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Bonesnv Kpaboe (21060u0HOKI€MOUHAsL TEUKOOUCPOPUS) — PEOKAsL AYMOCOMHO-PEYECCUBHASL NAMON02USL, OMHOCAUA-
ACS K TU30COMHBIM DONE3HAM HAKONAEHUs. B 0cHoge bonesHu nedcam mymayuu @ 2ene, Kooupyiowem cunmes goepmenma
eanakmoyepedposzuoasvl (GALC), komopuwle npusodam k e2o dedhuyumy. B pezynomame npoucxooum naxonieHue ooia-
darujeco MmoKCUUeCKUMU CBOUCMEAMU NPeOUeCMBEeHHUKA 2aNAKIMOYepedpo3uda 2anakmo3uihuHeo3una (NCuxo3una),
KOMOpblil 8b13b16a€M PACNAO MUCTUHA C 00paA308aHuUeM 21000UOHBIX KIIEMOK.

B 90% cnyuaes 3abonesanue manugecmupyem 6 meyenue nepeoco Nowy200Us HCUHU € UNEPEO3OYOUMOCHIL, 3A0ePIUCKU
U pespecca nCUXoMOmopHO20 pa3eumusl, CRACMUKYU KOHeUHOCMEll, 0CeBoll 2UNOMOHUY, OMCYMCMBUS pehlieKcos, ampo-
@uu 3pumenvrozo nepsa u mukpoyegpanuu. B oanvreiiuem npucoeOuHAIOmcs cyoopocu, HeeporoeUiecKuti Cmamyc na-
yuenma 6vlcmpo yxyouiaemcs 00 deyepedbpayuu u cmepmu 00 0gyxiemue2o eospacma. Io3oHue gopmsl 3ab60onresanus
Xapaxmepu3sylomcesi 6o1ee MeoieHHbIM NPOSPECCUPOBAHUEM CO SHAUUMETLHO DONbULEl NPOOONIAICUMETLHOCTBIO JICUSHI.
Jluaenocmuxe 6onesnu Kpabbe cnocobcmeyiom pe3yivmansvl Helposusyamuayuu 201061020 Mo32d, Heupopu3suono-
2U4ecKo20 aHanu3a u 2Ucmonocudeckux ucciedosanuti. OkoHuamenvHas OUacHOCMUKA CIMpPOUMCs Ha GbIAGIEHUU CHU-
orcenust axmusnocmu GALC @ netikoyumax Kpogu unu KyIbmugupyemvix ubpooracmax xodcu (nugice 5% om Hopmbi),
a makoice npu MONEKYIAPHO-2CHeMUYECKOM Mecmupoganul, 0oHapylcusaroujem uckomyro mymayuio. Heonamanvuwiii
CKpUHUHZ 4ACMO Odem J0JICHONONI0ICUMENb bl pe3ynomam. B nacmoswee epems npooondicaemcs akmueHbli HOUCK
Q0CmynHbIX OUOMAPKEPOB 3a00Ne8AHUS C Yelbl0 MOYHOU U PAHHEN OUACHOCMUKYU DONEe3HU.

Io-nacmoswyemy 2¢hpexmugnvix memooog nevenus oonesnu Kpabbe ne cywecmseyem. Ipancnianmayus Cmeono8bix
KIemok d¢hpexmugna moavko 8 npedCUMnmMOMHYIO CIaoulo 6o1e3nu, mpeoyem MueroCcynpeccugHoll mepanuu u ces13amna
€ puckom pazeumus ocnodxcHeruil. TIpu nanuyuy cumMnimomos 603MOAICHA NOOOEPIHCUBAIOWAS. MEPANUs, HANPAGLIeHHA
Ha yMeHbueHue 6030youmocmu u cnacmuyHocmu. Bedemcs nouck sewecme-akmusamopos ocmamoyHou gepmenma-
muenou akmuenocmu GALC.
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Krabbe disease (globoid cell leukodystrophy) is a rare autosomal recessive pathology related to lysosomal accu-
mulation diseases. The basis of the disease are mutations in a gene, which encodes the synthesis of the galactoce-
rebrosidase (GALC), which lead to its deficiency. The result is an accumulation with toxic properties predecessor
galactocerebroside galactocerebroside (psychosine), which causes the breakdown of myelin with the formation of
globoid cells.

In 90% of cases, the disease manifests itself within the first six months of life with hyperexcitability, delay or regres-
sion of psychomotor development, spasticity of limbs, axial hypotension, lack of reflexes, optic nerve atrophy and
microcephaly. In the future, join cramps, neurological status of the patient quickly worsens to decerebration and
death before two years of age. Late forms of the disease are characterized by slower progression with much longer
life expectancy.

The diagnosis of Krabbe disease is facilitated by the results of brain neurovisualization, neurophysiological and his-
tological studies. The final diagnosis is based on the detection of a decrease in GALC activity in blood leukocytes or
cultured skin fibroblasts (below 5% of normal), as well as molecular genetic testing, detecting the desired mutation.
Neonatal screening often gives a false positive result. Currently, the active search for available biomarkers of the disease
for accurate and early diagnosis of the disease is continuing.

There are no truly effective treatments for Krabbe disease. Stem cell transplantation is effective only in the asymptom-
atic stage of the disease, requires myelosuppressive therapy and is associated with the risk of complications. If you
have symptoms of a possible supportive therapy, aimed at reducing the excitability and spasticity. Search of substances-
activators of residual enzymatic activity GALC is conducted.
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gosine lipidosis; psychosine; GALC deficiency.
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CTPODHUS WIIH 2anakmo3uiyepamuoHblil Iunioos)

SBTISIETCS PEIKUM ayTOCOMHO-PEIIECCHBHBIM pac-
CTPOWCTBOM, BBI3BAaHHBIM JC(OUIIMTOM (pepMEHTa rajak-
ToLepeOPO3UAa3hl, TAKKE U3BECTHON KaK raJlakTO3HJIIIe-
pammnasa.

lNamakroniepedposunaza (GALC) orBewaer 3a sumo-
COMAJTBHBIA THAPOJIN3 TAIAKTOIHUITAAOB, 00pa3yIOINXCS
TP MUCTTMHAU3AINH Oestoro Bemectna [ 1]. [Ipenmomnaraer-
Csl, YTO IATOJIOTMYECKUE M3MEHEHUs B nepu)epuiecKoi
W 1ICHTPaJIbHOW HEpBHOU cucTeMe (0Opa3oBaHME TII00O0-
WIHBIX KIETOK W YMEHBIIICHHE MHEINHA) 00yCIOBICHBI
TOKCHUYECKUM CBOWCTBOM HAKOIUICHHOTO TICHXO3MHA (ra-
JaKTO3WI(HUHTO3MHA), KOTOPBIA HE MOXET Pa3pyllaThCs
Benenacteue nedumura GALC [2-4]. MHoOrHe acmieKThb
naropuzuonoruu 6one3nn Kpadde HeM3BeCTHBI.

