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bonestv Xapmmyna s615emcs peoKUuM aymocoMHO-PeuecCUsHbIM Memadonuueckum 3a001e6anuem, 00Yco6/1eHHbIM
mymaueii eena SLC6A19 (5p15) u npusodsusum x OUCHYHKUUU MPAHCHOPMHBIX OENKO8 8 NPOKCUMATIbHBIX KAHATILUAX

nouex u SNUMenuu KUeuHUKA ¢ nocnedyroueii Manvabcopoyueti HelimpanvHolx amuHokucnom. Knunuveckas kapmuna
XApaKmepu3yemcst NOIUMOPPUMOM: HEUMPAnvLHOLL amMuHoauudypueti, pomoceHcUbUnU3Upyroueti neanazponodooHol
CbINbI0, MO3XHEUKO080U amaxkcuet, afgexmusHvimu paccmpoticrneamu (mpesoea, 0enpeccust) U KOZHUMUBHbIMU HAPYUEHUIMU.
B cmamve onucan cnyuati decamunemueti nayueHmKY, 8 KIUHUHECKOU KapmuHe KOMopol 00OMUHUPOBAU
doxanvrvie u bunamepanvHole MOHUKO-KAOHUYecKUe cyoopoeu. [ebrom npucmynos 6 6o3pacme 2,5 200a

c obocmpeHuem 3a06071e6aHUS 8 UIECTb TIem, HATIUYUE HEINUNENMUPOPMHBIX CUMNINOMOS U 0OHApyHeHUe
HelMpanvHOli eunepamuHoayudypuL Memooom 2a3060%i XPomMamozpapuu Mo4uu NO360/IUNU NPeONOIOH UMD
memabonuueckuil 2eHes snuepanonamuu. MonekynapHo-zeHemuueckoe ucciedosanue 6viA8UN0 paHee

He ONUCAHHDLTL 20M03U2omHblil 8apuarm 6 eene SLC6A19 (5p15), umo eepudunuposano ouazHos.

Omcymcmeue depmamonozuueckux nposiésieHutl 6 paseepHymoti crmaouu 3a6071e6aHUS, cOHemanujeecs

€ 3a0epiHKOLl NnCUxopeue6020 Pa3sUmust, SNUCUHOPOMOM U npozpeccupyroweil sHyedanonamueii, daem ocHosaHue
nonazamo, 4mo 60n1e31o Xapmuyna 6 HeKOMopvLX CLyHasx MOXem PeHOmunuuecku peanu3osuiéamocs Kax
Memabonu1eckas sHUePanIonamus Paseumus U INURENmMu4eckas.

Bsudy gpenomunuueckoti eemepozeHHOCMU U HePeOKO AMUNU4H020 mMeueHUs INUIeNcuti, a makie KpUmu4eckou
3HAYUMOCTNU C80€8PEMEHHOTE IMUON02UHECKOTE OUAZHOCTNUKY NPOBedeHle 2eHeMUecK020 AHAIU3A NOKA3AHO

6 MAKCUMANbHO parHue cpoku. ITosenerue anu30006 HeKynupyemoil cnabocmu, yXyOueHuss CoMamuueckozo
cmamyca unu HapacmaHus HepPoI0U4ecKozo deuyuma mpedyem HeoMIOHHO20 00CIe008AHUST HA NPeOMem
memabonuueckux HapyuleHuil u ux Koppexuuu.

Kniouesvie cnosa: 6onesnv Xapmuyna, snunenmuveckue npucmynol, HapyuieHue paseumus, ymcmeeHHas
0mMCManocmoy, HeUMpanvHas eunepamuHoayudypus, memaobonu4eckue Kpusol
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BBepeHne

bonesup XapTHyma — peKoe ayTOCOMHO-PELIeCCUBHOE
MeTabonndeckoe 3a00meBaHNme, XapaKTepU3yIolieecs Ha-
PYLIeHVeM BcachIBaHMA HeMTPaIbHBIX aMUHOKICIIOT B >Ke-
JTYEOYHO-KUIIIEYHOM TPAKTe ¥ IIOYKaX, YTO IIPMBOJMNT K ITO-
yeyHoil aMmuHoayaypun [1]. 3aboneBanne 06ycnoBIeHO
myTauyusmu reHa SLC6A19, mokann3oBaHHOTO Ha 5-i1 Xpo-
MocoMe [2, 3]. OcHOBHasA QyHKIUA 3TOrO reHa — KOfU-
poBane 6enka-nepeHocunka BOAT1 (cnernuduyueckoro
TpaHCHOpTepa HeMTPaTbHbIX AMUHOKIC/IOT), KOTOPbIIT 9KC-
IIPeCcCUpyeTCst Ha IOBEPXHOCTY KJIETOK TOHKOTO KUIIIEYHI-
Ka 1 1ouex [4, 5]. Jeduunt BOAT] BbI3bIBaeT MaCCHBHYIO
9KCKPELMI0 aMMHOKICIOT, BK/II0Yast TpuITodaH, ¢ MO4oii
u xaznoM [1, 5-7]. MHorme uccnenoBaTeny CBA3BIBAIOT

