MpUHLUKNBI MYyNbTUAUCLUIJIMHAPHOIO BEA€HUSNA
AeTeHn Cc peAKUMU 3a060N1eBaHUAMMU

Mykononncaxapuaossl (MIC) — rpynna HaciaeACTBEHHbIX 60J1e3HEN OOMEHa BELECTB,
06YCJIOBJIEHHbIX HapylleHMeM MeTabo/m3ma IIMKo3aMUHoOrMKkaHoB (IAlN), BO3HUKaloLMX
B pe3ysbTate MyTalUuu reHoB, KOHTPOJIMPYIOLMX MPOLECC BHYTPUIN30COMHOIO rMaposmn3a
[TIMKO3aMUHOITIMKaHOB, U MPUBOASLLMX K MOParxKEHUI0 OpraHoB U TKaHen. CyMMapHas Yactora
MIIC coctaBnsieT 1 : 40 000-100 000 HOBOPOXAEHHbIX.

B foknage «AuddepeHunanbHaa AMaArHOCTUKA MYKOMO-
nncaxapuao3oB» 3aBefylolas nabopatopuen Hacnea-
CTBEHHbIX 60ne3Hen o6mMeHa BellecTs A.M.H. E.}HO. 3axapoBa
OCBETU/Ia COBPEMEHHbIE MpPeAcTaBfeHUs O KhaccubuKa-
LMK, KITMHUYECKOM KapTuHe U anddepeHunanbHOon aMarHo-
cTnke MIC. B 3aBUCMMOCTM OT MeTabonn4yeckoro gedekrta
N MONEKYNAPHO-TEHETUYECKUX XapaKTEPUCTUK BblAENSOT
cnepylouwme TMnbl Mykononuncaxapuaosos: MIC | Tmna (cuH-
apom lypnep, l'ypnep — LWene, Wene), MINC Il Tuna (cuHapom
XaHTtepa), MIMC Il Tuna (cuHapom CaH-Puannno), KoTopbIn
nogpasgensetca Ha IlIA, 1B, IIC, IID noatunbl, MIC IVA
n IVB tvna (cuHapom Mopkuo), MIMC VI Tuna (cuHOpOM
MapoTto — Jlamu), MINC VIl Tuna, MIC IX Tuna.

B [nOoknage paccMoOTpeHbl BOMPOCHI AWMArHOCTUKM
n ouddepeHumanbHON ANarHOCTUKKN pasnnyHblx Tunos MIC
y aeten. MINC He06X0AMMO UCKIOUYUTb MPU HANUYUK Y NaLU-
€HTa KJIMHWMYECKOW KapTWUHbI, XapaKTepHOW AN AaHHOro
3aboneBaHus. B Takux cnydasix NpoBOAATCHA onpeaeneHue
Al B MO4e, 3H3MMOANArHOCTUKA, MOJIEKYNIIPHO-TEHETUYe-
CKOe wuccnefoBaHue, a 3aTeM Ha OCHOBaHMM MONYYEHHbIX
pesynbTaToB BbICTABAAETCA AMArHo3. 119 BbISBNEHUS NaUm-
eHToB ¢ MIIC ucnonb3yeTcs NpoBEAEHWE CENEKTUBHOIO
CKPUHWHIa, HanpMMep, cpean NauneHToB, YacTo 6ONEOLLMX
pecnupaTtopHbiMM 3ab60neBaHUAMMU, OTUTAaMU, OCOBEHHO
B COYeTaHuMM C rpbiamu. Beigsensemoctb MIC B gaHHOM
rpynne nauMeHTOB COCTaBASET, MO AaHHbIM NUTEpPaTypbl,
1-3%. Ana gnarHocTukn MIMC BO3MOXHO NpoBeAeHNE Mac-
COBOro CKpuHuHra. OgHako npu 3TOM chneayeT NOMHUTb
0 BO3MOXHOCTU MOSYYEHMS NIOKHOMOMOKMTENbHbIX U IOXK-
HOOTPUUATENbHbBIX Pe3ynbTatoB, HEO06XO0AMMOCTM AOMNOS-
HUTENbHbIX WCCNeAoBaHWM ANS YTOYHEHWS [AuarHosa.
BoisiBneHne y pebeHka MIC no pesynbrataM MaccoOBO-
r0 CKPUHWHIra SBNSIETCS CUSIbHBbIM CTPECCOBLIM GaKToOpoOM
ANS YEHOB CeMbM NaLMeHTa.

