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BUITAZIOK XBOPOBH KPABBE B IIEJIATPUYHIN ITPAKTHUIII

XBopoba Kpab6e (rnoboigHo-KMiTMHHA nenkoamcTpodin) — LWBMAKO NPOrpecyoyde geMieniHisyroue gereHepaTiBHe 3aXBOPOBAHHS
LeHTpasibHOT HEPBOBOT cncTeMU. Ty ycnaakyBaHHSA — aBTOCOMHO-PeLEeCMBHUIA. B OCHOBI XBOPOOM NEXUTb 3HMKEHHSI aKTUBHOCTI
hepMeHTy rasiakTosusuepamig-fB-ranakro3ngasu, SKuii B HOpMi po3LLEN/IOE ranaktouepebposna Ao uepamigy i ranakrosun. XBo-
poba Kpabbe BUKNMKaeTbCA MyTaLisMu B reHi GALC, skuii po3TawoBaHuii Ha 14-i xpomocomi (14qg31). BHacnigok uiei myTtauii
BVHUKaE AediunT hepmMeHTy ranaktosunuepamigasn. 3a/1eXHo Bif Biky, B AKOMY MPOSIBUIOCS 3aXBOPIOBAHHSA, BUAIIAKOTL Taki
KAiHIYHI hopMK ranakTo3naLepamigHoro Ninigosy: iHaHTUAbHY, abo knacuyHy (PO3BUTOK XBOPOOU NoYMHaeTbCs 3 3—6 Micsauis),
ni3HI0 iHhaHTUNbHY (3 6—18 MicsLiB), OBEHINbHY, opocay. 18 AiarHOCTUKN BUKOPUCTOBYHOTb BGiOXiMiYHiI TeCTM (KPOB ab0o KMiTUHN
LUKipW), SIKi NONAraloThb Y BU3HAYEHHI PIBHA (hepMeHTy raniakrouepamifasn abo y BUABMIEHHI MiABULLEHOTO PIBHA MCUXO3WHY, 3HU-
XXEHHS aKTMBHOCTI rasiakTo3unsuepamia-p-ranakrosungasm.

CneuudiivHe nikyBaHHS1 He po3po6/1eHo. Ha cborogHi nikyBaHHA nepebyBae B cTagii po3pobKy — BYEHI BUBHAKOTH MOX/INBICTb
pocTtaBku Galc-reHa B KIiTMHU XBOPOTo 3a A0NOMOrot BipyciB (reHHa Tepanisi), ogHak Lel MeTof A0 KiHUA He BUBYEHWA. Ha paHHixX
CTagisx 3axBOptoBaHHSA abo Npu NoBiLHO Mporpecyynx opmax f4oCUTb eDEKTUBHUM METOAOM JliKyBaHHS € TpaHcnaaHTaulis
KICTKOBOrO MO3KY, OTPUMAHOrO 3 K/ITUH MYyNOBWHHOT KPOBI (FEMOMNOETUYHNX CTOBOYPOBUX KMITWH), sika [0O3BO/ISE CTabinizyBatu
CTaH XBOPOrO i 3HM3MTW NPOSIBU CUMNTOMIB. Y 6araTbox Bunagkax TpaHCnaaHTalis Ha paHHiX eTanax NpMBOAWTbL 4O MOBHOMO
BU/TIKOBYBaHHSA XBOpo6u Kpabbe.

[aHe gocnigpkeHHs NpoBeAEHO Ha BUNAAKY 3 NPaKTUKU. Y AUTWUHY giarHOCTOBaHO XBopoby Kpab6e. Ockiflbki fAaHa naTonoris
HaNeXuTb 4,0 CNaAKOBKX 3aXBOPHOBaHb, EAVHOI MOX/IMBO NPOINIAKTMKOK € FTEHETUYHWIA aHani3 Npy HasiBHOCTI XBOpo6y Kpab6e
y 6/1M3bKNX poguyiB. 15 nonepeskeHHs HapOAKEHHS APYroT AUTUHM 3 aHa/TOTIYHM 3aXBOPHOBAHHAM HanbiNbLL paHHIM MeTo40M
[IarHOCTUKN € MONEKYNAPHO-TeHeTUYHe 06CTeXeHHA (MpeHaTasibHa AiarHocTuka), B Npoueci AKoro BU3HAYaeTbCA akTUBHICTb
dhepmeHTy ranaktoLepebposngasn Ta ranaktosunuepamif-B-ranakrosngasn B KyfbTMBOBAHMX KAITUHAX aMHIOTUYHOI PigvHY i
BOPCUH XOpioHa.

KniouoBi cnoBa: xBopoba Kpabbe; kiHiYHi 03HaKu; AiarHOCTVKa; AiTU.

