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YacTtble cMMNTOMbI peaKUuX 6one3Heun

4 nekabps 2021 r. coctosinics BebuHap Cowo3a neguatpoB Poccnn Ha Temy «O geTsx, KOTo-
pble HE KaK BCEe» C y4aCTUEM Bpayvyer — 3KCMepToB B 00/1aCTh peaKknx 60s1e3Hen. Bpayn
obcey)kaann BOMNPOChbl AUArHOCTUKM W JIEYEHUSI PeAKuX 3abosieBaHui Ha CUMMIO3UyMe

«HacTble cuMMNTOMbI pefKnx 60/1e3HeEMN».

C coobuieHnem «[lauuneHT ¢ 6onesHbio Momne Ha npueme
y Bpayva-neaunatpa. Ha 4to 06paTuTb BHWMAHWE?» BbLICTY-
nuna E.B. JleBUTUHaA, HEBPOJIOr BbICWIEN KaTeropwuwu, rnas-
HbIM LETCKMW HeBpoNior AenapTameHTa 34paBooxpaHe-
HMa TioMeHCKoW obnacTu, A.M.H., npodeccop Kadeapobl
HeBponornyeckmx 6onesHen TiomMI MY, 3acny>KeHHbIM Bpad
Poccuiickon ®enepauunn. Bo Bpems nekumm 6bi1m ocBelle-
Hbl K/Il0YEBbIE aCNeKTbl AMarHOCTUKK 601e3HM Momne.

bonesHb MNomne (bI1) BbiI3dBaHa A4edULUTOM IMBOCOMHO-
ro ¢epmeHTa Kucnon anbda-rnoko3naassl (GAA), KOTOpPbIH
NPMBOAMT K reHepanu3oBaHHOMY OTOXEHWIO [NMKOreHa,
NPenMyLEeCTBEHHO B CEPAEYHOM MblliLe, HEPBHbIX KAEeT-
Kax, CKeNneTHbIX MbllwLax, nevyeHn. OctaTtoyHas aKTMBHOCTb
depmeHTa HaxoaMTCs B 06paTHON 3aBUCUMOCTH OT TAXKECTHU
KIMHUYECKUX nposBneHuin. NeH GAA, KOOMPYIOLWMK Kuc-
nyto anbda-rnoKosunaasy, 10Kaan3oBaH Ha AAUMHHOM nieye
17-n xpomocombl (17925.2-g25.3). B HacTosuiee Bpemsa
naeHTuduumpoBaHo Gonee 580 mMyTauuin reHa. bonesHb
XapaKTepusyeTcs ayTOCOMHO-PELLECCUMBHBIM TUMOM Hachne-
[OBaHUs. PacnpocTpaHeHHOCTb pa3HWUTCA B 3aBUCMMOCTH
OT 3THUYECKOMN NPUHAANEKHOCTH U BCTPEYaeTCs B cpefHeM
1 Ha 40 000 }KMBOPOXKAEHHbIX, MHDAHTUNbHASA popma 3a60-
nesaHus —1 Ha 138 000.

Bl xapakTtepuadyetcss 6UOXMMUYECKOM U DeHOoTUMnYe-
CKOM reTeporeHHOCTbo. B 3aBUCMMOCTU OT BPEMEHN MaHMU-
decTaunn KIMHUYECKOM KapTuHbl BblaenstoT Bl ¢ paHHUM
HavanoMm (MHaHTUNbHaASA, MaHubecTupylowas B Nepuos
HOBOPOXAEHHOCTU MW MIaAEeHYECKOM BO3pacTe) M No3a-
HUM HavyanoMm.

