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[lepoKCUCOMb

B ocHoBe 3aboneBaHMIM AaHHOM FPYNMbl HACNeACTBEHHbIX O0NE3HEN NEXUT HaPYLUEHUE CTPYKTYPbI, PYHKLUN U
BMOXMMUMYECKMX GEPMEHTATUBHDBIX PEaKLUIM KIETOUYHbIX OPraHen/1 — NepoKCUCcoOM. ABAAIOTCA NTaBHbIM
MCTOYHMKOM TPEX OKUCAUTENBbHbIX PEPMEHTOB — OKCUOA3bl D-aMUHOKUC/IOM, ypamoKcuoa3sl U KamMasnassl.
[MepoKCMCOMbI BCTPEYAOTCA B KNETKaxX BCEX TKAHEW OpraHmn3ama 4yenoseKa. [TOCKONbKY NEPOKCUCOMA HE MeeT
cobctBeHHoM [JHK, Bce membpaHHblie 6enkn n pepmeHTbl MaTPUKCA B HEM KOAUPYOTCA AAEPHbIMU rEHaMU U
CUHTE3UPYHOTCA Ha CBOHOAHbIX pMbOCOMax LMTONAA3Mbl KNETKW. Y NAaLUNEHTOB C NEPOKCUCOMHbIMK BonesHAMMU
HMOXMMUMYECKME HapYLLEHMA NTaBHbIM 06pa3om 3aknto4vatoTcs B AedeKTax a- U B-OKUCNEHUA X KUPHbIX KUCNOT
W CMHTE3a NN1a3MaA/IOreHOoB (CTPYKTYPHbIX $OochoNnMnnaoB MMeNNHOBBIX BOJIOKOH). M3BECTHO, UTO OKUC/IEHME
XUPHbIX KNCNOT AinHoM bonee yem 22 yrnepoAHbiX aTOMa, Ha3BaHHbIX }KUPHbIMU KUC/IOTaMMU C OYEHb
ANHHOM yenbto (OAXKK), nponcxoanT UCKAKOUYNTENBHO B NepoKcucomax. B pesynbraTte aedekTa
OYHKLMOHMPOBAHUA NEPOKCUCOM NPOUCXOANT HAKOMJIEHME B KNETKAX OPraHmM3ma XMUPHbIX KUC/IOT C OYEHDb
OWMHHOM Uenblo. TakmMe KNeTOUYHble HAaKOM/IEHMS OKa3biBalOT TOKCUYECKOEe BO34eMCTBUE M NPMBOAAT K
Pa3pPYLUEHUIO CTPYKTYPbI KNETOK

BbliaenatoT ABa OCHOBHbIX Kiacca. [MepBbin Knacc 6one3Hemn - 3To KOMNAEKCHble AePeKTbl Uau
reHepanmM3oBaHHOe HapyLleHne GYHKUMM (MepOKCUMCOMbBI OTCYTCTBYOT UM UX YUCIO PE3KO CHUMKEHO).
Mpumepsbl: bonesHb Pedpcyma HOBOPOKAEHHbIX, cMHApPOM LlenbBerepa u ap.

BTopow knacc 6onesHen - 3To 60a1e3HU, NPU KOTOPbIX CTPYKTYPa NEPOKCUCOM COXPaHEHA, HO MMEEeTCA MyTauua
B reHe, KOHTPO/INpPYoLWeM eaAnHUYHbIN pepmeHT (Habntopaetcs ero aedunumT). Mpumepsbl: akaTanasus,
6one3Hb Pedcyma B3pocC/abIX U Ap.



Cunnapom Llennbserepa.

Knaccmdpumkauymsa

Tun HacnepoBaHMA- peaKUN ayTOCOMHO-PeLEeCCUBHbIN.
* OMIM Ne 214100

e MyTauum B reHax nepokcuHoB 1-3,5, 6 n 12 (reHbl PMP 70 n PMP35)
BbigenatoT yetbipe TMNa cuHapoma Lennbseerepa:

1)

2)

3)

4)

cuHapom LennbBerepa - Tun | (OMIM 214100), reH KOTOPOro I0OKa/IM30BaH Ha

)((5%3’\1A§6COME 7921-922, pa3BuUTne NaToONOrMK CBA3AHO ¢ aedpeKkTamm reHoB PEX1, ZWS1,
P

2) cunppom Uennbserepa- (OMIM 170995), reH KOTOPOro JIoKasiM30BaH Ha

Xxpomocome 1p22 p21, pa3smutue 3aboneBaHms cBsi3aHoO ¢ AedeKktamm reHoB PXMP1,

tI;MP7O, KOAMPYOLWMX NEPOKCUCOMHbBIN MeMOpPaHHbIN 610K U HeJOCTaTKOM 3TOro
eJsIKa

3) cungpom UennbBerepa-LLU (OMIM 170993), reH KOTOPOro KapTMpoBaH Ha
xpomocome 8q21 1 (aedektbl reHoB PXMP3, PAF1, PMP35,p) HeaocTaTo4HOCTb
nepokcncomHoro paktopa 1 (PAF 1), HakonaeHMem ANAMHHOLENOYEYHbIX *KUPHbIX
KUCNOT B COUHTOMMENNHAX CbIBOPOTKU KPOBU, OTCYTCTBMEM NepoKcucom B pnbpobna-
CTaX KOXMU