OCHOBHbI€ NPUYKMHbI NO3AHEN AnarHocTukm MIIC y nauu-
€HTOB:
1) HepocTaTo4yHas OCBEAOMJSIEHHOCTb Bpayen O KiauMHWUYe-

CKux nposiBnenuax MrC;
2) oTcyTcTBUE TecToB, obnagatouwmnx 100% 4yBCTBUTENBHO-

CTblO 1 CeuUPUUYHOCTbIO;
3) peaKocTb NaLUMEHTOB C AaHHOM rpyrnnon 3aboneBaHum;
4) reHeTuyecKkas u GeHoTUNMYEeCKas reTeporeHHoCTb.

OCHOBHbIE KIMHUYECKME MPOSIBAEHUS, MO KOTOPbIM MOX-
HO 3anoao3puTh y nauneHta MIC, — 370 UBMEHEHNS CKene-
Ta Mo TUNY MHOXECTBEHHbIX AN30CTO30B (<KOFTUCTas KUCTby,
BecnoobpasHble pebpa, rmébyc) U UBMEHEHWS NKLLa NO TUNY
rapronnuama. Y nauumeHtoB ¢ MIC 3aboneBaHWe MOXKET
NpoTEKaTb KaK B TAXENON, Tak U B Ierkon ¢opme, Npu KoTo-
pPON KNMHMYECKME MNpPOSABNAEHUSA Y OOJbHbIX AE€TEeN MOryT
6bITb MMHUManNbHbIMU. OuddepeHunanbHas AMarHocTUKa
pa3nuyHbix TMnoB MIMC npoBOAMTCH KakK B rpynne MyKo-

noiiMcaxapmMaos30B, Tak U ¢ APYrMMKU M30COMHbIMKU 60ones-
HAMKW HakonneHusa. Ona MIC | xapakTepHO MOMYTHEHMWE
porosuubl, ans MIC Il — n3MEHEHUE KOXKMK MO TUMY «MOp-
CKOW ranbKu», ans MIMC IV — cuHApOM rMnepmMo6UIbHOCTH.
KnnMHuyecKkne nposiBNEHUS, CXOAHbIE C MyKOMoancaxapuao-
3aMu, UMEIT NauMEeHTbl C MYKOAUNNAO30M, afibda-MaHHO-
314030M, PaxnMTonogo6HbIMKN 3a60N1EBaAHUAMM, OHOLIECKUM
peBMaToOMAHbIM apTPUTOM. loBbIlLEHWE OCBEAOMIEHHOCTHU
Bpadyen o MIC u HanuMyme [OCTYMHbIX AMArHOCTUYECKMX
nporpaMm NomoryT BbIIBASATb NaLMEHTOB C MyKoMnosiMcaxa-
puao3amu B paHHEM BO3pacTe, NO3BOAAT CBOEBPEMEHHO
Ha3Ha4vyaTb pepMeHTO3aMecTUTENbHYIO Tepanuto (PT3).

