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Pesiome

BonesHb ®abpy OTHOCUTCA K pefdKMM X-CLemnneHHbIM peLecCUBHbIM TM30COMasIbHbIM
6onesHAM HakonseHuA. [na gaHHoro 3aboneBaHWA xapakTepHa MyTauma B reHe GLA
(ranakTo3upasa anbda), YTO NPMBOAUT K YMEHBLUEHMWIO UAN OTCYTCTBUIO depMeHTa asb-
da-ranaktosngasbl M HAKOMIEHWIO INMKOCOUHIONMNULOB B Pa3fINYHbIX TKAHAX U OpraHax,
BKJ/0UAA MOYKY, cepaLe, LeHTPanbHY0 1 nepudpepryeckyto HepBHble cnctembl. bonesHb
®abpun oTHOCUTCA K MPOTPOMOOTUUECKUM COCTOAHMAM C MOPAXKEHNEM MENTKUX COCYyLO0B
HeaTepOCKNEPOTUYECKOrO FeHe3a U ABAAETCA OJHOW W3 NPUYUH Pa3BUTUA WHCYMbTa.
Boigensatot 2 ¢eHoTuna 6onesnm Oabpu: Knaccmyecknii U ¢ NO3QHUM Havanom. Yauwe
BCTpeyatoTca Knaccnyeckne dopmbl 6onesHn ®abpu. Kak npasuno, guarHocTmpyiot 60-
ne3sHb Qabpw Ha CTaauM NOPaXKeHNA 3HAUMMbIX OPraHOB, TAKMNX KaK cepALie, MOYKY, HEPB-
Hasa cuctema. JleueHune 6onesHn Qabpm BKNoUaeT B ceba GepmeHTO3aMeCTUTENbHYIO
Tepanuio (arancmpasa anbda u arancrgasa 6eta) U WanepoHHylo Tepanuio (Meranacrar).
Ha ctagnn KNMHWYECKMX NCMbITAaHMI HAaXOAATCA APYrMe METOAbI IeUEHUA, TaKMe KaK Cy6-
CTpaTHas Tepanus, Apyrue depmeHT3aMecTuTeNbHbIe CPeLCTBa, FreHHasA Tepanus.
KnioueBble cnoBa: 6one3Hb Mabpu, nmsocomanbHasa 6one3Hb HakonneHus, anbda-ra-
nakTo3uAaasa, rMKochUHronunuabl, bepmeHT3aMecTUTENbHAA Tepanud, LWanepoHHas
Tepanus
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Abstract

Fabry disease is a rare X-linked recessive lysosomal storage disease. This disease
is characterized by a mutation in the GLA (galactosidase alpha) gene, which leads
to a decrease or absence of the alpha-galactosidase enzyme and accumulation of
glycosphingolipids in various tissues and organs, including the kidneys, heart, central
and peripheral nervous system. Fabry disease refers to prothrombotic conditions of non-
atherosclerotic origin damaging small vessels, being one of the causes of stroke. There
are 2 phenotypes of Fabry disease: classic and late-onset. The classic forms of Fabry
disease are more common. As a rule, Fabry disease is diagnosed at the stage of damage
to significant organs, such as the heart, kidneys, and nervous system. Treatment of Fabry
disease includes enzyme replacement therapy (agalsidase alfa and agalsidase beta) and
chaperone therapy (megalastat). Other treatment methods, such as substrate therapy,
other enzyme replacement agents, and gene therapy, are in clinical trials.

Keywords: Fabry disease, lysosomal storage disease, alpha-galactosidase,
glycosphingolipids, enzyme replacement therapy, chaperone therapy

B BBEJEHWE

BbonesHb Gabpy OTHOCUTCA K peaKUM X-CLEeNNIEHHBIM PELECCUBHBIM JIN30COMANbHbIM
3aboneBaHuAM. [Ina faHHom 6onesHn xapakTepHO Hanuume MyTtaumu B reHe GLA, KoTo-
pbit KogupyeTt depmeHT anbda-ranaktosungasy. PepmeHT anbda-ranakrosrgasa B opra-
HU3Me NPYBOAMT K PaCLLENIEHNIO C/TOXKHBIX YTIEBOLOB Ha NPOCTble cocTasnsiowme. Mpu
CHUXeHUN nun gedurumnTe gaHHOro GpepmMeHTa NPONCXOANT HaKonneHne rMNKoCchuHronm-
nngoB, NPEVMYLLECTBEHHO FN0OOTprao3uILepaMmmaa 1 ero NpPon3BoOAHOro roboTpua-
03UNCHMHIO3UHA, B PA3NINYHBIX TKAHAX U XKMAKOCTAX OPraHmn3Ma, Yalle B MoUKax, cepaue,
LeHTpasibHON 1 Nepudepunyeckon HepBHbIX cuctemax [1,2,5,7,9, 11, 14, 16, 20].
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Bone3Hb ®abpu oTHOCKTCA K NPOTPOMOOTUYECKUM COCTOAHUAM C MOPaXXeHeM Men-
KNX COCY[0B HeaTepOCKNepoTMUEeCKOro reHesa. [103Tomy BaXHO NOMHUTL 0 6one3Hn Da-
6pu Kak NpryMHe pa3BUTUA OCTPbIX HaPYLIEHWNI MO3roBOro KpoBoobpalleHna y naumneH-
TOB MONOJOroO BO3pacTa.

PacnpoctpaHeHHocTb 60ne3Hn Qabpu (BP) BcTpeuaetca ot 1:17 000 go 1:117 000.
Knaccuueckne popmbl BO BcTpeuatotca y 1:22 000-1:40 000, a no3gHue dopmbl Npossie-
H¥A BO -y 1:1000-1:3000 My>kuunH 1 oT 1:6000 go 1:40 000 y xeHLUH. [pr 3TOM y My>KUMH
nposBieHNA faHHOro 3aboneBaHNa B CPaBHEHUN C »KeHLHamn 6onee Taxenble [1, 12].

B LIEJIb NCCNEOOBAHNA

MpoBecTn aHanu3 nUTepaTypbl 1 NPeACTaBUTb COOCTBEHHOE KNMHUYeCcKoe Habnoge-
Hve BO ¢ uenblo NoBbIWEHNA NHGOPMUPOBAHHOCTU Bpayeli-CNeLManmncToB o PeaKon,
TPYAHO ANArHOCTPYEMOW 1 KypabenbHOM NaTonormu.

B KNTACCMONKALNMA

Boigenstot 2 ¢eHotuna bO: Knaccmyecknin U HeKNaCcCUYECKUn (C NO3g4HMM Havanom).
Mpu Knaccmyeckom deHoTMNE OTMEYAETCA CHMPKEHME NN OTCYTCTBME akTUBHOCTU dep-
MeHTa anbda-ranakrosngasbl (GepmMeHT He BbIABMAETCA UAN COCTaBAAET MeHblue 1% oT
OXKMJaemMoro 3HaueHus). BcTpeyaeTca TONbKO Yy MyXKUMH, XapaKTepeH paHHWI febioT 3a-
6oneBaHVA 1 TAXKenoe TeyeHne. Y NauneHToB C NO3AHVMM HauyaloM OTMEYaEeTCA CHUXKEHME
aKTMBHOCTU pepMeHTa anbda-ranaktosngasbl (QKTMBHOCTb GpepmeHTa 6onee 1%). MNpu He-
Knaccuyeckoin ¢opme bO nepeble CcMMNTOMbI BO3HMKAIOT B MO34HEM BO3pacTe, NpoTeKa-
toT B 6onee nerkon ¢opme, nopakeHne orpaHNYeHO B OCHOBHOM TOSIbKO OAHUM OpPraHoM
N NpoABNSAETCA B BUAe NopaeHua cepaua. Heknaccnueckas ¢opma bO BcTpeyaeTcs Kak
Y My>KUMH, TaK 1y »eHLWwwH [2, 5, 10, 16].

B [N1ATOTEHE3

CHmXeHne nnn oTcyTCcTBME anbda-ranakrosngasbl NPUBOAUT K HAKOMIEHUIO TMNKO-
COUHroNMNMAoB B KNETKax opraHmama. [moboTtpuraosmnuepammg u rmobotpraosnncouH-
ro3uH caA3biBatoTcA ¢ toll-nogobHbIM pelenTopom 4, akTusupyioT B- n T-numdbouuTsl, uto
NPUBOANT K 06pa30BaHMI0 LUTOKNHOB, Pa3BUTUIO TMNEePKoarynsauumn n oKUCINTeNIbHOMY
CTpeccy, B AanbHelweM — K TATPOBaHWIO TUPO3UHa, nospexaeHuto IHK n anonto3y. Mmu-
KocduHronmnuabl Hanbonee YacTo HakamnIMBalTCA BO BHYTpeHHel 06010uKe 1 rmagKmx
MbILLILLAX MENKUX COCYAOB, KMleTKax 1 MOAoLMTaX NMoYeUHbIX KaHanbLieB, HeMPOHanbHbIX
KneTkax n kapguomuountax [1,7, 8,9, 141.

