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v A3byka
Iz naLeHTa

POIMHN3

Poccuiickoe 0BLLIECTEO podunaKkTkA

apyweHuss obmeHa wmeau (6bone3Hb BwunbcoHa) -

(remaro-neHTUKYJsApHAs JAereHepanus, Oone3Hb Buibcona-KoHoBamoBa) oTHOCHUTCS K Ts-
XKEITBIM HACIIEICTBEHHBIM 0OJIE3HSIM IIEHTPAIbHOW HEPBHON CHCTEMBI U BHYTPEHHHUX OPTaHOB,
CBSI3aHHBIX C HApyLIEHUEM 0OMeHa MEJIU.

[Tpuunnoii 6one3nu Bunbcona sBnstores mytanuu B reae ATP7B, koTopsiid OTBeyaeT 3a CHHTE3 Meb-TPaHC-
noprupytoiero 6enka (ATP7B). Ilpu Hapymenun ero paboTsl 0OMEH MEIU U MeIbCOJepKalliuX OeIKOB
HapyIIaeTCs, MOSBISIETCS] U30BITOK “‘CBOOOAHON” MeIH, KOTOpasi B OOJNBIINX KOJHMYECTBAX OTKJIA(IBACTCS
B II€YEHH, FOJIOBHOM MO3I€, POTOBMIIE, a TaKXe BblAeseTcad ¢ MOYol. Jlnarnoctuka Oone3Hu Oasupyercs
Ha OOHApPYKEHUU XapaKTepHBIX HapylIeHUH MeaHoro oomeHa. [lopakenne nedeHn u30bITKOM “‘CBOOOTHON™
MeJiu NposABIsieTcs HUPPOo30oM NeueHH. [lopaskeHre roroBHOro Mo3ra NpUBOJUT K Pa3BUTHIO TSKENOH HEBPO-
JIOTHYECKON CHMITTOMATUKHU: APOXKAHUIO KOHEYHOCTEW M BCETO TYJIOBHIIA, OBBIIIEHUIO MBIIIEYHOTO TOHYCA,
MHOIJIa COIIPOBOXK/IAIOIIEMYCs O0JIE3HEHHBIMU CIIa3MaMU, HApYLICHUEM PeUH, [NIOTAHUsl, CHUKEHUIO HUHTEll-
nexta. OTI0XKEeHHE MeI B POrOBHIIE (110 Kparo paayKHOM 0007104KH) 00yCIOBIMBAET (POPMUPOBAHHE KOJIbLIA
Kaiizepa—®neiimepa nmeroniero— 6ypo-3eJ1eH0BaThIi 1IBET.

bonesnp Bunibcona— peakuii npumep Ha-
CJICZICTBEHHOTO HapyIIeHHUs, Il KOTOPO-
ro paspaboTaHbl BBICOKOA(D(PEKTHBHBIC
METOIbl JICYCHHUS: JaKe TMPHU TOSBICHUH
TSHKEIOW HEBPOJOTHYECKOM CUMIITOMA-
TUKH CHCTEMaTHYeCKOE JICYCHHE BBICO-
K03((EKTHUBHO, BIUIOTH JO HCYE3HOBE-
HUS BCEX CHUMITOMOB WJIH PE3KOTO X
yMeHbllleHus. [lanueHTsl BHOBb MOTYT
MOJTHOCTBIO 00CTYyXHMBaTh ce0s, BECTU
JIOMAIITHIO PaboTy, YYUThCs, paboTarh
1o npogeccuu, co31aTh CEMbIO U POAUTH
3I0pPOBOTO peOeHKA.

Kaxk nposiBisiercs 6os1e3Hb Buiibcona?

[TepBbie cUMIITOMBI OOBIYHO MOSIBIISIOTCS B Bo3pacTe 5—40 net, penko (=3 %) B Ooiee MO3THEM BO3pACTE.
OCHOBHBIMU OpraHaMHU-MHILIEHSMU NpU 0oNie3HU BUIIbCOHA SBNIAIOTCS HEpBHAs cUCTeMa U nedeHb. KiuHu-
geckasi KapThHa 00JIe3HU OYCHb pa3HOOOpa3Ha M KIIMHUYECKUE TIPOSBICHHUS MOTYT OTJIMYATHCS y PA3HBIX Ta-
uueHToB. [Ipu oTcyTcTBUU JeueHHs 60JIe3Hb MPOTPECCUPYET, MOXKET BOZHUKHYThH IIEUeHOYHAsI HEIOCTaTou-
HOCTB, H€06paTI/IMLIC HU3MCHCHUA CO CTOPOHBI HepBHOfI cucteMnl. Pannsas JAUArHOCTHUKA U JICHCHUEC 06nerqaeT
CUMITOMBI | MPENOTBPALIAECT OCIOKHEHHUS.
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1. IleyéHouHble M3MeHEeHMsI: oTMeuatoTcs npumepHo y 50 %
MAIMEHTOB; Yalle y JeTed U IMOJPOCTKOB— YBEIMUYEHHUE Iie-
YEHU, KUPOBOW Ienaro3, OCTPbIA WJIM XPOHWUYECKHUW TIeNaTuT
(CXOIHBIN ¢ OCTPBIM BUPYCHBIM WJIM ayTOMMMYHHBIM T'€NaTH-
TOM), IIUPPO3 MEYEHH C MPU3HAKAMHU MTOPTATbHON TMIIEPTEH3UH,
ocTpast Ne4€HOYHAsL HEIOCTATOYHOCTb.