4) cnHapom LlennbBerepa, cmewwaHHbiM TN (OMIM 214110), npu KoTopom
HabntoAal0TCA MHOMKECTBEHHbIE FeHHble AedeKTbl



HapylleHne

He aKTUBHbI MO KpanHen mepe NATb rpynn ¢pepmeHToB

1) anrnpgpoauetoHdochataumntTpaHcpepasa (CMHTE3 N1a3MaoreHoB)
2) oKcnaasa GUTAHOBOM KUCAOTDI

3) pepMeHTbI P-OKUCIEHUNA KUPHDBIX KNC/IOT

4) bepmeHTbl aerpagaumm NMNEKOAMHOBOM KUCNOTbI

5) depmeHTbl KaTabonmnama KenyHbix KNCNOT

Mpn mopdonornyeckom nccneaoBaHum 6MonTaTos neyeHn HabatogaeTca peskoe
CHUXEHME NN NOJIHOE OTCYTCTBUE NEPOKCUCOM B KETKaX NEeYEHH.

Ba*KHbI OBUOXMMUYECKMIN NPU3HAK - MOBbIWEHNe KoHueHTpauun OALXK B moye.
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KAUHUKA

MaHunpuctauma B paHHeM HeoHaTa/IbHOM nepunoae. 3aaepHKKa
dU3NYECKOro U YMCTBEHHOIO PAa3BUTUA, MHOXECTBEHHbIE BPOXAEHHbIE
nedektbl (Hanpumep, NOJIMKUCTO3 NOYEK, BPOXKAEHHbIE MOPOKU cepaLa),
OTCYTCTBUE COCATENbHOIo pedaeKkca, MbllLeYHOU TMNOTOHUEN,
cyaoporamu, renaTomeranamen, KeaTyxon, KaTapakton, MUrMeHTHOMU
peETUHONATMEN, HAPYLUEHNAMMN MOTOPUKKN, apedaeKkcmnen, Kapamno-
Mmunonatnen, Pnbpo3om neyeHm N NoHYeYHbIM KUCTO30M. K XapaKTepHbIM
NPU3HaKam OTHOCATCA YepenHo-1nLEBbIE aHOMaANN - BbICOKUW 100,
LUMPOKMNE OTKPbITbIE POAHUYKU, SNNKAHT, AedopmaLma yewn,
MUKPOrHaTUA, aTpoduUa 3pUTENbHOIO HEPBA, NOMYTHEHME XPYCTA/IMKA U
POroBuLbl, ayKkoma. Hapaay ¢ 3Tum HabnoaatoTca CTOMKAA KenTyxa,
NPU3HAKN aApeHaN0BOUN HEAOCTAaTOYHOCTU - OTCYTCTBME NOABbEMA
coaepXaHUA KOPTM30/1a B KPOBU B OTBET Ha BBegeHue AKTI,



KAMHUKA

Co CTOPOHbI LLEHTPA/IbHON HEPBHOM CUCTEMbI MPU
NAaTOMOPPONOrMYECKOM N TUCTOXMMMNYECKOM NCCNea0BaHUN
BblABNAETCA 3a4epHKKa MUENNHN3ALUMN HEMPOHOB, KOTOPAA coveTaeTcsa
C UX reTepoTonuen n HakonneHnem cyaaHodUAbHbIX AMNUAOB B
acTpouuTax. HapyweHue npoueccos Mmurpaumm HEMPOHOB
CONPOBOXKAAETCA Pa3BUTUEM MUKPOTUPUN (COYETAHME MAbIX
PAa3MepPOB MO3roBbIX U3BUJIMH CO 3HAYUTENBHO YBEINMYEHHbBIM UX
YMUCOM) MU NAXUTUPUM (NATONOTMYECKOE YTOILLEHNE U YNINIOTHEHUE
N3BUJIMH MO3ra). B TKaHAX BbIABAAIOTCA OTNOXKEHUA HACbILWEHHbIX U
MOHOHEHACLILWEHHbIX XXUPHbIX KUC/IOT C O4eHb AJIMHHOW YrNepoaHOoU
uenbto. B Hagno4Ye4yHUKax pa3BMBaAOTCA NAACTUHYATbIE AUMUAHbIE
OTNOXeHnA. U3meHeHMA cKkeneTa, Yalle BCero B BUAe TOHYEYHOU
KanbUMPUKALNN HAAKONEHHUKA N CUHXOHAPO3a BEPTYKHbIX BNagUH.

[TpOrHo3 4acto HebnaronpuATHbLIN, U AETU NOrMBalOT CNYCTA HECKONBKO
MECALLEB MOC/e POXKAEHMA OT TAKENOMN TMNOTOHUN, HAPYLUEHUSA
NMUTAHUA, CyA0POr, MOPaXKEeHMNA NeYeHn n cepaua.



