Lo rnuboka cTumyns-
List BHyTPiLWHLOI Bnigoi kyni (GPi-DBS) npw acouiioBaHin
i3 NAHTOTEHATOM KiHA3HOK HelpogereHepawielo Moxe
MOKPALLMTI MOKa3HVKM PyXy NP AUCTOHii 3@ KNacu4HUM Ta
aTMNoOBUM TUMOM, NMOKAa3HWKY IHBaMIAHOCTI ANS aTUnoBOro
TMRy npotsaroM 1 poky nicns onepadii [15,16].

BOTYMiHIYHWIA TOKCUH MOXHa BUKOPUCTOBYBATU B Na-
LIiEHTIB, SIKi MaOTb NoKarnbHe 0OMEXEHHS aKTUBHUX PYXiB.
Hanpuknag, iH'ekuii B M'31 06inyys MOXyTb CyTTEBO
MoninLUUTY MOBIEHHS Ta 3AaTHICTb A0 XapyyBaHHs [17].

MporHos. TsaxkicTb Nepebiry Ta BUPaXeHICTb CUMMTO-
miB PKAN 3anexwuTb Big ii cTagii Ta popmu. Yum paHie
3aXBOPIOBAHHS! 0Yaro aKTUBHO NporpecyBarty, TuM GinbLua
VIMOBIPHICTb PO3BUTKY CUMNTOMIB, LLIO NPU3BOASATH A0 MOB-
HOi iHBanigHOCTI, Ta TUM LUBMALLIE BOHM PO3BMBAOTLCS. Lien
yac CTaHOBUTb y cepenHbomy 10—15 pokiB Npu KnacuyHin
Ta 2040 npu atunosin dopmax. Ane y axosii nitepa-
Typi onucaHi BUnagku bnuckasuqHoro nepebiry 3 NoBHO0
BTPATOKO PyXiB 3a 2—4 pPOKM.
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KAiHiYHMIT BUNapoK

HaBogumo npuknag BnacHoro JOCBiAY BCTAHOBMEHHS
JiarHo3y Ta BeAEHHS AUTUHW 3 NAHTOTEHaT KiHa3a-acoLli-
1ioBaHoto Henpopererepadieto (PKAN).

Y cepnHi 2020 p. y BigaineHHs Bnepluie Haginwna
8-piyHa gisumHka [. 3i ckapramu maTepi Ha HasiBHICTb
PYXOBWX MOpYLLEHB, L0 NPOrpecytoTb (MOCTynoBa BTpaTa
CaMOCTIIHOT XO4u, NiABULLEHHS TOHYCY B KiHLiBKaX 3 IXHBOI0
Aedopmallieto, AVCTOHIYHI BUMMHAHHA Tyny6a Ta KiHLiBOK),
perpec NCMXOMOBIEHHEBOTO PO3BUTKY, HASIBHICTb KOTHITVB-
HWX | MOBMNEHHEBWX PO3NagiB.

3 aHamHesy BigoMO: AuTMHa Hapoaunacs Big Apyroi
BariTHOCTI, WO Mana nepebir Ha Tni 3arpo3n NnepepuBaHHs
Yy 3B'3Ky 3 HU3bKUM PO3TaLlyBaHHSIM NnaueHTu, nepedy-
BaHHsIM MaTepi Ha 30epexeHHi Ha 4 i 6 mic. Monoru Binby-
NINCS LINSIXOM EKCTPEHOTO KECapeBOro Po3THHY BHACTILOK
NULLOBOTO NepeanexaHHs. 3akpuyana nicns ¢isnyHoi
ctumynsuii. MpuknageHa go rpyaen Bigpady. Maca Tina
npv HapomkeHHi — 3200 r, 3picT 52 cm. 3a wkanoto Anrap
oTpumana 7/8 6anis.

PaHHiit po3suTok Bifbysascs 3 3aTpumkoto. CamocTin-
Ha xoda 3 1 poky 6 micsLiB, CynpoBOAXyBanack Yactumm
nagiHHAMU, TPEMOPOM BEPXHIX i HWKHIX KiHLiBOK, MOCTY-
MOBO MPOrpecyBarnu NopyLLeHHst Xoau. Y 2 poku 3pobunu
ernekTpoHenpomiorpadito. B nigcymky BuUsSBUNM O3HaKu
NepBUHHO AeMi€eniHi3yBarnbHOI CEBHCOMOTOPHOI NOMIHEBPO-
narii. 3 Toro yacy anTuHa nepebyBana nifg CloCTEPEXEHHAM
HEBPOOTB i3 NPUBOAY CNaAKOBOI MOTOCEHCOPHOI HEBPO-
narii Llapko—Mapi. ¥ BiLj 6 pokiB yTpaTuna 3gaTtHiCTb A0
camocTilHoi xoau. MapanensHo BigbyBaBCs MOCTYNOBWIA
PErpec NCMXoMOBMNEHHEBOMO PO3BUTKY.

