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OnncaH cemeiiHbli cryyain peaKoi Jm30COMHON 60/1e3HN HakonneHus. 1o \

JAaHHbIM  KITMHNYECKOW CUMITOMATUKN, IHINMOANArHOCTUKY, MOJIEKYAPHO-
TEHETUHECKON ANarHoCTUKY Oblfl 110CTABAIEH AnarHo3 601es3Hn dabpu (6@).
lpoBeseH aHanu3 heHOTUNNYECKOro CreKTpa, 00CYXAEHbI PaHHAS ANarHo-
CTUKa U MPUMEHEHNE DePMEHTO3aMECTUTENLHOM Tepanun y jeteii ¢ b B
Pecnybnunke Caxa (Skytus). AnarHoctnka opghaHHOro 3a60neBaHuns npescTas-
JIS€T COO0M CIIOXHYIO 3a7a4y U3-3a HECNIELUUIECKUX CUMITOMOB. [ns paH-
Hero BbisiBNeHNs b® pekomeHgyeTcs npoBeAEHNE CKPUHUHIOBOro 00C1eA0Ba-
HWUS AL U3 TPYII BLICOKOTO PUCKA.

Kntouesble cnosa: reHetnka, 60ne3Hb ®abpu, a-ranakrosugasa A, reMmusurot-

HOE HOCUTENbCTBO, 60/1EBbIE KPU3bI, (DEPMEHTO3AMECTUTEeNbHAA Tepanis. J

Bonesﬁb ®a6pu (bD, OMIM Ne301500) mpeacrapisieT co00i
MpOrpeccUpyloliee  HAcJAeACTBEHHOE,  CLEIUICHHOE ¢
X-XpoMOCOMOI HapylleHue MeTaboJu3Ma TIMKOC(HUHTOJIUITH-
JIOB, 00YCJIOBJIEHHOE CHUXKEHMEM WJIM ITOJIHBIM OTCYTCTBUEM aK-
TUBHOCTH JIM30COMAJIbHOM o-rajakTo3uaassl A (a-tam A) [1]. BD
OTHOCHUTCSA K peaKUM (OophaHHbBIM) 3a00JI€BaHUSIM.

B® — ogna u3 Haubosee pacrpoCTpaHEHHBIX JU30COM-
HBIX 0OJIe3HEel HaKoIieHus [2], BCcTpeyaeTcss BO BCeX PaCOBBIX
rpynnax [3, 4]; ee pacnpocTpaHeHHOCTb BapbUpyeT OT 1 Ha
117 000 nacenenust (ABctpanust) [5] mo 1 Ha 476 000 (Humep-
naHabl) [6]. Y My>KYMH U KEHIIUH ¢ pAHHUM UHCYJIBTOM 4acToTa
B® cocrasnsier coorBeTcTBeHHO 4,2 1 2,15%, ¢ runepTpodueii
neBoro xenynouka (JIZK) HescHoro npoucxoxaeHus — 0,9—3,9
ul,1-11,8%, ¢ TepMHHAIBbHOM TOYEYHO HEAOCTATOYHOCThIO —
0,331 0,10%. Yactora HOBBIX ciiydaeB B®D, olleHeHHast Ha BbI-
0OpKaX HOBOPOXIEHHBIX MaJlbYMKOB IO CHUXEHUIO aKTUB-
HoCTU a-Tall A, coctaBuia Ha TaiiBane 1 Ha 2400, B Utanuu —
1 Ha 3100 [7].

Cuyuraetcd, yto b® Hacnenyercs mo X-clemIeHHOMY pe-
LIECCUBHOMY THUILY, a KIMHUYECKUE MPOSIBICHUS Y XKEHIIIUH MU~
HUMaJbHbI MJIM OTCYTCTBYIOT. OHAKO Psii UCCIIeIOBaHUI ITPO-
NEMOHCTPUPOBAIM HaJIW4ue SIPKOW KIMHUYECKON KapTUHBI
00JIE3HU Y TeTePO3UTOTHBIX XeHIIUH [8, 9]. ¥V OosbIIMHCTBA
M3 HUX YPOBEHb LIUPKYJIMPYIOLIEro (pepMeHTa — B Ipeaesiax
HOPMBI.

Kannunueckue nposiBaeHusi B MoryT Bo3HMKATh B MepBbIe
TOJIbI KU3HU. 3a00JIeBaHIEe HAYMHAETCSI CO XKIYIMX O0JIeii B alb-
L1aX PYK 1 HOT, ITapacTe3uii, HeIOMOraHUsI, TOBBILIEHUS TeMIIepa-

