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OQHUM U3 COCTOSIHMI, aCCOLMMPOBAHHLIX C aapeHonerkoaucTpoduein (AJ1)/anpeHoMuenoHenponatue
(AMH), aBnsieTca HelporeHHast AUCHYHKLMS HUXHUX MoYeBbiBoaawWwmMx nyten (HOHMIM). Mpu Twatens-
HOM obcnepoBaHum naunenTos ¢ AJTIA/AMH B 60nbLUMHCTBE C/lyYaeB MOXKHO BbISIBUTb FMNepakTUBHbLINA
MoueBo# ny3bipb (TMIT), KOTOPbIA YAaCTO OCTAeTCSH HeAWArHOCTUPOBAHHbBIM, MOCKOMLKY ero KinHuyeckne
NposiBNeHns HegooueHeHbl Ha GoHe pa3Hoo6pa3HOM HeBpPOOrMyeckoi cuMmnTomMaTukn. Kpome toro,
B psiie CNy4yaeB ypoJiormyeckasl CMMNTOMaTUKa MoxeT 6biTe nepebiM npusHakom ANTIO/AMH n moxeT
HaTONIKHYTb Bpaya-yposiora Ha MbIC/ib 0 HeobxoaMMoCTH AanbHeliwero obcneoBaHus naumeHTa. Bpau-
YPONOr B 3TOM C/lly4ae MOXeT UrpaTb 3Ha4YMMYIO POfb B XXU3HW NaLMEeHTa, NOCKONbKY CBOEBPEMEHHas
aunarHocTtuka u neverdume AJNIL/AMH ynydwwatoT ncxonbl 3a60n1eBaHUS M CHUXKAKOT BEPOSTHOCTb Pa3BUTUS
OCNOXHEHWI BCneacTBUe COCTOSIHUIA, accoummnpoBaHHbix ¢ AJI/AMH. Ha cerogHawWwHMI aeHb Mano pabot
nocesweHo pasbopy HOAHMM npu ANIA/AMH. B HacTosiLen ctatbe Mbl NpoBeny 0630p COBPEMEHHbIX
OaHHbIX uTtepaTypel no FMIM npn AMH.
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One of the conditions associated with adrenoleukodystrophy (ALD) / adrenomyeloneuropathy (AMN)
is neurogenic lower urinary tract dysfunction (LUTD). A thorough examination of patients with ALD/
AMN in most cases can reveal overactive bladder (OAB), which often remains undiagnosed because its
clinical manifestations are underestimated against the background of numerous neurologic symptoms. In
addition, in some cases, urologic symptomatology is the first sign of ALD/AMN that prompts the urologist
to consider further evaluation of the patient. In this case, the urologist can play a significant role in the
patient’s life, as timely diagnosis and treatment of ALD/AMN improve disease outcomes and reduce the
likelihood of complications of ALD/AMN-associated conditions. To date, there are few studies devoted
to the understanding of LUTD in ALD/AMN. In this article, we reviewed the current literature on OAB in
patients with ALD/AMN.
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AD,PEHOJ'IEVIKOJJ,VICTPO‘DVIFI. CMPABOYHAA

MHPOPMALUSA

AppeHoneiikoguctpodusa (A1) — Hambonee Ya-
CTO BCTpeyatolleecs NnepokCcMcomMHoe 3aboneBaHue
C X-CcuenneHHbIM peLeccMBHbIM TUNOM Hacneno-
BaHMs, Bbl3BaHHOe MyTaumel B reHe ABCD 1, koTto-
pblli IOKaNM3yeTcsl B ANIMHHOM rJiede X-XpOMOCOMbI
(Xg28). l'en ABCD1 Bksitouaet 10 3k30HOB M koaupyeT
aapeHonenkoauctpopuyeckmnii npotenH (A1), ot-
BeYaloLMit 33 TPAHCMOPT OYeHb AJMHHOLIeNOYEYHbIX
YKMPHbIX kncnoT (OOLKK) B nepokcucombl. Ha cero-
OHAWHWIA feHb U3BeCTHO bosnee YeM o Tpex Tbicayax
MyTauun reHa ABCD1 [1, 2]. U3ameHeHus dyHKUNK
ANN npuBogaT k HakonneHunto OOLMKK B TKaHax
1 BMONOrMYeCKUX XXMAKOCTSX, 3anyCcKalowemy pa3su-
TMe gucTpoduryecknx npoueccos. B nepsyto ouepenb
NMOpPaXKaTCs OpraHbl U TKAHW C Hanbonee NHTEHCUB-
HbIM JIMNUAHBIM OBMEHOM: HepBHas cuctema, Kopa
HaANOYEYHUKOB, SNYKU, YTO onpeaensieT KanHuye-
CKYyl0 cuMmnTomaTtuky. Mpu atom AJ1[l xapaktepusy-
eTCsl OTCYTCTBMEM KOppensiunmn Mexxay reHoTunom
n deHotunom [3, 4]. B 3aBMCMMOCTM OT BpeMeHu ae-
610Ta, OCHOBHbIX NPOSBNEHWUI, CKOPOCTU HapacTaHuUs
CMMNTOMATUKM BbiAensitoT 6 OCHOBHbIX popMm 3abone-
BaHus: 3 LuepebpanbHble popMbl (AeTckas, HoLwe-
cKasi, B3pocnasl), agpeHomuenoHeiponatus (AMH),
M30/MPOBAHHas HAAMNOYEYHMKOBAS HeAOCTAaTOYHOCTb
1 acumnTomMatuyeckas. AMH aBnseTtcs ogHUM U3 Hau-
bonee yacto BcTpevatowmxcs Bapuantos AJ1[. Mpwu
AMH B nepByto o4yepenb nopaxaetcs benoe Bele-
CTBO CMMHHOIO MO3ra v nepudepuyeckne Hepebl
C pa3BUTMEM MOTOPHbIX U CEHCOPHbIX PacCTPOMNCTB
[5-9]. Y nauneHTOB nocTeneHHO pa3BuBaeTcs cna-
CTUYEeCKM Nnapanapes HUXXHUX KOHeYHOCTewn, 4acTo
coyeTaroLWmica C HapylweHneM BMbpaLMOHHON YyB-
CTBUTENBHOCTYW, NaTtonormen cGMHKTEepPOB 1 UMNOTEH-
umedn. Y 2/3 naumeHToB pa3BMBAETCS HAAMNOYEYHUKO-
Basi HeQOCTaTO4YHOCTb. LilepebpanbHas cumntomaTtuka
npucoeauHsiercs B 20-40% cnyyaes (AMH-mo3rosoii/
uepebpanbHbIi peHoTun). Y 3TUX NaumneHToB, NOMU-
MO aTpodumM CMMHHOIO MO3ra U BOBJIEYEHUSI KOPTUKO-
CNUHANbHbLIX U KOPTUKOMOHTUHHbIX TPAKTOB, TakXe
MoOryT BbITb 3a4e/CTBOBaHbI ABYCTOPOHHUI Nupa-
MWAHBIA TPAKT, 334HAS HOXKA BHYTPEeHHen Kancynbl
1 noHTouepebennspHble BoJIOKHa. B bonee peakux
cnyyasax AMH mMoxeT npoTtekatb 6e3 BoBneyeHus
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rON0OBHOIO MO3ra Wiu B BUAe U30JIMPOBaHHOW Haf-
NoYeYHMKOBOW HegocTaTtoyHocTu [3, 10].

