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KJIMHUYECKUN MOJIUMOP®U3M OPGAHHOI'O 3ABOJIEBAHUS —
BOJIE3Hb KAHABAHA.
NYTU DO®OEKTUBHOM PEABUJINTALIUU

Pe3rome. B cTaTbe omucansl MPUMCPBIKIIMHUYCCKOT'O HOJ'II/IMOp(l)I/IBMaHaCJ'IG,Z[CTBCHHOI‘O MeTa0O0IUYECKOTO
3a007¢BaHKs — OOJIE3HU KaHaBaHa; npeaCTaBICHBI 4 clryvas 3a00JIeBaHUS C Pa3JIMYHBIMHA COIMYTCTBYOIIUMHU
HeCHGLII/I(l)I/ILIGCKI/IM OOMEHHBIMHU HapyHICHUSIMU, KOPPCKIUUA KOTOPLIX Jajla BOSMOKHOCTD YIIYHIIUTH Ka4CCTBO

JKHM3HHU IMallMCHTOB.

Kiwouesble cjioBa: 001I€3Hb KaHaBaHa; KJIMHAYECKUN HOJ'II/IMOp(i)I/ISM; METa0OIU3M.

Bcmynnenue

bonesns KanaBana Ban borapra-beprpana
(crioHrHO3Has MJlaJeHYECKas JereHepanus, ClIOHI -
03Has JiereHepanus 0enoro BemecTra Mosra, 00J1e3Hb
KonsB3H Ban Borapra-beprpana, ryOuaras nereHepa-
st [THC) — oTHOCHTCS K rpymnme JeHKogucTpoduii
(mporpeccupyIomunM HacleICTBEHHBIM Helpoere-
HEPaTHBHBIM 3200JIEBAaHHSIM) C 2y TOCOMHO-PEIICCCUB-
HBIM THIIOM HacienoBaHus. Kak u Bce 3a00neBaHUs
JTAHHOM TPYMIIbI, KIMHUYECKH OTMeYaeTcs TAXKEIoe,
MIPOrpeANEHTHOE TEUEHNE 3a CUET, B TIEPBYIO OUEPE/b,
BBIPAKEHHON HEBPOJIOTMYECKOM CHUMNOTOMAaTUKHU. bo-
ne3nb KanaBana Obuta onmmcana Muprenem Kanasa-
HoM B 1931 roxy [1, 3-5, 13]. A B 1991 rony PyGenom
MaranoHoM ObLT BbIJICJICH T'eH, OTBEYAIOLIMH 3a 3TO
3aboneBanne. CIycTss HECKOJBKO JIeT pa3zpaboTaHa
U BHEJpPEHA IpeHaTalbHas JUAarHOCTHKA MaTOJIOTUU
[6, 9, 14]. Bone3upb BcTpevaeTcs y Jofei 10601 Ha-
[IMOHAJILHOCTH, OJTHAKO YaCTOTa BBIIIE B MOMYJISLUU
eBpeeB aimkeHasu (Kaxabiid 40 mpencTaBUTENb SIBIISI-
€TCSl HOCUTEJIEM aTOJIOTHYEeCKOTo TeHa) [2].

3aboneBaHre OOYCIOBJICHO MyTalMed TIeHa
ASPA, xoTopblii JIOKaTM30BaH Ha KOPOTKOM Tuieue 17
xpoMmocoMbl (Jlokyc 17p13.2) u orBewaer 3a CHHTE3
acmapToaluiasbl — 3TOT (pepMEeHT 00eCIIeuuBaeT pac-
mierieHne N-alleTusacrnaprara, KOTOPbI CHHTE3H-
pyeTcsi MUTOXOHJPUSMU HEHPOHOB U CONIEPIKUTCS B
TKaHSIX MO3Ta B OOJIBIIIOM KOJIMYECTBE.

B macTosmiee BpeMsi U3BECTHO OKOJIO 12 myTa-
LU TaHHOTO T€Ha, KOTOPhIE BCTPEYAIOTCS C Pas3iny-
HOH yacToTod. Yalle BCEro BCTPEYAOTCS TOYEUHBIE
MyTalli, MPH KOTOPBIX MPOUCXOANUT 3aMEeHa OTHMX
HyKJIeoTu0B apyrumu [16, 17]. lns npencraBute-
JIell MOMysUN eBpeeB alllKeHa3u XapaKTepHBl MYy-
tau p.Glu285Ala u p.Tyr231X, y mpexacraBure-
Jiel eBpOINENCKUX HAIMK 4acTO HAOIIOMACTCsl caMast
npeBHsist myTtanusi rena ASPA — p.Ala305Glu. Ya-
CTUYHAs yTpara (Jenerus) S5K30HOB U HyKJICOTHIOB U
CIUTAWCHHTOBBIE MYTAIlMK BCTPEYAIOTCSI OTHOCHUTEIb-
HO pexaxko [10, 15].