MauneHTbl ¢ KnacCcuyecKUmM WHPaHTUNbHbIM GEeHOTH-
noM MOFYT WMMeTb KapAuMOMeranuio, runeptpoPpuyecKyto
KapaMomMuonaTuio U cepaeyHyto HeJoCTaTO4HOCTb, reHepa-
NIM30BaHHYIO MbIlWEYHYO0 ¢nabocTb U 3a4ePKKY MOTOPHOIO
pa3BuTUS. NoparKeHne Nerkux xapaktepusyeTca peunanmBu-
PYOLWUMU PECNUPATOPHBIMU MHOEKLMAMU U AblXaTebHON
HegocTaTo4yHocTblo. C paHHero Bo3pacTa AeTu oTcTatoT
B GM3NYECKOM Pa3BUTUU, UMEIOTCA TPYAHOCTU C KOPMIEHM-
€M, TMNOTOHUS, cnaboCcTb MbllWL, NPOKCUMalbHbIX OTAENOB
KOHeyHoCTeN, obpaliatoT Ha cebs BHUMaHWE MaKporfioc-
cus, renatomeranusa. B 6GMOXMMMYECKOM aHanvM3e KpoBu
HabnoaaeTca NoBbIWEHWE TpaHCaMMHas, B HaCTHOCTU Kpe-
atuHdochoKknHasbl (KPK). Taxkenoe noparkeHue cepaua,
XapaKTepHoe [Ans KjacCU4YeCKOn WMHOaHTUIbHOW (GOpMbI,
MOXET OblTb BbIIBIEHO C MOMOLLbIO peHTreHorpadum rpya-
HOW KNneTKu, IxoKT, K.

MaTonorns KapLMoBaCKYNAPHOM CUCTEMblI MEHee xapak-
TepHa 419 NauueHToB € NO3AHUM AebloToM 3aboeBaHus.
Bl ¢ no3gHUM HavyanioM MOXKeT MmaHubecTupoBaTth B JII060M
BO3pacTe W XapaKTepu3yeTcsi MPOorpeccupylolimm nopa-
KEHMEM MbllL, MMOMNATUYECKUM CUHAPOMOM, MUarmen,

CHUXEHWEM ABUraTefibHOM aKTUBHOCTU. Y NaLWeHTOB BbIsiB-
NSAOTCSA KPbIIOBUAHbBIE IONATKKU, PUTMAHOCTb MO3BOHOYHMKA,
CKOMMO3, renatomeranus. Yacto pas3BuBaeTcs AblxaTesb-
Hasi HeAOCTaTOYHOCTb B pe3ynbraTte cnabocTu agnadparmol
M MexpebepHbIX MblwLl. MblWLbl HUXHUX KOHEYHOCTEN
M TAa30BOro Nnosica nopakalTcs Yalle, Yem MblWLbl nneye-
BOro nosica. ¥ 4acti 601bHbIX MMEOTCH cnabocTb MUMUYE-
CKMX MbIWL, aCCUMETPUYHbIA NTO3. Y NauMeHToB C MOAo-
3peHnemM Ha Bl kenatenbHo AetanbHO cobpaTb aHamHes
C BbISICHEHWEM OCOBEHHOCTEN ABUIraTENbHOrO Pa3BUTUS.

[OnarHo3 ycTaHaBnMBaeTCHd Ha OCHOBaHWW KAUHUYE-
CKOW KapTuHbl 3aboneBaHus, onpeaeneHUeM aKTUBHO-
CTW KUcnon anbda-rnoKo3ngassl (B HacTosllee Bpems
B NATHaX BbICyLWEHHON KPOBM C MOMOLLbIO TAHAEMHON Macc-
CNEKTPOMETPUM) U NOATBEPKAAETCA MONEKYNSAPHO-TEHETU-
YecKM (MOUCK MyTaumi B reHe GAA).

BegeHune naumeHToB ¢ Bl ocywecTBAseTca MynbTuamc-
UMNAMHaPHOM KOMaHAOMN. JleyeHne MOXKET BKAYaTb NpoBe-
neHne depMeHTOo3aMeCcTUTENbHOM (arntoKko3naason anbda)
W cuMnTomMaTUyecKon Tepanuu. ®3T NPUBOAMT K CTabUAN-
3auMn 1/MNn BOCCTAHOBNIEHUIO QYHKLIMM CKENETHbLIX MbILLLL
(BKNtOYaa AblxaTeNlbHble MblWLbl) U KapAMOBaCKYyNsSpHOM
cucteMbl. [penapaTt XOpOoLWo NepPeHOCUTCH U HadHavaeTcs
BCeM nauuneHtam c brIl.

