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KHIT «Binnuipka obacHa autsda KiiHidHa JikapHs BOP»?
(M. Binnuust, Ykpaina)

Pe3rome

Xeopoba rkyuepsisoeo eonoccesi Menkeca (Menkes Kinky Hair Disease MKHD) (MD; OMIM: 309400) xapaxmepusyemocsi
anomaniero Memaobonizmy mMioi, sika ooymosnena mymayicto ¢ eeni ATPTA, posmawosarnomy na Xq13.3, saxuil mae 23 ex3onu.
Leil een sionogioac 3a kooysanns 1500 aminoxuciom i y éenuxiii KinbKocmi ekcnpecyemuscs y pizHux opeanax. Onucano
357 piznux mymayiii y eeni ATPTA. Xeopoba Menkeca € 8i0HOCHO pIOKICHUM 3aX680pHO8AHHAM i3 yacmomoro 1 eunadox Ha
100000-250000 orcusonapodsicenux dimeii. Xeopoba kyuepsigoeco éonoccsi Menkeca — X-3uennena peyecuena namonocis, saxa

epascae Mmatice BUKIHOUHO XJAONYUKIB.

iaznos xeéopodu Menkeca 6cmanoen0embcst Ha 0CHOBE MONEKYIAPHO-2eHemu4Ho20 docniodxcenis 2eny ATPTA abo mynomueennux
nanenetl, axi micmams een ATPTA ma 6ioximiuno2o genomuny (3nusicenns pieHs mioi ma yepyiloniazmiiy y cupoeamyi Kposi).

IIpu po3pobyi mepanesmuynux cmpameziti 015 0cio6 i3 x6opodoro Menkeca poszenadaroms mpu QyHOaMeHmManibHi npooIemu.
1) poszbnokysanmns écmokmysans Mioi 8 KUMWEUHUKY; 2) MIOb MA€E 6Ymu 00CMYNHoIO 01 (hepMeHmis ycepeOuni KiimuH, sKi
nompebyoms ii sk kopaxmop i 3) nemosasim iz x60po6oio Kyuepsgo2o éonoccs Menkeca Heobxiono idenmugikysamu ma
posnouamu JiKy8anHs Ha 0yAce PAHHLOMY emani JHcumms 00 mo2o, K 8i00y0emsbcs He360pOMmHs HelipoOde2eHepayis.

Y emammi npedcmasneno kniniunutl 6unadok xeopoou Menkeca y xnonuuxa gikom 1 micayis. /{iaznos niomeepoxcerHo MonexyispHo-
2EHeMUYHUM MenoOoM QociodxcenHs naneni «Cnadkosux eninencii», sika exnouana 2en ATPTA ma bioximiuno2o ghenomuny.

Onucanuti 6unadok 0eMoHCmMpPYe CKAAOHICMb 0iaeHOCMUKU X8opobu Menkeca y nepiodi Ho6oHapoOdxceHocmi yepes
HecheyugpiuHicms 03HAK 3aX60PI06aHHs (MISEICIb, KEOJIe CMOKIMAHHSL, 6MPAMA 8a2u MOu0) ma 8ANCAUGICMb GIOXIMIUHO20 MaA
MONEKYNAPHO-2eHEMUUHO20 MeMOOI8 O0CNIOHCEeH S NI00Y NPU HACMYNHIL 6A2IMHOCMI AO0 Y HOBOHAPOOHCEHO20 CUOCA 3 MEMOI0

PAHHBOI OlacHOCMUKU MA 1020 JIKYEAHHSL.

Januii 6unadok onyonikoeano 3a 3200010 mamepi 3 OOMPUMAHHAM NPUHYUNIE OIOEMUKU.
Kntouosi cnoea: xeopoba Menxeca; oumuna mManoxo6o2o 6ixy; diasHocmuxa.

Bctyn

3a nonax 60 pokiB, 10 MUHYITH 3 MOMCHTY TICPBUHHOTO
OIUCy XBOpoOHU KyuepsiBoro Bonoccss Menkeca (Menkes
Kinky Hair Disease MKHD), mporpec y po3ymiHHi KiTiHi4-
HUX, 010XIMIYHHX 1 MOJICKYJIIPHUX aCHEKTiB JTaHOTO PiIKic-
HOTO MOPYIIECHHS METa00Ji3My MiJli BUIICPEIUB MIPOTPEC
y po3po0Oii epeKTUBHUX MeTOIB JiiKyBaHHs [1]. HaitOinbim
6araroo0ilisgioua Teparis Ha ChOTO/IHIIIHIH JIeHb (paHHi mif-
HIKIpHI 1H €K1 Mijii), HOpMalTi3yBaja HEPBOBO-IICHXIUHHI
po3Butok y 30 % miteit i3 xBopoOoro MeHkeca Ta oM’ sK-
mmIa HeBpoJoriuHi edexT B iHmmx xBopux. Omgnax y 50 %
TMAIIEHTIB 13 XBOpoOOt0 MeHKeca He BUSBICHO e(heKTy Bif
IIPOBEICHOTO JIIKyBaHHS, HE3BA)KAIOUN HA PAHHE BCTAHOB-
JIeHHs giarHosy [2, 3].

Icmopis 3axeoprosanns. IcTopist 7aHOTO 3aXBOPIOBAHHS
pocTexyeThes e i3 1937 poky, Konu aBCcTpaniiichKi BUCHI-
BETCPUHAPH BU3HAIH BHPIMAIBHY pOb Oe(inuTy Mimi
3 JIEMI€NiHI3YI04Y0K0 XBOPOOOIO y STHSAT i3 aTakcieio [4].
podecop Hesin Jankc y 1972 pori Bu3HAYUB XBOPOOY
Ky4epsiBOro Bosioccsi MeHKeca sIK MPUKJIa] aHOMaJIbHOT
Mi€NTiHI3aMi1 TIonUHA Yepe3 AeiluT Mijli Ta HI3bKHN PiIBEHb
LepYJIOIUIAa3MiHYy, SKUH BOXIUBUN JJISI MiZTHOTO ()epMEHTY.
Binkpurrsa JI. lankca TpyHTYBasocs Ha Oro BH3HAHHI
TOTO, 110 HE3BUYAlHE BOJIOCCS Y HEMOBJIAT 13 XBOPOOOIO
MeHKkeca 3a TEKCTYpOIO CXOXe Ha JIaMKy BOBHY SITHSIT, BU-
POIICHHUX Ha IPYHTI 3 AedinuTom mini B ABctpanii. Takum
YHHOM, CIIOCTEPEKEHHS, IPOBENIEHi 3 iHTepBaIoM y 35 po-

KiB IIIOZ0 HACTIIKIB Ae(IiIUTy Mijli B aBCTPATIHCHKIX STHAT,
CTaJIM HaJI3BUYANHO aKTyaIbHUMH ISl BABUCHHSI BPOJDKEHOT
TTOMHJIKH MeTabomismy moauan [5]. Bume HaBemene 6io-
XiMigHE BIIKPUTTS BUKIMKAJIO 3aIiKaBIEHICTh 10 (heHo-
THUTTY, AKUH OyB peTenpHo onmncanmii y 1962 portii mokropom
J>xorom Menkecom Ta #ioro koeramu 3 Korymoiticskoro
yuisepcurery B Hpio-Mopky. k. MeHkec MOBiTOMHB po
5 HEMOBJIAT YONOBIYO1 CTATI B POAMHI aHTIIO-1PIAHICHKOTO
MOXO/KEHHSI, SIKI CTPaXKAAIN Ha XapaKTepHUIl CHHAPOM
HEBPOJIOTIYHOI IeTeHepartii 3 He3BU9aifHIM BOJIOCCSM 1 3a-
TPUMKOIO PO3BUTKY. XJIOMUMKH 3/1aBAITKCS 3[I0POBUMU MTPU
HApODKEHHI Ta TMPOTATOM HEPIIAX KITBKOX MICSIIiB KHUTTH,
ajie 3roJIoM y HHUX TOYAJIUCS CYJOMH Ta PErpec PO3BUTKY,
1 3peITor0, BOHM IIOMEPIH Y BiIli Bij 7 MicsIiB 110 3,5 pOKiB.
PomoBix ciM’i MepeKoHINBO CBIAYMB MPO Te, IO XBOpoOa
Oyna X-39eTieHOI0 TeHeTHYHOTO maTooriero. [Tomampiri
3BITH PO KJIIHIYHI BUMIAIKHA MiATBEPANIIHN, IO XBOpoOa
MeHkeca «Ky4epsiBOro BOJOCCs» Oyia BUBHAHUM CHHJIPO-
MOM i3 YHIKaQIbHUMH KJIIHIKO-TIATOJIOTIYHUMH O3HAKaMHU.
Kiinigna miarHocTrka XBopoOn MeHkeca «Ky4epsiBOTO
BOJIOCCS» Oyia TOJIeTrIeHa HasBHICTIO HaAilfHOTO 6i0Xi-
MiYHOTO MapKepa (HU3bKHIi BMICT Mijli Ta [iepysomiasMiny
B cupoBariii kposi) [6].

