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JlaHHbIE TUTEPATYPhI O CBSI3U MOHMKEHHOTO YPOBHS JUMUIOB (TMIIOXOJECTEPUHEMUN) C BOSHUKHOBE-
HMEM HEeBPOJOTUUECKUX PACCTPOMCTB Y IeTei U OJAPOCTKOB JO HACTOSIIIIETO BPEMEHU OCTAIOTCSI OTPAHUYEHHbI-
MU. Pe3koe cHuXeHue conepxaHusl WIK OTCYTCTBHUE B KPOBH XosecTeprHa, Hhochoaunuaos, TPUTIMLEPUIOB,
XUJIOMUKPOHOB, anoB BeaéT K pa3zBuTuio abetanumnonporenHemMun (cunapoM baccena-Kopnugeiira). Kioue-
BbIMU KJIMHUYECKUMHU CUMITOMAaMU 3TOTO COCTOSIHUS SIBIISIIOTCS 3aepXKKa TICUXOMOTOPHOTO Pa3BUTHS, MPO-
rpeccupylonias lepedessipHasi aTakcusi, TUIMEHTHas! IereHepalusl ceTyaTku, nepudepudeckast HeponaTus,
a TakXe rpyoble U3MEHEHUSsI cKeJleTa — BBIPaXKEeHHbII CKOIMo3 1 pes cavus. KitoueBble 1abopaTopHble MpU3Ha-
KU — UBMEHEHUS B JIMTTUIHOM CIIEKTpe (Pe3Koe CHUXKEHUE COAePXKaHUsI MM OTCYTCTBUE B KPOBU aroB, obuiero
xoJiecteprHa, (pocoaunuaoB, TPUNIULEPUIOB, XUJIOMUKPOHOB) M aKaHTOLIMTO3 B Ma3Ke KpoBu. JleueHue oc-
HOBAHO Ha BOCITOJIHEHUU XUPOPACTBOPUMBIX BUTAMUHOB M CUMIITOMATUUECKON Teparuu.

Kimouesbie ciioBa: CUHAPOM BacceHa-KopHuBeﬁra; TUTIOXOJIECTEPUHEMU A, AlIOJTUIIOIIPOTENH B; nepu-

(bepuueckas HeiiponaTust; LepedeUIsIpHast aTaKCHsl; TUTMEHTHBI PETUHUT.

Hapymenus metabonu3ma B CUCTEME JUTIONIPOTEN -
HOB (B YaCTHOCTH, CBSI3aHHBIE C OOMEHOM JIMIIOIIPOTEH -
Ha B) 1 accolimrpoBaHHBIE C 3TUM MTOPaXKEHUsI HEPBHOM
CUCTEMbI B HACTOSIIEE BPEMSI HETOCTATOYHO M3BECTHBI
cpenn poccuiickux Bpadeil. Cuaapom baccena-Kpon-
LBeiira sIBJISIeTCS OOHUM M3 HUX. B oTeyecTBeHHOI TH-
TepaType CyIIeCTBYeT OUYeHb HEOOIbIIIOE KOJTUYECTBO My-
OIMKAIINiA, TIOCBAIIEHHBIX 3TOMY CUHIPOMY (HaIrpuMep,
onyonukoBaHHas B 2012 roay cratbs [Tonsikosoit C.H.
M COaBT.). Mexay TeM, 3HaHUE 3TOM HO30JOIMYeCKOM
GopMBI HEOOXOIMMO HE TOJILKO HEBpOJIoraM, HO U Me-
MULMHCKUM TeHeTUKaM, 1 0(DTaIbMOJIOTaM.

B coBpeMeHHOI1 OTeueCTBEHHOI HEBPOJOTrMYEeCKOMN
JmTepaType, IOCBAIIEHHONM JIUMUIHBIM HapYyLICHUSIM,
OTMEUYAETCSI HEKOTOPBIN TMEePeKOC B CTOPOHY U3YYEHMS

