YKPQIHCKNY )KYPHOA HEPPOAOTIT TO AIOAI3Y
LLIkona HedppoAaora

3 (39 2013

© ITiukyp H. O., 2013
VIK: 616.5-005-06:616.5-003.871-031.81-056.75

H. O. IITYKYP
XBOPOBA AHAEPCOHA-®ABPI: MAHI®ECTALIA I [TPOTHO3

N. O. PICHKUR
ANDERSON-FABRY DISEASE: MANIFESTATION AND PROGNOSIS

LleHTp MeTaboaiYHMX 3aXBOPIOBaHb, HallioHabHA AUTAYA crieliaiizoBaHa JikapHs «OxmatauTt», Kuis,
VYkpaina
Center of metabolic diseases, National Specialized Children Hospital “OHMATDYT”

KmiouoBi ciioBa: .1i30comnui xeopobu, xeopoba Pabpi, xponiurna Xe0poda HUPOK.

Key words: /ysosomal diseases, fabry disease, chronic kidney disease.

Pestome. [leav pabomut 6bi10 npedcmasume onvim duaeHocmuku u aevenus 6oaesnu Pabpu 6 Yxpaumne,
PedK020 HacAe0CMEEeHH020 MYAbIMUCUCIEMHO20 HApYUIeHUs Memaboau3ma, 00HUM U3 NPOABAEHUI KOMOPO20
A6451eMcsi pasgumue XpoHuueckoi noueyHoi Hedocmamounocmu. Jluaenosz 3ab6oneganusi Obll YCMAHOBACH Y
9-mu nemmueeo pebenka ¢ akponapecme3usmuy U MHONICECMEEHHBIMU AHSUOKEPAMOMAaMU Nocie npogedenus
pepmenmoduaesHocmuxy (onpedeneHue ypoeHs AKMUGHOCMU AU30COMHO20 SH3UMA -eanaxmo3udasvl A 6
JAelikoyumax nepugepuyeckoii kposu). Pooumeau dasu coenacue na obcredosanue 6mopoeo pebeHka 6 cemve
19-mu nem, ¢ KAUHUKOU MUCAOPAOUKYAOHEBPUMA U HUJICHE20 napanapes3d, 2A0MepyioHeppuma ¢ Mo4egbim
cuHdpomom 6 sude npomeurnypuu. llesesas gpepmenmoduaenocmuxa noomeepouna Haiuuue y npobaroa 6one3Hu
Dabpu. Kaunuro-eeneanroeuneckuii anaiu3s 8vlaun «(peHomer 0eda» — exitus deda om mepmuHaibHOl NOYEUHOI
HedocmamoyHocmu, NPeonoA0NCUMENbHO 00YCA08AeHHOI noueuHbIMU nposeaeHusmu bore3nu Pabpu. Haznayenue
3amecmumenbHoll SIH3UMOMepanuy cnocooCmMe08anro cmaduAU3aAyUY COCMOAHUS NAYUEHMA, YMEHbUIUAO
YpogeHb npomeurypuu, 0becneuso coxXxpaHHocms QyHKyuu novex. B pabome npedcmaenenst naubonee uacmo
ecmpeuaroujuecs: paHHue u Kaaccuyeckue npusHaxu 6onsesnu Pabpu, Haruuue KOMOPvLX NO36045em 3an0003pUmy
eeHemuueckyto anomanuro. Mugopmuposannocms kaunuyucma 6 omuouteHuu 6oae3nu Dabpu daem 603M0oNCHOCMb
C80eB8PEeMEHHO OUACHOCMUPOBAMb COCMOAHUE, HAYAMb CReYUPUUECKYI0 mepanuio u npedynpedums pasgumue
CUMNIMOMO8 3a001€8aHUA U €20 OCA0NICHEHUTI, COUUANLHO a0anmuposams U peaduiumuposams nayuenma,
nposecmu 3ghpekmueHoe MeouKo-eeHemuecKkoe KOHCYAbMUPOBAHUE 2eHEeMUHeCKU CKOMNPOMEHMUPOBAHHBIX
cemell.