CNYYAI BONE3HN KPABGE B I'IE,D,I/IATPI/I‘-IECKOI7I NMPAKTUKE

BonesHb Kpab6e (rnobonaHo-KneTouHast NeinkoancTpoms) — 6bICTPO NPOrPECCUpYIOLLEE AEMUENTMHU3NPYIOLLEE AereHepa-
TMBHOE 3a60/1eBaHNe LLeHTPasIbHOW HEPBHOW CUCTEMBI. TN HAcef0BaHUsi — ayTOCOMHO-PELLECCMBHbIN. B 0CHOBE 60/1€3HM NeXUT
CHIDKEHVE aKTVBHOCTU hepMeHTa raslakTosnuepamua-B-ranakro3ugasbl, KOTOpbIA B HOPMe pacLuensisieT ranakrouepebposns
K uepamuay v ranaktose. bonesHb Kpab6e Bbi3biBaeTcA MyTaumsiMm B reHe GALC, KOTOpbIli pacnonoxeH Ha 14-ii xpomocome
(14931). B pesynbsrate 370l MyTauuu BO3HUKAET AeuUMT hepMeHTa raiakTosulepamuaassl. B 3aBucMmMocTy oT Bo3pacTa, B
KOTOPOM NpOosiBUIOCL 3a60/1eBaHne, BbIAENAIOT Ceayowme KNnHuyeckne oopMbl raiakTosnLepaMmaHoro mnmuaosa: nHdhax-
TUMbHYIO, UM Kaccuueckyto (pasButue 60Me3HN HauMHaeTcst ¢ 3—6 MecsiueB), NO34HIOK MHADAHTUBHYH (C 6—-18 MecsueB),
IOBEHWU/IbHYI, B3pOCAYH. [/19 ANarHOCTUKN UCMOb3YHOT BMOXMMMYEcKme TeCTbl (KPOBb UM KNETKN KOXW), KOTOPbIE 3akK/1i4atoTcs
B OnpeaeneHnn ypoBHS hepMeHTa ranaktoLepaMnaasbl UK B BbIIB/IEHUW MOBbLILLEHHOTO YPOBHS MCUX03UHA, CHIDKEHNS aKTUB-
HOCTW ranakTosunlepamma-B-ranakrosngasbl.

Cneupudhmyeckoe neveHmne He paspaboTaHo. B HacTosiLLee BpeMs fievyeHne HaxoauTcs B CTaanm pa3paboTku: yUeHble n3yyarot
BO3MOXHOCTb AocTaBky Galc-reHa B KeTKM 60/1bHOTO C NOMOLLIO BUPYCOB (feHHast Tepanusi), O4Hako 3TOT METoZ A0 KOHLA He
n3yyeH. Ha paHHMX cTaauax 3aboneBaHnsa Uy Npy MeasieHHo Nporpeccrpyrowmnx hopmMax AOCTaTouHO 3hHEKTUBHBIM METOL0M
NeyeHns SBASETCS TpaHCMIaHTaLmMs KOCTHOrO Mo3ra, Mosly4eHHOro U3 K/1ETOK NYNOBMHHOW KPOBM (reMONO3TUYECKUX CTBOOBbIX
K/1EeTOK), KOTopast NO3BOMSIET CTABUIM3NPOBATL COCTOSIHME GOMIBHOMO U CHU3UTb NPOSIBAIEHNS CUMMNTOMOB. BO MHOrux cryyasix
TpaHcnAaHTaumsa Ha paHHUX aTanax NpPUBOAUT K NOIHOMY M3/1ie4eHunto 6on1e3Hn Kpabbe.

[laHHOe rccnegoBaHne NPOBEAEHO Ha Crlyyae 13 NpakTukK. Y pebeHka agnarHoctrpoBaHa 601e3Hb Kpabbe. MockosbKy gaHHas
naTos10rMs OTHOCMTCS K HACNeACTBEHHbIM 3a60/1€BaHNAM, €AVHCTBEHHO BO3MOXHON NPOCOMNAKTUKON ABNSETCS reHeTUYeCKnii aHa-
13 Npr Hanuuum 6onesHn Kpaboe y 6113Krx pOACTBEHHMKOB. 15 NnpeaynpexaeHnst poXAeH st BTOPOro pebeHka ¢ aHalormyHbIM
3aboneBaHneM Hanbonee paHHUM METOLOM ANArHOCTUKN ABMSETCA MOMEKYNSPHO-TEeHETUYECKOE 06CneoBaHNne (NpeHaTasibHas
[NarHocTuka), B MpoLecce KOTOPOro onpeAensieTcsi akTBHOCTb hepMeHTa ranakToLepebpo3naassl 1 ranakrounuepamua-f-
ranakTosungasbl B Ky/1bTUBMPYEMbIX KIETKaX aMHUOTUYECKON XMUAKOCTU N BOPCUH XOPUOHA.

KnioueBble cnoBa: 60/1€3Hb Kpa66e; KNNHNYeCckKmne npusHakn, AnarHoCtuka; AeTun.