B cBA3M C HM3KOM OCBEOOMIIEHHOCTBIO MeaULINH-
CKOro NepcoHasna o CyLwecTBOBaHUN «KeHcKon» Al
3aboneBaHue yaule, 4em y MyXHUuH, ownboyHo amna-
rHOCTUPYeTCS KaK pPacCesiHHbIN CKNepos3 unu gpyras
HeBpOnorMyeckasl NaTosiorns, U UCTUHHLIA OMarHo3
OCTaeTcs HeycTaHoBNeHHbIM [19]. PaHee cumtanu, yto
B CBS13U C X-CLIeNJIeHHbIM XapaKTepoM Hacsie[oBaHms
deHoTUnMYeckne nposBneHnst boiesHu XxapakTepHbl
nuwb Ans My>kumH. OgHakKo B HacTosiLee Bpems ycTa-
HOBNEHO, YTO Y XEHLUNH-HOCUTENEen MyTaunii Takke
MOryT BbITb KIMHMYeckre NpusHaku AJ1[ pa3nuyHoi
cTeneHn BolpaXxeHHoCcTn [11]. «XXeHcknit» BapuaHT
ANNQ yawe umeet bonee nerkoe TeyeHune n bonee
nosaHwo MaHudectaumto 3aboneBaHunst No cpaBHe-
HU1IO C MY)XCKOM nonynaumeit. NccnegoBaHna nocnen-
HUX neT nokasanu, yto y 100 % nodvepeni-retepo3nrot
naumeHToB ¢ AJ1[1 BbISIBIIETCA NOBbILIEHHbIN YPOBEHb
OLLIKK[20], n, cooTBETCTBEHHO, OHM B rpynne pucka
No PasBUTUIO HE TOJIbKO Pa3IMYHbIX KIMHUYECKUX
BapuaHTOB 3aboneBaHusi, HO M aCCOLMUPOBAHHbIX
¢ AN coctosiHuit. MNMposieneHust AMH y >XeHLUH MoryT
BapbMpoBaTb OT HEe3HAYUTENbHbIX 0O BblPaXKEHHbIX
C TSHKENbIMU NeTanbHbIMU OCNIOXKHeHnsmu [7-9, 11].
Y nauueHToB Ntob0oro nosa, NOMMMO 3HAYMMOTO HEB-
ponoruyeckoro gebuuunTa n NpM3HaKosB Hagmno4yeu-
HUKOBOW HEAOCTaTOYHOCTU, MOTYT TaKXXe pa3BMBaThCS
YXM3HEYTPOXKaloLLMe YyPOoSIormyeckme OCNoXHEHUS.

MEXAHWU3MbI BJIUSHUA OOLDKK HA MPO-

LECCbl MUENMHU3ALUUN

B nuTtepatype cerofHs akTUBHO 0bCyaaeTcs Bnvsi-
Hue OJLPKK Ha npouecchl geMuenvHusaumm u ces-
3aHHbIX C HeW CONyTCTBYHOLMX NOPaXkeHuii. B pabote
S.Hein u coasrt. (2008) 6110 BbISIBNEHO, YTO ONINTO-
0eHOpoUUTbl M aCTPOUUTLI, NOABEPrHyTbie BO3Aew-
CTBUMIO foKo3aHoBow (C22:0), TeTpako3aHoBoit (C24:0)
1 rekcako3saHoBol kucnot (C26:0), nornbatot B Teue-
Hue 24 yacos. lNomMnmo 3toro, TokcnyHocTb OO LKK
6bina obycnoBneHa AMCPyHKLMENn MUTOXOHAPWUIA in
Situ Vi NOBbIWEHNEM YPOBHS BHYTpUKIETo4Horo Ca?*
B BblLEYKa3aHHbIX TUNax Knetok. Mpu 3ToM Haunbo-
Nee BblpaXXeHHbI TOKCUYeckunin adpdekT Habntopganca
B oJiYrogeHapoumnTax, Npoayumnpyowmnx MmnenuH [21].
N.Kruska n coaBt. (2015) cpaBHWAM BO3aelcTBUe
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cynpadusunonornyeckux KoHueHtpaumn OOLDKK
(C22:0, C24:0 n C26:0) Ha acTpOUNUTbI AMKOrO TMNA
Mbiwen n ABCD1-HOKayTHbIX MbILLER, NOABEPrHyThIX
BO34EMCTBUI0 Cynpadm3nonormiyecknx KoHLUeHTpa-
umnit OOLDKK. Bblno yctaHOBEHO, YTO MUTOXOHOPUM
mo3ra ABCD1(—/-) mMbiwlei n oUKOro Tuna umerT
OAMHaKoBYO peakuuto Ha OLLDKK, nposienstowytocs
MOBbILWEHHbIM 06pa3oBaHNEM aKTUBHbLIX GOPM KUCII0-
poAa, HapylWeHMeM CuHTe3a ageHosnHTpudocdaTa
N CHUXeHneM cnocobHocTu nornoleHns Ca?. 31o no-
3BOJIIeT NPeANON0XNTb, YTO OTCYTCTBUE AePEeKTHOro
reHa ABCD1 He oka3biBaeT MpOTEKTUBHOIO 3ddekTa
Ha MUTOXOHAPUM Npu gencteum ceepxgo3 OLLKK.
OpHako acTpouunTsl Mblwwei ABCD1(—/-) 6binun 6onee
YyyBCTBUTENBHbBI K Bo3genicTeuto OALKK no cpasHe-
HUIO C acTpoUMTaMy OMKOTO TMMa MbILer 1 NoKasanu
CHUXXEHHY CMOCOBHOCTb K BOCCTAHOBIEHUIO OKUC-
JIEHHbIX MTUPUANHOBLIX HykeoTuaoe Ao NAD(P)H
[22]. Takum 06pa3oM, MOXKHO NPeanoNoXUTb, YTO
pevicteme OALDKK B HepBHbIX KneTkax 3anyckaer
OeMuennuHn3aumio 1 HeipoaereHepauwvto npu AN/
AMH v cBsi3aHO C Hannynem gedeKTHOro reHa.

MATO®PU3NOJIOTUA TUTNEPAKTUBHOIO

MOUYEBOIO NY3bIP4 NMPU AN,

M3BecTHO, YTO B aKTe MOYEeUCNyCKaHUs y4acTBYIOT
KOPKOBbIE M MOCTOBOW (MOHTUHHBIN) LLEHTPbI, CUM-
naTu4eckuii rpyaonosicHMYHbIn ueHtp (Th11l-12), ca-
KpasibHbI NapacumnaTmyeckuin ueHTp (52-S4), nepu-
dbepuyeckne HepBbl U CNNETeHUs!, MHTpaMypanbHbIe
raHrnum ny3bips [23—25]. YNpoLeHHbI BapuaHT aHa-
TOMMYECKOM Krnaccmbukauum Bcex NopaXkeHUin Heps-
HOI CUCTEMBbI, aCCOLIMMPOBAHHBIX C HEMPOreHHOW Anc-
dyHKUMER HXXHUX MoyeBblBoaaLmx nyTen (HOHMIMT),
[OennT UX Ha HagcerMeHTapHble 1 0byCnoBneHHbIe U3-
MeHeHUsIMK B npegenax nepudepunyeckoro annapara
perynsuumn moyencnyckaHus. Mexxay aHaToM1yeckomn
JloKanusaumen nopa)KxeHns HepBHOM CUCTEMBI U Xapak-
TepoM HapyLieHuns GyHKLMM MOreBoro nysbips cylie-
CTBYIOT TECHblE KOPPeNsLMOHHbIE B3aMMOOTHOLLIEHMS.
Mpw HagcermMeHTapHOM NMOPAXXEHUN HePBHOW CUCTEMDbI
Hanbonee 4acTo BbISIBNSETCA MMNepaKTUBHbI MOYEBOW
ny3blpb (FMI1), no kpaliHelt Mepe, 10 MOMEHTa pas-
BUTUSI BTOPUYHOM aTOHMM MOYEeBOro ny3bips [23].

