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Pe3tome. B cmamvsi U3/10CeHbl COBPeMeHHble Jiumepa-
mypHble daHHble 06 OCHOBHBIX KAUHUYECKUX CUHOPOMAX
u duazHocmu4eckux kpumepusx Helipouxmuosa — 2ze-
mepozeHHOU 2pynne HacsedcmeeHHbIX 3a60./1e8aHUl,
NposI8ASIIOWUXCS UXMUO30M PA3/AUYHOLU CmeneHu 8bl-
paxceHHoCMu 8 Co4emaHuu ¢ nopa)ceHuem HepeHoU
cucmembl. C0enaH ynop Ha KAUHUYECKUX 0CO6EeHHOCMSIX
omade/nbHbIX HO30/102UYMECKUX (OpM Helipouxmuosd.
Ilpedcmassen duazHocmuyeckull nammepH 045 06-
c/1edosaHusl hayueHma ¢ npeonoaoicumessbHolM Heli-
pouxmuo3som. IIpusedeHo co6cmeeHHoe KAUHUYECKOe
HabrodeHue, deMoOHCMpuUpyroujee 8aHCHOCMb KAUHUYE-
CK020 0CMOMPA U aHAAU3d AHAMHECMUYEeCKUX OAHHbIX 8
gepugukayuu H030/102u4eckoll hopmul Helipouxmuosa.

Kaloyesvle cao06a: uxmuos, Hep8HAs cucmeMmbl, Koxicd,
Hac/edcmeeHHble 3a60/1e8aHUS

HelipokoxkHble 3a6o0JieBaHUsI MPEACTABJ/ISAIOT
Co60M reTeporeHHyI0 rpynny 60Jie3Hel, MpeuMy-
IleCTBEHHOM HAac/eICTBEHHOW NpPUPOAb], Xapak-
TEPHbIM KJIMHUYECKUM CHHJPOMOM KOTOPBIX fIB-
JISIETCS COYeTaHHOE MOpaXKeHNe HEPBHOW CHCTEMBbI
Y KOXXHBIX TOKpoBOB [1-3, 30]. Cpeiu maHHBIX 3a-
60JIEBAaHUI MOXKHO BBIZEIUTb 0COGYI0 MOArPYIITY
HEeHUpOMXTHO30B — 06o0Jie3HEeH, MPOSABJISIOUIUXCS
VMXTUO30M PasJIMYHOW CTEleHU BBIPAKEHHOCTH B
COYEeTaHUH C NOpaKeHWEeM HEPBHOU CUCTEMBI.

HecmoTpsi Ha pasinuyuMe B TeHETUYECKUX
aHOMaJIUAX, MPUBOAAIIMX K Pa3JU4YHbIM HO30-
JorudyeckoM ¢opmMaM HeEWPOUXTHO33a, KOXKHbIE
NpOsIBJIEHUS JTaHHBIX 3a60/1eBAaHUM NMPU MOBEPX-
HOCTHOM OOG'b€KTUBHOM OCMOTpPE BBIVIAAAT J0-
CTaTOYHO OJHOTHUIIHO, YTO CO3JaeT OIpejeJieH-
Hble TPYAHOCTH AJisl HPAaKTUKYIOLEro Bpaya npu
AuddepeHunanbHON AuarHoctuke. [Ipobsema
yCyTyO/IsIeTCS U TEM, YTO BBIPA)KEHHOCTb UXTHO-
3a MOXKET ObITh PAa3JIMYHOM, TAKXKE KaK U JIOKAJIU-
3anus NopakeHUH, a psAj, MalMeHTOB Ha paHHUX
cTagusax 3a60JieBaHUsI MOTYT MacKHpPOBaTh KOC-
MeTHYEeCKUU AedeKT C MOMOILbIO YBAAKHAIIIUX
JocboHOB [30]. Ocobble TPYAHOCTU BO3HHUKAIOT
NpU HaJIMYUM y MalMeHTa N003PEeHUs Ha IH/I0-
KPHUHHYIO IaTOJIOTHI0, HAllpUMeD, caXapHbIN JU-
abeT wau runotupeos. JJaHHole paKThbl 06YCI0B-

JIUBAIOT HEOOXOAMMOCTh TLIATEJbHOTO OCMOTpaA
U OIIEHKH He TOJIbKO HEBPOJIOTUYECKUX CHHAPO-
MOB, HO U JIDOBIX KOXKHBIX TPOSIBJIEHUH.

HecmoTpss Ha omnpejesieHHbIe CJ0XKHOCTH,
yr1y6JeHHbINM 06 beKTUBHBIA OCMOTP U TIATE/b-
HbI aHa/IN3 aHaMHe3a 3a60J1eBaHUs 03BOJIAIOT
B OOJIBIIMHCTBE CJIy4aeB 3al003PUTh KOHKPET-
HY0 HO30J10TU4eCcKy1o ¢popMy HelipouxTHosa [10,
35]. HauboJiee ouepyeHHasi KapTHHa HabJI0/1aeT-
csl Ipu Aebl0Te UXTHUO03a C NEePBbIX HEJle/b XKU3-
HH, 0COGEHHO B COYETAHUU C TSKEeJbIMU HEBPO-
JIOTUYECKUMU CUHAPOMaMU. B AaHHBIX ciaydasx
JIMarHO3 MOXXeT ObITh MOJTBEPXK/EH HaJIu4He
omnpe/ie/IeHHbIX OUOXMMHUYECKUX MapKepoB B
KpoBH. BMecTe ¢ TeM, no3aHUM Ae60T 3a60J1eBa-
HUS MOXKET NPeJCTaBAsATh COO0H onpe/ie/ieHHbIe
JUArHOCTUYECKHE TPYAHOCTH U TPeGOBaTh YIJIy-
6JIEHHOTO TeHEeTUYEeCKOro aHain3a [13].

