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BONIE3Hb MEHKECA. KITMHNYECKUA
CNYYAU PEOKOIO HAPYLLEHUA OBMEHA
MEOW, OBYCNOBNEHHOIO MYTALUUEN

B 'EHE ATP7A

B cTtatbe npeacraBneHbl 0COGEHHOCTM ANArHOCTUKM 1 AMHAMUYECKOro HabnaeH s 3a naumeHTom ¢ 6onesHbo MeHkeca, peakoro HapyLleHus
obmeHa meau, obycrnosneHHoro mytauvei B rene ATP7A. lpoaHannanpoBaHbl AaHHbIE HAYYHOW NUTEpaTypbl HA TEMY 3NMUMAEMUONIOrUA, 3TUOMO-
iy, naToreHesa faHHOro 3aboneBaHusi, a TakKe PACCMOTPEHbI OCHOBHbIE MPUHLMMbLI TEPANUN U UCXOAbI GONE3HN.

KnioueBble cnoBa: meab, LiepynonnasmMuH, runcaputMmus, 6onesHb MeHkeca.

The article presents the features of diagnostics and dynamic monitoring of a patient with Menkes disease, a rare disorder of copper metabolism
caused by a mutation in the ATP7A gene. The data of scientific literature on the epidemiology, etiology, pathogenesis of this disease are analyzed,
and the basic principles of therapy and the outcomes of the disease are considered.

Keywords: Copper, ceruloplasmin, hypsarrhythmia, Menkes disease.

BBepgeHue. bBonblIKMHCTBO Hacnen-
CTBEHHbIX HapyLLueHun obMeHa BeLlecTB
BCTpeYalTCsl KpaviHe peako, OAHaKo B
COBOKYMHOCTU OHW MpeacTaBnsAlT Ado-
BOIMbHO pacnpoOCTpaHEeHHy rpynny 3a-
6oneBaHui. Kak npaBunio, oHu ABNsOTCA
HEN3ne4YMMbIMU 1 YaCcTO NPUBOLAT K paH-
Hel MHBanuau3auum U CMepTu, HO Ans
MHOMMX HacneacTBEHHbIX 3aborneBaHui
paspaboTaHa naToreHeTU4eckas Tepa-
nnst U NPU CBOEBPEMEHHOI MOCTAHOBKE
OuarHosa M paHHeM CcTapTe nevyeHust
BO3MOXHO [00MTbCS  GnaronpusTHOro
nporHosa Ansa *usHu. K ogHuM 13 Takmx
OTHOCATCSA HAaCcNeACTBEHHbIE HAPYLLEHNUS
obmeHa megu.

Haunbonee wunsBecTHoe HeWpopereHe-
paTmBHoOe 3aboneBaHue, CBI3aHHOE C Ha-
pyweHuem obMmeHa meau, — 310 BonesHb
BunbcoHa-KoHoBanoBa,  Bbi3biBaeMasi
MyTaumen reHa ATP7B, OTBETCTBEHHO-
ro 3a CWUHTE3 MebTPaHCMNoPTUPYOLLEN
AT®-asbl, 1 xapakTepusytoLLasacs Hakom-
neHvemM Meau B pasfUyHbIX OpraHax u
TKaHSAX, C NPENMYLLECTBEHHbBIM Mopaxe-
Huem nevenn n LHC [2, 5, 13]. OgHako
nomumo 06onesHn BunbcoHa-KoHoBarno-
Ba CyLLECTBYET ropasgo MeHee M3BEeCT-
HOe HacneacTBEHHOe HapylleHne 06-
MeHa meau, Npu KOTopoM Habniogaetcs
HepaBHOMEPHbIN AeduunT Megn B pas-
NNYHbIX opraHax. [laHHoe 3aboneBaHue

MOMOT lFepmaH OneroBu4 — Bpay HeBpPOsior
FBY3 "KOKB Ne2", r. BnagmBocTtok, acnupaHT
WHcTtutyTa neguatpum ®re0Y BO Tuxooke-
aHckoro MY M3 Poccuu, Garimg12@gmail.
com; LWAIJbIFTMHA AnuHa AnekceeBHa
— 3aB. nannuaTuBHbIM oTaeneHvem [BY3
"KOKBE Ne2"; KPYKOBWUY Enena BaneHTu-
HOBHa — A.M.H., npod. UMM TuxookeaHckoro
'MY; 3EJIEHKOBA WHHa CepreeBHa — rTl.
Bpay NbY3 "KOKBE Ne2", rn. BHewuTaT. crew,. no
nannuatueHoun nomowm B MK,