M popmmpyeTca Npu HapyLLeHUM COrNacoOBaHHOM
paboTbl CNUHANBHOTO LeHTpa MUKLMK 1 Luepebpanb-

HbIX LLeHTPOB, OKa3bIBaOLWMUX HUCXOASLWEee TOPMO-
39ulee OelCTBMEe Ha CNUHaNbHble CTPYKTYpbl. TMI1
accouMmpoBaH C pacTOpMaXKMBaHUEM aKTUBHOCTM
CNUHanbHbIX LEHTPOB. [pu fokanm3auumn nopaxeHus
BblLLI© MOCTOBOTO LIeHTpa MUKLMK, obecneynBatoLero
CUHXPOHHOCTb paboThl AeTpy30pa 1 CPUHKTEPOB MOYe-
BOrO My3bIpsl, KIMHUYECKas KapTuHa OrpaHM4MBaeTcs
y4YalleHHbIM MoYeuncnyckaHmem, uMnepaTuBHbIMU
Nno3blIBaMMW Ha MOYeuncnyckaHue, HOKTypuen u Heaep-
»XaHnemM Mouun. Ecnm xe nopaxxeHne HepBHOM CUCTEMbI
OTMeYaeTcs HMXe BaponnesBa MOCTa, HO Bbille cer-
MEHTapHbIX LEHTPOB MOYencnycKaHus, NPONCXoanT
pa3obueHune paboTbl cMHKTEPOB U AeTpy30pa C pas-
BUTMEM [OeTpy30p-ChuHKTepHo anccuteprmm (OCH),
npuBoAsLLen K 3aTpyAHEeHNI0 ONMOPOXHEHUS My3bIps
1 Pa3BUTUIO XPOHUYECKOW 3aAePXKKMN MOYEeUCnyCcKaHus
[23]. J. Hofereiter u coaBT. oueHunu nposieneHns MMM
y naumeHTo. ¢ AJ1[] 1 paccesiHHbIM CKIepo30M, OAHaKO
pasnuuuii B rpynnax He BbiiBunu [17]. 310 ykasbiBaet
Ha TO, YTO Ha pa3BUTME YPOSIOrM4ecKon CUMMTOMATUKN
npv HerlpoaereHepaTUBHbIX 3aboneBaHunsix B NepByto
oyepenb BAUSIET He CTONbKO BapuaHT 3aboneBaHus,
CKONbKO NoKanusauums o4yaros gemuennHusauuu. Co-
rnacHo gaHHbIM nutepatypsl, AMH Hanbonee yacto
OLWMNBOYHO AMArHOCTUPYETCS Kak pacCesiHHbIN cKie-
po3, 0cobeHHO B »eHCKo nonynauuu [16], noatomy,
CCbINasiCb Ha BblleykasaHHble GaKTbl, HeNb3s 04HO-
3HAYHO YTBEPXAATb, YTO B rpynny He Bblin BKIIKOYEHbI
naumeHTbl C HeBepPHbIM AMArHO30M.

B HacTosiee BpemMsi nonaratoT, 4TO Npu Hernpoae-
reHepaTuBHbIX 32b01eBaHUSAX 04ary AeMuUenvHU3aLmnm
B rOJIOBHOM MO3re MOryT SIBASITbCS NPUYUHON 3HAUK-
MbIX YPOANHAMUYECKUX HapyLeHWi Nuilb B Cly4vae
[ BYCTOPOHHEr0 MOpPaXeHUs MOHTUHHbIX MUKTYpUYe-
CKUX LUeHTpoB [23, 26]. Pewatollee 3Ha4eHne, Bepo-
ATHO, NPUHAANEXMUT eMUeNMHU3NPYIoLLEeMyY NpoLieccy
B 33fiHWX 1 BOKOBbIX KaHAaTMKAX CMMHHOMO Mo3ra. Mpea-
nonaraercsi, Y70 NPUHNHOM BO3HUKHOBEHUS Ta30BbIX
PacCTPOMCTB CYXXWT NOPaXKeHNe TOHKUX MUEeTMHOBbIX
AJd-BONIOKOH, NPOBOASAWNX adpdepeHTHbIe UMMYNbCbI
OT MOYEBOro My3bIps TPAHCCNUHANBHO K MOCTOBOMY
MUKTYPUYECKOMY LIEHTPY, YTO CONPOBOXAAETCS CHUXKe-
HWeM UHrMbMpytoLWwein MMNyNbCalun CO CTOPOHbLI No-
cnefHero 1 aktususaumen pehpneKkTopHomM akTMBHOCTH
Ha CMMHanbHOM (cakpanbHOM) ypoBHe. ApdepeHTHbI-
MU BOJIOKHaMM CMINHANbHOTO pediekca OnopoXHEHUS
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Mny3bIps CAy>KaT HEMUENMHU3MPOBaHHble C-BOMOKHaA.
CokpalleHusi 4eTpy30pa Npy yMeHbLIEHUM TOPMO3HbIX
LIeHTPasbHbIX BIUSIHUIA OCYLLECTBASAOTCS pedieKTopHO,
B OTBET Ha HaNoMHEeHWe MOYEBOro Ny3bips, TakuM 06-
pa3om, dopmupyetcst FMI. NpepbiBaHMe NPOBOASALLNX
CMUHaNbHbLIX NyTei BbI3bIBAET HapyLUeHue Kak pesep-
BYapHOW, TaK M 3BaKyaLUUOHHON GYHKLUU MOYEBOro
ny3bIpsi. B 3TOM cnyyae cokpalleHue getpysopa conpo-
BOX[JAeTcs OTCYTCTBMEM penakcauun cduHKTepa ype-
TPbl M MbILLL, TA30BOTO AHA (OeTpy30pHO-CHUHKTEPHAs
anccvneprust, CO) [23]. TunepakTMBHOCTL AeTpy30pa
v OCO npnBoAST K NOBbILUEHHOMY BHYTPUMY3bIPHOMY
[OaBNIEHUIO, U3MEHEHUNIO TPOPUKM MOYEBOTO Ny3bIps.
XpoHwnyeckas vnwemMus getpysopa 3anyckaeT CKiepos
CTEHKW MOYEBOro Ny3bIpsl, CHUXEHWE ee PacTsHKUMO-
CTW 1 ycyrybneHne BHyTpUNy3bIpHOMW rMnepTeH3um [23,
27,28, 30, 31]. BHyTpnny3bipHas runepteHsmnst Ha GoHe
MH$paBe3nKanbHo obcTpykumm cnocobereyeT popmu-
POBaHWIO My3bIPHO-MOYETOYHUKOBOTO pedtokca, Npu-
BOASALLEro K pa3BUTUIO TMAPOHePpOo3a, YBENUYEHNIo
BEPOATHOCTN UHPULMPOBAHUS MOYEBLIBOAALLMX MyTeNn
1 pa3BUTUIO XpOHUYecKol bonesHn noyek [16, 26, 27].

OUATHOCTUKA MM NPU AN,

Ha cerogHaWHMA feHb yponornyeckas naTonorus
ABNSIOTCS OCHOBHOW MPUYMHOI NMOBTOPHLIX FOCNUTA-
JiM3aunii y NaumMeHToB Npy CMMHHOMO3rOBbIX MOPaXe-
HUAX U 3aHMMAET NAToe MecTo No NpUYUHAM CMepT-
HOCTW B 3TOI rpynne 6onbHbix [27]. CBoeBpeMeHHas
aunarHoctuka HOHMI B nepByto ovepeab HanpasneHa
Ha coXxpaHeHWe NoYe4yHon GyHKUUM U NMeeT peluato-
uee 3HayeHue B NpeaoTBpaLLeHUN OCNOXHEHWUH,
accoummnpoBaHHbIx ¢ TMIM y naunenTos c ANIO/AMH.

OunarHoctuka HOHMMN npu ANM Bkntovaet cbop
aHaMHe3a, pusnkanbHoe obcnefoBaHue, BegeHue
OHEeBHMKa MoYencnyckaHuin, nabopaTopHbie U UH-
CTPyMEHTanbHble MeToabl.

