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B cTtaTbe npuBoamTcsa nepeoe B Poccun knnHnyeckoe HabaloaeHne naumeHTkm 23 neT ¢ lBeHubHON dopmoit 6onesHn Kpabbe.
MpuBeneH KpaTknii 0630p COBPEMEHHLIX NPEACTABNEHMIA 06 3TUONOTUM, NAaTOreHe3e N KIMHUYECKMX NPOSBNIEHNSX NO3AHMX GOpPM
6one3Hn Kpabbe, pacCMOTPeHbl COBPEMEHHbIE CNOCOObLI NeveHnst AaHHoro 3abonesanms. O6eyxaalTes BoNpock! AnddepeHuma-
NbHOIN ANarHOCTUKU U TPYAHOCTU, C KOTOPLIMU MOXET CTOJIKHYTbCS KIMHULMCT NPU NOCTaHOBKE AyarHo3da, 0cobeHHo npv MmaHude-

cTauumn 6onesHn nocne roaa.
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Krabbe disease with juvenile onset: A case report
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We present the first clinical observation of a 23 years old patient with a juvenile form of Krabbe disease in Russia. We also review
current knowledge on the etiology, pathogenesis, clinical manifestations, and management of the Krabbe disease with late onset in
general. Challenges in differential diagnosis are discussed, particularly in the cases with Krabbe disease manifestation after one year

of age.
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Bonesub Kpaboe (BK, riodouaHo-kieTouHas JeiKkoau-
crpodusi, OMIM #245200) siBasieTcsi peIKUM MOHOT€HHbBIM
ayTOCOMHO-PELIECCUBHBIM 3a00JI€eBAHUEM U3 TPYIIIbI JTU30-
COMHBIX 0oJie3Hell HakoruieHusl. B mopamisiionieM 00Jb-
IIMHCTBE CiIyyaeB 3a0ojieBaHUE pPa3BUBAETCS BCIIEACTBHE
myTauuii B reHe GALC, KomupyroueM JU30COMHEIN (ep-
MEHT TajakTolepeopo3uaasy (rajzakrosuiauepamunasa, EC
3.2.1.46). B HopMe maHHBIN (hepMEHT OCYLIECTBISET THAPO-
JIM3 TEPMUHAIBHOM rajJakTo3bl OT rajJakTolepedopo3nuaIoB —
TJIMKOJIMITUIIOB, COCTABJSIIONIMX CTPYKTYPY MMEJMHA, TOTaa
Kak MpHY MyTallMK MPOUCXOAUT HAKOTJICHUE TajaKTolepe6-
PO3UIOB B LIEHTPATbHOI ¥ TieprudepruIecKoii HepBHOM CHUC-
TeMe, YTO MPUBOIUT K TOKCMUECKOMY JCMCTBUIO HAa OJIUTO-
JNEHIPOLIMTBI ¢ aKTUBAIMEH aronTo3a, pacriaay MUeINHa U
nporpeccupyloieii nemuenuHusanuu [1]. Yucnao nmuzocom
B MOHOILIMTaX Pe3KO YBEJIMYMBAETCs, MPOUCXOIUT (hopMu-
pOBaHUE «I[JIOOOMAHBIX KJIETOK». TakuM oOpa3oM, IO KiIu-
HMKO-TTaToMopdosoruyeckum npuszHakam bK mpunamie-
SKUT K JIEUKOIUCTPOPUSIM.

B 1916 r. marckuii HeBposor Kuyn Xapansacen Kpaboe
B XXypHaJie Brain onyOJIMKOBAJ ISITh CTy4aeB «<HOBOTO HACe/-
CTBEHHOTO WHGbAHTWILHOTO CKJIepo3a TOJIOBHOTO MO3Tay,
OMMCcaB KIMHUYECKYIO W TAaTOMOPMOIOTMIECKYI0 KapTHHY
JMaHHOTO 3a0ojieBaHusl. B cBoeit paboTe OH chea akleHT Ha
OTHOCHUTEJILHOI COXPAaHHOCTM KOPbI TOJIOBHOTO MoO3ra, 0a-
3JIbHBIX W JIPYTMX siAep TOJOBHOTO M CIIMHHOTO MO3Ta Ipu
BBIPAKEHHOM TIOPAXKEHUM MMEITMHOBBIX 000JIOUYEK M OCEBBIX
mwmHapoB oeoro Bemectsa [2]. B 1970—1971 rr. K. Suzuki
C COaBT. OOHAPYXWJT CHIXKEHWE aKTUBHOCTH TaJlaKTolepeopo-
3UIa3bl B CBIBOPOTKE KPOBU, JIeMKOLIMTaX U (hubpodaacTax mna-
muenToB ¢ BK [3], a coorBeTcTByI01IMit TeH GAL C 0BT IeH-
tuuimpoan N. Sakai ¢ coaBr. B 1994 1. [4].