OcCHOBHbIE ITPOSIBIICHHUS 3aTParuBaioT HEPBHYIO
CHUCTEMY: IIpOorpeccupylomas 3aJiepKka ICHXOMO-
TOPHOTO pa3BUTHSA, THIPOIEC(aTbHBIA U CyIOPOXK-
HBIM CHHJIPOM, CUMIITOMOKOMIUIEKC BSUTOTO peOeHKa.
Taxoke Mpu MOpaKeHUH YEPEerHO-MO3TOBBIX HEPBOB
BO3MOXKHA CJIETIOTA, IIyXO0Ta, HapylIeHHe aKTa IJIOo-
TaHus. 3a00eBaHue AUATHOCTHPYETCS PU HATTMYUH
KJIMHUYECKUX MTPOSIBIICHUH, TOBBILIEHUH YPOBHE N-a-
neTmiacnaprara B Moue. [lonrBepikaaromeit AuarHo-
CTHKOM SIBIISIETCSI MOJIEKYJIIPHOE HCCIIeI0BaHNE TeHa
ASPA [7, 8, 11].

B 3aBucumocTu ot THIIa MyTanuu 0one3Hb Ka-
HaBaHa TO/Ipa3/elisieTcss Ha HECKOIBKO (OopM:

e TunuyHas Gopma, JUTs KOTOPOU XapaKTepHa Kiiac-
cHUecKasi KapTuHa 3a00JIeBaHMS;

e arunuyHas Gopma, IPU KOTOPOH yBEITMUUBACTCS
MIPOJIOIKUTENILHOCTD JKU3HH, OTCYTCTBYIOT TpyObIe
JIBUTATENIbHBIC HAPYIIEHUS U TsDKenas 3aiepKKa pas-
BUTHS; BOSHUKAET MPHU HATMYUHM KOMITAyH/I-T€TePO3H-
TOTHOCTH (Ha TOMOJIOTHYHBIX XPOMOCOMaXx MpPUCYT-
CTBYIOT B OZTHOM M TOM K€ JIOKyC€e 2 Pa3HBIX MyTaHT-
HBIX aJuIes).

[TockonpKy Hauaso 3a0oneBaHus HaOmOgaeTCs
B Pa3IMYHBIX BO3PACTHBIX MEPHONAX, TAKKEe KIMHU-
YECKHU BBIJICIISIOT:

e HeoHaranbHas Gpopma (MaHudecramms ¢ 1-ro me-
CsII1a KU3HU)

e uHbaHTWIBHAS (HopMa, KOTOpast IBJSIETCS CaMOR
pacrnpocTpaHeHHOH (1e0I0T mpuxonuTes Ha 3-5 Me-
CSIIT KU3HU)

e  o3xHsis popMma.

B nacrosiiee Bpemst HeT 3(h(deKTHBHOM Tepa-
nuu Oone3nn KanaBana. OmricaHbl UMb METOIUKH,
KOTOpPBIE MOTYT «3aMEeISATh» TeUeHHE 3a00JIeBaHUA,
HOo He minmeunmBarh. B CILIA umcmomssyercs mombop
TEpaneBTHUECKUX CPEACTB, TAKUX KaK IIUTPAT JTUTHA,
areTaTr Kaublws, cyknuHat Hatpus [12]. B macros-
mee BpeMs BHEpeHa TeHHas Tepanwsi (armpoOupoBa-
Ha u BHenapena B mrare Hero-/[xepcu (CIHA)). EE
MIPUHINIT 3aKII0YaeTCsl B KJIOHUPOBAaHUM U BHEIpE-
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HUH B OPraHU3M 3[JOPOBOTO I'€HA C TOMOIIBIO HENaTo-
TeHHBIX aJICHO-aCCOLIMUPOBAHHBIX BUPYCOB, KOTOPHIE
B PacTBOPE BBOSTCS B TOJIOBHOH MO3T.

Uccnenyercs u 3pHEeKTUBHOCTh 3aMECTUTEIb-
HOHM Tepamuy, IpU KOTOpoil N-anerwiacrnaprar 3a-
MelaeTcs mnnepuianeTaromM. [Ipu ucmons3oBaHum
JAHHOTO METOa JICUCHUs HAOIIOAaI0TCs:
®  [OSIBJICHHE HOBBIX MOTOPHBIX HABBIKOB;
®  yBEIMYCHHUE KOJIMYECTBA ralakToOLepeOpO3UI0B;
e yMensblieHue B Oesnom BemiectBe LIHC crionru-
(hopMHOI BaKyoJIHU3aIlUH.

