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Pestome

Xeopoba xyuepasozo eonocca Meuxeca (Menkes Kinky Hair Disease MKHD) (MD; OMIM: 309400) xapaxmepuzvemsca
aHoMmaniero Memaooaizmy Mioi, axa ooymoelena mymayicro € 2eni ATP7A, posmawoearnomy Ha Xql3.3, axuil mae 23 ex3oHu.
1]eii zen gionogioae 3a xodyveanna 1500 aminoxuciom [ v eequxiil KLTbKOCMI eKcnpecyemvca ¥ pisHux opzaxax. Onucauo
357 piznux mymayiil y zeni ATP7A. Xeopoba Meukxeca € @i0HOCHO PIOKICHUM 3aXE0PHEAHHAM i3 yacmomorn | eunadox Ha
100000-250000 scueonapodxcerux dimeil. Xeopooa xyuepasgozo eonocca Menkeca — X-3ueniena peyecugna namooz2ia, aKa

epaxcae Maiice UKTIOUHO XTONYUKIE.

Hiazr+o3 xeopobu Menxeca ECIaHoeTEMbCA HA OCHOEI MOTEKVIAPHO-2EHEMUMHO20 Q0CTIONCEHA 2eHy ATP7 A abo MmyismuzenHix
naneneil, axi micmams zen ATP7A ma 610XIMiuH020 PeHOMUNY (FHUNCEHHA PIEHA MIOT INA YEPVIONTAZMIHY ¥ CUPOeamyl Kpogi).

IIpu po3pobyi mepanesmuuxux cmpameziti 014 ocib iz xeopoborw Menkeca pozenadaroms mpu QYHOAMEHMATsHI NpoGaemu:
1) poz610KVEaHHA ECMOKTNYVEAHHA MIOT € KUMEUHUKY, 2) MiOb Mae 6ymu docmynHow 014 gepmenmie ycepeouni Kaimun, axi
nompedyioms i ax xogaxmop i 3) Hemoeram i3 Xeopoborw Kyuepaeozo eonocca Menxeca HeobxioHo idenmugixyeamu ma
DO3NOYAMU TIKYEAHHA HA OVHCE PAHHBOMY emani HCumma 00 mozo, K 6106V0embCA He36OPOMHA HellpodezeHepayia.

YV cmammi npedcmagneno kiiniuHull eunadox xeopoou Menxecay xnonduxa gikom 7 micayie. Jiazrnoz niomeeporcero Mo1exVIapHo-
2EHEMUUHIUM MEMOAOM Q0CTIONcenHa nanet « Cnadkoeux eninenciiiy, axa exmouana 2ex ATP7A ma 6ioximiunozo geromuny.

Onucanuii eunadox deMoxHcmpye cxiaduicms diazHocmuxu xeopobu Menxeca v nepiodi HogoHapooxceHocmi uepes
Hecneyu@uHicms 03HAK 2aXE0PI0EAHHA (MIAGICINb, KEOTe CMOKIMAHMA, MPaAma 6azu Mowo) ma eaxciugicms 610XIMIYHO20 Mma
MOTEKVIAPHO-2eHEMUYHO20 MEMO0ie O0CTIONCEHHA N100V NPU HACHVAHIT ea2imHOCMI 00 ¥ HOBOHAPOOHCEHO20 CUOCA 3 MEMO0

DaHHBOT OlazHOCIMUKY MA 1020 TIKVEAHHA.

Januii eunadox onyoaixoeaqo 3a 3200010 Mamepi 2 OOMPUMAHHAM NPUHYURNIE OI0emUKU.
Knruoei cnoea: xeopova Menxeca, dumuna Manoxogo2o gixy; diazHocmuxa.

Betyn

3a moHax 60 poKiB, IO MITHYIIH 3 MOMEHTY IIEPBIHHOTO
omicy XBopodu KydepsBoro Boidoccs Menkeca (Menkes
Kinky Hair Disease MKHD), mporpec y po3yMiHHI KITiHI9-
HIX, O10XIMIYHIIX 1 MOJIEKYIISIPHIIX acIIeKTiB JaHOTO PiIKic-
HOTO TOPYIIeHHA MeTaboTi3My MiJli BITepeaIB mporpec
y po3po01Ii e(heKTHBHIIX MeTOiB MiKyBaHHL [ 1]. Hailoinpm
OaraToo0ilgroda Teparrig Ha ChOTOIHIIIHII IeHb (paHHI M-
MIKipHI 1H’ €Ki Miji), HopMali3yBalia HepBOBO-TICHXITHIIT
po3BuToK y 30 % miteil i3 xBopoOoro MeHKeca Ta IToM SIK-
IMITIa HeBPOJIOTiHI edpekTH B iHmmx xBopnx. Ogaak v 50 %
TaII€HTIB i3 XBopoOor MeHKeca He BHABICHO e(heKTy Bi
TIPOBE/IEHOTO JIKYBaHHS, He3BAKAIOUI HAa PAHHE BCTAHOB-
JIeHH4 JiarHosy [2, 3].

Icmopia 3axeoproeanHa. IcToOpig 1aHOTO 3aXBOPIOBAHHA
TIPOCTEKYETHCA ImIe i3 1937 poKy, KOJII aBCTPAiliChKi BUCHI-
BeTEpIHAPH BH3HAINI BHPIMAIBHY POIb Ae(IiINTy Migi
3 IeMI€NTiHI3YIOT0K XBOP0oOOK y ATHAT i3 aTakciew [4].
IIpodecop Jesix Jarkc y 1972 pori BH3HAYIB XBOPOOY
Ky4epsBOTo Bonoccs MeHKeca K MPHKIA]] aHOMAaTbHOL
Mi€TiHi3alii TFOIMHI Yepe3 AediITiT MiIi Ta HII3BKIINI piBeHb
TIEPYIOTLIA3MIHY, SKIIT BaKIHBHIT I MiTHOTO ()epMeHTY.
Binkpurra J[. JlaHKCca IPYHTYBAIOCS Ha [IOTO BH3HAHHI
TOTO, 1[0 HE3BHYAIHE BOIOCCS ¥ HEMOBIAT 13 XBOpoOOI0O
MeHKeca 3a TEKCTYPOKO CXOKe Ha JIAMKY BOBHY STHST, BH-
POIIEHNX Ha IPYHTI 3 gedimmToM Miai B ABcTpanii. Takimm
YITHOM, CIIOCTEPEKEHHS, TIPOBE/IeH] 3 iHTepBaIoM y 35 po-

KiB 11010 HACTIIKIB Ie(iliTy Mili B aBCTPATICHKIIX STHAT,
CTaJI HaJ[3BIYAITHO aKTyaTbHIIMII [/ BHBUEHHS BPOIKEHOI
TTOMILTKI MeTabomni3zMy Jromiran [5]. Bume HaBeneHe Oio-
XIMiYHE BIIKPHTTS BHKIIKAJIO 3aIliKaBIEHICTE 10 (heHO-
THITY, IKHIT OYB peTelbHO OImIcaHml y 1962 poIri JoKTopoM
II:xoroM MeHKecoM Ta iforo koieramn 3 KorymoiiickKoro
yriBepcuTeTy B Hero-ITopky. JIK. MeHKec IIOBiIOMHB TIpo
5 HEMOBJIAT TOIIOBIYOI CTaTi B POMIHI aHITIO-1pIaHICEKOTO
MTOXO/IZKEHHS, AKI CTPaKJall Ha XapaKTePHIN CHHIPOM
HEeBpOJIOTIIHOI JAeTeHepallii 3 He3BIYAlHIIM BOIOCCAM 1 3a-
TPHMKOIO PO3BHTKY. XJIOIYIKH 3/1aBAJIICS 30POBIMH P
HapOKEHHI Ta IPOTATOM IEPIIHX KiTFKOX MICAITIB JKITTH,
aje 3rofIoM Y HIIX TIOYAJIICS CYIOMIH Ta perpec po3BHTKY,
1 3peIITor0, BOHII IOMEPIH V Billi Bix 7 MicamiB 110 3,5 pOKiB.
PooBix ciM’1 MepeKOHIIBO CBIIYNB MPO Te, 0 XBopoba
Oyma X-3ueIUIeHO TeHeTITHO MaToaoriero. [Tomambmri
3BITH IpPO KITHITHI BIOAIKH HiITBEPIILII, 0 XBOopoba
MeHKeca «KydepsaBOTO BOJIOCCS Oyla BI3HAHIIM CHHJIPO-
MOM i3 YHIKaJIbHIMI KJTiHIKO-ITaTOJIOTITHIMH O3HaKaMIL.
KiiriuHa giarHocTHKa XBOpoOn MeHKeca «KyuIepaBOTo
BolOCcH» Oyia ImolernieHa HagBHICTH HaIiilHOTO 6ioxi-
MITHOTO MapKepa (HII3BKIII BMICT MifIl Ta IepPyIOMLIa3MiHy
B CHPOBATII KpoBi) [6].