TypHI TeJIa U BET€TATUBHBIX PACCTPOUCTB. TUMMYHBINM MPpU3HAK —
TopaxkeHue KOoXu, MposiBistonieecs Tuddy3Hol aHTHOKepaTo-
moii. C BO3pacToM MO Mepe MPOrpecCUpOBaHUST 3a00TEBaAHUS
TIOSIBJISIETCST CePACYHO-COCYAUCTAsl, LiepedpanbHas U MOYeyHast
cumnTomaruka. Hanbonee paHHUMU CUMITOMaMM TTOPaKEHUS
cepaua sBisioTcs runieptpodust JIZK, mopoku cepaiia u Hapy1ie-
HUs TipoBoauMocTu. [lporpeccupoBanue 3aboyieBaHUsT COMPO-
BOXIAETCsI TaKXKe 1epeOpOBACKYISIPHO HEIOCTATOUHOCTHIO,
TIPOSIBIISTIONICIICST TpoMOO3aMU, TPAH3UTOPHBIMU HIIEMUYe-
CKMMM aTaKaM¥, WIIeMUell 0a3uIsIpHBIX apTepuil, aHeBpU3Ma-
MU, CyIOpOraMu, TEMUTUIETUSIMU, TeMUaHecTe3usamMu, adasueit,
nuchyHKIMeH TabupuHTa M JaXe BHYTPUUYEPETTHBIM KPOBOTE-
yeHreM. C IeTCKOTO BO3pacTa aHaIM3bl MOYU HOCSIT MATOJIOTH -
yecKuii xapakrtep (06e10K, SpUTPOLUTHI, HUIUHIPHI), KOTOPBIN
yCyryomsieTcss ¢ BO3pacTOM, BKJTIOYAsl BBIPAXEHHYIO TMOJIHUY-
pUI0 U CUHOPOM, CXOAHBIN C TIPOSIBICHUSIMU Ba30OMPECCUH-
PEe3UCTEeHTHOTO HecaxapHOTo Auabdera.

[ns B® xapakrepHO BOBJIEUEHUE B MATOJOTUYECKUI TPO-
1iecc opraHa 3peHust. TUMUYHbBIN 1 paHHUN CUMITTOM — U3BUTOCTD
COCYIOB KOHBIOHKTUBBI M ceTuyaTku. Habmromaetcss Takxke mo-
MyTHEHHE XpYCTaJIUKa — JABYCTOPOHHSISI TIEPEAHSIsT KaTCyasipHast
WU TIONKATICYJISIpHAsl KaTtapakTta, oueHb creunbuyHas pis bO
(katapakrta ®abpu). Ha mo3zaHeit cranun b® KoHCTaTUPYIOT T10-
YEUHYIO U CePIIEUHYIO HEIOCTATOUHOCTb, UTO, KaK MPaBUIO, BEAET
K JleTaibHOMY Mcxomy nociie 40 et [10—12].

B® obGycnosnena myrauusimu B reHe GLA (galactosidase-a.),
KOTOpBI KOmupyeT (pepMeHT a-ranaktuaasy A (a-rai A). [en GLA
JIOKAJIM30BaH Ha JUTMHHOM Tijieue X-xpoMocoMbl Xq22 [13], umeer
pa3mep 12 ThIC. I1.0. ¥ COCTOMT U3 7 3K30HOB [14]. K HacTosIIIe-
My BpeMeHM MAeHTU(hULMPOoBaHO >600 MyTaluii, IPUBOISIINX
K B®. BoabIIMHCTBO MX YHUKAJIBHBI B KaXX10il cembe. Hanbomnee
yacTble MyTauuu B TeHe GLA — MHUCCEHC- U HOHCEHC-MYTallWu.
Bénpiias yacts MyTaumii mopaxaior 2 mociaeqHux dk3oHa GLA.
Myraiuu B reHe G'LA IpUBOAST K HEIOCTATOYHOCTH JIN30COMAITb-
Horo (epmeHTa o-rax A [15], a nepuut a-raa A — K HaKoTuIe-
HUIO B JIN30COMaX TNTMKOC(HUHTOIUIIUAOB, KOTOPbIE TTOCTENIEHHO
HaKaruIMBaloTCs TIOYTH BO BCEX opraHax (cepile, MOYKu, Koxa,
Jierkue, neHTpaibHas HepBHas cuctema — LIHC). OcHoBHBIM Ha-
KaruinBaeMbIM C(OUHTOIUTIAIOM SIBJISIETCS TIIOOOTPUO3WITLIEPAMUT
(globotriaosylceramide — Gb3). Gb3 HakarMBaeTcsl B SHAOTEIM -
aJTbHBIX W TIaJKOMBIIIEYHBIX KIeTKaX KPOBEHOCHBIX COCYIOB, a
TaKXe B KJIeTKaX MOYEUYHOTO SIUTENNSI, KADAUOMUOLINTAX U TaH-
TJIMOLIMTAX BETETATUBHOM HEPBHOIA CUCTEMBI [ 16], 4TO MPUBOAUT K
MUCHYHKIIMY OPTAaHOB U TIOSIBJIEHUIO KIIMHUYECKOM CUMITTOMATH -
ku. OmnpeneneHrie KonmuecTsa rinodorpuasmicunrosnta (Lyso-
GL-3) B mma3me KpoBu — Hanbosiee MHPOPMATUBHBINA TECT; OH
TO3BOJISIET TPOBOAUTH MOHUTOPUHT (HepMEeHTO3aMeCTUTETbHOMN
Tepanuu [17].