JlocTXeHHs TeHeTHKU MOCJAeJHUX JIeT Mo-
3BOJIWJIM HE TOJIbKO UIEHTUUIIMPOBATh FEHETH-
yeckue JedeKThl MPU Pa3JIUUYHBIX HEUPOKOXKHBIX
3a00JiIeBaHUAAX U 00'bEJUHUTH UX B TPYIINy Hel-
POUXTHO030B, HO BBbIAEJUTb HauWboJiee pacnpo-
CTpaHEHHbIE U KJIMHUYECKU ouepYeHHble GOpMbl
[10, 30, 35].

Cunpapom lllarpena-J/lapcona. OgHuM u3 Ba-
PUAHTOB HacJe[ICTBEHHbIX BAapUAHTOB Mapan-
JIETUU B COYETAHUU C HEMPOUXTUO30M SIBJISETCS
cunapom lllarpena-J/lapcoHa, BiepBble ONKCAH-
Hbll B 1957 1. cpeiu Hacesnenus lllBenuu HeBpo-
jgoramu lllarpenom u JlapceHom [16]. B mocie-
JAyIOLIeM ObLJIO YCTAaHOBJIEHO, YTO 3a6o0JieBaHUE
BCTpeYaeTcs U B IPYTUX CTPaHax, ogHako B llIBe-
I[MY OHO HauboJiee PaCIPOCTPAaHEHO (CYUTaAETCH,
yto 1 % HacesieHud ceBepHoi llIBenuu ABAAOT-
€l HOCHUTEJISIMH), YTO MO-BUJUMOMY CBSI3aHO C
adpdekToM «ocHoBaTessA» [12]. Cunapom llarpe-
Ha-J/lapcoHa BkJIlOYaeT B ce6s1 TpUaZy CHUMIITO-
MOB: CMIACTUYECKYI0 NaparJieruo, UXTU03 U KOr-
HUTUBHbIe HapyuleHus. [eH, MyTaLus KOTOPOTO
BbI3bIBaeT 60JIE3Hb, JIOKaAU3yeTcs Ha 17-i1 xpo-
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MOCOMe U HacjeJyeTcs [0 ayTOCOMHO-peLecCrB-
HOMYy TuUny (JJi1 pa3BUTUSA 60JIe3HU Y pebeHKa
06a poJiuTes J0JKHbI 6bITh HocuTeassMu) [17].

lenetuyeckuit nedekt npu cungpome lllarpe-
Ha-/lapcoHa BbI3bIBaeT JAedULUT aKTUBHOCTHU
KUpPOBOM anbgeruf-gerugporedassl (FALDH),
KOTOpas KaTaJlu3UpyeT OKCHUJALMUI0 >KUPOBO-
ro ajpJerujia B XUPOBYK KUCAOTY. [Jebunur
depMeHTa BbI3bIBAaeT MU30BITOUHOE HAKOIJIEHHE
B KJIETOYHBIX MeMOpaHaxXx M MHeJIMHe >XUPHbIX
aJb/lerH/10B, KOTOpble cBA3bIBaeTca ¢ docdarTu-
JWJI3TAHOJAMUHOM, BbI3blBasgd MHEJUHONATUIO
[33]. KoxkHble nmposiBJeHUSI CUHApPOMA CBsI3aHbI
C HaKoOIlJIeHHeM B KepaTOLHTax aludaTHUUeCKUX
CIIUPTOB U JleKoTpHUeHa B4, uTo Takxe 06yc/0B-
seHo aedunutom FALDH [40].

MxTHO03 yacTo sBJIETCS NepBbIM CUMIITOMOM
3a60J/1eBaHUs, HAYMHAs C paHHEro JeTCKOro BO3-
pacta. ¥ 30 % 60J/IbHbIX UXTHO03 MaHUeCTUPYET
B HEOHATaJIbHOM Nepuoje. B oTindue oT fpyrux
dopm uxtHOo3a, Aas cugapoma lllarpena-Jlapco-
Ha XapaKTepeH 3y, KOXKHbIX TOKPOBOB [12, 16].

Cnactudyeckasi mMapamJierdsi Wjid TeTparuie-
rUsl pa3BUBAeTCs B TeueHHe MePBOro JecsTH-
JIETHA KU3HU U 4acTO NPUBOJUT K HapyLIEHUIO
IIOBCeJHEBHOM aKTUBHOCTH. YacTo maparmnJerus
accolMMpyeTcsd C BBICOKMM PHCKOM pa3BUTHSA
KOHTPAKTYp. 3aZlep:KKa YMCTBEHHOI'O0 Pa3BUTHUA
OTMevaeTcsl C JBYXJEeTHero BO3pacTa, OJHAKOo,
yalule BCero B TeyeHHe JJIUTEJbHOT0O BpeMeHH
OHa He BbI3bIBAeT COLMa/JbHOM JAe3ajanTaluu. Y
30 % nauMeHTOB MOTYT BO3HHUKATh CYZ0OPOKHbIE
napokcusmel [17].