arnoiumnonporerHa E (B wactHocTH, mipu 60Jie3HU AJlb-
nreitmepa [CyxanoB A.B. u coasr., 2001, 2011]. B To xe
BpeMs, O JPYrux JIMIIOMPOTEMHAX CHIBOPOTKM KPOBU
MpakTUYecKn He ynomuHaercsd. Kpome Toro, momasiisi-
fo1iee OONIBIIMHCTBO PadOT CBSI3aHO C MCCJIETOBAHUEM
TUTIEPXOJIECTePUHEMUU U aCCOLMUPOBAHHBIX C HEH 3a-
00JIeBaHUIi, & COCTOSIHUSI, COMTPOBOXIAIOIINECS] HU3KUM
YPOBHEM JIMTIUJIOB, HE3aCTyXKeHHO 000¥1eHbl BHUMAaHU -
eM. M3BecTHO, UTO arnojunonpoTerHbI (aro) BHITTOIHSI-
10T HE TOJIbKO CTPYKTYPHYIO (DYHKIIMIO, HO U obecreum-
BaloT akTuBHOE ydyacTtue JITT-KOMITJIEKCOB B TpaHCIIOPTE
JIMTIUZOB B TOKE KPOBU OT MECT MX CHMHTe3a K KJIeTKaM
nepudepryecKux TKaHel, a TakKe B 0OpaTHOM TpaHC-
nopte xojectrepuH (XC) B IeUyeHb IS JaJbHEUIIIMX
MeTaboJIMYeCKUX TIpeBpallleHUi. AMONpPOTEeUHBI BbI-
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MOJTHSTIOT (DYHKIIUIO JINTAHAOB BO B3aMMOJACWCTBUM JIM-
nonpoteuanbl (JITT) co cneuudpuyeckumu peuenTopamu
Ha KJIETOYHBIX MeMOpaHaXx, peryJupys TeM CaMbIM roMe-
octaz XC B KJIeTKax U B opraHusme B 1iesioM. He MeHb-
1ee 3HaYeHUe UMeeT TaKKe PEeTYIISIIINSI arfoNpoTenHAMU
AKTMBHOCTU OCHOBHBIX (DEPMEHTOB JUIMUIHOTO OOMeHa
(tetuTUH-xoNecTepuH-auuaTpaHcdepasa [JIXAT], nu-
nonpoteuaaunasa [JIIIJI], meyeHoUyHass TPUTIIULEPUI-
sunasa [[1-TTJI]). Ceityac anonporerHsl B mpuBiekator
K cebe mpucTaibHOe BHUMaHME MPEXIe BCEro Mo Toi
MPUYIMHE, YTO OHU SIBJISIIOTCSI KOMITOHEHTaMM BCeX Kitac-
coB JII1, ¢ KOTOPLIMM CBSI3bIBAIOT Pa3BUTHE aTePOCKJIe-
po3sa.

B kpoBu oGHapyxkeHbl 2 OCHOBHBIE (POPMBI aro-
nporeuHa B, o6o3HaueHHbIe Kak arto B-100 u armo B-48
U MMelolle MoJieKyJisipHyto Maccy (MM) 512 u 241 xla
cootBeTcTBeHHO. Ll poBble 0003HaUYeHMST TIpU OYKBe
«B» ycnoBHbI, oHM nipemioxkeHbl J. Kane u coat. (1980):
MakcumaiabHag MM amno B mpunsTa 3a 100, MM npyroit
(opMbI, a TaKKe HEKOTOPBIX KPYMHBIX (DparMeHTOB pac-
CYUTBIBAETCSI OTHOCUTEIBLHO 3TOU BeJMUMHBI. Tak, aro
B-48 umeer MM, cocrasasionyio 48% oT MakcHUMalb-
HOI. JIOTIOTHUTENIBHO B KPOBM HEKOTOPBIX JIUIL OOHApY-
JKEHBI M OXapaKTepU30BaHbI 1Ba IPYrux (pparmeHTa: arno
B-74 u ano B-26 [Kane J., 1983]. Cuuraercs, 4To 3TH
¢parMeHTbl MOTYT 00pa30BBIBATLCSI B KPOBU B Tpoliec-
ce mporeosuTUIecKoii nerpaganuu amno B-100. B nenom
ceiiyac u3BecTHO 10 10 pa3AMUHBIX «YKOPOUEHHBIX»
¢dopMm amo B. Ao B-100 oTHOCHTCSI K CEKPETOPHBIM
6enkaMm. OH CMHTE3UpyeTCs B KJIeTKaxX nedyeHu (rernaro-
LIMTax) Ha MOJMCOMaX, CBSI3aHHBIX C IIEPOXOBATBIM JH-
JOTIa3MaTUYECKUM PeTUKYJIyMoM. Kak TojbKo anonpo-
TEUH OCBOOOXIAETCSI M3 PUOOCOMBI, OH CBSI3BIBAETCS,
KakK MpearosarapT, ¢ 0OCOObIMU LUTOIIa3MaTUYECKUMU
«JacTUIIaMM Y3HaBaHWs» W HampaBJseTcs B armapar
Tonbmxu 11st okoHYaTeIbHOro co3peBanus [Bostrom K.
et al., 1986]. Bpems, HeobXoauMoe IS CUHTE3a aro
B-100 knerkamu Hep G-2, npubausurenbHO paBHO 14
MHWHYTaM; OKOHYATEJbHO M3 KJIETKH OH CEKPETUPYETCS
TOJbKO uepe3 30 MuH.

