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B CJIFOHE Ha TPOTsKeHuH 1,5 4, prsnosnornyeckas opaabHast MU-
Kpodyiopa He YyHUUTOXXAJach B OTIIMYME OT JIeHCTBHUSI MECTHbBIX
aHT6MoTHKOB [20]. 3auacTyio naLUKeHTbl, y KOTOPBIX (papyH-
TUT 1 OCTPbIi TOH3WJUTUT BbI3BaHbI [3-reMOJIMTUYECKUM CTper-
TOKOKKOM TpYMIbl A, NpeKpallaoT NPUHUMaTb aHTUOMOTHKM
¥ IPEepBIBAIOT KYPC, T. K. UyBCTBYIOT O0JIeryeHne B TeueHre 2—3
ZHel 1ocsie NosiBIeHKsl NepBbIX CUMITOMOB. BaskHO BOBpemst
NpenyrnpeanTb MalMeHTa O BO3MOXHbIX PUCKax HapyLUueHMs
npyemMa, B TOM 4YKCJle O BO3HWKHOBEHMM aHTMOMOTHMKOpPE3H-
CTEHTHOCTH, a TaKKe II0OCOBETOBATb AOMOJIHUTb CHCTEMHYIO
aHTHOAKTEpUANbHYIO TepaIio TOMMYECKUMK CPeICTBAMU LIS
KyNMpOBaHMsl BOCTaeHus ¥ 601 B ropiie.

A.A. Tumocees [21] Ha ocHOBaHNM MPOBeIEHHbIX 00CTEN0-
BaHU1 OOJIbHBIX C 0OOCTPHBLIMMCS] XPOHUYECKUM MEPHOSIOH-
tuToM (pakrop pucka paseutus OT®D) nokasan, uTo UCMOIb-
30BaHMe am0a30Ha 3P PEKTUBHO Kak MpodHUIaKTHKa Pa3BUTHSI
BOCMAJIMTEIbHbIX OCNIOKHEHMiA. [IpimeHeHne amba3oHa (B Te-
yeHne 3—4 nHeil nocse ynaneHus NPUUMHHOTrO 3y6a) y 60Jb-
HbIX C 000CTPUBLIMMCS] XDOHUUYECKUM MEPHOLOHTUTOM I103BO-
JIMJIO COKPATUTb KOJIMYECTBO BOCHAJIMTEJIbHBIX OCJIOKHEHM
B 2 pasa. Bce BblllleckasaHHOe MO3BOJIMJIO PEKOMEHIOBATH
aM0a30H Takxke st NPOGUIAKTUKY Pa3BUTHsI BOCIIATHUTENb-
HbIX OCJIOKHEHHI! 110CTIe yaaneHus 3yOoB y OOJbHBIX C XPOHHU-
YeCK1M MEepPUOLOHTUTOM B CTaZiu1 000CTPEHMSI.

Beimyckaercst am6a3oH B Buzie TabsleTOK Ui paccachiBa-
HUs1. JI0CTaTOUHO BCErO JIULLIb MOJIOKMTb TAOIETKY B POT U pac-
cocaTb ee 10 NOJIHOTO PaCTBOPEHHsI 1Sl HACTYTLIEHHS! ObICTPO-
ro 6aKTEepULMIHOTO ¥ MPOTMBOBOCHANUTENLHOrO 3ddeKTa.
B Hacrosiiiee Bpemst penapat BbIITyCKAETCSI C 5 PasMIHbIMU

BKYCaMH: KJIaCCMUECKHH, JIMMOH, MeJ] U JIMMOH, MSTa U KOpH-
113, KOTOpPble XOPOLIO BOCIPUHUMAIOTCSl B3POCJbIMU M JIETb-
Mu. PekomeHznoBaHHas 1o3a [ist B3pOCibix — 4—5 TabneTok
1715 paccacbiBausi B ieHb (40—50 mr am6a3oHa MoHorupara)
B TeueHne 3—4 nHeii, y nereit ¢ 3 ner — 3 tabnerku (30 mr
amba3oHa MOHOrMzpara) B JieHb TeM ke KypcoMm. [lpernapar
nprHUMaetcs yepe3 15—30 MMH nocsie efibl, NOCye MPUHSITUS
npernapara cjiefiyeT BO3[EpP>KaTbCsl B TeueHWe 3 4 OT MUTbS
¥ IpreMa MHLIHY.

Bonpoc Bkmouenust B cxemy seuenus OT® npotrsosu-
PYCHBIX IIpenapaToB, IMMYHOKOPPEKTOPOB, TOMMYECKUX U CH-
CTEMHBIX GaKTepHabHBIX JIM3aTOB OCTAETCS] AUCKYTaOeNbHbIM
1 TpebyeT nasbHefilero uayvenus [7].

SAKJIIOYEHUE

OcTpblit BUPYCHbIN TOH3WJUIOGAPUHTUT Kak 3aboneBa-
HUe, CKJIOHHOE K CaMOpaspeLIeHnI0 Y MMMYHOKOMIIETEHT-
HBIX JIMLI, B MOAABJIsOLeM OOJbLIMHCTBE CIyyaeB 3aKaH-
UMBAETCs BbI3JOPOBJIEHNEM HE3aBHCHMO OT MPOBOAMMOro
nedenus [7]. Heob6XomMMo MOMHHTb, Y4TO OIAronpusITHBINA
MCXOZ MPHU OCTPOM CTPENTOKOKKOBOM TOH3WUIO(APUHIU-
Te 3aBUCUT OT CBOEBPEMEHHOCTH Ha3HaueHHs CHCTeMHOi
aHTHOaKTepuanbHOi Tepanuu. IIns yMeHblUeHUs NaToJo-
rM4ecKoi CMMITOMATUKKA M YIyullleHUs KauecTBa >KU3HU
nauueHToB ¢ OT® nokasaHo Ha3HaueHHe MECTHOI Tepanuu,
KOTOpast obyierdaer coctosiHue GOIbHOrO.
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K.m.H. E.B. LUMwkuHa', K.M.H. M.B. Bapxaros'?, I.B. AeHncoBa?, A.B. Hocbipes?,
T.H. Basnaesckas®, U.B. HoBukoea?®, K.M.H. A.A. ManceeHko'