TIpoTaroM HaCTYIHHIX POKIB JOXATKOBI OIIHCH KIiHIT-
HIIX, O10XIMIYHIIX 1 IATOJOTIYHIIX 0COOMIBOCTEI MallicH-
TiB i3 XBopoOOor MeHKeca IpHBePHYII YBary 10 (heHOTII-
MIOBOTO CIIEKTPY po3naay. IIoBiOMIEHHS PO TiKyBaHHS
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TIPeTapaToM MiJIi TIPH KIACHYHOMY BaKKOMY TIHIIL 3aXBO-
pIOBaHHA BKa3yBallll Ha He3HAUHIII 1T0T0 BILTIB Ha Hepedir
xBopoOn MeHkeca. KITiHIUHI cITOCTepeKeHHS TaK0XK BIIII-
JIIUTH JIETKY (DOpMY 3aXBOPIOBAHHA, IIPH AKill HEBPOIOTITHI
TIOpYIIEHHS OYyIIH 3HAYHO MEHII BHPAKEHIIMII.

['eHeTHIHNIT aHAI3 BHSABIB JIOKAJI3aIlil0 TeHy XBOPOOH
MeHnkeca Ha JOBroMy Iiedi X-XpoMOCOMH MOOII3Y IeH-
TpoMmepH. 30LTBIIIBCA OCBI]] IIPEHATAILHOTO BIABICHHS
XBopoOn MeHKkeca i Oy po3pobieni OioXiMIUHI TecTH i3
BUKOPIICTAHHAM 3Pa3KiB BOPCHH XOPIOHY 3 METO PaHHBOI
TIarHOCTHKH Y BariTHHX i3 Tpymn pm3uky. Y CIIIA Oyna
cTBOpeHa MIKHapoIHa acorialig 6aTeKiB i mpodecioHamis
(Menkes International Association).

IIpo ineHTHOiKaIif0 reHa MeHKeca 3a JOIOMOTO TI0-
3UIIITHOTO KIOHYBaHHS 0y710 MmoBizoMiIeHo B 1993 porri [7].
ITe 3HAKOBE BiJIKPUTTS BUSBILIO, 10 r'eH MeHKeca € WIEHOM
cimefictBa AT®a3, M0 TPaHCIOPTYIOTh KaTiOHII Ta € MOJIe-
KYIIaMIL SKi CIIPHAIOTE TPAaHCIIOPTY 10HIB Uepe3 KIITIHHI Ta
BHYTPIIIHBOKTITHHHI MeMOpa# [8]. TakmM 9HHOM, 1aHe
BIJIKPHTTS CBLTINTH, IO OCHOBHIM JIe(heKTOM XBOPOOI Ky-
TepsBoro Booccs MeHKeca € IMOpyIIeHHS TPAaHCIOPTY Mijil
Tepe3 IIa3MaTIiaHy MeMOpaHy i3 KITITIH ad0 Y BHYTPIITHBO-
KITHHHY OpTaHeNy, a caMe eH/I0ILTa3MaTHIHIT PETHKYIYM
[9]. TakuMm 9ITHOM, 3 MOMEHTY IEPIIOTO OIHCY XBOpoba
Mesnkeca Oy71a ImpeaMeToM IIIIPOKOTO KIiHIYHOTO, HAyKO-
BOTO BHBYEHHS Ta 00roBopeHHS. KyTbMiHAIIIEI0 YBArH CTaI0
BILSIBIIEHHA JIe(DeKTHOTO T'eHY, BLIKPHTTS, SKE J]aJI0 OCHOBHE
pO3yMiHHS MeTab0IIi3My Mili ¥ CCaBIIiB i mepexdaIano HOBY
epy B JOCTLIKEeHHI Ta icTopii JaHOTO 3aXBOPIOBAHHS.

ITamocgbizionozia. IIpu xBopobi MeHKeca 0CHOBHA aHO-
MaTig MeTa0d0Ii3My MiJIi € BTOPHHHOIO 110 BiIHOIICHHIO 0
MyTamii B reri ATP7A, po3tamoBaHoMy Ha Xq13.3, aKmit
Mmae 23 ex3onn. lleil ren BignoBinae 3a koxyBaHHS 1500
aMIHOKIICTIOT 1 V BEJIIKiil KITBKOCTI eKCIIPeCYEThCA Y pi3-
HIIX OpraHaX, TaKNX 9K MO30K, JeTeHi, HIPKI Ta M 1311
Ha croromsi B reHi ATP74 BugBIeHO OMM3BK0 357 pi3HIIX
MYTaIlill, BKTFOYAF0TII BCTABKIL, JEJIEINil, YaCTKOBI Jemerii,
MicceHc-MyTalii Ta MyTamii craficiary [10]. TereTHyH]
IIOCIIIKEeHHS CBITIaTh, MO V 75 % XBOPHX HOCLIMII € Ma-
Tepi. OHAK, He MPOCTEKYETHC KOPEIIITia MK MyTaIliaMII
Ta KIIHITHIM nepebiroM 3axpoproBaHHS [11].

I'er MeHKeca eKCIPECYEThCA B YCIX JOCIIIKYBaHIX
TKaHNHAX JTFOJIIHI, 32 BIHHATKOM MediHKN. TpaHCKPHIT iH-
topmanitinoi PHK (MPHK) Mae po3Mip mpnomi3Ho 8,5 k0,
3 JIOBrOK0 3° HEKOJIYIOUOK JaCTHHOI Ta KOAYHYOH ITI0-
climoBHICTIO 4,5 KO. 3 BiZKpHTTIM reHy MeHKeca CTalo
MOKIIHBHM OLTBII TTHOOKE JTOCIIIKEHHS 0CHOBHOTO 0i0-
JorigHOrO AedeKTy KiniTHHI. HeMOKIHBICTh eKCTPY3ii Miji
3 KJITHH CII30BOi 000IOHKH KHINEYHITKA B KPOB TIOSICHIOE
HAKOINITIEHHS MiJl B IMIX KIITHHAX 1, 9K HACILIOK, 3HIDKEHHI
HaJIXO/DKEHHS MiJIi B IeYiHKY B 0cib i3 xBopoOoro MeHkeca.
[TomiOHNM YHHOM MOPYIISHHI eKCIIOPT Mii KIITHHAMH
IUTAIIEHTH MOSICHIOE il HAKOIIHYEHHS, IO CIIOCTEPIraeThes
i1 9ac BariTHOCTI JKIHKH i3 XBopoOor MeHKeca, a Ta-
KOJK HII3BKIII piBEHB MiJli B IEUIHIT ¥ IUTOIIB i3 XBOPOOOHO
Menxkeca. ITopynieHHS eKCIIOPTY Milli eHI0TemialbHIMI
Ta TIaTbHIMH KITITHHAMH CY/IHH, IO YTBOPHOIOTH TeMaTo-
eHmedaniaHnil 6ap’ep, MOICHIOE HIIBBKUIT PIBEHEL MiJi Ta
3HIDKEHY aKTHBHICTB 11 ()epMeHTIB v M03Ky. OCKIIBKI TeH
MeHKeca c1adKo eKCIIpecy€eThCS B MIEUiHIT, 1efl OpraH Bo-
TOJTi€ ambTePHATIIBHIIMII MEXaHi3MaMII [T BIBEIeHHS Mii
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1, TAKIIM IHHOM, He XapaKTePH3YeThCH SIK i1 HAKOIIITISHHIM,
Tak 1 gedimmrom i1 depmenty [12, 13].

Cunnmonmu xeopo6u Menxreca. Bonoces Ha mIKipi ro-
JIOBH HEMOBJIAT i3 KITACHTIHOI0 XBopoOoro MeHKeca KOPOTKe,
pinke, rpy0e Ta ckpydeHe. 3 OOKIB TOJIOBH 1 MOTIUIHIIL BO-
JIOCCH TacTO MEHII PACHE | HaBITh KOPOTIIIE, HiK Ha MaKiBITi.
BpoB1 3a3BMTAIT TAKOK MAKTh He3BHUAITHIIT BHTIIA. CBIT-
JIOBa MIKPOCKOIIiS BOJIOCCA IAIli€HTa LTFOCTPYE MaTOTHO-
MoHiuHnII pili torti (3akpyTyBaHHA CTPIDKHA BOJOCCT Ha
180°) i gacTo iHII aHOMAJIIT, BKITFOIAR0TI TPIXOKIa3ito (1o-
MIePeTHMII IIepeIoM CTPILKHS BOJIOCCH) i TpiXomTines (mo3-
TOBKHE PO3MIETUIEHHA CTPIDKHA ). Bomocca Mae TeHIEHITir0
10 He3HAYHOI MIrMeHTaIlil i MOKe JIEeMOHCTPYBATH He3BII-
TaiTHI KOJIBOPIH, TaKi gk Oime, cpibngcTe abo cuBe; omHAK
V IeqKIIX JiTel i3 XBopoOor MeHKeca BOIOCCT MOKEe MaTII
HOPMAJIbHY MIrMEHTAIIIf0.