B npoknage «OCOBEHHOCTU NeYeHUs NauMeHTOB C MYKO-
nonuMcaxapuaosom Il Tuna: BO3MOXKHble NPO6AEMbl U NyTH
peleHus» 3aBegylowen oTaenoM opdaHHbix 6one3Hen
U NpodUNaKTUKU MHBaNMAn3Upylowmx sadéonesaHnin HUNU
neguaTpumn n oxpaHbl 3gqoposbs aeten LLKB PAH a.m.H. H.[.
Balwakma3e paccmMoTpeHbl 0co6eHHoCcTH npoBeaerHns 3T
y naumeHToB ¢ MIIC Il, TpyAHOCTH, KOTOPblE MOTYT BO3HUK-
HYTb NPUY AANTENbHOM NPUMeEHEHUN D3T, 1 BOSMOXKHbIE NMYTH
NX PELUEHUS.

Ona neyenns MIIC Il B HacTosLLee BpeMs pa3paboTaHbl
[Ba npenapaTta — wuaypcynbdasza (Ananpasa) n uaypcysb-
da3za 6eTa (XaHTepasa), KoTopble NMPUMEHSATCA Ans nedye-
Hua MIC Il B Kopee ¢ 2012 r., a B Poccnn — ¢ 2018 .
Naypcynbdasa n ngypcynbdasa 6eTa BKIOYEHbI B CTaHAAPT
OKa3aHus crneynanmampoBaHHOM MeAULMHCKON MNOoMOLLM
nauneHtam ¢ MINC Il. ®3T ycTpaHAeT Unu 3ameansaeT MHorme
comaTtuyecKkue nposiBneHns 60nesHu, yaydlwaeT KayecTBO
XU3HU. O6a PeKOMOUHAHTHbIX GepMeHTa UMEKT MAEHTUY-
Hble aMWHOKMCNOTHbIE MOC/AEA0BaTENbHOCTH, MPOUCXOAN-
wue ot reHa IDS yenoseka (NM_000202), HO B TOXe Bpems
OHW MMeKT psa 0cobeHHOCTEW MPoM3BOACTBA, KOTOpPble
onpeaensitoT Ux pasnnyHyto akTUBHOCTb.

Mpo6nema annepruyecknx peakumm Ha PEKOMOWUHAHT-
Hbl pEepMEHT OCcTaeTca OCTPOM U TpebyeT HOBbIX MOAXOA0B.
PeaKkuun, cBszaHHble C WHPY3Men, — nobble cobbITUS,
npoucxoasuwme B tedyeHne 24 4 nocne nHoysuu. MNoboyHble
3bdeKTbl, KOTOPblE BbIABASIOTCA Yy NaLMEHTOB BO BpeMSs
npoBegeHna P3T: KOXKHble peakuun (CbiMb, KpanuBHULA,
3ya), nuxopadKka, ronoBHas 60/b, FONIOBOKPYXKeHWe, Tpe-
Mop, noBbllleHne A[l, apuTMusa, TaxuKapaus, cBuUCTSLee
[blXxaHWe, oabllKa, 6poHXxocnasm, Kallenb, 60/b B XXUBOTE,
TOLWHOTa, Aucnencus, 601b B rpyau, apTpanrus.

Ecnny nauveHTa nosBMANChL NOGOYHbIE peaKLMK Ha BBE-
[leHWe npenaparta, Heo6Xxo0AMMO OCTaHOBUTb MHPY3UIO, OLie-
HUTb COCTOSIHME NalMeHTa, Nocne KynupoBaHUS peakuuu
BOCCTA@HOBUTb WHPY3UIO, OAHAKO HEOBXOAMMO CHU3UTb
CKOPOCTb BBefeHMs npenapaTa. K coxaneHuio, yanuHe-
HME BPEMEHU MHOY3UKU MIOXO NEPEeHOCUTCH MNauMeHTOM,
HasHavyeHne 60MblUMX 03 aHTUIMCTAaMUHHbIX Npenapatos
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SHORT REPORTS