T'en GALC xaptupoBaH Ha 14-i1 xpoMocoMe (JIOKYC
14g31.3) u conepxut 19 5K30HOB; B HACTOSIIIIEE BPeMSsI U3BE-
ctHo Oosiee 200 myTanuii, npuBoasiux K pazsutuio bK [5].
OnucaHbl eNMHWYHBIE MJIaeHUECKHUe Clyyau aTUIMUYHON
¢dopmbl BK, o0ycioBieHHBIE HEIOCTATOYHOCTEIO OeliKa ca-
MO3MHA A ¥ CBS3aHHBIE C MyTallUSIMUA B TeHe Mpocano3nHa
PSAP [6].
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Yacrora BK cocrapnser okoso 1 : 100 000 HoBopoxkIeH-
HbIX. B 3aBUCUMOCTH OT Bo3pacTa aedroTa 3a00/1eBaHusI BbI-
nenstioT yeThlpe hopMel BK. PanHsasa mnagendeckast popma
(me6toT B 3—6 MecsieB) cocTaBisieT 62% ciydaeB U Xapak-
TEPU3YeTCs] HEMOTMBUPOBAHHBIMU MOABEMAMU TEMIIEPATY-
DBI, 3a[ePXKKO# ICUXOMOTOPHOTO Pa3BUTHSI, TUTIEPBO30Y I -
MOCTBIO, CJIETIOTOM, TOBBIIIEHUEM MBIIIEYHOTO TOHYCa IO
CMAaCTUYECKOMY TUIY U JelepeOpalluOHHON PUTMIHOCTBIO,
Kaxekcueil M cyaoporaMu, CMepTh HacTymaeT Mexay 1-M u
3-M roaoM xu3Hu. Ilpu mo3mHelr MiameHYeCKoul (medioT
B 7—12 Mecs1eB) u 10BeHWIbHO (1e010T B 1—10 1eT) dhop-
Max yalle BCEro pa3BMBAIOTCSl CITACTUYECKMiIl TeTpamapes,
MO3KEUKOBasl aTakcusl, aTpodust 3puTebHBIX HEPBOB, MIPO-
rpeccupylolie KOTHUTUBHbIE HApYyILEHUs 10 CTaAUM Jie-
meHnuu. Hakxonen, mo3mHsas ¢dopma daiie AeOrTHUPYET
C HapyUICHUI TTOXOJIKH BCJIEACTBUE PA3BUTHSI HUKHETO Clla-
CTUYECKOro TMapanape3a M aTakCUM, CHUXEHUSI OCTPOTHI
3peHMUs C pa3BUTHEM aTpO(UU 3pUTENLHBIX HEPBOB, a TAKXKE
rnoJuHeBponaTuu [3].

B xpymHoM ucciaenoBanum R. Debs ¢ coaBT. mpoBeneH
aHaJIU3 KJIMHUKO-TEHETUYECKMX XapaKTepUCTUK 41 maruneH-
Ta ¢ IOBEHWIbHOI 1 B3pocoit popmamu BK. CpenHuii Bo3-
pact Havayia 3aboseBaHust coctaBui1 23 roga (ot 4 10
66 1eT), BO3pacT Ha MOMEHT ocmoTrpa — 35 yer (16—73).
B 96% cnyuyaeB BK neGroTrpoBaia HUKHUM CIIACTUYECKUM
napanape3om, 4to TpeboBajo auddepeHIMalbHON TMartHo-
CTUKM C HAaCJIeACTBEHHBIMU CITACTUUECKUMMU MaparerusiMu.
Hawubonee yacTeIMM CUMIITOMaMKX Ha MOMEHT OCMOTpa ObI-
JIM TIPU3HAKU MUPAMUIHONW HEA0CTaTOYHOCTH, TIOJMHEBPO-
natusl, IU3apTpusi, MO3Xe4ykoBasi arakcus, AecdopMaluu
CTOII MO TUITY «I10JI0», aTpOo(us 3pUTEIbHBIX HEPBOB, Pell-
KO BBISIBJISZIUCH KOTHUTUBHbBIE HAPYILIEHUS (JIUIIb Y OJHOTO
MalueHTa co ctaxem 3adosieBaHusi 13 jieT pa3Buiach lie-
MeHILMsI). XapakTepHble /Ul B3pocioi (opmbl atpodust u
acumKyasIuMK SI3bIKa, HapyLIeHUsT MOYEMCITyCKaHUsI OT-
CYTCTBOBAJIM TP I0BEHWIbHOI (popme. YeTKnx reHo-peHo-
TUMUYECKUX KOPPEJISLUi B JaHHOM MCCIeOBAaHUU BbISIBIIC-
HO He ObuIo [7].

