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KnuHnuecknin cnyyanm X-cuenneHHon agpeHonenkoaucrpopum
y manbuvkKa 9 net

Mvpuw A.B., Aknmosa K.A.

Cypeymckuii eocyoapcmeennbulii yHugepcumem (Cypl'y)
Poccus, 628412, 2. Cypeym, np. Jlenuna, 1

PE3IOME

X-cremnneHHas aipeHoNeHKOAUCTPO(HUST OTHOCUTCS K IEPOKCHCOMHBIM OOJIE3HAM, XapaKTEePU3yeTCsl COUETaHHBIM
MOpa)kKeHNEM HEPBHOM CHCTEMbI M HAAMIOYEYHHKOB, YACTO MPUBOASIINM K JIETAIFHOMY HCXOLy. DTO HaCIIEACTBEH-
Hoe 3aboneBaHue BbI3bIBacT MyTanuu reHa ABCDI, onpexaenstonmM He3()(HEKTHBHOCTH B-OKHCIEHUS KUPHBIX
KHCIIOT, B PE3y/IbTaTe CHIKEHNUS aKTUBHOCTH aneTun-KoA cuHTeTassl ux AnuHHBIX menei. [Iporncxoaut Hakormie-
HHe anmi-KoA-npon3BoaHBIX KUPHBIX KHCIOT C HapyIIeHHEM (H3HKO-XUMHYECKHX CBOWCTB KJIETOUHBIX MEM-
OpaH.

Hamu onmcaH KIMHHYECKHH ciydaid X-CIEIUICHHON aJpeHONeHKOIUCTPOGHN y MallbuuKa 9 JIeT ¢ NMepBHYHON

MaHu(ecTanueii 3a6oseBanus B Bozpacte 7 et 10 Mec 1Mo THIly SHTEPOBHPYCHOTO SHIedaTHTa.

HeO6XOI[PIMa paHHsA AUMarHoCTHKa, HpeHaTaJ'ILHLIﬁ CKPUHUHT JUIA IIPOBCACHUS CHeIIPI(bH‘IeCKOfI TEparuu, 3aMe-
JICHUSI IPOIrpeCCUpPOBaHUs 3a6OHeBaHI/I${, NPOJJICHUS )KU3HU 60J'II)HOMy C PCAKHM HACJICICTBCHHBIM JUAarHo30M.

KiroueBble ciioBa: X-ClenieHHas aJpeHOIeHKOANCTPOHS, HAAOUSUHUKOBAS HEJJOCTATOYHOCTb, TIIFOKOKOKOP-
THKOM/IbI, MUHEPAJIOKOPTHKOUIBL, JISHKOAHIIE(aTOMAIALMSL

KonpaukTt uHTEpecoB. ABTOPHI JEKIAPUPYIOT OTCYTCTBHUE SIBHBIX M MOTEHIMAIBHBIX KOH()INKTOB HHTEPECOB,
CBSI3aHHBIX C MyOMUKaNneil HaCTOSIIECH CTaThH.

Hcrounuk ¢puHaHCHPOBaHUSA. ABTOPBI 3asBIAI0T 00 OTCYTCTBMH (PMHAHCHPOBAHMUS IPU IPOBEACHUH HCCIIENO-
BaHUAL.

CooTBeTCTBHE NPUHIUAIIAM 3TUKH. v poz[HTeneﬁ pe6eHKa TOJIYy4Y€HO pa3pClICHUE Ha r[y6nnKaum0 AHOHUMHBIX
JITAHHBIX.

s nurupoBanus: ['upm S.B., SIkumosa K.A. Knnanueckuii ciydait X-cuenieHHol aapeHoIeHKoaucTpohuu
y Manpuuka 9 ner. broanemens cubupckoti meouyunsl. 2022;21(1):197-202. https://doi.org/10.20538/1682-0363-
2022-1-197-202.

A clinical case of X-linked adrenoleukodystrophy in a 9-year-old boy

Girsh Ya.V., Yakimova K.A.

Surgut State University (SurSU)
1, Lenina Av., Surgut, 628412, Russian Federation

ABSTRACT

X-linked adrenoleukodystrophy belongs to peroxisomal disorders characterized by combined damage to the ner-
vous system and adrenal glands and often leading to death. This hereditary disease results in mutations in the
ABCDI gene, leading to ineffective f-oxidation of fatty acids following a decrease in the activity of acetyl-CoA
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synthetase of their long chains. Accumulation of acyl-CoA derivatives of fatty acids takes place, which affect the
physicochemical properties of cell membranes.

We have described a clinical case of X-linked adrenoleukodystrophy in a 9-year-old boy with the primary
manifestation of the disease at the age of 7 years and 10 months in form of enterovirus encephalitis.

Early diagnosis, prenatal screening of adrenoleukodystrophy for performing gene-specific therapy, slowing the
progression of the disease, and prolonging the life of the patient with the diagnosis of a rare hereditary disease are

KAnvHnyeckuii cayyait x-cuen/seHHomn agpeHonenkogncTpodun y Masbumka 9 et

required.

Keywords: X-linked adrenoleukodystrophy, adrenal

leukoencephalomalacia

insufficiency, glucocorticoids, mineralocorticoids,
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BBEAEHUE

X-crnemnennas anapenoneiikomuctpodus (X-AJII)
OTHOCHTCS K TPYIIIe HACJICJACTBEHHBIX OoJie3HEi oOMe-
Ha, CBS3aHHBIX C HapyIIeHHEM (PYHKIHNH MEPOKCHCOM.
AnpeHoneiikoguctpodus (CHHOHUMBL: 00J€3Hb 3UM-
mepnunara — Kpeitudensara, Anarcona — Hlunbnepa)
ObLIa BIEPBEIC OMHCAaHA HEMEIIKUMH HEBPOIATOIIOTaMHU
OpHcroM 3uMmMepiuHrom U I'ancom-I'epxapnom Kpeiin-
¢denparoM B 1923 1. SIBnseTcss HE HACTOIBKO PEAKHM
3a0oNeBaHNEeM, KaK CUUTATIOCh paHee — BCTpedaeTcs Ho-
BCEMECTHO, NPEBOCXOSI 110 PacIIPOCTPAHEHHOCTU APY-
TUe MePOKCUCOMHBIE O0e3Hu [1].