Crnenuduueckas Tepanus cuaapoma Illa-
rpeHa-Jlapcona He paspaborano. [y JeyeHUs
HUXTHO03a BO3MOXXHO MCIOJIb30BaHHE KPEMOB C
anbda-ruJpOKCUKUCIOTAaMU (MOJIOYHOH KHCJIO-
TOHW, MOYEBHUHOH, CAJIUIIUJIOBON KUCI0TOMU). [lep-
CIEKTUBHBIM [JIsl YMEHbIIEHUs 3y/la CYATAETCs
NpUMeHeHUe WHTMOUTOpa CHMHTe3a JIeHKoTpHe-
HOB-B4 3useytoHa [37]. B siuTeparype umerorcs
e/JMHUYHble COOOLIEHHNs, YTO AUeTa C MOBbILIEH-
HBIM COZlEp}KaHUEeM TPUIVIMLEPUJOB CO cpefHel
JUINHOM Lienell MOXKeT YMeHbLIaThb ABJIE€HUA UXTH-
o3a. CoryiacHO JAaHHBIM pAJa aBTOPOB, UCNOJIb30-
BaHUU GaksiodpeHa U 6OTYJI0TOKCHUHA JIJIs1 KOPPEK-
IIMM CNIACTUYHOCTU He JA0CTAaTO4YHO 3$PeKTHUBHO
[17, 37]. HekoTopbIM manueHTa MOXKET MOTPebo-
BaTbCsl XUpPypruyeckoe BMeLIATeJbCTBO BCJe[-
cTBUe GOpMHUPOBaHUS KOHTPAKTYp [12, 16].

B HacTosillee BpeMsi maToreHeTHuyeckasi Te-
panua cuHzapoma Ularpena-J/lapcoHa He paspa-
ooTtaHa. B TeyeHHe mMOCAEAHUX JIECATHUJIETHH
ObLIM MPeAIPUHATHI HEOJHOKpPATHbIE MOMBITKU
pa3paboTaTh Ipenapat, NpensTCTBYOLIMHA Ha-
KOILJIEHUIO KUPHBIX KHUCJOT, OJHAKO, YYUThIBasA
NoJIMKOMINOHEeHTHble 3¢dekThl FADH-MyTanuu
U OTCYTCTBHE 3HAaHHUH O POJIM KOHKPETHBIX JIU-
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NU0B B Pa3BUTHUHU ONpeJeeHHbIX KIMHUYECKUX
CUH/IPOMOB JIaHHbIE MOMbITKU He ObIIU YCIENIHBI.
B xoze in-vitro ucciaesoBaHuil 6blIa MPOJIEMOH-
CTpUpPOBaHa CIOCOOHOCTb CTEPUJIAMUHA 6JIOKUPO-
BaTh HAKOIJIEHUE IIMHHBIX Llened pocdagu -
TaHOJIaMHHA (0OTBETCTBEHHOTO 32 GOPMHUPOBAHUE
MHUEJIMHONATHH), OJIHAKO, [Tpenapat 06J1ajiaa Bbl-
paKEeHHbIMH LIUTOTOKCUYECKUMH CBOMCTBaMHU. B
HACTOSII[UM MOMEHT MPOBOAUTCA BTOopas ¢asa
KJMHUYECKUX HCCAe[J0BaHUN HETOKCUYHOIO CO-
eauHeHusa NS2 (2-[3-amino-6-chloro-quinolin-2-
yl]-propan-2-ol; Aldeyra Therapeutics, Lexington,
MA, USA) B BuJle KpeMa, CIOCOOHOT'0 3aMeJIUTh
pa3BUTHE KOXXHBIX TposiBaeHui [16, 30].

Cungpom YanapuHa-lopdmana. CuHapom
YanapuHa-/lopdmaHa (neural lipid storage dis-
ease with ichthyosis) npeacraBsisieT coboit Ha-
C/1e/ICTBEHHON 3aboJjieBaHUe, OTHOCsIeecd K
HapylleHHI0 o6MeHa TpurauLepuaos [26]. lene-
TUYeCKUN JedeKT oOyc/ioBJeH MyTalued reHa
CGI-58, oTBeTcTBEeHHOro 3a TUJPOJM3 TPHUIJIH-
nepuzaoB [27]. KnuHu4yeckye nposiBJAeHUs BKJIIO-
YalT MOpPaKEHUE KOXKHU M0 TUITY CYXOW BPOXK/E€H-
HOW 3pUTPOAEPMUH, MHOMNATHUIO, KaTapakTy,
HEHpPOCEHCOPHY0 TIJYXO0TY, aTaKCHUIO, HUCTarM,
KUPOBYI0 JUCTPOPHI0 IedyeHH, KapAHOMHUOIMa-
THI0, 33/leP’KKYy YMCTBEHHOI'0 pa3BUTHUA. Y psja
NalyeHTOB MOTYT ObIThb COXpaHEHHbIE YMCTBEH-
Hble ClI0cOOHOCTH U QyHKI U neveHU. [Iporpec-
cupylouiasi HelpojereHepanuyss He XapaKTepHa
JIJ151 JaHHOU naToJsioruu [6, 30].

3abosieBaHUEe HacJeAyeTCs ayTOCOMHO-pe-
neccuBHo. [Ipu maToMopdosoruu Koxu, Kpome
XapaKTepHbIX [Js1 BPOXKJEHHON HebOy/1e3HOU
UXTHO3UPOPMHON 3PUTPOJEPMUM TNPU3HAKOB,
BBISIBJISIIOTCS JIMIUABI B KJIeTKax 6a3a/bHOTO U
3epHUCTOrO CJI0€B 3NH/IepMHuca.