Baxnast ponp B nuarHoctuke BK mpunamiexur MPT
TOJIOBHOTO MO3ra: y MalMeHTOB OOHAPYXMBAIOTCS U3MEHE-
Hust MP-curHana B mupaMUIHBIX TPAKTaxX, 3pUTETbHOM Jy-
YUCTOCTU Y TIEPUBEHTPUKYJISIPHOM O€JIOM BE1IeCTBE C OTHO-
CUTEJIbHOM coXpaHHOCThI0 U-00pa3HbIX BOJOKOH. M030J11-
CTOE TeJI0, COeAMHSIONIee MOPaXKeHHbIE 30HbI 0O0OUX TMOJTY-
apuii, TakKe BOBJIEYSHO B TPOIIECC, OCOOCHHO YacTo 00-
HapyXMBalOTCS W3MEHEHUsI B BaJIMKE MO30JMCTOrO Tea.
IMpu mnageHyeckux Gopmax MOTYT ObITh BbISIBIEHbBI U3Me-
HEeHUsl B Tajamyce, OeJoM BelIeCTBE MO3XKeuka, BOpOTax
3y0UaThIX SIIEP, YTO HETUITMYHO st B3pocibix (opm. Mo
Mepe IIpOTpecCUpoBaHUs 3a00JIeBaHUS CYOKOPTUKAJIbHEIE
OT/e/bl O€JI0Tr0 BelecTBa TAKKE BOBJIEKAIOTCS B MATOJOTH-
YyecKuii mpoliecc, oTMevaeTcss auddys3Has atpodus roaos-
HOTO MO3Ta.

CtuMyIsiuMoHHasE anekTpoHeiipomuorpadgus (DHMI)
MO3BOJIIET BepU(PULIMPOBATh TTOpakeHre neprudepruuecKmx
HEPBOB, TUTTMYHOE IUTST B3pocibiX hopM. B 80% ciydyaeB BBI-

SIBIISIETCS  IEMUEIMHU3KPYOIasi CeHCcoMoTopHast (65%),
yucrast ceHcopHast (10%) wiu unctast MoTopHast (5%) monu-
HeBpOMaTus, MPU MPOTPECCUPOBAHUM 3a00JICBAHUS IO~
HeBpOIaTHs MPUOOpETaeT aKCOHAIbHO-ICMUETUHNU3UPYIO-
M XapakTep; ONUCaH €AVMHUYHbIA caydail BbISIBICHUS
0JIOKOB MPOBENEHUsI, YTO MOTPeOOBANIO MCKIIOUEHUST XPO-
HMYECKON BOCTIAIUTEILHOMN JIeMUETMHUUPYILEH TTOJTUHEB-
pornatum [7]. UMeroTcst gaHHBIE 0 MaHM(pECTAllN Y TTalu-
eHroB ¢ BK ¢enokomnuii 6one3nu Illapko-Mapu-Tyra,
MPOSIBIISIIOIIMXCS MCKIIIOUMTENBHO TOJIMHEBPOIATHe ¢ ne-
GopMaLMSIMU CTOII 10 TUITY «(PPUAPEHXOBCKUX» [8].

WccnenoBanne mepeOpOoCITMHAILHONM KUIKOCTH TTO3BO-
JISIET BBISIBUTH HE3HAUMTEJIbHOE TMOBBILIEHUE OesKa Y 00Jb-
LIMHCTBA MalMeHTOB co B3pociabiMu popmamu BK nipu Hop-
MaJbHOM IIUTO3¢ M OTCYTCTBUM WHTPATEKaTbHOTO CHHTE3a
OJIUTOKJIOHAJIBHBIX aHTUTeN [7].

