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0630p nocssuen 8onpocam OUASHOCMUKU U 0cobenHocmam nedenus oonesnu Pabpu (BP), komopas aensiemcs npo-
epeccupyroujeli 1u30COMHOU OONe3HbI0 HAKONIeHUs, CYenjienHoll ¢ X-xpomocomou, evizeannas mymayueil ¢ cene GLA,
NPpUBOOAUY el K CHUNICEHUIO UL NOTHOMY dehuyumy npooykyuu gepmenma o-eairakmozudassl A (a-galA) u xapaxmepu-
3Y1I0Weticst MyTbmMUCUCMEMHbIMU Namoiocudeckumu nposeienusmu. b® ecmpeuaemcs ¢ uacmomoti 1 na 1250-117 000
HCUBLLX HOBOPOICOCHHBIX MALUUKOB 80 BCEM MUPE, A NO OAHHBIM CKPUHUH2A HOBOpodcdeHHbIX 6 CLLIA 1 na 3000-7800
JUY MYAHCCKO2O NOIA.

Ilpeocmasnenvt Oannvie 0 NPEHAMATLHBIX U HEOHAMATLHBIX Uccredoganuax BD, oxapakmepuzoganvl Kiunuueckie npo-
ABGNEHUs 3a001e6aHUSA, 8 MOM YUCILe HAPYWEeHUS CYXA U 3PEHUs, NPeOCmasieHbl Heepoao2uyecKue, noueunvle, cepoed-
Hble u depmamonocuyeckue cumnmomsl. daue ece2o ¢ 0ediome 3abonesanust y demell panne2o 603pacma opmupyiomcs
axkponapecmesuu, JHceny00uHO-KUueuHble Hapyuenus, HenepeHocumMocmy dcapbvl. Ocoboe sHumanue yoeneHo opeanusa-
yuu monumopunea demeil ¢ b®. Obcyxcoaiomes paznuunvie noOxXa00vl K neuenuio b® y demeil pasrnoeo 6ospacma.

KnwoueBsie cnoBa: bonesus @abpu, oemu paHHe2o 603pacma, OUACHOCMUKA, JledeHuUe.
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The review is devoted to the diagnosis and the features of the treatment of Fabry disease (FD), which being a progressive
lysosomal storage disease linked to the X chromosome, is caused by mutations in the GLA gene, which leads to a
reduction or complete deficiency of the production of the enzyme o-galactosidase A (0-gald) and is characterized
by multi-system pathological manifestations. FD occurs at a frequency of 1 per 1250-117 000 alive male newborns
worldwide, according to a neonatal screening in the United States — 1 per 3000-7800 males. There are reported data on
prenatal and neonatal studies of FD, there are described the clinical manifestations of the disease, including hearing and
vision disorders, there are presented neurological, renal, cardiac and dermatological symptoms. Most often in the onset
of the disease in infants there are formed acroparesthesia, gastrointestinal disturbances, intolerance to heat. Particular
attention is paid to the organization of monitoring children with CF. There are discussed different approaches to the
treatment of FD in children of different ages.
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IPECCHPYIOIIAs JTU30COMHast 00JI€3Hb HAKOTUICHHS,

cueIuleHHas ¢ X-XpOMOCOMOM, BbI3BAHHAs MyTa-
et B rene GLA, npuBoasiei K CHIKEHUIO WIH 1101~
HOMY JepUIHTy (hepMeHTa 0-TanakTo3uaassl A (a-galA).
B pesynbsrare opmupyercss HecmocoOHOCTh K KaTabo-
My  TakochuHToHMHIoB  (globotriaosylceramide
(GL-3) u galabiosylceramide (GB-3)), xotopeie Haka-
IUIMBAIOTCS B JIM30COMaxX MHOT'HX THUIIOB KJIETOK, B TOM
4pcie, YTO OYeHb BAYKHO MOAYEPKHYThb, B DHIOTEIHH
COCYIIOB, CITIOCOOCTBYSI Pa3BUTHIO KIETOYHBIX THCHYHK-
LU, YTO B CBOIO OYepelb BBI3BIBAET KacKaJl MIIEMHH,
BOCHaNieHne, GuOpo3 TkaHel U rudenb KIeTok [ 1, 2].

$OHG3HB Dabpu (bD) — 310 MynmbTHCHCTEMHAS, TIPO-

Jlns xoppecnonjenuun: Boneuna Ceemnana fxoéneena, 10KTop MeJl.
HaykK, 1pod. kad. rocnuransHoii neauarpun ¢ kypcamu 111 u IT1JO Ka-
3aHCKOT'0 TOCYJapCTBEHHOTO MEMIIMHCKOTO YHUBEpCHTETA, Kad. rocnu-
tanpHOU nexuarpun ¢ Kypcamu [1I1 u [0 KI'MYV: 1. Kazans, yn. Open-
Oyprckuii Tpakr, 140, e-mail: Volgina_Svetlana@mail.ru

B® Bcrpeuaercs ¢ wactoroi 1 Ha 1250—-117 000 xwu-
BBIX HOBOPOXKJICHHBIX MAJBYUKOB BO BCeM mupe [3—6],
a B pe3yJbTare MPOBEICHHOT0 CKPUHUHTA HOBOPOXKICH-
Helx B CHIA — 1 na 3000-7800 mui My>Kckoro moia
[7-10].