V HOBOHapOIKEHNX [iTeil He3BMUAallHA MITMeHTaIlig
BOJIOCCS MOJKE€ CBITUHTI TIPO JIlarHO3, O/IHAK fI0T0 30BHIMI-
HIIl BUITIA TacTO HIYMM He TIPIMITHHIIL. SIK 1 ¥ 310pOBHX
HEMOBIIAT, HOBOHAPO/IKEHI 3 XBopoOoro MeHKeca MOKYTh
He MaTH Boroccs abo MaTH foro HOpMalbHY MIrMEHTAITI0.
XapakTepHe KOPCTKE BOJIOKHIICTE BOJIOCCS PO3BHBAETHCS
110 4-5 MICATIB JKUTTA JUTHHI [ 14].

OOmiraug aTHHI 3 XBopoOoro MeHKeca Ma€ JiTKO BHpa-
JKeHI IIeNeNH 3 00BHCIIIMI IIOKaMII Ta ByXaMIl, SKi 9acTo
3maroThes BeanKnMi. [1iHe0IHAS, K MpaBILIo, TOTHIHE,
a TIpopi3yBaHHA 3y0iB 3aTPHMYy€EThCS. HacTo BHABIAETHCH
IIyMHE 3BYYHE JIMXaHHS, X04a JIaHi IPH aycKYIbTaIll ceprisa
i TereHp 3a3BHYall Oe3 MaTONOTIUHIIX BiIXIUeHb. Topakams-
HOIO 3HaXiIKOI MoKe OyTH pectus excavatum (JTiflKormo-
nibHa medopmarig rpyaHoi kmiTkmn). [IIkipa gacTo 31a€Thes
MIyXKO0 Ta HaJJIIIIKOBOIO, 0COOMIBO Ha MOTIIIHIIL Ta Ha
TyIyoi [15].

HeoOxinHO 3a3HAYNTH, MO 14 JiTel 13 XBOpoOoro
MeHKeca XapaKTEepHIMII € TaKOK ITaX0oBa abo MyIKOBa KILIa,
pectus excavatum [16].

HeBpomnoriTHo HOBOHapOIKeHi 3 XBopoboro MeHkeca,
SIK TIPABILTO, BHITIAAA0TH 3/10poBHMIL. OJIHAK, 13 BIKOM Y Ta-
KIIX JIiTell He3MiHHO TIPHICYTHSA TiMOoTOHiA. I THOoKi cyxo-
KILTBHI pedIekcH 9acTo TimepaKTHBHI; CMOKTAaHHS 1 ITad
3a3BHYall 30epekeHi; Bi3yanbHa (DiKCallid Ta BIICTEKeHHI
MOpPYIIeHi, Toal 9K cIyX 30epexeHnil. PO3BUTOK HaBI-
JOK 00MEKY€EThCH TEePIOITHOO MOCMINITKOI Ta JIEIeTOM
y OLIBIIOCTI HEMOBJIAT i3 XBOPOOO KyIepgBOTO BOIOCCH
MeHkeca. 3aTpHMKa POCTY IOYHHAETHCSA He3adapoM Micis
MOYATKY HellpoJlereHepartii Ta € aCHMeTPIIHOLO, 3 BITHOCHO
30epesKeHNM TiHIITHIM pOCTOM ITOPIBHAHO 3 Baromw [17].

BioxiMiuHMIT heHOTIII IPI XBopo0i KyIepaBOro BOIoCCS
MeHKeca BKIKOYAa€ HI3BKI PiBHI MiJIi B ITa3Mi, IEUiHIIL Ta
MO3KY; 3HIDKEeHY aKTHBHICTP UIICICHHIX 3aJIe/KHIIX BLIT Mgl
(hepMeHTIB 1 mapanoKcanbHe HaKOMMYICHH Milll B IIEBHIX
TKaHNHaX (HAIpHKIaj, JBaHANATHIANA KIIIKa, HIPKI,
cele3iHKa, HiNUTYHKOBA 3a71034a, CKeleTHI M’ g3m). 11g cy-
KYIIHICTh 010XIMITHITX TaHIX BKa3ye Ha IePBIHHIII IeDeKT,
IO BIUTIBAE HA TPAHCIIOPT MiJi, SKITH MOYNHAETHCA 13 T0-
pYIIeHHSI BCMOKTYBAHHS Ha piBHI TpaBHOTO TpakTy [18].

[eBHI KITiHIYHI 03HAKH XBopoOn MeHKeca TaKOK JiTKO
ITOB’43aHIi i3 HeIOCTAaTHROK AKTHBHICTIO CHEITH(ITHIIX
(hepMeHTIB, gKi moTpedyrTh Migi. YacTkoBHIT HedimuT
dopamine beta-hydroxylase (DBH), kpuTiraHoro dhepMeHTyY
Ha IUIIXy Ol0CHHTe3y KaTeXolIaMiHiB, BIIMOBIIAE 3a aHO-
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MaJTBHIIT HEIPOXiMIYHHIT CKNIAJI TNIA3MII Ta CIIHHOMO3KO-
BOI PLINHIN Y MAIEHTIB i3 XBOPOOOI KyUepIBOTO BOIOCCH
Menxkeca [19]. KimiHiUHI 03HaKH HaIi€HTIB i3 XBOPoOOIO
Menkeca, gKi TOTEHIIIITHO OB’ g3aHi i3 gedimurom DBH,
BKITIOYAK0Th HeCTaOLIbHICTE TeMIIEPaTyPIL, TIMOTIIKEeMI0,
TITO3 TIOBIK, SKi € BETeTaTHBHIIMI aHOMATIAMII T2 MOKYTh
OyTH pe3ynhTaTOM CENeKTHBHOI BTPAaTH CHMIIATHIHOI
ampeHeprigHoi GyHKIII [20].

3HIDKeHHS akTHBHOCTI cytochrome C oxidase (CCO)
CIIPISE TITOTOHII Ta M’A30BIil cabkocTi v IiTell i3 XBopo-
6oro Menkeca [21].

3a JaHHIMI JIiTepaTypll, € IIOBLIOMIEHHS II[010 IIATOIOT il
OpraHy 30py V OiTell mpi XxBopodi MeHKkeca, a caMe IIpo Tilto-
MIIrMEeHTAITi0 CITKIBKI Ta 3BHBHCTICTD CY/IITH, MAKYIIIPHY -
cTpoiro, BpOIDKEHY KaTapaKTy, YaCTKOBY aTpoq)iro 30pOBOTO
HepBa Ta 3MEHITICHHS TaHTTI03HIIX KIITIHH CITKIBKI, a TAKOK
MIKpOKICTH B MIrMeHTHOMY eIIiTeil pailIy«Hol 000I0HKII.
Kpium Toro, y miTeil i3 xBopoboro MeHKeca 3yCTpiYaeThCa
aTpodig THMyca Ta mopymeHHS QyHKIIT T-KIiTHH, mo i
TIOACHIOE IX CXILTBHICTB JI0 iH(eKIIIiTHIIX 3aXBOPIOBaHb [22].

Byayum X-34emIeHnM 3aXBOPIOBaHHAM, XBopoba Kyde-
psBoro Bomoccs MeHKeca 3a3BHYall BIHIIKAE ¥ XJIOMIHKIB,
V IKHX V BiIli 2-3 MICAIIB CITOCTepiraeThcd BTpaTa paHile
JIOCSATHYTHX €TalliB PO3BHTKY Ta IIOSBA TIlIOTOHII, CYIOM
1 3aTpIIMKH po3BHTKY [23].