OCHOBHBIMU METOJIAMU MOATBEPKAEHUS TMArHO32 SIBJISI-
JOTCSl DH3UMOJMATHOCTHKA (OTpeneieHne aKTUBHOCTH Ta-
JlaKTOIepeOpo3uIasbl B JIEUKOIIMTAX KPOBU C MCITOJIb30Ba-
HUMEM UCKYCCTBEHHOT'O CyOCTpaTa WJIM aHaJIU3 CYXOTo TISITHA
KPOBU METOJIOM TaHAEMHON Macc-CIeKTPOMETpUHU) |
NHK-guarnoctuka. B pabotax Meanko-reHeTuu4ecKoro Ha-
YYHOTO LIEHTPa OBLIM OTpeaeSieHbl MaXKOPHBIE MYTALIMK TSI
paHHUX U Mo3AHUX MaaneHuyeckux ¢dopm BK: nenenus
30 000 m.H. (del10-17ex) OTHOCUTCSI K YMCIIy 4aCThIX MyTa-
uuii npu bK kak B eBpormeiickux cTpaHax, Tak U B Poccun
(37% Bcex MyTaHTHBIX ajieneit), yactora myramuu [177T
cocraBwia B Poccnu 22% MyTaHTHBIX ayteseid. JlaHHast My-
Talys B COYETAaHWU C JIOObIM APYTUM ajljiesieM MPUBOIUT
K (OpPMUPOBAHUIO TTO3IHEN MIIaAeHYeCKON (hopMbI OoJe3-
HM, 3aboneBaHue MaHudectupyet ot 1 roma a0 2,5 netT u
umeer 6osiee MeasIeHHOE TiporpeccupoBaHue [9]. BoamoxHo
MPOBEICHUE MOJHOI0 CeKBeHUpoBaHus reHa GALC vwiu uc-
MOJIb30BaHKWE TEXHOJIOTUI MacCOBOTO IMapalieJIbHOTO CeK-
BeHupoBaHusi (MPS), oqHaKo KJ1I0u€eBbIM METOAOM JTUATHO-
CTUKH SIBJISIETCSI OMOXUMUYECKUIA.

Ha coBpemeHHOM 3Tane eMMHCTBEHHBIM METOJIOM Jieue-
Hust BK sBisiercst TpaHCIUTaHTAIINST TEMOTTIOATUUECKHUX CTBO-
JoBbix kietok (TT'CK). Bbuio mokaszaHo, YTO MpOBEACHUE
TI'CK nauueHTaM ¢ paHHEel MJlaieHYeCKOoil (hOopMOi YBeIU-
YMBAET TPOMOJIKUTEIBHOCTh KU3HM, MOTOPHBIE HAaBBIKH,
MOXET CTaOMJIM3MPOBATh WIIM YJIYUIIUTh MPOSIBICHUS Jiek-
KosHLIedamonatun 1Mo gaHHeIM MPT, B psme ciyuaeB —
yJIy4liiaeT MpoBeieHUe HEPBHOIO MMITYJIbCa, PErUCTpUpYe-
moe nipu DHMI (knacc nokaszatenbHocTtu 1V) [10]. B nute-
patype umeetcs onucanue 3pdexkruBHocT TI'CK TONMBKO
y oiHOTO B3pocyoro namueHTa ¢ bK: 4-netHee HaOmoneHne
3a MalMeHTKOM 42 neT ¢ 16-JIeTHUM cTaxeM OOJIE3HH BbISI-
BWJIO HOPMAaJIM3allMI0 aKTUBHOCTH TaJlaKTOLEpeOpO3uaas3bl
B JIGMKOIIMTaX M CTaOWIM3AIMIO COCTOSIHUS, OTMEYaloCh
VAYUYIIEeHUE TTOXOIKHM, YMEHBIIWIIMCH TU3apTPUs U TICEBIO-
oynbbapHbie niposiBiieHust. [Ipu ananuze MPT B pexxume T2
3a Mepuo/ HAOIONEHNsT HOBBIX TIPOSIBJICHUN T1eMUETMHU3a-
LUK OTMe4eHo He Obuto [11].

IIpuBeneHo coOCTBEHHOE KIMHUYECKOEe HaOJoAcHUE
MaLMEHTKU ¢ 10BeHWIbHOI (hopmoii BK.
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Onucanue ciayyas

ITlayuenmka 23 nem mocTynuiaa B 5-¢ HEBPOJOTUYECKOE
otmesleHre HaydHoTro IIeHTpa HEBPOJIOTHH C XaxobaMu Ha
CHIDXEHUE 3peHUS (JI0 YPOBHS CUITy3TOB), KOCOTJIa3ue, Ipo-
’KaHWe PYK U TOJIOBBI, HEYCTOMUMBOCTh MPHU XOIAbOE, CKO-
BaHHOCTb B Horax (0oJblie Mo yTpam).