Ano B-100 cekpetupyeTcs Ie4eHbIO B COCTa-
Be H-JITIOHIT (JIT1-B) cornacHo kinaccuduKamu
P. Alaupovic (1978) u ocTaetcs B ipenesiax Toi ke 4acTu -
11bl IO CaMBIX MOCTEIHUX CTYTIEHEel ee Aerpaaaiuu. Aro
B-100 obHapyxeH B aopTe yejoBeKa B MecTax CKOILIe-
HUS JTUMUIOB U B 00JaCTU aTE€POCKIEPOTUYECKUX OJIsi-
mek [[lenucenko A.Jl. u ap., 1976; Hoff H., Gaubatz J.,
1982, u ap.]. TlokazaHo, 4TO y yejoBeKa coaepXaHue
arro B B GuonTatax aopThl, MOJy4YeHHBIX BO BpeMs XH-
pypruyeckux ornepaimii Ha KOpoOHapHBIX apTEPUSIX, KOP-
penupyet ¢ koHueHtpauueit XC, TT, XC JITTHIT u ano
B B nmna3me kposu [Linden T. et al., 1989].

Ano B-100 otHocuTcsi K MHOTOGYHKIIMOHAIbHBIM
6enkam. OH y4yacTByeT B (DOPMUPOBAHUM JIUIKI-O€I-
KOBBIX KOMILIEKCOB: JIMTIOTIPOTEUIOB OYeHb HU3KOMN
miaotHoctu  (JITIOHIT), B-JITTOHII, nunonpoTtennon
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Huskoi mrotHoctu (JIITHIT), JIIT (a), B obecneyeHnn
HUX CeKpelMU U3 KIJIETOK, B KOTOPBIX OHU 00pasyloTcs;
B TpaHcriopte Tpurauiepunos (TT) nu XC B Toke KpoBu
B coctaBe ykazaHHbIX JITT. Ocobast pojib OTBOAUTCS aro
B-100 B cneunduyeckom Bzammoneicrsun JIITHIL,,
meskux yactur JITTOHIT (Sf 20-60) u JITIIIII ¢ amo B,
E-penienitopaMu Ha I1a3MaTIecKMX MeMOpaHax KJIeTOK
MapeHXUMAaTO3HOIO U COeNMHUTEIbHOTKAHHOTO TUIIA.

S. Olofsson u coat. (1987), cymmupys OaHHBIE
o cTpykType ano B-100, BbIesIIOT cieaytonue ee yep-
THI:

— OCTaTKM LMCTeMHA rpynmnupytoTcsi B N-KOHIIEBOii
YaCTH MOJICKYJIbI;

— MOJIeKyJla COAEPXKUT aM@umaTHble o-CIUpaIn
1 aMduIaTHbIe B-CKIamdaThie CTPYKTYPHI;

— uMeloTcsl 001acTh, MPOSIBISIONIME TOMOJIOTUIO
C PeLIeNTOPCBI3BIBAIOIINM JoMeHOM ano E (cm. Hike).

Ha nosto anoriporenna B-100 B JITTHIT npuxonutcst
96—98 % ob61eit maccol 0enka, B JITTOHIT — no 40%.

ArnoripotrenH B-48 umeer B cBoeM cocraBe 2152
aMMHOKMCJIOTHBIX OCTaTKa M CUHTE3UPYETCs, B OTININE
ot Ano B-100, rmaBHbIM 0Opa3om B kuiieuyHuke [Kane J.,
1983]. OcHoBHasi GyHKIMS 3TOro OejKa 3aKitoyaeT-
¢t B opmupoBanun XM u JITIOHII sHTepouuTamu,
B oOecIieueHU ! HaIpaBJIeHHOM ceKpelry MmuiieBbix TT
B cocrtaBe 3tux JIIT B numdy, a 3arem TpaHcropra TT
B KpoBu. B otimunme ot armo B-100, anmo B-48 He yyacTBy-
eT B abduHHOM B3aumopeiicTBuu ¢ ano B, E-penenTo-
paMU KJIETOYHBIX MeMOpaH; CBS3bIBAHWE PEMHAHTHBIX
YaCcTUII, COAEPXKAIIMX ITOT arloOesOK, OCYIIECTBISIETCS
npu yyactuu aro E, mepenaBaeMoro Ha HUX B TOKE KPoO-
Bu c JITIBII.