JlaHHOE WCCeOBaHNE MPOAOJKACTCs, I10-
CKOJIEKY HEOOXOAMMO BBISICHUTH TEPEHOCHUMOCTD
1 0e30MacHOCTh TaKOW 3aMECTUTENBLHON Teparmu,
a/IeKBaTHYIO JIO3UPOBKY W CHOCOO BBEICHUSI Ipera-
para.

I[envro Hamero ucciaeOBaHUS SIBUIOCH H3y4e-
HUE KJIMHMYECKOro mnojumopdusma Oosesnn Kana-
BaHa, MMOMCKU MyTeH d3PPEKTUBHON METabOIHUYECKOMI
peaduIUTaINY.

Mamepuanvt u memoowt

3a mocnegnue § et B XMCMI'LI-LIP(O)3 3a-

PErucTpUPOBaHO 4 TMEPBUYHO BBISBIEHHBIX CIydas
Ooneznn Kanamana y nereii: B 2010 . — 2 ciyyas, B
2012 1. — 1 ciyyait, B 2017 . — 1 ciryyaii.

B nacrosiiee Bpems B LieHTpe cocTodT Ha Juc-
MMAHCEPHOM yYeTe 5 JIeTel ¢ MOATBEPKIAEHHBIM JIha-
rHo3oM Ooneznu KanaBana. HecMoTpsi Ha cXOXKeCTh
KJIIMHUYECKOM CHMIITOMAaTHKH B IJIaHE TSHKECTH 3a-
OoJieBaHMsI, BBIPAKEHHBIX MPOSIBICHUN JEMHEIHHHU-
3auuu npu nposeaeHuu SAMPT ronoBHoro mosra,
OBICTpOE MPOTrPECCHpPOBAHHUE, UMEITUCHh U Pa3Nuus,
MIpe’kJe BCEro, 3TO HAPYUIEHHWS MBIIIEYHOTO TOHYCa
— OoTMedajach KaK TMIIOTOHHS, TaK M THIEPTOHUS, a
TaK)Ke TUCTOHHS. DMUIPUCTYIIBI OTMEYaJINCh y BCEX
nanueHToB. OeHOTUITHYECKH Y BCEX MAIlUeHTOB OIpe-
JENAINCh KIMHUYECKHUE TPOSBICHUS COETUHUTEb-
HOTKAaHHOM JUCTIIIa3UU (TUIIEPATaCTHYHOCTD KOXKHBIX
IIOKPOBOB, TOJYOBIE CKJIEpHI, THIIEPMOOUIHLHOCTD
CYCTaBOB, BBIpa)KEHHAs TOJKO)KHAS BEHO3HAs CETh),
ruapouedanbHbiii cunapom (tadi.1). ITpu obcnemno-
BaHMM OBUIM HMCIIOJIb30BAaHBI KaK METOJbI KJIaccHye-
CKOM T€HETHKH, TaK U COBPEMEHHbIE OMOXMMHUYECKIE
1 MOJIEKYJIIPHO-TEHETHYECKUE METO/IBI.

Tabnuya 1

Krnanaeckwii monmumopdusm Oonesnn KanaBaHa y manneHTOB , COCTOSIINX HA JMCITIAHCEPHOM y4eTe B
XMCMI'LL — LP(O)3

Y., x K., x I, m K,m K, M
3azeprKKa MCUX0-PEYeBOro + + + + +
30P + + + + +
DNUCUHIPOM + + + + +
l'unoTonus + + +
lunepronyc + +
Prota + +
T'omonmcrenn (umol/1) 7.99 6.0 7.8 10.59¢ 9.50
Buramun B12 (pg/ml) 195.0 328 1104¢ 320
®donmesas xkucnora (ng/ml) 19.0¢ 16.2 20.8 3.7¢ 19.16¢
Tomorcrens (pmol/l) 7.99 6.0 7.8 10.59¢ 11.19¢
Marnwnit (mmol/1) 1.05¢ 1.02 0.96¢ 1.05¢ 1.04¢
Harpuit (mmol/1) 124¢ 137.6 142 141 147¢
Kanuit (mmol/l) 4.9 6.4¢ 4.20 5.0¢é 6.33¢
Kanpnmii (mmol/l) 2.75 2.80¢ 2.68 2.35 2.746¢
Kansnmii nos. 1.28¢ 1.35¢ 1.36¢
Docdop (mmol/l) 1.82 2.32¢ 2.16 1.90¢ 2.04¢
Xnopus! (mmol/l) 107.83¢ 111¢ 108¢ 108¢ 116¢
Muak (pmol/1) 16.3 1086 Mkr\n 8.60¢ 18.90¢
Mens (pumol/1) 22.64 1429.0 mxr\in 19.2 18.7
XKenezo (umol/l) 6.8 19.2¢ 8.27 4.5¢ 7.4¢
DeppuTHH 11.70¢ 16.86¢
AJIT (En/m) 76¢ 36.0 33¢ 79¢
ACT (En/m) 111¢ 39.0 52¢ 67¢
Anbpa-amunasa (Ex/m) 13.0 23.0¢
Kpearunun 28.0 38.80¢ 44 37
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Ilpooonoicenue maon. 1