HasbiBaeTcs OonesHblo MeHkeca wunu
Oones3Hb KypyaBbiX BOMOC U SBMSIETCA
X-cuenneHHbIM pPeLLECCUBHBLIM Helpoae-
reHepaTvMBHbIM 3aboneBaHneM, Bbl3BaH-
HbIM MyTaumsamu B reHe ATP7A, pacno-
NOXeHHOM Ha xpomocome Xq21.1[1, 13].
KnvHuyeckne nposiBNeHWsi BO3MOXHbI
TOMBKO Y ML, MY>KCKOTrO Mona, Y XeHLUH-
HocuTenen mytaunn ATP7A, 3a ucknrode-
HMEM pedKuX CriydaeB C aHeynnouaunemn
MOMOBbIX XPOMOCOM UMW TpaHCIoKauui
X-ayTtocombl, 3aboreBaHve npoTekaeT
6eccumnToMHO. TemM He MeHee y HEKOTO-
PbIX HOCUTEMbHUL, MyTAHTHOrO reHa oT-
MEYaKTCsl He3HauUTerNbHblE aHoOManuu
BOSOC U KOXu [6, 8, 14].

Bone3Hb MeHkeca BCTpeuyaeTca y
1:250000-1:350000 HOBOPOXOEHHbIX
Marnb4mMkoB. MaHndecTupyert, kak npaBu-
no, B HeoHaTanbHoM nepuoge. K paHHUM
CMMNTOMaM OTHOCATCS:  TMMOTEPMUS,
rmnepounupybuHemus, 3agepxka usm-
4YeCKOro pas3BuUTUS, a TakKe MHOXECTBEH-
Hble CTUrMbl An3ambpuroreHesa. Bonocol
B HEOHaTanbHOM Nnepuoae, Kak npasuno,
BbIMAASAT HopManbHo [3, 11, 13].

Mo 3aBeplieHuto nepsbix 2-3 MecC.
OTHOCUTENBbHO HOPMAaIbHOro pPas3BUTUSA
NPOVICXOAMUT perpecc paHee npuobpeTeéH-
HbIX HaBbIKOB C MocregyloLen rpybon
3aEpXXKOM MCUXOMOTOPHOIO PasBUTKUS.
[ns Takux OeTei xapakTepHo nosiBre-
HME PasNUYHbIX TUMOB ANUMENTUYECKNX
npucTynoB (dpokanbHble, reHepanuso-
BaHHble, MUOKMNOHMYeckue) [11], obwas
cnabocTb C AanbHenwyM opmMupoBa-
HMeM cnacTtuyeckoro TeTpanapesa [8]. C
TEYEeHNEM BPEMEHN CTaHOBUTCS OYEBUA-
HOW sipKas oTnnyuTernibHas ocobeHHOCTb
3TUX AeTel — TPUXONAMANCTPOUS, UX
BOJTOCbl CTAHOBSITCS CMyTaHHbIMMU, XKECT-
KMMM, CeAbIMW UMK LBETa CIOHOBOM KO-
ctn [12]. XapaKTepHoW OTNNYUTENbHON
YepToW TeueHuss 3aboneBaHns ABMAOTCA

MHOXXECTBEHHbIE AUBEPTUKYIbI MOYEBO-
ro TpakTa, 4yacTo npuBoAsLMe K paspbl-
BaM 1 BTOPMYHOMY UHMLMPOBaHMIO. N3
NpoYMX MPU3HAKOB BaXHO OTMETUTL re-
Hepanu3oBaHHbIA OCTEONOPO3 C YacTbl-
MU nepenomamu pebep [3, 4].

Mpn nposegennn MPT-uccnegosaHuns
obHapyxuBatoT NpOrpeccupyoLLyto
aTpoduio Kopbl FONOBHOMO Mo3ra. Ha aH-
rmorpaMmMmax Cocyabl BbIMMAOAT BUTbIMU,
YONMUHEHHBIMW, CO  MHOXECTBEHHbIMU
CTeHO3aMu, AvnaTtaumsamMn u aHeBpusMa-
MU, YTO B AarbHENLLIEM NPUBOANT K COCY-
OVCTbIM OCMNOXHEHUSIM — cybaypanbHbIM
KPOBOU3MUSAHNSIM, pa3pbiBaM apTepun u
TpombGo3aM, KOTopble, Kak NpaBuso, cTa-
HOBATCH NpuynHon cmepTn [3, 7, 13].

