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HACNELCTBEHHbLIE SKCTPAMVPAMUWAHbBIE AEFEHEPALINIA,
OJEBOTUPYHOWME B MOJZIOAOM BO3PACTE
O. B. Oscosa, O*A. Echumosa, B.B. I'yces

HacnefcTBeHHble fereHepauyun sKCTpanupamMHAHON CUCTEMbl - 3TO 3abofte-
BaHWA, 06beANHEeHHbIe B 06LLYI0 Fpynny’ N0 KAMHWYECKOMY MPU3HAKY MpPenMyLLe-
CTBEHHOrO MOPaXeHUs 3KCTpanupamMHAHON CUCTeMbl. BOMbLIMHCTBO 6GonesHeli Xa-
PaKTepPU3YIOTCA HEYKNOHHO MPOrpeccupytowuM NpPorpeaneHTHbIM TedeHnem, npu-
BOAAT K paHHeil nHBanugu3auum 601bHOr0. 3a60neBaHus OTAMYAOTCA MO KIMHUYE-
CKUM M3MEHEHUAM B paMKax CTPUapHbIX MOPaXeHWii, 6GUOXMMUYECKNM NapaMeTpam,
MOEKYNAPHO-TEHETUYECKOMY AedeKTy . CNOXHOCTb CTPOEHUS U MHOrO(YHKLMO-
HanbHOCTb 3KCTPaNMpPamMHAHOV CUCTEMbl OMpeAensieT TSHKeCTb U 0COBEHHOCTU K-
HWYECKON KapTWHbl Y 60MbHbIX C [JaHHOW naTonorvei, xapakTepusytolimecs, B
nepByto o4Yepedb CTpagaHWeM [BUraTenbHON ciepbl. M03TOMY AaHHble 3a60/eBaHUA
TaKoKe NONYUYNN HasBaHWe «60e3HN ABUXKEHUs». Y 60/bHbIX Hanbonee xapakTepHo
Hanuuve TMNEPKNUHETUYECKU-TUMOTOHNYECKOTO nnu rYNepToHNYe-
CKU-TUMOKNHETNYECKOTO CUHAPOMA, & TakXe MopaXKeHWe BbICLLINX KOPKOBbIX (lyHK-
LM C pasBUTUEM AEMEHLIN.

K HacnefCcTBEHHbIM JereHepauusaM 3KCTPanuMpaMHAHOW CUMCTeMbl OTHOCATCH
60ne3Hb [MapKWHCOHa, renaToneHTUKynAapHas fereHepauws (6onesHb Bunbco-
Ha-KoHOBanoBa), TOPCWOHHAS AUCTOHMA, 60Me3Hb [eHTUHITOHA. 3CCEHLMabHbIN
TPEMOp ¥ Apyrue peakue MOHOTeHHble CUHAPOMbI. [MONyNALMOHHAs YacToTa Bapua-
6enbHa, HampuMmep, renatoneHTUKynsapHasa gereHepauus - 2-3:100000, TopcuoHHas
auctonus - 1:160000.

B HacTosLiee BpeMs afieKBaTHble NaTOreHeTUYeCKMe MeTO/bl NeYeHns paspa-
60TaHbl ANA renaToNeHTUKYNAPHON AereHepauun u foda-3aBUCMMON (hopMbl Top-
CWMOHHOM AMCTOHMK. M03TOMY BaXXHa PaHHss AMArHOCTUKa NaToNoruW, 4o pasBuTHs
HeobpaTUMbIX M3MeHeHWid B opraHmame. Mpu oCTanbHbIX e 3a601eBaHUAX [aHHON
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rpynmnbl ledeHne He cTonb 3thdekTnBHO. Hanbonee nepcnekTWUBHON SBNSETCA Mpo-
(UnakTMka [aHHOW MaTONMoOrMKM, 3aKNoYaloLWasCcs B MeAWNKO-TeHeTUHYECKOM KOH-
Cy/NbTVUPOBAHUM U MNAHUPOBAHWUN AETOPOXAEHWUS B OTATOLLLEHHbIX CeMbsAX, a Takke
MONEKYNAPHO-TeHeTnYecKas AuarHocTuka 6onesHei.