AHanusnpysa gaHHble aHaMHe3a nauueHTa c AN4/
AMH, cnegyet NOMHUTb, YTO Ha NepPBbIN NAaH 4acTo
BbICTYMAeT HEBPONOrnyeckast CUMNTOMaThKa, Nposie-
nawowancs runeppednekcmen, HapyLweHMeM 4yBCcTBa
BMbpaumu, cnactuyeckum napanapesom. MNpusHaku
HeaoCTaToYyHOM GYHKUMM HagnoYyeuyHuKoB becnokosT
nauueHTa B CTagMu AeKoMMneHcaummn, o4Hako nocne
ee yCTpaHeHus Npu npasuibHOM nogbope Tepanum
NMaumneHTbl He UCMbITbIBAOT 3HAYNMMOro AnckoMoopTa

www.jscientia.org

[7, 8]. Y nauMeHTOB Kak MY>CKOro, TakK MU XXEHCKOro
noJsia OCHOBHbIM YPONOrM4yeckMM nposiBNeHnem npu
ANO/AMH sBnaetca T'MMN [14, 17, 20]. CornacHo
naHHbIM D. Hofereiter (2015), npu ANl cumnToMbl
MM BoisenstoTca y 100 % My>kunH u 86,2 % XEeHLWMH.
KnuHuunueckn TMIM npu AN npossnseTcs y4yalleH-
HbIM MOYeucnyckaHvemM, uMnepaTtuBHbLIMU MO3bI-
BaMUN Ha MOYeucnyckaHue, HOKTypuen n Hegepxa-
HueM Mouun. 67 % naumeHtoB c AMH coobwunu, yto
BblLeyKa3aHHble CUMNTOMbI bV yMEpEeHHbIMU UK
TSKENbIMU Y 3HAYMMO CHUXKANM KayecTBO Xu3Hu [17].
Yponoruyeckue nposiBfieHns, C O4HOM CTOPOHbI, MO-
ryT 6bITb NEpBbIMU NPOSIBIEHWUSIMU HEBPOJIOTUYECKOM
OMCchYHKUUM Npu HelpoaereHepaTuUBHbIX 3aboneBa-
Husix. C 4pyrov CTopoHbl, BO3MOXHO bonee nosgHee
passutne cumntomoB HOHMIT, koTopble Ha doHe oc-
HOBHbIX HEBPONOrMYECKUX Xanob MeHblue obpaliatoT
Ha cebsa BHUMaHue [6, 16, 17]. B cnyyae oTcyTcTBUS
OCHOBHOIO HEBPOJIOrMYecKoro AunarHosa psa yposno-
roB npegnaraeT nauMeHTam c coyetaHmem HOHMI
C HapylleHneM NoxoaKn u/unu cnacTuyeckuMm napa-
nape3oM HMKHNX KOHEYHOCTeN NPy UCKITIOYEeHUN Apy-
TMX O4EeBUAHbIX MPUYUH BONE3HN NPOBOAUTL OLIEHKY
ypoBHa OOLDKK n B cnyyae npeBbiweHns ux pede-
peHCHbIX 3Ha4YeHnI nocneayoLee reHeTmyeckoe Te-
cTupoBaHue [16] ¢ uenbto ucknoveHuns AJ1f. B nute-
paType onucaHbl Clydan ANnTenbHOM HermporeHHowm
ONCPYHKLMM MOYEBOrO Ny3bipsl, OC/IOXHEHHOW pas-
BUTUEM YpOCTasa, AunaTtaumein MoYeBbIBOASLWMNX Ny-
Tel 1 TsKeNbIM pedniokcom, noTpeboBaBLIME MHOTO-
KPaTHbIX eXXefHEeBHbIX MHBA3NBHbIX KaTeTepu3sauni
MO4YeBOro nysbips. [py 3TOM OCHOBHOM AWArHO3,
HEeCMOTPS Ha Hanuume Opyrnx KNaccMyecknx HeBpo-
norunyeckux nposisneHunn AJ1[l B Te4eHne MHOrmx
net, 6bln yCTaHOBNEH CNYCTS AeCSTUNeTUS Ha CTaaum
pasBUTUS YPONOrNYeCKnX OCnoXXHeHun [16]. Takxe
cnefyeT OTMETUTb, YTO 0OCOBEHHO TLLATENbHO AOMKEH
BbITb OLEHEH YPONOrMyeckuin CTaTyc y NauneHToB npu
Hanuuumn «passepHyTon» popmel AMH, BktovatoLLein
coyeTaHMe HeBpPONOrM4eckon CMMNTOMATUKK U Haga-
NoYe4YHUKOBOW HeJoCTaTOMHOCTM, MOCKONbKY MUMEHHO
B 3TOW rpynne Hanbonee Yacto BoissBnstotrcs HOHMM
Ha CTaAuM OCJIOXXHEHWUIN, 3HAYMMO CHUXKAIOLWMX Npo-
DOJIKUTENIBHOCTb U Ka4yeCTBO XXW3HWU MauMeHToB
[12]. Kpome Toro, ocoboe BHUMaHWUE OONXKHO BbiTb
yOeneHo Hann4ymo NonoBoM ANCHYHKLUMN Y MYXKUUH
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W HapyLLeHuto paboTbl KULWEYHMKE Y MAaLMEHTOB MyX-
CKOTO M YX@HCKOro Nnosa, MOCKOJIbKY OHW YacTo acco-
uuunpoBaHsl ¢ ANIO/AMH [27].

Komnnekc AnarHoctuyeckux Mep, HanpasneHHbIX
Ha BbissBneHme HOHMIM y nauneHToB c AJ1[, Ha cero-
OHAWHWIA OeHb He uMeeT ocobeHHoCTel 1 aHano-
rMyeH cTaHgapTHoOMy obcnenoBaHuUIO NpU ApPYrux
HelipoaereHepaTuBHbIX 3aboneBaHusx [13—-15]. Cbop
aHaMHe3a, pu3nkanbHoe obcnegoBaHve n HEBHUKM
MoueuncnyckaHus sBnsoTCcs obs3aTenbHBIMM 3Tana-
MW, NPOBOAUMBIMU A0 NIAHUPOBAHNSA KaKUX-NMbo
OOMONHUTENbHBIX METOA0B UCC/iefoBaHus. BeaeHune
OHEBHMKA MOYenCnyckaHui B Te4eHne HeCKONbKUX
AHei noMoraert Kak Bpayy, TaK U NaLuueHTy B yTou-
HEHWUW XapaKTepa MMeILNXCS PpacCTPOMCTB. Y Bcex
nauunentoB ¢ HOHMI pekomeHngyeTcs TakKe OueHu-
BaTb HEBPONOrMYECKNIA CTaTyC, TakK Kak HapyLleHus
MOYEeunCnyCcKaHNa BTOPUYHbLI U MOPON He 3aBUCAT
OT CTeneHn BbIPaXXeHHOCTU OCHOBHOrO HEBPOJIOrun-
yeckoro 3abonesaHus [7]. Takxxe Heobxoanmo npo-
BefeHue cneumdpumyeckoro HeMpoyposaornyeckoro
obcnenoBaHWs, BKIOYAOLWEro OLEeHKY OLYyLWeHUN
0TS, o S, € 06eunx CTOPOH, pedneKkcos, TOHyCa aHasb-
HOro chUHKTEpa 1 BONIEBOrO COKPALLEHWUS aHanbHOro
chUHKTEpa 1 MbILL, Ta30Boro AHa [27]. Mpu nepeuy-
HOM obpaueHnmn Bcem bonbHbIM ¢ HOAHMIM pekomeH-
AyeTcs NpoBOANUTL YNbTPa3BYyKOBY AWArHOCTUKY
(Y3W1) noyek 1 MouyeBOro ny3bipsi Ans HeMHBa3UBHOM
BM3yanun3aunMm U3MEHeHW BEPXHUX U HUKHUX MoYe-
BbIBOASALLMX NyTEW, a TakxKe onpegeneHuns obbema
ocTaTto4yHou Mouu npu Y3 moyeBoro ny3eipsi [7, 27].
Ha ocHoBaHuM anob, faHHbIX aHaMHe3a 1 pe3yb-
TaToB Y3 y>xe MOXKHO COCTaB/UTb OPUEHTUPOBOYHOE
cyxgaeHue o popme ANCHYHKLMU HUXHUX MOYEBbIX
nyteii. OQHaKO TONIbKO MO KAMHWUYECKUM MpU3Ha-
KaM 1 Y3 onpegenntb TN OUCPYHKLMN MOYEBOTO
ny3bIpst MOXKHO Aaneko He Bceraa — Tak, Hanpumep,
HEBO3MOXHO OTNIMYNTL rnneppednekcuio AeTpysopa
CO CHUXEHUWEM ero CoKpaTuTenbHON cnocobHocTu
OT co4eTaHust AeTpy30opHon runeppednekcum ¢ ACAO.
Owwnbkun B onpegeneHnun Tuna aAnchyHKLUUN B CBOIO
oyepeb MOTyT NPMBECTU K HenpasuibHoMy nogbopy
JleKapCTBeHHbIX NpenapaTtoB U K He3hheKTUBHOCTH
Tepanuu nMbo pasBuTUo NoHOYHLIX 3pdekToB. Ons
06BEKTMBHOIN OLEHKN GYHKLMUKN HUXHUX MOYEBbLIBO-
Oswux nyten Bcem naumeHtam ¢ HOHMIM nposogut-

