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Bpoxnennas sn3umonennyeckas Mmerremorioounemus I Tuna — penkoe ayrocoMHoO-peneccuBHoe 3a00/1eBaHKe, BbI3BAHHOE reHepa-
Jm3oBanHbM Aedunurom Gpepmenta HAITH-umroxpom-b,-peaykrasbi Bo Bcex TKaHsx oprannsma. Ha ocHOBaHNHM aHA/IM32 ONMCAHHBIX
B JIATEpaType HAOMI0AeHNii ¥ COOCTBEHHOTO ONbITA HAMH BblJeJIeHbl THIIMYHbIE KIMHAYECKHE CUMIITOMBI 3200JIeBAHNUS, K KOTOPBIM OT-
HOCSATCSA AMU30/1bI IMaH03a U TsKejoe nopaxenue [ITHC c popmupoBanuem peHoTHNA CHACTHYECKOIT (DOPMBI IETCKOTO LIEPeOPAIBLHOTO
napajinya B CoYeTaHnu ¢ MuKpouedameii ¥ rpyobIMH KOTHUTHBHBIMH paccTpoiicTBamu. ITporHo3 1uist XKu3HU M pa3BUTHA JeTeii HedJ1a-
TONMPHATHDIIA. YPOBEHb METTeMOIIO0OMHA Y MAIIMEHTOB Bapbupyet oT 2,4 10 70% (8 HopMe 1—1,5%). AKTHBHOCTD (hepMEHTa COCTABJISET
ot 0 10 20% ot HopMmbI B 3puTponuTax 1 ot 0 10 30% o1 HOPMBI B JieiiKonuTaX. MarHuTHO-Pe30HAHCHAS TOMOrpadus roioBHOro MO3ra
(5 HaOmoaennii, BKIIOYasi COOCTBEHHOE) BbISIBJISIET KOPKOBO-TIOAKOPKOBYIO aTpo(uIo, 3a1ePKKY MUSTHHU3AINN, THIIONIA3UIO YePBS U
nostymapuii Mo3:keuka. [1pu MoJieKyisipHO-reHeTHYeCKOM HucciienoBannu rena CYBSR3 y naGmoaaemoii HAMH NalMeHTKH ObL1a 00HA-
PYyKeHa MPOTSKEHHAS IeJienysi B TOMO3UTOTHOM COCTOSIHMM (paHee B JIMTEPAType He ONMUCAHHAS), 3aTParnBawIIas 3K30HbI 2—7, 4T0
NI03BOJIJIO MOATBEPANTH IMATHO3 BPOXKAECHHOI SIH3UMONEHYeCKoii MeTremorioounemun I1 Tuna.

Karouesvie crosa: demu, memeemoanodunemus, HANH-uyumoxpom-b -pedyxmasa, een CYB5R3, yuarnos, demckuii yepedpanvhboiii na-
AU, MAZHUMHO-PE30HAHCHAS MOMOZPApUS 20108HO20 MO32d.

Type 1I hereditary enzymopenic methemoglobinemia is a rare autosomal recessive disease caused by generalized NADH-cyto-
chrome-b5-reductase deficiency in all tissues of the body. Based on the analysis of the cases described in the literature and their
experience, the authors have identified the typical clinical symptoms of the disease, which include cyanotic episodes and severe cen-
tral nervous system lesion with the development of a phenotype of the spastic form of infantile cerebral palsy concurrent with micro-
cephaly and severe cognitive disorders. Prognosis for the children’s life and development is poor. In the patients, methemoglobin level
ranges from 2,4 to 70% (normal value 1—1,5%). The activity of the enzyme is 0 to 20% of the normal values in red blood cells and
0 to 30% of those in white blood cells. Brain magnetic resonance imaging (5 cases, including the authors’ one) reveals cortical and
subcortical atrophy, delayed myelination, and hypoplasia of the vermis cerebelli and hemispherium cerebelli. Molecular genetic study
of the CYB5R3 gene in an examined female patient found the extended deletion in the homozygous state (previously not described in
the literature), which involves exons 2—7, which could verify the diagnosis of type II hereditary enzymopenic methemoglobinemia.

Key words: children, methemoglobinemia, NADH-cytochrome b reductase, CYB5R3 gene, cyanosis, infantile cerebral palsy, brain mag-
netic resonance imaging.

POXIEHHAs 3H3UMMOIIEHUYECKass MEeTreMOrIo0ou-

Hemus Il TMma — penkoe ayToCOMHO-pELeCCUBHOE
3a00sieBaHUEe, BbI3BAHHOE T'€HEPATU30BaHHbIM JAebUlIn-
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Kneiimenosa U.C. u coaem. BpoxpeHHas aH31MoneHuyeckas Metremornobusemus |l tuna

c000i1 reTeporeHHyI0 TpyIiny 3a00JieBaHUi, OOYCIOBJICH-
HbIX PA3JIMYHBIMU STUOJOTMYECKUMU U NMAaTOT€HETUYECKH -
MU (pakTopamu. 7151 HUX XapaKTepHO NpeBbillieHue (hrU3no-
JIOTMYECKO HOPMBbI CONIEpKaHUsI METTEMOTJIOOMHA B KPOBU
— 6oiree 1—2% ob1mero KommyecTBa reMortoonHa [1].

Knaccugukanms MeTreMorT100MHeMuii:

I. [lepBuuHble (HAcaEACTBEHHbIE) METIEMOIJIO0UHE-
MUM:

A) HacjelCTBEHHbIE 3H3MMOIEHUYECKHUE METTeMO-
TJIOOMHEMMU;;

Bb) remorno6buHonaTuu, oOYCIOBJICHHBIE TPUCYTCT-
BUEM aHOMAaJIbHBIX reMorJIoouHOB rpynmbsl M (M remo-
JIOOMHOMATHUS, TeMOTJI00MHO3 M).

I1. Bropuunble (mpuodpeTeHHbIE, TOKCUYECKUE) MET-
reMOIIOOMHEMUU:

A) TOKCUYECKHE IK30T€HHOTO MPOUCXOXIEHUS;

b) Tokcuueckue sHAOTEHHOTO MPOUCXOXACHUSI.

B HacTosiiieM 0030pe Mbl PACCMOTPUM HACJIEICTBEH-
Hble H3UMOMNEHUYECKUE METTEMOIJIOOMHEMUM U NTOAPOO-
Hee OCTAaHOBUMCSI HA HEKOTOPbIX OMOXUMUYECKUX TaHHBIX.

CorlacHO COBPEMEHHBIM B3IJISIIaM, B OPUTPOLIMTAX
ONIHOBPEMEHHO TMPOMUCXOMAST JIBE MPOTUBOMOJOXHBIE
peakuuu, ypaBHOBellMBarolue Aapyr apyra. C omHoit
CTOPOHBI, X€JIe30 IeMOINIOOMHA OKWUCIIsIeTCsl, MpeBpa-
AsICh U3 IBYXBAJIEHTHOTO B TPEXBAJIEHTHOE, IMPU 3TOM
o0Opasyercsi He MepPeHOCSIIUI KUCIOPOA METreMOTJIO-
6uH. C apyroil CTOpOHbI, METTE€MOINIOOMH BCE BpeMmsl
BOCCTaHaBJIMBaeTCsl 00paTHO B (PYHKIIMOHAIBHO aKTUB-
HbIIi TEMOMIOOMH, B UTOTEe Y 3[I0POBBIX JIIOEH YpPOBEHb
METTEeMOTJIOONHA yIepKuBaeTcs B mpemeiax a0 1—1,5%.
OT1 67 1o 73% BOCCTaHOBJICHUSI METTEMOTJTIOOMHA B aK-
TUBHBI TEMOIJIOOMH obecrieunBaeT (HepMEeHT SPUTPO-
uuros  HAITH-uuroxpoMm-b,-penykrasa. Ilpu G1okame
9TO CUCTEMBI BCJIEACTBUE TEHETUUECKUX NE€DEKTOB CTU-
MYJIMPYIOTCSI MUHOPHbBIE TTYTH MTPSIMOTO BOCCTAHOBJICHUSI
METreMOrJIOOMHA 3HAOTE€HHBIMU BOCCTAHOBUTENSIMU —
ACKOPOMHOBOI KMCJIOTOM, BOCCTAHOBJIEHHBIM IJIyTaTU-
OHOM, (JABUHOM, TETPArMAPONTEPUHOM, IUCTEMHOM,
MeTaboauTaMu TpunTodaHa Win Ipyrumu [1].