KRABBE DISEASE IN PEDIATRIC PRACTICE

Krabbe disease (globe-cell leukodystrophy) is a rapidly progressive demyelinating degenerative disease of the central nervous
system. The type of inheritance is autosomal recessive. At the heart of the disease is a decrease in the activity of the enzyme
galactosylceramide-B-galactosidase, which normally splits galactose cerebroside to ceramide and galactose. Krabbe disease is
caused by mutations in the GALC gene, which is located on the 14 chromosome (14q31). This mutation results in a deficiency
of the enzyme galactosylceramidase. Depending on the age at which the disease appeared, the following clinical forms of
galactosylceramide lipidosis are distinguished: infantile or classical (the development of the disease begins from 3—-6 months);
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late infantile (6—18 months); juvenile; adult. For diagnosis use biochemical tests (blood or skin cells), which are to determine the
level of the enzyme galactoceramidase or to detect an increased level of psychosine, reducing the activity of galactosylceramide-
B-galactosidase.

Specific treatment hasn’t been developed. Currently, the treatment is under development — scientists are exploring the
possibility of delivery of the Galc-gene to the patient’s cells with the help of viruses (gene therapy), but this method has not been
fully understood. In the early stages of the disease or in slow-progressing forms, a bone marrow transplant derived from cord blood
cells (hematopoietic stem cells) is a very effective method of treatment, which helps to stabilize the patient and reduce symptoms.
In many cases, transplantation in the early stages leads to complete cure of Krabbe disease.

This research is a case study. The child was diagnosed with Krabbe disease. Since this pathology is related to hereditary
diseases, the only possible prevention is genetic analysis in the presence of Krabbe disease in close relatives. To prevent the
birth of a second child with a similar disease and the earliest method of diagnosis is a molecular genetic examination (prenatal
diagnosis), in which the activity of the enzyme galactose cerebrosidase and galactosylceramide-f3-galactosidase in cultured cells

of amniotic fluid and in cells is determined.

Key words: Krabbe disease; clinical signs; diagnostics; children.

XBopoba Kpabbe (rnoboigHO-KMiTUHHA NelikoamcTpodis)
— LWIBWAKO Mporpecytoye AeMieniHisyode aereHepaTvBHe
3aXBOPIOBaHHSA LIEHTPasibHOI HEPBOBOI cuctemu. Posnag
Ha3BaHWi1 Ha YeCTb JaHCbKOro HeBposora KHyaa Mapanaex-
ceHa Kpab6e (Knud Haraldsen Krabbe).

Tun ycnagKkyBaHHA — aBTOCOMHO-peLEeCcuBHUiA. B
OCHOBI XBOPOGU NEXUTb 3HWKEHHSA aKTUBHOCTI (hepmeH-
Ty ranaktosuuepamia-p-ranakrosmgasmn, sskuii B HOpMi
po3LLense rasaktoLepebposns 4o Lepamify i rasiaktosu.

Enidemionozis. Xsopoba Kpabbe 3ycTpivyaeTbcs npu-
6113H0 B 1 ocobm Ha 100 000 HoBOHapompKeHuX. YacTille ue
3aXBOPIOBAHHSA BUHUKAE B apabiB, SKi XXUBYTb Ha TepuTopii
I3painto. XBopoba fiarHocTyeTbes B 1 AnTMHM Ha 6000 HOBO-
HapogkeHux. MOopIBHSAHO BUCOKWIA piBEHb 3aXBOPHBAHOCTI i
cepef, xutenis CkaHaMHaBCbKMX KpaiH — 1:50 000 [1].

JocnioxeHHsi. KonuwHriii 3axmucHuk badcpano binnc
— Dxum Kenni 34iiicHMB OCHOBHWIA BKNag, Yy AOCNILKEHHS
Ta PO3MNOBCIOKEHHS iHGhopMaLii NPo 3axBoproBaHHA. Linm
BiH nMoyas 3aliMatncs nicnsa Toro, sk y 1997 poui xBopoby
Kpab6e giarHocTyBasim B oro cuHa XaHtepa. MNpoTe Ui
JOCnifpKeHHs He gonomornu, i XaHtep Kenni nomep Bif
XBOPO6Y Y BiLli 8 poKiB.