lenaTouepebpanbHas AuncTpodua (renatouepebpanbHas aucTpodmns, 60-
nesHb BunbcoHa-KoHoBanoBa, NceBoCKepo3 BecTthans) - HacnefcTBeHHOe Mpo-
rpeccupytolliee 3aboneBaHMe C ayTOCOMHO-PELLeCCUBHLIM TUMOM  HacnefoBaHus,
00yCnoBneHHOE MyTaLMsIMM FEeHOB JIOKyCa, KOAMPYHOLIEro TPaHCMOPTHbIA 6enok
Meay, NPUBOAALLMMU K HapyLleHUo 06MeHa Mey B OpraHu3me U MopaXeHuto mnpe-
MIMYLLIECTBEHHO MOAKOPKOBBIX Y3/10B 1 NeyeHn. 3aboneBaHne NposBASETCA Npeumy-
LLieCTBEHHO B MOJIOAOM BO3pacTe W NPUBOAMT K rnbenn 601bHOro 6e3 Hauatoii BO-
BpeMs MaToOreHeTMYeCKoii Tepanuu.

MyTaHTHbIV reH, AeTEPMUHUPYIOLLNIA Pa3BUTWe 3TOro 3aboneBaHWs 1 pacno-
NOXeHHBbI Ha 13 Xpomocome (nokyc13a14*a21), 6bin oTKPbLIT Frydman nap. B 1985 T.
3T0T reH KoAupyeT 6enoK, OTBETCTBEHHbIN 33 BHYTPUKIIETOUHbIV TPAHCMOPT MOHOB
mMeam BenkoBbiM MNpOAYKTOM FeHa SBISAETCA MefbTpaHcnopTupytowas ATdasa
P-tvna (ATP7B), OTBETCTBEHHbI 338 BHYTPUK/IETOYHbIA TPAHCMOPT MOHOB Mean. B
HacTosiLLee Bpems U3BECTHO 60nee 30 MyTaHTHbIX annenein B reHe ATP7B.

B natoreHese 60nesHn BunbcoHa-KoHoBanoBa OCHOBHYIO PO/ib UrpaeT Hapy-
LleH/e GanaHca Mexay NOCTYyM/jeHMeM W 3KCKpeuueid megn. OTMeuaeTcs 3Hauu-
TefbHOe CHUXXEHWE aKTUBHOCTU MpPOLLecca BbIBEAEHU MeU C XKEeNUblO, YTO NPUBOANT
Kee HaKoM/eHMto B rematouuTax. B ganbHeiilleM NPONCXOAUT BbIGPOC M36bITKa Meau
BKPOBOTOK U 3H/,0reHHast MHTOKCUKALIMA Me/fbl0: HAKOM/IeHMe ee CHauaa B MeyeHu, a
3aTeM U B [pyrux opraHax u TkaHax (LLHC, noukax, cepue, KOCTHO-CYCTaBHOW cu-
cTeMe, [AecLieMeTOBOW MembpaHe porosulbl C (hopMupoBaHueM Koney Kaiise-
pa-®neiilepa). HapyluaeTca BKIKOYeHWe Meau B Liepy10NaasMuH, CUHTE3VPYeMbIii B
MeyeHu, CNeACTBUEM Yero ABNSETCA HWU3KNIA YPOBEHb KOHLIEHTPALMI Ero B CbIBOPOTKE
KpOBU.

KnnHuyeckas kapTuHa renaToneHTUKYNAPHO AereHepalny xapaKTepusyeTcs
60MbLLIMM pa3HO06pasneM Kak HEeBPONIOTMYECKMX, TaK 1 COMATUYECKNX MPOSBMEHNIA.
Hanbornee TUMUYHBIMKU CUMMNTOMaMMU ABNAIOTCA MEYEHOYHAA HEeAOCTaTOYHOCTb, C
BO3MOXHbIM Pa3sBWTMEM LMppO3a MeyeHu, TMMNepKuHesbl, yvalle B BuAe pacrpocTpa-
HEHHOTO IPOXKaHNSA, MbILLEYHass PUTUAHOCTD, PEXe reMonnTUYecKas aHeMua.