BozHukHOBeHHE 3a00J€BaHMS CBA3AHO C MyTallMf-
MU reHa ABCDI Ha TepMHHAIbHOM Y4acTKe IJIMHHOTO
wieya X-xpomocoMbl (1okyc Xq28) [2]. Yka3aHHBII
reH KOJUPYeT CHHTE3 TpaHCMeMOpaHHOro Oelka-nepe-
HOCYHKa, HA3BIBAEMOTO aJIPCHONICHKOIUCTPOPHISCKUM
nporenHoM (ALDP), xoTopsiii HaxoguTcsl Ha CIIENH-
(MUECKUX KIIETOYHBIX OpraHelulaX, yJacTBYIOIIMX B
peaxIusIX OKUCIIEHUs, — IEPOKCHUCOMaX — M OTBEYaeT 3a
TPAHCIIOPTUPOBKY U AajibHEHIIee paclIeNIeHUe O4EHb
JUIMHHOLIETIOUEYHBIX >KUPHBIX KuciaoT [1]. Ilpu crpyk-
TYpPHOM Je(peKTe IMePOKCHCOMHOTO TPAaHCIIOPTHOTO OeI-
Ka OH CTaHOBUTCS (DYHKIIMOHAIBHO HECIIOCOOHBIM, YTO
BeJIET K HAKOIUICHUIO B TKaHSIX TOKCHYECKHX COEIHMHE-
HUM.

B HacTosmee Bpems HISHTHQUIMPOBAHO Ooiiee
2 600 mytammit ABCD1, cBsi3aHHBIX C 3aMEHOMN HYyKJIe-
otunoB JIHK, morepeit nokycos [3]. MHorue u3 Hux
BBI3BIBAIOT CTPYKTYPHBIE HW3MCHEHUS aJpeHOJICHKO-
JUCTPO(UIECKOro MPOTEHHA. APEHOICHKOAUCTpOGUN

pa3sBUBAIOTCA NPH HAJMYUU B TCHOTUIIE OJHOTO periec-
CUBHOTO reHa (y My>KYMH-TEMHU3UTOT) WK JBYX €ro pas-
HOBHIHOCTEH (Y KeHIUH-TeTepo3urot). X-AJI/l Goe-
IOT Yallle MATFYHKH, Y JEeBOYCK 3a00IeBaHUE IPOTEKACT
O6eccumnToMHo. YactoTa BCTpE4aeMOCTH aJpeHOJIeH-
koauctpodum: 1 : 17 000 KMBOPOXKIACHHBIX MaJbYH-
koB [1, 3]. 3abosieBaHue IPOSABISAECTCS IBYMS TPyIITIaMH
KJIMHUYECKUX CUMIITOMOB: IIEPBUYHOM HAJIIOYEUHUKO-
BOIl HEJJOCTaTOYHOCTBIO U JIEMUEIIMHU3ALKMENH HEPBHOM
cucTeMBbl. JlaHHBIe HapyIIeHHsI 00yCIOBICHBI MyTallU-
samu reHa ABCD1, KOTOpbIil KonupyeT TpaHcMeMOpaH-
Hblid 6er10k ALDP, uto nmpuBoaut kK Hed(h(HEeKTUBHOCTH
[-OKuCIIEeHUs KUPHBIX KUCIOT B Pe3yJbTaTe CHUKEHUS
aKTUBHOCTH aneTui-KoA-cuHTeTasbl UX AJMHHBIX Le-
neil. IlepBuyHas HaANO4YEYHUKOBAsE HEIOCTATOYHOCTD
KJIIMHUYECKH MPOSABISAETCS B BHUJE TMIEPIUTMEHTALUN
CKJIQJIOK KOXXHU W CJIM3HUCTBIX, PyOLIOBBIX HM3MEHEHUH,
YCTaJIOCTH, CHM)KEHUHU BECA, T'OJIOBOKPYXKEHHUS, MOBBI-
LIEHHOHN TPEBOKHOCTH, NEPUOJANYECKH BO3ZHUKAIOIIETO
YyBCTBAa TOUIHOTBHI Y PBOTHL. A 171 NIOPaXKEHUs HEPB-
HOW CHCTEMBI XapaKTEpHBI CICAYIOIINEC KIMHHYECKUE
IPOSIBJICHISI: ayTHCTUYECKOE IIOBEICHHE, IMPOOIeMbI
00y4eHus1, CHIDKEHUE TaMsITH, AeQUIIUT BHUMAHUS, CY-
JIOPO>KHBIM CHHAPOM, CJIETOoTa U TiryxoTa [4].