I'en GALC pacnonoxen Ha xpomocome 14q31 [5].
VY manueHToB cO BCEMH KJIMHUYECKUMH THIIAMU Oo0Ie3-
uu Kpa66e Opio BeisiBeHO Oosnee 70 myrammit GALC,
B T.4. MHOTOYHCIICHHBIC JEICIUN U UHCcepuun [2, 6-8].
Koppensuuu reHotuna u ¢penorumna mpu oose3nu Kpad-
0c HemocTaTouHO M3y4eHbl [9-11], uro o0OycrmoBIIeHO
PEIKOCTBIO HEKOTOPBIX MYTalMii U HEOOXOIUMOCTHIO
JUIATEIILHOTO HAaOJIIO/ICHUS 32 MMalUeHTaMu.

YacToTa 3TOro paccTpoicTBa B CpeTHEM OLICHUBAET-
cs xak 1:100 000 [2, 5, 8, 12, 13].

VY abconroTHOrO OONBINMHCTBA MAMEHTOB ¢ OoMe3-
HbI0 KpaOOe CUMIITOMBI MOSIBIISIIOTCS] B TEUEHUE TIEPBBIX
IIECTH MECSIIEB )XU3HU U TONBKO B 10% citrydaeB mo3ixe,
B T.4. BO B3pOcCJoi xu3Hu [12]. ¥ Bcex manneHToB B KO-
HEYHOM UTOTE Pa3BHBAETCS MOTOPHO-CEHCOpHAsi HEWpo-
narusi, Ha Ha9aabHbIX CTAHMSIX IPE00IIaIat0T CUMIITOMBI,
cBs3annble ¢ auchynkuued LHHC [14].

[Ipu mnageHveckoit ¢opme 3a0oneBaHUs IEPBHIS
CHUMIITOMBI OOBIYHO TOSBIISIFOTCS B BO3pacTe OT JBYX
mo matu mecsneB [12]. K HUM OTHOCATCS THIEpPBO3-
OyAMMOCTb, 3a/IEpKKa HIM PErpecc IMCUXOMOTOPHOTO
pa3BUTHS, CIIACTHKA KOHEYHOCTEH, OCeBas T'MIIOTOHHS,
orcyrcTBUe pediekcoB, arpodusi 3pUTEIBHOTO HEpBa
u Mukporedanus [12, 13, 15]. B nanpHeiiniem pa3Busa-
eTCsl CYIOPOXKHBIH CHHIPOM, B KOTOPOM MPEBAIHUPYIOT
TOHHYECKHE CYIOPOTH pa3rudaresneii mpu CBeTOBOM, 3BY-
KOBOHM WJIM TaKTWIbHOM cTumynsiiuu. CocTosHUe AeTeit
OBICTPO yXyaAlIaeTcs BIUIOTH JIO Jieriepedpamnu, Ooib-
IIMHCTBO M3 HUX MOTHOAIOT JI0 TOCTHIKCHHUS JBYXJICTHE-
ro Bo3pacra [16].

Jerckas (roBeHMIBbHAsI) GopMa XapaKTepH3yeTcs Clia-
00CTBI0, yTpaTol MPHOOPETEHHBIX HABBIKOB 1 TIOTEPEH 3pe-
HUS. Y JOLIKOJBHUKOB U IIKOJIHUKOB HEBPOJIOTMYECKHUNA
CTaTyC Perpeccupyer ¢ HeIlpeIcKa3yeMoi CKOPOCThIO, 4TO

gonemb Kpab6e (ri1000uaHOKIeTOYHAS JISHKOIU-
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BEJICT K MOJHOW WHBAJIMIU3AIIMU U CMEPTH B TEUCHHUE IBYX-
CEMH JIET Tocjie Manudecrarpm oome3nun [17].

B3pocnas ¢opma 3a0oneBaHUST MOXKET MEpPBOHAYAIE-
HO IPOSBISATHCS IOTEPEH JIOBKOCTU JBUXKEHUM, IMapecTe-
3UAMH KOHEYHOCTEH, caboCThI0 WIH Tepu(epuecKoi
MOTOPHO-CEHCOPHOW HEeWporaThuel ¢ morepei 4yBCTBU-
TenbHOCTH U arpodueit mprm [6, 14]. Y HEKOTOpBIX
MOAPOCTKOB M B3POCJBIX CHUMIITOMBI OTPaHUYHBAKOTCS
MBIIIEYHON cI1ab0CThIO 0e3 CHIKEHNSI HHTEIUIEKTa, TOT/Ia
KaK JIPYTHE CTAHOBSITCS PUKOBAHHBIMHU K TIOCTEITH U TPO-
JOJDKAIOT IerPaupoBaTh YMCTBEHHO U (pu3udecku [17].

Juarnoctuke Oosnesnn KpabGbe crmocoOCTBYIOT pe-
3yABTaThl HEHPOBU3YAIN3alMOHHBIX METOAOB HMCCIEN0-
BaHus ronoBHoro mosra (MPT u KT) [18, 19]. Hapymie-
Husl, BbIgBIsieMble ipu MPT, 3aBucaT oT TOrO, B KakoMm
BO3pacTe HadajIoCh 3a0oJieBaHUE. Y METeH ¢ MIilajeHde-
cKoil ¢opmoii Gone3nn Hambonee yacto npu MPT 006-
Hapy)KUBAIOT IIyOOKHE TOpaKeHHs OeNoro BellecTBa
MoO3ra, 3y04aTroro sjapa W Oeoro BEmIecTBa MO3KEUKa
[12, 20-22]. Ilpu nerckoit u B3pocnoi ¢popmax Ha MP-
TOMOTpPaMMax BBISBIISIETCS arpousi U HHTeHCH(DHUKAIUS
T2-curHaia B TeMEHHO-3aTHUTOYHOM 00JIACTH W/HITH KOP-
TUKOCTIAIBHOM TPaKTe IMPHU OTCYTCTBHH MO3KEUKOBBIX
mmenenuit [20, 21, 23]. KT ronaoBsl MeHee 4yBCTBHU-
tenbHa, yem MPT [12].