[laTOrHOMOHUYHBIM JIAGOPATOPHBIM KpHUTE-
pUeM cyuTaeTcs NOsiBJIeHHe B nepudepruieckoin
KPOBH BaKyOJU3UPOBAHHBIX HEUTPOPUIBHBIX
rpaHysouuToB. [ BepuduKauuu AuarHosa no-
Ka3aH reHeTUYeCKUW aHa/M3 Ha MyTalUl0 reHa
CGI-58(ABHD5) [6, 38]. Cneuuduyeckoe jieueHHe
He pa3paboTaHo, O/IHAKO, YBJAXKHSAWIIUE Cpej-
CTBa MOTYT YMEHBUINTb BbIPAXKEHHOCTb KOXKHBIX
nposiBaeHuit [19, 26].

Bosiesnb Pedcyma. bosesnb Pedpcyma — ayto-
COMHO-PeIeCCUBHOE 3a60J/IeBaHUE, B OCHOBE KOTO-
pOro JIEXXUT HapylleHUe JIMIIOUAHOro oOMeHa —
6JI0KMpOBaHUe Ipoliecca pas3pylieHrst QUTAaHOBOM
KUCJIOTBI M HAKOILJIeHHe B opranusme 3,7,11,15-te-
TpaMeTWITeKCaZieKCAaHOBOUM KUCI0ThI[31]. 3ab6o.e-
BaHHeE TAKXKe U3BECTHO KaK HacJe[CTBEHHas CeH-
COpHO-MOTOpHAasi HeBponaTus IV Tuna [30].

leHeTHYeCcKUU AedeKT 3aK/I0YaeTCs B MyTa-
nuu redHa PHYH, oTBeTcTBeHHOTO 3a cCUHTE3 QU-
TaHOJI-KO3H3UM-A-TUAPOKCcUIa3bl. /[aHHBIA Oe-
JIOK yYaCTBYeT B IEPOKCHCOMAIbHON OKCU/AlIUU



$uUTaHOBOM KUCJIOTHI, IOCTyNaOIEeNd B OPraHu3M
c nuueid. 3a6o/ieBaHUe 1eOIOTHPYET C MO3LHEro
JleTCTBa B BU/Jle CHIDKeHUs 3peHUs (BcieAcTBUe
IUrMEHTHOr0 peTHHUTA), aHOCMUU. B TeueHue
10-15 seT pa3BuBaeTcs KJIMHUKA NOJUHeNpona-
THUH, UXTUO3, aTaKCHUs, [JIyX0Ta, HOpaKeHUe 3y-
60B. Y psijia MallMeHTOB HAGJIIOJAIOTCS Hapylle-
HUS pyuTMa cepAua. OnucaHbl ciyyau BHE3aMHOU
CMEPTH BCJIeACTBHUE GBICTPOro BrI6pOCa B KPOBb
60JIbLIOT0 KOJIMYecTBa GUTAHOBOM KMCJIOTHI Ha
doHe nHOekUK WK ctpecca [4, 11].

Benymum AuarHocTH4ecKUM KpUTepHeM SBJISA-
eTcs yBeJIM4eHre B KpOBU PUTAHOBOU KUCJIOTHI 60-
Jiee 200 MKMOJIb/J1 IPU HOpMe MeHee 3 MKMOJIb/JI
[8, 20, 22]. BaxxHoe 3HaueHME HUMEIOT NPU3HAKU
HopakeHUs IV1a3 B BHJle IUTMEHTHOTO PeTHHUTA
(cuMIITOM «TIEepIia ¥ COJIU» Ha TJIA3HOM JIHE), KOH-
LIEHTPUYECKOT0 CyKeHUs1 JILEBBIX N0JIeH 3peHusl.
BpoxIEHHBIN UXTUO3 XapaKTepPU3YeTCsl CyXOCThIO
U LlesylleHHeM KOXXY reHepa/M30BaHHOro Xapak-
Tepa WK NPEUMYLIECTBEHHO B 06/1aCTU KUCTEN U
CTOIL Y 60J/IbIIMHCTBA OOJIbHBIX TPH FEHETUYECKOM
VICCJIeJOBAaHMU BbIABJIAeTCcA MyTauusa reHa PHYH,
ofHako B 10 % cyyyaeT 60J1e3Hb aCCOLUUPYETCS €
MmyTanen rena PEX7 [9, 22].

B kauyecTBe Tepanuy OTHOCUTeJbHOU 3 dek-
TUBHOCTbIO 06/1aiaeT n1a3madepes (418 yMeHb-
HIeHUs1 YPOBHA QUTAHOBOM KHUCJOTHI), a TaKxkKe
crenyasbHas AueTa — KaTeropudeckd IpOTH-
BOIIOKa3aHbl BCe BU/JbI Cblpa, FOBsIJMHA, MOJIOKO
€ 60JIbIIUM IPOLEHTOM KXUPHOCTH, cauBKH [30].
[Io faHHBIM psifia aBTOPOB, CJeJloBaHUE JaHHOU
JiueTe CocoOGCTBYET CHIXKEHUIO YPOBHS GUTAHO-
Bo# kuca0ThI HA 50-70 %, a TakKe YMeHbIIEHHUIO
BBIPQXKEHHOCTH aTaKCUU U TTOJIMHEBponaTuu [20,
22,29]. Tem He MeHee, HECMOTPS Ha JUETY, TJIyXO-
Ta ¥ MUTMEHTHBIN PETHUHUT 06BIYHOMN He perpec-
cUpYIOT. B mocsieHee BpeMsi peJioKHO IpUMe-
HeHHe opJsucTaTa (crnenudpuiecKUd UHTHOUTOP
KeJTyZl04HO-KHIIeYHbIX JIMNa3) A/ yMeHblIeHuUs
BCacblBaHUsA GUTAHOBOM KHC/IOTHL

BoJsie3ns I'omre 2 Tuna. bosesns lome npen-
CTaBJIsIeT 060U caMyto pacnpocTpaHEHHY0 GopMy
JIN30COMHBIX 60Jie3Held HakomJeHUd. [eHeTHdYe-
ckuil nedekT pepMeHTa NpeAcTaBjeH MyTaluen
reHa GBA, xojupyoiiero ¢pepMeHT IJIIOKOLepe-
6po3ujasy, YTO MPUBOAUT K HAKOILJIEHHIO IJIIOKO-
Lepebpo3usa BO r0JIOBHOM MO3Te U JApyrux opra-
Hax, BKJII0Yad CeJIe3€HKY, [le4eHb, I04YKH, JIETKHe,
KOCTHbIHN MO3T [36].