Summary. The aim of the study was to describe diagnostic and treatment experience of Fabry disease in
Ukraine, rare inherited multisystem metabolic disorder with chronic kidney insufficiency as one of signs. The di-
agnosis was found in nine years old boy with acroparestesia and multiply angiokeratomas after enzymodiagnostic
test (determination of lysosomal enzyme alpha-galactosidase A activity level in peripheral blood leucocytes). The
parents gave consent to examine of the other child in family, 19 years old boy with myeloradiculonevritis and inferior
paraparesis, and glomerulonephritis presented by proteinuria. Fabry disease was confirmed in proband by special
enzymodiagnostic test. Clinical-genealogical analysis was exposed by the «phenomenon of grandfather»: grandfa-
ther exitus from End Stage Renal Disease, probably due renal manifestation of Fabry disease. Enzyme replacement
therapy was stabilized patient state, decreased the proteinuria level and saved the renal function. Early and classic
signs of Fabry disease which allows to suspect a genetic anomaly were presented in article. Information about Fabry
disease physician followed by in-time diagnosis and onset of specific therapy those provide favorable disease course,
social adaptation and rehabilitation of patient, effective medical-genetic consultation in gen-compromised families.

XBopoba AngepceHa—®Pabpi adbo xBopoba Pa-
6pi (Fabry disease — X®; OMIM 301500) € mporpe-
CYIOUMM dIaIKOBUM MeTabOJIiUHUM AXBOPIOBAHHSIM
3 TPYIHU Ji30COMHUX XBOPOO HaKOMUUEeHHSI (CiH-
TOJIMiZ03iB), SIKE XapaKTePU3YETHCS X-3UeIUIEHUM
JOMiHAHTHUM TUIIOM YCITaJIKyBaHHSI i 00yMOBJIeHa
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BiJICYTHICTIO YTBOPEHHSI 400 CUHTE30M Ae(PEKTHOIO
JIi3ocoMHOTr0 (hepMeHTY o-rajakro3ugasu A (GAL
A) [8]. CboroaHi, yueped 6isbin Hixk 100 pokiB mic-
JIsI e pIroro moBigomMieHHs po X® B 1898 poiri
nepmartoBeHeposioroMm Johannes Fabry [7], He Tijib-
KH PO3KPUTO TIPUPOIY 3aXBOPIOBAHHS (MYTAIIil0
reHy GAL A kapToBaHO Ha X-XpOMOCOMi B perioHi
Xq22.11), a it BuBHaUeHo Oinbi Hixk 500 MyTaltiii,
SIKi CIPUYMHSIOTH 3axBopioBaHHs. X®d BimHOCATH
JI0 TIaH-eTHIYHNX 3aXBOPIOBAaHb, SIKE YaCTillIe 3y-
CTPIYa€ETHCS Y TOMO3UTOT YOJIOBIUO1 CTaTi 3 pO3IO-
BcromkeHicTio 1 Bunagok Ha 40000 HaceneHHs [8].
B mixkHaponHiit 6a3i ganux Fabry Registry (https://
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www.lsdregistry.net/fabryregistry/) 8 2005 poui 6yJ0
3apeectpoBaHo 4127 mauienTiB 3 XD, 82% 3 Hux —
NpeacTaBHUKU €BPONEOiIHOI pacu [5].

Hedekt GAL A npu3BOAUTH A0 HAKOTTMYECHHS
HEPO3ILEIICHOr0 MAaKPOMOJIEKYJISIPHOTO CyOCTpaTy
rnikocginroniniais 3 (GLJ3) B TKAaHMHAX Ta OpraHax,
MepeBaXKHO — B JII30COMax €HIO0TETiaIbHUX KJIITUH
cynuH. ®opMyeThCs CKIAIHUM KIIHIYHUN CUMII-
TOMOKOMILJIEKC 3 MyJIbTMOPTaHHICTIO YpaXKeHHS,
MPOSIBY SIKOTO iHAMBIAyaJIbHi 1 3aJ1eXKaTh Bif BiKY
XBOPOI'O Ta MepeBaXKHOI JOKali3allii HAKOITMYEHOTO
cybcerpary. «MimeHsamu» mpu XD cTaoTh, TAaKOX,
KJIITUHMU TJIAAKOI MYCKYJIaTypy CYIWH, eIliTeIialbHi
KJIITUHU KIyOOUKiB Ta HUPKOBUX KaHAJIbIIIB, Kap/Ii-