CorylacHO COBpPeMEHHBIM TIPEACTaBICHUSIM, CUHTE3
ano B-100 u ano B-48 KoHTpoJMpyeTCcs OMHUM T'e€HOM,
PACITOJIOXKEHHBIM Ha JUCTATbHOM KOHIIE XPOMOCOMBI 2
[Knott T. et al., 1985; Young S. et al., 1986, u np.]. O6pa-
30BaHue arno B-48 mporcxomuT 3a c4eT MoCTTpaH SN -
OHHOIT MonuduKauu nojHopasmepHoit MPHK. B aTom
cryuyae MPHK amo B npeteprnieBaeT Tak Ha3bpIBaeMoe pe-
naktupoBaHue. [1pu aToM B konoHe CAA, Konupyloiem
rnyramuH (Gln,, ), C IOMOLIBIO €1I€ HE 0 KOHLA BbISIC-
HEHHBIX 9H3UMATUYECKUX PeaKklMil MPOUCXOAUT 3aMeHa
ayk-neoruaa C Ha U, Tak 4TO 00Opa3yercsl CTON-KOIOH
UAA. TlosiBieHME CTON-KOIOHA B PE3y/bTaTe pelaKTU-
poBanusg MPHK amo B-100 mpuBomut K cuHTE3y Oosee
KOpOTKOro nosunentuaa ano B-48, cuHresupytoliero-
cs y 4YesJoBeKa TJIaBHBIM 00pa3oM KJIeTKaMU JSTUTEIHS
TOHKOI KHWILIKHW. YCTaHOBJIEHO, UYTO CUHTe3 armo B-48
CTUMYJTUPYETCS B KUIIIEUHUKE TIPUEMOM KUPHOMW TTUIITN
[Krishnaiah K. et al., 1980].

W3BectHO Gosiee 20 pa3IMuHBIX MyTallnii reHa aro B,
BeAyLIMX K 00pa3oBaHUIO YKOPOUEHHOro Oejka (0T aro
B-2 no ano B-89). XapakTepHo, uTo Jiniia ¢ TAKOTO poja
MyTallMsIMU MMEIOT He TMOBBIIIEHHbINA, a TMOHMXEHHbII
ypoBeHb XC B KPOBU (TMIIOXOJIECTEPUHEMMUSI, TUTIO-[3-JT1-
nonpotennemusi). [Ipeamnosnaraercs, YTo 3T0 MOXET ObITh
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CBSI3aHO 00 ¢ 3aMemieHHo cekpenneir JI[1-gacTuir, co-
JiepKallux MYTaHTHBIA ano0esokK, 100 ¢ MOBbILIEHHON
cKopocThio Katabomm3ma Takux JII1. B monw3y mocrien-
HETo MPeAroyoXeHUs TOBOPUT TOT (haKT, UTO B OIbITAX in
Vitro Takue yKopodeHHbIe ario0eIKu, Kak arno B-87 u amo
B-89, nposisnsuin 6osee cuibHoe cpoactso K JITTHIT-pe-
uenrtopy, ueM ano B-100 [Krul E. et al., 1989].

Terepo3uroTsl ¢ cemMeiiHON TUITOXOJECTepUHEMU-
eit umerot ypoBeHb XC B KpoBu nopsinka 90—135mr/mi
U He nposiBisiioT npusHakoB MBC. OnHako y yacTu ro-
MO3HTOT, y KOTOPBIX ypoBeHb XC B KpoBM HIKe 50 MT/ 11T,
BBISIBJISIETCS] M Upe3BblYaiiHO HU3KUit ypoBeHb TT (10—
20 Mr/n71) M3-3a HECIOCOOHOCTU TeueHU (HOPMUPOBATH
ooratbie Tpurnuuepuaamu JITTOHII. Otmevaiotest cum-
MITOMBI HETOCTAaTOYHOTO BcachiBaHUsT XC, KUPOB U KU~
pOpPacTBOPUMbBIX BUTAMUHOB, CTeaTopesl, aKaHTOLIUTO3
u ap. [Malloy M., Kane J., 1982].

PacnpoctpaHeHHOCTh MyTaluii reHa ano B, Bemy-
WX K Pa3BUTHUIO TUITOXOJECTEPUHEMHUH, He M3BECTHA,
OIHAKO TMpenrosaraercs, 4ro reTepo3uroTHast ¢opma
BcTpevaeTcst ¢ yactoroii 1:1000 [Farese R. et al., 1992].

Pe3koe cHUXXEHUME cCOOepXKaHUS WIM OTCYTCTBUE
B KPOBU XoJiecTeprHa, (GochOoNUIUI0B, TPUTIULIEPUIOB,
XWUJIOMUKPOHOB, aroB BeAET K pa3BUTHIO a0ETaIUIIONpO-
TEMHEMUHU.