I1narHoOCTUKa

Mpn nccnenoBaHMM KPOBM ONPEAENAIOTCA NOBbILIEHNE }KUPHbIX KUCIOT C OYEHb AJIMHHOW
yrnepogHou uenbto. OnpeaeneHne akTMBHOCTU AMrnapoaueToH-poc- c|>anchcFepa3b| B
dunbpobnactax KoxKu. HapyLLueHHbIN cnHTe3 paKkTopa akTuBaumm TpombouuTos (PAT),
COMNPOBOXAAOLWMNNCA CHUKEHNEM COAEPHKAHUA TPOMOOLMTOB B KPOBM TaKXKe A0/IKEH
YYUTbIBATLCA B AMArHOCTUKE CUHAPOMA.

Cpeaun cambix NONYAAPHbIX MeToaoB AnddepeHUnanbHOM ANAarHOCTUKM CTOUT BblAENTb
cuHapom Ywepa 1 n 2, HeKOTopble OCHOBHbIE HapyLeHnA buoreHesa NePOKCUCOM, MOUCK
nedeKkToB oaHOro U3 pepMeHTOB B npoLecce 6eTa-OKUCAEHUA KUPHOM KUCNOTbI B
NepoKCMCoOMaXx.

Bo Bpema bepemMeHHOCTH, ecaim Bpay 3anoa03pMT BOSMOXKHOCTb Pa3BMUTUA Y N1o4a
cMHApoma LlenbBerepa, MOXXHO NPOBECTM NpeHaTa/ibHOoe nccaegosaHne aMHUOUMTOB, a
TaKXe crneumnanbHbliM aHann3 6MonNcnm BOPCUH XOPUOHA Ha CYLLLECTBOBAHUE XKUPHDbIX
KUCNOT CO CIMWLIKOM AJIMHHbIMUM LenovYKamun. TaK¥Ke NpoBOAUTCA aHANIN3 CUHTE3a
nna3mesioreHa. Ecnm oba aHanM3a Nokasanum annenbHble FreHbl, KOTOPble MOTYT Bbi3BaTb
CMHAPOM, CTOUT NpoBecTn uccnegosaHne [IHK ¢ nomoubio NpeHaTaNbHOW ANArHOCTUKM, a
TaKXe AMArHOCTUKY reHoB (NpeamMMnAaHTaLNOHHYIO).

TaK Kak cuHapom LlenbBerepa asnseTtca 3abonesaHnem ayToCOMHO-PeLeCcCMBHOIO TMNa,
ero MOXHO ANAarHOCTMPOBATb C MOMOLLbIO FEHETUYECKOro KOHCY/IbTUPOBaHMUA.



JleyeHune

K corkaneHuto, nekapcTsB oT cuHAapoma LlenbBerepa Ha ceroaHAWHUNA AEHb
He cyuiectByeT. MOXXHO MCMONb30BaTb HEKOTOPbIE MeAULNHCKUE
npenapaTbl, YTOObl KOHTPO/IMPOBATL CyAopPorn. Kak NnpaBmno, ANsA 3TON Uenu
noaxodAT obblyHble NPOTUBO3NMNENTUYECKMNE CPeACTBa:

AkTnHeBpan. OCHOBHbIM AENCTBYOLLLMM KOMIMOHEHTOM SABASIETCA
KapbamasenuH. AsnaeTca NonyaapHbIM MPOTUBO3MNUAENTUYECKUM
cpeacTBom. [pnHMMaETCs BHYTPb BO BpeMA eAbl, 3annBas HeEbObLLNUM
KONMMYeCTBOM XUAKOCTU. [lo3nMpPOBKa ANA AeTeN, NPUMEPHO, Takaa: Ao 20 mr
Ha 1 Kr B AEeHb.

beH30Han. AKTUBHbIM KOMMOHEHTOM ABAAeTcAa beH3o0b6apbutan. Jetam
BbINMCbIBatOT TabneTtku no 0,05 rpamm. MpmuHUMaAIOT nocne eabl, 3anmMBas
6onblIMM KonnyectBom BoAbl. [103a 3aBUCUT OT YACTOTbl MPUNAAKOB U UX
CU/bl, NO3TOMY ABNAETCA MHAUBUAYANbHOMN.

Y106bI 06/1E€MYUTL NOCEeACTBMA NEYEHOUYHYIO NEeYEeHOYHOW KoaryaonaTtum,
MOJKHO [iaBaTb Ha3HayvatoT BUTaMuH K, a npu pa3BuTnmM Xxonecrtasa B
HEKOTOPbIX C/Iy4aAX MOXHO MCMONb30BaATb MCMONb3YIOT *KUPOPACTBOPUMBbIE
BUTaMMUHDbI.