MpooomkNTENbHOCTL XKMU3HU Kak npa-
BWJIO HEe NpeBbiwaeT 3 feT.

[laToreHeTM4Yeckoe redYeHne BKIHO-
YaeT nNpUMEHEeHWe TrUcTUaMHaTa Meau
0,2-0,45 mr/geHb BHYTPUBEHHO, KOTOPbIN
crnocobeH BOCCTAHOBUTb HOPMaribHbIl
YPOBEHb Meau B nnasMe, JfMKBOpe U
neyeHu, 0gHaKO ANsi NeYEeHUs HEeBpOmno-
r’MYecko CMMNTOMATUKM MpenapaT He-
adbdekTmeeH [1, 4, 9, 13].

[nsa Hawero nccnenoBaHnst NpoBeae-
Hbl: @aHanM3 NUTepaTypHbIX MCTOYHUKOB,
B3aTbIX B 6a3ax MEDLINE, Embase, US
National Library of Medicine's PubMed
database, ISI Web of Knowledge, Google
Scholar, uMEDp u e-library u gp.; a Tak-
»Ke aHanm3 nctopum 6onesHn HapyLLeHnst
obmeHa meau, obycrnoBneHHoro MyTaum-
el B reHe ATP7A.

OT 3aKoHHbIX NpeacTaBuTenen (poau-
Tenen) nomny4yeHo nognucaHHoe UHGOop-
MVPOBaHHOE cornacue Ha nyonukauuio
ONMUCaHNsi KNMHNYECKOTO Cryyast.

KnuHuyeckun cnyyan. MaumeHt M.,
2 roga, nocTynun B nanfnMaTuBHOe OT-
JeneHne KpaeBoW KITMHUYECKOW LETCKON
6onbHuLbl Ne2 r. BnagmnsocTtoka 17.03.20



C OuarHosom cuvHapom BecTta, c uenbto
KOppeKunM NpOTUBOCYAOPOXHOW Tepa-
nuu. locnuTanuavpoBaH cpasy nocne
NepeHeceHHo OCTPON BHEOONBHUYHOWN
NMHEBMOHWMW, BO BPEMS KOTOpou Bbin ne-
peBefeH Ha UHBAa3NBHYO UCKYCCTBEHHYIO
BeHTUNAUMo nerkmx (UBJ1). Mpu nocty-
nneHuyn oTMeYanuch criegyloLlme xano-
Obl: yacTble, 4O HECKONbKUX LEeCATKOB
3a [eHb, MONMMOPMHbIE CYLOPOXHbIE
npucTynbl (aABEPCUBHbBIE, MUOKITOHWYE-
ckue), rpybasi 3agepkka NCUXOMOTOPHO-
ro pa3BuUTKS, OTCYTCTBNE CaMOCTOATENb-
HOrO MOYEUNCMYCKaHWS, YTHETEHME TIoTa-
HWSI C BO3MOXHOCTbI KOPMIIEHUSI TONBKO
Yyepes3 HasoracTpalnbHbI 30HA, a Takke
ablxatenbHas HegoCTaTOMHOCTb 2-M-3-7
cTeneHu.

M3 aHamHe3a XW3HM WU3BECTHO, YTO
pebeHok OT nepBoll GepemeHHoCTH,
npoTtekaswen usnonorndHo. Poabl
nepBeble, B CPOK TpuAauaTb BOCEMb He-
Jernb nyTeM 3KCTPEeHHOro Kecapepa ce-
YyeHus. B pogax gmarHoctmpoBaHa Bbl-
pakeHHasi BHyTpUyTpobOHas runokcus
nnoga, oueHka no wkane Anrap 1/3
6anna, NPoOBOAMINUCH PeaHNMALIMOHHbIE
mMeponpuatua. Macca Tena npu pox-
aeHun 2500 r, poct 48 cm. Ha rpygHom
BCKapMsiMBaHum o 2,5 mec., 3atem ne-
peBefieH Ha aganTUpPOBaHHY cmechb. C
pPOXAEHUS POC 1 pa3BMBarncs C 3afiepx-
KOW  HEpPBHOMCUMXMYECKOTO  pPa3BUTUSA.
Habniogancs HeBponorom ¢ AuarHo3om
nepuHaTtanbHoe nopaxeHue LeHTpanb-
How HepBHow cuctemsl (MMLUHC) Tsaxe-
1oVl cTeneHun, nony4yan cumntTomaTmye-
CKOE neyeHue.