Anamnes 3aboneséanusn. Pedbenox ot 11 6epemenHocTH, 3a-
TSDKHBIE POABI B 3aHEM BUAE 3aThIOYHOTO MpejiekaHusl,
o 1mkajne Anrap 7/8 6annoB. PaHHUIT HeoOHATabHBINA TIEPU-
on 6e3 0COOEHHOCTE, 10 5 JIeT pocyia U pa3BUBaIach COOT-
BeTCTBEHHO Bo3pacTty. B aBrycre 2001 r. (B Bo3pacre 5 jer)
nosiyyusia yiuub MIrkux TKaHeil rojoBbl 6€3 MoTepu co3Ha-
Hus. [IpumepHO Yepes moJroaa rnepeHecna BETPSHYIO OCITy,
CITyCTSl 2 Mecsilia cTajla OTMeJaTh CHUXKEHHE OCTPOTHI 3pe-
HUSI, JIETKOe JApoXaHue B pyKax, U3MeHWICs nmodyepk. OKy-
JIMCTOM JMarHOCTHPOBaHA BOCXOIsIIasl aTpodusi 3puUTesib-
HBIX HEPBOB. 3peH1e MPOI0JIXKATIO YXYAIIAThCS, EPUOIYe-
CKU BO3HUKAJIU TOJIOBHBIE OOJIN, CTajla OBICTPO YTOMIISThCS.
ITpu MPT ronoHoro mosra (2002 r.) ObLTM BBISIBJIEHBI O1-
JaTepajibHble CUMMETPUYHbBIE YUACTKU TIOBBIIIEHMS] CUTHA-
na B T2-BU B nepuBEeHTPUKYISIPHBIX OTAEIaX OOKOBBIX Xe-
nymoukoB. [IpoBomuiach HelipoMeTaboiuveckast Teparus,
KOpPOTKHME KypChl jJeKcameTa3oHa (Mo103peBajics NeMUeTn-
HU3UPYIOLIUIA MPOLIECC) — C HEKOTOPHIM YJIyUlllEHUEM 3pe-
Hus. HabGmomganach B pa3snuMUHbIX MEIMIMHCKUX YIPEXKIE-
HMSIX C JIMAaTHO3aMM «PACCESIHHBIN CKIIEPO3», «pe3ulyaib-
Hasi 9HUedanonaTus», «MOCAEACTBUSI MEPEeHECEHHON Hel-
pouHdexkuu». bbuia uckiaoyeHa 6oje3Hb BuiibcoHa (1ie-
pyJIOTUTa3MMH B Tpenesiax HOpMbI), B MenuKo-TeHeThue-
CKOM HaydyHoM LieHTpe rnpoBeneHa JIHK-auarHoctuka at-
podun 3puTenbHbIX HepBoB Jlebepa (12 MyTtauumii) U aTpo-
¢uu 3puTeNbHBIX HEPBOB-ILIIOC (reH OPAI) — MyTaluuu He
obHapyxeHsl. C 21 roma — 3HaYUTEIbHOE YCWICHHE APOKa-
HUsI pyK (Oosbllle TIpaBOil) U TOJOBBI, CUIBLHO M3MEHMJIICS
noyepk. Ha MoMeHT moctyruieHust B HaydHblil LIEeHTp He-
BpPOJIOTUM TallMEeHTKA sIB/IsSIeTCs cTynaeHTKoi BY3a, TpyaHo-

cTeil mpu OOyyeHUU HeT (AIs1 3amUCH JIEKIUI MCMOIb3yeT
IUKTO(OH), BeAeT aKTUBHBINA 00pa3 XU3HU, MPOOJIEMBI CO
3peHUEM He TIPEIISITCTBYIOT 3aHATUAM CIopToM ((yT6oI).

Conymcmeyrouue 3a601e6anus: Pe3eKUUs SUIHUKA
(kucra).

Cemetinbiii anamue3 He OTSATOIICH, OOJTbHAs — €IMHCT-
BEHHBIIl peOCHOK B PYCCKOIl HEMHOPETHON CeMbe.

Comamuueckuii  cmamyc. CoOCTOSIHUE OTHOCHUTEIBHO
YIOBJIETBOPUTEJILHOE, TEJIOCIOXEeHUEe acTeHnuyeckoe. A/l
110/70 MM pT. CT., iyJbe 63 ya. B MUH, PUTM TPaBUIbHBIA.
IMpu aycKyabTallMy AbIXaHUE BE3UKYJISIPHOE, XPUIIOB HET.
KuBoT npu nanbnainuu MSrkuii, 6e30ose3HeHHbIN. [n3y-
PUYECKMX PaCCTPOICTB HET.

