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®AKTOPBI PUCKA PA3BBUTUU HE®PPOHODPTU3 PAHKOHM Y JETEHN
PaxmanoBa J/I.K., Magxxuaosa H.M., 'anuesa M.III.

AKTyasibHOCTB. [Ipo6sieMa cuHgpoMa PaHKOHU Yy AeTell OCTAaETCsA aKTyaJlbHOU B CBSI-
31MC MHOr006pa3veM NPUYUH, 0COOEHHOCTAAMU MeXaHU3Ma Pa3BUTHUSA U TeYeHHUS ero KJIWHU-
KO-JIab0paTOPHOTO0 CUMIITOMOKOMILJIEKCA MPU HaC/JeACTBEHHBIX U NPUOOPETEHHBIX 3abo0ie-
BaHUSAX, CEPbE3HBIM IPOTHO30M.

CunapoM @PaHKOHU XapaKTepu3yeTCs KJIWHUKO-1ab0paTOPHBIM CUMITOMOKOMILJIEK-
COM, BKJIDYAKLUM runodpochaTeMUIECKUNA PaXUT C TUNIOKaIblieMuel, pochaTypuei, Kaib-
Yiypuen, NpoOKCMMabHbIA KaHaJIbLeBbIM TUIIepXJ0peMUYeCKUI MeTaboJIu4ecKUr aluzo3
Il TMna c runokasueMueH, rJ10KO3ypHI0, THIIePpaMUHOALU0YPHIO.

HedpoHodpTns PaHKOHU (CHHOHMM: CEMENHBIN I0BEHUJIbHbIA HEQPOHOPTHU3) OTHOCUT-
csl K ceMeHHbIM 3a60JIeBaHUSM C ayTOCOMHOPELLeCCUBHBIM THUIIOM HacCJeJ0BaHUSA U XapakKTe-
pu3yeTcsd NOJUypUen U NoauuIncruen, nocreneHHbIM pa3sutueM XIIH. BosmoxHbI HedacTbie
c/ly4au ClopaZuyeckoro 3aboJsieBaHUsA. DTUOJIOTUS U IaTOTeHe3 O0CTAalTCA HesscHbIMMU. [Ipes-
N0JIaralT, YTO NMEPBUYHBIM fABJAdeTCA AedeKT B GepMeHTHBIX CUCTeMaX JUCTaJbHbIX Ka-
HaJ/IblLieB, BeAYLUH K JlereHepaliu UX 3NUTeNUs U GuOpo3y HHTepCTULMaIbHOU TKaHU. Kak
npaBuyio MopdoJsioruiyeckre nepeMeHbl B AUCTaJbHbIX KaHa/blax 00jiee BbIpaXKeHbI, YEM B
IPOKCHMAaJIbHBIX, IEpeMEHBI B KJIyOOUKaXx ABJISATCA BTOPUYHBIMU.

B HeKOTOpBIX CUTyalUsIX B CyOKaNCyJIPHOM 4aCTU HAOJII0JAIOTCA pacliMpeHue KJy-
604YKOB, U HEOOJIbILIOE YUCJIO KUCT (AUaMeTp 2-8 MUIIMMeTpa) B 006J1aCTU COOUpaTeNbHbIX
TpYOOK, B neTJie ['eHJie ¥ B IUCTA/NbHBIX KaHA/IbLIaX, KOTOpPble UMEIT BTOPUYHOE NPOUCXOXK-
JleHre W CONPOBOX/AAITCA YTOJILEeHUEM 6a3ajbHbIX MeMOpPaH U JereHepanuen 3MUTeNus.
OTCYTCTBYIOT IJIOMepYyJisipHbIE OTJIOKEHUSI UMMYHOTJI00yJIMHOB.

CungpoM PaHKOHM MOXeT ObIThb HacJe[CTBEHHbIM U NpuoOpeTeHHBbIM. HacnencTBen-
HbI BU/| BbI3bIBATbCA CAeyOUIMMU GaKTOPaMU:

e Bo3/eiicTBHe HEKOTOPBIX JIEKAPCTBEHHbIX IpenapaToB (BKJK4Yas HEKOTOpPbIE XU-
MUOTepaneBTUYeCKHe U aHTUPETPOBUPYCHbIE NpenapaThl)

e Bo3JeicTBUE TSXKebIX METAJIJIOB UM APYTUX XUMUYECKUX BellleCTB
Jedunut BuTamuuHa D
TpaHcrIaHTaLud I0YKHU
MHoOxXecTBeHHas MueJsioma
AMuion03
Biin3skue poacTBeHHbIe Opaku