KoxxHble $opMbI B BH/IE BPOXKIAEHHOIO UXTHO3a
xapakTepHblI /14 [l Tuna 3a6oJsieBaHUsT — HEUPOHO-
naTuyeckor MHPaHTUIBHON ¢opMbl. CpeHUN BO3-
pacT e60Ta HEBPOJIOTUYECKHX ITPOSIBJIEHUH — 3-5
MecaleB. HeBpoJiornyeckue 0CJI0XKHEHHUs (Tsxe-
JIble CY[OpOXKHble IPUCTYIIb], TMIIEPTOHYC, allHO3,
BbIpaKEHHas 3a/iep>KKa YMCTBEHHOTO Pa3BUTHSA)
NPOoSIBJSIOTCA K 6 Mecslam [36].

Cnenuduyeckoe JieueHUe He paspaboTaHo.B
HACTOSIIIUA MOMEHT NPOBOAATCA KJIMHUYECKHE
ucciaenoBaHusi 3GPEKTUBHOCTH HUMYTJyIlepa-
3bl (pekoMOMHATHas 4YeJjioBedecKas [JIIOKOLe-
pebpos3ugasza, Cerezyme, Genzyme Corporation,
Cambridge, MA) [39].

Cungpom ELOVL4. OTHOCMTENBHO HeJaBHO
ONHMCaHHOU GOpMON HeHpPOUXTHO3a SBJSETCA
cunapom ELOVL4 — 3aGosieBaHUE, MPOSIBJSIO-
Heecsi HApyLUIeHHEeM CHHTEe3a XKUPHBIX KHUCJIOT C
OYeHb JJIMHHBIMHU Lienoykamu (very-long-chain
fatty acids) [5]. ¥ penieccuBHbIX HOCUTeJIEH 1aH-
HOT'0 TreHa ONHCaHa KJWHUKA HeUpOMXTHO3a B
coyeTaHWU ¢ GapMaKOPEe3UCTEHTHBIM CyJ0POXK-
HbIM CHH/I[POMOM, CIIACTUYECKOHW TeTparJieruen,
3aJIep>XXKOH YMCTBEHHOTO pa3BUTHsA. JJOMUHAHT-
Hasi ¢popMma 60JIe3HU MPOSIBJISAETCA HBEHUIbHON
MaKyJasspHOU auctpodueir 6e3 HeHpPOUXTHO3A
(cungpom Wtaprapara) [7]. B psage cayyaet 60-
Jle3Hb uMuTUpyet cuHApoM lllarpena-J/lapcona
[5, 7]. Cnenududeckoe siedyeHre He pa3paboTaHoO.

MHoxecTBeHHasi cyabdaTa3Hasg HeJO0CTa-
TOYHOCTb. MHOXecTBeHHas1 cyjbdara3Has He-
JIOCTAaTOYHOCTb — PeJKOe ayTOCOMHO-PELeCCUB-
HOe HacJie/ICTBeHHOe 3a60JieBaHUe W3 TPYIIIbI
JIN30COMHBIX O0Jie3Hel HakoIleHus. [eHeTH4e-
CKUl fledekT 3akawo4daerca B MmyTanuu SUMF1-
reHa, 4YTO TMpOSIBJASETCI B HeAO0CTATOYHOCTH
GOPMUNTIMIIMH-CUHTE3UPYIOIETO  pepMeHTa,
aKTUBUPYIOIIET0 HEKOTOpble cyjbdaTasbl [14].
[Ipy cCHUKEHUU aKTUBHOCTH JJAHHOTO pepMeHTa
OTMevaeTcs HaKoIJIeHWe CyJb}aToOB B pa3siny-
HbIX OpraHax U TKaHax[32].

Kivnuyeckass kapTuHa 3aboJsieBaHUS Hamo-
MUHAEeT 00beAUHSET MO3JHIOI MHPAHTUIBHYIO
dbopMy MeTaxpoMaTHUUECKOH JieHKoaucTpoduw,
MYKOIOJIMcaxapu03a U HelipouxTHosa. [lagueH-
ThI CTPAJAIOT AHOMAJIUSIMHU CKeJIeTa, 3a/lePKKOHN
YMCTBEHHOTO Pa3BUTHS, IIYXOTOH, OTMeYaeTcs
renartocmieHoMmeranus [18, 25, 32]. Cnenududye-
CKOe JiedeHHe He pa3paboTaHo.