KpuTepun pmarHoctvkn 6onesHn BunbcoHa-KoHoBasoBa BKIHOYAlOT: 06Ha-
pyxeHne konbla Kaiisepa-®neiiliepa B LUENeBO/ nammne; CHUXKEHUE COAepXaHUs
LiepynonnasmuHa CbiBOPOTKM KpoBu (MeHee 20 Mr/gn); CHUXEHWe CoAepXaHus CBO-
604HO MeAn B CbIBOPOTKe KPOBW (MeHee 12 MKr/fn); NOBbILIEeHMe IKCKpeLmn Meam ¢
moyoli (6onee 100 MKr/CyT); NONOXUTENbHbIE pe3ynbTaTbl NEHULMNNAMUHOBOIO Te-
CTa; MOBbILLEHHOE COAePXKaHWe Meau B TKaHWU neyeHn (6onee 250 MKr/T cyxoro Be-
LLIECTBA); OTCYTCTBME BK/KOHEHUA M30TOMa MeAW B LiepY/I/I0NIasMyH.

«30M0TbIM CTaHAAPTOM» JleveHns 6onesHn BunbcoHa-KoHoBanosa AB/iseTcA
npueM MefbXeNaTUpyIoLMX NpenapaTosB MOXU3HEHHO.



ScceHymanbHblil Tpemop (HacneaCTBEHHOe uAMonaTnyeckoe ApoxaHue, 6o-
nesHb MuHopa) - pacnpocTpaHeHHOe HacneACTBeHHOe 3aboneBaHWe LEHTPaIbHOI
HEPBHON CMCTEMbl C ayTOCOMHO-JOMWHAHTHbIM TWUMOM HacnefjoBaHus, C Bapua-
6enbHOM 3KCNPECCUBHOCTbIO U HEMOMHOV NEHeTPaHTHOCTLIO MYTaHTHOIO reHa.

MyTaHTHbI reH KapTMpoBaH Ha KOPOTKOM Mieye 3 XpOMOCOMbI. TeueHue 6o-
ne3Hn fo6poKayecTBeHHOe, MeANEHHO NPOrpeccupyoLLee.

Bo3spacT febtoTa scceHLManbLHoro Tpemopa UMeeT 6umofanbHoe pacnpesene-
HWe C NepBbIM MKOM, COOTBETCTBYOLWMM 14,5-15 rogam 1 BTOPbIM - CBbILLe 35 JieT.

[nsa acceHumanbHOro Tpemopa Havwbosnee xapakTepHbIM SBMAETCA MENKO- W
CpeAHeaMnaNTyAHOe ApOXaHue pyK Npy HeM3MEeHEeHHOM MbILeYHOM TOHyce. [lpo-
XaHue pyK ABNSeTcA NOCTYpPasbHO-KUHETUYECKUM, COXPaHAETC NPy NPUBAMKEHNN K
Lenn (TepMuUHalbHbIA Tpemop). HekoTopoe ycuneHue ApoXKaHUs PyK B KOHLE ABW-
XEHUs, TO eCTb IerkUA WHTEHLMOHHbIN KOMMOHEHT. [POUCXOAUT HapyLlueHue mno-
yepka. TpeMop pyK Y 60MbLIMHCTBA 60/bHbIX MOABASETCA paHbLLe APOXaHus Apyrov
NnoKanusauuu, 1y HekoTOpPbIX OCTaeTCs eAMHCTBEHHbIM CUMNTOMOM 3ab0/eBaHNs B
nepnop 0T HeCKOMbKMUX MeCALEB 40 psaja feT.