[IpoTsiroM HACTYTHUX POKIiB AOAATKOBI OMUCH KIIiHIY-
HUX, OIOXIMIYHHX 1 MTATOJIOTIYHUX OCOOJIMBOCTEN MarficH-
TiB i3 XBOp00OOIO MeHKeca pUBEpHYIN yBary 10 (peHoTH-
MTOBOTO CTEKTPY posnany. [ToBiqoMIeHHS TIpo JTiKyBaHHS
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TIperapaToM Mijli pH KJIACHYHOMY Ba)KKOMY THITI 3aXBO-
PIOBaHHA BKa3yBaJl HAa HE3HAYHUIT HOTO BIUIMB Ha TIepedir
xBopoOu Menkeca. KitiHIUHI CIIOCTEPEIKCHHS TAKOXK BHIi-
JIUITK JIETKY (hOpMY 3aXBOPIOBAaHHS, TIPH AKi HEBPOJIOTIUHI
MOpYILIeHHs OyJIM 3HAYHO MEHII BUPaKEHUMHU.

IeHeTHYHUIT aHAaJTI3 BUSIBUB JIOKAJTi3a1liF0 TCHY XBOPOOH
MeHkeca Ha JOBromy rmiedi X-XpOMOCOMH MMOOIH3Y LICH-
TpoMepH. 301IbIINBCS JTIOCBIJI MPEHATAIBHOTO BUSBICHHS
xBOpoOM MeHkeca i Oyiu po3poOiieHi 010XiMiYHI TECTH 13
BUKOPUCTAHHSIM 3pa3KiB BOPCHH XOPIOHY 3 METOIO PaHHBOT
JIarHOCTHKH y BariTHUX i3 rpynu pusuky. ¥ CIIIA Oymna
cTBopeHa MixkHapojiHa acoltiarist 6aTbKiB 1 npodecionanis
(Menkes International Association).

[po inenTudikarmiro rera MeHkeca 3a JOIIOMOTOO T10-
3UIIHHOTO KIIOHYBaHHS Oyo mosimomiiero B 1993 pori [7].
e 3HaKOBE BIAKPUTTS BUSIBUIIO, 10 T'eH MEHKeca € YICHOM
cimeiictBa AT®as3, 1m0 TpaHCTIOPTYIOTH KaTiOHU Ta € MOJIe-
KyJIaMH, SIKi CIIPHSIOTH TPAHCIIOPTY 10HIB Yepe3 KIIITHHHI Ta
BHYTPIIIHBOKITITHHHI MeMOpanu [8]. Takum uuHOM, 1aHe
BIZIKPUTTSI CBIIYKT, [II0 OCHOBHHUM J1e¢()EKTOM XBOPOOH Ky-
4epsiBOTo Bostoccst MeHKeca € IOpyIIeHHS TPAHCIIOPTY Mijti
yepes IIa3MaTHIHy MeMOpaHy i3 KIIITHH a00 Y BHYTPIIIHBO-
KJIITHUHHY OpraHely, a caMe eHI0IIa3MaTHYHUI PETHKYITyM
[9]. TakuMm gMHOM, 3 MOMEHTY TIEPIIIOTO OTIHCY XBOPOOA
Menkeca Oyia MpeJMeToM MIHUPOKOTro KIIHIYHOTO, HAyKO-
BOT'O BUBYCHHS Ta 00roBopeHHs1. Ky/ibMiHalli€r0 yBary cTao
BUSIBIICHHS Ie(DEKTHOTO TeHY, BIAKPHUTTS, SIKE 110 OCHOBHE
Ppo3yMiHHS MeTa0oIi3My Mijll y ccaBLiB i mepeadavano HOBY
epy B JOCTI/DKCHHI Ta iCTOPii JaHOTO 3aXBOPIOBAHHS.

Ilamodgizionozis. Ilpu xBopo61 MeHKeca OCHOBHA aHO-
Mautist MeTaboJIi3My Mijli € BTOPHHHOFO IO BiTHOIICHHIO 10
mytauii B reri ATP7A, posramoBanomy Ha X(13.3, sikuii
Mmae 23 ex3onu. Lleit ren Biamosigae 3a kogyBanus 1500
AMIHOKHCIIOT 1 Y BETHKif KIIBKOCTI €KCTIPECY€EThCS y Pi3-
HUX OpraHax, TaKuX SIK MO3OK, JIEreHi, HUPKU Ta M sI3H.
Ha croromni B reni ATP7A BusBnero 61m3pko 357 pisHEX
MyTaIlill, BKJIFOYAIOYM BCTABKH, JENEIii, YaCTKOBI JEIICIIl,
MicceHc-myTarii Ta myraiii crutaiicunry [10]. Tenernuni
JOCIIDKCHHS CBIYaTh, 110 y 75 % XBOPUX HOCISIMH € Ma-
Tepi. OHaK, HE IPOCTEKYETHCSI KOPEIISLis MIXK MyTaLlisIMA
Ta KIiHIYHEM mepebirom 3axBoproBanus [11].

I'en MeHkeca excrpecyeTbest B yCiX JOCIIHKYBaHUX
TKaHWHAX JIFOAWHH, 32 BUHATKOM Ie4iHKH. TpaHCKPHUIT 1H-
¢dopmariiiinoi PHK (MPHK) mae posmip npubausso 8,5 k0,
3 OBrofo 3’ HEKOAYIOYOI0 YaCTHHOIO Ta KOJYIOUOIO I10-
crimoBHIicTIO 4,5 KO. 3 BiIKpUTTAM reHy MeHKeca cTajo
MOXIJIUBUM OLIBII TIIMOOKE JTOCIIIPKEHHsI OCHOBHOTO 0i0-
JIOTiYHOTO AeeKTy KIiTHHA. HeMOXITHBICTE eKCTPyY3ii Mizi
3 KIIITHH CIIM30BOi OOOJIOHKH KHILIEYHHKA B KPOB MOSICHIOE
HAKOIIMYEHHS Mil B IMX KJIITHHAX 1, IK HACIIIIOK, 3HIDKEHHS
HAJIXO/DKCHHS MiJli B ITEYiHKY B 0Ci0 13 XBOpoOor MeHkeca.
[ToniOHMM YMHOM MOPYUICHUH €KCIIOPT Miji KIITHHAMHU
TUTALIEHTH TIOSICHIOE 11 HAKOMUYEHHS, IO CIIOCTEPIraeThes
IiJT 9ac BariTHOCTI XIHKH 13 XBOopoOorw MeHkeca, a Ta-
KOXX HA3BKHH PIBEHb Mifi B MEUIHII Y TUTOIB i3 XBOp0oOOIO
Menkeca. [TopyuieHHst eKcropTy Mili eHJoTeNiaabHIMU
Ta MIaTbHAMH KIITHHAMH CY/IWH, IO YTBOPIOIOTH TeMaTo-
ennedamiyanii 6ap’ep, MOSICHIOE HU3bKHUIA PIBEHb Mifl Ta
3HW)KEHY aKTHUBHICTB 11 )epMeHTIB y MO3KY. OCKIUJIbKH Ir'eH
Menkeca cnabko eKCIpecyeThCs B TIEHiHIN, e opraH BO-
JIO/Ti€ aJFTCPHATUBHIUMHU MEXaHi3MaMH [T BUBCICHHS MiTi
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1, TAKHM YMHOM, HE XapaKTEePU3YETHCS SIK 11 HAKOTTMYCHHSIM,
TaK i medinurom ii pepmenty [12, 13].