Y nauyueHToB, nmetoLmx 3-to0 1 4-10 rpynny KpoBu, OTMeYaeTcA JONOIHUTENbHOE Ha-
KonneHme rMmnkocGUHronnnmaos B MembpaHe 3puTPOLMTOB, MPY STOM MOTYT OTMeYaTbCA
6onee TAXesble NpoaABneHNA 3abonesaHnA [14].

B ocHoBe pa3BuTUA MHCyNbTa y NaumeHToB ¢ bO nexunTt HakonneHwe rnkochuHronu-
N1goB B MeNKNX cocyfax, AnchyHKUMA sHJoTenus, uepebpanbHaa runepnepdysus, agre-
311 MOHOLITOB 11 HEMTPOPUIOB K CTEHKAM 3HAOTENNA, obpasoBaHue Tpomb60B [21, 22].

B KJIIMHUKA
Y nauymeHToB C KNaccuyeckom BO cumnTombl 3aboneBaHuA npPoABNAKTCA C paHHEro
OeTCTBa B BuAae HEVIpOI'IaTI/I‘-IeCKOI'O 6oneBoro CMHOPOMa, NOoABNEHNA aHTMOKepPaTOM,
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NOMYTHEHMA POroBMLbl, TMNOrMAPO03a, KeNyAOYHO-KMLIEYHbIX NPoABAeHUn. B ctapwem

BO3pacTe NpuCcoeanHAIOTCA Nporpeccrpylolie novyeyHble (NPoTenHypus, XpoHnYeckas

6onesHb Noyek), cepaeuHo-cocyancTble (rmnepTpodryeckasn KapanoMmonaTms, HapyLue-

HUA PUTMA) 1 HEBPOSOrMYecKme HapyLweHUa (MHCYNbT, TPaH3MTOPHasA nwemMmnyeckas aTta-

Ka). ¥ naumeHToB c nosgHen dopmoin BO cumntombl 3aboneBaHna BO3HMKaOT Ha 6-8-M

LECATUNETUN XU3HW, Hanbonee YacTo BCTPEYaAETCA NOpPaXKeHNe cepaLa, KOTopoe MOXeT

6bITb B TAKenon popme. Y xeHwmH bO npotekaeT 6eccMMnToMHO MO0 C KNMHNYECKNMU

npoABneHnAMN Knaccnyeckom dopmbl O, yacto BCcTpeyatoTca nopaxeHusa rmas, y 6ec-

CUMMTOMHbIX MOXHO BCTPETUTb TONIbKO NOMYTHEHUeE porosuLbl. Y MyxxunH b® npoTtekaet

TAXenee No CPaBHEHWIO C KeHwuHamn [1, 2, 5,12, 14, 16].

Hanbonee uyacto BCTpeyawlwmecs KAMHUYECKne nposAsieHua npu 6onesHn Mabpu

(pnc. 1):

1. CeppgeuHble nposasneHus. K Hanbonee yacTbiM cepAeyYHO-COCYANCTbIM MPOABEHNAM
B® oTHOCAT KOHLEHTPMYECKYI0 rnnepTpoduio 1IeBOro xenygouka (BcTpeyaetca B 68%
C/lyyaeB), NPOrpeccupyoLLyio ANAcTONNYECKyo ANCPYHKLMNIO 1 HapyLLeHWe MPOBOAU-
MOCTU cepaua. Pexe BcTpeyaeTca nwemmyeckan 6onesHb cepaua [2, 3, 16]. U3 ocnox-
HeHWU HabnoJaTCA BHYTPUMUOKapAnanbHbii Grnbpos, HapyLeHUs NPoBOAMMOCTH,
TaKue Kak aputMmus, bpagmkapaus, aTproBeHTPUKYNAPHaA 61oKaaa, HagKenyaouKko-
BasA M XenygoukoBas Taxvkapaua, nbpunnauma npeacepania, a Takxke NOpPoKKU Kia-
NaHoB cepALua (4aCcTo MUTPanbHOro 1 aopTanbHoro) [4, 7,9, 14, 171.

2. TouyeyHble npoaBneHus. BctpeyatoTca Ha 2-M nnm 3-M AecATUNETUM XU3HWN. BKntovatoT
MUKpoanbbyMuHypuio (BcTpeuaetcsa B 45% cnyyaes) 1 npotenHypuio. Mpy nocnegyto-
wem nporpeccuposarnn bO nosenaetca ¢nbpos, cknepos, KaHanbLmeBaa atpodus,
nporpeccrpytoLlas noyeyHasa HegoCTaTouHOCTb [2-4, 14, 21].

3. Mepundepuueckan HepBHas cuctema. Hanbonee yacto BCTpeyaeTca HellponaTnyeckas
60nb (B 45% cnyyaeB) 1 akponapecTe3unu, pexe — HapyLleHWe TemnepaTypHoU (Tenno-
BOW) YyBCTBMTENIbHOCTM, CYAOPOrN B KOHEYHOCTAX, MOpPaXKeHNe CPefuHHOro HepBa.
HeponaTtnyeckan 605b 1 akponapecTesnm BCTPeUYaoTCA TONIbKO B AETCKOM BO3pacTe,
Ha No3gHux cTagmax bO BbiABNAIOT oHeMeHMe 1 rmnoanresuto [3]. Heponatnyeckan
60nb, nnn «kprsbl Pabpu», xapakTepu3syTca SNU304MUYECKON CUbHON, MyUNTENIbHOM
60nblo B BUAE MOKaNbliBaHUA, XKEHWUS,, OHEMEHUA B ANCTAlNIbHbIX OTAeNaX KOHEeYHOo-
cTei. AnnUTenbHOCTb KPU30B OT HECKONMbKUX MUHYT [0 HECKONbKUX AHen. [Mposouun-
pytoTcA Kpu3bl GU3NYECKNMU YPaKHEHNAMY, SMOLIMOHaNIbHbIM CTPECCOM, XONOA0M
WV XKapoW, NIMXOpagKon, ynotpebneHnem cnvpTHoro. Y nauneHTos c b® BcTpeyaeTca
TakXe XpoHuYecKas 60Mb C MOCTOAHHBIMK MAPECTE3NAMM, XKEHNEM B KOHEYHOCTAX
[8,16, 17,21, 25].

4. UeHTpanbHaa HepBHaA cucTema. Hambonee yacto BCTPEYaAOTCA UIEMUYECKUIA UH-
cynbT (B 34% cnyyaeB), TPaH3MTOPHasA MLLIEMUYECKan aTaka, fONMX03KTa3usa 6asun-
NAPHON apTepun, COCYANCTasa AEMEHLUA, pexe — BHYTPMMO3roBble U cybapaxHou-
[anbHble KPOBOM3NUAHNA, NabMpPUHTHbIE HapyLeHna [2-4, 10, 12, 16].

5. KoXHble nposABneHns. AHrMoKkepaToMbl — Hanbonee yactoe npoasneHve bO cpean
[AepMaTonornyecknx NposABeHnn, BCTpeyaloTca B 34% cnyyaes, OTHOCATCA K PaHHUM
cumnToMam 3aboneBaHus, BbIABNAIOT B OCHOBHOM Y ieTell U NogpoCTKOB. Pegko moryT
BCTpeyaTbca numdeaema, rpybbie yepTbl MLa. AHIMOKEPATOMbl — TOUEUHbIE KOXHble
06pa3oBaHNA OT TEMHO-KPaCHOro A0 CUHe-YepHOro LBeTa. PacnonaraloTca aHrMoke-
paTombl B 0611acTh NynkKa, CNWHbI, Naxa, MOMOBOro uneHa, MOLWOHKY, 6eaep, Aroguu,
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MOTYT PacnpoCTPaHATbCA Ha obnacTb Nnua, Hanbosee NNOTHbIE CKOMMEHUA — MeXAY
MYNKOM 1 KONeHAMU. XapaKTePHO NopakeHne CIM3NCTON 060N0UKM PTa, KOHbIOHKTU-
Bbl U APYruX cm3ncTbix. C BO3PacToM KONMYECTBO 1 pa3Mep aHrMoKepaToM yBenmun-
BalOTCA, YTO CBA3AHO C TAXKECTblo 3aboneBanHua [3, 4, 10, 14, 16].

6. OdTanbmonormyeckme NpossneHnsa. K xapakTepHbIM rnasHbiM cumntomam npu bO ot-
HOCATCA MyTOBYaTaa porosumua (BcTpevaetca B 70% cnyyaes) 1 3agHAA cybKancynsap-
HaA KaTapakTta. MyToBuaTaa porosuua npefcrtaBnaet cobom anddysHoe NoMyTHeHUE
cyb6anuTenvanbHoro cnoa porosuubl. MNpy KatapakTe y nauneHToB ¢ b® otmevatotca
N3MEeHEeHNA B XpYyCTaNMKe B BULE 3€PHUCTbIX NepefHMX KancynapHbIX Uy cybkancy-
NAPHbIX OTNOXeHun [3, 4, 14, 16, 171.