KPATKUE COOBLUEHUSA

N TIIOKOKOPTUKOCTEPOMAOB CO34a€eT AOMNONHUTENbHbIE NPO-
61embl. BO3HUKLIME OCNOXHEHMA Npu npoBedeHun O3T
oTpuLaTeNbHO CKa3blBalOTCS Ha NMCUMXONOrMYECKOM U coMa-
TMYECKOM cTaTyce nauueHTa, a y poautenen uanm 6anM3Kux
POACTBEHHUKOB Pa3BMBAlOTCH CTPax M HeraTMBHOE OTHOLWe-
HWe K camon Tepanuu. Hanbonblyto onacHOCTb NpeacTas-
nsoT IgE-accounmpoBaHHble peakLmu Npu NOBTOPHLIX BBE-
LEeHUsX npenaparta, KOTopble Bbi3biBAIOT MOPaXKEHUE KOXM
no TUMY KpanuBHULbI, @ B 4acTK ciy4aeB — 6onee TaxKenble
annepruyeckne peakuun ¢ passuTueM aHabunaxkcum.

B noknage npvBeaeHbl KAMHUYECKME Npumepbl nauu-
€HTOB, UMEBLLMX IeKapCTBEHHYIO annepruto Ha ®3T, u nyTn
peweHns gaHHon NpobaemMbl.

KnuHuyecknn npumep 1. MNMauneHT B Bo3pacte 10 mec
KOHCYNbTMPOBaH reHeTUKOM. Y pebeHKa 3anofo3peH MyKo-
nonucaxapuaoa. Npu nabopatopHom o6CcnejoBaHUM BbisiB-
NIeHO yBenu4yeHHoe cogepxaHve A — 87,62 Mr/mMMoOnb
KpeaTuHuHa (Npu HopMe A0 42), CHWXEHWE aKTUBHOCTU
naypoHat-2-cynbdartasbl (0 Hmonb 4-MU/mr 6enka/4 u
npu Hopme > 17 Hmonb 4-MU/mMr 6enka/4 4), Nnpu MONEKy-
NAPHO-TEHETUYECKOM MCCNefOBaHMM BbiiBNeHa MmyTauus
¢.880-2del reHa IDS B remmn3nrotHom cocTtosiHuK. C 1 roga
3 Mec pebeHok nonydan ®3T npenapatoM wuaypcynboda-
3a. B 3 roga npoBeAeHO XMpypruyeckoe nedveHue: dHAo-
CKOMNMYecKas ageHoTOMUS, ABYCTOPOHHSAS TOH3WANOTOMMUS,
nanapocKonuyecKkas repHuonnactuka nog 3TH. B ceaswu
C ABNeHnsmMu pnebuta n Tpombodnebuta nepudpepuyeckmx
BeH Gblna NpoBefeHa yCTaHOBKa LleHTPanbHOro BEHO3HOMo
kateTepa (LIBK) anutenbHoro ctossHMs — BEHO3HOM MOPT-
cucTeMbl. BnepBble nogbembl Temnepatypbl 40 Gebpunb-
HbIX LMOP nosBuAMCb B Bo3pacte 4 neT B TeYeHUe CyTOK
nocne nposeaeHns P3T. bBoina agnarHoctupoBaHa MNoOpT-
MHPEKUMS, BbINONHEHO yaaeHne BEHO3HOM MNOPT-CUCTEMDI,
npoBefeHa aHTuGaKTepuanbHasa Tepanus. B Bospacte 5 net
4 mec y nauueHTa nepuoguMyeckn Ha doHe UHbY3uUK npe-
napaTom uaypcynbdasda cTanu NoABAATbLCA runepemus
W NATHUCTO-Nanyne3Hble 3/1eMEHTbl B MecTax NMoCTaHOBKM
nepudepunyeckoro katetepa. Pe6eHKy Ha3dHa4vyeH 5-Heaenb-
HbIM KypC Tepanuu rNOKOKOPTUKOCTepouaamMu, Ha ¢oHe
KOTOpPOM OTMeYanucb peskas npubaBKka macchbl Tena, NoBbl-
WeHWe apTepuanbHOro AaBfEHUSs, B CBSI3N C YEM NevyeHune
6bl10 NpeKpalweHo. M3-3a NpoaoIKeHUa annepruieckomn
peakuuMn Ha doHe BBeAeHMs npenaparta 6bl10 npoBeae-
HO M3MEHEHMEe CXeMbl BBELAEHUS NpenapaTa: yBennyinnacb
NPOAOIKUTENBHOCTb MHOY3MK fO0 36 4 C nNpemeanKaumen
[JeKcaMeTa30HOM W XJI0ponNupaMUHOM. Y4uTbiBas Bblpa-
YKEHHYIO annepruyecKkyto peakumio Ha BBeAeHWe npenapata
naypcynbdasa, gaxe B cnyvyae npoBeaeHus npemMmeanKaLmm,
peweHneM Bpa4yebHOM KOMWUCCUM OblI0 PEKOMEHLOBAHO
3amMeHnTb NpenapaT naypcynbdasa Ha npenapaT uaypcynb-
daza 6eTa. Ha cerogHsaWHMIA MOMEHT NauUMeHT NpoaosIKa-
eT nonyyaTb npenapaT uaypcynbdasa 6eta exeHeaenbHo
B no3e 0,5 Mr/Kr macchl Tena 1 pas/Heq. [epeHoCMMOCTb
npenapata WM camo4vyBCTBME pebeHKa yAOoBNETBOpPUTENb-
Hble.

