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GonesHb ®abpu — TsKen0e nporpeccupyrollee HacieicTBeHHoe 3a601eBaHNe, KOTOPOE OTHOCUTCS K JIM30COMHbIM 60/1€3-
HAM HaKOMIEHUS U SIBASIETCA OAHON U3 OpM COUHronnnmnao308. bonesHb Pabpu YacTo Ae6OTUPYET B AETCKOM M M04-
POCTKOBOM BO3pacTe, XOTs MOJIHas KIMHUYECKas KapTuHa MaHn®ECTUPYET ¥y B3POC/bIX NaLMeHTOB. PaHHSs AMarHoCTUKa
3T0ro 3abos1eBaHNs BO MHOIMMX C/ly4asix BECbMa C/0XHa M3-3a MOMMOPGOHON KIMHUYECKON KapTUHbI, HECMELNOUYHOCTH
MHOMMX Ha4a/lbHbIX CUMITOMOB M MaJslol OCBEAOMIEHHOCTU MEAMLIMHCKMX paboTHUKOB 0 AaHHoW npobsieme. [auneHTam
¢ 60n1e3HbI0 Pabpu NPOBOAAT CELMPUIECKYIO NAaTOreHETUYECKYIO PepMEHTO3aMECTHUTEIbHYIO Tepanuio. [1py cBoeBpeEMEH-
HOV MoCcTaHOBKe AnarHo3a n 6bICTPOM Hadasie 1e4eHMs 3TO M03BOJISIET MOBbLICUTL KaK MPOAOIIKNTE/IbHOCTb, TaK M Ka4eCTBO
U3HU GOJIbHbIX.
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AKTYAJIbHOCTb NPOBJIEMbI

B cTaTbe npoaHanuM3vpoBaHbl [JaHHble 3apyGerHbIX
ny6anMKaLMin NocnefHUx neT, MOCBALWEHHbIX 6G0/e3HM
dabpu M 0COBEHHOCTAM ee TeYeH s B IETCKOM Bo3pacTe.
MHTepec K yKa3aHHOM NaTonoruu B rnocniefHue aecatune-
TUA BO3POC B CBA3M C NOABIEHUEM HOBbIX JaHHbIX 06 0CO-
GEHHOCTAX €€ KIIMHMYECKON KapTUHbl U BO3MOMHOCTAX
NOB/WUATb Ha TEYEHME U NPOrHO3.

MHorve rogbl ¢ 6one3Hblo Pabpu 6GbiIN cBA3aAH pPAn
3a61yKAEHUIN, ONPOBEPTHYTLIX B HacToslwee Bpems. Tak, K
npumMepy, elie HeaaBHO CYMTaNoCh, 4To 601e3Hb Pabpn —
3T0 3aboneBaHue, AebloTupylollee Ha 2—3-M [OecaTu-
NETUN XKM3HW. B HacTosiwee BpeMs yCTaHOBNEHO, 4YTO
KNMHUYECKME MPU3HAKM 6ONE3HU MOryT BO3HMKATb YXKe
B MepPBbI€ rofbl }XKM3HW, a HAKOMNJEHNE B KNETKax OpraHms-
Ma NaToforM4yecKoro cybeTparta HauyMHaeTcs elle BO BHY-

L.M. Kuzenkova?l’ 2, L.S. Namazova-Baranova®’ 2 3, T.V. Podkletnova?l, A.K. Gevorkyan?, N.D. Vashakmadze?,

K.V. Savostyanov?!, V.M. Studenikin®' 2, S.A. Pushkov!

1 scientific Centre of Children Health, Moscow, Russian Federation
2| M. Sechenov First Moscow State Medical University, Russian Federation
= Pirogov Russian National Research Medical University, Moscow, Russian Federation

Fabry Disease: Symptoms in Children and Teenagers

Fabry disease is a serious degenerative hereditary disorder, which is referred to as a lysosomal storage disease and is a form of
sphingolipidosis. Fabry disease often starts in childhood and adolescence, although the complete clinical manifestation occurs in
adulthood. Early diagnostic is often difficult due to polymorphic clinical picture, untypical initial symptoms and doctors’ low level of
awareness. Fabry disease patients should undergo a special kind of pathogenetic enzyme replacement therapy. Timely diagnosis and
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HenpepbiBHOE nNpodeccuoHanbHoe oGpa3oBaHue

TpuyTpo6HOM nepuoge [1]. 1o nocnegHero BpeMeHu TaKkKe
nonaranun, 4To OCHOBHbIM Mpu3HakoMm 6onesHn dabpwu
ABASETCA MY/I1bTUCUCTEMHOCTb Nopa)keHusa. Cenyac noka-
3aHOo, 4YTo 3abofieBaHWEe MOXET MPOTeKaTb KaK C nopa-
EHWEM HECKONIbKMUX, TaK W oAHOM U3NONOrnyecKom
CUCTEMbI (CepaeyHOo-CcoCcyaMCcTon, MOYEBbLIAENUTENbHOMN,
HepBHOW) [2]. Jonroe Bpems nonaranu, 4To M3-3a peLec-
CUBHOro X-cUenneHHoro HacnegoBaHWa OOMbLIMHCTBO
nauueHToB, cTpajalouwunx 6onesHbio Pabpu, 3TO NuUua
MYXCKOIO Mona, a KAMHUYECKUE MPOSBAEHUS Y MKEHLUMH
M OeBOYEK MO0 MUHUMaNbHbI, TM60 OTCYTCTBYIOT. 3aTeM
OblI0 JOKa3aHO, 4YTO KAMHUYECKas KapTUMHA Y XEHLMH,
cTpajatowmx 3TOM naToslorMer, MOXKET ObiTb TaKOW e
SAPKOMN, KaK M Yy MyX4MH. HakoHel, xoTa 60ne3Hb Pabpu
OTHOCHIT K PEAKUM reHeTU4EeCKMM 3a60/1IeBaHNSAM, MOCKOSIb-
Ky YacToTa ee BCTpe4YaemMoCTH, Mo AaHHbIM paHee npose-
[EHHbIX B Pa3fIMyHbIX CTpaHax uccnefoBaHui, konebnetcs
07 1:117 000 po 1:476 000 »K1BbIX HOBOPOXKAEHHbIX [3, 4],
peaynbTaThbl BbIMOAHEHHOrO B UTanMm MaccoBOro CKPpMHUH-
ra nokasasnu, 4To 4yacToTa BCTpe4yaeMocTu 3aboneBaHus
HamHoro Bbllwe 1 coctaBngeT 1:3100 [5]. MpHUYMHBbI HU3KOM
BblABNeMOCTH 6051e3Hn Pabpu, BEPOATHO, KPOIOTCH B ee
NONMMMOPPHON KIMHUYECKOW KapTuHe, Hecneuudpu4HoCcTH
MHOIMX PaHHUX CUMMTOMOB 60M€3HU (MUKPOMPOTEUHY-
pus; 601b B KOHEYHOCTSIX, XMBOTE, apuUTMUs) U Manowu
0CBEOM/IEHHOCTU MEeAULMHCKMUX pabOoTHMKOB 06 3TOM
npoébneme.

C 2001 r. B MeAMUMHCKOW MNpaKTUKe Ans nevyeHus
6one3Hn ®abpu Mcnonb3yloT crneundudeckyto GepmeHTo-
3aMecTUTENbHY Tepanuio. CuuTtaeTcs, 4To ee abdEKTUB-
HOCTb BblLL€e NPV paHHEeN NOCTaHOBKE AMarHo3a n cBoeBpe-
MEHHOM Hayvasne nevyeHus.

Llenblo HacTosiwero o63opa nutepaTypbl 6bI10 CTPEM-
fleHne npuBaeYb BHUMaHuWe K 60n1e3Hn ®abpu, NOBbLICUTb
MHPOPMUPOBAHHOCTb Bpayer BCEX NeamaTpuyecKux cne-
LManbHOCTEN U YBENMYMTb MX HACTOPOMKEHHOCTb B OTHO-
lWeHnn aToro 3abosieBaHus. 3TO MOMOXET B MNOCTaHOBKEe
[MarHo3a Ha paHHeM 3Tane pa3BuTUs 3abosieBaHuKs, Koraa
natoreHeTM4yeckas Tepanusa Haubonee adpdeKTUBHa, 4TO
[acT BO3MOXHOCTb NOBbICUTb MPOAOIKUTENBHOCTb U Kaye-
CTBO *XW3HW GOJIbHbIX.