IDreQyY BO Kpacl MY um. npod. B.D. BoHo-SlceHelkoro MuHaapaea Poccuin, KpacHosIpck

2KI'bY3 KKKLIOMA, KpacHospCK

SKIBY3 «KpaCHOIPCKAN MEXKPANOHHAS AETCKAS KAMHUYECKAs 60AbHMLIA N T», KpACHOSPCK

PE3IOME

Tepokcucomtvie 601€3HU OMHOCAMCA K KAACCY HACAEOCMBEHHbIX Memabonuieckux 3a001e8anull, 6apuabenbHbl N0 KIUHUHECKOMY MEHEHUI0
U npos6JEHUSM, O4eHb Hacmo npueoosm K jemaisHoMy ucxo0y. Manugecmupyrom 6 so3pacme om 2 0o 10 n1em, npu s3mom cmepms moxcem
Hacmynums 8 nepevie 2 200a om Hayana bonesHu. He uckarouero, 1mo npu yoauHom nevenuu (onepayus no nepecaoke KOCMHO20 M032d)
MOoxcem HabM00aMbC NPOOTEHUE HCUSHU NAYUEHMO8 00 HeCKObKUX Oecamunemull. CogpemeHHas knaccugpukayus svideasem 3 knacca ne-
POKCUCOMHBIX O0e3Hel, CpedU KOMmOopbIX OMAUHAEmcs 3/I0KAHECMBEHHVIM meHeHueM CYeneHHas ¢ X-xpomocomoli adpetonetikooucmpogpus
Y Oemeti. Imo pedkoe HacredcmserHoe 3abonesanue umeem X-cyenneH bl peyeccusHblli mun HaCIe008aHUS U Xapakmepu3yemes npozpec-
CUPYIOWUM MeHeHueM C COHeMAHHbIM NOPANCEHUEM YeHMPAbHOU, nepugeputeckoli HepsHoLi cucmemyl u HaonovedHuxos. [Ipu 3abonesa-
HUAX ¢ X-CYenneHHbIM peyeccusHbiM HACAe008aHueM no0asasowee 6oabUUHCMBO OOMbHbIX — MAJLYUKU, M. K. Y HUX €CMb MOJIbKO 00HA
X-xpomocoma. Haubonee munuynas cumyayus — 3a0601esaxue oemeti, pOHCOEHHbIX 0m 300p0BO20 MYNCHUHbI U HCEHWUHbI-HOCUMETbHULbI
2ena. [Tpu smom eeposmrocmb 3a0601e8aHuUA 01 cbinogeli — 50% u 8eposmHocmb Hocumenbcmaa 6one3nu y doyepeli — makxwce 50%. B amoli
cmamoe Mbl ONUCLIBAEM KIUHUHECKOE HAOIH00eHue 3a pasgumuem U medeHuem X-cyenneHHoli adpeHonelikooucmpopuu y mpexaemnezo
manviuka. Juaznocmuka 3ampyoHanace HemunuqHol manugpecmayueti 60ne3nu. Tonbko 00HApYIceHUe MUNULHBIX MAPKEPOS: NOBbILUEHHOU
KOHUeHnmpayuu o4eHb OJIUHHOYENOHEe HbIX HCUPHBIX Kucaom u mymayuu 8 2ene ABCD1 no3gonuno Ham ycmaHogumb NpasuibHulli OUA2HO3.
Krntouesble cnoBa: nepokcucomuble 6onesnu, X-cyennennas aopenonetikooucmpogus, 2ed ABCD1, ouerb OnuHHOUeno4eHble HCUPHbIE KUCIOMBI.
Nna uuruposauns: [[luwikuna E.B., Bapxamoe M.B., Jenucosa I'B. u Op. [Tepokcucomusie 6one3Hu: mpyoHocmu 0uaezHOCMmUKU iy pebeHka
8 panHem nepuode 3abonesanus. PMK. Meouyurckoe o6o3penue. 2019;8:48-51.
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ABSTRACT

Peroxisomal disorders: challenging diagnosis in a child with early disease
E.V. Shishkina'!, M.V. Barkhatov'?, G.V. Denisova?, A.V. Nosyrev?, T.N. Bazilevskaya3, I.V. Novikova®, D.A. Maiseenko!

'V.F. Voino-Yasenetsky Krasnoyarsk State Medical University

?Krasnoyarsk Territorial Clinical Center of Protection for Motherhood and Childhood

3Krasnoyarsk Regional Children Clinical Hospital No. 1

Peroxisomal disorders belonging to a group of hereditary metabolic disorders vary in their clinical course and manifestations and are often fatal.
These disorders manifest at the age of 2 to 10 years and can lead to death within the first two years. If treatment (i.e., bone marrow transplantation)
is successtul, life can be prolonged to several decades. Currently, there are three classes of peroxisomal disorders. Among them, X-linked adrenoleu-
kodystrophy is characterized by the dramatic course. This rare X-linked recessive hereditary disorder is characterized by the progressive course and
affects both central and peripheral nervous system and adrenal glands. X-linked disorders are observed primarily in male patients (since they have
only one X-chromosome). Typically, a healthy man and a woman who is a carrier have a son with X-linked adrenoleukodystrophy. A chance of having
X-linked adrenoleukodystrophy in sons as well as a chance of being a carrier in daughters is 50%. This paper describes in detail the development of
a 3-year old boy with X-linked adrenoleukodystrophy. Non-typical disease manifestation has made the diagnosis challenging. The diagnosis was
verified by characteristic markers only, i.e., elevated concentrations of very long-chain fatty acids and mutations in the ABCD1 gene.