Hesponoeuueckuii cmamyc. Co3HaHue SICHOE, KOHTAKTHA,
OpHUEHTUPOBaHa MpaBWJIbHO. KOrHUTHUBHbBIE HAPYIIEHMSI OT-
CYTCTBYIOT, OlleHKa M0 MOHpealbCKOl 11Kajae KOTHUTHB-
HBIX QyHKLIMI — 27 0aoB. 3peHne CHIDKeHO Ha o0a Tj1a3a
JI0 YPOBHSI CWJIy3TOB (OIHAKO MallMEHTKAa MOXET pa3inyarh
Juua, MucaTh, MOJb30BaThCsl KOMIbIOTEpoM). [1a3Hbie 1ie-
JIY, 3payky paBHbIE, peaKlvs 3payKoOB Ha CBET OTCYTCTBYET.
Pacxonsineecs: Kocorjasue 3a cYeT TPaBOTO TJia3a Ipu
B3IJIsIIE TIPSIMO, TIPY B3IJISIIE BBEPX — pacxojsiieecs KOco-
riaasue 3a cuet oboux rias. Ilape3 B3opa kHyTpu (oba ria-
3a). KoHBepreHuus 3HaunuTeNbHO CHIKeHa. ['opHU30HTasIb-
HBIf HUCTarM C POTATOPHBIM KOMITOHEHTOM TIpM B3TJIsizEe
B CTOPOHBI. JINII0 cMMMeTprUYHO. ByIb0apHBIX HapylIeHU
HeT. SI3bIK M0 CpefHell TUHUM, TPU3HAKOB aTpoduu u dac-
uuKyasinuit HeT. O6beM IBMXKEHUI U MbILLIEUHasl CUia B KO-
HEYHOCTSIX TOCTaTOYHBIe. JIerkoe MOBBIIICHNE MBIIIIEYHOTO
TOHYyCa IO CracTU4ecKoMmy Tumy B Horax, D>S. I'myGokue
pediekchl B pykax xuBble, D>S, B HOrax OXWBIIEHBI, paB-
HOMEpPHBIE; KIOHYCHI cTom, pediekc Poccommmo ¢ aByx
ctopoH. CpeaHeaMITIUTYIHBIM  TOCTypalbHO-KUHETHYE-
ckuii Tpemop pyk, D>S. JIucroHuuyeckuit TpeMop TrOJIOBbI
C JIETKMM JIEBOCTOPOHHUM TOPTUKOJIMCOM. [lanblie-Hoco-
BYIO TTPOOY BBITIOJHSIET ¢ TUCMETPUEil U BHIPAXKEHHBIM MH-

MPT ronosHoro mosra: A, B — akcnanbHble cpesbl B pexume T2-FLAIR; C — kopoHapHbI cpes B pexume T2-BU. BbiBnseTcs CUMMETPUYHOE MOBbI-
weHne MP-curHana no xogy nMpaMuaHbIX TpakToB (6esbie CTPENKK), B 3pUTENBHOM NYYUCTOCTY (YepHble CTPENKM) 1 Banuke MO30AMCTOro Tena (nyH-

KTUpHas cTpenka).
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TEHIIMOHHBIM TPEMOPOM CIIpaBa, C JIETKUM TPEMOPOM —
cJieBa; MITOYHO-KOJIEHHYIO MTPOOY — € JIeTKUM MHTEHLIMOH-
HBIM TpemopoM. JucmmamoxoxkunHe3, D>S, muccumHeprus
BbabuHckoro. B nmpobe Pom6Gepra moiareiBaetcs. [Toxonka
Herpyoo M3MeHeHa IO aTaKTUYECKOMY THUIY, HeyCcTOiuu-
BOCTb IIpM TaHAEMHOM xomwpbe. HapylieHuii moBepXHOCT-
HOM, TIPOTNIPUOLIETITUBHON ¥ BUOPAIIMOHHOW YyBCTBUTEIb-
HOCTU He BbIsABIIeHO. MYHKIINY Ta30BbIX OPraHOB HEe Hapy-
LIEHBI.

Jlannvie 0onoaHumenbHbix Memoooe 00caedo8anus

OO0LIMii 1 OMOXMMUYECKUI aHAIU3bl KPOBM, aHAJIU3 MO-
yu, DK — 6e3 orkioHeHuit. [Ipu npoBeneHUM CTUMYIISI-
uvoHHoit DHMI mnpu3HakoB HeBpajbHOW NATOJOTUU HE
BBISIBJIEHO.

3puTeNnbHbIE BbI3BAHHBIE TOTEHUMANbI: MPU CTUMYJISI-
LMY KaXXJIOTO TJ1a3a Ha IIaXxMaTHBIM TaTTepH (CpemHsisa, Mel-
Kasi, KpyIHasi KJIeTKa) — peructTpupyorcst HenuddepeHim-
pyeMble BOJIHBI, OCHOBHBIE TNMHKM YeTKO He BUIHBL. [lpu
CTUMYJISALIMU KaXAOTO IJ1a3a Ha BCTBIIIKY — BBIIEISIOTCS
cnabple paHHHWE W TIO3MHHME KOMIIOHEHTHI CO CHWXEHHOM
aMIUTATYAOM, JJATEHTHOCTh MTUKOB B TIpeeiaX HOPMBI.

Ornrtryeckasi KOTepeHTHasi ToMorpadusi: HMCTOHYCHUE
HEPBHBIX BOJIOKOH JMCKOB 3pUTEJILHOTO HEepBa 000OMX Ijas,
B MaKyJISIpHOI 30He — 0€3 BUAMMOM IMaTOJIOTUM.