XAPAKTEPUCTUKA NMOHATUA U TEPMUHOJIOTUA

Bone3Hb ®abpu (Fabry’s disease, nnu Fabry disease) —
TSXKENoe nporpeccupylollee HacneacTtBeHHoe 3aboneBa-
HWe, oTHOoCcALEeecs K TIM30COMHbIM 6OMIE3HAM HaKOMIEHUS.
OHO cBfI3aHO C HapyweHuem meTabonuama COUHIONUMMU-
[0OB 1 9BNsSeTCs ogHOM U3 GOpM CHUHTONNUA030B.

B 1898 r. He3aBUCMMO [Apyr OT Apyra yyeHble-gep-
MaTonorM M3 [ABYX pasHbix cTpaH — [xoH Pabpu u3
l[epmaHun 1 Bunbsam AHOEPCOH M3 AHIMUW — [anu onuca-
HWEe HOBOW MNaToN0rMK, NO3TOMY CYLLECTBYET MEHEe pacnpo-
CTPaHEHHbIM BapuaHT Ha3BaHMA 3aboneBaHnsg — 60/1e3Hb
AHpepcoHa—®Pabpu.

3TUOJIOrUSA U NATOTEHE3

MpnunHom 3aboneBaHusa cnyxaT pa3dHoobpas3Hble MyTa-
uMn B reHe GLA, KOTOpbIM KOAMPYET CUHTE3 (depMeHTa
a-ranakto3mgasel A. [eH KapTMpoBaH Ha AJIMHHOM nMne-
ye X-XpoMOCOMbI (y4acToK Xg22), T.e. TN HacnegoBaHUs

60ne3Hn — X-cUenneHHbin, B CBA3W C YeM yvalle 6one-
0T MaNlbYMKM U MYKYMHbl. BecbMa WMHTEPECHbIM GaKToOM
ABNSAETCA TO, YTO MKEHLWMHbI-HOCUTENbHULbI MYTAHTHOIO
reHa MOryT MMETb KJIMHWYECKYID KapTuHYy 3ab6ofeBaHus,
B HEKOTOPbIX CAy4yasx He MeHee TAXenyl, YeM y roMo3u-
FOTHbIX MYX4YMH. 3Ta 0co6eHHOCTb 6one3Hn dabpu, BO3-
MOXHO, CBfA3aHa ¢ PEHOMEHOM MHAKTUBALMKU «300POBOM»
X-XxpoMocoMbl, onucaHHbiM M. F. Lyon [6].

[eH GLA cocTtouT M3 7 3K30HOB, KOTOpble pacnpege-
NeHbl 6onee 4yem no 12 Tbic. Nap HyKneoTuaoB. JedeKTbl
reHa GLA 4pe3Bbl4aHO pa3HOO6pa3Hbl, onucaHo 6osnee
400 myTaummn, 60NbLIMHCTBO M3 KOTOPbIX ABASIIOTCSH CEMEN-
HbIMWU. Hanbonee 4acTo BCTpe4atoTCsi MUCCEHC- U HOHCEHC-
MyTauuu. bonee npoTaxKeHHble Ageneunn 1 MHcepummn obHa-
PYXXMBAIT 3HAYUTENBHO pexe [7].

HenocTtaTtoyHOCTb NM30COMOro depMeHTa a-ranakro3u-
nasbl A, kogupyemoro GLA, BbI3bIBAET aKKyMyNALMIO HER-
TpanbHbIX COUHIONMNUAOB C TEPMMHAbHBIMW OCTaTKaMu
a-ranaktosuna B IM30COMax pasnnyHbIX TKaHEN U GU3Knono-
TMYECKMX HKMUAKOCTAX Ye0BEeYEeCKOoro opraHnama. OCHOBHbIM
aKKyMyMpyembiM COUHTONMNMAOM SBASETCH rMOGOTPUO3NA-
uepamng (Gb3), HazbiBaeMblV TaKXKe LepaMUATPUIreKCoTH-
nom. B opraHuame s3gopoBoro yenoseka Gh3, aasiowmmcsa
OAHUM M3 MPOAYKTOB pacnaja CTaperolmx 3pUTPOLMTOB,
pacllennseTca a-ranakto3naason A Ha NakTo3y W flaKTa-
3unuepamua. Y yenoBeka, cTpagatoliero 6one3Hbio Pabpu,
Gb3 HakannnBaeTcs B aHAOTENMANbHbIX, NEPUBACKYNAPHbIX
W TNagKOMbIWEYHbIX KeTKax KPOBEHOCHbIX COCYAOB, FaHr-
nMoumnTax BereTaTMBHOM HEPBHOM CUCTEMbI, ANUTENNANbHbIX
KNneTKax NoYyeyHbIx KINy604YKOB M KaHanbLEeB, KapaAMOMUOLLIU-
Tax, a TakXKe B POroBuLE, TMCTUOLMTAPHbIX U PETUKYASPHbIX
KNeTKax COeAUHUTENbHOM TKaHW, YTO MPUBOAUT K HapyLEHU-
AM OYHKUMM cepAedYHO-COCYANCTON CUCTEMBI, NMOYEK, HEPB-
HOW CUCTEMBI, }KENYA0OYHO-KMLWEYHOMO TaKTa, KOXW, OpraHoB
3peHus, cnyxa.

[MonbITKK nccnegoBaHnsa reHoGEHOTUMUYECKNX Koppe-
NAUMN CONPSXKEHbI C PAAOM TPYAHOCTEW: HM3KOW YacTo-
TOM BbIIBNEHUS 3ab0sieBaHWUsA, CEMENHbIM XapaKTepom
6onblIMHCTBA MyTauun. CylecTByeT runoresa, YTo NomMu-
MO crneymdunKkn oTaenbHbiX MyTauuMn Ha dopmupoBaHue
deHoTMNa OKa3blBaloT BAUSHUE U APYrMe reHbl. ITo npea-
MoJIOXKEHME CBSA3AHO C TEM, 4TO MOJMMOPGHOCTb KAUHU-
YECKOM KapTUHbl C HaNM4YMEM KaK TXKenblX, Tak U Mar-
KMX (GEHOTMNOB WMMeeT MeCTO [Jaxe Yy 4Y/IeHOB OJHOM
cembH [8, 9.

K/IMHUYECKME NMPU3HAKHU

U TEYMEHUE BOJIE3HU ®ABPH

MepBble KIWHWYECKME TMpPU3HAKU 6GonesHn Dabpu
Yalie BCero BCTpevatoTcs B NOAPOCTKOBOM M IOHOLECKOM
BO3pacTe, XOTA MHOrga cUMNTOMbl 3aboneBaHus MOryT
neboTnposaTtb B 3—4 roga uin He NposBAATbCA BMIOTb
00 3-ro JecaATuneTus U3Hu. M3HavyanbHO B KayecTBe
KflaccuyecKoro BapuaHta 6one3Hn Pabpu paccmatpmba-
N MYNIbTUCUCTEMHOE MOpPaXKeHMe y MNauMeHTOB MYMKCKO-
ro nona. BrnocneactBun 6GblAn OnucaHbl Takue aTWnuy-
Hble MOHOCUCTEMbIE BapuaHTbl, KaK KapAMOIOrMYECKUN,
peHanbHbIM U NPOMEXKYTOYHbIN (B 3aBUCUMOCTU OT NMPenmy-
LLLECTBEHHOIO NopaxeHUs ToM AN UHOM cucTembl) [10-12].
MynbTU- 1 MOHOCUCTEMHbIE MOPAXKEHUS OMUCAHbI TakKXe



y OEBOYEK U XKeHWMH [13-15]. lNMepBble cCUMMNTOMbI 3a60-
nieBaHns UMeKoT HecrneundUYeCcKn xapaKktep, 4To 3Hauu-
TeNbHO 3aTPYAHSET U OTKNaAblBaeT NOCTAaHOBKY AMarHosa.
3T0 MOryT 6bITb 60/1b, AMCKOMDOPT B }KMBOTE, CYXOCTb KOXK-
HOrO MOKPOBAa, NJoXas NepPeHOCUMOCTb XKapbl, Nepuognye-
CKas MMKpoanbBbyMWHYpHUS, anM3oandeckasa 60/b B cTonax
NN KUCTSIX.