B cBoeit npeseHtauum «MIC | Tuna: »KW3Hb nocne
TpaHcnaaHTauMnm KocTHoro mosra» H.[J. Bawakmagase,
O.M.H., npodeccop Kadeapbl daKynbTETCKOW NeauvaTpuu
dreoy BO PHUMY um. H.U. NMuporoBa Munsapasa Poccuu,
3aBegyolas otaenom opdaHHbIX 6one3Hen U npodpunak-
TUKKU MHBanuamMaunpyouwmx 3abonesaHnn HNUM negmnatpuu
M oxpaHbl 3gopoBbsa aeten LUIKb PAH, o6patmnna BHMMaHue
Ha TO, 4To Npu MmyKkononucaxapuaose | Tuna (MIC 1) «3ono-
TbIM CT@HAaApPTOM» Jle4eHUs ABASIOTCS METOAbl Tepanuu,
HanpaB/fieHHble Ha KOPPEKLMI0 HeaocTatowero 1M30CoM-
HOro pepMeHTa: TpaHcnAaHTaumMsa reMono3aTUYECKMX CTBO-
noBbix KneTok (TIFCK) n ®3T. CornacHo pPOCCUNCKUM U MEXK-
LYHAPOAHBIM KNMHUYECKUM pPEKOMEHAALMAM NO BEAEHUIO
nauuveHToB ¢ MIC |, ®3T npumeHseTcsa Kak Ao, Tak
n nocne TICK go HopManu3auuu YypPOBHS 3HAOMEHHOro
depmMeHTa. YunTbiBas AaHHbIe O NONOKMTENbHOM BAUSHUK
®3T Ha cepaeYvHO-COCYAUCTYIO, AblXaTeNbHYI0, CYCTaBHYIO
OYHKLWU, KOMOBUHMPOBAHHbLIM BapnaHT Ie4eHuns ¢ BO306-
HoBneHnem P3T nocne TICK mMoxeT GblTb paccMOTPEH
4Nna psga naumMeHToB.

MIC | — peakoe HacneacTBeHHoe 3aboneBaHue, BO3-
HUKalollee B peaynbrate HeAoCTaTO4YHOCTM depmeHTa
anbda-L-naypoHngasbl Bcneactesme Mmytauum B reHe IDUA.
OeduumnT dpepmeHTa NPUBOAUT K HAKOMIEHMIO B IM30COMaX
rmMKko3amuHornnkaHos (FAlN) — renapaHcynbdaTta 1 gepma-
TaHcynbdaTta. Ana MIC | xapakTepHa WKpoKas Bapnabdenb-
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HOCTb K/IMHUYECKMX MPOSIBAEHUN — OT TAKeNnon bopmbl
(cuHapom lypnep) A0 CTepTbix BapuMaHTOB, KOTOpble auar-
HOCTMPYIOTCH Y B3pOChbIX (cuHapoM LLlene). TeyeHne 3a60-
NleBaHusl, KaK NpaBW/i0, HOCUT MPOrPECCUPYIOLNIA XapaKTep
M3-3a MNOCTOSAHHOrO HakonneHus MAl B opraHax U TKaHax
BEPXHUX OTAENOB AblXaTeNbHbIX MyTeW W NErkux, KOocTax
W cycTaBax, LEeHTpanbHOM W nepudepuyeckon HepBHOM
cUCcTEME, CEPIEYHO-COCYIUCTOM CUCTEME, NEYEHU, OpraHax
3peHns 1 cnyxa.

