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Peztome. B cmamve npedcmaeﬂeHbl pe3yibmanibl HAOMI00CHUA U AHAIUZA KIUHUYECKO20 caydasd
peoKko secmpeyarowenics hopmvl HACIEOCMBEHHOU MOMOPHO-CEHCOPHOU Hetponamuu 4 muna — 601e3HU
Pegcyma.

Kniouesvie cnosa: Hacieocmeennvie nonuneluponamuu, 6onesus Pegcyma, naxonnenue
¢umanosoii kuciomoi.

Resume. The article presents the results of observation and analysis of a clinical case a rare form
of hereditary motor and sensory neuropathy type 4 - Refsum disease.

Keywords: hereditary neuropathy, Refsum disease, accumulation of phytanic acid.

AkTyasabHOCTh. HacnencTtBeHHble MOJUHEHPONATUM - TETEPOreHHAs TIpyImna
pPaclpoCTpaHEHHBIX HACJEACTBEHHBIX 3a00J€BaHUIl HEPBHOW CHUCTEMBbI, OCHOBHBIC
KIIMHUYECKHUE MPOSBJICHUS KOTOPHIX 00YCIIOBIICHBI MOPAKEHUEM OCEBBIX IUJIWHIPOB WU
MUEJIIMHOBOM 000s0uku mnepudepudeckux HepBoB [1]. Uacrota paszmuunbix Gopm
HAaCJIEJICTBEHHBIX MOTOpPHO-CeHCOpHbIX HeWponatuii (HMCH) Bapeupyer ot 10 no
40:100.000. B pa3mn4YHbIX NOMYJISALHSIX.

OT npaBWIBHON AUArHOCTUKHA U CBOEBPEMEHHOTO a/ICKBATHOT'O JIECYEHUSI BO MHOTOM
3aBUCUT TSKECTh TEUCHUS TAHHOM NATOJOTHUH.

Heab: Bepudukanus auarHo3a W YTOYHEHHUE OCOOCHHOCTEH (EHOTHUIMHMYECKUX
MIPOSIBJIICHHUM PEIKO BCTpedaromieiics: (hopMbl HACIEACTBEHHOM MOJIMHENPOIIaTHH - OOJIC3HU
Pedcyma.

Marepuan u wmeroabl. HaOmomenue wu  aHanMM3 KIMHAYECKOTO — CIIydas
HACJIEJICTBEHHOW MOTOPHO-CEHCOPHOM Helpomnatuu 4 tuna — 6one3nu Pedcyma.

Bce ¢Gopmbl  HAacNEACTBEHHBIX  MOJUMHEHPONMATH  MMEIOT  CBOEOOpa3HbIe
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KIIMHAYECKHUE TPOSIBIICHUH, HO B CBSI3U C BBIPAKECHHBIM KIMHUYCCKUM TOJIUMOP(PU3IMOM
BHYTPH OTJEBHBIX TPYIII JIOCTATOYHO CJIOKHBI B IMArHOCTUYECKOM IUTaHe [2].

OpnHol U3 TaKUX CJIOXKHBIX JIJIsl AMATHOCTUKU M PEJIKO BCTPEUAIOIIMXCS B MPAKTUKE
HACJICJICTBEHHBIX, MPEUMYIIIECTBEHHO MOTOPHBIX, MOJMHEHpONATUH, SBIsSeTCA ee 4 Tul
uin Oone3ns Pedcyma. Ilpu nanHoM 3aboJieBaHWHU, BCIEACTBUU AedekTa (epmeHTa
¢uranomn-KoA ruapokcunasel, B KJIETKaX HEPBHOM CHUCTEMBbI (LIEHTpaIbHOU U
nepudepruecKoii), a TaKKe BO BHYTPEHHUX OpraHax MPOUCXOJAUT HaKOIUIeHHEe (PUTaHOBOM
KUCIOTHI. Ee M30bITOYHOE KOJITMYECTBO CIIOCOOCTBYET M3MEHEHUIO KJIETOUHBIX MEMOpaH U
IPOBOLIMPYET JETreHEepalyio HEPBHBIX KICTOK. TUN HAcleJoBaHUS — ayTOCOMHO-
peneccuBHbIN. bosbIIMHCTBO 00JBHBIX HE cTapiie 20 neT.

Pe3yabTarbl m ux o0cy:xaeHue. B HacTosmiee BpeMs MO HAIIMM HaOIIOACHUEM
HAXOJUTCS ABAALATUIICCTIICTHUN OOJIBHOU C TAaHHOM ITaTOJIOTHEH.

Uctopus 3aboneBaHus:

[lo cnmoBamMm MaTepu TmauUMeHTa, OEPEMEHHOCTh M POJbl MpoTeKanu 0Oe3
0COOEHHOCTEM.

[lepBbie mpu3Haku O0JIE3HM NOSBUIMCH B 4-X JIETHEM BO3pacTe, KOrja craja
3aMeTHa «IUIeTaronIas HOX0/IKay, «CIIOTHIKAHKUE), YACThIE TTaJCHHUS.