XapakTepHi 3MIHII BoITOoCCS Ta 00NNYIS y MOEIHAHHI
3 THIIOBIIMII HEBPOIOTIIHIIMII O3HAKAMII JaCTO J03BOJIIIOTh
mpHmycTHTH giarHo3. Y 1988 pomi K. bepnoxep i /1. Haman
310pam 03HaKH Ta CIMIITOMH 127 maIieHTiB i3 XBopoOoro
MeHKeca, BUIIAIKH 9KIIX OYIII OIIICaHi B MeIHIHIII TiTepa-
Typi 10 1985 poky. Pa3oM i3 TIIM, Y HEMOBIIAT i3 XBOp00OOO
MeHKeca 10 TOYaTKy HeflpojiereHepaTHBHIX 3MiH KITiHITHI
O3HAKI MEHII BIIpa3Hi. HeMOKIHNBO JOCTOBIpHO Tependa-
YNTII TPHBATICTE JKHUTTA JiTell 13 XBopoOow MeHKeca, Xoua
TIpH IpHpogHOMY Tepediry KiracmaHoi xBopodn MeHKkeca
CMEepTh 3a3BHYall HacTae 10 3 pigHOTO BiKy AUTHHIL. [Tomm-
PEHO IPHYIHOK CMEPTI v IiTell i3 XBopoboro MeHKeca €
[IHEBMOHIS, 110 IPH3BOANTS JI0 ANXaabHOI HeJ0CTaTHOCTI.
Xoua 1eqKi Talli€HTH MOMIPAOTE PAaITTOBO MPH BLICYTHOCTI
OVIIb-AKOT0 OYEBIIHOTO TOCTPOTO MEIITIHOTO mporiecy [24].

TurmoBmil aHaMHE3 TUTHHI i3 XBopoboro MeHkeca xa-
paKTepI3yeThea (Di310I0TITHOR, 30POBO0 BATITHICTEO, OfI-
Hak neperdacHIMH noaorami. Kiracirara xsopoba MeHkeca
JacTo 3aNIIIAE€TCS 11032 YBArOK Y Iepiojl HOBOHAPOIKe-
HOCTI depe3 ii a1y:Ke HeIOMITHI KIiHIYHI IPOIBH Y HOBO-
Hapo/pkeHnX. OJIHaK, IpH Teperysi icTopil MOIoTiB MK
HEMOBIIAT 3a3BIYall BUSBISIOTHCS HeCHeII(ITHI 3HAXIIKIL:
TepeIIacHi IOMOTH, BeINKI KedamoreMaToMn y IiTeil, Ha-
pomeHNX nuisxoM KecapiB po3THHY, TiOTepMis, sKa I10-
TpeOy€e TEIIOr0 CRITIA; TIIOTTIKeMid, I9 SKOI BBEICHO
HiATPHMKY 3a JOMOMOTO0 JJOBEHHOTO BBEJIEeHHS ITFOKO3H
1 JKOBTIHHITA, KA OoTpeOye KLUTBKOX JHIB oToTeparii [25].

3a JaHIMII TiTepaTypi, IepIIi KIiHIYHI 03HAKI XBOPOOH
MeHKeca 3a3BI4ail 3’ IBIA0THCA ¥ Billi 6-8 TIDK. BaTBKII M0-
YITHAFOTH IIOMIYaTH 3aTPHMKY IIPOTPECY PO3BUTKY ab0 MOSIBY
HEe3BIUHIX PyXiB 0Uell a00 KiHIIIBOK, 110 BKa3VIOTh Ha CYI0-
MHY aKTHBHICTB; PO3BIBAEThCA IIPOrPECYH0Ta TiIMOTOHIT [26].

Enioemionocia. Xsopoba Kyuepgaporo Boroccd MeHkeca
€ BITHOCHO piIKiCHIIM 3aXBOPIOBAHHAM 13 YaCTOTORO 1 BIIIa-
mox Ha 100000-250000 xiBoHapo/uKeHNX fiTeil. MyTarii
y reHi MeHKeca TpaIUIfThCA V BCIX PAaCOBHX 1 eTHIYHHX

rpynax. O4iKyeThbCsl, M0 MOPOKY ¥ BChOMY CBITI HAPOIIKY-
BaTiMeThesa 540-1350 HeMOBIAT i3 XBopoOor Merkeca [27].

Jlns X-349enieHnX pelecHBHIX JIeTalbHIX 03HAK, K
y ocib i3 xBopoborw MeHKeca, TeHETHYIHA TeOpid MPHITY-
CKae, M0 OJJHA TPETHHA HEMOBJIAT € Pe3yIbTaTOM HOBHX
MyTaniil. OUiKyeTbCA, IO TaKi MyTalii (de novo) Tparg-
TIIMYTBCS 3 OJJHAKOBOKO YaCTOTOH CEPell YCiX PacOBIX i eT-
HITHHX Tpy [28].

XBopoba KyuepsBoro Bomoccs MeHKeca BpaKae Mailxe
BHKITIOYHO YOJIOBIKIB, OCKUIBKII e X-3UeIleHa perleciBHA
O3HaKa. Y jKIHOK-HOCIIB, SIK IIPABIUIO, CHIMITTOMH He BHSBIIS-
FOTBCS, SKIIIO BIICYTHI TeHETIIHI 0COOMMBOCTI, a caMe 30a-
TAHCOBAHI XPOMOCOMHI TPAHCIOKAITil 3 TOYKAMI PO3PHBY
B MeJkaX TreHa MeHKeca, aHeyIUIOi/Iis CTaTeBHX XPOMOCOM
(crmnpoM Teprepa (kapiotm [45, X]) 3 MyTariero reHa MeH-
Keca B emmnHiil X-xpoMocomi) abo CIoTBOpeHa iHAKTHBATTLSA
X-xpomocomr. TTariedTH 3 KI1acCHIHIM QEHOTHIIOM MOKYTh
BIIpI3HATIICA 32 IEBHIIMII O3HAKaMII (HAIIPIKIIAI, HagBHICTD
(DYHKITIOHATEHOTO 30pY, PiBEHBb 0COOHCTICHO-COIIaTBFHOTO
PO3BUTKY, TSIKKICTb CYIOM), aJle BOHI HE3MIHHO JIEMOHCTPY-
FOTh TIHOOKY TITIOTOHIIO Ta PYXOBI MOpyIIeHHS [29].

JlaBopamopHi docnioxcerHsA. PaHHS IiarHOCTIIKA XBO-
pobu MeHKeca YCKIaIHIETHCA HeHAIITHICTI0 0ioXiMid-
HIIX JIIarHOCTIYHAX MapKepiB IPOTATOM IIEepPIIHX 6 TIDKHIB
AKITTA TUTHHIL. OCKIUTBKI, ¥ 3JJ0POBHX HEMOBIIST IIPOTATOM
mepmux 6 TIDKHIB KHTT BMICT MiJli Ta IMepyI0oIUTa3MiHy
B CHPOBATII KPOBI 3HILKeH™IT [30].

Pa3oMm i3 THM, piBHI KaTeXOIy B IUTa3Mi Ta mepebpoci-
HAIBHII PIIITHI € MiIBHIIEHNMI Y TAlli€HTIB i3 XBOP0OOI0
MeHkeca B OyIb-IKOMY Billi, BKITFOUAOUI TMepPiol HOBOHA-
POIKEHOCTI Ta HaBiTh MpeHaTaIbHII Iepion. Bicoki piBHI
KaTeXodiB aurinpokcndeninananiny (DOPA), murinpode-
HUTOITTOBOI KICJIOTH, 10(aMiHy Ta HII3BKINI piBeHb JITiI-
poxcudeninrnikomto (DHPG), ne3amiHOBaHOTO MeTabOIITY
HopaapeHaniny (NE), nediunTt godamia-6eTa-TiIpoKkci-
nasu (DBH) He3MiHHO 1TOB’A3aHi i3 XBopoOow MeHKeca
[31, 32, 33].

OCKLTBKII ONITIIMAITBHII YCIIiX OYIIb-IK0I TepaneBTIITHOI
CTpaTeTil 174 IbOTO 3aXBOPIOBAHHS BIIMATA€E PO3MTi3HABAHHS
TMAITIEHTIB i3 XBopoOor MeHKeca 10 OSBRI HEBPOIOTITHITX
CHIMIITOMIB, JOILTEHIM € BHKOPHCTAHHS MIBIJIKHX TECTIB,
SKI MOKYTh HAJIIITHO JiaTHOCTYBATH 200 BHKIFOUNTH XBO-
po0y KyuepsaBoro BoIOCCS Y Iepio/li HOBOHAPOIDKEHOCTI [34].
OJHIIM i3 TAKIIX HENMOJIABHO BI3HAHNX TECTIB € BI3HAYCHHS
PIBHIB KaTeXoJIaMiHIB v ITa3Mi. PiBHI KaTeXomy B IITa3Mi
BHXOIATE 3a pedepeHTHII Jiala30H, 10 BKa3ye Ha medi-
nut DBH, Ta BBasKaeThCA IIHHIM KPHTEpIieM IS MIBHIKOL
TOYHOI JIIarHOCTHKH XBopoOHn MeHKeca B paHHbOMY HEOHa-
TANBHOMY IIE€pPIOJIi, KO IHTePIpPETAITis IHIIIX 010XIMITHITX
TECTIB € HeIOCTOBIpHO. PiBeHb IIIaleHTapHOI MijIi, SKITT
MIBHINYETHCA IIPH XBopoOi MeHKeca, € e OIHIIM HaIiil-
HITM 0i0XIMITHIM MapKepoM /T HeOHATAITBHOI JTIarHOCTHKIL.