CS KOMMJIeKCHOe YPOAMHaMMYyecKoe nccnefoBaHmne
(KyOW) [15, 23, 27], senatoweecs eqUHCTBEHHbIM
MEeTOAO0M, NO3BONAIOWMM ONpeaennTs CoKpaTUTenb-
Hyt cnocobHOCTb AeTpy30pa U aKTUBHOCTb HapyXX-
HOro chuHKTEpa ypeTpbl, @ TaKXKe CUHEePrMYHOCTb X
paccnabneHns n HanpsKeHWs NpU MOYenCryCcKaHuK.
KYOW 3akntoyaertcs B BbINOJIHEHUW psia HEUMHBa-
3MBHbIX U MHBAa3WBHbIX ANArHOCTMYECKUX Npoueayp,
Takux Kak ypodnoymeTpus (Npu coxpaHeHuun ¢asbl
ONOPOXHEHWS MOYEBOroO Ny3bIps), onpepeneHme
OCTaTO4YHOM MouM (ynbTpa3BykoBOE UCCIefoBaHNe
WM OAHOKPATHas KaTeTepmusaLns MoYeBoro ny3bIps),
LIMCTOMETPUS HaMOMHEHNS, LUCTOMETPUS ONOPOXKHe-
Hua (MccnenoBaHWe gaBneHne/noTok).

3ajavya KNMHULMCTAa — onpeaennMTe MUHUMaNb-
Hbll Habop nccnenoBaHUiA, KOTOpbIN Heobxoanm
ONS yCTaHOBNEHUS TUNa HemporeHHon ANChyHKLUN
1 Bbibopa TakTUKM NnedveHus. CaMblil 4OCTYMNHbIN
13 ypoAnHamMumyeckoro Habopa metog — ypodnoy-
MeTpus, NO3BONAOLWAA PerucTpupoBaTh CTeNeHb
CHWXKeHUst 06 beMHO CKOPOCTU MOTOKa MOYM U yBe-
nuyeHve BpeMeHun mo4veuncnyckaHus. Nposoanmas
npu pa3HOM HaMoOJIHEHUWU Ny3bIps, OHAa AaeT BO3-
MO>XHOCTb OLEeHUTb QYHKLMOHANIbHOE COCTOSAHME
[eTpy3opa 1 ero pesepBbl, COKPaTUTENbHYO CMo-
cobHOCTb AeTpy3opa, MPOXOAUMMOCTb Ny3bIpHO-
ypeTpanbHoro cermeHta. OgHako 3TOro HeMHBa3mB-
HOro MeToAa He[oCTaTOYHO AN AMArHOCTUKKU TMNa
ny3blpHOW AncdyHKUnKN. bonee cnoxXHbli MHBa3MB-
HbIi MEeTOA, — LMCTOMETPUS, NO3BONAIOLLAs [ONO0-
HUTb HepocTawwWwy 0bbekTMBHY MHbOpMaLmIo.
YpOAMHaMUYeCckMMn npusHakammu runeppepnekcum
AeTpy3opa, No AaHHbIM LUCTOMETPUMN HaNOJIHeHUS,
ABNAIOTCA HeCTabunbHOCTL AeTpy3opa (CNOHTaHHbIe
WM BbI3BaHHbIE U3MEHeHWEM MOoNoXeHUs Tena nnbo
Kalnem cokpalleHus AeTpy3opa B dpase HanoaHeHus
ny3bIpsl) U CHWXXEHWe KoMMNaeHca (3HauynuTenbHoe
noBblLLeHne AeTPY30PHOro AaBfieHns B OTBET Ha BBe-
neHve Hebonblunx 06vemMoB xuakoctn). O Hanuuum
OC[ moxkeT cBMAeTeNnbCTBOBATb YCUNEHUE y4yacTus
abaoMMHanbLHOro AaBneHns B ONOPOXHEHWUM My3bipsl.
OpHako bonee [OCTOBEPHbLIA METo YCTAaHOBNEHUS
OCO — 370 anekTpoMuorpadpuyeckoe nccnefoBaHue,
NPOBOAUMOE CUHXPOHHO C MUKLIMOHHOW LIUCTOMETPK-
eii. Mpwn Hanuuumn gnccmHeprumn obHapy>XmMBaeTCs CUH-
XPOHHOE COKpaLLeHne MOYEBOro Ny3bipsi M aHaNlbHOro
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chuHKTEpPa BO BpeMs Mukumum [15, 23]. KombruHauums
LMCTOMETPUM HaMoNIHEHUSI U UCCNefoBaHWs aaBne-
HWe/NOTOK B COYeTaHMU C BU3yanu3aumen (Bugeoypo-
OVHaMMyecKkoe uccnefoBaHue) aBNsSeTcs «3010TbiM
CTaHOAPTOM» NPU U3YYEeHUN YPOAMUHAMUKN Y NaLm-
eHToB ¢ HOHMI. B 1O e BpeMmsl, y4nTbiBast CNOX-
HOCTb BbINOJIHEHWS 3TOFO UCCNIef0BaHUS, OHO MOXET
6bITb 3aMeHeHo KY[IU B coveTaHuu co cTaHAAPTHOM
MUWKLMOHHOW peHTreH-uncrorpadumei. TpygHocTu
auvarHoctnkn HOHMIM y naumenTos ¢ AJ1 yacto cBsi-
3aHbl C UHBA3MBHOCTbIO METOAMK U CIIOXKHOCTbIO UX
MCnoJsib30BaHus. YpoanHaMuyeckoe TecTupoBaHue
y nauuenToB ¢ AlIl/AMH noateepyaaet Hannuune
rmnepakTMBHoCcTK aetpysopa u OCAO [28].

HecmoTpsa Ha obunme MHCTpyMeHTasIbHbIX MeTo-
OB AMArHOCTUKMW, OCHOBHbIM KpUTEPUEM MOCTAHOB-
KW ANArHo3a HermporeHHon ANCcOYHKLMN MOYEBOTro
ny3blps NPy HANUYUU HEBPONOTNYECKOM NaToNorm
Y MauMeHTa CeroaHs SaBNsSeTcs NpucyTcTBMe CMMNTo-
MOB CO CTOPOHbI HUYKHUX MOYEBbLIBOAALUMX NyTen [15].