IlepBblii ciaydyail aToro 3abojieBaHusI ObLT OIU-
caH aMepMKaHCKUM BpauyoM ABpaamMoMm KopHIiBeiirom
(Abraham Leon Kornzweig) M amMepukKaHCKUM Tepa-
IIEBTOM M T€MAaTOJIOTOM KaHAaJCKOTO IPOMCXOXKICHUS
®pankom Ansbeprom baccenom (Frank Albert Bassen)
B 1950 . (Bassen F.A., Kornzweig A.L., 1950) y 18-1eT-
HEl eBpeUCKON AEBOYKM C KIMHUYECKON KAapTUHOWM
bpuapeitxoBcKkoit aTakcWu, MUTMEHTHBIM PETUHUTOM
U cTeatopeeii, B KPOBU KOTOPOI ObUIM BBISIBJIEHBI dpU-
TPOLIUTHI IPUYYIINBOI opMbl. Y e€ 9-meTHero Opara
ObLIM 0OHApYXEeHbl HaYaJIbHbIE MPU3HAKU TUTMEHTHOTO
pPEeTUHUTA U TaKUe Xe M3MEHEHHBIC dPUTPOLIUTHI B TIe-
pudepuueckoii kpoBu. B Hacrosiiiee BpeMsi U3BECTHBI
U Opyrue Ha3BaHUsI 3TOTO COCTOSIHUSI: CUHAPOM abera-
JIUMIONPOTEMHEMUHN, CUHIPOM aKaHTO3a C MUTMEHTHOM
JlereHepalyeii CeTYaTK1 1 aTaKCuei.

Cunapom baccena — Kopnigeiira (MIM 200100)
HacJiemyeTcsl o ayTOCOMHO-PeIieCCUBHOMY THITY. 3a00-
JIeBaeMOCTh (MHUMAEHTHOCTb) Kak cuHIpoMoM bacce-
Ha — KopHIBeiira, Tak u ceMeitHOI r'Mmo0eTaIMIIONpPo-
TeuHeMUel cocTaBiisieT MeHee 4yeM 1 Ha 1 musuiuoH |Lee,
J., Hegele, R. A., 2014.].

3aboneBaHue OOYCIOBIEHO AeUIIMTOM MHUKPOCO-
MasibHOTO Oefika-TepeHocurnka M TP, karanu3upyroiiero
TPAHCIIOPT TPUINIMLEPUIOB, XOJECTEPUHOBBIX 3(PUPOB
n ¢ocoaunuaoB oT (PocHOMUNMMIAHBIX ITOBEPXHOCTEM
KJIETOYHbIX MeMOpaH. [eH 3Toro MHUKPOCOMaJbHOTO
Oesika-TepeHOCUYMKa JIOKAIM30BaH Ha 2-ii XpOMOCOMe
4q22—24. benok MTP HeobxomuM isi cOOpKU JIUIIO-
MMPOTEUHOB; TIPH €T0 IedeKTe HapyllIaeTcsl BCTpauBaHUe
aroB B cocTaB UIMIONPOTEMHOB HU3KOM U OYEHb HU3KOM

IUTOTHOCTH, YTO COMTPOBOXKIAETCSI UX CUCTEMHBIM Iedu-
LIMTOM B OpraHusmMe. OTo MPUBOAUT K HAPYUIEHUIO Me-
TabO0IM3Ma XMUPOPACTBOPUMEIX BUTAaMUHOB — E, A 1 1p.
(Bertini E. et al.). [Ipu 3TOM HacieacTBeHHOM JedeKTe
HapymraeTcs: cuHTe3 amo B-100 B meyenu u amo B-48
B KHUIlIeYHMKe. B pe3ynbrate B aHTepoLMTax He (popMu-
pytorcsa XM, a B meuenu — JITIOHII. B kneTkax aTux op-
raHoB HakarmBaloTcs karau TT, HapylaeTcs: BcacbiBa-
HUe TUIIEBLIX JIUMUAO0B. B KpoBU HabII0MaeTCs MOTHOE
orcyrctBue XM, JITTOHII, JITIIIIT u JITTHII, ymeHbiie-
Hue KommuectBa XC, DJI, BHICIIMX MOJMHEHACHIIICH-
HBIX XUPHBIX KUcH0T, E u A BuramunoB. Takum obpa-
30M, B TIaTOTe€He3¢ 3TOro 3ab0JIeBaHUs CYIIECTBEHHOE
3HAUeHUE MMeeT HECIOCOOHOCTb SMUTETUATbHBIX Kile-
TOK TOHKOTO KHWINEYHUKAa K TPAHCIIOPTUPOBKE KUPOB,
a TakKe K 00pa3oBaHUIO O6ejika, HE0OXOIUMOTO ISl CUH-
Te3a JmnonpoTrenHa. Hemoctatok OGera-auIONpoTerHA
B KPOBM MPUBOAUT K NeDULUTY BUTAMUHA A, 4YTO SIB-
JIAeTCs TIPUIMHON pa3BUTUS TTUTMEHTHOM AUCTpOhUN
ceTyaTku. HeBposoruyeckue HapyieHus1 OOYCIOBIEHBDI,
MO-BUAMMOMY, HEIOCTaTOUYHOCTBIO CHMHTe3a (hochaToB.
OrpaHMyYeHHOE MOCTYIUIEHUE BBICIIMX KUPHBIX KUCIOT
(B 4acCTHOCTH, JIMHOJIEBOI) IPUBOAMT K HapYIICHUIO
CTPYKTYPbI KJIETOUHBIX MEMOPaH, MPOSIBAEHUEM YEro sIB-
JIIeTCST aKaHTOLIMTO3.