Pili torti y Bomocci Matepi marfieHTa 3 XBopoboro MeH-
Keca BBaKAETHCS OCTATOYHIM JOKa30M ii cTaTycy SK HOcla
reHa. OJIHaK I aHOMAJTiS BOJIOCCS BHSABISETHCS JIIIIIE TIPII-
OMII3HO Y OIOBHHN 00MITaTHHX reTepo3nroT Menkeca. Ta-
KHM 9HHOM, HE MOKHA BHKTIOUATH HOCIIICTBO HaBiTh, AKIIO
MIKPOCKOIIITHE JI0CTIKEHHS BOJIOCCH IIOTEHITIITHOI JKiHOT01
TeTepO3NTOTH € HeTaTHBHIM 114 pili torti [35].

V miarHOCTHII Ta TiKYBaHHI MAIi€HTIB i3 XBOpo0OOI0O
MeHKeca TaKoK JJOIOMATrat0Th Bi3yami3alliiiHi 0 CITipKeHHS.
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3okpema, MPT ronoBHOTO MO3KY JUIS OITiHKI IPYOIIX CTPYK-
TYPHIX VIIKOIKEHB; aHOMail 01101 peuoBIHIL, M0 BiIO-
OpakaroTh HOPYIIEHHS Mi€TiHi3amii, 1ndy3Hy atpodito,
BEHTPHKYJIOMETAIIIO Ta 3BIBHCTICT IIepedpaIbHITX KPOBO-
HOCHIIX CVIHH, SKi € THIIOBIIMH 3HaXiIKaMIH IpIH XBopoOi
Ky4JepsIBOTO BOJIOCCH.

YV HeMOBIAT i3 XBOopoOor MeHKeca TaKOK JacTo 3y-
CTPIYarOThCA CYOOypaIbHI TeMATOMII, & V HAIli€HTIB i3 MM
CTaHOM, SIKi KHBYTBh TPHBAJIIIE iICHY€E 3arpo3a PO3BHTKY
IHCYTBTY.

MarsriTHO-pe30HaHCHa aHriorpadig (MPA) romoBHOTO
MO3KY Ul BI3HaYeHHS BAaCKYIOIATil: Bi3yali3ye BHITIS]
«arToropay IepedpalbHIX CYIIH IIpH XBopooi Menkeca [36].

Iicmonoziuni docniosxcernA. [1aToIoTisS TOIOBHOTO
MO3KY IIpH XBOpo0i MeHKeca BKIFOUA€ BIIPaKeHY BTPaTy
HelIpOHATBHITX KIITHH ¥ KOpi TOTOBHOTO MO3KY Ta MO30UKY,
meMienigizamniro, qucTpodidi KmiTHHN IIypKiHbE, IPOIi-
(hepariro MITOXOH/IPII | pO3IMINPEHHAS CYINIH TOJIOBHOTO
Ta CHHHHOTO MO3KY. Byno 3a/I0KyMeHTOBaHO aHOMAaIIbHHIT
TIITITHIT CKJIa]1 TOJIOBHOTO MO3KY, IO, IMOBIpHO. BimoOpa-
JKa€ TOPYIIeHH MieiHizarii. ITaTomoriuH 3MiHH CYIIHHOI
CIICTEMI (3BHBIICTICTE | €KTa3if) TAKOXK XapaKTepHi JIg
XxBopoon MeHKeca.

Enextpoennedanorpama: EET 3a3Birail BHKOPHCTOBY-
€TBCH U TOCITLDKEHHS MOMIIIBOI CYIIOMHOI aKTHBHOCTI. Pe-
3yneTati EET MaroTh B MOMIPHIIX 10 CepIio3HIX BiIXIUTCHb
B1JI HOPMIL, X09a B JISIKHX OCi0 i3 KIaCHIHOO XBOPOOOIO
MeHkeca Oy 3apeecTpoBaHi HOPMalbHi IIOKa3HHIKH [37].

Exokappiorpadist 103B0Ms€ BISIBHTH JIICIUTACTIIHI KO-
POHApPHI CYINHI MpH XBopobi MeHkeca.

Huctorpadis ado V3]I opraHiB MaIoro Tas3a: JOCTi-
JZKEHHS BHSIBIIAIOTD JIHBEPTIKYIIN CEY0BOTO MIXypa Mallke
YV KOJKHOTO TallieHTa i3 XBopoboro Menkeca [38, 39].

VIbTpa3ByKOBE QOCIiKEHHS YePEeBHOI MOPOKHIHM:
TOCTIKeHHS BIKOPHCTOBYETHCS [UTA BII3HAUCHHS IOMITIIB
aHTPAIBHOTO BiIIimy (pigKicHa KIiHIgHA mpobireMa mpH
xBopo0i MeHKeca).

PenTreHorpadis: TacTo BHIBILIOTECS aHOMATIT opMy-
BaHHS KiCTKOBOI TKAaHITHII Yepera (UepB’ IKOBi KiCTKII), J10-
BIUX KicTok (MeTadizapHe BimpocTaHHd) 1 pedep (mepenHe
PO3IIIPEHHS, YICIIEHH] TIePEIOMI).

Pili torti mpu mociaKeHHI BOIOCCS IIiI CBITITOBIM Mi-
KPOCKOIIOM € HaJIIITHIIM JIIaTHOCTITYHIM TecToM. OJTHAK, K
1y BUITAOKyY 3 BMIiCTOM MiJIi Ta IIepyIOIUIa3MiHy B ILTA3Mi, 11
O3HaKa He € JOCTOBIPHOI UL [y/Ke PAHHBOI 11aTrHOCTHKI
(TOOTO 710 TOSBH HEBPOIIOTIYHIIX CHMIITOMIB), OCKITBKII BO-
noces B ocib i3 xBopoboro MeHKeca JacTo € HOpMaTbHIM
BiJI HAPOJDKEHHS /10 KUTBKOX MICAIIIB.

MoneKyIapHO-TeHe TITIHIIT aHalli3: aHali3 MyIBTHIIIeK-
cHol momiMepa3Hoi JaHmorosol peakmii (ILJIP) amg ckpi-
HIHTY JIeITelliil i3 ceKBeHyBaHHIM ek30HY 12 [40].

Meouyra oonomoza. IIpu po3po0dIi TepameBTITIHHX
cTpateriil a1ng ocib i3 XBopoO0 KyuepgaBOTO BOIOCCS
Menkeca (MKHD) po3rnagaroTe TpH GYHIaMEHTalIbHI
mpooneMit: 1) po30I0KyBaHHS BCMOKTYBAaHHS MiJIi B KIIIIIEY-
HIIKY: 2) MiZb Ma€e OyTI JOCTYIHO g (hepMeHTIB ycepe-
HHI KIITIHH, SKi MOTpe0yIoTh ii 4K KothaKTop i 3) HeMOBIIAT i3
XBOP0OO0I0 KyduepaBoro Bomocca MeHKeca HeoOXiqHO iIeH-
THQIKYBATH Ta PO3IIOYATH JIIKyBaHHS Ha JTy’Ke PaHHbOMY
eTami JKITTSA J0 TOTO, SIK BiI0yIeThcs HE3BOPOTHA Hellpoe-
reHeparia. Omy0niKoBaHMII JOCBI] Ha IO TEMY TIOKa3ye,
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10 TTapeHTepalbHe BBEICHHA Milll B OyIb-aKiil dopMi Bij-
HOBIIFOE ITIPKYTFORTY MilTh 1 IePYI0ILIa3MIH 10 pedepeHT-
HIIX PIBHIB, HA BIJIMiHY BiJl HEPOPATHHOTO TIPHIIOMY MiJIi.
Pa3zoM i3 TIIM, X0ua HI3BKI 3allaci MijIi B IEUIHIT IIBIIKO
TIOTIOBHIOIOTRCA 3a JIOTIOMOTOFO TTapeHTepaabHOI Teparrii,
BMICT MiJIi B MO3KY ITiJ] 9acC JTiKyBaHHS 30LTbITYETHCS JIHIIIE
MTOCTYIOBO, AKIIO B3arali 3pocTae [41].

Iepymoruma3Mis — € IITHITT MiHIIT ()epMeHT, aKTHBHICTD
AKOTO 3aBK/III HOPMaJi3yeThCH Y BIAMOBINb Ha TEpaITito
MIJUTIO, OCKLTBKII 1Tl hepMEHT CHHTe3YEThCA B IIETIHIII, e
red MeHKeca He eKCIIPECYEThCH.