KAUHUYECKUN CNYHAN

IManuent C., 2011 roga poxaenus, B mapre 2020 r.
BIIEPBBIC IMMOCTYMUJ B JIETCKOE OTIEICHHE TOPOJICKON
KJIIMHUYECKOW OOJIbHHIIBI HA HEBPOJOTHYEKYIO KOUKY C
’)Kajj00amMu Ha Ci1aboCThb, BSJIOCTh, COHJIMBOCTL M JI€30-
PHEHTAIHIO.
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Cyyan us KAMHUYECKOM MPaKTUKK

Anamnes orcusnu u 3abonesanusi. MampunK OT
2-i1 GepeMEeHHOCTH, 3aKOHYMBILEHCS poJaMH ITyTeM Ke-
capeBa cedeHus1 Ha cpoke 39 Heq MO MPUYMHE Ta30BO-
ro npemiexanusd. llepBas OepeMEHHOCTh 3aKOHUIIIACH
CaMOTIPOM3BONEHBIM BHIKHIBIIIEM. PeOeHOK pommics c
BecoM 3 200 r u poctoM 52 cM, OLIEHKa IO IIKajne Anrap
8—9 6amnoB. Teuenne neproia paHHeTo AeTCTBa 6€3 0co-
o6ennocreil. [IpuBut mo kanenmapro. M3 3aboseBanHuii:
peaKue pecnupaTopHble MH(EKINH, BeTpsiHas ocma. [lo
7-1eTHero Bo3pacrta pebeHka poauTeN He IPeAbABIISLITH
HHUKaKHX JKaJlo0 K pa3BUTHIO Mankuuka. B Bo3pacte 7 et
MaMa CTaJia OTMEYAaTh Y ChIHA IIEPUOIIMUECKOE HElepKa-
Hie Moun. Co CJIOB pOIUTENEH, MATEYHK TOJITO HE XOIHI
B TyaJleT, 3aTeM He ycreBa noiitu. Haznauena tepamms
npenapaToM OKCHOYTHHHHOM TPH COOJTFOICHUH BOAHOTO
pekuMa. JIOCTHTHYT ITOJIOKUTETBHBIA 3P HEKT.

B Bo3pacre 7 ner 10 mec Bo BpeMs OT/pIXa B JIarepe B
r. AHarne (HaXoJIUIICs OJIMH) peOCHOK ITOXKAIOBAJICS HA 3a-
JI0’)KEHHOCTh HOCA, OTHOKPATHYIO PBOTY, CI1a00CTh, MOTb-
eM TeMmmeparypsl Tena 70 (HeOpHuabHbIX 3HAUYeHUH. Bbin
OCMOTpPEH BpayoM, M30JIMPOBaH B OOKCe, BbI3BaHa Opu-
rajia CKopol MenuuuHCKoW momoud. Jlo mpuesna cko-
poit ObLIa TIOBTOPHAS PBOTA, Pa3BIIICS MAPOKCU3M B BUJIE
KpPaTKOBPEMEHHOM MOTEpU CO3HAHUS, C 3aBEJCHUEM IJ1a3,
NOAEPTHBaHUEM PYK M HOT. ['ocIiuTami3upoBaH B CTaId-
oHap T. KpacHomapa ¢ quarao3oM «3HTepOBUPYCHEIH HH-
nedanury. B Tepanuu momyyan kapoamasernuH (200 mr 3
pasa/cyT), JOCTHTHYT MOJOKUTEIBHBIN 3P QEKT.

B Tedenme ocenu caModyBCTBHE peOEHKa CTPanao:
COXpaHsJIach C€il1abOCTh, BSUIOCTh, OBICTpas yTOMIIsie-
MOCTb. HepI/IOIII/IquKI/I OTMEYAJIUCH MMOABEMBI TEMIIEPA-
Typsl Tena 10 37,2 °C. PekoMmeHoBaHO obcienoBaHue
HEBPOJIOTa, TPOBEleHAa MarHUTHO-PE30HAHCHAsE TOMO-
rpadus (MPT) ronoBuoro mo3ra (16.12.2019). Ha MPT
BIICPBBIC OTMEUCHA KapTUHA JICUKOIHIE(ATOMAIISIIHK C
CUMMETPUYHBIMHI 30HAMH TIOPaKEHUs] B 00CHX TEMEH-
HBIX, BUHCOYHBIX JIOJISIX, 3THEH TPETH Tela U BaJlKa MO-
30JIUCTOTO TeJa, 3aJHUX OTAEIOB 0a3aJbHBIX TaHTIIHEB,
HOXEK CpeIHero Mo3ra, Mocra. Habmoganmce mo Mecty
JKUTENBCTBA Yy HEBPOJIOTA W AMmIIenTojora. /lmaraos:
«onmnencus»? C yd4eToM OTCYTCTBHS SIHICTITHYSCKUX
IPUCTYIIOB KapOamaszenuH oTMeHeH. HazHauena aMuHO-
(heHnIIMacIsIHas KHCIIOTa, KOTOPYIO IAITUEeHT IPUHUMAT
1o koHna staBapst 2020 T., B MOocieayroneM OTMEHEHa 110
PEKOMEHIAIMN HEBPOJIOTA.

28 mapra 2020 r. cpa3y nocie mpoOy>KAeHHs Mallb-
YUK TMOYYBCTBOBaNI Henomoranue. (OTMedeHa OJHO-
KpaTHas pBOTa, CJIA0OCTh, BSJIOCTb, PEOCHOK CTal
pacCeaHHbIM, HEBHUMATCJIbHBIM, AC30PUCHTHUPOBAH B
npocTpaHcTBe. OTMEUEH MapoKCU3M B BUAE 3aMUpPaHUs
(He pearupoBall Ha MaTh), OETAOIINX JABWKCHHUHA Tia3-
HBIX A0J0K. BpI3Bana Opuraza cKOpod MEIUIIMHCKOM
nomonu. [JJo mpuesna Gpurampl pa3BHIICS MApOKCU3M B

BUJIC 3aBEJICHUS TJIA3HBIX S0JIOK BBEPX, MOIEPTUBAHMUS
MPaBOro yIiia PTa, BHITATHBAHUA MIPABOM PYKH M HOTH.
Peakuus Ha oKpyXarIuX OTCyTCTBOBasla. BBeneH au-
azenam. PeGeHoK ObUT TOCIUTANU3UPOBAH B CTAllMOHAD
JUI KOMIUIEKCHOTO 00CIeI0BaHMUA.