ConracHo OMOXUMIYECKO# KJIACCH(IMKAIMMA BPOKIECHHBIX
SH3MMONIEHNYECKMX METIeMOIIOOMHEMIid, TIPSUTOKEHHOMN
B 1986 1. E. Jaffé [2], BoIneneHO YeThipe THIA 3a00IeBaHUS
B 3aBUCUMOCTHU OT XapakTepa HapyllleHsl aKTUBHOCTU (hep-
meHTa HAJTH -1IMTOXpOM-b,-peIyKTasbl B TKAHSIX:

I Tunm — noGpokayecTBeHHasi 3H3UMOIEHUYECKAs
METreMOIJIOOMHEMUSI, CBsSI3aHHasl ¢ Ne(PUUUTOM LUTO-
Mja3MaTuyeckoi ppaxkiuu ¢pepMeHTa TOJbKO B 3PUTPO-
1IATAaX;

IT Tun — neTanbHbINA, TOMUMO METIEMOIJIOOMHEMUNU
KJIMHUYECKU MPOSIBIISIETCS POTPECCUPYIOLIMM HEBPOJIO-
TMYECKUM Ae(ULIMTOM U SIBJISIETCSl CJIEJICTBUEM TeHepa-
JIN30BAaHHOrO JedUlrTa LUUTOIIA3MaTUYECKO U MeM-
OpaHHO-cBsI3aHHOI (popM hepMeHTa BO BCeX TKaHSIX;

III TMT — KIIMHWYECKM CXOMHBIN ¢ I TMITOM, BBI3BaH
HapylIeHUeM aKTUBHOCTH LIMTOIJIa3MaTUYeCKO (hOpMbI
(epmeHTa BO BCEX FeMOMOITUUECKHUX KIIETKAX;

IV Tun — nobpokavyecTBEHHBII, BbI3BaH Ae(PUIIUTOM
Ko(akTopa pepmeHTa.

Opnako B 1993 1. T. Nagai ObutM TOJTy4eHBbl JaHHBIE,
no3BoJiuBiIve npupaBHATh [11 Tun MeTremMoriaodnHeMunu
Kk [ tuny [3, 4].

Bce TUIBI BpOXICHHOW SH3UMOIIEHUYECKON MeT-
TeMOTJIOOMHEMUN KJIMHWUYECKU TIPOSIBIISTIOTCST  TOJBKO
B IByX BapHWaHTaX: TOOPOKAaYeCTBEHHOM U ITPOTPECCUPY-
olleM JieTaTbHOM. TakuM 00pa3oM, KITMHWYeCKast Kiac-
CU(UKALIUST BPOXKISHHBIX 9H3MMOTICHUYECKIX METIEMO-
TJIOOMHEMMUIA BBITJISITUT CIICAYIOIINM 00pa3oM:

*  BpOXICHHAs 3H3UMOIICHUYECKasT METTeMOTJIO-
ouHemus | Tunma — noGpokavyecTBeHHas;

*  BpOXICHHAs 3H3UMOIICHUYECKasT METTeMOTJIO-
ounemus 11 Tumma — neraapHas.

Metremornoounemus I Tuna 100poKaYecTBeHHAs OIMcaHa
BriepBble B 1845 I. ppanity3ckum Bpayom J. Francois [5], 00-
CJIEIOBABIIIAM TIAIMEHTa CO CTOMKIM BPOXKICHHBIM ITUAHO-
30M U HE BbISIBUBLIMM Y HETO 3a00JIEBaHUIA CEPALIA U JIETKUX.
OnHako TrepBasi TOKyMEHTaTbHas TyOJIMKAIMS TIOSIBIJIACh
TOTBKO B 1932 1. [6]. KimmHugeckue postBIeHus 3200 IeBaHST
BKJTIOYAIOT CHUHIOITHOCTh KOXW W CIM3UCTBIX, CBSI3AHHYIO
¢ nepruprom bepmenta HAJTH-1mToxpoM-b,-peaykrasei,
PACIIOIOKEHHOTO B 3pUTpOIMTAaX. [Ipru3HaKy 3a001eBaHMS
TTOSIBJISIFOTCST Cpa3y TOCie POXICHUS peOeHKa W COXpaHs-
J0TCST BTeYeHHMEe Bcell Xu3HU. [lallMeHTOB TepHOIMIeCKU
0ECTOKOSIT TOJIOBHAsT 00JIb, TOJIOBOKPYKEHNUE, OIbIIIIKA, Ta-
XUKapmusi, ObICTpast yTOMIISIEMOCTh, COHJIMBOCTD, BO3MOX-
HO OTCTaBaHWE B (DU3NIECCKOM U IICHMXUYCCKOM Da3BUTHH.
OnHaKO TIPEVMYIIECTBEHHO OECITOKOUT IMAHO3 KOXKHBIX
MOKPOBOB Kak KocMeTnueckuit pedekt (puc. 1). ITo onpe-
nenenuto E. Jaffe u D. Hultquist (1995), «maimeHTsl 601b-
e CMHME, HeXel 6obHBIe». JlabopaTopHBIe HccienoBa-
HUS BBISIBIISIIOT TIOBBIIIICHNE CONEPXKaHMS METTeMOTIIOONHA
(15—40%) v xonmmuecTBa 3PUTPOLIUTOB (KOMITEHCATOPHBIIA
SPUTPOLIUTO3).

Puc. 1. Cembs ¢ BpoxkaenHoii 100pOKayeCTBEHHOI IH3MMOTIE-
HUYECKO# METreMOorI00uHeMueid.