Jlanee mpenctaBieH ceMeWHBIN ciydaii b®, BHISIBICHHBIN B
Menuko-renetuaeckoM 1eHTpe (MI'LL) PecnydonukaHckoii 60J1b-
auiel Nel — HaunonansHoM 1ieHTpe MenuuHel (PBNel-HLIM)
Pecnyonuku Caxa (Axytus).

CeMbs (TTpobaH I, cuOCHI, MaTh, 6adyIIKa) Oblia 00CcaeI0Ba-
Ha C UCTIOJIb30BaHUEM KIIMHUKO-TeHealornieckoro meroga. Ot
BCEX YJIEHOB CEeMbH IMOJTYY€HO MMCbMEHHOEe NHGOPMUPOBAHHOE
corjiacue Ha IMpOBeleHNe MOJIEKYISIPHO-TeHETUUYEeCKOTO UCCIe-
nosanusi. MccnemoBanuch o0pasiel KpoBu. CeKBEHUPOBaHUE
reHa GLA ipoBeneHoO B 1ab0OpaTOPUU MOJEKYJISIPHOI TEHETUKU U
KJIeTOUHO# Omosnornu HannoHanbHOTO HayYHO-MPAKTUIECKOTO
LeHTpa 3M0poBbs nereidi MunsgpaBa P® (MockBa, Poccus).
YpoBeHb riobotpuaszmincdunrosnHa (Lyso-GL-3) u akTMBHOCTh
depmeHTa o-ran A B CyXOM ISITHE KPOBU OTPENENsiiiv B 1abopa-
topun ARCHIMED Life Science GmbH (Bena, Actpust). Ot
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Marepu MpobaHa MOJTyYeHO paspelleHre Ha MyOJUKaluio pe-
3yJIBTATOB UCCIIEIOBAHMSI.

Ilpobano U., marvuux 11 nem, SKymckoii HAUUOHANb-
Hocmu. B 10 aem nocmynun 6 Hegponoeuueckoe omaoene-
Hue PBNo1-HIIM ¢ scanobamu na caabocms, nomemHeHue
mouu, 604U 8 KOHEHHOCMAX, KOMOpble He KYNUPOBAAUCH
aHanbeemuvecKumu npenapamamil.

U3 anamuesa: peberok om 2-ii HOpMAALHO npome-
Kasuiell 6epemenHocmu u podog 6 cpox. uzuueckoe pas-
eumue — no ozpacmy, oby4aemcsi 8 CHeUUaIU3UpoBaAHHOL
wkone. C 7 nem becnokosim evipasiceHHvle 604U 8 obnacmu
Aadoweil U no0ow8, nepuoouHecKy 603HUKAIOM NU300bl 2U-
nepmepmuu do 38—39°C, npoxodsaujue camocmosmensHo
meyenue 1 cym. [lpu 6onesvbix Kpuzax pedeHOK 3aHumaem
8biHYJcOeHHoe coeHymoe noaodcerue. Cembs npojcusaem @
omadanenHom mpyoHodocmyntom paiione Pecnybauxu Caxa
(Axymus). [Ipu napacmanuu 6016020 cCuHOpoMa mMams pe-
beHKa HeOOHOKPAMHO 00pawaNacy 8 UeHMpPAanbHylo patoH-
HYH0 00AbHULY, 00HAKO MAALYUKA He HANPABASAU HA 00¢Ae00-
6anue @ CneyUuaIu3upoganHsle 1e4edHo-npopuraKxmuieckue
yupeosicoerus.

Koeoa pebenxy o6viao 10 aem, 6 nepuod 604e6020
Kpu3a mMame camoCcmosimensHo 00pamuaacs 8 npuemHo-
duaenocmuyeckoe omoenenue [leduampuueckoeo yenmpa
PENeI-HIIM. [layuenm 6bia eocnumanu3upoéan 6 omoe-
AeHue Heghpoaoeuu, e0e NaAmMoA02Usl CO CMOPOHbI HOHeK Oblaa
uckaovena. Beudy nasuuus y nayuenma 6vlpasiceHH020
001€6020 CUHOPOMA OH OblL1 NepesedeH 8 NCUXOHE8PON0U -
yeckoe omdenenue PbNel-HIIM, ¢ komopom nposedeHvt
MAaCHUMHO-PE30HAHCHAs MoMozpagusi 20108H020 Mo3ed,
penmeenozpagus 201eHOCMONHBIX CYCMABO8 U INeKMPO-
netipomuoepagus. Ilamonoeuueckux usmeHeHuil He 8bisi6-
seno. Obuue u buoxumu4ecKue aHaiu3vl Kpogu — ez om-
KAoHeHull om Hopmbl. M3 omdenenus pebenka evinucaniu ¢
duaenozom: pe3udyanrvHo-opeanuyeckoe nopasicerue [IHC
CO CHUDJICEHUeM UHMeNNeKma,; apmpPaneus 20AeHOCMONHbIX
cycmaeos.

