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Crartbs NOCBSAIEHA PEIKOMY 3200/I€BAHMIO U3 IPYINIIBI IM30COMHBIX 00.1e3Heil HakomieHust — 0oae3nu Paopu. 3adosieBaHue cBs3a-
HO C HApYIIeHHeM MeTa00au3Ma ChUHrOTMIHIOB, 00YC/IOBIEHO HAKOIIEHMEM B TKAHSAX W KJIETKAX OPraHu3Ma NI000TPHO3MIIIEpa-
muaa (Gb,) m aApyrux chUHroMIMI0B, XaPAKTEPU3YETCS IPOrPETUEHTHOCTBIO M TSKECTBIO TeYeHHsI.

AHanM3UpYIOTCS Pe3yJbTaThl 00c/1e10BaHus 6 00JIbHBIX eTell 2 MabuuKa U 4 1eBOYKH B Bo3pacte ot 5 10 17 et u3 3 cemeii. O0pa-
1IaeT Ha ce0s BHUMAHHE OTATOIIEHHOCTD POJAOCIOBHBIX OOJIBIIMM YHCIIOM CJIy4aeB 3a00JeBaHust — 16 00JbHBIX B 3 ceMbsIX, BKIIOYAS
6 neteii. luarno3s 6oe3up Padpu BceM 6 JeTsAM ObLT HOCTABIEH HA OCHOBAHUM FeHEeaJ0rHYeCckKoro aHaIM3a i 0MOXHMHYECKOro U Mo-
JIEKY/ISIPHO-TEHETHYECKOro 00c/1e10BaHusl. AKTHBHOCTh (hepMeHTa 0-rajJakTo3uaa3bl A B JEHKOUMTAX KPOBU ObLIA CYIIECTBEHHO
CHIDKEHA y IBYX MAJIbYUKOB, He3HAYNTEIHHO CHIZKEHA Yy IBYX cecTep, a y ABYX /IeBOYEK 0Ka3a/ach HOPMaibHOii. I1pu MosekyaspHO-
reHeTHYECKOM aHaIn3e ObLIM UIeHTH(UIMPOBAHBI TP MYTAIIMHU B 3K30He 5 rena GLA. YCTaHOBIIEHO, YTO NEePBbIMA KIMHHYECKUMH
CHMIOTOMAMHU 3200JIEBAHNA Y JIeTeil CileyeT CYMTATH OPAKEeHHe CepIedHO-COCYUCTOl M HEPBHOM CHCTeM, MOYEeK H OPraHa 3peHusl,
CHIDKeHUe (DYHKIIMU MOTOBBIX JKelle3; MOsIBJIeHNe AaHTHOKEPATOM, M0-BHIANMOMY, XaPAKTEPHO TOJIBKO /ISl MATbYHKOB. 3aCTyKHBAET
BHUMAHWS HAJMYHe HecneluduiecKoil CHMITOMATHKH JUCILIA3HH COEIHHATETbHON TKAHH.

IToauepkuBaeTcsi BAaXKHOCTb PaHHEl AMATHOCTHKY 00J1e3Hu Dadpu, 4To KpaiiHe HEOOXOAMMO ISl CBOEBPEMEHHOTO (/10 MOSIBJICHHUS
KJIMHAYECKO# CHMITTOMATHKH) HAYAJIA TATOreHeTHIECKOTO JiedeHns hepMeHTO3aMEeNIAIONIAM NPENapaToM.

Karouesvie caosa: oemu, 6oae3nb Pabpu, een GLA, duaznocmuka, meouxko-eHemu1eckoe KOHCYAbMUposanue, 1eHeHue, azaicuoasa anga.
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71-77. DOI: 10.21508/1027-4065-2018-63—-1-71-77

The article is devoted to the rare disease of the lysosomal storage disease group — Fabry’s disease. The disease is associated with the
sphingolipids dysmetabolism, is caused by the accumulation of the globotriosylceramide (Gb,) and other sphingolipids in the organism
tissues and cells; it is characterized by the progression and severity of the course.

The diagnostic results of 6 patient children aged from 5 to 17 years are analyzed; 2 boys and 4 girls from 3 families. The hereditary
burden with a large number of the disease cases, 16 patients in 3 families including 6 children, comes under notice. All 6 children were
diagnosed with Fabry’s disease based on the genealogical analysis as well as biochemical and molecular genetic examination. The activ-
ity of a-galactosidase A enzyme in the blood leukocytes was significantly decreased in two boys, insignificantly decreased in two sisters,
and was normal in two girls. When performing the molecular genetic analysis, 3 mutations in exon 5 of GLA gene were identified. It has
been established that the damages of cardiovascular system and nervous system, kidneys and visual organ, depression of the perspiratory
gland function shall be considered as the first clinical signs of the disease in the children; it seems likely that the angiokeratoma appear-
ance is characteristic only for boys. The presence of the non-specific symptoms and signs of the connective tissue dysplasia is noteworthy.
The emphasis is made towards the importance of the early Fabry’s disease diagnosis, as it is essential for the timely (prior to appear-
ance of the clinical symptoms and signs) beginning of the pathogenic treatment with the enzyme replacement drug.
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I I Inpomm CMEeKTp Ho3oJornYeckux ¢GopMm Jn30-
COMHBIX 0oJie3Heil HakoruieHust (6osiee 50), ux

BBIPAXXEHHBIH KIMHWYECKU TTOIMMOP(U3M, HEpeaKoe
(beHOTUTTMYECKOE CXOICTBO, TSIKECTh M MPOTPEIAUEHT-
HOCTb TeYeHUsI OOYCJIOBIMBAIOT CJIIOXHOCTb paHHEM
0e30mMO0YHON MIeHTU(PUKAIMUA  IaTOJOTUHN. IDTO
B TIEPBYIO OYepeb OTHOCUTCS K 3a00JIeBaHUAM, UMEO-
UM B JIETCKOM BO3pacTe elBa 3aMETHYI0 KIWHUYE-
CKYI0 CHUMIITOMATHKY, HO OBICTPO TPOTPECCHUPYIONIYIO
y TIOAPOCTKOB W B3POCBIX, TPUBOAA K YXYAIICHUIO
KadyecTBa MX XW3HU, paHHEN WHBATUAW3ALMU U TIpe-
KIeBpeMEHHOW cMepTu. Pa3paboTka W BHeIpeHHE
MaTOreHeTUYECKOM TeHHO-WHXEeHEepHOU (epMeHTO3a-
Mellaromieil Tepamuy IJIsi TaKUX OOoJIe3Hel aeiaeT WX
PaHHIOI W TOYHYIO JUWArHOCTUKY OCOOEHHO aKTyajlb-
Holi. Hambosee sipkuM mpuMepoM TaKUX 3a0oJeBaHUI
saBasgeTcss 6one3Hb Pabpu, cBA3aHHAs ¢ HapylleHUEeM
MeTabosim3Ma CUHTOIUITNIOB.