OMIOLIMTH, KJIITUHY FaHIJIiIB BereTaTUBHOI HEPBOBOIL

CUCTEMMU, POTiBKa, TiCTIOLUTH, PETUKYJISPHI KITiTHU-
HU cnoy4yHoi TKaHuHU. Hecrieuudiuna maHigec-
Tallis i3 pi3HUM CTYINEHEM IIPEeBaTIOBAHHS KJIiHIU-
HUX CUMIITOMIB ypaXKeHHsI opraHiB (1IKipa, ceplie,
O4i, HUPKU, BEreTo-CyIMHHa CUCTeMa, TOI0) Ta
MYJIbTUCUCTEMHICTD YTPYAHIOIOTH TiarHOCTUKY XD,
M030aBJISIIOUM XBOPOTO CBOEYACHOT aIEKBATHOI KO-
peK1lii MeTabo1i3My, 3MEHIIYIOUM OT0 IIaHCH Ha
SIKICHE MTOBHOLIIHHE XUTTS Ta BUXKMBAHHS B 1IJIO-
My [6]. MeTa maHO1 poGOTH — TIPEACTABUTH TOCBI
niarHocTHKY Ta JikyBaHHs X® B YKpaiHi, pigkoro
CMaIKOBOTO MYJbTUCUCTEMHOIO MOPYIIEHHS MeTa-
00J1i3My, OTHUM 3 IIPOSIBiB IKOI0 € PO3BUTOK XPO-
HIYHOI HUPKOBOI HEAOCTATHOCTI.

¥ Llentp metaboniunux 3axpoproBanb HJICJI
«OxMaTauT» 3BEpHYIUCH OaTbku nanieHTa T., 9 po-
KiB. OCHOBHOIO CKaprolo y XJ0M4yMKa Oy/iu Hamaau
MEKYYOoro 00J10 B NaJbLIX HIT TPOTSITOM OCTaHHIX
JIIBOX pOKiB. bijb BUHMKAB 1-7 pa3 Ha TUKIEHb, €I1i-
30711 HE 3aJIEXXAJIU BiJl pyXOBOI aKTUBHOCTI IUTUHU
Ta yacy 100y, TpuBaiu Big 10 XBUIUH 10 2-X TOAUH.
7151 moJiermeHHs cTaHy 6aTbKU BUKOPUCTOBYBAIU
aHaJIbIeTUKU 6€3 3HAYHOTO e(heKTy.

ITpu 06'eKTUBHOMY OOCTEXEHHI JUTUHU TICU-
XiYHUI Ta CTATO-KiHETUYHMIA pO3BUTOK BilITOBiIaB
BiKy. 3BepHYyJia Ha ceOe yBary CTaH LIKipu: CyXiCTh,

XHH

II

LLIkona Hedponora

JIUTSIHKY JTYLIEeHHs Ha TyJy0i Ta HOorax, 3HauHa Kijib-
KiCTh aHTiOKEepaTOM Ha JOJOHSIX, CTYMHSIX, KaIUTIIi,
B JIIKTbOBMX Ta KOJIHHMX 3rMHAX Ta YMOiTiKaabHii

30Hi (puc. 1).

Puc. 1 YMOinikanbHi aHriokepaToMu y rmauieHrta T.

BusHaueHO 3MiHM B HEBPOJIOTIUHOMY CTaTYCi:
JIEIIO ITiABUILICHI, aJle CAMETPUYHI CYXOXMIIKOB1
pediiekcu, akporapecTesii B AMCTaJbHUX Bifainax
KiHLIiBOK, MiHiMaJIbHAa TiMecTe3ist Mo TUITY “ILIKap-
MeToK”.

PiBeHb akTuBHOCTI GAL A B NeiiKouuTax rnepu-
(bepiitHOT KpOBi y XJ10MUMKa CTaHOBUB 1.2 HM /Mr/
roauHy (Impu pedepeHTHNX 3HAYeHHX 43-67 HM/
mr/roauny) [10, 13]. 3rigHO MiXkHApOAHOTO CTaH-
JIapTy 3MEHIIEHHs aKTUBHOCTI eH3uMy 10 10% Bin
HOpPMaJIbHOI BEIMIMHU MiATBepIXKYy€E niarHo3 XD
0e3 nogatkoBoro JIHK ananisy [4].

XBopoMy OyJ10 po3IoYaTo 3aMiCHY Teparito
peKoMOiHAHTHOIO aran3uaasoro 6era [5]. baTbku
XJIOMYMKA Jay 3TOAY Ha 0OOCTEXXEHHS CTaplIOro
OpaTa XBOpoOro.

AHaJti3 poI0BOY POAMHU BUSIBUB 3HAUHY KiJlb-
KiCTb POJIMYiB YOJIOBiUOi CTATi MO JIiHii 6aThbKa Ma-
Tepi, SKi MOMEPJM B MOJIOJOMY Billi BiJi rOCTPOIro
MOPYIIEHHSI MO3KOBOTO KPOBOOOITry 800 HUPKOBOI
HEeJA0CTaTHOCTI HE YTOUHEHOro TeHe3y (puc. 2).