Peberox nanpaeaen Hegponroeom 0431 UCKAHOUEHUS
b® ¢ MI'I] Ha koHcyabmayuio y eenemura, npouieouleco
Kpamkocpoutoe o0yueHue no O0p@aHHvIM
oonesnsm 6 Mockee. B MI'L] marvuuk 6vin
npoxKoHcyrsmupogan @ eospacme 11 nem.
Ha momenm ocmompa ommeuanucs caabo-
8bIPANCEHHbIE AHRUOKEPAMOMbL HA NA0OHSX,
dpyeux ¢henomunuueckux nposeaenuil He
00HapYI’CEHO.

Ilposedena sH3UMOOUGEHOCMUKA HaA
b®. Bovisisaeno cuudicenue aKmugHoCmu
gpepmenma a-ean A do 0,99 mkmons/n/u
(Hopma — >1,89 mxmons/n/u), umo noo-
meepouno npednosaeaemulii duaenos bP.
Yposenv Lyso-GL-3 6 naazme kpoeu 6vin
6 26 pa3z eviue nopmor — 91,5 ne/ma. /Jns
noomeepxucoenus duaernoza b® nposedero
makce cekeeHupoganue eena GLA, u e 5-m
ax3one eena GLA obnapyxcena mymayus
c.680G>A (p.Arg227GIn) 6 eemuzueomuom
cocmosiHuu, npueodsauas K paszeumuto b®.
Takum obpasom, Ha OCHOBAHUU KAUHUKO-
aHamHecmu4ecKux OaHHbIX, SH3UMOOUde-
HOCMUKU U MOAEKYASPHO-2eHemu4ecKoeo
anaauza nayuenmy Ovia nocmaenex oua-

2Ho3 b®. Kpnse
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Puc. 1. Mpo6axp B Bo3pacte 11 ner;
BbIHY)XEHHOE MOM0XKEHNE Npu 601EBOM

s

B urone 2016 e. manvuux Obia e0CHUMAAUZUPOBAH
6 Cesepo-3anaouvlii  pedepanvuvlii. MeOUUUHCKUL UC-
caedosamenvckuil yenmp (C3OMUIL]) um. B.A. Aima-
306a Munzopasa P® (Canxm-Ilemepbype) oas nodbopa
pepmenmosamecmumensvroil  mepanuu.  Pezyasmamol
2a60pamopHO-UHCMPYMEHMANbHbIX — UCCAe008aHULL:  00-
Wil U OUOXUMUYECKUD aHAAU3bl Kpo8u 0e3 Uu3MeHeHull;
2aeKmpokapouoepagus — eapuanm 603pacmHoOU HOPMbL;
axokapouoepagus — pazmepvl Kamep cepoua U mosuuHa
Muokapda — 6 npedenax HOpMbl; HaApyuleHuil N10KAAbHOU
cokpamumocmu JI2K u namonoeuu xaanamoé He guisgne-
Ho. Pesynbmamel kKoncyrsmayuu cneyuaniucmog: opmans-
MON02 — NAMONORUS 3PUMENbHO20 AHAAU3AMOPA OMCYM -
cmeyem; Hegpoa02 — HNPUBHAKU OUCMAAbHOU CeHCOPHOUL
noauHeliponamuu, yegareueckuii CUuHOpom Ha goue bD,
duzapmpus. Ilayuenm évinucan ¢ duaenozom: 6ore3usb Da-
opu, kpuszosoe meuenue (mymayus c.680G>A eena GLA;
no MKb-10 — E75.2); ocaodxucnenus: noauHeiponamus
ceHcopHas OUCManbHas 6ePXHUX U HUICHUX KOHEYHOCHell.
C yuemom npoepedueHmH020 Xapakmepa meveHus eeHe-
muyecku demepmMuHUPOBaAnHOl 00Ae3HU, HAAUYUS 0CA0JIC-
HeHUll ¢ 8bICOKUM PUCKOM 8081e4eHUs] 8 NAMO0A02UYeCK Uil
npoyecc opyeux cucmem U 0peaHog 0Oviaa HA3HAYeHA NO-
CMOSIHHAS (pepMeHmo3amecmumenvias mepanus npena-
pamom azancudasa-f (©abpazum, Genzyme Europe B.V.,
Hudepaanowt) 6 doze 1 me/xe — 6HympueeHHble UHQY3UU
1 pa3z 6 2 Heo.

B oxkmsabpe 2016 e. nayuenm 06bia 20CHUMAAUZUPO-
6an 6 Heghponoeuueckoe omaoenenue PbNol-HIIM oasn na-
yaia epmenmosamecmumenvHoli mepanuu npenapamom
Dabpasum no cxeme: 30 me 1 paz 6 2 Hed GHymMpugeHHO.
B omoenenuu y pebenka ommeuancs evipadicenHvlii 601e60i
cundpom. I[lpu 6onesom Kpuze nayuenm 3aHUMAA BbIHYIC-
dennyio nosy (puc. 1).