OcyliecTBnssi MOHUTOPUHI NnauueHToB ¢ MIIC | nocne
TICK, B peanbHON KIMHWYECKOW MpPaKTUKe CTallkMBaloTCH
C nporpeccvpoBaHnemM 6one3Hun. B HacTosiliee BpeMs Npo-
BeleH MacliTabHbI PETPOCMEKTUBHbIM aHann3 217 60/b-
HbIx MIC | ¢ cuHapomom lypnep nocne TICK ¢ BKAOYEHWEM
faHHbix 10 ueHTpoB CLWIA u EBponbl 3a 1985-2011 rr.
C LleNblo BbISBIEHUS NPEAMKTOPOB A0NTOCPOYHOr0 ncxoaa
nocne ycnewHon TICK. lMpoaHanu3anpoBaHbl KOTHUTUB-
HbIA cTaTyc, OpTONeAnYECKNE, KapAMONorMiyecKme, pecnu-
paTopHble, 0pTanbMOIOrM4EeCKMEe, OTONAPUHIOIOTMYECKHE
W 3HIOKPMHOMNOIMYECKME MCXOAbl. BbiBOAbI AaHHOro aHa-
iM3a CBOAATCS K TOMY, YTO KJIMHUYECKME MPOSIBIEHUS /
TSAXECTb CMMNTOMOB 3aboneBaHus y naumeHtoB ¢ MIC |
B LilesIoM 3aMeTHo ynyyuwatotcs nocne TICK, BbXXnMBaeMocTb
yBennunBaetca Ao 23 NeT, HO NporpeccupoBaHne 601e3HM
npogonxaetca. Mexay Tem Bo3pacT Ha MomeHT TICK,
ypoBeHb pepmeHTa nocne TICK n ncxoaHbIn KNMHUYECKUIM
cTaTyc 6bl/IM BarKHbIMK NPEAMKTOPaMU A5 NPOrHo3a nauu-
eHtoB ¢ MIC IH nocne TICK (npu atom y 26% 60/bHbIX
nocne TFCK ypoBeHb GepMeHTOB BblNl HUXE HUMKHEN FPaHu-
ubl HopMbl). TTCK He aBnsieTcs U3neynBatowMMm MeToaomM,
W, BO3MOXHO, NMPUMEHEHWE KOMOGMHMPOBAHHbLIX METO40B
TepanuMM MOXeT crnoco6CTBOBaTb YYyYLWIEHUIO MPOrHo3a
3aboneBaHusa MIC I.

YyuTbiBasd fAaHHble O MNONOXMUTENbHOM BAuUsHUKM D3T
Ha CepaeYHO-COCYAMCTYIO, AblXxaTeNbHyt0, CyCTaBHYIO YHK-
LMK, KOMBMHUPOBAHHbLIA BapuaHT SIe4eHUs ¢ BO306HOBNE-
Huem O3T nocne TICK MOXeET 6biTb paccMOTPEH Ana psaa
nauneHToB. HecmMoTpsi Ha ycnexu B JOCTUKEHUM ONPeaENEeH-
HOro KoHTpons Haja 3abonesaHnem MIIC | npu ncnonb3oBa-
HuM TICK n ®3T, HEKoTopble BOMPOCHI OCTAKTCHA OTKPbIThI-
Mun. TTCK obecneynBaeT NMOCTOAHHbIN, GUINONOTMYECKUH,
HO HEBBLICOKWI YPOBEHb HEMPEPLIBHOM AOCTAaBKM depmeHTa
B TKaHW M Nnasmy KpoBW. B oTanymne oT 3Toro, exxeHepenb-
Hasi BHYTPMBEHHas WMHOY3Ms NapoHuaasbl obecnevyvBaeT
NPepbIBUCTbIN, HO BbICOKMI (Bblille GU3MOOrMYECKOro) ypo-
BeHb depmeHTa B nna3me. Taknm o6pasoM, pasHble noa-
xo4bl K Tepanuu MIC | geMOHCTPUPYIOT pasnnyHyto dapma-
KOKMHETUKY. B HacTosllee BpeMs nosBnsieTcss Bce Goblue
JaHHbIX 0 KOMOGWHWPOBAHHOM JIEYEHMM MALIMEHTOB C CUHA-
poMom [ypnep, y KOTOPbIX [EMOHCTPUPYETCS 3Ha4YMMoOe
yxyawexwue nocne TIFCK co cTopoHbl cepaeyHO-cocyancTon,
AbIXaTeNbHOM U KOCTHO-CYCTaBHOM CUCTEM.