OCHOBHbIE HATPABJIEHUA B IEYMEHUU

rMn NP ANQ

OTcyTCTBME CBOEBPEMEHHO YCTaHOBNEHHOro Ana-
rHo3a AJ1[], 3HauMMyto ponb B NOCTaHOBKE KOTOPOro
urpaet onpegeneHne yposHs OLDKK B kpoBu 1 reHe-
TUYecKoe TeCTMpoBaHMe, OTCPOYMBAET Ha3HavYeHne
cooTBeTCcTByOLWen Tepanun. CBOeBpeMeHHas ana-
rHoctnka AJ11 n HasHayeHne nevyeHus caepxusaer
pasBuTME M NpOrpeccupoBaHne CMMNTOMOB Kak cob-
ctBeHHO AJ1[, TaK 1 acCOLMMPOBAHHBIX C HEW COCTOS-
HUI, B yactHocTn, HOHMI. AHanu3npys gaHHble nu-
TepaTypbl, MOXHO CKa3aTb YTO Ha CErOAHALLIHWNA AeHb
HeT 3Ha4YMMbIX OTANYKIA no BegeHuto MMM npu AN/
AMH v npu gpyrux HeipoaereHepaTuBHbIx 3abone-
BaHwusx. [lpegnaraercs ncnonb3oBaHWe CTaHOapTHOM
cMMnToMaTtuyeckon Tepanmm. OCHOBHas uenb — co-
XpaHeHuWe faBneHus getpy3sopa B npegenax besonac-
HbIX 3HaYeHUW, KaK B a3y HanoNHeHus, Tak n B pasy
OMOPOXXHEHWs MOYeBOro Ny3bipsi, obecneunBatolee
6e3onacHble ycnoBus Ans OTBe4eHUS MOYU U3 Bepx-
HUX MOYEBbIBOASALLMX NYTEN B HUKHMUE MOYeBbIBOAS-
Lme NyTu 1 No3BONAIOLLEe 3HAYUTENbHO YMEHbLLUTb
CMEepPTHOCTb OT YPOJIOrMYecknx NpUYMH y NaLuneHToB
C HeMporeHHbIM MoyeBbIM ny3bipem [15, 29, 30]. U3-
BECTHO, YTO CUNIbHOE COoKpalleHne chuHKTepa ype-

www.jscientia.org

TPbl U/UNY MbILWL, Ta30BOIO AHA, A TaKXKe AunaTtaums
aHaNbHOro oTAena, CTUMynaumns reHuTanbHon obna-
CTM 1 dU3nYeckas akTMBHOCTb pedneKTOpHO MHIMBK-
pYIOT MOYeuncnyckaHue. IneKkTpuyeckas CTumMynaums
addepeHTHbIX BOJIOKOH NOJIOBOrO HEpBA Bbi3bliBaeT
CUNbHOE nofasneHne pedrekca MoYencnyckaHus
M COKpaleHue getpy3opa. [JaHHbIV BUg CTUMYnsSiunumn
MoxkeT obnerynTtb BocCTaHoBNEeHWe banaHca mexay
aKTUBUpYHOLWEN U NHrMbupyrwen uMnynbcauunen
Ha CMWHAJIBHOM WKW CynpacnuHanbHOM YPOBHSIX.
B cBA3M C 3TUM y NaUMEHTOB C rMNepakTUBHOCTLIO
0eTpy30pa HacToaTeNIbHO peKOMeHAYeTcs NpuMeHe-
HMe nepudepnyeckon 3NeKTPOCTUMYNAUNK OBUTa-
TenbHbIX HepBoB [15]. [Ina MegnkaMeHTO3HOW Tepa-
nuu MM B KayecTBe NepBoi NMHUK LenecoobpasHo
NpUMeHsTb MoHoTepanuio M-xonuHobnokatopamu
(aHTMMyCKapuHOBbLIMM NpenapaTamMu) UK Crna3Monu-
TUYECKMMU cpeacTBamMu, obnagarowmmm M-xonmHo-
6nokupyowmm gerictenem. MHorga mcnonbsyercs
MX coyeTaHue co cnasmonutukamu. C teopetuye-
CKUX No3uunii GapmakoTepanus OMHKHA YYUTbIBATb
XapakTep ANCHYHKLMKU MOYeBOro nysbips (runep-
AKTUBHOCTb AeTPy30pa, rMnepakTMBHOCTbL AeTpy3opa
B coveTaHmm ¢ C nnm cCHMXKEeHHas CoKpaTuTesibHas
CNocobHOCTb AeTpy3opa, runopednexkcus 4eTpy3opa)
M Ha3HavaTbCs cTporo anddepeHumnpoBaHHo. OgHaKo
Ha NPaKTUKe, HanpuMep, B CBSA3W C OTKA30M NaLueHTa
OT MHBA3WBHbIX METOAWK 0BCNeaoBaHNS IeKapCTBEH-
Hble CpeAcTBa MOryT NoAbupaTbcs IMNUPUYECKH
C y4eToM BefyLUMX CUMMTOMOB U UX perpecca Ha poHe
Tepanuu. MpenapaTtamu rpynnsl M-xonuHobnoka-
TOpPOB ANA NleYeHUs rMnepakTMBHOCTU AeTpy3opa,
3aperncTpMpoBaHHbIMU Ha Tepputopun PP, asnsa-
toTcs: conndeHaumH (ctaptosast 4o3a 10 mr x 1 pas
B CYTKM), TpOCNus xnopua (ctapToBas gosa 15 mr x
3 pasa B CyTKM), KCMBYTUHUH (cTapToBasi Ao3a 5 Mr x
3 pasa B CyTKW), TONTepoanH (2 Mr x 2 pa3a B CyTKK)
1 de3otepoamH (8 Mr x 1 pas B cyTku). Mpu Headdek-
TMBHOCTU Tepanuu y NauMeHToB C HEBPOJIOTMYECKUMHU
3aboneBaHUAMM ANt MakCUManbHoro apdgexTa MoryT
notpeboBaTtbca 6onee BbiCOKME [03bl AHTUXOJIUH-
epruyeckumx npenaparos [15, 31]. NpenapaTbl 3TOM
rpynnel cnegyet NpMHUMaTb NOCTOSIHHO NPU HaNu-
YU CUMMTOMOB TMNEPaKTUBHOCTM MOYEBOTO Ny3bIps,
OOJIXKHOMN 3ddekTMBHOCTU 1 BesonacHocTu. Y nauu-
€HTOB C HepOreHHOW rMNepakTMBHOCTbLIO AeTpy3opa
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npu oTcyTCcTBUM 3dpdekTa oT npuema npenapaTos
nepBoO IMHUM Tepanuu peKkoMeHAyeTcs C Uenbio
neyeruss HOHMIM ncnonb3oBaHne KOMBMHaLMK pas-
JINYHBIX M-X0NMHOBI0KaTOPOB U CMa3MONIUTUYECKUX
cpencTts, obnagarowmnx M-xonnMHOBNOKMpYOLWNM
newcreuem [27, 28].

B cnyyae nosgHeit guarHoctukn HOHMI npu ANA,
C OCIIOXXHEHUSIMU B BUAe ypocTasa, Anataumm moye-
BbIBOASALLMX NyTen, pedntokca, pacCMaTpuBakoTCs Ta-
KM€ MHBA3MBHbIE BapUaHTbl JlIeYeHMs Kak MHOrokpar-
Hble eXefHeBHble KaTeTepu3aumy MOYEeBOro My3bips,
NoCTaHOBKa MOCTOSIHHOTO ypeTpasbHOro Katerepa,
Hano>XeHne 3NUUNCTOCTOMbI U XUPYypruyeckas
Koppekuus [15, 16, 21, 27].