OCHOBHBIE K/IMHMYeCKHe TPOosiB/IeHns 60/esHn XapTHyma
MMEHHO ¢ meduiurom Tpunrodana [6-10]. Tpunrodan
CTy>XXWUT IPeIIeCTBEHHNKOM HYalyHa (BuTamyHa B;, PP),
KOTOPBIIL B CBOIO O4YepeNib YUaCTBYeT B CMHTe3e HUKOTHHA-
mugapennHaHykneotnaa (HAJ) - xodepmenTa, urpato-
IIETO K/TI0YEBYIO POJIb B PETYIMPOBAHNY METAOOMINIECKIX
U BOCTIA/INTENIbHBIX peaKuuii opranyuama [11].
3aboneBaHne, BIEPBbIE OMICAHHOE AHITINIICKIM BPauoM
JI. BapoHOoM B 1956 T., 6bI/10 Ha3BaHO I10 IMEHU NIEPBOTO
HAaIYIeHTa, Y KOTOPOTo Hab/IOamICh CBETOIyBCTBUTE b-
Hasl CBIIIb, ATAKCYsI, TPEMOP PYK U HaPYLICHNUS OXOKIL.
B ToI1 K€ aHIIMIICKOJN ceMbe U3 YEeTBhIPEX JIeTeN y KaXK-
JOTO VIMEJIVICh CYIMIITOMBI Pa3/IMYHON CTEIleHN TsKec-
™ [12].
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PacnipocTpanenHOCTh 60/me3HM XapTHYIIA OLIEHVBAET-
Cs1 KaK OfiMH CTy4all Ha 15 ThIC. HOBOPOX/eHHBIX [4, 12].
ITo pa3HBIM CTaTUCTUYECKVM JAHHBIM, 4aCTOTa BapblpyeT
ot 1:18 000 o 1:54 000, Hac/lenOBaHME ayTOCOMHO-peLiec-
CUBHOE, TeH/IePHbIX Pas/I4Mil He BbIAB/IEHO [12]. Ommpe-
MIOTIOTMYECKIX TAaHHBIX 110 Poccun Her.

O6bI4HO 6071e3Hb MaHNU(ECTUPYET B PaHHEM JIeTCKOM BO3-
pacTe U ¥MeeT IIMPOKWI CIIEKTP KIMHIYECKUX IIPOsIB/Ie-
HuIL. Pedb uper o HellTpa/IbHON aMMHOALMIYPUI, HVIKA-
HypUU, CBETOYYBCTBUTEIBHOI IIe/IArPOIIOFOOHOI ChINH,
MO3)KeYKOBOJI aTaKCUIL, TPEMOPe, TPEBOXKHOCTH, JIeTIPECCUI
V1 JIETKOV YMCTBeHHOUI oTcTanoctu [9, 12]. ITepsbie cummto-
MBI Yallle BO3HMKAIOT B Bo3pacTe 3-9 JieT, OffHaKO BO3MOXKEH
Ie6I0T KaK B IepBble Hee/My XXI3H, TaK U B IOHOIIECKOM
Bo3pacte. TedeHne 06bIYHO BOTHOOOPasHOe, 060CTpeHNs
IPOBOLMPYIOTCA (aKTOpaMy OKPY>Kalollleil Cpefibl, Ce30H-
HOCTBIO, CTPECCOM VI HEOCTATOYHBIM MTaHKeM [4, 12, 13].
Y psAna manyeHToB KIMHIYECKye MIPOsIBIeHUs OTCYTCTBY-
I0T, AMarHO3 YCTaHAB/IVBAETCS IIPYU IVTAHOBOM CKPVHMHTE.
3HauMMBbIMU cuMIToMaMu 6oje3Hy XapTHyIA SABJIAIOT-
Cs1 TeJUIarporofo0Hblil fepMaTutT (CBA3aHHbIN ¢ fedu-
LIMTOM HMALMHA) M HEBPOIOTMYecKye HapyleHus [6].
ITpy 9TOM CHIEKTp HEBPOIOIMYECKUX CUMIITOMOB, BKIIO-
YaIOMIMIT aTaKCUIo, AU3APTPUIO0, CIACTUYHOCTD, JIeMEH-
I[MI0, TIOBEJleHYeCKMe PacCTPONCTBA, SMVIJICITUYECKMe
HIPUCTYIBI, 3aJeP>KKY UHTEIeKTYaJIbHOTO Pa3BUTHA,
HJICTarM 1 JaXke KOMY, M3y4eH HeOCTaTO4YHo [6, 13, 14].
XoTs IepBOHAYANbHO OnpefeieHne 6ome3uy XapTHyna
6a31pOBaIOCh HA KIMHUKO-OMOXMMUYECKUX KPUTEPU-
SIX, BBIp@)KeHHas KJIMHWYECKasi FeTepOreHHOCTh IpuBe-
JIa K TOMY, YTO B HacToslee BpeMs 3aboeBaHMe 4acTo
paccMaTpyBaIOT KaK pacCTPOICTBO € IIOC/IeOBaTe/IbHON
HEeJTPANbHON IMIepaMiuHOaLuAypuei [2, 6].

Panee cunranocs, uto SLC6A19 He sKkcnpeccupyeTcs B ro-
JIOBHOM MO3Te, a ITaTo/orndeckie 3¢ GekTsl 00yCIOBIeHbI
CUCTEMHBIM [UCOAaTaHCOM aMUHOKMCIOT [6]. Tak, aTak-
CHIO CBA3BIBANN C JeUIMTOM TpUIITO(aHA 1 €r0 BIUSIHM-
eM Ha cunTe3 HuaryHa u HAJT [8], a Taxoke ¢ HapyIeHueM
IPOAYKLINM CEPOTOHNMHA, IIOCKO/IbKY KOHIIEHTPAIVs ce-
POTOHMHA B MO3Te KOppeMpyeT ¢ ypoBHeM Tpunrodana
B KpoBU [6]. HekoTopble aBTOpPBI IIOTIaTAl0T, YTO M3OBITOK
TpunTodaHa, He BCOCABIIETOCS B KMIIEYHNKE, IIOgBEp-
raeTcsi 6aKTepuaabHON Herpajalyy B TOJACTOIN KUIIKe
¢ o6pa3oBaHMEM MHIONBHBIX COEJMHEHUI, KOTOpbIe
OKa3bIBAIOT TOKCUYECKOE BO3JENCTBIE Ha MO3T [15, 16].
B uccnegosanun Z. Kravetz u R. Schmidt-Kastner mo-
KasaHo, 4to motepsi pyukuyu SLC6A19 B camom mosre
MO>KeT HapyLIaTh JOCTYIIHOCTb aMIHOKIUCIOT 1A 3IIeH-
AVMMaJIbHBIX KJIeTOK Y BBICTYIATh ONHUM U3 (PaKTOPOB
PasBUTHSI HEBPOTIOTMYECKNX CUMIITOMOB [16]. B pabote
M.R. Del Bigio mponemoHcTpupoBaHo, uto BOAT1 moxeT
y4acTBOBAaTb B TPAHCIOPTE HEMTPaNTbHBIX aMUHOKUCTIOT
U3 11epe6POCIIMHAIBHO XIUSKOCTY B SIIEHAVMATbHBIE
KJIETKI; CHVDKEHME TIOT/ION[EHMSI aMUHOKUCIOT SIEHIM -
MOLIMTaMM CIIOCOOHO IPUBECTH K UX AUCOANAHCY U U3-
MEHEHMIO COCTaBa IMKBOPa, YTO OKasbiBaeT muddysHoe
BnMsHMe Ha Mo3r [17]. B cBowo ouepenp mepuunt Hua-
I[MHa BBI3bIBAET OCTpbIe MATONOTMYECKIE VI3MEHEHNUs
B 3IIE€H/VIMA/IbHBIX K/IE€TKAX, IPUBOJALINME K TOPAKEHUIO
BOZOIIPOBOfA, CTeHO3y U ruapouedamu [18-20]. O6Ha-