B nekumn «Jeduunt Kucnom cOUHrommenuMHasbl —
Ha NMopore HOBbIX BO3MOXHOCTEWN B ANArHOCTUKE U Tepanuu
peaKknx 6onesHen» A.N. PbiKkyHOBa, Hay4HbIn cOTpyaHUK HAN
neauMaTpumn 1M oxpanbl 3aopoBbs aeten LUKB PAH, netanbHo
paccKasana 06 3TMONOruK, NaToreHe3e U KIMHUYECKMX NPo-
ABNEHUAX AedPuuUnTa KUCIOoM COUHIOMUENHA3bl (M3BECTHO-
ro Kak 6one3Hb HumaHHa—Ilnka TMnos A, B). Heo6bacHumas
renatocnieHomeranus — BeAylWuit CUHAPOM, C KOTOPbIM

MOXET CTONKHYTbCS Bpay Nt06GON cneunanbHOCTH, YTO AWK-
TyeT aKTyalbHOCTb NpobnemaTukn. bopbba ¢ HU3KOM OcBe-
[OMJIEHHOCTbIO 0 3a60/IeBaHNN TaKKe KpalHe Heobxoanma
BC/IEACTBME OXMAAEMOro BHEAPEHWS MaTOreHeTUYeCcKOoMn
Tepanuu.

Mpn 6onesHn HumaHHa-Tnka (BHIM) y nauneHToB
HabnaaloTCs pasfNMyHas CTeneHb HaKOMIAEHWs NUNUAOB
(chuHrommenmHa-uepammaa-eochoxonmHa) U MHGUNbLTPa-
LMS TKAHEeN NeHUCTbIMKU KNIETKaMM, a TaKKe coBnajatolime
KNIMHWYECKME MPU3HAKKM, BKAOYas renatocnieHoMerasnmio,
NIErOYHYI0 HEAOCTAaTOYHOCTb WM/WAKU MOPaXKEHUE LeHTpasb-
HOM HepBHOW cuctemsbl (LLHC).

Y nauuneHToB ¢ BHI1 TMna A oTme4vaeTtca renartocnie-
HOMeranua B TeYeHne MepBoro rofa u3Hu. MocTteneHHo
K KJIMHUYECKOW CUMMMTOMATUKE MPUCOEAMHSAIOTCS MbllLeY-
Has TUMNOTOHWUS, MNpOrpeccupyloWas 3aaepXKa MNCcUxo-
MOTOPHOrO PasBuTUA. Y 6GONblUMHCTBA MNALMEHTOB TaK
M He pa3BMBaAETCHA CMOCOBGHOCTb CaMOCTOSATEIbHO CUAETD.
B aTOT nepuopn ycyrybnsercs rmnoTOHUS, U MNafeHLubl cTa-
HOBAAITCS MEeHee WHTepPaKTUBHbIMU. CMHAPOM «BULLIHEBOM
KOCTOYKM» BCTPEYAETCH y KaXAoro BTOPOro miajeHua.
3a6oneBaHWe xapaKTepu3yeTcs 6GbICTPO MPOrpeccupyto-
MM HerpoaereHepaTUBHbIM TEYEHUEM, NTYGOKOM rMNOTO-
HUEN W 3aJepXKKoW pasBUTMA. BONbIIMHCTBO MadeHLEeB
¢ BHIM TtMna A He pgoxuBalT A0 3-neTHero Bo3pacTa.
OCHOBHasi Np1YMHa NeTanbHOro ucxoaa — NpPUcoeanHeHue
pecnupaTtopHoOn MHOEKLINMN.

Y nauneHtoB ¢ BHI TvMna B, HanpoTMB, HET SBHbIX
npusHakoB nopaxeHus LIHC, Ho renatocnneHomeranus
MOXET ObITb BbIpaXKEHHOW M CONPOBOXK/AATbCS NPU3HAKaMK
Ne4YeHOYHOM HeaoCTATOYHOCTU. Y YacTu GOJibHbIX OTMe-
YyaeTcs cnneHoMmeranus. lNauueHTbl XKanylTcs Ha ycTa-
NnocTb, 60/1b B KOCTSIX, CyCTaBaX M OCTEOMEHUIO, AbIXxaTeNb-
Hble HapylweHWs B BMAE PecnuMpatopHbix 3abofeBaHui.
TpoM6BOUMTONEHUS U NIENKONEHUS CO BPEMEHEM Mporpec-
CUPYIOT, KaK W AbIXxaTeNbHble OCNOXHeHus. OTMevaeTtcs
3ajlepKa pocTta. bonbHble ¢ BapuaHTHOM GOpMOK Tuna
B MMeloT HEBPOSIOrMYECKNE OCOGEHHOCTH, TaKME KaK aTak-
CUs, TPYAHOCTM B 0OYYEHUMN U 3afepKa pa3BUTUS rpybon
MOTOPWKM; y 3TUX NaLMEHTOB 06bI4HO HaboatoTcs n 6onee
TSXKENblE CUCTEMHbIE NPOSIBNEHMS.