Bone3nbr ®abpu BriepBbie omucaHa B 1898 1. Hesa-
BHCUMO JPYT OT Apyra ABYMs Y4eHBIMU-IEepPMaTOJIOTaMU
u3 pasHbix ctpaH: J. Fabry uz [epmanum u W. Anderson
13 AHIJIMU. ABTOPBI ONTUCATA KOXHBIE U3MEHEHUSI B CO-
YeTaHWM C TIPU3HAKaMU TOpaXkKeHWsl APYTUX OpraHoB
y ABYX TIALIMEHTOB MYXKCKOTO Tojia (MaJbuMKa U B3pOC-
JIOTO MY>XXYMHBI). CBeIleHHS 0 9acTOTe OOJIE3HU BapbUpy-
o1 oT 1:47 000 mo 1:117 000 HOBOpOXAEHHBIX [1, 2].

3abosieBaHMEe O0YC/OBJIEHO MyTauusiMu B reHe GLA,
KOIWPYIOIIEM CHUHTe3 (hepMeHTa «-TajJaKTo3uaasbl A.
Ien GLA noxkanuzoBaH Ha JUIMHHOM TIJiede XpOMOCOMBI
X — Xq22; oH cocTtouT M3 7 3K30HOB U MMEET pasMep
12 x6aiit. K HacTosiiiieMy BpeMeHU WASHTUOULIMPOBAHO
6onee 600 myraruii B reHe GLA, GONBIIMHCTBO U3 KO-
TOPBIX SBJSIIOTCS ceMeliHbIMU. Hanbosee yacto BcTpe-
qatotcst MucceHe (76,4%) u HoHceHc-MyTaumu (16,4%).
Boinee mpoTssKeHHBIE TeCIIUA U MHCEPIIUU BISIBIISTIOTCS
3HAYMTEJIBHO pexe [3].

Tun HacnenoBaHus 6osie3Hn Padbpu — X-CLETUIEHHBINA.
CrnenyeT OTMETHUTD, YTO Y JKEHIIWH, UMEIOIINX MyTaHTHBII
TeH, TaKXKe MOTYT OBITh TSDKEJIble KIMHWYECKUE TPOSIBIIE-
HUSI; 9TO, IO MHEHUIO psiIa UCCIIeIoBaTeNiei, 00yCIOBIEHO
0COOEHHOCTSIMI MHAKTUBAIIUN XpOMOCOMBI X [4].

dopmupoBaHre KIMHAYECKOM CHUMITOMATUKUA 00-
JIE3HU CBSI3aHO C HAKOIUIEHWEM B TKaHSIX U KJIETKaX Op-
raHuama ¢Gpakiuu CHUHTOJUIUI0B — TI000TPUO3UI-
uepamuia (Gb,). B opranusme 3noposoro venoseka Gb,
SIBJIIETCST TIPOMYKTOM pacraja CTapelolnX SPUTPOII-
TOB; TIOJ BO3IeHCTBUEM (pepMeHTa o-raJlaKTo3uaasbl A
OH pacCIIETISIeTCsT Ha JTAKTO3Y U JIAKTO3WIIepaMul. Y ue-
noBeka ¢ 6ose3nbro ®abpu Gb, HakaruMBaeTcs B KJeT-
KaX KpPOBEHOCHBIX COCYIOB, BET€eTaTUBHOM HEPBHOM CU-
CTEMBbI, TTOYEYHBIX KIIyOOUYKOB M KaHaJbIeB, MMOKap/a,
POTOBUIIBI, THCTHOLIUTAPHBIX M PETUKYJISIPHBIX KJIETKAaX
COCTMHUTENIBHOM TKAaHW, YTO MPUBOIUT K HAPYIICHUIO
(YHKLIMM 3TUX BEIYIIUX OPTaHOB M CUCTEM OpraHU3Ma.
YcTaHOBIIEHO, YTO KJIMHUYECKUE MPU3HAKK 3a00JIeBaHUS
MOTYT TIPOSIBJISITHCS Y3Ke B IePBhIe TOIbI JKU3HU pebeHKa,
a HaKOIUIeHUE TAaTOJIOTUYECKOTO CyOCTpaTa HauMHAEeTCsT

OPUINHAJIbHBIE CTATbU

ele BO BHYTpUYTpoOHOM Tmiepuoje [5]. OmHako 0oib-

IIWHCTBO MCCIIeAoBaTeIeil YTBEPKIAIOT, YTO BbIpaXKeH-

Hasl KJIMHUYecKask CUMMITToMaTrka 6oJie3nu ®abpu yaiie

BCEro TIPOSIBJISIETCST B TTOAPOCTKOBOM M IOHOIIECKOM

BO3pacTe 1 3ab0JieBaHUE MOXKET MPOTEKaTh KaK MYJIBTH-

CHCTEMHOE TIopaxkeHWe, a TakKe KaK W30JUPOBAHHBIN

MOHOCHCTEeMHBI BapuaHT [6]. HaubGoJsiee yacTo BcTpeya-

JOTCS CIIeIYIOIINe KIMHUYECKIE CUMITTOMBI:

* HEeBpPOJIOTMYECKHE CUMIITOMBI: aKpOoTapecTe3nu,
TUTIOTUAPO3, 1IepeOpOBaCKYIIpHbIE HAPYIICHUSI;

* TIOpaXeHHUe MOYeK: MUKPOATbOYMUHYPHUSI, MUKDPO-
MPOTEUHYPHUsSI, CHUXEHHE KOHIEHTPALMOHHOM
1 PUIBTPALIMOHHOM CITOCOOHOCTH TTOYEK, XpOHHUYE-
cKas TleyevHast HeIoCTaTOYHOCTb;

*  CUMIITOMBI TTOPAKEHMSI CEPACIHO-COCYAUCTOM CUCTE-
MBI: HApYLIEHWS pUTMa CepALia, TTOBLILIIEHNE apTepU-
aJTbHOTO JTaBJIEHUsI, TUTIepTpoduIecKass KapaIuoOMHUO-
MmaTus, cepaeuHast HeIOCTaTOYHOCTD;

* KOXHBIE MPOSIBIIEHUST 00JIE3HN: aHTUOKEPATOMBI;

* TIOpaxkeHWe opraHa 3peHUs M CiIyXa: BepTeKCHasT Ke-
patoratusi («MyTOBYaTOE» MOMYTHEHHUE POTOBUIIBI),
KaTapakTa, HeipOCeHCOpPHAsT TYTOYXOCTb;

*  TIOpaXkeHUEe XETYTOYHO-KUIIEYHOTO TpaKTa: CXBaT-
KOOOpa3Hbie 0OJIM B XKMBOTE, METEOPU3M, HEYCTOM-
YUBBIA CTYJI, TOIIHOTA, pBOTa, CHIDKEHME arleTuTa,
neULIUT MacChl TeJia.