Cumnmomu xeopodou Menkeca. Bonoccst Ha mkipi ro-
JIOBU HEMOBJIAT i3 KIIACHYHOIO XBOPOOOI0 MeHKeca KOPOTKe,
piznke, rpy0e Ta ckpyueHe. 3 OOKIB roJIOBH 1 MOTHIIUII BO-
JIOCCS 9aCTO MEHIII PSICHE 1 HAaBITh KOPOTIIIE, HiXK Ha MaKiBIIi.
BpoBu 3a3Br4aii TAKOK MatOTh HEe3BUYAWHKHN BUTISLT. CBiT-
JIOBa MIKPOCKOIIiSl BOJIOCCS MAIli€HTA UTIOCTPY€E MaTOrHO-
moniunuii Pili torti (3akpydyBaHHS CTPIIKHSI BOJIOCCS Ha
180°) i wacro iHII aHOMAJTI1, BKIIFOYaI04H TPiXOKa3ito (Imo-
MIEPEYHHI ITePEeNIOM CTPHIKHS BOJIOCCs) 1 TpixonTines (1mo3-
JIOBYKHE PO3MICTUICHHSI CTPYIKHSL). Bomoccst Mae TeHIEHIIi 10
JI0 HEe3HAYHOI MIrMEHTAli{ 1 MOJKe IEMOHCTPYBaTH HE3BH-
4yaiiHi KOJTBOPH, Taki 5K Oine, cpidmsacTe abo CUBE; OTHAK
y JESIKUX JiTeH i3 XBopoOoto MeHKkeca BOJI0CCs MOYKE MaTh
HOpPMaITbHY TITMEHTAIIIIO.

Y HOBOHAPOJIKEHUX MITCH He3BUYANHA MIrMEHTAIis
BOJIOCCSI MOYKE CBITYUTH MPO AiarHO3, OAHAK HOTO 30BHiLI-
HIM BUIIISIA YacTO HIYUM HE MPUMITHHU. SIK 1y 3M0pOBUX
HEMOBIISIT, HOBOHAPOJ/DKEHI 3 XBOPOOoI0 MeHKeca MOXYTh
HE MaTH Bojioccst 800 MaTh HOTO HOPMAaJIbHY IIrMEHTAITIIO.
XapakTepHe KOPCTKE BOJIOKHHCTE BOJIOCCS PO3BHBAETHCS
10 4-5 MicsuiB xutTsa guTunu [14].

OOnmuyust AMTHHE 3 XBOPOOOO MeHKeca Ma€e 4iTKo BUpa-
JKEHI IIeNeny 3 OOBUCIMMH IIOKAaMH Ta ByXaMH, sIKi 4acTo
3Mal0ThCS BeIMKUMU. [1i1HEOIHHS, K MTPaBUIIO, TOTHYHE,
a mpopizyBaHHs 3y0iB 3aTpUMy€ThCs. YacTo BUSBISETHCS
LIyMHE 3ByYHE JUXaHH:, X04a JaHi [P ayCKyJIbTallii cepiis
1J1ereHb 3a3BUYail 6e3 MaToJoriYHUX BiAXHIeHb. Topakaib-
HOIO 3HAXIJKOI0 MOKe OyTu Pectus excavatum (iiiikoro-
ni6ua gedopmartist rpymHoi kiniTkn). [lkipa gacto 3maeThes
ITyXKOIO Ta HAUTUIIKOBOIO, 0COOIMBO Ha IOTHIIMII Ta Ha
Tyny6i [15].

HeoOxinHO 3a3HAUUTH, IO JJISI TiTEH i3 XBOPOOOIO
MeHkeca XapaKTepHHMH € TAKOXK [TaxoBa ado MyIKOBa KUJia,
pectus excavatum [16].

Hesponoriuno HOBOHapOKeHI 3 XBOpoOoto MeHkeca,
SK TIPaBIJIO, BUITIANAIOTH 300poBuMHE. OHAK, i3 BIKOM Y Ta-
KMX JiTell He3MiHHO MPHUCYTHS rinoToHis. [mboki cyxo-
KUITBHI Pe(ICKCH 9acTo TiNepakTUBHI; CMOKTAHHS 1 IIa4q
3a3BUYail 30epexkeHi; BidyanabHa (pikcallis Ta BiICTSIKCHHS
MOPYIICHI, TOAl sIK ciyX 30epexeHuii. PO3BUTOK HaBU-
YOK 0OMEKY€EThCSI TIEPIOINIHOIO TOCMIIIKOIO Ta JICETOM
y OLIBIIOCTI HEMOBJIAT 13 XBOPOOOIO KYUepsIBOIO BOJIOCCS
Menkeca. 3aTpuMKa POCTY OYMHAETHCS He3a0apoM Imicist
ToYaTKy HelipoJereHepallii Ta € aCHMETPHYHOIO, 3 BITHOCHO
30epeKeHNM JIIHIHHIM POCTOM MOPIBHSHO 3 Baroto [17].

bioximiunuii peHoTun npu XxBopoOi KyuepsiBoro BoJI0Ccst
MeHnkeca BKIIFOYa€ HU3BKI PiBHI Mifli B IDIa3Mi, ITEYiHII Ta
MO3KY; 3HIKECHY aKTHBHICTh YUCICHHUX 3aJIC)KHUX BiJT Mifi
(hepMeHTIB i mapaJoKcalibHe HAKOMUYCHHS MiJli B IEBHUX
TKaHWHAX (HAPUKIAA, ABAaHAIIATHIIANA KUIIKA, HUPKH,
cenesiHKa, MiIUTYHKOBA 321033, CKeJaeTHI M’ s3u). Lls cy-
KYTHICTh 010XIMIYHUX TAaHUX BKa3y€e Ha IEPBUHHUN Ae(]eKT,
110 BIUIMBAE HA TPAHCIIOPT MiJii, SIKUI MOYMHAETHCS 13 T10-
PYILCHHSI BCMOKTYBaHHS Ha piBHI TpaBHOTo Tpakty [18].

[leBHi KTiHIYHI 03HAKH XBOPOOH MeEHKeca TaKOK YiTKO
MoB’s13aH1 13 HEJOCTATHBOIO aKTUBHICTIO CrelH(IYHIX
(dbepMmeHTiB, ki moTpeOyroTh Mini. YacTkoBUil nedinut
dopamine beta-hydroxylase (DBH), kputuatoro hepmeHTy
Ha IUIIXy O10CHHTE3y KarexoylaMiHiB, BiIIIOBIJAE 32 aHO-
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MaJBHUN HEHPOXIMIYHHNA CKIIaJ TUTa3MU Ta CITHHHOMO3KO-
BOI PITMHM Y TAII€HTIB i3 XBOPOOOIO KyUepsIBOTO BOIOCCS
Menkeca [19]. KiiniuHi 03HaKkH MaIieHTiB i3 XBOPOOOIO
Menxkeca, siKi TOTEHIIHHO OB’ s3aHi 13 gedimurom DBH,
BKJTIOYAIOTh HECTAOIIbHICTh TEMIIEPATyPH, TIMOTTIKEMITO,
ITO3 IOBIK, 5IKi € BEreTATHBHUMH aHOMAJiSIMH Ta MOXYTb
OyTH pe3yiIbTaToOM CEJIeKTUBHOI BTPaTH CHMIATHYHOT
anpenepriunoi ¢pyHkuii [20].

3umkeHHs akruBHocTi cytochrome C oxidase (CCO)
CIpUSIE TIMOTOHIT Ta M’s30BiH CTaOKOCTI y JiTeil 13 XBOpO-
6010 Menkeca [21].

3a TaHUMHU JIITePaTypH, € MOBIOMIICHHS 1010 ATOJIOT i
opraty 30py y JiiTei mpu xBopobi MeHkeca, a came Ipo Tiro-
TIITMEHTALIIO CITKIBKU Ta 3BUBUCTICTH CY[MH, MAKYJISIPHY I1-
cTpodito, BPOIKEHY KaTapakTy, YaCTKOBY aTpog)iro 30pOBOT0o
HEepBa Ta 3MEHIIICHHS TaHTIIIO3HNX KITITHH CITKIBKH, a TAKOXK
MIKPOKICTH B TIr'MEHTHOMY €IIITeNii pai1y’>KHOT 00OJIOHKH.
Kpim Toro, y miteii i3 xBopoOoro MeHKeca 3ycTpidaeThes
arpodist Tumyca ta nopymenss GpyHkuii T-kimiTHH, M0 §
MOSICHIOE TX CXUITBHICTb 110 iH(EKUIHHIX 3aXBOPIOBaHb [22].

Bynyun X-3uerieHnM 3aXBOPIOBaHHSAM, XBOpPOOa Kyde-
psiBoro Bojioccst MeHKeca 3a3BHUuail BUHUKAE y XJIOMYHKIB,
Y SIKUX Y BiIli 2-3 MICSIIIB CIIOCTEPITaeThCs BTpaTa paHilie
JIOCSATHYTHX €TaIliB PO3BUTKY Ta I0sBa T1IIOTOHII, Cy10M
1 3aTpUMKH po3BHUTKY [23].