IMpumitku: 1, 11, 111, IV nokoninus;
X® xpopoba Dapbi;

III

XHH xpoHiyHa HUpPKOBa HENOCTATHICTb;

CTPIIKOIO TT03HAUEHO IpobdaHaa - xzoporo T.;

IV

YOPHUI KOJIip — TOMO3UIOTAa,
cipuit — HOCI# TaTOJIOTiYHOTO IeHy

X0

X(I)/

Puc. 2 Ponosin ponvnu T.
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[lepia nuTMHA — TaKOX XJIOMYUK (MALLiEHT
M.), crapmuii Ha 10 pokiB (Ha MOMEHT OOCTEKEH-
Hs - 19 pokiB), 3HaxXoAMBCS Ha 001iKy B Hedposiora
3 IPUBOY NTEPBUHHO-XPOHIYHOTO IIIoOMepyIoHedh-
PUTY i3 CEYOBUM CUHIPOMOM, MPEACTABICHOMY
npoteinypieto 500-700 mr/no6a. [TornubaeHe 00-
CTEXXEHHSI B He()pOJIOriYHOMY CTallioHapi HE BU3HA-
YUJIO CTPYKTYPHUX i (PYHKIIOHAJTBHUX 3MiH 3 O0KY
HUPOK, TOMY aKTUBHMX METO/IiB JIIKyBaHHS Ialli€eH-
Ty HE 3aCTOCOBYBaIu. B:xke Tofi, sSIK mpuragaiu mi3-
Hile 6aThbKU, XJOMYMK MEePioAMYHO CKapKMUBCs Ha
00J1i B HOrax Ta pykKax, BiAIMi4€HO CyXiCTb IIKipH i
MOSIBY MOOJMHOKHUX aHT10KEepPaTOM.

B 11-piuHoMYy Billi, KOJIU TicJIsl TIEPEHECEHOTO
Kipy 3’SIBUJIMCS TIOCTiliHI ITeKy4i 00J1i B AUCTab-
HUX Bifisax Hir Ta pyK, cJ1aOKiCTh B HOTax, XBOPO-
MY BCTAHOBJICHO [1iarHO3 MieJIOpaAuKYJIOHEBPITY 3
HUXKHIM napanape3oM, i moaabliia TaAKTHKa CIo-
CTepeKeHHs 3a MiclleM MPOXKMBaHHs OyJia o0y-
MOBJICHA HEBPOJIOTiYHUM IiarHo30M. CTaH HUPOK
KOHTPOJIIOBAIM HE PETyJISIPHO, ajie BiACYTHICTh
30UIbIIEHHS PiBHS JOOOBOI MPOTEIHYPII i CTA0LIb-
Ha IBUAKICTh KJIy0OUKOBOi (pinbTpauii (Big 110 o
160 MJ1/XB.) 3aCITOKOOBaJIN OATHKIB.

Ha MOMEHT reHeTUYHOro OOCTEXEHHS MALIEHT
CKap>KMBCSI Ha MOCTilHI “TIeKyd4i” HecTepITHi 6oi
Y KiHIIiBKaXx, pe3UCTEHTHI A0 aHaJbI€TUKIB, IIEpio-
JUYHI MiABUIIEHHS TeMIIepaTypu A0 cyoheopuib-
HOi, HeMMepeHOCUMICTb crieku. O0’eKTUBHE 00CTe-
JKEHHSI BUSIBUJIO CYXiCThb IIKipY i3 3HAYHUMMU JUISTH-
KaMU JylIeHHs (TepeBaXkHO Ha HUXKHIX KiHIliBKaXx),
MHOXWHHI JICHTIr0, BUpaXkeHMI rinepKepaTro3 Ha
nigomBax. Ha 1ojoHsIx, 1aTepaibHiil TOBEPXHIi CTE-
I'OH, B JIIKThOBUX Ta KOJIHHUX 3rMHAX, SIK iy OparTa,
BUCUIIKA T10 TUMY aHTiKepaToMm (puc. 3).

Puc. 3 MHOXWHHI aHTiOKepaTOMU
Ha cTerHax namieHra M.

