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Pesrome

Bonesup Pabpm — pefKoe HACNENCTBEHHOE 3a00-  KIVMHWYECKVX TposABneHni 6onesny Pabpu ABa-
JleBaHMe, OTHOCAIIeeCs K TM30COMANbHbIM 6071e3-  F0TCA 60/ B 06/TaCTH NaybIIeB PYK M HOT, TafJOHeN
HsIM HaKOIUIEHN, CLIETJIEHHOe C X-XPOMOCOMOIL. ¥ CTOIL, ¥ MHOTTA IMUTHPYIOT PEBMaTOIOTMYeCKIe
bBonesup ®abpu NpMBOAUT K HApYUIEHNIO 00-  3abo/eBaHIA, YTO TPpebyeT OT PeBMATONIOrOB JI0-
MeHa IMIMKOCQUHTOMNINIOB BCIEACTBUE He-  CTaTOYHBIX 3HAHWIT O JaHHON maTonorui. B crarbe
LOCTAaTOYHOCTU WJIM OTCYTCTBMA (pepMeH- IIpefcTaB/IeH ceMelHblii caydait 6onesnu Pabpu
Ta a-rajakTo3npasbl A. ODTHMMM M3 IEpBbIX B IIPAKTHKE HETCKOTO Bpada-peBMATONOra.
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Summary

Fabry disease is a rare hereditary disease related ~ of Fabry disease is pain in the fingers, toes, palms
to lysosomal storage diseases, linked to the X  and feet, and sometimes imitates rheumatolog-
chromosome. Fabry disease leads to disruption  ical diseases, which requires rheumatologists to
of glycosphingolipid metabolism due to defi- have sufficient knowledge about this pathology.
ciency or absence of the enzyme a-galactosidase ~ The article presents a family case of diagnosis
A. Fabry disease is a multisystem progressive  of Fabry disease in the practice of a pediatric
disease. One of the first clinical manifestations  rheumatologist.

Key words: Fabry disease, a-galactosidase, children, arthralgia, proteinuria, ¢.1235_1236 del:
p.Thr412serfs, GLA gene



BBenenue

Bonesup ®abpu (OMIM 301500) [1], — penkoe
reHeTMYeCKN JIeTEPMUHMPOBaHHOE 3a00/€eBa-
HMe ¢ X-Clell/IeHHbIM TUIIOM Hacle[JOBaHU s, U3
TPYILIBI TM30COMHBIX O0/Ie3Hell HaKOIUIeHu [2].

Bonesup ®abpu — ofjHO U3 HamboIEe 4aCTO
BCTpeYaIoNXcs opQaHHbIX 3a00/IeBaHNIL, pa3-
BMBaloIleecs KakK y JieTell, TaK U Y B3pOCTBIX,
9aCcTOTa KOTOPOTO BapbMpyeT B IMPOKUX Npefie-
nmax — ot 1 Ha 117000 go 1 Ha 476 000 >XxMBBIX
HOBOPOXIEHHBIX [3].

ABnasce X-cuenneHHsM 3abonmeBaHmeM
BCJIeICTBIE NTATOT€HHOIO BapuaHTa reHa GLA,
KOJVIPyIOIIero epMeHT a-rajJakTo3Ua3y, pu-
BOZIUT K CHVYKEHMIO U/ ITIOTHOMY OTCYTCTBUIO
AKTUBHOCTY JAHHOTO (hepMeHTA C HAKOIIJIEHEM
IIMKOCOUHTONMUINOB B Pa3/IMYHbIX OpraHax
U TKaHAX. [109TOMY MY>XYMHBI 60/IEI0T BCerzia
C pa3BepHYTON KIMHNYECKOI KAPTUHOM. Y KeH-
LIVH TedeH e 3a00/1eBaHMsI MOXKET BapbMPOBATh
0T 6€CCUMIITOMHOTO 10 BBIPA)KEHHOW CUMIITO-
MAaTUKIY, aHAJIOTMYHOI MY>KCKOII [3, 4].

ITpu 60ne3ny Pabpu IpOUCXORUT HOPAKEHNE
LIeHTpaJIbHON 1 Iepudeprieckoil HePpBHOI CU-
CTEMBI, TI0YEK, CEPAIIA, )KeTYLOIHO-KUIIEIHOTO
TpaKTa, OPraHOB 3peHuUA U CIyxa. JaboneBaHue
HOCUT NPOTrPeCCUPYIOMINUI MYIbTUCUCTEMHBIN
XapakTep, C MOCNeIYIOIIMM CHY KEeHEM Kade-
CTBa U IPOJO/KUTEIBHOCTY XU3HHU. bes neue-
HIA IETaNIbHBIN UCXOJ, KaK IPAaBUJIO, HACTYTIAeT
Ha 4-5-M [lecATUIETUN XU3HU OT CepAeYHO-
COCYJMCTBIX, LIepeOpOBacCKyIAPHBIX OCIOXK-
HEHUIT VIV TIOYE€YHOI HeJOCTaTOYHOCTH [3, 5].