Heiipodusnonornueckue UCCICIOBAHUS Y OOJBIINH-
cTBa JieTel ¢ HayanoM Oone3nu KpaObe B mianeH4YecTBe
MOTYT BBISIBUTH TaKhe OTKIIOHEHHS OT HOPMBI, KaK 3Ha-
YUTENFHOE 3aMeUIeHHe CKOPOCTH JBUTATENIbHON U CeH-
COpHOI HepBHOI npoBouMocTH (B 80%), naxke mpu OT-
CYTCTBHUHM Pa3BEPHYTON KIMHUYECKON CHMIITOMATUKH [24,
25]. OHaxo BEIPayKeHHOCTH OTKIIOHEHHH HEPBHOI MTPOBO-
IUMOCTH 3aBUCHUT OT ctenienu nopaxkerus LIHC [25, 26].

B ciMmHHOMO3TrOBOHM JKHAKOCTH (DPUKCHPYETCS MOBBI-
IIeHIE KOHIICHTPAIuH 0eka, 00yCIIOBICHHOE pacIaaoM
MUEJIHMHA, YTO SIBISCTCS XapaKTepHOW, HO HE yHHBEp-
caipHO yepToit Ooneznu Kpadoe [12].

[Ipu rrcTONOTHYECKOM HCCIeIOBaHUHN OOHApYKHBa-
FOTCSl TIATOJIOTHYECKas JeMHUeNUHHU3aua Tepudepude-
ckux HepBoB U uHoraa llug¢-no3utTuBHBIE MHOTOSIIED-
HBIE I000uAHbIe KIIeTKH. [Ipu paHHeM Havase Oone3Hu
HaOTIOaeTCs TUITOMHUEIIMHU3AIINS, TIPU TIO3JHEM Hadasie
— CerMeHTapHas AemuenuHusauus. [Ipu snekTpoHHON
MHUKPOCKOIIMM MO)XHO BBISSBUTH KPHUBOJIUHEWHBIE TLIa-
CTUHYATHIC BKITIOUEHUS B KieTkax [lIBanHa u ructronu-
Tax [2, 4, 24].

Ha 3axitounTtennbHOM 3Tane AHarHOCTHUKU OOJEe3HH
Kpab6e mpomsBonsaT mamepenne aktuBHOocTH GALC B
JICHKOIIMTAX, BBIJCJICHHBIX M3 LEIBHOW KPOBU, WIH B
KyabeType GuopobdiactoB koxku [7, 17]. TunuusbiM st
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JTAHHOTO 3a00JIeBaHUs SBISICTCS CHIDKEHHE aKTHBHOCTH
Huxe 5% ot HopMbL. [10 0CTaTOuHOM aKTUBHOCTH HENb35
YCTAHOBUTH KIIMHUYECKHUN TUI U CIIETATh MIPOTHO3 TeUe-
HUsl 3a00JICBaHMUSL.

Jlist moaTBepKACHUS quarnosa 6one3nu Kpadoe mo-
CTYITHO MOJICKYJSIPHO-TEHETHUECKOEe TeCTHpOBaHUE [2],
a TaKXe MCCIECNOBAaHUE POIUTENHCKUX T€HOTHIIOB, He-
CMOTpS Ha OTPaHUYECHHYIO0 MHPOPMAIHIO O B3aHMOOTHO-
MIEHISIX TEHOTHIA U (DEHOTHUIIA.

IIpeHaranbHyr0 IMarHOCTUKY IPOBOJAT IIyTEM U3MeE-
penust aktuBHOCTH GALC B 00pa3sijax XOpMOHUYECKHX
BOPCHH WM KYJIbType aMHHUOLIMTOB [7], a TakKe MyTEM
MOJIEKYIIIPHO-TEHETHYECKOTO aHAJIN3a C [IEJIbIO BBISBIIE-
HUs MyTanui [8].

B cembsIX TalMeHToB ¢ TeHeTHYECKH ITOITBEPIKICHHOM
6one3npro Kpabbe HeoOX0arMMO yCTaHOBUTH HAOIIOZICHUE
3a CTapIIMMU CHOCaMH Ja’kKe MPU OTCYTCTBUU Y HUX CUM-
MITOMOB, XapakTepHbIx i nedurura GALC. s mpemny-
MIPEXKICHNS POXKACHHUS BTOPOTO peOEHKA ¢ aHAIIOTHIHBIM
3a00JieBaHEM 11e7ec000pa3Ho MPOBOJUTH IpEHATAIb-
HYIO JMAarHOCTHKY (MccienoBaTh akTHBHOCTE GALC wimun
BBISBIIITH COOTBETCTBYIOIINE MyTarmn) [27].

B psane mraros CILIA mpoBoanuTcs CKPUHHUHT HOBO-
POXIEHHBIX Ha Ooite3Hb KpabOe, KOTOPBIi 3aKTIodacTcs B
anamuze GALC nocpencTBoM Macc-CIIEKTPOMETPUH CYXHUX
msiTeH kpoBu [28-30]. OmHako monp3a CKpUHUHTA COMHH-
TEellbHA BBHJY YaCThIX JIOXKHOIIOJIOKUTEIBHBIX PE3yJIbTa-
TOB, OTCYTCTBHSI BOSMOJKHOCTH ITpE/ICKa3arh (peHoTur 60-
JIC3HU U HEOKAa3aHHOH A(PPEKTUBHOCTH PAHHETO JICICHHUS,
COIPOBOXKAAIOLIECTOCS ocIoxHeHusamu [9, 31, 32].

