] OPUTMHAABHLIE UCCAEAOBAHMUS. MEAUATPUSA

4YNCIO PEeLMANBOB B O NOCIE NeYEeHU anKUaMpyloLwyumMm
npenapaTtamu coctasuno 0,81.

MpumeHeHne uuknocnopuHa npu C3HC (n=26) no-
3BOINII0 OTMEHUTb NPEAHN30NOH Y 21 BoNbHOro, ay 5-Tn
[eTeln CyleCcTBEeHHO CHNU3NTb fo3Yy — 40 10 Mryepes oeHb.
BnocneactBumy 9-T1 naUMEHTOB U3 YUCTIa TEX, Y KOro Obi
OTMEHEH NPeaHU30JSI0H, BHOBb Pa3BWICHA PeunauB He-
dpoTudeckoro cmHapoma (y 2 — Ha GOHe CHUXEHMS [,03bl
uuvknocnopuHa Bagoe). Ctorikas KnMHuKo-nabopaTtopHas
pemuccusa (He meHee 1,5 roga) otmedanace y 9 geten. B
CPeaHEM YMCNOo PEeLMOVBOB B rof, yMeHbLunnock ¢ 3,4 oo
0,01.

Ha ¢oHe Tepanum mukodeHonara MopeTniom npu
C3HC y 1 60/1bHOr0 yaanocb NOSIHOCTbIO OTMEHUTL NPea-
HU30J10H, Y OCTalIbHbIX 1033 NPeagHN30/10Ha Obla YMEeHb-
LweHa 6onee 4eM B 2 pasa. HYactoTa peunamBoB YMEHbLUN-
nacb oo 0,6 B rog,

ConoctaBneHne 3 OEKTUBHOCTU PANNYHBLIX UMMY-
HocynpeccuBHbix npenapaTtos npu C3HC BbiBUNO Hau-
6onblyio 3dPEeKTMBHOCTL UMKIOCcnopuHa. B ycnoBusax
Tepanuu AaHHbIM NpenapaToM AOCTOBEPHO Yallle yaasa-
JI0Cb OTMEHUTb NPEHN30N0H, Hanbonee peokumMm Gbin
peunauebl HeppoTUYEeCckoro cuHgpoma. Mpu npumeHe-
HUM MuKodeHonaTa ModeTua YacToTa peunaneoB bbina
HECKOJIbKO MEHbLLUE, YEM NPU NEeYHEeHUN anKUINPYLWNUMn
npenapaTtamMm, HO y 3TUX GOJIbHbIX O4YEHb PEOKO yaaBa-
I0Cb OTMEHUTb NPEAHN30MNO0H.

B aktnBHon ctagnn C3HC npymMeHeHne ankunupyio-
LNX LMTOTOKCUYECKNX CPEACTB MONMOXUTENbHbIN 3ddekT
Obl1 LOCTUTHYT Y NMOJIOBUHBI HAGIOAABLUMXCSA HAMU AeTEN:
nonHas pemmccus HedpOTUYECKOro CUHOpOMA — Yy 2-X
60JIbHbIX, 3HAYNMOE YMEHbLLEHME aKTUBHOCTM BONE3HN —
Y 2, 4HacTnyHasa peMmmnccums HedpoTUYECKOro CMHAPOMA — Y
1-ro naymeHTa.

Mpw Ha3HavyeHn umknocnopuHa aetsm co CPHC non-
Has KIMHUKO-nabopaTtopHas peMmuccus gocturiyta 'y 20
(50%), wactnyHaga — y 9 (22,5%) nauneHToB, CHUXEHME
aKTUBHOCTU — Y 4-X (10%); oTcyTcTBME adpdekTa oTMeYe-
HOY 7 (17,5%) GONbHBIX.