OpHuM 13 Hanbomee paHHUX CUMITOMOB
6onesun ®abpu aBnAercs nepudepudeckas
HellpomaTnyeckas 601b, KOTOpast MPOSIBIIS-
eTcA B IByX BapMaHTaX: B BUJIe XPOHMYECKOI
XKrydeit 6071 B 00/1aCTU NajblieB PyK U HOT,
JIaJloHell U CTOII U/IM B BUJIe TaK Ha3bIBaeMbIX
«KPU30B», KOTOPbIe J/IATCA OT HeCKOIbKUX MU-
HYT JI0 HefleNb, M TPOBOLMPYIOTCA M3MEHEHNEM
TeMIIepaTyphl Tea, CTPeccoM, PU3UIecKUMU
Harpyskami [3, 6]. OTIM4IMTeIbHBIM IPU3HAKOM
TAKOI OOJIU SIBJISIETCS TIOXOM OTBET Ha aHaJIb-
reTVKY ¥ HeCTepOM/ IHble IPOTYBOBOCIA/INTE/Ib-
Hble ITpenaparhbl. bomb MoXeT omymaTbcsa Kak
60/Ib B CyCTaBaX, XapaKTepHas IJIs apTPUTA.
MexaH13M HellpOIIaTI4eCcKOil 60/ CBA3aH € Ha-
KOIIJICHMEM ITaTOJIOTMYeCKOro CybcTpara — IIn-
KOCUHTOUIIN/IOB B aKCOHAX HEPBOB, TAHTIM X
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3aJIHMX KOPEIIKOB U TIOBPEXIEHNEM METKIUX
HEPBHBIX OKOHYAHMIT. TOYHBIN MEXAaHU3M JJaH-
HBIX I3MEHEHNII 10 KOHIIA He u3ydeH [3].

Elile oMHUM XapaKTepHBIM IIPOSIBIEHIEM TIe-
pucdepuyueckoil HeilponaTun sABIAETCA OO
B KMBOTE I Ayapes, KOTOPbIe YCUMNBAKTCS
ocrte premMa muinu. Y 60MbHBIX, KaK IPaBUIIO,
B aHA/IM3aX KPOBM OTCYTCTBYET IIOBBILIEHIE
C-peakTUBHOTO MPOTENHA M CKOPOCTU OCefa-
HysA opuTpouuToB. CO CTOPOHBI MUIIEBAP-
TEeIbHON CUCTEMBI He GbIBaeT KPOBOTEUEHUIT
U3 XKeNTyJOYHO-KUIIeYHOTro TpakTa. [Ipu mpo-
BeJIeHNM KOIOHOCKOIMM U GUOpOracTpopyose-
HOCKOIIVMM He BBISIB/ISIETCS HUKAKUX OTK/IOHEHMIL.
IToaTomy, maIMeHTBI C CUHPOMOM pasfparkeH-
HOTO KMIIEYHMKA U Lle/IMaKueil — KaHUAaThl Ha
uckmoyenne 6onesnn Pabpu [3].

Ba’kHO OTMETUTH BOB/IEYEHME B [IATOIOT M YE-
CKUIT Ipotiecc MMMQATUIECKOI CUCTEMBI U TIOTO-
BBIX XeJie3. PasBurue numdeneMpl IpOUCXOIUT
BC/IE[ICTBUM OTIOKEHNSA IIMKOIUIIAOB B CTE€H-
Kax muMdaTnIeckux cocynon. JIumbenema
MIPOSIBIISAETCA B MOIPOCTKOBOM BO3pacTe u 6e3
JIe9eHVs IPUBOAUT K TPOPIUIECKUM HapyIile-
HUSM U OCTIOKHEHWSM B BUTIE IPUCOEIMHEHSI
BTOPUYHO MHPEKINN C PAaSBUTHEM POXKICTOTO
BOCTIAJIEHMS U cercuca. [Ipu mopaxeHun 1o-
TOBBIX JK€JI€3 BOSHUKAET CHVDKEHIE VI IIOTTHOE
mpeKpalieHne MOTOOT/ENIEHN I 13-3a HAKOTIJIe-
HUS TIMKOJIMIIU/IOB B HUX U B CTEHKAaX KPOBOC-
Hab>XaIoOIIX UX COCYAOB [3].