Hesposnoruueckasi KiMmHUKa 3a00J€BaHUSI BO MHO-
roM HaroMuHaeT 6osie3Hb Ppunpeiixa. CeHCOMOTOPHAS
MoJUHeRponaTusi, pa3BUBaIOIIAsICsl TPU ITOM 3a00JieBa-
HUM, BEpOSITHO, 00ycI0BIeHa aeduiuToM ButamuHa E.

AbeTayMIionporeuHeMus: MaHU(pECTUpyeT B HeT-
CKOM WJIW IOHOIIIECKOM BO3pacTe M B HEBPOJOTUIECKOM
cTatyce MpOSIBJISETCS 3aIep>KKOl TMCUXOMOTOPHOTO
Pa3BUTHS, MPOTPECCUPYIONIUM aTaKTUUECKUM CUHIPO-
MOM — liepeOesIIsIpHOI aTakcUel (aTakcheid TyJI0BHUIlIA,
KOHEYHOCTe!, Tu3apTpueii, HuctarmoM) (¢ apedaeKkcu-
eil, HapyllleHUueM [JyOOKOH 4YYBCTBUTEJIbHOCTU U T.1I.),
OUTMEHTHOI JereHepanueil cerdaTkKd (IMMMIMEHTHBIN
PETUHUT) U HapylleHUWeM 3peHust (KOTOpble OOBbIYHO
omepeskaloT pa3BUTHE aTaKCUM), TepudepuIeckoit He-
Bporarueit (arpodueil mepoHeaabHOM TPYIIIbI MBIIIIL),
nu3aptpueit. K mybepraTHOMY BO3pacTy 3TH HEBPO-
Jlorhyeckre HapylleHUs] MpPOrpeccupyloT (HapacraloT
MO3KEUKOBasT aTaKCUSI U MBIIIIeUHast TUITIOTOHUS). Kiro-
YyeBble KJIMHUYECKUE CHMITOMbI, 3acCTaB/sIIOIINe 3aIl0-
no3puTh cuHApoM baccena — KopHiiseiira mpuBeaeHbI
B Tadsimue 1.

Y HEKOTOPHIX OOJIbHBIX BBHISIBIISIIOTCS TPyOble Hapy-
LIEHUSI CKeJieTa — BbIpaXXeHHBI CKOJIMO3 W Pes cavus
(uto maer emie OoJsblliee CXOACTBO ¢ aTakcueit Dpu-
Jpeiixa), COMpOBOXIAIOIINECS] TeHEPATU30BAHHON MbI-
IIeYHOM cIa00CThIO (puc. 1).

[1a3Hble CUMIITOMbI 3aHUMAIOT BAXKHOE MECTO B KJTU-
HuKe cuHapoma baccena-Kponmseiira. B Havane 3a-
00JIeBaHUWS BbISBIISIETCS NEMUTMEHTALMUS [JIA3HOTO JTHA,
JieTeHepalys CeTYaTK! B BUIE OYaXKKOB TEMHOTO IIBeTa
(puc. 2). [TozgHee — MUTMEHTHAs JereHepals CeT4YaTKu
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Ta6numa 1.

KnroueBbie KIMHHYECKHE CHMITOMBI
CHUHJIpOMA aﬁeTaJll/IHOH])OTePlHeMPIPl.

Hapymienue paBHOBecHsI 1 KOOPAUHAIIMY ABUKEHUI,
KOTOpbIe 00bIYHO pa3BuBaeTcs nmocie 10 jger

I/ICK]I)I/IBJ'IGHI/IG ITIO3BOHOYHMKA

VXymieHre 3peHust, KOTOPOe IPOrpeccupyeT Co Bpe-
MEHEM

OtcraBaHue peOEHKA B pa3BUTUUN

Peskas 3amepxxka pocta peO€HKa B TPYIHOM BO3pacTe
MpieyHas cnaboctb

CUJIbHO BBICTYMAOLIUI XUBOT

HeunenopasnenbHas peub

AHOMaJIMM CTyJia, BKJIIOYasl cTeaTopero, — CTyJ Oyie-
HOTO LIBETA, TIEHUCTBIN, 3TIOBOHHBIN

Puc 1. Crona ®@puapeiixa (pes cavus).

Puc 2. Tha3Hoe 1HO — MUrMEHTHbIA PETHHUT.

¢ arpodueit 3pUTeIbHBIX HEPBOB 1 3HAYMTEIBHBIM T10-
HUXXEHUEM 3peHMsl BIUIOTh 10 aMaBpo3a.