Heponorua u ncuxmatpus
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PYXeHo, 4To MeTabonmueckuit fepUIUT B SIEHANMAIIb-
HBIX KJIETKaX MOXXeT B/IVSTh Ha TMKBOPORMHAMUKY [17].
TeM He MeHee BBUIYy Ma/IOUUCIIEHHOCTU HePOBU3yasN-
3aIlMOHHBIX HaOMIOfIeHNiT TpebyeTcsl JanbHelllIee HaKo-
wieHye Matepuaa [18-20]. Ilepuopudeckue obocTpenns
K/IVHIYECKNX CUMITOMOB CBS3BIBAIOT C M3MEHEHVSIMIU
B YCBOEHUY aMMHOKIC/IOT 113 iy [7].

Knmunndgecknit momivMopdusM U IMPOKUIL CIEKTP HEBPO-
JIOTMYIECKVX PACCTPOVCTB IIpy Oorme3Hn XapTHyTa Tpe6yoT
JIeTa/IbHOTO OIVICAHMS HOBBIX C/TyYaeB, HAKOIICHISI 3HAHWIT
0 €ro PasBUTHN U TEYEHNMI CUMIITOMOKOMIITIEKCOB, a TAKKe
PaspabOTKM TAKTVKY JIe9eHVSI U IIPOTHO3A.

I[TpencrabnseM noppobHOe OIVIcaHe KIMHIIECKOTO Ba-
pUaHTa TedeHMst HOBOTO C1yd4as 60/e3Hu XapTHyIa.

Knununueckuin cnyvai

TleBouKa, 10 JIeT, HAXOAWITACH TTOJ, HAb/MOeHMeM HEBPOJIOTOB
C TpeX/IeTHETO BO3PAcTa C AMArHo30M «(oKajIbHasl SIHIIeTI-
CIs1 HEYTOYHEHHO STUOIOTUI» € YaCTHIMY (DOKATbHBIMU
1 OVIaTepabHBIMIU TOHMKO-K/IOHIYIECKVIMI TIPUCTYIIaMI
cHa u 6opcTBoBaHus. [InddepeHIaIbHBI AVAaTHO3 IIPO-
BOJMJICS C TeHeTMYeCKMMU (pOopMaMI SIVIIETICUY U SHITeda-
JIOTIATUAMM PA3BUTHA Y STIM/IENITIECKVIMIL

ITpy mocTaHOBKe [MAarHO3a YYUTHIBATNCD JAHHbIE aHAM-
He3a, HeBPOJIIOIMYECKOTO OCMOTPa, 0OLIeKIMHNYeCKIX
aHa/MM30B KPOBU M MOYM, MCCTIEfOBAHM KpPOBY Ha Ha-
ClIeficTBeHHbIe 60/e3HM 06MeHa METOIOM TaHIEeMHOII
Mmacc-criekrpoMetpun (TMC) u aHanmusa Moun Mero-
[IOM Ta30BOI XpoMarorpaduu ¢ Macc-CeKTpOMeTPHEIL.
Boinonusuce anexrposuuedanorpadus (93T) u mpo-
TIOHTMPOBaHHBIN BUAe0-OI-MoHUTOPUHT. [l BBLABIE-
HISl IOPOKOB PasBUTHA MO3Ta aHA/IM3MPOBATINICD PE3YIib-
TaThl MPOBEJEHNA CIELMATN3MPOBAHHOIO NIPOTOKO/IA
MAarHUTHO-pe30HaHCHOI ToMorpadun (MPT) romosHoro
Mos3ra. [eHeTIecKnii aHa/M3 OCYIIeCTB/IeH Ha OCHOBAHNM
CeKBeHMPpOBaHNA NaHeny «HacmencTBeHHbIe SIIeTcum»
(meton Next Generation Sequencing, NGS). Boisien-
HBIJ1 paHee He OIVICAHHDIN TOMO3UTOTHBI BapyaHT IreHa
SLC6A19 Bepn¢uinpoBaH IpsIMbIM CeKBEHIPOBAHMEM
o Canrepy JHK nanmeHTKy 1 Bcex WieHOB ceMbu. J]mm-
TE/IbHOCTD HAO/IONEHNS COCTaBIIIA IIIECTD JIET.