Y 60/bHBIX MOT'YT HaOIIOAATHCSA KOSKHBIE
MIPOSIBNIEHN S B BUJIE AHTMOKEPATOM — KOXKHBII
JIepMaTo3 B BUJle HOBOOOPA30OBAHUIT HA KOXKe
PasIMYHOTO padMepa, KPaCHOBATOrO, KOPMY-
HEBOTO VM TOYTY Y€PHOTO I[BETA, COCTOAIINX
U3 PACUIMPEHHBIX CYOaINiepMaTbHBIX KaIIUII-
JIIPOB ¥ COTIPOBOXK/IAIOI[MXCS TUTIEPKEPATO30M
U APYTVMMU HapyLIeHnsiMy oporoBenyst. Odaru
Ha Havya/IbHOM CTaUM [IJIOCKIE, GO/IEE CBETIIONO
L[BETa I JIerye MopganTca okarnio. C TedeHneM
BPEMEHU OHU TEMHEIOT, CTAHOBSITCS TBEPKE
U CJIeTKa TIPUTIOJIHATHI HAJl TIOBEPXHOCTHIO KOXKIL.
Vznro6nenHas nokanusanus Ha 6empax, Aromau-
11X, IIaXOBO-MOIIOHOYHOI 06/IaCTI U TOIEHSIX,
MOTYT BHEIIIHe HATIOMIHATh FeMOpPParndecKuii
BacKy/auT. IIpy rucTomOrn4eckoM NCCIefoBa-
HUY AHTMOKEPATOMBI BBIT/IAIAT KaK MOBEPX-
HOCTHbBIE aHTMOMbI, BO3HUKAIOLE BCAENCTBIE
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MaCCUBHOTO ITOBPEX/IeHU I S9HOTENNOLUTOB
COCYJI0B KOXKM C Pa3BUTVEM AMUTaTallNU COCYLOB
IepMbl. VX KOIM4ecTBO 11 pa3Mephl € BO3PacTOM
MOTYT BapbUpoOBaTh [3].

ITatorenes pas3Butus Lepeb6poBaCKyIAp-
HBIX HAPYIIEHWIT U TIOPaXKeHNs I0YeK CBsI3aH
C HaKOIIEHMeM IaTOJIOTMYeCKOro cybcTpara
B 9HJOTE/INY COCYHOB U MOJOLNTAX, C IIOCTIe-
AYOIIVM Ppa3BUTHEM BOCIAIUTETbHOIO IIPO-
Ijecca B MHTUMO-MeJMalbHOM C/I0€ CTEHKU
COCYZOB, IIIOMepyApHOro ¢pubposa u Tybdyno-
nHTepcTunaabuoro pubposa [7].

Jns 6onesnu @abpy xapakTepHO pasBUTHE
TPaH3UTOPHBIX UIIEMUYECKUX ATAK, MIIEMU-
YeCKUX U TeMOpPpPAarndecKux MHCYIbTOB (Tak
JKe 110 TUITY «HEMOTO» WHCY/IbTa) B MOJIOJIOM
Bo3pacre (B 20-50 j1eT), KOTHUTHBHbIE Hapy-
[IEHW S, IPOABIAIOIINECS B BUIE CHUKEHU S
BHUMAHUS, TAMSITH, TETPECCUN, TPEBOKHBIX
PaccTpONICTB, 04arOBBIX IIOPa)KeH I TOJIOBHOTO
Mo3ra. MUKPOCTPYKTYypHBIE N3MEHEHNS [IPO-
IpeccupyoT ObICTpee y MY>KUMH 110 CPaBHEHIIO
¢ KeHuHaMu [8].

ITopa’keHMe movyeKk Ha paHHell cTaguu 60-
JIe3HU NIPOSBJIAETCS B BUJLe MUKPOAIbOyMMU-
Hypuu. C BO3pacToM YpOBeHb Oe/IKa B MOYe
MOXKeT HapacTaTb, IOABIAIOTCSA KaHa/IbIleBble
HapyLIEHVs, TyOy/IO-NHTEPCTUI{MATBHBII (U-
6po3, ¢ IOCTENEeHHBIM CHIDKEHEM QYHKIIUN
MTOY€EK, YTO TIPUBOIUT K TEPMUHANIBHON ITOYed-
HOJI HeIOCTATOYHOCTY M HEOOXOJIMOCTY IIPOBe-
IeHUsI 3aMeCTUTE/IbHOI T0YedHOI Tepanui [9].
[ToparxkeHue cepalia ABIAETCA IPOrHOCTUIECKY
He6IaTONPUATHBIM IPU3HAKOM U IIPOSIBIISIETCS
B BUJie TUIePTPOUY IeBOTO XKeTy[ouKa C pas-
BUTHUEM TUTIEPTPODUIECKON KAPIMOMUOIIATITL,
dbopMupoOBaHUEM XPOHIYECKOI CepAedHOIl He-
mocraToyHocTHu [3, 10].