HeBponaTtuyeckaa 60/1b, WIXM aKponapecTte3auu, Hau-
60Jiee 4acTo OKa3blBalOTCA NepBbIM CUMMNTOMOM 3aboJsie-
BaHua M BcTpevatoTes y 60-80% peten ¢ Knaccu4eckomn
6one3Hblo Pabpu [16, 17]. Akponapecte3sann — 370 Anu-
TenbHas, MHTEHCMBHAs, Xryyas, Konwowas, uaHypsiouas
60/1b, BO3HMKalOWAA B AUCTallbHbIX OTE€Nlax KOHEYHOCTEN.
B 3aBMCUMOCTH OT ANUTENBHOCTM U CUbl MPOSIBNEHUS pas-
NI4T XPOHUYECKYIO HEeMponaTu4eckyo 60/b, UMEIOLLYIO
CPEAHIO MHTEHCUBHOCTb, HO MPUCYTCTBYIOLLYIO NpaKTuye-
CKM NMOCTOSHHO, W TaK Ha3blBaemble Kpu3bl Pabpu. Kpnsbl
BO3HMKAIOT 3NM304MYECKN, MPOAOIKAOTCH OT HECKObKMX
4acoB A0 HECKOJIbKMX CYTOK M MpOTEKaloT B BMAE GbICTPO
HapacTalouwen 60/ B KOHEYHOCTSX, YacTO OMMUCbIBAEMOM
60NbHBIMU KaK «HEeBblHOCKMMas», MOYTU BCerga ComnpoBo-
waaouenca runeptepmuen. TpurrepHoiMu dakTopamu,
KOTOpble YCUIMBAOT XPOHUYECKYID 60/b U MOTYT MPOBO-
unpoBaTb 601€BON KpK3, ABAAIOTCS GU3MYECcKaa Harpys-
Ka, ycTanocTb, CTpecc, MOBblWEHWEe TemnepaTtypbl Tena
(Hanpumep, NpKU OCTPbIX PECMUPATOPHbLIX UHOEKLMAX UK
B )apKoe BpeMs roga), npebbiBaHne B OyLIHOM nomele-
HUKU, nepeMeHa norogbl [18]. MyyuTenbHbl A4na 60/bHOro
He TONbKO xapaKktep 6011, ee UHTEHCUBHOCTb W ANUTENb-
HOCTb, HO U MMHUMa/bHaA pPeaKkLnUs Ha Kakue-nmbo mMeTo-
Obl 06e36011MBaHNSA. ITO 0BCTOATENBCTBO UMEET CEpPbes-
HOe BO3JeWCTBME Ha KayecCTBO KWM3HW MauueHTa, ero
NCUX03IMOLIMOHaNbHyt0 cdepy. HacTbiMu CONYTCTBYIOLMMHU
XPOHUYECKON HenponaTUYeCKON 601N COCTOSHUAMU ABNS-
I0TCS CHUXKEeHWe (OoHa HaCTPOEHMS, YHbIHME, Aenpeccus,
HM3Kas MOoTMBaLMA K y4yebe, counanbHOW KW3HU BMIOTb
4O NOonbITOK cyuumaa. B Tex cnyyasix, Korga akponape-
CTE3UN MPOBOLMPYET farKe MUHMManbHas ¢u3nvecKas
Harpyska, AeTM W MOAPOCTKM BbIHYXKAEHbI MEPEXoanTb
Ha AomallHee 06y4yeHue, YTO NMPUBOAMUT K CYXKEHMIO Kpyra
06LWEHNS, OLLYLEHNIO W30IMPOBAHHOCTU, COBGCTBEHHOM
6€eCcrnoMoOLLHOCTH.

TOYHBbIN MexaHW3M pa3BUTUS HenponaTtuyecKon 60au
4O HacToslWwero MoMeHTa He sceH. MpeanonoxKuTenbHom
npu4mMHoM ee GOPMMUPOBaHUA ABNSETCA OTIOXKEHWe naTo-
NlorMyeckoro cybcetpata B aKCOHaxX HepBOB, cuMMaTuye-
CKMUX FaHrusx, 3afHMX KOpeLlKax CMHHOIro Mo3ra U vasa
nervorum [19]. B psige cnydyaeB y B3pOC/bIX MNaLMUEHTOB C
6one3Hblo Pabpu pa3BMBAOTCH HaPYLWEHUS TaKTUIbHOMN,
TemnepaTypHoOn U 601eBON YyBCTBUTENbHOCTH, YTO MHOrAA
NPUBOAMUT K YMEHbLUEHUIO WMHTEHCWMBHOCTU Henponatuye-
cKkon 6onu [20]. OgHaKo 60bLWMHCTBO NaLMEHTOB UCMbITbI-
BaloT 60/1b B TEYEHUE BCEW HUIHW.

[l0BO/IbHO YacTblM CUMNTOMOM 60/71€3HU ABNAIOTCH aH-
W TMNOrMapo3 (OTCYTCTBUE UM CHUXKEHUE MOTOOTAENEHNUS);
pexe BCTpedvaeTcs runeprnapos (M36blITOYHOE NOTOOTAE-
nexuve). CHUKeHMe MNOTOOTAENEHUS YacTO COMpPOBOXAAET
HenponaTuyeckyto 60sb. OHO sBNSeTCa elwe OAHOW Mpu-
YUHOWM MNIOXOM MEPEHOCUMOCTU XKapPKOW MOroAbl, AYyLWIHbIX
nomMeLlLeHnn n GU3N4YECKMX Harpy3oK, BnaOTb 40 Pas3BuUTHA

NMNOTUMMYECKUX, OBMOPOYHBIX COCTOSHMI. HapyweHue
NOTOOTAENEHUS CBA3AHO C OT/IIOXKEHUEM COUHIONMNUAOB
B KJIETKax MOTOBbIX »Kefnes, KPOBOCHabGKalowmx MX Cocy-
JaX, a TaKXKe B KJeTKax BeretaTMBHOW HEPBHOW cucCTe-
Mbl. HapyweHne noTooTaeneHuss 0CO6EHHO TUMMYHO ANS
AeTen M NoAapocTKoB. [0 AaHHbIM 31IEKTPOHHOM MWKPO-
CKOMUU, Y HUX OBGHapYXMBaETCA BblpaKeHHas AereHepa-
LMA CEKPETOPHbIX U MUO3MUTENMANbHBIX KIETOK MOTOBbIX
wenes [1, 21-23].

ApyruMn HEBPONOrMYECKUMU MPOSIBNEHUAMU BGONE3HM
dabpu ABNATCA LepebpoBacKyNsapHble HapylweHus, co-
NpPoOBOXAaeMble MOBbIWEHHbIM PUCKOM Pa3BUTUA WH-
cynbta. OgHaKo B [AETCKOM nonynsuuMuM 3TM CUMMTOMbI
LOCTATOMHO pefku. UmetoTcs Nub eavHWYHble onuca-
HUS MaUMEeHTOB C NPEeXoAslMMKU HapylweHUIMU MO3ro-
BOro KpoBoOGpalleHns ¢ ABeHaauaTuneTHero BospacTa
[24]. TakKe 3acny»kMBaeT BHUMaHUA nyonukauunsa A. Rolfs
W COaBT., MPEeACTaBUBLLMX AaHHbIE UccneaoBaHus «MHeynbT
y MONoAbIX NauMeHToB ¢ 6one3Hbio Pabpu», B Xo4e KOTo-
poro B 15 eBponencKux ctpaHax OblM 06CnefoBaHbI
5023 nauueHTa C MWEMMUYECKUM W remMmopparnyeckum
WHCYNbTaMW, a TaKXKe TPaH3UTOPHbIMW ULWEMUYECKUMMU
atakamu. lnarHo3 6one3vn ®abpu 6b11 JOCTOBEPHO yCTa-
HoBneH y 27 (0,5%) 60nbHbIX [25].