MPT rosioBHOro Mo3ra: BbISIBJIEHO ABYCTOPOHHEE CHUM-
METPUYHOE TOpaXeHUe 3PUTENbHOIN JYYMCTOCTH, BaJlMKa
MO30JIMUCTOTO Tejla, CHMMETPUYHOE TBYCTOPOHHEE MOopaxe-
HMe KOPTUKOCTTMHAIBHBIX TPAKTOB, MIPOCIEXKUBAIOLIEECS OT
MPEeLeHTPANbHBIX M3BWIMH U CEMUOBAJIBHBIX LIEHTPOB 1O
MocTa Mo3ra, 0e3 MPU3HAKOB HAKOTUIEHUS! KOHTPACTHOTO
BelEeCTBa B MOPAXEHHbIX CTPYKTYpax U 0e3 MPU3HAKOB Te-
pudOKaIbHOIO OTeKa (PUCYHOK).

Kaunuueckoe 3akaioyenue: YUUTHIBAST KIMHUYECKYIO
KapTUHY 3a00jieBaHUS B BUIE MEIJICHHO TPOrPECCUpPYIO-
LIETO CHMXXEHUS 3PEeHUs ¢ pa3BUTHEM aTpO(UU 3pUTENb-
HBIX HEPBOB, HMXXHETO CMACTUYECKOTO Maparnapesa U cTa-
TUKO-JIOKOMOTOPHOW aTaKCUHU, a TaKXe TaHHbIe HEWPOBU-
3yaln3aliii, CBUICTEIbCTBYIONINE O HATMIUU JIEUKOINUCT-
poduu C MpenMylIeCTBEHHBIM MTOPakeHUEM KOPTUKOCITH-
HaJIbHBIX TPAKTOB U 3pUTEIbHOI JTYYUCTOCTH, OBLIO caea-
HO TIPETIONIOXKEeHNE O HAJTMYMU Y TAllMEHTKN I0BEHUJIbHOM
¢dopmer BK.

IMonTBepxaaroliasi [MarHoCTUKa IpoBelieHa B jabopa-
TOPUU HACJIEACTBEHHBIX Oosie3Heil oOMeHa BelecTB Menu-
KO-T€HEeTUYeCKOro Hay4yHoro LeHTpa. [1pu Guoxummudeckoi
JMUATHOCTUKE BBISIBJICHO CHIDKEHUE aKTMBHOCTU (pepMeHTa
rajaktolepedpo3ugasbl B JIEHKOIMTaX  KPOBU  JIO
1,3 HM/mr/yac (Hopma 2,5—12,4) U B CyXOM TISITHE METO-
IoM Macc-crnekrpomerpun — a0 0,13 MkM/n/4 (Hopma
0,7—10). I1pu yactmuHom aHanu3e reHa GALC (ucciaenoBa-
Hue MaxopHoit mytaimu dell0-17ex, cekBeHUpOBaHUE K-
30HOB 3, 6, 7, 8, 15 u 16) MyTtaiuii oGHapy>KeHO He ObLIO.
Ha cnenytomiem 3Tarne MOJEKyJIsSIpHOTO CKPUHUHIA C TIPU-
MeHeHMeM TapreTHoit MPS-maHen «HacaeCTBEeHHbIE Jiek-
KonucTpodru/neiikosHIehaaonaTu» BbISIBJICHBI IBE MY-
Tauuu B reHe GALC B KOMNAyHI-TeTePO3UTOTHOM COCTOSI-

Huu: ¢.A199C (p.T67P) Bo 2-M 3K30HE M MUCCEHC-MYTALIUS
¢.A956G (p.Y319C) B 9-M ak30He. Mytanuust p.Y319C GbLia
paHee omnrcaHa Kak MaToreHHasl y MalueHTa ¢ 'OBEeHWIbHOM
dopmoit BK [12]. 3amena p.T67P He Oblia onucaHa paHee,
onHako B 0a3e o myTtauusaM yeiaoBeka (HGMD) B aTo0ii ke
HYKJIEOTUIHO MO3UIINK OTMCaHa Ipyras MaToreHHast MyTa-
1uusl, a npoBepka B nporpammax npeackazanus SIFT u Po-
lyphen2 moxaszana BBICOKYIO BEpPOSTHOCTh ITaTOI€HHOCTU
JNAHHOW 3aMEHBI.