7. OTopuHonapwuHronoruyeckue nposasneHus. Motepsa cnyxa npu bO Bctpeyaetca B 19%
CJlyyaeB, MOTYT OTMeUaTbCA BECTUOYNAPHbIE HapyLLeHus, WyMm B ywax [3, 17, 21].

8. [Opyrue npossneHus 6onesHn Qabpu. K gpyrum nposasneHnam npm bO otHocAT cne-
Ayloume CMMITOMbI: 1) CO CTOPOHbI XKeNyAOYHO-KNLIEYHOrO TpaKTa: TOLWHOTY, PBOTY,
60nb B XMBOTe, B34y THe XKNBOTa, AMapeto, KNLLIEeYHY0 ManbabcopbLmio, onncaHbl ciy-
Yau axanasuv 1 MBepTUKYNe3a TOLLeN KULWKKY; 2) NeroyHble: XpPOHUYECKUIA BPOHXNT,
OAbILLKY, CBUCTALLEE AbIXaHNe; 3) OTEKM HMXKHMX KOHEYHOCTEN, BapMKO3HO paclunpeH-
Hble BEHbl, reMOppPOoW, Mpuanmsm; 4) octeoneHmo, aHeM1to, a300CNePMUIo, FTMNoTHpe-
03; 5) y pnetein n nogpocTKoB Ao 16 neT MoryT oTMeyatbca gedbopmauuna mexdanaH-
roBbIX CYCTaBOB MasibLeB PyK, AereHepaTUBHbIE N3MEHEHMWA CYCTaBOB, acenTUYeCcKun
HeKpo3 KoCTel, 3ameAasieHne pocTa Tena, 3afepKa NoNoBOro Co3peBaHuns, HapyLue-
Hue depTUNbHOCTU, UMMOTEHLMA, KUCTbl U NCEBAOKMCTbI FaMOpPOBON Nasyxu, Gr3un-
yecKoe UCToLLeHne, ycTanocTb [2, 3,9, 16, 171.

~ LleHTpanbHas HepBHaa cnuctema (34%)
OdTanbmonornyeckue npossneHus (70%)

“ OTopuHonapuHronornyeckme nposenexns (19%)

N CeppeyuHble nposasneHna (68%)
< KoxHble npossnexua (34%)

™~ MNMoueyHble NnpoasneHnsa (45%)

MNepudepunueckan HepBHasa cucteMa (45%)

Puc. 1. KnuHnyeckne nposasneHus npu 6onesxHun ®abpn
Fig. 1. Clinical manifestations of Fabry disease

«HeBponorua n Henpoxupyprua Boctounaa EBpona», 2024, Tom 14, N2 1 63

-



BonesHb Oabpu: 0630p NuTepaTypbl, CO6CTBEHHOE KNMHWYeCKoe HabniogeHne

B JNATHOCTUKA

3anogo3putb BO MOXHO NpY HaNMUMK CeayLWUX KIMHUYECKAX OCOBEHHOCTEN: aH-
rmokepatbl, 3NM30[bl BbipaXkeHHON HeliponaTuyeckor 6051 B KOHEYHOCTAX, MOMYTHEHUe
POroBULbI U XpyCTanrka, Heo6bACHNManA rMnepTPodUa NEBOro XKenyouKka U apuTMns,
WHCYNbT HEACHOW 3TMONOrK, 601b B XMBOTE, TOWHOTA U/UNW Anapesa HEU3BECTHOWN 3TUO-
Jlornu, NnoyeyHasi He[OCTaTOUHOCTb HEM3BECTHOM 3THoNornm [16].

K BblcokOMy pu1cKy BbisiBneHus bO cpean naumneHToB oTHOCAT: 1) runeptpoduyeckyto
KapAauomronaTuio unm runeptTpoduto NeBOro »enyaoyka HessicHol sTuonorum (bonblue
12 Mm); 2) TepMUHASbHYIO CTaf IO MOYEUYHOW HELOCTAaTOYHOCTU, COCTOAHMUE NOC/e TPaHC-
NnaHTaLMm NOYKN, HEOOBACHNMYIO NPOTEVHYPUIO UM MUKPOANbObyMUHYpPUIO; 3) UHCYNbT
HEeACHOW 3TMONOrMKN B Bo3pacTe oT 15 fo 55 net [24].

InarHoctuka b® BkniouyaeT B cebs »kanobbl NaumeHTa, aHaMHe3 3ab6osieBaHuUsA, Hacnen-
CTBEHHbI aHaMHe3, JlaHHble OCMOTPa, AaHHble TaboPATOPHbIX 06CIeA0BAHNI.

Mpu nogo3peHnn Ha nopaxeHue cepaua npu bO npoBogAT snekTpoKapaMorpammy
(BbIABNAIOT M3MeHeHNA cermeHTa ST, uHBepcuio 3ybua T, apuTMUK, YKOPOUYEHUe NHTep-
Bana PQ, nepvoauyeckrne HagKenyouKoBble TaxMKapamu, HapyLeHUs NpoBOLMMOCTU
aTPVOBEHTPUKYNIAPHOIO Y3/1a), XONTepPOBCKOE MOHUTOPUPOBaHME 3M1IeKTPOKapanorpam-
Mbl, YNIbTPa3BYKOBOE UCCNefoBaHNe cepaLa (4acTo BbIABNAT ANACTONNYECKY0 ANCOYHK-
UM N KOHLEHTPUYECKYIO rMnepTpoduio NeBOro xenypouka), MarHUTHO-Pe30HaHCHY
Tomorpaduio cepaua (NpPoBoaAT NaLMeHTam cTapLue 25 neT An Npu HaNNYUK rMNepTpPo-
bun neBoro xxenygouka Unm apuTMAn y naumeHToB B Bo3pacTe Ao 25 ner) [2, 16, 21].

Mpwr Nogo3peHnn Ha nopaxeHmne noyvek npu bO npoBogAT 06Kt aHanNn3 mouu, 6r1o-
XVIMUYECKUIA aHanm3 KpoBu (onpefensto MoYeBUHY, KpeaTUHWH, CKOPOCTb KiyboUKoBOW
bunbTpaumm, anbbymunH), Npy HeobXoAMMOCTM — YNbTPa3BYKOBOE UCCIefoBaHNe 1 Mar-
HUTHO-PE30HAHCHOE 1CCneaoBaHNe novek, broncuio [2].

Y nauneHToB C HEOOBACHUMBIM WUHCYNIBTOM WAW MPW MNOAO3PEHUN Ha MOpaKeHue
LEHTPaNbHOM HEPBHOW CUCTEMbl MPOBOAAT MarHUTHO-PE30HAHCHOEe WCCefoBaHne
rofIOBHOrO Mo3ra: MalMeHTam MYXCKOro nona ctapwle 20 neT 1 XeHWmHaMm cTaplue
30 nert, 3aTeM Kaxgble 3-5 net unm no KNUHMYeCcKUM rnokasaHmam. Ha MmarHMTHoO-pe3o-
HaHCHOW TomMorpadun rofIoBHOro Mo3ra BblsIBNIAIOT: TMNEPUHTEHCMBHOCTb 6ENO0ro Belle-
cTBa (Hambosnee yacTas HaxofKa), MHCYNbT (4acTO BbIABAAIT NlaKyHapHble o4yaru), aHo-
Manuu guameTpa BepTebpobas3nnsapHON cucTembl, NyNbBUHAPHbLIN cumnTom [2, 3, 8, 24].
MynbBUHaPHBIA CUMMATOM MpeAcTaBaseT cobo aTUMNYHYIO TMMEePUHTEHCUBHOCTb Tasa-
Myca Ha T1-B3BelLeHHbIX U306paxKeHUsX, 3aTparnBaeT MCKNIOUUTENBHO naTepasibHyio
YacTb Tanamyca C CMMMETPUYHON [BYCTOPOHHEN MMNePUHTEHCUBHOCTBIO Ha U306paxe-
Huax FLAIR [12].

MNMopakeHue nepudepunyeckon HePBHOM CUCTEMbBI MOXXHO ONPeAUTb NyTeM NPOBEPKU
NMOBEPXHOCTHOW 1 FNyOOKON YyBCTBUTENIbHOCTY, MO AaHHbIM 3NeKTpoHenpommorpadun,
a TakXXe C NOMOLLbIO 6UOMCMM KOXM /151 OLL€HKM MJIIOTHOCTY BHYTPUKOXKHbBIX HEPBHbIX BO-
JNIOKOH [3].