2. HeBpoaoruyeckue paccrporicrea: y 40—50 % OoabHBIXMO-
T'YT pa3BHBaThCs JPOXKAHUE, MAPKHHCOHM3M (3aMEIJICHHOCTb
JIBYDKEHH Y MBIIIIEUHAs! PUTHIHOCTD), aTaKCHsl (HapYIICHUE KO-
OpAMHALINY, IIATKOCTh MPH X0Ab0E), TUCTOHUS (0T (PoKambHOIM
710 TEeHEPATM30BaHHON ), TU3apTpHs (CMa3aHHAas peyb), HapyIIe-
HHE TIIOTaHMSL.

3. llcuxuyeckne u3MeHeHuss: ormeyarorcs y 10 % OONbHBIX;
paccTpoicTBa JIMYHOCTH (TIepenaabl HACTPOCHUS, IPOOJIEMBbI B

dpyleHud obMeHa Meau
(6onesHb BunbcoHa)

3anof03puTh PAaHHIOK CTAIUI0 0oJIe3-
HU MOXKHO Ha OCHOBAaHUU CIEAYIOUINX
MIPU3HAKOB: MMOPAKCHHUE MEYCHU (KE-
TyXa, MOBTOPHBIX KPOBOTEUEHUH U3
HOCA, KPOBOTOYMBOCTH [IE€CEH JINOO
MHO)KECTBEHHBIX KPOBOITOJITEKOB, CO-
CYAMCTBIX “3BE3/I04EK~ Ha KOXKE€ IPyau
W CIIMHBI), TTOPAKEHWE HEPBHOU CH-
CTEMBI (JIBUTaTEIbHBIC PACCTPOUCTBA,
CHIDKEHHME HHTEIEKTa W W3MEHEHHS
TICUXUKHA B BHUJIE TEPEIaoB HACTPOe-
HUSl, TPYAHOCTH YCBOEHUSI HOBOTO Ma-
Tepuana, mpoOIeMbl C yCIIEBAEMOCThIO
B IITKOJIE).

IIKOJIE WM Ha paboTe, MMITYJbCHBHOE MOBeACHHE), adEKTHB-
HBIE pacCTPOMCTBA, IICUXO3bI.

4. U3meHeHusi B APYIrUX OPraHax M CUCTeMax: riazHple n3MeHeHus (Komibio Kaiizepa-Dneiimepa [oTmoxke-
HUSL MEJIU - BUAHO MPU MCCIEIOBAHUU P MTOMOIIM IIeJIEBOM JaMIbl, KaK 30J0TUCTO-KOPUYHEBAs TUTMEH-
Tauus JMMOa pOrOBHIIbI |, KaTapakTa), FeMOoJIuTUYecKas aneMus (mpuMepHo y 15 % nanueHToB), mopaxxeHue
MOY€eK, KapAHUOMHUOIIATHUS], APUTMHUSI, OCTEOMAJISALINS, OCTEONOPO3, apTPUT, TAaHKPEATUT (BOCHIATICHHUE MOIKEy-
JIOYHOM >KeJIe3bl), 3aJIep’KKa MOJIOBOTO Pa3BUTHS, OECIUIOANE, aMEHOpes, THIOTUPEO3 WM THUIONapaTupeos.

Kak nacsenyercsi 6os1e3ub Buiibcona?