OpunM u3 cnennuduIecKux CUMIITOMOB TIO-
pakeHI s OpraHa 3peHusA I cIyXa Ipu 601esHI
Dabpu ABIAETCA MyTOBYATOE IOMYTHEHNE PO-
TOBMIIBL, 3aiHAA CYOKaICy/IsApHasA KaTapakTa
U pasBUTIE CEHCOHEBPAIbHOI TyroyxocTu [11].

Bonesup ®abpu nposaBisAeTcs yxe B JeTCTBE,
HO B OOJ/IBIIMHCTBE C/TyYaeB Haya/IbHbIe CUMIITO-
MBI UMEIOT HecrennduuecKnit XapakTep u pac-
LIeHVBAIOTCA KaK M30/IMpOBaHHAasA AaTOMOT YA
Heitpomarust TOHKMX HEPBHBIX BOMTOKOH MOYKET
OBITD eIMHCTBEHHBIM CMITTOMOM 3200/IEBAHMSI
KaK B IeTCKOM, Tak 1 B 3pesioM Bo3pacte. Co
BpeMeHeM IIPUCOeAVHSIIOTCS IOPAXKEH NI IPYTUX

OPraHOB I CUCTEM, II09TOMY BpeMs IOCTaHOBKY
IMarsosa yaauHseTcs [3, 12].

Ecnu 607111 B TaJJOHAX U CTONIAX BeOITUPYIOT
B BO3pacTe JO TPeX JIeT, TO 9TO IIPOABIIACTCA
B BIfJIe BBIPa)KEHHOTO OeCIoKoicTBa pebeHKa,
ncrepuku. CTout oOpaTutTh BHUMaHNUE HA TO,
4TO peGEHOK YCIIOKaMBAETCs IIPU HAXOXKAECHUN
B IIPOXJIJTHOIT BOJIE VJTU IIOCTOSTHHO JIOXKITCS Ha
IPOX/IaJHYIO IOBEPXHOCTD, YTO ABNAETCH KOC-
BEHHBIM IMAaTHOCTIYECKUM IIPU3HAKOM O0JIe3H!
®abpu. [17151 B3pOC/IBIX TALMEHTOB CYIECTBYIOT
LIKAaJIbI JI/Is1 OL[EHKNU CTEeleH) BBIPa’KeHHOCTHU
CUMIITOMOB 1 IpOTpeccupoBaHus 3abonesa-
Hus: Mainz Severity Score Index (MSSI) u Fabry
Outcome Survey Mainz Severity Score Index
(FOS-MSSI), a Tak>ke CTaHAAPTHbIE OIIPOCHUKA
KayecTBa >KU3HU MaluesTos [13].

C 2001 roga depmMeHTO3aMeCTUTENbHAS Te-
panus (O3T) sBnsieTcss eAMHCTBEHHBIM CIell-
nuvecKkuM MeTofioM sedeHus 6onesnu Gabpu
[14]. Ha ¢pone ®3T y 60n1bHBIX HAOMIORAIOCH
CYLIeCTBEHHOE yMeHbIIIeHMe TSAXKeTbIX KIMHU-
4eCKUX MposiBieHui [15, 16].

B Poccuiickoit ®epepanum 3aperucTpu-
poBaHO 2 mpemnapara jijisi HaTOTeHeTUYeCKON
tepanuu 6onesun Pabpu: arancuaasa anbda
u arajicupgasa 6era. B HacrosIee BpeMs uccie-
TOBaHUIL, B KOTOPBIX B XO/ie IPSIMbIX CPaBHEH ML
ObIIM OBI IOy YeHBI YOI U TENbHbBIE IOKa3aTeb-
CTBa IPEeMMYyIecTBa (M/IM OTCYTCTBUA TaKO-
BbIX) IPUMEHEHNU I O/JHOTO U3 GEePMEHTOB, HeT.
Arancupasy anbda BBOLAT BHYTPUBEHHO B 03¢
0,2 MI/KT OfMH pa3 B JiBe HeJleN!, arajCuasy
OeTa — BHYTPUBEHHO B io3e 1,0 MI/KT OfuH pa3
B iBe Hepenu. Ilogpo6HO IpUTOTOBIEHME pac-
TBOPOB JI/Is1 BBeJCHNA OIMCAHO B MHCTPYKIMU
K mpenapataMm. [lepBbie BBe[leHNsI IpeapaToB
ITOJKHBI OBITD CJle/IaHbl B YCTIOBUAX CTAL[MO-
Hapa [3].

ITpepcraBisieM CeMeVHBIIL Cy4ail 60m1e3HN
®abpu B mpaKTUKe IeTCKOTO Bpavya-peBMaToIora.