(DepMeHTaTUBHbIN aHaNM3 3aKNoYaeTcs B onpeaesnieHn akTMBHOCTU aNnbda-raiakTo-
3ugasbl A B nnasme, fenkouunTax, Kynbtusmpyembix Grbpobnactax Koxu, a Takxe B KneT-
Kax BOPCUH XOPUOHA 1 aMHNOTUYECKOWN KMAKOCTU B LiefIAX NPeHaTasbHON ANarHoCTUKN
3aboneBaHuA. Y naumeHToB C Knaccuyeckum deHotmnom bO akTMBHOCTL anbda-ranak-
TO31Aa3bl A He BbIABNAETCA WM COCTABNAET MeHee 1% OT CpefaHero 3HauyeHns HOpPMbI,
C NO3JHMM HayanoMm — BbISIB/IAETCA OCTAaTOYHAaA aKTUBHOCTb anbda-ranakrosmpasbl A
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6onee 1%. Y nayMeHTOK XeHCKOro nosa YacTo He yaaeTcs BblABUTb AedULUT aKTUBHOCTY
anbda-ranakTosugasnl A [1, 2]. Y naymeHToB ¢ Knaccnyeckum peHotunom bO ncnonbsytor
onpepeneHue rnoboTpro3nncGUHro3nHa Ana ycTaHoOBIIEHNA CKOPOCTH NPOrpeccupoBa-
HMA 3aboneBaHNA, MOHUTOPUHIa OTBETa Ha Tepanuio. Y Ny ¢ Knaccmyeckon popmorn 6O
YpOBeHb rnoboTpno3nncduHrodmHa obblYHO Bbllle, YeM y NaLMEHTOB C 6onee No3gHNM
Hayanom bO [2, 3, 5, 16, 20]. Y nayneHTOB C AnarHocTnpoBaHHo O npoBoAAT CKPUHWHT
BCEX UNEHOB CeMbM, BKNtouaa pepmeHTaTVBHbIV aHanm3 Ha AedbULNTHYI0 akTUBHOCTb allb-
da-ranakto3ugasbl A [1]. B Pecnybnuke benapycb depmeHTaTMBHbIVM aHanu3 anbda-ranak-
TO3uAa3bl A ABNAETCA YaCTblo NPOrpammbl GUOXMMMNYECKOW ANArHOCTUKU TM30COMHbIX
6onesHel HakonneHWs, BKYatolen onpegenerme 15 depmeHToB 0bmeHa cuHronm-
nnZoB, MUKONNMNUAOB N 3GUPOB XoecTeprHa, a Takxke 10 pepmeHTOB 0OMeHa rnrKosa-
MUWHOTINKaHOB.

AKTVMBHOCTM JNIM30COMHbIX GepMeHTOB onpeaenalTca ¢ GpniooporeHHbIMu cy6-
CTpaTamy C MOMOLLbIO pa3paboTaHHbIX B reHeTnyeckoln nabopatopun PHIIL «Matb n
OUTA» ynbTpamukpomoandukaumin dnyopecueHTHbIX TexHonorui. PepmeHTaTUBHble
peakunMm NpoxoaAaT HemocpeACTBEHHO B MUKPOMJaHLLIETax B NpefenbHO Manbix 06b-
emax (1-20 Mkn). AKTMBHOCTb NM30COMHON anbda-ranakro3raasbl onpepenserca c
4-meTnnymbennubepun-anbda-D-rniokonmpaHosngom npu pH 4.8 B NpUCyTCTBUN NHI -
6utopa N-auetun-anbda-D-ranakrozammHmgasbi.

[eHeTuyeckoe TeCTMpPOBaHWE WCMOMb3YIOT ANA BblABAEHUA MyTauuin B reHe GLA,
a TakXKe AnA AMarHOCTMKM Y NaLUEeHTOK »KeHCKOro nosa ¢ oTpuuaTtesibHbIMY pesynbTaTtamu
nccnepoBaHuA Ha anbda-ranakrosmaasy A [1, 3]. B Pecnybnuke benapycb monekynsapHo-
reHeTnyeckoe nccnegosaHue redHa GLA nposoagutca B PHIL, «MaTtb 1 gnta» meTogom Bbli-
COKONPOW3BOAUTENBHOIO CEKBEHNPOBAHUA HOBOIO NOKOJSIEHUA.

Broncuio Koxn nnm NoYKn NCNonb3yloT NPU HEJOCTYMHOCTU GepPMEHTHOrO UK reHe-
TUYECKOro aHanm3a, B AUarHOCTUYECKN CIOXKHbIX CyYasax Npy Hannumm NopakeHns no-
yek, cepaLa, FoNoBHOro Mo3ra HeAacHom aTnonoruu. MNpu 6roncun Noukn obHapyK1BatoT
KOHLIEHTpUYeCKre CJion BKIOUYEHNIA, Ha3biBaeMble MUENIOVAHbBIMI UM 3€6PpOBbIMM TeSb-
uamu [1].

B TEMYEHWE 3ABOJIEBAHNA

TeueHune 3aboneBaHnA BapuabenbHO, HO OBbIYHO MPOABAAETCA NOANYPUEN, NOSN-
OUNCUen, NpoTenHypuen, TepMUHanbHOM CTaguen 3aboneBaHuA MoOYeK, apUTMUAMM,
CcepAeyYHoO-CoCyanCTON HeAOCTaTOYHOCTbIO, APYrMMU HEBPOSIOMMYECKMMN NPOABNEHN-
AMU Ha 3-4-M pecATuneTnn XnsHu. MNMpexaeBpeMeHHas CMepTb BO3HMKAET OT cepaey-
HOW HeAOCTAaTOYHOCTU, 3HAUYMMbIX CEPAEUYHbIX apUTMUIA, MOYEYHON HEAOCTAaTOUYHOCTH,
nHcynbrta [1, 9].

m JIEMEHUE

CumnTomaTunyeckoe

Mpwn NopaxeHnn cepALla Ha3HavaloT aHTUAHTMHAMbHbIE Y aHTUTMMEPTEH3UBHbIE Npe-
napatbl, Takue Kak aHTaroHUCTbl KasbLMs, MHIMOUTOPbI aHMMOTEH3MHMNPEBPALLaoLWero
depmeHTa, 6NOKaTOPbI PELENTOPOB aHrMOTeH3MHa. Jlnuam ¢ cMMNTOMamu cepheyHo
UwemMnn peKoMeHAYeTCs WCNoNib3oBaHWe acnvpuHa. CnepyeT u3beraTb HasHauyeHus
b-6n0okaTopoB (MOryT ycunute 6pagnKapaunio, apuTMIIO, aTPUOBEHTPUKYIAPHYIO 610Ka-
AY) N amrnofapoHa (Bbi3bIBaeT CHUKEHME BHY TPUKIIETOUHBIX IN30COMAsTbHbIX GEPMEHTOB).
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Mpu HanNMUMK 3HaUNMbIX CEPAEYHbIX aPUTMUI MOXKET ObITb MCNONb30BaHa KapaNOCTIMY-
NAUMA 1 UMNNaHTauua KapgunosepTepa-gedunbpunnartopa. Mpu Hanuunm TepMrHanbHoOWM
cepaeYHoOn HefOCTaTOYHOCTLU — TPAHCMIaHTauma cepgua [1-3, 16].

Mpun Hannunn HedponaTUM Ha3HaYalT UHIMOUTOPBI aHMMOTEH3UHMNPEeBPaLLaoLWero
depmeHTa, 6510KaTOPbI PELIeNnTOPOB aHIMOTEH3MHA (YMEHbLUIAIOT SKCKpeuurto 6enka ¢ Mo-
YoW, KOHTPONUPYIOT apTepuanbHoe AasfieHue). Mpyn TepMUHANBbHON CTaguy NOYeYHOWN
HefoCTaTOYHOCTU UCMOSb3YIOT ANanv3 nmbo TpaHCMNAHTaLMI0 NOYKM C NOCeayoWwmm
NpoJomKeHnem neyeHna GpepmeHTo3aMecTUTENbHON Tepanueii [1, 3, 16, 191.

Mpu Hanuunm HenponaTuyecknx 6onen B NeYeHNn NCNosb3yoT KapbamasenuH, de-
HUTOWUH, rabaneHTVH, UHIMOUTOPbI OOPaTHOrO 3axBaTa CePOTOHWHa-HOpagpeHanuHa,
AyNoKceTuH. JTngokauH, KancanunHoBsble NAacTbipy AnA MECTHOTO MPUMEHEHUSA, TpamMa-
[0N OTHOCAT K NpenapaTtam 2- IMHWK; onnomnabl — K NpenapaTam 3-i TMHUN; MeTafoH,
NPOTUBOCYAOPOXHbIe NpenapaTtbl C MeHblueln 3GbeKTUBHOCTbIO (TaMOTPULXKIMH), 60Ty-
NIMHUYECKNIA TOKCUH — K NpenapaTam 4-i nuHun. ina KynuposaHna ocTporo 6051eBoro
CMHAPOMA NCMONb3YIOT HeCTepPOoUAHbIE MPOTMBOBOCNANUTENbHbIE NpenapaTbl UKW Onu-
onpabl. He pekomeHAyeTCA Ha3HauyeHne TPULNKINYECKNX aHTUAENPEeCCaHTOB B CBA3M C
NoOOUHbIM 1eICTBMEM Ha NPOBOAALLYI0 CMCTEMY cepALa, HecTepouaHble NPOTUBOBOC-
nanvTenbHble cpefcTBa crlefyeT NCNOoNb30BaTb C OCTOPOXHOCTbIO 13-3a HEGPOTOKCHY-
HocTw [3, 16,17, 19].