Tpurnnuepuabl n JIMNHIM-xonecTepuH B CbIBOPOTKE KPOBM
yacTo nosbiweHbl, a JIMBl-xonecTepmnH CHUMXKEH. Y YacTtu
60/IbHbIX MOpaalTcsa AblxaTeNbHasa cucTemMa U 3pUTENb-
HbI aHanu3aTtop. OnucaHbl NaUMEHTbI C NPOSIBIEHUAMM,
npomexyTo4yHbiMu Mexay BHIM Tunos A u B.

MocKoNbKY HepocTaTo4Has akTMBHOCTb pepMeHTa ABNs-
eTCs OT/IMYUTENbHBIM Npu3Hakom BHI Tunos A u B, Konu-
YeCTBEHHOE OnpeAefieHne aKTMBHOCTM 3TOro depmMeHTa
B HEKOTOPbIX KJEeTKaX, TakUX KaK LMPKyIupylolme new-
KOUMTbI UK KynbTUBUPYEMble GUOBPOGNACTbI KOXKM, SBNSA-
eTcs CTaHOapTHOM MNOoATBEpXKAaloWwen AMarHOCTUYECKOM
npoueaypon. CekBeHupoBaHue reHa SMPD, pacnono-
YXEHHOro B XpPOMOCOMHOM o6nactn 11pl15.4, Heo6xoanMO
ONS MOATBEPXKAEHWS AMArHo3a, HO He AOMKHO MCMNONb30-
BaTbCSA B KAa4eCcTBe [IMarHOCTUYECKOro Nnokasartens nepBom
NHKUKU. Ha cerogHsaWwHWM aeHb B reHe SMPD1 o6HapyxeHo
6onee 180 myTauwui, Bbi3biBatowmx BHIM Ttunos A u B.
OnddepeHumnanbHasa auarHoctuka bHIN Tunos A 1 B gonkHa
BK/toYaTb 60ne3Hb lowe n BHIM tnna C.

PEDIATRIC PHARMACOLOGY. 2022;19(1)

NEAUWATPUYECKAA ®PAPMAKONOIUA / 2022 /TOM 19 /N2 1



E SHORT REPORTS

KPATKUE COOBLUEHUSA

KpynHble, coaepKalime nMnuibl NEHUCTbIE KNETKU Npu-
CYTCTBYIOT B MNEYEHW, ceneseHke, MMMbaTUYeCKUX yanax,
KOpe HaAMNoO4Ye4YHWKOB, AblXaTEsbHbIX MYyTAX NErKMX U KOCT-
HOM Mo3re npwu BHI TMnos A u B.

Takum 06pasom, C MOMEHTA ONUCaAHUS NePBbIX NaLMUEH-
ToB ¢ BHI 6onee 100 net Hazag AOCTUIHYT OFPOMHbIN NPO-
rpecc B paclunMdpoBKe natoduanMonorun atoro 3abosnesa-
HUS 1 pa3paboTKe METOI0B nedyeHus. BepoaTtHo, ®3T cTtaHeT
[OCTYyNHOM ANng nauneHToB ¢ BHI B 6nvkanwem 6yayuwem.

Mpo «<bone3Hb Pabpun B NpaKTUKE AETCKOro Kapanonora»
pacckasana E.C. BacMyKkuHa, A4.M.H., Hay4YHbIM PyKOBOAUTESb
OTAENEHUS AETCKOM KapauonorMmM M MeamMLMHCKOW peabu-
nutauuu, npodeccop Kadbeapbl AETCKUX 6GOne3Hen eyveb-
Horo daKynbteta MHCTUTYTa MeaWUMHCKOro o6pa3oBaHums
LleHTpa Anma3zoBa, raBHbIV BHEWTATHbIM crieuuanuncT get-
CKui Kapauonor Cesepo-3anagHoro deaepanbHOro okpyra
MuH3apaBa Poccun. JJoknaa 6bi1 NOCBSLWEH KIMHUYECKUM
npu3HakamMm peakoro 3aboneBaHus — 6one3Hn Padbpu.
JKCnepT pasbsiCHUMAA, KaK He MPOMnycTUTb 3HA4YNMble OCO-
6eHHble CUMMTOMbI Y pe6EHKa CO CTOPOHbI cepaLa U cBoe-
BPEMEHHO MOCTaBUTb KOPPEKTHbIN ANArHO3.