B Bo3spacTe 3 mec. Bnepsble NposBUII-
Csl  CyOOPOXHbIM cuHOpoM, Opuragon
CKOPOW MeOMLUHCKOM noMoLmn pebeHok
ObIn rocnuTanuavpoBaH B HEBpOJIOrMye-
CKkOe OTAerneHue KpaeBoW KIMHUYECKOMN
6onbHuubl Ne1 r. BrnagmeocTtoka. [Mpu
nepBMYHOM 06CnefoBaHNM Ha 3NeKTpo-
3HuUedanorpamme (33IN) ot 22.10.2018
0oGHapy>XeHbl KomMnekcel "ocTpas —
MeanieHHass BonHa" B NeBbIX JIOOHbIX
obnacTtsx, Ha MarHUTHO-Pe30HaHCHOM
Tomorpamme (MPT) ronoBHOro mosra ot
23.10.2018 — npu3HaKu NMHENHbIX Nepu-
BEHTPUKYMSAPHbIX 30H rMro3a B obrnacTu
CeMuoBarnbHbIX LIEHTPOB, oyaru rnuosa
B XBOCTaTbIX siipax, NpPU3Haky 3amecTu-
TenbHOW ruapouedanun, acummeTpus
OoKOBbIX XenyaodkoB. Bbina nposegeHa
KOHCynbTaums Hempoxupypra, 3akniode-
Hue: MMUHC, snucuHapom, 3agepxka
NCUXOMOTOPHOrO pa3BuTus. [lpuMeHs-
nacb criegywmollas TakTMKa NevYeHus:
JeKcameTa3oH BHYTPMBEHHO K3 pacye-
Ta 2Mr Ha Kr macchbl Tena B CyTKu, C Mo-
CTEMNEHHbIM CHWXEeHWEM LO3UPOBKM, 00-
UMM KypCOM 2 MEeC. U pacTBOp Basnbnpo-
€BOWN KMCrOTbl (AenakvH) B O03UPOBKE

30 Mr Ha Kr Maccbl Tena Ha AnuTernbHbIN
nepuog. Npu BbINUCKE pPEKOMEHO0BaHO
ambynaTopHoe HabnogeHne Hespornora,
3nNUNenTornora M HenpepbIBHbIA NpUem
BasnbnpOEBOM KNCIOThI.

Ha ¢oHe npoBognmoro neyenuns co-
CTOSHMe B [fanbHenwem 6e3 Mnonoxu-
TenbHOW AuHamuku. Pesynbratbl OuHa-
MUYECKOro HabnaeHns 1 4ONONMHUTENb-
HbIX METOAOB UCCNEeN0BaHUSA:

- 6 mec. (14.01.19), komnblOTEPHAs
O3l — BbIABneHa cneuuduyeckas anu-
nenTudopmMHas akTUBHOCTb B  BuAe
GunnartepanbHOW CUHXPOHHOW BbICOKO-
BOITHOBOW aKTUBHOCTU C (DOKYCOM B 100~
HO-BUCOYHbIX OTBeaeHusix o 200mkB,
«3yObl akynbi».

- B Bo3pacte 9 mec. bbina nposegeHa
KOpPPEKUNsi NPOTUBOCYAOPOXHON Tepa-
N1 — NPONOHIMpoBaHHasi hopma Basb-
NpOEeBOW KNCNOTbI (AenaknH xpoHocde-
pa) n3 pacyeta 40Mr/kr B CyTKku, Tabnetkn
TonMpamar n3 pacyeTa 2Mmr/kr B CyTKM Ha
2 npuema n Tabnetkn eHobapbutana
13 pacyeta 8Mr/Kr B CyTKM Ha 2 npuewma.

- 11 mecsues, O3l (28.05.2019) — BbI-
paXKeHHblE N3MEHEHMS KOPKOBOW PUTMU-
KM no Tuny runcaputmun. OuarHos 6bin
nepecmoTtpeH Ha cuHapom Becta. [o-
NONMHUTENBLHO K neYveHunto fobasneH pac-
TBOp NeBeTupaueTamMa (Kennpa) m3 pac-
yeta 30Mr/kr B CyTKu.