K hakTopam, NpoBOLMPYIOLMM 3CCEHLMANbHBIA TPEMOp, CrefyeT OTHeCTU:
3MOLMOHANIbHOE HanpshXeHue, nepeoxnaxjeHue, 60/bLIYI0 (U3NYECKYIO HarpysKy.
MHorve 60nbHble 06paliatoT BHUMaHWe Ha 60MblLUY0 BbIPaXKEHHOCTb POXaHus B
YTPeHHMe 4acbl. ANKOrofb yYMeHbLUaeT WM MOAABNsET 3CCeHLMabHbIA Tpemop B
A€eHb Nprema 1 ycunmsaeT Ha CrefytoLunii AeHb.

TopcuoHHas AUCTOHNA (fehopMMpYIOLLasA MbIlLeYHas AUCTOHUS, MepBUYHas
navonatTnyeckas AUCTOHWA) - TEHETWYECKM reTeporeHHas rpynna 3abonesaHwid,
XapaKTepu3ytoLasncs MeAneHHbIMU TOHUYECKUMU TUNEePKUHE3aMN MbILLLL TYMOBULLA
1 KOHEYHOCTeN 1 cBOeOOPa3HbIM M3MEHEHMEM MbILLEYHOrO TOHYCa; MPUBOAALLMM K
MOSIBIEHNIO MATONOMMYEeCKNX 103, 06YCNOBMEHHasA MPOrpeccUpyIoWMN fereHepa-
TUBHBIMW M3MEHeHNAMU B 6a3abHbIX FaHrIUAX, AApax ModKeuka. bonesHb Moxer
HacnefoBaTbCA Kak Mo JOMUHAHTHOMY, TaK W M0 peLeccuBHomMy Tuny. OTmeuyaroTcs
TaKke cnopagunueckue ciyyan. KaptnposaHo okono 10 reHoB TOPCYOHHOM AVNCTOHNN.
B 3aBMCMMOCTM OT naTtoreHesa U (DEHOTUMUYECKMX MNPOSBIEHWUIA BbIAENAIOT runep-
KMHeTUYeckue, godaHesaBucumble U L-goda-uyBCTBUTENbHBIE, PUTMAHbIE (HOPMbI
3a00/1eBaHNs, reHbl, KOTOPbIX PacnofoXeHbl Ha pasHbIX Xpomocomax. Tak pacnono-
XeHue MyTaHTHoro reda DYT1 gnsa fodaHe3aBUCMMO (hOPMbl TOPCUOHHON AUCTO-
HAM - nokyc 9932-34. MyTaHTHbIi reH DRD,  fgeTepMUHUpPYHOLLMIA
L-goda-4yBCTBUTENbHYIO MPOrPeccUpyioLlyo  AUCTOHMIO ¢ AJl-HacnefoBaHWeM
pacnonoxeH B nokyce 14q22.1-22.2. Mpu L-gota-4yBCTBUTENLHON AUCTOHUM C
AP-HacnefoBaH1eM MyTaHTHbIV FeH - TUPO3MH-TUAPOKCKIa3bl PACONOXEH B /IOKyCe
- 11p11.5.

B ocHOBe natoreHesa neXuT gucbanaHc LeHTpaibHbIX HeMpoTPaHCMUTTEPOB 1
HapyLleHne (YHKLWW PeLunpoKHOA WHHepsauuu. Mpu fodaHe3aBUCUMOI (hopme
NPOUCXOAUT MOBbILLEHNE [OMAMUHEPTNYECKOA U CHUDKEHWNE XONMHEPrUYecKoi ak-
TUBHOCTU (AedULMT TOPMO3HLIX MeamaTopos - FTAMK, aueTunxonu); a npu goda-
3aBMCUMOI (hOpMe - MPOTUBOMONOXKHbBIE SBIEHNA.