B cBs3M ¢ BBIMIEH3IOKEHHBIM, IPOIOKACTCS aK-
THBHBIN TOWCK JOCTYIHBIX OMOMapKEPOB ISl TOYHOMH
W paHHel nuarHocTuku Oone3nu KpaObe. B Hacrosmiee
BpeMsi B KadeCTBE TaKOro OHMOMapKépa Mpeiiaraercs
oTIpeieNicHUe TCUX03uHa (TalakTo3wicGuaro3nHa) [3],
MIPOBOJATCS MOATBEPKIAIOIINE MTPOCIEKTUBHbBIE HCCIIe-
noBanus [33].

CriexTp 3a001€BaHuii, C KOTOPBIMHU TIPUXOANUTCS TUD-
(depenpoBars 6ose3np Kpaboe, MMpoK 1 BKIFOYACT B
celsi ps HEeHpoIereHepaTUBHBIX COCTOSIHUH, KOTOpBIE
MOTYT HPOSIBISATBCS 3aJI€PKKOM pa3BUTHUSL HEPBHOU CH-
CTEeMbI M U3MEHEHHUAMH OEJI0T0 BeleCTBa MO3Ta IPH Hel-
poBmyanuzamuu |1, 2, 22]. K HuM otHOcsATCs: 00Ne3Hb
Anekcanapa (IeMUCTHHU3UPYIOMIas JTEHKOTUCTPODH);
6ose3np KanaBana (medunuTt acmaproanuiasbl); TaH-
rro3uno3bl (GM1 u GM2); sHuedanonarus npu BUY-
WHQPEKIMN;, MeTaxpoMaThdyeckas JIEHKOAUCTPOQus;
HEOHATaJbHasl TUIOIIMKEMUS; HEHPOHHBIN LEPOUAHBII
nunodycuuHos; 6onesns [lennneyca-Mepubdaxepa; cuH-
npom Illerpena-Jlapccona; X-creruieHHas aJpeHOJIeH-
KOTUCTPOGhUS; paccTpoiicTBa criekTpa 3ermiBerepa (Ie-
pOKCHCOMAaJIbHBIE PACCTPOICTBA).

Ominane 6oe3nu Kpab0e oT 3THX paccTpoMCTB Mo-
JKET OBITh 3aTPYINHEHO, XOTS OKOHUYATCIHHBIA AWATHO3
MOXXHO TIOCTaBUTh Ha OCHOBAaHUU PE3yJABTATOB IIeIe-
BOTO METa0OJMYECKOTO aHaIM3a W/WIN MOJIEKYJISIPHO-
TEHETUYECKOTO TeCTUpoBanus [2, 22, 27].

B HacTosmee BpeMs Ui MAIMEHTOB C OOJIE3HBIO
Kpab0e mpu Hajaumyuy CHMOTOMOB E€IWHCTBEHHO BO3-
MOYKHBIM SIBIISIETCSI TTOJIICPKUBATOIIIAsl TePAIvsi, HalpaB-
JICHHAs Ha CHIKEHHWE THUIEepBO30yIMMOCTH M CIIaCTHY-
HocTH [2]. TpancmnaHTaus reMOMOATUYECKUX CTBOJIO-

BBIX KJIETOK A()(EKTHBHA TOJBKO IpH €€ MPOBEIACHUU B
MIPEICUMIITOMHYIO cTanuio 6onesnu [34, 35]. [Ipu sTom
TPaHCIUTAHTAIMSI CTBOJIOBBIX KJIETOK TpeOyeT MHesno-
CYNPECCUBHOIN TEpaluy U CBSI3aHA C PUCKOM Pa3BUTHIL
ocnoxxHeHui. Kpome Toro, orcpodeHHas BbIroJa OT 3TO-
rO BMEIIaTeIhCTBA HE ycTaHoBJIeHA [36, 37].

IIpoBoauTCS TOWUCK BEIIECTB, KOTOPHIE MOTIU OBI
CIIy’)KUTh aKTHBAaTOPAMU OCTATOYHOM (pepMEHTaTHBHOUN
aktuBHOCTH GALC [38, 39].

HoBopoxnénnsle e, nopaxeHuslie 6ome3npio Kpad-
0e, KaK MMPaBIJIO, YMUPAIOT HE JIOXKHUB JI0 IBYX JieT. Eciu sxe
MaHudecTanys 3a00JIeBaHUsI HAUMHACTCS TO3KE, TO TIPO-
JOJDKUTEFHOCTD KI3HU CYIIIECTBEHHO Bo3pacTtaer [16].

[Mockonbky nuarHocruka 6osie3nu Kpadoe npeicras-
JISIeT CIIOXKHYIO 3a/1a9y, B Ka4eCTBE MILTIOCTPAIINH ITPHUBE-
€M KITMHUYECKOE HAOIONCHNE, B KOTOPOM 3a00JieBaHne
JUIATEIILHOE BpeMs He ObLJIO PACIIO3HAHO.

Knunuueckoe naonwoenue. Peoenox B.,1roga
3 mMec, KEHCKOI0 I10J1a, B CEMbE COUHCTBEHHBIN. Posu-
Jack OT NEepBOM OepeMEeHHOCTH, MpOTeKaBiIel Ha (oHe
XpoHuueckor rumnokcuu rmiaona, OPBU Ha Bropoii He-
nene 6epeMeHHOCTH, CPOYHBIX POAOB MyTEM OIEpalnu
KecapeBa CeUCHUs BBUAY CIIa00OCTH POIOBOI EATEIBHO-
CTH W TIOJIO3PEHHS Ha BHYTPUYTPOOHY0 HH(peKmuto (3e-
N€HbIe OKOJIOTUTIONHBIE BOJBI). OTMEUaoch OMHOKPAaTHOE
Tyroe oOBUTHE ITyTIOBUHON BOKPYT IlIeH, aC(hUKCHS TIIIO0-
na. Bec npu poxxaenuu 3450 1, poct 52 cM, 1o mkane
Arrap 7/7 6ammo. B ponmome BakimaupoBana bIK-M.
HacneacTBeHHOCTh IO XPOHUYECKOI MaTONIOTHH HE OTA-
romieHa. bpak poaurenell HepOACTBEHHBIN. AJIeproio-
THYeCKUii aHaMHE3 OTCYTCTBOBaIL. B nieprose amanranuu
OTMeUaach BBIPAKEHHAA IKENTyXa HOBOPOXKIEHHOTO
(ypoBeHb Ounmnpyouna nocruran 340 MMoIb/iT), B CBSI3U
¢ 4yeM peOeHKY TPOBOAMIIACH (POTOTEpaNHs B CTAI[HOHAP-
HBIX yCITOBUSIX.