[Io npuyrHe MaJOU3y4YeHHOCTU PYHKIHUU Oesika HeppouucTUuH-1 naTtoreHe3 HePppoOH-
opTr3a PaHKOHM (KaK U APYruxX HacjlaeJCTBEHHbIX NAaTOJOTHUM, 00YCI0BJIEHHBIX JepeKTaMu
rena NPHP1) Takxe He coBceM siceH. B 4acTHOCTH, HEM3BECTHO, YTO 60Jibllle HApylLIaeT Mpo-
1jecCbl TPAHCNOPTA UOHOB U BOJIbl U 00pa30BaHUs MOYM IPU 3TOM NMATOJIOTUU — U3MEHEeHUe
aKTHUBHOCTU PECHUYEK WJIM HeCOCOOHOCTh HedpouMcTHHA-1 NpUCOeJUHATD K cebe Jpyrue
6esikoBble MOJIeKyJbl. TOJIbKO HauyMHAeT M3y4aTbCsl BONPOC, KaKWe MyTalUW NMPUBOJAAT K
M30JIMpOBaHHOMY HePppoHOoPTH3Y PaHKOHH, a KaKhe — K KOMILJIEKCHbIM HapylieHusM. Jlo-
CTOBEPHO M3BECTHO, YTO NMEPBUYHbIMU aHOMAJIUSIMU MPU 3TOM COCTOSIHUM SIBJISIIOTCS U3Me-
HeHHs B NeTJsAX HeppOHA U AUCTAJIbHBIX KaHa/bllaX OY€EK, BCe OCTaJbHble CUMITOMBI (TH-
NOKaJIbLIMeMUs, aHEMUS, TIOPOKU Pa3BUTHUS CKeJleTa) CYUTATCSA BTOPUYHBIMU.

J/luarHo3 oCHOBBIBAETCS Ha CJeYIOIIUX JAaHHbIX: 1) ceMelHbIN XapaKTep MaToJIOTUH; 2)
NOSIBJIEHME MEePBbIX CUMITOMOB MAaTOJIOTUHU NOCJI€e 2-3-JIeTHEr0 BO3pacTa B BUJEe TOJIUYPUH,
HOJIUAWIICUU U 3aJepXKU (U3NYECKOTO pa3BUTHUSA; 3) HapylleHUe KOHIEeHTPaluOHHOU
byHKIMM NOoYeK C nocaeayomyM pa3ButueM XI1H B cBSI3U ¢ HEYMOJIMMO NPOTrpecCUpyOLIM
TeyeHHUeM MaTOJIOTUH.
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Ha npumMepe Mbl MOKeM IPUBECTU U3 KJIMHUYECKOTO cay4as. B oTaenenue Hepposioruu
OAMMII ropoga Auamxkana 5.02.2018 roaa noctynusa 60JsibHasA AeBo4YKa AxXMaaKaHoBa M.
2009 roga poxJeHUs C KajobaMU Ha CJAENOTY JEeBOYKU C POXKAEHUS, TOJUYPUIO, XKAKAY,
TOIIHOTY, PBOTY, U3MEHEHUs] B aHa/M3ax MOYHU, MEPUOAUYECKH 6O0JIM B HOrax, CJaboCTh,
yToMJs1eMOoCTb. 3 aHaMHe3a BbISICHUJIOCH, YTO ZleBOYKa /10 3TOr0 BpeMeHH Jiedynsach Mo Mo-
Boay cienoTel O/IMMI] B roposae AuamkaH. B TauikeHTe OblJIM HAa KOHCYJIbTAllUM YUYEHbBIX U3
UHauu ¥ npu npoBefleHUM OOIEeKJIMHUYEeCKUX M OMOXUMHYECKUX aHaJU30B BbISBJIEHA
$yHKIIMOHa/NIbHAs HEJIOCTaTOYHOCTh NMoYeK. B CBSI3W € 3TUM JeBouKa Obljla TOCIUTAIU3UPO-
BaHa B HedpoJsioruyeckoe otaeseHue TMA. U3 aHaMHe3a BbISICHUJIOCH, UTO ZleBOYKa OT 5 be-
pPEMEHHOCTH, 4 poJi0B, IPOTEKAaBUINX HA GOHE aHeMUH, TOKCUKO030B. bpak poguTesieint 6113-
KOpOJCTBeHHbIH. CTapliui U cpeHUM CbIH (poJHble 6paThs AeBOYKU) OrMOJIU B BO3pacTe
20 net ot XITH. ®usunyeckoe pa3BUTHE AeBOYKH J10 1 roJjla ¥ K HacCTOsAIEMY BpEMEHHU MPOTe-
KaJI0O COOTBETCTBEHHO Bo3pacTa. [lepeHeceHHble 3aboseBaHud: aHruHa, OPBY, BpoxaéHHas
cnenoTa. U3 aHaMHe3a BHU/HO, YTO JA€BOYKA POAUIACh OT POJUTEEN OJU3KOPOJCTBEHHOTO
O6paka, a TakXKe y MaTepu OepeMeHHOCTb MpOTeKasJa TSKeJbIMU TOKCUKO3aMU U TIKEJIOU
CTEeNeHU aHeMHUEN.

BbIBOAbI:

1. JlaHHBIM ciay4dal SIBJISIETCS [0Ka3aTeJlbCTBOM TOrO, YTO NPUYMHOM pALA MOYEYHbIX
3a60/1eBaHU ABIAKOTCA 6JU3KOPOACTBEHHBIE OpaKy poAUTEE.

2. llpodunaktuky 060/71€3HM HEO0OXOJUMO OCYLIeCTBJIATh B IpoLecce MeLUKO-
reHeTU4YeCKOro KOHCYJIbTUPOBAaHUS, 0COOEHHO B C/y4ae MOBTOPHbBIX 3MHU30/10B JIETAJbHOCTHU
oT XIIH HeCKOJIbKUX YJIeHOB CEMBbH.
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