Jpyrue HacieacTBeHHbIe GOPMBI UXTHO3a

JlocTkeHHs] TEHETUKU IOCJAeJHUX JIeT TMo-
3BOJIMJIM UJIeHTHUPUIUPOBATL DPAJl HOBBIX CHH-
JIpOMOB, paHee OOBEJUHSABIIUXCA TOJ TEPMH-
HOM «HacCJIe/ICTBEHHbIH HelpouxTHo3». K Takum
cunapomaM oTHocaT: MEDNIK (mental retarda-
tion, enteropathy, deafness, peripheral neurop-
athy, ichthyosis and keratoderma — 3agep»kka
YMCTBEHHOTO Pa3BUTHUS, IHTEPONATHUS, [JIyXOTa,
nepudepuyeckasi HeponaTus, UXTHO3, KepaTo-
nepma), CEDNIK (cerebral dysgenesis, neuropathy,
ichthyosis and keratoderma — niepe6pasibHas gucre-
He3wus, UXTHOo3, kepatogepMa), ARC (arthrogryposis-
renal dysfunction-cholestasis — apTporpumnos,
novyevyHasi HeJIOCTaTOYHOCTb, XoJsiectas), TAY (ux-
THO3, «JIOMKHE» BOJIOChI, HU3KUH POCT, UMMYHO-
nedunut) [15, 21, 23, 24, 28, 34, 41].
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Ta6smmpa 1. [uarHocTudecKUil naTTepH NPH BhIsIBJIeHUH HelpouxTro3a (Rizzoetal, 2012) [30]

K/InHu4YecKHue MeToAbl

JlaGopaTopHbIE METOAbI

leHeTH4YeCKHe MeTO/ bl

O6GBbEKTUBHBIHA OCMOTP
O¢dTanbMOIOTHYECKUNA OCMOTP
AynuoMeTpus, ucciiejoBaHue
CJIyXOBBIX BbI3BAHHBIX

HeUTpoduUIbI

AHanu3z KPOBH HA BAKyOJIM3NPOBAHHbIE

[TeueHouHble Mpo6bI, KPK
LepysioniasMuH
[110K03aMHUHOIJIMKaHbI B MOYe

JHK-cexBeHUpoBaHue
CpaBHUTE/IbHAsA TeHOMHas
TUApUAU3AIUS

[JIMKO3MIMPOBAaHHBIN TpaHCepPUH)

MOTEHIIMAJIOB
MPT roJsioBHOro Mmo3ra JH3UMOJIOTHYECKHUH aHaJ/IH3
IHMTI (cynbdaTassl, FADH)
PenTrenorpadus ckesnera no

MMOKa3aHHusA Buoncusa koxu

MI/IKpOCKOI'II/IH BOJIOCA

JuarHocTuka Hac/ieJACTBEHHBIX GOpPM Hel-
pouxtHuo3sa. K coxajeHuro, 3a4acTy JAHarHos
HEHWPOHUXTHO3» OTKJIAAbIBAETCS /10 MOSIBJIEHUS
COYEeTaHHOr0 KJIMHWYECKH O4YepYeHHOro Mopa-
»KeHHs] HepBHOU cucteMbl U Koxku [30]. OgHako,
Jlaxke KOrja MpUHAJJIeXKHOCTh KOXKHBIX U HEBPO-
JIOTUYECKUX CHHJPOMOB K €JUHOMY Hpoleccy
CTAaHOBUTCS OYEBUAHOMW, AOCTOBEpHasi BepUPU-
Kalusi 3a00JieBaHUsl OCTaeTCsd 3aTPYAHUTEb-
HoU. [Ipu BbISIBJIEHUHU CHH/pPOMa HeHpOUXTHO3a
PEKOMEHAYeTCsl UCTI0JIb30BaTh CAeYOUUN Ara-
THOCTUYECKHM naTTepH (Tabauua 1):

TakuM 06pasoM, ompejie/ieHUE HO30JI0THYe-
ckoll GopMbl HEMPOUXTHO3A NpPEeLCTaBJSET CO-
601 C/I0KHYI0 U TPYA0eMKyto 3azauy. OfHako, B
psifie caydaeB y»Ke Ha 3Talle KIMHUYECKOIo Oc-
MOTpa U aHa/IM3a aHaMHe3a 3aboJieBaHUs, BO3-
MOXXHO 3all0J03PUTh OINpeJieJIeHHbIM BapUaHT
HEeWpOUXTUO3A.

B noaTBepKJeHMe TOMY NPUBOAMM KJIUHHYE-
CKOe HabJIIo/ieHre: B KIMHUKY aHTHOHEBPOJIOTHU
HMHBX umM. B.K.'ycaka noctynus nauuent T., 26 jieT
C ’aJl06aMU Ha BbIPaXKEHHYI0 CJ1ab0CTb U CKOBaH-
HOCTb B HOTaX, yCUJIMBAIOLIYIOCS IPU X0AbOE, 6011
Y CyZJOPOTY B UKPOHOXKHBIX
MBILIIAX, IPOBOLIUPYEMbIE
dU3nYecKod Harpyskou u
perpeccupyiouiye B MOKOE,
IIATKOCTb B TEMHOE BpeMs
CYTOK, UMIIEpAaTUBHBIE I10-
3bIBbI K MOYEHCITYCKaHUIO.