Wnmoctparusa W. Spitzmiller u3 kauru Trost C. The blue people
of Troublesome Creek. Science 1982; 35 (00bsICHEHUSI B TEKCTE).
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HacneacrBeHHble  100pOKavyeCTBEHHbIE  METTEMO-
IJIOOMHEMUN PACIIPOCTPaHEHBI cpenn Xurteneir I[peH-
JIAHIWY, WHIEHTIEB AJIICKU ¥ TTPEICTaBUTENICH TUIEMEHN
HaBaxoc (CILIA), BHaueir ctpaHe — B SKyTuu cpenu
Hapoja caxa, rme yacrota ee cocrtapisier 1:5700 yeno-
BeK, T.€. KaXIBIi 37-1 SIKYT SIBJISICTCS T€TEPO3UTOTHBIM
HocuTesieM 3aboJieBaHUsI. BBIpaXkeHHOCTbh CHMIITOMOB
00yCJTOBJIeHa KOJMYECTBOM METIeMOIIOONHA B KPOBHU.
[ToBbrrenne ypoBHs MetreMorioouHa mo 10% garie
BCET0O HE JaeT KIIMHWUYECKU BBIPaKEHHBIX MPOSIBICHUM.
[Tpu noBeITIIeHNU YpoBHS B Tipeaenax 10—20% rmostBis-
eTCsI IIMaHO3 CIIM3UCTBIX M KOXKHBIX TTOKPOBOB, BO3HUKA-
0T 001118t CTab0CTh, HEOMOTaHNe, OCTa0JIEHIE TTAMSITH,
pPa3IpaxXUTebHOCTh, rojloBHas 0oJb. [Ipu conepxkaHuu
MeTreMoriobrnHa B mpenenax 30—50% K BeIIeniepeyn-
CJICHHBIM CHMIITOMaM TIPUCOETUHSIOTCS OO B Cepalle
Pa3TMYHOTO XapaKTepa, OABIIIKA, TOJIOBOKPYKEHUE, Pe3-
KO BBIPaXECHHBI IIMaHO3, IOBHIIIICHHAS BA3KOCTh KPOBH.
ConepxaHure MeTreMorioorHa 6osee 70% HeCOBMeCTU-
MO ¢ Xu3HbI0. OHAKO TeueHne 0oJIe3HU, KaK IPaBWIo,
nmobpokadecTBeHHOE. [IpomoIKUTETbHOCTD XKU3HU Tia-
IIMEHTOB He cHIKaeTcs. KpoBb y TaKMX GOJLHBIX TEMHO-
KOPUIHEBOTO I1BeTa. B HEKOTOPHIX CIydassx y HeJIeUeHBIX
MTAlIMEHTOB MOXET HaOJIONaThCsl BTOPUIHBIA KOMITCH-
CaTOpHBIN 3puTpounTo3 (mo 6—7 ¢« 10°/1), yBenuueHue
comepxxaHusi remornoouHa (mo 170—240 r/n), HeOGoIb-
IOH peTUKYIoLUTO3 (MeHee 3%), OBBIIIEHUE BI3KOCTU
KpoBU U yMeHbleHre COD. Bo3M0OXXHO HE3HAYUTEIbHOE
TIOBBIIIICHWE YPOBHSI OWMIMpPYyOMHA B CHIBOPOTKE KPOBU
3a CYEeT HemNpsiMoil (CBOOOJAHOI) dpakuuu. Y retepos3u-
TOT KOHIICHTPAIUsT METTEeMOTIO0NHA B KPOBU COCTABJISI-
et 1-2%, npuszHaku 3aboeBaHus OTCYTCTBYIOT. [lnanos
MOXET ITOSIBUTHCS TTOCIIC TIpHeMa MeTTeMOTTIO0MHOO00pa-
3YIOLIMX JIEKAPCTBEHHbIX Mpenapatos [1, 7].

BpoxnenHas ¢dopma MeTreMorjio0MHEMUU ¢ IMo-
paxenuem LIHC Obuta onucana BrnepBbie B 1948 T
E Sacerdotti-Favini; oHa coctapisieT mpumepHo 10—15%
OT OOIIIETO YMCTa HACJIENCTBEHHBIX SH3UMOTICHUIECKUX
MerreMoryioonHemuit [8]. KinumHuyeckue mnposiBaeHMS
MerremorsoorHemuu Il Ttuna (JetaysibHOI) MaHuUbe-
CTUPYIOT B HCOHATAIGHOM TIEpPHMOJe, BKITIOUAIOT TeHepa-
JIN30BaHHBIA 1TMAHO3 Pa3HOMN CTENeHU BHIPAXKEHHOCTH,
TTopakeHNe HEPBHOM CHCTEMBI C TPYOBIM HapyIIeHUEM
TICUXOMOTOPHOTO Pa3BUTHUsI, MUKpolledatueit. TeueHne
3aboneBaHus Tporpeccupytonice. C Bo3pacToM hopMu-
pyeTcsl 3amepkKa poCTa, IMOSBISIOTCS TICMXOMOTOPHBIC
paccTpoificTBa, TeHepaTM30BaHHBIM MBIIIICUYHBIN TUTICP-
TOHYC, OITMCTOTOHYC, aTeTOMIHBIC TBUXKEHMS, KOCOTa-
31e, YMCTBEHHAs! OTCTAJIOCTh; IeTH He IPHOOpETaroT Ha-
BBIKa CAMOCTOSITEIBHOU XOIBOBI, He GOPMUPYETCS PeUb.
BonbIIMHCTBO MAITMEHTOB MTOTUOAIOT Ha TTEPBOM JIECSATH -
JIETVH XKU3HU, OTHAKO M3BECTHA MAIlMeHTKa 23 JIeT, KOTO-
pasi )KuBa 10 HacTosiero BpemeHu. [lo3nHee ObLIO ycTa-
HOBJICHO, YTO 3a00JIeBaHNE BBI3BAHO TCHEPATM30BAHHBIM
nebuuuroMm pepmenta HAIH-LuToXpoM-b,-peayKrasbl
BO BCEX TKaHSIX opraHusma [9].

HACJIE4ACTBEHHbBIE SABOJIEBAHUS

ITo naHHBIM JUTEPATYPBI, MOJEKYJISIPHO-TEHETUYE-
CKOW TMPUYMHON Pa3BUTUSI HACAEACTBEHHON MeETreMo-
roouHeMuu | u I TUNoOB SIBASIIOTCS M3MEHEHMUS B TeHe
CYB5R3 (panee usBecTHOM Kak DIAI), xomupyioiieMm
depment HAJTH-umroxpom-b,-penykrasy [10]. Ten Jo-
Kanu3oBaH Ha xpoMmocome 22 [10, 11], umeet mauny 31
TBIC. TIAP HYKJIEOTUIOB, COACPKUT 9 SK30HOB U 8§ UHTPO-
HoB [12]. Ten umeer 2 mpoMoTOpa, YTO 0OECTEeUUBAET,
MyTeM aJITepHATUBHOIO CIUIaiCMHra, CUHTE3 ABYX (hopM
HAJTH-uutoxpoM-b,-penyKTassl: paCTBOPUMOM 3pUTPO-
LIMTApHOI U MEMOpaHHO-CBsI3aHHOI. MeMOpaHHO-CBSI-
3aHHas (opMa JIOKAIM3YeTCsl B OHIOIIA3MaTUYECKOM
pPETUKYJIyMe W BHEUIHel MeMOpaHe MUTOXOHAPUIL Bcex
COMAaTUYECKMX KJIETOK W YyYacTBYET B 2JIOHTallMU U Jeca-
TypalUU XUPHBIX KUCJIOT, META00IU3Me JIEKAPCTBEHHbIX
BelllecTB, OMocuHTe3e xojecteposa [13, 14]. PactBopu-
Masi popMa MPUCYTCTBYET B SPUTPOLIMTAX U IPUHUMAET
yyacTue B pEeAyKIIMK MeTreMorioouHa. MeMOpaHHO-
cBsi3aHHas dopma cogepxut 301 aMMHOKUCIIOTY, a pac-
TBOpuMasi — 278, Ipu 3TOM KaxIblii (pepMEHT COCTOUT
u3 1ByX noMeHoB. O6a ¢depMeHTa MMEIOT UIACHTUYHbIC
KaTaIUTUYECKUE TOMEHBI, HO pazauyarorcsi N-TepMu-
HaJIbHBIMM, e MeMOpaHHO-CBsI3aHHasl (popMa UMeeT
23 IOTOJHUTENIbHBIE aMUHOKUCIOTHI [15].