AapeHonenkognctopous
Knaccndpumkauymsa

HacneacrseHHaa agpeHonemkogmuctpodpums

Tnn HacnenoBaHUA- X-CUEN/IEHHbIN PELLEeCCUBHbBIN TUM
e OMIM Ne 300100

e [eH N0KanM30BaH Ha xpomocome X B ob6n1actm Xg28
HeoHaTanbHaa agpeHonenkogmctpodpms

Tvn HacnepoBaHUA- ayTOCOMHO-PELLECCUMBHDbIM

e OMIM Ne 202370

* BoaHom n3 13 reHos PEX



HapylleHne

X-cuensaeHHaA

MpuunHomM 3aboneBaHUA ABNAETCA HEAOCTAaTOYHOCTb MEPOKCUCOMHDbIX CMHTETA3 KOA-
3PUPOB *KMPHbIX KUCNOT C O4EHb AJIMHHOW YINIEPOAHOMN LLenbto B pe3yabrate KaK
MYyTaUUM B reHe camoro GepmeHTa, TaK U B APYrux reHax, OTBETCTBEHHbIX 33 3KCNPECcCcuio
dbepmeHTa, ero BcTpamBaHue B MeMbpaHy NepoKcUcoM. B ocHOoBe naToreHesa IeXnuT
HAKOM/IEHNE KUPHbIX KNC/IOT C O4EHb AJIMHHOM YI/1IEPOAHOMN LIEeNnbto, rMaBHbIM 06pa3om,
reKCako3aHOEeBOM B KOpe Haano4Ye4YyHUKOB, benom BeLLecTBe Mo3ra, roHagax, niasme,

PUTPOLNTAX, ﬂEVlKOLLMTaX N aMHUOUUNTAX.

HeoHaTanbHa“

CXOAHbl C U3BMEHEHUsMU Npu cnHapome LlennbBerepa, 04HaKO aKTUBHOCTb GpEepMEHTOB
beTa-okucneHuna b6enkos (aumnn-KoA-okcnaasbl, 6UdyHKLUMOHANbHOTO 6enKa U TMonasbl)
OCTaloTCA B Npeaenax HopmMaJsibHbIX BE/IMYUH.
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KANHWMKA

e PasnnyaloT WwecTtb KAMHMUYECKUX popm X-cuenneHHoOM agpeHonenkoguctpodpum.

e [/lemckasa uepebpanvHasa popma X-cuenneHHolU adpeHonelikooucmpoguu. ITo Hanbonee 4acTo
Habntogaemaa dopma agpeHonenkoamctpodpumun. Bospact Havyana 3abonesaHus — 3-10 ner. Mocne
nepmoaa HOPMasJIbHOro pocTa M pa3BuTUa pebeHka 3aboneBaHmne mMaHUPECTUPYET HEBPOOTUYECKOMN
CMMNTOMATMKOMN, KOTOPAs BKAKOYAET TakMe NoBeAeHYECKMe PacCTPOMCTBA, KaK HapyLLleHue
BHUMaHUA, TMNEPaKTUBHOCTb, SMOLMOHAbHAA NabUNbHOCTb, BO3MOXHbI 3NN304bl arPECCUBHOCTMW.
HeBponornyeckaa cumntomaTrKa HBbICTPO NporpeccupyeT, B Te4eHNe HECKOJIbKUX MecALEB
pa3BuBaeTcs AmsapTpua, gucdarna, poKaabHble NN FTeHEPANU30BaAHHbIE CYA0POrn, napesbl
KOHEYHOCTEN, CHUXKEHME cnyxa. [oparkeHne 3peHna BKAKYAET Kocornasme, aTpoduto 3pnTeNbHbIX
HEepPBOB U CHUXEHWE OCTPOTbI 3pPEHMA BNIOTb A0 caenoTbl. MauneHTbl nornbatoT B TeyeHme 2-3 net ¢
MOMeHTa MaHndecTaummn 3aboneBaHms.

* fOHowecKasa uepebpanbvHasa hopma X-cuernneHHolU adpeHonelKkooucmpoguu cXxoaHa no
CMMNTOMOKOMMJIEKCY C AETCKOM LepebpanbHOM GopMoIn. XapaKTepHbl bonee No3aHNE CPOKMU
MaHMUbecTauum KIMHNUYEeCcKnx npmnsHakos (10-20 neT) n meaneHHoe nporpeccupoBaHmne 6oiesHun.

e AdpeHomuesnoHeliponnamus. 3aboneBaHne maHUPecTUpyeT rmMnepnmMrmeHTaumen Koxm,
HEeJO0CTAaTOYHOCTbIO HAAMOYEYHMKOB, CacTUYECKOW Nnapannernem KoHevyHocten. No mepe
nporpeccmpoBaHmA 3aboneBaHnA y NnaumMeHTOB HabOAAOTCA AenPeccua U SMOLMOHA/IbHbIE
PACCTPOMCTBA, CHMXKEHME CeKCcyasibHON GYHKLUMKU, HECMOCOOHOCTb CAMOCTOATE/IbHO NepeaBuraThbes,
3Hype3, 3HKonopes. [Mpoao/IKUTENBHOCTb *XU3HU LUMPOKO BapbupyeTCs.