Ha npuem obparniace MaMa C IByMs CbIHO-
BbsAMU B Bo3pacre 10 u 16 ner.

MapuuKy NpebABIANN )Kano0bl Ha TYIIbIe
HoloIye 60/ B ITaJIbIIaX PyK U HOT, KOJICHHBIX
CyCTaBaXx B TeYeHMe IOCTIEeNHUX 2-3 JIET, IEPUO-
IMYeCKMil IObeM TeMIIepaTypbl Tena 1o 37,3°C
Ha ¢one 60reii. [Ipu 607ee ieTaIbHOM paccIipo-
ce IeTy oXapaKTepyusoBanu 00U Kak XIydue,
IINTENIbHBIE, COXPAHSIIONINECS B HOYHOE BpeMsl.
Oxna’kgeHne BIa>kKHO TKaHbIO KMCTEN ¥ CTOII



HEeCKOJIBKO CHJVDKa/IY MHTEHCUBHOCTD OOJIelt.
OTeKoB cycTaBOB He OTMedasn. bomu 6ecrioko-
VIV TIEPUOJMYECKH, CO BpeMeHeM IpUoOpenn
IOCTOSHHBIN XapaKTep, B TOM YUCTIe i B HOUHOE
BpeM:. [leTy Hab/IIOa/TUCD Y OPTOIIefa IO MECTY
JKUTE/IbCTBA C ANarHo30oM cuHjgpoM Perino. Ha
¢doHe mpueMa HeCTEPOUIHBIX IPOTUBOBOCHA-
nmurenbHbIX npenaparos (HIIBC) ormevancs
KPaTKOBPEMEHHBII II0/I0KUTENIbHBIN 9 eKT.
Co BpemeneM a¢pdekra ot HIIBC He oT™Meuanocs,
U ety ObLIM HaIIPaBJIeHbI K PeBMATOJIOTY.

ITpu aHanu3e aM6yIaTOPHBIX KapT 060UX
ZeTell ObITa OTMeYeHa IepUOMYecKas poTe-
nnypus (go 0,08 r/1) B 001 MX aHATM3aX MOYIL.

ITpu 06 beKTUBHOM OCMOTpPE OTYETIUBO
geduUrypauuy CycTaBoB He HabOIIOFAIOCh.
JIBV>KeHUA B KOMEHHBIX, Me>X(a/TaHTOBBIX Cy-
cTaBaX ObUIN B IIOMIHOM 0ObeMe, 6e300/e3HeH-
Hble. Ko>XHble IOKPOBBI OBI/IN He M3MEHEHBI.
OTMeueHb! peHOTUIIYECKME 0COOEHHOCTH 000-
UX JieTell — BRICTyHalollue HagOpOBHbIE AT,
706HBIe OyTpbI, yBenndeHHble Iy6sl. IIpu oc-
MOTpe HaTOJIOTUM CO CTOPOHBI ABIXaTe/IbHOIA,
CepHeYHO-COCYAUCTON CUCTEM, KeTyLOYHO-
KUIIEYHOTO TPaKTa ¥ OPraHOB MOYEBBIJICNIN-
TEJIbHOJ CUCTEMBI BBIAIBIEHO He OBITIO.

B xIMHMYeCKUX aHaMM3aX KPOBU BOCIA-
JIUTETbHBIX M3MEHEHMUII BBIABICHO He ObINO,
CKOpOCTDb KIy60uKoBOM punbTpanuu Obina
B IIpefie/iax HOPMBI Y 06oux pereit. ITo faHHBIM
MHCTPYMEHTa/IbHOT0 00C/IeJOBAaHNA Y CTapIIero
Oparta, 16 neT, IO pe3y/nbTaTaM yIbTPa3ByKO-
BOTO MCCIIEIOBAHNA Cepylia ObI/IO BBISABICHO
yBeIMYeHNe JIEBOT0 JKe/TyLOUKa C COXpaHeHMeM
¢dbpakunu BeIOpoca.