[lepBblii TUN METTEMOTIOOMHEMUU XapaKTepU3yeTcsl
pe3KUM CHUXEHUEM aKTUBHOCTU PAacTBOPUMOI (HOPMBbI
HATH-uutoXpoM-b,-penyKTassl B 3pUTPOLIUTAX (MEHb-
me 10%) 1 yMepeHHBIM — B IPYTUX KPOBSTHBIX W TKaHe-
BbIX KiteTKax (20—60%). 11 Tir BBI3BIBaETCS Pe3KUM CHU-
>KEHMEM aKTUBHOCTM WJIM MHAKTUBALKEW PaCTBOPUMOIA
1 MeMOpaHHO-CBsI3aHHOM (popM pepMeHTa [16].

B Hacrosiniee Bpemst omucaHo Oosiee 50 myTanuii
BreHe CYBSR3, ciencTBrueM KOTOPBIX SIBJISIETCS AeULIUT
HAIH-uuroxpoM-b,-penykrasel [17—24]. I Tun metre-
MOIJIOOMHEMUM Yalle AacCOLMUPOBAH C MUCCEHC-MY-
TalUsIMU, KOTOPble PABHOMEPHO paclpelesieHbl B reHe
CYB5R3. Tlpu Il tune B rene CYB5R3 BBISIBISIOT HOH-
CEeHC-MyTallMd M MyTalMU caifTa CIUIafiCMHTa, a TaKKe
MucceHc-myTanuu, 3atparuBatoiue HAJIH- u ®AJ-
cBa3biBaolMe LeHTpbl [25]. Kpome TOro, s npo-
SIBJIEHUsI TOTO WJIM MHOTO THUIa 3a00JieBaHUsI BaxXHA
KOMOMHALIUSI MyTalluid y KOHKpPEeTHOro mnauueHTta. Tak,
HOHceHc-MyTanus p.Argl60X B KoMIayHA-TeTepO3UTroT-
HOM COCTOSIHUM C HOHCeHC-MyTauueil p.GIn77X BbI3bI-
Baer Il Tum, a mpu KOMOMHALIMK C MUCCEHC-MYTalMei
p.-Asp240Gly — I tun metremornoouHemuu. B HekoTo-
PBIX Cllyyasix TWM 3a00JieBaHMSI 3aBUCUT OT TOTO, Ha Ka-
KYl0 aMUHOKHUCJIOTY MpOM30IllJa 3aMeHa: 3aMeHa Lu-
cTerHa B nosioxeHuu 204 Ha aprMHUH B TOMO3UTOTHOM
cocTosiHUM npuBoauT Ko Il Tumy, a Ha TUPO3UH (Takxke
B TOMO3MTOTHOM cOCTOsSIHMM) K | Tumy 6one3znu. Myrta-
uus p.Val253Met B rOMO3UTOTHOM COCTOSIHUM OITMCaHa
Kak npu MetreMorjaobuHemuu | Tuna, Tak | npu aTu-
mmuHoi dopme 11 Tuma [16, 21, 26].

ITen CYB5A, mytaiiusi B KOTOpOM BeeT K AehULIUTY
Ko(akTopa LIMTOXpPOM b, U, Kak cieactsue, K IV tumy
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BPOXIEHHOW SH3UMOTICHUIECKOM METTeMOTJIOOMHEMHIH,
coryacHo kinaccudukauuu E. Jaffé, kaprupoBaH Ha xpo-
MocoMme 18. Ha ceroaHsiiiHuit 1eHb B TUTEpaType OMUCaH
TOJIbKO OJIMH CJIyYyail BpOXKIEHHOM METreMOIJI00MHEMUN
¢ mytaiueii B rene CYB5A 27, 28].

IMompoOHBIT 0030p BPOXICHHOW ayTOCOMHO-pe-
IIECCUBHOW 3H3MMOITICHUYECKON METreMOTIOOMHEMIH
IT Tuna npencrasien C. Ewenczyk ucoastr. B2008
[29]. UccnenoBarenu mnpoaHanu3upoBaiud 45 onucaH-
HBIX B JIUTEpaType CIydacB 9TON PElKOIl MaToyloTuu 1 6
CcOOCTBEHHBIX HabOMoaeHN. KitmHuueckuit Auarios3 obu1
ITONTBEPKIEH BO BCeX ciydasx. beiia m3aMepeHa aKTHB-
HocTh HAJTH-LMTOXpOM-b,-peyKTasbl B SPUTPOLIMTAX
U JIeKonMTax. B psime ciyyaeB OBUT TIpOBENEH aHAIN3
MyTEM MOJMMEPA3HOM LIETTHOM peakLMH C ITOCIELYIOLINM
CEeKBeHUpOBaHMEM TeHa. KOHIeHTpals MeTreMorio-
O1Ha y Bcex MallMeHTOB BapbupoBaja oT 10 1o 42%. Ak-
tuBHOCTh HAJIH-11MToXpoMm-b,-penykrasbl kosebanach
ot 010 16% ot HOpMBI B3putpouutax uoT0 mo 30%
OT HOPMBI B JICKOIIUTaX. AHaIN3 Treorpadvu TMPOXHU-
BaHUsl MAllMEHTOB IOKa3ajl, 4TO 3TO 3a00JieBaHUE PEru-
CTPUPYETCS B pa3TMYHBIX peTUOHAX MUpAa.

HeTambHOE OINMMCaHWe Pe3yIBTaTOB MarHUTHO-PE30-
HaHCHOU TOMOTpaur TOJOBHOTO MO3Ta IPEICTaBICHO
B 4 HaOmoneHUsIX [29—32]: KOpKOBO-TTOAKOPKOBasi aTpo-
ust, TMITOTITa3MST TOIKOPKOBBIX SIZIEP, 3aIepkKKa MUCITH-
Huzauuu. B HadomoneHun C. Fusco u coaBT. y nauueHTa
C QH3UMOIIeHNYecKol Merremorsoounemueit 11 Tumna
onpenessiigach BoIpaxKeHHast TMIoIuia3usi Mo3xeuka [32].

M3BecTHO 7 aTUMUYHBIX ciyvyaeB 3a00JeBaHUS Yy Ma-
LIMEHTOB U3 5 cemeil (4 ceMbU — SITOHCKUE, OJJHA — KY-
OuHCcKas) ¢ 0oJiee IUTENbHOU MPOAOJIKUTENIBHOCTBIO
XKM3HU — 10 43 eT. B onucaHusix ykazaHo, 4To 00JIb-
HBIC OBJIAJICBAJIM CAMOCTOSITCIEHON XOIBOOIA, XOTS OHa
OBbITa HEYCTOMYMBOM, HEKOTOPHIMU PEUEBBHIMU HaBBIKa-
Mu. CTeneHb CHUXXEHMSI MHTEJUIEKTa KoJiebayiach ot 32
no 70 en. AxtusHocTh HAJIH-LMTOXpOM-b -pedyKTashl
B JIeiikonMTax coctaBisiia 5 — 30% ot Hopwmer [33, 34].