Tepanna mukodeHonata ModeTunoM nposoamnach
11 petam co CPHC. Y 3-x HacTynuna nonHas pemMmccus
3aboneBaHus, y 4 — 4yacTuyHas, y 3-x naumeHToB cylle-
CTBEHHO CHM3MNacb CTEMNEHb MNPOTEVMHYPUWU, TOJbKO Y
OOHOrO He OTMeYeHO OTBeTa Ha Tepanuio. B cpepHem
3HA4YMMO YMEHbLUMNACh CTeneHb NpoTenHypuu: ¢ 3,65 r/
cyT B Hayane tepanun oo 1,15 r/cyt yepes 3 mec n go 0,57
— 0,49 r/cyT 4yepes 6-12 mec OoT Ha4Yana Tepanuu.

CpaBHeHne 3dDEKTUBHOCTU  UMMYHOCYMNPECCHUB-
Hon Tepanun npu CPHC nokasano, 4To TpaguunOHHbIE
LMTOTOKCMYECKNEe npenapatbl HauMeHee 3ddEKTUBHBI.
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Haunbonee adpdpekTMBHbLIM OKal3ancs UMKIOCMOPUH (no-
noxnTtensHbl apdekT donee 4em y 80% 60nbHbIX) npe-
MMYLLLECTBEHHO B BMAe NOMHOM pemuccuu. MNpu Tepannun
MukodeHonata MopeTunomMm B OCHOBHOM JOCTuranach
YyacTuyHas pemmccus.

3akniovyeHue. Takum 06pa3om, B HACTOsILLLEE BPEMS
Hanbonee adekTnBHbIM kak npu C3HC, Tak n npn CPHC
ABNSETCA UMKIOCMOPUH. [pUMeHeHne umkiocnopuHa
[OJIKHO co4eTaTbCd C MOHUTOPUPOBAHUEM DYHKLUMIA MO-
4yeKk 1 NPoBeAEHMEM BMONCUM MOYKU AN KOHTPONS He-
dpoToKCUYHOCTH. MpKn HaNMYMM NPOTUBOMNOKA3aHUI K Ha-
3HaYeHMIO UMKIIOCMOpMHA NpenapaTom Bbibopa sBnseTcs
MukodeHonara modpeTu.
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Mpu ranakTOKMHaA3HOW HeJOCTATOYHOCTU Haka-
nivBaemMbiMU B OpraHuame mMetTabonutamu €B-
NA0TCA ranakro3a v ranaktuton. Mpu pedpuumnrte
YAD-ID natonoruyecKkoe HakonJjieHue metadéonu-
TOB NMPOUCXOAUT KaK U Yy GOJIbHbIX KJlaCcCU4Y€CKOWM
ranakrosemuei, Ho NpM 3TOM OTMe4YaeTcs Hapac-
TaHue ypoBHS YO P-ranakto3bl B KNeTKax U TKaHAX.
U3BecTHbl 2 ¢dopmbl HepocTaTo4yHOCTU YAD-II:
pobOpokayecTBeHHas (AedpUuLNT orpaHuYeH nemko-
uMTaMm M IpuTpouMTaMmn) N TAXenasa (reHepanu-
30BaHHad), Korga KJAuMHU4Yeckue nposeneHus 6o0-
NIe3HU CXOAHbl C KJlaCCUYECKON ranakrosemMmuemn,
XOTS MMEIOTCH AONOJZIHUTEesibHbIe npu3dHaku [1].
UpeHTMPUUMpoBaHbl HECKOJIbBKO HEKJIAaCCUYECKUX
(BapnaHTHbIX) POPM HEAOCTAaTOYHOCTU rasakTo30-
1-docoar-ypuanntpaHcoepassol (M-1-OYT), cpe-
AV HUX Haubonee 4yacTo BCcTpevaeTcs gob6pokaye-
CTBEHHbI BapuaHT [yapTe (C yacTtom myTauuemn
N314D); aktuBHocTtb '-1-DOYT cocTtaBnsier okono
25% OT HOpMBbI.