Bbin McKTI09eH bl MHGEK I, CTIOCOOHDIE BBI-
3bIBaTh IOpa)keHye cycTaBoB y fgereil (IgM u G
K MepCUHMAM, XTTAMUANAM, MUKOIIa3MaM, BU-
PYcy IpocToro repueca, Bupycy d6urreita-bapp,
LUTOMeTanoBupcy). AHTHTena (MeTogom PHI'A)
K CaJIbMOHe/IaM M LIUTe/IaM OBbIIM OTpUILa-
TeJIbHBL. VICK/TI0UeHbI BOCIIA/IUTeIbHbIE 3a0071e-
BaHM KMIIeYHMKA (PeKaIbHBIN KaTbIPOTEKTUH
6b11 MeHee 50 MKT/T (mpu HOpMe 0-50 MKI/T).
JI1s MCcKTI0YeHN A peBMaTIYeCKOll IaTONOr Uy,
a IMEHHO [e60Ta I0HOIIECKOT0 apTpuUTa, ObLIN
IIPOBeJCHBI aHA/IV3bl Ha aHTMHYK/IeapHbIi pax-
top (AH®), anturena x gsycnupansroit JHK
U aHTUTea K UMKINYeCKOMY LIUTPY/IMHOBO-
my nentupy (ALILIIT) - Bce mokasaTeny ObIIN
B IIpefieaX peepeHCHDIX 3HAYEeHNUIL.
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ITpu npoBefeHuy peHTreHOrpaduu KUCTeil
y 060uX feTeil OB BBIABIEH OKOTOCYCTaBHOI
ocTeonopo3 6es KaKux-m6o Ipyrux u3MeHeHMIL.
ITo JaHHBIM MarHUTHO-PE30HAHCHOII TOMOTpa-
¢uu (MPT) mpaBbIX U JIEBBIX KUCTeV IIATOIOTUA
BBISIBJIEHO He OBLTIO.

BBupy cxoxKecTy KIMHUYECKON KapTUHBI
y 6partbeB, oTcyTcTBUA 9P deKTa OT Tepanun
HIIBC, oTcyTcTBUA OTeKa CyCTaBOB M Xapak-
TepPHBIX /IS IOHOILIECKOT'0 apTPUTa I3MEHEHMIT
Ha MPT u peHtrenorpa¢uu, oTpuLaTeIbHOrO
AHO®, ALIIIII-TecTa, HepuoOgMYecKoil anbOyMu-
HYPJI B aHa/IM3aX MOYM, @ TAK)KE OTATOIIEHHOTO
HaCJ/Ie[ICTBEHHOI0 aHaMHe3a (IpU aKTMBHOM
OIIpoce MaMa OTMeYasla JIeTaJlbHbIe UCXOMbI
Yy POACTBEHHUKOB B MOJIOOM BO3pacTe OKOJIO
50 7eT OT MHCYABTOB U MH(APKTOB), Obl/Ia 3a-
IIOI03peHa TM30COMHasA 60/Ie3Hb HAKOIICHN S —
6onesup Pabpu.

BpaTpsAM Oblya IpoBefieHa 9H3UMOMATHO-
cTyKa (oIpefe/ieHre aKTUBHOCTY IM30COMHBIX
(hepMeHTOB B IIATHAX BBICYLLIEHHOI KpoBn). [Tpn
obcnenoBanuy Ha 60me3np Pabpu ObLIO BBISB-
JIEHO CHIDKeHUe anbga-raJakTo3nnassl o 0,16
MKM/n/4 (mpu HopMme 0,8-15 MxM/n/4) y Mnag-
mrero 6para, u o 0,17 MKM/n/4 y crapiero 6pa-
ta. KpoMe TOro, y Masb4MKoOB OBbIJIO BBIABIICHO
IIOBBILIEHE TU30ITI000TpUa3nICHUHIO3MHA
1o 194,28 ur/mn (npu Hopme 0,05-3,0 Hr/Mi)
y Myapuero 6para u 215,62 HIr/MJI - y CTapLIero
6para.

Jlanee 6patbsiM OBIT IIPOBEJIEH MTOTHBI aHa-
nu3 reHa GLA MeTo/j0M IPAMOTO aBTOMaTH4e-
CKOTO CeKBeHUpOBaHM:A. B ak3oHe 7 B 060ux
C/Iy4asix ObUI BBIABJIEH IIATOT€HHBIN BapUaHT
€.1235_1236 del: p.Thr412serfs B reMU3UTOTHOM
COCTOSTHUY, XapaKTepHBbII 7151 6one3un Pabpu.

Manpuyyky ObIIM HPOKOHCYIBTUPOBAHBI
Hedponorom. Miagmemy 6pary, 10 net, 611
YCTaHOBJIEH COIYTCTBYIOLIVI JUarHO3 XPOHU-
yeckas 60e3Hb mouek cragua C2A1 (pacyerHas
cKopocTb KinyboukoBoit ¢punbrpanuu (pCKD)
84,0 mn/Mmn/1,73M%), cTapiuemy 6pary, 16 net, —
xpoHuueckas 6onesup noyexk ClA1l (pCKD
104,34 mn/mun/1,73m?). C peHOIIPOTEKTUBHOM
IIe/IbI0 MallyieHTaM Obl/I Ha3Ha4eH SHa/Tallpul:
MIafueMy 6party B o3e 5 MI/CyTKU, CTaplIeMy
6pary - 2,5 mr cyTku. IIpu uHaMMYeCKOM KOH-
Tpose y Miagero 6para pCK®, npu ee ouenke
yepes 3 Mecsla Ha (GoHe IpueMa SHaIAIIPUIa,
coctaBmia 94 mi/MuH/1,73m”.
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B ycmoBusx cranyoHapa fetsAM 6b1a HORO-
6paHa 3aMecTUTeNbHaA GpepMeHTHAs Tepamns
IIpelapaToM arajacijasoi anbda ¥ Ha3HauYeH
Kap6aMasellH BBUAY €r0 aHaJIbre3UpYIolle-
IO IeJICTBUA NpU HepomaTUYecKux 60ax
(nasHavyeHMe rabaleHTMHA C 9TON XKe Ie/IbIo