JlaGopaTopHass TUarHOCTHKA 3a00JEBaHUS TIpEIyc-
MaTpHUBaeT WCCIIeIOBaHUE BEHO3HOW KPOBU, KOTOpPast
IIPY TIOBHIIIIEHHOM CONlEp>KaHUH METTeMOTJIOOHA MMEEeT
IITOKOJIATHO-KOPUYHEBBIM OTTEHOK U HE ajieeT TIPH CO-
TIPUKOCHOBEHUH C BO3MyXoM. OOIINiT 1 OMOXMMIYECKII
aHaJM3bl KPOBU — 0e3 OTKIIOHEHMI oT HOpMBI. Kucio-
POTHO-IMCCOIMATUBHBIC KpPWUBBIE KPOBU IIPWM HACEmd-
CTBCHHON 2H3WMOIIEHUYECKON METTeMOTIOOMHEMIH
CIBUHYTHI BIEBO — P OBBILIEHO, KO3 duUmeHT Xuia
(1) CHIDKEH, T.€., YMCHBIIIEHa KOOTIEPAaTUBHOCTh TEMOB
B TIpOIIECcCe MPUCOCTMHEHNSI K HUM MOJIEKYJI KUCIIOPOa.
JL1st onipenieNieHUsT ComepKaHWsl METreMOTJIOONHA W aK-
tuBHOCTY HAJTH-1MTOXpOM-b,-penyKTasbl UCIONB3YIOT
TeMOJIN3AT, JICHKOIIUTHI TTepruhepruIecKoil KpOBU, KYTb-
Typy dbubpobiactoB, buonrtar neyueHu. MeTreMoraioouH
OTPEACTISIOT HEeCKOJbKMMHM MeTomamMu: Ha CO oKcuMe-
Tpe, meronoM Evelyn — Malloy. AkrtuBHocts HAJIH-
LUTOXPOM-b,-PENYKTa3bl B 3PUTPOLIUTAX OIPENEIAETCS

o metony Hegesh u coast. (1968). 3nauenus 0—0,5 en.
AKTUBHOCTU XapaKTepHbI 11t romo3urot; 0,6—1,6 ex. —
IUJISI TETepO3UTOT; 2—4,5 ell. — JJIsl 3I0POBBIX JIIOJIEl cTap-
1IIe OTHOTO Trofa. JIMarHoCTHKa TeTePO3UTOTHON (hOPMBI
y IeTeil paHHeTO BO3pacTa 3aTpyIHEHa, TaK KaK CTaHOB-
JieHVe aKTUBHOCTH (pepMeHTa HAaUMHAETCS ¢ 6 MeC XKU3HU
M 3aBepliaeTcs K rnepBomy roay xkus3uu [1, 35].

B nocnenHue roasl Bee 6oJiee SCHOM CTAaHOBUTCS KOP-
peNsuus MeXIy TeHOTUIIOM W (DeHOTUIIOM MallieHTOB,
CTpaIaoIINX METTEMOTJIOONHEMHE, B TO BpeMsI Kak Ima-
TOTeHe3 3a00JIeBaHMSI OCTaeTCsl HETIOHSITHBIM. [eHepa-
JIN30BAHHBIN 1eHULIUT HAI[H—L[I/ITOXpOM—bS—peJIYKTa?,LI
BKJTIOYAeT OTCYTCTBHE MEMOpPaHHO-CBSI3AHHOM MMKPO-
coMaJbHOM M30(hopMbI (bepMeHTa, WTpaloIIeil Kirode-
BYIO POJIb B MUKPOCOMAJIBHOM TPAHCIIOPTE 3JIEKTPOHOB,
B MeTabOJIM3Me Y CUHTE3€ XXUPHBIX KUCIIOT [36], omHaKo
ero poJib B Pa3BUTUM HEPBHON CHUCTEMBbI HE M3BECTHA.
[MaTonoroaHaToMuyeckoe UcCClAeIOBAaHUE MAlMEHTOB
C HACJIENICTBEHHON 3H3MMOIICHUYECKON METTeMOTIO0N-
Hemueit Il tuna [37] mokazano rumnoruiazvio rojlOBHO-
TO MO3ra C YyMEpPEHHBIM paCIIUPEHUEM XETyI0IKOBOMN
CHCTEMBI, MCTOHYCHHMEM KODHI, 3aJePXKOM MHETUHHU-
3aIMy; HabMoaach BhIpaXKeHHAs JeTeHepalus KOpPbI
MO3XKeuKa ¢ TToTepeii Bcex KireTok [1ypKuHbe; CTpyKTypa
ITONKOPKOBBIX TaHIJIMEB He ObUTa M3MeHeHa. BhisBie-
HO YMEHBIIIEHUE COMePXKaHUs HEHACHIIIEHHBIX XUPHBIX
KUCJIOT B HEPBHBIX KJIETKAX, BEPOSITHO, BEAyIee K Hapy-
LIEHWIO MUEIMHU3AUM U dHLedanonatuu [38—40]. Ox-
HaKO TMPUBEICHHBIC TaHHbBIC OBIIN TIOJYYeHBI Ha MaJOM
KOJIMYECTBE MaTeprasia OJJHOU rpymIon UCCiienoBaTesIe.

AYTOCOMHO-PEIIECCUBHBIN THIT HaCJICTOBAaHUS METTE-
MornobuHemun 11 Tuma onpenenstet 25% prck pa3BUTHS
3a00J1eBaHUS Y TOTOMCTBA. B HacTosiIee BpeMst BO3MOXK-
HO MpeAyNpeauTh poxIeHue 60JIbHOro pedeHKa ¢ oMO-
IIBIO TTPEHATATLHON AUATHOCTUKHU TIYTEM OIIpENeICHUS
akTuBHOoCcTH HAJIH-11MTOXpOM-b,-penyKrashl B (heTasb-
HBIX aMHUOTUYECKMX KJIeTKax [41] uiau BbISIBICHUS] MyTa-
uuii reHa CYB5R3 B Tpoobiacrax rioaa, MoTydeHHbIX
npu OMOTICUM BOPCUHOK XopuoHa [22, 31].

JleyeHre HaIpaBJIeHO Ha BOCCTAHOBJIEHUE METTEMO-
mIo0MHa, KYMUpoBaHUE IMaHO3a. ACKOpOMHOBasl KH-
cJIoTa Ha3HavaeTcsl BHYTPb B pa3oBoii 1o3e 300 mr 3 pasa
B CYTKM B TeueHUe 3—4 IHE, 3aTeM — B MTOIICPKUBAIO-
weit poze 50—100Mmr 3 pasza B CyTKM B TeueHue 2—3 Mec.
[TpreM acKOpOMHOBOI KMCIOTHI B 033X, ITPEBBIIITAIOIINX
dusnonornyeckne, MOXKET CHIKATh MPOTPOMOMHOBOE
BpeMs, paspyliaTh BUTaMUH B ,, cmocobcTBoBaTh 00pa-
30BaHUIO OKCAJIATHBIX KAMHE! B MOYEBBIBOASAIINX TYTSX,
OKa3bIBaTh YTHETAOIIEe BIMSHUE HAa MHCYJISIPHBIN arTma-
pat IoKeTyIOYHOM KeJie3bl, CTUMYTMPOBaTh 00pa3oBa-
HHUE KOPTUKOCTEPOUTHBIX TOPMOHOB, UTO MPY M3BECTHBIX
YCIIOBUSIX MOXKET TIPUBECTU K IMTOBPEKIECHUIO KITyOOUKOB
TTOYeK U Pa3BUTHIO apTepUATLHOM TMIIepTeH3UU. B cBsI3n
C 3TUM HEOOXOIMMO JIeJTaTh TIepepHIBBI Ha 2—4 Hel MeX-
NIy KypcaMy acKOPOMHOBOM KUCIIOTH X KOHTPOJIMPOBATH
COCTOsTHME TTaliieHTa. KpoMe Toro, mpuMeHsieTcst BBezIe-
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Hue N-aleTWIIICTenHa — TIPeAIIeCTBeHHUKA TITyTaTHO-
Ha WJIM TJTI0KO3BI Kak KodakTopa cuHTe3a HALD. Jleve-
HME TIOXU3HEHHOE.