XBopuii eMOLiiHO 1a0UIbHUIA, 31 30€peXeHUM
IHTEJIEKTOM 1 aIeKBaTHOIO PEAKIIi€I0 HA OTOUYIOYeE.
BcraHoBieHO 3MiIHM B HEBPOJIOTIYHOMY CTaTyCi.
3o0KkpeMa, ropu30oHTaJbHUI HicTarm; npu 30epe-
JKEHOMY 00’ €Mi aKTUBHUX PYXiB - M’SI30BUIl TOHYC
I1bY3HO 3HUXKEHO, CUjia 3MEHIIeHa B JUCTATIbHUX

BiJAiIax KiHIIiBOK; TOPHiAHI KapIo-paaiajabHi Ta
axinosi pedekcu; Mo3UTUBHUN cuMmiTom babiH-
CbKOTO 3 000X cTopiH. [TopyiieHa 601b0Ba Uy T/IH-
BiCTb 3a TIepU(epiiiHUM TUIIOM: TinepecTe3iss B py-
Kax (HMXKYe JIIKTS) i HoTax (TUII «IIKapIeTOK»); BU-
pakeHa mapecTesisl B IMCTATbHUX BilIiIax KiHI[IBOK
Y BUIJISIAL EKY40Tro 00110, MepeBakHO B MaJIbLISIX
Ta MigolIBax Hir. 3MeHIlleHa TeMIepaTypHa Uy T/ -
BiCTb KiHILIiBOK. [TanbnaTopHo - moMipHuii 6iab B
MPOEKIIil CITHUYHUX HEPBiB; MO3UTUBHUIA CUMIITOM
Jlacera 3 060x 60kiB. B mo3i Pom06epra moxutyeTh-
csl, KOOPAMHATOPHI MPOOY BUKOHYE YiTKO.

ITpu odpranbMo0orivyHOMY OOCTEXXEHHI Iia-
THOCTOBaHO OyedaponTos 1 cTyrneHo 3 000X 00KiB,
3BUBUCTI i pO3IIUPEHi CYIMHU KOH IOHKTUBU (Te-
JIeaHTi€KTa3ii), TOMipHO 3BUBUCTI CYyIMHU OYHOTO
JTHa, HE3HAYHE 3a po3MipaMu 3ipKOIIOIiOHE ITOMYT-
HiHHSI POTiBKY IIPaBOIO OKa.

CTaH HUPOK XapaKTepu3yBaBCs MPOTEIHYpi€Elo
600 Mr/m006a i 30epeskeHoI0 PYHKITIEIO (3a IBUAKIC-
TIO KJIyOOUKOBOi (hiibTpallii).

IlinpoBe mocmimkeHHS akTUBHOCTI GAL A B
JIEMKOILIMTaX KPOBi MoKa3aio il 3HaYHe 3MEHIIIEHHS
(3menieHHs 0.1 HM/Mr/roauHy), 10 MiATBEPANIO
HasiBHiCTb XD.

KiniHiko-reHeaJoriyHuii aHajli3 mokKasasB, 1110
XBOpOOY ycragKoBaHO 3a X-34eTJICHUMU TUIIOM 3
YiTKUM «(heHOMEHOM Jima» mo JiHii MaTepi (exitus
aiga y Bini 50-TU poKiB Bif TepMiHaJIbHOI HUPKOBOI
HEeJA0CTaTHOCTI He YTOUHEHOTo TeHe3y). HailiBipo-
TigHilIe, 1o 40J0BiK (1ia cubciB) ctpaxkaas Ha XD
3 MIepeBaKHO HUPKOBOIO MaHidecTalier. Takuii
TUIT YCIaaAKyBaHHS 00YMOBJIIOE MOIIMPEHICTh Ja-
HOT0 3aXBOPIOBAaHHS Cepell YOJIOBIKiB, UMi MaTepi €
HOCISIMU TTaTOJIOTiYHOrO reHy. O0CTeXXeHHS MaTepiB
Ta piIHUX cecTep MPpoOaHIiB B HU3LI JOCTiIXKeHb
BU3HAYMJIO BEJIMKY KiJIBKICTb T€TEPO3UTOT XKiHO-
YOI CTaTi 3 HASIBHICTIO B Tiil UM iHIII Mipi CIEKTPY
CUMITOMIB, IpuTaMaHHKUX XD, 110 PO3IIISITAETHCS
B CBITOBIli MPaKTULi 1K (hDeHOMEH «MaHi(heCTHOTO
HociiicTBa» [13].

IlepeBazkHa JoKai3allis ypaxkeHUX CyIWH 3 Ha-
KOMWYEHUMMU B €HJIOTENi1 BHACTIAOK T€HETUYHOTO
JedexTy ThikociHroinizaMu 00yMOBIIOE KITiHIY-
Hi mposiBu XP i pisHOMaHITHICTh CUHAPOMIB |3, 6].
AHaui3 maHux Jitepatypu momo MaHidecrarii XD
CBiIUUTBD, 1110 TEPIIMMHU MPOSIBAMU 3aXBOPIOBAHHS
yacrile 3a Bce € 00J1i B XKMBOTi, BAHUKAIOTh B 10-
LIKIJILHOMY Billi i 32 XapaKTepOM Ta iHTEHCUBHIC-
TIO BiAIIOBiIAIOTh KJIiHIYHUM O3HAaKaM rOCTPOro
ATIeHININTY a00 «TOCTPOTo KUBOTa» [6]. 1o paHHIX
nposBiB XD MoXHA BiTHECTH MOPYIIEHHS MTOTO-
BUIiEHHS (TiMOTiApOo3), TaKi XBOPi BaXKO IMepe-
HOCSITh KOJTMBaHHS TeMnepaTyp. YacTo crnoctepi-
raerbcs cyogeOpiibHa TeMIiepaTypa, reHe3 sIKoi He
3’5ICOBaHO.