PeGeHok OT BTOPOIT OGepeMeHHOCTH, IpOTeKaBIeil 6e3
OCNIOKHeHUI. Popgurenyu 3gopoBbl, COCTOAT B KPOBHOM
ponctBe (nBowpopHbIe cnbcer). Pompl B CPOK, 3aKpmyaia
Cpasy, OlleHKa 10 1kasie Anrap — 8/9 6as1oB. B nepsble cyTku
THOCTIe POXK/IEHMA OTMeYaJICs CIabblil cocaTeTbHBIN pediieKc.
TonoBy ynep>kuBaTh Hayasa B IATb MECALIEB, CUAETD — B Jie-
CATb MeCALIEB, CAMOCTOATEIbHO MO — B 1 TOf 6 MecsAIeB.
I1epBble coBa IIpOM3HECTa B 1B 'Ofia, K TPEM roflaM TOBOPH-
71a KopoTKyMu ppasamu. DeOprIbHbIE IPUCTYIIBL, YePEIHO-
MO3TOBBIE TPaBMBbI, HEJIPOMHMEKLIVI OTPUIIAIOTCS.
CeMelHBIIT aHaMHe3 OTATOILIEeH M0 SIWIeICUMN: y 6aby1-
KI ¥ POJHOI TETH I10 MaTePUHCKOI TMHNY HAab/TIOfaINCh
IPUCTYIBI, KOTOPbIe CIIOHTAHHO KYNMPOBAINCh K IIy-
6epTaTy U MCXOJHO MHTEPIPETUPOBAIICH KaK BO3PACT-
3aBMCUMBbIE SIMIETICUIL.

IlepBbllI mpUCTyI, NpoOM3OWIENIINII B BO3pacTe
2,5 roga BO CHe, HOCUJI XapakTep (OKaJTbHOIO MOTOP-
HOTO C HapyUIeHMeM CO3HaHM:, OpOanMMeHTapHBIMUI
aBTOMAaTV3MaMU U aCUMMETPUYHBIMM IIOAEPIUBAHNAMU
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B pykax. IIoBTOpHBINI IPUCTYI BO3HVK 4epe3 MecAll, KOHEYHOCTell, AMHaMUYecKas aTaKCys IPU BBIIOTHEHUN
3aTeM YacTOTa HapacTaja OT TPeX pa3 B HEefIeNo [0 eKefl-  KOOPAVMHATOPHBIX Ipo6 6e3 HapymeHus moxopnku. ITo maH-
HEBHBIX HOUHBIX 31M3070B. B Tpu roma npucoemyummmce  HbiM MPT maronornu He BbisABIeHO (puc. 1).

IPUCTYIBI C HOTepelt CO3HaHUs, MafleHNeM U aToHueil Ilo maHHBIM D3I B MHTEPUKTATBHOM IIEpMOJiEe BbIABIIE-
B 6OIPCTBOBAHMIL HBI 0011jee 3aMefjIeH1ie OCHOBHOTO PUTMA, PETHMOHA/IbHAS
ITpu nepBuaHOM o6parteHnn (3 roga 11 MecsitieB) BHEBPO-  OuIaTepanbHO-CUHXPOHHAS SIMIENTIH(GOPMHAS aKTUB-
JIOTMYECKOM CTaTyCe: OKPY>XHOCTb TOJIOBBI — 49 CM, IICMXO-  HOCTb B BUJie KOMIITIEKCOB «OCTpasi — Mel/IeHHas BOJTHa»
MOTOPHOE I pedeBoe PasBUTIE MATKO 3afiepkaHo, acuMMe-  (OMB) B TeMeHHO-3aTbIZIOUHON 067TaCTU € aMIUIUTY]-
TPWYHBII 1TO3, AU3APTPus, AudQysHast TMIIOTOHMS MBIIIL]  HbIM aKI[eHTOM c/eBa (puc. 2).
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Puc. 2. 93T nayuenmxu A., 4 200a: Ha done oudgy3noii de3opzanuzanyuy PUmmos pezucmpupyemcst pezuoHaIbHAL
O6unamepanvHO-CUHXPOHHAS INUnenMu@PopmHas akmuerHocmo 6 8ude komnuekcoe OMB 6 memenHo-3amvi0uHO 06acmu
€ amMnAUMyOHbIM AKUEHMOM Cle6a

JddekTBHaA hapmarotepanua. 23/2026



Tema Homepa «[letckaa HeBposor

T g N |

A ST |

T R e e, &)

L e U e ey e e o e e

e | e, N S A S N e B LS S | i e S

Puc. 3. Unmepuxmanvnas 9T nayuenmiu A., 6 1em: ycmoiiuueas npoooyceHHas GunamepanvHo-CUHXPOHHAS
anunenmudopmHas akmuerocmo 6 éude komnuekcos OMB 6 memeHHO-61/COHHO-3AMBIIOUHBLX 011 BE0CHUTX

O61ekuHIYeCcK e aHaIM3bI KPOBYU U MO4M — 6e3 maro-
JIOTMYeCKMX OTK/IOHEeHUI. VIccieoBanye KpoB) Ha Ha-
crnencTBeHHbIe 6oesHy o6MeHa MeTogoM TMC 1 aHanus
MOYY METOJJOM I'a30BOJT XpoMaTorpadum ¢ Macc-CIeKT-
poMeTpHuelt fany OTPUIATE/IbHbIE PE3Y/IbTATHL.

C y4eTom fie610Ta MPUCTYIIOB C ABYX C [IOJIOBUHOII JIET, NX
TUIIA, 3aI€P>KKI IICUXOPEYEeBOro I MOTOPHOTO Pa3BUTHS,
OTATOLIEHHOTO CeMeITHOTO aHaMHe3a, OTCYTCTBUSA CTPYK-
TypHbIX u3MeHeHnit Ha MPT n QokanpHBIX nnIenTn-
¢dbopmHBIX M3MeHeHMiT Ha DI 6bUT BRICTAB/IEH [UArHO3
(b OKaTbHOM SMMIIETICHY HeY TOYHEHHON STYOMTOTHL.