ITpu BBICOKOW  KOHIIGHTpAIlMM  METTeMOTJIO0MHA
B KPOBM pPEKOMEHIYeTCS BHYTPMBCHHOE BBEICHUEC Me-
TUJIEHOBOTO CUHEro B o3¢ 1—2wMr Ha 1 Kr macchl Tena
B (hM3MOJIOTHIECKOM pacTBope. OTHAKO MAIlUEHTaM C Jie-
duumTOM TIMIOK030-6-(ocdaTaernaporeHasbl BBOAWTH
TMaHHOE JIEKAPCTBEHHOE CPEIICTBO KaTeTOPUICCKHU 3arpe-
IIICHO B CBSI3W C BBICOKMM PUCKOM DPa3BUTHSI MaCCHUBHO-
ro BHyTpucocyaucroro remonusa [1, 7, 29]. B Tsxensix
CTydasix METTeMOIIOOMHEMHUU TIOKa3aHbl THUIepOapy-
yeckasi OKCUTeHalusi 1 0OOMEHHOE TiepesiiBaHue KPOBU
[42]. TTpu HEOOXOAUMOCTHU TTPOBOASIT OKCUTEHOTEPATIUIO.
Db dHEeKTUBHBIX METOIOB KOPPEKIIMU HEBPOJOTUICCKUX
HapyweHuit npu 1 Ture Her.

IMpuBoarM COOCTBEHHOE KIIMHUYECKOE HAOIIOIEHUE.
[eBouka B Bo3pacte 2 JieT 8 Mec, cTpanaroias 1eTCKUM
1epedpaTbHBIM TTapaTiioM B (hopMe CTIIaCTUIECKOTO Te-
Tpamape3a, OblTa IOCTaBJieHA B CTAllMOHAP MAaITUHOMN
CKOpOIA TTOMOIIIM B CBS3U C BHE3AITHBIM TIOSIBJICHUEM CH-
HIOIITHOCTH KOKHBIX TIOKPOBOB 0€3 YXYIIIEHHS] CAMOYYB-
ctBust. I1OCKONTBKY TaIllMeHTKa BOCIUTHIBACTCS B JIOME
pebeHKa, TaHHBIX O CEMEITHOM aHaMHe3¢ HeT.

Anamue3 ocuznu. JleBouka OT nepBoii O6epeMeHHO-
CTH, TIPOTEKaBIIE C TOKCUKO30M IIEPBOM U reCTO30M
BTOPOIl TTOJIOBUHBI. Pombl caMoCTOSITENTbHBIE B CPOKE
40 Hen. Macca tena npu poxaeHuu 3330 r, nauHa 52 cM.
3akpuuana cpasy. OueHka o mkanae Amnrap 9/9 6annos.
K rpynm mputoxxeHa Ha 2-¢ CyTKY XU3HU, cocaia aKTHUB-
Ho. M3 ponuiabHOro qomMa B BO3pacTe 5 CyT MepeBeleHa
B OTIIEJICHNE TTaTOJIOTMH HOBOPOXICHHBIX BopoHexkcKoit
00J1aCTHOM NeTCKOM KIIMHUYecKoi 60abHuULIbI Ne 1 B cBSI-
3W C IITAaHO30M HOCOTYOHOTO TPEYTOJIbHUKA U CITU3UCTHIX
IUTSI ICKJTFOUSHUST BPOKIIECHHOTO TTOpOKa cepria.

Anamues 3abonesanus. Ilpu OCTYIIIICHUN B OTICJICHUE
MaToJIOTMM HOBOPOXIEHHBIX COCTOSIHME DPEOEHKa ObLIO
CPEMHETSTKENBIM 33 CIeT YMEPSHHOTO CHYDKEHUST MBIIIICY-
HOTO TOHYCa, YTHETeHWsT (hU3MOJOTUYECKUX pPedIeKCoB
OTIOPHI ¥ aBTOMAaTHUYeCKOU Xomp0bl. dusmueckoe pa3BUTHE
— cpenmHee TapMOHMYHOE. KoXXKHBIE TIOKPOBHI OJICTHBIE, Ha-
OJroasicst yMEpEeHHbI 1IMaHO3 HOCOTYOHOTO TPEYTroJibHUKA
U cU3UCTbIX pTa. CO CTOPOHBI CEPIEUHO-COCYINCTON CU-
CTEMbI OTMEYAJICS] CUCTOJIMYECKUIA LITyM CJ1ab0i UHTEHCUB-
HOCTH, MAKCUMaJTbHO BBIPAXKEHHBIN B YETBEPTOM MeXKpeoe-
pbe ClieBa OT IpyAWHBIL. TOHBI cepilla pUTMUIHBIE, YacTOTa
cepaeuHbIx cokpaieHuit 130—140 B MUHYTY, TpaHULIbI Cep-
QA He pacIIMpeHbl. B JleTKUX — IbIXaHWe ITy3pUIIbHOE,
XpUNOB HeT. ZKUBOT MSITKUIA, OCTYITHBII I7TyOOKOM Masib-
mary. [ledeHb BBICTYIajla M3-TIOM Kpasi peOepHOM IyTh
10 CPETHEKIIOUNYHOM JIMHUY Ha 2CM, Kpail 3JIaCTUYHBIMN.
Cene3eHka He NMaTbIIMpOBaIaCh.

[TpoBeneHHOe B Bo3pacTte 10 mHel KapIuoJIoTHIecKoe
ob6cnenosanue (DKI, penrreHorpadust rpyaqHON KIETKH,
YIBTPa3BYKOBas JOMIUIEPOBCKas Kapauorpadus) Io-
3BOJIWJIO BBISIBUTH y peOCHKA OTKPBITOE OBaJIbHOE OKHO

HACJIE4ACTBEHHbBIE SABOJIEBAHUSA

C MaJIbIM COPOCOM M OCOOEHHOCTH CTPOSHUS XOPAAThHO-
TO allmapara B ITOJIOCTH JICBOTO KeJTyIoYKa, YTO U OBLTO
TIPUIMHOM HEOOJIBIIIOTO CUCTOJIMYECKOTO IIyma. DXO-
METPpUYECKUE IT0Ka3aTel COKPAaTUMOCTH Cepilla Co-
OTBETCTBOBAJIM HOPME, 3HAUYMMBIX TeMOIMHAMUIECKUX
HapylIeHUi BBISIBICHO He ObU10. [TokasaTenu Heitpoco-
HorpaduM IeMOHCTPUPOBATIN YMEPCHHBIN ITepUBEHTPHU-
KYJISIDHBIA OTEK.

B nmHamuke Ha hoHEe TepalliMd CTEIIeHb MBIIICYHON
TMTIOTOHUYW W YTHETCHUS (DU3NOJIOTUIECKUX PehIICKCOB,
a TakKe BBIPAXXEHHOCTh IIMaHO3a YMEHBIIUINCH, pebde-
HOK OBUT BBIMMCAH JOMOW B YIOBJICTBOPUTEIHLHOM CO-
CTOSTHUU TIon HabmoneHe Tenmuatpa. OmHAKO IO Mepe
pa3BUTUS Yy peOeHKa MpOSIBUJIOCh Tpydoe HapyllleHue
bopMUpOBaHMS TICMXOMOTOPHBIX (DYHKIINNA, TPYTHOCTH
MPY BCKapMJIMBaHUHM, HEOOOCHOBAaHHOE OECIIOKOMCTBO.
[Ipu rocUTanM3au B IICUXOHEBPOJIOTMYECKOE OTIe-
JICHWE B BO3pacTe OJHOTO rofia y IeBOYKU OBLT JUATHO-
CTUPOBaH METCKUHN IlepeOpabHBINA IMapaind B opme
CITAaCTHUYECKOTO TeTparmapesa. PeOeHOK TepenaH s Boc-
MMATaHUSI B OOJIACTHOM TOM pebeHKa C PEKOMEHIAITUSIMU
TT0 TMIPOBEICHUIO PEaOMITUTAITMOHHOM Tepariu.