KANHWMKA

* B3pocnasa uepebpanvHasa popma X-cuernneHHol adpeHonelikooucmpoguu. 3aboneBaHue
MaHUPEeCTUPYET NOCNE BTOPOTro AECATUNETUA XKU3HU, KIMHUYECKN CXOAHO C AETCKOM UepebpanbHOM
dopmon. HeBposiormnyeckme CUMNTOMbI CXOAHbI C WK30ppeHONOoA0OHbIMM NCMXO3aMM HapAAY C
AeMeHUMEN, arpecCMBHOCTbIO, YTO MHOTAA AaeT BO3MOXHOCTb Npeanonaratb A4ebtoT wmsodpperHuu.
BaXXHbIM AMArHOCTUYECKMM NPU3HAKOM MOXKET CNYXKNUTb HANMYNE HAANOYEYHUKOBOM HEJO0CTAaTOYHOCTH
c cmumnTomamm AaamcoHoBown bonesHun. 3abonesaHmne HbICTPO NPOrpeccupyeT, NaToNorM4yeckme
npoueccbl NPMBOAAT K AeKOPTUKaUMKU. CMepTb 00bI4YHO HacTynaeT yepes 2-3 roga C MOMEHTA
MaHudecTaumnm 3abonesaHums.

* M301Up0oB8aHHAA HAOMNOYEYHUKOBASA HEOOCMAMOYHOCMb XapaKTepmsyeTca CMMNTOMaMu BpOH30BO
OKPACKM KOXKHbIX MOKPOBOB, YTOMIAEMOCTbIO, C1abOCTblo, apTEPUANbHON r’MNOTEeH3MeEN. Y 60/bLUMHCTBA
NaLMeHTOB HEBPOIOrMYECKaa CUMNTOMATMKA NPOABAAETCA HapyLLUEeHMEM NMO3HaBaTe/IbHbIX PYHKLUN,
CUMMATOMaMU runeppedaekcnm, HapyeHnsa BMbpaLMOHHOM YyBCTBUTENIbHOCTU KOHEYHOCTEN.

 Amunu4Hasa popma X-cyenneHHol adpeHonelKooducmpoguu paccMaTPUBAETCA Kak Hanbonee peakas
dopma 3aboneBaHUA, xapaKTePU3yeTca NPOrpeccupyowmmm onmBonoHTouepebennapHbimm
PACCTPOMNCTBAMM.



KANHWMKA

HeoHaTanbHasa

[1e60THbIE CUMMTOMbI NPU AaHHbIX CUHAPOMaXxX MOABAAIOTCA B NEPBble TPU MecsLa KU3HU
M 4acTo NpeAcTaB/eHbl YepenHo-ANLEBbIMU AN3MOPIUAMM (CXOAHBIMU C TAKOBbIMU NMPU
Cl), 3apep»KKor NCMXOMOTOPHOIO Pa3BUTUA PA3/IMYHOMN CTEMEHU BbIParKEHHOCTH,
rernatomeranamen, CHUXKEHMeM cnyxa n 3peHuns, Kotopbie B 60/IbLUMHCTBE CNY4YaEeB, UMEKOT
MeaNEeHHO-NPorpeccmpytollee Te4yeHme. B HEKOTOPbIX Cydasax, MOpParKeEHNE NeYEHU MOXKeT
6bITb BEAYLWMM CUMNTOMOM 60ONe3HU, YTO HEPEAKO NMPUBOAUT K PAa3BUTUIO BUTaMUH K-
3aBMCUMOM Koarysionatum, n B psaae caydyaeB, 3aboneBaHne MOKET OC/TOXHUTLCA
PA3BUTUEM BHYTPUYEPENHbIX KPOBOU3NNAHUN. [TpN AaHHbIX CUHOPOMAX OTCYTCTBYeT
XOHAPOAMNCNIa3MA U KUCTbI B NOYKaxX. lMnotoHusa, npunagku, anddysHaa sHuedbanonatus,
an3mopdua nnua, Katapakta, OCTeonopos, nemkoanctpodpusa, cnaboymue.

JleTanbHbIN UCXOA, HAaCTyNaeT 4YacTo BHE3anHo, B €BA3U ¢ npmncoeanHeHnem OPBU. Mpwu
NaTo- 1Or0-aHaTOMUYECKOM UCCNea0BaHNUMN HAAMOYEYHUKN aTPOPUYHbBI, B HUX
obHapyKmnBatoTCca AMnuaHble bucaow.