Takum oOpa3om, B MaTOJOrMYECKUIA Tpoliecc Mpu 60-
sie3Hn Pabpu MOTYT BOBJIEKATHCST TTPAKTHUECKU BCE JKU3-
HEHHO BaKHbIE OpTaHbl U CUCTEMBI.

C 2001 . mrg manueHTOB ¢ 60Je3HbI0 Dabpu cra-
Jla BO3MOXHOI TMaTtoreHeTnyeckasi (hepMeHTO3aMeCcTH-
TeJdbHas Tepanusl TeHHO-WHXEHEPHBIMU TIperapaTaMH.
BHenpenue sToro BUAa JIeYeHUs SIBUJIOCh HECOMHEH-
HBIM TIPOPBIBOM B BeleHMM OONbHBIX. B HacTosIee
BpeMsl CYIIECTBYIOT ABa (hepMEeHTO3aMeIAIONINX TTpeTa-
pata ms JiedeHust 6osie3Hu Pabpu: arajcupasa ajibda
(Perutaranm) u arancunasza 6era (Pabdpaszum). O6a mperma-
pata 3aperucTpupoBaHbl B Poccuu [Uisi BHYTPUBEHHOTO
MUKPOCTPYIHOTO BBeleHMs. Peruraran mosydeH ¢ WcC-
MOJb30BaHUEM KYJBTYpbl (UOpPOOIACTOB KOXU 4Yeslo-
BeKa 1 BBoAWTCS 13 pacuera 0,2 Mr Ha 1 KT Maccel Tejia
1 pa3 B 2 Hen. PabGpa3uM MPOM3BEAEH C ITOMOIILBIO TEX-
Hosiorun pekoMOuHaHTHON [IHK ¢ wucnonb3oBaHueM
KJIETOK SIMYHUKOB KUTAHMCKOTO XOMsiuka. OH BBOIWTCS
B no3e 1,0 mr/kr Takxke 1 pa3 B 2 Hen. O6a MenuKamMeHTa
MpeaHa3HAYeHbI TSI PETYJISIPHOTO MOXW3HEHHOTO TIPU-
MeHeHus. be3omacHocTh 1 appekTUBHOCTE 000UX (Pep-
MEHTO3aMelIaloIMX TpenapaToB MOATBEPXKICHA PSIIOM
PaHJIOMM3UPOBAHHBIX JABOMHBIX CJIETBIX IIale60-KOH-
TpOJIMPYEMBIX MccienoBaHuii [7]. A. Mehta u coaBt [§8]
MPOBEJIN CPAaBHUTEIbHBIN aHAN3 KIMHUIECKOM 3 heK-
TUBHOCTHU TIpeNapaToB arajicuaasbl ajibda u 6eta, He 00-
Hapy>XUB TIPY 3TOM CYIIECTBEHHBIX PA3TNUMIA.

Hapsimy ¢ matoreHeTMuecKoil Tepamueid, WCIOJb-
3yeTcs CHMIITOMATMYECKOe JiedeHWe, HarmpaBlIeHHOe
Ha yMeHbIIeHHe O00JIEeBOr0 CUHIpPOMa (aHaJbreTHUKH,
HeCTepOUIHbIE TMPOTUBOBOCTIAIUTENbHBIE TpeIapaThl,
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Cemsauxuna A.H. u coasm. bonesnb ®abpu y neteii: aHam3 COOCTBEHHBIX HAOTIONEHNI, BO3MOXHOCTH JIEUCHUSI

MECTHbIE aHECTeTUKHW), YiydllleHue (YHKIUNA cepaed-
HO-COCYIMCTOM CUCTEMBbI U TIOYeK (aHTMApUTMUYECKHUE
U TUITOTEH3MBHBIC JIEKAPCTBEHHbIC CPENCTBA, MUMILJIAaH-
Talus BOAMTENIe pUTMa, KOPOHApHOE IIYHTUPOBaHUE,
reMoiManau3 U TpaHCIUTAaHTallUs MoYeK), Mpo(uIakKTUKy
WHCYJIBTOB M TPaH3UTOPHBIX UIIEMUYECKUX aTak (aHTH-
koarynsiHTel) [9]. st IMKBUAALIMKA aHTMOKEpPaTOM HC-
MOJIb3YIOT XXUJIKUI a30T, 3JI€KTPOKOATYJISIINIO, XUPYPIH-
YECKUE METO/Ibl U JIa3epoTepanuio.

Ileab uccaenoBaHus: TTPOBECTU aHAM3 XapaKTePHBIX
(B TOM YKCIIe paHHUX) TIPU3HAKOB Gosie3H Padbpu, pu-
BJIeYb BHUMaHUE MEeIUATPOB U Bpaueil APyrux crielraib-
HOCTEl K MalureHTaM JeTCKOro Bo3pacTa ¢ KOMILJIEKCOM
C/1a0OBBIPAXXEHHBIX CUMIITOMOB TOPAXKEHUST BEAYIINUX
OpraHoB M CUCTEM OpTraHu3Ma.

XapaktepucTtuka peteu U MeToAbl UCCNeAoBaHUSA

Ilon HaGmonEeHMEM OTIENa KIMHUYECKON TeHEeTUKHU
HWUKW nemmatpum um. akamemuka FO.E. Bensruiie-
Ba HAXOIWJWCH 6 IeTell (M3 Tpex ceMeil) B Bo3pacTte OT 5
1o 17 net ¢ 6one3Hplo Padpu: 2 MaibunKa U 4 1€BOYKM.
Bo Bcex ciyuasix 3abosieBaHME HOCUJIO CEMEMHbBIN Xxa-
pakTep M ObUIO YHAcJieJOBaHO OT poauTeseit: 4 aereit
(2 ManpuMKa U 2 NEeBOYKM) YHAcCAenoBaIu 3a00seBaHue
OT MaTepeif; 2 CBOIHBIE CECTPBI — OT oTua. [1pu aHaau3e
POIOCTOBHBIX TpeX ceMeii ¢ 6ose3nbio Madpu (puc. 1-3)
oOpallaia BHUMaHUE WX OTSITONIEHHOCTb OOJIBIITUM YHC-
JIOM ciTydaeB 3a00s1eBaHUsS — 16 OOTBHBIX B TPEX CEMBbSIX,
BKuTrOUast 6 meteir. M3 10 B3poCBIX OONBHBIX 2 MYKIMH
HaxoasaTcss Ha remomuanuse (11,4 cm. Ha puc. 2; 11,6
Ha puc. 3), IBe XEHIIMHBI TIEPEHECTN WIIeMUYEeCKHe
uHcyabThl B Bo3pacte 18 u 24 net (I1,4; 11,5 Ha puc.1).
M3 16 601bHBIX TATOTEHETUIECKYIO Tepanio TeHHOWH-
JKeHEPHBIM (pepMeHTO3aMeIlaoIIUM TIperiapaToM araji-
cunasza anbda (Perutaran) mosmyyaior 9 GOJNBHBIX, Cpeau
KOTOPBIX 3 IeTeil.

