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0O6ocHoBaHue. CuHapom [ypaep (MyKonoaucaxapuaos, Tui |) — pefkoe Hacne[CcTBeHHOe 3aboeBaHue, MMeroLLee XPOHU-
yeckoe TevyeHne. OCHOBHbIMM MeToAamu Tepanun cuHagpoma lypaep ABASIOTCS TpaHCnaaHTaLmMs reMorno3TMYeCKUX CTBOJIO-
Bbix Knetok (TICK) n ¢pepmeHTo3amectutenbHas tepanusi (P3T). B nocnegHue rogbl npy nporpeccupoBaHnmn 3aboneBaHus
riokasasna CcBoOI 3¢pOEKTUBHOCTL KOMOUHUPOBaHHas Tepanus — npumeHeHne 3T Kak nepen npoBegeHnem TICK, Tak
n nocsne. OnucaHne KIMHNUYECKUX ciy4daeB. [1pe/jcTaBAEHHbIE KIMHUYECKME Clly4an MoKa3biBaloT 3(POEKTUBHOCTb MPH-
meHeHust P3T y naymeHToB ¢ cuHapomom [ypnep nocne TICK, B nepBoM KIMHUYECKOM C/ly4ae — B CBSI3U CO CHMXKEHUEM
aKTMBHOCTU anbda-L-uagypoHuaassl Yyepe3 2 roga rnocne nposegeHuss TTCK, BO BTOPOM K/IMHUYECKOM CJlyyae — B CBS3M
C yXyALleHMEM COCTOSIHMSA nayneHTa, B 4aCTHOCTU CO CTOPOHbI CePAEYHO-COCYANCTON U [biXaTeslbHOM CUCTEM, pPa3BUTUEM
renaTomerasimm, XoTsl ypOBEHb pepMeHTa U cogepIKaHne IMMKO3aMUHOITTIMKaHOB B MOYE NaLMeHTKM ocTaBa/lMCh B rpejenax
HOpMaJibHbIX 3HaYeHuH. 3aKa4yeHmne. KombuHupoBaHHas Tepanus, Kotopas BK/IYaeT P3T He TO/IbKO A0 MpoBeAeHUs
TICK, HO v npu yXyALLEHUU KTMHUYECKOro COCTOSIHMS naumeHTa nocae TICK, nrpaet 60/bLuyto poJib B CTabUamn3aLmm cocTos -
HWS NaymMeHTa, NPeaoTBPaLLeHUU 6bICTPOr0 NPOrPECCUPOBAHNS CUMITOMATUKN, PA3BUTHS KUIHEYTPOXKAIOLLMX OC/TOKHEHUH,
0COBEHHO CO CTOPOHbI CEPAEYHO-COCYANCTON CUCTEMDI.

Knro4eBbie cnoBa: MyKornosnucaxapugos, i I, cuHgpom lypaep, TpaHcrnaaHTaums reMorno3TM4ecKmx CTBOJTOBbIX KIIETOK,
pepmeHTO3amMecTuTeIbHas Tepanus
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Combination Treatment for Severe Forms
of Mucopolysaccharidosis, Type | (Hurler Syndrome): Case Report

Background. Hurler syndrome (mucopolysaccharidosis, type 1) is a rare hereditary disease with chronic course. The main methods for
Hurler syndrome management are hematopoietic stem cell transplantation (HSCT) and enzyme replacement therapy (ERT). In recent
years, combination treatment (ERT administration both before and after HSCT) has shown its efficacy in case of disease progression.
Clinical case description. The presented clinical cases demonstrate the efficacy of ERT administration in patients with Hurler syndrome
after HSCT: in the first clinical case due to the decrease in alpha-iduronidase activity 2 years after HSCT, in the second clinical case due
to the aggravation of the patient's condition (cardiovascular and respiratory systems, hepatomegaly, although the level of enzyme and
glycosaminoglycans in the patient's urine remained within normal values). Conclusion. Combination treatment including ERT not only
before HSCT, but also in case of clinical state worsening after HSCT, plays significant role in stabilizing the patient's condition, preventing
rapid progression of symptoms and development of life-threatening complications (especially cardiovascular ones).
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OBOCHOBAHME

Mykononucaxapugos, Tvn | (MINC ) — peakoe Hacneg-
CTBEHHOe 3abosieBaHMe M3 rpynnbl IM30COMHbIX 6oNe3HeN
HaKonaeHus, o6ycnoBieHHOe HEeAOCTAaTOYHOCTbIO hepMeHTa
anbda-L-naypoHnaasbl, BO3HMKalOWeN BCNeaACTBME MyTaLun
B reHe IDUA, 4To NpMBOAMT K HAKOMIEHMIO B TN30COMaXx Kie-
TOK pa3HblX OPraHoB M TKaHen rmuKko3aMunHorimkaHos (MFAIN
aepMataHcynbdata u renapaHcynbdata [1-3].

KnuHuyeckaa KapTuHa 3abofieBaHUs BapbUpyeT OT TsxKe-
non ¢opMbl, MaHUbECTUPYIOWEN B MepBble MECSLbl XN3-
HW, OO0 6onee nerknx GEHOTUNOB C [AeOITOM Ha MNepBOM
aecatunetTumn xu3uu (cungpom lypnep — LUlene, cuHapom
LWene) [1-3]. CuHapom [ypnep — Hanbonee Tsxkenas dopma
3a60/1eBaHUS, xapaKTepuayoLwasncs n3MeHeHeM YepT amua
no TUMNy raprouwan3ma, MporpeccupyoliMM noparKeHnem
LieHTpanbHon HepBHOM cuctembl (LIHC), KocTHO-cycTaBHOM,
CepAEYHO-COCYANCTON, AblXaTe/lbHOW CUCTEM, MOPaXKEeHWeM
opraHa 3peHus (Hanpumep, NOMyTHEHWEM POroBULbl), rena-
TOCneHOMeranuen, Nyrno4yHomn 1 NaxoBbIMU rPbIXXaMu, HacTbl-
MW pecnupaTtopHbiMK 3aboneBaHuamMu, otutamu [1, 2, 4].
Cunapom [ypnep pa3BuBaeTcs BCNEACTBME OTCYTCTBUS WM
PE3KOr0 CHUMEHWS aKTUBHOCTM anbda-L-naypoHunaassbl
[3, B]. Y nauneHToB ¢ AaHHbIM CUHAPOMOM Hanbonee 4acTto
BCTPEeYaeTCcsl MaToreHHbIM HYKNeoTUAHbIM BapuaHT 208C>T
(p.GIn70Ter) B reHe IDUA B roMO3UIOTHOM COCTOSIHUM [3—5].