Ha3snauyennvle 6oaeymoasiowue npenapamol He 0a-
sanru 3pgexma. Obmupanue X0400HOU 6000l Kpam-
KOBpeMeHHO CHUMcaro 004e6oil npucmyn; 2 uH@y3uu
nayuenm noayuun 8 OnesHom cmavuonape MI'll, 6 danw-
Helluwem — no mecmy ycumenvcmea. Meduyurckomy nep-
COHANY UEHMPANbHOU PAlIOHHOU OONbHUUbL
ObLA BbICAAH BUOCOPONUK 00YyUaAOUe20 Xa-
pakmepa.

o npoeedenuss gpepmenmoszamecmu-
menvHoi mepanuu yposenv Lyso-GL-3
6 naazme kpogu cocmaeasin 125,9 ne/mn
(6viiue Hopmbl 6 36 pas). 3a 3 mec mepa-
nuu ommeuena MNOAOANCUMENbHAA OUHA-
MUKa: Nnpekpamuaucy 0onegvle Kpu3sbl,
yayuuwunocy camoyygcmesue. [locae 4 kyp-
co8 epmenmosamecmumensHoi mepa-
nuu koauvecmeo Lyso-GL-3 cocmasuno
39,7 He/ma, umo ceéudemenbcmeosano
0 CHUJICEHUU aKmueHOCmU HAKONAeHUs
cpureorunudog (puc. 2).

YJICHOB CEMbH.

bpam npobanda, 10 sem, saxymckoii
HayuonansHocmu. Poduncs é cpok, ncuxo-
MOMOpHOe U uzuueckoe paszgumue — no
sospacmy. C § aem, co cr06 pooumeneil,
MaKice 603HUKANU INU300bL 2UNepmepmul
(38—39°C), npoxodsauwue camocmosmens-
Ho 6 meuenue 1 cym (cm. mabauyy).

B MTI'Ll npoBeneHo o0caeaoBaHue IpyTrux



3AMETb! 3ANOA03PU!
NCKITIOY !

OTO MOAKET bblTb
BOJIESHb ®ABPU

HecmoTps Ha To, uto 60ne3Hb Pabpu - pegkoe 3aboneBaHne,
OHa YaCTo BCTPEYaEeTCA Cpeamn POACTBEHHMKOB MaLVEHTOB?,

OBPATUTE BHUMAHUE HA CJIEAVIOLLWME HACTOPAXKUBAIOLWME NMPU3SHAKWN:

MNOYKW:> HEPBHAA CUCTEMA: "4
qp « MuUKpoanbbyMnHypus, MpoTenHypuis « AKpOrMapecTesui, XapakTepusyioLmecs OHEMEHNEM,

. YBeNnmueHHas SKCKpeLmsa GL-3 ¢ MOuOI NOKaJbIBaHNEM, XKry4yeun 60/1blo 1 ,EIVICKOM(I)OpTOM

y B JIAJOHSX 1 MOLOLLUBAX CTOM
» Viamenenme TGy RS REERRESPOM I CerpeL i «Kpw3bl Dabpur» — OCTpble NPUCTYMbI, My4YnTENbHASA
N SKCKpeLmm p P p pucTynbl, My!

60711b, KOTOPas 0ObIYHO HAUNHAETCA B KOHEYHOCTAX
« [loparkeHne noyek, KoTopoe MoXeT npmsecTy K XIMH VI MPPAAVMPYET K LIEHTPY, MOTYT JJIUTbCA OT HECKOMbKMX
1 HeO6XOAMMOCTY NPOBEAEHNA Anann3a MUHYT [10 HECKOMbKIX HEfENb

« HenepeHocnMOocTb »Kapbl, Xonofa 1 Gprianyecknx Harpy3ok
« CHVXKeHMe Ciyxa U LyM B yLuax
« PaHHMe NHCYNbTbI, FeMUniervis, reMuaHecTesns
,r CE Pp‘U‘E: 3,5 « TPaH3UTOPHbIE MLLIEeMMYECKIE aTakn
‘ - [MnepTpodra M1OKapaa NEBOIO XeyaoUKa, apUTMIs
- CocyancTas HefloCTaTOYHOCTb

+ IHdapKT M1oKkapaa RYIP MA3A:%6
« MuTpanbHas He[OCTaTOYHOCTb @
. nOMyTHeHI/le porosuLbl B BUAe 3aBUTKa, KOTOPOE HE
ocnabnaer 3peHye
« [NoBpexaeHne coCyi0B KOHbIOHKTUBbI 1 CETYATKM
/ KOMA: 2
M + AHrIOKepaTOMBbl: CKOMJIEHVE TEMHO-KPaCHbIX
MATEH, KOTOpble He 6ieAHEI0T NPV HaAABNMBAHNN, - 1/ 2,6
pacnonaratoTcs B OCHOBHOM Ha AroauLax, B obnactu )KEnyp‘oq HO-KMLUEYHDbIN TPAKT:
naxa, nyrKa v BepxHen yactu besep « MeTteopuiam 1 60511, BO3HUKatOLLME MOCSIE NpUeMa NULLK,
» [loHW>KeHHOE NOTOOTAENEHNE / OTCYTCTBUE Cnasmbl, TOLIHOTa 1 Avapes
norooTaeneHna « [ipyrvie npy3HaKkm »KenyaouHO-KMLLEYHbIX PaCCTPOMCTB