Keywords: peroxisomal disorders, X-linked adrenoleukodystrophy, ABCD1 gene, very long-chain fatty acids.
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AKTYAJIBHOCTb

Hacnencreennbie Merabosmueckue sabonesanus (HM3)
B MeJMaTpU4ecKoil NpakTUKe — 3TO OIPOMHBII KJ1acC MOHO-
TreHHbIX HACJIeCTBEHHbIX 3a00JIeBaHMii, 00YCIIOBIEHHbIX MY-
TaUMsIMKU F'eHOB, KOOMPYIOIKUX (pepMeHTbI, TPAHCHOPTHbIE WITH
curHasbHble 6enki. HM3 Ha ceronHsiLHmit IeHb SIBJISIOTCS Of1-
HOI1 13 BeZlyILMX TpoGIeM B KIIMHMKE, OHM HACUMTBIBAIOT OoJiee
500 Hozonormyeckux Gpopm, U 3TO YUCII0 MOCTOSIHHO YBEJIUUN-
Baercs. Pannsis nauarnoctuka HM3 naer Bpady BO3MOXKHOCTD
npuMeHsiTb 9Q(eKTUBHbIE METO/bl JIeYeHHsl, KOTOpble MaJo-
pe3y/bTaTUBHBI MM Ge3ycrellHbl Ha 6oJiee MO3IHNUX CTanusIX
TaToJiornyeckoro npouecca. Kpome Toro, npaBujbHblil OKOH-
yaTesNbHbIi JUarHo3 HeOOXOAMM M/Isl MPOBENEHHs] TPAMOTHO-
ro MeaMKO-TeHEeTUYECKOr0 KOHCYJbTUPOBaHMS ceMbh. OnHy
13 rpynn HM3 cocTaBnsitoT nepokciMcoMHble 3a00eBaHusl.

Lienb HacTosimieit paboThl — OCBETUTb NPOGJIEMBI, C KOTO-
PbIMH CTAJIKMBAETCS NPAKTUYECKMIi Bpay IIpY paHHeil AnarHo-
CTHKe MepOKCHCOMHbIX 3a00J1eBaHMIA.

IepokcrcomHble 60se3HM BO3HMKAIOT B pe3yJibTaTe Hapy-
wweHnst GyHKLUUM nepokcrucoM. CornacHo COBpeMeHHO Kiac-
cudMKaLMKY MX MOApa3aensioT Ha 3 Gosnbiime rpymmsl [1]:

1. C HapyLieHnem 61oreHesa nepoKCUcoM (X MOJIHOE OT-
CYTCTBME WJIM HapylleHue UX QYHKLMOHAIbHON aKTHB-
HOCTH): cuHApoM LlenbBerepa, HeoHarasbHast aipeHo-
neiikopucTpodust, MHpaHTHIbHAsE GonesHb Pedcyma,
TOYEeYHasl XOHJPOIMCILIA3Ns Ta300elPEHHOrO CyCTaBa;
CHHZPOM, N0f100HbIi cHApoMy LlenbBerepa).

2. C nepuuutoM OZHOrO MEPOKCMCOMHOrO (epMeHTa,
BKJTIOUAIOLLMM fedeKTbl OeTa-oKucieH s (rceBnoanpe-
HOJIEKOAMCTPODUS HOBOPOXKJIEHHBIX, X-CLIeMJIeHHas
azipeHorneiikoaucTpodus, ncesnocuuapom Llenbeerepa,
nebuumnt 61YHKLUMOHATBHOTO hepMeHTa).

3. C nmeduuuToM OOHOrO MNEPOKCUCOMHOrO ¢depMeH-
Ta 6e3 nedekra Gera-okucnenns: (GonesHb Pedcyma,
TCEBIOXOHAPONMCIUIA3NSl  Ta300e[pPEHHOr0 CyCTaBa,
Iu-(TpH- )F’UAPOX0JIeCTaHOBAs aLUIeMHsl; MeBaJIOHOBas!
auuaypust).

X-CUENIEHHAS! AIPEHOJIENKOIMUCTPO®US
X-cuennieHHas angpenoneiikonuctpodust (X-AJ11]) sensiercs
OJIHOW M3 MEPOKCUCOMHbIX Gose3Hed. [10 JaHHBIM pasIuvHbIX