OcHOBHbIMM MeTOAaMM Tepanuu npu Taxxenon ¢opme MIIC |
ABNSAOTCA TPaHCNAaHTaLMUa reMOono3TMYECKMX CTBOJIOBbIX Kie-
ToK (TF'CK) n dbepmeHTo3amecTuTenbHas Tepanus (P3T). B coot-
BETCTBMWU C POCCUWCKUMU U MEXAYHAPOAHBIMU KITMHUYECKUMMU
pekomeHgauuamu 3T y naumMeHToB ¢ cuHapomom lypnep npu-
MEeHsieTCs Kak B nepuwog, npeawectsyowmin TICK, Tak 1 nocne
npoeaeHuss TTCK go Hopmanusdauuum ypoBHSI 3HAOrEHHOrO
depmeHnTa [4, 5]. B 2021 r. 611 NpoBEAEH COBET 3KCNEPTOB,
Ha KOTOPOM flyyluMe CrneLmanucTbl U3 pasnunyHbix deaepanb-
HbIX LEeHTpoB Poccuitckon Pepepaumu ganu pekoMeHaauuu
no TakTuke BeaeHus nauyneHtos ¢ MIC | [4]. 3T pekomeHzo-
BaHa BCEM MalLMeHTaM C yCTaHOBNEHHbIM anvarHo3om MIIC |,
Ans Toro 4Ytobbl 3amMeITb NporpeccrpoBaHme 3aboneBaHUs
[4-6]. TTCK npoBoauTCcs nauueHTam C cuHapomom [ypnep
B BO3pacTte Ao 2,5 neT npu HopMasbHbIX UM CYOGHOPManbHbIX
nokasaTtensix pa3Butna pebeHka [4]. Jetam, KoTopbiMm GyaeT
npoBoanTbes TICK, pekomerngoBaHa ®3T — B TeueHne 12 Hep
no npoeaerns TKCK n B TevyeHne 15-17 Hepa nocne nposee-
Hus TICK. OAnutenbHoctb 3T nocne TICK 3aBMCUT OT ypoBHS
Al B MOYe, aKTUBHOCTH anbda-L-naypoHmaasbl KpoBM, COCTO-
AHWUA CepAeYHO-COCYAUCTON, AbIXaTe/IbHOM CUCTEM, a TaKke
OT COCTOSIHUA 340pOBbSA NauueHTa [4, 5]. Mocne nposefeHUs
TICK, ecnun y naumeHTa HabnoaaeTcs yXyALeHne COCTOSAHUSA CO
CTOPOHbI CEPAEYHO-COCYANCTOM, [blXxaTeNbHONW, KOCTHO-CYCTaB-
HOW cuCTeM, NOSIBASIETCS renaTtocnieHoMeranus, yMeHbluaeTcs
BbIHOC/IMBOCTH (N0 pesynbratam Tecta ¢ 6-MUHYTHOM X04bO0w),
BO3MOXHO NOBTOPHOE Ha3HavyeHne P3T [4].

MpnBOAUM KIMHUYECKME MpUMepPbl IOPEKTUBHOIO Npu-
MEHEHUS KOMOBUHMPOBAHHOW Tepanuun NauuMeHTam ¢ CUHAPO-
Mom lypnep.

K/IMHUYECKHUE NPUMEPDI

KnuHuyeckum npumep N2 1

Manbuuk, 12 net 4 mec. MNpun nocTynneHnn xanobbl poau-
Tenen Ha NOBbIWEHHYID YTOMASEMOCTb, TYronoABMMKHOCTb
CyCTaBOB, 3aJE€PXKY NCUXOPEYEBOro pa3BUTHS.

AHaMHe3 60/1€3HU

B Bo3pacTte 1 Mec y nauueHTa BbisSiBJleHa NaxoBO-MOLLIO-
HO4YHas rpbia, KoTopas npoonepupoBaHa B 3 mec. B 6 mec,
Korga peGeHOK cTan CaMOCTOSTENIbHO CWETb, POAMTENM
o6paTuniM BHUMaHWMe Ha JedopmalMio MO3BOHOYHMKA,

B 11 mec BbiiBNEHbl Nyno4YyHas rpbixka, gedbopmauus rpya-
HoM Knetku. Co cnoB Mambl, pebeHoK nowen B 13 mec,
NMOMHOCTbIO He pa3rmbas Horu. B 1 rog roBopun oTaenbHble
CNnoBa, 0gHaKo ¢ 18 MeC 0TMeYaeTcs perpecc NCMxopeveBbIx
HaBblKOB (Nepectan pasroBapuBaTb). llosBMnacb Tyronoa-
BMHOCTb KPYMHbIX CyCcTaBoB. B 2 roga mManbyuK Bnepsble
KOHCYNbTUPOBAH FEHETUKOM, 3amnoA03peH AMarHo3 «MyKo-
nosancaxapuao3a», B CBSA3M C YeM NaLMEHTY 6bIN0 NPOBEAEHO
obcnenoBaHue: KonnyectBeHHoe onpeaenerHune Al B moye.
KoHueHTpauua TAl coctaBuna 132,9 mr/MM KpeaTUHM-
Ha (Hopma 4,4-8,0 Mr/MM KpeaTWHWHA), N0 pe3ynbratam
ofHOMepHoro anekTpodopesa Ml BbiiBAEHa MOBbIWEHHas
3KCKpeuusa renapaHcynbdata n gepmartaHcynbdaTa ¢ MOYOH,
aKTMBHOCTb anbda-L-naypoHnaasbl 6blla Pe3KO CHUXKEHa
n coctasnsna 0,01 npu Hopme 61-175,5 HM/mMr/18 4. Ha
OCHOBaHWW AaHHbIX KIMHMYECKOW KapTWHbl M nabopaTop-
HbIX MCCNeAoBaHWMM MauueHTy Obll yCTaHOBNEH AMarHos:
«Mykononucaxapuao3 tmna | (cuHapom lypnep)». CBeaeHumn
0 TOM, 6blfI0 M NPOBEAEHO B TOT MOMEHT MOMEKYASPHO-
reHeTM4yecKoe o6cnefoBaHue, HET, 04HaKO M3BECTHO, YTO MpH
naaHMpoBaHMM MoOcCneayllWmx OETOPOXKAEHMH B Guontarte
BOPCUH XOPMOHA NPOBOAMNACH MONEKYNSIPHO-TreHeTUYEeCKas
OMarHoCTUKa y BHYTPUYTPOBGHOro pebeHKa — MOUCK ceMeN-
Hou myTauuu p.GIn70Term (Q70X) B reHe IDUA.

Mocne ycTaHOBNEHWMS [uMarHo3a MNaUMEHT Haxoaun-
€Al Ha CTaUMOHAPHOM NEeYeHWW, rae NPoLen KOMMIEKCHoe
ob6cnegoBaHne. [uarHocTMpoBaHbl runeptpodpusa MuHaa-
JINH 2-M CTeneHu, OCTPbIM THOMHbIM CpeaHWK OTUT crnpasa,
CMellaHHaa Tyroyxoctb € ABYX CTOpoH, OU nomyTHeHue
pPOroBMLbl, NYyNOYHas rpbia, BTOPUYHAs KapaunomuonaTvs
C HEeAOoCTaTOYHOCTbID MUTPaNbHOrO KnanaHa (Mo AaHHbIM
axokapaunorpadum (3xoKIl) BbIIBNEHblI peryprutauus Ha
MWUTpaNbHOM KNlanaHe 2-1 cTerneHu, He3Ha4YnTeNbHbIN BbINOT
B MOMOCTK NepuKkapda y Bepxywku 4 mm). Mpu npoBegeHun
yNbTPa3ByKoBOro uccnegosaHus (Y3M) opraHoB 6proLIHOM
NoAOCTM OnpefeNieHbl yBeNMYeHUe pa3mepoB 1 NOBbIWEHWE
9XOrEHHOCTU MEeYEHU W cene3eHKW. Mo AaHHbIM MarHUTHO-
pe3oHaHcHon ToMorpadumn (MPT) ronoBHOro Mo3ra BbiSiB-
NIeHbl MaKpOKpaHus, aTpodrUyYecKkMe M3MEHEHUS BellecTBa
MO3ra 1 atpoduyeckas BEHTPUKYIOMEranns npu KOMNeHcH-
pPOBaHHOM IMKBOPOANUHAMUKE, aHaTOMUYECKN Y3Koe 6a3asb-
HOe 3aTblI04YHOE OTBEpPCTME, AUCMIAacCTUYECKNE NM3MEHEHHUS
Ten no3BoHKoB Thll-L2, pacwupeHue KayaanbHbIX oTae-
0B BepTebpanbHOro KaHana, «pblbbM MO3BOHKW» LWWEMHOrO
oTaena No3BOHOYHMKA. Mpy NPoBEAEHUU CTUMYNALMOHHOM
aneKTpoMuorpadun BbiineHbl AUdOdY3HbIE UBMEHEHUS BTO-
PUYHOro Xxapaktepa Ha GOHEe CHUMKEHUSA QYHKLMOHAIbHOro
COCTOAHUS NepudeprUYECKUX HEPBOB MO CMELIaHHOMY TUMY.