[ocne BeITUCKY W3 cTalOHapa y peOEHKa cTana 1o-
CTETIEHHO HapacTaTh HEBPOJIOTHUYECKAsi CHMIITOMATHKA B
BHJE OECIIOKONCTBA, THTIEPTOHYCA MBI KOHEYHOCTEH,
IUIOXON (pUKcanuu B3rsiia. JlaHHBIE CUMOTOMBI ObLTH
paciieHeHbI KaK MOCIIEICTBUS HIIEMHYECKU-TUTTOKCHYeC-
xoro mopaxkenus [THC, neBouka Habmromazach amOyia-
TOPHO HEBPOJIOTOM.

B nanbueiimem B Bozpacte 3 Mec 9 aHeil y pebEéHka
MOSIBUWIICA KUJKUM, BOASIHUCTBIM CTya 10 6 pa3 B CyT-
ku Ha (one muxopanku a0 38,0 °C. becnoxoiicTBo I1e-
PUOIUYECKH CMEHSIOCH BsIOCThIO. C Momo3peHueM Ha
OCTPYIO KHIIIEUHYI0 HH(EKINIO JIeBoYKa Oblila TOCTIHTA-
JTU3HUPOBaHa B IeTCKOe HHPEKIMoHHoe oTaeneHne ['AY3
«OHrenbcckast ropoackast 0oiabpHUIA Ne 2).

B cranmonape cocrosHue OBLIO pacIeHEHO Kak Ts-
)KEIT0e 3a CUET CUMIITOMOB WHTOKCUKAIIUKM W HEBPOJIO-
rUYeCKor cuMrToMaruku. OTMedanach yMepeHHas TH-
niepemMus 3eBa. PBoTa oTCyTCTBOBaNA, COCalla CaMOCTOs-
TEJTHHO, OJHAKO, (HU3MOJOTHUECKHE PEHIEKCH OBICTPO
UCTOIAJIMCh, OTMEYAJICSl TOBBIIICHHBIA MBIIICYHBIN
TOHYC, MEHUHI€AIbHbIC 3HAKK OBUIM COMHUTEIHHBIMU
(BSI3KOCTH 3aTHIJIOYHBIX MBIIIIIT).

B cranmonape Obl1o npoBeneHo obcnenoBanue. M-
clieZIoBaHKME CITMHHOMO3TOBOM KukocTh: 6ernka 0,66 1/1,
IIATO3 JI0 5 KIIeTOK, peaknus [lanmu (+++). OOmmmit ana-
JM3 KpPOBH: 3puTpouutoB 2,53x10'%/1, remornmoOuHa
75 r/n, neiikorros 10,5x10%/1, HeirTpoduI0B MaIoUKOs-
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Tab6numa 1
Ceposiornyeckue MapKépbl reprnecBUPYCHbIX HHpeKIHU
Ig M, ME/mn Ig G, ME/mn

Bupyc repnieca I Tuna pe3ynbTaT OTPUIATEIbHBIN pe3yibTaT OTPULATEIbHBIN

Bupyc repneca Il tuna pe3ynbTar OTpHLATEIbHbIH 3,024

I{uromeranoBupyc 2,73 1,476
TaGnuma 2

Oo6napyxenne /IHK paznnynbix BH10B repnecsupycos metoxom INIP

JIuxBop

Kposs

Bupyc npoctoro reprneca
IntomeranoBupyc

Bupyc Dnurreitna—bapp

pe3yabTar OTpHLaTeIbHbINH
pe3yabTaT OTpULATEIbHbIN

pe3ynbTaT OTpHLATEeIbHbBIH

pe3ynbTaT OTpULATeIbHBIH
pe3yJbTaT OTpULATEIbHBII

pe3ynbTaT OTpULATeIbHBIH

nepubix 1%, cermenTosiaepHbIx 38%, ro3uHOMUIOB 2%,
mumdorutoB 49%, monoruToB 10%, COD 17 mm/4. Kan
Ha POTaBHPYCHI — TECT MOJIOKUTEbHBIN. bakananu3 ka-
Jla — pe3yapTar oTpularenbubii. [IpoBoauiack quarHo-
CTHKA TepIECBUPYCHBIX MHQEKIUHN, pe3ybTarhl Mpe-
CTaBIleHBI B Ta0I. 1.

Ha mHefipocoHorpamMMe 3a(UKCHPOBAaHBI TMPHUIHAKH
ACUMMETPHH OOKOBBIX JKEITYJIOYKOB, TU(PQY3HbIC U3Me-
HEHHS TKaHU 3PUTENBHBIX OyTrPOB U TOJAKOPKOBEIX SIEP,
peTporepebesipHas apaxHOUJaIbHas KUCTA.

Ha ocHOBaHMM KJIIMHUKO-TTAPAKIMHUYECKUX JAHHBIX
ObLT C(HOPMYIIMPOBAH JUATHO3:

OCHOBHOMW: IUTOMETAIOBUPYCHAsT WHQEKIINS, dHIIC-
¢anur (?).

CoueTaHHBII: pOTaBUPYCHBII TaCTPOIHTEPHUT, TIEPH-
0] pEKOHBAJIECIICHIINH.

Oomn: llepunatanpHas HIEPATONTATHS, CHHIPOM TO-
HYCHBIX HapyIIeHUHA. 3aMeCTUTEIbHAS THAPOLEhas.
Atpodus BemecTBa rojxoBHOro Mosra. Perporepebern-
JsipHAs apaXHOMJAIbHAS KUCTA.

OcioxxHeHne: MH()EKIMOHHO-TOKCUYECKas aHeMus,
TshKenas hopMa.