Ob6vexmusnuie dannvie. [Ipu ocMoTpe peOeHKa B TIpH-
€MHOM OTJEJICHHUH: COCTOSHHE CpPEeTHEW CTETNeHHU TshKe-
CTH, CO3HAHWE HAPYIIEHO, B IPOCTPAHCTBE 1 BO BPEMEHH
OPHEHTHPOBAJICS TI0X0, KOHTAKT ObLT 3aTPYAHEH, Ha BO-
MPOCHI OTBeYal MEUIEHHO, He Bcerna. KoxkHbIN TOKpoB
CMYTJIBIA, cyXxoil. B 00macTu JIOKTEH, B MOAMBIIIEUYHBIX
00y1acTAX, B 00JacCTH ATOAMLl IBET KOXXH 3HAYUTEIHHO
TeMHee, 10 IIOKOJIAJIHO-KOPUYHEBOrO [BeTa. B mpaBoit
JT00HO# 00JTaCTH MATHO LBETA «KO(E C MOIOKOM», HETIpa-
BIWJIBHOW «reorpadudeckoin» (opmbel. B obiactu Bepx-
HUX M HKHUX KOHEYHOCTEH mMenkue 1—5 MM msiTHa 1Be-
Ta «koe ¢ MOIOKOM» HENpPaBWIBHON (HOPMBI, 4 MTYKH.
O1ieHKa HEBPOJIOTHYECKOTO CTaTyca He BBISBHIIA U3MCHE-
HUSI, KpOME CHIDKEHHOTO (DOHA HACTPOCHUS. Y MaJlbuhKa
(heHoTUMMUECKe 0COOEHHOCTH: BBIOLIUECS BOJIOCHI, OT-
TOIBIPEHHBIE YIIH, TTyOOKO MOCaKEHHBIE TJa3a, MIHPO-
KHe MeX3yOHbIE TPOMEKYTKH, JOJIUXOCTCHOMHEHS.

[Ipu HaxoxneHun peOeHKa B CTallMOHAPE BBISBIIE-
HBL: HApYIICHUE CITyXa ¥ IOHUMaHUs 00paIeHHoH peyn,
yXyIIIeHne mouepka. B auHamMuke peOeHOK CTan Xyke
OPHEHTHPOBATHCS B MPOCTPAHCTBE, MOSBHIACH HEYBe-
PEHHOCTH TTOXOIKH.

Ilposedenvt  nabopamopmnvie U UHCPYMEH-
manvhvle ucciedosanus. B oOmeMm aHamm3e Kpo-
BH CKOpPOCTh OCEIaHWS 3SPUTPOUUTOB — 13 mMwm/d,
oCTaJIbHBIC MTOKa3aTenu 6e3 ocobeHHocTel. B bnoxumu-
YECKOM aHaJIM3€¢ KPOBU IOBBIMICHBI: KpeaTHH(POCHOKH-
Haza 377 En/n (0-247), nakrataerunporenasa 426 En/n
(0-378), ypoBeHb TJIOKO3BI B TMpelenax HOPMBI:
4,36 mmonb/n (3,3-5,9). OOpamaer Ha cebst BHHMAa-
HUe HU3KHH ypoBeHb kopTuzona: 01.04.2020 B 08:00 —
25 wmons/a, B 22:00 — 31,5 umons/n; 08.04.2020 B
08:00 — 12,6 umomnb/1, B 22:00 — 3,2 HMOJB/T (HOpMa
83-580 HMoOmB/1). YPOBEHb aJAPEHOKOPTUKOTPOITHOTO
ropMoHa mosItreH: 127 or/min (Hopma 0—46 mr/mi).

YabTpazBykoBoe uccienoBanue (Y31) muroBuaHON
JKeJe3bl: mpaBast 1oist: 24 X 9 x 9 MM, V-0,9 cm®, neBas
noist: 28 x 8,5 x 9 mm, V-1,0 cm®. KoHTypsl uerkue,
poBHble. OuaroB HeT. OObEM HIMTOBUAHON JKeJle3bl —
1,9 cM®. 3akiroueHue: THIOMIIA3HUS IIUTOBHUIHON Kelie-
3bl. DnekTposHuedanorpadpus (330): yeTkux npusHa-
KOB HapyIIeHus: OM03JIeKTPUIECKON aKTUBHOCTH T'OJI0B-
HOr0 MO3ra He BbIsgBIIeHO. OuaroBoi, mapoKCU3MaabHON
U JMHAKTHBHOCTH B JAHHOM HCCIICJOBAaHHU HE 3aperu-
CTPHPOBAaHO. YMEPEHHO BBIPaKEHHBIC OOMIEMO3TOBEIC
HppUTATHBHBIC W3MeHEHHM. Ha oCHOBaHMHM OOBEKTHB-
HBIX AHHBIX M PE3YJIETATOB JJaOOPATOPHBIX U HHCTPY-
MEHTAIBHBIX HUCCIIENOBAHUHI OBUI YCTAaHOBJIICH AHArHO3:
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KAnvHnyeckuii cayyait x-cuen/seHHomn agpeHonenkogncTpodun y Masbumka 9 et