B cnyuae nwemmnyeckrx MHCYNbTOB Ha3HaYaloT aHTUTPOMOOTMYECKYIo Tepanuio, MMbo
aHTMarperaHTbl, NM60 aHTUKOArynAHTbl. ACMMPUH W/UAK KNOMMAOrPeN MOXHO NCNOJb30-
BaTb A4N1A NpodUNaKTMKM NHCynbTa [3, 16, 22].

MNpn HapyweHUAX MOTOPUKUN XeNTyAOUHO-KULIEYHOro TpaKTa MCMONb3yoT METOKII0-
npamug, ysennueHme notpebneHuns KnetyaTku, yactoe n gpobHoe nutaHue [3].

MNpu ocTpoin noTepe cnyxa Ha3HavatloT BazogunaTtatopbl U/unm ctepongbl. [pu XpoHu-
YecKoWn noTepe c/lyxa — YCTaHOBKA C/IYXOBbIX annapaTtoB WU KOXJIeapHbIX MMMIaHTaToB
[3,16,19].

[nAa neyeHna rnasHbIX NPOABAEHMI UCMOMb3YIOT NONAPMU3ALMOHHbIE OUYKN ANA KOP-
pPeKLnn HOUYHOrO 3peHus, B Cllyyae Ype3MepHOMN CyXOCTU FNa3 — UCKYCCTBEHHble Cne3bl
unn masn [3].

Mpu HanMuMK aHrMoKepaToMm, KOTOpble BbI3bIBaOT AUCKOMbOPT Y NaLMeHTa, B Kaue-
CTBE JleYyeHnA NCnosb3yloT NaseposedeHue [3].

Y naumeHToB C NumdeaemMon NPUMEHSIOT KOMMPECCUOHHBIN TPUKOTax [3].

Cneundunueckan Tepanus

DepmeHTO3amecTuTeNbHan Tepanua (O3T) HanpaBneHa Ha cTabunusauumio, ynydile-
HVe CMMNTOMOB UMW 3aAePXKKY 3aboseBaHus, MpefoTBpaLleHe NPOrpeccupyoLero no-
BpexaeHun opraHos. ®3T cnepyeT HauMHaTb Y BCeX NaumeHToB ¢ bO ¢ nossneHus paH-
HUX NMPW3HAKOB NOPakeHWs Nnoyek, cepala Uim rofIoBHOrO MO3ra. MeHWUHbI-HoCUTEeNN,
60MbHbIE MY>XUMHbI CO CHUPKEHHbIM YPOBHEM anbda-ranakrosngassl A Nnpu Hanuumm 3a-
60neBaHNIA MOYeK, cepALia UM HEBPOSIOrMUeCKX 3a60oeBaHNi Y NaUMeHTbl Ha ANINTeNb-
HOM Juanuse TakKe JOMKHbI nonyyatb O3T. [eTeit ¢ MyTauuaMmn cinegyet NeynTb cpasy
nocsie NoABMEHNA CUMNTOMOB. MasibuMKOB C Knaccuueckon popmoit bO cnegyet neunto
ye B Bo3pacTe 8-10 neT gaxe Npw OTCYTCTBUAM CUMIMTOMOB. Y MY>KUUH 1 KeHLWnH ¢ bO ¢
nosaHum Hayanom O3T HazHaualoT NPU HaNUUMKU NabopPaTOPHbIX, TMCTONOMMUYECKUX UK
BU3Yanun3npyoLMX NMPU3HAKOB MOPAXKEHUA NOoYeK, cepaua Uiy LeHTpasibHOM HEPBHOM
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CUCTEMbI, flaxe NpU OTCYTCTBUM TUNUYHBIX cumnTomoB QPabpu. B HacTosALlee Bpems rc-
nonb3ytoT B kKauectBe O3T 2 npenapata: arancugasa anbda (Replagal) n arancupasa 6eta
(Fabrazyme). Vicnonb3yloT gaHHble npenapaTbl ANA neYeHna B3pOCsiblX, MOAPOCTKOB U
feTel B Bo3pacTte 8 net u ctapwe [1-3, 5, 7, 17, 25]. Arancmpasa anbda npegcraBnset
coboi pekombUHaHTHYl0 dopMy uenoBeueckoro depmeHTa anbda-ranakrosmgasbl A.
BBogAaT paHHbIM Nnpenapat B fgo3e 0,2 mr/kr 1 pa3 B 2 Hegenw. [Npv BBegeHnmM arancugasbl
anbda oTMevaeTcA CHUXeHMe MUKOCOUHIoNMNMAOB B Nia3me, MoYe, perpecc rmneprpo-
duruyeckorn KapanoMmmonaTun, yMeHbLLIEHE OTIOXEHUA UX B Muokapge [3, 7, 13-15, 17,
18]. Arancupasa 6eTa npoayLmMpyeTca B KynbType KNeToK ANUYHMKa KATaCKOro XoMaAuKa.
BBoAAT AaHHbIN NpenapaT BHYTPMBEHHO B Ao3e 1 Mr/Kr maccol Tena B TeyeHne 180-mu-
HyTHOM nHY3MK Kaxable 2 Hepenw. Arancupasa 6eta NPMBOAMT K CYLLECTBEHHOMY CHU-
YKEHUIO OTNOXKEHWI MNKOCOMHIONNNNAOB B Niasme, TKaHAx [3, 7, 13-15, 17, 18]. laHHble
neKapcTBeHHble CPeAcTBa He 3aperncTprupoBaHbl B Pecnybnuke benapych.

OcHoBHble HegocTaTky O3T: yacTble BHYTpUBEHHbIE UHPY3UKN, 0Opa3oBaHMe HelTpa-
nusylowmnx aHTuTen. Arancrgasa anbda v arancugasa 6eta npeacTaBnAT cO60M KpynHble
MOJIEKY/bI, He MPOHKKaloLme Yepes remaTtosHuedanmuecknii bapbep [3].

LLlanepoHHas Tepanua. Muranactat (fanadong) onobpeH Ana neyeHma B3POCbIX Na-
uneHTOB B Bo3pacTe ot 18 net un ctapuwe B CLUA n KaHage, a Takxke Ana AnUTenbHOro ne-
YeHUA B3POCSIbIX U NOAPOCTKOB B Bo3pacTte oT 16 neT u cTaplue B EBponeickom cotose,
AnoHun, ABCTpanum n apyrnx cTpaHax. XMMmnyeckme wanepoHbl — Hebonblune MoneKybl,
ABNAOTCA 06pPaTUMbIM KOHKYPEHTHbIM UHIMOMTOPOM anbda-ranakro3maasbl A, obnerva-
0T CBOpauMBaHue, co3peBaHne, CBA3bIBaHME W TPAHCNOPTUPOBKY AeduumnTHbIX dep-
MeHTOB. [TpoHuKaloT yepes rematosHuedanuuecknii bapbep. Y naymeHToB muranacrat
ynydwan GyHKUMIO NoYek 1 cepaua, yBenmumBan akTMBHOCTb anbda-ranakrosungasbl A,
yMeHbLan HakomnsieHne rnmkochuHronunuaos. Muranactat cneflyeT NpUHMMaThb HaTo-
LakK, nepopa’sbHO, Yepes fieHb, B fo3e 123 Mr, Henb3a ynoTpebnaTh Ny B TeYeHUe Kak
MWUHMMYM 2 4acoB A0 U 2 YacoB NOC/e NpMema Mmuranactata. HasHavaloT fieyeHne mura-
nactatom naumeHTtam c b®, obycnoeneHHoN nogaaoWmMMmMca MyTauuamm (MyTaLmm, Ko-
Topble NPMBOAAT K 06pa3oBaHuio mognbuLmpoBaHHbIx dopm anbda-ranakrosngasbl A un
yBeIMYeHN0 aKTUBHOCTI anbda-ranakrosngasbl A 6onee uem B 1,2 pasa No cpaBHEHUIO
C MCXOAHbIM YPOBHeM), B Bo3pacTe OT 12 neT un ctapwe. Muranactat NpoTMBONOKasaH K
ncnonb3oBaHuio y nauneHTos ¢ bO ¢ HensneunmbiMm myTauuamm GLA. Muranacrtat He
peKkoMeHAyeTCA NPUMEHATb NaLmueHTaM C TAXeNoN NoYeYHON HeloCTaTOUHOCTbIO, bepe-
MEHHbIM 1 KOPMALLMM rpyAabio NaureHTKam. Hanbonee yactble No6oyHble ABNEHUA: yCTa-
NocTb, NapecTe3uns, ronoBHaa 6onb, Ha3oGapUHIUT, MHPEKLUN MOYEBLIBOAALLNX NyTEW,
TOLUHOTA, NXopagkKa, 60b B XMBOTe, 60Mb B CNUHE, Kallenb, fMapen U HOCOBOE KPOBOTe-
yeHwue [2, 3,5-7,13-15,17,18, 20, 21, 23].