bonesHb ®abpu — peakas MynbTUCUCTEMHAS JIM30COM-
Has 60ne3Hb HakomnneHus. O6ycnoBAeHa MyTaLUWUAMU B TeHe
GLA, KoTopbln KoanpyeT depMeHT anbda-ranakrosnaasy A.
B pesynbtate npoucxoauT Nporpeccupytollee HakonieHme
rMUKOCOUHIONMNUAOB, B YaCTHOCTH FOGOTPMA03UILEPAMU-
fa (GL3), no BceMy opraHnamy, BKto4as KNEeTKU aHA0TEeNuS,
NMoYeK M HEMPOHOB cepfla M JopcalibHblX KOPHEBLIX raH-
rnneB. bonesHb ®abpu MoXeT OblTb Bbi3BaHa pas3nnMyHbiMK
MyTaUUsaMK, geneumsamm Unm BcTaBKamu BHYTpU reHa GLA,
pPacnonoXeHHOro Ha Xq22. B HacTosllee BpeMs BbIIBJIEHO
6onee 600 naToreHHbIX MyTaUnm.

K XxapaKTepHbIM paHHUM KIMHUYECKUM MNPU3HAKaM
60one3Hn Pabpu OTHOCATCS aKponapecTe3nm, aHrMoKepaTo-
Ma, rMNoruapo3, MyToBYaToe NOMYyTHEHME POrOBULIbI, XKENY-
[IO4YHO-KMLIEeYHble paccTpoincTBa. lNpu nporpeccupoBaHun
60N1e3HM BO3HMKAIOT MOYeyHask HeAoCTaTOYHOCTb, runep-
Tpoduyeckaa KapauomuonaTtusi, LepebpoBaCKynsapHble
3a60/1eBaHUsA, U BCE 3TO MPUBOAMUT K BbIPAXKEHHOMY CHMU-
KEHUIO KayecTBa M MPOJOIKUTENBHOCTM XU3HU. BonesHb
dabpu BCTpevaeTcs cCpeau BCEX ITHUYECKMX, PaCcoBbIX
n pemorpaduyeckux rpynn. Cpeam My»X4umH pacrnpoCcTpaHeH-
HocTb B cpeaHem 1 : 50 000 (o1 1: 40 000 go 1 : 117 000).

Y Manb4yMKOB CUMNTOMblI 3a60neBaHUS NPOSBASOTCA
B 60/5iee paHHeM BO3pacTe M valle, YeM y geBoyeK. 0630p
naHHbIX Pernctpa ®abpu nokasasn, 4To cpeaHui Bo3pacT
NOSIBNEHUS MEPBbIX CMMMNTOMOB Yy MasibiMKOB COCTaBASIET
6 neTt, y geBo4yek — 9 net. [lepBbIM KIMHUYECKUM CUMII-
TOMOM $IBASIOTCA aKponapecTe3un (B cpefHeM B 7 JeT).
HenynoyHo-KulleYyHble CUMNTOMbI B BMAE 3MNU30AMYECKMX

6GoNnew B KMBOTE, TOLWIHOThLI, PBOThI, B3[yTUS XWBOTA, Ana-
peun BcTpeyatoTcs y 27% ManbyYnKoB B 5 NeT M y AeBOoYeK
B 9,5 net. [MNorMapo3 U HENEpPeHOCUMOCTb Xapbl TaKXe
pacnpocTpaHeHbl Ha PaHHeW cTaann 3a60/1eBaHUS.