Bbonesns BuiibcoHa HacneayroTcst Mo ayToCOMHO-PELIECCUBHOMY THITY. DTO 3HAYUT, YTO OOJIE3Hb MPOSIBIISIETCS
TOJILKO B TOM cllyuae, €cJid 00a poAUTeNs SBJISIOTCS HOCUTENIMU OO0JIE3HU U, XOTS CaMH OHU He OO0JeIoT, Te-
penarT peOEHKY J1Ba MOPaKEHHBIX reHa. boiabIMHCTBO ceMel, Tae ecTh peOEHOK ¢ ATUM 3a00/IeBaHUEM, HE
CTaJIKUBAJIUCh PaHbIIE ¢ TOJOOHOH MpoOIeMoit. PHCK MOBTOPHOTO pOXKI€HHS 0OJIEHOTO peOEHKA B CEMbE, TJIe
y>Ke eCTh OOJIbHBIE I€TH, COCTaBISIeT 25 % Ha KaxIyto OepeMeHHOCTh. [laTorennsie BapuanTtsl B rene ATP7B
SBIISIOTCS IPUUMHOM 3TOrO 3a00JIeBaHMS.

Bpartbs u cécTprl 601bHOTO peOEHKA, MOTYT OBITH OOJTHHBIMU, JAXKE €CITH Y HUX HA MOMEHT IUarHOCTUKH YJie-
HOB CEMbHU HE ObUIO CUMIITOMOB. B TaHHOM ciiyyae HEOOXOAMMO MPOBECTU JUATHOCTHUKY, YTOOBI KaK MOXKHO
paHbllle Ha4YaTh TEPAIUIO U U30ekKaTh OCIOKHEHUH. Takke OHM MOTYT OBITh HOCUTEISIMHU, KaK UX POAUTEIIH.
Yro kacaeTcs IpyTrux 4WICHOB CEMbHU, TO UM BaKHO COOOIINUTH, YTO OHU MOTYT ObITh HOCUTENISIMU. DTO 3HAYMT,
YTO M Y HUX €CTh PUCK POXKICHUS peOEHKa C TaHHBIM 3a00eBaHieM. YeM paHbllle HauaTh JeyeHue (B uaea-
Je — emé Ha JOCUMITOMHOM cTaguu JTU00 Ha TOHEBPOJIOTMYECKOM 3TaIe, TO €CTh JI0 MOSBICHUS NPU3HAKOB
MOpa)KEHHsI TOJIOBHOTO MO3Ta), TeM Jiydiie 3P PeKT.

Bce cembu ¢ Gone3nbio BunbcoHa AOMKHBI 0053aT€bHO MPOUTH MEIUKO-TEHETUYECKOE KOHCYIIBTH-
pOBaHUE U TOJIYYUTH MOJTHYIO HH(POPMALIMIO OT Bpavya-TeHETHKa O PHUCKE MOBTOPHOTO MPOSBICHUS
JIAHHOTO 3a00JIEBaHUS B CEMbE, OOCYIUTH CO CIIELUATIICTOM BCE BOIIPOCHI, CBSI3aHHBIE C HACTIEJOBAaHUEM
3aboneBanusi. B Poccun Mennko-reHeTHyecKre KOHCYAbTAUN paboTatoT B K&XKIOM PETHOHE.

C uenbio MpoBeAEHUS MPEHATaJIbHOW M MPEUMIUIAHTAllMOHHON TUAarHOCTUKU CYNpYXKECKOH mape mnpejBa-
pPUTEIBHO HEOOXOAUMO MPONTH 0OClIeIoBaHNE HA HOCUTENLCTBO MyTauuil B rene ATP7B, obparuBimcek B
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CTIeIMATM3UPOBAHHBIC TUATHOCTHUECKHE JTA00OPATOPHH U METUITMHCKIE EeHTPHI. [IpeHaranbHast TuarHocTu-
Ka MPOBOJIUTCS MOJICKYJISIPHO-TEHETUUECKUMU MeTojiaMu, myTém uccnenaoBanus JJHK, Beinenennoit uz ouon-
TaTa BOPCUH XOPHOHA U (UJIM) KJIETOK aMHMOTHYECKOM KUIKOCTH U (UJTH) IJIOAHON KPOBH.

Kak ycranasimBaercs iuarao3 Buiibcona?

Ha ocHoBaHMM KJIMHMYECKUX MPU3HAKOB Bpau MOXET 3arojo-
3pUTh 3a00JeBaHKE, J1ajee MPOBOIATCS Psij Ja00paTOPHBIX H
HMHCTPYMEHTAJIbHBIX METO/I0B UCCIIEI0BaHMS, KOTOPbIE TI03BOJIS-
10T HOATBEPAUTH TUATHO3.