Cyb6cTpaTHasa Tepanua. Haxogntca B dpase KNMHMYECKUX UCMbITaHWUIA. BKntoyaeT B cebs
2 npenapaTa: nyuepacrtaT 1 BeHrnycTart. [laHHaA TepanuAa HanpaefieHa Ha orpaHnyeHue
CUHTe3a cybcTpaTa, KOTOpbIA HakannnBaeTcA BCnefcTemne geduumTa anbda-ranakrosm-
pasbl A. JlyuepacTat ABnAeTcA MHIIMOMTOPOM MMIOKO3UILEPaMUACUHTA3bl, CHUXKAET HaKo-
nneHve rmukochunHronunmaos. MepopanbHaa gosa 1000 mr 2 pa3a B geHb. BeHrnycrart
ABNAETCA HU3KOMOJIEKYNIAPHBIM UHIMOUTOPOM FOKO3MLepaMUaCMHTasbl. HazHavatoT B
cyToyHom fo3se 15 mr nepopanbHo. [py ncnonb3oBaHWM BEHrycTaTa OTMEYanoch 3Ha-
ynTeNlbHOE YMeHbLUIEHNE OTSIOKEHNIN MMKOCPUHIONUNUAOB B SHAOTENNANBHBIX KNeTKaxX
KanunnAapos KoXWu, B nna3me, B moye [3,7,13-15,17,18].
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Opyrne depmeHTO3amecTUTENbHbIE METOADI fledeHUA. K HUM OTHOCAT neryHuran3su-
pasy anbda 1 mocc anbda-ranakrosngasy. B Hactoawee Bpema faHHble npenapatbl Ha-
XOAATCA Ha CTafiun KNMHUYECKNX NCCNefoBaHUN, MPUBOAAT K YMEHbLUEHMWIO HaKOMIeHNA
rno6oTtpuao3sunuepamuga. lNeryHnransngasa anbda npeacraBnsaeT cobom nernnmpoBaH-
Hyto dopmy anbda-ranakrosngasbl A, NPor3BOANMYIO B KYNbTypaxX pacTUTENbHbIX KIETOK.
Mocc anbda-ranakrosmgasa AnaeTcA peKoMOUHaHTHOW anbda-ranakro3ngason, npea-
CTaBnAeT coboli reHeTMYeCcKn MoandULMPOBaHHbI MOX. BBOAUTCA NyTem BHYTPUBEHHON
nHoy3un [3,7,13-15,17,18].

[eHHan TepanusA BKNOYaeT NPUMEHEHME BUPYCHbIX UAN HEBUPYCHbIX BEKTOPOB, Ha-
npaesieHa Ha Koppekuuio fdednunTa bepmeHTa 1 yMeHbLIEHEe HaKoneHNa rMnKochuH-
ronununaoB, Ha NpeoTBPaLLeHVe MOBPEXAEHUA OpraHoB y nauueHTos ¢ bO. icnonb3yioT:
NH}Y3UI0 ayTONOTMYHbIX FEMOMO3TUYECKNX CTBOJSIOBbIX KNETOK, CKOHCTPYMPOBAHHbIX 1A
aKcnpeccnn anbda-ranakrosngasbl A (NeHTUBUPYCHaA reHHasa Tepanwusa); peKoMOMHaHT-
Hble ajleHoaccoLMMpoBaHHble BUPYCHble BeKTopbl, Hecywne [HK, kogupytowyto anbda-
ranakrosuaasy A; BeKTOp Ha OCHOBe TBEPAbIX NMMNUAHbIX HaHoYacTuL, Hecywmnn HK, Ko-
avpytouyto anbda-ranakrosmaasy A. [MaBHbIM HeOCTaTKOM BUPYCHOrO BEKTOPa ABNAETCA
€ro MMMYHOTeHHOCTb, C/lyYaiiHan BCTaBKa B FreHOM X03AMHa, MyTareHHOCTb, HallennBaHue
Ha cobcTBeHHble opraHbl. HeBrpycHaa Tepanus BknovaeT MPHK-Tepanuto. Sk3oreHHasn
MPHK BBOAUTCA Uepes nunuaHble HaHoYacTULbl. HeBUPYCHble BeKTOPbI 06n1ajaloT MeHb-
LIeN TOKCUYHOCTBIO Y UMMYHOTEeHHOCTbIO [3, 4, 18]. [laHHble MeTofbl IeYeHNsA OTCYTCTBYIOT
B Pecnybnuke benapycsb.

B COBCTBEHHOE KIMMMHWNYECKOE HABJTKOAEHUE

MNauneHT M., 47 net, HaXo4WNCA Ha NeYyeHnn B HeBponornyeckom otaeneHnm PHIL He-
BpoOJiornv 1 Herpoxupyprun. MNpy NocTynneHnn npeabaBAAn xanobbl Ha 3NM304bl yya-
LeHHoro cepauebreHns, KoTopble BO3HUKaNM Ha GOHe Harpy3oK, CHUXKeHre Ciyxa, LWym
B yLIaX, yTOMIAEMOCTb.

AHamHe3 3aboneBaHua: B 10 net 6ecnokounu }ryume 6051 B KNCTAX, MKPOHOXHbIX
MblLILAX, cTonax Ha ¢poHe duranueckon Harpyskm (6er 500 m). B 21 rog oTmeuanca pe-
rpecc 6oneii. C 31 roga HabnogaeTca y Hepponora ¢ AMarHO30M «XPOHUYECKNN TlIoMe-
pynoHedput». C 39 net ctano nosbiwatbca AL C 43 net ctanu 6eCnoKonTb HapyLIeHnA
puTMa B BUAe Napokcnamos Gubpunnsaumm npeacepanin, nocne Yero cTan HabnoaaTbca
y Kapgwuonora.

CraumoHapHoe feyeHne B KapAMONorMyeckoM oTaeNneHnn ropofCcKoN KNMHNYECKON
60NbHULBI MO MECTY XUTenbcTBa B anpesne 2023 r., AnarHos: runeptpoduryeckan Kap-
AMoMMonaTna C AUHaMUYeCcKon obCTpyKUMeEN BbIHOCALLEro TPaKTa NeBOro »Kenyaou-
Ka. Onbpo3 aopTanbHOro KnanaHa, MUTPanbHOro KnanaHa. MapokcnsmanbHas ¢popma
dbnbpunnaunmn npeacepanin, Napokcnsm ¢brudbpunnaumn npeacepanin B anpene 2023 r.
(KynnpoBaH megmnkameHTO3HO amuogapoHom). Manaa aHoManma cepaua: MblleYHbIN
MOCTUK NepefHen Mex»kenyfoykoBon BeTBW, 1-1 AnaroHasbHOM BETBM, NPaBOW KO-
poHapHou apTepun. Pegkasa cynpaBeHTPUKYNAPHAA N Keny[ouKkoBaa SKCTPacucTonus
Mo JAHHbIM XOJITEPOBCKOro MOHUTOPUPOBAHMA 3NeKTpoKapanorpammbl 3a manm 2023 T.
CeppeyHasa HegoOCTaTOUYHOCTb 1-1 cTeneHun. Aucnmnunaemmna. XpoHUYECKIA rnomepyno-
HedpuT, cumnTomMaTnyeckas (HepporeHHas) apTepuanbHas rMNepTeH3na 2-1 CTeneHu,
puck 4. Kncrta nesor noykn. XpoHudeckasa 6one3Hb noyek 3a cT. JInnomaTtos nogxeny-
JOYHOW Xene3bl.

68 "Neurology and Neurosurgery Eastern Europe", 2024, volume 14, Ne 1



O630pbl M nekuMn .\ 3o

Reviews and Lectures —

-

CTaumoHapHoe fieyeHune B oTaeneHnn Hepponormm n remoamanmsa obnacTHom 6osnb-
HMLIbI MO MECTY »KUTeNbCTBa B UioHe 2023 r., anarHo3: 6onesHb Oabpuy c nopakeHnem no-
yek (Mo gaHHbIM Hedpoburoncum 3a noHb 2023 T.), XPOHNUYecKas 6one3Hb Novek 3a CT.
CumnToMaTmyeckan apTepuanbHaa rmnepTeH3nsa, COOTBETCTBYIOWAA SCCEHLNANbHOW M-
nepTeH3nn 3-i cteneHun, puck 4. Mimneptpoduryeckan KapanoMmonaTns ¢ AUHaMUYECKON
o6CTpyKUMeNn BbIHOCALLEro TpakTa NieBoro xenygouka. Pubpo3 aopTanbHOro Knanawa,
MUTpanbHOro KnanaHa. MapokcusmanbHas ¢opma dubpunnauumn npeacepanin. Manas
aHOManuA cepAua: MblleYHbI MOCTUK NepeaHen Mex>kenyqo4koBon BeTBu, 1-i gmaro-
HaflbHOW BEeTBU, MPaBOM KOPOHapHOM apTepun. Pegkana CynpaBeHTPUKYNAPHAA U »Keny-
[OYKOBasA SKCTPaACUCTONKA.