[MoparkeHne rnovyek — Haubosiee Cepbe3HbIi CUMMNTOM
6one3nn Pabpu. OgHUM M3 NepBbIX NPU3HAKOB AUCOHYHK-
LMK NOYEK, YacTo MMeoWMUX MecTo y AeTeln U NoapocT-
KOB ¢ 601e3Hblo Pabpu, SBASETCS MUKPOMNPOTEUHYPUSA
U MUKpOanbBbyMUHYpUsS (IKCKpeunss anbbyMuHa C MOYOM
ot 30 go 300 mr/cyT). B cuny nx HecneundUYHOCTH U HEMO-
CTOSIHCTBA 3TUM CMMMNTOMaM 4acTo He NPUAAIOT AOMKHOIO
3Ha4YeHMUs, YTO MPUBOANT K NO3AHEN NOCTaHOBKE AMarHo3a.
Mo mepe nporpeccMpoBaHns 3ab6oneBaHnsd U NOCTENEHHO-
ro Hakonnexums Gb3 B KNy60o4YKax U KaHanblax, CHUXKaeT-
¢ GUNbTPALMOHHAsA M KOHUEHTPauMOHHas CNOoCO6GHOCTb
noyek c nocneayowmm GopMUPOBAHUEM XPOHUYECKON
noYye4yHOM HeAOCTATOMHOCTM, Tpebylouwen remoauanusa
n gBngwolenca Hauwbosiee 4actom NMPUYUHOW JieTasbHO-
ro mucxoga npu atow naronorun [26, 27]. Heobxoanumo
Y4YUTbIBaTb, YTO Y AaHHOM KaTeropuu GOMbHbIX B OTAMYME
OT NauMeHTOB C HebpUTamMM CUMNTOMbI MOPAXKEHUS NMOYEK
MOTYT 6bITb MUHUMasIbHbIMUW BMAOTb 40 Pa3BUTUS MOYEYHON
HeaoCTaToO4HOCTU. KaK npaBuio, Y HUX HET CTOMKOMO MOBbI-
WEeHWs apTepuanbHOro AaBfieHns, OTEKOB, a TaKXe name-
HEeHWSs cofeprKaHMsa CbIBOPOTOYHOIO KpeaTuHMHA.

CUMNTOMbI NOpaXKeHns cepaedyHO-COCYANCTON CUCTEMDbI
npu 6one3Hn ®abpu MOryT BbiparkaTbCs pPas3HOOOGpPa3HbI-
MW HapyweHWs MU puTMa cepaua (CynpaBeHTPUKYyNspHas
TaxMKapaus, XKenyaoukoBas aKCTPaCcUCTONUSA U Np.), NOBbI-
LWEHWEM apTepuanbHOro AaBfeHUs, NMPOSIBAEHUSMU runep-
TpodUYEeCKON KapanomMmonaTum, cepaeyHon HeqoCTaTOuYHO-
CTbto. MpUYNHOM KapaMONOrMY4ECKUX CUMMMNTOMOB 60/1E€3HMU
CNYXXWUT HaKonaeHne CHPUHIoNMNUAOB NPaKTUYECKN BO BCEX
CTPYKTYpax cepgua: SHAOKapae, MUOKapae, nNpoBoAsLien
cucTeMe cepaua, KPYMHbIX M MENKMX KOPOHapHbIX COCy-
[ax, BeretaTMBHOM HEPBHOM CUCTEME, OCYLLECTBASIOWEN
perynauuio cepaeqHoro putma. lNopaxeHune cepaua xapak-
TepusyeTcs pasnnyHbiMM CMMATOMamMu. B nogpocTKOBOM
BOo3pacTe y 60/bHbIX 6GblBAlOT NEpuoanMyecKkne noabeMbl
apTepuanbHOro gaB/eHus, Kak npaBuio, 6eCCUMNTOMHbIE
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BapuaHTbl apuTMWIA, 3apEerncTpMpoBaHHbIE Ha 3MIEKTPO-
Kapavorpamme. B 6onee crtapwem Bo3pacTe NauMeHTbl
MOTYT NpeabsBAATb Kanobbl Ha 601b B 06aacTu cepaua,
cepauebueHune, rofloBOKpyXKeHWe, AMCMHO3, CUHKOoMasb-
Hble COCTOsIHMA. Kapanonornyeckne OCNOXKHEHUs — elle
OAHa NpPUYMHA YMEHbLUEHUS MPOAOIKUTENBHOCTU MHUBHU
M paHHero netanbHOro MUcxoda MNauMEHTOB C 60NE3HbIO
dabpu [28, 29].

TUNUYHbIE KOXKHble nposiBfieHns 6one3Hn dabpu —
aHrMoKepaToMbl, KOTOpble MOryT HabngaTbCa y nauueH-
TOB Y)Xe B AETCKOM Bo3pacTe. AHrMoKepaToMbl NpeacTaB-
NAl0T co60M MenKue, BbICTynawoume Hag NOBEPXHOCTbIO
KOXXW 6e360/1e3HEeHHble aHIMOMbl TEMHO-KPACcHOro LBeTa.
[MepBble a1eMeHTbl HacTo 06HapYXMBaKT B NOAPOCTKOBOM
BO3pacTe: KaK MpaBW/O, OHU €4WHWYHbI U MOryT MMETb
HETUMWUYHYIO TOKanu3auuio (yWu, rpyaHas Knetka). Y B3poc-
NbIX NaUMEHTOB OHU MMeT ANDOY3HbIN XapaKTep, MOryT
cnuBaTtbCs, HO Yalle npeobnagatot B obnactu 6eaep, nyn-
Ka, arogul, HUXHEW YacTu XKMBOTa U NPOMEXHOCTU. bonee
peaKas nokanusauusa arHMOKepaTtoM — Ha CM3UCTon 060-
NI0YKE NONOCTH PTa, KOHBIOHKTUBE, B BEPXHUX AbIXaTeNbHbIX
nyTax. Cpean Apyrux KOXHbIX MPOsABAEHUN HEPEOKO BCTpe-
yatoTcs nuMmdbenemMa HUXHUX KOHEYHOCTEW, M3MEHEHMUSA
NJIOTHOCTM BOSIOC Ha Tene.

[MopaxeHne opraHoB 3peHUs Yy NauueHToB ¢ 60/1e3HbIO
dabpu umeeT pag cneunduyeckux ocobeHHOCTEN, 4TO
fenaeT BO3MOXHbIM NPeanofioxKnTb Hanuyme 3Toro 3abo-
neBaHus npu ux ob6HapyxeHun. Hanbonee xapaKTepHo
«MyTOBYaTOE» MOMYTHEHWE POrOBMUbI (TaK Ha3biBaemas
BOPTEKCHas KepaTtonaTtus, unu cornea verticillata) — name-
HEHWE B POroBMLE, HaNnoOMWHalowWee My4OoK NIUCTbEB WM
NIenecTKOB Ha KOoHLUe cTeb1a 1, KaK NpaBuio, He NPUBOAS-
llee K HapyweHuto 3peHuns. Cneundunyeckoe noMmyTHeHE
POroBuLbl B Ha4anbHOM CTaAnKN — YacTbli CUMMTOM B AeT-
CKOM ¥ NOAPOCTKOBOW NONyAsiLMM NaunMeHTOB ¢ 601E3HbIO
dabpu. NaTOrHOMOHUYHBLIM CUMNTOMOM, 6olee xapaKkrep-
HbIM 415 B3POC/bIX 60/bHbIX, TAKXKe ABNSETCA NOMyTHEHWE
XpycTannKa B BUAE paauanbHOM 3agHeEN CybKancyisipHOM
KaTapaKTbl — «KaTapaKkTtbl ®abpu» — W [OABYCTOPOHHEW
nepegHen KarncynspHon M noaKarncynsspHoOM KaTapakKTbl.
[pyrne nposiBNEHUS HaApPYLIEHUI CO CTOPOHbI OpraHa 3pe-
HUS — KOHBIOHKTUBA/bHbIE AHEBPU3MbI, OTEK 3pUTESb-
HOW CeTYaTKU U/UNKN AUCKa 3pUTENbHOro HepBa, aTpodus
3PUTENbHOMO HEPBA, @ TaKXe paclMupeHne peTUHaNbHbIX
cocypoB. S. Pitz n coaBT. onucann ciyd4am ONTUYECKOrO
HeBpUTa, NPOSBAAIOLMECH HAPYWEHUSIMU MONEN 3peHus
¢ dopmMMpoOBaHMEM LEHTPaANbHbIX CKOTOM MpU OGOJIE3HU
dabpu [30].