Hapasi 3aMicHa Teparris nmpemapaToM Mijii He 3a0e3re-
Tye CYTTEBOTO HEBPOJIOTITHOTO MOKPAIISHHS ¥ TAlli€HTIB
i3 xBopoOor MeHKeca, HaBiTh IPH paHHBOMY IIOYATKY Ji-
KyBaHHA. BiICYTHI TaKOX I0Ka3I TOTO, IO ITOCTIITHE JIKY-
BaHH# MIPETIAPaTOM Mili BIUTIBAE HA TPHBAIICTb JKIITTA IIa-
II€HTIB i3 XBopoOor MeHKeca. 3Bajkaroull Ha MOKIIBICTD
He3HaTHOTO KIiHITHOTO edekTy ado moKpameHHS SKOCTi
JKIITTS TMallieHTa IpH Oe3HamiiHIl XBopoOi, pillleHAS MI0I0
3aMICHOTO JTiKyBaHHS IPETapaToM Mifi ¥ CHMITTOMATITHITX
TMAITEHTIB, MOKIIIBO, HAalKpaIle MpHiMaTi 0aThKaM ITicIT
BiJIBepTOr0 0OTOBOPEHHS Iyike 00MeKeHIIX IIepeBar Teparlil,
SIKi MOJKHA OTiKyBatH [42].

Op1HaK, y BIIAIKax, KO XBopoba JiarHOCTYEThCA 10
MTOYATKY HEBPOJIOTITHOTO YpaKeHH, 00rpyHTOBaHa 3aMicHa
Teparig IpemapaToM Mifi, OCKLTBKII MOMKIIIBA IpodiTaK-
THKa HellpoJlereHepaTHBHIIX 0COOMIBOCTEIL.

THOINM TepameBTHYHIIM 3aC000M, IKIIl MPIBEPHYB
yBary HayKoBIIiB, € BiTamiH C, 1o Mo;ke 00OMeKyBaTH B3a-
€MO/IIFO MizZK MIJ/TFO Ta METaT0TIOHeTHOM; I10TO 3/IaTHICTB K
BiJTHOBHIKA MO’Ke TIOCIUTHTH TTOTINHAHHAS MiJTi KIITITHAMIL.
Xoga JIOCBIJ TAKOTO JTIKYBaHHS HEBEIIKHII, BOUEBIIb, Bi-
taMmir C CYTTEBO He IMOKpaIIye OioxXiMmiuHi abo KIiHIUHI
BIIIXITEHHS Y TAIli€HTIB i3 XBopoboro Menkeca. Bitamin E
TaKoX OYB 3allpPOIIOHOBAHINI V SKOCTI Teparil Jms miTell i3
XBOpoOor0 KydepsaBoro Boiaocca MeHKeca, IMOBIPHO, Uepes
HOT0 aHTHOKCIIAHTHI BIACTHBOCTI, SKi MOKYTh 3MEHIIIITI
Hacnigkn gedinnty Cu/Zn. He3anexHO BiJI TOTO, SKITT Me-
TOJI TIKYBaHHS XBOPOOH KydepsBoro Booccs MeHKkeca BII-
KOPIICTOBY€ThCA, BTPYUaHHST Ha IKOMOTa paHHbOMY eTarli
€ HaJ[3BIMUAITHO BaZJIHBIM, OCKLTBKI BIKHO MOZIIHBOCTEI
10 HEBPOIOTIYHOI CHIMIITOMATHKI He TePEBHIIYE KITBKOX
Micamis [43].

Koucyaemayii. KoHCcymeTalii GaxiBiiB HeoOXiqHI B 10-
714111 Ta JIKYBaHHI 1iTell i3 XBopo00k0 KydIepaBoro BOIOCCT
Menkeca [44]. OcoOnMBo KOPHCHUMI JIJI MAIIIEHTIB Ta iX-
HIX POIINH € Taki (haxiBIi 9K JTiKap TeHeTHK (1719 KOHCYIb-
TYBaHHS Ta BKa3iBOK IIOJI0 TIPEHATAIbHOI OI[IHKHI HACTYTI-
HIX BariTHOCTell, TeCTYBaHHA Ha HOCIIICTBO WIEHIB CiM’T,
TPYIIH PH3UKY); HEBPOIOT (I IiKyBaHHS CYIOM, OIIHKI
PO3BHUTKY); TACTPOEHTEPOIIOT Ta [I€TONOT (3 IMITaHb BHTOI0-
BYBAHHS ); YPOJIOT (JUTS TIKyBaHHS IIPO0IeM CEJOBIBLIHIX
MUIIXIB, BKTHOYAR0YI HEIPOXiTHICT, OB 43aHY 3 IIBEPTII-
KyJIaMII CET0BOTO MiXypa); OTOTapHHTOIOT (TIPH PO3BHTKY
XPOHIYHNX iH(EKIIilT); CTOMATOIOT (I1g IpodiTaKTIKI Ka-
pi€ecy); IICHXOMIOT/ COITiaTbHIII IPAITiBHIK (32 moTpeoIl, mod
IOTIOMOTTH OAaThKaM i WIEHaM POIIHI 3 eMOIIITHIMH Ta
TPaKTHIHIMI €KOHOMITHIIMI TIPOOIeMaMIl, TTOB’ I3aHIIMIT
i3 JIOTIAIOM 3a HEMOBIIAM 3 XBOPOOOHD KYUepIBOTO BOTIOCCS
MeHkeca); (izioTepaneBT Ta eproTepaneBT (UIT MaKCIMi3a-
11il pe3ymIsTaTy pO3BHTKY HEPBOBOI CHICTEMII).



AHANITUYHI Orndagun

Miema. 3aranoM, MakCIMi3allig CIIOKIIBAHHL Kalopiil
y miTeil i3 XBopo0Oor KyuepaBoro Bonoccd MeHKeca € Bak-
JIHBOIO, OCKUTBKH IX (hi3MIHINT PO3BHTOK Ta XapUyBaHHI
JacTO HeJOCTAaTHI.

Hoodanviua amdynamopra oonomoza. Hapasi BHILUISIOTH
KLUTbKa MOMEHTIB II0JI0 3arallbHOTO JIOITISY 32 TaIlieHTaMIH
i3 xBopoOor KyuepgBoro Bonocca Mernkeca (MKHD) ta
IXHIMII POIITHAMII: ITIO CTOCYETHCS IMYHI3aIlll HEMOBIIAT i3
xBopoboro MeHKeca, JKOJHIX KOHKPETHIX MPOTHIIOKA3aHb
He Bij3HaueHO. KpiMm Toro, peKoMeHIy€eThCs Ce30HHA BaK-
IIHALISA IPOTH TPHITY; IPOGhiTaKTHKA IHGEKIII CeI0BIBLI-
HIIX IUIIXiB He0oOXiIHa T4 HAIli€HTIB i3 IUBEPTHKYIaMII
CEUOBOTO MiXypa; (i3IraHa Ta/ado TPYIOTePaIIid € KOPIICHO
CTIMYIISIIIEFO T2 MOKE MAKCIIMI3YBATH JIOCSTHEHHS PO3BHTKY
y MalieHTIB i3 XBopo0OK KyUepgBoro Bomocca MeHKeca.
Taka Teparlisl € iHIHBiIyaTbHO /10 KOHKPETHOI IITHHI Ha
OCHOBI piBHA 11 HeBpomorigHOI AnchyHKIil. O6rpyHTOBaHA
TaKOJK TICHXOCOITiaIbHA ITiATPHMEKA JIHTHHII i WICHIB POJIITHIL,
BPAXOBYIOHIL, ITI0 XBOpoba KydepsBoro Booccst MeHKeca Mae
3HAYHINI eMOITIITHIIT BIUINB Ha ciM’ro. baTbkaM HAIli€HTIB i3
xBopoOoro MeHKeca 9acTo BaKKO CIIOCTEPIraTH 3a Mepexo-
JIOM BiJl BHJIIIMOTO 3/IOPOB’ S JIITHHH /10 (QaKTHIHO Oe3110BO-
POTHOI XBOPOOI MPOTATOM IIEPIIIX KUTPKOX MICHITIB JKITTS.
3micTh, 3HEBipa, MPOBIHA Ta TPHBOTA ITOJI0 HEBH3HAYEHOTO
MallOyTHROTO € TTOMINPEHIMI PeaKIliaMI 3 00Ky OaThKIB.
Kpim Tor0, Hakanb, BIICYTHII HaIITHIII CIIOCiO MO0 IIpo-
THO3Y TPHBAJIOCTI JKIITTA JiTeil i3 XBopoborw MeHKeca.