WHTepecHBl coMaTUYecKre TTPOSIBIICHUST YKa3aHHO-
ro CMHApOMa — KapIuWOMerajonarusi ¢ Hapacraioueit
CepIeYHON HEeIO0CTaTOYHOCTBIO, COIPOBOXKIAIOIIASICS
aputMmueit u creatopest. [Ipu aToM creaTopest HAUMHAET-
csl y’ke B paHHEeM JIETCKOM BO3pacTe ¢ TOSIBJICHUS PBOTHI,
CBETJIOTO CTyJia ¢ OOJIBIIUM cofiepxkaHueM xupa. Berea-
CTBUE MajbabcopOLMu (CoueTaHWe TUIIOBUTAMUHO3A,
aHeMUU W TUIEPIPOTEUHEMUU, OOYCIOBJIEHHOE Hapy-
IIEHWeM BCAChIBaHUS B TOHKOM KUIIKE) METH OTCTAIOT
B (hu3nueckoM pa3BUTUM, HAOJIOAAIOTCS PAXUT, CKIOH-
HOCTb K KPOBOTEUYCHUSIM, TUIIOBUTAMMHO3bI. BaxkHeii-
IIUM JAUATHOCTUYECKUM MPU3HAKOM CIIYKUT Hajludue
B Ma3Ke KpOBHU OOJIBLIIOTO KOJIMUeCcTBa AeOpMUPOBAH-
HbIX DPUTPOLIMTOB CO <«3BE3AYaTbBIMU» WU <«POraThbi-
MM» KpassMU — aKaHTOIUTOB (aKaHTOLIUTHI COCTABIISIIOT
1m0 50—70% Bcex 3pUTPOLIMTOB); 3TO OOBSICHSETCS Ha-
pYLIEHUEM JUITAIHOTO COCTaBa SPUTPOLIMTAPHBIX MEM-
Opad. B 1952 1. ObL1 MpeayiokeH TEPMUH «aKaHTOLIUThI»
(Singer K., Fisher B., Perlstein M.A., 1952), KoTopslii 3a-
TeM ObLI TpaHC(OPMUPOBaH B «akaHTOLUTHI» (Druez G.,
1959). AkaHTOUMTHI ObUIM TakKXke OIMMCAHbI Y OOJIbHBIX
C APYTUMU AMCIUTONPOTEUHEMUSIMU, a TaKXKe MPU Ipy-
TOM TSIKeJIeIeM HEBPOJIOTMYeCcKOM 3a00JieBaHU — 00-
ne3nu lamtepBopaena — lllnaria.

ITaTomopdonornueckue u3MeHeHUsI BeCbMa OJTM3KU
K «DPpuapeiixoBCKUM» U3MEHEHUsIM: Y OOJIbHBIX BbISIB-
JIAIOTCSI TeTeHepalnsl 3aJHUX CTOJIOOB CITMHHOTO MO3Ta,
CMUHOLEPEOEUISIPHBIX TPAKTOB, OEI0r0 BellecTBa MO3-
JKeuka 1 KieTok [lypkuHbe, a TakKe JeMHUeTUHU3ALMS
nepudepuueckux HepBoB. Hajunuue ykazaHHBIX MOp-
dosiornyeckux cyocTpatoB o0yciaaBiIuMBaeT TO, YTO 3TOT
KJIMHUYECKUI CUHAPOM B 1LI€JIOM MOYTH MOJHOCTBIO TO-
BTOpSIET KapTUHY 601e3H1 Opuipeiixa.

JluarHo3 abeTajumnonpoTeMHEMUN CTaBSIT Ha OC-
HOBaHUU BBISIBJICHUSI COOTBETCTBYIOIINX W3MEHEHUI
B JIMIIUJHOM CHEKTpe (Pe3Koe CHUIXEHUE CONMEp>KaHMs
WIX OTCYTCTBME B KpPOBHM XoJjiecTepuHa, Gocdoaumnu-
JIOB, TPUIJIMIIEPUIOB, XUIOMUKPOHOB, anoB) u maske
KpoBu (akaHTOIMTO3). OTmpeneseHHOe TOTMOTHUTEb-
HOE€ 3HaueHUe MOTYT UMETh JaHHbIE 2JIeKTPO(hU3N0I0-
TMYECKUX METONOB MCCIeN0OBaHUsI, TeMOHCTPUPYIOIITE
HapylleHUe TeHepaluy MOTeHIMAIOB CEeTUYaTKU (DJIeK-
TpopeTuHorpadus), pe3koe HapylleHHe IIPOBEACHUS
10 CEHCOPHBIM BOJIOKHAM IMPU OTHOCUTEIbHOM COXpaH-
HOCTH JBUTATEIbHBIX BOJIOKOH Mepru(epruuecKuX HEpBOB
(DHMT).