XapakTepHi 3MiHH BOJIOCCS Ta OONHYYS y MTOETHAHHI
3 THIIOBMMH HEBPOJIOTTYHUMH 03HAKAMH YacTO J03BOJISIOTH
npuiryctuTH giarHo3. Y 1988 pomi K. bepmoxep i [I. Haman
310pany 03HaKU Ta CUMNTOMHM 127 mami€eHTiB i3 XBOPOOOIO
MeHnkeca, BUITAAKH SKUX OyITN OTHCaHi B MEAMYHIH JTiTepa-
Typi 10 1985 poky. Pazom i3 THM, y HEMOBJISIT 13 XBOPOOOIO
MeHkeca /10 To4aTKy HeipojiereHepaTHBHUX 3MiH KITIHIYHI
O3HAKW MEHII BUpa3Hi. HeMoXIMBO AOCTOBIpHO mependa-
YUTH TPUBAIICTH )KUTTS AiTEH 13 XBOpoOoro MeHkeca, xoua
IIPU TIPUPOITHOMY TTepediry Kinacu4Hoi xBopoon MeHkeca
CMepTh 3a3BUUaii HacTae J10 3 PiYHOro BiKy qUTHUHU. [lomu-
PEHOIO IPUYHHOKO CMEPTI Y MTiTeH i3 XBopoOoro MeHkeca €
IHEBMOHIS, 110 IPU3BOAUTD 10 AUXAIBHOI HEIOCTATHOCTI.
Xoya JiesKi MaiieHTH TOMUPAIOTh PAIITOBO TP BiJICYTHOCTI
OY/Ib-SIKOTO OUEBH/THOTO TOCTPOTO MEIMYHOTO Tipotiecy [24].

TumnoBuii aHaMHe3 TUTHHU 13 XBOPOOOrO MeHkeca xa-
pakTepu3yeThCs (Hi310I0TIIHO0, 3M0POBOKO BATITHICTIO, OI-
Hak nepeaJyacHuMH rojoramu. Kiacnana xsopo6a Menkeca
YacTO 3aJIMIIAETHCS 11032 YBaroo y Mepios HOBOHAPOKeE-
HOCTI 4yepe3 ii ay’ke HeTOMITHI KIIiHi9HI POSBH y HOBO-
HapopkeHnx. OHaK, MpH Mepervsiii iCTopii MOJIOTIB X
HEMOBJIST 3a3BUYail BUSBITIOTHCS HECTICIIU(IUHI 3HAXITKH:
nepeuacHi MoJory, BEJIHKI KedaloreMaroMu y AiTeid, Ha-
pomxkenux musixoM KecapiB po3Tumy, rinorepmis, sika 1mo-
TpeOye TEMIOoro CBITIA; TIMOTIIKEMis, A SKOi BBEICHO
MIATPUMKY 32 JOIOMOTOIO0 JIOBEHHOTO BBEICHHSI TIIIOKO3U
1 JKOBTSHHMIIS, sIKa TIOTpeOye KiMBKOX MHIB (oToTepartii [25].

3a JaHUMHU JIITepaTypH, epli KIIHIYHI 03HAKH XBOPOOU
MeHkeca 3a3BH9ai 3’ ABISIOTHCA Y Billi 6-8 Trk. bareku mo-
YMHAIOTh [TOMIYaTH 3aTPUMKY [TPOIPECy PO3BUTKY a00 MOSIBY
HE3BHYHUX PYyXiB Oueii a0 KIHIIBOK, III0 BKa3yIOTh Ha CY/I0-
MHY aKTHBHICTB; PO3BHBAETHCS TIPOTPECyroUa rimoToHis [26].

Enioemionozis. XBopoba Ky4epsiBoro Bosioccst MeHkeca
€ BIIHOCHO Pi/IKiCHIM 3aXBOPIOBaHHSM i3 4acTOTOIO 1 Brma-
1ok Ha 100000-250000 »xuBoHapomkeHux aiteid. Myrarii
y TeHi MeHKeca TparIsiFoThCsl Y BCIX PAcCOBUX 1 €THIYHUX

rpymnax. O4ikyeThcs, 10 MOPOKY Y BCbOMY CBiTi HAPOIIKY-
BaruMeThest 540-1350 HemoBJIAT i3 XBOopoOoro Menkeca [27].

Jlnst X-34eIuieHuX PelleCUBHUX JICTAIBHUX O3HAK, SIK
y ocib i3 xBopoOoro MeHKkeca, TeHeTUIHA TeOopis MPHUITY-
CKae, 110 OJJHa TPETHHA HEMOBJIST € Pe3yJbTaTOM HOBHX
myTtaniit. Ouikyerbes, wo Taki Myrauii (de novo) tparuis-
TUMYTbCS 3 OJTHAKOBOIO YAaCTOTOIO CEPeJl YCiX PACOBUX 1 €T-
HiuHux rpym [28].

XBopoba KydepsBoro Booccsi MeHkeca Bpaykae Maibke
BUKJTFOYHO YOJIOBIKIB, OCKUIBKH I1¢ X-34eIlIeHa PeIicCUBHA
03HaKa. Y KIHOK-HOCITB, sIK IPABHJIO, CHMIITOMH HE BUSIBIISI-
FOTBCS, SIKIIIO BIICYTHI TE€HETUYHI OCOOIMBOCTI, a came 30a-
JIAHCOBaHI XpPOMOCOMHI TPAHCIIOKAIIi] 3 TOYKAaMH PO3PHBY
B MeXax reHa MeHkeca, aHEyIIIOiisl CTATeBIX XPOMOCOM
(cunapom Teprepa (kapiotur [45, X]) 3 myTariero rena Men-
Keca B euHii X-xpomocomi) abo CIToTBOpeHa iHAKTHBAITiS
X-xpomocomu. [TanienTn 3 Ki1acnaHUM (PEHOTHIIOM MOXKYTh
BIZPI3HATUCSI 32 IEBHUMHU O3HAKAMU (HAITPUKIIA]I, HASIBHICTh
(bYHKIIOHATILHOTO 30pY, PiBEHb 0COOHMCTICHO-COIIaIbHOTO
PO3BUTKY, TSHKKICTh CYIOM), aJI¢ BOHU HE3MIHHO J€MOHCTPY-
FOTh IIMOOKY TIMTOTOHIO Ta pyxoBi mopyrenas [29].

Jlabopamopui 0ocnioxcents. PaHHsI TiarHOCTHKA XBO-
pobu MeHkeca yCKIaTHIOEThCS HEHAIIHHICTIO OioXiMid-
HUX JIarHOCTUYHUX MapKepiB MPOTATOM MEPLIUX 6 THKHIB
KUTTS TUTUHHA. OCKIUTBKH, Y 37I0POBUX HEMOBIISIT IIPOTSTOM
nepuux 6 THKHIB XKHUTTS BMICT Mijl Ta LepyIOMIa3MiHy
B cupoBarii KpoBi 3HmkeHui [30].

Pasowm i3 TuM, piBHI KaTexoiy B TUIa3Mi Ta mepedpoci-
HaJIbHIN PiJIMHI € TIIBUILEHUMH Y TALlIEHTIB 13 XBOPOOOIO
Menkeca B OyIb-IKOMY Billi, BKIIFOUAIOYHX [IEPi0l HOBOHA-
POIKEHOCTI Ta HaBITh MpeHaTaIbLHUH niepion. Bucoki piBHi
KarexomniB auriapokcudeninananiny (DOPA), auriapode-
HIJIOIITOBOI KHCIIOTH, J0(haMiHy Ta HU3BKUI piBEHb IUTII-
pokcudeninrmikosio (DHPG), nezaminoBaHOTO METAbOIITY
nopanpenaniny (NE), nepinur nopamin-6era-rixpoxcu-
na3u (DBH) ne3MinHO moB’s3aHi i3 xBopoboro MeHkeca
[31, 32, 33].