B 2 rogpa 4 mec nauueHty Ha3HavyeHa P3T npenapa-
TOM napoHupasa B go3e 100 Ea/Kr exeHenenbHo. Yepes
1 mec ¢ MomeHTa Havana 3T, B 2,5 roaa, 6bi1a npoBeaeHa
annoreHHas TpaHCMAaHTauus KOCTHOrO MO3ra MOJSIHOCTbIO
HLA-coBMECTMMOro poACcTBEHHOIro AOHOPA.

B 3 roga 9 mec nauuneHTy npoBeaeHa TpaHcPy3ns JOHOpP-
CKMUX NTMMPOLMTOB OT POACTBEHHOrO AOHOpPa B HayanbHOM
nose CD3* 1 X 108/kr, fanee gaHHas npoueaypa OcyLLecT-
Bnanacb 1 pas B MecsiL, C MOCTENEHHbIM YBENMYEHUEM A03bl.
B 4 roga 2 mec BbIIBIEHO CHUMKEHKe anbda-L-naypoHnaassl
B lenKoumTax nepudepuyeckon Kposu o 57,9 HM/mMr/18 y
(Hopma 61-175,5 HM/Mr/18 4). YuuTbiBasg MNocCTENEHHoe
CHU}EHWE aKTMBHOCTU depMeHTa anbda-L-naypoHuaassbi
W CMeLLaHHbIN XMMepK3M, 6biNo pelleHo Bo306HOBUTL P3T.
B cBf3n ¢ 4em B 4 roga 3 mMec nauuMeHTy HadaTta Tepanusa
napoHugason B gose 100 ME/Kr exxeHeaenbHo.

B 4 roga 7 mec HavyaTa MMMyHoabnaTuBHas Tepanus
cpeaHumK aosamu pnygapabuHa — 90 Mr/m2/Kypc B Tede-
Hue 3 AHen ¢ nocneayrwmnm BBeAeHUEM JOHOPCKUX TMMPO-
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E Clinical Observation

KnuHunyeckKoe Ha6noaeHue

umMtoB. B 5 net 3 mMec npoBeaeHoO nccnegoBaHne akTUBHO-
ctn anbda-L-maypoHmaasbl — aKTMBHOCTb 83 HM/Mr/18 4
(Hopma 61-175,5 HM/mMr/18 4; aKTMBHOCTb depmeHTa
B npegenax HopmMasbHbIX 3Ha4€HUI), KOIMYECTBEHHOE onpe-
nenenne NI moun — 32,7 Mr/MmMONb KpeaTuHUHa (Hopma
0,8-24,9 Mr/Mmonb KpeaTuHWHa).

Yepes 8 mec oT mMoMeHTa pecTtapta P3T oTmedveHa
NONOXWTENbHAas AMHAMMKa B BMAE YNYYWEHUS BHWMaHWS,
YMEHbLEHUS TYrONOABUKHOCTU CyCTaBOB, YNy4lUEHUS NOXOA-
KM, BbIHOCIMBOCTU. Manb4ymK Havyan NPon3HOCUTbL OTAEbHbIE
cnoBa. B KnMHWYecKon KapTMHe BTOpMYHasa Kapavomuona-
TUS C NOPaXKEHNEM MUTPANbHOIO M aopTaibHOrO KnanaHos,
BaNbrycHasa aepopmaumst KONEHHbIX CyCTaBOB, OrpaHuyeHne
NOABMUHOCTU B KOJMIEHHbIX cycTaBaXx, AMddy3Hoe NnomyTHe-
HWe POroByLbl, TMNEPMETPONNS CPEAHSS, CXoasLLeecs Hemno-
CTOSIHHOE Kocornasue, o6liee HeJopasBUTUE PEYM.

B 6 net 9 mec npoBeaeHa ageHoToMuUS, B 7 NeT 3 Mec —
TOH3MNN3KTOMMSA. B 11 net 9 mec npoBeaeHa onepaTtMBHas
KOppeKLMs no noBoay NaxoBOW Y MOLIOHOYHOM MPbiXK.

YpoBeHb Al B Moye coctaBun 21 Mr/Mmonb Kpeatu-
HWHa Npu HopMme A0 16 Mr/MMOJb KpeaTuHWHA. Manbunk
perynsipHo nNpoxoauT o6cnefoBaHne y NPodubHbIX cnewuma-
nncToB. MNocTynun 4ns KOHTPONbHOro o6cneaoBaHus.

Ipn ocmoTpe

Poct — 124,7 cm, macca tena — 28 kr (MMT — 18,2).
HW3KMIM pocT, makpouedanus, NIOCKKIM 3aTblIOK, rpybble Yyep-
Tbl ULLE, TMNEPTENOPU3M a3, rycTble 6POBM, LUIMPOKas, 3anaB-
las nepeHocuua, nosHble rybbl, KOPOTKas LWwes. 3agepKKa
ncuxopeyeBoro pa3sutus. OTMeYaeTcs HeNOBKOCTb, TYromnoza-
BMXHOCTb Mpu Xoab6e. beper B pyKn Menkue npeamethbl.
OKCNpeccuBHas pedb NpeactaB/ieHa OTAeNbHbIMU Cl0BaMM,
HEBHATHas, MOBTOpPHas, cnoBapHbIM 3anac — Ao 30 cnos.
O6pallueHHy0 peyb MOHWMMAaEeT Ha YPOBHE MPOCTbIX MHCTPYK-
LMW, WHCTPYKUMKM BbIiNONHAET. [edopmauns rpyaHon Kiet-
KW. KOHTpaKTypbl CyCTaBOB BEPXHUX U HUMKHUX KOHEYHOCTEWN.
Kndo3 HuKHerpygHoro otgena Mo3BOHOYHWKa 2-3-1 cTe-
neHn. KombWHMpOBaHHOE nnockoctonue 2-3- CTEMNEHMW.
BanbrycHasi yctaHoBKa roneHewn. [epKyTopHO Hajg Nerkumu
NEeroyHbIn 3BYK. MpuK aycKynbTaumu: gblxaHue BE3UKYASPHOE,
NpPOBOAMTCA BO BCe OTAENbl. HacToTa AblXxaTeNbHbIX ABUKEHWNA
(44A4) — 20/MuH. TpaHuubl OTHOCUTENBHOW TYNOCTU cepaua
B npefenax Bo3pacTHOM HOpMbl. TOHbI cepaua 3BYy4YHble, PUT-
MWYHbIE, ANACTONIMYECKUN LWymM B obnactn 3—4-ro mexpebe-
pbsi cneBa OT MPYAMHbl M Ha BepxylKe. Yactota cepaeyHbix
CcokpalleHun (HCC) — 76 ya./MuH, apTepuanbHoe AaBreHune
(AO) — 130/50 mm pT. cT. eyeHb y Kpas pebepHon ayru.
CeneseHkKa He nanbnupyetcs. [NynoyHas rpboixa.