MCTOYHMKOB, 3a00J1eBAEMOCTb JIML| MY’KCKOTO MOJIa COCTaBJIsI-
er 1:21 000, a B uenom 3a6051eBaEMOCTb MYKUMH U JKEHLINH
oueHnBaercs kak 1:16 800 (CLLUA) u 1:22 000 (dpanuus) [2].
B cpennem y noBopoxzaenHbix X-AJlJl BcTpeuaercs ¢ yacro-
toit 1 Ha 17 000 cnyuaes [3—5]. CornacHo MesxknyHaponHoii
knaccudukauuu 6onesueit 10-ro mepecmotpa 3to 3abosne-
BaHue umeeT wmdp «E71.33» 1 xapaxrepusyercs paspylie-
HHEM JKMPOBOTO MOKpPbITUS (MHeNMHA) HEPBOB B T'OJIOBHOM
Y CIIMHHOM MO3re M MOBPeXIEeHUeM Hapy>KHOTO CJI0S1 HaAmo-
YeYHMKOB (KOPbl HA[INOYEUHMKOB), YTO IPUBOAUT K AePULUTY
HEKOTOPbIX TOPMOHOB (HaZMOYEYHUKOBAsI HEOCTaTOYHOCTb).
HagnmoueunnkoBasi HemOCTaTOUHOCTb MOKeT BbI3BaTb Clla-
6ocCTb, MOTEpIO Beca, M3MeHeHHsl KOXKH, PBOTY U Komy. Ha oc-
HOBAHMM KJIMHUYECKMX NPOSIBJIEHMIA, BO3pacTa 1e00Ta, CKOpo-
CTM HApacTaHWsl HEBPOJIOTMUYECKUX CMMITOMOB 3a0oJieBaHUe
riofpaszersiercs Ha 7 peHOTUIIOB Y MY>KUMH (IieTcKasl, FoHOLLe-
cKasl M B3pocnast LepeOpasbHble, agpeHOMHENOHeBpOnaTHsl,
OJIMBOMIOHTOMO3KEUKOBas, U30JIMPOBaHHAs HaAMOYeUHHKOBAs
HEZ0CTaTOUHOCTb, AaCUMIITOMHAS1) U 5 (EHOTUINOB Y SKEHLINH
(6eccumnToMHas, J1erkKasi MUeNonatysl, OT YMepPeHHOii 10 Ts-
KeJIoi MU1eIoHenponaTrs C BOBJIeUeHHEM HaAIOUeYHMKOB U1
c uepebpanbHbIM yuactrem) [2]. LlepeGpanbhas popma siBis-
ercst Haubosee TsHKeNOi M uactoit (Bcrpeuaercs y 35—40%
JIALL MY>KCKOTo Tosia B Bo3pacte o 20 net), ¢ MaHuecrauu-
ef1 yallie rocse 4-JeTHero Bo3pacTa KM3HH (B CpeniHeM B 7 JieT)
Y MIPUBOAMT K JIeTaJIbHOMY UcXony B 95% ciyyaeB B TeueHUe
HECKOJIbKHMX JIET OT Hauasla KIIMHUYECKUX MPOsIBIeHHiA [6].
[lpyurHaMK maHHOro 3aboJsieBaHMsl SIBISIIOTCS MyTaLMK
B reHe ABCD1, nokanusoBaHHOM Ha 28 nokyce X-XxpoMoco-
Mol [en ABCD1 koxupyet 650Kk — MeMOpaHHBbIit TEPEHOCUMK,
KOTOPbIl y4acTByeT B TPAHCHOPTHPOBKE HEKOTOPbIX KMPOB
B nepokcucomsl [7]. Myrauuu B rene ABCD1 cootBeTcTBEH-
HO BbI3bIBAIOT NePULMT TPAHCIOPTEPa, UTO MPUBOAMT K aHO-
MaJlbHOMY MOBbILIEHHIO YPOBHE! HEKOTOPbIX >KMPOB O4YeHb
JJIMHHOLlenoueuHbIx XUpHbIX kucnoT (OJLKK) B opranusme.
Haxornenue atux skupoB 1 OJILIKK MoxkeT ObITb TOKCHYHBIM
1J1s1 KOpbl HAAMOYEUHUKOB U MUeNMHa. VccnenoBanus nokasbl-
BAIOT, YTO HAKOIIEHHE KUPOB BbI3bIBAET BOCMAIUTETILHYIO pe-
aKLIMIO B MO3Te 1, COOTBETCTBEHHO, Pa3pyLleHre MUesnHa.
[lockonbKy MysKUKMHBI MMEIOT TOJIbKO OfHY X-XpOMOCO-
my, MyTauusi B rene ABCD1 nposiBiisieTcsl y HUX BbIPaKEHHOM
KJIMHUYECKO# KapTHMHOM. Y >KeHILMH-HOCUTeNIel, KaK NpaBuIlo,
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He HabmonaTCsl Hanboree TsKesble MPOsiBIeHNs 3a00seBa-
HUS ¥ MaHKdecTpoBaTh GOE3Hb Y HUX MOXKeT B GoJiee o3z -
HeM Bo3pacTe [2].

OCOBEHHOCTH TEYEHUS U AUATHOCTUKY X-AJ1]]

CoBpeMeHHbIe 3HaHKs O MaToreHe3e 6OJIE3HM MOKa He MO-
ryT OOBSICHUTb pa3jiMuusi B BO3HUKHOBEHUN (EeHOTHUITHUECKUX
nposisnenuit X-AJ1[l. HecMoTpst Ha To, uTO npu 3TOM 3a060-
neBannn n36biTok OILIKK o6HapyskuBaeTcst npakTH4ecKu
BO BCeX TKaHSIX OpPraHu3Ma, CUMIITOMATHKa IPOSIBIISIETCS B OC-
HOBHOM CO CTOPOHbI HEPBHOI1 CUCTEMbl ¥ HaZMOUEYHHUKOB [2].
Bmecre ¢ Tem HopManusauust koHuentpauun OILXKK npu ne-
yeHnH 3a00JIeBaHMsI He BIIMSIET HAa POrPeccHpoBaHne 60Je3HH
1 daTanbHblit UCXon [8].