OOHUM 3 MTepIIMX TATOTHOMOHIYHUX CUMITO-
MiB 3aXBOPIOBaHHS y Billi 7-14 poKiB € akpormapec-
Te3il - eKy4i HecTepITHi 00T B MaJblIsIX HiT, piflie
— pyk. borwoBnit cuaapom mpu XD mae mocTitHui
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XapakTep a00 BUHUKAE Y BUIJISIAI HAMadiB («Kpu-
3iB ®abpi») HECTEPITHOTO OO0, Pe3UCTEHTHOTO
IO TPpaIUILiMHKX 3HeOOII0I0UMX 3aX0/1iB. AKpoOIIa-
pecTesii B YaCTUHI BUMAJKIB CYIIPOBOJIXKYE HAOPSIK
HMXKHIX KiHIIIBOK. SIK mMpaBuio, TAKMM XBOPUM
BCTaHOBJIIOIOTh AiarHO3 PEBMATOITHOTO apTPUTY
a0 PO3CisSTHOrO CKJIEPO3y.

Hpyrum BaxyuBuM cuMnToMoM X@ € rosiBa Ha
LLIKipi aHrioKepaToM, sIKi 3'IBJISIIOThCS HallyacTilie
BUHMKAIOTh Y ITiUIITKOBOMY Billi, B MiCIISIX MeXa-
HIYHOTO HaBaHTAXXEHHS Ha LIKipy (0ins mynka, B
JIIKTbOBUX UM KOJIHHUX 3TMHAX, Ha IOJIOHSX, IMi/I-
olBax) abo TaM, BOHA HaI3BMYailHO HixkHAa i TOHKA
(HampuKJaa, Ha KaJaUTL).

Bxxe B nepui 10 pokiB 3KUTTS y TAKUX XBOPUX
4acTO BUSBJISIIOTh 3MEHIIIEHHSI KOHLEHTpaLiiiHO1
3Ai0HOCTi HUPOK, 110 CBiAYaTh PO TYOYJISIPHY IMC-
dyuxuito [6]. [TizHime, B HacTymHi 10 pokiB, Ipu-
€THYETHCS CEUOBUIA CUHAPOM Y BUIJISII MPOTEIHYpPil
(sx mpaBuJjio, He Bulle 1 r/a). CBITIOONTUYHE A0-
cligKeHHsT He(ppobiomaTy Ha LIMX CTadisIX 3aXBOPIO-
BaHHSI BUBHAYA€ HAKOIMMYEHHS TJIiKOC(iHTOMiMmigiB
B mogouMTax i (MeHIlle BArOMO) B emiTesii AucTanb-
HUX KaHaJIbLiB Ta netii 'enne. I1pu enekTpoHHIl
MiKpOCKOTIii 3HAX0ASITh OCMOMiJIbHI ACMO3UTH - TaK
3BaHi «Mi€JIiHOBi (irypu»: MHOXMHHI TiJbLIS 3 TO-
CJIiIOBHUMM €JI€KTPOHHO-IIIIbHUMU Ta «IIPO30PU-
MW» 1IapaMU, pO3TallOBAaHUMU KOHIIEHTPUYHO ab0
y BUIJISIAI 3aBUTKIB («3e0pa») [9, 11]. [Tpu 6inabiu
Mi3HIX JOCIIIXKEHHS B KIIyOOUKaX PO3BUBAETHCSI
CerMEHTapHMI CKJIepO3, BUSBISIOTH MOIIMPEHi
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30HM HEKpO3y, ypaxXeHHd cyauH. KiliHiuyHO y Ta-
KMX Talli€HTiB (DOPMYETHCSI BTOPMHHA apTepiajibHa
rinepreHsisl, MOCTYNOBO BTpAYa€ThCs PYHKILisSI HU-
pok Ta nicist 40-50 pokiB pO3BUBAETHCSI TEPMiHAb-
Ha HUPKOBA HEAOCTATHICTb.