UHCcTpyMeHTaNnbHble 06C/1€40BaHUS

Mpu npoBegeHnn AxoKI gnarHocTMpoBaHa aHHYNO3KTa-
318 aopTa/lbHOrO KjanaHa, CTBOPKU M36bITOYHOM MNOBEPX-
HOCTHW, peryprutaunsg 2—3-i cTeNeHn, CTBOPKU MUTPasibHOro
KnanaHa MWKCOMATO3HO W3MEHEHbI, YTOMLEHbI, perypruta-
umsa 2-n cteneHu. Mo gaHHbIM Y3W opraHoB 6pOWIHON NOJI0-
CTV Y NOYEK BbIIBNEHbI MPU3HAKMU HEBGOMLLIOrO YBENNYEHUS
nevyeHn U NomKenyao4vHon enesbl, AUGPY3HbIX U3MEHEHUM
napeHxumbl nevyeHn. Ha ¢oHe nposBoanmon Tepannmn oTMeya-
eTcs cTabunnaaums COCTOSHUS NauneHTa, B TeHeHe anuTesb-
HOro BPEMEHU HE OTMEYaEeTCs BblpaXKEHHOMo MporpeccMpoBa-
HMSA NOPaXKeHUs cepaeYvHO-COCYAMCTON CUCTEMbI, OTMEYaeTcs
HebosblIOE YBENNYEHME NEYEHN NO AaHHbIM Y3W. Pasmepsbl
Cefle3eHKM OCTaloTCs B Npeaenax HopMasbHbIX BEIMYUH.

MpoagonxaeT nonyyatb fnapoHnaasy B gose 100 ME/Kr
exeHeaenoHo.

Cnenyet OTMETUTb, YTO AMarHo3 pebeHKy Obls1 yCTaHOBEH
nosgHo, TITCK, npoBeaeHHas B TpexNeTHEM BO3pacTe, He Ume-

fla AOCTaTO4YHOr0 NOMIOKUTENBHOTO addEKTa, U TONbKO nocne
B0O306HOBNIEHNA P3T COCTOSIHME MaNbYMKa YayyLLUIOCh.

KnuHuyeckuint npumep N2 2

[eBoyka, 8 net. [pn NocTynneHmn xanobbl Ha 3aAePKKY
NCUXopeveBoro pasBuTUs, aedopMaLMio M TYronoABUKHOCTb
CyCTaBOB BEPXHUX M HUMKHMUX KOHEYHOCTEW, HU3KUK POCT,
nepuoanYecKn 3aTpyaHEHHOE HOCOBOE AbIxaHWe, Xparn BO CHe.

AHaMHe3 60/1e€3HU

B 3 Mec B CBSI3K CO CHUXKEHMEM remMornobuHa o 93 r/n
pebeHoK npoluen o6cnefoBaHne, No pesyabrataM KOTOPOro
BbISIBIEHbl aHeMWUs 1-M CTeneHu, nepuHaTtanbHOe Mnopa-
weHue UHC, runepTeH3noHHo-rnapouedanbHbii CUHAPOM,
pebepHon rop6 cnesa. B 4 mec AeBoYKa ocMOTpeHa odTasb-
MOSIOrOM, YCTaHOBMEH AMarHo3s: «Pacxopasuieecsi Kocorna-
3ue, aHrmonaTms cocyaoB ceTtdaTkm». C Bo3pacta 7—-9 mec
OblN0 OTMEYEHO, YTO PEBEHOK CaaUTCa C «KPYrON CIMHON».
B 2,5 roga B cBA3M € Kanobamu Ha MNNaKCUBOCTb, pasaparu-
TENbHOCTb Pe6EHOK KOHCYNBTUPOBaAH HEBPOOrOM W Hanpas-
NeH ans o6cnefoBaHUs B cTauMoHap. [WarHOCTUMPOBaHbI
3afepKKa MNCMXOMOTOPHOrO pa3BUTUS Ha GOoHe pe3nay-
anbHOro opraHuyeckoro nopaxenus LIHC cnoxkHoro reHe-
3a, caruTTanbHbli KPaHWOCMHOCTO3, 3aMeCTUTENbHAsA KOM-
neHcupoBaHHasa rugpouedanus, audody3Hoe MNOMyTHEHUE
poroBuL, 060MX rnas, 3aCTOM OMCKOB 3PUTESIbHbIX HEPBOB,
OCTpPbIM CPEeaHUN CEPO3HbIN OTUT, XPOHUYECKUI CUHYCHUT, XPO-
HUWYECKMM ageHonanT 1—2-1 cTeneHn, KUPOCKOIMO3 C Bep-
lWUMHOW Ha ypoBHe L1-L3, 6abo4ykoBuaHas gedpopmauns
Ten MOSICHUYHbIX NO3BOHKOB, BapycHas gedopmauus cron,
HernofHaa 610Kaja NpaBOW HOXKM Nydka [Uca, anuson
MUrpaLMuK NpeacepaHoro BoanTens putma. NauneHTka KoH-
CyNbTUPOBaHa reHeTUKOM, 3anoAo03peH CMHAPOM [ypnep.

B 2 roga 6 mec npoBegeHo nabopatopHoe obcnenosa-
HWe, No pesynbTaTamM KOTOPOro BbIIBEHO CHUXXEHME aKTUB-
HocTh depmeHTa anbda-L-naypoHungasbl 4o 0,1 MKMONb/n/4
(Hopma > 1,96 MKMOSfb/N/4) B BbICYLIEHHbIX NATHAX KpO-
BW. [poBeaeHO MONEKynsapHO-reHeTu4yeckoe obcneaoBa-
HWe: METOAOM MPSAMOro aBTOMaTUYECKOro CEKBEHWPOBAHUS
B 9K30He 2 reHa IDUA BbiIBNEH NMaTOreHHbl HYKIeoTUA-
HblM BapuaHT ¢.208C>T (p.Q70X) B rOMO3MUIrOTHOM COCTOS-
HUW, OMUCAHHbIN paHee y NauMeHToB ¢ cuHapomom lypnep.
MauneHTKe ycTaHoBNEeH AuarHos: «MyKononucaxapuaos,
TN | (cuHapom lypnep)». MNpoBeaeHa KOHCyNbTalms TpaHc-
nnaHTonora, nauMeHTKe MnoKal3aHa afioreHHass TpaHc-
nnaHTaumMa CTBOJIOBbIX KIETOK. B cBS3W ¢ mporpeccupyto-
MM XapaKTepoM 3aboneBaHUs B Bo3pacte 3 neT 2 mec
nauuveHTKe MHuuuupoBaHa ®3T npenapatoMm napoHuaasa
B Ao3e 100 E[/Kr B BUAE BHYTPUBEHHON MHODY3MK exe-
HepgenbHo. B Bo3pacte 3 net 4 mec npoBefeHa asno-
reHHaa HepoacTtBeHHas TICK. OcnokHeHus, pa3BuBLUKE-
csl B nepBble Mecsilbl Nocne npoBeAeHns onepaTUBHOro
BMelaTenbCcTBa: MNOCTUMTOCTaTMYECKas MaHUMTOMNEHUS,
debpunbHas HEWTPONEeHUs, MYKO3UT POTOBOW MOJSIOCTH
3-11 CcTerneHu, ocTpas peaKkuus «TpaHcnaaHTaT nNpoTuB
X035IMHa» 2-M CTeNeHu, cTepoua-pedpakTepHOe TeyeHue.
Mpn npoBeaeHnn KT opraHOB rpyaHOM KNETKWM BbiSiBAEHa
enHnYHasa nnespoavadparManbHaa cnarMka B S8 cne-
Ba, CepiLe pacliMpeHo B MonepevyHuKe MpeumyLLecTBEH-
HO 3a c4yeT NeBoro enygoyka. o pesynbratam IxoKI
BbISIBIEHO HEPABHOMEPHOE NOBbILWEHWE 3XOrEHHOCTU MUO-
Kapaa, He3Ha4yuTe/lbHOe CHUXEHWE ANacCTONIMYECKON PYHK-
LMK, MUKCOMaTO3Has AereHepauus CTBOPOK MWTPanbHO-
ro KnanaHa, HeAoCTaTO4YHOCTb Ha MUTPaNbHOM KhaanaHe
1-2-r cTeneHu. No gaHHbIM Y3W 6GpIoLLIHOM NOAOCTU U NOYEK
BbISIBNIEHbI renatocnaeHoMeranus, audpodysHbie 3MeHeHUs
neyeHu, yBenmyeHme B pazMmepax nomKenyao4Hon Kenesbl.