JnarHo3 6one3nb ®abpu 5 geTssM OBUT MOCTaBJIEH
Ha OCHOBaHMM TE€HEAJOTMYECKOTO aHain3a (HaJuyue 3a-
0oJieBaHUS y B3POCJIBIX YJICHOB CEMbH) U 1IeJIeHATTpaBIeH-
HOTO OMOXMMHUYECKOTO M MOJIEKYJISIPHO-TEHETUIECKOTO

o0cenoBaHus (JJabopaTopusi FTeHETUKU HACIEICTBEHHBIX
Gosie3neit ooMena BeuiectB ®I'BHY «Menuko-reHeru-
yecKMi HaydHbIN LeHTp» 1 Jlabopatopust JJHK-auarHo-
ctuku HayuyHoro 1ieHTpa 310poBbs ieTeit). Y OIHOTro pe-
6eHka u3 ceMbr Nel 60s1e3Hbp @abpu ObuIA 3aM0I03pEHA
OHKOJIOTOM U TTOATBepxkIeHa B jabopaTtopuu MT'HLI.

AKTHBHOCTh JIU30COMHOTO (PepMeHTa 0-TaJaKTO3M-
nasbl A B JefiKoluTax mnepudepuyeckoil KpoBU OIpe-
JEJISUTA TI0 CTAaHIAPTHOM METOIUKE C MCITOb30BaHUEM
XPOMOTEHHBIX U (h1r0oporeHHbIX cyocTpartos [10]. [Tomy-
YeHHbIe 3HAUYEHUST CPaBHUBAIU C peepeHCHBIMU TTOKa-
3aTeJIIMU aKTUBHOCTH (pepMeHTa.

Tenomuyo JHK Bbimensiu u3 JEHKOLMTOB TepU-
(epudeckoil KpOBHW TAIIMEHTOB C ITOMOIIbIO Habopa
peakTuBoB IS BbimedaeHuss DNA Prep 100 (DIAtom™)
MO0 MHCTPYKLMH TTPOU3BOAUTENSA. AMITTUDUKAIIIIO BCEX
3K30HOB reHa G LA npoBOaWIN METOIOM TMOJUMEPa3HOMN
LIEMTHOM peakIy ¢ TMTOCIESAYIOIINM MPSIMBIM HepaaroakK-
TUBHBIM CeKBeHUpoBaHUeM 110 CeHrepy.

Pe3ynbTathl  06cyxaeHue

TMokasatenn akKTUBHOCTH JIM30COMHOTO (hepMeH-
Ta o-TaJaKTO3WIa3bl A B JIEMKOIUTAX TNepudeprdecKoit
KpoBu TipoGaHmoB u pesynstatel JHK-aumarHoctuku
cymmupoBaHbl B Tabi. 1. Kak crnemyer u3 tadn. 1, akTus-
HOCTb (DepMeHTa 0-TaJTAKTO3MAA3bI A B JIEHIKOLIMTAX KPOBU
Obl1a CYIIECTBEHHO CHIKEHA Y IByX MAJIBYMKOB 13 CEMbU
Nol 1 He3HaUNTETHbHO — y CBOAHBIX cecTep M3 ceMbu No3.
V nByx neBouek 7 u 12 met m3 Nel m No2 cemeil coOTBeT-
CTBEHHO aKTMBHOCTh (pepMeHTa OblJla HOPMAaJIbHOM.

Tpu  MoONEKyISIPHO-TEHETMUECKOM ~ aHaJiM3e ObUIH
UISHTUOUIIMPOBAaHBI TpY MyTaluu B reHe GLA, B TOM 4yuc-
Jie iBe MucceHc-MyTaiuu (cembr Nel u Ne3) u onHa myruiu-
kanwusi (cembst No2). Bce MyTaliMy HaXOIWIUCh B 9K30HE S.

XapakTtepHble s OonesHn Pabpu KIMHUYECKUE
MpPU3HAKW, BBISIBJIEHHbIE TPU OOCJIEIOBAaHUM HAOJIO-
NABIIMXCS HAMM JieTell, TipeAcTaBieHbl B Tabn. 2. Oue-
BUIHO, 4YTO TIEPBHIMU KIMHUYECKMMU CUMIITOMAMHU
3a0os1eBaHus y aeTeil ¢ 6one3Hbio Mabpu cienyer cym-
TaTb TMOpPaXeHWe CepAeYHO-COCYANCTON W HEPBHOM

Tabauya 1. Tloka3aTeim aAKTHBHOCTH JIM30COMHOT0 (DePMEHTA 0.-FAJIAKTO3HAA3bI A B JIEHKONUTAX NepudepuuecKoil KpoBU U MoJie-

KYJISIPHO-TeHEeTHYECKHE IaHHbIe Y JeTeii ¢ 001e3nb10 Dadpu (n=6)

Table 1. Activity of the lysosomal enzyme alpha-galactosidase A in peripheral blood leukocytes and molecular genetic data

in children with Fabry disease (n=6)

o Davums, AKTHBHOCTb (DepMEHTA (-TATAKTO3MIA3bI A,
HACEIE HMs1 00JIbHOTO TG LD MKMOJIb/J1/4 (HopMa ot 1,89 MKMoIIb/1/9) b Gl INEE
3.I. 11 net, M 0,52 ¢.782G>T; p.Gly261Val
1 T.M. 5 net, M 0,51
X.M. 7 net, K B npenenax
pedepeHCHBIX 3HAUeHUI
) AT 12 net, XK B npenenax NM_000169.2: ¢.723
pedepeHCHbIX 3HaUYEeHU I dup.T
3 M.b. 17 net, K 1,86 c.644A>G; p.Asn215Ser
I1.b. 16 net, 2K 1,82
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CHCTEM, TIOYEeK M OpraHa 3peHusI, CHWXKeHUe (yHKIUU
MOTOBBIX XeJjie3. BoBlieueHMe B TMATOJOTUYECKUI MPO-
IIeCC KOXHBIX ITOKPOBOB U KEIyAOUYHO-KUIIEUHOTO
TpakTa B IETCKOM BO3pacTe BCTpedaeTcs pexe (y 1 u3 6
GOJIbHBIX), a TOSBJICHUE aHTHOKEPaTOM, TO-BUINMOMY,
XapaKTepHO TOJIbKO IS MAIBYNKOB U He OBLTIO OTMEYEHO
HaMU y JIeBOYEK.

Hapsiny ¢ THMIIHBIMEY TIpU3HAKaMU OOJIE3HU, Y psiia
JleTeil OBUTM BBISIBJICHBI HeCTelM(pUUeCKue CUMITOMBI.
Haubonee yacro ormeuanuch octeonopos (y 4 naereit)
Y TIpU3HAKW JWCIUTa3UM COSTUHUTENbHON TKaHu (y 5
GOJIbHBIX): MOBBIIIIEHWE TTOIBWKHOCTU TIOUEK, TUTTEPMO-
OWIIBHOCTh CYCTaBOB, CKOJIMO3 I'PYIO-ITOSICHUYHOTO OT-
Jiesia TI03BOHOYHMKA | crerreHn, turockoctorme. Kpome
TOTO, y JeTei OBLIM OTMEUEHBI MUOITHST/TUTIEPMETPOTIUS
ciaboit u cpenHeit crerieHn (3 mereit), TuMdboaneHora-
TUSI ¥ aHeMUsI JierKoii crerneHu (1 peGeHOoK).