3a3HaueHi CUHAPOMU — OOJIbOBUIA (aKpomna-
pecTesii Ta adgoMiHaIbHUMI OiNlb), ypaXKeHHS IIKipu
(aHriokepaTomu, rinoriapo3, eK3eMoIoai0HU aep-
MAaTHUT), TATOJIOTIYHI aHATi3!U cevi — XapaKTepHi AJIst
KkjacugHoro Bapianty X®. Y crapmiomy Billi XBO-
poba Moxe MaHi(ecTyBaTu KapAiaJbHO0 (hOPMOIO
- TAaTOTHOMOHIYHUM KOMILIEKCOM, 00YMOBJIEHUM
MPOrpecyroYrMM HAKOTTUUYEHHSIM INIiKOC(IHTOMiIi Ty
B KapaioBaCKYJISIpHiA CUCTEMi: KapaioMioIlaTi€lo,
MOTOBIIEHHSIM MiXII€peACePAHOI Ta MiXKIIIJTYHOY-
KOBOI ITEPETUHOK, MITPaJbHOIO HEAOCTATHICTIO,
CyNpaBeHTPUKYJIpHOIO aputMmieio [1, 3, 6]. B mo-
pOCIOMY Billi MOXJIMBUI po3BUTOK XD 3 TOMiHYIO-
YOIO HEBPOJIOTiYHOIO CUMITTOMATUKOIO 32 PaxyHOK
BiIKJIafeHHS TJiKOC(IHTOMIMiAIB B MAIMX CyIMHAX
TOJIOBHOTI'O MO3KY - TOJJOBHMM 00JieM, 3a11aMopo-
YEHHSIM, BECTUOYISIPHUMU MOPYLIEHHSIMU, CUMII-
TOMaMU MOAPA3HEHHSI CJIyXOBOI'O HEPBY, CIiJIeNTHU-
(hopMHUMU cyagoMaMHU, iHCYJbTONIOAIOHMMU CTaHA-
MU [6]. 3ycTpivaeThbes i MAJIOCUMIITOMHUIA BapiaHT
X®, gaxnit mpeacTaBisie€ 0COOIUBY CKIIATHICTD JIJIst
JIaTHOCTUKHU.

B cucremuomy orisaai Germain D. P. (2010)
OyJ10 TmiacyMoBaHO KJiHiuHI TposiBu XD, gKi Haii-
yacTille 3yCTpivalThesl B pakTulli (Tadauus 1)

[8].
Tabauuys 1

Panni o3naku Ta cumnromu XP

OpraHu Ta CHCTEMH
Hepsosa cucrema
lactpoiHTecTUHATBHMIT TPAKT

O3HaKM Ta CHMIITOMHA

aKpoIapecTesii, TYTOBYXiCTb, TEPMOHECTA0IIbHICTh
Hy[I0Ta, OJIIOBOTA, Aiapes, BiTUyTTs 3AyTTs Ta 00110 Micas i, BUIKE

HAaCUYCHH, MOBiJTbHA HpI/IGaBKa Baru

AHTIOIATis CITKiBKM Ta KOH IOHKTUBHU, JICHTUKYJISIPHE ITOMYTHIHHS,

MiKpoaJab0yMiHypisl, TPOTEIHYpist, HENOCTATHICTh KOHLIEHTPALIHHOT (PYHKIIIT,

rinepdinprpaliist, 3pocTaHHS €KCKpellii Io0o-Tpiaocii-Liepaminy (Liepamim-

ckopoueHHs iHTepBaiy PR (EKT'), apurmisi, KitanaHa HeIOCTaTHICTh

Ixipa aHTi0KepaTOMHU, TillOTiApo3
Oui

TMOMYTHIHHSI pOTiBKU
Hupxu

TpireKcocuiy) 3 cevero
Cepie

Ilepiium i KTaCUYHUM METOAOM 1iarHOCTUKU
3aXBOPIOBAHHS ChOT'OIHI 3aJIMIIAETHCS TiCTOJIOTIUHE
JOCJIiI>KeHHsT 0ioNTaTiB HUPKY ab0 eHIoKapaiaib-
HOI TKAHWHU, SIKi JTO3BOJISIIOTH BUSIBUTU XapaKTepHi
BKJIIOUEHHSs ciHroninmiais [3, 4]. He iHBa3uBHUM,
JIOCTYITHUM i BUCOKOIH(POPMATUBHUM € OioXiMiu-
HUM METOJ TOCIIiI)KeHHI aKTUBHOCTI J1i30COMHOTO
(bepmenTy GAL A B neiikouuTax rnepudepiitHoi Kpo-
Bi uM B (pibpobsiactax mikipu. JJHK-giarHocTrKa 1o
BUSIBJIEHHIO MaXKOPHUX MyTalliil B reHi GLA A uepes
CKJIaJIHICTh BUKOHAHHS Ta BapTiCTh B OLJIbIIIOCTI BU-
naakiB ooMmexeHa [4, 8].