B 4 roga 11 mec npoBefeHO onpeaefieHne ypoBHs MocT-
TpaHCNNaHTaUMOHHOIo XMmepmuama — MOJIHbIM AOHOPCKMM
Xnumepuam, cogepxkaHume FAI B moye — 22,6 mr/mMmosnb
KpeaTtuHuHa (Hopma 0,8-24,9 Mr/mMmonb KpeaTuHWHa),
4YTO COOTBETCTBYET BO3PaCTHOM HOpPME, aKTUBHOCTb dep-
MeHTa anbda-L-naypoHngasbl HEe CHUXKEHa M cocTaBnseT
9,3 MKMonb/n/4 (Hopma 1,0—25,0 MKMOnb/n1/4). B BO3pac-
Te 6 net y pebeHKa npu npoBeaeHNn KOMMbIOTEPHOM TOMOrpa-
¢uun (KT) rpyaHOn KNETKU BbISIBAEHbI NMPU3HAKKM MO3anyHOM
nHeBMaTM3aLmMn Nero4yHom TKaHn 6e3 OTYETNIMBOM AUHAMM-
KW, y4aCTKM YNNOTHEHUS nero4yHon TKaHu S5, S8 npasoro
nierkoro, aHtecnoHamnonuctes Th12. MNMpu npoBeaeHUU peHT-
reHorpammbl ly4e3ansacTHbIX CyCTaBOB OMPEAENsoTCs KO-
pOYEHME M YTONLLIEHUE KOCTEN Npeansieybs, NACTHbIX KOCTEN
n danaHr nanbuUeB, a Takke gepopmauns gUcTanbHbIX 3MNu-
$M30B KOCTen npeanievynmin u MACTHbIX KOCTen. KOCTHbIM
Bo3pacT cootBeTcTByeT 3,5—4 rogam. o gaHHbIM 3xoKI
AWarHocTMpoBaHbl HePaBHOMEPHOE MOBbILEHNE 3XOrEeHHO-
CTW MUOKapAa, HE3HAYUTENIbHOE CHUXKEHUE ANaCTONNYECKOMN
dYHKUMKM, MUKCOMATO3Has AereHepalms CTBOPOK MUTpasb-
HOrO KfanaHa, HeJoCTaTO4YHOCTb Ha KnanaHe 1-2-u cTe-
neHW, YNIOTHEHWE CTBOPOK aopTanbHOMO KianaHa, Heao-
CTaTOYHOCTb Ha KnanaHe 1-h cteneHu. MNpu KOHTPOSIbHOM
onpeaeneHnn ypoBHS NOCTTPAHCMAAHTALMOHHOIO XMMepH3-
Ma BbISIBf€H MOJIHbIM OOHOPCKUM Xxumepuam. CogeprkaHue
Al B Mo4ye ocTaBanoCb B npeaenax HoOpMbl U COCTaBWIIO
19,3 Mr/mmonb KpeatuHuHa (Hopma 0,8-24,9 mMr/Mmonb
KpeaTuHKHa). B 6 net 7 Mec B pe3yfnbTaTe KOMMIEKCHO-
ro obcnegoBaHUs BbiiBAeHa oTpuuaTenbHas AWHAMWKa:
Ha 3xoKI oTmevyaloTcs BblparkeHHas gedopmauus CTBO-
POK MWTPasbHOro KnanaHa, Avacta3 CTBOPOK B Meauanb-
HOM cermeHTe (4o 3,2 mMm), peryprutaumnsa 3-4-n ctene-
HW, aHHY/I03KTa3usa aopTanbHOro KnanaHa (z-score 4,76),
reMogMHaMuMKa He HapyleHa, paBHOMepHas Aunatauus
BOCXOASLWEro cerMeHTa aopTbl (z-score 3,06), neBast BEHTpU-
Kyfniomeranus (KOHeYHbIM AMacTtonmyecku pasmep 38,2 mm,
z-score 2,45). Mo gaHHbIM 3nekTpoKapauorpammbl (IKI)
WU XONTEPOBCKOro MOHMTOpUpoBaHMa K[ — BbiparKeHHas
CHMHycOBas TaxuKapaus, NPU3HaKW paHHeN penonspusauum
eNnyaoykoB, B HOYHOe Bpems npexoasulas AB-6nokaga
1-v cTeneHu U 4 naysbl puTMa, NpPeBbIWALLNX BO3PACTHYO
HopMmy (MeHee 1300 mc). NauneHTKe Ha3HavyeHa Tepanus
6eTa-agpeHo6n0KaTopamMu. o aaHHbIM Y3WM BHYTPEHHMX
OpraHoB W MOYEK AMArHOCTUPOBaHbI Y3-npu3Haku renato-
cnaeHomeranun ¢ andpoy3HbIMM USMEHEHUSMU B NMaPEHXM-
Me, AMPODY3HbIX UBMEHEHUM MNAPEHXUMbl MOAXKENYAOHHOM
enesbl. B GUOXMMUYECKOM aHann3e KpoBM OTMevaeTcs
NoBbIlWEHWE YPOBHS LWenoyHon docdatasbl go 385,4 Eq/n
(Hopma go 369 En/n), kenesa — Ao 33 MKMOb /N (HopMa 4o
22,9 MKMONb/n), NnaktataerngporeHasol — go 312,5 Ea/n
(Hopma go 295 Ea/n), akTMUBMPOBAHHOIO YaCTUYHOIO TPOM-
6onnactnHoBoro BpemeHn — ao 40,6 ¢ (Hopma go 35 c).
Mpn nabopatopHomM o06CNefoBaHWMM aKTUBHOCTb anbda-L-
WAYPOHMAA3bl He CHUWXeHa W cocTaBnser 5,9 MKM/n/d
(Hopma 1-25 MKM/n/4). O6waa KoHueHTpauus Al He
yBennyeHa — coctaBuna 15,9 mr/mMmonb KpeaTtuHuWHa npu
BO3pacTtHon HopMme 0,8-24,9 Mr/MMO/b KpeaTUHUHA.