I1narHocTunKa

e Hanbonee cneundmnyHbIN 1 MIHOOPMATUBHBLIN NabOPATOPHbIN MNOKa3aTe b
aZlpeHONIENKOANCTPODUN — BbICOKAA KOHLUEHTPALMA XKUPHbIX KUCOT B NMJ1a3ME,
3PUTPOLUTAX NN KYSIbTYPE KOXKHbIX pnbpobnacrtos.

e [eHeTUYeCKMM aHaNm3

e KT n MPT. lNpwn getckomn uepebpanbHOM nam NnogpocTkoBon popmax
aZipeHonenkoamctodbmm obHapyKMBAOTCA XapaKTEPHbIE MO JIOKANN3aLUMNN U
YCUJIEHUIO CUTHANa nospexaeHna benoro sewectsa mo3ra. B 80% cnyyaes 3Tu
noBpeXAeHUA CUMMETPUYHbI U 3aXBaTbIBatOT 6e/10e BeLWeCcTBO BOKPYT KeyA04YKOB
B 3a4HEN TEMEHHOMN M 3aTbIZIOYHOM A0NAX MO3ra. [1pn 0AHOCTOPOHHEN NOKANU-
3aUUN TaKMe noBpeXgeHna MOryT Bbi3biBaTb NOAO3PEHMA Ha onyxonb mo3ra. MPT
YyeTye pasrpaHNYMBaAET HOPMaJSIbHOE U M3MeHeHHOoe benoe BelwecTBo, Yem KT, u
NO3BONAET BbIABNATb NOBPEXAEHNA, HE 3amedeHHble npun KT.



JleyeHue

e HeoHaTaNbHaA

MeToaoB 3pPeKTMBHOM TEpannm He pa3paboTaHo. [NpoBOoAMUTCA CMMOTOMATUYECKAA Tepanua.
Heobxoammo orpaHnuYmnTb NoTpebdbieHne nNpoayKToOB C BbICOKMM CoAepKaHUeM PUTAHOBOM KUCNOTI,
Hanpumep, KOPoBbEro MO0OKa. MoKeT bbITb Ha3HAYeH NPUEM A0KO3areKCaeHoOBOM KMCNOThbI. [Mpu
CYAOPOXKHbIX MPUNAAKAX UCMO/b3YeTCcA CTaHAapPTHAA NPOTMBO3NMIENTUYECKAA Tepanua.

e X-cuenneHHasn

Haano4ye4yHMKOBYO HEAOCTATOYHOCTb KOMIMEHCUPYHOT 3aMECTUTENIbHON KOPTUKOCTEPOUAHOM
Tepanuen. Ee npoBoAAT NO }KM3HEHHbIM NOKA3aHUAM U ANA YBEANYEHUA MbILLEYHOW CUAbI U
obuero camoyyscTauA.

Mpu uepebpanbHoM popme agpeHoNeNKOANCTOPUN Y MAJIBYNKOB U NOAPOCTKOB HA PAaHHMUX
CTaamnAX BOCNANNTENbHOW AEMUETMHU3ALUMNU NONTOXKNTENbHbBIN 3P PEKT OKa3bIBaAET TPAHCNNAHTaLUMA
KOCTHOroO Mo3ra.

Ha3HauyeHne BHYTPb CMECU MNLEPUNTPMOIeaTa U INTULEPUNTPUIPYKATA B COOTHOLWEHMM 4:1 (macno

JlopeHU0) Ha $OHEe AMETbI C MasibiIM COAEPHKAHUEM KUPA YHKe Yepes 4 Hel.. HOPMANN3YET YPOBEHb
YKUPHbIX KUCNOT.,

[Mpun HapyLLEeHUAX CHa MOXKHO Ha3HayaTb cegaTMBHble cpeacTsa, Hanpumep xnopanrnapart (10-50 mr/Kr),
neHTabap6butan (5 mr/Kr) unn anderrngpamut (2-3 mr/Kr).



bone3Hb Pedpcyma
Knaccmpumkauus

Tun HacnhepoBaHUA- dYyTOCOMHO-peueccnBHoe

Bbigenatot aoBa Tna 3aboneBaHuUsA: B3POC/bIN U UHPAHTU/IbHBIN.
e OMIM #266500

* 10-a xpomocoma, nokyc 10pter-pl1.2

* 6-A4 XPOMOCOMa, JIOKYC 6922-g24



HapyweHune

e B3pocnbih TN (HacneacTBeHHaA NoAnMHeBpPoNaTmnaA) ceaAlaH ¢ gepuumtom GUTaHO- UN-
KoA-rnapokcmnasbl (okecnaasbl PUTAHOBOM KUCOTbI), YTO NPUBOAUT K HAPYLUEHUIO
npespaweHns PUTaHOBOM KMCAOTbI B 3-Me- TUI-aAMNUHOBYIO KMCNOTY. MNaToreHes
3a60/1eBaHMsA CBA3aH C HAKOMNEHMEM B opraHu3me GUTaHOBOM KUCNOTbI (KMpHas
KMCNOTa C pa3BeTBAEHHOMN LEenbto, coaepKallasn 26 yrnepoaHbiX aTOMOB - NPOAYKT
pacnaga xnopodunna). B opraHname putaHoBas KMCNOTa HE CUHTE3UPYETCS.