lanakTtoknHa3Hag HeOoCTaTOYHOCThb — HacnepyeTcs
ayTOCOMHO-PEeLLeCCUBHbIM nyTeM. Koampylowun ranak-
TOKMHa3y reH 0Kkanan3oBaH Ha xpomocome 17 (pernon
17923-25) [1,2]. Ten YO®d-ranaktosa-4-anmmepassbl (ra-
NlakTo3aNMMepasbl) JIOKanmM3yeTcs Ha XxpoMmocome 1 B pe-
rmoHe 1p36 (no apyrum gaHHeim — 1p32-p ter) [1,2]. Mpun
aHannae 3-x mytauui YOP-Io (S81R, T150M, P293L) y
nauMeHTOB, 9KCNPECCUPYIOLLMX annenn GepmMeHTa, obHa-
PYXeHbl BUOXMMMYECKNE U METAbOIMYECKNE HapYLLEHWUS
Manol BblpaxeHHocTH [2].

Mpwn ranaktosemuun [yapte y retepo3nroTHbIX MHON-
BWOOB B pse ciydaeB onpegensetca oo 75% M-1-oyT.
Y romMo3unroT, HeCMOTpPSA Ha OYHKUMOHANbHYIO aHOManNuo
depMeHTa, KIMHUYECKUe NPOSIBNEHNS MOryT OTCYTCTBO-
BaTb, XOTS MHOrgA MOXET OTMeYaTbCsl BpEMEHHas kata-
pakTa.

B oTAnymne ot nopaxeHusi MHOrMx OpraHoB U CUCTEM
B CJlyyasix rasakto3eMun ¢ TpaHcdepasHon HepocTa-
TOYHOCTbIO, NMpU BapuaHTe 60ne3Hu, 0O6YyCNOBIEHHOM
DedULUNTOM ranakToKMHa3bl, NPAKTUYECKN €OUHCTBEH-
HbIM NPU3HaKoM 60Ne3HN ABNAAIOTCS KaTapakTbl, KOTO-
pble MOryT B peAKux Cinyyasax OCIOXHATLCS CUMNTOMA-
MU uepebpanbHoro nceesgoTymopa [2]. Mpu Taxenon
anMMepasHON HeJoCTaTOYHOCTU K YUCAY Ha3BaHHbIX
BbIlLIE CUMMTOMOB TaKX€ OTHOCSTCS BblPaXEHHAsA Mbl-
LeyHasa rmnoToHMa 1 rmyxoTta. dta popma ranakrose-
MUN BCTPeYaeTcs Ype3Bbld4anHO peako (1 cnyyan Ha 1
MUANMoH) [1].

Ona pnarHocTuku BapmaHTHbIX GOpM (Heknaccuye-
CKOW) ranakro3eMum UCCNenylT copepxaHne B KPOBU
ranakTo3bl U ee MeTabosIMTOB, ONPEeAEeNsaoT akTUBHOCTb
M-1-dYT v YOD-I'S B neiikouutax. ToyHaa naeHTUOU-
Kaumsa BapmaHTa 60Ne3HU [OOCTUraeTcsl C WUCMOMb30-
BaHMEeM EpPMEHTHbIX U  MONEKYNAPHO-reHEeTUYEeCKNX
meTonoB. ockonbky ranakrodemus [yapTte accouum-
poBaHa C HM3KOW aKTUBHOCTbLIO ranakro30-1-¢docear-
ypuauntpaHcdepasbl M TPAH3UTOPHbLIM MOBbLILLEHNEM
coAepXaHus ranakTosbl U ranakroso-1-¢gocdartos, NH-
TepnpeTauusa pes3ynbratoB CKpUHUHra Tpedyet audpde-
PEHLMPOBKN KNACCUYECKOW ranakro3emMmm ot ee 1obpo-
KayecTBeHHOro BapuaHTa. CkpuHuHr N314D B kavecTse
BTOPOro 9Tana HEeOHaTaNbHOro CKPUHWHra ranakrose-
Mun obneryaet auddepeHumnanbHyilo anarHocTuky [2].
BapuaHT ranaktodemun BcneacTteme geduumTta ranak-
TOKMHAa3bl NOATBEPXOAETCH MOBLILLEHNEM B KPOBU KOH-
LeHTpauMm ranaktodbl Npu HOPMasbHOW aKTUBHOCTU