Tepamuro hepMeHTO3aMEIIAIOIINM TIPETIapaToOM arai-
cunasa anbda (Peraran) nmonyyanu 3 neteit ¢ 60J€3HBIO
®abpu. TpeM 60TbHBIM OBUTO BBIIAHO 3aKJTIOUYEHUE O He-
00XOAMMOCTH TTOKU3HEHHOTO JIeYeHUs (pepMeHTO3aMe-
IAIOIINM TIpeTiapaToM Perurarai.

B xauecTBe WiITIOCTpalliM MPUBOIUM KPAaTKYIO BbI-
MUCKY U3 UCTOPUU OOJIE3HN MaTbulKa ¢ CEMEWHBIM CITy-
yaeM 6osie3Hu Padpu.

OPUINHAJIbHBIE CTATbU

Kmunnyeckoe Hadmomenne. Manpuuk 3., 10,5 e,
MOCTYIUJI B OTAEJeHWE KIWHWYECKON TeHETHKM BITep-
BbI€ TTO TIOBOJY YCTAHOBJIEHHOTO MOJIEKYJISIPHO-TEHETH -
YeCKUM MeTOIOM mauarHosa 6one3nu Mabpu. Pomurtenn
MPeIbSIBISIIN Kano0bl HA HU3KWUI pOCT pebeHKa, YTOM-
JISIEMOCTh, OECIOKOWHBIN COH, 00JIM B 00JIaCTU KUCTEH
M CTOTM, KaK MpaBWJIO, B BeuepHee M HOYHOE BpeMsl, Ha-
JINYKME TeMOpParndecKoil CBIMM Ha KOXe, MpenMylle-
CTBEHHO B 00JIACTH SITOMII.

IMpu aHanu3e pomOCIOBHON YCTaHOBJIEHO, YTO PO-
JIUTEV €3Il TT0 HAalIMOHAJTBbHOCTH, OpaK HEPOICTBEH-
HBII, oTell — 310poB. MaTh pebeHKa cTpajgaeT 60Je3HbIO
®abpu; B Bo3pacTe 18 sneT mepeHecna UIIEMUYECKUR
uHCYNbT. B ceMbe nmeercs eiie 4 OOJIBHBIX POJICTBEH-
HUKa ¢ 6one3npo Mabpu: poaHas cecTpa MaTepu, TaK-
JXe TiepeHecIIas NeMUIecKUii MHCYJIBT B 22 roaa, IBoe
ee nereil n 6adyiKa pobaHaa o MaTepPUHCKON JIMHUN
(cMm. puc.l). Kak yxe oTMmeuanoch, 1UarHo3 00Je€3HU
®abpu OBLT 3aMOIO3PEH Y MaTbuMKa OHKOJIOTOM U IO/~
TBepxkaeH B saboparopur MIHILIL, Tam ke OblIM UIEH-
TuduUIMpoBaHbl MyTauuu reHa GLA eme y 5 O0JTbHBIX
YJICHOB CEMbHU.

MajburK OT TIepBOii GepeMEeHHOCTH, TPOTEKaBIIIEi
¢ OPBM B nerkoii opme (nBaxmel Bo II u II1 Tpume-
crpax). Poabl B cpok, ¢usmonormyeckue. Macca Tena

Ea—’i -

.2 — npofang
L4 14 1,5 NL4; NS — GonesHe Datpu
1.3 — Tparmueckn norui

l | ‘

4 5

Puc. 1. PonocioBrasi cembu Nel ¢ 6ose3nbio @adpu.
Fig. 1. Pedigree of the family number 1 with Fabry disease.

/ 1

1,1 - npoGaHg
1,2; I,2,3.4 — Bone3us dalbpwu

Puc. 2. PonocnosHasi cembr Ne2 ¢ 6os1e30p10 Dadpu.
Fig. 2. Pedigree of the family number 2 with Fabry
disease.

L, 1,2; 1,2,6; 1,2 — bonesue Sabpu

Puc. 3. Pogociosnas cembu Ne3 ¢ 00.1e30b10 Padpu.
Fig. 3. Pedigree of the family number 3 with Fabry disease.
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Tabauya 2. XapakTepHble NPU3HAKY 3200J1€BaHUs Y HAOIIOJABIIMXCS eTeii ¢ 00J1e3nb10 Padpu (n=06)
Table 2. Typical signs of disease in children with Fabry disease (#=6)

IIpu3naku 6ose3Hu

Yucio 060JbHBIX

Tunoruapos

AxpomapecTe3un

TooBHast 60J1b HANIPSTKEHYST

Hapyenust cHa

[Mepuonnueckoe MOBBIIIIEHNE TEMITEPATYPHI
AHTMOKepaTOMbI

Hapyiienus cepnedyHoro purma

[IponabupoBaHue KJIarlaHOB cepLia

lactpur, ractpoayoneHuUT, racTpoasodareaabHbIi pedIroKe

XpoHuyeckas 001e3Hb Iovek, I ctanus

BOpTCKCHaH KepaToraTtus — «MyTOBYaTOC» IIOMYTHEHUE POTOBUIIBI

[ NS T NS I N

npu poxnaeHun 3250 1, miuHa tena — 53 cm. [lpu poxne-
HUU OTMEYaJIOCh MOBBIIIIEHNE TOHYCA B BEPXHUX KOHEUHO-
crsix. PanHee pa3BuTue 0e3 OTKIIOHEHUIT OT HOPMBI: TOJIO-
BY CTaJI IiepKaTh ¢ 2 MeC KU3HU, CUIETh — ¢ 6 MeC XKM3HU,
XomuTh — ¢ 14 Mec xku3Hu. Peub rmosgBuiace ¢ 1 rona.