MamoezeHes. XBopoba Kpabbe BUKIMKAETLCA MyTaLismu
B reHi GALC, sikuii po3TalloBaHUin Ha 14-ii XpPOMOCOMI
(14g31). BHacnigok Ljei myTauji BUHVKae aediunt hepmeHTy
rasiaktosuyepamigasy. HakonnyeHHss HemeTabonizoBaHUX
ninigis nopyLuye nNpouec YTBOPEHHS 3aXUCHOT MiENIHOBOT 060-
JIOHKN HepBa (060/10HKM, SiKa i30/1H0€ BifbLUICTL HEPBOBUX
K/ITVH, 3a6€3MeYyo4Y BUCOKY LLUBUAKICTb NPOBELEHHA HEPBOBUX
iMMy/IbCIB), LLIO, B CBOO Yepry, Npr3BOAMTL A0 fAereHepadii Mo-
TOPHWX HaBMYOK. XBOopo6a Kpabbe BXxoauThb 0 rpynuv po3nagis,
BIZOMMX Mif, HA3BO NelikoamcTPodil. 3aXBOPHOBAHHS BUK/MKA-
He MopyLUEeHHAM npoLiecy dropMyBaHHS MiENiHy. Y rofloBHOMY
MO3Ky, NeYiHLj, CenesiHuji, HupKax, neikoumtax, ibpobnactax
HaKoMM4YyHTLCA ranakToLepebpo3ns, i Moro noxigHe ncuxo-
3UH. KinibKiCTb OCTaHHbOro niasuiLyeTbes B 10-100 pasis, Wwo
CMPUYUHSIE TOKCUYHY A0 HA ONIroAeHAporniasibHi KITUHK, SKi
hOpMYyHOTL MIEMIHOBY 060/10HKY. Y 30HaX AeMieniHi3aLii HaBKoo
[piBGHMX KPOBOHOCHMX CyAMH Gia pevyoBrHa MICTUTb BENVIKY
KibKICTb 1N1060IgHUX ricTioumTiB (Makpodaris). 3MeHLLEeHHS
onirofeHaporniasibHUX KNiTUH CYNPOBOAXYETHLCA /1i030M.
MepudhepuyHi HEPBY MiAAOTLCA aKCOHaUTbHIN AereHepadji 3
HaKOMUYEHHAM MIHUCTYX TiCTioUuTIB [2].

3a1exHo Bif, BiKy, B AKOMY NMPOSIBA/IOCA 3aXBOPIOBaHHS,
BUAINATbL Taki KAiHIYHI hopMu ranakTosunnlepamigHoro
ninigosy:

— iH(haHTWIbHY, abo KnacuyHy (pPO3BUTOK XBOPOOM Mo-
YyMHaeTbCA 3 3—6 MicALIB);

— Ni3HI0 iHhaHTUNBHY (3 6-18 micsauiB);

— HOBEHI/IbHY;

— fjopocny.

KnacuyHa dpopma ctaHoBUTb 85-90 % BCiX BUnazkis [3].

OcHosHi diaezHoCMUYHI Kpumepii

IHgbaHmuibHa, abo knacu4Ha, hopma — nepLi KNiHiyHI
CYMNTOMMU 3'ABMIAIOTLCA Ha 4-My MiCAL XUTTSA.

Mepwa ctagis. OCHOBHI KNiHiYHI NposiBK (40 6 MicALIB):

— nigBuLeHa 36yanmBICTb (6E3NPUUNHHWNIA KPUK AUTUHN)
i M’130BWUIA riNEePTOHYC (BEPXHI | HYXHI KIHLBKM B PO3irHyTOMY
CTaHi, Kynaku CTUCHYTI);

— MiBULLEHHA 3arasibHOI PYX0BOI peakuii Ha 3BYKOBI
NoApPasHUKK;

— HEeBMOTVBOBaHe nepiognyHe NigBULLEHHSA Temnepa-
Typw;

— TPYAHOLLi NPU BUTOA0BYBaHHI.

Ha 6-My—8-My MiCsALi XXUTTSA NPOSABNSAIOTLCA NOPYLUEHHSA
NCYXOMOTOPHOTO PO3BUTKY, MOX/IVBI CYZOMMU.

[pyra ctagis. OCHOBHI KNiHiYHI NpOsBK:

— WBMAKaA BTpaTa HabyTux paHille HaBUYOK;

— panTtoBe XaoTWYHE CKOPOYEHHS OKpeMux m'AsiB (Mi-
OKJI0HIf);

— HapoCTaHHA M'A30BOr0 TOHYCY [10 CyJOMHOI 03U, Npu
SIKilA CMWHa Pi3KO BUrHyTa Ayroto i onopa e TiNbku Ha m'aTn
i noTUNMLO (OMiCTOTOHYC);

— 3HWKEHHS IHTENEKTY;

— Ha O4YHOMY [Hi — aTpodis 30pOBMX HEPBIB, NpY SAKIN
3HMXYETLCHA peakLis 3iH1Lb Ha CBIT/0;

— 3HWKEHHSA a60 BifCYTHICTb CYXOXWU/IbHUX PeddNIeKCIB;

— rinoTpois ax A0 BUCHaXKEHHS (Kaxekcis);

— 3aTpriMKa NCMXOMOTOPHOIO PO3BUTKY;

— MIOK/IOHIYHI cyfomu;

— reHepasnisoBaHa pyxoBa peakLis Ha C/nyxoBi no-
OpasHuky;

— CNacTUYHWIA TeTpanapes, MiABULLEHHS INBOKUX CyXO-
XWUNbHUX pedoniekcis;

— nepudpepryHa Helponarisi inLe B OKPEMUX BUNaAKax.