O6c¢cyxmenne

TaxuM 06pasoM, HTaHHBI CeMEIHBIN CIy4ail
IEeMOHCTPUPYET CIIOKHOCTU AUATHOCTUKM 60-
ne3nu ®abpu. C MOMeHTa NOABICHU IIEPBbIX
KJIMHIYeCKUX CYMIITOMOB J{0 IOCTAaHOBKM Jya-
THO3a IIPOLIJIO OKOJIO 3 JIeT. Y 060ux feTeit 6bI1n
BBIABJIEHBI OCJIOKHEHN B BUJIe IOPaXKeHU A
II0YeK U pasBUTUA XPOHIYECKOI O0TIe3HY ITOYeK.

[TopakeHue IMOYeK ABIAETCSA BadKHENIINM
(akTOpOM puCcKa pasBUTUSA TAXKENIBIX OCIIOXK-
HeHmit 6ome3nn Oabpu. IToBbIIEHHDIT MHTIEKC
MacChl MUOKapJa JIeBOTO XKeNyJouka M BBICO-
Kasi IIPOTeUHYPUA CUUTAIOTCA IPeIUKTOpaMU
JeTanbHOTO ucxopa [17].

Heo6xon1Mo0 OTMeTUTD, YTO JJeTU He MOITIN
CaMOCTOSITe/IbHO OIUCATh XapaKTep U JIOKaJIu-
3aLMio 601y, YTO TpebOBAJIO TIIATEILHOTO Pac-
crpoca. A Hac/le[ICTBEeHHBIII aHAMHe3 POJUTENN
yKasajIy TOJIbKO IIPU yTOYHAIOIUX BOIPOCAX.

ITpu BBIAB/IEHUY IALMEHTOB C OOJIE3HBIO
Dabpy pOACTBEHHUKIY 110 MaTePUHCKON IMHUY
MOTYT OBITh TaK>Ke 00CTIeZOBAHbI [/ UCKJIIO-
YeHMs JaHHOTO 3a00JIeBaHMA, &, B CJIydae ero
oOHapy>XeHN — Ha3HAYEeHU A Tepalni.

ITockonbky 6ome3np abpy ABAACTCA MYy/Ib-
TUCUCTEMHBIM 3a00jIeBaHyeM, HaO/MIOaTD Ta-
KMX [TAIIVIEHTOB JJO/DKHBI CIIELa/IVICTBI Pa3HBIX
npoduieil: HEBpOJIOT, KapAUOJIOT, HedpoJIorT,
IIy/IbBMOHOJIOT, 0 TaIbMOJIOT, OTOPMHOIAPUHTIO-
JIOT, e PMATOJIOT, TeHeTYK Ji/Is1 CBOeBPEeMEHHOTO
Ha3Ha4YeHNs U KOppeKuuy Tepanun [3].

JJOCTYIIHOCTD IIaTOreHeTUYeCKON 3aMeCTH-
TeJIbHOI (epMeHTHOI Tepanuu npu 6omes-
Hu ®abpu 06ycnoBIMBaeT BaXKHOCTb paHHEN
OUMAarHOCTUKM 3aboneBanusa [18]. Oguumu us
KJIMHMYeCKVX IPU3HAKOB Jie010Ta 60/1e3HM AB-
JIAI0TCSA HellpoIaTuyecKkye 60 B anbLiaX pyK

3akouyeHne

y Ha6)’[IOILaeMbIX HaMmn 6paTI)€B Ha4va/IbHbIE IIPO-
ABJIEHMS 0OJIe3HU CDa6pM IIpOABIANNCH B BUIE
TYIBIX HOOINX 6oreil B Imajabpnax pykK 1 HOT,

MIPOTKUBOIIOKa3aHo f1o 18 rieT), Ha GpoHe yero bore-
BOJI CMHZIpOM ObUI KyIipoBaH. Yepes 9 Mecs1ieB
3aMecTuTeNnbHOI pepmenTHON Tepamuyu pCKD
y MyIaguero 6para HOpMaau30Baaach ¥ COCTa-
BiIa 99,2 mi/mun/1,73m?, y crapiero 6para
ocTaBajiach HeusMeHHoi1 — 104,34 mn/Mun/1,73m>2.