NMPU NOAO3PEHNN HA BONE3Hb ®ABPY KPAVIHE BA>KHO MPOBECTU AUATHOCTUKY.
1191 3TOro Bbl MOXKETE HANPABUTb MALIMEHTA K BPAYY-TEHETUKY U/ MO3BOHUTDb
HA FOPAYYIO IMHUIO ANA YTOYHEHUA IABOPATOPUN,
NPOBOAALMNX BECTJIATHYIO AUATHOCTUKY 8 (800) 100-24-94

OAHHAA UHOOPMALINA NPEAHASHAYEHA TOJIbKO ANA CNEUNANTUCTOB 3APABOOXPAHEHNA.
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vascular events in patients with Fabry disease natural history data from the Fabry registry. ] Am Coll Cardiol. 2011; 57(9):1093-1099. 4. Sims K, Politei J, Banikazemi M, et al. Stroke in Fabry disease frequently occurs before
diagnosis and in the absence of other clinical events: natural history data from the Fabry Registry. Stroke. 2009; 40(3):788-794. 5. Schiffmann R, Warnock DG, Banikazemi M, et al. Fabry disease: progression of nephropathy,
and prevalence of cardiac and cerebrovascular events before enzyme replacement therapy. Nephrol Dial Transplant. 2009; 24(7):2102-2111. 6. Mehta A, West ML, Pintos-Morell G et al Therapeutic goals in the treatment
of Fabry disease.Genet Med. 2010 Nov;12(11):713-20

CaHodu [xeHzaiim, npeacrasurenbctso AO «CaHodm Asentuc Ipyn», 125009, r. MockBa, yn. Teepckas, A. 22. TenedoH 8 (495) 721-14-00
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Denomun cubca — 6e3 ocobennocmeii. MoaexyaspHo-
eeHemuueckoe UccAe008anue 8biA8UN0 HAAUYUE MymMayuu
c.680G>A 6 eene GLA. Yposenv Lyso-GL-3 — 85,2 ne/man
(6 24 pasza evie Hopmbl). Pebenok Obin eochumanu3upo-
eaH emecme c npooardom ¢ C3OMHUI] um. B.A. Aamazosa
Munzdpasa PD. Hapywenuii co cmoponst 3pumenvHoeo
anaauzamopa, cepoeyHo-cocyoucmoi U HepeHoll cucmem
obcaedoganue He evisiguno. Ilayuenmy Haznavena noscus-
HenHas gepmenmosamecmumensvhas mepanusi. C Hoa6ps
2016 e. pebenok noayuaem aeyenue npenapamom Pabpa-
3UM.

Mamyv npobanda, 34 nem, KymMcKoi HAYUOHAAbHO-
cmu. C 11 nrem nabarwdaemces y 3HOOKPUHOA02A NO NOBO-
dy nepuoduyecKux npucmynog 4yecmea yoyuivsi, y3108020
mokcuueckoeo 306a. B 2013 e. 6bira npokoHcyabmuposa-
Ha y 3HdokpuHosoea ¢ PBNel-HIIM, komopsiii Hanpasun
ee Ha obcnedosarnue. Y3U uwjumosuonoil dcenesvl 6biAGUNO
ee ygeauueHue U y3en 8 npasoii 0one; 20pPMOHANbHBLI NPO-
Gunv wyumosuoHoll scenesvl b6e3 usmenenuii. C 31 eoda na-
uaau becnokoums Ooau 6 obnacmu cepoua. Ilayuenmrka
Haxoduaacy nod HabaOeHuem mepaneema, KOmopbli Ha-

‘0

s

3Hauua muadponam u kapouomaenua. C 2015 e. noseuauce
NOGbIUEHHAS YMOMASEMOCb, 00uas cAabocms, 204060-
Kkpyyucenue. Habnrodanace no mecmy scumenscmea y Heepo-
n02a. MonekyasipHo-eeHemuueckoe Uccae008anue Gbliaeu-
N0 eemepo3ucomHoe Hocumenavbcmeo mymauuu c.680G>A.
B 2016 e. nayuenmka 6viaa obcredosana é HesposouHe-
ckom omodenenuu Hucmumyma sKcnepumeHmanvHoll meou-
yunsvt (Cankm-Ilemepoype). Knunuueckue nposenenuss b@
ObLAU MUHUMANBHBIMU. B nepuod obcaedosanus gvisignena
bepemennocms. HueasusHas npenamanvhas OUazHOCMUKA
(naayenmoobuoncus) 6viA6UAA HAAUMUE Y NA00A CeMElHOl
mymayuu c.680G>A é eemeposzucomrnom cocmosruu. bepe-
MEHHAsL NPUHANA PelleHe 0 NPONOHLUPOBAHUYU OepeMeHHO-
cmu. 07.01.17 om npexcdespemennvix podos (na 29—30-ii
Hedene) podunacs desouka ¢ maccoil meaa 2033 e u dauHoli
mena 42 cm.