OCKIUTBKH ONITUMAITBHHUHN YCIIiX OyIb-5IKO1 TePareBTUYHOT
CTparerii Jy1sl I[bOr0 3aXBOPIOBAHHS BUMAarae po3Ii3HaBaHHS
TIAITIEHTIB 13 XBOPoO0I0 MeHKeca 0 TOsBH HEBPOJIOTTUHIX
CHUMIITOMIB, JOIIJIBHAM € BUKOPUCTAHHSI IIBUIAKUX TECTIB,
SIKI MOXYTB HQIIHO JiarHOCTYBaTH a00 BUKIFOYUTH XBO-
po0y KydepsiBOTO BOJIOCCS Y TIEPiojIi HOBOHAPOKEHOCTI [34].
OnHUM 13 TaKUX HEMOJaBHO BU3HAHUX TECTIB € BU3HAYCHHS
PiBHIB KaTeXOJIaMiHIiB y Tura3mi. PiBHI karexomy B mia3mi
BHUXOJISATh 32 pe()epCHTHUII /Tiana3oH, Mo BKaszye Ha nedi-
uut DBH, Ta BBaykaeThCs MIHHUM KPUTEPIEM UIS IIBHIKOT
TOYHOT IarHOCTUKU XBOPOOU MeHKeca B paHHLOMY HEOHa-
TAJILHOMY TI€PiOi, KOJIM IHTepIpeTaris iHmmX 0i0XiMIYHIX
TECTIB € HEJOCTOBIpHOO. PiBeHD TUTanieHTapHOT Miji, KW
IiJIBUIY€THCSI IPU XBOpoOi MeHkeca, € e OIHUM Haii-
HUM O10XIMIYHIM MapKepoM TSl HEOHATAITHHOI JIIarHOCTHKH.

Pili torti y Bommocci matepi marienta 3 x8opo6oro MeH-
KeCa BBAKAETHCSI OCTATOYHUM JI0KA30M ii CTaTyCy SIK HOCIs
reHa. OHaK 1151 aHOMAJTisl BOJIOCCSI BUSIBIISIETHCSI JIMIIIE TIPH-
OJIM3HO y TIOJIOBHHU OOJTIraTHUX reTepo3uroT Menkeca. Ta-
KUM YHHOM, HE MOYKHA BUKJTFOUATH HOCIHICTBO HABITh, SIKIIO
MIKPOCKOIIYHE JIOCTiPKCHHS BOJIOCCS IIOTCHIIIHHOT KIHOYOT
reTepo3uroty € HeratusHuM Ut Pili torti [35].

VY nmiarHocCTHII Ta JIIKYBaHHI MAIIEHTIB 13 XBOPOOOIO
MeHKeca TakoK JOIIOMAararoTh Bi3yasli3amiiiHi 10 CTiKCHHS.
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3okpema, MPT rosoBHOTO MO3KY AJIsI OIIIHKH TPYOUX CTPYK-
TYpHHUX YIIKOJKCHB; aHOMaii 061101 pe4oBHHH, IO BigO-
OpakaloTh TOPYIICHHS MieniHi3amil, Tudy3Hy arpodiro,
BEHTPHUKYJIOMETaJIiI0 Ta 3BUBHUCTICTH IIepeOpaTbHIX KPOBO-
HOCHHX CYJIMH, 5IKi € TUIIOBUMH 3HAXiIKaMHU [IPH XBOPOOi
Ky4epsiBOTO BOJIOCCSI.

Y HeMOBIAT i3 XBopoOoto MeHKkeca TakoX 9acTo 3y-
CTpIYaIOTHCS CyOIypajbHI TeMaToOMH, a Y MAI€HTIB i3 UM
CTaHOM, SIKi )KHBYTh TPUBAJIIIE iCHY€E 3aTP03a PO3BUTKY
THCYJIBTY.

MarnitHo-pe3onancHa anriorpadis (MPA) romoBHoro
MO3KY JUJIsl BU3HAUEHHS BACKYJIOMATil: Bi3yali3y€e BUIJISLI
«IITOTIOpa» LepeOpaTbHIUX CYIHH MpH XBopobi Menkeca [36].

Ticmonoeiuni docnioxcenna. I1aTonaoris TOI0OBHOTO
MO3KY IpH XBOp0oO1 MeHKeca BKJIIOYAa€e BUPAXKEHY BTpaTy
HEWpPOHAJIBHUX KIIITHH y KOPi FTOJIOBHOTO MO3KY Ta MO30YKY,
Jemieninizanito, nuctpodiuni kiaituau [lypkinbe, nposmi-
(hepamiro MITOXOHIPiH 1 PO3MUPEHHS CYIUH TOJIOBHOTO
Ta CIIMHHOTO MO3KY. Byno 3a10KkyMeHTOBaHO aHOMaJIbHUN
JIIITHUHN CKIIaJ1 TOIOBHOTO MO3KY, 10, IMOBIpPHO, Bito0Opa-
JKae TopyIIeHHs MierniHizarii. [laTomoriuni 3MiHN CyTHHHOT
cucTteMu (3BUBHUCTICTh 1 €KTa3isl) TAKOX XapakTepHi A
xBopoOu MeHkeca.

Enexrpoennedanorpama; EEI" 3a3Bruaii BAKOPUCTOBY-
€TBCSI TS JIOCTIPKEHHST MOYKITBOI Cy/IOMHOI aKTHBHOCTI. Pe-
synbraty EED” MatoTh Bif MOMipHHX 10 CepHO3HUX BiIXHUICHB
BiJl HOPMH, X04a B JISSAKHUX OCI0 i3 KIIACHYHOI XBOPOOOO
Menkeca Oyiu 3apeecTpoBaHi HOpMabHi TIOKa3HUKH [37].

Exokapmiorpadist 103B0JIsI€ BUSBUTH AUCIUIACTHYHI KO-
POHapHI CyIUHH ITpH XBOpoOi MeHkeca.

Hucrorpadis ado Y3/l opranis majioro tasa: g0CIi-
JUKSHHS BUSIBIISIIOTH IMBEPTHKYIIN CEYOBOTO MiXypa Maiixe
y KOJKHOTO TartienTa i3 xBopo6oro Menkeca [38, 39].

VYnbTpa3ByKoOBE JOCIIKEHHSI YePEBHOI TTOPOKHUHHU:
JOCITIJKCHHS! BAKOPUCTOBYETBCS ISl BU3HAYCHHS TTOJIIITIB
aHTpaIbHOTO Bimainy (pizkicHa KiIiHiuHA mMpobiIeMa mpu
XBOpoOi MeHkeca).

Pentrenorpadis: 9acTo BUABISAIOTHCS aHOMATIT (GopMy-
BaHHSI KiCTKOBOI TKaHWHH Yeperna (4epB’IKOBi KiCTKH), J0-
BIUX KicTok (MeTadizapue BimpocTanus) i pebep (mepenme
PO3IIUPEHHSI, YHCICHHI MEPETIOMH).

Pili torti mpu gocipKkeHHI BOIOCCS i/l CBITJIOBUM Mi-
KPOCKOIIOM € Ha/IIHHUM JiarHOCTUUHHUM TecToM. OHaK, K
1y BUIIaJKy 3 BMICTOM MiJIi Ta [EPYJIOIIa3MiHy B IIa3Mi, 1isl
O3HaKa HE € TOCTOBIPHOIO [T TyXKE PAHHBOI TIarHOCTHKH
(TOOTO 10 TTOSIBM HEBPOJIOTTYHUX CHMITTOMIB), OCKLILKH BO-
Jocest B 0cib i3 xBopoOoro MeHkeca 4acTo € HOpMaIbHUM
BiJl HAPOIKCHHS JI0 KIJIbKOX MICSIIIB.

MonekyasipHO-TeHETHYHIH aHaIi3: aHaJIi3 MyJIBTHILICK-
cHOI nosiMepasHoi Janmorosoi peakuii (ITJIP) mis ckpu-
HIHTY JIeJeliil i3 cekBeHyBaHHsIM ek30Hy 12 [40].

Meouuna donomoea. Ilpu po3poOIIi TEpameBTUYHNX
cTpareriit s 0cid i3 XBOpOOO KyuepsiBOIO BOJIOCCS
Menkeca (MKHD) posrinsgaiors Tpu GyHIaMEHTATbHI
npobiemu: 1) po36I0KyBaHHS BCMOKTYBAaHHS Mi/li B KHIIICY-
HHKY; 2) MiIb Ma€ OyTH TOCTYITHO J1st DepMEeHTIB ycepe-
WHI KJTITHH, SIKi TOTpeOYIOTh 11 SIK KOGakTop i 3) HEMOBIIAT i3
XBOPOOOIO Ky4uepsiBOro Bosioccsi MeHKeca HeOOXi1THO 11eH-
TU(IKYBaTH Ta PO3NOYATH JIKyBaHH: Ha JTyKe PAHHbOMY
€Talrli JKUTTS JI0 TOTO, SIK BiI0OYAEThCsI HE3BOPOTHS HEHpo/Ie-
renepanis. OnyOaiKoBaHHMI JOCBIJ HA II0 TEMY IMOKAa3ye,
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10 TTapeHTepaIbHEe BBEJCHHS MiJli B Oyab-sKiil ¢popmi Bia-
HOBITIOE IIUPKYITIOI0YY Miflb 1 IEPYyITOIIa3MiH 10 pedepent-
HUX PIBHIB, Ha BIZIMiHY BiJl IEPOPAIBHOTO MPUHOMY M.
PaszoMm 13 ThM, X04a HU3BKI 3aI1acy Mijai B MEYIHI[ IIBUIKO
MOTTOBHIOIOTHCS 32 JIOMIOMOTOI0 ITapeHTepalibHOI Tepartii,
BMICT Mifli B MO3KY IIiJ] 9ac JIiIKyBaHHS 30UTBIITY€E€THCS JIHIIE
MOCTYTOBO, SIKIIO B3araii 3poctae [41].