Buoncua nouek, nioHb 2023 r.: Mopdonornyeckan KapTrHa Npu CBETOBON MUKPOCKO-
NN C YY4ETOM KJTIMHNYECKUX JaHHbIX MOXEeT COOTBeTCTBOBaTb 60ne3Hn Gabpu. MPT rpya-
HOW MONOCTM C KOHTPACTHbIM ycuneHuem, anpenb 2023 r.. MP-npu3Haku runeptpodun
MUOKapAa NIeBOro »Kenyfouka, MexkenyfloukoBon neperopoaku, ¢énbpo3 muokapaa
neBoro »enygouka. MP-kapTuHa MOXeT COOTBETCTBOBaTb rmnepTpodryeckon Kapamno-
MuonaTuu.

Cypponor, nonb 2023 r.: 4BYCTOPOHHAA HENPOCEHCOPHAA TYroyxoCTb: cnpasa — 1-1 cTe-
neHw, cnesa — nerkon creneHun. CyobeKTUBHbBIN YLLIHOW LWYM.

CraumoHapHoe fieyeHne 1 ieyeHre B Kapanosiormyeckom oTaeneHnm ropoackon Knm-
HUYeCKon 60MbHNMLIbI MO MECTY XUTENbCTB B ceHTAGpe 2023 r., anarHo3: 6onesHb Gabpu
(c nopaxkeHnem nouek). XpoHndeckas 6onesHb noyek 3a ct. (CKO 53.1). CumntomaTtmye-
CKaA rmnepreH3mns, COOTBETCTBYIOLLAA SCCEHLNANbHON FTMNePTEeH3MW 2-1 CTEMEHN, PUCK 4.
lMnepTpodua mnokapaa NeBOro xenygouka ¢ AMHaMmyeckon o6CcTpyKLUmnen BbiBoasALLe-
ro TpakTa NeBoro »enygoyka. Manasa aHoManua cepaua: MbllleYHbI MOCTUK NepegHein
MeX>KeNnyaouKoBoOW BeTBM, 1-11 AnaroHanbHOWN BETBM, NPaBON KOPOHapHOM apTepuu. Ma-
pokcmamanbHaa dopma Gubpunnauum npeacepanii, napokcnsm I 3a ceHtabpb 2023 T,
KynupoBaH. CepaeyHaa HefoCTaTouYHOCTb 1-11 cTeneHwn.

Megaunko-reHeTYeCcKoe TeCTUPOBaHNE, CeHTAGPbL 2023 T.: BbIABEHO CHIPKEHNE aK-
TUBHOCTU anbda-ranakrosmgasol — 0,97 HMonb/4 Ha 1 Mr 6enka (Hopma 17-55). lnarHo3
BO® noagTBepkaeH npu uccnegoBaHun reHa GLA: B 4-5-M UHTpOHe reHa obHapy»eH
BapVaHT HYKNeoTUAHOW nocnefoBaTenbHOCTN €.639+5G>A B reMn3NroTHOM CoCTos-
HUW, ONMCaHHbIN B 6@3ax AaHHbIX Kak natoreHHbin (CS 1719639). B cyxom nATHe KpoBU
naumeHTa MeTogoM TaHAEMHOWN MacC-CNeKTPOMETPUM BbIABAEH NPOAYKT HaKonneHus
nn30rno6oTprnasuncuHrosvH B KOHLEHTPALUM, MHOFOKPATHO MPEBbILLAOLWENn HOp-
My, — 28,71 Hr/mn (Hopma 0,05-3,0). AHanu3 BbiNoONHeH B labopaTtopnn cenekTUBHOro
cKpuHuHra OrbHY «MepaunKo-reHeTMYeCcKuin LeHTp MMeHn akagemmka H.M. boukoBay,
MockBa.

CnupomeTtpus, ceHTAbpb 2023 r.: BeHTUNALMOHHaA GYHKUMA NErknx He HapylleHa.
dnekTpoHepomMmorpadus, ceHTabpb 2023 r.. NPM3HAKOB HapylleHMsA NPOBOANMOCTYU
Nno nccnefoBaHHbIM HEpPBaM He BblABMIEHO. DNeKTpoHenpomuorpadua, oktabpb 2023 T.:
NPW3HaKN 04aroBon AeMUENMHN3NPYIOLWEN HENPONATUN CEHCOMOTOPHbIX BONIOKOH Cpe-
OVHHOrO HEpPBa Ha YPOBHE KapnasibHOro KaHana ¢ 2 CTOpOoH, 6ornee Bbipa)eH C NpaBoi
CTOPOHBbI. MarHNTHO-pe3oHaHCHasA ToMorpadus ronoBHOro mMo3ra, okTabpb 2023 r.: yya-
CTOK IM03a Ha rpaHuLe C TEMEHHO-BMCOUYHOW aosel neBon remuncdepnbl, BepoATHee, No-
CneCTBUA NepeHeCceHHOro 0CTPOro HapyLeHNa MO3roBoro KpoBooobpaLleHrs No reMop-
parnyeckomy Tumny.
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Puc. 2. PogocnoBHas naymeHta M.: } - obnapatennb nsyyaemoro npusHaka; * ncciepoBaHmne
AOKYMEHTanbHO NOATBEPXKAEHO; 82y - BO3pacT cmepTn

Fig. 2. Patient M. genealogy: )’— owner of the trait being studied; * the study is documented;
82y - age of death

CemelHbIi aHaMHe3: CO CJIOB MauueHTa, oTel ymep B 58 neT oT aHeBpM3Mbl aopTbl,
1-in 6paT oTua ymep B 30 neT oT nHbapKTa MMoKapAa, 2-i 6paT oTua ymep B 60 net ot
WHCYNbTa, MHbapKTa M1oKapaa, 3-i 6paT oTua ymep B 42 roga oT nHdapKTa Muokapaa,
4-11 6pat oTLa ymep B 82 rofla OT HeCYaCTHOTO Cllyyas, MaTb ymepna B 61 rog oT oHKonaTo-
norvun. Y pogHon gouyepun oTMeyaeTca He3HauNTeNbHOE CHUXKEHME 3HaUeHUI aKTUBHOCTM
anbda-ranakrosngasbl (puc. 2).

HeBponornyeckunin ctatyc: CO3HaHUe ACHOe, OPUEHTUPOBaAH BepHO. YepenHbie He-
PBbI: 3payky PaBHOBENUKU, peaKkLUA 3paykoB Ha CBET NpsAMasa U obpaTHas COXpaHeHa,
LBVXEHUA TNa3HbiX AGNOK B NMONHOM obbeme, HUCTarmMa WU AUNAONUN HET, NNUO CUM-
METPUYHO, A3bIK NOo cpefHen nnHUU. Crna MMMMYECKOW MYCKynaTypbl OOCTaTOYHas.
PednekcoB opanbHoro aBToMaTrama HeT. Cna B BEPXHUX KOHEYHOCTAX 5 6annoB, B HUX-
HUX KOHEYHOCTAX 5 6annoB. MbileYHbI TOHYC He M3MeHeH. HapylueHuin yyBCTBUTENb-
HOCTU He BblsiBNeHO. MMybokne pednekcbl paBHOBENVKME: C BEPXHUX Y HYUMHUX KOHEYHO-
CTel — cpefiHen XMBOCTU, MOAOLLIBEHHBIN pednekc cnpasa ocnabneH. MNanbueHocoByto 1
KOJIEHHO-NATOYHYIO NPo6y BbINONHAET yaoBneTBOpUTENbHO. B no3e Pombepra yctoiums.
Pednekc Pocconnmo nonoxutenbHbl cnpasa. MeHUHreanbHbIX 3HaKoB HeT. [loxoaka He
N3MeHeHa.

O6cnenoBaHuA: 3puUTeNibHble Bbi3BaHHbIE MOTeHLManbl, aekabpb 2023 r.: Bpems npo-
BeJeHUA B 3pUTESIbHYI0 KOPY — Ha BepXHel rpaHuLe BO3pacTHOM HOPMbI.

AKyCTUuyecKkre CTBONOBbIE BbI3BaHHble MOTeHLManbl, Aekabpb 2023 r.: nerkue npusHa-
K1 3aMelneHna npoBefeHna Ha Medynno-noHTUHHOM YPOBHE CripaBa.