O6bI4HO NepBble NMPU3HaKN TOPCUOHHOW AVUCTOHWKM MPOSIBAKOTCA B BO3pacTe
5-20 net. 3abonesaHune mefneHHO mporpeccupyeT. K mepBbiM mpu3Hakam 60/1e3Hu
OTHOCATCA HEMPOMW3BO/bHbIE ABKEHUS B OAHON, Yallle HUMXKHEA KOHeYHoCcTW. Bonb-
Hble UCMbITbIBAIOT YYBCTBO HeyA06CTBa BO BpeMs X0AbObI. [0CTENEHHO rMnepKuHesbl
pacnpocTpaHATCA, MOABAAKOTCA M YCUAMBAIOTCA NPU MOMbITKAX W3MEHWTb MOJO-
XEHWe Tena, COBEepLUNTb Kakoe-nnbo [BMXKEHWe, BO BPeMs CTOSHMSA, Npu xoppbe,
3MOLMOHAIbHOM BO36YXKAEHUN. MbILLIEYHbI TOHYC MEHSETCA B 3aBUCUMOCTM OT MO3bl
KOHEYHOCTU. XapaKTepHbl Takue K/AMHUYEeCKWe MNPOSBNEHWUS Kak napafoKcaibHble
KMHE3MW, BblYYpHble MO3bl U3-32 KOHTPaKTyp CycTaBOB, Au3apTpus, gucharns. VH-
TeNNeKT y 60/IbHbIX COXPaHEH.

B nocnegHue rofpl NpousoLLen npopbIB B U3yYeHUN 3TUONOTMK W naToreHesa
HacnefCTBEHHbIX 3a60M1eBaHNi C MPEMMYLLECTBEHHbIM MOPaXKeHWeM 3KCTpanupa-
MWZHOI CUCTEeMbI, YTO MO3BOMU/O BHEAPWUTb METOAbI PaHHell AUarHOCTUKY, NeveHus
1 NpotMNaKTUKN. BakHbIM OCTaeTCsi COBEPLUEHCTBOBAHME 3HAHWUI MNpaKTUYeCKuX
Bpaueli mofjaHHOI mpobneme - ymMeHMe paHO pacrno3HaBaTb 60/1e3Hb U MCMO/b30BaTh
[narHoCcTuYeckwii anroputm. JanbHeilunii Nporpecc reHeTUKU HepBHbIX 60ne3Hel
6yfeT cnocobcTBoOBaTh pa3paboTke NPUHLMNNANBHO HOBbIX MOAXOAOB K KOPPeKLmm
VIMEIOLLMXCA MONEKYNAPHBIX Ae(eKTOB.

NuTtepatypa

1 W. A. ViBaHoBa-CmoneHckas Bonpocbl audepeHymanbHol AMarHoCTUKA 3C-
ceHumanbHoro Tpemopal/ XXypHan Hesponorum u ncuxmatpum um. C. C. Kopca-
KoBa. - 1981. - Ne 3. - C. 321-326.

2. W. A. VBaHosa-CmoneHckas, E. [l. Mapkosa, C. H. innapnowkus MoHoreHHble
HacnefcTBeHHble 60Me3HU HepBHOM cucTeMbl//HacnefcTBEHHbIC 6ONE3HN HepB-
Hoii cucTembl/ Mog pef. HO. E. BenbTuiyesa, M. A. TémuHa. - M.: MeguuuHa,
1998.-C. 9-105.

3. O. C. /leBuH Tpemop//Poccuiicknii MeguLMHCKMIA XypHan. - 2001. - Ne 5. - C.
36-40.

4. B. H. WTok, N. A. NBaHoBa-CmoneHcka, O. C. JleBUH OKcTpanupamugHble
paccTpoiicTBa: PyKOBOACTBO MO AMArHOCTUKe W nedeHwto. - M.: Megnpecc WH-
thopm, 2002. - 700 c.

5 A. P. WrtynbmaH, O. C. JleBuH. Hesponorusa: CnpaBoYHMK NPaKTUYeCKOro Bpaya.
-M.: Megnpecc-uHdopm, 2004. - 780 c.

6. B.H.MopbyHosa, E.A. CaBenbeBa-Bacunbesa, B.B.KpacunbHukos. Monekynsp-
Hasa Hesponorua/Mog ped. A.A. Ckopomua. - C-M6.. «MHTEPMEAVKA®Y,
2002, wyactb I1.-C.217-224.

7. O.E. Benbtuwycs, MN.A. TemuH. HacneacTBeHHble 60NE3HN HEPBHON cucTembl /
PykoBogcTBo ans Bpadeid. - M.: MeanunHa, 1998 - C. 10-30.