3a rocenyonuii Ieproa HaOMOACHUS Y TAIIMeHTKI
COXpaHsUTOCh TPyO0e HapyIIeHHe TICUX03MOIIMOHATBHO-
TO, IBUTATEJIFHOTO Pa3BUTHUS, PACCTPOMCTBO UYEPEITHO-
MO3TOBOM WHHEPBAIIMU C TPYIHOCTIMU TIPH JKEBaHUU
U rjotaHuu, cdopmupoBasiack runorpodusi. W3 co-
ITyTCTBYIOIINUX 3a00JIeBaHUN OBLTA 3aperuCTPUPOBAHBI
OPBMU, o6ponxur. B Bo3pacte 2yieT 7 Mec pebeHOK Te-
peHec 3aTSKHYIO TBYCTOPOHHIOK TTOJTMCETMEHTapHYIO
OGPOHXOITHEBMOHMUIO, TTIO TTOBOLY KOTOPOI TTOJTyJall aHTH-
bGakTepUaTbHYIO TepaInnio, OPOHXOJIUTUKU, MyKOJIUTUKHI
C TIOJIOXKUTETLHOM TMHAMUKOM Ha (hOHE JICUSHHUSI 3a CUeT
YMEHBIIIEHUSI CTETICHU IbIXaTeIbHOW HEMOCTaTOYHOCTH.
B Bo3pacte 2 ner 8 mec mepcoHan nqoma pebeHKa oOpa-
T BHUMaHHWE Ha TTOSIBJICHUE Y IEBOYKU U YCYTyOJIeHIe
B IMHAMWKE ITMaHO03a KOXU U CIU3UCTHIX, YTO TTOCITY K-
JIO TIPUYIMHOM SKCTPEHHOM rocriuTanu3ani B BopoHex-
CKYIO 00JTaCTHYIO IETCKYIO KITMHUIECKYI0 60TpHUITY N 1.

Jannble o6sexmusHoeo uccaredosarnusi. Ilpu ocMotpe
COCTOSTHME peOeHKa OBLIO OIICHEHO KaK CpeTHEeTSIKeToe.
B co3nannu. MeHUHTeanbHbBIe 3HAKW HE OTPEICIISITUCE.
B cBsi3u ¢ TpyOBIMM KOTHUTHUBHBIMHU PACCTPONCTBAMMU
B KOHTaKT He BCTynajia, GUKCUPOBaIa B3IJISIA, KPaTKOB-
PEMEHHO TIPOCIIeKUBAIA TIPEAMETHI, MHTepeca K UTPYII-
KaM He TIPOSIBJIsIIa. 3a CUeT TSKEJIOro HapyIeHUs pas-
BUTHSI TBUTATEIIBHBIX DYHKIIMI TOJIOBY HeE yIepXuBaja,
He TiepeBOpaynBaiach, He CHIeNa, TPEIMEThl B pyKax
He yIepKuBaa.

B comaTtmueckoM craTyce obpaiai BHUIMaHUE BbIpa-
KeHHBbIN neduuut pocra (30) u Maccel tena (30), onen-
HOCTh KOXHBIX TTOKPOBOB C ITMAHOTUYHBIM OTTEHKOM,
BBIPaKCHHBIN 1TMAHO3 CIIU3UCTBIX, HOTTEBBIX TUIACTHH.
[pu aycKyapTaliud TOHBI CepIlla PUTMUYHBIE, CHCTO-
JIMYECKU TITyM Ha Bepxymnike. Yacrora cepIeyHBIX CO-
kpauieHuit — 120 B MuHyTy. [paHuubl cepaua He pac-
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IMUpeHBl. B JIerkux npIxaHWe >XECTKOe, XPHUIIOB HeET.
ITepkyTOopHO — 3BYK SICHBIN JierouHbIi. YacToTa mbixa-
TeJbHBIX IBUXEHUN — 32 B MUHYTY. 2KMBOT MSTKUIi Oe3-
00JIE3HEHHBII, TOCTYIEH Mybokoil nanbnauuu. [leyeHb
BBICTYIAa U3-MOJ Kpasi peObepHOl Tyry MO CPEeIHEKITIO-
YUYHON JTMHUM Ha 1 cM, Kpai 3JaCTUYHBIN, Majblaius
0e30ose3HeHHa. Cene3eHKa He najbnupoBajach. CTyn
1 pa3 B cyTku, odopmiieH. Jlnypes aneKBaTHBI.

B HeBposiornueckom cratyce HabJl0a1ach BbIpaXKeH-
Hast mukpouedanusi (50). OKpPYKHOCTb TOJIOBbI 44 cM.
HccnenoBaHue 4yepenHo-MO3roBOil MHHEPBAIIMU BbIsIB-
JISUIO MapaJIUTUYECKOE CXOASIIIeecs] KOCOIJla3ue, BbICO-
KUe TIOTOYHBIE pedhIeKChI, TIOTIepXUBaHUE TIPH IIprUeMe
SKUJIKOM TIWIIH, TIOBBIIIIEHNE MBITIICYHOTO TOHYCA B SI3bI-
Ke. [IBurateibHasi akTUBHOCTh B KOHEUHOCTSIX OBLTa yMe-
PEHHO CHUWXEHa, LieJeHaINpPaBIeHHbIX IBUXKEHUI He Ha-
Ontomanoch. PermctpupoBanoch CHUXEHME MBIIIEYHOMN
CHJTBI B KOHEYHOCTSIX 11O 3 0, BBICOKUI MBITIIEYHBI TOHYC
C 2JIeMEHTaMU aTeTOMJHOIO TUIEPKMHE3a B IUCTallb-
HBIX OTAeJaX KOHEYHOCTEH, 3HAYMTEJIbHOE OXUBJIe-
HUEe CyXOXuIbHbIX peduekcoB (D=S) c pacimmpenueM
ux pedIeKCOreHHOI 30Hbl U KJIOHYCaMU CTOI. Bhi3biBa-
JIUCh MOJIOXUTEJIbHbIE CTOIHbIE pediekchl babuHcKoro
u Pocconumo ¢ aByx ctopoH. CoxpaHsijach naTojJoruye-
cKasl TIOCTypaJibHasl aKTMBHOCTB: JJAOMPWHTHBIA TOHU-
yeckuit pedekc — 3 Oana, CUMMETPUYHbBIN IIEHHBII
TOHUYECKUI pediekc — 2 6aia, aCMUMMETPUYHBIN 111eii -
HbIIi TOHUYecKuii pedyiekc — 2 6ayuia. bonesast 4yBCT-
BUTEJLHOCTb ObUTa coxpaHeHa. OLIEHUTb KOOPAUHALMIO
HE MPENCTaBSIIIOCh BO3MOXHbBIM.