HapyweHus cnyxa OTHOCATCS K TUMUYHbIM MPOSIBAEHM-
AM 6one3Hn Pabpun. Y B3poCabiX NaLMEHTOB B GOMbLINH-
cTBe clydaeB GpopmMupyeTcss HeEMpOCeHCOpHas TyroyxoCTb.
K 6onee paHHMM CMMNTOMam, BO3HMKaIOLWNWM B OETCKOM
M NOAPOCTKOBOM BO3pacTe, OTHOCAT LWYyM (3BOH) B yllax
(04HO- UK ABYXCTOPOHHWI) U TONIOBOKPYXKEHMKE.

[acTpoaHTEpONOrM4eckne npu3Haku 6O0NEe3HU MOryT
ObITb OAHUM U3 AEOIOTHbIX CUMNTOMOB 3ab60neBaHUs B AET-
CKOM M IOHOLWECKOM BO3pacTe, O4HaKO B CUYy CBOEN Mason
cneundmuyHOCTH ABNSIOTCA KOCBEHHbIMWM  MapKkepamu
6one3Hn @abpu B coHeTaHUM C APYrMMU 6onee TUMUYHbIMK
cumntomamu. Hanbonee 4yacto HabaogaoT cxBaTKOOOpas-

Hyl0 60J1b B XXMBOTE, B3AyTUE }KNBOTA, HEYCTOMYMBLIN CTYN,
TOLWWHOTY, PBOTY, CHWXXEeHue annetuTta u aedbumumt Beca [31].

K MeHee cneundunyHbIM cumnTOMaM 3aboneBaHus,
peaKko BCTpevalowumces y geter M MNoAPOCTKOB, TaKKe
OTHOCAT OCOGEHHOCTU BHELWHOCTU (M3MEHEHWUS MO TuMy
aKpomeranuu), HapyweHue AblXxaHUsl, aHEMUIO, CKENETHbIE
aHomanuu (gedopmauma AucTanbHbIX OTAeNoB Mexda-
NI@aHrOBbIX CyCTaBOB MNafbLEB PYK C HapyweHWEeM KX nof-
BUXHOCTH, YTONWEHNE KOHLIEBbLIX danaHr nanbLes no Tuny
«6apabaHHbIX NanoyeK»), OCTEONEHMUIO, OCTEONOPO3, TPELLU-
Hbl U 9pUTEMATO3HbIE UBMEHEHNS TPUBOBMAHBIX COCOYKOB
Ha Jop3anbHOM MOBEPXHOCTH S13blKa, a TaKXKe roCCuT, rpa-
HyNneMaTO3HbI XEeNNWT, TMNOTUPEO3, 3aAEePXKKY NOMOBOro
pas3BuTUS, Nnpruanuam u ap. Npu 6onesHn abpu NpUMeEpPHO
B 2 pa3a Yalle 06bl4HOro BCTPEYaOTCH KUCTbl U NCEBAOKM-
CTbl MAGKCUANSAPHbIX CUHYcOoB [21-23].

AUATHOCTHKA

OnarHo3 6one3Hn Pabpu 06bLIYHO YyCTaHaBAMBAIOT
Ha OCHOBaHWW HaNMyus TUMMYHOM CUMNTOMATUKKU W/UNn
OTATOLWEHHOr0 reHeanorMyeckoro aHaMmHesa, a Takke 06b-
E€KTUBHbIX TabopaTopHbIX METOA0B AMArHOCTUKU. B ageTckom
BO3pacTe BO3MOKHaA NOCTaHOBKa AMarHo3a Ha AOKIUHKUYe-
CKOM cTaguu npu BepndunumMpoBaHnum 3aboneBaHus y B3poc-
NbIX 4Y4NE€HOB CeMbM M MO pe3ynbTaTam MNOCAeayloLero
obcnenoBaHus pebeHKa. lNpeactaBUTENs M MYXXCKOro nona
[AMarHo3 MOXKeT ObITb NOATBEPKAEH MOCPEACTBOM perncTpa-
LMW CHUMKEHHOW aKTMBHOCTM a-ranakro3ngasbl A B KpoBu
(nenKouuTbl), MaTepurasne 6UONCUK NOYEK, KYIbTYPe KOXKHbIX
dnbpobnacTtoB UM GUonorndyecknx cpedax. Cnegyet nom-
HWUTb, 4YTO YPOBEHb a-ranakTo3naasbl A B KPOBU Y AeBOYEK
W XKEHLWMH He aBNsSeTC MHDOPMATUBHbLIM, T. K. BCeacTBUE
NpPoLECcCOB MHAKTMBALMK X-XPOMOCOMbI Y NpeacTaBUTENb-
HUL, XEHCKOro roJjla aKTMBHOCTb depMeHTa MOXeT ObiTb
KaK pPEe3KO CHUWXXEHHOW, TaK M HOopMasbHOW faxke npu
HaNNYMN KIMHUYECKUX NMPOosBNeHnn 6one3Hn ®abpu [32].
MMeHHO noaToMy Haubosiee TOYHbIM AMArHOCTUHECKUM
METOAOM A/11 HWUX ABASETCH MONEKYNAPHO-TEHETUYECKNUN
aHanM3 n obHapy)KeHue crneumduyeckux (naToreHeTnye-
CKMX) MyTauun B reHe GLA.

B cnyvyae Hann4ymsa cemMenHblX aHaMHECTUYECKUX AaHHbIX
0 6one3Hn ®abpu BO3MOXKHO NpoBeAeHUe NnpeHaTanbHON
[AMarHOCTUKM NyTEM MUCCNEeAOBaHUSA BOPCUH XOPUOHA U/ Unn
Ky/IbTYpbl @aMHWOTUYECKUX KNeTOoK Ha 9-11-1 Hepn recra-
LMK C NOCneayowmnm n3y4eHmemM akTMBHOCTU a-ranakTo3u-
nasbl A 1 nposegeHnem AHK-ananusa [33].

ANOOEPEHLUANIbHAA AUATHOCTUKA

BboneBoi cuHApoM npu Gone3Hn Pabpu HeobXoaAMMO
anddepeHuMpoBaTb C peBMaTOMAHLIM apTPUTOM, peBMa-
TUYECKOM NUXOPaAKOM, CUCTEMHOW KpacCHOW BOMYaHKOW,
6onesHblo PeinHo, dubpommnanruen. B getckom n nogpoct-
KOBOM BO3pacTe ero TakKe cnefyeT oTiMyaTth OT TaK Ha3bl-
BaemMon 6o5u pocTa [1].

Onddy3Hylo aHrmokepatomy TynoBMlLa NpU GOSIE3HM
dabpn AndPepeHLMpPYOT OT MOXOKMUX BbICbINAHWUK MpPU
GM,-raHrnno3naose, MUKoONpoTenHo3ax (acnapTaTriiioKo-
3aMUHYypUd, GyKo3ngos, B-mMaHHO3MZ03, cuanugos tun ll),
a TaKXe OT neTexuanbHoW CbiMn NpU UHOEKLMOHHbIX
60Ne3HSAX, remopparM4ecKon TeneaHrMosakTasnm Bebepa—



Pangto—Ocnepa, aHrnokepatombl Mubennn, MHOXeCTBEH-
HbIX geduunToB GepmMeHTOB (ranakrtocuannaos, 60ne3Hb
KaHzakn) [1, 21, 22].