Ha ¢one tepanuu namorpumxunom (JITI) ¢ turposa-
HMeM J03BI 10 50 MI/CYyT 4acTOTa IPUCTYIIOB CHU3MIACh
IO IATH-LIECTH B MeCAI] B TedeHUe Tpex MecsAles. [Ipu
MeZIJIEHHOM TIOBBIIIEHN) 03Bl 1o 100 Mr/cyT Ha mpOT-
JKEHWH JIBYX JIeT OTMeYaIach PEMUCCHSL

B mecTtuneTHeM BO3pacTe MPUCTYIIbI, IPEUMYLIECT-
BEeHHO (OoKajbHBIE U OUIaTepambHble TOHUKO-KIIO-
HUYeCcKue, BO30OHOBUMNCDH (BO CHe, OLVH pas B TPU
Mecsna). CoXpaHsAINCh 3afjep>kKa ICUXOPedeBOro
PasBUTHS, JUCTANNsI U KU3APTPUs, 3HAUUTETbHbIE
TPYSHOCTY B OOY4EHNY U OCBOCHUY HOBBIX HaBbIKOB,
orpaHmndeHue caMmoo6cayxusanmsa. OTMedanuch smnu-
30[IbI @XUTALMN C ATPECCUBHOCTBIO ¥ HEyIpaBsie-
MOCTBIO, CMEHSIBIINECS COCTOSHUSAMY BHE3AIHOI
cnabocty, 0OMAKaHMA, TPeMOpa PyK M YCUIIeHN s II1aT-
KocTu nipu xonpbe. Ilpuctyns: guddysHoi cnaboctu
He CONMPOBOXJAMNUCh NOTepeil CO3HAHMS U JIUINCDh
OT HeCKOJIbKUX YacCOB [0 HECKONbKUX CYTOK. B aTo
BpeMsi AeBoYKa mbo craja, mmbo Hy>XAanach B IIO-
CTOpPOHHEM YXOJe.

B o6ujexIMHNYeCKNX aHa/MN3aX KPOBY BBISABICHO CHMU-
>KeHue o6miero 6enmka go 60 /71, B 0011eM aHaIN3€e MOYY —
npotennypus 0,15 r/n. JlekapcTBeHHBINI MOHUTOPUHT
JIT], (5,2-6,4 MKI/MJI) COOTBETCTBOBAN pedepeHCHBIM
3HadyeHuaMm (4,0-10,0 Mxr/m).

Heponorua u ncuxmatpus

ITockonbKy HOBblE CUMITOMBI He YKJIA[bIBaAUCh
B KapTVHY SMUIENTUYECKOTO CUHAPOMA, OBITIO BbICKa-
3aHO ITIPEeMIIONIOXKEHNEe O MeTabonnyecKoll mpupope
paccTpoiicTa. Vccnegopanue o6pasioB MOYM METO-
[IOM Ta30BOIT XpoMaTorpaduyu MOKa3amo HelTPATbHYI0
IUIIepaMIHOAIVIY PHIO.

Ha 93T B Bo3pacTe L1ecTy /€T B COCTOAHUU 6OAPCT-
BOBaHNA UM BO CHE ONpeJenAnach yCToiunBas Ipo-
LOo/KeHHass GuaaTepalbHO-CMHXPOHHAs SINUIEN-
tudopMHass aKTUBHOCTh B Buje KoMmmiekcos OMB
B TEMEHHO-BMCOYHO-3aTBIIOYHBIX OTBEJEeHMAX,
110 MOP(ONIOIUM CXOXKasi C PONAHANYECKIMU KOM-
mnekcamu (puc. 3).

Tenetuueckoe uccnegosanue (NGS-nanens «Hacnegcr-
BEHHBIE SINIENCUN») BBISIBUIO paHee He ONMCaH-
HBII TOMO3UTOTHBIN BapMaHT HYK/IEOTUHON ITOC/IEN0-
BaTENbHOCTH B 2-M 3k30He reHa SLC6A19 (xpomocoma
5pl5), IpuBOAALINIT K 3aMeHe aMUHOKICIOTH B 97-11
nosunuu 6enka. lomosurornere myrauun 8 SLC6A19
omycaHsl npyu 6ome3Hy XapTHyIa U HPeAIIONaraioT
ayTOCOMHO-peleccuBHOe HacnegoBanue. CeKBeHU-
poBaHme mo CaHrepy y poamTeneil u cTapuero 6para
[I0Ka3a/I0 TeTepPO3UTOTHOE HOCUTETICTBO y 060MX po-
putenelt; y cubca MyTanuii He o6HapyKeHo. Jluaruos
6one3un XapTHyIa OATBEP)XX/eH KINHINYECKUM TeHe-
TUKOM.

C y4eToM IIOTy4eHHBIX JAaHHBIX Tepanus:A Oblla Iepe-
cMmoTpeHa. [lanyeHTKy nepeBenu Ha OMETY C BBICOKUM
copepxaHueM Oenka u TpuntodaHa, HasHAYNIM HIU-
KoTmHamug go 100 mr/cyt, gosy JITI yBemmanmu fo
150 mr/cyT.

B TeueHMe MOCHENYIOIUX YETHIPEX JIeT HAOMIOTEHNS
Ha QOHe FaHHOIT Tepanuy aMn30/bI AU Py3HOI cmaboc-
TY IPEKPaTIINCD, YIYYIINIACh peub, eBOUYKa OCBOMIA
HaBBIKM CaMOOOCTYXXMBaHMs, TOCEI[aeT KOPPEKIMOH-
HYIO IIKOTYy. B HEBPO/IOIMYeCKOM CTaTyce COXPaHAIOTCA
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aCMMMEeTPUYHBIN NITO3, MATKasA JVHAMWYECKAsA aTaKCus,
naudQysHas TUIOTOHUA MBIIIL KOHEUHOCTEI, TPeMOp
pyK. KO>XHBIX IpOsABTIEHNIT HET.

Ha ¢one monotepanuu JITII mpucTynsl He MOBTO-
pANNCh B TedeHHUe IMOAYTOpa JIeT, 3aTeM BO300HO-
BMINCH (OKaNbHBIE IIPUCTYIB BO CHE C 4aCTOTON
mo 2-5 B Meca. JlobaBneHne nepammaHena (TUTpoBa-
HIe JI0 6 MT Ilepell CHOM) CHU3MIIO YacTOTY IPUCTYIOB
IO OFHOTO-/IBYX B rof. OObIYHO IPUCTYIIBI CYYaIUCh
B JIETHME MECSIBI U3-3a AIUTETHHOTO HpeObIBaHM
Ha COJIHIIE.