leneaaoeunecxkuii anammnes. B cemve 6 demeil.
MonekynapHo-eenemuueckoe uccredosanue (CeK8eHUposa-
Hue eena GLA) nposedeno écem unenam cemvu. Mymauus
¢.680G>A evisi6nena y mamepu npobanoa, bpama u npeHa-
manvHo — y naooa. Y 6abywku (1-2) no aunuu mamepu u

y opyeux 3 cubcoe bD bvira uckaouena. Co cmoporwt Oe-

Odyuwku npobarda pooocro8Has HeUHPoOpMamueHa, max Kax

¢ babywkoil oH 6 bpake He cocmosa. Jedywka (I-1) no sm-
140 o HU1ecKoll NPUHANelcHoCmU — pyccKuil, badywka u omey
120

/ \ npobanoa — axymol (puc. 3).
100

\ Bb® — penkas X-cueneHHas IM30COMHast 60JIe3Hb HaKOILIe-
80

HUSI, BO3HUKAIOMIAS BCIAEACTBUE NeUIUTa aKTUBHOCTH o.-Tal A.
\ B pesynsrare HegoctaTouHocTu epMeHTa GopMUPyeTCsl HECTIO-

60 COOHOCTB K KaTabOoJIM3MY TJIMKOCHOUHTOJUITUIOB, YTO IPUBOIUT K

40 \ MOJIMOPraHHOMY MopaxxeHuio [1].

20

Hwuszkas BeisiBisiemocts b® 00ycioBieHa KIMHUYECKUM pa3-
HOooOpa3ueM, HecreHn(PUIHBIMUA CUMIITOMAaMU, HATUYMEM aTh-
MYHBIX (OPM C TTO3AHEH MaHndecTalreli, HeTOCTaATOYHOM OCBe-

B momeHT [lo npoBefeHns Mocne JIOMJICHHOCTBIO MEIUIIMHCKOTO TIepCOHaIa 0 JaHHOM op(aHHOM
NOCTaHOBKM ¢BPM9HIO33MGCT”‘ 3-4 kypcos 3aboneBanny. PanHsst quarHoctuka B® umeer Goublioe mpak-
anartosa b® TeNbHOIA Tepanuu Tepanuu

TUYE€CKOC 3HAYCHUC. CBO@BpCMSHHOC HavyaJIo MMaTOTeHETUYECKON
(I)CpMeHTO?)aMCCTI/ITCJIbHOﬁ TEpaInu MO3BOJIACT CHU3UTD TAXKECTb

Puc. 2. AktneHocTb Lyso-GL-3 y npo6anza; yposeHb Lyso-GL-3 B Hopme — .
3a6OJICBaHI/I${, 4acTOTy pPaHHCW HWHBaIMAMU3AlUMU TMAIUCHTOB M

0,0-3,5 Hr/mn
CMepTHOCTH cpeau Hux. JuarHoctuka B® cnoxHa, Koraa B ceMbe
HeT OosibHbIX. B Mupe y GoablIMHCTBA MNa-
-~ ~ ureHtoB b® nuarHocTupyeTcs B pe3yibTare
CpasHuTeNbHas XapakTepUCTHKA (DEHOTUNUYECKUX NPUSHAKOB CKPUHIHTOBBIX MCCICIOBAHNM, TOCIC TOTO
W [laHHbIX Na6opaTOPHbIX UCCNIEA0BAHNIA KaK MarHos MOATBEPXICH Y | wieHa CeMbH.
B® yanie auarHocTUpyeTcst IO JOCTVKEHUY
MNoka3zatenb MNpo6anp Cuéc OOJIbHBIM TTyOepTaTHOTO BO3pacTa, Koraa
BO3PACT Ha MOMEHT NepBUYHOTO 11 10 TOSIBIISTIOTCST  BBIPaXKEHHbIE KIMHUYECKre
MeANKO-reHETUYECKOro KOHCYNbTUPOBAHUS, oAbl NpU3HAKN 3a0oneBaHusI. Y neTeil AnarHo-
CTUKA KpaliHe 3aTpyJAHUTEIbHA B CBSI3U C Ba-
Bonesble Kpu3bl + - .
prabeTbHOCTHIO KITMHUYECKUX MTPOSIBTICHUH,
ANu30/bl rUNepTepMUN + + HeCceM(UYHOCTBIO TIPU3HAKOB, CHUMIITO-
AHr1OKepaToma + _ MOB U PEIKOCThIO 60Je3HN [12].
v B mpencraBrenHoM Hamu ciydae 1-e
EMNEpeHoCUMOCTb Xapbl * * MEINKO-TeHeTUIECKOe KOHCYJIBTUPOBaHUE
[Tecuxonoruyeckne npobnemel + - npob6aHaa ObUIO TMPOBeIeHO B Bo3pacTte 11
CHIDKeHVe 0BLLEro KayecTsa usHu + - net. OGyueHue Y3KUX CTIELMANiCTOB na-
rHOCTUKE Op(aHHBIX 3a00JeBaHUI TO3BO-
OTcTaBaHue B NCUXOMOTOPHOM PasBUTUM - - N0 3arO03pUTh y PeOEHKA TSKET0e Te-
AKTUBHOCTb a-ran A, Monb/n/y 0,99 He onpepenexa HeTrdyeckoe 3aboseBaHue. 1-M CUMIITOMOM
HETO SIBUJINCH BhIPaXKEHHbBIE 0OJIEBbIE KPU-
YpoBeHb rno6oTpuasuncunrosnta Lyso-GL-3, Hr/mn 125,9 85,2 y b P
3bl, HE KYMUPYIOIINECS aHATbreTUUYECKUMU
MonekynapHo-reHeTU4eCKoe uccnesosaHne MyTauus ¢.680G>A  MyTauus c.680G>A npenaparaMi. [IpUCTYIIBI YACTO IIPOBOLM-