B HacTs1mii MOMEHT 00Cy2K/1aeTcsl BOIIPOC AajbHEMIIe
TaKTUKU JIeYeHUsI MalMeHTKU. Kak u3BecTHo, B psijie ciyda-
eB Juist B3pocibix (popMm BK xapakTepHO OTHOCUTENBHO CTa-
LIMOHAPHOE TeYeHUE 3a00JIEBaHUS C HE3HAUUTEIbHBIM yXY/I-
LIEHUEM COCTOSIHUSI B TeueHUe MHOTHUX JieT. C NaHHOM ToY-
KU1 3peHUS, PUCKW PA3BUTUSI OCJIOXKHEHUI (B TOM YuUCIIe Jie-
TaJbHBIX), C KOTOPbIMU compsikeHo mposeaeHue TICK,
MOTYT TIPEBBILIATh OXWMIAEMbIH KIMHUYECKUN 3hdeKT.
C uenblo CMMNOTOMATUYECKON KOPPEKIMU TpemMopa Kak
Haubosiee WHBATMAU3UPYIOLIETO CUMIITOMAa OOCYyXIaeTcst
BOIIPOC O TIPOBENEHUM OMNepaluy TIyOOKOU CTUMYISUUU
mo3sra (DBS) ¢ nMmranTanmeit 371eKTpogoB B BEHTPaJIbHOE
MPOMEXYTOUHOE siApo Tajamyca (Vim).

B nmocTynHO#i OTeuYecTBEHHOW JUTEpaType WMMEIOTCs
OINUCaHUST KIMHUYECKUX CJIyYaeB U CEpUil CllydaeB MalueH-
TOB MCKJIIOUUTENbHO ¢ MiageHuYeckumu ¢opmamu BK, on-
Hako NyOJMKAalMii, MOCBSIIEHHBIX OMMCAHUIO TALUEHTOB
C IOBEHWIbHOI (hOpMOIi JaHHOTO 3a00JIeBaHMSI, MBI HE 00-
Hapyxuiu. [lpenctaBieHHoe HaOMOIEHUE SIBISETCS TEp-
BBIM CiIydyaeM 1oBeHuIbHOM hopMbl BK B Poccuu, montsep-
KIEHHBIM OMOXUMHWYECKUMU U COBPEMEHHBIMU MOJIEKYJISIP-
HO-TEHETUYECKUMU MeToAaMU. JlMarHo3 Obl1 yCTaHOBJIEH
coycts 18 et mocie nedroTa 3a6oneBaHus. TpyaIHOCTHU Aua-
THOCTMKM, BEpOSITHEE BCEro, ObUIM CBSI3aHBI C HEBEPHBIM
aHanmu3oM MPT-naHHBIX — TIPOSIBJICHUS JIEMKOAUCTPODUU
TPAKTOBAJIUCh KaK OYaru AeMHUETMHU3ALMU TIPU paccesiH-
HOM CKJIepo3e JIM0O0 KaK pe3uyaabHbIe MPOsIBIEHUS TUTTOK-
CUYECKU-UILIEMUYECKOTO TOPaXEHUs WM HeilpouHbek-
LIMU, HECMOTPSI Ha MPOrpecCcUpyrollinil xapakrep 3abosena-
HUsl. OCOOEHHOCTSIMM JAHHOTO KJIMHMYECKOTO Cilydasl SiB-
JIIOTCSI TAKXKe MMHUMAaJIbHbIC MPOSIBIICHUSI HUXKHETO CIlac-
TUYECKOTO Maparapesa, OTCYTCTBUE AU3apTPUM, MOJIUHEB-
pornaTuM M KOTHUTHUBHBIX HapylueHuit. Ha mepBbiil miaH
311eCh BBICTYIAIOT BBIPAXKEHHOE CHUXKEHUE 3peHus (YTO T0-
TpeboBajao TpoBeAeHUsT Aud@epeHInaIbHOIO AuarHosa
C HacJIeICTBEHHBIMU (hopMaMu aTpodUU 3PUTETbHBIX HEP-
BOB), MO3XEUKOBasi aTaKCUsl U 3KCTparMpaMUIHbIA CUH/I-
POM B BUJIE CJIOXHOTO APOXKATEIbHOIO TMIEepKUHE3a U JUC-
TOHUM. YUUTHIBAsI BBIPAKEHHOCTb CTATMKO-JIOKOMOTOPHO
aTakCuU B TMPENCTaBICHHOM CJIyyae U B IPYTMX OMMCAHHbBIX
B JIUTEpaType HaOMIOIeHUSIX, psa aBTOpoB [13, 14] Bkiova-
et bK B crimcok 3aboseBaHMii, KOTOpbIE HEOOXOOUMO pac-
CcMaTpuBaTh NIPU MpoBeAeHUN AUddepeHInaTbHON TUarHo-
CTUKU B TPYIIE ayTOCOMHO-PELECCUBHBIX MO3XEYKOBbBIX
arakcuii. JlaHHble HeilpoBU3yalu3alUMd IO3BOJISIOT IIpa-
BWJIBHO BBICTPOUTH TMAarHOCTUUYECKUI MYTh U CBOEBPEMEH-
HO pacno3Hath bK.
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