06cyxpaeHne

K Hambosee pacpoCTpaHeHHBIM KIMHMYECKUM IIPO-
sIBTIEHMSIM 00jIe3HY XapTHYIA OTHOCATCS Ie/IarPOIIo-
HoOHas CBHINb, MO3>KEYKOBasA aTaKCHs, IOBefeHIeCKue
paccTpolicTBa M YMCTBEHHAsA OTCTAJOCTb PasINYHOIN
crenenn [12]. KoxxHas cblllb BCTpedaeTcs dallie BCETO.
ITo panubiM Z. Orbak u coasT., B 0gHOM 13 0630pOB,
oXBaTMBLIeM 43 caydas 6oe3Hn XapTHyIa, y 28 manu-
eHTOB 3abo/eBaHye JeOI0TUPOBAIO C KOXKHBIX IIPOSB-
JIeHMIf, TIPUYEM B CEMU CTy4asX CBIIb MOABUIACH YXKe
B BO3pacTe ofHOro roga [21].

B paHHeM [1eTCKOM BO3pacTe OfHMUM 13 XapaKTepPHBIX
IIPU3HAKOB CYMTAETCS CUMIITOM CUHUX IIeJICHOK: M30BbI-
TOK TpunTo(aHa B KMIIETHIKE IIOf BefiCTBIEM MIUKPOG-
JIOPBI TIpeBpallaeTcad B MHJOM, KOTOPBIN BCAChIBAETCS
B KPOBD U B IleYeHV MeTabOMMSUPYeTCs JO MHAVMKAHA,
3aTeM BBIBOJMTCS C MOYOII V1 OKIC/LSIETCS HA BO3LYXE [0
MHJIATO U POJICTBEHHBIX COEMHEHMIT CHETO [[BeTa [22].
VIcTUMHHBI KITaCCUYeCKUII CUHIPOM CHHMUX IIe/IEHOK Te-
HEeTUYeCK!U OIMCAaH Hpu cuHApoMe [JpaMMOHfA, Tpu
KOTOPOM HapylLIaeTcsi BCacblBaHMe TPUNTO(AHA TOMb-
KO B KMIIEYHNUKE, & IOYEIHBII TPAHCIOPT COXPAHAETCSL.
I'maBHOe MeTabonmmyeckoe oTamdme ot 6onesHu Xapr-
HyIla — CONMYTCTBYIOLIAs CeMeliHas TUIepKalblyeMus,
paHHee OTJIOKEHME KaJbIVsA B IMOYKAX U HapyLIeHNUs
3peHus [23].

B paHHMX NyOIMKaLMAX OTMEYanoCh, 4TO Y JeTell
¢ 6one3Hpio XapTHYIIa TeMIIbl pa3BUTUA OOBIYHO HOP-
MajlbHBle, OJHAKO MOTYT HaONIONaTbCA CHIDKEHME
ycreBaeMoCTy ¥ Huskuit pocrt [21-23]. C Bo3pactom
HOTPeOHOCTD B Oe/IKe CHIDKAETCA, M KIIMHUYECKUe CUM-
ITOMBI MOTYT perpeccuposatsb [12]. IIpn nocraTouHOM
HOCTYIUIEHUY HMALVHA C MUIeJl IPOsABIeHNs 60Ne3HN
Ha IPOTSKEHNNU )KM3HU MOTYT OTCYTCTBOBAaTb, a iUeTa
C BBICOKUM cofiep>KaHueM 6enka 1 fo6aBKM HUALMHA
YMEHBLIAIOT YaCTOTY pennfuBoB. [IporHos B meom 6a-
ronpuATHBIN [12, 22].

Mexny TeM 6oree mosfHue pabOTbI CBUETEIbCTBYIOT
0 K/IMHUYECKOM NOMMMOpdu3Me ¥ BO3MOXHOM TsDXKe-
JIOM HeBpojIornieckoM nopaxennu. CormacHo JaHHbIM
N. Junichi u coaBT., a Takxe N.R. Pillai u coasr., He-
KOTOpble MyTaluy B 9k30Hax 1, 6 u 12 rena SLC6A19
MOT'YT CYyILeCTBEHHO Hapyuath QyHKIVUIO TPaHCHOP-
tepa BOAT1 u npuBogUTb K BIPa)K€HHBIM KIMHMYEC-
KM TIpOsiBIeHUAM [24, 25]. Paj aBTOpOB yKasbIBaIOT
Ha TPYSHOCTU AMATHOCTUKMU IIPU pasBUTHUU (apMaKo-
PE3VICTEHTHBIX SIWIENTNYeCKUX IIPUCTYIIOB, 3aJePXKKU
YMCTBEHHOTO U (pM3UNYECKOTO PAa3BUTUA M OTCYTCTBUY

KOKHOM chimn [26-28]. Tax, J. Nozaki n coaBT. coo6mm-
M O TSDKETIOM TedeHuy 6one3Hn XapTHyIa y BYX cuo-
COB 13 SIIIOHCKOJ MHOpenHOII ceMbH [26].
[TpencTaBieHHBIN Cy4ail FeHETUYECKY TIONTBEPXKIeH-
HOI1 60/1e3Hy XapTHYIa NMeeT KIMHIYeCKIe 0COOeH-
HOCTHU. [leBOYKa POAMIACh OT POACTBEHHOTO Opaka
(mBoropoaubie cubcobr). OTATOI[EHHBI CeMeHbIl
aHaMHe3 II0 SMUIENCUM NO3BOMSIET NMPERTIOTOXKUTD
HaKoOIlIeHMe TMaTosnormueckoro sapmanta SLC6A19
B 9TOJ1 ceMbe, a 6/IaTONPUATHDIN UCXOH Y 6abyIuKu
U TeTH, BEPOSATHO, CBSI3aH C BO3PAaCTHON KOMITEH AL -
eit 6enkoBoro o6MeHa. OfHako peHOTUNINYECKOE IIPO-
sIBJIeHJle Y Hallleil MalMeHTKM OTAMYaeTCsl OT Kiac-
CMYECKOro onucanmaA. B aHamHese HeT yKasaHMI
Ha CUMIITOM CYHUX II€JIEHOK, 1 10 HaCTOsII[eT0 BpeMe-
HU KOXXHBIX IIPOSIBJIEHUII He Habmoganocs. Begymu-
MU CHMIITOMaMy OBIZIY SIMJIENTHYECKMEe IPUCTYIIH,
3aflepXXKa IICUXOMOTOPHOTO ¥ Pe4eBOTO Pa3BUTHS.
B Bo3spacTe IIecTu €T MPOTEUHYPUS B COYETAHUU
¢ runoanbbyMuHeMuelt, BepoATHO, 6bL1a 00yCIOBIeHa
MOBBIIIEHHON 3KCKpenyell HeMTPanbHbIX aMMHOKMNC-
JIOT ¢ MOYOJL. MBI TIpefionaraeM, YTo sk3anepbanus
B LIIECTH JIET CBsI3aHa C IO3LHUM IOsIB/IEHNEM aMIHO-
alMAYpUH, BBIABICHHOI PV TOBTOPHOM IPOBEIEeHUN
TMC. Snusopst guddysHoit crabocTu, 0OMIKAHUS,
YCUIEeHMs MATKOCTY U TPeMOpa B TeYEHME HEeCKOJIb-
KJX CYTOK MOXKHO MHTEPIIPETHUPOBATh KaK MeTab O -
YeCKye KPU3HL.