TpyznHOCTH AMArHOCTHKM 3a00J1€BaHMsI CBsI3aHbl C MHOT000-
pasueM KIMHUYeCcKUX nposiienuit. Tak, netckast LepeOpab-
Hast popMa JIUTETIbHOE BpPEeMsl MOXET MpPOSIBIISTLCS JIMLIb
3MOLIMOHAJIbHOM JIaOUIIbHOCTBIO, CHHIPOMOM TMIEPAKTUBHO-
CTH 1 fepULMTOM BHUMaHUsS Y MasbuukoB [8]. [lo ncreuennu
KOPOTKOr0 BpeMeHH 60J1e3Hb POrpeccrupyeT, HapacTaerT Lepe-
OpaJibHasi JleMUeNTMHU3aLMsl C BbIPaKEHHO!M KapTHHOI BOCa-
7IeHKs1 B 6€JI0M BelLieCTBe MO3ra, YTO 3aKaHYMBAETCs! KAaCKaHO
HelipoziereHepaLyeii 1 JIeTalbHbIM MCXOLOM JI0 MyOepTaTHO-
ro nepuoga [2, 9]. Ilpu nonospenun Ha X-AJIJl y ManbuukoB
Y MY)XUMH MHULMAJbHASI AMarHOCTMKA HAUMHAETCs C TaHZAEeM-
HOM MacC-CIeKTPOMETPUM Ha MJIa3MEHHYIO KOHLIEHTPALMIO
OILIKK. 9ta meroxvika noxTeepskaaer 3aboneBanne Ha 100%
y JIML MY>KCKOTO T0J1a, HO Y >KeHLMH B 15—20% cnyuyaes pe-
3yJIbTaTbl MOTYT ObITb JIOkHOOTpHLATENbHbIMHU [10]. Crienyto-
LM 9Tan OMarHOCTUKM — CEKBEHMPOBAHHE 9K30Ma Ha Halu-
yrie myTtaiuu reda ABCD1. Ha nauano 2017 r. usBectHo 6osnee
750 myTauuii B 3TOM rete. B 00s13aTeNbHbIi QJITOPUTM AMArHo-
CTMKM MEePOKCHCOMHbIX 0O0JIe3Heil BXOIMT MpOBeleHHe Mar-
HUTHO-pe30HaHcHoi Tomorpadun (MPT) ronosHoro mosra.
B 1994 r. neiipopaguonor Daniel J. Loes npenyoxun wikany
oLeHkH crernenu tsskecty X-AJ1l ¢ nmanasoHom 3HayeHuii ot 0
10 34, 0CHOBAaHHYIO Ha MECTOMNOJIOKEHNU W BbIPa’KEHHOCTH BU-
3yanusupyembiX aTpoUUECKUX U3MEHEHHI1 B FOJIOBHOM MO3-
re, MO3BOJISIFOLLYIO OLIEHUTD CTereHb NPOrpeccupoBaHus 3a60-
nieBanus 1 3¢ deKTUBHOCTb Tepanuu [11].

Bornprocb! TEPANIMK X-AJ1]]

Bonpoc o npesexTtiBHOI Tepamuu X-AJIJl cTouT ocobeH-
HO OCTpO, T.K. JIMarHO3 MOXHO MOCTaBUTb 33 MHOTME TOfbl
10 TOSIBIEHWsl KJIMHWUYECKUX CUMITOMOB 3aboneBanus. [lo-
1ck1 3(PEKTUBHOrO JleueHus pojoKkaloTcs. B Hacrosiee
BpeMs! B 9KCIEPUMEHTaX Ha KyJIbType KOXKHbIX propobiacToB
yZaoch MOJYYUTb CHUKEHHE CUHTe3a J1eKCaJleKaHOeBOW KHC-
JIOTBI MU [00aBJIEHNM OJIEMHOBO# KMCNOThL. Ha 3TOM ocHO-
BaHUM Tpeskae st JiedeHnst 6osbHbIx ¢ X-AJI[] ucrnosb3oBa-
JM [IMLEepPOTpUOJIeaTHOe Macilo, PH TPUMEHEHUH KOTOPOro
otMmeuanoch cHxkeHue ypoBHs OJLIKK Ha 30—-40%. Cnenyto-
LLIMM 3TaroM CTaso OTKpbITHe Maciia JlopeHLlo, KOTOpoe CUH-
Te3upoBanu popuTenn manbumka Lorenzo Odone, 6onbHOro
X-AJ1J1. McnonbsoBanume macna JlopeHuo, conepskallero cMech
HEHACbILLEHHbIX KUPHBIX KUCJIOT (IJIMLIEPUH, TpHUOJeaT U Iu-
LiepuJ1 TPUPYKaT B COOTHOLLEHUH 4:1) M03BoJIsieT HOpMau30-
BaTb KoHUeHTpauuo OILKK, uro, oqHako, He BiMsieT Ha Npo-
rHO3 3a060J1eBaHKsI 1 He yydluaeT GpyHKLMIO HAAMOYEUHNKOB
1 HepBHOI1 cucTembl [8, 12—14]. B HacTosl1lee Bpemsi OCHOB-
HbIM MeTozioM JieueHust X-AJlll 1 cTangapTom Tepanuu sBjisi-
€TCs1 TPAHCIUIAHTaLMsl KOCTHOro mosra [15, 16]. OpHako s
3¢ peKTUBHOCTM 3TOI METOAMKM NpoLenypa AOKHA ObITb