«IEMHENTHU3NPYIONIast 00JIe3Hb HEHTPATHHON HEPBHOM
CUCTEMBI. X-CIICTUICHHAS aJIpEHOJICHKOIUCTPODHSIY.
Haznaueno neueHue: BajbIpoeBas KucioTa (ze-
nmakuH) 180 Mr 3 pasa/cyt, MeTWITpeAHH3070H 250
MT, THaMHUH | MII BHyTpUMBIIedHo 1 pa3/2 cyt. Tepa-
MUS TIPOBEJIEHA C TOJIOKUTEIBHBIM 3(P(GEKTOM 3a CUeT
VIIYYIICHUS COCTOSIHHUS U KYTTHPOBAHUS TICUXOTHYESCKIX
COCTOSIHMH, TIPUCTYIIOB CYAOPOT M YIIYYIICHUS dMOILH-
oHanbHOrO (hoHa pebeHka. C 3aMECTHTENBHON IIEIBIO
Ha3Ha4YeH T'MAPOKOPTU30H (KopTed) BHYTph 10 Mr/cyT B
3 mpuema (5 Mr — yTpo, 2,5 mr — oben, 2,5 Mr — Beuep).
Brimucka manueHTa HampaBieHa B OTIEJIEHHUE Melu-
LIUHCKOHW TeHEeTHKH Poccuiickol NeTCKONM KIMHHUYECKOU
oompHuLLl PI'EOY BO «Poccuiickuii HalmoOHaJIbLHBIN
HCCIIEZI0BATENIbCKUN METUIIMHCKUI YHUBEPCUTET UMEHU
H.J. Iuporosa» M3 Poccun, kyna peOeHOK U rocmura-
nusupoBaH B ampene 2020 r. Ha MoMeHT rocnimTanmsa-
IIH BBIPA)KEHHBIC JKAOOBI: CHIDKCHUE 3PEHUS U CITyXa,
HapyllleHue KOOpAWHALMY ABWKEHUM, MaJjleHus, He MO-
KET MUCATh (CHE3KAIOT CTPOUKH), TEMHBIE KOXHBIE TI0-
KpOBBI, IEPUOANYECKOE HEEPIKAHUE MOYU.
ObvexmugHuvle dannvie. IIpu MOCTYIIIIGHUN COCTOSI-
HUE cpeqHell creneHu TsbkecTu. DeHoTunuueckue oco-
OCHHOCTH: CMYTJIbIe KOXKHBIC TIOKPOBBI, BHICOKHH J100,
HIMPOKasl MePEHOCHIIA, UPOKO TOCAKEHHBIE TJ1a3a, Mo-
nepeyHas 00po3/ia Ha JIaJ0H!, CHMIITOM JiBy3youa. Kox-
HBI€ TOKPOBBI CMYTJIbIE, YHCThIE OT ChINH. JIOKTEeBBIE
crudbl, KOJICHU TUIEPIIUTMEHTUPOBaHbL. B obnacTu npa-
BOTO J10a MATHO runepnurMeHTanuu. HeBpoaoruueckuit
CTaTyC: HeJJOCTaTOYHOCTh KOHBEpreHUuH cripasa. Koco-
rina3ue pacxonduieecs, OoJblue crpasa. JIuIo ¢ nerkon
ACUMMETpPHEN: HECKOJIBKO CTJIaKeHa HOCcoryOHast CKial-
Ka cnpaBa. CinyxX cHWKeH. ['moTouHbIe pedIeKkchl CHHU-
JKeHBI, 0e3 4eTKOW pasHHIBI cTOpoH. IlomokuTenbHbIe
aKkcuanbHble 3Haku. Iloxonka aTakTHKO-IOJIMHEBPOIIA-
THYECKasl, Ha MUPOKOU onope. MBIeUYHbId TOHYC — OU-
cTOHUSs, OoJbIe B pykax, D > S. AXWIIOBBI peduieKchl
cHmwkensl. [latomormueckuii peduexc babuHckoro BHI-
3BIBAETCA C JIByX cTopoH. KoopmuHaTtopHbie TpoObL: 3a
MOJIOTOYKOM TSTHETCSI C MHTEHIMEN 1 HEOOIBIION aCHuM-
MeTpueill. UyBCTBUTENBHOCTh OLEHUTH TPYIHO (CIyX
cHikeH). KoMaHabl MpakTH4eCKH He BBIMONHSET. Peub
Iu3apTpuuHa, 3amenasneHa, (pasosas. CkianbiBaeTcs
BIIEYATIICHUE O HAPYILIEHUH IICUXOPEYEBOI0 Pa3BUTHS.
Pesynomamul  nposedennvix obcaedosanuii. Top-
MOHaJbHBIH  mpodmip  (29.04.2020):  xopTH307T
82,92 umonw/n (HopMa 83-580 HMONE/NT), agpeHOKOP-
tukoTponHbii ropmon (AKTI) 476 nr/mn (Hopma 0—
46 nir/m1). Ha oHe MOCTOSTHHOTO MpHeMa 3aMECTHTEb-
HOM TOPMOHAJIBHOM Tepanmuyd B TEYEHUE Mecsla ypo-
BEHb KOpTH30Ja moBeicwics, a ypoBeHb AKTI ocramncs
Ha BBICOKOM ypoBHE. JluHamuka M3MEHEHUs YpOBHEH
JIEKTPOIUTOB KPOBU: YPOBEHb MOHA HAaTPUs NOBBICHII-

ca ¢ 118 go 138 mmomnw/n (Hopma 135-148 mMmoib/n);
a YpOBeHb MOHA Kajus cHU3WIcA ¢ 4,5 mo 3,3 MMOJIb/J
(Hopma 3,5-5,3 MMOJIB/T).