VY HOT, JIAJOHIX ¥ CTOIIaX, KOTOpble MOTYT HaIlo-
MIHaTb OO/IN B CyCTaBaX, IMXOPajKa, aHIYO-
KepaTOMBbI, HATIOMJHAIOLIIJIe TeMOPParnyecKy o
cblmb. [Ipy 9TOM He IPOUCXOAUT OPraHNIECKOTO
HOpa>KeHN A U JeCTPYKIMIU CYCTaBOB, a JaHHbIE
M3MEHEeHM S JINIIDb IMUTUPYIOT CUCTEMHBIE ITPO-
SIBJIEHNS U SIB/ISIFOTCSI PEBMATONOTMYECKUMMI
«mackamm» 6onesnn @abpu [19]. Ocobenno
PEKOMEeHJ0OBAHO MCKI0YaTh 60e3ub Pabpu
y HaIlMeHTOB C IOHOUIECKUM apTPUTOM IIPU
SIBHOM OTCYTCTBMM 9(pdeKTa OT IPOBOJUMOIL
Tepanuy U CoOXpaHeHUM OONIEBOro CUHAPOMaA
6e3 1a00paTOPHBIX ¥ MHCTPYMEHTAIBHBIX U3~
MeHeHUIT, XapaKTePHBIX IPU JaHHOM 3a6071e-
BaHuu [20].

VY nabniogaeMpIX HAMM MAI[MEHTOB MIPU 110O-
CTaHOBKe I1arHo3a HabIanch MPOsIBIEeH s
HepUoAuYecKoil mpoTenHypun. Ilo gaHHBIM
Nampoothiri S. ¢ coaBropammu, y manuentos
¢ 6onesHpio Gabpu moueyHoOE MOBPEXKICHUE
pa3BUBaNOCh Ha BTOPOM-TPEThEM JIeCATUIIE-
TUM )KU3HU U BCTpeyanoch y 70% manyueHToB:
C MacCUBHO IpOTenHypueli —y 33% nanueHTos,
¢ MUKpOanbOyMuHypuei — y 37% HalueHTOB
[21]. HIIBC, 06bryHO Ha3HauaeMble Ipy 60/1EBOM
CUHJpOMeE, He peKOMEHIYeTCs IPUMEeHATD IIpU
6onesuu Gabpu 13-3a pucka IOYETHO TOKCUY-
Hoctu [21].

Bapuant rena GLA ¢.1235_1236 del:
p.Thr412serfs, BbIABIECHHBI y HAOIIOZaeMbIX
HaMu 6paTbeB, OBLI OIJCAH TOTIKO y TPEX B3pOC-
JIBIX MALMEHTOB U3 VIHAUM: Y My>KUUHBI 27 JIeT
C IOpa’keHMeM II0YeK, Y )KeHIMHBI 32 JIeT C MH-
CY/IbTOM M y 55-71eTHEN XKEHIIMHbBI JAHHbIN Ba-
pUaHT ObUT BBISIBJIEH IIPY CEMEITHOM CKPUHIUHTE
Ha 6ore3np Pabpu [21].

KOJIEHHBIX CYCTaBaX, IEPUOIYECKI OTMEY/INCh
HOA'beMBI TeMIIepaTypbl Tena o cy6deOpuib-
HbIX 1n¢p. Bomu kynuposanuck npu MECTHOM



OXJTQXX/IEHNN PYK U HOT. B Modue y 6paTbeB 6bira
BBUSIB/IEHA [IEPUOANIeCKast aIbOyMuHy puist. letn
0 1I0BOAY 60/IEBOr0 CUMHAPOMa 00paTIUINCD
K Bpady-peBMAaTO/IOTY U I10C/Ie KOMIIIEKCHOTO
o6cmenoBaHM s ObLI 3aII0KO3PEH U IIOATBEPHKICH

BKJTAZ1 ABTOPOB

ApxuB megyaTpun 1 gerckoit xupyprun Nel [2] 2024 ropa @

nuarHo3 6onesun Pabpu. Takum obpasom, creru-
QIMCTHI Pa3HBIX IIPOGITIEIT, B TOM YICIIE, IETCKIE
PEBMATOIOTH JO/IXKHBI OBITH XOPOLIO MHPOPMIU-
POBaHbI O KJIMHIYECKUX IIPOSIB/IEHNSIX TAKOTO
penkoro 3aboneBaHus, Kak 601e3np Pabpu.

YepemHbix E. ., KnuHUUeCKmii 0CMOTP NaLMeHTOB, ONMcaHWe CeMEeNHOTO KIMHUYECKOTO Cllyyas, OKOHUaTebHaa npo-
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