Jlannbie 1a60pamopHbix U YHKUUOHANBHBIX UCCAE0084 -
Huii. [TpoBeneHHbBIC B 9KCTPEHHOM TOPSIIKE OOIIMIA aHa-
JIU3 KPOBU U MOYM, UCCTIEIOBAHUE KUCTOTHO-OCHOBHOTO
COCTOSIHMSI, peHTreHorpadusi rpyaHoi kierku, DKI,
VJBTPa3BYKOBOE HCCJIEOBaHUE Cepjlla MO3BOJIWIU Bbl-
SIBUTb BOCHAJIUTE/bHbIE W3MEHEHMSI B OOLIEM aHaIu3e
KpoBu B Buae yBenuueHusi COD, cCHUXKEHUE caTypaluu
kuciopona 10 53,9% (Hopma 90—100%), peHTTeHOIOT -
YecKue NMTPU3HAKNA OPOHXOITHEBMOHMH, OTKPHITOE OBaJTh-
HO€ OKHO C MaJIbIM cOpocoM 0e3 3HaYMMBbIX TeMOIUHA-
MMYECKHX PACCTPOMCTB.

VibTpa3ByKoBO€ UCCIIE0BAHUE BHYTPEHHUX OPTraHOB
BBISIBUJIO TTUEJI09KTA3UIO CIIpaBa, 0JHAKO 32 BECh MEPUO]]L
HaOJI0IeHUsI TATOJOTMYECKUX W3MEHEHUI B aHaIu3ax
MOYM He oTMeuyeHo. [Ipu MarHUTHO-PE30HAHCHO-TO-
MorpaduueckoM uccaeT0BaHUM TOJIOBHOTO MO3ra ObLId
00HapyXeHbl TUIIOIJIa3uK JIOOHO-BUCOUHBIX 00JIacTeil,
YacTWYHAsI THIIOIUIA3Ms 4YepBsl MO3XEYKa, YMEpPEHHBIC
JIMKBOpPOJIMHAMUYECKUE HapylleHUsl (puc. 2).

Hecmotpsi Ha mpu3Haku OpPOHXOMHEBMOHUU, OOpa-
112710 BHUMaHKWE HECOOTBETCTBUE CTEMEHM BbIPAXKEHHO-
CTH IIMaHO3a KOXHBIX ITOKPOBOB TSKECTU ITBIXaTEIBHBIX
pacCTpOCTB, UTO 3aCTaBUJIO Bpaueil OTIEeJIeHUs Harpa-
BUTb KpPOBb pEOEHKA B JIAOOPAaTOPUIO TOKCUKOJOTUM.
BBIIO BBIABIIEHO TOBBIIMICHUWE YPOBHS METTEMOTIIOON-
Ha 10 8,8%. TIpoBepKa AeSITeIbHOCTU BCeX CIYXO moMa

Puc. 2. MPT-uccnenoBanue rojoBHOro Mo3ra pedeHka, crpa-
JIAI0LIEr0 HACJEeICTBEHHOM SH3MMONEHNYECKOii MEeTreMorIo0om-
nemueii I1 Tuna.

a — caruttagbHoe TI1-B3BelllaHHOE u300paxkeHue, IEMOH-
CTpUpYIOLIee TUIOMJIA3MIO YEPBS MO3XKeuka; 0 — aKCUaJIbHOE
T2-B3BenieHHOE M300pakeHWe, NEMOHCTPUPYIOIIee MPU3HAKU
TUTIOIIa3nNn JIOGHO-BI/ICO‘{HI)IX O6J’IaCTeI7I, AUCMUECITINHNU3alInNn
B 00J1acTi 3aJHUX POTOB OOKOBBIX KEJTyOOYKOB.

pebeHKa W CaMOYyBCTBMS JPYTMX JAeTell I03BOJMIa
HUCKITIOYUTh TOKCUIECKYIO METTEMOTJIIOOMHEMUIO U TIpeI-
TTOJIOXKWTD HACJIEACTBEHHYIO 9H3UMOIIEHUIECKYIO METTe-
mornobuHemuto I Tuna.

Jleuenue. TlaliieHTKe OblIa HA3HAYEHA aHTUOAKTEPU-
ajibHas Teparus 10 ITOBOAY IMHEBMOHMM (11e(hOTaKCUM,
aMMKallMH), aCKOpOMHOBas K1ciIoTa, HUToxpoM C BHY-
TPUBEHHO KarlelbHO, CEaHCHl TMIepOapuyecKoil OKCH-
TeHallUM C LeJIbI0  KOPPEKIUU METTeMOTIIOOMHEMUH,
VIy4IIeHWs] OKCUTeHaluu TKaHei. Ha ¢oHe Tepanmu
COXpaHs1ach OTpULIATEIbHAS IMHAMUKA B BUIIE MPOTPec-
CHBHOTO TOBBILIEHNST YPOBHS MeTremorioonHa no 70%
B T€YeHUE 3 THEA.

PeGeHok ObLI MepeBeeH B OTACICHUE peaHMalluu,
Ie B TeUeHHWe 2 CYT MPOBOAMIACH IKCTPAKOPIIOPaTh-
Hasl JeTOKCUKauMs. B pe3ynbraTe COCTOSIHUE NE€BOYKHU
VIYYIIMIIOCh, OHAa ObIJIa TIepeBelcHa B IICUXOHEBPOJIO-
TUYecKoe OTICNICHWE, The IMPOMOJLKAIOCh BHYTPUBEH-
HOe BBeICHUE aCKOPOMHOBOM KUCTOTH. JleBouka Oblia
BBIMMCAaHA B JOM pebOeHKa ¢ ypOBHEM MeETreMOrJIoOMHa
2,4% (puc. 3). PekoMeHIOBaHO TMPOAOKUTH MpPUEM
aCKOpOMHOBOI KUCIOTHI U prbodIaBuHa KypcaMu, To-
SKU3HEHHO.

st monTBEpXKASHUST IMarHo3a KpoBb peOeHKa ObuLia
HampabieHa B @elepaldbHbIi  HayYHO-KIMHUYECKUIA
LIEHTP JETCKOI TeMaTOJIOTMM, OHKOJIOTMA U UMMYHOJIO-
THWH, B TAOOPATOPHIO PETYIISIIINK 3puTpoHa. KoHTpobHBIE
aHaJIM3bl OBLUTY TTPOBEAEHBI Uepe3 1,5 Mec Mmociie BBIMUCKU
pebeHKa u3 cTaimoHapa. Ha MoMeHT 3a60pa KpoBU BhIpa-
>KEHHBIX MPU3HAKOB IIMaHO03a, COIYTCTBYIOIIUX COMATH-
yecKux 3a00J1eBaHMIT He ObLIO 3apernucTpupoBaHo. Mcce-
JIOBaHWE KPOBU MALIMEHTKH BBISIBUIIO TTOBBIIIIEHUE YPOBHS
MeTreMorioonHa 10 9,9% (npu HopMme 1%), CHUXEHUE
aktuBHoct HAJTH-tmToxpoM-b,-penykrasel 10 0,94 E
(npu Hopme 2—4,5 E).

Takum o0pa3oM, Ha OCHOBAaHMM JIaHHBIX aHAMHE3a,
KIIMHUIECKUX TIPOSIBIICHUI, PE3yJIBTaToOB JIA00paTOPHBIX
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Puc. 3. Pebenok K., crpagaromuii Hac/ieICTBEHHOIi SH3MMOTIe-
HIYECKOii MeTremMoraoouHemueii II Tuma, Ha MOMEHT BBIMMCKH
M3 CTALMOHApA.

a — Mukpoledanus, HapyleHUe YePETHO-MO3r0BOIl MHHEDBA-
LUK B BUIE AJBTEPHUPYIOILETO CXOMSIIETOCS KOCOIIa3usl, v~
TNEPTOHYCA MBIUIL SA3bIKa; 0 — MBbIlIeYHad TUINICPTOHUSA C IMPEU-
MYIIECTBEHHBIM ITOBBIIIEHUEM TOHYCA B MbIIILIAX pa3FI/IGaTeJIHX
1Ien 1 TyJIOBUIIA.
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