Hamre HabriofieH1e cornacyetcst ¢ HabMIOEHUAMNI PY-
rux aBropoB. C.K. Cheon u coasT. onucann Bocbmu-
JIETHETO KOPENCKOTO MajbuyKa ¢ 60/me3HpI0 XapTHYIIa,
y KOTOPOTO OCHOBHBIMI MIPOSIBIEHMAMY 651N (OKAND-
Hble U OumatepaabHble TOHMKO-KITOHMYECKIE IPUCTYIIBL,
HapylleHNe IOBeNeHNs], YMCTBEHHAs OTCTA/IOCTh 6e3
ne/yrarpsl u arakcuy; MPT nemoncTpuposana guddys-
HYI0 aTpo(dUI0 MO3OINUCTOTO Tella ¥ YMeHblileHNe 00b-
eMa Mo3ra. [eHeTu4yecKuit aHaaU3 BBISABII He OMVCAH-
HYIO paHee KOMIAYH[-TeTePO3UTOTHYIO MyTaumio [27].
ABTOpBI IIOJIAral0T, YTO IIATOT€He3 IPUCTYIIOB MOXKET
OBITh CBA3aH C TUIEPaMUHOAUMAYPUEN Y CHUKEHU-
eM YpOBH:A TpunTodaHa, YTO IPUBOAUT K HEJOCTATKY
HeIPOTPAHCMUTTEPOB, TAKMX KaK CEPOTOHMH. B To xe
BpeMsl Y HEKOTOPbIX MALMEHTOB C 60/Ie3HbI0 XapTHYIIa
CTPYKTYpHBIE aHOMA/IMY MO3Ia CTAaHOBATCA IIPUYNHON
mpucTynos [27, 28]. B HaireM ciydae CTPYKTYPHBIX U3-
MeHeHUI He 0OHApY)KEHO.

Eme opuH KAMHMYeCKUi ciaydail 16-meTHeil [eBOYKHU
omucaH Y. Zhu u coast. 3aboeBaHue fe6IOTUPOBATIO
B IIATbH JIeT C (POKATBHBIX MOTOPHBIX IIPUCTYIOB (OIMH-
IBa B TOX), K 15 rogaM 4acToTa BO3pOC/a, MPUCTYIIbI
BO3HMKAJIM TOJIBKO BO CHe, MHOTHA cepuiiHo. OleHKa
HEBPOJIOTMYECKOTO CTATyCa, MHTENIEKTa HallieHTKH
1 MPT ronoBHOro mMo3ra matonoruy He BeIABuan. 99T
3a(UKCUpOBaJla PerrOHaTbHYIO SIICITU()OPMHYIO aK-
TUBHOCTb B IOOHO-BUCOYHBIX OTBefeHUsIX. [[1Maruos 6pin
YCTQHOBJIEH TOMBKO C IIOMOLIbI0 TeHEeTNIEeCKOTO aHa/IN-
3a [28].

B Hacrosiiee BpeMs TapreTHast Tepanus 6omesHu XapT-
HyIla OTCYTCTBYeT. B mureparype mpepararorcs cTpa-
Terny, HalpaB/ieHHble HA KOMIEHCAINI0 0eTKOBOTO

JddekTBHaA hapmarotepanua. 23/2026



o6MeHa I yMeHbIIIeHVe BBIPaXXeHHOCTY CMIITOMOB [12].
HuanyuaMup MoxkeT OBIT IO/Ie3€H NPYU KOXKHBIX IIPO-
61eMax (B OT/IIMYMe OT HUAI[MHA OH He BBI3bIBAET NPU-
JIMBOB, Xapa WM MoKpacHeHuit). Tpuntodan mMoxer
YIY4IIUTh HeBPOJIOIMYeCKye CUMIITOMBI, 8 HEOMULIMH —
IpefOTBPaTUTh GaKTepPUANTbHYIO IeTpafalliio TPUITO-
¢dana B xuieyHuke [12].

[TanmeHTaM peKOMEHZOBAaHBI NMpOQUIAKTUIECKNE
Mepbl, HallpaB/leHHble Ha MUHMMM3ALNIO BO3JENCT-
BUA YIbTPadMOIeTOBOTO U3Ty4eHNA: UCIIONb30BaHMe
COJIHIIe3alVITHBIX CPeCTB, IpeObIlBaHNe B TeHU U HO-
IIeHMe 3alMTHOI OfeX/Ibl, IOCKONbKY COMHEYHOe 00-
JIy4eHUe MOXeT YCYTYONATb KO>KHbIe TIPOSBICHNUSA 3a-
6oneBaHMsL.