NpOBefieHa Ha paHHeli cTaauy 3a00J1eBaHus, T. €. IPAaKTUYECKH
cpasy noce poxaenus [17]. B npotrBHOM cityuae TpaHCIUIaH-
TaLMsl MOXKET YCKOPUTDb MPOrpeccHpoBaHye O0JIe3HU U YBEJH-
YUTb CTeNeHb PUCKA TSLKEJIbIX MH(PEKLMOHHbIX OCJIOKHEHMi
B paHHEM MOCTTPaHCIUIaHTaLMOHHOM niepuoge [12]. ennas Te-
panust ¢ akcrpeccueit reHoB ABCD1 u ABCD2 (Gnmskaiitie-
ro romosniora ABCD1) npu nomotiy BEeKTOPOB JIEHTUBUPYCOB
ABJISETCH, M0 BCei BUAUMOCTH, Tepanuei 6y,uymero, U B He-
CKOJIbKMX HAOJIONEHNsIX NPUMeHEHe TeHHOM Tepanuu OblIo
yCMeWHbIM W MpefoTBpaTUIO TpoLecc AeMUeNTMHU3aLnu
Ha 2 roza [18]. Takske Tepanueit Oyayiero MoxeT CTaTb UC-
T0J1b30BaHNE aHTUOKCHIAHTOB, HelPONpPOTEKTUBHAS Teparnusi
C MCIOJIb30BaHNEM TaKMX Mpernaparos, Kak OyTHUpaTbl 1 Bajlb-
npoatsbl [12, 14, 18—24]. [lpenaranbuas auarHoctuka X-AJlll
TMPOBOAMTCSI C UCIMOJIb30BaHWEM Kak OMOXMMHueckux (ompe-
nenenve yposHs OJLIJKK), Tak ¥ MoJeKyJsipHO-reHeTnue-
CKUX METOJIOB.

Mbl NpuBOAMM COOCTBEHHBIN KIIMHUYECKMIi OMBIT MOCTa-
HOBKH y pebeHKa paHHero Bo3pacra auariosa X-AJIJl, T. k. yBe-
PeHbl, YTO OMKMCaHWe KJIMHUYECKOro Ciyyasl MepoKCMCOMHOr0O
3abosieBaHus y pebeHKa MpesCTaBseT HECOMHEHHbIN HHTEPeC
IJ1s1 TPaKTUYECKUX Bpaveil — HEBPOJIOTOB U MeAUaTPOB.

KJIMHWYECKOE HABJIIOIEHUE

BonbHoii 0.K., Manbuuk, 3 roga 2 mec. 113 aHaMmHe3a sku3HU
M3BECTHO, YTO PeOEHOK POMIWIICSl OT BTOPOII JOHOLLEHHO# Oe-
pemMeHHOCTH, MpoTeKatoleil Ha (OHe LIMTOMeraaoBUpPYCHOM
naekunn (LUMB). [py posknenny Ob BbICTaBJIEH AUArHO3:
BHyTpUyTpoOHast LIMB-uH}pekuusi, reHepannsoBaHHasi ¢op-
Ma, C MPEeUMYLIECTBEHHbIM MOPaXeHWeM NedeHH. XonecTaTu-
yeckMil renaTut. ['MMmokcuyecku-remopparnueckoe Mopaske-
HUe FOJIOBHOTO MO3ra.

B octpoiit nepuon nonyunn nedenue LIMB-nndpekuun: uu-
ToTek Ne 5. B Bo3pacre 2 Hepl. BbisIB/IeHa aTpe3ust JKel4eBblBO-
ISILIMX MyTel, N0 MOBOAY uero Obu1 npoonepuposad. [locre-
OTepaLMOHHbIN Mepruoz MpoTekasn 6e3 0CIOKHEHHIL.

PebGenok nabmopancs B kabuMHETe KaTaMmHe3a, e OTMe-
4aJIiCh HApyLIEHHs] B HEBPOJIOTMUECKOM CTaTyce, B BO3pacTe
ozHoro roxa Obina odopmIIeHa MHBAIUAHOCTb C AMArHO30M:
IEeTCKMi1 LiepeOpaJibHblii Mapanny, aTakTudyeckast popma, CeH-
COMOTOpPHASsI TYTOyXOCTb.

B Bospacre 2 ner u 5 mec. nposefeHa nnaHoBas MPT,
B pesysibTaTe KOTOPOi BM3yaJM3UPOBAHbI: BbIpaskeHHas! BHY-
TPEHHSIS HEOKKJIIO3MOHHAs TuapoLedanus; MHOXECTBEHHbIE,
I1dPy3HO pacronokeHHble Oyard M CJMBHbIE 30HBI TMMO3a
B 6€JIOM BelllecTBe MOJyLIapHii FOJIOBHOrO MO3ra JIOOHBIX, Te-
MEHHBIX, 3aTbUIOUHBIX, BUCOUHbIX JIOJI€i, a Takke B 00nacTy
KOJIeHa MO30JIUCTOrO Tesla, MepUBEHTPUKYIISIPHbIE 30HbI ITINO-
3a; MeJkasi reTepoTONKs Ceporo BellecTBa.

B 2 roma 10 mec. peGeHOK OblI rOCMUTAIM3UPOBAH B MH-
(eKLMOHHOE OTZeTIeHN e C 5kanobaMH Ha MOBbILLEHNE TemMIepa-
Typbl Tena 10 39,5 °C, omHOKpaTHYIO PBOTY M pa3BUBLUMIACS OfI-
HOKpPATHBII TOHUKO-KJIOHUYECKUIA IIPUCTYII, IPOAOJIKABLINICS
B TeueHre 10—15 muH. PasBuscs npaBocTOpOHHMIT reMunapes.
Knunuyeckuit nuarHos npy BbIMMCKe M3 CTAaLMOHApa: LIWres-
J1e3, raCTPO3HTEPOKOJIUTHAS Tskenast popma. TokcuKko-mera-
Gonnueckas sHLedanonarts. CynoposkHbIN CHHAPOM.