[aCTPO3HTEPONOrnyecKkne npu3Haku 6onesHn Pabpwu
MOTYT ObITb CXOXW C 0BOCTPEHUAMM racTpmuta, CUHAPOMOM
pas3gpaxeHHOW KKK [34].

«BopTeKcHyto» KepatonaTtuio HEO6XOAMMO OTAMYaTb OT
MOXOXEen KapTuHbl M3MEHEHUW B pOroBuLE BCreacTBue
OT/IOXKEHMSA B HEN HEKOTOPbIX JIEKAPCTBEHHbIX NpenapaTtoB
(amnopgapoHa v ap.).

lNMoparkeHne NoYeK, CXOQHOE MO KIMHUYECKUM O0COBEH-
HOCTAIM ¢ 6051e3Hbio Pabpu, BCTpeyaeTcs Npu roMOLMCTU-
HYPWUK, CTEHO3E NOYEYHbIX apTepui. MNatonoruto cepaeyHo-
COCYAMCTON cUCTEMbI HeobxoamMmo anddepeHumMpoBaTb OT
namMonaTMYecKoOn KapanomuonaTuu, apTepuanbHOW runep-
TEH3UU, apuTmmn [35].

NMPOrHO3

MporHo3 6one3Hn Pabpu B OTHOLIEHWUM NMEPCNEKTUBDI
BbI3JOPOBNAEHNSA HEBNAronpPUATHLIN. TPOrHO3 ANA XKU3HMU
BO MHOMOM 3aBWCMUT OT CBOEBPEMEHHOCTWU BepudUKaLuu
AnarHosa u Ha3Ha4YeHWsa COOTBETCTBYIOLWEro fevyeHns [36].
S. Waldek 1 coaBT. npMBOAAT AaHHble, B COOTBETCTBUMU
C KOTOpPbIMKW Npeanonaraemas NPoAOCIKUTENbHOCTb KU3HU
npu 6o0ne3Hn ®abpu y NnaLMeHTOB MYXHCKOro rnona cocras-
nsaet 40-60 neT, y 60/bHbIX }eHWnH — 40-70 net [37].

B cuny oTHOCUTENbHO HeaaBHEro nosiBfeHus dbepmeH-
TO3aMeCTUTENbHOM Tepanuu JaHHbIX O MPOAOKMNTENbHOCTH
HU3HW Nntoaen ¢ 6onesHbo Pabpu Ha doHe nevyeHns noka
He ony6nnkoBaHo. OgHaKO CyLLECTBYIOT OCHOBaHMWSA nona-
raTb, YTO CBOEBPEMEHHO Ha4vyaToe Sie4eHNe MOXKET NMo3BO-
NIUTb MOBbLICUTb MPOAO/IKUTENBHOCTb M KAYeCTBO MKU3HMU
60JIbHbIX C 3TUM 3ab60/ieBaHMEM.

JIEYEHMUE BOJIE3BHU ®ABPH

depmeHTo3amecTUTeNbHAsA Tepanus Ha JaHHOM JTane
pa3BUTUSA MeaWLUMHbI gBnsfeTcs Haubonee 3GDEKTUBHbLIM
MeToAOM nevyeHus 6one3Hn ®abpu 1 NO3BONSET PacCHu-
TbiBaTb Ha HOpManuM3auuito MeTabosIM4ECKUX HapyleHun
W 3aMej/ieHne nporpeccupoBaHus 6one3Hu. MNpu nomMolum
CBOEBPEMEHHO Ha4yaTon naToreHeTUYeCKon Tepanuun yaaeT-
€Sl JOOBUTHCA 3HAYMTENbHOIO YMEHbLIEHUS UHTEHCUBHOCTU
HenponaTuyeckon 601 BNIOTb A0 ee NOJIHOro Ucye3HoBe-
Hus [38], ynydweHuna cnyxa [39], NoN0OKUTENbHOM AUHAMUKHK
XapaKTepucTuKk dyHKumn noydek [40, 41], cepaevHo-cocyan-
cTon cuctemsbl [42, 43], KyNMPOBaHWUA raCTPOUHTECTUHASb-
HbIX CUMNTOMOB 60n1e3Hu [44].

B HacTosuwee Bpems cyuiectByer 2 depMeHTo3ame-
CTUTENbHbIX NpenapaTa Ang nevyeHns 6onesHn Pabpu. 3to
arancuaasa a — npenapart, NofyYeHHbI C MCMOb30BaHWEM
KyNbTUBUPOBaAHHbIX GMOPOBIACTOB KOXM YeoBEKa U 3ape-
TMCTPUPOBAHHbIA Ana ucnonb3oBaHua B gose 0,2 Mr/Kr
1 pa3/2 Hepd, n arancugasa 3, NPOU3BEAEHHbLIA C NOMO-
b0 TEXHONOrNMK peKoMbuHaHTHOM JHK ¢ ncnonb3oBaHu-
€M KJIETOK KUMTaMCKOro XOMsiYKa WM 3aperncTpupoBaHHbIN
ans ucnonb3oBaHusa B go3e 1,0 mr/kr 1 pa3/2 Hea. Ob6a
npenapara 3apernctpupoBaHbl B Poccuiickon Peaepaunu,
npegHasHa4vyeHbl AN PEerynspHoro MOXM3HEHHOr0 BHY-
TPUBEHHOI0 MUKPOCTPYMHOro BBeAeHusa. besonacHocTb
N 9bPEKTUBHOCTL 060MX PepMeHTOB Oblla NOATBEPXKAE-

Ha B psge pPaHAOMW3MPOBAHHbLIX ABOMHBLIX Clenbix nna-
LLle6OKOHTpONnpyembIX mnccnegoBaHun [45-48]. A. Mehta
M COaBT. NPeACTaBMAN JaHHble O COMOCTaBAEHUU KIWHU-
YyecKor 3dPeKTUBHOCTM MpenapaToB arajcupasbl a U B,
He OOHapYMB CYWECTBEHHbIX pas3nuuun [49]. AnoHcKne
ncenegosatenn K. Tsuboi n H. Yamamoto npogemMoHcTpu-
poBanu OTCYTCTBME Pa3/iMiMih B COCTOSIHUM MNaLMEHTOB
c 6one3Hbio Pabpu Npu Nepexoje ¢ Tepanun npenapaTom
arancupasbl 3 Ha npenapat arascuaasbl a Mo psay 6asuc-
HbIX MOKasaTtenen (WKana 6011, ypoBEHb FMOMEPYISAPHOM
dunbTpaumMK, MHAEKC NEBOrO Xenyaoyka, NoKasaTenn Kave-
cTBa XU3HK) [49]. lpaKTUYecKn aHanornyHble JaHHble npu-
BoaAT A. Pisani 1 coaBT. n3 Utanuu, a Takxke A.C. Vedder
n coaBT. u3 Hugepnangos [51, 52].