- 1 rog 2 mecsiya, 93l (21.08.19) —
BblpaXX€HHOE  3aMefJfieHMe  KOPKOBOW
PUTMUKM, permcTpauust anunenTudopm-
HOW aKTMBHOCTM B BuAe ANPGY3HbIX
paspsAoB 4eOPMUMPOBAHHbLIX YLLIMPEH-
HbIX KOMIMIIEKCOB «OCTpasi-MeaneHHas
BOINHa» C NPEUMYLLECTBEHHON nokanu-
3auuen B LeHTparnbHbIX OTAenax.

- 1 rog 6 mecsues, 93r (16.01.2020) -
HapacTaHue MHAeKca napoKCM3manbHON
aKTMBHOCTW, [edOpPMUPOBaHHbIE, YLUIW-
pEeHHble KOMMIEKChl «ocTpasi — MeasieH-
Hasi BOMHAa» pasfM4YHOM IoKanu3auuu,
dopmMUpyoLLMX NaTTepH Mo TUny runca-
putMnn. MPT ronoBHOro mosra u Luemn-
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HOro oTAena MNO3BOHOYHWKA — KapTuHa
onddysHon uepebpanbHoi atpocumn ¢
obpa3oBaHMEM TNMKBOPHbBIX KUCT BUCOY-
HbIX JOrnen (PUCYHOK).

17.01.2020 r. SKCTPEHHO rocnuTanu-
3MpoOBaH B YypOrornyeckoe otaeneHve
KpaeBoW KnnHM4eckom donbHuLbl Ne1
r. BnagmneocToka ¢ HanpaBuTENbHBIM AU-
arHO30M: OCTPOE HapyLleHMe MoYency-
ckaHuga. Mpy HaxoXaeHun B oTAeneHun
yponorun peGeHKy BbICTaBEH AMArHo3
— BPOXOEHHbBIN MOPOK MOYEMNOMOBON CU-
ctembl (BIMP MIC): aeBnpTrkynes moye-
BOrO My3bIpsi, BTOPUYHbBIVA NnenoHedpur,
aKTMBHasi cTagusi, OBYCTOPOHHUI KpwUM-
TOPXM3M.

B BospacTte 1 rog 8 mec. (21.02.2020)
rocnuTanuavpoBaH C [OWarHo3oM: BHe-
6onbHMYHAA NPaBOCTOPOHHAS Mnonucer-
MEHTapHas MHEBMOHWSI, OCTpoe Teue-
Hue, OH 1l ctenenwn. Mpu noctynneHun
COCTOsIHME KpaWlHe Tsxenoe, nposege-
Ha Tpaxeoctomus u nepesop Ha WBIJI.
17.03.2020 r. no pesynsratam Bpayeb-
HOro KoHcununyma pebéHky Obin BbiCTaB-
NeH cTaTyc nannuaTMBHOIO NnauueHTa u
OCYLLECTBMEH NepeBo B nannvaTMBHOe
OTAEeneHne KpaeBow KNMHU4Yeckon 6onb-
Huubl Ne2, r. BnagmnBocTtoka.

Mpy noctynneHun B nannuaTtMBHOE
OTAEeNeHne cocTosiHMe CTabunbHO Tsxe-
noe. [Mpy 0CMOTpE KOHTAKTY HE AOCTYMEH,
CO3HaHWe He onpenensiTcs, peakumsi Ha
OCMOTp oTpuuaTensHas. [ibixaHve vyepes
annapat VIBJl. O6bem ABWXEeHUA 3Haun-
TEMNbHO CHWXEH, OCYLLECTBNsieMble [BU-
KEHUS XaOTUYHbI, HEKOOPAWHMPOBAHBI.
Mepvognyeckme MUOKIOHUYECKNE CYLO-
poru. Mpu oLeHKe HEPBHO MCUXUYECKOTO
pa3Butua — rpybas 3agepxka no BCEM
NVHNUSM, He crnocobeH AepxaTb rorioBy
1 nepeBopayvmBaTbca. KoxHble MOKpOBbI
6negHble, BbIPaXEHHbIN  aKpPOLIMaHO3.