* NHPAHTUAbHbIK TUN

Momumo pedpekta metabonmama PUTaHOBOW KUCNOTbI, HapyLleHa aerpaaauns
KEeNYHbIX KUCNOT. B KPOBM NOBbILIEH YPOBEHb XUPHbIX KUC/IOT C O4EHb AJIMHHOM
YINepOoAHOM LUENbIO U CHUXKEHO coaeprKaHne nnasmanoreHoB. Onpeaensaerca HU3Kan
aKTUBHOCTb ANUTMAPOOKCHaLeToHPOC- paTaumnTpaHchepasbl B buontatax nevyeHu
OTCYTCTBYIOT Nepokcucombl ObHapyKmBaeTca makpodarasibHaa MHOUALTPALUA.



bonesnb Peqpcyma

vercoMRE

E

https://medicalplanet.su/dermatology/Img/bolezn_refsuma.jpg



KANHUKA

* B3pocnan

HabntopatoTca B NO4POCTKOBOM BO3PACTE U XapPaKTEPU3YHOTCA NOpaXKeHnem nepmdpepuryeckomn
HepPBHOM cUCTEMbI (MOAIMHEBPONATUA), MO3XKEYKOBOM aTaKCUEN, HapyLlleHnem 3peHuns (MMrmeHTHasn
ancTpodua ceTyaTku). Y 60bHbIX NOABASAIOTCA HApYLLUEHHAs NOXOAKa (aTakcua), napecte3nn B
Horax, nape3 pa3rubarenemn, NUrMEHTHbIN PETUHUT (HapyLLEHMe 3peHunn), remepanonuna (HoyHana
cnenota). Hepeako otmeyatotca gedopmauma ctonbl (monaa ctona), noteps 06OHAHUA, U3MEHEHNE
KOXM NO TUMY UXTMO3a N NOPAXKEHUA Cepala B BUAE KapAMOMMONATUM C CUHYCOBOM TaxMKapanen,
HapyLWeHUAMKU NPOBOANMOCTU, OTpULUaTENbHbIMM 3ybuamu T Ha DKI. bonesHb mea/ieHHO
nporpeccmpyet. 3ameLleHne AMHONEBDLIX M aPaXUAOHOBbIX KUCNOT AePMbl Ha PUTAHOBYHO KUCAOTY
NPUBOAUT K UXTNO3Y.

[MporHo3 npu NnpaBuAbHOM sie4eHnn braronpuaTHbIW. Mpn oTcyTcTBUM Tepanmu 3aboneBarHmne
NpoAo/IXKaeT meaJ/ieHHO NPOorpeccMpoBaThb, NPMBOAA K BblpaXKeHHbIM Nape3am U aTakCuy,
3HaYNTENbHOMY NAAEHUIO 3PEHMA N CNYXa, HAPYLLEHNAM cepaevyHon aeatenbHocTu. NMocnegHee
MOMKeT CTaTb NPUYMHOMN BHE3ANHOWN CMEPTM NaLUEHTA.



KANHUKa
MHPAHTUNbHbIN

3aboneBaHue 0b6bIMHO 0bHapyrKMBaeTca B Bo3pacte oT 2,5 Ao 10 net. KanHmnyeckas
CMMNTOMATUKA NPOABAAETCA BbIPaXKEHHbIMM YEPENMHO-ANLEBbIMU aHOMANUAMM (3MUKAHT,
NJI0CKaA CMUHKA HOCa, HU3KOPACMNO/IOXKEHHbIE YLLIN), BbIParKEHHOW MbILLEYHOWM
rTMNOTOHUEN, MUTMEHTHbIM PETUHUTOM, HEMPOCEHCOPHOM INTYXOTOM, TPyOOon 3aaeprKKOMn
HEepPBHO-NCUXMYECKOrO Pa3BUTUA, CYyA0POramu, renaTocnaeHOMErainen ¢ HapyLeHmnem
neyeHo4YHbIX PYHKUMIN. B oTanyme ot B3pocaon popmbl bonesnm Pedcyma, npu
MHAHTUIbHOM GOpPMe B KIMHUYECKOM KapTuHe npeobnagatot Nnpu3HaKkm YeperHo-
nnueBon ancmopdumn, yMCTBEHHOM OTCTANIOCTU, @ B NEYEHU OTCYTCTBYIOT MEPOKCUCOMBI.
Hapagy ¢ 3Tum B KpOBM MOBbILWEHO COAEPHKAHUE KUPHbBIX KUCNOT C O4EHb AJIMHHOMN
YIrNepoaHOM Luenbto, MeTaboNnUTOB XKeNUYHbIX, MMNEKON0BON N GUTAHOBOM KNcNoT (a0 50-
100 mKr/mn, npn Hopme meHee 3 MKr/mn).

Mpwn natomopdonormyeckom nccnegoBaHnm obHapyXKUBaOTCA AereHepaTUBHbIE
N3MEHEHUA B Nnepndeprnyecknx HepBax, KNeTkax nepeaHux poros CMMHHOIO MO3ra,
MO3}KEYKOBbIX MYTAX U CeTYaTKe rna3a. B TKaHAX neyeHun, Noyek, cepaLa HaKkanamMBaeTcs
duTaHOBAA KMCNOTA.