Ipodghinaxmuxa. MeIIKko-TeHETITHE KOHCYIBTYBaHHA Ta
IpeHaTalbHa JiarHOCTIHKA € HeOOXiTHITMII /IS 3aro0iraHas
xBopobn Menkeca. OgHaK, CIIiJI BpaXOBYBATIH, IO MPH-
OMI3HO OHA TPETHHA BCiX BHIIAIKIB XBOPOOH KYUIepIBOTO
BOJocca MeHKeca € pe3ylIbTaToM HOBIX MYTarliil [45].

3aTpnMKa (hi3MTHOTO PO3BUTKY (CIIIBBIIHOIIEHHS Maca
TLTa/3picT y MekKax Bim—2 10 —3 CTAHIapTHOTO BIIXIUICHHS).
TIpu ozl BUSBIEHI CYIOMI Y BIITIS/I MIMOBLIBHIX PYXiB
A31Ka, TOCMIKYBAaHHA TIPaBol PYKI, aCHMeTpis o0miTdad,
TIiIBHINEHE CIINHOBIIUIeHHs. [0MoBa 301IbIIeHa 3a paxy-

KniHiyHui BUNagokK

V cTarTi MpencTaBIeHO KIIHITHIIT BIIIAI0K XBOpOOM
Mesnkeca y xiomanka M., Bikom 7 Micamis. KiniHIgHHIT BII-
TaJI0K OMyOTiKOBaHO 3a 3TOM0 Marepi 3 JOTPHMaHHAM
TIPHHITHIIB 0i0eTHKI.

AHaMHeCTHYHI JaHi. XJTOIUIK HapoaBced Bix I BariT-
HocTi, IT momoriB (I BariTHICTE —310pOBa JTiBIIHKA, 8 POKIB).
BaritHicTh mepebirana Ha T/Ii TOKCIIKO3Y IIEPIIO] ITOJI0BHHII
Ta KPOBOTEUi HA paHHIX TepMiHax. [Tomorn Ha 36-37 TIKHL
BaTiTHOCTI MPHPOIHIM NITIXOM, OJHAK 13 3elIeHIMI HaBKO-
JOILTITHIMH BoJaMi. JINTHHA HapoIIiIacs i3 Macor Tia
2390 r, mopxmHOMO Tima 51 cMm. OIliHKa 3a MIKanorw Amrap
ckmana 7-8 0amiB. XIIOMIHK BHIIICAHIIT JOIOMY 3 ITOJIO-
TOBOTO OVANMHKY Ha 6-Ty 100V, 3HAXOINBCA Ha TPYIHOMY
BHTOMOBYyBaHHI. Ha 10-Ty 100V miciia HapomKEeHHI MaTIl
3BEPHYNACh [0 TeJliaTpa 3i cKapraMi Ha MISBiCTh, ITOTaHe
CMOKTAaHHS, BTPATy Baru y AHTHHN (Maca Tita Ha 10-Ty
o0y xuTTa — 2100 1). JnTnHa Oyna rocmitarizoBaHa, Bill-
KOpPHTOBaHe TOIYBAaHHA, BIIICAHIIT I00MY 31 CTaOLTEHOR
MpHOaBKOK ¥ Maci Tina. B 3-X MicSYHOMY BiIli CTaH JITTHHII
TIOTiPIITHBCS 32 PAXYHOK HOSIBH CYIOMHOTO CHHIPOMY, 3 TIPH-
BOIY 90T0 OYB TOCIITATi30BaHIII B CTAIlOHAP IOBTOPHO.

3i ciiB MaTepi, y pigHoro Opara Ta cecTpm OaTbKa -
THHII Oy JTeTalbHi BIMAIKI HEMOBIAT YV Iepio/li HOBOHA-
POIIKEHOCTI.

Kriniusi npogei. Ha gac rocmitamizamnii v Biti 3 Mic. cTal
IUITIHI Bk, CKapri MaTepi Ha MISBICTE JIITTIHIL, [T0TaHe
CMOKTAHHS, IEPiO/INYHE MTONEePXyBaHHSA, CIIHOTETY, CYIOMIL,
IO BHHIKAKOTE 110 3-5 pazie Ha 100y TpmBamicTio 10-15 XB.

Ilkipa wncTa, Omiga, TiAMKIPHO-KHPOBa KIITKOBIIHA
BITOHYEHA, TYProp TKAHHH 3HIDKeHHil. Bomoccd TaMKe,

Kydepsee, 3amtyTane — kinky hair (pic. 1).

-

Puc. 1. Kinky Hair (namke, KyuyepsBe, 3annyTtaHe Bonoccs) y AUTUHM i3 xBopobor MeHkeca

HOK JT00HOI Ta MOTIINYHOI YaCTHHII, MINPOKEe MepeHiccd,
BeIKe TiM 49K0 3,5x%3.5 cM, He HampyxeHe. M’ 930BHIT
TOHYC 3Ha9HO 3HIDKeHHIL. TomoBy He yTpumye. ITaTomorii
3 DOKY OpraHiB JIIXaHHA Ta CEPIEBO-CYINHHOI CHCTeMI He
oymno BusiBneHo. [lepidepmani miMboBy3IH He 301TbIIEH].
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JKuBIT M’ AKIIL, TTeUiHKa BHCTYIIAE 3 ML Kparo pedepHOI IyTH
Ha 3 cM, cele3iHKa He 30iTpIIeHa. HagpHA MaxoBa IpaBo-
Oiuna kia. CeuoBHIUTCHHS He OpyIeHe. BimopokHeHAS
4 pasm Ha 100y, KOBTO-3€IEHOTO KOTBOPY, KaIlIKOIIOIi0Hi.

JIuTiHA KOHCYTBTOBaHa HeBpormoroM. IIpi3Hadena mpo-
TIHCYIOMHA Teparis (heHobapbiTan, nemakis). V 3B 43Ky i3
BIJICYTHICTIO IIO3UTHBHOI AHHAMIKII, HASBHICTIO CYIOMHOTO
CHHJIPOMY, 3aTPHMKH IICHXOMOTOPHOTO, (Di3ITIHOTO pO3-
BITKY Xy10munk 0yB Hanpasier:ml B HIICIT « OXMATIITT»
IS BHKJTFOUEHHS CIIaJIKOBOTO ITOPYTIEHHS 00MIiHY PEIOBHH.

ITpoBeneHi oOcTeKeHHS: TAHAEMHA Mac-CIIEKTPOMe-
Tpig aMiHOKICIIOT Ta aIlIUTKapHUTHHIB V KPOBi, MeTabo-
TIYHHI CKPIHIHT CedYi, BMICT OJirocaxapiriiB MeTOI0M
TOHKOIIapOoBOI XpoMaTorpadii — 6e3 maTomoTiYHHX BiIXH-
JIeHb; TaKTaT 4,56 MKMOIIB/I (HOpMa), aKTIBHICTE TaIaKTO-
30-1-hocdar ypummirparchepasn — 22 OJI/T reMormodiny
(HOpMa), aKTHBHICTE O10THHITa31 — 10 HMOIE/XB/MIT IIIa3MI
(HOpMa). PazoM 3 TiM, 6VII0 BHABISHO 3HIDKEHIII piBeHb
Mini—0,17 mr/i (Hopma —0,8-1,55 MI/1) Ta IepyIoIIazMiHy
0,053 /1 (Hopma — 0,2-0.4 /1) y CHpOBATIIi KPOBI; 3HIDKE-
HIIT piBeHB Miji B 1000Biil ceui— 0,008 mr/24 rox (Hopma —
0,012-0,08 mr/24 To7).

IHCTpYMEeHTaNnbHI MeTOMI JOCTiKeHHS: Y3/ opraHis
e peBHOI IOPOKHITHII — ITeUiHKa IOMIPHO 301TbIIeHa, OTHO-
pigHa, cepeIHBOI eXOTeHHOCTI; 3 00Ky KOBUHOTO MiXypa,
CeNe3iHKH, HIPOK — ITaTOJOTIYHAX 3MiH He BHABIEeHO. Exo
KI' — 6e3 BiIXIIIEHE Bil HOPMIL.

E®I'IC — 6e3 natonorignnx 3MiH. HCT — eXoreHHICTh
TIapeHXIMH MO3KY IIi/IBHINEHa, BHTOHYEHE MO30JIICTE TLIO,
XBOCTaTe AP0 TBOPYY IiIBIIIeHOI exoreHHOCT. EET —ma-

TepH enitenTndopMuoi EED 3 03HaKaMII 1e30praHizaliii Kip-
KoBoro paTMy. MPT roloBHOTO MO3KY — BHSBJIECHO IIIBHINEHY
3BHBICTICTE IHTPaKpaHiadBHIIX CYIIMHHIX CTPYKTYD, 3MIHII
CHTHAITY Ha piBHI 30BHIIITHBOI KaIICYITI, CYOIypalIbHY TirpoMy.