Mpw nporpecyBaHHi BUHUKAIOTb MNMOOKI PO3yMOBI pPO3-
nagn, MnsBuiA TeTpanapes, 3HWKYTbLCS CYyXOXUbHI ped-
NeKkcun, M’A30Ba rinepToHis 3MIHIOETLCA TINOTOHIE. XBOpi
noMupaoTb Y BiLji Bif, 7 MicALiB 40 3 pOKiB.

Tpets cTagis. OCHOBHI K/liHIYHI NPOSBYU:

— cyfomu;

— PO3BUTOK BY1IbGApPHO-MNCeBA006YILOAPHOIO CUHAPOMY,
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npu SIKOMY NOPYLLYETHLCS NPOLEC KOBTAHHS | BAMOBY 3BYKIB,
a TaKoX CMOCTepIiraeTbCs BTpata 3BY4YHOCTI ro/iocy;

— BTpata (OyHKLi 1 roN0BHOIO MO3Ky [3].

Mi3Hsa iHhaHTUNbHA dhopMma:

— PaHHI pO3BMTOK YPaXXeHHS1 30pOBOro Hepea abo HepBa
CITKIBKM, sIKe Npwv BiACYTHOCTI HEeAO/iKiB OpraHiB 30py npu-
3BOAWTb A0 CAINOTU (MOXe BYyTN YaCTKOBOK abo MOBHOM));

— MNOCTYNOBE 3HWKEHHS IHTENEKTY;

— MNOPYLUEHHS PyXOBMX HABUYOK.

FOBeHinbHa i dopocsa hopmu:

—30p0Ba arHo3isi (He3gaTHICTb BnisHaBaTY i KacugikyBaTu
iHpopmaL,ito, WO HagXxoAaMTb) abo remiaHoncis, Npu sKin
BMMNaAAE NosI0BMHA 30POBOTO MONS;

— CcrMacTUYHi Nnape3n Ta napanivi, ki BUHUKaKTb Yyepes
Nporpecytyy MO304KOBY aTakcito i HeBponarito (BUSIB/ISIIOTb-
Cs1 B MEpLLY Yepry npu NopyLLUEHHSX xoaw) [4].

JiazHocmuka:

1) ckapru i aHamHe3, Npyu SKOMY YTOYHIOKTb, Y SIKOMY
BiLli 3'ABM/INCS NEPLUI CUMMATOMMU, SIK LWBUAKO PO3BMBAETLCS
XBOPO6a,;

2) BMBYEHHS CIMEHOIO aHaMHe3y, Mpu IKoMy [i3HalTb-
Cs1, UM cnocTepirann nogiéHi CUMNTOMY XBOPOOW Yy POANUYIB;

3) 3aranbHuin ornsg (OLiHIETLCS M'30BUIA TOHYC, BUpa-
YKEHHS CYyXOXMNTbHMX peduiekciB, KoopAnHaLis pyxiB, Xoaa);

4) aHani3 CNMMHHOMO3KOBOI PiAMHN (NTIKBOPY), NPU AIKOMY
OL|iHIOOTb MPO30PICTh i KOMIP PianHN, T TUCK, KiNbKICTb NH0-
Ko3u, Giska (nigBuLLYETLCS B NPOLECI pyiHyBaHHS HEMPOHIB),
conei xnopy [5];

5) 6ioxiMiyHi TecTu (KpOB abo KAITUHM LUKipW), siKi Nonsi-
raloTb Yy BM3HAYEHHI PIBHA (hepMeHTy rasaktouepamigasun
ab0 y BMABMEHHI NiABULLEHOrO PiBHS MCUXO3WHY, 3HVDKEHHS
aKTMBHOCTI rasiakTo3unuepamig-p-ranakrosmngasm;

6) KT, MPT Ta EHMI (enektpoHelipomiorpadis). Ha
MoYaTKOoBIl CTagjii 3aXBOPHOBaHHsI 3a gonomoroto MPT BusB-
NSATb YPaXEHHS NigKiPKOBUX CTPYKTYP, 6if0i pevyoBrHU MO-
30u4Ka i nipamMigasbHMX TPakTIB. 151 Ni3HIX CTaail XxapaKTepHi
aTpochist BE/MKOro MO3Ky, YPaXKeHHS 3aHiX BiaAiniB cToBOypa
MO3Ky ab0 Ba/lMKa, YpaKeHHsi 6i101 pe4yoBMHN FO/I0BHOMO
MO3KY B TiM’SIHO-MOTUAMYHKX Bigdinax (puc. 1). EHMI go-
3BOJISIE BUSIBUTY 3HWXKEHY LUBUAKICTb NPOBEAEHHS IMNY/IbCY
no nepudIepryHNX HEPBAXx, a TakoxX ixX AeMieniHizauito [6];

7) MONEKYNSAPHO-reHeTNYHE 0OCTEXEHHS (AonycKae npe-
HaTaslbHY AiarHOCTUKY, B MPOLECI SKOT AOC/TiAKYHTb aMHio-
TUYHY PiAMHY — BU3HAYatoTb aKTVMBHICTb raslakTo3uuepamis-
[B-ranakTo3ngasu B Ky/IbTUBOBAHUX KAiTUHAX) [7].