BHegpeHne dbepMeHTo3aMecTUTelbHOM Tepanuu ctano
npopbIBOM B nevyeHnn 6one3nn ®abpun. OaHako B HacTos-
uee BpemMsa MMeeTcsl paj HepeLleHHbIX BONPOCOB OTHOCH-
TeNbHO ee MPUMEHEHUS B Pa3/IMyHbIX BO3PACTHbIX rpynnax
My NaUMEHTOB YEHCKOro nona. B ¢Ba3KM ¢ TeMm, 4To Kau-
HUYECKME nposiBAeHns 3aboneBaHus MHorga mMaHudecTu-
pylOT AOCTATOMHO MNO3A4HO, B MEAMLMHCKOM coobliecTBe
B HaCTOSWMIA MOMEHT He CyLleCTBYeT €AMHOro MHEeHUS
OTHOCUTENIbHO KPUTEPUEB MHMLUMALMKU GpeMeHTO3aMeCcTu-
TelbHOW Tepanuu. 3TOT BOMPOC A0 HACTOSILEr0 BPEMEHM
ABNSETCA NPEAMETOM AMCKYCCUMW, ero peleHue ocobBeH-
HO aKTyalbHO ANS NaLMEHTOB }KEHCKOro nona v geten.
TeKywne peKomeHAaunn 3KCNepToB Ha CEroaHs TaKoBbl
[53]: B3pocnble (cTapwe 16 neT) NauMeHTbl MYXCKOro
nofa HyxpaawTcsa B depMeHTO3aMeCTUTENIbHOM Tepanuu
C MOMEHTa NOCTaHOBKMW AMarHo3a; Manb4YnKaM B Bo3pacTe
40 7 net Tepanusa NpoBOAWUTCS MPWU HaNUYUKU KIMHUYECKUX
nposiBNEHN 3abofieBaHUs; B cly4yae MOATBEPKAEHHOIo
AMarHosa M OTCYTCTBUS CMMMTOMOB JIe4EHUE MOXET ObITb
Hayato B 7—10 net [53]; naumneHTbl })XEHCKOro nona ntboro
BO3pacCTa HYaloTCs B leYeHMM B criyyae NOoSABAEHUS KNu-
HMYECKOW CUMMTOMaTUKK 3ab0oneBaHus.

O BO3MOXHOCTU K 6€30MacHOCTU NPUMEHEHUS arasncu-
Jasbl o B Tepanuun geten B Bo3pacTte < 7 NeT cooblaeTtcs
B pabote U. Ramaswami 1 coaBT., HabnodaBWnUX 8 nauu-
eHToB (cpeaHun BospacT 5,0 £ 1,6 roga) ¢ 60/1€3HbLIO
dabpu B TeyeHune 1,2-6,7 (B cpeaHem 4,2) net [54].

CumnTomMaTU4ecKkas u naniMaTtuBHas Tepanus

npu 6onesnu Paépu

CumnTomMaTtMyecKoe nieyeHme 601eBOro CMHApPOMa npu
6one3Hn dabpu NpoBOAUTCH B Ka4yecTBe AOMOJIHEHMUSN
K depMeHTO3aMeCcTUTENbHON Tepanuun, KoTopas Cnocob-
CTBYET 3HAYUTENIbHOMY YMEHbLIEHWIO CTENEHW BblparKeH-
HOCTM 60MEBOr0 CUHAPOMa Yy MaLMEHTOB, OAHAKO MMmeeT
OTCpOoYeHHbIN adPeKT. Kak npaBuno, ymeHblleHe 601eBO-
ro CMHApoOMa oTMe4aeTcs nocne 4—6 Mec HenpepbiBHOIoO
naToreHeTM4yeckoro nevyeHns. CumntomaTMyeckas Tepanus
60/1€BOr0 CMHAPOMA y NauMeHToB ¢ 6one3Hblo Pabpu
BK/IIOYAET MPUMEHEHWE aHaNbreTMKOB, HECTEPOUAHbIX MPO-
TUBOBOCMANUTENbHbLIX CPEACTB, MECTHbIX aHECTETUKOB (Nna-
CTbipen ¢ NMAOKaMHOM) U aHTUKOHBYNbCaHTOB [1, 22, 38].
C aTOM Uenbl WMCNONb3ylT nperabanuH, rabaneHTuH,
AndeHnNrnaaHTonH, KapbamasenuH v gpyrue npenaparbl.
HapKoTn4yeckux aHanbreTMKOB B JETCKOM MpPaKTUKe peKo-
MeHAayeTca naberarb.
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Onsa nopgaepxaHnsa OGYHKUMKU cepaedHOo-COCYyAnCTON
CUCTEMbl MCNONML3YIT aHTUAPUTMUYECKME U TUMOTEH3UB-
Hble Npenaparbl, UMMNIaHTaLMI0O UCKYCCTBEHHbIX BOAUTENEN
pUTMa, KOpoHapHoe WyHTUpoBaHue. Mpu pasBUTUM y NaLm-
eHTOB ¢ 6one3Hbto Pabpu nNoYevyHON HeaoCTaTOYHOCTU
BO3HMKaeT He06X04MMOCTb B MPOBEAEHUN NpoLeayp reMo-
onanusa n/unu TpaHcnnaHtTaumm novek [55].

B KavecTBe NpodmnnakTMKM MHCYIbTOB M TPAH3UTOPHbIX
ULWEMMUYECKUX aTaK MOTMYT MPUMEHSATLCS aHTUTPOMOGOLMTaP-
Has Tepanus, aHTUKoarynsHTbl [56].

M3 dapmaKkonornyecknx npenapaTtoB B KOPPEKLUMHU
raCTPOMHTECTUHANbHbBIX CMMNTOMOB Npu 6onesHn Pabpwu
Hanbonee 4acTo UCNONb3YIT METOKNONPaMUA U NaHKpea-
TWH [57, 58].

ONa KOppEeKLUMM HapyLeHUW ciyxa HaxomasaT npumeHe-
HWe cyxoBble annaparbl, MPOBOAAT MEPONPUATUS MO orpa-
HUYEHMIO TaK Ha3blBaeMoK LyMOBOW TPaBMbl.

B nedyeHun aHrmokepatom MCMONb3YIOT XUAKWUK a30T,
3NEKTPOKOAryasaumio, XMpypruyeckoe yaaneHue, a TaKxKe
pasnuyHble BapuaHTbl la3depoTepanuu [59].

KNIUHUYECKHUIA NPUMEP

MaumeHnT J1., 15 net, HabnwogaetTca B HaydHOM LieHTpe
3p0poBbs aeten (MockBa) B TedeHne 1,5 net ¢ MomeHTa
NOCTaHOBKM AnarHosa «bonesHb Pabpu».

Y maTepu naumeHTa 6epeMeHHOCTb U poabl AaHHbIM
pebeHKOM npoTeKkanu GU3UOSIOTUYECKN; pa3BUTUE Mallb-
YMKa Ao gebrota 60/1€3HM COOTBETCTBOBASIO BO3pacTy, OH
OT/IMYHO Y4YM/CS B WKOME, 3aHUMAsCA COPTOM.

3aboneBaHue pebioTnpoBano B Bo3pacte 10 net
(2009 r.), Korga nocne GU3NYECKON Harpy3ku (3aHATUS
TEHHUCOM) Yy pebeHKa BrepBble MNOABUINCE B0Mb U HKiKe-
HMe B ob6nactu cton. [locne oTabixa 601€BOVM CUHAPOM
KynupoBascs, TEM He MeHee Malb4iuK Obll MPOKOHCY/b-
TUPOBaH OpPTONEAOM C ULEeNblo WCKIYEHUS TpaBMbI.
OpToneanyeckas naTtosorus 6blna UCKIYeHa. B panb-
Hewnlwem nocne Bo306HOBNEHNSA 3aHATUN TEHHUCOM U/UNK
npu MHOM PU3NYECKON Harpy3ke 60/1b B HUKHUX KOHEY-
HOCTSIX BO3HWKana BHOBb, MpuyeM Ha ¢doHe NoAbeMOB
Temnepatypbl Tena 4o ¢pebpusibHbIX 3Ha4YeHUM. bosib HOCK-
fla Kry4yumi XxapaKktep, BapbupoBana MO WMHTEHCWMBHOCTH
OT CpeAHen OO0 BblIpaXEHHOW, MHOorga conpoBoOXKAanach
napecTe3nsiMu, noKanmMsoBanacb Ha TblUIbHOW MOBEPXHO-
CTW CTOM, a BMOCAEACTBUM — MPU Mepexoae Ha BepxHue
KOHEYHOCTU — Ha TblUJIbHOM MOBEPXHOCTU KUCTEM PYK.
OnucbiBaemMble CMMNTOMbI 06bIYHO KyNMpOBanucCb nocne
CHa v oTablxa.