1. AHaJM3 KPOBM: TIOBLIIICHHAs aKTMBHOCTh aMHHOTpaHC(he-
pa3 B CHIBOPOTKE KPOBH (TIOUTH y BCEX MAI[MEHTOB, CHaJama Oec-
CUMITOMHAs), CHIDKEHHAs KOHIICHTpallusl IepyioIia3MiuHa B
CBIBOPOTKE KpOBH (y OOJBIIMHCTBA MaIMeHTOB <20 MT/m1), CHU-
JKeHa KOHIIEHTpalus o011eil Meu B CBIBOPOTKE KPOBH (OOBIYHO
<1 mr/m).

2. Ananu3 Mouu: npumepHo y 80 % nmanueHToB CyTOYHOE BbI-
nenenue meau ¢ moyo >100 mxr (>1,6 MKMOIb).

3. Buzyaausupyiommue ucciaenosanusi: npu Y3U, KT u MPT
— B 3aBHCHMOCTHU OT CTaJuU OOJIE3HH — yBEIWYCHHE MEUYEeHU
WM IPU3HAKHU MOPTAJIbHOM TUIIEPTEH3UH (CINIEHOMETanus); Ha
MPT u KT ronoBHoro mo3ra — u3MeHeHus B o0nactu 0azaib-
HBIX sIJIep TOJIOBHOTO MO3Ta U CTBOJIA Y MAlMEHTOB C HEBPOJIOTHU-
YECKUMU CUMIITOMaMH.

4. I'eHeTHYECKHE HCCJIEI0BaHNA: rccienoBanue reua ATP7B.
Kak mpaBmiio, iepBbie TECTHI MPOBOAST HAa HANOOJIEE YacThIC Ta-
TOT'CHHBIC BapI/IaHTLI, a 3aTcM — l'[pI/I H606X0):[I/IMOCTI/I — daHa-
J'II/ISI/IPYIOT BECh I'CH C HpI/IMeHeHI/IeM MCTOOOB CGKBeHI/II‘)OBaHI/IfL

Kak jeuat nmanueHToB ¢ 00/1e3HLI0 Buibcona?

Bo-niepBbix, 3T0 cTporoe codmoneHue “reu€HouHON” AueThI (CTo Sa), mpeanoararliei HCKIoYeHne Oora-
TBIX MEJIbIO MPOAYKTOB (110KOJIAM, Koe, opexu, 6000BbIe, MOJLTIOCKH U Ap.). Heobxoaumo uzberars ynorpe-
OJICeHHUS AJIKOTOJIS.

OnHako OCHOBHOE JICYCHHE — ITOCTOSHHBIN PUEM TPETapaToB, BRIBOSAIINX Melb U3 OpraHu3Ma. [ TaBHbIM 13
HUX SBJISICTCS TMEHUIIUTAMUH. Tepanuio Helb3s MpeKpanars 0e3 YBaXUTEIbHBIX IPHYUH, TaK K€ B TIEPUOT
OEpEeMEHHOCTH.

Ot npenaparbl HA3HAYAKOTCA 11O CIELHMAJIbHOM CXeME C ITIOCTEISHHBIM YBCIUYCHUCM J1O3BI. HpI/I JJIUTCIIBHOM
MHOTOJICTHEM IIPHUEMC IICHUIIUITIAMHWHA Y HCKOTOPBIX MAIIUCHTOB BO3ZHUKAIOT IMOOOYHEBIC SBJICHUS B BUIC ICP-
MAaTUTOB, aHEMHHU U UHBIX OCJIO)KHEHUI. HOBTOMY ObLI MMPEIJIOKCH aJ'IBTepHaTHBHBIfI METO JICYCHHUA COJIAMU
ITUHKa (OKCI/I,[[, Cy.]'IL(I)aT n I[p) KOM6I/IHI/IpOBaHHOG JICUCHUC INICHULWJUIAMWHOM U IpenaparaM IIUHKa IaéT
BO3MOKHOCTb CHU3UTH J03Y U n30eKaTh MOOOYHBIX SBICHUN. Y MAllMEHTOB Ha JOCUMIITOMHOM CTaauM 10CTa-
TOYHO JICYCHHA TOJIBKO IIpCIiaparaMy MUHKA.

B Tsoxénpix clrydasax 60J'I€3HI/I, HEC MMOAJAr0IMXCA KOHCEPBATUBHOMY JICHCHHIO, IPUMCHACTCA TPpaHCIIaHTaluA
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neyeHu. TpaHCIUTaHTanys IEYeHH IT0Ka3aHa PYU OCTPON NEYEHOYHOM HeprocTarouHocTu. [Ipn ynaunom ncxo-
JIe OTIEpalMK MTALIMEHT HE HYKIAeTCs B JAIBHEUIIEM NTPUEME ITpenaparos.