AHaMHe3 3a6oJieBa-
HUS: TalieHT 3a6oJies
B Bo3pacte2l roj, Korja
3aMeTUJ  HapacTawILyo
€/1a60CThb B HOT'aX NMpHU AJIH-
TeJIbHOW XoJbbe, 60JIM B
rojieHsIX Npu U3NYecKou
Harpyske.  Ob6csenoBai-
Csl MO MECTY KUTeJIbCTBA,
WCKJIIOYaJICS  3HJApPTEPH-
UT HWXXHUX KOHEYHOCTEeH,
cunapoM Peiino. KoHcyiib-
THUPOBaH HEBPOJIOTOM, ITPO-
BejeHa MP-tomorpadus
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rOJIOBHOI'0O MO3Ta, KOTOpas BblsIBUJIa HEOO0 IbLIME
eJMHUYHble OYaru y 3aJHUX OT/eJIOB GOKOBBIX
KeJIy[J04KOB, eJMHUYHbIY 04ar y nepejHero pora
JIeBOr'0 GOKOBOTI0 KeJIyZJ0uKa C CUTHAJIOM, U/JleH-
TUYHBIM JIMKBOpY. Jleuu/ica B HeBpOJOTUYeCKOM
OTZeJIeHUH N0 MEeCTy >KUTeJbCTBA, BbICTABJIEH
JINarHO3 «BSIJIOTEKYLUHN paccessHHbIN 3HIIedasio-
MHUEeJIUT C CHAaCTUYEeCKUM Napanape3oM». Tepanus
IJIIOKOKOPTHUKOCTEPOUJaMHU He MpHUBeJa K yJIyy-
meHuto coctogHud. B 2010 rony onpegnesnena 11
rpymnmna UHBaJUAHOCTU. B fanbHeleM crnactu-
YeCKMM INapanape3 MNpOTrpeccupoBas, MalydeHT
HEOJHOKPATHO JIEYWICS B HEBPOJOTrHYECKOM
OTZeJIEHUH, NOJIy4aa Kypcbl METAaO0JIUYECKON U
cocyaucTou Tepanud, 6e3 a¢pdekra. KoHcynbTu-
poBaH HeBpoJsioroM HMHBX, rocnutanusvpoBaH
JJ11 YTOYHEHHUS AMarHo3a v JedeHus.

AHaMHe3 )KU3HU: TyOepKyJie3, BeHepuiecKue
3ab0/1eBaHUs, BUPYCHbIE TeNaTUThI, MAJIAPHUIO B
aHaMHe3e OTpuLlaeT. B aHaMHe3e BpOXJAeHHBIN
UXTHO3, BeTpsHasd ocna. Co cj0B, y MaTepu 6epe-
MEHHOCTb U pOZibl IPOTeKaau 6e3 0CI0)KHEHNH, B
JleTCTBe pOC U pa3BUBaAJICS COOTBETCTBEHHO BO3-
pacty. CocTosia1 Ha yyeTe y HeBpoJiora ¢ 1996 r. mo

Puc. 1. [lauunenT T, 26 JieT. [MnepkepaToO3 KOXHU KUCTEU U CTOI



1998 r. no NoBOAY COCTOSIHUSA MOCJIE IEPEHECEH-
Hou UMT, coTpsiceHus TOJI0BHOTO MO3ra.

OGBbeKTHUBHO: 00Illee COCTOSIHUE VAOBJIET-
BOpUTeJIbHOE. BuauMble cAU3UCTble OOBIYHOMN
oKpackd. Ha koxe Ty/oBUILG, pyK U OCOGEHHO
HOT BbIpa)KeHHbIH runepkepaTtos (puc. 1).

HeBpoJioruyeckM cTaTyc: OpHeHTUPOBaH
BepHoO. [a3Hele meau D < S, 3pauku D = S. 3a-
JHesiiepHbl odranbmonapes. CriaxeHa JieBast
HI'C. Jlerkag fgeBualMsi KOHYHMKa si3blKa BJIEBO.
Cy6kopTuKaJbHble 3HAaKU. CyXOXWJIbHbIE ped-
JIEKCBI C PYK OXKHBJIEHBI S > D, maToJsiorndeckue
KHCTeBble 3Haku fkobcoHa-Jlacka, [odpmana, Poc-
CJ10JIMMO, KOJIEHHBbIe — BbICOKHE S > D, ¢ pacuiu-
peHHol pediekcoreHHou 30HoM, lopaon-II, axu-
JIoBBI S > D, NOJIMKUHETUYHBI. MbIIIeYHbIN TOHYC
B HOTaX Pe3KO MOBBIIIEH 110 CHACTUYECKOMY TUIY
(4 6anna no mkase Jmyopta). B moze Pomb6epra
IIaTKOCTh, KOOP/IMHATOPbIE MPOOGHI BHIMOJHSET
C JYCMeTpHel. YMepeHHBbIH HIKHUW Napanapes,
HepesBUTaeTCsl C MOMOLIbI0 TPOCTU. YOeauTeNb-
HBIX CEHCOPHBIX PACCTPOUCTB HE NMOKA3bIBAET.

O6cnepoBanue. bBuoxMMHYECKHMHM aHaJu3
KpoBM: 6UaNpPyo6uH o6imuit — 17,00 mMMosb/i,
npsiMoil — 4,00 Mmmouib/s1, He npsamon — 13,00
mmosb/a, ACT — 0,21 mmonb/a, AJT — 0,46
MMOJIb/J1, anbbyMUuHbI — 94,5 /1. Caxap KpoBU —
4,97 mMmoab/a. O6uui aHaau3 Kposu: HB — 132
r/a,9p — 4,0 T/n, u.n. — 0,9,/ — 9.1 T'/n, CO3 — 3
MM/4, 11— 2 %, c— 66 %,3 — %, 1— 28 %, M —
3 %. Koarynorpamma: [ITU — 94 %, AYTB — 27
cek., ubpuHoreH — 3,2 r/n. KpeaTuHKHUHa3a —
61 Ex/n, JAI — 140 Ex/n, kxpeaTuHUuH — 66,67
MKMOJIb/JI, JaKTaT — 2,58 MMoJb/i. [lokasarte-
JIU KJIMHUYECKOro aHaJjv3a JIMKBOpa NPU HeOJ-
HOKPAaTHOM MCCJIeJOBAHUU HAXOJUJHWChb B Ipe-
Jesiax pedepeHTHBIX 3HAYEHUH.