Pe6eHOK 6bl1 MPOKOHCYNLTUPOBAH PSAOM chneunanu-
CTOB (peBmaTto/ioromM, neauMaTtpom, HEBPOSOroM) pasfiny-
HbIX NPOPUIbHBbIX MEAULIMHCKUX y4YperKaeHWn . MOCKBbI.
PeBmatonornyeckas natosiorus 6blna UCKOYEHa, nauu-
€eHT Habnaancs ¢ anarHo3amu «Peunameupytollas BUpyc-
Has uMHbeKums» n «TepMoHeBpPO3». JleyeHne ceaaTUBHbI-
MW W COCYAUCTbIMU CPEACTBAMM He AaBano [OKHOro
adpdekTa.

B TeuyeHne nocnegyowmnx 2 netr 60/b B KOHEYHOCTAX
cTana nporpeccupoBaTb MO YacToTe€ M MHTEHCUMBHOCTH,
KynupoBanacb TO/NbKO MNocne npuemMa HeCTEPOUAHbIX
npoTMBOBOCNANUTENbHbIX CcpeacTB. KpaTKoBpemeHHoe
obneryeHme MNPUHOCKUIO TaKXKe MOrpyKeHue HOr U pyK

B X0/104HYt0 Boay. C okta6ps 2012 r. peGeHOK Haxoauncsa
Ha exefHEBHOM TPEXKPaTHOM MpUeEMe HUMecynuaa, 4To
CHUXano WMHTEHCMBHOCTb 60/ U obneryano COCTOSHWE
6onbHOro. locne oTMeHbl npenapaTta 60/b 6ecnokounna
Masib4MKa NOCTOSHHO, €€ BblpaxeHHOCTb 6bla MHTEHCUB-
HOW, Nepnoanyeckn 60JIbHOW onucbiBan 60/b KaK «HEeBbl-
HOCUMYIO». B CBSA3M C XPOHUYECKUM 60NEBLIM CUHAPOMOM
pebeHOK MpeKkpaTun 3aHaTUS TEHHWCOM, nepecTan noce-
WaTb LWKOMY, OTMEeYanuCb CHUXKeHUe GOoHa HacTpoeHus,
NoBbIWEHHAs TPEBOXHOCTb, AEMNPECCUBHbIE MPOSBAEHUS.
Poautenn manbynMka NOBTOPHO 06paTUANCL K HEBponory
B Hay4yHO-NpaKTUYeCKMM LLEHTP 4ETCKOM NCUXOHEBPOAOTrUN
(MockBa), rae onucaHHbIM 60/1€BOVM CUHAPOM Obl/l MHTEP-
NpPeTMpoBaH Kak akponapecTesuun, BcneacTeme yero 6oina
3anogo3peHa 6one3Hb Pabpn. Ha OCHOBAHUU CHUMKEHMS
aKTUBHOCTM «-ranakrto3uvaasbl A B KpOBM OMarHo3 Obin
NOATBEPXKAEH B NabopaTtopun HacleaCTBEHHbIX 601e3HEN
obmeHa BellecTB MeaMKO-reHETUYECKOr0 Hay4YHOro LEH-
Tpa (MocKga).

Takum 06pa3om, nocne MNosiBAEHUs Yy Manb4ynKa 60/u
B KMCTSIX M CTOMax AAUTENbHOCTb AMarHOCTMYECKOro noncKa
cocTaBuna 6onee 3 net; AgnarHo3 6one3Hn Pabpu ycTaHOB-
NeH nuuwb B Bo3dpacte 13 net 10 mec.

MoneKkynsipHo-reHeTMyeckoe ob6cnegoBaHue nauueH-
Ta U ero pPoACTBEHHWKOB OCYLWECTBAEHO B Nlabopatopuu
MOJIEKYNIIPHO-TEHETUYECKON AMArHOCTUKM HayyHOro LueH-
Tpa 340poBbS AeTen. Y pebeHKa 1 ero matepu obHapyxeHa
MyTaums c. 1163 T>A B 3k30He 7 reHa GLA.

Manb4ymKy O6blI0 NPOBEAEHO KOMMJIEKCHOE KIMHUKO-
WHCTPYyMEHTanbHoe obcnegoBaHme. B xoge ¢dwmanKanbHo-
ro ocMoTpa O6GHapy)KeHa eAWMHCTBEHHasi aHrmokepaToma
(pasmepom 1X1 MM) Ha neBOM nneye; Npu odpTanibMOCKO-
MUKW yCTaHOBMEHbI ANCTPODUYECKNE NBMEHEHUS POTOBULLbI;
B GMOXMMMYECKOM aHaNn3e Mo4YM OAHOKPATHO 3aperncTpu-
poBaHa MUKPOMPOTENHYPUS.

lMpn npoBegeHun Apyrux nabopaTopHO-UHCTPYMEH-
TalbHbIX MCCNeAOBaHUM (KIWHUYECKMW aHanu3 KpoBu
M MOYM, MarHWTHO-pe3OoHaHCHasi ToMmorpadua rofIoBHOMoO
MO3ra, axoKkapauorpadus, ynbTpasByKoBOe UCCeaoBaHue
BHYTPEHHMX OPraHoB OPIOLWHOW MOMOCTU U MOYEK, CTUMY-
NALMOHHAsA 3NEKTPOHENPOMUOrpadma BEPXHUX M HUKHUX
KOHEYHOCTEN) MaTONIOrMYECKUX WMBMEHEHWUM CO CTOPOHbLI
OpraHoB ¥ CUCTEM Y NaLMeHTa He BbISIBAEHO.

bonbHOMY 6blna MHUUMMPOBaAHA MaToreHeTn4yecKas
Tepanua GepMeHTO3aMeCTUTENbHbIM MpenapaTtoM aran-
cnpasbl a. lNpenapat BBOAWAU BHYTPUBEHHO, MEAEHHO,
B go3e 0,2 mr/Kr B cyT 1 pa3/2 Hea. B KayecTBe cpeacts
CMMNTOMaTMYECKOM Tepannn Ha HavyalbHOM 3Tane nartore-
HETUMYECKOro NIeYeHns arancmaason o C Lenblo KynupoBa-
HUS HenponaTtMyeckKon 60aM Mcnonb3oBanu nperabanuH
M HecTepouaHble NPOTMBOBOCMANUTENbHbIE CPEACTBA.

Ha ¢oHe Tepanuun arancmMaason a Ha NpoTSXKEHUU 2 neT
y MafnbyMKa 3aperucTpMpoBaHO 3HAYUTENIbHOE YMEHbLUe-
HWEe CTEeNeHW BblparKeHHOCTH 60NEeBOro M runeprepmuye-
CKOro CMHApPOMA, YTO MO3BOMWMIO CYLLECTBEHHO CHW3WUTL
[O3WPOBKY HUMECYNnaa, a 3aTeM NOMHOCTbIO OT HEro OTKa-
3aTbcs. Kpome TOro, y nauueHta oTMEYEHO 3HaYUTENbHOE
nosblweHne GoHa HACTPOEHUS U CHUXKEHWE YpPOBHSA Tpe-
BOMHOCTU. ManbynMK BO306HOBU OBy4YEHME B LIKOME, YTO
ABNSETCS BaXKHbIM PaAKTOPOM €ro coumanbHOM aganTtaunu.



Mpn odTanbMOCKONUU AUCTPODUYECKME U3MEHEHUS
POroBMLLbl COXPaHAINUCh, OAHAKO OTPULLATENBHON AUHAMUKHM
He Habnwganu. NMpoTenHypuio 6onee He perucTpupoBanu.

lNepeHocMmocTb npenapata 6blla yooOBIETBOPUTENb-
HOW, a HexenaTteNlbHbIX SB/IEHUW, aCCOLLMMPOBAHHbLIX C ero
MCMNONb30BaHMEM, 3aperncTpMpoBaHo He 6bi10. B HacTo-
dulee BPeEMS COCTOSiHME MauMeHTa yAoBNeTBOPUTENbHOE,
ManbyuMK MPOAOSIKaeT nonyyatb GepmeHTOo3aMeCcTUTENb-
Hyl0 Tepanuto NpenapaToM arancuaassbl o.

3AK/TIOYEHME

Bbone3Hb ®abpu OTHOCUTCH K peakum 3aboneBaHUsM
M3 rpynnbl 6071€3HEN HAKOMIEHUS, XapaKTepu3yeTcs Nosu-
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