Takum 00pa3zoM, MpH MPaBUWIBHOW Tepanuu IenaToICHTUKYISIPHOM JereHepaluu — TsKelnelero Hacue-
CTBEHHOTO 3a00JIeBaHMsI TOJIOBHOTO MO3ra U BHYTPEHHUX OopraHoB — B 80 % cilydyaeB BO3MOXKHO KIMHUYECKOE
BBI3/I0POBJICHHE JINOO BBIPAKEHHOE YIyUILIEHHE COCTOSHUS OOJBbHBIX NMPHU YCIOBUM CBOEBPEMEHHOW MaKCHU-
MaJIbHO paHHE! TUarHOCTHKH.

Kakoii Hy’>KHO IPOBOAUTH MOHUTOPHUHT?

[Tocne nayana jedeHus, cHavyana pa3 B 1-2 mec., 3arem 1—2 pa3a/ron, HyXHbI peryisipHble KOHTPOJIbHBIE
o0cie10BaHMs: HEBPOJIOTUUECKUIl 0OCMOTp, 00Nt aHAINU3 KPOBU C JIEHKOIIUTAapHOU (opMyIIoii, mokazarenu
(YHKIMY TTIEYCHH U TTOYEK, KOHIICHTPAI[MH MEJIH B CBIBOPOTKE KPOBH U CYTOYHOM IKCKPEIIMU MEIH C MOYOIA.

Kak manuentsl mosy4aror JjiedeHue B Poccniickoit @enepanyun?

Bonesnp BuiibcoHa OTHOCHTCS K YHCIY PENKHX HACIEICTBEHHBIX OOJe3HEH OOMEHa BEUIECTB M BXOIUT B
nepedeHp penkux (ophaHHbIX) 3a00JI€BaHUM, JIECYCHUE KOTOPBIX MPOBOIUTCSA 3a CUET CPEACTB PETHOHAIBHO-
ro Oropketa. [locie yctaHOBIEHUST TUarHo3a HEOOXOMMO BKIIFOYCHHUE MAIIMEHTA B PETHOHAIBHBINA CErMEHT
perucTpa 1o KU3HESYTPOXKAOIINM PEAKUM (OphaHHBIM) 3a00JIEBAHUSIM C IENTBI0 JATBHEHIIIETO 00eCTICUSHUS
HEOOXOIMMBIM JIe4eOHBIM MTUTAHUEM U JICKAPCTBEHHBIMU TIpenapaTaMu. B pa3HbIX pernoHax 3a BeJICHUE pe-
THCTpa OTBEYAIOT Pa3HbIC CHEIMAJIMCTHI, HO Yalle BCErO 3TO BPaYH-TeHETHKH, TOITOMY MOCIIE YCTAHOBJICHUS
JarHo3a 00s3aTebHO HYKHO OOPAaTUTHCS K PErHOHAILHOMY Bpady-T€HETHKY.

Kaxk MoryT nomorars poasbie u 01u3kue?

He 3a0bIBaiiTe — OT ceMbu TOXKE 3aBUCHUT ycrex JiedeHus. HyxHo coOmroqaTe peKkoMeHAalum, HU U KaKuX
YCIIOBHSIX HE JOMYCKaTh «CPBIBOB» B TE€PAIUH, CIEAYET yAEIATh BHUMAHUE PeaOMINTAllMU U MJIAHOBBIM 00-
ciieloBaHMAM. Bce uiieHbl ceMbu I0JIKHBI 3HAaTh, YTO NAIMEHT HY)KJAeTcs B 0COOOM NMUTAaHUM U PETYIIPHOM
IpuéMe Ipenaparos.
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Pa3paboTumk KIMHIYECKOH PEKOMEH IalliH:
* Accouparysi MEAUIUHCKHAX TEHETUKOB
 Coro3 neauarpos Poccun

» Hexommepueckoe IlapraepcrBo «HammoHansHOE 0OOLIECTBO MO H3yde-
HUIO Oosie3nu [TapKUHCOHA M pacCTPONCTB ABMIKEHUID

* Poccuiickoe TPaHCIUIAHTOJIOTHIECKOE 06]J.IGCTBO

* ABTOHOMHAsE HEKOMMepueckas opraHmzaims «OOIIecTBO NEeTCKHX ra-
CTPOHTEPOJIOrOB, TENATOIOTOB M HYTPHUIIHOIOTOBY

* HanmoHanpHast accoruanus AeTCKAX peaGI/IJ'II/ITOJ'IOI‘OB

Onob6peno Hayuno-npakriueckum Coerom Mun3ipasa PO