B Hacrosiiee Bpemsi XOpOIIO OIMUCAHBI CUMITTOMEI
Kiaccuueckoit Oomesan @adpu y meteit or 5 g0 18 meT.
B peructp, npencrasnennsiit R. Hopkin u coasrt. [11],
Obutn BKITIOYEHBI 352 pebenka B Bo3pacTe oT 0 10 17 set.
[MonyueHHble JaHHBIC CBHICTEIBCTBOBAIM O TOM, YTO
BO3pacT MOSBICHHS IEPBBIX CHUMITOMOB Y MajIbiMKOB
coctaBua 6 IeT, y neBodyek — 9 ner. Haubonee yacTei-
MU M3 HUX OKa3allUCh HEBpollorudeckue Oonu, B 59%
Clly4aeB y MaJbuMKOB (cpemHuit Bo3pact 7 net) u B 41%
ciay4aeB y neBouek (cpemHuii Bo3pact 9 met). Cremy-
€T OTMETHTh, YTO BO3HHUKHOBCHHE MEPBBIX CHMITOMOB
O4YEeHb MHIMBUAYAIBHO JaXKe B Mpe/enax OJHONH CeMbH.
Hecmotps Ha cooluienust o ae0roTe 3a00IeBaHus y 1e-
Teit, 6onesnp ®abpu yacto OMMOOYHO CUMTAETCS Tpe-
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Kaunnveckue nposiBiaeHus 6os1e3nu ®@adpu y nanu-
€HTOB (0T HOBOPOXKIEHHBIX 10 4 jeT)[1,11, 16-21]

Ipu3Haky 1 cUMITOMBI G0OJIE3HI Coobrenne o
CHUMIITOMax

Haxornenune GL-3 B opranax, BesiBieH-  [IpeHaTansHO
HOE Tpu duorncun
«MyTOBYaTOE» IOMYTHEHNUE POTOBUILIBI Blr
KenynoyHo-kuiieyHple HapyUICHUs, B B2r
TOM YHCJIE TOIIHOTA, PBOTA, IOHOC, 3a-
1op, 60JIM B KMBOTE
MeuTeHHBIH POCT Y MaJIbUUKOB (CpeIHsIs B2r
BbIcOTa / Macca <50-i1 mepLeHTHIIH)
Tlepuonuueckue akporapecTe3unu / B2r
HEBPONATHYECKHE OOJIH, BEI3BAHHbIC
CTPECCOM, TEIJIOM, YCTAIOCTBIO MIIN
(hu3MUeCcKOl Harpy3Kou
T'unorupo3 nim anruapo3 B25r
Kpwusbl B BUIe My4UTEIBHBIX HEUPO- B25r
MaTHYECKHUX O0JIeH, HAYNHAIOIINXCS
OOBIYHO B PyKax MIIH HOTax
HenepeHocHMOCTS apbl, X010/1a W/UITH B3,5r
(hU3MYECKUX HArPy30K
HM3BUTOCTB COCYZIOB CETUATKH B4r
3BOH B yIax / BEpTUTO B4r
CHMKEHHE CKOPOCTH KITyOOUKOBOI B4r
(unsTpanun
Musepens 3youa T va OKI B4r
HesnaunTensHoe nopakeHHe KIAaHOB B4r
cepaua
AHTHOKEepaTOMBI B44r

poraruBoi B3pocibix [11, 12] 1 XOTs OHO HE OnacHo AJis
KU3HH JIeTeH, BMECTe C TeM BIMSET Ha WX COCTOSHHE
3mopoBes [13].

IlpenamanvHule u HeOHaMANbHBLE UCCLEO0B8AHUS CBH-
JIeTenbCcTBOBAM O HakorieHun GL-3 B marepuHCKOI
IUTALEHTE, IMOPUOHATIBHBIX TKAHIX M TKaHSX IUIOJA IPU
Oone3nun @adpu [14]. Y m1010B My»KCKOTO TI0JIa 3TH CKO-
TUICHUS] OOHAPYKUBAIHCh B KIETKAaX IMOYEK, MBIIICYHON
000JI0YKe KUIIEYHHKA, TTIeYeHH, a ¢ 22 Heq OepeMeHHO-
CTH — B KJIETKax poroBuiibl [15]. Bce 310 yka3biBaeT Ha
BO3MO)KHOE TIOSIBJICHHE TICPBBIX CHMIITOMOB 3a00IieBa-
HUS YK€ B paHHEM BO3pacTte (CM. TaOIuILy).