Huddepennuponats cunapoM baccena- Kponiseii-
ra cieiyeT c lieJMakuei, 9KcCyaaTUBHON dHTeponaTu-
eii, MyKOBUCIIUIO030M, TTPOTPECCUPYIONTUMHU aTaKCUSIMU
(ocobeHHO, ¢ 6osie3Hbi0 Dpumpeiixa).

W3BecTHa M camocTOsSITeNTbHAS M KIIMHUIECKU CXOJI-
Has ¢hopMa TeHEeTUYeCKOro HapylleHus oOMeHa JIMMO-
MPOTEMHOB — TUIOOETATUIIONPOTEUHEMUS (MM HOP-
MOTpUIJIMIIEpUIEMUYEcKass  abeTaIuNnonpoTeuHEMUsI,



Cyxanos A.B.

MIM 605019), koTtopast cBsi3daHa C MyTaUMsIMU TeHa
anoB Ha xpomocome 2p24. J1ns Hee XapaKTepHO ayTOCO-
MHO-IOMUHAHTHOE HacjeIoBaHUe, a TIpU OMOXUMMYE-
CKOM HCCJIeOBAaHUM IJIa3Mbl KPOBU YPOBEHb XOJecTe-
puHa 00b1yHO HKe 100 Mr/m1, TpUrIMUEpruaoB — HIKE
50 Mr/n, conepxkaHue JUMONPOTeMHOB HU3KOM TJIOTHO-
cti — 0KoJi0o 50% OT HOPMBI.

Jleyuenue oberx Ha3BaHHBIX (OpPM — abETAIUIIO-
MPOTEMHEMUN W TUIOOETAIUIIPOTEMHEMUN — OCHOBAHO
Ha BOCITOJIHEHUM XXUPOPACTBOPUMbBIX BUTAMUHOB U CUM-
MITOMAaTUIECKOW Tepanmuu. TakuM OOJbHBIM Ha3HayaloT
4ype3BbIUaitHO 00JIbIIIME 1036l BUTaMuHA E (100 Mr/Kr/neHb
u 6onee, — 1o 170 Mr/Kr B IeHb); Takasi 103UPOBKa 00Yy-
CJIOBJIeHa HM3KOI adcopOrueir BUTamMmuHa E B TOHKOM
kumeyHuke. [TocTostHHBIN TipreM BUTaMuHa E mpuBoaut
K YJAYYIIEHUIO COCTOSIHWSI OOJIbHBIX, MPEIOTBPAILEHUIO
MPOTPECCUPOBAHUST OOJIE3HU U 3aMETHO PEIYLIUPYET CUM-
MTOMbI TOJIMHEBPONATUU. JJOMOJHUTEbHO PEKOMEHIY-
ercs Takke mpuHUMaTth ButamMuabl A 1 K (Harding A.E.).
AMOy/IaTopHO Ha3HayaloT peTrhHoja auetat 100—400
ME/kr B CyTKM, BUKAacojl SMT/CyT, APYrue BUTaMUHBI
1 MUKPOBJIEMEHTHI 10 NMOTpedbHOCTH ((honueBast KUCIoTa,
B 12, xanpauTpos, BUTaMUHEI rpymiisl B), a Takke mpe-
napaThbl Kaibliys U xene3a. C Lelblo YMEHbLIEHMs cTea-
TOpen Ha3HAYaroT AMETY ¢ HU3KUM COIEpKaHUEM XKHpa.
ITo Mepe pa3BuUTHUSI IMPPO3a MEYEHU U €ro IeKOMIIeHCa-
1M TTIOKa3aHa TPaHCTUIAaHTAIIUS TIeYCHU.
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LIPOPROTEIN METABOLISM DISORDERS AND HEREDITARY
NEUROLOGICAL DISEASE: BASSEN-KORNZWEIG SYNDROME

A.V. Sukhanov

The literature data about the association between low levels of lipids (gipoholesterinemia) with the
occurrence of neurological disorders in children and adolescents at the present time remains controversial. A
sharp decrease of the cholesterol, phospholipids, triglycerides, chylomicrons and apob levels or their absence
leads to the development of abetalipoproteinemia (Bassen-Kornzweig syndrome). The key clinical symptoms
of abetalipoproteinemia are psychomotor retardation, progressive cerebellar ataxia, pigment degeneration of
the retina, peripheral neuropathy, as well as gross changes in the skeleton (severe scoliosis and pes cavus). Key
laboratory signs — changes in the lipid spectrum (a sharp decrease of the blood levels of apob, total cholesterol,
phospholipids, triglycerides, chylomicrons) and acanthocytes in the blood smear. The treatment is based on the
replacement of fat-soluble vitamins and symptomatic therapy.

Key words: Bassen-Kornzweig syndrome; hypocholesterolemia; apolipoprotein b; peripheral neuropathy;
cerebellar ataxia; retinitis pigmentosa.
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