B KAnHMYecKoM npumepe 2 NpuBeeHo onMcaHme naum-
€HTa C CMHAPOMOM XaHTepa, 11 neT, y KOToporo npu npo-
BeAeHUn 27-n nHby3uKn npenapaTtom maypcynbdasa B 4o3e
0,5 MI/Kr pasBunacb reHepannM3oBaHHas KpanuBHULA,

COXpaHsBLWanca nNpu Nocneaylowmnx BBeAEHUSAX, HECMOTPS
Ha BpeMs yBENUYEHUS NOCNEAYIOWMX MHDY3NUI U CHUKEHUE
no3bl npumeHsemon O3T. Mocne 47-n MHDY3UKU nedyeHue
OblI0 MpeKpalleHo Ha 2 Heg ¥ BO30OGHOBMEHO B A03€e
1 Mr/Hepn; aTa [o3a MeAJIEHHO YyBenanyuBanacb, HO Mak-
cuManbHO cocTaBuna 6 Mr nNpu BBeAEHUW B TeyeHue 6 4
Ha ¢oHe npemefuKauuu nepopanbHbiM NPEAHU30/I0HOM,
LEeTUPUBNHOM, XTIOPPEHNPAMUHOM M NpomeTasnHom. MNocne
nonayyeHus naumeHTom okono 100 uHby3un npenapatom
naypcynbdasa 6bi10 YCTAHOBAEHO, YTO MPW YBENUYEHUU
[0o3bl 6onee 6 Mr y pebeHKa BO3HWMKaeT reHepanuso-
BaHHaa KpanuBHuua. B 13 neT nauumeHT 6bin nepesBefeH
Ha exeHegenbHble MHOY3MM npenapaTom uaypcynbdasa
6eTa (XaHTepasa). Ha ¢oHe n3MeHeHns Tepanuun BbiiBEHbI
cneaytowme ynyyweHms B COCTOSIHUM NaLMeHTa: KoNn4ecTBo
Al B MOY€e YMEHbLLMNOCH, TECT B-MUHYTOM X0AbObI MOKa3an
NOSIOXKMTENbHYIO AWHAMMUKY, TaKXXe OTMeYaNiuCb MONOXKM-
TefbHble U3MEHEHUS CO CTOPOHbl CeEpAe4YHO-COCYAUCTOM
W AblXxaTenbHOM cucTeMm, oTcyTcTBOBau IgG.