Ogmanvmonozuueckue Hapyuienus, BBIIBICHHBIE B
paHHEM BO3pacTe, KaK MPaBUIIO, HE BIUAIOT HA 3PEHHUE.
TunmyaeiM cumnToMoM b®d sBisercs «MyToBYaTOE»
MMOMyTHEHUE POTOBHIIBI (O€II0BaThIE TOJIOCHI, CIHPAIIH,
pAacIIoIoKeHHBIE B TOBEPXHOCTHOM CIIO€ PaIy)KKH), KO-
TOpPOE BBISBILIOCH Y NATEphIX Aerei ot 0,5 no 4,1 roaa,
pacIIMpeHne U U3BUTOCTh COCYIIOB CETUATKH, KOPPEIH-
pyIoIue ¢ TSoKeCThIo 3a0oneBanus y neteit [18].

Kenyoouno-kuweunwvle paccmpovicmsa. IlanineHTs B
Bo3pacte ot 1,0 10 4,1 roga mpembsIBISIN Kajlo0bl Ha
00JIM 1 B3Iy THUS B )KUBOTE, TOITHOTY, PBOTY, YepPEIOBaHUE
JIaper U 3allopoB, YTO, BEPOSITHO, CBSA3aHO C HAPYIIICHH-
€M MOTOPHKH JKEeIyJT0YHO-KHUIIIEYHOTO TPAKTa B PE3YIIb-

Tare MpOsIBICHUH BereTaTuBHON qucdynkuun [22, 23].

Pocm. Ycranoeneno, uro OonesHb Dabpu Bius-
€T Ha TeMIIBl pOCTa W HACTYIUICHHE IOJIOBOM 3perIoCTH
y MajgpIukoB. B peructpe Oome3nun dabpu ObLIO TIO-
Ka3aHo, 4TO TPO€ MaJIBYUKOB B Bo3pacte oT 0 mo 2 jer
U MIECTh — OT 2 70 5 jeT Haxomwiich Mexay 40-i mo
50-# mepueHTWIAMHU Ui POCTa W Macchl Tena. Equn-
CTBEHHAs IEBOUYKA 10 2 JeT nomnaia B 90-10 MepueHTUIb.
CpenHue BeCO-pOCTOBBIC MOKA3aTENU MAalUEHTOB OTIH-
yanuck 1o noiy. lllects ManpunkoB Obin Mexmy 40-i
U 45-nepoleHTIIMHI, TpU JeBouku — B 50-i meprieH-
tune. llpeacraBieHHbie JaHHBIE MTOATBEPIKIAIOT BBHIBOJ
0 TOM, YTO 3aJIEP’KKH POCTA SBIISIOTCS MUHUMAILHBEIMHU
B paHHeM jaerctBe. OJHAKO HAPYIICHHE POCTa y NETeH
CTapIlero Bo3pacTa U MOAPOCTKOB, BEPOSITHO, SIBISICTCS
pe3yJIbTaToM IporpeccupoBanus 3adoneBanus [11].

Hesponornyeckre CHMIITOMBI Y MIIAJICHIICB CBSI3aHBI
MPEUMYIIECTBEHHO C MOPAKEHUEM MAJIbIX BOJIOKOH, YTO
MIPUBOINT K HETIEPEHOCUMOCTH (PH3WYECKUX Harpy3oK,
K (hOpMUpPOBaHUIO OONEl B pyKax W HOTaX, aHTUAPO3Y U
MIEPUOIMIECKUM OCTPBIM Kpr3aMm OonesHu. Jluchynkims
ABTOHOMHOW HEPBHON CHCTEMBI MOXET OBITH COITYyTCTBY-
olIell 0COOEHHOCTBIO OOJIE3HHM, BBI3BIBAS IKETYIOUHO-
KuILeyHble HapymieHus [24]. HeBponarudeckue 6onu (B
TOM YHCJIE XPOHHUYECKHE U OCTPBIC) — aKPOIapeCTe3nH,
3TO, KaK IPaBUJI0, MyYUTEIIbHBIC, KTy4Yre 00U Wir 00y,
BBI3BIBAOIINE TTOKAJBIBAHNE, OHEMEHHE, BO3HHUKAIOIINE
MIPEUMYIIECTBCHHO B JIAZIOHSIX W ITOJOIIBAX CTOI, Hppa-
TUUPYIONIAE B MPOKCUMAIBHBIE OTHENBI KOHEYHOCTEH,
UMEIOIINE TIPEPHIBUCTHIN XapakTep M 4acTO MPOBOIHPY-
FOIIUECS HKCTPEMATLHBIMU TEMIIEpaTypaMHu, JINXOPAJKOM,
YCTaIOCTBIO, CTPECCOBBIMU (haKTOpaAMH WM (PH3HYCCKH-
MU yIOpaxXHeHUsMU [25]. OHU MOTYT MPOSIBISATHCS Y Jie-
Tel B Bo3pacte oT 2 o 4 net [11, 17, 19, 20].