Y4ynTbiBas TSKECTb, XapaKTep 3aboneBaHus, oTpuuaTeb-
HYlO AMHAMUKY CO CTOPOHbl CEPAEYHO-COCYAMCTON CUCTe-
Mbl, FPyoyl0 3aJeprKKy MCUXOPEYEeBOro pas3BuTUS, renarto-
Meranuio ¢ yBeJMYeHUEM YPOBHS MeYeHOYHbIX GepMeHTOB
B GMOXMMMYECKOM aHann3e KPOBM, YacTble pecnupaTopHble
3a60neBaHNs, pPeLUANBUPYIOLLME OTUTbI, MPOrPECCUPYIOLLYIO
naTonornio ONOpPHO-ABUraTeNbHOM CUCTEMbI U 3PUTENBHOIO
aHanu3aTopa, Ppe6eHKY NMOKa3aHO MOKU3HEHHOE exXeHeaenb-
Hoe BBeAeHWe GepMeHTO3aMeCcTUTENbHOro npenapara aapo-
HWAas3a, 3aperncTpMpoBaHHOro Ha TeppuTopun Poccuinckon

depepaumu, B no3e 100 Ea/Kr macchl Tena 1 pa3 B Heaeno
B BMAe B/B UHOY3UK. C 7 neT 2 Mec NauneHTKa Havyana nony-
yatb P3T. Ha doHe npoBOANMON TEPANMM OTMEYEHA NONOMKHU-
TenbHas AMHaMKWKa B BuAe Hopmanusaumnun HYCC, cokpalleHus
pa3mMepoB neyeHu ¢ +2,5 cm o +1,0 cm 13-noj Kpas pebdep-
HOM [Oyru; AeBOYKa CTana aKTUBHOW, 605ee MO3UTUBHOW,
Ha4yana urpaTtb CO CBEPCTHUKAMM.

Mpu ocmotpe

Poct — 105,4 cm (meHee 0.1 p, —-3.91 z). Macca
Tena — 19 Kr (MeHee 1.8 p, -2,1 z). UMT — 17,1 (74.2 p,
0,65 z). 3agepKKa nNcuxopeyeBoro passuTus. Peub — eam-
HUYHble cnoBa. O6palleHHy0 peyvyb MOHMMAET, MpPOCTbie
WHCTPYKUMK BbINONHSAET. Makpouedanus, BbICTynatowumm
n0o6, U3MEHeHWe nnua No TUMy raprownn3ma, runepreno-
pu3M rnas, 3anasluee, NJOCKOe NEePEHOCbE, MAaKPOCTOMMS,
NnosiHble rybbl, roTMdeckoe Hebo, KpynHble 3yObl, HEPOBHbLIN
3y6HOW psaj, Nerkoe NoOMyTHEHWE POroBMLbl, KOPOTKasa Lies,
M3MEHEHUE cKeneTa No TUMY MHOXKECTBEHHOro AM30CT03a,
KunesuaHas gedopmauns rpyaHon KIeTkn, KUGo3 rpyaHoro
M NOSICHWYHOI O OTAEN0B NO3BOHOYHMKA, LUIMPOKKE KUCTH, Bpa-
XMAAKTUANS, TYrONnoABMMKHOCTb JIOKTEBbIX, KONEHHbIX, rofe-
HOCTOMHbIX cycTaBoB. OrpaHuyeHne NoABUKHOCTU B LUEMHOM
oTaene No3BOHOYHMKA. BanbrycHas gedopmauuns roneHen,
3KBWHO-BapycHasa aedopmaums crton. YAO — 22/MuH.
B nerkux gblxaHve paBHOMEPHO MPOBOAWTCS BO BCe OTAe-
Nbl, BE3UKYNSIPHOE, XPUMNOB HET. [paHuLbl OTHOCUTENb-
HOW cepAeyvyHOoMr TynocCTU: MpaBas — KHapyXu OT npaBoro
Kpas rpyauHbl, neBas — B 5-M Mexpebepbe, BEPXHAA —
BO 2-M Mexpebepbe. [Mpn ayckynbTauumn: BepxylleYHbln
TOMYOK NOKanbHbIM, PUTM MPaBWAbHbLIA, LWYM CUCTONMYE-
CKWM, MHTEHCMBHOCTb 2/6 cneBa OT MPyauHbl, Ha BEPXYLIKE
C vppagvaumen B NEBY aKCcuangpHyto obnactb. HCC —
100 ya./muH, A Ha pyKax — 115/60 MM pT. CT., Ha Horax —
130/75 mm pT. cT. [ynoyHas rpbixa. MevyeHb +1,0 cm n3-nog
Kpasi npaBon pebepHon ayrn. CeneseHKa He nanbnupyeTcs.

JlabopaTopHoe o6cnegoBaHne

lMpoBeaeHo KonuyectBeHHoe onpeaeneHune Al B moye
METOOM BbICOKOIhdEKTUBHON KMOKOCTHOM XpomaTtorpaduu
C TaHAEMHbIM MacC-CNEKTPOMETPUYECKUM AETEKTUPOBAHUEM:
KOHLIEHTpauusa aepmataHcynbdata coctasuna 9,80 mM/M
KpeaTuHuHa (Hopma 0—45 MM /M KpeaTUHUHA), XOHAPOUTUH-
cynbdata — 7,46 mM/M KpeaTuHuHa (Hopma 0-50 mM/M
KpeaTuHKHa), renapaHcynbdata — 0,22 MM/M KpeaTuHu-
Ha (Hopma 0-3 MM/M KpeaTWHKHA), KepaTaHcynbdata —
0,12 MoM (Hopma 0—3 MoM). KoHueHTpaLuuns BCex uccnemno-
BaHHbIX Al B npegenax pedepeHCHbIX 3HaYEHUN.

UHcTpyMeHTanbHbIe 06c1e40BaHUs

Mo paHHbIM IxoKIT oTmevatoTcss gedopmManms CTBOPOK
MUTPaNbHOro KnanaHa, Auactas CTBOPOK B MeAnaibHOM cer-
MeHTe, peryprutaums 3-i cteneHu, paBHoMepHas gunaraums
BOCXOASALLEr0 CErMeHTa aopTbl, aHHY/03KTa31s aopTabHOIro
KnanaHa, KpaeBon GpubpPO3 HEKOPOHAPHOW CTBOPKM, peryp-
rMTaumsa 2-i cteneHu, nesas aTpuomeranus, perypruraums
1- cTeneHu Ha KnanaHe neroyHon aptepuu. o cpaBHe-
HUIO C MpeablaywmMM uccnegoBaHMemM COCTOSIHME C MOoJo-
UTENbHON OMHAMWKOW. XONTEPOBCKOE MOHWUTOPUPOBaHME
OKI: B Te4eHUe CYyTOK PEerncTpupyrtoTcs CUHycoBas Taxmkap-
AWS, 3NU304bl MUrpauuMyM BOAUTENS pUTMa M3 CUHYCOBOIO
y3na B MWOKapA MpaBoro npeacepams, NMpU3Haku npexo-
asuwen AB-6noKagbl 1-v CTENEHWU, AHEM — pPEeAKME 3NU30-
Obl yanuHeHus uHtepBan PQ go 185 Mc, B HOYHble Yachl
LOMUHMPYIOT 3NM30A4bl YANMHEHUS MHTepBana PQ ¢ mMakcu-
Mymom o 200 mc. Bo BpeMsi HOYHOro CHa 3aperncTpupo-
BaHbl 2 nay3bl pMTMma, NpeBblllalowme BO3pacTHYO HOpMY
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g Clinical Observation