C poxnenust 1o 4 et HaboOmancsa y HEBPOJIO-
ra 1o TIOBOAY TepUHATaJbHOW dHIedanmomaTuu.
B Bo3pacte 4 net Bnepsble 1—2 pa3a B roj CTajJl BO3-
HUKATh BMU30AbI MEPUOIUYECKUX MOABEMOB TEM-
nepatypbl 10 38°C MpOMOJIKUTEIbHOCTBIO 10 2 Mec.
B »T0 Xe BpeMsi oOGpaTuiu BHUMaHHWE Ha YBEJIU-
yeHue JIUM@OY3T0B, MPEUMYIIECTBEHHO ITOIMBI-
IEeYHbIX W MOAKIIOYMYHBIX. [Ipu oOciemoBaHUU
y pebeHka oOHapyXeHa aHeMUsI JIETKOW CTeMNeHwu.
B 7 netr Ha ¢doHe mpueMa aHTUOMOTUKOB ITOSIBUIIMCH
BJIEMEHTBI TEeMOPPaTUYECKOM CBHITIA B 00JACTU JIEBOU
siroputibl. C 7 1o 9 et orMevanoch HapacTaHUe MHTEH-
CUBHOCTH KOXHBIX BBICBITIAHUH, B CBSI3U C Y€M MaJTbUMK
ObLT TIPOKOHCYJIBTUPOBAH OHKOJIOTOM, KOTOPBIN aua-
THOCTHUPOBAJ aHTMOKEPATO3 JIEBOU MOSICHUIHO-SITOANY -
HOW objrlacTh, MTuM@OoaIeHONaTHIo HeSICHON 3TUOJIOTUM
U BIIEPBBIC MPEATNOJI0XUI HaTuuue y pedbeHka 0oJie3HU
®abpu. B nabopatopuu reHETUKU HACIEACTBEHHBIX
6one3Heit oomeHa BemectB ®TBHY «Meauko-reHe-
TUYECKHWI HayYHBII LIEHTP» OBIJIO BBISIBICHO CHUKEHHE
AKTMBHOCTHU JIM30COMHOTO (hepMeHTa o-TalaKTO3Maa-
36l A B JeiikonuTtax g0 0,52 MKMoJIb/J1/4 (TIpy HOpMeE
ot 1,89 MkMosb/11/4) U B 9k30HE 5 reHa GLA obHapyxe-
Ha mucceHc-myTanus ¢.782G>T (p.Gly261Val) B remu-
3UTOTHOM COCTOSTHUM, CBsI3aHHasi ¢ 6oyie3Hbio Pabpu
(cm.Tab6:.1). ITo moBomy naHHOTO 3a00JIeBaHUsI peOEHOK
ob11 rocniutanu3supoBad B HI3/l, rae Ob1o BBIIAHO
3aKJTI0YeHNE O HEOOXOIMMOCTHU TTOXKU3HEHHOTO Ha3Ha-
YeHUs] MaJIbYUKy MaTOTEeHETUYECKOTrO JIeYeHUsI TEHHO-
WHXEHEPHBIM (epMeHTO3aMelalonuM TperapaToM
Pennaran (arancupasa anbga) B mose 0,2 mr Ha 1 KT
MaccChl TeJla BHYTPUBEHHO | pa3 B 2 Hell.

[Tpu nocryrmieHun pedbeHKa B Hallly KIMHUKY €ro CO-

CTOSTHUE PAacCIICHUBAIOCH KaK CPEeTHETSDKEI0e TT0 OCHOB-
Homy 3abojyieBaHuto. [lokazarenu ¢uznyeckKoro pasBu-
THUST OBUIM HU3KMMU TapMOHUYHBIMU: IJTMHA Tena 134 cm
(3—10-i1 mepueHTunb), Macca Ttena 29,8 xr (10—25-it
nepueHTWIb). O0palanu Ha ce0si BHUMaHUE CIIeyIoIne
(GeHoTUTIMYeCKEe 0COOEHHOCTU: KOPOTKAs IIesl, TIOTHBIE
ryOBbl, TUTIEPITOABUKHOCTD TIJICUEBBIX CYCTABOB, CKOJIMO3
TPYIHOTO U TTOSICHUYHOTO OT/AEIOB TTO3BOHOYHMKA | cTe-
TMeHU, TIOCKOBAJIbIyCHAsA YCTAHOBKA CTOTII, HAJIMYWE aH-
TMOKepaTOM Ha SITOAMIIaX U BEPXHEH TpeTH JIeBOro beapa
(puc. 4, 5). IlcuxoMmoTOpHOE Pa3BUTHE MaJIbUUKA COOT-
BETCTBOBAJIO HOPME.

O06cnenoBaHue cepiilia ¢ MOMOILbI0 (DYHKIIMOHATbHBIX
METOJIOB BBISIBUJIO HapylIeHUE BHYTPIKETYI0YKOBOTO
MPOBEICHYS TI0 TIPAaBOit HOXKe ITy4Ka [ica; CMHHIpOM paH-
Hell permoyisipu3alui KeJTyT0YKOB; TTOBBIIIIEHUE SJIEKTPHU-
YeCKOI aKTUBHOCTH JIEBOTO KeJTyI0YKa; HapyIIeHne Tpo-
1IECCOB PETOISIPU3alY B BUIE MHBEPCUHN/CTITaKEHHOCTH
syoua 7, aVF. Cros: MUTpaLys CynpaBeHTPUKYISPHOTO
BOIMTEJSI pUTMA OT CUHYCOBOTO JIO TIPEICEPIHOTO, He3HA-
YUTEJIbHAs apUTMUST ¢ TIEpUOIaMK YMEPEHHOM Opamukap-
TN, 4acTOTa CEepAEYHBIX COKpaleHuii 61—71 B MUHYTY.
ITo nanHBIM 3X0Kaparorpacur OOHAPYKEHBI CIIEAYIOIINe
HapyIIeHUS: y9aCTKN HEKOMITAKTHOTO MUOKapaa 0 2 MM
0 HIDKHEW CTEHKE W TepeTHENeperopoIoyHOMY CETMEH-
Ty JIEBOTO eJTylToYka B 0a3aTbHOM OTIeJIe; paclIupeHne
JIEeBOI KOPOHAPHOI apTepuu 10 5 MM; TUC(HYHKITUS XOPIT
MWTPAJIbHOTO Y TPUKYCTTUAATBLHOTO KJIATTAaHOB C PETypri-
Tareir 1+. Pasmep JieBOro eiymouyka COOTBETCTBOBAI
BepXHEN rpaHUIe HOPMBI.

VibpTpa3ByKoBOE CKAHUPOBAHKWE OPTaHOB OPIOIITHOM
MOJIOCTU M TIOYeK OOHAPYKUJI0 HOpMaJbHbIE pa3MephbI
MeYeHW ¢ OOBIYHOM 3XOTEHHOCTHIO TTAPEHXUMBI; YTOJ-
IeHWe CTEHOK BOPOTHOM BEHBI U €€ BETBEl; aHOMa-
JNI0 (DOPMBI U YBEJTMYEHUE KETIHOTO MY3bIPST C YTOJI-
IEeHWEeM eTO CTeHOK; yBeJIWYeHUe Me3eHTepUadbHBIX,
MmapaaopTaJbHBIX TUMOOY3IIOB U TUM(DOY3JI0B B BOPO-
Tax TMeYeHW; yBeaudeHue U Aud@y3Hbie M3MEHEHUS
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TTOKETYIOYHOM 3KeJe3bl; KOCBeHHBIC TMPU3HAKM Ta-
cTputa (comepXuMoe B XKeJyIKe W TBeHaIIaTUIIePCT-
HOI KUIITKe HATOIIAK); CIIJICHOMETAJINIO; YBETUIeHNE
o0beMa TIOYeK C HaJIWYMeM MHOTOKaMEepHOUW KUCTHI
B MPaBOii MOYKE.