3 7 pokiB NovaB akTMBHO HApOCTaTW TOHYC 3a AWC-
TOHIYHUM TWUMOM, NporpecyBanu Aedopmalii KiHUiBOK 3
YTBOPEHHSIM YNCIIEHHNX KOHTPAKTYp. QuTuHi 3pobunu MPT
ronoBHoro mo3ky (2020 p.), wo nokasano MP-03Hakm 3Hu-
XEHHs curHany Big Onigux kynb 0box remiccep sik NposiB
meTabonivHoi eHLiedanonarii, KicTy WwiiikonogibHoi 3ano-
3u. INig yac NOBTOPHOTO 06CTEXEHHS 3@ MICLIEM NPOXWBAH-
HS BYKMouMnu xBopoby BinbcoHa (piBeHb LiepynonnasmiHy
y KPOBI BinoBiAaB HOpMi).

Mg yac rocnitanisauii y BiAAINEHHs NCUXOHEBPOMOTii
LY «INAT HAMH» y HeBpororiYHoMy CTaTyCi 3aranbHui CTaH
MOpYLUEHMI YHACiAOK HEBPOMOriYHOT CUMMTOMATMKA. KOoHTak-
Ty [OCTYMHa, pearye Ha 3BepTaHHSl, FOBOPUTL OKPEM CrOBa,
MOBMEHHS CkaHfoBaHe, An3apTpuyHe. KOTHITUBHI doyHKLT
3HKeHi. YepenHi Hepau 6e3 BioxuneHb. Mosa AUCTOHIYHA
3 eKcTeHsieto Tynyba Ta KiHLiBOK, CrocTepirany BUpaXKeHi
OVCTOHIYHI aTakn. Xofa BiACYTHS, He Ciae Ta He cuauTh ca-
MOCTIlHO, He NepeBepTaETkCs, He Bepe npegmety B pyku. g
yac ornsigy 3adpikcyBanu NOCTiAHWIA aTETO3 | TPEMOP NanbLiB,
KWCTEM, QUCTOHIYHI aTaku, a TakoX BUPEKEHI KOHTPaKTypu
NIKTBOBWX, KyMbLLIOBMX, KOMIHHUX, FOMINKOBOCTOMHYX CYITOGIB.
Busisurn gechopmaLlii kucreii i cron. Cyxounkosi pedonexcn 3
KiHLIBOK HE BUKIMKaOTLCS, CUMMTOM BabuHCbKOro ABOGIMHMIA.
Po3niaais ce4oBynyckaHHs!, MeHiHrearsH1X CUMMTOMIB HEMaE.
Y comarnyHoMy cTaTyci AUTUHI LjarHOCTOBaHWIA (hyHKLIIOHarb-
HWVA 3aKpen i XPOHIYHUIA KanocTas.

Y kninii 3aicHnm 30-xunmnnHy EET, Wwo He nokasana
03HaKM eninenTU4HOi aKTUBHOCTI, BU3HAYMNM AndysHe
YNOBIfIbHEHHS (DOHOBOTO PUTMY.

[OnTuHY ornsaHyB oTanbMOror, NatonorivHi 3MiHW Ha
OYHOMY AHi He BUsIBMNEHi. MpunycTnny 3axBoprOBaHHS 3
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rpynu HakonuyeHHs 3anisa. [ing audepeHruiansHoi Aia-
rHOCTWKM pesynsTatit MPT ronoBHOro Mo3Kky HagaHi Hem-
popagionory (gou. J1. A. MupoHsik). Ha MP-306paxeHHsix
Ha Tni 3HMKkeHHs MP-curHany Big 6nigux kynb Ha T2WI,
Flair 6inatepanbHo, CUMETPUYHO HasBHI OKPYTAi AiNsHKN
rinepiHTeHcuBHoro MP-curHany yMoBHUMM AiamMeTpamm
10 0,5 cm, Lo HaragyoTb «odi Turpax (puc. 7). Ha T1 WI
B AinsHUi 6nigux Kynb BUSBAIM HE3HAYHE MiABULLEHHS
MP-curnany. [insHku obmexeHHs andysii B ronoBHOMY
MO3Ky Ha Yac 06CTEXeHHS He BU3Hayunu. BucHOBOK: Bu-
ABMeHi 3MiHn y Bnigux kynsx 06abiy, iMOBIpHO, 3yMOBMeHi
HevipogereHepalieto (PKAN) y pamkax xsopobu lannep-
BopaeHa-LUnartua.