OneKTpoKaparorpaMMa:  JUCMETa0ONIYecKie Hapy-
mennst B Muokapae (3yben T orpun 3, AVF), muokap-
muogucTpodus.  Dnextporedporpadus  (27.04.2020):
BBISBJICH CMENIaHHBIN XapakTep HapyUICHWH pPeryJsiuu
MBIIIEYHOTO TOHYCa: HaJCerMEHTAapHOIO XapakTepa,
NpPU3HAKK JACMUEIMHU3ALUHN NepUPepUIecKux HEPBOB 7.
Peroneus, n. Tibialis, nn. Suralis, nn. Medianus, S > D.
[Tatonorun MOTOHEHPOHOB Ha YpOBHE LIEHHOTO U TOsiC-
HIYHO-KPECTIIOBOTO YTOJIICHUS B HACTOSIIEE BPEMS HET.
Ha Buneo-O0I cua (28.04.2020): maHHBIX 32 HaIU4He
MIPOJIOJDKEHHOW PETMOHANIbHOM, TU(dy3HOH, TeHepanu-
30BaHHOM 3MIICNTH()OPMHON aKTHBHOCTH HeT (Tabir. 1).

Tabauma 1

I[uﬂammca HHCTPYMEHTAJbHBIX HMCCJIeI0BAHUI I'OJIOBHOTO

Mo3ra*
KommerotepHast MPT
Tomorpadust MPT (nexabps 2019) (vapr 2020)
(asryct 2019) P
JleiikosH1ehanoMansus ¢ CHM-
IIpu3naku 30H
METPUYHBIMU 30HAMHU MOpaxe- Kapruna

TOHM)KCHHOM
IJIOTHOCTH BaJId-
Ka MO30JIUCTOTO
Tena u 00IacTu
3aJHUX POTOB
OOKOBBIX JKEITy-
JTIOYKOB

HUsl B 00eHMX TEMEHHBIX, 00euXx | neikosHIeda-
BUCOYHBIX JIOJICH, 3aJHel Tpe- | JomaTuu Hesic-
TH TeJla U BaJMKa MO3OJMCTOTO | HOTO reHesa.
Tena, 3aJHUX OTACNOB Oa3zanb- | JluHammuka
HBIX FaHIJIMEB, HOXEK cpeanero | ot 12.2019
MO3ra, MocTa (KOPTUKOCITHHAIb- | OTCYTCTBYET
HBIX TPAKTOB)

VY Manpuuka HaOmoJancs OBICTPO MPOTPECCUPYIO-
MW XapaKTep TeUCHNs 3a00IeBaHNS B BUJC HAPACTAHUS
HEBPOJIOTMIECKUX CHMIITOMOB: IATKOCTH HPH X0as0e,
CHIDKEHUS CIIyXa M 3pSHHS, SMUICTITUICCKUE TPUCTYIIHI,
UHTEJUIEKTyallbHbIE paccTpoiicTBa. PacnpocTpaHeHHBI
JumuenuHusupyromuii  npouecc npu MPT romosaoro
mo3ra (mo mxkane JIprouc: 11 u3 32 6amnos), Hagnoveu-
HHUKOBasi HEZJOCTaTOYHOCTb.

OcHogHOll Ouazno3: JIeTeHepaTHBHOE 3a00JeBaHUE
HEPBHOHM CHCTEMBI M3 TPYIIHI MEPOKCHCOMHBIX 00Ie3-
et (G31.8). X-cremieHHas aapeHONCHKOAUCTPODHs,
nepedpanbHast Gopma (E71.3). Cumnromarudeckas 3mu-
nencusi. ATaktTudeckuii cuHapoM. KopkoBbsie HapyIIeHus
3pEeHHUS U CITyXa. XPpOHUUYECKAs IEPBUIHAS HAIIOUCUHH-
KOBasi HEIOCTaTOYHOCTh. HapyIeHue NCHxo-pedeBoro
paszsutust. Conymcmesyrowuti: MUOKapAHOIUCTPO(HS.

HasnadeHo neueHune: AueToTepanys — HU3KOXKUPOBas
quera, mMacio JlopeHio, KOTopoe MpeacTaBiseT coOon
CMECh TPUTTIHLIEPUI0B OJICMHOBOM U 3pYKOBOM KUCIIOT B
cooTHowmeHnu 4 : 1. @apmakorepanusi — 3aMeCTUTENb-
Hasl Tepamus TIIOKOKOKOPTHUKOUWIAAMU M MHHEPaIOKOp-
THKOMIaMHK: Kopted 5 mr (yTpo), 2,5 mr (0ben), 2,5 mMr
(Beuep), koptuHedda Y4 TabmeTku 2 pasa/cyt (yTpo, Be-
4ep); Tepanus BAIBIIPOSBON KHCIOTON 3 M 3 pa3a/CyrT.
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Cyyan us KAMHUYECKOM MPaKTUKK

[IpoBeneHne ammoreHHOH TPaHCIDIAHTAUH TEMOIIOITH-
YECKUX CTBOJIOBBIX KJIETOK B MOMEHT TOCTIMTAIH3AIIH B
PIIKBb ®I'AOY BO PHUMY um. H.U. [Tuporosa Mun3-
npaBa Poccum HerenecooOpa3HO, YYHUTHIBas OBICTPYIO
MPOTPECCHUI0 TCUCHHUS 3a00JIeBaHHS y TIAIIMEHTA.