[Ipr MarHUTHO-PEe30HAHCHOW TOMOTpacduM TOJIOB-
HOTO MO3Ta TIaTOJIOTUIeCKUX W3MEHCHUU MarucTpaib-
HBIX apTepuii He OOHApYXKeHO; BBISIBJICHA YMepeHHast
ACUMMETPUS U M3BUTOCTh WHTPAKPaHUAIBHBIX OTICIIOB
ITO3BOHOYHBIX apTepuit. B pesynasraTe peHTIeHOIOTH-
YEeCKOTO WCCIIeNOBAaHUS KOCTHOM CHCTEMBI YCTaHOBJIICH
YMEpPEeHHBIN OCTEOIOpO3, OTCTaBaHWE KOCTHOTO BO3pa-
cta. Ilo maHHBIM 330(haroracTpomyoJeHOCKOTINHN THa-
THOCTHMpOBaHa ractpoa3odareanbHasi pedurokcHas 00-
JIe3Hb 0e3 230daruta, OyJ1bOUT, TyOEHUT.

OKyauCTOM ObUTa BBISIBJICHA THIICPMETPOTIUS Clia-
0O0Ii CTETeHW C TUTIEPMETPOITMUECKUM aCTUTMATH3MOM,
«BeepooOpa3HOe» MOMYTHEHNE POTOBUIIBI 000X TJ1a3.

KimmHnaeckne aHamm3bl KPOBW CBUICTEIHCTBOBAIN
0 HeOosbIION Xene30AePUIUTHON aHeMuu (reMorIo-
6un 106—112 r/m1). B KIMHWYECKUX aHAM3aX MOYU OT-
KJIOHEHUI1 OT HOpMBbI He oOHapyxkeHo. [Ipu Guoxumuue-
CKOM HCCJICTOBAHUN YCTAaHOBJICHO HEOOIBIIOE CHIDKEHUE
VPOBHST CBIBOPOTOYHOTO 3KeJie3a — 6,3 MKMOJTb/JT (HopMa
6,6—28,3 MKMOITb/JT) ¥ TIOBBIIIIEHUE cofepkaHus C-peak-
TUBHOTO 6enka 10 19 Mr/in (Hopma 1o 5,0 mr/m). B 6noxu-
MUYECKOM aHaJIN3¢ MOUYM 3apeTUCTPUPOBAHBI TTOBBIIIICH-
HbIe TIOKa3aTeJM KJIMpeHca HeopraHmdyeckux ¢ocdaron
(3,42; nHopma 0,8—3,2) 1 ypatoB (0,76; Hopma 0,26—0,44).

KoHcynbraiuss Hedposora ycTaHOBUJIA HaJIUdue
y pebeHka BTopnuHoro (Ha ¢doHe Gone3nu Mabpu) mo-
pakeHUsI TIOYeK: XpOHUYecKasi 00JIe3Hb MovekK, | cranus;
HedpomeTanusi; CoTUTapHasT KUCTa TIpaBoit mouku. dep-
MAaTOJIOT TIOATBEPAWII TUATHO3 aHTUOKEPATOMBI.

Takum o0Opa3zoMm, y peOeHKa WMENINCh CIeMYIoIIne
KIMHUYECKUE TPOSBIeHUsT Oose3Hn Padpu: 3MM301IbI
TTOBBIIIICHUSI TEMTIEPATYpPhl, CHIDKEHUE TTOTOOTICIICHNSI,
AHTMOKEPATOMBI, aKPOITapeCTe3NH, TPECUMYITICCTBEH-
HO B HOYHOE BpeMsl, TIPU3HAKU TTOPaKeHUS CepIeTHO-
COCYIUCTON CHUCTEMBI, TIOUYEK, XEITYIOTHO-KHUIIECTHO-
TO TpakTa W Tiia3. JlmarHo3 TIOATBEPXKIEH BBHISIBICHUEM
HM3KOW aKTUBHOCTU 0-TaJlaKTO3WAa3bl A B JICHKOIIUTAX
U natoreHHoi Mytauuu B reHe GLA. Hanuuue numdo-
aJICHOTIaTUH, TIEPUOJUICCKUE OIU30IBI TTOBBIIICHUS
TeMIlepaTypbl, CONpoBoxaaoluecs ygeauuenuem CO9,
xene3oneUIMTHAS aHeMUSI JIETKOW CTETeHW OOYCIIOB-
JIUBAJIM HEOOXOIMMOCTh MpoBeAaeHUs auddepeHIanb-
HOTO IMarHO3a C OHKOJIOTUIECKUMU 1 MH(MEKITMOHHBIMU
3aboneBaHUsAMU. KOHCYIBTAIIUST HETCKOTO TeMaToJora-
OHKOJIOTa, HOPMaJIbHbIe MOP(OJIOTHUECKIE TTOKa3aTeTn
6uomnrata JUMMAaTUIECKOTO Yy3/1a TTO3BOJIMIN WCKITIO-
YUTH y MaJbuMKa 3JI0KaYeCTBEHHOE HOBOOOpa3OBaHUE.
ITpu nomosHUTENbHOM O00CIeIOBaHUN ObLT UCKIIIOYEH
psin MHMEKIMOHHBIX 0OJIe3HEH: TOKCOIIa3mMo3, 0oppu-
JIN03, 9XMHOKOKKO3, Opyliesies3, TyOepKyies.

B xMHWKe MaTbuMK TIOMydYal IAaTOTEHETUIECKYIO
(bepMeHTO3aMEIAIONIYIO Teparnuio TpernapatoM Perura-

OPUINHAJIbHBIE CTATbU

rai (arasicunasa anbda) B no3e 0,2 Mr Ha 1 KT Macchl Tesia
(2 pnakoHa mpenapara Ha OHO BHYTPUBEHHOE MUKPO-
CTpyiiHOE BBEICHUE), MEIMKAMEHTO3HBIC IIpeIraparsl,
HampaBJIeHHBIE Ha YIIy4IIeHWe CepaeTHO-COCYINCTOMN
NEeSITeIbHOCTH  (TTAaHAHTWH, MAarHepoT), OIMOPHO-IBU-
rarejbHoro anmapara (amba D,-TeBa, OCT€OreHOH),
KETYTOYHO-KUIIIEYHOTO TpaKTa (mueTa, KeTdeToHHast
u depMeHTHas Tepanuu). B pesynsrate nmpuMeHeHUsI
KOMILTEKCa JICUCOHBIX MEPOTPUSATUI OTMEUYeHa TIO0JIO-
KUTETbHAS TUHAMWKA, TPOSBISIONMIASCS YBETMUCHUEM
TJIYOMHBI ¥ TIPOJOJDKUTEIEHOCTA CHA MaibuuKa, TpaK-
TUYECKN TIOJTHBIM WCUE3HOBEHHMEM aKpOIlapacTe3wid,
TTOBBIIIICHUEM alTeTUTa ¥ SMOIIMOHAIBHOTO TOHYCA pe-

Puc. 4. Maapuuk 10,5 net ¢ 60Je3nbio Padpu.
Fig. 4. Boy of 10.5 years old with Fabry disease

Puc. 5. AHTHOKepaTOMbI HA ATOIUINIAX W BEPXHEi TPETH JEBOTo
oeapa y masibunka 10,5 ner ¢ 6oe3nbio @adopu.