INamienT i3 BctaHOBIeHUM miarHo30oM XP 110-
TpeOye MPOBeJEHHS 3aMiCHOI Teparlil peKOMOiHaHT-
HuM eH3uMoM (rh- BGalactosidase A). HucneHHi
nyOJikallii 3 aHaJ1i30M HacJiIKiB MOT0 3aCTOCYBaH-
Hs NiAKPECTIOOTh SIK aJ1eKBaTHUI PO3BUTOK Talli-
€HTIB, TaK i 30€peXXeHHS IBUIKOCTI KIYOOUKOBOI
dinprpauii [11, 12].

ITicist BCTaHOBJIEHHS AiarHO3y 00OM XJIOMY M-
KaM i3 o0cTexkeHOo1 ¢ciM'T Tpr3HaYeHO araji3nuaasy
6eta - Pabpasum (Fabrazyme™, Genzyme), JTIiKy-
BaHHS SIKUM BOHU OTPUMYIOTh 1O TETEpPilllHill yac.
Bxxe uepes mricTh Mics11iB Bill ToyaTKy Teparii y na-
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LIE€EHTIB NPUIIMHWIKCS aKpomnapecTesii, HopMalli3y-
Bajacs TeMneparypa tina. Uepes 12 MicsuiB Oy1o
JIIKBiIOBAaHO MPOSIBU aHTiAPO3Y, Yy CTAPILIOl TUTUHUA
— 3MEHIIUBCS pPiBeHb J000BOI MpoTeinypii (1o 200
mr). 1o 3aBepleHHIO 5-piuHOI0 3aCTOCYBAHHS 3a-
MICHOI €eH3MMOTepallii XBOpi 3aJMIIAI0ThCS coMa-
TUYHO 30€PEeXKEHUMHU, aIeKBATHO PO3BUBAIOTHCS i
aJanTOBaHI 10 CYCHiJIbCTBA.

Takum 4yMHOM, CKJIAAHIiCTh JiarHocTuKu XD,
0CO0JIMBO HA paHHIX CTadisix, 00yMOBJIEHA KJIiHiU-
HUM T10J1iMOP(di3MOM 3aXBOPIOBAHHS Ta BiICYTHiC-
TIO HACTOPOXXEHOCTI KJIIHILMCTA 111010 ONPALIOBaH-
HSI HU3KM iCHYI0UMX Y XBOPOT'O CUMIITOMiB 3 TOUKHU
30py FreHeTUYHOI aHOMaTii Hakonu4yeHHs. [Tpu
HaJIexXHii iH(OpMOBaHOCTI JIiKapiB AiarHOCTUYHI
3aX0AM B MEBHUX IrPyIax XBOPUX MO BUSBIESHHIO
aedexty reHy GAL A 103BOJISITh 3alIPOBaaAUTH (bep-
MEHTHY 3aMiCHY Tepallilo y Malli€HTiB B MiHIMaJIbHO
BiJlaJieHUIi Bil HAPOJIKEHHS TepMiH, 3a0e3MeYnuTu
cTabii3allilo cTaHy TUTUHU, ITIOTIEPEAUTH PO3BUTOK
CHMIITOMiB 3aXBOPIOBaHHS Ta HOro YCKJIAAHEHb,
CHOPUSITU collialIbHil peabiniTallii XBoporo Ta egek-
TUBHOMY MEAUKO-TEeHETUYHOMY KOHCYJIbTYBAHHIO
TEHETUYHO OOTsKeHUX cimeli. OcoOJIMBOro 3HaAUYEH-
Hs HaOyBa€ KJIiHiKO-TreHeaJloriYyH1Ii aHali3 poauH
MHaLi€HTIB 3 XPOHIYHOIO HUPKOBOIO HEIOCTATHICTIO
HE YTOUHEHOTO I'eHe3y IJisl BUSIBJICHHS MOTEHIIiIHHO
xBopux Ha XD, 0cobaMBO cepell KiHOK, STKi MOXYTh
OyTH SIK HOCISIMU MATOJIOTIYHOTO I'eHy, TaK i MaTu
KapaionaTuyHui abo HeBPOJIOTiYHMUIA BapiaHTHU 3a-
XBOPIOBaHHSI.
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