MarHuTHo-pe3oHaHCHaA ToMorpadus rofoBHOro Mosra, Aekabpb 2023 r.. B neBoW
TEMEHHOIM 06NacTn 30Ha runepuHTeHcMBHoro Ha T2BU, FLAIR MP-curHana pasmepom
11X9 MM C BK/lOUEHMAMN Jeno remocuaepurHa (BepoaTHee, NOCTULWEMUYECKNE N3MeHe-
HUA). 3aKNoYeHre: KapTUHa pe3nayanbHbiX (BepoATHee, NOCTULLEMUYECKUX) N3MEHEHNIA
B NeBOM 60JIbLLIOM MONYLIAPWM FOSIOBHOIO Mo3ra (puc. 3, 4).

OdTanbmonor, gekabpb 2023 r.: MyToBYaTasA porosua oboux rnas. AHrmonaTusa cet-
yaTku obomx rnas. Mronus cnaboli cteneHn obomx rnas.

dnekTpoKapanorpamma, fekabpb 2023 r.: putM CUHYCOBbIW, perynapHbii. YCC 51 B
MUH. TOpU3oHTanbHOE NOJIOXKEHNE IMEKTPUYECKON ocn cepaua. YMepeHHasa CMHycoBas
6pagvkapausa. MNpusHakn runeptTpodun neBoro Npeacepans 1 xenyfouka c cmctonmye-
CKOW neperpy3sKkoi. BoicokoamnnutyaHble 3y6uLpl T B FpYAHbIX OTBEEHUAX.
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Puc. 3. MPT ronoBHoro mosra B T2-pexume,
aKcmanbHbIN cpes, CTPENIKON NoKa3aHa 30Ha
rMNEepNHTEHCUBHOIO CUrHaNa B N1IeBOl TEMEHHOI
obnactun

Fig. 3. MRI of the brain in T2 mode, axial section,
the arrow shows a hyperintense signal zone

Puc. 4. MPT ronoBHoro mosra B pexume SWAN,
aKcmanbHbI cpes, CTPEIKON NoKas3aHo Aeno
remocuaepvHa B fieBoii TeMeHHol obnacTu
Fig. 4. MRI of the brain in SWAN mode, axial
section, the arrow shows the hemosiderin
deposition in the left parietal region

in the left parietal region

YnbTpa3BykoBoe MccnefoBaHne opraHoB OpHOWHONM NonocTn, aekabpb 2023 r.: and-
by3Hble M3MeHEHMA NapeHXMbl NeYeHy, NOAKeNy[oYHON xene3bl. Knucta neBoi NoyKm.
MonoXuTenbHbIN CUMATOM NEPUMEAYNIAAPHOTO KOMNbLa 06enx noyek.

YnbTpa3BykoBoe nccnefoBaHue 6paxmouedanbHbix cocynos, aekabpb 2023 r.: ge-
¢dopmaumsa npaBoi NO3BOHOYHONM apTepun B cermeHTe V2 6e3 remognHaMMUyeCcKnx Ha-
pyLUeHn.

O6wunin aHanm3 KpoBwu: ienkouunTbl 6,25x10°/n, aputpounTsl 5,51x10'%/n, remornobuH
160 r/n, TpombounTbl 258%10°%/ 1, CO3 13 MMm/u.

O6wwnin aHanM3 MoUU: CONOMEHHO-XenTas, cnabo myTHasa, 6enok 0,29, snutenui
nAockun 2-3 B none 3peHus, sputpountbl 8—10 B None 3peHunsa, nenkountbl 3-5 B none
3peHus.

Broxmmuuecknii aHanms Kposu: 06Wwmin Gunupy6mH 9,2 MKkMonb/n, npAmon 6unnpyomH
1,8 MKMONb/N, MoyeBMHa 8,8 MMonb/N, KpeaTuHH 167 MKMonb/n, rnoko3a 5,31 mmonb/n,
obwwin 6enok 69 r/n, anbbymuH 42,4 r/n, xonectepuH 5,46 MMob/n, NANOMNPOTEUHbI Bbl-
COKow naoTHocTn 1,85 MMonb/n, NMNONPOTENHbI HA3KOW NAOTHOCTK 3,17 mmonb/n, Tpu-
rnuuepuabl 1,38 mmonb/n, acnaptatamuHoTpaHcdepasa 29,3 Ea/n, anaHMHaMMHOTpaHC-
depasza 22,5 Ea/n, KpeaTuHKMHaza (obwas) 137,4 Ea/n, KpeaTuHkmMHaza MB 10,4 En/n,
nakTatgerngporeHasa 223,7 Ea/n, ramma-rniotammntpaHcnentmugasa 50 Ea/n, wenoyHas
docdaTtaza 59,9 Eg/n, moueBas Kucnota 517,5 MKMonb/n, TpaHcheppuH 2,57 /1, Kanbuuin
o6wmn 2,53 mmonb/n, marHun 0,8 mmonb/n, docdop 1,11 mmonb/n, C-peakTUBHbLIN 6enoK
0,1 mr/n, antuctpentonusnH 108,3 ME/mn, peBmatonaHbiii daktop 10 ME/mn, HaTpuin
147 mmonb/n, Kanui 5,2 MMonb/n, MarHUM NOHU3NPOBaHHbIN 0,56 MMONb/N, KanbLui NO-
HW3MPOBaHHbIN 1,41 Mmonb/n.
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KnnHunuecknin gnarHo3s: 6onesHb ®abpu, X-cLenneHHbI TMN HacnefoBaHMA (CeHTAGPb
2023 r.: BbIABNEHO CHUXKEHWE aKTUBHOCTY aNbda-ranakrosngasbl) ¢ MUANrMYyeckMmm na-
POKCM3MaMU 1 HelponaTniecknm 60neBbiIM CMHAPOMOM B aHaMHe3e.

ConyTCTBYIOLWMIA AMarHo3: XpoHnyeckaa 6onesHb noyek 36 cTagmm (CKOpoCTb Kiy-
60ukoBol punbTpaumm 41 ma/muH). CiMnToMaTUYeCKaa apTepuanbHaa rmnepTeH3us, co-
OTBETCTBYIOLLAA 3CCEHLMNANBbHONW runepTeH3nm 2-n cteneHu, puck 4. lmneptpoduryeckas
Kapauomronatua ¢ AMHaMmnyeckor o6CTpyKLUMen BbIHOCALLEro TpaKTa JIEBOrO Xenyaou-
Ka. Manasa aHomManua ceppua: MblilleYHbIi MOCTVK NepefHen MeXKenyLoUuKoBOW BETBU,
1- guaroHanbHOW BETBU, MPaBOW KOPOHapHoO apTepuun. MNapokcmamanoHaa popma pu-
6punnauumn npeacepanii, NapokcrMsm ¢pndprnnnaumMm npeacepaunn B ceHtabpe 2023 r., Ky-
NMpoBaH MefnKameHTo3Ho. CepaeyHana HefJOCTaTOYHOCTb 1-1 cTeneHu. [1ByCTOPOHHAA
HeNpoCeHCOpHasa TYroyxocTb: cnpaBa 1-i cTeneHu, cfieBa nerkon creneHn. MytoBuaTan
porosuua o6oux rnas. AHrMonaTnA ceTyaTkm oboux rnas. Mmonus cnabow cteneHn obomx
rnas.

MNonyuaemoe neueHue: pmBapokcabaH 20 Mr/cyT, 61conponon, 3KkBaTop, MUIAPOHaT.

B 3AKJ/TIOYEHWE

B COBPEMEHHOIZ KIMMHNYECKoMn NpPaKTnKe anarHo3 BO YyCTaHaBNMBaeTCA, KOrga nponso-
LLJ1O MoBpeXxXaeHre OpraHoB, YTO NPUBOAUT K NO3QHEMY Hayaly Tepannu, OI'paHVI‘-lEHHOI7I
noJib3e OT JIeYeHUA. CBOEBpeMeHHO HayaToe JleueHne no3BonseT nsbexaTb nopaxxeHna
OpraHos, 0CO6eHHO cepaua, no4vek, roJJoBHOro Mo3ra v yBeJInunTb NpoAOJIXKNTENIbHOCTb
MU3HWN.

B HacToAwee BpemMA B Mmpe ana nevyeHna BO ncnonb3yroT ¢epMEHT3aMeCTI/IT6ﬂbHyIO
Tepanuio, npeacTtaBleHHYO arancupgasomn anbcba N arancmgasomn 6eTa, 1 LwanepoHHHYI0
Tepanuio, NpeaCcTaB/IEHHYIO MUTa1aCTaTOM. O3Twm LanepoHHadA Tepanna ABNAKTCA AOPO-
roCToAWNMN N TPYAHOLOCTYNMHbIMN METO4AaMIU NNEeYEHUA.

nepCI'IeKTI/IBHbIMI/I mMeTogamMmun neyeHuA BO asnsatoTca apyrmne ¢epMEHT3aMeCTI/ITEHb-
Hbl€ NpenapaTtbl, Takne Kak neryHuransngasa anbcba n Mocc anb¢a-ranaKTo3|/|,qa3a. D,py-
rne HoBble MeTO bl ie4YeHUA BKJTIOYaloT CY6CTpaTHYIO (nyu,epaCTaT n BEHFH)/CTaT) N T€HHYI0
Tepanuio.
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