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BeBeaeHue

bonesHb Pabpu- peaKoe reHeTUYECKU AeTEPMUHUPOBAHHOE
3abonesaHue ¢ X- cuen/ieHHbIM TUNOM Hacnea0BaHUA.
[aHHOe 3aboneBaHMe BbI3BaHO HapyweHuem metabonamnsma
chuHronnnuaos n obnagaer WMPOKUM CMEKTPOM
KAMHUYECKNX cumnTtomoB. bonesHb Ha3BaHa B YeCTb O4HOIO
U3 ero nepBooTKpbiBaTtenen — [xoHa Pabpu




9TUONOINMA U NaTtoreHes

BonesHb Pabpu HacneayeTca no peueccMBHOMy X-CLENIeHHOMY
TMNy. [eMU3UTOTHbIE MYXKUYMHBI UMEIOT eANHCTBEHHYIO
MYTAHTHYO X-XPOMOCOMY, YTO onpeaensieT KNacCuyeckmnm
deHoTmn 6one3Hn. OHM nepenatoT MyTaHTHYHO XPOMOCOMY
TO/IbKO CBOMM A04EPAM, HO HE CbIHOBbAM. TaKum obpasom
no4vepun 6onbHbix 6one3Hbo Pabpu OoTUOB UMEIOT OAHY
HOPMaA/IbHYIO 1 OAHY MYTAaHTHYIO XPOMOCOMY, T.e. ABNAKOTCA
retepo3urotamu. [NpnuymMHom Bo3HMKHOBeHUA bonesHun Pabpu
ABNAIOTCA MmyTaunmn reHa GLA, KOHTPOAMPYIOLWEro CTPYKTYPY
o- ranakto3naasbl A (GLA; EC 3.2.1.22). TeH o ranakto3maasbl
A KapTUpoBaH Ha AJIMHHOM naevye Xxpomocombl Xq 22.1,
nmeet pa3mep 12 kb n coctont U3 7 aK3oHOB,
NPOTAXEHHOCTbIO OT 92 00 291 nap OCHOBaHUM.



Kogupytowmin pernoH reHa coaepmt 1290 nap ocHOBaHUMN,
onpeaenAlowWnUn NOANNENTUAHYIO CTPYKPYpPY depmeHTa .K HacToawemy
BpemMeHU naeHTndumnunpoBaHo 599 mytaumm u NoAMMOpPPM3IMOB B reHe

GLA, B Tom uyuncne 435 natoreHeTU4YeCKNX «TOYKOBbIX» MyTaLUn,
N3MEHAOLWNX KUHETUYECKME CBOUCTBA U CTabUIbHOCTb rafIakTo3naasbl
A. BONbWMHCTBO MyTaun ABNAIOTCA YHUKANbHbIMWU N5 KAXKAO0W CEMbM.

Hanbonee 4actbiMm NPUUUHHBIMU MYTaLUUAMM ABNAIOTCA MUCCEHC
(76,4%) v HOHceHc (16,4%) myTaunmn; Ha gonto GpermwndT N MyTauni
CAaNTOB CMANCUHIA NPUXOAUTCA NPMMeEPHO no 3,6%



[epBUYHbIM NaTOreHeTn4YeckMm 3BeHom 6ose3Hb Pabpu aBnaetca
AednuUnT o-ranakTo3ngasbl A, KOTopaa B HOpMe oTwennsaer
TEPMUHAbHbIA OCTATOK Ara/IakTo3bl OJIMFOCAaXapUAaHOM Lenm
HEeMTPaNbHbIX MUKOCPUHTONMNMAOB. HeAOCTaTOYHOCTb PEPMEHTA
NMPMBOAUT K HAKOMJIEHUIO B IM30COMAX LEPaMUATPUTeKCo3naa
(3HAOTENMANbHbIE U INMAAKOMbILLEYHbIE KNETKM COCYA0B,
3NUTENNANIbHbIE U NepUTeNnasbHble KNeTKM 6ObLLIMHCTBA OPraHoB)
1 Auranaktosmauepammaa (NoYkM, Kamepbl cepaua, LeHTPaIbHOM
HEepPBHOW cucteme).



Knaccnpumkauma. Tunol 6onesHn
babpu

BoiaenatoT aBe popmbl 60NE€3HN —K/1aCCUYECKYIO
N aTUNUYHYIO

 TUNKMYHas — paHHee Hayano B AEeTCKOM BO3pacTe,
nporpeccupytollee Te4eHme ¢ NOIMOPraHHbIM,
MY/IbTUCUCTEMHbIM NOPAXKEHUEM.

e ATMnNu4YHaa — 3aboneBaHme c NO3AHUM HaYaOM U
C Nopa*eHnem o4HOro AN HECKONIbKMX OPraHoB
(M3onmnpoBaHHOE NoparkeHmne cocyaoB r0/I0OBHOTO
MO3ra, cepAua, No4YekK).