Fig. 5. Angiokeratomes on the buttocks and the upper third of
the left thigh in a boy 10,5 years old with Fabry disease.
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OeHKa, HapacTaHWEM JIBHUTATEeJIbHOW aKTMBHOCTU W WH-
Tepeca K okpyxatoiiemy. [To tTaHHBIM (DYHKIIMOHATBHBIX
METOJIOB MCCJIEIOBAHUS MCYE3TM KOCBEHHBIE MPU3HAKU
racTpoayoJeHUTa (OTCYTCTBHE COAEPKUMOTO B KEITyIKe
1 IBeHAALIATUIIEPCTHOM KUIITKe HATOIIAK).

B Hacrosiiiee Bpemst 5 U3 6 GOJIBHBIX B 3TO CeMbe
nojydyaot (epMmeHTo3amenlaloumii npenapat Perna-
ran (cpeau HUX 3 geTelt, BKouasi mpobanHaa). badyiika
MaJiburKa M0 MaTePUHCKOM JTMHUM XKajo0 He MpeabsB-
JISIET ¥ TATOTEHETUIECKYIO TePANUIO He TIOJTyJaeT.

CeMbe mpoBeneHo 3(PpHeKTUBHOE MEIUKO-TeHEeTUYe-
CKOE KOHCYJIETUPOBaHWE, COOOIIEHO O BBICOKOM DPHCKE
(50%) TTOBTOPHOTO POXACHUS Y CYMPYKECKON maphl Je-
Teil ¢ 6one3Hnio Padbpu. Terke npobaHga MO MaTepUH-
ckoit imHum (11,5 Ha puc. 1), cTpanmarwoiieii 60Je3HBIO
®abpu M MMeoIIeil TBOMX AETei ¢ 3TOW IMaTOJOTHEH,
ObUIO OCyIIECTBIEHO 3(PPeKTUBHOE MEAUKO-TEHETH-
yeckoe KoHcysnbsTupoBaHue. Ha cpoke 11 Hex GepeMeH-
HOCTHU Y XEHIIWHBI ObLT B3SIT OMONTAT XOPMOHA, HA Ma-
Tepuasie Kotoporo TipoBeaeHa JIHK-muarHoctuka
U YCTAaHOBJIEH MYXCKo¥ o miona. B rene GLA oGHapy-
skeHa MucceHc-myTanust ¢.782G>T; p.Gly261Val, xapak-
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Hcemounuk punancuposanus:

Hccnedosanue nposedeno 6 pamkax unancuposanus loc-
3a0anus «AHAAU3 KAUHUKO-2eHemUYecK020 NoAumMophusma
UHBANUOUBUDYIOUWUX MOHOREHHBIX 3a001e6aHull y demell 05
NPOCHO3UPOBAHUS UX MeUeHUsl U OnpedeneHlst MOAeKYASP-
HbIX MUuleHell 045 ONMUMU3ayuL neveHus»

Kounghauxm unmepecos:

Asmopbl danHoll cmambu h0OMeepoUaU OMCYMcmeue KoH-
(aukma unmepecos, PUHAHCOBOLL UAU KAKOL-AUO0 UHOLL
noooepickL, 0 KOMopbIX He0OX00UMO COOOUUMb.

TepHast JUTsl O0JIbHBIX YJIEHOB 3Toi cembu. O pe3ysbrarax
MOJIEKYJIIPHO-TEHETUYECKOTO HMCCIIeOBaHUs KEHIIMHA
Obljla TOCTaBJIEHa B U3BECTHOCTD, MOCJIE YEro OHa MpU-
HsIJIa pellieHre O TTpepbIBAaHUN OEPEeMEHHOCTH.

3aknovyeHue

Pa3paboTtka maroreHeTnueckoil epMeHTO3aMeIaio-
meit Tepanuun 6oe3Hn Pabpu 00YCIOBINBAET BAXKHOCTh
ee paHHel auarHocTuky. 1o HalMM TaHHBIM, K paHHUM
Mpu3HaKaM OOJIe3HN OTHOCSTCSI HEMOTUBHUPOBAHHAST TH-
nepTepMus, TUMOMYHKIUS TIOTOBBIX Kejle3, KOXKHBIE
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TeHeTWJYeCKasT TUArHOCTUKA JaeT BO3MOXKHOCTb YCTAHO-
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B Takoii cuTyalMy matoreHeTHUYECKast Teparust CrmocooHa
NpeaynpeanTh mporpeccupoBaHue Oose3Hu. Kak rmoka-
3aHO B TIPUBEIEHHOM TIpUMepe, BBISIBJICHUE Y MpobaHa
MyTauuu B reHe GLA Cy)XUT OCHOBAaHUEM JIJIsl 00CIIe10-
BaHUS APYTUX YICHOB POJOCIOBHOM M OKa3aHUST UM JIeii-
CTBEHHOI MEINKO-TEHETUUECKOI TTIOMOIIIN.

6. Germain D.P. Fabry disease. Orphanet J Rare Dis 2010; 5: 30.
DOI: 10.1186/1750-1172-5-30

7. Banikazemi M., Bultas J., Waldek S., Wilcox W.R., Whit-
ley C.B., McDonald M., Finkel R. et al. Agalsidase-beta thera-
py for advanced Fabry disease:a randomized trial. Ann Intern
Med 2007; 146: 77—86.

8. Mehta A., Beck M., Kampmann C., Frustaci A., Germain D.P.,
Pastores G.M., Sunder-Plassmann G. Enzyme replacement
therapy in Fabry disease: comparison of agalsidase —alfa and
agalsidase — beta. Mol Genet Metab 2008; 95: 114-115. DOI:
10.1016/j.ymgme.2008.07.002.

9. Sestito S., Ceravolo F., Concolino D. Anderson-Fabry disease
in children. Curr Pharm Des 2013; 19(33): 6037—6045.
10. Blau N., Duran M., Gibson K.M. Laboratory guide to the

methods in biochemical genetics. Springer book, Springer
Vertag Berlin Heiderberg, 2008; 860.

Received on 2017.12.05

Source of financing:

The study was carried out within the framework of state
Funding «Analysis of clinical and genetic polymorphism
of disabled monogenic diseases in children to predict their
course and identify molecular targets

Jfor optimizing treatment»

Conflict of interest:

The authors of this article confirmed the absence conflict
of interests, financial or any other support which should be
reported.

POCCUVICKVI BECTHUK MEPUHATOJIOMV U MEANATPUM, 2018; 63:(1)

ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2018; 63:(1)

77