Ciienyer molyepKHyTh, YTO y JeTed muajie 5 jer
PEeaKO TIPOSBISETCS THIO- WIM aHTHUIPO3, OMHAKO MME-
IOTCSI COOOIIEHNS 00 UX PETUCTPAILIUH Y YETHIPEX AeTei
B Bo3pacte ot 2,5 no 4 net. CHUKEHUE TTOTOOTACTICHUS
MPUBOIUT K HEMEPEHOCUMOCTH JKapbl U (PU3UYCCKHUX
yIpaKHEHUH. DTH U3MEHEHUS CBSI3aHbBI C HAKOIUICHUEM
Gb-3 B MOTOBBIX *KeJe3aX U B CTEHKaX KPOBOCHAOKa0-
X ux cocynos [20].

Y manweHToB B BO3pacTe 8 JEeT ¢ OSCCHMITOMHBIM
teuenneM Oonesan Padpu Ha MP-ToMorpamme ompere-
JSUTOCH TIOpaykeHHe OeJIoro BEIeCTBa TOJIOBHOTO MO3Ta,
JIAHHBIE O IPOBEJICHUU UCCIIEI0BaHUs y JeTel Mitaie 5
JIET B JINTEPAType OTCYTCTBYIOT [26].

Hapywenus cnyxa. Ayavonorn4ecKkue CHMIITOMBI
y nereil ¢ Oone3npto Pabpu, KaK MpaBHUIIO, CBA3aHBI C
BBICOKOYACTOTHOM MoOTepel ciyxa WM HaJudhueM mpe-
PBIBUCTOTO IITyMa B y1iax. CITyXOBBI€ CHMITTOMEI 3aperH-
CTPHPOBAHBI TOJIBKO Y OTHOTO 4-JIETHETO MalueHTa ¢ 60-
ne3npio @adpu, OHU BKIIIOUATN HAPYIICHUS CIIyXa, IITyM
B ymax u Bepruro [18]. A. Keilmann u coasr. (2009)
MOKa3ajy, 4To aHaJIU3 ayquorpamm y 14 gereii panuero
BO3pacta ¢ Oone3Hpro Padpu CBHISTEIHCTBOBAI O HOP-
MallbHOM ciryxe [27].

Toueunvie cumnmomol. Uccnemosanus B. Najafian u
coart. (2011) moaTBepAMIM, YTO OTIOKCHHE JIUITHIIOB B
TOYKaX HAYMHACTCS C KITyOOUKOB, O YeM CBHICTEITLCTBOBA-
na Ouoricus movek y nereit B Bospacte 4 et [21]. [Iporpec-
cupyroiee HakoruieHne Gb-3 B SHIOTENHANBHBIX U JIH-
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TeJIMANIbHBIX KJIeTKax Karcyiel IlymisiHckoro-boymena,
SMUTEIHANIBHBIX KJIETKaX AUCTAJIbHBIX OT/IENIOB MeTn [ en-
Jie, TOCTENEHHO MPUBOAAT K HAPYILEHHIO (DYHKLMN HOYEK
Y CHIDKEHHIO MX KOHLIEHTPAMOHHOMH criocoOoHocTu. [Topa-
JKEHHE TOYEK y JeTel paHHETO BO3pacTa COMPOBOKAAECTCS
HaJIMYHEM MHUKpPOATEOYMHUHYPUH, TIPOTEHHYPUH U YMEHb-
IIIEHHEM CKOPOCTH KITyOOUKOBOH (pimsTpanmi. B MogeBom
ocaznke obHapyxuBaoT Gb-3. Cpean oITyOIMKOBaHHBIX
CllydaeB y AeTel B Bo3pacTe Ji0 5 JeT eCTh cOOOIIeHHE O
MOpaKEHUH NOYEK Y 4-JIETHETO MaJIbukKa, KOTOPOe COIpo-
BOJKZIAJIOCH CHIDKEHHUEM CKOPOCTH KITyOOUKOBOH (hUIIBTpa-
1w 10 56 mi/mur/1,73 M?[11]. C yueToM peaKoCTH 3HAYH-
TEJIbHOTO CHIDKEHHSI CKOPOCTH KIIyOOUKOBOM (prubTpanin
WX TOSIBJIEHUS BBIPQ)KEHHOM NPOTEMHYPHUH Y JI€TEN paH-
HET0 BO3pacTa MX HAIMYHUE JODKHO OBITh TIOKa3aHUEM IS
BBITIOJTHEHUSI OMOTICHUH TIOYEK.