Borocbl CBeTrble, TOHKME XXECTKME, Ha
OLLYMb MMEKT CKIOHHOCTb K «CIeXxuBa-
HUIO». BblpaXkeHHOe CHWXKEeHME MOOKOX-
HO-KMPOBOIO Crosi, 10 YPOBHSA Gernkoso-

Maunent M. MPT ronoBHoro mo3sra ¢ anddysHon LepebpansHon atpodumein, obpazoBaHnemM

JIMKBOPHbIX KUCT BUCOYHbIX ponew
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aHepreTudeckon HegoctatodHocTn |-l
cTeneHn. MbiweyHbin TOHyC AnddysHo
CHWXeH. TeTpanapes LeHTpanbHoro re-
He3a. [IBMKeHus B cycTaBax OrpaHuUYeHbl
CNacTUYHOCTbIO, KOHTPaKTyp CyCcTaBOB
HeT. MccnenoBaHne 4epernHo-MOo3roBbIX
HEpBOB: 3pUTEMbHOE COCpPedoToYeHNe
He onpefensieTcs, 3payku Kpyrnble. Pe-
aKuMsa 3paqkoB Ha CBET npsimasi coapy-
XecTBeHHas xuBasi. [lpu3Haku oparnb-
HOro aBTOoMaTuama, ncenobynbbapHbIf
cuHapom. [lpu  ayckynstaumm  nerkux
MHOXECTBO BRnaXHbIX XpunoB. Moue-
BOM My3blpb NPV nanbnauum yBenuyeH
B obbeme, HanpsikeH. MoyeuncnyckaHune
BO3MOXHO TOMbKO 4epe3 ypeTparbHbIf
KaTteTep.

TaXecTb COCTOSIHUS U MPOrpeccmpo-
BaHVWe HEeBPONOrM4yeckon CUMNTOMAaTUKM
B COBOKYMHOCTW C MOAPOGHbIM aHamnu-
30M TeyeHus 3aboneBaHusi, a Takke Ha-
NMYMEM XapakTepHbIX (PEHOTUMUYECKUX
npu3HakoB (0COOEHHOCTM BOMOC) NO3BO-
nMnn 3anopos3puTb Hanunymne y pebeHka
HacneacTBEHHOro MeTabonmMyeckoro 3a-
boneBaHNsi C MOpPaxeHWem rOonoBHOrO
mo3ra. MpeanonoxuTensHsIM AuarHo3oM
cTano HapylweHvne obmeHa Menu, Bbl-
3BaHHOe myTauuen B rene ATP7A - Bo-
nesHb MeHkeca.

24.03. 2020 r. ocywecTBneH 3abop
KPOBM ONs1 MCCreaoBaHUsl YPOBHEW Lie-
pynonnasmuHa u Megu: B aHanu3ax pe-
BeHka uepynonnasMuH CHmkeH 4o 65.65
(npn Hopme 200-600mr/n), meab CbiBO-
poTKM cHkeHa Ao 4,3 mkM/I (npu Hopme
13-24 mkM/I). B mapte 2021 r. B LleHTpe
reHETUKN W PEenpoayKTUBHOW MeauLm-
Hbl «[eHeTuko» Ha annapate lllumina
NovaSeq 6000 npoBegeHO MOMHOE 3kK-
30MHOE CekBeHupoBaHue. BbigBneHa
myTaums rs797045338 G>C B MHTpPOHEe
7 (u3 22) rena ATP7A B reMM3NroTHoOM
COCTOSIHWM, YTO NO3BONWIO NOATBEPANUTL
npegnonaraemMbii  guarHo3 — 6onesHb
MeHkeca.

K gBym rogam nannuMaTMBHOW CryX-
Oon Gbina AOCTUrHyTa noatanHas oTMe-
Ha WCKYCCTBEHHOW BEHTUNSLUN TErKMX
N B HacTosuwee BpeMs pebeHOK AbIwnT
CaMOCTOATENbHO 4Yepe3 TpaxeoCTOoMU-
yeckyto Tpybky. KopmneHue ocyuiect-
BrSieTCH Yepe3 HasaractparnbHbI 30HA
(npoTepTas nuwa, nevyebHoe nuTaHue
«HyTprapuHKk»). YOOBRNEeTBOPUTENBHOIO
NPOTMBOCYA0POXHOIO adcpekTa yaanoch
[OCTUYb MPU MOMOLLM MOHOTEepanuu de-
HobBapbutanom n3 pacyeta 10Mr/kr B CyT.
Mepvognyeckn nNpoBOASITCA KypCOBble
npuembl NEeBOKapHWUTUHE, BUTaMWHOB
rpynnel B, a Takke MNOBTOPHbIE KypChl
maccaxa u dusmortepanuu. lNatoreHeTu-
YeCcKoW Tepanuu, CrocobHOW NpoanuTb