Crenyer nsberarsp mpremMa JIeKapCTBEHHBIX CPEJICTB, I10-
BBILIAIOMINX CBETOYYBCTBUTENIBHOCTD (CynbdaHMIaMu-
Jibl, HECTEpOU/IHbIE IPOTUBOBOCIIAINTEIbHbIE IIpeNapa-
ThI, TETPALMK/IVHBI, Opa/IbHbIEe KOHTpallenTuBsI) [12].
Yro KacaeTcsa KynupoBaHMA SMIIENTUYECKNX TIPUCTY-
0B, 9¢)(HeKTHUBHOI CXeMbI He pa3paboTaHO; OO/IbIINHCT-
BO aBTOPOB CYUTAIOT IPUCTYIIBI IIpy Hoj1e3Hy XapTHYIIa
pedpakTepHBIMU K MPOTUBOSIMICHTIYECKUM Mpemna-
param [24, 27, 28]. B nutepaTtype yrnoMrHaeTcs mpuMe-
Henue JIT]] u neBetuparerama, HO ux 3¢ppeKTNBHOCTD
CTaBUTCS IIOJ, COMHeHue [28].

ITpencraBneHHbIT KIMHIYECKIIL CTTy4Yail JeMOHCTPUpPYeT
3¢ dEKTUBHOCTb KOMIUIEKCHOTO MOfIXOfia C BK/TIOYEHNEM
IUeTHI C BBICOKUM COep>KaHMeM Oenka 1 TpunrodaHa,
HuKoTuHamuza 1o 100 mr/cyt. Kom6unarus JITH u me-
paMIIaHesIa IIO3BOJIIJIA 3HAYUTEIBHO COKPATUTD YaCTOTY
IPUCTYIIOB.

Nuteparypa

Tema Homepa «[letckaa HeBpOOriAM»

BbiBoabl
OmyicaH HOBBIN reHeTHYeCKMIl BapuanT 6omesun Xapr-
HYTIa ¢ 0COOEHHOCTAMY KIIMHUYECKOTO TeYeHs, IPU KO-
TOPOM BEJYILIMM KIMHIUYECKMM CUMIITOMOM CTaJI! 311U~
JenTUYeCKye IPUCTYIIBL — PEfKOe IPOsIBIeHNE JAHHOTO
3aboneBaHyA. 3afiep)KKa ICHXOMOTOPHOTO 11 PE4eBOro
pasBuUTHsL [0 fe60Ta IPUCTYIIOB, COGCTBEHHO MPUCTY-
IIbI ¥ HapacTaHMe 9HIeaTONaTNIeCKO CMMITOMATUKN
B pasBepHYTOI KapTIHE MeTabOMNIeCKOro PacCTPONCT-
Ba [P OTCYTCTBUM XaPAKTEPHBIX KOXXHBIX [IPOSIBIEHNUI
[I03BOJISIIOT TIPERIOIOKNTD, YTO B HEKOTOPBIX C/IYYasix
607e3Hp XapTHyna (GEeHOTUNNYECKN MOXKET IPOTEKATh
KaK MeTabonuyecKkas sHIjeanonaTus pasBUTUA U SIINU-
JeNTUYeCKasi, aCCOUNMPOBAHHAsl C BapMaHTaMU T'eHa

SLC6A19.
YuaursiBasi peHOTUINIECKUIT TTOMMOP(U3M 1 reTepo-
TeHHOCTD STMIENICHIL, YaCTYI0 HEeCIeUPUIHOCTD CUM-
ITOMOB, TeHETHYECKIIT aHa/IM3 CTIefyeT MPOBOAUTD KaK
MOXXHO paHble. DMNM30bl HEOODBACHUMOIL CMabOCTH,
yXyAlIeHe 061ero COCTOsIHMS, YITyO/IeH1Ie HeBPOIOTH-
4ecKoro fieuunra TpeOYT MCKIIOUYEHNsT BO3SMOXKHBIX
MeTaboMMIecKMX HapyIIeHNII U MX COOTBETCTBYIOLIEN

KOPPEKIUIL

Dunancuposanue. Viccnedosarue He umesno
CHOHCOPCKOTE NOOOEPHKU.
Konpnuxm unmepecos. Asmoput 3asengiom
06 omcymcmeuu KOHPAUKMA UHMepPecos.
Cobnodenue smuueckux HOpM. 3aKoHHble
npedcmasumenu pebenka 0anu uHPoOPMuUposarHoe
coznacue Ha nyOAUKAYUIO.
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Hartnup's Disease: a Variant of the Clinical Course
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Hartnup disease is a rare autosomal recessive metabolic disorder caused by a mutation in the SLC6A19
gene (5p15), leading to dysfunction of transport proteins in the proximal renal tubules and intestinal
epithelium, with subsequent malabsorption of neutral amino acids. The clinical presentation is polymorphic
and includes neutral aminoaciduria, photosensitizing pellagra-like rash, cerebellar ataxia, affective
disorders (anxiety, depression), and cognitive impairment.

We describe the case of a ten-year-old female patient in whom focal and bilateral tonic-clonic seizures
dominated the clinical picture. The onset of seizures at 2.5 years of age with subsequent exacerbation at six
years, the presence of non-epileptiform symptoms, and the detection of neutral hyperaminoaciduria by gas
chromatography of urine suggested a metabolic genesis of the encephalopathy. Molecular genetic testing
revealed a previously undescribed homozygous variant in the SLC6A19 gene (5p15), which confirmed

the diagnosis.

The absence of dermatological manifestations in the advanced stage of the disease, in combination

with psychomotor and speech delay, epileptic syndrome, and progressive encephalopathy, suggests

that Hartnup disease may in some cases phenotypically manifest as a developmental metabolic
encephalopathy and epileptic.

Given the phenotypic heterogeneity and often atypical course of epilepsies, as well as the critical importance
of timely aetiological diagnosis, genetic analysis should be performed as early as possible. The appearance
of episodes of intractable weakness, deterioration of somatic status, or worsening neurological deficit
requires urgent evaluation for metabolic disorders and their correction.

Keywords: Hartnup disease, epileptic seizures, developmental delay, intellectual disability, neutral
hyperaminoaciduria, metabolic crises
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