[ns nigTBepmKeHHS AiarHo3y AiBYVHL BYUKOHaNM Mone-
KynsipHO-reHeTu4He aocnimkeHHs metogom NGS (naHenb
«Metaboniyri 3axeoptoBaHHsi» (302 rexun) B nabopatopii
«Invitae» (M. Can-®paHuucko, CLIA). Y pesynerati 06-
CTeXeHHs BusiBreHa mMyTauis ¢.1561 G>A (p.G;y521Arg) y
rOMO3UroTHOMY CTaHi B reHi PANK2. [InTvHa KoHCyrnsToBaHa
reHeTVKoM y LieHTpi opdhaHHmx 3axBoptoBaHb «OXmMaTanT».
BucHoBok: cnaakoBe aereHepatviBHe 3axBoptoBaHHs LIHC,
xBopoba annepsopaeHa-Llnatua, ayTocoMHo-peLiecus-
HWA TUN yCnaaKyBaHHS.

Y KniHiLi NpU3Haunnu nikyBaHHS: Hakom (neeogona i
kap6igona) 250 mr %2 Tabn. BpaHLi fo 3 micsuis, 6aknodeH,
cumbiTep, oycanak, Macax.

Ha nostopHomy BiauTi (1 MicsAUb micns BANMCKM) BU-
3HayeHa No3NTMBHA AMHAMIKA: 3HUKHEHHS aTETO3y NanbLiB
KWCTi Ta HE3HayHe 3ararnbHOr0 3MEHLUEHHS AUCTOHIYHOTO
TOHYCY, WO, 3i cniB Matepi, 0COBIMBO BUpaXeHe Micns
npuiimaHHsa GaknodeHy. BpaxoBytoun cTaH naujieHTku,
3po6buny BUCHOBOK NPO HU3bKY eheKTUBHICTbL Tepanii Ha-
KOMOM 3i ckacyBaHHsM npenapary Ta nigBULLEHHSM [03K
HaknoceHy fo 20 mr Ha foby.

BucHoBKHU

1.'Y nonepenHix nybnikauisix, WO NpUcBSYEHi opdaH-
HUM 3aXBOPIOBAHHAM, HEOLHOPA30BO HAronoLLyBanu, Lo
nikap Moxe AiarHocTyBaTy Tiflbku Ti 3 HUX, MPO AKi 3HAE.
Y TunoBux BMNagkax i3 reHepanizoBaHOK AUCTOHIEH,

Puc. 1. MPT ronoBHoro Mosky AuTWUHM 3
MaHTOTEHaT KiHa3a-acoL|ioBaHOI0 Helipoae-
reHepaujieto (PKAN). MomiTHi 6inatepanbHi
[insHKW rinepiHTeHcuBHoro MP-curHany Ha
NI 3HWKeHHs MP-curHany Big 6nignx kynb
(cumnTOM «OKa TUrpay).

CMACTUYHICTIO, MOPYLUEHHAMU 30pYy, Perpecom Mcuxo-
MOBIIEHHEBOTO PO3BUTKY He Tak CKMagHO MpunycTuTu
naHTOTeHaT-kiHa3a acoL|iioBaHy AereHepaLio, SKLLO nikap
06i3HaHMI NPO Lie 3aXBOPHOBAHHS.

2. KnioyoBumu nig yac obcTtexeHHs € aani MPT
TOMOBHOTO MO3KY, WO A€ 3MOTy BUSIBUTU CUMMTOM «OKa
TMrpax» Ha T2-3BaxeHux 3pisax sk nposs binatepansHoro
ypaxeHHs bnigux kynb. OcTaTouHe NiATBEPMKEHHS AiarHo-
3y BinbyBa€ETbCA 3@ LONOMOTO0 MOMEKYNAPHO-TEHETUYHUX
METOZIB i nonsrae y BUsSBMeHH MyTauii y reHi PANK2.

3. 3aranbHi MmeToau NnikysaHHs xBopobu PKAN nepeg-
6avatoTb aHTUXOMiHepriYHi 3acobu, BOTYNIHIYHWIA TOKCHH,
nepopanbHuii Ta iHTpaTekanbHUit 6aknodeH, XipypridHi
npoueaypu (rmuboka CTUMYMALS MO3Ky).

4. € GaraTo cynepeqHOCTe! WO/ naToreHesy Ta niky-
BaHHs Liiel XBOPOOW, i B OCTaHHI oKW 34INCHWMM AOCTIMKEH-
Hs1 Woao xBopo6u PKAN Ta iHLWKX NoaibH1X 3aXBOpHOBaHb.
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	Рис. 1. МРТ головного мозку дитини з пантотенат кіназа-асоційованою нейродегенерацією (PKAN). Помітні білатеральні ділянки гіперінтенсивного МР-сигналу на тлі зниження МР-сигналу від блідих куль (симптом «ока тигра»).