Hrorom wuccienosanus, nosegennoro 1. Kanai u
coagt. [29], C. Tondel u coasr. [28], sBunack HeoOX0au-
MOCTb OIIPEACICHHs KOHLEHTPAaLUH aab0yMHHA U Kpea-
TUHHMHA B Pa30BOI MOPIMHM MOYH C MOCIETYIOIUM pac-
YEeTOM albOyMUH-KPEaTHHUHOBOIO COOTHOIIECHUS (ajb-
OYMHUHYPHH B pa30BO¥ MOPITUU MOYH), HUCTIOTH3yEMOTO
JUIS paHHEH JUAarHOCTUKU U OLIEHKH MPOTPECCHPOBAHUS
3a0osieBaHusl, TIPH NPOBENCHUU (HEPMEHT3aMECTUTEIb-
HOM Tepanuu [28, 29].

Cepaeunble CUMITOMBI, Takue Kak Oo0jb B TPYIH,
HE3HAUUTEIbHBIE W3MEHHEHHUS CO CTOPOHBI KIIAllaHOB
cepAla, yBEeINYEHHE MACChI JIEBOTO JKeJTyno4Ka (IpH HH-
JIEKCAIliy Ha pa3Mep Tena), yTHHEHHEe HHTepBaia PR,
nHBepcns 3yona 7' ¢ ykazaHueM U3MEeHEHUH perosipru3a-
[IUH B TPYAHBIX OTBEACHUAX MPH JIEKTPOKapauorpaduu
ObuTH, OOHApYXKEHBI y HECKOJBbKUX JAeTel ¢ OOJIe3HBbIO
Dabpu [16, 30].

B 2013 r. Havranek S. u coaBt. onucanu 4eThIpex ma-
LIUEHTOB JI0 5-JIETHETO BO3pacTa, y ABYX 4-JI1€THUX MaJlb-
YHKOB Ha JJIEKTPOKapAHOrpaMMe ONpENesiach HHBEP-
cust T-Bomusl [16]. Kpome Toro, L.E. Allen u coasr. [18]
co00IIIITH O 4-JIeTHEM MaJIbduKe ¢ OONIBIO B TPYIU U He-
OONBIINM TOpaKeHHEM KJIATIaHOB, BKITIOUAsi peryprura-
LUIO TPEXCTBOPYATOrO M MUTPAJIHLHOIO KJIAIaHOB.

BakHO Mom4epKHyTh, YTO O CEpACYHBIX CUMIITOMAX,
OMAacCHBIX AJIS YKU3HU MAalMEHTOB, TAKUX KakK TsKenas
apUTMUS U CEpJieYHast HENOCTAaTOYHOCTb, B IEIUaTpHye-
CKOH MOMyJISILUH BIUIOTH A0 IMOIPOCTKOBOIO BO3pAcTa He
coobmainocs [16].

Jepmamonocuueckue cumnmomol. AHTHOKEPATOMBI
MPEACTaBISIIOT co00l HEeOONBIIOro pa3Mepa IMOBepX-
HOCTHBIE€ AQHTHOMBI, BO3BBIIIAIOIINECS HaJl MOBEPXHO-
CTBIO KOXKH, TEMHO-KpacHOro 1Beta. OHU BO3HUKAIOT B
pe3ynbrare HaOyXaHus ¥ JIOKaJbHOTO YBEIMYCHHUS JaB-
JICHHsI B TOBPEXKIE€HHOM SHJOTEIHAIBLHOM CJI0€ COCYI0B
KOYKH. AHTHOKEpPATOMBI OOBIYHO TOSIBIISTIOTCS B BO3pac-
Te 5—13 ner u yale BCero pacrnonararoTcst Ha HoBepX-
HOCTH Tejla TPYyMIaMH, 3aHHMas OOJBINYIO TUIOIIAJb.
KosnuecTtBo U pasmep 3TUX NOPAXKEHUIN ITOCTEINEHHO
YBEJIMYMBAIOTCS C BO3PACTOM. AHTHOKEPaTOMBI MOTYT
BCTpEYaThcsl B JIFO0O0M YacTH Tela ¢ MPEHMYILECTBEH-
HOW JoKanu3anuei Ha Oexpax, Aroauuax, B MaXOBBIX
00J1acTAX, HUKHEH 4acTu KUBOTA U IIOJIOBBIX OpraHax,
a TaK)Ke Ha CIM3NUCTHIX, TAKMX KaK KOHBIOHKTHBA, POTO-
Bas MOJIOCTh, BEPXHHE JABIXATEIbHbIC ITyTH, KEITYI0UHO-
KUIIEYHBIM U MOYENOI0BOM TPaKTHI.