TpaHcdepasbl 1 B OTCYTCTBUE FanakTOKMHA3HOW akTUB-
HOCTW B 3puUTpOLUTax KPOoBU. lnarHos Taxenom ranakro-
3eMuun BcneacTeue geduumta anmMmepassl cnenyer 3a-
noao3puTb, ecnm Ha GOHE CUMMNTOMOB Npeanoaaraemon
K/TACCUYECKOW ranakTo3eMmn MMEeeTCsl HOPMaJsibHbIN
YPOBEHb aKTMBHOCTU TpaHcdepasbl. Hocutenen rena
3TON GOpPMbl ranakTo3eMUN BbISBASIOT ONpPeaesieHneM
aKTMBHOCTU 9numepasbl B sputpoumtax. CyliectBy-
€T MeTOh aHTeHaTaslbHOW AMArHOCTUKU, MPUMEHSAETCS
cneuudunyeckoe ncecneposaHne JHK.

Cneundunyeckass nekapcTBeHHas Tepanusi Bapu-
aHTHbIX OpPM ranakTo3emMmm OTCYTCTBYET, a JAueTa
— EOVHCTBEHHbIN cnocob neyeHus (3a MCKIIOYEHMEM
onepaTtuBHOM KOPPEKUUM KatapakT). [anakTokuHasHas
HEeOOCTAaTOYHOCTb TakXke MNOANIeXMT AueToTepanuu C
OrpaHnYeHMeM aJIMMEHTAPHOro MOCTYMNJIEHUS ranakTo-
3bl (NO aHanorMm C OVETON NPU KIacCUYECKOM ranak-
TO3eMUN). [leTn ¢ aNnMMepasHON HeAOCTAaTOYHOCTbIO He
dopMUPYIOT ranakTody (He3aMeHUMbIi KOMAOHEHT MHO-
rmx CTPYKTypHbiX 6enkos LIHC); nostoMy MM Ha3Hauva-
€eTCsa HM3KOoranakTodHasa aueta. K coxaneHuio, neyeHue
naumMeHToB C reHepanmM30BaHHOW 3nMMepas3Hon Heno-
CTaTO4YHOCTbIO HE nNpeaynpexaaeT YMCTBEHHYIO OTCTa-
noctb. AuckytabenbHa HeOO6X0OMMOCTb AueToTepanum
npu ranakrosemun Nyapte. Llenecoo6pasHo ncnonb3o-
BaHWe B AMeTe TakuxX NauueHTOB B TEYEHWE NepBoro roga
XXU3HU COEBbIX 3aMEHUTENEN TPYAHOr0 MOJIOKA, a Takxe
6onee TBepaon 6€3n1aKkTo3HOM NuLKM. MNpn BCeX BapuaH-
Tax ranakto3emMmnmn n3 gmeTbl ANMMUHMPYIOT NPOAYKTbI, B
KOTOPbIX COAepXaHne ranaktosbl npesbiwaet 20 mr/100
r. OueHka 3dPEKTUBHOCTMN ANETLI KOHTPOAMPYETCS MO
COAEPXaHMIO B KPOBU ranakto3bl, N0 Guanyeckomy pas-
BUTUIO, MO NOTPEONEHNIO SHEPTUM U MAKPOHYTPUEHTOB.
HeobxoauM MOHUTOPUHI COAEPXaHUS ranakTutona
(OKOHYaTenbHbIM NPOAYKT pacnana ranakto3bl) B MOYE U
KPOBM B Ka4ecTBe cneundunyeckoro ANeTn4eckoro map-
kepa [2].
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