I1narHocTunKa

* BMoxmmmnyeckmnim aHann3 KPoBu

HapyweHne metabonmama nepokcucomasnbHbix KK BbIABASAIOT MO YPOBHIO
ONNHHOUENOYEYHbIX }XUPHbIX KNCAOT B Naasme. KOHUEeHTpauma naasmoreHos B
MeMbBpPaHaxX 3pUTPOLUTOB NOHUKEHA. YPOBHM MUNEKOSIMHOBOW KNCNOTbI U
MPOMEKYTOUHbIX MPOAYKTOB XENYHOU KMCNOTbI B N1a3Me NOBbILLIEHbI.

[na obHapyXeHUss USMEeHEHUN MMnesInHa ncnonb3yt MPT.
B moye ypoBeHb pUTaHOBOMN KMCNOTbI goxoauT Ao 800 MKMosb/A.

AneKkTpoHenpomuorpadma No3BonaeT onpeaenTb NOIMHEBPONATUYECKUN
XapaKTep noparkeHma nepmndepmuveckom HEPBHOW CUCTEMbI, BbIABUTb NAaTONOMUIO
MOTOHEMPOHOB NepeaHnX Poros.

[eHeanornyeckne nccnenoBaHmA.

e [IpeHaTanbHOE UccieaoBaHMNE KYIbTUBMPYEMbBIX aMHUOLMTOB, BMoncua BOPCUH
XOpMOHa Ha npeamet KK



JleyeHue

* MeaAnKamMeHTO3HOro ne4yeHuna He cyliecTtByerT. JleyeHne cmmnTomaTmnyecKkoe.
KaTapaKTbl HeO6XO,£I,l/IN\O YAaN1ATb B pPaHHEM BO3pPaCTe, C/ZIyXOBble arfnaparthl,
3amelleHne sutamunHa K, ncnosnbsosaHme ¥ENYHOM KNCNOTbI.

e OrpaHnyeHune notpebieHmnA NPOAYKTOB CoOAepKaLLMX PUTAHOBYIO KUCNOTY.

* I3 pauMoHa peKomMeHAayeTcss UCKAYUTL ynoTpebaeHne 3eaeHblx OBOLLEN,
3e/1€HU N XKUBOTHbIX }KUPOB.

e C uenblo YMeHbLIEHMA HEBPONOTMYECKMX CUMNTOMOB Ha3HavyatoTCA
aHTUXO/IMHACTEPA3Hble dapmnpenapaTbl (ranaHTaMUH, HEOCTUTMWH), BUTAMUHbI
rpynnobl B,neyebHan pusKynbTypa, maccax. Mpu aedbopmauum cton u/mnmn napese
MbllL-pa3rnbaTtenen pekomeHJ0BaHO HOLLEHNE opToneanyeckon obysu.



Jlntepatypa

e KAMHUYECKUn cnyyam X-cuenneHHom aapeHoNenkoamctpodum TEKCT HAYYHOM CTaTbU NO
cneumanbHocTM « MeagnuUMHa 1 34paBOOXPaAHEHME» aBTOP HAay4yHOM paboTbl — EpemuHa EneHa
PobepmosHa, HazapeHKo /llodmuna lNasnosHa. — 2015. Ne12. C. 57-62.

* HayuyHaa ctatba «HAC/IEACTBEHHbBIE MEPOKCUCOMHDbIE 3ABOJIEBAHWNA» aBTOp
AsepbAaHosa A.A. — 2017.

e KAMHM4YecKas reHeTMKa. [eHOMKKA U NPOTEOMMKA HacneACTBEHHOW nNaTtonornm : yyeb. nocobue. -
3-e u3a,., nepepab. n gon. - MytosuH I.P. 2010.- 832 c. : un

e INATHOCTUKA NEPOKCUCOMHbIX BONE3HEW Y AETEW —Mamedos U.C., CmonuHa t0.A.,
Cyxopykos B.C., Hosukos [1.B KnuHnyeckaa nabopaTtopHas gnarHoctuka. 2012. Ne3. C.16-18.

e MEPOKCNCOMHbIE BUOTEHHbIE HYPYLWLWEHWNA B CIMEKTPE CMHOAPOMA LUE/TbBETEPA:
OUATHOCTUKA, MOHUTOPUHI U IEYEHUE COMMTACHO PEKOMEHAOALUKMAM INTOBATbHOMN
dYHOALMU NEPOKCUCOMAJIbHbIX 3ABO/IEBAHUN foHuape M.A., Mypamos I.P., /lazeuHosa
O./1.,lMywkKaps E.M., lNoma3yHoscKas E.[1., OmenvyeHko E.B., lllyneea H.B., landuHa U.M., 3ybKo
A.C., Cmpebynb H.B. 3popoBbe pebeHKa. 2018. T.13. Ne2. C. 194-203
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