RAVMHNYECKaAa KapTUHA

KnnHnyeckmne peHotmnbl npu 6one3nmn ®abpu moryt
ObITb Ype3BbIYAMHO PAa3HOOHOPA3HbIMU KaK Y UL,
MYXCKOIO, TaK M XEHCKOro Nona Aaxe y Y1eHoB
OAHOW cembU. EMU3UTOTHbIE MY*KYMHbI YaCTO
MMEIOT XapPaKTEPHbIN BHELWHNN BUA,
HAaNOMWHAKOLWMM BONbHbLIX C aKPpOMEraamemn —
BbICTynatowme cynpaopbutanbHbie Ayru U N0bHbIe
Oyrpbl, BbICTyNatoWasa HUKHASA YENOCTb,
yBe/InYyeHHble rybbl, 3anaBLluan nepeHocmnua. Y
KEHLMH Yalle OTMeYarTca aTunnvHble Gopmbl U
bone3Hb pa3smBaeTca bonee meaneHHo.



KoXHble npoABaeHnUA. AHTMOKepaToOMbl COCTOAT U3
CKOMJIEHUWN OTAE/IbHbIX IKTAaTUYECKMX
KPOBEHOCHbIX COCYA0B, MOKPbITbIX HECKO/IbKUMMU
CNOAMU KOXKWU. TN NPOABAEHUNA NNOCKMNE NNn
cNerka npunoaHATbI, OT TEMHO-KPACHOro Ao
CMHEro LUBeTa M 0ObIYHO PACMOIOKEHbDI B
naxoson obnacTtu, Ha arogmnuax, beapax n B
ob6s1acT Nynka. AHrMOKepaToMbl NPOAB/IAIOTCA B
AEeTCTBe N NOCTeneHHO C rogamu yBeamn4ymBatoTcA
B KO/INYECTBe M B pa3mepax.




Bone3sHb Pabpwu




ANarHOCTUKa

OCHOBHbIe ANArHOCTUYECKME MEepPOonpPUATUA:

SQHMI

JKI

MPT ronoBHOro mosra
23l

OAK (nemKkoumnTtbl, 3pUTPOLUTBI, CKOPOCTb OCEAaHUA
3PpUTPOLUTOB)

OAM (npoTtenHypua, anbbymunypms)

M3MEpPEHNE aKTUBHOCTU depMeHTa a-rasiaktosmaasa A B
CYXMX MNATHAX KPOBM METOA0OM TaHAEMHOM Macc-
CNEKTPOMETPUN NN MeTOA0M PAYOPUMETPUM

MOJIEKYNAPHO-TEHETUYECKOE UCC/iegoBaHme
(ceKkBEHMpPOBaAHME) MyTaLMKM B TEHE - TEH KOAMPYHOLWMNIN O-
ranaktosmgasnol A, X-cuenneHHbIN PpeueccnBHbIN TUM
HacneaoBaHMS.



JleyeHue

Mpu 6onesHn ®abpu NPUMEHAOT CUMNTOMATUYECKYIO
Tepanuto (anAa KynnpoBaHua bonen moryt
NPUMEHATLCA aHANbIEeTUKN, AHTUKOHBY/IbCAHTDI,) U
STUMOTPONHYIO PEPMEHTO3aMECTUTENBHYIO TEPAMNUIO
(P3T), KoTOpasa HanpaBAEHA HA CHUMKEHMUE
BbIpa*XeHHOCTU U NpeaoTBpalleHne CUMMNTOMOB
6onesHn Pabpwu.

Mcnonb3oBaHue pepmMeHTO3aMEeCTUTE/IbHOM Tepanuu
(P3T):

1. arancmpasy anbda
2. arancmnpasy beta
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CnUCcoK ncnonb3oBaHHOWU AUTEpPaTypbLI:

e YeuynuH E.C. COBPEMEHHbIE CTPATEIMW NEYEHMNA NTN30COMHbIX BO/TIE3HEN
HAKONNEHWA //2017.

* Kapaunonornyeckuit peHotmn 6onesHn ®abpu 2018/ Xapnan M.C, MacHukos P.M,
NasnyHuHa 1.0, asataH K.B.

e JlnarHoCTMKa n nevyeHna opPpaHHoro 3aboneBaHma — bonesHb Pabpwu.

e [omuHuK N.fepmaitH, 2012 “bonesHb Pabpu”.

e [.MN. ApyTioHos, H.A. bbinosa “OMNPEAE/IUTb BOJIE3Hb PAEPN”.
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