B 10 neT — uckpuBiIeHUE MPaBOU CTOIIBI.

B 11 neT orMedeHo yxyIlIeHHEe CiryXxa.

B 12 — ammapatom Wnu3zapoBa CKOppEKTHpOBaHA CTOMA M TMAIMEHT CTaj JIy4Ile
XOJIUTh.

B sTom ke Bo3pacte poauTeNu OTBE3M peOeHKAa Ha KOHCYJIBTAIUIO K U3BECTHOMY
npodeccopy B r.Cankr-IleTepOypr, riie eMy ObLI BRICTABJICH AUArHo3: 6oyie3Hb Pedeyma.

[Tpn 00BEKTUBHOM 00CIIETOBAHUU:

- HHrennexkt B 1ENIOM COOTBETCTBYET BO3pPACTy M IOJIYYEHHOMY BBICHIEMY
00pa30BaHUIO;

- UepenHbie HEPBBI: TPU3HAKU BECTUOYIIONATUH;

- BeipaxkeHHasi cuiMMeTpuYHasi TUIOTPO(UST MBI ToJieHel u Oenep;

- boneBas u BUOpalMOHHAsT UYYyBCTBUTEJIBHOCTh HECKOJBKO CHHXKEHBI TIO
MTOJTMHEBPUTHYECKOMY THITY;

- UacTu4Hast KOHTPAKTypa rOJICHOCTOITHOTO CyCTaBa CJieBa, MOJIHASI CTIPaBa;

- CuJta MBI CHU)KEHA B TUCTAIIBHBIX OT/IENax;

- Pedexchbl CHIDKEHBI TIO TOJTMHEBPUTHYECKOMY THITY;

- B no3e Pombepra nomateiBaeTcsi, 60JIbIIIE ¢ 3aKPHITHIMU TJ1a3aMU;

- [Tanmbiie-HocoBast mpo0a: ¢ JIETKOW WHTEHITUEH;

- IlsaTouHo-koneHHas mpola: yMepeHHas IU3METpHsl 32 CUET YaCTUYHOTO Tapesa
MTPOKCUMAJILHBIX MBI HIYKHUX KOHEYHOCTEH.

OdyeHb BaXHO, YTO JaHHAs KJIWHUYECKAash BapHuallys IOKa3bIBAE€T MPAKTUUYECKYIO
BapUa0EIbHOCTh TEUEHUSI ATOTO PEAKO BCTPEUAIOMIErocs: 3a00JIeBaHUSI 1 HEBO3MOXKHOCTh
MOCTaBUTh OKOHYATENIbHbIA JUarHo3 ©0€3 MpOBEACHUS MOJIEKYJISIPHO-TEHETHUYECKOTO
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uccinenoanus. OOpaiaer Ha ce0s BHUMaHUE TOT (akT, YTO MAUEHT HU pa3y U HUTJAC HE
npomwen JJHK-muarnoctuky. B Hacrosmee Bpems B renetuueckoM nenrpe PHIIL[ «Matp
U JUTS» OH TMPOXOAHWT OOCIEIOBaHHWE, O pe3yJbTaTax KOTOPOTO OyIeT COOOIICHO
JOTIOJTHUTEIIBHO.

WNuTepec TMpeACTaBICHHOTO HAONIOAEHUS] 3aKII0YaeTcsl B HCKIIOYUTEIHHOM
peakoctu Bctpeuaemoctd HMCH 4 tuna wiu 6one3nu Pedeyma.

Knunnueckoe Teuenue Haiero «Pedcymay» He siBisieTcs KIIacCCUYECKUM, HO B LIETIOM
HE TMPOTUBOPEUYUT OINHUCAHHBIM BapHaHTaM B JOCTYIHBIX HAy4YHBIX HMCTOYHHUKAX.
['eneTnueckas sKcrepTr3a NO3BOIUT OOBEKTUBU3UPOBATH JUATHO3 U MTPU HEOOXOIUMOCTH
BHECTH KOPPEKTUBBI B X0 JAIBHEHIIETO JICYEHUS.

BoiBoabI:

1. KinuHuyeckass JUAarHOCTHMKA HACICACTBEHHBIX [MOJWHEUPONATUN  SIBJISIETCS
CJIOKHOM 3aJja4ueil BCIEICTBUE MIUPOKOTO KIMHUYECKOTO MOIMMOpP(HU3Ma U BBIPAKEHHOU
T€HETUYECKON T€TEPOT€HHOCTH JIAHHOM MAaTOJIOTHUH.

2. 3HaHue OCOOCHHOCTEH TUMHYHBIX U  ATUNUYHBIX  HACJIEJACTBEHHBIX
MOJMHEHpONaTUi MO3BOJUT YJIYUIIUTh WX KIMHUYECKYI0 H JuddepeHInalIbHYIO
JTAArHOCTUKY.
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