Mpo6nema neKapCTBEHHbIX anlepruieckux peaxkuun
Oblla NOAPOGHO OCBelLeHa B JOKNlaje 3aBeaylolen oTae-
IOM K/IMHWUYECKON UMMYHONOMMK U anneproioruu, Bpayom
anneprosoroM-MMMyHONI0rom K.M.H. HO.I. JleBuHOW.

[JoKnagynk oTmeTuna, 4TO peakuun neKapCTBEHHOM
rMNep4yBCTBUTENBHOCTM cocTaBnsAloT 15% Bcex MO6OYHbIX
3bPEKTOB NIEKapCTB C BOBIEYEHUEM MMMYHONIOrMYECKUX
MexaHu3MOoB. 1o gaHHbIM nTepaTypsl, IgE-onocpegoBaHHas
aHabunaKkcus u annepruyeckne peaxkumm Ha naypcynbodasy
BbliBAEHbl Yy 3 13 24 NauneHToB C CUMHAPOMOM XaHTepa.
AHadunnaKkTuyeckmMe peakuun pasBUBaIUCbL B CpeaHem
Ha 67 £ 34 Hep. IgE-aHTMTEeNa K naypcynbbaTtase onpeaens-
JINCb C MOMOLLbIO KOXKHbIX NPUK-TecToB M MDA, KaK npasuno,
NevyeHne KpanumBHULbI OCYLLECTBASETCS MOCPEACTBOM BBeE-
[LeHUs NpefHM30M10Ha B J03e 1-2 MI/KI, aHTUIMCTaMUHHbIX
npenapaToB 2-ro NOKoNeHus. JleyeHne aHrMoHeBpoTUYe-
CKOro OTEKa OCyLeCTBNSETCS B CTauMoHape NocpencTBOM
BBEAEHUS MPEeAHU30/I0Ha, aHTUIMCTaMUHHBIX NpenapaToB
2-ro nokoneHus. Mpu Heob6XoAMMOCTM OCYyLEeCTBAAETCH
MHTYGaLmMsa Tpaxeun n nepesos pebeHKa B OTAeNIEHUE NUHTEH-
CuBHOW Tepanun. Hanbonee TaxenblM NposBAeHUEM leKap-
CTBEHHOW anneprun aBnsetcs aHabUNaKTUHECKUMIN LWOK.
Yem ObicTpee OH pa3BuBaeTcsl, TeM 60/blle BEPOSTHOCTb
TSXENOro COCTOSAHMSA M BO3MOXHOMO Heb6naronpuaTHOro
ucxopa. ¥ 5-20% nauuveHTOB pas3BuBaeTca AByxdasHoe
TeYeHne — NpPoMcxoanT BO3BpaT CUMNTOMOB Yepeld 4-12 4
nocne nepBuYHbIX NPOsBEHUI. PaKkTopaMu puUcKa SBAS-
loTCA MO3AHAS, HeafjeKBaTHasa Mo Ao3e Tepanusa agpeHa-
JINHOM, OTEK rOpTaHu, TMNOTEH3MSA B Havane aHapunakcuu.
HasHayeHune agpeHanuHa B TedeHne 30 MUH nocne Havyana
pPa3BUTUS CUMINTOMOB CHUXXaeT 4YacToTy AByxda3Horo Teye-
HWS annepruyeckmx peakumm Ha 23%. NpenapaTom BoiGopa
4NS neveHns aHadMNaKTUYECKOro LWOoKa ABAseTcs anuHed-
pUH (pacTBOp aapeHanuHa ruapoxnopuaa 0,1%).

[Ons neyeHuss neKapCTBEHHOM anneprun y nauueHToB
BO3MOXHO NPUMeEHEHME BUONOrMYECKNUX NPenapaToB. AHTH-
IgE npenapaT omann3ymab ofo6peH ANA JIeYeHUs cpeaHe-
TSXKEION U TAXKenon 6pPOHXMaNbHOW acTMbl Yy AeTen cTap-
we 6 NeT, XPOHUYECKON KpanuBHULbI Y NaLMEHTOB cTaplue
12 ner.