MoparkeHne cepaua YacTo BCTpeyaeTcs npu GOonesHu
dabpu, KaK y TEMU3UTOTHbIX MYXX4YUH, TaK U Yy TeTepo3u-
FOTHbIX YEHLMWH, U ABNSETCA OAHOM M3 TPEX OCHOBHbIX
NPUYMH 3a601€BAEMOCTU U CMEPTHOCTH. HaKkonneHue rno-
60TpuaosuilepaMmmnaa NPOUCXoAMT B KapaMOMMOLMTAX,
KNeTKax NpoBoAsLLEN CUCTEMbI, DMOBpOo6AacTax KnanaHos.,
3HAOTENMANIbHbIX KNEeTKax BCEX TUMOB COCYAOB W rMaaKo-
MbILLEYHbIX KNeTKax cocyaoB. [le6toT 3a60neBaHns MOXKET
NPOSBASATLCSA Pa3/UYHbIMKU CEPAEYHBIMU CUMMTOMaMMU:
CTeHOKapauewn, AMCNHO3, 60N1EeBbIM CUHAPOMOM B 06nacTm
cepaua, yyalleHHbIM cepauebueHmeM M CMHKoNanbHbIMK
COCTOSIHUSAMMU.

KnnHuyeckas cuMmnToMatMKa CO CTOPOHbI cepaua
NpPenMmyLLeCTBEHHO OGYCNOB/IEHA pPa3BUTMEM MPOrpeccwu-
pylowen runeptpodbum Mblwubl cepaua. PaHHAA cTagus
3a60/1EBAHNS XapaKTePU3YeTC KOHLEHTPUYECKUM PEMO-
[leIMpoBaHUEM IEBOTO XKeNyaoyKa, a Ha 6onee MOo3AHUX
cTagusix MNPOWCXOAMT €ro BblparKeHHas runepTpoodus.
MnepTpoduryeckas KapaMomuonaTus BO3HUKAET paHblle
Yy MYX4YMH, YEM Y KeHUMuH. loBbllieHne apTepuanbHOro
[laBNIEHNS He WrpaeT CYLIECTBEHHOM POMW B Pa3BUTUM
3aboneBaHus. Cuctonnyeckasa oGyHKUMA cepaua 06bI4HO
He HapylleHa, HO MOXET CHUXKATbCS B pe3ynbraTe yxyaule-
HUSA anMacTonmyeckon dyHKUMK. MccnegoBaHns nokasanw,
4YTO Y 6% 60NbHbBIX MYXXYMUH C HEOOBACHUMOW TEBOXKENYA0Y-
KoBoW runeptpoduen ny 12% KeHuwmH ¢ No3a4HUM AeboToM
rmnepTpodUYEecKon KapaMomMmnonaTtmun NpuYMHON SBNsSeTcs
60ne3Hb Pabpu.

YyauieHHoe cepauebueHne M apuTMUM — Hepeakue
¥anobbl y NauneHToB ¢ 6one3Hbio Pabpu. Hanbonee yacto
BCTPEYAlOTCS HapyLlEeHWs pUTMa, KOTOpble BKJOYAOT Haj-
KENyAO4YKOBYIO TaxmKkapauio, GUGpUNNALMI0 U TpeneTaHue
npeacepanin. Xenyno4koBble apMTMUKN OTMEYAIOTCH B OCHOB-
HOM Ha O4YeHb MO3AHMX CTaausx 3aboneBaHus. Kpome TOro,
HabnofgaeTcs nopaxkeHue KnanaHoB. 3aboneBaHue Kna-
naHoB y MauueHToB ¢ 60ne3Hbio Pabpn YacTMYHO CBA3a-
HO C MHOUNBLTPATUBHLIMU M3MEHEHUAMKU B dubpobdnacTax
KnanaHoB. [penMylLeCcTBEHHO Mopa)KatTcs MUTPasbHbIN
W aopTasbHbIM KnanaHsbl.

Y nauMeHToB C aTUMUYHBLIM «KapauanbHbIM BapnaHTOM»
nposiBNeHns 3a6oseBaHNs MOryT OrpaHMYMBaTbLCS Ccepa-
uem. ®3T B HacTodWEE BPpEMS ABASETCS METOAOM BbiGOpa
ONS nauneHToB ¢ 6one3Hblo Pabpu, U pesynbraTtbl CBU-
[IeTeNbCTBYIOT O 61aronpuaTHOM BO3AEWCTBUM HE TOJbKO
Ha Mo4YyeyHble M HEBPONOTMYECKME MPOABIEHUS GONE3HM,
HO M Ha KapaunanbHble.