k(CGKBeHI/IDOBaHVIe reHa GLA) Y,

POBaIUCh TEMIIEPATYPHBIMU HU3MCHCHUAMU
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Puc. 3. PogocnosHas cembm U.: 6onbHble — I-1, 111-2, 111-3; reTepo3nroTHblie
Hocutenu — II-1, 11I-6; yepHoit TOYKON OTMEYeHbl 06CNEeA0BaAHHbIE

e Se e

1

(HerepeHOCUMOCTb Xapbl) U U3ndecKuMU Harpyzkamu. Hecmo-
TPsI HA CJIOXKHOCTU IMarHOCTUKU, Bpau-HEMPOIOr CBOEBPEMEHHO
nepenaj ceefaeHus o pedeHke reHerrukam B MI'LL wist mpoBeneHust
TIIATeIbHOTO o0cienoBanusi. [IpoGaHay ObUIO BBIITOTHEHO CKPU-
HUHIoBOE 00c/ieIoBaHuUE ISl OTNpeie/IEHUSI aKTUBHOCTU (hepMeH-
Ta o-rajl A 1Mo cyxoMy MSTHY KpoBU. B pe3ynbraTe LiejieHanpas-
JICHHOW T€HETUYeCKOW NUArHOCTUKU B MPEACTABIECHHON CEMbe
BBISIBJIEHBI 2 OOJIbHBIX U 2 T€TePO3UTOTHBIX HOCUTEJIS CEMEHON
MyTaluu. B IKyTCKOU MOMyJsiliuy 10 HACTOSIILETO BpeMEHU 00JIb-
Hole bO He BuIBIsUIMCH. Bo3aMoXHasi mpuunHa 3a00jieBaHUST —
nepefaya MyTaluuMu Mo X-CLETUVIEHHOMY PELIECCUBHOMY THUITYy OT
JIeAYLIKHA €BPONEOUIHOTO MPOUCXOXKIECHUSI.

Buny Hecrienmduueckux KIMHUYECKUX CUMIITOMOB 00Jie3-
HU HEOOXOIMMO MPOBEAECHUE CEIEKTUBHOTO CKPUHUHTA CPEIU Ma-
LIMEHTOB U3 TPYIIIbl BBICOKOTO KIMHUYECKOTO pUCKa (MallMeHTbl
OTIEJICHUI reMouanu3a, HeBpOJOTUM U Kapauosoruun). PanHss
NIMAarHOCTUKA 3a00jieBaHUS B IETCKOM Bo3pacte U (epMeHTOo3a-
MECTUTEJIbHAS Teparusl CyLIECTBEHHO YJIyYlIalOT COCTOSIHUE Jie-
Teii, 3anepXuBas MPOrpeccCupoBaHue OOJIE3HU U IMpeaoTBpalias
OCJIOKHEHUS CO CTOPOHBI OPTaHOB-MUILIEHEH.
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A FAMILY CASE OF FABRY DISEASE

R. lvanova’, A. Sukhomyasova'?, E. Gurinova’, F. Vasilyev®, P. Guryeva’;
A. Gorokhova', N. Maksimova2

"Center of Medical Genetics, Republican Hospital One — National Center of
Medicine, Yakutsk

2M.K. Ammosov North-Eastern Federal University, Yakutsk

The paper describes a family case of rare lysosomal storage disease. The
diagnosis of Fabry disease (FD) is based on its clinical symptoms, enzyme
diagnosis, and molecular genetic diagnosis. The paper also analyzes the
phenotypic spectrum and discusses early diagnosis and enzyme replacement
therapy in children with FD in the Republic of Sakha (Yakutia). The diagnosis
of the orphan disease represents a challenge due to its nonspecific
symptoms. Screening high-risk individuals is recommended for the early
detection of FD.

Key words: genetics, Fabry disease, a-galactosidase A, hemizygous carriage, pain
crises, enzyme replacement therapy.
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