Lepynona3smil — eAnHUN MiTHUH (EpMEHT, aKTHBHICTh
SIKOTO 3aBXKIU HOPMAJi3y€eThCA y BIATIOBIAR HA TEparriio
MIJIJIFO, OCKIJIBKH TIeH ()epPMECHT CHHTE3YEThCS B TICUIHIII, JIC
reH MeHKeca He eKCIPECy€EThCS.

Hapas3i 3amicHa Tepanisi npernaparom miji He 3a0e3rie-
9y€e CyTTEBOTO HEBPOJOTIYHOTO MOKPAIICHHS Y MAIli€HTIB
13 xBopoOoto MeHkeca, HaBiTh IPH PAaHHBOMY MOYATKY Ji-
KyBaHHs. BificyTHI TakoX JIOKa3M TOTO, IO TOCTIIHE JIiKY-
BaHHS MPETIapaToM MiJli BIUTHBAE HA TPUBAJICTD )KHUTT T1a-
IIEHTIB 13 XBOPOOOIO MeHKkeca. 3BaKarouu Ha MOXKITUBICTD
HE3HAYHOTO KIIHIYHOTO e()eKTy a00 MOKpaIICHHS SKOCT1
JKUTTS MAIi€HTa Ipu Oe3HAMIHHIN XBOPOOI, PIICHHSI 1010
3aMICHOTO JIIKyBaHHS ITPENapaToM MiJli y CHMITOMaTHYHUX
MAIIEHTIB, MOXKITMBO, HalKpaIe mpuiMaTu 6aThbKaM Iicist
BiJIBEpTOr0 0OrOBOPEHHS Ay’Ke OOMEKEHHUX TepeBar Tepartii,
sIKi MOYKHA ouikyBaru [42].

OjHak, y BUMaJKax, KOJM XBOpoOa AiarHOCTY€EThCS 10
TI0YaTKy HEBPOJIOTTYHOTO YpaskeHHsI, 0OTpYHTOBaHa 3aMiCHa
Teparis mpernapaToM MijIi, OCKUTBKH MOXKIINBA MpOoQisiak-
THKa HEHpO/IereHepaTUBHUX 0COOIMBOCTEH.

[HmIMM TepanmeBTHYHUM 3aC000M, SKHH MPUBEPHYB
yBary HayKoBlIiB, € Biramin C, 1110 MOke 0OMEXyBaTH B3a-
€MOIIF0 MI>K MIJUIFO Ta METAJIOTIOHETHOM, IOTO 34aTHICTH SIK
BIJTHOBHHMKA MOYKE€ TIOCHJIMTH MOIIMHAHHS MiJll KJIITHHAMH.
Xouya JIOCBIJT TAKOTO JIIKyBaHHSI HEBEIMKHI, BOUCBH/Ib, Bi-
tamid C cyTTeBO He MoKpamnlye 6ioxiMiuHi ab0 KIiHIYHI
BIJIXWJICHHS Y MAIIEHTIB 13 XBopoOoto Menkeca. Bitamin E
TakoX OyB 3aIPOITOHOBAHMHN y SKOCTI Teparrii It JiTei i3
XBOPOOOIO Ky4epsiBoro Bosioccsi MeHkeca, iMOBIPHO, uepe3
HOT0 aHTHOKCH/IAHTHI BIACTUBOCTI, SIKI MOXYTb 3MEHIIIUTH
Hacmiaku nedirmury Cu/Zn. HesasnexHo Bif TOTO, SIKHIA Me-
TOJ1 JIIKYBaHHSI XBOPOOU Ky4epsiBOro Bosioccsi MeHkeca Bu-
KOPHCTOBY€THCSI, BTPYYaHHS Ha SIKOMOTa PaHHbOMY eTarli
€ HAA3BUYAWHO BAXKIIUBUM, OCKIIBKU BIKHO MOXKJIUBOCTEH
JI0 HEBPOJIOT1YHOT CUMIITOMATHKU HE MEPEBHIILY€E KiJTBKOX
micsis [43].

Koncynomayii. Korcynpraiii ¢axiBiiB HeoOXiqHi B 10-
IS Ta JTIKYBaHHI TiTEH 13 XBOPOOOIO KydepsiBOTO BOIOCCS
Metnkeca [44]. Oco6MMBO KOPUCHUMH JIJIsI TIAIIEHTIB Ta TX-
HIiX POIWH € Taki (axiBIli K JiKap TeHETHK (JUTT KOHCYITb-
TYBaHHS Ta BKa31BOK II0JI0 NMPEHATAIbHOI OIIHKK HACTYI-
HUX BariTHOCTCH, TECTyBaHHS Ha HOCIHCTBO WICHIB CIM’1,
IPYIHU PU3HKY); HEBPOIOT (JUIst JIIKYBAHHS CYIOM, OLIHKH
PO3BHTKY); TaCTPOCHTEPOJIOT Ta IE€TOJIOT (3 MUTaHb BUTOI0-
BYBaHHSI); ypoJsor (st JTiKyBaHHS PoOIeM CEUOBHBITHIX
IIJISIX1B, BKIIFOYAI0UU HETTPOXIiIHICTB, OB’ s13aHy 3 TUBEPTH-
KyJIaMH CEYOBOTO MiXypa); OTOJIAPHHIOJIOT (IIPH PO3BUTKY
XPOHIYHUX iH(EKITiH); cToMaToa0T (st MpodiTakTHKH Ka-
piecy); ncuxomnor/couianbHUI MpaiBHUK (32 MOTpeOH, 100
JOTIOMOTTH OaThKaM 1 WieHaM POJUHH 3 EMOILIHHUMH Ta
MPaKTHYHUMHU €KOHOMIYHUMH MpoOIeMaMu, TI0B’ I3aHUMHA
13 JIOTJISIIOM 32 HEMOBJISIM 3 XBOPOOOIO Ky4epsiBOTO BOJIOCCS
Menkeca); izioTeparneBT Ta eprorepanesT (i MaKcHMiza-
11 pe3y/bTary pO3BUTKY HEPBOBOI CHCTEMH).



AHANITUYHI OrnAaAgun

Jliema. 3aranoM, MakCUMI3allis CIIOKHBAHHS KaJIopiit
y AiTei 13 XBopoOoIo Ky4epsiBoro Bosioccsi MeHkeca € Baxk-
JIUBOIO, OCKUIBKH 1X (pI3MYHNI PO3BUTOK Ta XapuyBaHHS
4acTO HEJOCTaTHI.