[Mocne rocnuranuzanuu B ®I'BY PJIKB pedeHok no-
CTYIWJI TIOJ] HAOJIIOJIEHHE IETCKOTO YHIO0KPHHOJIOTA, He-
BPOJIOTaIio MECTy )KHUTeNbCcTBA. HasHaueHHass TOpMOHAITb-
Hasl Tepamnus FTUIPOKOPTU30HOM IPH BHIMKCKE 32 JIETHUI
nepuo 1 Obu1a moBkIeHa 0 30 MI/cyT ¢ y4eToM nporpec-
CUPYIOIIETO CHIDKEHUS YpoBHs Koprtuzona: 09.2020 —
0,7 mmonw/m; 10.2020 — 3,65 umonws/n (Hopma 8,7—
22,4 HMOIB/1T).YpOBEHb aJpEeHOKOPTHKOTPOITHOTO TOp-
MOHa TaKXe OCTaeTcs Ha BbICOKOoM yposae: (09.2020 —
458 nr/m, 10.2020 — 390,8 nir/mt (Hopma 8—57 mir/mi).

B centa6pe 2020 r. cocTossHue peOCHKA 3HAYUTEIb-
HO YXYALIHIOCH, 9TO OTPeOOBAJIO TANEHEHIIIETO TIOBHI-
IICHUS 1036l THAPOKOpTU30HA 110 40 Mr/cyT. B quHamMu-
ke ypoBerb AKTI causwmiics 10 390,8 nr/mi, a ypoBeHb
KOPTH30JIa IOBBICHJICS J10 3,65 HMOJB/1. B Onoxummue-
CKOM aHaJIn3e KPOBU — YMEPEHHO BBIPKEHHbBIC U3MEHE-
HUS BCEX MokKaszaTelnei (Tadi. 2).

Tabununpa 2
BuoxumMuyeckuii aHa I3 KPOBH

Ioka3zaTens C;I(;;I)GSL Hopma
ACT, Ell/n 77,8 0-50
AJIT, Ell/n 54,8 0-50
JKene3o, MKMOITB/JT 5,8 9-21,5
XJ10p, MMOJIB/JT 90,58 98-107
Kanpuwmii, MMOJIB/JIT 2,04 2,2-2,7
Kanuii, MMOJIB/JT 2,88 3,553
Harpuii, Mmonb/n 132,7 135-148
XonectepuH 00K, MMOITB/JT 6,79 3,3-52
Hlenounas pocdaraza, EJl/n 49,75 86-315
l'amMa-niryTamunTpancrentuaasa, EJ1/n 23,86 3-22

Ipumeuanne. ACT — acnapramunorpancdepasa, AJIT — ananun-
amMHHOTpaHcdepasa.

OBCYXKAEHUE

AnpenonerikonucTpodus xapakTepu3yercss BbIpa-
JKCHHBIM (DEHOTUITHYECKUM TTOJIUMOP(PH3IMOM, UTO CBSI-
3aHO C Pa3NIMYMIMU MEHETPAHTHOCTH M IKCIIPECCUBHO-
CTH aHOMAJBHOTO T'eHA. BBHINEISIOT HECKONBKO (opM
3a00JIeBaHNs, Pa3BUTHE KOTOPBIX OIPEIEISIETCS BpeMe-
HEM 7e0I0Ta, OCHOBHBIMHU IIPOSIBICHUSMH, CKOPOCTBIO
HapacTaHUs CUMITOMAaTUKU. B maHHOM ciydae pedn
uaer o nepebpanbHO popme, cpeau CUMIITOMOB KO-
TOpPO#l MPeodIaaar0T HEBPOJIOTHUECKUE PAaCcCTPONCTBA.
ITo Bpemenu Havana 0oJe3HH — 3TO neTckas (opma,
KOTOpasi BCTPEUYACTCs Yallle OCTANBHBIX (TPAKTHYECKU
B 50% cnyuaeB) [5-7]. Iluk manudecranuu IETCKOH
(hopMBI TIPUXOIMTCS Ha BO3pacTHOW mepuox S5—10-e
roJibl XKu3HU [8].

B HacTosmeM KIMHHYECKOM ClTydae IIepBBIE yMe-
PEHHO BEIpa)KEHHBIE CUMIITOMBI (3HYpE3) MOSBUINCH Y
pebenka B Bozpacte 7 neT, a uepe3 10 mec — sipkast MaHU-
(ecranus 3aboneBanus. J{is1 iepeOpabHOM aipeHoIIeH-
KOJUCTPO(hHHU XapaKTepHO OBICTPOE MPOTPECCHPOBAHUE
[9-11], 4T0 sipKO MpeACTaBIEHO B HACTOSAIIEM KIMHHUYE-
CKOM ClTy4ae — OT MOMEHTa MaHU(eCTalluu OOJIe3HH 10
TSOKEIIOTO COCTOSIHUSA MAIMeHTa MPOoLuIo § Mec.

N 6OHI)HII/IHCTB3. MalMUCHTOB HEPBHO-TICUXUYCCKHUEC
paccTpoiCTBa MPEANIECTBYIOT MPU3HAKaM HEAO0CTaTO4-
HOCTH Ha/IMOYEYHUKOB. B e0rote 3a00s1eBanus y pebeH-
Ka TUarHOCTUPOBAH CYAOPOKHBIN CUHAPOM, YTO TIOTpe-
OoBasio mpoBeacHU TUPPEePCHIINATHHON TUATHOCTHKH
¢ snuiencueil. Pe6eHOK mocTynuia B HEBPOJIOTHUECKOE
OTIEJICHUE C JKato0aMu Ha HapyIIeHHEe CIyXa U ITOHU-
MaHHs OOpAIleHHON peyd, YXyALICHUE MOYepKa, CTall
Xy’K€ OpHEHTHPOBATHECS B MPOCTPAHCTBE, IMOSBHIACH
HEYBEPEHHOCTb TOXOIKU. V3MeHeHWe IBeTa KOXHBIX
ITOKPOBOB B BUJE YCHJICHHOW MUTMEHTAIMN U «KO(ei-
HBIX» TISATEH OBUIM BIIEPBEHIC BBIBICHBI B CTallMOHApE,
paHee POAMTENN W Bpaud He oOparmany BHHUMaHHE Ha
YKa3aHHBIC U3MCHCHU. HpOHBJ’[eHHH Ha}IHOqeqHHKOBOﬁ
HEOOCTATOYHOCTHU 6BIJ'II/I TIOATBEPIKJACHBI pE3yJibTaTaMU
ropMoHasibHOro npoduis. Ha3zHaueHue 3amMecTHUTEINb-
HOW Tepamuu MpernapaToM THAPOKOPTU30HOM IMPHUBEIO
K YJIyYIIEHHIO TI0Ka3aTeneld ypoBHs TOPMOHOB O€3 BIIU-
SIHUSI Ha BBIPAXKCHHOCTh KJIMHUYECKUX MpPOsBICHUN. B
JUHAMHKE Y MaJbylKa YCUIIWIUCh PACCTPOICTBA MOBE-
JICHUSI, TBUTATEIBHOM C(ephl, MBIIUICHHS, TPOSBUIACH
HEMOTHBHPOBAHHAS arpecCusl.