4., x K., x I, m K., M K.,m
[enounas docdaraza (En/m) 358¢ 710¢ 137.0 181.6
Oo6mwmit 6enoxk (g/1) 57
Xonecrepun (mmol/l) 2.79 4.39 3.45 3.94
Tpurmmuepuast (mmol/1) 1.01 1.53¢ 2.16¢
Koaddurment areporeHHOCTH 3.3¢ 4.3¢
C-peakTUBHBIN OCIIOK MI/JT 8.0¢
I'mroko3a (mmol/1) 4.8 5.9¢ 4.34 4.45
25-OH-Buravun D (ng/ml) 89.55 28.08¢ 14.98 48
Burtamun A 0.36 0.33 0.46¢
Burtamun E 2.83 6.5 8.4
Buramun C 8.3 7.2 12.5
Tpunrodan (mmol/l) é
Cepunr(mmol/l) é
CMV IgG +
anti-RubellalgG +
Bupyc TT (TTV) +
Bupyc renarura C (HCV) +
N-auerun-L-acnaparunosas , , ,
KHCIOTA © © © ©
JIAT 645¢ 311.0
JlakTa3zHas HeTOCTATOYHOCTD C/T
Wucymun (MkME/MoT) 2.30
Jutuii (mmol/1) é 0.02¢
CepoToHUH (HI/MIT) 410.57¢ 316.3¢

Tax kax Hamed 3amgadeidl OblIa OICHKA OCOOCHHOCTEH KIMHMYECKOTO MOIUMOp(HU3Ma MW TIOHUCK
nyTeil BO3MOXKHOH OHMOXMMHYECKOW KOPPEKIMH MeTaboardeckoro (oHa, Ha OCHOBAaHHH IPOBEICHHOTO
MOJHOTO OMOXMMHUYECKOTO MCCIeOBaHMs Oblla Ha3HAaueHA WHIUBHIyajbHAas TEparus, KOTOpas IO3BOJHIA
HOpPMaJIM30BaTh 3HAYMMbIE MOKa3aTelli OOMEHA, 4YTO OTPa3swioch Ha Ooyiee ONaronmpusSTHOM TEUCHUH
3a0oneBaHus. [IpakTHYeCKH y BceX JeTel yMEHBIIWIUCH CYNOPOXKHBIC TPOSBICHUS, YIYYIIHICS TOHYC,
VAYYIIHIUCH KOTHUTUBHBIE (DYHKIINH.

Buieoowt

Takum o0Opa3om, TpeAcTaBICHHbIE NaHHBIC IMO3BONSIOT MPHUUATH K 3aKITIOYEHHIO, YTO TIPH JIFOOOM
MOHOTE€HHOM 3a00JIeBAHUH HEOOXOIUMO TTPOBEICHHE MOUCKA Ty Tel OMOXUMUIECKOH KOPPEKITHH, YTO IIOMOTaeT
VIAYYIIATH Ka4€CTBO KU3HU MAlMEeHTa U TeUeHHEe OCHOBHOTO 3a00JIeBaHUS.
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IO.b. I'peuanina, A.A. Maticmpenxo, C.B. Jlicusax

KJITHIYHUI TOJTIMOP®I3M OPGAHHOI O 3AXBOPIOBAHHSI — XBOPOBA
KAHABAHA. )
LJIAXU E@EKTUBHOI PEABLTITALL

Pe3wome

VY crarTi ommcaHi MPUKIAAW KIIHIYHOTO MOMIMOP(I3My CMAJAKOBOTO METa0ONIYHOTO 3aXBOPIOBAHHS
— xBopobu Kanapana; mpeactaBiieHi 4 BHUIAAKH 3aXBOPIOBAHHS 3 PI3HUMHU CYIyTHIMH HeCTEU(ITHAM
OOMIHHMMH TTOPYIIICHHSIMH, KOPEKITis SKUX Jajda MOKJIUBICTh IOIMIIIATH SKICTh )KATTS TAIll€HTIB.

Kurouogi ciioBa: xBopoba Kanasana; kiniHigaui moaiMopdizm; MeTabomi3M.

Yu.B. Grechanina, A.A. Maystrenko, S.V. Lisniak

CLINICAL POLYMORPHISM OF ORPHAN DISEASES —
DISEASE OF CANAVAN.
WAYS OF EFFICIENT REHABILITATION

Summary

The article describes examples of clinical polymorphism of a hereditary metabolic disease — Canavan
disease; 4 cases of the disease with various concomitant nonspecific metabolic disorders are presented, the
correction of which made it possible to improve the quality of life of patients.

Key words: Canavan’s disease; clinical polymorphism; metabolism.
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