3AKJITKOYEHUE

Takum obpasom, npu ANIJ/AMH B 6onblinHCTBE
CNy4aeB, KaK Y MY>XYWH, TaK U Y XXeHLUUH, B KayecTse
accoumMmpoBaHHOro coctosiHus popmmpyetca HOHMIT,
B YyacTtHocTu, TMI. KnuHnyeckme nposBneHus
HOHMIM moryT 6bITb NEpBbLIMU NPU3HAKAMU HEBPO-
norunyeckoro 3abonesaHusi unu, Haoboport, Ha GoHe
AAPKO BbIPa>EHHbIX OCHOBHbLIX HEBPONOrNYeCKnX
anob MeHble obpallatoT Ha cebs BHUMaHKeE, 4TO
NpuBOAUT K no3aHer anarHoctuke HOHMIM. Makcu-
ManbHO BbiCOKas BbissBnsiemoctb M1, B ToM yncne
Ha CTaMu OCJIOXHEeHWI, HabnogaeTcs y nauneHToB
C «KJlaccmyeckomn» kapTuHow AMH, To ecTb npu coye-
TaHUW HEBPONOTMYECKOW CUMNTOMATUKMN U Haanoyey-
HWKOBOW HE[,0CTAaTOYHOCTU. B CBA3M C 3TUM NauneHTbl

JINTEPATYPA [REFERENCES]

c ANI/AMH gonxHbl 6bITb OCMOTPEHbI YPONOrOM.
Bpay-yponor, c 0O4HOW CTOPOHbI, MOXXeT MHULIMKPO-
BaTb MOWMCK OCHOBHOW HEBPOJIOrMYeCcKon NaTtonornm,
ecnn AMarHo3 He yCTaHOBJEH, C APYroi CTOPOHHbI,
OWarHocTupoBaTb accoummpoBaHHble ¢ AJ1I0/AMH
coctosiHus. Mpu Hanuuum xanob, xapakTepHbIX Ans
HOHMI, pekomMeHayeTcsa npoBeaeHne yponoruye-
ckoro obcnenoBaHusi. CBoeBpeMeHHas ANarHoCTMKa
n nevenne HOHMM y nauunexTos ¢ Al1I4/AMH nomo-
rYT CHU3UTb BEPOSITHOCTb PA3BUTUS OCIOXHEHUN
M, 3HAYMMO yXyALAKLWMNX KAaYeCTBO XMU3HU Y ITUX
naymeHToB. OgHaKko, NOMMMO CUMMMNTOMATUYECKOW
Tepanuu HOHMI, ons 4ocTuXeHus MakCMManbHOro
3¢pdekTa Heobxognumo npoBoaunTbL iedeHne AN/
AMH, 4TO CHM3UT BEPOATHOCTb NPOrpeccMpoBaHus
Kak accounmnpoBaHHbix ¢ AJ1II/AMH cocTosHuiA, Tak
n cobctBeHHo AJT/AMH.

®duHaHcMpoBaHue: ABTOpbI 3asBNSOT 06 OTCyT-
CTBUMN PUHAHCUPOBAHMS.

KoHdnukr nHrepecos: ABTOpbLI 3asBNSOT 06 OTCyT-
CTBUWN KOHONMKTA MHTEPECOB.

Bknap aBTtopoB: Bce aBTOpbl nogTtBeppatoT
COOTBETCTBME CBOEro aBTOPCTBA, COMTacHO MexAay-
HapoAHbIM KputepuaMm ICMJE (Bce aBTOpbl BHECIU
CyLeCcTBEeHHbIN BKNag B pa3paboTky KoHuenuuw,
npoBefeHvWe UcciefoBaHUS U MOATOTOBKY CTaTby,
npoynu n onobpunu puHanbHyO Bepcuio nepen
nybnukauwven).

1. Procko E, O’'Mara ML, Bennett WF, et al. The mechanism of ABC transporters: general lessons from struc-
tural and functional studies of an antigenic peptide transporter. FASEB J. 2009;23(5):1287-1302. DOI:

10.1096/j.08-121855.

2. Mallack EJ, Gao K, Engelen M, Kemp S. Structure and Function of the ABCD1 Variant Database: 20 Years,
940 Pathogenic Variants, and 3400 Cases of Adrenoleukodystrophy. Cells. 2022;11(2):283. DOI: 10.3390/

cells11020283.

3. Dong B, Lv W, Xu L, et al. Identification of Two Novel Mutations of ABCD1 Gene in Pedigrees with
X-Linked Adrenoleukodystrophy and Review of the Literature. Int J Endocrinol. 2022;2022:5479781. DOI:

10.1155/2022/5479781.

4. Zhul, Eichler F, Biffi A, et al. The Changing Face of Adrenoleukodystrophy. Endocr Rev. 2020;41(4):577-593.

DOI: 10.1210/endrev/bnaa013.

5. Chaudhry V, Moser HW, Cornblath DR. Nerve conduction studies in adrenomyeloneuropathy. ] Neurol
Neurosurg Psychiatry. 1996;61(2):181-185. DOI: 10.1136/jnnp.61.2.181.

www.jscientia.org



28

Juvenis scientia 2023 | Vol. 9| No. 5

10.

11.

12.

13.

14.

15.

16.

17.

18.

19.

20.

21.

22.

Oenos W.WN., ®apees B.B., MenbHuyeHko [.A. Hedocmamo4Hocmbe Haono4e4yHukos. M.: BYHML,
Pocanpaea, 2006. [Dedov Il, Fadeev VV, Melnichenko GA. Nedostatochnost’ nadpochechnikov (Adrenal
insufficiency). Moscow: VUNMC Rosszdrava, 2006. (in Russ)]. EDN: QLOGYX.

Turk BR, Theda C, Fatemi A, Moser AB. X-linked adrenoleukodystrophy: Pathology, pathophysiology, di-
agnostic testing, newborn screening and therapies. Int ] Dev Neurosci. 2020;80(1):52-72. DOI: 10.1002/
jdn.10003.

Gujral J, Sethuram S. An update on the diagnosis and treatment of adrenoleukodystrophy. Curr Opin
Endocrinol Diabetes Obes. 2023;30(1):44-51. DOI: 10.1097/MED.0000000000000782.

Engelen M, van Ballegoij WIC, Mallack EJ, et al. International Recommendations for the Diagnosis
and Management of Patients With Adrenoleukodystrophy: A Consensus-Based Approach. Neurology.
2022;99(21):940-951. DOI: 10.1212/WNL.0000000000201374.

Palau-Hernandez S, Rodriguez-Leyva |, Shiguetomi-Medina JM. Late onset adrenoleukodystrophy: A re-
view related clinical case report. eNeurologicalSci. 2019;14:62-67. DOI: 10.1016/j.ensci.2019.01.007.
Campopiano R, Femiano C, Chiaravalloti MA, et al. A Large Family with p.Arg554His Mutation in ABCD1:
Clinical Features and Genotype/Phenotype Correlation in Female Carriers. Genes (Basel). 2021;12(5):775.
DOI: 10.3390/genes12050775.

Libber SM, Migeon CJ, Brown FR 3rd, Moser HW. Adrenal and testicular function in 14 patients with adre-
noleukodystrophy or adrenomyeloneuropathy. Horm Res. 1986;24(1):1-8. DOI: 10.1159/000180533.
Kachwala |, Regelmann MO. Monitoring for and Management of Endocrine Dysfunction in
Adrenoleukodystrophy. Int ] Neonatal Screen. 2022;8(1):18. DOI: 10.3390/ijns8010018.

Engelen M, van Ballegoij WIC, Mallack EJ, et al. International Recommendations for the Diagnosis
and Management of Patients With Adrenoleukodystrophy: A Consensus-Based Approach. Neurology.
2022;99(21):940-951. DOI: 10.1212/WNL.0000000000201374.

HelipozeHHasi QucgyHKUUSI HUXHUX MoYeBbIBOOSWUx nymel: KnuHuyeckne pekomeHgaumn. 2020.
[Neurogenic dysfunction of the lower urinary tract: Clinical guidelines. 2020. (in Russ.)]. URL: https://
cr.minzdrav.gov.ru/recomend/588_2.

Obara K, Abe E, Shimozawa N, Toyoshima I. A case of female adrenoleukodystrophy carrier with insidious
neurogenic bladder. 1 Gen Fam Med. 2020;21(4):146-147. DOI: 10.1002/jgf2.314.

Hofereiter J, Smith MD, Seth J, et al. Bladder and Bowel Dysfunction Is Common in Both Men and Women
with Mutation of the ABCD1 Gene for X-Linked Adrenoleukodystrophy. JIMD Rep. 2015;22:77-83. DOI:
10.1007/8904_2015_414.