3 —

[1o maHHBIM JIUTEPATYPBHI, TOIBKO Y OJHOTO MaIllUEH-
Ta (B Bo3pacTte 4 JIeT) UMENNCh BUTUMbIE aHTHOKEPATO-
Mbl. Hanmuane nx 0ObI9HO He KOPPETHPYET C TSIKECTHIO
3a0omeBanus [20].

Monumopune demeii ¢ bonesnvio Padbpu. OmyoIIKO-
BaHbI OCHOBHBIC PYKOBOISIIIME IIPHHIHITBI 1 PEKOMEH1a-
UM 10 yNPaBJICHUIO 0O0JE3HBI0O U MOHHTOPHHTY JeTeH
U B3POCJIBIX ¢ JJaHHOM natonorueit [2, 31-33], kotopsle
BKITIOYAIOT!

e HampaBnenne nanyeHTa K MEIUIIUHCKOMY TeHETH-
Ky /WU CTICITUATACTY 110 OOMEHY BEIIECTB JJIsT 0a30BOit
OIIEHKH CHMIITOMOB, CBSI3aHHBIX ¢ Oone3npio Padpwu, Ha-
CIIEZICTBEHHOCTH M PHCKA PEIIHIHBOB.

* OOcyxJeHne aHaMHe3a, KIMHUYECKHX MpOosiBIIe-
HUH OOJIE3HH C aKLEHTOM Ha MaTOJIOTHIO KeTyJO4HO-
KHUIICYHOTO TPaKTa, HaJM4Kue OOJIeH, TUI0- WM aHTHU-
JIpo3a, HEMIEPEHOCHMOCTH TETIIA F/HITH XOJIO/Ia.

* OnpezeneHne MokasaTeneil pocra, Macchl, apTepH-
AJBHOTO JIABIICHHSL.

* OneHKy (pu3MKaIbHBIX JaHHBIX.

* COop HACJIEICTBEHHOTO aHAMHE3a.

¢ [IpoBeieHne 1ab0paTOPHO-NHCTPYMEHTAIBHBIX Me-
TOMOB HCCIEIOBAHMA: DJIEKTPOKApANOIPaMMa, 3XO-
kapauorpadusi, o(TaabMOJIOTHYeCKOe O0CIeI0BaHNUE,
ompeneneHue QyHKIUH TOYeK (CKOPOCTH KIYOOYKOBOH
buIBTpaIy, MUKPOTEOYMHUHYPHH, aTbOYMUHYPHH H
MIPOTENHYPUH ), TUNTA3MEHHBIX W/Iu MoueBbIx GL-3.

* [eHeTHUUECKOE KOHCYIBTUPOBAHNE CEMbU C OLICHKOM
pHcKa.

eJlucnancepHoe HAOMIONCHUE MEIUIIMHCKUMHU PaboT-
HUKaMH, 3HAKOMbIMHU ¢ Ooe3npro dadpu, kaxasie 6—12
Mec.

* Pa3paboTKy KOMILIEKCHOTO MOHHTOpPUHTA U TIaHA
JIeYeHHS, B TOM YHCJIe OIEHKY BO3MOXKHOCTH TIPOBEIC-
HUS PepMEHT3aMECTUTEIHHON Teparnu.

Crnemyer Mog4epKHyTh, YTO TUIAaH HAOMIONCHUS U Jie-
YeHUsI JOJDKEH OBITh WHIUBHIYAIBHBIM JUISi Ka)XIIOTO
OospHOTO pebeHka. HeoOxoauMo TepcoHaIM3HpOBaTh
MPUHIUIIBI MOHUTOPHUHTA C HCHOJB30BaHUEM IHOOOH
UMeEroIIeHcs MHPOPMAITUH O YJIeHaX CEMbH, OIEHKH CO-
CTOSTHHISI 3/TOPOBbS MAIIMEHTA U €r0 TeHOTHIIA.

WuTepnperanmst OnoMapkepoB y JeTeil paHHEero BO3-
pacta 3atpynaaena. C. Barr u coast. (2009) [34] o6Hapy-
KuH, 9To KoHreHTpamus GL-3 B Moue y gereiil B BO3-
pacte 10 30 mHEl aBIsIach MIEPEeMEHHON, HEHAACKHOHN 1
MOIVIa TIOBBIIATHCS IAKE Y 310POBBIX MIIJICHIIEB.

HeoOxomumMo OTMETHTh O CYIIECTBYIOLICH CIIOXK-
HOCTH TIPOBEJICHUS MOHHUTOPHHTA TAIMEHTOB PaHHETro
Bo3pacTa (70 2 JIeT) C HEeBPOJOTUYCCKOW OONBIO HM3-3a
OTIpeNIeIeHHOTO OTpaHuyYeHHs o0meHus ¢ HuMu. [locme
3—4 neT neTw HaYMHAIOT JIy4Ille TOBOPUTH U MOTYT 00b-
SICHUTH CBOIO 00JIb, XOTS ¥ B HETPAJAUIIMOHHBIX CJIOBaX U
¢pazax («mecok B MOUX OOTHHKAX» HIH «MYpPaBbH Kyca-
10T MeHs») [35].