[loBTOopHas rocnuranusaumsi — uepes 1,5  Mec.
(3 rona sku3HM) C kanob6amMu Ha HapacTaloLMii remMunapes
cripasa. 3akioueHue no pesynabratam MPT ronosnoro mosra
MpY FOCIMTAIU3aLMU: KapTUHA CTPYKTYPHbIX M3MEHEHHi TKa-
Hell TOJIOBHOTO Mo3ra, 6ojiee BepOSTHO AMCTPOPUUECKOTro,

o0

PMXK. MeanumHckoe obo3permne, 2019 Ne 8




MNeanarpus

KAuHunyeckumn paséop

IJIMaNbHOTO M BOCMAUTENBHOTO XapakTepa, B JIEBOii JIOOHO
001aCTH € pacrmpocTpaHeHeM Ha MO3OJIMCTOE Tejlo, 6asarb-
Hble g7pa CJIeBa, JIeBYK HOXKY MO3ra, JIeBble OTAEJNbl CTBO-
J1a TOJIOBHOTO Mo3ra. VameHeHust B MpaBoii JI0OHOI1 o6nacTu
1 npaBoii remrcdepe MO3XKeuKa.

KnuHnueckmit 1 6MOXMMUYECKMi1 aHANM3bl KPOBU B Tpe-
nenax HopMmbl. [lo pesynbraTaMm TaHZEMHOH Macc-CreKTpoMe-
TpUM UCKITIOUeHbl: 6ome3Hb Humana — IMuka, 6ose3b [Momre,
MUTOXOHZpHabHble 3HLedanonatuy. BpicTaBneH KianHUYe-
CKMI1 IMarHo3 NpH BbIMMCKe: MOAOCTPbIi 1eKOHLe(anuT.

B 3 rona 1 mec. — rocnuranusauysi B CBSI3U C MOBTOPHbI-
MM TOHMKO-KJIOHUYeCKMMM NpucTynaMu. C y4eToM JaHHbIX
aHamHe3a 3arnono3peHo obocrpenue LIMB-uHbekumn: Tsxe-
7lasi reHepanu3oBaHHas GopMa C MOpPakeHUEM LIeHTpaIbHO
HepsHoit cuctemsl (LUHC) (ckneposupyrolmit naHsHLedpanurt,
BHYTpeHHsIs ruapouedanust) 1 neyeHn (renaTuT ¢ NepexofoM
B $pubp03), XpOHNUECKOE MPOrPENMEHTHOE TeueHue, pasa pe-
aKTMBALMHU.

B craunonape npoBefieHbl MCCTIEI0BAHKS: MOJIMMepa3Hasl
LIeMHasl peaxLus JIMKBOpa, MOUH, KpOBH, citoHbl: LIMB He 06-
Hapy’)KeHa; BOCMAJIMTENbHbIX M3MEHEHMIi B JIMKBOPE HET, 00-
1wt 6esnok 627 Mr/m.

[locnenusas rocnuranusauus B KI'BY3 «Kpachnosipckuit
KpaeBo¥ KJIMHUYECKWI LEHTP OXpaHbl MaTepUHCTBA U J€T-
cTBa» 4yepe3 1 Mec. mocse npenbinylleil BbIMUCKK (3 ropa
2 Mec. ku3HM peOeHKa) C MPUCTYNOM ABYKPAaTHON PBOTHI,
HapylleHMeM CO3HaHWSI M JbIXaHWsl (MCKYCCTBEHHasl BEH-
TUJISILMSL JIETKUX B TedeHue 2 cyT). B knMHMueckoM aHamu-
3e JIMKBOpa MpH NOCTyrieHuu: uuro3 4, G6enok 1416 mr/m,
III0K03a 3,5 MMoub/J1. B niuHamuke uepes 10 gueii: uuros 3,
6enok 325 mr/n, nakrar 1,4.

[lpu nepeBoze pebeHKa M3 PeaHMMALMOHHOTO OTHENeHHs]
COCTOsIHME TsbKenoe. Peakumsti Ha OCMOTp pe3KO HeraTus-
Hasl, 3aziep>kka pOpPMUPOBAHKS BbICLIMX KOPKOBbIX (YHKLIMIA,
peun HeT, POU3HOCUT OT/iesIbHble 3BYKU. [7I0TOuHbII pediekc
CHIDKeH, runepcanuBauusi. ['mnepToHyc mo remuTumy crpa-
Ba, runeppedsekcus ¢ KJIOHYCOM, NaTOJNIOTMYeCKHUe KUCTeBble
Y CTOMHbIE 3HAKH, NOXOAKA remunapeTnyHas. Cymnopor He OT-
Meyasoch.

I[IpoBenena MPT ronoBHOro mosra ¢ KOHTPacTOM: OTMe-
4aeTcd OTpuLaATesbHas OMHAMMKA B CPaBHEHWM C Tpenblny-
weit MPT B BUzne yBennueHnst 30Hbl AUCTPOPUUECKUX U TJIU-
aJIbHBIX M3MEHEHHI B TOJIOBHOM MO3Te: B JIEBOU JIOOHOI foie
C pacrnpocTpaHeHHWeM Ha MNpuiieskalliie OTIelbl JIeBOi TeMeH-
HOI1 07K, 6a3asibHble CTPYKTYPBI CJ1€BA, JIEBYIO HOXKY MO3ra
Y nepefHue OTAeNbl MOCTa MO3ra, a Takke depe3 nepenHue
OT/iesbl MO30JIUCTOrO Tejla Ha NepUBEHTPHUKYJISIPHbIE OT/iesbl
npaBoii TOOHOI1 10/M, B JIEBOIi remucepe MO3KeuKa orpe-
JeJII0TCSl 30Hbl HEONHOPOLHO TMIEPUHTEHCHBHOTO CUTHasa
B T2 peskime, 6e3 4eTKMX KOHTYpoB Macc-a¢dexra Ha npuie-
JKallye CTPYKTYpbl, C yMEPEHHO BbIPAXEHHbIM MeprdOKaib-
HbIM oTekoM. Kncra npo3paunoii neperoponku. I[locne Beene-
HUSI KOHTpACTa OMpenessiioTCs YYaCTKU MOBBILIEHNST CUTHasa
B 0071aCTH 7T06HO¥ 10JIH, TEPERHIX OT/eNaX MO30JIMCTOrO Tenla
1 B 6a3aJIbHBIX CTPYKTYpax CJIeBa.