JlikysaHHs1. CneuncpiuHe nikyBaHHs1 He po3pobneHo. Ha
[AaHunii yac nikyBaHHs nepebyBae B cTafil pO3p0o0KM — BUEHI
BVBYAOTb MOX/INBICTb AOCTaBKM Galc-reHa B KNiTHW XBOPO-
ro 3a A0NOMOrot0 BipyciB (reHHa Tepanis), oAHak Lieil MeTog,
00 KiHLUS HEe BUBYEHWIA.

Ha paHHix cTagisix 3axBOptoBaHHSA abo Npu NOBiSIbHO
nporpecyunx oopmax AocUTb ePEKTVBHUM METOAOM Jli-
KyBaHHS € TpaHCnaaHTalis KiCTKOBOro MO3Ky, OTPUMaHOro
3 KAITUH MYNOBUHHOT KPOBI (reMOMOETUYHUX CTOBOYPOBMX
KNiTUH), SiKa A03BOJISIE CTabIfi3yBaTy CTaH XBOPOTO | 3HU3NUTK
NposiBY CUMMNTOMIB. Y 6araTtb0ox BuMnaakax TpaHcniaHTawis
Ha paHHIX eTanax NpvBOAMTbL 4O MOBHOIO BW/IKOBYBaHHS
XBOPO6YM Kpabbe. 34iliCHIOITb CUMNTOMAaTUYHE NiKyBaHHS,
LLIO BK/IHOYAE MPUAMaHHS NPOTMCYAOMHMX npenapartiB. Oa-
HVM i3 BaXK/TMBUX 3aXO0AiB [/19 NOKPALLEHHS M'A30BOr0 TOHYCY
Ta KpoBoOOGiry € disiotepanis [8].

lMpo2HO3 HecnpuUATANBUIA — Npu IHPAHTUALHIA hopmi
3aXBOPIOBAHHSA fleTaslbHUI pe3ynbTar HacTae NpPoTSArom
2-x pokiB. Mpw nNi3Hix popmax 3axXBOPIOBAHHS i MOBI/TLHOMY
nporpecyBaHHi XBOPOOY TPUBASTICTb XUTTS 36iNbLUYETLCS.

JaHe 0oc/idXeHHs IpoBedeHO Ha BUMAOKY 3 NPaKMmMuKu.
[LiBunHka |. Bikom 13 pokiB, nepebyBasia Ha cTalLjioHapHOMY
nikyBaHHi B KHIM «TepHoninbcbka o6/1acHa AuTaYa KiHivHa
NiKapHsa».

Ckapru martepi: He CuauTb, He CTOITb, HE TPUMAE ro/10BY,
He PO3MOB/ISIE, YaCTi CyaoMMU.

AHaMHe3 3aXBOPHOBaHHS: AMTNHA XBopie 3 1 poky 3 micsi-
LB, KONK BnepLue 3'sisBUINCS reHepastisoBaHi TOHIKO-K/OHIYHI
cypomun. HeogHopasoso nikyBanack y KHIM «TOAK/1» 3 npu-
BOAY CYAOMHOr0 cuHapomy. O6¢TexxeHa B HauioHabHil cne-
LianizoBaHili auTtadiin nikapHi «KOXMATAUVT» MO3 YkpaiHu.

Mpwn 06’'€EKTMBHOMY OBCTEXEHHI: 3arasibHWUIA CTaH AUTUHN
TSOKKNIA 32 paxyHOK HEBPO/10TiYHOT cuMnToMaTyhku. LLKipHi no-
KpvBK GAigi, BUAMMI C/TM30Bi 060/10HKM 6/1i40-POXKEBI, YNCTI.
[JiBY4MHKA 3HWKEHOTO XWBMEHHS. [POAYKTUBHOMY KOHTaKTY
He AO0CTyrnHa, KOPOTKOYacHO (uiKCye nornsj, ane LWBWUAKO
BUCHaXYETbCA. O6ANYYS CUMETPUYHE, TiINOMIMIs, pOT HaniB-

Krabbe disease

Puc. 1. Komn'toTepHa Tomorpadist npy xBopobi Kpab6e. linepaeHcHa AinsiHka (CTpinka) B 3a4Hil HXL BHYTPILLHBOT Kancy/in
(CT). Ha T, Ta T, aHOMas1bHi CUrHaIv B 3a/Hiii HXLi BHYTPILLHBOT Kancynm (CTpisika), 6iniii peqoBuHi 6i1s 3a4HbOr0 pory 60K0BOro

LUSTYHOUKA | Ba/IMKY MO30/IMCTOrO Tifa.
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BIAKPWUTUIA, cnacTUyHa TeTPanserisi, 3rMHaibHi KOHTPaKTypu
BEIMKNX Cyrnob6ie. He cmanTb, rofioBy YTpUMYE AeKinbka
XBWANH. TpOTSAArOM AaHOoro nepiogy HapocTae PyxoBWiA i
KOTHITMBHWIA aediunT.