Bo3moxHO Hanmu4ue APyrux pacrnpocTpaHEeHHBIX CO-
MyTCTBYIOIIUX J>Kajgo0 (Hampumep, Ha (OpMHUpPOBAHHUE
XPOHHYECKOTO OTHTA), HE CBSI3aHHBIX C OCHOBHBIM 3a200-
JICBaHWEM.

Jleuenue demet. llpoBencane hepMeHT3aMECTUTEIb-
HOH Teparnuu, BHyTPUBEHHOE BBeNICHUE agalaktosidase-f
(Fabrazyme, Genzyme, Cambridge, MA), 06110 yTBEpX-
neno B CIIIA B 2003 r. 1 B HacTosIIee BpeMsl JOCTYITHO
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BO MHOTUX CTpaHax mupa. [[pyroil npemnapar, KOTOpbLi
LIMPOKO HUCIOJB3YyeTcss MpH (hepMeHT-3aMeCTUTENbHON
tepaniu B EBpore, Kanane, ABcrpanum, agalsidase-o
(Replagal, Shire Human Genetic Therapies, Lexington,
MA).

Knuanueckune ucnpiTanus goka3and 3pQeKTHBHOCTD
npuMeHeHns agalsidase-a n agalsidase-B B cHmxeHUHN
GL-3 B ma3me KpoBH, B DHIOTEIUH COCYIOB IMOYEK, KO-
xe, cepaue. CoodIanoch 0 CyObeKTUBHOM YMEHBIICHHN
00JIH, KEMyTOYHO-KUIIIEYHBIX HAPYIICHUH, HENIEPEHOCH-
MocCTH *aphl. JlokazaHa 6e30nacHOCTh 1 3(P(HEKTUBHOCTh
o0oux mpemnaparoB y aerer crapmie 2,5 jer [11, 20, 25,
28,36, 37-42].

B pe3ynbrare mpuMeHeHus GepMEeHT3aMeCTHTEIHLHON
TEparuy COKPAINajIoCh HCIHOJIb30BaHUE MPOTUBOCYIO-
POXHBIX MpenapaToB MpHU HEUPOMIATHIECKUX CUMITTOMax
u oTuBocTH [39].

CrnenyeT MOAYEpKHYTh, YTO TOJITOCPOUYHBIC PE3ybTa-
ThI JICUSHHS JIETeH WM MTOJPOCTKOB B HACTOSIIEE BPEMS
OTpaHUYEHBI, MTEPCIIEKTUBHBIE MCCIICOBAHUS TPOBOJIH-
JIUCh Y TIAIIUEHTOB TOJIBKO C 7-IETHETO BO3pAacTa B Te4e-
Hue 5 et [28]. [loaToMy Ha TaHHOM dTarie TPYIHO Clie-
JIaTh UCTHHHBIE BBIBOJBI O JOJTOCPOYHOM BO3JAEHCTBUU
(epMeHT3aMeCTUTENbHOU Tepanuu, 0COOCHHO MPH Jieue-
HUM JeTeH MIlaJie 5 JeT.

B mMupoBo#i IpakTHKe CyIIECTBYET IUMPOKUI Auarna-
30H MHEHHH I10 UCTIOJIB30BAaHUIO (hepMEHT3aMECTUTEINb-
HoM Tepanuu. C OJHOM CTOPOHBI, PsJi CIENHUATIUCTOB
MpeUIaraloT ee MpPOBeIeHHE TOIBKO MPH TOpPaKEHUH
OpraHoB-MulleHeld. Bo3MOXHO, 3TO CBA3aHO C TEM, UTO
poAMTENH W TPAKTUKYIOIIHME BpadM, XOTIAT H30ekarh
JUIUTETIFHOTO HA3HAYEHMS JIEKAPCTBEHHBIX IIPErapaTroB
JETSIM, a TaKKe CHU3UTH 3aTpaThl HA JICUYCHUE U YMEHb-
ITUTh HHBa3UBHOCTH MPOBOAUMON Tepanuu [31].

C npyroii CTOpOHBI, CKPUHUHT HOBOPOXKICHHBIX OT-
KPBIJI BO3MOXXHOCTB UISI OCYIIECTBJICHUSI paHHEH Iua-
THOCTHUKH OOJIe3HU. YUHTHIBas, 4To HakoruieHue GL-3
SIBIISICTCS. TIPOTPECCHUPYIOIINM, a TIOBPEXKACHUS OPTaHOB
B 3HAYMUTEIBHOM CTENIEHN HEOOpaTHMBIM IPOLIECCOM, BCE
9T0 00yCIIOBIMBACT HEOOXOAUMOCTD PAHHETO Havyasa Jie-
yeHus: Oone3Hn @abpu. B cBsI3u ¢ 3tuMm apyrue Bpauu
OTCTaMBAIOT MPOBEJCHNE (PEePMEHT3aMECTUTEIHHON Te-
panuu yKe MPHU MEePBBIX CUMITTOMax 3aboneBaHus [19,
31, 35, 36].