XM3Hb, pebeHOK He mnomnyyaet, Tak Kak
npenapart Ansi BHYTPUBEHHOTO MOXW3-
HEHHOro BBEAEHUS rMCTUAMHAT Meaun B
Poccuiickon ®epepauun He 3apermcTpu-
pOBaH.

Ha Ttekywun momeHT (23.05.2021)
BO3pacT pebeHka Tpu roga, COCTOSHUE
6e3 ortyetTnuBOM AuMHamukn. Hesporo-
rmyeckasl cMMNTOMaTuMka OTHOCUTENbHO
cTabunbHas, oTMeYarTCs pedkue Muo-
KNOHUYecKkMe npucTynsl Ao 5-7 B OeHb,
NPOAOIPKUTENBHOCTLIO HEe Bonee 1 MUH.
MepeHocumocTb heHobapbuTana yaos-
neTBopuTEnbHasi, W3 HexXenartenbHbIX
ahpeKkToB — runepcanueauma U He-
06X0QMMOCTb  4acTOM caHauuu fbixa-
TenbHbIX NyTen. [porHo3 Ans XnsHM He-
GnaronpusiTHbIN.

3aknryeHue. OnuvcbiBaembli naum-
€HT NOCTYNWUN Ha fieyeHne ¢ AMarHo30M:
nocneacTBUst TAXENOro nepyHaTanbHOro
nopaxeHnsi LEeHTParbHON HEepPBHOW Cu-
CTEMbl C TUNWYHOW AN OAHHOW rpynmbl
3aboneBaHUt  KNMHUYECKON KapPTUHOW:
crnacTudeckuin TeTpanpes, nceBgobynb-
GapHbIN CMHAPOM, CTPYKTypHasi chokarb-
Has oanunencusa. OgHako B npouecce
HabntogeHna Obinu OTMEYeHbl Hexapak-
TEPHbIE CUMMTOMbI: KOPOTKME CBETIbIE
XKECTKMEe BOIOCHI, AVBEPTUKYNE3 MOYe-
BOrO My3bIps U MporpeccupyoLlas aTpo-
dusa Kopbl FONOBHOIO MO3ra B AUHAMUKE
no MPT. B xoge anarHoctnyeckoro nouc-
Ka Oblnn OBYKPaTHO MpOBeAEHbl aHanu-
3bl Ha KOHLIEHTpauulo Meau U YpPOBEHb
uepynonnasMvMHa B CbIBOPOTKE KpPOBW,
yKkasaBLUMe Ha 6onesHb MeHkeca, a Tak-
K€ BbIMOJTHEHO MOSIHOE CEKBEHVpPOBaHWE
9K30Ma, NoATBEpAMBLUEE Hanuuve To-
YyeyHoun MmyTauuu B reHe ATP7A.

KntoyeBoh 0COOEHHOCTbIO  [AaHHOro
KIMHMYECKOrO Cry4vasi BbICTyNaeT CroxX-
HOCTb AndbdepeHumansHONn AnarHocTu-
KM nepuHaTanbHbIX TMMOKCUYECKU-nLLIEe-
MUYECKMX NMOPaXeHWI rofIOBHOrO Mo3ra ¢
HacneacTBEHHbIMU  HelpoaereHepaTuB-
HblMu 3aboneBaHusiMu. CBOEBPEMEHHO
BbICTaBMEHHbIA [MarHo3 MOMOXeT po-
OUTensM OCO3HAHHO MMaHMpPOBaTb POX-
[eHne 300pOoBbIX AETEW MOA KOHTPONEM
Bpaya reHeTuka. OnmcaHue KnmHU4YecKo-
ro cnyvass 6onesHn MeHkeca, a Takke
0COBEHHOCTU AMarHOCTUKU U OMbIT Be-
feHnsa pebeHka ¢ aTuMm 3abornesBaHviem
MOTYT OKa3aTbCs NOMe3HbIMY NS cnewm-
anucToB, B TOM 4ucre ManniMaTuBHOIO
npocunsa
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