Obara K. Severe Pressure Ulcers in Two Patients With Adrenoleukodystrophy. Cureus. 2023;15(4):e37669.
DOI: 10.7759/cureus.37669.

Di Filippo M, Luchetti E, Prontera P, et al. Heterozygous X-linked adrenoleukodystrophy-associated my-
elopathy mimicking primary progressive multiple sclerosis. 1 Neurol. 2011;258(2):323-324. DOI: 10.1007/
s00415-010-5726-x.

Stradomska TJ, Kubalska J, Janas R, Tylki-Szymanska A. Reproductive function in men affected by X-linked
adrenoleukodystrophy/adrenomyeloneuropathy. Eur J Endocrinol. 2012;166(2):291-294. DOI: 10.1530/
EJE-11-049021.

Hein S, Schonfeld P, Kahlert S, Reiser G. Toxic effects of X-linked adrenoleukodystrophy-associated,
very long chain fatty acids on glial cells and neurons from rat hippocampus in culture. Hum Mol Genet.
2008;17(12):1750-1761. DOI: 10.1093/hmg/ddn066.

Kruska N, Schonfeld P, Pujol A, Reiser G. Astrocytes and mitochondria from adrenoleukodystrophy pro-
tein (ABCD1)-deficient mice reveal that the adrenoleukodystrophy-associated very long-chain fatty acids
target several cellular energy-dependent functions. Biochim Biophys Acta. 2015;1852(5):925-936. DOI:
10.1016/j.bbadis.2015.01.005.

www.jscientia.org



2023 | Tom 9 | N2 5

Juvenis scientia 29

KpynuH B.H., BenoBa A.H. HelipozeHHbIl MoyeBoll ny3bipb U paccesiHHbIl cknepo3 // CoBpeMeHHble Tex-
Honoruv B megmumnHe. 2011. Ne 4. C. 126-135. [Krupin VN, Belova AN. Neurogenic bladder and multiple

Cardenas D, Mayo M, King J. Urinary tract and bowel management in the rehabilitation setting.
Erickson RP. Autonomic hyperreflexia: pathophysiology and medical management. Arch Phys Med Rehabil.
Fowler C. Bladder dysfunction in multple sclerosis: causes and treatment. The International MS Journal

Tate DG, Wheeler T, Lane GlI, et al. Recommendations for evaluation of neurogenic bladder and bowel
dysfunction after spinal cord injury and/or disease. ] Spinal Cord Med. 2020;43(2):141-164. DOI:

Silveri M, De Gennaro M, Gatti C, et al. Voiding dysfunction in x-linked adrenoleukodystrophy: symptom score

Xyaskosa H.B., Muenun W.1O., WuwknH A.H. u ap. Yponozuyeckass namosnozausi y nayueHmMos co Spina
bifida: 0630p numepamypel. Juvenis Scientia. 2022. T. 8, Ne 5. C. 5-15. [Khudyakova NV, Pchelin
IY, Shishkin AN. et al. Urological Pathology in Patients with Spina Bifida: A Review. Juvenis Scientia.

Xyasikoea H.B., MuenuH U.HO., Kotpoea A.[l. u ap. HelipoeeHHas ducgyHKyusi MO4eB0o20 ny3bips npu Spina
bifida: onucaHue knuHuyeckoz2o cny4as u kpamkuii ob3op numepamype! // Hedponorus. 2022. T. 26,
Ne 4. C. 119-126. [Khudyakova NV, Pchelin 1Y, Kotrova AD. et al. Neurogenic Bladder Dysfunction in Spina
Bifida: A Case Report and a Brief Review of the Literature. Nephrologia. 2022;26(4):119-126. (in Russ)].

23.

sclerosis. Modern Technologies in Medicine. 2011;(4):126-135. (in Russ)]. EDN: OOPKIJR.
24.

In: R. Braddom (ed.). Physical medicine and rehabilitation. W.B. Saunders Company. 1996.
25.

1980;61(10):431-440.
26.

1995;1(3):99-107.
27.

10.1080/10790268.2019.1706033.
28.

and urodynamic findings. J Urol. 2004;171(6 Pt 2):2651-2653. DOI: 10.1097/01.ju.0000110885.26017.b0.
29.

2022;8(5):5-15. (in Russ)]. DOI: 10.32415/jscientia_2022_8_5_5-15. EDN: BXPXKD.
30.

DOI: 10.36485/1561-6274-2022-26-4-119-126. EDN: WISDGF.
31.

Stein R, Bogaert G, Dogan HS, et al. EAU/ESPU guidelines on the management of neurogenic bladder in
children and adolescent part | diagnostics and conservative treatment. Neurourol Urodyn. 2020;39(1):45-
57.DOI: 10.1002/nau.24211.

ABTOPbI [AUTHORS]

P} Xyosikosa Hamanbsi BanepbeBHa, KaHOWOAT Me-
OULMHCKMX HayK, OOLEHT, BbINONHAOWMIA neyebHyto
paboty, kadenpbl dakynbreTckoi Tepanun CaHKT-
MeTepbyprckoro rocynapcTBEHHOrO YHWBEPCUTETa;
ORCID: 0000-0003-0187-0457.

luwenun MWBaH (OpeeBuy, KaHOMAAT MeOULUUH-
CKMX HayK, [OOUEHT, BbINOAHAWMA nevyebHyo
paboty, kadpenpbl dakynstretckon Tepanuu CaHKT-
MeTepbyprckoro rocynapcTBEHHOrO YHWBEPCUTETa;
ORCID: 0000-0001-8529-3890.

LuwkuH AnekcaHop HukonaeBud, [OKTOP MeAULMH-
CKUX Hayk, npodeccop, 3aBegylowunin kabenpon
dakyneTetckon Tepanuu CaHkT-leTepbyprckoro ro-
cyoapcTBeHHoro yHueepcmteTa; ORCID: 0000-0001-
5111-2131.

P} Khudyakova Natalia Valerievna, Candidate
of Medical Sciences, Associate Professor at the
Department of Faculty Therapy, Saint Petersburg
State University; ORCID: 0000-0003-0187-0457.

Pchelin Ivan Yurevich, Candidate of Medical Sciences,
Associate Professor at the Department of Faculty
Therapy, Saint Petersburg State University; ORCID:
0000-0001-8529-3890.

Shishkin Alexander Nikolaevich, Doctor of Medical
Sciences, Professor, Head of the Department of
Faculty Therapy, Saint Petersburg State University;
ORCID: 0000-0001-5111-2131.

www.jscientia.org



30

Juvenis scientia

2023 | Vol. 9 | No. 5

Conosres Onez BanepbeBu4, acnvpaHT kadenpbl da-
Kynetetckoi Tepanun CaHkT-MNetepbyprckoro rocyaap-
cTBeHHoro yHueepcuteta; ORCID: 0000-0003-3356-
223X.

CmupHoB
MeOMULMHCKUX  Hayk,
TanbHOWM

Bukmop  BnadumupoBu4,  KaHOupat
poueHT kadeppsl
KYPCOM  3HAOKPWUHONOTNM
CaHkT-MeTepbyprckoro rocygapcTBeHHOro negwva-

rocnu-
Tepanmn C

TPUYECKOro MeaunumHckoro yHusepcuteta; ORCID:
0000-0002-0253-4132.

www.jscientia.org

Solovev Oleg Valerievich, Postgraduate Student,
Department of Faculty Therapy, Saint Petersburg
State University; ORCID: 0000-0003-3356-223X.

Smirnov Viktor Vladimirovich, Candidate of Medical
Sciences, Associate Professor of Department of
Hospital Therapy with the Course of Endocrinology,
Saint Petersburg State Pediatric Medical University;
ORCID: 0000-0002-0253-4132.

MocTtynuna B pegakumio: 05.09.2023
MpuHATa K neyatn: 04.10.2023
Ony6nukoBaHa: 30.10.2023