I[IpoBenena MPT cnivHHOrO MO3ra: B CIMHHOM MO3re Lieii-
HOTO Y IPYAHOrO OT/ENIOB N03BOHOYHMKA, B OOKOBbIX OTZAENaX
OMpenesNsitoTC CUMMETPUYHbIE YYaCTKU MOBBILIEHHOTO CUr-
Hazna B pexxume T2 M M30TMMOMHTEHCMBHOTO CMTHana B pe-
sxkume T1 ¢ SBIEHUSIMM yMepeHHOTrO NMepu¢OKaNIbHOro OTeKa.
He nckmouaerca MuenuT uim rmomaros.

[lpy npoBeneHnu MNO3UTPOHHO-3MUCCUOHHOM TOMOrpa-
¢un (MI3T) kapTMHa He yKnanblBAaeTCs B MpeJCTaBjeHNne

00 omnyxoseBoii MpUpoze MOpaskeHus CyO- U CyMpaTeHTOPH-
AJIbHbIX CTPYKTYP FOJIOBHOTO MO3ra. bosee BepOSTHbIM $BJIsI-
€TCs1 BOCMaJIMTEIbHblit TPOLIECC C BO3MOKHBIM ayTOMMMYHHbBIM
KOMIIOHEHTOM W aKTUBHOI MeTa00IMueCcKoii peaxkuuei. Ha oc-
HoBaHuM 3akmoueHus [19T nuarHos «roMaTo3» CHAT.

Vicxonst 3 reHzepHoOi MpUHAAIEKHOCTH pebeHKa, KIMHU-
YeCKMX M aHAMHECTHYEeCKMX OCOOEeHHOCTeM, ObICTpOro mpo-
rpeccMpoBaHus CUMITOMATHKY, IaHHbIX HelipoBH3yann3alnu
3aro03peHO HaMuMe MePOKCMCOMHOTO0 3aboneBauus. Mccre-
nosanue Ha OJILI’KK nokasasno noBblilieHKe Ux KOHLIEHTpaLKH,
YTO CBUZAETEJILCTBOBAJIO O HAJIMYMK MEPOKCMCOMHOrO 3aboie-
BaHUSL.

[lo pesynbratam NpOBENEHHOTrO MOJIEKYJISIPHO-TeHeTHYe-
CKOTO TeCTHPOBaHMs BblsiBileHa MyTauusi B rene ABCD1, uro
noarsepawo auarsos X-AJlJl.

Takum 06pa3oM, MOCTAHOBKaA jUarHo3a uyepe3 8 Mec. OT Ha-
4asa MposiBJIEHUIi MEPBbIX CUMITOMOB F'OBOPUT O CJIOKHOCTU
JOMarHOCTMKU W HeCreLUPUUHOCTH KIMHUYECKUX MPOSIBIIEHNM
NepPOKCHCOMHBIX 3a00JIeBaHMi1 B JETCKOI NpakThKe. PaHHMi
nebtoT Ha (OoHe yKe MMEIOLMXCSl OPraHUueCKUX HapyLIeHHi
co croponsl LIHC, nonumopduam KIMHUUECKUX MPOSIBIIEHHMI:
obsi3arenpHoe nopasxexue LIHC (OynbbapHble HapylLieHnsl, Mo-
pakeHue MMPaMUIHOrO MyTH), IeMeHLKs, CyAOpPOrd — MOTryT
KJIIMHUYECKW 3aTpyIOHUTb OUddepeHLanbHyl0 JUarHOCTHKY,
Y OKOHUATeJIbHblil J1MarHo3 BO3MOXKHO BbICTABUTb TOJIbKO MPU
MIOMOLLM COBPEMEHHBbIX METOMOB: TaHAEMHOI MacC-CHeKTpO-
MEeTPHH, MOJIEKYJISIPHO-TeHETUYeCKOro TectupoBanus, MPT.

SAKJIIOYEHUE

K' coxxanenuto, B pOCCMICKOM NpPaKTUYECKOH MenuLHe
TNpeHarajbHas M PaHHsS HaTalbHas JUarHOCTHMKA NEepPOKCH-
COMHBIX 3a00JIeBaHUI1 Ha CErofHsl 3aTpyAHUTeNbHA. B Halem
C7lydae TO3JHSS NOCTaHOBKA JMarHo3a He M03BOJISeT MpoBe-
CTM peOeHKy TPaHCIUIAHTALMIO KOCTHOTO MO3ra, UTO YTsKe-
nser nporHo3 3aboneBanus. IddextnBHas Tepanust X-AJIJ
B GyayLemM BO3MO3KHA C MCIOJIb30BaHHEM FeHHO MHKEeHepuH
1 HOBbIX 9 (PEKTUBHBIX JIEKAPCTBEHHBIX CPEICTB.
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