JHMI'": mpoBezieHHOE UTr0JBYATOE UCCIEA0BA-
HU€e MO03BOJISIET BbISIBUTb CyOKJIMHUYECKHE pac-
CTPOMCTBA TOHYCA B MbILILAX HOT.

JepMatoJsior: Ds: UXTHO03, pacnpocTpaHeHHas
dopma, s1erkoe TeueHHe. PEeKOMeH/J0BaHO: KPEM C
10 % Mo4eBUHOM (IOLEPHUH).

B otnenenun ocMmotpeH npod. C.K. EBTymienko.
[IpoBoaunnacek auddepeHipasbHast AUArHOCTUKA C
pa3IMYHbIMU GOpPMaMU CIACTUYECKOM aparieruu
(60s1e3Hb llITproMnens, c-m Tpoliepa), cCnUHAIBHOU
amMuoTpoduel, HaC/AeJCTBEHHON MO3KEeYKOBOMU
aTakcuel. XapakTepHble KJIMHUYECKUE CUHPOMBI
(uXxTHO3 B COYETAaHUU C HWXKHEW MaparJieryvei),
OTCYTCTBHE HHBIX 3a060/IeBaHUM, CIIOCOOHBIX MPH-
BeCTH K GOPMHPOBAHHUIO MaparnJieruy, no3BoJInId
BbICTABUTb OKOHYATEJIbHBINA UAarH03 — CHHJPOM
[lTarpena-JlapcoHna.

JleyeHnue: iutodaBuH B/B, AT®-10HT B Tab.I1.,
MUJIbraMma B/M, K03H3UM-Q10 B KancyJiax.

Ha ¢done mpoBoguMON Tepamnuud COCTOSTHHUE
nanueHTa 6e3 cylecTBeHHOU AuHaMuku. Coxpa-

HsIeTCs YMepeHHbIH HIKHUU napamnapes ¢ Bblpa-
>KEHHbIM CIIAaCTUYECKHM KOMIOHEHTOM (4 Gasjia
no mkase Jiyopta). [lepeaBUraeTcs ¢ NOMOIIbIO
TpocTu. Xoab6a 6€3 MOCTOPOHHEHN MOMOIIU 6oJjiee
7-10 MeTpoB pe3ko 3aTpygHeHa. [lanneHT BbINU-
CaH U3 OTJeJIeHUs [Jis HabJIIo/IeHHs Y HEBpoJiora
M JIepMaToJiora 10 MECTY *KHUTeJIbCTBAa. bosibHOMY
OblIa PEKOMEH/IOBAHA JIMeTa C IMOBBIIIEHHBIM CO-
Jlep>KaHUueM TPUIVIMLEPUZOB CO CpefHEHW AJUHOU
1enei (pacTuTesibHbIE MacJ1a, HOTYPT, MOJIOKO, ChIp).

3akJl04eHUe: HeCMOTpPS Ha TO, YTO HJEH-
TUPULUPOBATh KOHKPETHYIO HO30JIOTUYECKYIO
dopmMy HeillpouxTHO3a 6e3 creLUuaJbHOro Jabo-
PaTOPHOTO HCCJAe0BaHUS 3a4aCTy0 HEBO3MOXK-
HO, caM CHUHJPOM HEWpPOUXTHO3a He SBJSETCS
TPYAHOAHUATHOCTUPYeMbIM. BakHellllee 3Haue-
HUe UMeeT 06'be/IUHEHUE KOXKHBIX U HEBPOJIOTU-
YeCKUU NIpOsiBJIEHUHN B OJMH CHUMIITOMOKOMILJIEKC.
Jlis1 3TOr0 HEO6XOUM TUIATENbLHBIA OCMOTP KOXK-
HbIX IOKPOBOB, HAYKMHAs C IEPBUYHOI0 NIpUeMa B
KOHCYJIbTATUBHOM MOJIMKJUHUKe. HecMoTps Ha
TO, YTO AJis psiia GOpM HEUPOUXTHO3A IATOTeHe-
THYECKOe JIeYeHUe He pa3paboTaHo, paHHSsA [JU-
arHocTuka 3ab0JieBaHUSI U CBOEBPEMEHHOE Ha-
3Ha4YeHUe JUEThI U 1epMaTOJIOTHUYECKUX CPESICTB
M03BOJIIET 3HAYUTEJBbHO YJAYyYIIUTb KayecTBO
»KU3HU MaI[UEHTOB.

S.K. Yevtushenko, D.A. Filimonov, L.S. Lutskiy, E.A. Marusichenko,
S.F. Garagan

HEREDITARY FORMS OF NEURO-ICHTHYOSIS: FROM
SYNDROMIC DIAGNOSIS TO VERIFICATION OF DISEASE
(literature review and personal observations)

Summary. The article describes the modern literature
data about the basic clinical syndromes and diagnostic
criteria of neuro-ichthyosis — a heterogeneous group
of hereditary diseases, manifested by ichthyosis of
varying severity, combined with lesion of the nervous
system. Attention was made to the clinical features
of the specific clinical forms of neuro-ichthyosis.
Diagnostic pattern for examination of the patient with
a presumptive neuro-ichthyosis is presented. Case-
history is given to demonstrate the importance of
clinical examination and anamnesis analysis to verify
the specific nosological form of neuro-ichthyosis.

Keywords: ichthyosis, nervous system, skin, hereditary
diseases
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