Tooanvwa ambynamopua donomoea. Hapasi BUIUIAIOTH
KiJIbKa MOMEHTIB III0/I0 3aTraJIbHOTO JIOIVISY 32 MallieHTaMy
i3 xBopo0Oot0 Kyuepsisoro Bosoccs Menkeca (MKHD) ta
IXHIMH POJMHAMH: II0 CTOCYETHCS IMyHi3allii HEMOBIIT i3
XBOp0OOI0 MeHKeca, XKOJHNX KOHKPETHUX IPOTHIIOKA3aHb
He Bij3HaueHo. Kpim Toro, pekoMeHay€eThCst Ce30HHA Bak-
LUHALlISL TPOTH TpuILy; mpodinakTuka iHpeKuii ceuoBUBII-
HUX IUISXIB HEoOXiHA /IS MAII€HTIB 13 TUBEPTUKYIAMHU
CE4OBOro Mixypa; iziuyna Ta/abo TpyAOTEpAIlisi € KOPUCHOO
CTUMYJISILIEIO T2 MOYKE MAKCUMI3YBaTH JOCSTHEHHS PO3BUTKY
y Hali€eHTIB i3 XBOPOOOIO KyuepsiBOro Bosioccst MeHkeca.
Taxka Teparist € iHANBITyaIbHOIO IO KOHKPETHOI JUTHHU HA
OCHOBI piBHS ii HeBposyoriyHoi AucdyHkuii. OOrpyHTOBaHA
TaKOXK TICUXOCOLIaNIbHA MIATPUMKA TUTHHH 1 YICHIB POIUHU,
BPaxXoBYIOUH, 1110 XBOPOOa KyuepsiBOro Bojiocest MeHKeca Mae
3HAYHMI eMOLIHNN BIUIMB Ha ciM’10. barbkaM marieHTiB 13
XBOp0OOI0 MeHKeca 4acTo BayKKO CHOCTEpIraTy 3a Iepexo-
JIOM BiJl BUJUMOT'O 3/I0pPOB’ Sl TUTUHH 10 (haKTHYHO Oe3110BO-
POTHOT XBOPOOH IPOTATOM IMEPIINX KITBKOX MICSIIIB XKHTTSI.
3micTb, 3HEBIpa, NPOBUHA Ta TPUBOTA 1100 HEBU3HAYEHOTO
MaifOyTHBOTO € IMOIIUPEHNUMH peaKiisiMi 3 00Ky OaThKiB.
Kpim Toro, Haxkans, BiICyTHIH HaiiiHUH croci0 1Moo mpo-
THO3Y TPUBAJIOCTI XKUTTS AiTeH i3 XBOpoOOr MeHkeca.

Ipoginakmuxa. MenuKko-TeHeTUYHE KOHCYJIBTYBaHHS T
MIpeHaTajIbHa AIarHOCTHKA € HEOOX1THUMH JUIsl 3a1100iraHHs
xBopoOu Menkeca. OnHak, ciiJi BpaxoByBaTH, 110 MIpH-
0JIM3HO OJJHA TPETHHA BCIX BUITAJIKIB XBOPOOU Ky4epsiBOTO
BoJioccsi MeHKeca € pe3ysbTaToM HOBUX MyTauiit [45].

KniniyHnn Bunagok

VY crarTi npeAcTaBiIeHo KIIHIYHUI BUIIAIOK XBOPOOU
Menkeca y xyomuuka M., Bikom 7 micsmiB. KimiHiuHuiA BU-
MajioK onyOIIKOBaHO 3a 3roJI0I0 MaTepi 3 JOTPUMAHHSIM
NPUHIHITB 0I0CTHKH.

AHaMHeCTHYHI JaHi. XJIOMmIuK HapoauBes Bif |1 Barit-
Hocri, Il momori (I BariTHicT —3M0pOBa MiBUHHKA, 8 POKIB).
BaritHicth niepebirasa Ha T TOKCHKO3Y MEepIIoT II0JIOBUHU
Ta KpoBOTeYl Ha paHHiX TepMiHax. [Tosoru Ha 36-37 TrKHI
BariTHOCTI MPUPOJIHIM IIUISIXOM, OIHAK 13 3€JICHMMH HaBKO-
JIOTUTIAHUMH BoiaMu. J[UTHHA HapOIUIacs i3 Macor Tijia
2390 1, gomxuHo0O Tia 51 cm. OniHka 3a mKanxow Amnrap
ckiana 7-8 6aiB. XJIOMYMK BUIMMCAHUN TOIOMY 3 IOJIO-
roBoro OynuHKY Ha 6-Ty 100y, 3HaXOAMBCS HA TPYJHOMY
BurojoByBanHi. Ha 10-Ty 100y micisi HApo/PKEHHSI MaTh
3BEpHYJIACh JI0 Iejiarpa 3i CKapraMmu Ha MIISIBICTh, ITOTaHe
CMOKTaHHsI, BTpary Baru y autuau (Maca Tina va 10-Ty
100y sxutts — 2100 r). lutrHa Oyna rocmitanizoBaHa, Bij-
KOPHUTOBaHEe TO/lyBaHHsI, BUTIMCAHUI JOJIOMY 31 CTaOLIbHOIO
npudaBKoro y Maci tina. B 3-x MicsidHOMY Billl CTaH TUTHHA
HOTIPIIMBCS 32 PaXyHOK IOSIBH CYJJOMHOTO CHHPOMY, 3 IPH-
BOJLy 4Oro OyB roCIiTalli30BaHHii B CTAlllOHAP MOBTOPHO.

3i cimiB Marepi, y piIHOro OpaTta Ta cecTpu Oarbka Iu-
TUHH OYJIH JICTaJIbHI BUMAJIKH HEMOBJIAT Y IEPi0/i HOBOHA-
POKEHOCTI.

Kutinivni nposiBu. Ha yac rocnitasizanii y Biti 3 mic. cran
JMTHHY BaXKUid. CKapru Marepi Ha MISIBICTb IMTHHH, TTOTaHe
CMOKTAaHHS$, TIEPIOINYHE TONIEPXYBaHHSI, CJIMHOTETY, CYJIOMH,
1110 BUHUKAIOTH 110 3-5 pa3iB Ha 100y TpuBaiicTio 10-15 xB.

lkipa uncra, 61118, NiAMIKIPHO-)KUPOBA KIIITKOBUHA
BUTOHUYEHA, TypProp TKaHUH 3HM>KEeHUH. Bonoccs namke,
Kydepsise, 3arutytane — Kinky hair (puc. 1).

Puc. 1. Kinky Hair (namke, Ky4yepsiBe, 3ansnyTaHe Bofioccsl) y AUTUHM i3 xBopo6oto MeHkeca

3arpuMKa (Gi3sMIHOT0 PO3BUTKY (CITIBBiTHOMIEHHS Maca
Tinma/3picT y Mekax Big—2 10 —3 CTaHIapTHOTO BiIXUIICHHS).
[pu orsizti BUSBIICHI CYIOMU y BUIVISII MUMOBLTEHHX PYXiB
SI3MKa, TIOCMHKYBaHH IIPaBOi PYKH, acCHMETpist oOmnays,
MiIBUIICHE CIMHOBHUAIICHHS. [00Ba 30iIbIIeHa 32 paxy-

HOK JI00HO{ Ta MOTWIMYHO{ YaCTHHH, IIUPOKE TIepeHiccs,
Benuke TiM suko 3,5%3,5 cM, He HampyxeHe. M’ s130Buit
TOHYC 3HAYHO 3HIKeHHU. [0moBy He yrpumye. [laTonorii
3 OOKy OpraHiB IUXaHHS Ta CEPLEBO-CyANHHOI CHCTEMHU HE
Oyno BusBieHo. [lepudepruni mimMpoBy3mH HE 301TbIICHI.
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JKuBiT M’ SIKMH, TIeUiHKa BUCTYTIAE 3 ITi/T KPato pedepHoi 1yrn
Ha 3 cM, cene3inka He 30inbmeHa. HasBHa maxoBa mpaBo-
6iyna kmta. CeqoBHIIICHHS HE MopynieHe. BunopoxxaeHHs
4 pa3u Ha 100y, )KOBTO-3€JICHOTO KOJIEOPY, KaIIKOMOIi0HI.

JluTrHA KOHCYIETOBaHa HeBposioroM. [Ipu3Hadena mpo-
THCYIOMHa Teparis (peHobapOitan, aenakin). Y 3B’s3Ky i3
BiJICYTHICTIO ITO3UTHBHOI TMHAMIKH, HASIBHICTIO CYTOMHOTO
CUH/IPOMY, 3aTPUMKH IICHXOMOTOPHOTO, (Pi3HYHOTO PO3-
BUTKY XJ1omauk OyB Hanpasienuid B HICJI «OXMATIUT»
JUTSL BUKITIOYEHHS CIaJKOBOTO MOPYIIEHHST 0OMiHY PEYOBHH.

[IpoBenenHi oO6CcTeKeHHS: TaHJEMHa Mac-CIIEKTpoMe-
Tpist aMIHOKHCIIOT Ta allMJIKAPHUTHHIB y KPOBi, MeTabo-
JNIYHAW CKPHUHIHT Cedi, BMICT OJIrocaxapuaiB METOIOM
TOHKOIIApOBOi XpoMmarorpadii — 6e3 maToJoriyHuX BiIXH-
nieHb; gakrar 4,56 MkMosib/n (HopMa), aKTUBHICTH TAJIAKTO-
30-1-pocdar ypuaunrpanchepazu — 22 O/I/r remorniodiny
(HOpMa), akTHBHICTB Oi0THHITa31 — 10 HMOJIB/XB/MIT TUTA3MH
(Hopma). Pa3zom 3 TuM, Oyi0 BHSBICHO 3HW)KCHHUH PiBEHb
mini—0,17 mr/n (Hopma — 0,8-1,55 mr/i) Ta uepynoriaminy
0,053 r/n (Hopma — 0,2-0,4 r/n) y cupoBarii KpoBi; 3HMKe-
HU# piBeHb Mifi B 1060Bii ceui— 0,008 mr/24 roj (Hopma —
0,012-0,08 mr/24 rox).