Ocoboe 3HaYCHHE B TEpaNuH aapPEeHOICHKOIUCTPO-
¢un 3aHEMaeT TMPECUMITOMATHYECKAs KOPPEKIHS.
Ha atom stame cBoro 3¢ (eKTHBHOCTH MOKa3ana Iue-
toTepanus [12]. B maHHOM KIMHUYECKOM CIydae WC-
MTOJI30BaHME JUETOTEPAlNK HE ONPaBIAHO BBHUIY YKe
pa3BepHyTOH KIIMHUYECKOM KapTHUHBI 3a00sieBanus. Mc-
MTOJIF30BAaHIE 3aMECTHTEIIFHOM Tepanny TIIIOKOKOKOPTH-
KouaaMu U MUHEPAJIOKOPTUKONJAMU TTOKAa3aHO IPU AB-
neHusix runokoptunusMa [13]. OnHako 3Ty mpenapaTs
HE€ OKAa3bIBAIKOT IMAaTOI'CHECTHYCCKOI'O BIIMAHHUA Ha I1aTO-
JIOTMUYECKUH IPOIiecC B LIEHTPAIbHON HEPBHOH cUCcTEME
[14]. CumnToMaTHYeCKOE JIEUEHHUE MHUENOMAaTUU TPO-
BOJAMTCS C TIOMOIIBIO HEMPOMETabOINYECKHX CPENCTB,
MHOpPETaKCaHTOB, BUTAMHUHOB.

OCHOBHBIM METOJIOM JICUCHUS Ha PAaHHHUX CTaIUsIX
aIPCHOJICHKOAUCTPOOUN B NETCKOM U MOJPOCTKOBOM
BO3pacTe SBIICTCS AJUIOTCHHAS TPAHCIUIAHTAIMS TeMO-
MOSTHYECKUX CTBOJIOBBIX KIIETOK, KOTOpas CIOCOOHA
OCTaHOBHTH IPOTPECCUPOBAHUE NEeMHUENUHM3ANuH |15,
16]. JIOoMOMHUTEILHBEIMA METOHAMHU, HE BIHSIOITAMU
Ha MEXaHHM3MBI Pa3BUTHA IATOJOTUH, SBITIOTCS METO-
JbI (PU3UIECKOTO BO3JCHCTBUSA: Uriopediekcorepanus,
TpaHCBepTeOpaIbHAsT MUKPOTIOJISIPU3ALIUS, MAcCax, Je-
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Mpw A.B., AknmoBa K.A.

KAnvHnyeckuii cayyait x-cuen/seHHomn agpeHonenkogncTpodun y Masbumka 9 et

yeOHasi THMHACTHKA, KOTOPBIC TaKKe UCTIONB3YIOTCS Ha
HAYaIBHBIX CTaasIX OOJIE3HH IJIS1 CHATHS CHaCTHYECKO-
r0 CUMIITOMA M PUTHIHOCTH MBI, J[HarHo3 marueHTy
C. 9 ner OBUT IOCTABJICH HA CTAJIUU BBHIPAKCHHOH KITH-
HUYECKOH CUMITTOMATHKH, TO3TOMY 3()()EeKTHBHOCTH Ha-
3HAYEHHOTO JICUCHHsI KpaiiHe Hu3kas. [[poruos uebsaro-
MIPUATHBIM.

3AK/IIOYEHUE

B HacTosimiee Bpemst crieruduyeckue METObI Mpo-
(UITAKTUKY U T€UEHUS aJpEeHONEeHKOIUCTPOGHUN OTCYT-
cTBYIOT. Pa3paboTaHbl peKOMEHMAIUH, HAlpaBICHHBIC
Ha NpeayNpex/IeHue MOSBIeHHU JaHHOH TeHeTHYeCKON
narojorud. [IpoBomuTcs TpeHaTanbHas JHAarHOCTHKA
3a00JyieBaHMs, CKPHHUHT. JleueHHe peKoMeHIyeTcs Ha
paHHel ctazuu 3a00JIeBaHUS — TPAHCIUIAHTAINSA KOCT-
HOTO MO3ra OT JIOHOpa OOJIbHOMY 4esoBeKy. PaHHsA
MIOCTaHOBKA JIMAarHO3a aJApEeHONEeHKOANCTPOGHN H TIPO-
BE/ICHHE KOMIUIEKCA TEpaneBTHYECKUX MEpONpPHATHI
3HAUUTENBHO 3aMEUIAIOT Pa3BHTHE M MPOTPECCHPOBa-
HUe 00JIe3HU, MPOIEBast )KU3Hb OOJIHHOTO.
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