[IpencraBnenHble JgaHHBIE YKA3bIBaIOT HA TO, YTO
B HACTOsIIEe BpeMs OTCYTCTBYIOT UETKHE YKasa-
HUSI OTHOCHUTEJIBHO TOTO, KOTJa NPOBOAUTH (EepMEHT-
3aMeCTUTENbHYI0 Tepanuio y aereit [11, 43]. Pemenue o
HavaJyie Teparuu JA0JDKHO ObITh WHAWBUIYAIbHBIM B 3a-
BHCUMOCTH OT CEMEWHOTr0 aHaMHe3a, KIIMHUYECKOTO Te-
YeHUs 3a00JIeBaHs, TEHOTHUIIA U, O€3yCIIOBHO, 00CykKIe-
HO ¢ ceMbell nanuenta. OQHaKo cleayeT MOMHUTb, YTO
(epMeHT3aMeCTUTENbHAS Tepanus HE M3JIeYnBaeT 0o-
ne3np @abpu, He yCTpaHsAeT MOTPEOHOCTh B COITyTCTBY-
IOIIMX Mperaparax, He HCKIII04aeT Mep MPe10CTOPOKHO-
CTH OT BO3ICHCTBHSI TPUITEPOB, 3aMyCKAIOIINX OOIEBOM
CHUHJIPOM WJIM HE HMCKITIOYAEeT MPOBEICHUS IMOCTOSHHOTO
MoHUTOpUpoBaHus [2, 31]. BaxxHO MOMHHUTH, YTO Ta-
KHe TIperaparhl, Kak KapOaMa3enmuH, HCHOIb3YIOIei-
Cs TIPH aKpONapecTe3usiX, MHIHONTOPHl aHTHOTEH3WH-
MpeBpaInaionero (GpepmMenrta, OJOKATOPHI AHTHOTEH3H-
HOBBIX PEIENTOPOB, MPUMEHSIEMBIX IJIS yYMEHBIICHUS

YPOBHS MPOTEUHYPUH, U AHTUACTIPECCAHTHI MOTYT OBITh
Ha3HAuEHbI JIETAM PaHHEro BO3pacTa IO MoKa3aHusM. B
HACTOsIIIIee BpeMsi HET KOHKPETHBIX PEKOMEHAAIMH IO
JUETUYECKUM KOPPEKIMSIM WM OTPaHUYEHUSIM aKTUB-
HOCTH TIAIINEHTOB PaHHETO BO3pacTa C TUarHo3oM 0o-
ne3nn Padbpu pu HENMepEeHOCUMOCTH JKapsl [22, 44].

Takum 00pa3om, TpencTaBleHHBIE JaHHBIE CBHJIE-
TEJNBCTBYIOT O TOM, YTO TIepBbIE CUMIITOMBI Oone3Hn Pa-
OpH MOTYT BO3HHMKATh y JIeTeH paHHEro Bo3pacTa. Yaie
BCero y Hux (popmupyercst 601eBoii CHHIpoM (aKporapa-
CTE3UH ), JKEIYJOYHO-KHIIIEYHbIE HAPYIICHHUS, 0COOCHHO
nepuouecKre 00NN B )KUBOTE U AHapes, HeNepeHOCH-
MOCTb Xapbl. THiarenbHbIH KTMHUYECKU MOHUTOPUHT U
JIieYeHHE TTO3BOJIIOT M30€XKaTh MOBPEXKICHHUSI OPTaHOB-
MHIIICHEH, a TaK)KE M3IIHUITHCH «MEIUKAIIN3AIUN ICTCH.
HecmoTpst Ha TO 9TO CKPUHUHT HOBOPOXKJICHHBIX Ha 00-
ne3nb @adpu OCTaeTCsl CIIOPHBIM, OJHAKO TaM, INe OH
YK€ peain30BaH, MOSBISICTCS BO3MOXKHOCTb KOHTPOJIU-
pOBaTh W JICYUTH TAIMEHTOB B OOJiee paHHEM BO3pacTe.
OHaKo M3-32 OTPAaHUYCHHUS KOPPEIIi (heHOTHI/TeHO-
THT, TPYAHO TPEeACKa3aTh THKECTh TeUeHHs 3a0oJeBa-
HUS1, 0COOCHHO ¢ HOBBIMH MUCCEHC-MYTaIlHsIMH.
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