[MpoBefeHO 06CTEXEHHS: 3ara/ibHUIA aHai3 KPoBi: Er. —
3,26x10%?/n, Hb — 102 r/n, KM - 0,9, Le — 5,9x10%n, LLOE
—10 mm/rog, n—2 %, ¢ — 27 %, e — 4 %, 1 —59 %, m — 8 %.

PeHTreHorpadisi KucTeii: BUMyLLIEHE NOTOXEHHS, Aedhop-
MaLisi, AEKOHirypaList KicToK, AeCTPYKLisi 3 YTBOPEHHSM Mo-
POXHWH GiNlbLLE B MPOEKL,i dhasiaHr, BUpaXKeHUn 0CTeonopos.

Y3/ opraHiB 4epeBHOT MOPOXHMHW: MOMipHA NiENoeKTasis
cnpasa.

Y3 /[ wm1TonoAi6HOI 3a/1031 — PO3MilLieHa TUMOBO, KOHTYPH
PiBHI, YiTKi, EXOreHHICTb 36epexeHa, CTPYKTypa OAHOpIAHA,
nepewniiok 5,0 mm. MpaBa yacTtka — 4,27 cm® (Hopma 1,76—
3,2 cv®), niBa—4,12 cm® (HopMma 1,57-3,06 cv®). 3arasibHuii
06’'em — 8,39 cm® (3,38-6,24 cm®).

EEl: 3HayHi 3ara/lbHOMO3KOBI 3MiHW Y BUMASAi BiACyT-
HOCTI anbga-puTmy, Tonorpady Po3NPUAISIEHHST — BUPaXKEHI
3MiHW KipKOBOT PUTMIKN.

EKT: BupakeHi gucmetaboniyHi 3mMiH1 Mmiokapaa Ha dhoHi
rinoKasbLjieMil.

Exo-KC: MiHiManbHUil nposanc MiTpasibHOro KnanaHa,
MiHiMa/lbHa HEAOCTATHICTb, DYHKLiSt KnanaHa He NopyLleHa,
®B — 74 %, CKOpOT/IMBICTb MiOKapaa 36epexeHa.

MPT ro/10BHOro MO3KY: y CepefHiii TPETUHI NpeLeHTpasIb-
HOI 3BMBUHW | B NOCTLEHTPa/IbHI 3BUBYHI Bidyani3ytoTbCs
NaTosIorivyHi 30HM 3 YITKUMWU HEPIBHUMW KOHTYpamu, nigsu-
LLIEHOT iHTEHCMBHOCTI curHany Ha T, Flair i cepeaHboi Ha T,
ToMOrpamax. 3a CUrHasIbH1MM XapaKkTepUCTKaMy BUSBEHI
3MiHW, XapakTepHi Ana gemieninizayii. Benvkunii cTyniHb
YP@KEHHSI CTPYKTYP rO/I0BHOrO MO3KY BiA3HAYaETLCSA B MiBIilA
niBKyi. MaTtosoriyHnin Npouec OXOMNKE CyOKOPTUKasIbHY
6isTy pe4oBMHY, NOLUMPIOETLCS KayAasIbHO 40 NEPUBEHTPUKY-
NAPHUX BigAiNiB GiYHMX LWIYHOYKIB. Y nNpoekuii cepeaHbol
TPETUHM 38HBOT0 CTErHa BHYTPILWHbLOI Kancyny 3a xo4oM
KOPTUKOCNIHa/IbHMX TPaKTIB BU3HAYAIOTHCH SABULLA BTOPUHHOT
aKCOHa/TbHOT fereHepadii. Kopa npeueHTpasibHOI i NOCTLEH-
TpasibHOT 3BMBUH Y NPOEKLIT ypakeHMX AiNSAHOK BUTOHYEHA
(@0 2—-3 mm). BisyanisyeTbCcsl NoKasibHe PO3LLIMPEHHST 60-
pPO3€eH MapaueHTpa/IbHUX YacTo4vokK i cybapaxHoigaibHOro
npocTopy. Big3HayaeTbca nerke BUTOHYEHHS KOPMyCy MO-
30/IMCTOrO TiNna B 3a4Hix Biaginax. CepeanHHi CTPYKTYpu He
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3MileHi. lWnyHoukn 3BryaiHOT dhopmu i po3mipiB. 30poBi
HEPBU CUMETPUYHI, PeTPOOYIbOapHUil MPOCTIP BiSTbHWIA.
rinoguia He 3MiHeHWn. CTPYKTYpu 3a4HbOT YePENHOT SIMKHU,
BMAVIMI YepenHO-MO3KOBI HEPBU, KpaHioCniHaIbHUIA nepexig,
6e3 0cob6NMBOCTEN.