B Teuenue 3 Hen npoBOAMIIOCH CIEAYIOIIEE JIEUEHHE,
BBOJIMJINCH: C LIEJIbIO JE3MHTOKCUKALUU pacTBop Peru-
npoHa, HeocMeKTHH per 0s; IITI0K030-COJIEBbIE PACTBOPHI
3:1 BHYTpUBEHHO; C IPOTHUBOBUPYCHOM 11e11bI0 Bupoekc
BHYTPUBEHHO, BH(epoH pekraibHO; aHTHOAKTEpUaIb-
HBIE ITperaparthl (mocienoparenbHbie Kypekl Lledarpuna,
Cynpriepa3ona, MeporeHeMa BHYTPUBEHHO); C TPOTHBO-
rpuOKoBOH 1epi0 DIIOKOHA30T BHYTPH, C MMMYHOMO-
IyJUpyromield 1enbo IMMyHOBEHHH BHYTPUBEHHO; C
3aMECTUTENFHON MeNbl0 TeMOoTpaHC(y3Usl DPUTPOIH-
TapHOM Macchl; C HENbI0 CeJauy Di3enaM BHYTPHBEH-
HO CTPYHHO; ¢ METabOJIMIECKOM 1eNIbI0 AKTOBETHH BHY-
TPHUMBIIIIEYHO; C HOOTPOIHOH 1enbio (DeHndyT BHYTpb,
KopTexcrH BHYTPUMBIIIEYHO), COIPOBOANTENbHAS TEpa-
nust (JIuneke, Ilankpearun per os; Jlekcamerason, Dy-

poceMu] BHyTpuBeHHO; CyIpacTHH per os).

Ha ¢one npoBoanMoro jieueHus: COCToSTHUE peOEHKa
OCTaBaJIOCh THKENBIM 3a CUET MHTOKCHKAIIMHU, HEBPOJIO-
TMYECKON CUMIITOMAaTHKH, KaTapaJbHBIX CUMIITOMOB CO
CTOPOHBI BEPXHUX JAbIXAaTENbHBIX ITyTEH, IbIXaTeJbHON
HEIOCTaTOYHOCTH | CTereHu, B CBA3M C YeM JeBOYKY B
BO3pacTe 4 Mec JUIs AajJbHEHIIero JIeueHHs epeBet B
I'Y3 «CaparoBckas oOnacTHasi eTcKasi MHOEKIHOHHAS
kiuHIYeckas oonpauna uM. H.P. UBanosa» (CO/JMKDB),
r7e peOEHOK HaXOAMJIICS elle B TeUeHHe MecsIia.

IIpu mepeone B COAUKDB cocrosnue pedEHka
OCTaBAJIOCHh TSDKENBIM 3@ CUET HEBPOJIOTHUYECKOH CHM-
nromatuku, JIH I crenenn, cCMuMITOMOB MHTOKCHUKAITUH,
KaTapaJbHBIX CHUMIITOMOB CO CTOPOHBI BEPXHHX JbIXa-
TespHBIX IMyTel. Co3HaHMe ObLIO YTHETEHO 10 COIopa,
OTCYTCTBOBAJIM COCATENBbHBIN peduiekc, pUKcanys B3IIs-
Ja, HaOJTIoasCs CHaCTHUECKHUI TeTpanapes.

PesynpraTtel 00cienoBaHusi, NTPOBEAEHHOTO Ha JaH-
HOM dTarle, yCTaHOBIUTH CIIEAYIOIIEe: B CTMHHOMO3TOBOM
skukoctu Oenka 1,0 v/, uuto3 1o 18 kieTok, peakius
[Mangu (++++). B OAK spurpouutos 4,12x10'%/1, re-
Mornobuna 128 r/m, nefikormros 6,1x10%/m, HedTpo-
¢unoB manoykosaepHuIXx 2%, cerMeHTOsAepHBIX 39%,
s03uHODmIIIOB 6%, MMdonuToB 49%, MoHOIUTOB 4%,
COD 10mm/4. bakananu3s Kana — pe3yasTaT OTPUIIATENb-
HbIi. Ma3ok U3 3eBa Ha dHTEpOBUPYChI MeTonoM TTIP —
OTpHLATEeNIbHBIN pe3ynbrar. KpoBb Ha aHTHTENA K BUPY-
caMm TpHIIa, pOTaBUPyCcaM — OTPUIATEIbHBIA PEe3yIbTaT.
B moxpote Ha ¢ropy Beiienenst St. aureus 2x10° u rpu-
ob1 pona Candida 1x107. TIpoBoaniack TOMOIHUTEIbHAS
JMarHOCTHKA TepHECBUPYCHBIX MH(EKINH, pe3yabTaThl
Npe/ICTaBIICHBI B TA0IHLIE 2.

Ha HCI npusHaku acHMMETpHUH OOKOBBIX JKEITYI0Y-
KOB, 11 (h(Py3HBIX N3MEHEHNH TKaH! 3PUTENBHBIX OyTrpoB
W TOAKOPKOBBIX sifep. [lpu pentreHorpaduu opraHoB
IPYIHOH MOJOCTH NPU3HAKU IBYCTOPOHHEH ITHEBMOHMH,
TUMOMeraius | crenenu.
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Huarno3 na stane COAMKB:

OCHOBHOHW: IIHTOMETAJIOBUPYCHBIM SHIE(amTuT B
Kpaitae TsokEnoit popme, criacTHYECKH TeTpanapes.

ComyTCcTBYIOIIUI: BHEOONBHUYHASI JABYCTOPOHHSIS
04aroBo-CIIMBHas NHEBMOHMA (cmpaBa S ., cieBa S,)
cMeranHoi stuosioruu (St. Aureus 2x10° 1 rpubbI pozia
Candida 1x107), octpoe Teyenue, cpeaHeTsmkénas Ghop-
Ma, HEOCJIOKHEHHAsI.

@oH: 3azepkKa IICUXOMOTOpHOTO pa3BuTus. llepu-
HaranbHas dHUE(ANoNnarusi, CAHAPOM TOHYCHBIX Hapy-
mieHnid. PerpouepeOeruisipHas apaxHOHWIANbHAS KHCTA.
Tumomeranus I crenenn.

OcnoxxHeHus:: aHeMHsi HHQPEKIIMOHHO-TOKCHYECKast
nérkoit crenenu. LlepeOpanbHas arpodus BemecTna ro-
JIOBHOTO MO3Ta. BHyTpeHH:s KOMIIEeHCHpOBaHHAS THAPO-
uedanus.