KnuHunyeckKoe Ha6noaeHue

(1300 m™mc), obycnoBneHHble MUrpaluen BoaUTENS pUTMa,
MaKcuManbHas naysa — 1491 mc. BbiiBeHO HapylueHune
ajantauuun anutenbHocTn uHTepBanoB QT/QTc K yBenuye-
Huto YCC. NuTepsan QT coctaBnset 409 mc (QTc 377 mc) npu
MWHUManbHon YCC 51 ya./muH. CpeaHecyTo4HOe 3HavYeHne
nHTepBana QTc npu aBTOMATUYECKOM aHann3e cocTaBnseT
427 = 6 mc (Hopma QT npu XM go 480 mc, QTc — meHee
440 mc). OCHOBHOW ypoBeHb GYHKLMOHWPOBAHWUSA CUHYCO-
BOroO y3/a noBbllleH. PyHKLMSA pa3bpoca pUTMa CHUXKEHa.
DYHKUMSA KOHLEHTpauuKn ycuneHa. CHUXKEH ypoBeHb Mapa-
CMMNaTUYECKMX BMSIHWUIA Ha pUTM cepaua. Mpu npoBeaeHnn
3fleKTpoKapanorpadmm oTMeYaeTcsl BblparKeHHas apuTtMus,
Ha ¢oHe 6ecrnoKOWMCTBA, KPUKa OTMedvaeTcs MOoBbllleHne
YCC go 140 ya./muH. Mo gaHHbiM Y3W opraHoB 6ptoLLIHON
MONOCTM M MOYEK 3XO-NPU3HAKOB CTPYKTYPHbIX M3MEHEHWN
nccnefoBaHHbIX OpPraHoB He BbISIBEHO.

TaecTb COCTOSHMSA MauUMEHTKM OOYCNOBNEHa XPOHU-
YecKon cepaevyHO-CoCcyanCTON HeAoCTaTOYHOCTbIO Ha (oHe
nopaxkeHusa cepgua npu TAKeNoM HacneicTBeHHOM 3a6o-
neBaHnn obmeHa BeuwecTB. Ha ¢oHe npoBoaumon O3T
npenapaTtom napoHvaasa oTMevaeTcs yaydlleHne caModyB-
CTBUSA pebeHKa, Hapocna aKTMBHOCTb, pebeHoK cTan 6onee
coobpasuTesibHbiM, MOHUMaeT obpallaeMyo peydb, BbINos-
HSleT NpocTble KomaHabl. CO CTOPOHbI CepAEYHO-COCYAUCTOM
cucteMbl Ha doHe Bo306HOBNEHUA DP3T 1 yeuneHms cumnTo-
MaTUYEeCKOW Tepanuu HOpMann3oBaauCb pas3Mepbl N1€BOro
KenyaoyKa, CTBOMa JIEFOYHOW apTepuu, peryprutauma Ha
nyNbMOHaNbHOM KflanaHe yMeHbluunacb A0 1-M cTeneHwu.
YMEHbLMANCL pa3Mepbl MeYeHn, HopMaan3oBaaucb neye-
HOYHble (epMeHTbl, nepectana 60neTb pecnupaTopHbIMU
3a60/1eBaHUAMM.

OBCYXAEHME

MpoBeneHune TICK aBnsieTcs BbICOKOIOPEKTUBHLIM Me-
TOAOM Tepanuu cuHapoma [ypnep, 0CO6EHHO MPU paHHEM
NPOBEAEHUN NEYEHUS U OTCYTCTBMM Yy NaLMeHTa TKenblX
KOFHUTUBHbIX HapylleHun [6, 7]. OgHaKo nocne nNpoBeaeHns
TICK octaeTtcs pag npo6aem, TpebyoLnX KOMNIEKCHbIX MNOA-
X0[0B K pelleHuto [8].

TICK ocTtaHaBAvMBaeT MporpeccrpoBaHe KOMHUTUBHbIX
HapyWweHnn, OAHAKO Yy MHOMUX NaLWEeHTOB nocne TpaHcnaaH-
TauMK COXPaHATCA MHTENNEeKTyanbHbln AedULMT U HEBPO-
niornyeckune HapyuweHus [6]. TTCK He MOoXeT NosHOCTbo npes-
OTBPaTUTb MPOrpeccupoBaHne KIMHWUYECKOM CHMMMITOMaTUKK
CO CTOPOHbI KOCTHO-CYCTaBHOM CMCTEMbI, MaTONOMMKN 3pUTESb-
HOro aHanuaaTopa, KapAnoBacKynsipHble HapylleHus [6-8].
Mo AaHHbIM AuTEpaTypbl, ¥ 6OMAbLIMHCTBA NaLMEHTOB nocne
TICK Takxe Habnwganocb yMeHblUeHWe o6bema JSEerkux
N yXyAWEHNE KIMHUYECKMX MPOSIBAEHUI CO CTOPOHbI KapAauo-
BaCKynsapHon cucteMsbl [7]. Mo peadynbtatam AOArOCPOYHOro
nccnegosaHusl, nposogumoro B TedyeHue 30 neT B rpynne
25 naumeHToB ¢ cuHApPomoM [ypniep, KOTopbiM Gblna OCyLecT-
BneHa TICK, y Bcex 60/ibHbIX Habt0A4an0Ch NPOrpeccupoBa-
HUEe NnopaxKeHus cepaedyHo-cocyancTon cuctemnl [9]. B cpea-
Hem B Bo3pacTe 15,5 ner (auanazoH — 7,4-21,9 ropa)
y 6 nauMeHTOB pa3BW/CS CTEHO3 KlanaHoB, M3 HUX OAHOMY
nauueHTy 6bl1a NpoBeAeHa 3aMeHa, ApPyroMmy — Xupypruye-
CKas KoOppeKLMs KoapKTauum 6ptowHomn aopTsl [9].

B onucaHHbIX HAMKW KIMHWYECKMX criydasix Y 060MX nauu-
E€HTOB TOXE BbIABASANNCL MOPaXKeHMEe KOCTHO-CYCTaBHOW,
CepAeyYHO-CoCyAUCTON W [OblXxaTebHOW CUCTEM, a TaKXKe
WHTENNEKTyalbHble HapYLLUEHMS.

[laToreHe3 nNporpeccupoBaHns KIAMHUYECKOM CUMMTO-
MaTUKM Y NaLMEeHTOB ¢ cMHAPOMOM [ypnep nocne nposeje-
Hua TITCK oo KoHua He M3yyeH, 0COBGEHHO 3TO KacaeTcs Tex
cnyyYyaeB, Koraa ypoBeHb pepmeHTa B KPOBU U coaepKaHne
Al B MOo4ye HaxogdaTcs B npejenax HopMasbHbIX 3Have-

HUA — KaK B NPUBELAEHHbIX HAaMU KIIMHUYECKUX CyvasX,
KOraa, HECMOTPS Ha HopMasbHble MOoKas3aTenun aKTUBHO-
ctn depmeHTa u Al y BTOpOM MNaLUMEHTKM BbISBISNOCH
BblpaXKEHHOE MPOrpeccMpoBaHne NOPaXKEHUS CO CTOPOHbI
KnanaHoB cepiua, KOTOpoe MOXET MPMBECTU K Pa3BUTUIO
U3HEYrPOXKAIOLMX OCTOKHEHUN.