JaHi pe3ynbTatiB mHoctimkeHs MPT TrolToBHOTO MO3KY
(TmigBIIIIEHA 3BUBICTICTE CYIIH), 3HIDKCHHS PIBHA MiIi Ta
IIePyI0IIIa3MiHy B ITa3Mi KPOBI, JO3BOMILTH 3aITi03PHTII
y nuTnHH XBopoOy MeHkeca.

V momganpmomy IHTHHI HPOBEIEHO MOIEKYISIPHO-
TeHeTHYHe JI0CTIKeHHS MY/IBTHreHHO aHei «CIIaKoBIX
eliIenciily, o BKIoYana reH ATP74. JlaHe oOcTeXKeHHS
MIPOBOIIIOCE ¥ TeHeTIYHIIT 1abopartopil «Invitaey (M. CaH-
®panmicko, CIITA). 3a TaHIMI aHATi3y CeKBeHYBaHHI
i TecTyBaHHS Ha Jemeril/mymnikarii 1836 reHiB oIIH maTo-
TeHHIIIT BapiaHT (B TOMO3NTOTHOMY CTaHi) OYB imeHTHdiKO-
BaHHIl y ATP7A (0eneyia (Exzoxu2-17), mo acomniiiopaHmii
3 X-3uerureHoro XxBopoOor MeHKeca, CHHIPOMOM IIOTH-
TITTHOTO POTY Ta ANCTAIBHOK CIIaIKOBOK MOTOPHOO Heil-
pomarier. Takox iIeHTH(HIKOBAHO alesi MiIBIIIEHOTO PII-
3Ky Y ABCGS8 1a COL18 AI, acormiiloBaHIII 3 ayTOCOMHO-
penecnBHEM cHHIpoMoM KHOOMOXa.

JIuTiHA TOBTOPHO OyITa TocmiTalizoBaHa Y BIIli 7 Mi-
cAaniB. BUrooByBaHHS MepeBaKHO 30HJIOM, CAMOCTIITHO
CMOKYe 3 ImIgmedkn moBineHO. IlIkipa uncTa, Omiga.
i INTKipHO-KHPOBa KIITKOBIHA BHTOHYeHA. | 0I0BY He
TPIIMa€, HE CHJINTh, HE IepeBePTAEThCA. 3ip CYMHIBHIIL,
CIOCTEPITaeThCA TOPI30HTAIBHIII HICTArM, ajle Ha 3BYKH
pearye. EMorii HeraTneHi. [IepiogMIHO CIIOCTEPITat0ThCT
ITOCMIKYBaHHS KiHITIBOK, IIepeBayKHO NpaBoi pykn. HassHa
3aTpHMKa (i3MIHOTO PO3BUTKY (pIc. 2).

Puc. 2. ®eHotun autuHm iz XBopoboro MeHkeca

JIuTHHA BHIOIICAHA 31 CTAIIOHAPY i3 KIIHIYHIIM [IiarHo-
30M: XBopoba MeHkeca. X-3ueITeHII THIT YCIaIKyBaHHS.
HabyTa BHYTpIIIHS Hemporpecyroda, KOMIIEHCOBAHaA Tij-
pomedanig. Bpomkermil HicTarm 000X oueil. YacTKoBa
aTpodis 30pOBHX HepBiB 000X ouell. AneBpm3Ma JIMIIIL.
[IpaBoOiuHa Max0BO-KATHTKOBA KILIa. XPOHITHIII acIipa-
ITIITHIIT CHHIPOM.

Bigomo, mo Hapa3i MaTH 3 IUTHHOK MPOKHBAKTh
B ITamii, e XJIOMIMK OTPHMYE CaIIeMEHTAIII0 TIPerapaTy
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Mifi — ricTiaH Mimi mo 250 Mr aBidi Ha 100y Ta MpOTHCY-
IIOMHY TepaIlito.

BucHoBku

1. Xeopoba MeHKeca XapaKTepIH3yeTbCd aHOMATIER Me-
Tabomi3My Mifi, 1ka 00yMOBIIeHa MyTaIli€ro B reHi ATP7A4,
posTamoBaHoMy Ha Xq13.3, axmit mae 23 ex3oHm. Ileil ren
BimmoBigae 3a KoxyBaHHA 1500 aMiHOKICTOT 1 Y BEIIKIT
KITBKOCTI eKCIpecyeThed V Pi3HIX opraHax. Ha croromHi
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B reHi ATP74 BugBieHo Omi3bko 357 pi3HIX MyTaiil. XBo-
poba MeHKeca € BIIHOCHO PiIKICHIM 3aXBOPIOBAHHAM i3
gacToToro 1 Brmazok Ha 100 000-250 000 AKITBOHAPOKEHITX.
XBopoba yCcrmaaKoByeThCA 3a X-3UeTIeHIM pelle CHBHIIM
THIIOM Ta BpaskKae MailiKe BIKITFOTHO XJIOITIHKIB.

2. MiarxHo3 XxBopoO1 MeHKeca BCTAaHOBIIHOETECA Ha OC-
HOBI MONIEKY/ISIPHO-T€HETHIHOTO JOCITi/IZKEHHS (TeCTyBaHHSI
onHoro reHa ATP7A4 abo MynBTHTEHHI aHeNi) Ta Oi0XiMid-
HOTO (heHOTHITY (3HIDKSHHS PIiBHA MiJli Ta MepYIOILIa3MIiHy
V CHPOBATIIi KPOBi).

3. IlpeacTaBIeHO PiIKICHHIT KIIHITHHIT BHIIAI0K XBO-
podn MeHKeca v XJI0mUIKa. J[iarHo3 MiaTBepIKeHO MOIEKY-
JISPHO-TEHETIITHIM METOIOM JIOCTKeHHS naHem «Craz-

TNitepatypa:

KOBIX eIIlIelciil», IKa BKIrodana red ATP74 Ta 6ioxXiMid-
HOTO (heHOTIITY.

4. TlpejcTaBeHIN y CTATTI BITIAI0K JIEMOHCTPYE CKITajl-
HICTB JIarHOCTHKI XBopoOir MeHKeca y mepiolli HOBOHAPOIKe-
HOCTI Uepe3 HeCTIeITH(iTHICTh 03HAK 3aXBOPIOBAHHS (MIIIBICTE,
KBOJIE CMOKTAHHS, BTPaTa Bari TOIIO) Ta BAXKIIBICTh 0i0Xi-
MIYHOTO Ta MOJICKYJIIPHO-TeHe TITTHOTO METOIIIB JOCTIDKeHHS
IOy TIPH HACTYIHII BariTHOCTI a0 ¥ HOBOHAPOKEHOTO
crbca 3 MeTOK PaHHBOI JIarHOCTIHKI Ta f0T0 JTKYBaHHA.
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MENKES DISEASE: ALITERATURE REVIEW AND CLINICAL CASE
N. I. Tokarchuk!, T. Chekotun’, L. S. Starynets’, V. Antonets’, L. Stanislavchuk!

National Pirogov Memorial Medical University,
Vinnytsia Regional Children’s Clinical Hospital®
(Vinnytsia, Ukraine)

Summary.

Menkes Kinky Hair Disease (MKHD) is characterized by an abnormality in copper metabolism caused by a mutation in the ATP7A
gene, which is located on Xq13.3 and has 23 exons. In addition, this gene encodes 1500 amino acids and is expressed in large quantities in
various organs. It’s worth mentioning that about 357 different mutations have been identified in the ATP7A gene. If is a relatively rare disease
with an incidence of 1 case per 100,000 to 250,000 live births. MKHD is an X-linked recessive trait that almost exclusively affects boys.

The diagnosis of this rare disease is based on the genetic-molecular study of a metabolic disease panel, including the ATP7A gene
and the biochemical phenotype (a decrease in serum copper and ceruloplasmin levels).

In developing therapeutic strategies for individuals with Menkes disease, three fundamental problems are being addressed: 1) unlocking
the absorption of copper in the intestine; 2) making copper available to enzymes in cells that require it as a cofactor; and 3) identifying
infants with Menkes disease and initiating treatment at a very early stage of life, before irreversible neurodegeneration occurs.

This article presents a clinical case of Menkes disease in a 7-month-old boy. The diagnosis was confirmed by molecular genetic
testing (NGS) of the Neurometabolic Disorders Panel, which included the ATP7A gene and biochemical phenotype.
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The described case illustrates the complexity of diagnosing Menkes disease in the neonatal period due to the non-specificity of
disease symptoms (lethargy, weak sucking, weight loss, etc.) and the importance of biochemical and molecular genetic methods of fetal
investigation in subsequent pregnancies or in a newborn sibling for early diagnosis and treatment.

This case will be published with the consent of the mother in accordance with bioethical principles.

Key words: Menkes disease; Infant; Diagnosis.
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