Jleuenue na srane COHUKDB: ¢ mpoTtuBoBUpYCHOI
[eIbI0 BBOAWIINCE BudepoH, [eHpepoH peKkTanbHO, C
aHTHOaKTepHaTbHON 1eNbI0 — BaHKOMUIIMH BHYTPHBEH-
HO, baknepa3zoH BHYTpb; C IPOTUBOTPHOKOBOM IIEITBIO —
@OnyKOHA30J1 BHYTPh; ¢ UMMYHOMOAYJIUPYIOLIEH LIENIbIO
— Okxkraram, Ponkoneiikua BHyTpuBeHHO No 3; C IETbI0
BOCCTAHOBJICHUS] MYKOLIMJIMAPHOTO KIUPEHCa U MPOXO-
JIMMOCTH JIBIXaTeNbHBIX TyTell — AMOpoOeHe BHYTpB,
unransuuu bepoayana u bynenura. Hoorpomnnas tepa-
nus BKiIrodana LlepeTon BHyTpumbliiedHo U PeHHOyT
BHYTPB; JJIsl YJIYYIIEHHS MO3TOBOTO KPOBOOOpAIICHUS
BBONWICA BHUHIIONETHH BHYTPHUBEHHO, 3aT€M BHYTPB; C
MeTabonuueckoil nenbto — [{uTodnaBun BHYTPUBEHHO;
KCIONIb30BajJach COMPOBOAMTEIbHAS BCIIOMOraTeabHas
tepanus ([uaxap0, BuramMmuub! Tpynisl B, Kpeon, DHre-
poi, Auunon, ouduaymbakTepu, Mmaccax Ne 4).

Ha ¢one npoBoarMoii Tepanuu KynupoBaIUCh CUM-
[ITOMbl MHTOKCUKALIUW, KaTapaJbHbIC MPOSBICHUSA, HE-
CKOJIBKO YMEHBIIMIIACh HEBPOJIOTUYECKast CHMITOMATHKA
(pebeHok cran MeHee BO30yauM, Hadyall CAMOCTOSITEIILHO
cOCarb U3 POKKA, MOSIBUINCH AKTUBHbIE ABU)KCHUS B ITpa-
BBIX KOHEYHOCTSX, B CBSA3H C YEM CTaJla CAMOCTOSITETIHHO
MIepPEeBOPAYUBATHCS Ha JIEBBIA 00K). OIHAKO MPOAOIIKAT
COXPAHATHCSA MPHUBBIYHBIA MOBOPOT TOJIOBBI BJIEBO, Ma-
pe3 JIeBBIX KOHEYHOCTEH, OObIe BEIpa)KEHHBIN B PyKe.
JleBouKy B CpeAHETSHKEIOM COCTOSIHUU B BO3pacTe 4 mec
3 Hen JuIs JanbHeiero o0Cie0BaHus U JISUSHHS Tiepe-
BeJU B HeBposornyeckoe oraenenue I'Y3 «Caparosckas
oOmactHas neTckas knuHuueckas oonpauIay (COLKD),
[JI€ OHA HAXOJUJIaCh OKOJO 3 HEf.

[Ipu nocrymiennn B COJKDB cocrosiHue pacueHu-
BaJOCh KaK TSDKENOE 332 CYeT OCHOBHOTO 3a00JIeBaHUS:
HEeTraTHBHAs PEaKkiusi HAa OCMOTP, 1032 “‘(PeXTOBAIIBIIH-
Ka” (BBITSDKCHHE TIPABON PyKH ¥ JICBOW HOTH ), IPUCTYTIBI
HETPOM3BOJIBHBIX TIOBOPOTOB TOJIOBHI B Pa3HbIE CTOPOHBI
(mo 3- 4-x pa3 B cyT). ['onoBa okpyrnast, 00JBLION pox-
HIYOK 2,0%2,0 cM, He HanpsDKEH. B3nmsan He pukcupoBa-
na. Peaknns Ha 3ByK Oblia coxpaHeHa. Mplieqnas cuia
cHmkeHa. O0beM MacCUBHBIX JBW)KEHHI HE OTpaHHUYCH.
MBpliIeuHbII TOHYC NOBBILIIEH, U3MEHEH IO MUPAMUIHO-
MYy THITY B IPaBbIX KOHEYHOCTSX, B JIEBBIX — JUCTOHUYEH.
AyYCKyIBTaTUBHO JbIXaHUE KECTKOE, XPUIIOB HE OBLIO.

B crarmmonape rmpoBeieHo IOMOITHUTEIBHOE 00CIIe10-
Banue. [Ipu HCI BrisiBnens! BeipaxkenHsle auddysase
M3MEHEHHs TMapeHXHMBI T'OJIOBHOTO MO3ra, 0a3allbHBIX
siep U TallaMyca; yMEpeHHasl IujlaTaluns MeXIoayap-

HOW MIeNH; aCUMMETPUYHAS AWIATAIHSI OOKOBBIX JKEITy-
JIOYKOB (cIpaBa JIErKasi, ClieBa yMEpeHHasi); yMepeHHas
nunaramus 3 skenynouka. IIpu KT romoBHoro mosra
3a(h)MKCUPOBAHbI MPU3HAKK IOJKOPKOBOW cybarpodum,
ucxofl HelpouH(MEKInu, THAPOICPAIbHBIA CHHIPOM.
Ha D3I' ¢ Harpy30uHbIMH ITpoOaMu 0OHAPYKEHBI TIPH-
3HAK{ T€HEepaTM30BaHHOHN SMMWIENTH(POPMHON aKTHBHO-
CTH B BH/IE PETUCTPALIMH YACTBIX AUPA3PsI0B “OCTpasi-
MenjieHHass BoiHA”, auddy3Has MeIeHHOBOJIHOBAs
AaKTUBHOCTH Ha (pOHE BBIPAKEHHBIX OOIIEMO3TOBBIX U3-
MEHEHU OMOPUTMHUKH TOJIOBHOTO MO3Ta.

Jwuarno3 nHa srane CO/IKb:

OcHoBHOIA: TITOMeranoBupycHast wuHpexnus. Ilo-
CIIEZICTBUSl TEPEHECEHHOTO ITUTOMETraJIOBUPYCHOTO 3H-
nedanuTa, KpaiHe THKETOH GOpPMBI, CITACTHICCKUH Jie-
BOCTOPOHHMU Temutmape3 (ymyumienue). LlepedpanpHas
arpo¢us BelecTsa roJIOBHOTO MO3ra. BHYTpeHHSA KOM-
neHcupoBaHHast ruzponedanus. CumnroMarnyeckas
SMUIIETICHS, TeHepaTn30BaHHasA (hopMa.