BM1CHOBOK: ypaXXeHHs 6ifio1 pe4yoBMHMU, [1I03HO-aTPOIYUHI
3MiHM B TOOGHO-TIM’ SIHUX Oi/IsTHKaxX MiBKy/lb MO3KY.

PiBeHb ropmoHiB: napatropmoH — 326 pg/ml (Hopma —
15-65), agpeHOKOPTUKOTPONHUA ropmoH — 592,24 pg/mi
(Hopma — 7—-63), kopTn3on — 112,6 HMONb/N (HopMa paHokK
—190-690, Beuip — 55-250), TTI — 1,77 (Hopma), Aerigpo-
eniaHgpoCcTepoH-cynbdar — meHwe 3 Mkr/an (Hopma — 22
— 332; gianazoH 3—15 000).

EneKTponiTv B KPOBI: KaulbLiiil 3arasibHuii — 1,5 MMonb/n,
Kanbuin (++) — 0,58 mmonb/n, docdop — 1,49 mMmonb/n,
MarHin — 0,75 mmonb/n, kanii — 3,5 Mmonb/n, HaTpin — 139
MMOJIb/1.

KniHiyHUl diaeHO3: MPOrpecyoye AereHepartyBHe 3axBO-
prOBaHHSI HEPBOBOT CUCTEMU (NelikoancTpodis Kpabbe): Te-
Tpannerisi, po3nag ncuxikv i MoBY, CMMATOMATUYHA enifencis
3 yactmMmu nonimopdHUMKN Hanagamu. NepBrUHHA XPOHiYHa
HaAHMPKOBO3a/103HA HeAOCTaTHICTb. COMATOreHHWI HaHI3M.
BTopuviHHWIA rinepnapatrpeos. JediyuTHa aHeMist 3miLlaHoro
reHesy, /1Ierkoro CTyneHs TsSHXKKOCTI.

JlikyBaHHSI: NpeHi30N0H — 2,5 Mr x 2 pasun Ha eHb, KOpPTi-
Hedoh 5 mr 3panky, kanbLiii D, Hikomes dhopte 3000 MO Ha
no6y, aksa D, 5000 Ofi, kapbamazeniH 200 mr (Y2 Tabn.) x
3 pasu Ha geHb.

BUCHOBKW. XBopo6a Kpabbe Hanexarb 40 cnaakoBuX
3axBOPIOBaHb, TOMY €AMHOK MOX/IMBOI MPOMiSIaKTUKOK
€ TeHEeTMYHWI aHani3 npu BUSIBNIEHHI XBOpoOKu Kpabbe y
6NM3bKMX poamnyiB. XBOpoba NposIBMASETLCS NPU HASBHOCTI
AedeKkTHOro reHa B 060x 6atbkiB (MMOBIPHICTL 1 Ao 4). MNpun
HasiBHOCTI MyTauii reHa GALC B 04HOro 3 6aTbkiB NtognHa
€ MPOCTO HOCIEM AeDEKTHOrO reHa.

MNEPCNEKTUBU NOAANBLLUMNX AOCNIAKEHbL. AnA
nonepemkKeHHs HapOPKEHHS APYrol ANTUHW 3 aHAJTOTIYHUM
3axBOPHOBaHHAM HalibiNbll paHHIM METOAOM AiarHOCTUKM
AaHOT naTonorii € MoneKky/sipHO-TeHEeTUYHE 0OCTEXEHHS
(NpeHaTanbHa giarHocTuka), B Npoueci SIKoro BU3Hava-
€TbCS aKTUBHICTb (DEpPMeEHTY rasiaktouepebpo3ngasn ta
ranaktosunauepamig-B-ranakrosngasn B KynbTMBOBaHUX
KNITUHAX aMHIOTUYHOT PiAVHM | BOPCUH XOpioHa.

5. A case of late variant form of infantile Krabbe disease
whith a partial deficiency of galactocerebrosidase / S. Okada,
T. Kato, H. Tanaka [et al.]. // Brain Dev. — 1988. — Vol. 10,
N. 1. — P. 45-46.

6. XonuH A. B. MarHuTHO-pe3oHaHcHas ToMmorpadust npu
3a60/1eBaHNAX LLEHTPasIbHOW HEPBHOW cuctemsl / A. B. XonuH.
— CrI6. : M'mnnokpar, 2000. — 192 c.

7. ®ennyen k. M. MNMegnaTtpuyeckas HEBPOJIOTUSA : OCHOBbI
K/IMHUYECKOW ANAarHoCTUKK : nep. ¢ aHr. / k. M. ®eHnyen. —
M. : MeauumHa, 2004. — 640 c.

8. MuxainoBa C. B. HelipomeTtabonmueckune 3aboneBaHns
y AeTeil 1 NoAPOCTKOB: AMArHOCTMKa U NOAX0Abl K fiedeHunto /
C. B. Muxarinosa, E. KO. 3axaposa, A. C. MeTpyxuH. — M. :
NutTeppa, 2011. — 352 c.
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