[HCTpyMeHTaNBHI MeTomu AocTimKeHHs: Y 3]l opraHiB
YepeBHOI MOPOXKHUHHM — IIe4iHKa TOMIpHO 301TbIIICHA, OJTHO-
pigHa, CepeHBOT EXOTEHHOCTI; 3 OOKY KOBYHOTO MiXypa,
Cele3iHKH, HUPOK — ITaTOJIOTIYHKUX 3MiH He BUsiBIeHO. Ex0
KT — 6e3 BiAXWIICHB BiJl HOPMHU.

E®TJIC — 6e3 naronoriuaux 3miH. HCI' — exoreHHICTh
MapeHXiMU MO3KY ITiJIBUIIEHA, BATOHUYCHE MO30JIUCTE TLJIO,
XBOCTATE SIPO JTIBOPYY MigBHIICHOT exoreHHOcTi. EET" —ma-

TepH eninentudopmuoi EEI" 3 03nakamu ne3opranizanii Kip-
KoBOTo puTMy. MPT roJI0BHOTO MO3KY — BHSIBIICHO ITiTBHIIICHY
3BHUBHCTICTh IHTPaKpaHiIbBHAX CYMHHUX CTPYKTYp, 3MiHA
CHTHAJTy Ha PiBHI 30BHIIIHBOI KallCyJIH, CyOypaibHy TirpoMmy.

Hani pesynsraris nociipkens MPT ronoBHoro Mosky
(migBHIIIEHA 3BUBUCTICTh CY/MH), 3HW)KEHHS PIBHS Mijli Ta
LEpYJIOTIIa3MiHy B IUIa3Mi KPOBI, JTO3BOJIMIIN 3aIiI03PUTH
y JUTHHH XBOopoOy MeHkeca.

VY nonanpmoMy AUTHHI MPOBEIEHO MOJIEKYJISIPHO-
TeHETHYHE JTOCIIPKEHHS MYJIBTUTeHHOT ranesi «CIiaJKoBHX
eniiernciit», mo Bkiodana reH ATP7A. Jlane oOCTe:KCHHS
MPOBOAMIIOCH Y TeHETHYHiii 1abopatopii «Invitae» (m. Can-
®panuucko, CIIIA). 3a naHUMH aHai3y CEKBEHYBaHHS
i TecTyBaHHs Ha nenenii/ nymikaiii 1836 reHiB oquH naro-
TCHHUIT BapiaHT (B TOMO3UTOTHOMY CTaHi) OyB ineHTH(iKO-
Bauuit y ATPTA (deneyisn (Ex3onu2-17), mo acouiioBaHui
3 X-34eIuIeHo0 XBopoOoro MeHkeca, CHHAPOMOM TOTH-
JIMYHOTO POTY Ta JUCTAIBHOIO CIIaJKOBOIO MOTOPHOIO HEH-
poratieto. Takok iICeHTH(DIKOBAHO aJIeIi MiABHIICHOTO PH-
3uky y ABCG8 ta COL18 A1, acomniiioBanwuii 3 ayTOCOMHO-
penecuBHAM cuHIpoMoM KHoobmoxa.

JlutuHa moBropHO Oyna rocmiTanizoBaHa y Bimi 7 mi-
cswiB. BUronoByBaHHS 1mepeBakHO 30HJIOM, CAMOCTIHHO
CMOKYe 3 IUIsIIIeYku nmoBinbHO. Illkipa gucra, Omina,
I IIIKIPHO-’)KUPOBA KIIITKOBMHA BUTOHYeHA. [010By He
TpUMae, HE CUANTH, HE TIEPEeBEPTAETHCS. 31p CYMHIBHUH,
CIIOCTEpIraeThCcsi TOPU30HTAIBHUN HICTarM, ajie Ha 3BYyKH
pearye. Emounii HerarusHi. [lepionudno crioctepiraiotbes
MTOCMUKYBaHHS KiHIIIBOK, IIEPEBayKHO MpaBoi pyku. HassHa
3aTpuMKa (i3HYHOTO PO3BHUTKY (pHC. 2).

Puc. 2. ®eHotun gutuHm i3 XBopoboro MeHkeca

JutrHa BUNHCaHA 3i CTAIliOHApy 13 KIIHIYHAM JiarHO-
30M: XBopoOa MeHkeca. X-3ueTICHHH THIT YCIIaIKyBaHHS.
HabyTta BHyTpilIHS Hemporpecyioda, KOMIEHCOBaHA Tifl-
pouedainis. Bpomxkenuit Hictarm 000X oueii. HacTkoBa
arpodis 30poBUX HEpBiB 000X oueil. AHeBpu3ma JIMIIII.
[IpaBo6ivyHa TaXOBO-KaJTUTKOBA KWJIa. XPOHIYHUHN actipa-
LiHHWA CHHIPOM.

Bigomo, mo Hapasi MaTu 3 JUTHHOIO MPOKHUBAIOThH
B ITanii, ne XJIOMIMK OTPUMY€ CaruIEMEeHTAIli0 Mpenapary
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Mifi — rictuauH Migi mo 250 Mr 1Bivi Ha 700y Ta IPOTHUCY-
JIOMHY Tepartiio.

BucHoBku

1. XBopoba MeHkeca XapaKTepH3y€eThCsl AaHOMATIER) Me-
TaboMi3My Mii, sika 00yMOBJICHa MyTalli€io B reHi ATP7A,
po3ramoBanomy Ha X(13.3, sikuii mae 23 exk3oHu. Lleit ren
Bianogigae 3a komyBaHHs 1500 aMiHOKHCIIOT 1y BeJHKii
KUTBKOCTI €KCIIpecy€eThesl Y pi3HUX opraHax. Ha ceoroaHi



AHANITUYHI OrnAaAgun

B reHi ATP7A BusiBneno 6nmi3pko 357 pisHUX MyTarii. XBo-
poba MeHKeca € BIIHOCHO PiJKICHIM 3aXBOPIOBaHHSM i3
gactororo 1 Bumagok Ha 100 000-250 000 sxuBOHAPOIIKESHUX.
XBopo0Oa ycragkoBy€eThCs 32 X-34ETIICHUM PEIleCUBHUM
THUITOM Ta Bpa)Ka€ Maike BUKIIIOYHO XJIOIMYHKIB.

2. JliarHo3 XBopoOM MeHKeca BCTaHOBIIOETHCS Ha OC-
HOBI MOJICKYJISIPHO-T€HETUYHOTO IOCIIKESHHSI (TeCTyBaHHS
onHoro reHa ATP7A abo MynbsTHIeHHI aHei) Ta GioxiMiy-
HOTo (heHOTHITY (3HMIKEHHS PiBHS MiJli Ta LepyIomia3Miny
y CHPOBATLI KPOBI).

3. IlpencraBneHo piIKiCHUN KIHIYHAN BUTIAJ0K XBO-
pobu Menkeca y xyomuuka. /[iarHo3 i TBep/HKEHO MOJICKY-
JISIPHO-TEHETHYHUM METOJIOM J0CIiKeHHs nanesni «Craj-

NiTepatypa:

KOBHX €IlJIeIcii», sika Biaroyana red ATP7A ta 6ioxiMid-
Horo (heHOTHY.

4. TlpexncraBneHui y CTaTTi BUMA0K JIEMOHCTPYE CKIIAJI-
HICTB DIarHOCTUKH XBOpoOH MeHKeca y Tepiofii HOBOHapOHKe-
HOCTI yepe3 HecTel(iuHICTh 03HAK 3aXBOPIOBAHHS (MILSIBICTb,
KBOJIC CMOKTaHHS, BTpara Bard TOLIO) Ta BOXKIIMBICTH 0i0Xi-
MIYHOTO T2 MOJIEKY/IIPHO-TEHETHYHOTO METO/IIB JOCITIJDKCHHS
TUTOTy TIPH HACTYIHIN BariTHOCTI 200 Y HOBOHAPOIKEHOTO
crbca 3 METOI0 PaHHBOT IIArHOCTUKHM Ta HOTO JIIKYBaHHSI.
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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. It 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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