Konkypupyromuii: BHEOOTFHUYHAS JBYXCTOPOHHSS
04YaroBo-CIMBHAs MHEBMOHMs (S, , CrpaBa u S, ciesa),
[IEPUOJ] PEKOHBAICCUCHIIMH. bPOHX000CTPYKTHBHBIN
cungpoM, JIH O-1 crenenu.

OcnoxxHeHns: 3aaepKKa IICHXOMOTOPHOTO Pa3BUTHS.

Ha ¢one neuenust 8 COJIKB ormeuanocs HekoTOpoe
yAy4IlleHHe B COCTOSHUU peOSHKa: JieBOYKa craja CIo-
KOWHEe, MPHUCTYIBI CYIOPOT B BHIE IOTATUBAHUSI PYK
BO3HUKAIIU PEKe, MPOTEKATH JeT4e, YIydIlIniInCch COH U
MBIIIIEYHBIN TOHYC. Bhimucana u3 crauoHapa i amOy-
JIATOPHOTO HAOIIONCHHUS.

B Bo3pacte 6 Mec BBULy OTCYTCTBUSI MOJIOKUTEIBHOMN
JIMHAMUKH B HEBPOJIOTHYECKOM cTaryce peOEHOK ObUT Ha-
IIPABJIEH B [ICUXOHEBPOJIOTNYECKOE OTACICHUE PAHHETO BO3-
pacta I'Y3 «Poccwuiickast 1eTcKast KITHHIIECKast OOTEHIIIA
. MockBBlI, re ObLT MPOBEIEH FEHETUYECKUI TTOMCK 1aTo-
TEHHBIX BapUAHTOB, ACCOLIMMPOBAHHBIX C HACIIECICTBECHHBI-
M (hopmamu JteiikoancTpoduii, 6one3nsro Kpadoe, a Taxoke
C IPYTUMH HACJIEJCTBEHHBIMHU 3a00JIEBaHUSIMU CO CXOHBI-
MU (DEHOTHITHUECKUMHE TIPOSIBIICHUSIMU. BBISBICHBI: 1aTo-
reHabrid (CM062751) BapraHT HYKICOTHIHON MOCIIE/IOBa-
TENFHOCTH B 3k30HE 7 TeHa GALC (chrl4:88442796G>A),
NPUBOAAUIMKA K TOSIBICHUIO caiiTa NpekIeBPEeMEHHOM
TepmuHAIWX TpaHcswm B 220 womoHe (p.Arg220Ter,
NM_000153.3), B reTepo3UroTHOM COCTOSHHH U paHee He
OTIMCAHHBIN BAPUAHT HYKJICOTUIHON MOCIEA0BATEIBHOCTH,
M3MEHSIONIMN KaHOHWYECKUM aKIENTOPHBIA CalT cruiaii-
cunra B rene GALC (chrl4:88401223C>G), ¢.1912-1G>C,
(NM_000153.3) B reTepo3uroTHOM cOCTOSIHUM. MyTaruu B
rene GALC B TOMO3UIOTHOM M KOMITAyH/I-T€repO3UTOTHOM
COCTOSTHAM OTIMCAHBI y TAIMEHTOB ¢ Oone3Hpio Kpabbe
(OMIM:245200).

ITo COBOKYMHOCTH CBEICHUM TaHHBIC BAPUAHTHI HY-
KJICOTH/THOM TIOCIIEeI0BATEIFHOCTH OBLIH pPacIIeHEHBI KaK
MaTOreHHbIE, SBIISIOMINECS HanOoIee BEpOsITHON IPHYH-
HOW NMETOIIErocs COCTOSHHS peO&HKa.

YcTaHOBIIEH MUArHO3: JeTeHepaTnBHOE 3a00JIeBaHNe
HEPBHOM CUCTEMBI (TIIOO0H THO-KIIETOUHAS IEHKOAUCTPO-
¢usa Kpa66e). Cactnueckuii TeTpamnape3. bynbbapHo-
rceBno0ynp0apHeIid  cuHApPOM. [ 'MmepkuHeTHYeCKuit
curapom. Cumnromarndeckas snuierncus. Hapymenue
[ICUXOMOTOPHOTO pa3BUTHA. YacTuuHas arpodus 3pH-
TEJNBHBIX HEPBOB. Pacxomsiieecs Kocorasue.
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Ilocne BCpI/I(i)I/IKaI_II/II/I JAWarHo3a W BO3BpallICHHA B

COJIKb 6putn mosTopHO npoBeneHbl MPT u KT romos-
HOTO Mo3ra. PesynmbraTtam JaHHBIX WCCIIEAOBAHHNA TTOKa-
3aJH, 4To Ha (oHe 3a00aeBaHus POJOIDKAIN HapacTaTh
MpU3HaKH aTpouy BeliecTBa roJloBHOrO mMo3sra ¢ (Gop-
MHPOBaHHEM BTOPUYHOM TUApOIehaTnn.

B Bo3pacte 7 Mec ObUIO NPOBECHO IIYHTUPOBAHHE.

Cocrosinne peOEHKa 10 HACTOSIIETO BPEMEHH OCTAaeTCs
cTabmiIbHO THKENBIM. PeOEHOK momydaeT monaep kuBa-
IOIIYIO TEPAIlUIO.

I[aHHLIﬁ npuMep CBUACTCIBCTBYET O TOM, YTO JUa-

rHocTHKa 0oje3Hn KpabOe gaske I ONMBITHOTO Bpada
MIPEACTABIISIET CIOXKHYIO 3a7a4y. Jnarnoctuueckuil mo-
HCK MOXET OBITh JUINTEeNbHBIM. HecMOTpst Ha peaKocTh
3a00JeBaHus, HATMYHE TPYOBIX TIPOSBICHUN HEBPOJIOTH-
YECKOM CUMITOMATHKH y JETEH Ha MEPBOM IOy KU3HU
JUKTYeT HEOOXOAMMOCTh IU(QepeHINaIbHON AUarHo-
cTuku ¢ 6ose3npro Kpaboe.
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