TICK npuBOAMUT K TOMY, YTO B OpraHM3Me HenpepbiBHO
BblpabaTblBaeTCsl OTHOCUTENIbHO HEBbLICOKMM YpPOBEHb dep-
MEHTa, KOTOPbIM MOCTynaeT B KPOBb U TKaHWU. P3T exeHe-
[enbHo o6ecrneynBaeT NOCTyNeHNe B KPOBb BbICOKOIO YPOB-
HA depmeHTa [4]. TakuMm 06pa3oM, MOXKHO MPEAnoSIOKNTb,
4TO ABa 3TMX METOAA Tepanumn MoryT 6biTb B3anMOAOMONHSI0-
WMMMU M MPU COBMECTHOM MPUMEHEHMU CMOCOBHbLI MPUBECTH
K YNY4YWEHUIO COCTOSHUA nauueHTa [4], 4TO XOopowo npo-
[EMOHCTPUPOBAHO KaK B NEPBOM K/IMHWUYECKOM MNpuUMepe,
KOrAa Ha NPOTAKEHWUM HECKOMbKMX NIET COCTOSIHUE MaLMeHTa
0CTaBaNoCb CTabufbHbIM, TaK M BO BTOPOM K/IMHWMYECKOM
cnyyae, korga 3a rog ®3T nosBUAWCH yNy4lleHWe B CaMOYyB-
CTBMM pebeHKa W NOJIOXKUTENbHasA AMHaMKUKa MnoKasaTtesen
cepaeyHo-coCyanCcTon 1 abixaTenbHON cucTeM [6].

Mo faHHbIM NUTepaTypbl, NOKa3aHO, YTO MPUMEHEHUE
®3T B covetaHun ¢ TICK ynyyluaeT KOrHUTUBHbIE HaBbIKK
nauuneHToB. o pesynbtatam TECTUPOBAHUSA, Yy AETEN, NONY-
yaBwux 3T nocne TICK, yny4ywmnmucb nokasaTenu HeBep-
6anbHOro pelleHnss 1 06paboTKM MOCTaBEHHbIX 3a4ay no
CpaBHEHWIO ¢ NaLmeHTamu, He nonyyaBwmmu O3T [6].

MMOCKONbKY BO3MOXHOCTM COBMECTHOIO MPUMEHEHMS
®3T 1 TICK g0 KoHUa He U3y4veHbl, 6bI10 NPOBEAEHO UCCe-
[lOBaHWe, B KOTOPOM MNpoaHann3nMpoBaHbl nabopaTopHble
nokasaTenu y naumeHToB ¢ CUHAPOMOM [yprep, nonyvatoLmx
®3T nocne npoBeaeHus TICK: BbipaboTKa aHTUIEKAPCTBEH-
HbIX aHTUTEN, BK/IOYAA WX WMHIMOMPYIOLLYIO CMOCOGHOCTb,
aKcKpeuus Al B nccnegoBanume 6binu BKIOYEHbl 10 geten,
cpeAHuin BO3pacT Havana npumeHeHus 3T cocTaBun
9,5 net. B pesynbraTe uccnenoBaHus 6bi10 MOKa3aHo, YTo
y 8 nauMeHToB OblNM BbISIBAEHblI aHTUTENa K napoHuaa-
3e, 0OHaKO YPOBEHb @aHTUTEN, COOTBETCTBYIOLWMI BbICOKOMY
MHrnéupyouemy addeKTy, AMarHoCTMPOBAH NNLLb Y TPEX U3
HUX. CHMKeHue ypoBHSA Al B Mo4ye Ha dpoHe nNpoBOANMOM
Tepanuu Obl10 BbISBIEHO y Bcex NauuneHToB. Haubonee
BblPaXKEHHbIM 3TO CHUMKEHUE BbII0 Y AETEN, Y KOTOPbIX YPO-
BEHb aHTUTEN Bbl1 HU3KUMU NGO aHTUTENA HE BbIABASIUCH
BooG6LUEe. Y Tpex NauueHTOB C BbICOKMM YPOBHEM aHTUTEN
Hab6noganocb ysennyeHue yposHs Al K 24 mec uccnegosa-
HWMS MO CPABHEHUIO C UCXOAHBIMU AaHHbIMU. [0 peadynbTatam
nccnenoBaHus G6bln caenaH BbIBOA, YTO npumeHeHne P3T
nocne TICK TpebyeT TwatenbHOro nabopaTtopHOro KOHTPONA
M NpoBedeHUs danbHenWwnx nccnegosanum [10].

3AK/TIOYEHUE

MyKononucaxapvaos, Tvn | (cuHgpom lypnep) — Hacnen-
CTBEHHOe 3abosieBaHue, MMeEloLWEee XPOHUYECKOE TeyeHue
[4—6]. «30n0TbIM CTaHAapTOM» nevYeHus cuHapoma [ypnep
y nauueHToB o 2-2,5 net asngetca TICK [1, 2, 5]. Nepea
nposegeHnem TICK nauneHtam ans crabunmnsauunmn CocTos-
HMA Ha3HadvaeTcs P3T, KoTopasi B TOM YUCNE MOXKET YNyYLWNTb
addeKT oT TpaHcnnaHTaumu [4, 7]. B yactn cnydyaeB 3T
MOMET 6bITb Ha3HayeHa nocne TICK npu CHUXKEHUU aKTUB-
HOCTU anbda-L-naypoHnaasbl, NOBbIWEHHON 3KCKpeuun Al
C MOYOW, a TaKKe MPU BbIPAXKEHHOM yXyAWEHUN COCTOSHUS
[4, 7]. B KnMHMYECKUX cnydasx, NpMBEAEHHbIX HAaMK, NoKasa-
Ha addeKTUBHOCTb NpumeHeHnsa 3T nocne TICK, KoTopas
npvBena K cTabunmMsalmm CoOCTOSHUS NaLMEeHTOB.

B 3aknto4veHune xoTenocb Obl CKasaTb, YTO pelleHue
Bonpoca o npoBegeHun ®3T nocne TICK y peten ¢ MIC |
TpebyeT KOMMIEKCHOro o6cnefoBaHnsa nauueHTa, BKIoYas
nabopaTtopHble U MHCTPYMEHTaNbHbIE WUCCNeaoBaHUs, OCO-



6eHHO Korga ypoBeHb dpepmeHTa u Al pebeHKa HaxoauTces
B Mnpeaenax HOPMbl, HO OTMEYaeTCs BbipaXKEHHOE yXxyAaLle-
HWe cocTosiHug [4, 5]. d3T HasHavaeTcs Ha nepuoa 12 mec
C nocneaywouen oueHKon 3PPEKTUBHOCTU KOMOUHUPOBAH-
HOM Tepanuu U pelleHMem Bomnpoca O Heo6XoAMMOCTU ee
npogonxexus [4].

WHO®OPMUPOBAHHOE COINIACUE

Mony4yeHo noanucaHHoe poauTensamu aeter UMHPOPMU-
poBaHHOE cornacue Ha MCMoAb30BaHWE UX MEAULMHCKMX
[JaHHbIX (pe3ynbraTtoB 06CNef0oBaHUSA, NevYyeHus u Habsto-
JEHMs) B HayyHbIX Lenax. Jata nognucaHus cornacus oT
oTua nepBoro pebeHka — 19.10.2023, oT maTepu BTOPOro
pebeHka — 09.08.2023.

INFORMED CONSENT

Informed consent on the use of medical data (examination,
treatment and observation results) for scientific purposes
was signed by children’s parents. The date of signing the
consent from by the first child’s father is 19.10.2023, the
second child’s mother — 09.08.2023.
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